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[eHeTUKa NoauHU
Ta Il iICTOPUYHUN PO3BUTOK

1.1. 3arasnbHi OCHOBU
reHeTUKM NIanHU

T'eneTHKa € OOHi€I0 3 OCHOBHUX, 3aXOILJIMBUX 1 CKJIak-
HUX Trajiy3ed Cy4acHOro Npupoao3HaBcTBa. PasoMm 3 iHmn-
MH IPHUPOSJHUUYMMH HaAyYKaMH — I[MTOJIOrielo, O6ioximiero,
6iodisnkoio, MmiKpobiosorielo, emOpiosoriero — BoHa HAOIU-
’Ka€ JIIOACTBO JO MOXKJIMBOCTL YIPaBJIATA OCHOBHUMH BJIa-
CTHBOCTAMH "KUBUX Opranismis: cnadkosicmio, To6TO 37aT-
HICTIO OpraHiaMiB mepesaBaTH HACTYIHHUM IIOKOJIIHHAM
CBO1 03HAKH Ta OCOOJIMBOCTI PO3BHTKY, 1 MiHAUBICMIO, IIIO €
ix BJIACTHBICTIO 3MIHIOBATH CBOl O3HAKH Ta OCOOJHBOCTI
PO3BUTKY BHACJiZIOK TpaHcdopMmallii cnafKoBUX 3aJaTKiB
(reniB) abo mixg BOJAMBOM YWMHHUKIB cepemoBuma. ILlum
3yMOBJIEHE Miclle TeHeTHKH B CUCTEMi HayK i ocobsiuBe 3a-
IIiKaBJEeHHSA HEIO.

F'eneruka (rpey. genos — pifl, NOXOMKeHHR) — GionoriyHa HayKa, fiKa
BUBYAE s1BULLa CriaJKOBOCTI Ta MIHANBOCTI XUBUX OPIraHi3MiB.

IIpedmemom 6uBueHHA zeHeMUKU € CIAJKOBICTS 1 MiH-
JUBIiCT, — J[OBa NPOTHUJEXKHi, ajJe TiCHO OB’ ’A3aHI Mix
co6010 npolec, IPUTAMaHHi }KMBUM OpraHizMaM.
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CyuacHi reHeTHYHiI JOCII’KEeHHA OXOIJIIOITH PisHi
PiBHI opraHisanii XMBOI IPUPOAU: MOJEKYIAPHUNA, XPO-
MOCOMHHM, KJIITHMHHMHA, OpraHidMeHH¥ Ta MTONYJIAIi-
Huii. YucaeHicTyr 00’€KTiB Ta MeTOAIB NOCHiIKeHB V
reHeTUIll 3yMOBUJIa BUHMKHEHHSA BeJUKOI KiJbKoOCTi 11
po3aiyiB: MoJeKyJaAApHOI Ta OioximMiuHOI reHeTuKH,
IIATOT€HEeTUKH, pagianiiiHol Ta NONYyJaAINiMHOl TeHeTUuKH,
reHeTUKY PO3BHUTKY Ta iH.

I'eHeTHKY NOAINAIOTH HA 3araJbHy Ta cOeliajbHy (IIpU-
KJaJHY). 3a2a1bHA ZéHeMUKQ JOCHIIKY€E 3aK0OHU, 3aKOHO-
MIpHOCTi, MEeXaHi3MM CIIaJKOBOCTi Ta MIHJMBOCTI, CIHiJIbHI
IJIA yCiX "KMBUX OpraHi3MiB, a npukaadna (cneyiaavia) —
CIIAAKOBICTH I MiHJIMBICTHL IPyN KUBHUX OpPraHismis (Bipy-
ciB, OakTepiii, rpubiB, poCcJIMH, TBAPUH, JIOAUHN). BuBueH-
HAM JIIOOWUHU 3a¥MaeThCA 'eHETUKA JIOAUHHA.

Fenetuka moamHu (aHTPONoreHeTnka) — 6ionorivHa Hayka, 30cepe-

KeHa Ha [OCHIMKEHHI 0Co6MBOCTEN CnajgKoBOCTI | MIH/IMBOCTI

JMOACLKUX OPraHi3miB, 3'CYBaHHI reHETUYHNX MeXaHI3MIB CnaaKoBux
38XBOPIOBAHb Ta PO3PO6ACHHI TEXHONOTIN FreHHOI Tepariil.

Kpim Toro, y moJi 30py reHeTMKH JIIOAUHU Hepedy-
BAIOTh T€HEeTHYHA MIpUpoJa HOopyIiIeHb (PiZWUYHOIO, IICHU-
X14YHOr'0 Ta pO3YyMOBOTO PO3BUTKY, F'€HETUKA aHOMAaJbHOI
IOBeNIHKHY NIOLQUHHA, 11 34aTHOCTI O HABUAHHSA Ta 064apo-
BaHICTB.

JlroqguHa cTaja OGHUM i3 OCHOBHUX O0’€KTiB reHeTHUY-
HUX gocaigkeHp vy 80-11 poku XX c¢T. BUBUEHHS re HETUKU
JIOAUHU TOB’fA3aHe 3 NEBHUMM TPYIAHOUIAMH, M0 CIPH-
YHUHEHO HEeMOMKJIUBICTIO MOBLJIBHOTO CXpenlyBaHHSA, IIi3HIM
HAaCTaHHAM CTaTeBOl 3pijocTi, MaJiol0 KiJIBKICTIO HAITAaAKIB
Y KOXHIiM ciMm’i Ta HesmaTHicTIO YHIQIKyBaTHM yMOBHU iX
icryBanHsA. HeaBakawoum Ha Ie, reHETUKA JIOAUHUA JOCH-
IJIa 3HAYHUX yCHiXiB, 30KpeMa 3’scyBaJjia 3aKOHOMipPHOCTI
yCcrnagKyBaHHA PisHOMaHiITHMX O3HAK, y T. Y. IIATOJIOTid-
HuX. OqHaK reHeTHYHUHN aHaJi3 IcuxiyHol cpepu Ta TBOP-
40l AiSJIBHOCTI JIOAWMHU A0C1 He 341ICHEeHO Yepes 1X HaA3BU-
YallHy CKJIQJHICTh, X0Ua € INePEeKOHJNB] JOKasy, 10 BOHUA
CIIaIKOBO OOYMOBJIEHI.

AK i B saranpHii reHeTHIi, IIosiBa Ta PO3BUTOK SAKOI
IIOB’A3aHi 3 BUBUEHHAM YCIIAIKYBAaHHA MYTAiMHHAX SMiH ¥
NONMYNAIIAX TOPOXY, APO30(PiaN, MUIIII Ta IHIIINX eKCIIepUu-
MeHTaJbHHX 00’€KTiB, OCHOBHI JOCATHEHHS B aHTPOIIOTeHe-
THUI1 3a0e3eUYnIN JOCHiIMKeHH s IIPHUPOAH Ta 0COOJIUBOCTEM
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yCHaAKYBaHHA MyTalliiHMX 3MiH y JooguHu. COOHTaHHA
CIIaZlKOBA MIiHJIMBICTH JIOACBKOI'O OPraHi3My BHCOKa —
IIPOTATOM KUTTA npuoausHo y 70% ocid po3BHUBAIOTHLCA
neBHi coagkosi xBopobu. OTike, y OinbIIoCTi Jrogeit BH-
SBJISAETHCA X0Ua 0 0JHe reHeTUYHO 00yMOBJIeHe BiIXUJIeHHA
Bii HOpMH, AKe 3HUIKY€E TPHUBAJICTH KUTTA abo mmepe-
IIKOJXKA€ HOPMAJBbHIN KATTEAIANBHOCTI Ta Npane3gaTHoO-
cTi. ToMy HaBaKJIMBIINMMH HATIPAMAMU JOCTIIKEHD y TeHe-
THI[ JIOAUHY € BUBUEHHSA MOJIEKYJIAPHO] IIPUPOAU TAKUX
reHeTHYHNX BifXNJieHb, aHAJJi3 3aKOHOMiIPHOCTEH 1X yCaa-
KYBaHHS, ITOOIAPEHOCTI B PiBHUX MONYJIALIAX, BUSHAUEHHH
POJIi MyTareHHMX YMHHUKIB HABKOJIUIIHBOTO CePEeIOBUILA Y
3MiHi piBHS CIIOHTaHHOIO MyTareHe3y B JIIOAUHN.

CyuyacHuii eTan po3BHUTKY aHTPOIIOTeHETUKH XapaKTe-
PU3YETHCH CTPIMKHM 3pPOCTAHHAM 00CAry 3HaHb HPO
MOJIEKYJASAPHY OyAOBY IeHEeTHYHOI'0 Marepiajy Ta Mmexa-
Hi3zMu myTaresesy. CBifjlueHHSAM TaKHUX yCHOiXiB € peaJisa-
1iga MixkHapoguoi nporpaMu «I'eHOM JIOAUHUN». Y Ke BUA-
BJIEHO IIPUOJN3HO AeB’ATh TUCAY CIIAAKOBUX XBOPOO, IIIOAO0
TPHOX THUCAY i3 HUX BU3HAUEHO JIOKAJI3aI[il0 MyTaHTHUX
reHiB Ta MOJIEKYJISAPHY CTPYKTYPY iX npoaykTiB. Ile nae
3MOT'Y PO3POOHTH HOBi METOAMKH AiarHOCTYBaHHA cIaj-
KOBHX 3aXBOPIOBaHb, I1X NPOPiIaKTUKU Ta JIKYBaHHH.

YHacnigok 3a0pyIHeHHA HAaBKOJHUIOIHBOTO CepeXoBHUIIA,
cOpuYrHEeHOro YopHOOHMJIBCBKOI aBapiero, BHOyXaMu Ha
AJePHUX MHOJIITOH&X, BUPOOHUUYOK AiAABHICTIO OigOopu-
€MCTB Ta iHINNMU BOJHBAaMM, BaKJINBOIO 3HaAYeHHsA Haby-
Ba€ PO3pO0JIEHHA METOHiB OL[iHIOBAHHA TeHeTHUYHUX Ha-
CJiAKiB Taxoro 3a0OpyAHeHHs IJisd HACTYHHUX HOKOJiHB,
UM TeXX HeperMacThCA reHeTUKa JIIOAUHH,

1.2. CTaHOB/NIEHHSA
FreHETUKU NIOANHU 9K HayKu

HocArHeHHA Yy BUBUYEHHI 3aKOHOMIpHOCTEH CHAJKOBO-
CTi JIIOAMHH TiCHO MOB’A3aHiI 3 PO3BHTKOM YCiX pPO3ALIiB
reHeTHUKH.

IIle nixapi Ta ¢dinocodpu Hasuboi I'penii (V—IV cr.
I0 H. €.) He JIMIIe MUCAJM OPO CHOCTePeXKyBaHe HHUMH
yCOAIKyYBaHHA IIeBHUX HOPMAJBHHUX Ta MMATOJOTIUHHX
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O3HAK JIOAUHH (KOJIip OoUeil, KOCOOKiCTh, OOJHUCIHHSA TOIIO),
a ¥ HaMaraJucsa IIoOACHUTH MeXaHi3M X NPoHeciB i HaBITH
IIPONOHYBAJA 3aX04H HIOA0 MOKPAIlaHHs JIOAChKOT0 POAY.
Tax, I'innokpar (mpubJ. 460 go 5. e. — ipuba. 370 go H. e.)
i Araxcarop (mpu6s. 500 xo H. e. — 428 510 H. €.) BBaXKaJu,
1110 Hocist iH(opmaiiii, TobTo cim’10, GopMyIOTEH YCi YaCTUHH
Tijla, AK 3J0POBi, TaK i XBOpi.

Ilepmy 3aBepliieHy, X04a i IOMHJKOBY, TeOpilo cnaja-
KOBOCTI po3poOuB Apicroteb (384 o H. e. — 322 no H. e.),
AKHUN BUCJOBUB AYMKY IIPO SKICHO Pi3HMM BHECOK YOJIOBI-
YOro Ta KiHodyoro Havaja y mMawbyTHiO guTuHY. Bim OyB
IepeKOHaHUM, IO YOJOBIiUMH OpraHiaM JIHMIle 3aIlyCKae
mpoLec, a *KiHOUMi Haja€e mMaTepian I PO3BUTKY JTUTH-
HHE. Kol 4yonoBiue HAUaJIO CUJIbHilIIE, HAPOAKYEThCA CHH,
OinbIre cxoKuWi Ha 0aThbKa, 1 HaBnmaku. ToMy cUHU 3a3BH-
yai cxXooki Ha 6aTbKiB, a JOUKM — HAa MaTepiB.

Ilnaron (427 mo H. e. — 347 ab6o 348 5o H. e.) y npaui
«IlomitTuka» HazaB AeTaJabH1 peKOMeHJallil, K BapToO Hmix-
OupaTu OOAPYKHI mapu, mod HaApOMKyBamuca (PisuuHO,
PO3YMOBO i AYXOBHO JOCKOHAaJNL mAiTH. BiH Hamojaaras, IO
HAIaJKiB X0opoIiux 0aThKiB cJIiZf BHXOBYBATH 3 0COOJIMBOIO
pEeTeJIbHICTIO, a MPO AiTed 3 HUIKYUX IPOIIAPKiB CyCHiJIb-
CTBa HEe BapTO 0COOJMBO A0aTH.

AHTUYHUX VUEHHUX I[iKaBHJIa TaKOK mpobjema ycuaz-
KOBaHHX Ta Ha0yTux o3Hak. Tak, Ha AyMKy Ilemoxpita
(npub6sa. 460—370 xo H. e.), 3xiOHocTi OiabIIOCTi JIOHeit
¢dopMyOThECA mEPEBAKHO 3aBAAKM BIIpaBaM, a HE IPHPOL-
HiM CXHUJIBHOCTI.

3HOBY ABHIIIAMHU CIAAKOBOCTI Ta MiHJIMBOCTi HayKa 3a1ii-
Kasujaacsd auine yepes 20 croiaits noromy. ¥ npani «Coaza-
KOBi 3axBoproBaHHA» (1605) icnancsxuii gikap JI. Mepka-
o (1525—1606) creepaxkyBaB, 10 He TLIBKU 0AaTBKO, a i
MATH BIJMUBAIOTh Ha O3HAKM MaMOyTHHOI AUTHUHU, XO4ya i
OaraTo B YoMy HmiATpuMyBaB ApicroTeJis.

Ilepimuit HaykOBUM OINC 3aKOHOMiIpPHOCTEHM YCHAIKY-
BaHHA JeAKMX O3HAK Y JIOAWHU (IIOJiJaKTHJAisg Ta axbOi-
Hi3M) OyB 3ainicuenunit y XVIII ct. ppaHny3sbKuM HaTypasii-
ctoM I1. MonepTioi (1689—1759). Yuenuii AiHI110B BUCHOBKY,
110 IIi IOPYIIIeHHA MOXKYTh OXHAKOBOIO MipoIo mepezaBaTu
AK 0aTbKO, TaK i maTH.

Ha mouatky XIX cT. KijJibKa aBTOpPiB HE3aJIEXKHO OANH
BiJI OHOro ommcaJu ycnaaKyBaHHA reModinii Ha OCHOBi
BUBUEHHS POJOBOJIB CiMeill, B AKAX TPAILJIAJINACA TaKi XBO-
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pi. Hanpukian, HiMmenbskuii npogecop megunuay K.-P. Hac-
ce (1778—1851) sBusHauuB HaiABaKJANBiNIl GopMaJIbHI OCO-
0JIMBOCTI yCcIIafKyBaHHA IIbOI'0 3aXBOPIOBAHHA.

Kuury amraiiicexoro mikapsa I>xk. Amamca (1756—
1818) «TpakTaT nmpo mepexdadyBaHi CIaZKOB1I BJIaCTUBOCT1
XBopo6 Ha OCHOBI KJiHiYHHX cmocrepeskeHb» (1814), Bino-
My TAKOX IiJ HasBo «PijsocopCchbKHUU TpaAKTaT IPO claj-
KOBi BJIAaCTHBOCTi JIOACHKOI pacu», MOMKHA BBa)KaTH
MepIIuM HAYKOBHM [OOBIZHUKOM JJA T€HETUYHOIO0 KOH-
CYJBLTYBaHHA. ¥ Hill 3a3HaUYeHO, U0 HLII00H MiXK poauyamMu
OiABHUINYIOTH YACTOTY CiMelHMX (pelleCHBHUX 3a Cy4aCHHU-
MH IOHATTAMH) XBOpo0; craiKkoBi (JoMiHaHTH1) XBOpOOU He
3aBKIU BHUABJAIOTLCA Biipa3y micjid HapOAKeHHH, aje
MOXKYTH PO3BUBATHCA B OyIb-AKOMY Billi; He Bci BpOasKeHi
XBOPOOH € CHaAKOBHMH, 00 YaCTHHA 3 HUX IIOB’A3aHA 3 BHY-
TPiyTPOOHUM YIIKOAKEHHAM ILJIOAY.

IIpo6aemMu cnmazkoBUX XBOpoO 1 cIagKoOBOI IIPUPOAH
JIOOUHY BUBYaB pociicbKHUM riHekoJgor B. M. diropunucs-
Kkui (1834—1899). ¥V npaiii «YgockoHaJIeHHA 1 BUPOJKEH-
HA JI0ACLKOT0 poay» (1866) BiH BUCBITJIUB JesAKi NTUTaHHA
reHeTHKH JIOAUHN: 3HAUYeHHA cepeoBHUINa AJsA GopMyBaH-
HA CIHAAKOBHUX O3HAK, He0e3MeUHiCTh CIOPiAHEHMUX IILIIO-
0iB, cagKOBHUI XapaKTep YACJeHHUX NaTOoJIOTi# (TJIyXOHi-
MOTH, aJb0iHiZMY, «3aAa4901 ry0u», BaJ pPO3BUTKY II€HTPAJb-
HOI HEPBOBO1 CHCTEMH).

Y mpangax Oineimocri mocaizaukis XIX cr. mopapn i3
IIPaBUJILHUMY YABJIE€HHAMH Oyjo 0araro nOMHJIKOBHUX,
aJyKe KPHUTepiiB OJig BCTAHOBJIEHHA HAYKOBO1 AOCTOBipHO-
cTi me He icHyBaJyo. 'eHeTHKAa JIOAVHU AK HayKa IodaJja
dopmyBaTuca Jsuie B Apyrii mosoBuHi XIX cT., Koam
3’ABUIINCA MeHIeai3M Ta 6iomeTpid.

3aKo0HH, cHOPMYJIbOBaHi YeCbKUM aocaifHuKoM I'. MeH-
meaem (1822—1884) y 1865 p. micisa eKCcIepHUMEHTIB 3
pPOCINHAMHU, BUABUJHCA HAA3BAYAWHO IJIIAHUMH 1 Ki€eBU-
MY B aHAJITHUYHOMY IiaHi. IloHATTA «rer», o chopmy-
BaJIOCSA HA OCHOBiI IIMX eKCIepMMEHTIiB, CTaJi0 HEeHTPaIb-
HOI0 KOHIIEIIliel0 BcCi€el MeHeTHKH, V T. 4. 1 IeHEeTHKH
monuHu. IlepmuMmp 3aKoHAMU TFeHETHKH OYJH 3aKOH
OJHOMAaHIiTHOCTI ribpHuiB MepIIOro MOKOJiHHA, 3aKOH PO3-
nienJIeHHA riOpuaiB Apyroro NmoKOJiHHA Ta 3aKOH He3a-
JIe}KHOTO YCIaJKYBaHHA Pi3HUX Iap O3HAK y ribpuais
IPYTroro IMOKOJIIHHA.
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I'. Mesgenb po3poOMB NMPUHIIUIIOBO HOBUM METOLUY-
HUY Oigxia, AKUA MaB TaKi 0COOJIHMBOCTI: HJs CXpelly-
BaHHSA BHKOPHCTOBYBAJH OCOOMH 3 KOHTPACTHUMHU O3HA-
KaMUu; 3iCHIOBAJIY TOUYHUHA KIJIbKiICHUN 00JIIK O3HAK, IO
Jla€ 3MOTI'Y 3HAUTH CTATHUCTUYHI 3aKOHOMIPHOCTI yecnajgKy-
BaHHS.

Baromum OyB BHECOK y PO3BHUTOK AHTPONOTeHETHUKH
aHrJiiicbkoro 6iomora @. I'amprona (1822—1911). Araini-
3yIOUM CIIAJKOBIiCTH y HUS3IIL ciMell, BiH AiMIIIOB BUCHOBKY,
110 IICUXiuHi 0COOJMBOCTI JIIOAMHY AeTEPMiHOBaHI He JuIiIe
YMOBaMHM CepefoBUINa, a A CHAaJKOBUMHM UYHUHHUKAMU
(1865). ®@. 'anbTOH 3aIPOIIOHYBAB i 3aCTOCYBaB GJIU3HIOKO-
BHM METOJ JJIA BUBUECHHS POJIi cepeloBHIIIA Ta CIIaJKOBOCTI
B PO3BHUTKY O3HAK, pO3poOMB KiJIbKa CTATUCTUYHUX METO-
JIiB, 30KpeMa MeToj O0UMCIIeHHA Koe(dimieHTa Kopeaiiii.
IIi poboTm crTasm OCHOBOIO AJIA MalOyTHHOTO PO3BHUTKY
reHeTuxku Joauau. Kpim nroro, ®. I'anbToH O6yB pojgoHa-
YaJIbHUKOM €682eHiKu — HAYKHU IIPO CIIagKOBe 3I0pOB’A
JIOAWHHN Ta NLJISAXM Horo noJimnmieHHA. BiH BBaskas, IO
HacaMiepes HeoOXigHO He I030aBJIATHUCA MHATOJOTIUHUX
TeHiB, a 30iJbNIYBAaTH KIJIBLKICTh «CIPUATINBUX» T'€HIB VY
JIOACHKUX IIONYJAIIAX, CTBOPIOIOYM YMOBH AJS PO3MHO-
’KeHHSA 001apOBaHUX JIIOJEH.

AMepnrkaHcbKHi agTpomnoJor Y. @apabi (1865—1925),
BUBYAIOUM POJOBOAM B KiJbKOX MHOKoOJiHHAX, V¥ 1903 p.
yIepiine BCTAHOBUB, II0 OpaxifakTuris (KOPOTKONIAJIICTD)
y JIOAUHUA YCHAaJKOBYETHCA 3a ayTOCOMHO-AOMIHAHTHUM
THUIIOM, UAM MiITBEPAUB IIpaBUJbHiICTE MeHae/IeBuUX 3aK0-
HiB i IoJ0 JIOAUHU.

Harenep HalaKTyaJdpHIIIMMU B TeHETHUIl JIOLUHU €
JOCHiMKeHHS CIaJKOBHUX XBOpPoO OOMiHY pedOBHH, 3allo-
yaTKoBaHiI aHriaifcekum Jgikapem A. I'appomom (1857—
1936). ¥ mpaii «IlomupenicTs ankanToOHYpil: BUBUEHHA
xiMmiyHMx ocobiamBocTeii» (1908) BiH BIepiie BUSBUB 3B’ -
30K MisK reHaMu Ta (pepMeHTAaMHU 1 CIIaJKOBI MOPYIIEeHHA
00OMiHY pPeYOBHH y JIOAVNHU.

Y 1908 p. aurmiicexkuii marematuk I'. Xapai (1877—
1947) Ta mimenwskuii Jikap B. Bei#inGepr (1862—1937)
He3aJIe)KXHO OLMH BiJl OJHOTO 3aKJIAJYW OCHOBHU IOUNYJIAIIN-
HOI reHEeTHKH, c(pOPMYJIIOBABIIN 3aKOH PO3IIOAIJNYy I'€HiB y
nonyJsAnii opraismiB, BioMHII HMHI AK 3aKOoH Xapiai —
Beita6epra. CtumysioMm a0 IIOro OyJia TeHeTUKa JIOAWHU,
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00 OCHOBOIO 3aKOHY CTaB PO3IMOJiJI MEHAENIOIOUUX O3HAK Y
MO YJIAIL] JIIOAUHHA.

¥V 1911 p. amepukanni — reHetuk T. Moprau (1866—
1945) i nmurosor E. Binbcon (1856—1939) BuaBuam, mo
ycnajgkyBaHHA reModiail Ta KOJbOpoBOl CAINOTH IO MaTe-
pPUHCHKiNM JsiHil 0o0yMOBJeHe JOKaJisalicio BimmoBimHMX
reHiB y X-xpomocomMi.

Y npoMy caMOMY POIli HIMEIIbKUH Ta MOJbBCEKUY IremMa-
ToJioru E. arrepH (1867—1961) i JI. I'ipmdeasn (1884 —
1954) KoHCcTaTyBaJIM, IO I'PYyIH KPOBi 3a cucremoo ABO
ycnagKoBYHOThCA. ¥ 1924 p. HiMenbKHH [mOCHIgHUK
®. Bepumreitn (1878—1956) Buasus, mo ABO-cucrema
IPYI KPOBiI KOHTPOJIIOETHCS CEPi€I0 MHOMKHMHHHUX aJejiei
OJHOT'O JIOKYCY. 3aBAAKM CILJIBHUM 3YCHJIJIAM aBCTPiHACh-
Kux Oioxoris A. Binepa (1907—1977), II. Jlesina (1900—
1987) ra K. Jlangmreitnepa (1868—1943) srogom 6OyJio
3HaiaeHo pesyc-dbaxrtop (Rh) i foBegeHO, IO TeMOJIITUYHA
SKOBTAHUIIA HOBOHAPOJKEHUX BUHHUKAE BHACIIIOK iMYyH-
HO1 HecyMicHocTi marepi Ta mioxy. Ili BigkpuTTa nanm
3amory, nounHaouu 3 60-x pokiB XX crT., momepeaKaTu
reMOJIiTHYHY XBOpPOOy HOBOHAPOAMKEHUX IIJIAXOM BBeJEH-
HA anTu-Rh-daKkTopa MaTepaM i3 rpylId pU3UKY PO3BUTKY
IIBOT'0 3aXBOPIOBAHHJ 1 Ile pas3 migTBEepAUIN, HI0 YCOIAAKY-
BaHHA O3HAK Yy JIOJAWHU HiAIOPAJAKOBYETHCA 3aKOHAM
I'. Mennens.

Kimens 20-x — mouaTok 30-x pokiB XX cT. 03HAMeHY-
BAJINCSA 3HAYHUMH YCIIiXaM¥ B POSBUTKY 'eHETUKU. X POMO-
COMHA TeOpisd cIaKoBOCTI cTaJia 3arajJlbHOBU3HAHOW. Ille y
1902 p. amepukaHcbku# gocaiguuk ¥. Cerron (1877—
1916) ra mimenpkuii T. Bosepi (1862—1915), nopiBHIOIOUHK
naHi ribpumoioriayHoro aHaji3dy 1 MoBeJiHKM XPOMOCOM IIpH
MOAiNi KJAITHH, NIAIJIN BUCHOBKY, IO CIANKOBL akTOpH
I'. Mengeasi, To0To reHH, JJOKaJidoBaHi B xpoMocomax. I1a
rimoresa Oysna miATBepAKeHa pe3yJbTaTaMM aHaJi3y
yCIaAKyBaHHS CTaTi y TBapuH, AKHAU JAOBiB, IO CTaTh
HaniagKiB BU3HAYAIOTh cTaTeBl xpomocomu. Excnepumen-
TaJIbHO OOI'PYHTYBAJH XPOMOCOMHY TEOPil0 CIIafKOBOCTL y
1910 p. amepuranchKi yueni T.-X. Moprau, K. Bpigxec
(1889—1938) Tta A. CrepreBauT (1891-—1970). 3riguo 3
IIiero Teopi€io, CIAIKOBICTh IOB’A3aHa 3 reHaAMH, PO3Talllo-
BaHMMM B XPOMOCOMAaX KJITHUHHUX SAHeP JiHIAHO, YTBOPIO-
IOUY I'PYIIN 3YeIlJICHHS.
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Y meii caMmuii mepios iHTeHCUBHO PO3BUBAJIACH IOIIYJIA-
mifiHa reHeTukKa. 3HAYHHWH BHECOK Yy PO3BUTOK I[bOIO
Hanpamy 3pobmaum pociiicbki Bueni C. C. YerBepuxos
(1880—1959) Ta M. II. Nyounin (1907—1998), anrmiii
xk.-B. Xongeitn (1892—1964) ra P. ®@imep (1890—
1962), amepuranens C. Paiir (1889—1988), musez I'. lans-
oepr (1893—1956) ra im.

Y 30-ti pokn XX cT. pociicbKUM JiKap 1 TeHeTHUkK
C. T. JleBiT (1894—1938) inenTudikyBaB nepiiri XxpoMoco-
MM JIIOAWHH, 4 TAKOXX BUBUMB 3aKOHOMIPHOCTI yCIaAKYBaH-
HA KIJbKOX XBOpoO (xmiaber, ajepris, BUpasKa HIJIYyHKA,
rilepTeHsid ToIno).

Hocaigu miATBepAMJIN TeTEPOTEeHHICTh CHAaJKOBUX
IaToJIoTiH, TOOTO Te, IO OAMH 1 TOM caMuil (PEHOTUII XBO-
pobu mMo:ke OyTH 06yMOBJIEHMN aHOMAJIi€I0 Pi3HUX TI'€HIB.
Ile ny'xe Ba)KJIMBE BiZKPHUTTA A JiarHOCTUKMU, JIKYBaH-
HA 1 MeAMKO-TEeHEeTHYHOTO KOHCYJLTYBAaHHA CIaJAKOBUX
XBOPOO.

Y nepmiomy gecaruaiTti XX cr. OypXJIUBO pO3BUBAJIACH
eBreHiKa. 1i IPUXUILHUKY BBAXKaJIHU BU3HAUAJILHUM BILIUB
TeHEeTUYHNX YNHHUKIB HA POSBUTOK HOPMAaAbHUX (i310J10-
riuHMX i pO3yMOBHX OCOOJHBOCTEM iHAMBiZA, a TAKOX Ha
II0SIBY PO3YMOBOI BiJCTaJIOCTi, NCHUXIiYHUX 3aXBOPIOBAHb,
AJIKOT0JII3My, 3JIOUMHHOCTI Ta IHIIMX COIIAJbHUX BiAXH-
JeHb. Bouu BBaxkaiu, 10 JIOACLKUH Pl MOXKHA ITOJIIIIIN-
TH, CIOPUAIOUYH BiTBOPEHHIO JIIoAeM, sAKi MaroTh Oa)kaHi
SIKOCTi (IIOBUTHBHA €BreHiKa), Ta MepPelIKOAKAaIouYHd pO3-
MHOMKEHHIO XBOPHX, PO3YMOBO BiJICTaJIUX 1 KaJIiK (HeraTus-
Ha €BreHika).

¥ CHIA Ta gesxux KpaiHax €Bponu, 3okpema y Himeu-
yuHi, OyJI0 OpraHizoBaHoO HAYKOBi yCTaHOBM, AK1 3aiMaJju-
CsI €BTeHIUHNMMU JOCHINKeHHAMY, IIePEeBAKHO JOCUTDH IIPU-
MiTHBHUMHK. €BreHiCTH CTBEPIKYBAJH, IO iHAUBIAYaIbHIL
BJIACTUBOCTI JIIONUHHN, HAIPUKJIAJ HECTPUMHUMN XapakKTep,
CXHJIBHICTE JO OPOAAKHHIITBA TOINO, YCIANKOBYIOTHCA 3a
zaxonamu I'. MeHgess.

€BreHiky BuBuagu y 6ararrox Koaegskax CIIIA, a axe-
peJioM €BreHiYHOI mpomaraHiu cTtaB [lepskaBHUU apxis
esrediku mig KepiBHunTom Y.-B. JlaBenmopra (1866—
1944). Biu 6paB aKTUBHY y4acThb y (hopMyBaHHI coLiaJIbHOL
ODOJITHUKH INOAO iMmMmirpariii depe3 CTBOPEHHS CHCTEMHU
03BoJIiB i 3a60poH Ha B’137 no CIITA neBHMX HAIiOHAJBHHX
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rpyn. Brarkann, mio Buxigni 3 IliBaiusoi Ta IleaTpanabrOl
€BpoNU pO3yMOBO JOCKOHAJINII i TOMY KOpPHMCHIiIII AJis nep-
sKaBu, Hisk Buxigni 3 IlisBgennoil €Bponu abo Asii. ¥V 6iab-
mocTi mrariB AMepuKu OyJI0 3alIpOBaJi?K€HO 3aKOH IIPO
OIPUMYCOBY CTEpPHJIi3alil0 ICUXIYHO XBOPHUX, 3JIOUMHIIIB,
I’ IHUIIb, OOBi#l Toimo. OJHAK NPUNYIIEHHA PO YCIaaKy-
BaHHs TaKMX BJACTHUBOCTEN JIIOAMHOI HE MAJI0 HAYKOBOI'O
OOr'pyHTYBaHHS.

AmnaJsioriuni Tengenii cmocrepiranucsa i B AErail. ¥V mii
KpaiHi Te)X aKTMBHO IPONaryBaJid €BreHiKy, YOMY CIPUAB
matemaTuk i 6iosor K. Ilipcon (1857—1936), axkwuit ycuana-
KyBaB y JIOHAOHCBKOMY YHiBEepCHTET1 €BreHiuHy JabopaTo-
pito @. 'axbTOHA.

Y HimeuunHi €BreHika orpumajia Ha3By «pacosa ririe-
Ha». Pyx mig miero HasBow OyB MOB’A3aHMHA 3 MiCTHYHOIO
KOHIIEIIIi€}0 pacu, YABJEHHAM IIPO IiepeBary HOPAWUYHOI
pacu, 3i cTpaxoM mepej BUPOIXKEeHHIM JIIOACTBA 3arajioM Ta
HiMeIbKOro HapoAy 30KpeMa, CIIPUYWHEHUM aJKOTO0JIi3-
MOM, BEHEeDUUYHHMU XBOpobOaMu, 30iIBLIIEHHAM HapOIKy-
BAHOCTI HeZOYMKYBaTHX ab0 JII0Jei 3 HU)KUYMX IPOIIapKiB
cycmisiberBa. ledAKi NpUXUABHUKH TaKUX 1Ael BBaXKaJw,
IO He CJiJ «3a0pyAHIOBaTH HiMEIbKYy KPOB» 1HO3€MHOIO,
ocobinmBO e€BpelichbKo10. Ilicaa npuxoay go Baaau A. Iitie-
pa €BTreHiuHi yABJEHHA CTAJH CKJAJA0BOI0 HAIMCTCHKOI
imeoJsiorii. ¥ 1933 p. y KpaiHi 3anmpoBagujm 3aKOH IIPO CTe-
pHaisaifiio AitTei, oOTS KEeHMX COAaAKOBHUMH XBopobamMmu, a
TAKOYK IIPeJCTaBHMKIB NMEeBHHUX ETHIYHHUX IPyd, 0COOJHBO
espeiB Ta nuraH. IlomgibHi 3akoHU, ajie PO AOOPOBIILHY
CTepMJIi3allilo 3a €BreHiYHMMH CBigueHHAMH, OyJI0 IpPHi-
HATO B CKaHIMHABCLKNX KpaiHax.

Y Pamgauacpxromy Co1031 resHeTuka JIOIHHK IIOodaja
inTeHcuBHO possuBaTuca y 20-Ti poku XX cr. Ilig BnamBom
ime#t 3aximnol eBremikmu y 1921 p. M. K. Koasnos (1872—
1940) y Mocksi opranisysas Pocificbke eBresiune ToBapu-
¢TBO, v 1922 p. onuH i3 3aCHOBHUKIB pajgsiHCHKOI I'eHETHKY
IO. O. ®Pinminuernko (1882—1930) crBopus Biopo 3 eBreHikm
y Ilerporpaai. OgHak I11i ocepeAKHu CTAaBHUJIU mepen coboro
aunie HayKkosBi 3aBganus. M. K. Koasmos, 10. O. @iginyen-
KO Ta iHnii BuYeHl 3AiHMCHIOBAJM TeHETHYHi ZOCJIIIKeHHSA
ob01apoBaHOCTi, BMBYAIOUYM POAOBOAM BHUAATHUX JIOHAEH.
HocaigxenHnsa MaJan MeTOAWYHI MOMWJIKHU, IEBHI cyneped-
HocTi. OMHAK HAYKOBIi 3MOIJIM OJepKaTH ILiHHI HAYKOBi
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pesyabTati. BoHH, 30KpeMa, IOPYUIyBaJd IUTAHHSA IIPO
3HAaYeHHA YMOB COI[iaJIbHOI'O CepeJOBHIlA B peaJisaliii
iHAUBiAYVaAJIbHHUX 0cOBJIMBOCTEN JIOOUHH, I[IJIKOM 3amepedy-
BaJIM HACHJIBHHUIIBKHU HUIAX YAOCKOHAJEHHS CIaIKOBOCTL
JIOAUHU. PagAaHCHKI €BreHicTH TakoMX 3i06pasn poaoBoau
BuaaTHUX ocobucrocreii (O. Ilymkina, JI. Toncroro, ®@. Illa-
JAMmiHa Ta in.).

Hanpukiani 20-x pokiB €BreHiuyHi AOCHiJ’KeHHSA B
Pagsiancekomy Coro3i Oyiam nmpunuHeEH1, OCKINBKM BOHU He
BINCYBAJHACA B KOMYHICTHUYHY iZ€OJOTiYHY AOKTPHUHY.
Y apyri#i moaoBmHi 30-X pPOKiB yHaACJiZOK HOPHUXOAY JO
Baaayu B Oiosoriuniit Haymi T. . JIucenka (1898—1976)
yCi reHeTUYHI JOCJHiIAKeHHs, a OTKe, BUBUEHHA CIIaJAKOBO-
cTi JroauHN, 3a00poHuIN. I'eHeTUKY Has3BaJau OyPIKYya3HOIO
J)KeHayKolo. BueHi-reHeTHKM BHUMYIIIEHO 3MiHIOBaJIu cde-
PY CBO€E1 HAYKOBOI AiAJbHOCT1, YACTHHY 3 HUX pPellpeCcyBaJil
(M. K. Koasnos, C. C. Yersepukos, M. I. Basumuos,
M. B. TumodeeB-Peccosesknii, C. I'. JleBir, B. I1. E¢ppoim-
co" Ta iH.). Take cramoBumIe 30epirasocsa no mouatky 60-x
pokiB XX CT.

¥ 1940 p. amepukaHchKi gocaigaukn k. Biga (1903—
1989) rta E. Te#item (1909—1975), cnuparodnucs Ha AOCTi-
mxenHsa A. I'appoza 3B’s3KiB MiK reHamu i ¢pepmMeHTaMu,
chopMyJTIOBAJIH NPUHIUI «OAHWH 'eH — OAUH (hepMeHT», 3a
SIKMM IIeBHUH reH 3abesneuye cuHTe3 BH3HadYeHoro ¢ep-
MEHTY. :

Y 1944 p. amepurkanchki 6ioximiku O.-T. EiiBepi (1877—
1955), K.-M. Makaeox (1909—1972) i M. Maxkapri
(1911—2005) BusiBHMJIM, III0 HepeJaBaHHA CIaZKOBOI
indopmMaiiii moB’sizaHe 3 Ae30KCUPUOOHYKJIIEIHOBOIO KUCJIO-
Toro (IHK). Ille BiAKpUTTA CcTANO CTUMYJIOM AJIS aHAJI3y
CIIaJKOBOCTI HAa MOJIEKYJIAIPHOMY PiBHi. A 3aBAAKH CTBO-
peHHIO B 1953 p. amepukaHcsKHuM O6ioximikom [[»x. Borco-
HoM (Hap. 1928) Ta anrmiicekum ¢disukom P. Kpikom
(1916—2004) mopmeni moaeryasipHOi cTpykTrypu [JHK
II04AaJIOCS IIOIVINOJIeHe BUBUYEHHSA MOJIEKYJIAPHOL, 6ioxiMiu-
HOI Ta IMYHHOI reHeTUKH JIIOAUHHA.

Y 50-1Ti poku mouajJucs AOCJaiAKeHHA paaiamiiHol
regeruxku jgioguHu. 1lle B cepenuni 20-x pokiB pociiick-
Kuii mikpo6iosor I'. A. Haacon (1867—1939) 3 kosera-
MH Ta aMepuKaHcbhbKu# regeTuk I'. Mesep (1890—1967)
BHABHUJIMA MyTareHHY [il0 pPeHTreHiBChbKOro IPDOMiHHA Ha
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sKkuBi opranismu. Ile BiaKpuTTA cBigunao npo Hebeamneu-
Hi HACJiTKHU ONPOMIiHIOBAHHA CTATEBUX KJITUH JIOAUHU
LA MOAAJbLIINX IIOKOJiHb, TOMY JIIOAHWHI AK 00’€KTy
reHeTHYHHUX JOCJiIJ)KeHb CTaJHu NnpuiiaAaAtu Oiabine
yBaru.

OpHOYACHO TPHUBAJU AOCJIAKEHHSA CTPYKTypH Ta QyH-
KIiii reHa, i y 1953 p. amepukaHceKkuii reHeTuk C. BeHsep
(1921—2007) xoHcTaTyBaB, 110 I'eH € JiHINHOIO CTPYKTY-
poI0, AKA KOAYE CUHTe3 OZHOro noJjinentuny. Bymso BusHa-
YeHOo, 1IN0 (PYHKI[IOHAJBbHUHN OiJIOK CKJIQZAEThCA 3 KiJIBKOX
MOJIiNEeNTHAIB, KOYKEH 3 AKUX OKPEMO He 3JaTeH BUKOHYBA-
TH (PePMEHTATUBHY (PYHKILiIO.

Y 1956 p. uuroreseruxku 3 Illsenii ox. Yio (1916—
2001), A. JleBan (1905—1998) Tta 3 Anruaii Y. Popa
(1912—1999) i :x. Xamepron (1929—2006) Busnauniu,
110 B KJITHHAX JIOAUHYU MicTuThea 46 xpoMocoM (yiepiie
MiTOTUYHI XpPOMOCOMH JIOAUHHU Yy Apyri# noaoBuHi XIX cT.
onucanu HimenbkKi ricrosoru IIxx. Apuonsg (1835—1915)
ta B. ®aeminr (1843—1905).

Yepes pik amepuKaHCBbKiI ¢isuro-ximikm B. IHrpem
(1924—2006), JI. ITouiur (1901—1994) Ta innri 3a pesynib-
TAaTaMU LOCJHiM)KeHb I'eMOIIO0iHY JoAMHU 3’ SACYyBaH, IO
OOCJiIOBHICTE aMiHOKHCJIOT ¥ MOJIEKYJI1 61JIKa BUSHAYAETh-
cs TeHOM.

®DpannysbKi resetuxu JK. Jlesken (1926—1994)1 P. Tep-
neH (1895—1988) i3 xoneramu y 1959 p. gocaiguam uuro-
reHeTUYHY KapTUHY BUHMKHEHHA cUHApOoMY [layHa (Tpuco-
mig 3a 21 xpomocomoio). OgHOYacHO 1HIINI AOCHIAHUKU
imeHTH(iKyBasu Ha XpoMocoMHOMY piBH1 cuHzapoMm lllepe-
meBcbkoro — Tepuepa (X0) Ta curgpom KiaitHdenbTepa
(XXY), a auraiiiceki nuroredetnku 4. @opg, I1. Ixexobe
(map. 1934) ra inmi 3’ acyBanu posb Y-XpoMOCOMY Y BU3HA-
YeHHI1 CTAaTi JIOAHHU.

MexaHi3M reHeTUYHOr0 Koay BusHauuB y 1961 p. ame-
pukaHcbKkuit nocaigauk M. Hipen6epr (1927—2010).

¥V 1965 p. amepurkancbkuil yuenuii X. Kopana (gap. 1922)
BIEpIIe 341CHUB IITYYHUI CUHTE3 reHa, 10 3aro4yaTKyBa-
JIO PO3BUTOK HOBHX HAIIPAMIB y reHeTHIl IIOAUHU — MOJIe-
KYJSAPHOI reHeTUKH Ta reHHol iHxkenepil. Ilicia nyoro 6yio
po3pobiieHO TexXHOoJOorii HITYy4HOro i )epMEeHTATUBHOTO
CHHTe3y I'eHiB, y T. 4. T'eHiB iHCyJIiHy, iHTep(depoHny, co-
maToTponiHy Touo. i HoCATHEHHA BiAKPUJIU BeJHK]
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HNepPCHeKTHBY B AlarHoCTyBaHHI, npodirakTuii Ta JiKyBaH-
Hi CIaIKOBUX XBOPOO.

Hanpukiunni 70-x pokiB XX CT. AOCHiZHHUKM, OYOJIIO-
BaHi anraiiinem P. Po6eprcom (Hap. 1943) i amepukaHiem
®. IMMapnmom (Hap. 1944), 3’sacyBanu, 110 reHX eyKapioTiB
MalOTh IEPEePUBUYACTY CTPYKTYPY 1 CKIaJAIOTLCA 3 KOAYIO-
yux Ta Hekoaywouux aiasaHoxk IJTHK. Ha mouatky 80-x po-
KiB aurigiviceki reHetuku C. Bpemnep (map. 1927) Ta
II:x. Cancrorn (map. 1942), amepukanenp X.-P. Xopsin
(map. 1947) BUABUIAM «T'eHH CMepTi», AKi COPUYUHIOIOTH
PYHAHYBaHHA KJIITHH, 1[0 BUYEPIIAJHu CBill JKHUTTEBUM Uac.
Hanopurinmi 90-x pokis XX cT. amepukaHcbKi 6iosoru
E.-3. ®Daiiep (map. 1959) Ta K. Menaoy (Hap. 1960) Bix-
KPpHUJH SABUINle NPUOMHEHHA eKcnpecii (IposABy) II€BHOTO
reHa 3a JOIIOMOroi ABoJiaHIoKKoBoi PHK, romoJsoriu-
HOl HbOMY I'eHy.

MacmTabHMN Mi’KBHapOAHUM IIPOEKT «'éHOM JIIOAMHU» ,
3aBOAHHAM SKOTO € BUBYEHHs T'€HOMY JIOAWHH, y T. Y.
MoJaJipIlle KapTyBaHHA XPOMOCOM Ta BH3HAUYEeHHSA HYKJIEO-
rugEol mocaizoBHocTi ix JHK, O6ymo samouaTkoBaBHO
Hanpukiani XX cr. ¥ Mexkax I1iel nporpamMu po3pobasioTs
METOIH AIarHOCTYBAHHA Ta JIKYBaHHS CIaAKOBUX XBOPOO.
Ilepmnii eTan NpoeKTy IPAKTUYHO BUKOHAHO. Bu3Ha4deHO,
10 KiJBbKiCTEL I'eHiB JIOAWHU cArac go 32 tTucad. BoHu cra-
HOBJIATH Jiunie npubamsuo 5% yciel reHermuHol [THEK.
Pemita cykynnHocti [IHK, 3a cywacHUMHU yABJIEeHHAMU,
HiYO0ro He Kozye abo MicTHTL umMciieHHI moBTopu. B oxHO-
KJIITHHHUX OpPraHismiB, HanmpukJaj O6axrepiit, raka JHEK
BiICYTHJ, a 3 YCKJAaJHEHHAM OpraHi3MiB ii yacTKa 3pocTae.
Byjo BuUABIEHO, IO I'eHOMM PiSHUX E€THIYHUX IPYI Ta
MONYJAAIINA JIOAUHYM BiJpPi3HAITHCA 3a IIOCJIiTOBHICTIO
HYKJeoTUiB y neBHux ginsauxkax [AHK. Ha ocHoBi pesyab-
TATiB MOCJIIAMKEeHb YV MeXKax IpPoeKTy «I'eHOM JIoAuH!»
ctana moxkauBoio [JTHK-giarnocruka nouayg 100 cnagkoBux
3axBOpIOBaHb. IIPOEKT IPOLOBIKYE A1ATH, ajie HUHI BiH CTaB
byHKIiOHATBHUM i Ma€ Ha MeTi ifeHTH(iKaIil0 BCiX reHiB
NIOAWHH.

Ha mouatky XXI cT. chopMyBaBCsA HOBHI HAIPAM ¥y
TeHeTHIll — enizeHemuka, siKa BUBYAE CIIQAKOBL 3MiHU
excrpecii rexis, mo BiaOyBaioTbCcA 6e3 3MiHUW IIePBHUHHOIL
ctpykrypu JJHK. OT:ke, reHeTHKA € MOPiBHAHO MOJIOZOIO
HayKoI0, AKa OypXJINBO PO3BUBAETHCS.
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3anuTaHHA. 3aBjaHHeA

1. [late BU3Ha4YEHHS NOHATb «F€HETUKa», «3ara/ibHa reHeTuKa» Ta
«cneuianbHa reHeTukan.

2. Oxapaktepusyinte BHecok B. M. ®NOPUHCLKOrO Yy pO3BUTOK reHe-
TUKU NIOOUHU.

3. O6rpyHTyiTE 3HaYeHHA HayKoBUX gocniais I MeHaens Ana reHeTu-
Ky 3arafiom i reHeTUKK NI0AnMHN 30Kpema.

4. Y yoMy nonarae BHeCOK . [ansToHa y pO3BUTOK FEHETUKU NOANHUT?

5. XT0 | KONV NepuuM BU3HAUYUB 3B'A30K MiXX reHamu Ta bepMmeHTa-
MU | BUABUB CNaJKOBi NOPYLIEHHS O6MiHY PEHOBUH Y NIOAUHN?

6. OxapaKtepuayihTte BHecoK C. I JlesiTa B reHeTUKY NI0AUHM.

7. [JanTe BUSHAYEHHS NOHATTA «EBreHiKar.

8. 3 sKOI0 METOI0 BY/0 3an04aTKOBAHO NPOEKT «[€HOM STIOANHU»?

9. OxapaKTepu3ynTe CyTHICTb enireHETUKW.



)
OcHOBM 3aranbHOl reHeTUKH

2.1. [eHeTUKa 9KICHUX O3HaK

¥Yci o3HaKM KUBUX OPraHiaMiB, siKi BUBUAa€ reHeTHKA,
YMOBHO HNOZIJAOTH HA AKiCHI (aJbTepHATHUBHI) Ta KijxbKic-
Hi. AKicni o3Haxku HasBHI abo BiAcyTHi, Hanpukjaaxg 3abap-
BJI€HHSA KBITKU pPOCJIUHU (HadABHE — UYEPBOHi IEJIOCTKH,
BincyTHe — 6iyi memocTku). KinvkicHi 03HaAKU XapaKTepu-
3YIOTHCA HEIEePEePBHOIO MIiHJIMBICTIO, IPUMIpOM 3picT Jio-
nuHU. [x Bu3magaloTs BumiproBanuaM. CydyacHY reHETHKY
3aII0YaTKYBAJIA JOCHIIKEeHHA SAKiCHUX O3HAK, 00 3aKOHO-
MipHOCTI iX ycnagKyBaHHA MOPiBHAHO IPOCTI Ta AOCTYIIHI-
LIl IJIA TeHETHUYHOIrO aHaJai3y.

3akoHu MeHpgenna

TpuBanuii 4yac MaTepiaJbHOIrO HOCiIA CIAAKOBOCTI
cCIpuUiMaJIy AK OAHOPIZHY 3a CKJAJOM peuyoBHMHY. BBarKa-
Jid, 110 CIIaAKOBa peduoBUHA 0ATHhKIB 3MIIIYETHCA Y AUTUHU
AK JBI B3a€MOPO3YMHHI piaumHH. BigmoBigHo A0 IILOro
riOpugHe MmMOTOMCTBO, OJep:KaHe BHACJIINOK 3’€IHAHHSA
CHAaJKOBOr0 MaTepiajy OpraHismiB, Pi3HUTBCA 3a HU3KOIO
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O3HAK 1 IIOBMHHO MaTH ixX npoMixkHi sHauenHs. Copasni,
TaKl ABUIIlA YaCTO CIIOCTEPIraloThCcsa. ¥ JIOAWHU 1 TBapuUH
PEUYOBHHY CHAJKOBOCTI II0B’ A3yBaJiv 3 KPOB’I0, 3Bi/icH BiJ0-
Mi CJIOBa — «HANiBKPOBHUM», «UACTOKPOBHUM ».

Ilepmi reHerwuHi nochixmeHHs., Y APYrid IIOJOBHHI
XIX cT. gedaKi OOCAIMHUKHK cOocTepiraau y riopuniB traxky
MIiHJIMBiCTH O3HAK, AKY He MOKHa 0yJIO NOSACHUTHU 3 MO3U-
ni icanyrounx yasiaedab. OnauMm i3 Hux O0yB I'. Meupens,
AKWKA OOBiB, IO CHaJKOBI UYMHHHKHU HEe 3MIHIYIOTHCA, a
nepenaThCs 3 MOKOJIHHSA B IOKOJIHHA Y BUTJIALL He3MiH-
HAX OKPEeMHX OAWHHUIIL Yepes HOoJIOBiui Ta KiHOYI cTaTesi
KJIITUHUN — 2amemu. Y KOXXHOI OCOOMHHU CIIaZKOBL OTMHUIII
nepebyBaioTs y BUIJIAAL Hap, a y raMeTtax HasiBHa JUIIIe
oZHa OAUHHUIA 3 KoxXHOI mapu. I{i ogmHUNi cnagKoBoCTi
I'. MeHgesp Ha3BaB eJIeMEeHTaAMH.

¥ 1900 p., xoam 3akoHU MeHAe A OTPUMAJIA BUSHAHHS,
ONMHMUIII cHagKoBOCTI Ha3dBaau (paxTopamu. Yepes neKiab-
Ka POKiB maTcekumii 6iosmor B. Morancen gaB iM HasBy
«reHu». ¥ 1912 p. amepukancbkuil regetuk T.-I'. Mopran
ZIOBiB, IIIO I'€HM PO3TAINOBAaHI B XpOMOCOMAaX.

Yeuix I'. Mergena 6arato B 4oMy 3a0e3IeuuB BAAJINH
BUOIp eKCIIepPUMEHTAJBHOrO 006’ eKTa — ropoxy. Ila pociu-
Ha Ma€ KOMIUIEKC CIPHUATJINBHUX BJIACTUBOCTEH AJIA IIPOBE-
JTeHHS eKCIIepHMEHTIB 31 CXpelllyBaHHSA:

1) copTu ropoxy 4YiTKO BiIpiBHAIOTHCA 3a IIPOCTUMH
AKICHUMM O3HAKaMMH;

2) ropox — camMosanuJbHa POCJIMHA, 3aBAAKH YOMY
HiATPUMYEThCA YHCTOTA COPTY, TOOTO 30eperkeHHs 03HAKU
B1J MOKOJIIHHA 0 TOKOJIiHHSA;

3) MOXKHaA CXpeIyBaTH POCJHWHU IIJIAXOM MITYYHOTO
3anuJeHHdA i ogepkyBaTu noTpibHi ribpuau. I'i6puau ropo-
Xy 3aTHI JaBaTh IOTOMCTBO, ITIO He 3aBXKJH MOMKJIUBO IIPU
ribpuausanii iHIITUX POCHANH.

I' Meugenp mifgiOpaB Taki nmapu ajabTepPHATHUBHUX
O3HaK, 110, AK 0YJIO BCTAHOBJICHO TIi3HiIlle, MAIOTh IPOCTUM
THUI yCcHAaJKyBaHHsA: (popma Hacimua (raazeHbka abo
3MOPIIIKYyBAaTa), 3a0apBJIeHHs HAacCiHHA (»KO0BTe abo 3ejeHe),
3abapByieHHs KBiTOK (0ise abo KOJILOPOBE) Ta iH.

IToxibui mociaigu 3 rioOpuamaanii pocjauH HEOHOPA30BO
nposoguanu i no I'. MeHzest, ajie HIXTO He 3Mir oJlepiKaTu
TAKMUX BCEOXONMHUX JAaHMX i mobaumTu B HUX 3aKOHOMIp-
HocTi cmankoBocTi. Moro mociimkeHHA MOKHa BBaXKaTH
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3pa3KkoM NPOBeAeHHA O0yAb-IKOr0 HAYKOBOT'O0 eKCOEepUMEH-
Ty. I'. MeHgenb BUBUUB E€KCOEePUMEHTAJbHHUN MaTepia,
micJsdg Yoro peTesbHO CILIaHyBaB yci mocaigu. OcCHOBHUM
NPUHIIUIIOM AOCJiAKeHHA OyJia IoeTallHiCTh — CHOYATKY
BceOiuHO aHaJi3yBajiocsa yCIagKOBYBaHHA OAHiel O3HAKH,
a Jjgume norim Hactynmoi. Oxep:xani maui I'. Menaensb
peTeJIbHO peecTpyBaB. BiH npoBiB 06e3J1iu eKCIIepUMeHTiB 1
OTPUMAaB JOCTATHIO KiJILKiCTh MOKAHUKIB NJ1s 3abe3reyen-
HA CTATHCTHYHOL JOCTOBipHOCTI pe3yabTaTiB.

Monoriopugae cxpemysBaHHda. Ilepmun Ta aApyruu
3aKkoHM Mengeasa. Busuyaiouu pes3yJabTaTH CXpeHiyBaHHA
POCJINH 3 aJIbTEPHATUBHUMY O3HaKaMU (HaIpUKJIaJ, HACIH-
Hd: I'IaJeHbKe — 3MOPIIKYBaTe; KBiTKu: 611 — 3abapBie-
Hi), JOCHIiTHUK BUABUB, 1[0 TiOpPHUAM ODEepPIHOro IIOKOJIIHHA
(F,), omepskaHi 3a JOIIOMOr0I0 IITYYHOrO 3alUJIeHHSA, HE €
IIPOMIKHAMHM MiX ABOMa OaTbKiBChbKMMHU (opMamMu, a B
6inpoiocTi BHIAAKiB CX0MKi Ha oaHy 3 HuX. Hanpuknaan,
IpH CXpeniyBaHHLI pocqiuH i3 3abapBiaeHMMHU Ta OGiammMu
KBiTKaMH1 Bce IIOTOMCTBO IIepIIoro IOKOJiHHA MaJio 3abap-
BJIeHI KBiTKH (puc. 2.1). BaTpKiBCbKY 03HAKy, AKY MaJu
POCJUMHM IepILIOro NOKoJiHHA, I'. MeHaeapr HasBaB domi-
HaHmMHO. Y HaBEeOEeHOMY MNPUKJIAAL AOMIHAHTHOIO O3HAa-
K010 OyJia HasIBHiCTh 3a0apBJIeHHA Y KBITOK.

Batsku P ﬂ‘ >< @
IIypoypwi \/ Bini
I'ibpuau nepimoro
DOKOJIIHHA Fq

APYyroro ﬁ{nomo.niﬁna F, @

Y L

I'i6puau TpeThoOro NOKOMiHHEA Fg

Puc. 2.1. YcnagKyBaHHS NypriypHOro
Ta 6inoro 3abapBneHHSA KBITOK Yy ropoxy
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HInaxoM caMo3anWJIeHHSA €KCIePUMEeHTAJbHUX ribpu-
miB (F;) ZOCHIiHUK OiePKaB MOTOMCTBO JPYTroro NOKOJMiHHA
(F,) i BusiBuB, III0 BOHO He OJAHOMAaHITHe: YacTUHA Hece
O3HaKy Tiei 6aThbKiBCbKOI POCIMHM, SKa HE IIPOABUJIACA Y
riopuzais nmepmoro mokoJiiaHA. OTike, 03HaKa, BiICYTHA B
MOKOJIiHHI F|, 3HOBY 3’ ABMJIacA B HOKOJIIHHIL Fy. I'. Menaens
OiAIIOB BUCHOBKY, IO IS O3HaKa 0yJja NPUCYTHA B HOKO-
adinai F, v npuxoBaHoMy Buraazgi. Bin HasBasB II peyecus-
HO0. Y HaBeAeHOMY IIPHUKJIALI PEIleCHBHOIO 03HAKO0I0 0yJI0
Oine 3a6apBJIeHHA KBiTOK.

Yuenuii 3aificHUB cepilo MOAiOHUX MOCIiAiB 13 pisHUMU
IapaMH aJbTePHATUBHUX O3HAK i KOKHOrO pas3y migpaxy-
BAaB CIIiBBiHOIIIEHHS POCJHH 3 JOMiHAHTHUMH Ta pPelleCHB-
HUMH O3HAKaMM. ¥ BCiX BUIaJKaXxX aHaJi3 JOBiB, IO BiIHO-
INeHHA KINLKOCTi POCJHH 3 AJOMiHAHTHOIO O3HAKOIO 10 KiJIb-
KOCTi POCJIHH 3 PEelleCMBHOI y IOKOJIiIHHiI F, CTaHOBHWJIO
npubansso 3 : 1.

Y TperboMy HOKOJiHHI (F3), OTpEMaHOMY IILIAXOM cCa-
MOBANMNJIEHHs POCJIMH IIOKOJIHHA Fy, BUSSBHJIOCHA, IO Ti pocC-
JIMHYN 3 APYroro IIOKOJIiHHA, AKi HECJAU peleCUBHY O3HAKY,
JaJy IIOTOMCTBO, BCl pocawmHHM akKoro ii manu. YactuHa
pocyuH F, 3 HOMiHAHTHOIO O3HAKOIO Aaja IIOTOMCTBO 3 IIi€I0
CaMOIO O3HAKOIO, 4 YACTHHA — IIOTOMCTBO 3 PO3ILEILIEHHAM 03-
HaKH noxioHo Ao ridpuais F, : 3 nomiHaHTHUX 10 1 periecuBHOI.

I'. Mengens 3po3yMiB, 10 TaKi CHIBBiJHOIIEHHA O3HAK
Yy IDOTOMCTBiI MOXYTH OYTHM TiJIbKM HACJLAKOM iCHYBaHHSA
BiIOKpEeMJIEHMX Ta HEe3MiHHUX OOUHHIIL CIaJAKOBOCTi, AKI
IepesaloThCsa BiJl MOKOJIIHHA 4O HNOKOJIIHHA Yepe3 CTATeBi
KJaitTuaN. [1JIsg moOMiHaHTHOI'O i pelieCUBHOrO YMHHHUKIB BiH
3anpoBauB OYKBEHI IIO3HAUEHHS: NOMIHAHTHI ITO3HAUUB
BeJIMKUMH JiTepaMy JATHHCHKOI a0eTKM, a pemecuBHI —
MmaneHpKuMH. Hanmpukiaaa: A — KBiTKu 3a6apBieHi, @ — KBiT-
KH 0iy1i; B — HaciHH4A rilajeHbKe, b — HaciHHA 3MOPIIKYBa-
T€ TOILO.

YHacIiIOK peTeJbHOr0o aHAaJNI3y OAepKaHMX eKCIIepHu-
MeHTaJbHUX pesyJjabraTiB I'. Menzgeap gilmoB Takux BUC-
HOBKIB:

1. OcKiapKM BUXiHI COPTH TOPOXY € YMCTHUMHU (ZAIOTH
OJHOMAaHIiTHe HIOTOMCTBO), Ile 03Ha4ae€, 10 COPT 3 IOMIHAHT-
HOI0 O3HAKOI0 IOBMHEH MAaTH JBa AOMiHAHTHI (arkTOopH
(AA), a copT 3 perecUBHOIO 0O3HAKOIO0 — JIBa PEIleCUBHI (aa).

2. CrareBi KiaiTuHu (raMeTH) MicTATH Juille OGUH (hax-
Top — AoMiHaHTHUI (A) abo peiiecuBHUi (a).
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3. Pocanam ribpuais nmepioro noKoJiHHsA (F,) MicTATH
110 OJHOMY (DaKTOpY, OJIepKaHOMY Uepesd raMeTH BiJ KO-
HOro 3 6aThKiB, ToOTO A i a (Aa).

4. Y nokoainHi F, cnagkoBi (pakTopu He 3MIIIyIOThCH,
a 3aJININAIOTHCA BiJOKPEMJIEHUMU.

5. OauH i3 cnagxkoBuxX GaxkTOPiB JOMiIHYE HAJ iHIIIUM.

6. I'ibpuau F, yTBOPIOIOTHL ABA THUOHU raMeT NOPIBHY:
OZHi 3 HUX MicTATh hakTop A, iHIII — (akToDp a.

7. Y mporieci s3amjigHeHHsS XiHouya ramera Tany A
MaTHMe OAHAKOBI IIaHCH 3’€THATHUCS AK 3 YOJIOBIUOIO rame-
TOI0 A, Tak i 3 4OJIOBIUOIO raMmeToo a. I1le cTocyeThcs 1 sKiHO-
YUX rameT TUOY d.

Ili BMCHOBKH MOYKHA HAOYHO HPEACTABHTH Yy BUIIALIL
cxemu (puc. 2.2).

Baterku P AA aa
Ilypnypsi Bini
TameTn
0aTbKiB

3amrigaeEsEsa y 0aTbKiB
I'i6puan !
[TEPIIIOTO
HOR‘}{IIHHH Hypnyle Hypnypm
1

3aIIJIlJIHeHHH y r16p1»1,u13 Fy

Aa
ITypnypHi HYPHYPHI IyprrypHi

I'i6puau apyroro nmokoninusa F,
Puc. 2.2. MoHoriépuaHe cxpeluyBaHHs ropoxy

Mosxausi yotupu pisHi KomOiHaIll, 3 AKUX JUIIE OJHA
He MiCTHUTBH IOMiHAHTHHUX (paKTOPIB, TOMY B IIbOMY BUHAKY
CIIOCTepiracThcA pelecuBHa o3HaKa. Tpu KomOiHaIil npen-
CTaBJISAAIOTh POCJHMHU 3 JOMIHAHTHOIO O3HaAKOK. HacTuHa
nux pocauH (AA) macTh CTilfiKe IOTOMCTBO, IKe He po3Iie-
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ILTIOBATHIMEThHCH, a AB1 yacTnHU (Aad 1 aA) 3HOBY JaAyTh PO3-
HIeHJaI0BaHHA vy ciiBBigHOmeEeHH] 3 : 1 (puc. 2.1).

I'. Menpenr He (GOpMYJIOBAB 3aKOHIB, BIJOMHUX HAK
«3ak0HH I'. Menzensi». Ile 3pobunu nociaiiHuUKH, Kl moB-
TOPHO BiIKPHJIH FOTr0 3aKOHOMIpHOCTI.

IMepwuii 3axon Mendeansa (3axKoH O0OHOMAHIMHOCMI)
CTBEPIKYE, 1[0 IPU CXPelTyBaHHI 0COOMH 3 aJlbTepHAaTUB-
HHUMH O3HAKaMHM Y IiOpHAiB IepIioro noKOJiHHA NPOABIA-
IOThCA TIJIBKX JOMiIHAaHTH1 O3HAKH.

3rigao 3 pyzum 3axornom Mendensa (3axoHom po3we-
nJienHa) IPHU cCaMO3aInJIeHHi riOpuAiB MepHIoro NOKOJiHHA
cepell HAIaAKiB Big0yBaeThCA POBIIEIIJIEHHA O3HAK Y CIIiB-
BimHOMmMeHHi 3 : 1, TOOTO YTBOPIOETHCA TPH YACTHHU POCJINH
3 IOMiHAHTHOIO O3HAKOIO Ta OlHA — 3 PeIleCUBHOIO.

MonoziOpuOhum HA3UBAKOTL CXPEIIyBaHHA, 3a SAKOTO
0COOMHHU PiBHATHCA JIHNIIIE OAHIEI0 TAPOI0 O3HAK.

Jduriopuase cxpemysaHHsa. Tpertii 3akon Menaensd.
Ilicna BuABJIEHHA 3aKOHOMIPHOCTEM POS3IIEeNJieHHA 3a Of-
Hi€ro mapoio aJIbTepHAaTHUBHUX O03HAK I'. MeH€e/b MepenIlnoB
IO BUBUEHHS YCIIAAKYBaHHSA ABOX IIap TAKUX O3HAK.

3a duzibpudrnozo cxpeu,y6aHHA CXPENIYIOTH OCOOKUH, 110
BiAPIBHAIOTHLCA 3a ABOMA IIapaMH aJIbTEePHATHBHHX O3HAK
(HanmpukJiaZ, HAaCiHHA rJlaJleHbKe KOBTE€ Ta 3MOPHIKYBAaTe
3eJIeHe).

Y nocaigax I'. Mengens oxzHa 6aThbKiIBChbKa POCJAHHA
HecJIa JOMiHAHTHI O3HaKU (IJiafleHbKe JKOBTe HAciHHA), a
Apyra — peliecuBHi (3MOpPIIKyBaTe 3ejieHe HaciHHA). Yci
riopmari pocamumn nepinoro noxkojinHa (F,) manu aomi-
HAHTHI 0O3HAKH — TJIAJleHbKEe KOBTE€ HACIHHA. ¥ Apyromy
nokoJiiHHi (F,) y pociuH 0OyJIO pi3HEe NOEJHAHHA O3HAK Y
TAKOMY CIIiBBiTHOLIIEHHi: JeB’ATh YaCTUH POCJHH i3 rJja-
JAeHbKUM JKOBTHUM HACiHHAM; TPH YaCTHHU i3 3MOPIIKYyBa-
THM JKOBTHM HACiHHAM; TPH YaCTHUHHU 3 IIaJeHbKUM 3eJie-
HUM HACiHHAM; OJHA YaCTHHA i3 3MOPIIKYBATHUM 3€JIEHUM
HacimHaM, To6T09:3:3: 1.

Orxxe, y ApyroMmy NOKOJIiHHI ri6pmuaiB 3’ABuUIMCA gBa
HOBI1 IIO€AHAHHA O3HAK HACIHHSA: 3MOPIIKYBAaTe »KOBTe Ta
rjIafleHbKe 3ejeHe. Ha mifcrasi mpOoro XOCHigHMK AiHANIOB
BHCHOBKY, IO CagKoBi (pakTopu 6aTbKIBCBKHX POCJIHH,
siki 00’eJHAINCSA B MOKOJIiHHI F'|, y HACTYTHUX MOKOJIHHAX
PO3AINAITLCA 1 MOBOAATHCA HE3AJEHKHO — KOXKHA O3HaKa
OJHiel ImapM MOXKe IOETHYBATUCA 3 OYAb-SKOI0 O3HAKOIO
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inmoi napu. Ile BigxpuTTa 6yJjI0 HA3BAaHO Mpemim 3AKOHOM
Mendens (3aKoHOM He3aNEHHO20 PO3NOTinY).

PosienneHHA B ymMoBax AUTIOPUAHOIO CXpellyBaHHA
MOYKHA iJIOCTPYBaTH 3a JOIOMOrOI0 cremiaJbHOI Tabauii
(puc. 2.3), AKY B FeHEeTUYHHUX AOCJIIJ’KeHHAX Ha3UBaIlOTh
perriTrkoo IlenHera (Ha yecTh aHIVIIHACHKOrO AOCIIIAHUKA
P. Ilennera, skui i1 3aiponOHYBAaB).

Barsku P )4 c
AABB aabb
Kosre 3eJieHe
TIaJeHbKe 3MOPIIKYBAaTeE
I'i6puau F,
AaBb
sKosre
riaajesHbKe
MosTe Kosre HorTre Hosre
'MANEHBKE a8 feHbKe IaJeHEKe IageHbKe

G

AABb »”AaBB ¥ AaBb
wKonre Konre Kosre HKosre
TAaieHbKe 3MOPUIKYBaTe [ riafieHbKe 3MOPILKYBaTe

“ AABB

®

* AABb

I'i6pupu Fq

HKosre JKosre Benene 3enene
raafeHbKe rASfeHbKe riaajeHbKe rna,uem.xe

®

Koste HKonTte 3esnene 3enene
TJIaJleHbKe 3MOPLIKYBATE 3MOPIIKYBATE

@ aabb

Puc. 2.3. YcnagKkyBaHHa 3abapBneHHst Ta GOpMU HACIHHS Y TOPOXY

®

Pemitka ITenHera 3a0e3neuye 3BeJleHHA IOMHJIOK, AKi
MOKYTh BHHHKHYTH IPH BCiX MOMJIMBUX IMOEAHAHHAX
ramMer, A0 MiHimymy. [HoMiHaHTHI GaKTOpPM IMO3HAYEHO
nitepamu A ta B, penecusHi — a i b. Toxi 6aTpKiBCBK1 0CO-



[eHeTuka AaKiCHUX 03HaK 27

OMHH MaTUMYTh reHeTHYHI hopmynun AABB i aabb, ix rame-
™ — AB i ab, a ri6bpuau nepmioro nokoyginuaa F, — AaBb.
BigmosigHo, i riopmam MoOMKYyThb IIPOAYKYBaTH UYOTHPHU
THUIOM raMer, Oicjad 3’€AHAHHA AKUX POPMYETHCA YOTHUDHU
TAIIM POCJIHUH 3a KoOMOiHAaIli€l0 O3HAK.

I3 3axkoHiB MeHzens BUILIUBAIOTH BayKJINBi BUCHOBKU:

— CcHaAKoBi PaKTOpH BiOKpeMJIeHI Ta He3MiHHi, BOHU
He 3MIiIIYIOThCS, a JIHIIle IeperpynoByOTHCH;

~— CHaAKOBi (PaKToOpH CXPeniyBaHUX COPTiB IIPHU YTBO-
peHHi ramMeT MOXKYTh YTBOPIOBATH HOBi HO€THAHHSA, abo
peKoMOiHyBaTH.

Bigkpurta I'. Mengesia He O0yJ0 HajiedKHO OIiHEHO 3a
poro xurtda. Jlume Ha Mexki XIX—XX cr. #ioro Bapyre 3po-
oMM HeszaJex<HO oIuH Bix oxHoro 6iojsoru I'. me Ppis,
K. Kopeuc Tta E. Uepmak, 110 3aII0YaTKYBaJI0O PO3BUTOK
HOBOI 0i0oJIOTiUHOI AMCHUNJIIHN ~— IeHEeTUKH.

XpoMOCOMHa Teopist cnagKoOBOCTI

IIle 8 XVII cT. HayKOBIIi BUABUJIH, [0 Opradiamu ¢op-
MYIOThCS 3 KJiTHH, aje jguine B 1831 p. Oyao Bigkpuro
TOJIOBHY YaCTUHY KJITHHYA — KJiTHHHE AAPO. 3rogoM 3’acy-
BAJIH, 110 AP0 Ma€ CKJIaAHy OyZoBy. ¥ 1848 p. yueHi Boep-
IIIe OIIMCAJIM Ha¥BaKJHUBIIIL MOT'0 KOMIOHEHTH — XPOMOCO-
MH, OpoTe iX ocobiauBoCcTi Ta (PYHKIiOHaJbHEe 3HAYEHHSA
ovyanu akTHBHO BuBYaTH Juiue Hanpukinmni XIX cr.

XpomocoMH Y KJIiTHHAX, IO He ALIATHCA, AK IPABUJIO,
nobauynuT HeMoKJauso. OAHAK Mif yac DOALNY KJIITHH IX
YiTKO BUAHO AK TLJIbIISA XapakTepHoi dopmu (puc. 2.4, 2.5).
3 YIOCKOHAJIEHHSAM MiKPOCKOIIIB CTAJIO MOXXJMBUM COOCTE-
peXKeHHs 3a NOBEAIHKOI0 XpOMOCOM Y HIPOIeci YTBOPEHHSA
raMeT i 3anJifHeHH.

Hanpukiani XIX cr. 6yJ10 omucaHo MOBEAIHKY XPOMO-
COM IIiff 4ac HOAINY KJITHH Ta BHSABJICHO, IO B IIpoleci
3anjiiHeHHA BifOyBacThCcA 3JIUTTA dAAep YOJOBidvol Ta
Kimouoi ramer. Ilismimie, micssg OOBTOPHOrO BiAKPHUTTS
3akoHiB I'. Mengens, JOCHiIHUKH HOOMITHJIM Bpakamody
CXOXKiCTh MiXK mepefaBaHHAM MeHAeJNIeBUX UMHHHUKIB Ta
MOBEAIHKOI XPOMOCOM Yy IIpolieci yTBOpeHHSA ramer i
sanmrigEeRHsa. Ha mizcraBl nmux coocrepeskeHb BHCIIOBUJIN
OpUOVIIEeHHs, HI0 caMe XPOMOCOMH € HOCIIMH MeHJeleBUX
YUHHUKIB conagxkoBocTi. Ha nouatky XX crT. 11e npUnynieHHA
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nigreepauan pgocaigu T.-I'. Moprana 3 xoaeramu. BoHu
chOpMYJIIOBATIN XPOMOCOMHY meopiio cnadkosocmi, 3rigHO
3 AKOI0 CIIaJAKOBiCTh OB’ A3aHa 3 reHaMHU, 10 PO3TalllOBaH1
Y XpoMOCOMax KJITMHHHUX AAep JiHiTHO 1 YTBOPIOIOTH
rpyny 3UelljieHHs.

OcCKiJBbKM XpOMOCOMM € OCHOBHUM MaTepiaJbHUM HOCIEM
reHeTnuHOI iH(popmailrii, sKa 3yMOBJIIOE CXOXKiCTh ITOKOJIIHD
Ta 6ioJsoriuny MiHJIMBiCTH OpraHiaMmiB, He0OXiZTHO 3HATH, IO
BiZ0yBaeThCA 3 XpOMOCOMAaMH y IPOIeci oAy KJIITUH.

Iloain kaitTun. B ocragHi#i uBepri XIX cT. 6yso onuca-
HO IIpollecH, U0 BiiOyBalOThCA B AAPax KJIITHH OpPraHiaMy
ig gyac oro pocTy, pO3BUTKY, pereHepailii DOIMKoOAKeHNX
TKaHWH Ta IOLINY — MiTO3Yy i Meito3y. Mimo3 po3risagaoTh
AK IMOALN KJITUHHOIO AApa, 3a AKOr0 YTBOPIOIOTHCA IBa
noUipHi AApa 3 HAbopaMu XPOMOCOM, iIeHTUYHUMU HAOO-
paM MaTepPHMHCBKOI KJiTunu. Binm 3abesrneuye 301nblIeHHA
K1JIBKOCTi COMAaTUYHUX KJIiTHH JKMBOTO OPraHisMy.

PaszomMm i3 mogiziom sazpa BiaOyBaeThCA MOAIJN IIUTOILIASZ-
MU Ha JBiI OJHAKOBi 4YaCTMHM Ta BiTHOBJIEHHS KJIITHHHOIL
meMmOpanu (puc. 2.4).

IHenTpionan /\<e—\\ _

\

Xpomarun “~___.~
1

Puc. 2.4. MiTo3

IIponiec yTBOpEHHsS IaMeT CYIIPOBOJKYETBHCA IIOALIIOM
KJiTHH iHIIIOro Tuny — Meio3oM. Bin noaibuui 1o mito3y,
ase #oro Hacaiaku imimmi (puc. 2.5). Meiio30m Ha3UBaOThL
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IIpoIeC IOAINY KJIITHUHHOIO AAPa 3 YTBOPEHHAM YOTHUPHOX
NOUipHiX siflep, KOXKHE 3 AKUX MICTHUTH YABiUl MeHIIIEe XpO-
MOCOM, Hi?K MaTepUHCHKE SPO.

XpoMaTuH

Puc. 2.5. Me#o3

3a Meio3y B AApPi MaTepHMHCHLKOI KJITHHU CIIOYATKY
3AIHCHIOETHECA OJHOpPAa30Be IIOJBOEHHA XPOMOCOM, IIicJidA
Yoro BiAOyBalOTHCA ABa MOCHIAOBHI HNOALIN XPOMOCOM —
nmepmIni momist Meio3y (meitos 1) Ta apyruit nogis meiiosy
(meios II). IIporarom meiody I i3 mMaTepuHCBKOro snapa
YTBOPIOIOTHCA JBa JOYiPHI A7pa, KOMKHe 3 AKX Hece BABIUi
MEHIIle XPOMOCOM IIOPiBHAHO 3 MATEPHHCBKHM HAJIPOM.
Meiio3 Il moxiO6umit mo mirTosy. Orike, 3a MeHo3y AApPO
J1IUTBCA ABiYi, & XpOMOCOMHM HOABOIOIOTHCA TIABKH OJUH
pas. YHAaCJIiJOK TAKOTO0 IOJi1y YTBOPIOETHCA YOTHPH KJIITH-
HU, B AKUX KiJIBKiCTh XpOMOCOM y/ABiui MeHIIa, HiK y MaTe-
PHHCBKi#. 3 TakKuUX KJiTUH (opMylOThCsa rametru. Meitos
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3a0e3rneuye 30epeKeHHA Y HACTYIHUX MTOKOJIIHHAX BUIB 13
CTaTEeBUM PO3MHOKEHHAM IOCTINHOIL KiTBKOCTL XpOMOCOM ¥
AApax KJITHH Tija.

Xpomocomu Jroguaun. JKuTTa OyIL-AKOTO OpraHiamy,
IJIA AKOTO XapaKTepHUM cTaTeBUM CHoCi® po3MHOMKeHHH,
y T. 4. i JIODUHHU, IIOYHHAETHCA 3 MOMEHTY 3JIUTTS MaTe-
PHUHCBHKOI Ta 6aThKiBCBKOI ramer. ¥ AHUOEKJITUHI CTIIBKH
XPOMOCOM, AK i B ciepMaTo300Hi, i BOHM TaKi cami 3a dop-
MOIO Ta po3MipamMu, He 3Ba’Kal04YM Ha 3HAUHY BiAMiHHICTH
MiK goJsioBiduOI0 Ta KiHOYOI0 rameramu. KinpKicTs XpoMo-
COM y raMeTax y IBa pasu MeHINa, HiXK y KJiTuHax Tina. ¥
KJiTuHax Tija roguau 46 xpomocoMm (23 mapu XpoMOCOM) —
e JunaoidHuil Habip xpomocom, y CTaTeBUX KJIITHHaAX ix
BignmoBiguo yaBiui meHmie, To6To 23, — zanaoidHuil Habip
XPOMOCOM.

Y tux KIiTHHAX, 3 AKHX YTBOPIOBATUMYTBHCA I'aMeTH,
MOYKHA CIIOCTepPiraTy XpOMOCOMH, 3TPYIIOBaHi B mapu. Xpo-
MOCOMM, K1 YTBOPIOIOTH Iapy, HA3UBAIOTh 20MOLOZIYHUMU.
BoHHU ¢x03Ki 3a OYZ0BOIO i MiCTATE CHIAAKOBUI MaTepia, 1o
3YMOBJIIOE OLHI ¥ Ti cami 03HaKN. BUHATKOM € JuIie cTaTe-
Bi XpomMocomHu, sKi y :kiHOK mapHi Ta moxiGHi 3a 6y0BOIO —
X-xpomocomu. Y 4YOJOBiIKiB TiBKM ofHa X-xpomocoMa,
nmapy il CTaHOBUTD Y -XPOMOCOMA, AKA AYyKe BiAPiI3HAECTHCA
3a OymoBolo Ta pyHKIisiMmu Bixg X-xpomocomu (puc. 2.6).
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Puc. 2.6. XpoMOCOMMU HONOBIKA

%
< ‘

XpomMocoMH JIOAHHA 3rPYIIOBaHi 3a posmipamu Ta Gop-
MOIO, i KOXHIi# 3 HHX IPHUCBOEHO BiAOOBIAHMHE HOMED.
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OTixe, xpoMmocoMHMI Habip, abo KapioTun, JIOAUHU CKJia-
JacThcaA 3 22 map ayTocoM, HyMepallia AKUX 3pocTae 3i
3MEHIIIEeHHAM 1X JOBXXHWHH, Ta OAHIEL Mapu CTaTEBUX XPOMO-
coM. 'padiune 3006parkeHHA KapioTumy Ha3UBaOTh idiozpa-
Mmoio (puc. 2.7).

|||l' | 10 Mx |
1 2 3 4 5 6 7 8 9 10 11 12

, .
&
lllllillil 3

13 14 15 16 17 18 19 20 21 22 X Y

Puc. 2.7. |piorpama XpoMOCOM 40/10BIKa

PexomOinania xpoMmocoM y npoileci yTBOpeHHA CTaTe-
BUX KJaiTue. OZHY i3 IOMOJIOTIYHHMX XPOMOCOM JAHUTHHA
onlepiKye Bix O6aTbKa, iHmy — Big martepi. Ilpu yTBOpenni
raMeT y il OpraHi3ami romoJioriyHi XpOMOCOMH CHOYATKY
KOH IOT'YIOTH (3’€IHYIOTHCS) Y IIapH, a IIOTiM PO3XOAATHCA
10 pisdHuUX rameTt. BasKjauBo, 0 XpOMOCOMU KOMKHOI Iapu
3AIMCHIOIOTH IIe#l TpoIleCc HEe3aJeXXHO Big iHmMx map. Y
pes3yJbTaTi XpoMOCOMH, ojep:kaHi Bijg O6aThbka i martepi,
IIePepo3NOAiNIAITECA raMeTaMu, AKlI NpoAyKye 1X Halmga-
IIOK, ILiJIKOM BUIIQIKOBO. ¥ raMeTax YTBOPIOIOTHLCA HOBi
IMMOEAHAHHA XPOMOCOM, IO BiZipi3HAOTHCA BiJ THUX, AKI
icryBanmm B 6aThKIBCBKHX ramMeTax, 3JUTTA KOTPHUX JaJo
SKUTTA JroauHi. Taka peKoMOiHAI1A XPpOMOCOM 3YMOBJIIOE i
pexkoMOiHaIlio reyis, 10 MicTATHCSA B HUX, a OTKe, BUHH-
KHEHHS HOBHX ITOEAHAHL O3HAK i 301JIbIIeHHA I'€eHeTHUYHOI
pisromaHiTHOCTI (puc. 2.8).

Pexombinanis XxpoMocoM IpU YTBOPEHHI raMeT Harajaye
pexoMOiHaIio O03HAK 3a AUTiOPUIHOTO CXPENIyBaHHA V J0-
caigax I'. Mengensa. O3sHakH, AKi Bin BuOpas IJist BUBUEHHS,



32 OcHOBM 3aranbHOl FrEHETUKK

MicTHANCH Yy pPi3HHX XpoMocoMax. SIKOM o3HaKU Bu3HAUA-
JIMCSA TeHaMH, PO3TalllOBAHUMU B OJHIA XpomMocoMi, BOHH 0
IepefaBalucA pa3oM i IIPUHIMII HE3aJIeXKHOI'0 YCHaAKy-
BaHHSA O3HAK He OyB OM BUABJIEHUH.
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Puc. 2.8. PeKxoMmbiHauia XpOMOCOM

3ueIIeHHd Ta KpocuHrosep. SIKimo resu, o BHU3HAYA-
IOTh IIeBHI O3HAKH, PO3TAINIOBAHI B OHiA XpOMOCOMIi, iX HA3U-
BalOThb 34enjeHumu. lIpore 3uenieHi reHu He Ha3aBXAU
nos’si3aHi oguH 3 onuuM. [lpupona nepenbaunia MexaHism,
1110 la€ 3MOI'y IIMM I'eHaM iHOZi peKOMOiHyBaTHCh, AKIIO BOHY
y XpOMOCOMIi pO3TaIlIOBaHi He HaATO OJIM3BKO OIUH 0 OAHOTIO.

Ilig uac Meio3y B mpomneci KoH’oramii roMoJIorivyHAX
XPOMOCOM CTBOPIOIOTHECSA YMOBH IJISI KPOCUH208epy — OOMiHY
NiIAHKaMU Mid TOMOJIOTIYHNMHE XpoMmocoMmamu (puc. 2.9).
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Puc. 2.9. PekombitHaliif reHis y npoLeci KpocuHrosepy

T'eHn, gajexo po3TalloBaHi OAHH Bix ofgHOro, peKomoOi-
HYIOTHCA 3 OiJBINIOI0 YaCTOTOI, HiXK T'eHU, pO3MimieHi
OJIU3BKO.

l'eneTuuHna yHiKaabHiCTB iHAUBIAA. KpocuHTrOBEp, 4K 1
HesaJIeXkHa pekoMmOiHaIia xpoMocoM HOif yac Menosy, e
Oinbiie cpuse peKkomOiHaIil reHiB, 301MbIITYIOYY FeHETUY-
HY pisHOMaHiTHicTe moTomcTBa. I'eHum marepi Ta 6aTbKa
JIMIIIe TUMYaCOBO INOELHYIOTLCA B OPraHiaMi Hamjajaka, 1uio0
IMOTiM 3HOBY pO3iliTHCA B Oro ramMeTrax 1 ZaTH HOBI Hmoen-
HaHHJA I'eHiB y #oro giTax i T. 1.

PexoMbinamisa € OCHOBHUM AKepesioM e HETUYHOI M1H-
JHNBOCTi JKMBUX OpraHismia. lle ABUINEe HACTIIBKY HOTY M-
He, IO cepejn JIAel NPAaKTUYHO HeMa€e ABOX IeHeTHUYHO
OJHAKOBUX OCOOMH, 3a BUHATKOM CIPaBKHiX (MOHO3UTOT-
HUX, abo ogHOoAHIIeBUX) OJHU3HIOKIB, AKi HECYTh OAHAKO-
Bnit HaOip reniB. IligzpaxoBaHo, 110 KiJAbKICTh MOMKJINUBUX
HOE€AHAHDb TeHiB JIOAUMHKA cTaHOBHUTH 3 * 10*, Tomi Ak
4YUCeJBHICTh JI0fei, AKi )xuau Ha 3eMJi 3a BCIO icTopiio
moncrea, — Jjaumie 7 - 10'°, to6To Ha AecATKH HNOPALKIB
MeHmIe. ToMy Ha 3eMHi# KyJi IpaKTUYHO HiKoJu He 0yJ0,
HeMae i He Moxke OyTH Xoua 6 ABOX JIOJeH 3 OAHAKOBUM
HabopoOM reHiB.
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OCHOBU MOJIEKYNISIPHOI FreHEeTUKHU

Iis Toro nio6 BigOyBasucs mporecu nmepegadi ManoyT-
HiM MOKOJIIHHAM O3HAaK i 0cOOJIMBOCTEl PO3BUTKY OpraHis-
MiB, XpOMOCOMHA PeYOBMHA ITOBUHHA MaTH 3JATHICTH IO
TOYHOIO MOABOEHHA Ta (OPMYBaHHSA BeJHUUYE3HOI pi3HOMA-
HITHOCTI reHiB, sIKi iCHYIOTh Y IIPUPO/I.

Marepiaasauii Hociit cnaakosocri. ¥ cepeauni XX cr.
0yJI0 IOoBEEHO, IO HOCieM reHeTHUHOI iHpopMaIii € desox-
cupubonyraeinosa kucaoma ([JHR) — opraniuna crojyka,
SAIKa pas3oM i3 0iJIKOM YTBOPIOE TijI0 XPOMOCOMH.

IHK Mae nTaHIIOXKKOBY MOJEKYJAAPHY OVAOBY, IO
3abe3nedye 34aTHICTH 0 IIOJABOCHHA Ta YTBOPEHHS 0e3siuil
THIIIB MOEAHAHD Ii eJJeMeHTaApDHUX OZUHUNL — HYKJIEe0mu-
Odie. KoxXHUM HYKJIEOTHUJ CKJIAJACTHCA 3 TPLOX YACTHH:
agorucroi ocHoBu (0), ByrJIEBOZHOTO KOMIIOHEHTa (me3-
oxkcupubosu — J1) Tta samumkry ¢ochoproi Kuciaotu (D)
(puc. 2.10).

Puc. 2.10. bygoBa
OKPEMOro HyKneoTuay
O | (Bropi) Ta dparmenta
OUHAPHOIO
nadylomka AHK

fR ¢

YV naamoxkky JHK oxkpemi aHykjaeoTHau 3’€aHaHL OAUH
3 ogHUM uepe3d (ochOpPHY KHCJIOTY MIDHUM XiMIYHHM
3B’A3KOM. ByryieBoagHuii Ta poc(hopHUI KOMIIOHEHTH y BCixX
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HYKJEOTHUZIB O4HAKOBI, ajie OCHOB € YOTUDH TUNH: aJleHiH,
IIMTO3UH, I'yaHiH Ta TUMiH. [[1A 3anucy reHETUYHOIO KOy
ix mosHauaioTe OykBamu A, II, I'i T BignoBigHo.

Monexyaa JHEK yTBopeHa ABOMa TaKMMU JAHIIOMXKKA-
MH, AKi 3’€IHYIOThCA MiK c00010 CIaOKHMMU BOJAHEBUMH
3B’aA3KaMu 4yepe3 ocHOBU. OCHOBM Mapu IiAXOAATH OLHA
OAHIN, AK KJIOU i 3aMOK. AZIEHiH 3aBK/JIH TaPYETHCA 3 TUMI-
HOM, a ryauig — i3 nurosunom (puc. 2.11, 2.12). 3aBaaku
KOMILJIEMEHTapHiH (ZOMOBHIOBANBHiN) OyIOBi 1A noaBiiHA
MoOJIeKyJa 37aTHa TOYHO BiATBOPIOBATHU cele, YTBOPIOIOYU
iTeHTHYHI ToABiHI MOJIEKYJIH.

Puc. 2.11. Mogenb 6yaosu QHK
(3a ®. BorcoHoM Ta [DK. Kpikom)

ITepen nogsoenuam JJHK ciabxi BozHEBi 3B A3KM MiXX
OCHOBAMM PBYTBHCSHA 1 ABI HANIBMOJIEKYJH PO3XOAATHCH, AK
zacTi6ka-6amckaBka. Iliciisg nporo Ha KOJXKHi# 3 HUX J00y-
IOBYETHCA HOBa KOMILJIEMEHTApHA IIOJIOBUHKA, BHACJILAOK
yoro yreopioloTbcA aBi HOBI Mmosekysnu JTHK, aGcomrorHOo
ineHTHUYHi rroyaTKoBii. OfHA 3 HUX MA€ CTapy «IIpaBy» CTO-
POHY i HOBY «JIiBy», a 1HIIA, HaBIaKW, — CTapPy «JiBy» Ta
HOBY «IIpaBy» (puc. 2.13). OgHaK 1e juire Mojelib, a Haciipa-
BJi IIpolec Ha0araTo CKJIa HIiIITHA.

Ockinbku ocuoBu B Mosekyii IHK posramroBani iHi-
HO (0HAa 3a OJHOIO), TO KiJbKicTh KOMOiIHAIIM 1X B3A€EMHOTO
po3TalnyBaHHA OPAKTUYHO HeoOMeKeHa, X0ua OCHOB yChO-
ro dorupu. Hanpuraajn, sximo oAuH red mictutes 500
OCHOB, TO MOoXHa orpumMaT 4500 cnocobiB ix posramnyBaH-
Hda. Taxka komMO0iHaTHBHA BJIACTHUBICTH 3abe3reuye iCHyBaH-
HA BEJMKOI KiJIbKOCTi pi3HOMAaHITHUX I'eHiB.
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Puc. 2.12. XimivHa 6ygoBa monekynu AHK:
A — ageHiH, T — Tumin, I — ryaHiH, Lj — uuTO3MUH,
& — 3anuwoK GochopHOl KUCNoTH, [l — Ae3orcupubosa
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Kapkac i3 KomnnemeHTapHi
ae30Kcupubosu JaHIIOXKKH
PO3XOAATHCS

Ta 3aJIHUILIKY
tochoprol & ‘
KHACJIOTH g

Bineri
HYKJIEOTHIH
pPO3MiITyIOTECA
y BIANOBIAHOMY
NOPAIKY Y3J0BX
BIAKPUTHX
JaHIIOMKKIB

Mix HOBUMU
cycimgHiMU OCHOBAMU
J00YIOBYETHCHA
KapKac, BHACJIiIOK
YOro YTBOPIOIOTHCA
AB1 IBOJIAHIIOMKKOBi
mostekysiu JHK

Puc. 2.13. NoasoeHHa AHK (3a ®. BotcoHom T1a . Kpikom)

ITHK micTuThCcs y XpoMocoMax pa3oMm 3 6inkamu (ricro-
HOBUMM Ta HeTriCTOHOBHMH) i HeBeJnKOIO KinbKkicTio PHR.
Y koxHi# Xxpomocomi € jume oxHa monexkyna JHEK. IIix
4ac mOAijJy KJITMHH XPOMOCOMM 3HAYHO BKOPOUYYIOTBCH,
IIOTOBUIVIOTHCA i IX MoyKHa nmobauuTy mix Mmikpockonom. e
BifObyBacThCA BHacHaiZok OararopiBHeBoi cripasisamil
moaexyau JJTHK (puc. 2.14).
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Bingun JHE

EnemenTapHa
didbpuna

Puc. 2.14. CxematuuHa 6yaosa XxpOMOCOMH

I'en Ta #oro ocHoBHa ¢ynkuia. CygacHiil reseruii
faraTo BimomMo mpo OyIOBYy XpOMOCOM, CTPYKTYPY Ta QpyH-
knii [IHK, ase BOHA 1Me HECIPOMOXKHA JATH TOYHE BH3HA-
YeHHsS T'eHa. 3rifHO 3 HAWNOUIMPEHIINIMM CYYacCHUM YAB-
JIeHHAM, 2¢H — Ileé HeBeJHKa MiJIAHKa XPOMOCOMH, IO
BUKOHY€ IIeBHY 0ioxXiMiuny GVHKIILIO 1 3a1MCHIOE crierugiy-
HUU BIJINB Ha CTPYKTYPHI, (isiosoriuni Ta 6ioximMivyHi Bia-
CTHBOCTi opraniamy. Bioximiuna PyHKIis reHa HOJIATAE Y
TOMY, III0 BiH OOYMOBJIIOE CHUHTE3 II€BHOI'O (DEPMEHTY.

Depmenmu — ocobauBl OLIKU, AK1 B XKUBUX KJIITUHAX
BizirpaioTs poJsb GioJoriyHMX KarajrizaTopiB. 3a J0IOMO-
roio (hepMeHTIiB 3AiHCHIOIOTHCA Bei OioximiuHI peakiii oOmi-
HY PEeUOBMH Ta eHeprii B "KUBUX opraHismax. 'eHn MicTATH
iH(pOpMAIiIO IPO MOCHiZOBHICT, aMIHOKHMCJIOT Y MOJIEKYJIaX
«IepBUHHUX OLAKiB» — nosinenmudis, 10 € JIAHIIOMKKA-
MU i3 aMiHOKHCJIOT, KiJIBKICTh AKMX BAPiIOE€ BiJ IIECTH HO
KiJIBKOX JiecATKIB. I3 meBHOI KiIBKOCTI BIAIIOBIAHUX ITOJIi-
ONenTHuAiB 3a AOIOMOIroKw 0coO0JMBHUX (PEPMEHTIiB CHMHTETa3
VTBOPIOETHCA MOJIEKYJIa meBHOro 0inka. Kpim Toro, mesaki
OoJienTUAM B OPraHi3Mi MOMKYTh BHKOHYBaTH (YHKI[II
FOPMOHIB, 06i0JIONiYHO AKTHBHHX PEUYOBHWH, aHTHUOIOTHKIB
TOIIO.

IFenernunust xkoxn. /1o ckiaany 6inka Haaexkurs 20 pis-
HUX aMiHOKHUCJOT, a Tunis ocHos JIHK — Bcworo worupu.
Iadopmailiis mpo mociaizoBHiCTE ocHOB y Mmojiexkyai JTHEK
MePeTBOPIOETHCA HA MOCHTIJOBHICTh aMiHOKHCJIOT Y MOJIEKY-
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Ji 6iaKa 3aBASAKY KOAYBAHHIO OJHiel aMiHOKUCJIOTH TPhOMAa
ocHOBaMu. PYHKIIIOHAJIBHY F€HETHUHY OAUHUIIO 3 TPBOX
OCHOB Ha3WBaOTh mpuniemom (KodoHoM), a BaJIEKHICTH
HOPAAKY PO3TAITYBAHHA aMiHOKMCJIOT y MOJEKYJax IT0Ji-
MeNTHUAIB Bif MOPSAAKY PO3TANIyBaHHS TPHUILIETIB OCHOB Yy
moneryai ITHK — zenemuurnum xodom (raba. 2.1).

Tabruuys 2.1
I'eneruynnit Kox ingopmaniitmoi PHK
Jipyra ocHoBa
v I A r

VYy VITY VAY VIy v

| vy Den VI Cop N Tup VT Huc I

VYA VIIA VAA VTA | Tepu | A

yyr | 7% [yor VAT | "M 91 | Tpm | T

nyy 1Y nav| |Iry v

| TV | e (10008 | 1o (1AL | 7° f1rm] 4, |
g| [wva IIIIA MAA| |LPA Alg
g IIyT T mar | Y | rr rig
5 AVY ALLY AAY ATY V| E
o Acu Cep -4
S| A [AYI ) prei | AHI | Tpe | AALL AT 0=

AVA ATIA AAA ATA A

AVT | Mer | ALIT aar | M [arr | A7 [T

A TILY TAY Ty v

r | TVIL| oy | T | g [T | 27 [Tr0] 1y [0

T'YA TIA TAA ITA A

TYT T rar | © [ Trr T

Ipumimra. Teneruunu#t kox IHK wmictTute kKomniaemeHTapHi
OCHOBH, a ¥ 3aMiHeHu# y HboMy Ha T.

Tepm — repminaTop (cTonm-KojoH); ocHOBU: A — auenin, I' —
ryanin, T — tumig, II — nurosun, ¥ — ypanuia; aMiHOKHUCJIOTH:
Ana — ajanin, Apr — aprigiu, AcH — acnaparig, Acn — acrapari-
HOBa KucJoTa, Banx — Bauin, I'ic — ricruaun, T'oi — rainusa, oy —
raroraMmin, 1Jleit — isoneiininn, Jleit — netinuH, JIis — nisun, Metr —
merioHiH, [Ipo — npoain, Cep — cepun, Tup — Tuposus, Tpe — Tpe-

oHiH, Tpu — Tpunrodpan, Pen — ¢eninananiu, [{luc — pucrein.
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61 Koz0H B3HAaUa€ BiIIOBiAHI aMiHOKMCJIOTH, 1 BCl aMi-
HOKUCJIOTH, 38 BUHATKOM TPpUIITOMAaHY Ta METiOHIHY, KOAY-
IOThCA KiJbKOMa KozoHamMu. KomoHH-CMHOHIMU 3a3BHUai
YTBOPIOIOTH I'PYIIM, B AKUX OBl IIepIii OCHOBH B KOJOHI €
3araJJbHUMMU, & TPeTs Bapiloe.

I'eHeTnyHUU KOJ YyHiBepcaJbHUI, 00 B YCiX XHUBHUX
OpraHiamiB OAHI 1 Ti caMi aMiHOKHUCJIOTH KOAYVIOTHCH OXHU-
MU 1 TUMH caMuMu TtpunjeraMiu. lleBHa amiHokmciaoTa
MOJKe KOAYBATHCHA OijbIle HIXK OJHMM TpHILJIEeTOM (KijIb-
KiCcTh MOXKJIMBHUX TpUILIETiB 64, amiHokucaor — 20). Kpim
TOT0, KOJ He NePeKPUBAETLCA, TOOTO KOKHA OCHOBA MOXKe
HaJIe)KaTH TiJIbKU OJHOMY TPUILIETY.

MexaHi3M cuHTe3y 0inKiB (mosimenTuiiB) y KJIITHHI
ay:xe ckaagHuil. BiH BumMarae ygyacri iHuIoro Buay HyKJei-
HOBHX KUCJOT — pubonykaeinoBoi kucaotu (PHK) Ta oco-
OJMBUX KJIITUHHUX opraHesa — pubocom (puc. 2.15).

Pufiocoma

®

TlentHaHUA AARUI0MOK CuuTesoBanu# nosinenTux

TECR e
AT

Pu6ocona 3 MaTPUILEIO,
BINILHOIO JJIS HACTYHHOTOQ
CHHTe3y noJinenruny

@ ® ®

Puc. 2.15. Cxema 6ioCcHUHTe3y noninentuay

i‘ Pubfocoma ’}

CyuacHl MOJEKYJAPHO-TEHETHUYHI AOCIiIKeHHA JOBe-
Ju, 010 0yZoBa reHa Ta NPUHIUII 3UYUTYBAaHHA iHGopMmanii
IJIsg cuHTedy OijIKa B eyKapioTiB (opraHismiB, KJiTHHU
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SIKMX MAIOTh COPAaBXKHE AAPO) BiApisHAWOTHCA Big OymoBu
refa Ta OIPUHIUIIY 3UUTYBaHHA 1H(QopMamii y IpoKapioTis
(OMHOKJIITUHHMX OpPraHismiB, 1o30aBiieHMX CIPaBXKHBLOTO
ssapa). Busasusocsa, 1110 reHM eyKapioTiB MICTATH AK KOJO-
BaHi JiJIAHKMY, 1110 HECyTh iH(opMaIliio A8 CUHTE3Y CIIeIlH-
¢iusOro 6iNKa, — €K30HU, TAK 1 HEKONOBAaH1 — IHMPOHU.
IIpryyomMy HEKOLOBAHUX HiJITHOK MOKe OYTH B KiJIbKa pasiB
OinbIlle, HI)K KOAOBaHUX, a Y JIIOAWHHU 3 yCl€el reHeTHYHOIL
JHE numie npubansao 5% CTaHOBJIATH KOAOBaHI JiIAHKH.

Marouu Taky OyZOBY OZHMH i TOM caMU# I'eH eyKapioTiB
MOXKe HecTH iH(opMaIlio AJA KOAYBAHHA HE OJHOIO MOJIi-
IIeNTUAY, AK y IPOKAapioTiB, a, 3aJle’KHO BiJ cmenudiku
TKAHUHY, B KOTPiil BOHU (PYHKILIOHYIOTh, BEJINKOI KIJIbKO-
cTi pisaux noginentuais. Hanpukiaa, geskKl reHd MOXYTb
HECTH KoJ AJas cuHTe3y Maiiyke 40 tuc. nmoainentunis. Ile
IOCATAETHCA ILJISAXO0OM 3MiHM IIOPAAKY 3UATYBAHHA KOJ0BaA-
HUX OIJIAHOK reHa. ¥y JIOANHHU, 32 CYUaCHUMHU JaHUMHU, 74 %
IeHiB IIPAIIOIOTh caMe 3a TAKUM IPHUHIUIIOM.

I'eun B xpomocoMax. XpOMOCOMHA TeOpisa CIagKOBOCTI1
CTBEPAKYE, IO 'eHH Yy XPOMOCOMAaX po3TanioBaHi JIIHIAHO.
Micue B xpoMmocoMi, Ae po3MillleHUM IIeBHUM I'eH, HAa3UBa-
I0Th JA0KYycom iboro resHa. IleBHuU MOKyc MOXKe 3aliMaTu
JIAIIe OgHAa 3 (OPM OLHOTO ¥ TOrO CaMOTI'0 'eHa — JOMIHAHT-
Ha, periecuBHa a6o inma. Taki pisHi ITOJIOXKeHHS reHa Ha3u-
BalOTh aselamu. IIna 6inbinocti rewiB Bigomi sumre domi-
HaHmMHuuil 1 peuyecusHuil aneni, aje 4YacTO TPAIIAETHCA
T. 3B. MHOMUHHUL alesi3m, KOJIN ICHYE HMU3Ka MOJOXKEHb
IIeBHOTO I'eHa.

Ha#inpocTiimiuM OpPUKJIAAOM MHOMKHHHOTO ajesi3My €
yCIIaAKYBaHHA T'PYIl KPoBi y JioguHu 3a cuctemorno ABO.
Koxxna giogumHa Ma€ OOHY 3 YOTHPHOX I'PYI KPOBi, AKi
3YMOBJIEHI B3a€EMOJI€I0 TPhOX MHOXKUHHUX aJieJIed OJHOTO
it Toro camoro retga — I4, I® ta I°. Aneni I* ra I® € nominanT-
HUMH, a I° — penecuBEM. CoNy4eHH Iap ajeseil BU3HA-
4aioTh TaKl rpynu KpoBi:

I, a6o 0 — I° I°;

II, a0 A — I* I*, I* I°;
111, a6o B — I® IZ, I® I?;
IV, abo AB — I* I%.

Y IV rpymi KpoBi JOMiHYBaHHSA aJIeJid He CIIOCTEePIiracTh-
csd, aje BiACYyTHiIN 1 npomMiKHUU edeKT. KpoB 1iel rpynu
oxHOYacHO BuaABase o3Haku Il ta III rpym.
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AuneJti reHa, po3TallloBaHi B TOTOKHUX JIOKYCaX 'OMOJIO-
riYHUX XPOMOCOM, MOXKYTh OYTH OJHAKOBUMM — AOMiHAHT-
HuMUu (AA) abo penecuBHuMu (aa). Take moeagHaHHA ITapu
ajieJlel OJHOTO I'eHa HA3UBAIOTh 20M03uzomHum. SIKIIO rexH
IpeACcTaBICHUN ABOMA PisHUMH ajeasaMu (Aa), #oro craH
Oyae zemepo3uzomHuMm.

MyTauii

Penunikaris (mogsoesns) JHK mig uac meiiody abo mito-
3y BiIOyBa€ThCA 3 BEJIMKOIO TOUHICTIO, OMHAK iHOAI Tpamada-
IOThCA TOMHUJIKH.

I'enni myranii. HuMmu HasuBarOThH ABUINA Y peILIiKamii
IHK, aki npus3BogaTe 10 3MiHH IIOCTiZOBHOCTI HYKJICOTH-
niB y narnpoxKy JHK. Mytania moxxe 6yTu clipuyuHeHa
3aMiHOI0 OJHi€l mMapW OCHOB HA IHIIIY, a TAKOX BTPATOIO
HYKJEOTHAIB UM IOABOK OAHOro abo KiJIbKOX HOBUX
HyKJgeotuaiB. CyTTeBini HacaigKu iMOBipHi y pasi BTpaTtu
a00 moABU HYKJeOTHAIB. ToAi mMOpAAZOK NMPOYMTAHHS TPH-
IJieTiB HEMHUHYYE 3COBYETHCA HA OAHY-IABi OCHOBH BIIPABO
abo BniBO, BHACJJIZOK 4YOro reHeTHYHUM KOX 3UHUTYETHCA
HeIIpaBUJIBHO. SIKI0 BUNAJIH YK TOZAJIHCA OJHOYACHO TPH
OCHOBH, TO 3MIiHHM 3a3Ha€ JIMIe OJHA aMiHOKHCJIOTa, a
pellTa JaHII0XKKa 3aTUIITUTECA HOPMAJIBHOIO.

I'enni myranii, 1Mo BUHUKAKTh Y raMeTax, CIpaBJIAOTb
Ha Opra”ism pisHOMaHITHUM BIJIMB. BiablIicTh i3 HUX €
JleTaJIbHUMHU (CMEepPTEJbHUMH), OCKIJIBKH CIPHAYUHIOIOTH
Ay’Ke IIOMiTHI mopyieHHa po3BuTKy. Hanpukiaan, y gogu-
HH 10 20% BariTHOCTe#l 3aKiHUYIOTHCA HPUPOIHNM BUKH]-
HeM IIPOTAroMm 12 THIKHIB 3 MOMEHTY 3a4aTTsd, a IPHUOJIU3HO
ITOJIOBMHA X BHIIAAKIB CIPUUYNHEHA TeHHNMHA MYTAIliAMHA.

IlepeBarkHa uacTHHA TeHHUX MYTallili pelieCMBHA CTO-
COBHO «HOPMAJILHOTO» ajiesda. Mainxe BCi BOHM IIKiAJANBI
JLJISL OPTraHi3My, 00 CHPUYKHIOIOTE QYHKIIIOHAJLHI Ta CTPYK-
TYPHi OPYIlIEHHA, 1[0 IPU3BOAATH A0 3aXBOPIOBAHHS, AKE
MOKe 3aKiHUUTHCA CMepTIo. PeriecuBHA MyTaIia Big0y1eTn-
CA JIMIIIE TOA1, KOJIX B FeHOMi OpraHismy aBa MyTaHTHI ajei
rega yTBOPATH T'OMOJIOTIUYHY mnapy. IHKoJM BHMHHUKAIOTH 1
NOMIiHAHTHI MYTaHTHiI ajeni, sIKi BHABJIAIOTHCA BiApasy.
JomiHanTHI MyTaril TeX MOXXYyTh OYTH IIKiAJIUBUMHA.

Myranii B coMaTHYHUX KJIITHHAX OEePEeHAITLCA JHUIIEe
KJITHHAM, YTBOPEHHUM i3 KJIITHHN-MYTaHTA LIJIAXOM MiTO-
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3y. BOoHU MOXKYTH BUSABUTHCS JHIlle B TOMY OpraHismi, B
SIKOMY BMHUKJIU, 1 IIOTOMCTBY He IEPEIalOThCA.

Xpomocomui abepanii. Iligz wac meliody B nponeci
KOH’1oraIfil rOMoJIOTiYHMX XPOMOCOM MOJKe TPaAlUTHUCH
IIOPYIIIeHHsI HOPMAJbHOI pekomOiHaIlii, BHACJIZLOK YOTO
3’SBJAIOTHCA TaMeTH 3 MNOINKOMKEeHHMMHU XPOMOCOMAaMU.
Taxi MONIKOAYKeHHA Ha3uBAIOTh XPOMOCOMHUMU abepayis-
Mmu. Bizoma HM3Ka XpoMocoMHHUX afepamniyn — iHBepcii,
nesertii, pymaikarnii, TpaHcaokanii ta iH. [neéepcie HA3U-
BalOTh oOepTaHHA OKpeMoi AiJIAHKH XpoMocoMu Ha 180°.
Brpara neBHol AiIIAHKH XpOMOCOMHU — Iie deneyis, a moj-
BOCHHA — OynJaikayis. IHKonu BixOyBaeThCcss OOMIH HinsaH-
KaMX Mi)X HEroMoJOTiYHHMM XpOMOCOMaMU — MPAHCILO-
Kauis.

Kpim nmepedbynoB y Mexkax OKpEMUX XPOMOCOM, MMOBIip-
Hi BHIIaJKV HEPO3XOJKEHHSA HeAKHNX XPOMOCOM IIij duac
meiiozy. Ile mpmsBoguUTH A0 TOTO, IO y IEBHiN rameri He
BHCTa4ae XpPoOMOCOMH abo 3’ABJAs€TbCA 3aiiBa. BinbimicTs
TAKUX IOPYyUIeHb IPHU3BOAUTL M0 3arubesi ILJIOAy Iife Ha
paHHiX cTafiax po3BUTKY. IIpoTe iHKOIM Npy nbOMy Hapo-
IKYIOTHCA JKUTTEIZATHL OCOOMHU 3 TAXKNMY OOPYIHEHHA-
MH (hi3MYHOIO Ta ICUXiYHOT'O PO3BUTKY.

XpomocomHi abepairii, Ak i regHi myTranii, MOXXYTb IIpH-
3BOJMTH 10 Pi3BHOMAHITHUX NOPYIIeHb PO3BUTKY OPraHiaMy
aYK JI0 JIETAJbHOT'O KiHIid.

feHeTnyHa piBHOBara B nonynfawiax

3aKOHOMipHOCTI yCIIaAKyYBaHHA AKICHHUX O3HAK CIIOCTe-
piraroTbcs He JHIIIe Y MeXXaX KiJIbKOX IIOKOJiHbL OAHiel
mapy 0aTbKiBCbKHUX OCOOUH, a U ¥ NONYAAUiLLX — CYKYIIHO-
CTAX OCOOMH OJAHOI'O BUAY, AKi TpHMBaJIU#A yac 3aiiMaloThb
IIeBHUM NIPOCTIp Ta BiJTBOPIOIOTHBCA IIPOTAIOM 3HAYHOIL
KiJBKOCT1 ITIOKOJIiHbD.

Ilnsa o3HaOMJIEHHSA 3 TeHETUYHNMU IIpOLlecaMiy Y IIOIY-
AAnii, BU3HAUCHUMHU OJHI€I0 Mapoio ajejel, MOHa pPO3-
TJIAHYTH IIPOCTY MOJAEJb YCIaKVBAHHSA I'PYIl KPOBI JIIOANHU
3a cuctemoio M N. I'py1ity KpoBi 3a 11i€10 CUCTEeMOI0 BU3HAUA-
10Th aBa anexi LY ta LV, aki ycnaakoByOThCA He3aJIeHHO
Bin aneneit I 3a cucremoio ABO. Tomosuroru LYLY maiors
rpyny KpoBi M, romosuroru LYLY — rpyny kposi N, a rere-
posuroru LML" — rpymny kposi MN.
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B yaBHIN 3aMKHYTIiH JI0ACHKIN ONYAAIII € IeBHA K1Jb-
kicTe anenest LY ta LY. YacToTa HAABHOCTI KOMKHOIO 3 IIUX
aJiejiell MOXKe MaTH pisHi 3HaueHHdA B Mexkax Big 0 ;o 100% .
B ogHOMY BUnaAKY BCA HONYJIAINIA MOXKe OyTH ITpeacTaBie-
Ha TinpKH romosuroramu LYLY, B inmomMy — romMosurora-
mu LYLY. He Bukrmaioueso, mo aneni L i LV y nomynanii
npeAcTaBJieHI IOPiBHY i YacToTa KOXMHOro 3 HuUX Oyne
nopiBHIOBaTH 50% , a6o 0,5. TakoK MOMXKJINBO, IO B HONY-
il IpejcTaBJIeHlI BCi TpM THUIIN IIOEAHAHBb ajejei, a
yacToTa HasgBHOCTI KOXXHOro ajnena crtasoBuTh 0,5 (50%).
¥ rakiit momyaAamnii 3 0AHAKOBOIO TMOBipHiCTIO YTBOPIOBATH-
MyThcs TameTu 3 aaenem LY (0,5) i rameru 3 amenem LY
(0,5). Axnio mrobdu y momyasaiii BUIAIKOBiI, TO MOMKHA
cKopucTaTtucs peuritkor IlesHera, 1106 AisHaTHCA YACTOTY
YTBOPEHHA TOMO3UTOT i reTepo3UroT y HaCTYNMHOMY IIOKO-
JIIHHI (3BHaYeHHS YacTOT MePeMHOMKYIOTh) (Tabi. 2.2).

Tabauysa 2.2

YacrtoTu ajnesei rpyn Kposi 3a cucremoro M N y monyasanii

Kisoui rameTH

0,5 L" 0,5 L"
Yonosiui ramern 0,5 L" 0,25 L"L" 0,25 LYL"
0,5L" 0,25 L"L" 0,25 L"L"

Bussuioca, mo dacroru romosuror (LMLM ta LNLY) y
HaIli¥ nonyJasnii cragoBaATs 1o 0,25, a yacTora rerepos3u-
rot (LML") y nBa pasu Buma — 0,5. YacToTn HasBHOCTI
rxoxHoro axens (LM i L") 6ynyrs, Ak i 1o 1bOro, OfHAKOBH-
M — 1o 0,5. BignmosimHO Vv HACTYIIHOMY NOKOJIiHHI Iiel
ronyaAiii (F,) 3a ymMoBu 30epekeHHA BUNAJAKOBOCTI IILITIO-
0iB cloCcTepiraTUMyTHCA TaKi caMi CiBBiIHOINIEHHS.

Y nonynsamnigx crocTepiraloThcA HaWpi3HOMaHITHIIN
YaCTOTHU HafABHOCTI ajiesel. MixK ajensaMu reHa MOYKYTb
iCHyBaTH JOMIHAHTHO-pelleCHUBHiIi BIAHOHIEHHsA, Yy IIHOMY
pasi reTepo3UroTH 3a 30BHIIIIHIM BUSBOM O3HaKHU 30iraTu-
MYTbCS 3 JOMiHAHTHUMHX IOMO3UTOTaAaMHU. 3a TAaKuX obcra-
BUH 4aCTOTHU HAaABHOCTI caMoOl O3HAaKHu He 30iraTuMyThbcsa 3
YacTOTaMU HagBHOCTI TOMO3UTOT 1 FeTepO3UIOT.

1le imrocTpye MOZeab JIOACHKOl MOmyJaAnii 3 ycnagkKy-
BaHHAM (opMu BoJjocca. KyuepsBe BoJocCsa € AOMIHAHT-
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HOIO 03HAKOI0, IPSAIMEe — pelleCuBHOI0. AJlesb, SKUN BU3HA-
yae Kyudepase BOJIOCCH, II03HAYaIOTh JiTepoio H, a anensb, 110
3YMOBJIIOE IpAME BoJIOCcCA, — h. Toai romo3uroTHi ocobunu
3a goMiHauTHUM anejgem (HH) Ta reTepo3uTroTHI 0COOMHU
(Hh) MaTUMYTBb Ky4yepsBe BOJOCCS, 4 TOMO3UI'OTHI OCOOUHU
3a perecuBHuM ajesieM (hh) — mpsame.

Hexait ananizoBaHa monyJsnis € is0Jib0BaHOIO, MLIIO0N
B Hilf BUIIaZKOBi, yacTOTH HaABHOCTI ayeneii H Ta h Bigmo-
BigHO cranosaars 0,1 Tta 0,9, yacToru ramer, AKi HeCcyTh 1i
aneyi, 6yaAyTh TAKMMH caMHMH. 3a AOIIOMOrOIO0 PEIIiTKH
IlenHeTa BU3HAUYAKOTHh YaCTOTY Pi3HUX NOEAHAHDb ajieJel y
nokoJiiHHi F, (Taba. 2.3).

Tab6ruys 2.3
Yacroru ajenxey ¢opMu BOJOCCHA y HOMYJIALIL
JKinoui ramern
0,1H 0,9h
.. 0,1H 0,01 HH 0,09 Hh
Yonaomiui rameTn
0,94 0,09 Hh 0,81 hh

Or:ke, y mOKOJMiHHL F{ 4aCTOTU 'OMO3UIOT 1 reTepO3UroT
OyAyTh TAKMMU:

HH:0,12=0,01; Hh:2:0,1-0,9=0,18;
hh — 0,92 = 0,81.

Cyma nux uvacToT craHoBuTh oguuumnio (0,01 + 0,18 +
+ 0,81). K0 BUBHAYNUTH YaCTOTY HAABHOCTL caMoi O3Ha-
KM, TO BUABHUTHCS, 1110 B IMONYJAIII KIIBKICTB JIIOAEH 3 KyUue-
PABHUM BOJOCCAM CTAHOBHTH 19% , 3 npamum — 81%.

HoBe nokoJiiHHA IPOAYKYBaTUME TaKi raMeTH: roOMO3U-
rotu HH paBaTUMYTB Julile raMeTH 3 ajeneMm H, rerepo3u-
rotu Hh — iMOBipHO, OAHAKOBY KiJIBKICTh raMeT 3 aJiejIeM
H i anesnem h, a roMO3UroTH hh JUIIe TaMETH 3 ajeseM A,
YacToTH HassBHOCTI ramMer 3 ayieaeMm H i anenem h OyayTh
TAKUMMU:

H:0,01+1/2-0,18=0,10;
h:0,81+1/2-0,18 =0,90.

OTixe, cIiBBiAHOIIIEHHA YaCTOT aJjiejiedl Y 3aMKHYTIi# 110-
IyJIAIIl 38 YMOBM BHIIAJKOBOCTI IILII00iB 36epiraeTrnscsa i B
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HACTYITHOMY IIOKOJIIHHIi. I1[10 3aKOHOMIipHiCTh MOXKHA II0Ja-
T y BUrAAAI OyKBeHUX BHUpa3iB. KMo vacToTH ajesei
IIO3HAYHUTH JiTepaMu p i q, TO MOXKHA 3aIliCaTH, 110 B IIOIY-
Jnanii p + g = 1. JliTepHi nossavyeHHs 4acTOT aJieseit nigcra-
BJSAIOTH y perriTky Ilennera (Tabi. 2.4).

Tabruuys 2.4

Yacroru aneneit popMHu BOJOCCH Y HOIMYAALIL
B JiTepHUX 3HAYEHHAX

JKimodgi rameTn
pH qh
H ‘HH Hh
YosoBiui ramern p 4 Pq
qh pq Hh q hh

Ha mincrasi sgifichenux y Tabauili po3spaxyHKiB:
P2+ 2pg+q*=1, abo (p+ q)°>=1.

ITa ¢popmysa BimoOparkae B3a€MO3B’A30K YACTOT T'OMO-
BUTrOT i rereposuror y momynasiii, a6o sarxon Xapdi —
Baiinbepza, axuit Ha3BaHO 3a iIMeHAMHU HMOTO aBTOPIB.

Hacnopasai Takux igealpbHMX JIOACBKHX ITOIIYJIAIii
ODPaKTUYHO He icHye. ¥Yci cyvyacHi momyJsaiii BigKpHTi,
BHACJIiJOK YOT0 NPOJOBKYIOTECA YHCIeHHI NLIF06U 3 ocobu-
HaMH iHmux nonyiaanin. Kpim toro, y 6yaAb-AKiN nonyasa-
nii BizOyBa€eThCA NPUPONHUI MyTalliiHUMi Iponec. Yce 1e
IIOMITHO BILJIMBA€ Ha PO3IIOJALJI YaCTOT aJjejieil, a OTe, 1
YacTOT IOMO3HMTIOT i rereposuror y monyasaiii. Tomy B
peanbHUX NONMYJAAIiAX 3aKkoH Xapai — BaitaOepra He mifg-
TBEPAIKYETHCA.

2.2. leHeTUKa KinbKiCHUX O3HaK

3aKOHOMipHOCTI ycIIagKyBaHHA AKicHMX, a00 AUCKpeT-
HUX, O3HAK, AK1 He MalOTh OPOMIXHHX (HopM, MOXKHA
300paskaTi y BUTJAAL HpocTHX cxeMm. fAKicHI o3HaKm, AK
IIPaBUJIO, BU3BHAYEHI OAHUM-ABOMA I'OJIOBHUMHU TreHAMU, Yy
AKUX MOxKe OyTH ABa abo0 KiJbKa ajesei, a 30BHIIITHI yMOBHU
IPAaKTHYHO He BILIMBAIOTHh HA CTYIIIHB 1X BUABY. TaKHMHU
O3HaKaMHu y JIIOAUHM € TPyHIH KPOBi, (hopma BoJsiocea (Kyde-
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pABe — IpsAMe), AMKAa Ha nigbopigai ra 6arato iHmux, y T. 4.
nmaToJoriii. O3Hak, {0 BU3HAYAIOTHECA BUHATKOBO F'eHaAMH i
Ha AKi YMOBHM KHUTTEBOTO CepPEZOBHUINA HE BILIUBAIOTbH, Y
JIOAHUHN AYKe MaJjo. BiabpnricTs 03HAK, 1X HA3WBAIOTh KiJIb-
KiCHUMU, € HacJIAKOM B3aEMOAil YMCAEHHUX IreHiB MiXx
co6oro Ta 3 haKkTOpaMu JOBKIJIA.

KinbKicHi 03HaKm — O3HaKu, AKi BUABAAIOTLCS Yy BUITIAAI HeEnepep-
BHOI MiHNMBOCTI Bif MiHIMabHOIr0 1O MaKCUMaNbHOI O iX BUPAXKEHHS,
30KpemMa 3picT, Maca, KOnip WKipy Ta BONOCCSH, IHTENEKT, TeMnepa-
MEHT TOLJO.

BuBuaTn 3aKOHOMIpPHOCTI yCnagKyBaHHA KiJbKiCHMX
o3HaK Habararo ckJAafHilIe, Hi)K AKiCHUX, 00 Yy HbOMYy pasi
TOBOAMTHCS KOPUCTYBATHCA METOAAaMHU BapialiMHOI cTaTH-
CTUKH.

KinpKicHiI 03HaKH BUMipHOOTH PI3HOMaHITHHMHU CIIOCO-
0aMu 3aJIeXKHO BiJ 1X THIIY TA METH AOCJIIKeHHA. 3PicT
BHMIipIOIOTH CIEIliaJIbHOIO JIIHINKOIO 1 BU3HAYAIOTh B Mipax
JOBXWUHHU (MeTpax, CAaHTHUMETpax); Macy Tijia — y Mipax
Baru (xijorpamax, rpamax); OeAKli O3HaKu, HaIIpUKJIaL
pPiBeHBb iHTEJIeKTY 4M TeMIlepaMeHT, — 3a JOIIOMOTOIO CIie-
niaJpbHUX TECTiB.
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Puc. 2.16. [liarpama Ta Kp1Ba po3nofiny 4actot 3pocTy NoANHN
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Y pesyJsabraTi BUMipoOBaHb JOCTATHBOI KiJBKOCTiI 0CO-
OuH (AK OpaBUJIO, HE MEHIIE TUCAYi) Ta I'PYIMyBAHHS iX 34
IIPABUJIOM 3POCTAHHSA OHAEPKYIOTH HeIlepepBHUM pPAL MiH-
JIUBOCTi, IKMHA MOXKHA IIPEACTABUTH y BUIJIAAL miarpamu
abo rpadirka. Ha puc. 2.16 3o00paxeHo posmonia 3a 3po-
crom noHaxa 1000 gopocamux uoaoBikKiB. IIpaMoxkyTHUKU
MOKAa3yIThk KiJbKICTHL 0ci0, sKi MaOTh IIeBHMI 3picT.
Hampukaan, 14 gosmoBikis masu 3pict Big 151 mo 155 cm,
36 — Bix 156 1o 160 cm, 120 yonosikis — Bix 161 1o 165 cm
routo. 1li cami gaHi MOXKHAa IIpeACTABUTH Y BUTJIALL A3BO-
HOMOZi0HOI KPpUBO1, AKY HAa3WBAIOTh KPUBOIO HOPMAJILHOTO
PO3IIOAiNY.

FeHoTun i peHoTUN

JJis mojanbuIoro anaidy KilbKiCHHX 03HAaK He0OX1THO
O3HAHOMUTHCA 3 TAKUMU MOHATTAMH, AK «T€HOTHII» i
«(enorun». Cnagkosa indopmalia npo 03HaKMU Ta BJIaCTH-
BOCT1 OPraHi3sMy MiCTUThCS B OT0 I'eHaX, CYKYIHICTh AKUX
Ha3WBaIOTL 2eHomunom. CBill TeHOTHII KOMHA JIOAWHA
olep:KyEe Y MOMEHT 3auaTTda i 30epiraec HeaMiHHUM IIPOTS-
T'OM YChOTO JKUTTsSA. AKTUBHICTE I'eHiB MOX@Xe 3MiHIOBATHCA,
aJje Ix CKJa[J 3aJuIIacThCs HE3MIHHIM 3aBXK M.

IIoHATTSA «TeHOTUI» HE TOTOXKHE IMOHATTIO «TeHOM>».
I'eroTun npuTtamMaHHUN IIeBHINM OCOOMHI, a 2eHomM — IIe
CYKYIIHICThb T€HiB, XapaKTepHa [Jid TralljIoOifHoro Habopy
XPOMOCOM II€BHOTI'O BUAY OpraHi3MmiB.

Denomunom Ha3UBAKOTH CYKYIIHICTD yCiX 03HAK Ta BJa-
CTHBOCTEN OPraHi3aMy B KOXKHUH Iepiox ¥Horo »kutrda. BiH
OXOIJIIOE 1 BOBHIMIHIN BUrIAA, i BHyTpimuHiO OyaoBy, i
¢disiosoriuni mpoilecu, i 0co6JIMBOCTI TOBEeAiHKH, CIIOCTEPE-
JKyBaH1 y IeBHUI MOMEHT. SIKIO reHOTHII YCIaAKOBYEThCS
1 3aIuINaeThCa HE3MIHHUM IIPOTATOM XXUTTSA 1HAUBigAa, TO
¢eHOTUII PO3BUBAETLCA. BiH € pe3dyasTaToM il reHOTHUILY
JIMIIIEe YaCTKOBO, 60 B MOT0 CTAHOBJIEHHI 3HAYHY POJIb Bifi-
IrpaloTh YMOBH 30BHIIIIHBOTO CEPEIOBUIIIA.

I'eHeTHKM TOCTiHAHO AMCKYTYIOTh CTOCOBHO TOT'O, IO
BaJKJIMBIIIIE OJIs PO3BUTKY OPraHiaMy — reHeTHYHa KOH-
CTUTYLiA um cepexpoBuine. OcoOJMBO rocTpi cymepeury
TOUATLCA IIOJ0 MOBEAIHKM JIOAMHM Ta 11 ICUXOJOTIYHMX
XapaKTEPUCTUK — PO3YMOBHUX i TBOpUMX 3A10HOCTEl, TeM-
IIepaMeHTy TOII[O.
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BaskauBi obuBa YHHHUKH, 00 PeHOTUI € PEe3yJILTATOM
B3a€MO/il MiK 'eHOTHIIOM 1 cepemoBuIeM. SIKIIO JOAMHA
He MaTHMe BPOJKeHUX 3hi0HocTell, HAIPUKJAA A0 I'PU Ha
CKPUIILi, TO JKOJAHE HaBUAHHSA TA BUXOBAaHHSA He 3p0o0JaATh 13
Hel BHUAATHOTO MY3UKaHTa. A JIOAUHA 3 BPOJKEHUMU
MY3UYHUMH 3Ti0HOCTAMY IIOBMHHA aKTHUBHO 1X PO3BUBATH,
iHaKIIe TaJaHT Oyae 3ary0JieHo.

YHUAHHUKN BUHUKHEHHSA KiNnbKiCHOT MIHAUBOCTI

CymicHa gisi 6araTbox reHiB caMa 1o cobi cupUYMHIOE
KiJIbKiCHY MiHJuBiCcTB. [l 11 ZOCHiIKEHHS CJIi] TUMYAaco-
BO 3HEXTYBaTH BILJIMBOM YMHHMKIB HABKOJHUIIHBOT'O CEPEJIO-
BUIIla HA (peHOoTHUIl.

3aKOHOMIpHOCTI ycHmagKyBaHHS KIiJbKICHUX O3HAaK
Bi3yaJIbHO UM 34 AOIIOMOIOI0 3BUYAMHUX BHUMIDIOBAHb BU-
ABUTH HEMOMKJMWBO. ¥ TiOpUIONOTiUHMUX eKCIepuMEeHTaX,
HAIPUKJIAL Ha POCJHMHAX, YCI HACTYIIHI IIOKOJiHHA MAalOTh
3HaUYeHHA O3HAKHU (JOBXKHHA cTebJia, pO3Mip JUCTKIB, KiJlb-
KicThL HaCiHHSA TOIO), IPOMisKHe Mix OaTbKiBCcbKUMU GOP-
MamMu. IS reHeTHYHOro aHAJNIBY TaKUX SABUI KOPUCTY-
IOThCA CIIEIiaIbHUMU MATEMATUYHUMU METOJAMU.

OgHUM i3 OCHOBHHX YMHHUKIB KiJIbKiCHOI MiHJIMBOCTI €
IoJIiIMEepHi 'eHu.

Ionimepni renun. Ille Ha mouaTtky XX cT. OyJ0 BUABJIE-
HO, IO OKpeMa KiJbKiCHA O3HaKa 3yMOBJIeHA CHiJIbHOIO
Ii€l0 IIeBHOI CYKYIIHOCTiI T'eHiB, MeXaHi3M IlepellaBaHHS
KOMHOIO 3 AKUX HACTYIIHUM IIOKOJIIHHAM 30iMCHIOETLCA 3a
sakomamu I'. Mengens. Taki reau Oyau HasBaHiI mojgimep-
HUMUY, a4 O3HaKH, BU3HAUECHI HUMU, — HOJIT€eHHUMH.

3a moJiiMepHOro ycrnajgKyBaHHA e(eKTHU TOMiHAHTHUX
ajejieil MOKYTDb IIPOABJISITHUCS ABOMA CIIOCOOAMM:

1) KyMyJaATUBHUM (HAKONUYYyBaJbHUM) TUIIOM IIOJIiMe-
pii, 3a AKOT0 iIHTEHCUBHICTh BUABY O3HAKH IIPAMO IIPOIIOP-
miffHa KiJBbKOCTi JOMiIHAHTHUMX aJejiel IOJiMepHOro reHa.
ITpuxaazom 1bOT0 TUIY DOJiMepii MoXke OyTH ycnagKyBaH-
HA KOJbOPY INKipH y JIOAUHU, AK€ BU3HAYAECTHCSI YOTHUPMA
napamu ajejaeii. Kopinauii MmemkaHeln b Tpouiunoi Adpu-
KM, AKUY BiI3HAUAECTHCA HAUTEMHIIIINM KOJBOPOM IIKipH,
MAa€ TaKy CYKYIIHicTh ntojiMmepuux rewis: P,P,P,P,P;PsP,P,
(vci amesi momiHaHTHi), a, HAIIpUKJAaJ, HOPBEXeNb —
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P1P1PsP2P3PsPsPs (yci ayesi perecuBni). Hacenennsa cepen-
3eMHOMOPCBHKHX KpaiH Y CBOEMY I'eHOTHIII Ma€ IPUOJIHU3HO
II0JIOBUHY MOMiHAHTHUX aJjiejeil, AKi BH3HAYAIOTHL KOJIiD
IKipy, y pisHomaHiTHUX KOMOiHAUiAX (PyP; Py P,p3PsPysPss
P,p,P,p,P;p; Py p, Touo). SIKimo 300pasuTu pe3ysabTaTH
BH3HAUEHHS KOJBOPY HIKipH JOCTAaTHBLOI BHMOipKu Joaen
y BUIVISIAL AiarpaMu UM KpPHUBOi, BoHa Oyae moxibHOIO A0
KPHBOi, IO BigoOpaskae poO3mOXiJ YACTOT 3POCTY JIIOAWUHU
(puc. 2.16);

2) HEeKYMYJATHBHHM THIIOM Io0JiMepil, 3a SAKOIro JI0-
CTATHBLO HAABHOCTI X04a 6 OHOro JOMiHAHTHOTO aJiejid, 00
O3HaKa NPOSBUJIACA MAaKCHUMAJbHO, i 30i/bINIeHHA KiTBKO-
CTi iHmMIMX AOMIHAHTHUX aJjiejieil IIOMITHOro eQpeKkTy He
cupasiase. IIpu nbomy y F, BigOyBaeThcA pO3IIeNNIOBAHHA
tuny 15 : 1 (3a ymoBu gBOX nap ajeser) abo 63 : 1 (3a ymoBu
TPHLOX IIap ajiejeili) 0e3 HAABHOCTL IPOMIKHUX 3HAYEHD
O3HAKM. XapaKTepHUM IIPUKJIAAOM HEKYMYJIATUBHOIL I10JIi-
Mepii € yernagKkyBaHHS OIIEPeHHSA Hir y Kypeil. YHACIILOK
cXpeliyBaHHSA HOpiJZ, [0 MawTh OHEpeHi Ta HeolepeHi
HOTH, yCe MOKOJiHHA F; MaTMe oepeHi HOru. ¥ IIOKOJiH-
Hi F, crocrepiracThbcsa po3MIeIJIEHHA Ha ABa (peHOTHIIOBI
KJIACH 3a cIliBBigHOIMEHHAM 15 : 16 3 omepeHuMu HOraMu Ta
1 : 16 3 HeonmepeHUMHU. ¥ IIBOMY Pasi 03HAKY KOHTPOJIIOIOTH
IBi mapu ajyeyeil. BaTbKiBCbKa TOpOAa Kypeil 8 OlepeHUMU
HoramMu OyAe TOMO3HUTOTHOK 3a JOMIHAHTHUMHU aJIeJasIMU
o60x reuis (L,L,L,L,), a 3 HeOIepeHHMH — I'OMO3UTOTHOIO
3a pemecuBHumu anensamu (l,1,[,l,). Ilepme nmokKoJiHHA
ribpuzgiB Mixk numm nmopogamu matume opmyny LilLyl,.
Kypu zapyroro nmokoJiHHS 3 OII€EPpEHHMH HOTaMHW OyayTh
MAaTH Y FeHOTHIIL BiJl OfHi€]l 10 YOTUPHOX JOMIHAHTHUX aJje-
neit (L1150, ....... LiL,L,L,), a 3 HEOIIEDEHUMHU — yCi 4OTH-
pu anei peuecusnHi (I,[,1,l,).

Y MoOBH cepenoBHIA Ta HOPMA peakuii. HacTo Henepep-
BHUI XapakTep MOKe MAaTH i MiHJINBiCTh, AKA BU3HAYAETD-
cd BHHSTKOBO yMoBaMu cepepoBuina. Hampukiaax, AKIO
FeHeTHYHO ifeHTUYHI pocanHN (KJOHH, YHCTi JiHil) BUPO-
IITyBaTHU B PiBHUX yMOBaX (KiJbKiCTh MOKUBHUX PEYOBUH,
BOJM, TeIlJla, CBiTJia TOIO), TO MOYKHAa OJEpPKATH UITKY
HellepepBHY MiHJMBiCTS 3a pisHMUMH O3HaKaMu (BHICOTA CTe-
618, po3Mip JHCTKIiB, KiJIbKicThL Ta Maca HACiHHA TOIO).
CyuacHa reHeTUKAa AJA AOCHIIKEeHDb 3XaTHA TaKO0XK CTBOPIO-
BaTH uYHcTi, abo iHOpexami, simii (6am3bKOCHOpigHEHE



[eHeTUKa KiNbKiCHMX 03HaK 51

3alllIiTHEeHHA) Ta KJOHH (OTPMMAaHHS OpraHiamiBs i3 coMma-
TUYHUX KJITHH) TBApHH, V T. Y. CCaBILiB. SIBUIle BOJINBY
cepeZoBHUIIa Ha ()eHOTHUII MOYKHA CIIOCTEepiraTH i y JIOAWHHA,
KOJIX CIPaBXHiX (0OgHOAMNIEBNX) OJIM3HIOKIB BUXOBYIOTh y
Pi3HUX yMOBaX. SIK 3aCBiIUNJIN YUCJIEHH] CIIOCTEepPEKeHHA,
i OJM3HIOKM BiApisHAOTHCA (Gi3sMUYHMM, ICHXIUYHHM Ta
PO3YMOBHUM PO3BUTKOM,

Y pos3rasHyTHX BUIajgKaX IeHOTHII OpraHiaMiB €
MNOCTiAHOIO BEJIMUHNHOIO, a PeHOTUNI — (QPYHKIIIEI0O YMOB 30B-
HIIIHBOTO cepenoBuIna. [aa aHalidy HbOro ABHUINA 3aIIpO-
BaJI’KYIOTh F'eHETUUHE NNOHATTA «HOPMA PEAKUIL».

SIKU10 TeHOTHII 3a IEBHOK 03HAKOK UYTJIUBUHN A0 3MiH
YMOB CepeJOBMINa, TO, IOMICTHBINM 0e3Jidu OJHAKOBHX
reHOTUNIB y pi3HiI (PiKCOBaHI YMOBH cepeloBHINA, MOXKHA
omep:xatu Oezniu pisHoMaHiTHMX (enorumiB. Ha ocHoBi
BHMIipIOBaHHSI 3HauYeHb I[ici o3HaKU OyayoTh rpadik 3a-
JEXHOCTI XapaKTepHUCTHKU (peHOTHIIY Bija mapameTpis
CepeloOBHUILA, IO 1 BKa3dyBaTHUMe HOPMY peakIlii reHOTUIy
3a BKa3aHOI0 03HaKoOio. Pi3Hi reHoTunu 3a oAHIE€IO 1 Ti€IO
CaMOI0 O3HAKOI0 MalOTh Pi3H1 HOPMU peakIrii.

Ha puc. 2.17 npeacraBieni pe3yJabTaTH AOCJIiAMKEHHSA
3aJIEKHOCTI T'yCTOTH IIepcTi y JABOX iHOpeaHHMX JiHi#
MUILIeH BiJi TeMIepaTypu cepenoBuina. g copouieHHSA
aHaJII3y IPUIYCKAaIOTh, [0 LA 3aJIe’KHICTh Ma€ JiHiMHMHA
XapakTep: UMM BHIla TeMIepaTypa, TUM MeHIIIa I'ycToTa
mepcTi TBapuH. 'eHOTHOH PI3HATHBCA 3a YYTJHBICTIO OO
TeMIeparypHuX yMoB. I'enorunn M; BUABUBCA MEHUI YyT-
JJUBHM JI0 TeMIepaTypH, Hixx M,, Opo IO CBiAYHUTHL MEH-
I HaxWJI npAMol Ha rpagiky 1. OgHak 3a neBHOI TeMile-
paTypu (PeHOTHIIH TBapPHH, 110 HAJIEXKATh A0 pi3Hux inbpen-
HUX JIiHi#, OyayTe 3b6iratuca (Touka mnepeTuHy B ABOX
JiHi#). OT)Xe, HEMOXKJIMBO OLHO3HAYHO BUABUTH, K caMe
BipisHsaOTHECA Il ABiI iHOpenHi JIimil MHIIIe# 3a I'yCTOTOIO
IIIepcTi. 3a HU3bKOI TeMIIepaTypHu cepegosumia (J1iBa yacTu-
Ha rpadika) resorun M, nepeBakae resorun M, 3a rycro-
TOX0 mIepcTi. IcHye TakoX nmeBHa Temneparypa (Touka B),
KOJI 3a T'YCTOTOIO IIEPCTi reHOTUIIHA He Bigpi3HAOTHCA. 3a
MiABUINEHOI TeMOepaTypH cepexoBHIA (IpaBa YacTUHa
rpagika) 3a rycTOTOIO NIEPCTi mepeBakaTuMe reHoTUn M.
¥ ui#t curyaiiii 3 yiieBHEHICTIO MOXKHA CTBEPAKYBATH JIUIIIE
Te, 50 Il AB1 JiHiI MuIIIei 3a rycToTomo epcTi MaioTh pisHi
HOPMH peakllil Ha TeMIlepaTypHi YMOBH 30BHIIITHHOTO ce-
peIoBHIIA.
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Puc. 2.17. Hopmu peakLii (1) Ta KpuBi po3noainy 4actot (2)
[IBOX MTEHOTUNIB 3 PI3HOIO YYTNUBICTIO 4O 3MiH YMOB cepeioBUlLla

Axio cupoexkTyBaTu Bigpisku A,C, (renotun M,) raA,C,
(remotun M ,) Ha Bick (GeHOTHUITY, TO B OJHOMY i1 TOMY CAMOMY
niarnasoHi yMOB cepeoBUINA PO3CiAHHA (GEHOTUIITHOL MiHJIM-
BOCTi y uyTiuBimoro go cepegosuinia remoruny M, Oyne
3HAYHO Oi/IBINNM, Hi3K YV MEHIII 4yTJuBoOrOo reaoruny M. Ila
3aKOHOMIipPHICTh YiTKO BUABJIAECTHCA 1 32 KPUBUMU DO3NOALIY
yacror (peHoTunis (rpadik 2 puc. 2.17). YucsnoBuii BUpas
TAKOr'0 PO3CiAHHSA Y TeHEeTUII1 Ha3UBaIOTh ducnepcicio. Y pos-
TVISHYTOMY HPHKJIaZl CIIoCcTepirajaca cepefoBUIIIHA JUCIIED-
cig. YuM BHUINA YYTJIMBICTE T€HOTUIY 10 YMOB CepeAOBUIIA,
TIM Oinbmia ¥oro PeHOTUIIHA AUCIepCid, AKY BU3HAYAIOTH
0CODOJIMBOCTi CepeIOBUIIA iICHYBaHHA.

Or:xe, (¢eHOTUI 3YMOBJEHUHU He JIKIIIE TeHOTUIIOM.
Tomy mopiBHIOBATH Pi3HI reHOTHIIN TOTPiOHO He 3a iX deHOo-
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THUIIaMU, a 3a HOpMaMu peakiil (aucmepciamu). Ha nymry
reHeTHKIB, YCIaJKOBYIOTHCA He IeBHI 03HAKH, a HOPMU pe-
aKI[ii.

CniBBigHOLWEHHA BNAKBY FEHOTUNY Ta cepefoBULla

3a (eHOTUNOM JIIOAU BiAPiBHAIOTHLCA OJHE BiJ OJHOrO
NPpUHANMHI 3 IBOX IIPUYMH: KOXKHA 0co0a Ma€ CBill, TiIbKH 1
IpUTaMaHHUUN, 'eHOTUI, 10 3YMOBJIOE BUHMKHEHHS I'eHe-
THUYHO JeTEePMIHOBAaHOI MIiHJIMBOCTI; KOXKHA JIOAWHA PO3BU-
BA€ThCA B OCOOJMBUX YMOBaX CEPEAOBMIIA, II[0 CIPUUNHIOE
cepeoBUINHY MiHJIUBICTH. ['eHeTHYHA Ta cepeIoBUIITHA MiH-
JIABOCT1 (pOpPMYIOTH 3arajbHy MiHJHUBiCTH, 400 (heHOTHII.

MosxkHa YABUTH TIIIOTETUYHY MONMYJIAIIIO JIOAEH, V AKIiH
ITPOBEJIEHO BUMipIOBaHHA MEeBHOI KinbKicHOI o3uaxku y 1000
0Cif, i mpumycTuTH, mIo ii BU3HaYa€ reH, AKUI MOXe icHyBa-
TH B TPhOX PidHUX (opMax, TOOTO Mae Tpu ajei. IX mosua-
4aroTh JiTepamu K, L, M. Toxi reHoTHnN monyadaitii 0yayTb
MAaTH ycl MOXKJINBI KOMOiHaIil ajgeseii. Hexaii jroau 3 reHo-
TunoM KK MaioTh HaMHUKYIL IOKA3HUKY O3HAKHU, a JIIOAHU 3
reHotuntom MM — HaiBunii. 'enorun LL € npoMiXKHUM.
EdexTu toMmiEyBaHHA BifICyTHI, i reTEpPO3UTOTH BUABJISAIOTH-
CA NPOMIXHMMU MiX TOMO3UT'OTAMMU.

Ha KoHKpeTHY BeJIMUMHY 03HAKU BILJINBAIOTL HE TiJIbKH
reHH, a 1 yYMOBHY iCHYBaHHSA, HAIIPHUKJIAJ AKICTh XapuyBaHHA,
CiMeMHHMH IOrJAx V AUTHHCTBI Tomio. KoKHUI reHoTHn
XapaKTepuU3yEThCA NIEBHUM CepeJHIM 3HAUCHHSAM O3HAKH Ta
posciaHHAM (gucmepciero) il iHAUBiAyaIpbHUX 3HAUEHDb HAB-
KOJIO CepeIHbOr0 3HaAYeHHA. UucjioBe 3HaAUEeHHA auciepcii
pPO3paxoBYIOTh 3a JOIIOMOIOIO CHeIliaJbHUX (GopMyJ Bapia-
IMIMHOI CTATUCTUKU. UMM BHIIA YYTJIUBICTL IEBHOI'O I'eHOTH-
Iy KO YMOB CepefoBHUINA, TUM OibIlia pisHOMaHITHICTE OO
(heHOTHIIIB, a OTKe, CEPeIOBUIIIHA AucHepcia (Tabdu. 2.5).

Tabauuysa 2.5

BusnavyeHHA CKAAJ0BUX (PEeHOTHIIHOI MiHIMBOCTI

I'enoTun Kiaxskicrs Yacrora Cepenne Jucnepcia
ocio B IIOILY LTl 3HAYEHHSHA
O3HAKH
1 2 3 4 5
KK 70 0,07 150 23,4
KL 300 0,30 160 52,1
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3axinuenHsa mabauui 2.5

1 2 3 4 5

LL 400 0,40 170 139,7
KM 200 0,20 180 132,6
LM 20 0,02 190 1038,2
MM 10 0,01 200 6,7
3araJibHa gUcIepcis 162,9

Cepenusa cepeoBUIIIHA AUCIIEPCiA 71,7

I'eneTuyHa aucnepcisa 91,2
YcenaJKoByBaHICTE 0,56

Taba. 2.5 3acBiguye, 110 guUcHepcii reHOTUIIIB 3HAYHO
BiIpiBHAIOTHECA BHACJIIZIOK IX PidHOI YyTJIMBOCTL A0 YyMOB
cepexoBuinia. Jucnepciio ycepeinHl KOMKHOI'O I€HOTHUITY
BM3HAYAIOTH BILIMBU CEPENOBUIIA. 3arajJbHy MiHJIUBICTh Y
IONyAAIl]l XapakTepH3ye BeJMUYNHA 3araJbHONOIYJIAIi-
HOl Aucrepcii, aKa 3aJIe?KUTh Big BiAMIHHOCTIL M1 e HOTH-
maMHu 3a iX cepeaHiMH 3HaUYEHHAMHM O3HAKH Ta Bijg BigmiH-
HOCTi B MeXaX KOXXHOI'0 3 TeHOTHUIIIB, BU3HAUEHUX TIIbKH
cepenoBuIleM. ¥ BKasaHiIN yaBHiM monyJadAnil reHeTHUYHa
CKJIaZI0BA IHUCHEpCii BMHHMKAE 34 Y4YacCTIO TIJAbKHU IIIECTH
reHOTHIIIB, a peajibHi momyaAIil MawTh ix 6eaurid.

Y po3risiHyTi#l rinoTeTnuHi# nmomyJaAnil 3arajbHa OU-
cuepcia popiBuioe 162,9, a cepeausa cepempopumtaa — 71,7.
Pizauma Mi)x saraabHONONYAAINIIMHOIO Ta cepelHbOIO
CepeIOBUIIHOI0 AUCIEPCiAMUN CTAHOBUTH '€HETUUYHY JUC-
nepciio monyaAnii — 91,2, Beanyuaa reHeTUYHOL JUCIIEP-
cii osHauae, [0 I'eHEeTHYHA CKJAaZOBa 3yMOBJIOE TPOXU
OiJbIle IIOJIOBUHM BCiX iHAMBiAyaJbHHUX BiAMiHHOCTEN y
oMy JAIil.

lMoKa3HUK ycnagKoByBaHOCTI

Haounicts 3abesneuyerTbcsa 300pakeHHAM I'€HETUUYHOIL
aucnepcii posrassHyTOl HmOmyJidaIil y BUIIAAL YacTOK OXH-
HHIIi, 0JIsI YO0 FeHeTUYHY JUCIePCiio OiJIATh Ha 3arajibHy:

91,2:162,9 =0,56.

IIeit moxkasHUK Ha3SWUBAIOTh Koediyienmom ycnadxosy-
ganocmi i mo3HayalOThL cUMBOJOM h°. 3HAUOK KBajpara
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BKAasye Ha Te, 0 Koeili€eHT yCIIaAKOBYBAHOCTI € CKJIaL0-
Boio gucrepcii (6%). CumBoJ i — cTyIiHb fOMiHYyBaHHA.

OToxe, y PO3TIAHYTIN IONyJAIll YacTKa Te€HEeTUYHOI
CKJaA0BOl y (eHOTMNHIiN aucrmepcii cramoBuTh 56% . lle
03HAauyae€, M0 MiHJIHUBICTh O3HAKH B mmonyJdArii Ha 56% ¢op-
MYETHCA BHACJIIOK MIiHJMWBOCTI TreHOTHUINIB i Ha 44% —
BHACJiA0K MiHJIMBOCTI YMOB cepeOBUIIA.

KoedinieHT ycnagxoBYBaHOCTI € OZHUM i3 OCHOBHHX
TMIOKa3HUKiB, IKMMH OIlepyc TeHeTHKAa KiJbKICHMX O3HaK
JIOAUHU, OCODOJMBO TreHeTHMKA mnoBeninKu. OgHak Moro He
Tpeba COpUMMATH AK CBigUeHHA HEMHHYYOCTi, AKY He-
MOYKJIMBO 3MIHUTH IiJ BIIJIMUBOM YMOB CEPEIOBUIIA, OCKIIbKH:

1) ycnagxoByBaHiCTh He € BJIACTHUBICTIO caMOl O3HAKH,
a 3aJIeXKUTH BijJ CKJIaAy e HOTHIILB JOCIiAKYBAHOI IIONY -
nii. B iHmi# momymaAnii 3 iHMIMM CKJAAOM T€HOTHIIIB
YCIIaZKOBYBaHICTh Ti€el caMoOl O3HAKH MOJMKe AYsKe Biapis-
HATHCA. BoHa MOXKe 3MiHMTHCA 1 TOAl, KOJIM Ty caMy O3Ha-
Ky BUBUATHMYTbH Ha Till caMi¥li Tepuropii, aje yepes xged-
Kuil yac. AKe 3 4acoOM 3MIHIOETBCSI CKJIajJ T'€HOTHIIIB
monyaAIil BHACJiZOK Mmirparnii, BUMUpPaHHA NEeBHUX IeHO-
TUIiB Tomo. B 060X BUnmagkax 3MiH 3a3HAIOTh SIK FeHEeTHY-
Ha, TaK i cepefOBUIIHA AMCHepCil, a OTKe, 1 KoedilieHT
yCIaJKOBYBAHOCTI;

2) IOKa3HUK YyCHAaAKOBYBAHOCTI YYTJAUMBHU 0 3MiH
yMOB cepezoBuina. K cBigumnTs puc. 2.17, B ymoBax cepe-
moBuina B remeTmuHa Aucnepcia IDpaKTHUYHO BiACyTHA,
X04ya o0MaBa reHOTHUIH HAABHI. ¥ mboMy pasi KoegimieHT
VCOAZKOBYBAHOCTL OJMM3BbKUH A0 HYJIs. 3a IHIIUX yMOB
cepenoBuina (30 A Ta C) CYKYIIHICTh THX CAMUX I'€HOTH-
IIiB IEMOHCTPYE YiTKY reHeTH4Hy aucrnepciio. KoedimiesT
YCIaAKOBYBAHOCTI ¥ IIMX BUNAAKaxX Oy/e 3HAYYIIUM.

Or:xe, BUCOKMH IIOKA3HMK YCHAAKOBYBAHOCTi HEBHOI
O3HAKM He 03Ha4ae€, 1110 il He MOKHA 3MIHUTHU T BIITUBOM
yMOB cepenoBuina. KoeoimieHT ycnmagKoBYyBaHOCTi cBif-
YUTH JIUIIE IPO YACTKY F'eHeTHYHOI MiHJIMBOCTI, AKa XapakK-
TepHa AJA IIeBHOL MOonyJjalil y BH3HAYEHUM uYac Ta 3a
icHylOUYMX YMOB cepenoBuia. BiH xapakTepmu3ye IIOMyJid-
1il0, a He KOHKpeTHoro imgusiza um moro ¢denorumn. Cy-
YacHa I'eHEeTHKAa HEeCIIPOMOYKHA BHU3HAYHUTU CIIiBBiAHOIIEH-
HA 'eHETUYHUX Ta CePeIOBUUTHUX (PaKTOPiB y GOpMYyBaHHI
deHOTHINTY KOHKPETHOI OCOOMHM — JIIOAWHN, TBAPUHU YU
Oyab-AKOro JXMBOIrO OpraHisamy.
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NonynauinHa MiHAKBICTDb
fIK HacNiAoOK B3aeMojii reHoTUNy Ta cepejoBuila

I1ss po3yMiHHSA MPOIECiB, AKi BiazOyBaioThCA B HOIYJIdA-
Iii, BasKJIMBO IIaM’ATaTH, IO JBa OCHOBHI JAKepeJsa BiaMiH-
HOCTe# Mi’K opraHiamMaMu (FeHOTHUII i cepefoBHIIE) TiCHO
OB’ A3aHi 1 mepeOyBarOTh y IOCTiHHiN B3aemoaii. BinMminuo-
CTi Mi’K HOCiAIMHU Pi3HMX T'€HOTUIIIB MOYKYTh HE BUSABUTHUCS
3a BLACYTHOCTI THX UYMHHHKIB cepemoBuia, AK1 AaIOTh
3MOT'y TeHOTUOHUM BiIMiHHOCTAM CTaTH BUAUMUMU, QeHO-
THOHUMHU. Tak, JIOAU 3 BUHATKOBUMH MY3UYHNMHU 3410HO-
CTAMMU He 3MOXKYTh PO3BUHYTHU iX, AKIIO HE BAAAYTHCA IO
creniaJlbHMUX 3aHATH. Ile cTrocyerbca OyAb-AKOl cdepu
JisIIBHOCTi: TiJIBKH y CHPUATJINMBUX YMOBaxX CepegOBHUIA
JIOAN 3 OCOOJMBUMH CHAJKOBMMHM 33JaTKaMM 3HAYHO Bif-
PiBHATUMYTHCSA Bij] pelT OCOOMH NOmyaAIii.

Orsxe, BigMiHHOCTI MiK JIOABMU 3a IeHOTHOAMU MO-
JKYTh OPOABIATHCS a0 He MPOABJIATUCA 3aJI€KHO BiJ] yMOB
cepeoBUINA. 3a OJHOTO i TOTO CAMOTO I'eHOTHUITHOTO CKJIaAy
IIONYJIANIl YMOBM CepeAoBUINa 3AATHI MIHATH AUCIEPCiio
¢deHOTUITIB. AKIMO YMOBU cepeJOBUIIIA CTUMYJIIOIOTH 30115-
mieHHA (PeHOTHUHMIYHUX BIAMiHHOCTEM MiK HOCiAMM Pi3HUX
TEeHOTHUIIiB, (peHOTHUITHA AUCIIEPCiA B IONMyAALil 3pocTaTuMme,
a AKIIO HiBeJIoE iX — 3MeHIiryBaTuMeTrhesd. 1le spuine Ha3u-
BAIOTh 2eHOMUN-cepedosuuHol0 63aemodicio. OCKiNIbKU IiA
B3aEMO/ifA BILIMBAc Ha MIiHJMBICTL O3HAKH B TONYJAIII,
BOHA 3/1aTHA (pOPMYBATH MEeBHY YaCTKY (PeHOTUIMHOI AUcCIEep-
cii. Ile miaTBepAKy€e IIPUKJAJ TiHOTEeTUYHOI HOMyAIii,
copmMoOBaHoOil 3 ABOX reHoTunis — D ta F (puc. 2.18).

BumipioBanus meBHOI KiJIbKicHOI o3HAKK reHOTHIIIB D i
F 3piiicHIOOTH 3a pisHMX yMoOB cepemoBuima (X Ta Y).
PesynbTaTu BMMipIOBaHb 3aJEIKHO BiJ CTYIEeHA BUABY
O3HAKM Mo3HavaiorTh nudpamu Big 1 mo 4. KigskicTs ycix
MOMKJINBUX KoMOiHamiit umHHuKiB D, F, X Ta Y AopiBHIOE
24 (1-2-3-4=24). Ogaak 1mo0 NpoijIiocTpyBaTu ABUIIE
TeHOTHII-CePeJOBUIIHOI B3a€EMOJIil, AOCTATHBLO KiJBKOX
KoMOinamiii. ¥ KoxxHil koMmOiHamii aHasiayoThCAa BJIacHA
O3HaKa Ta BiAIMOBiAHI Il YMHHUKU YMOB cepeaOBUIIA.

Ha nepuiux ABox rpadikax y pisHUX yMOBax cepeaoBU-
11a reHoTuI D Mae BUIIL 3HaAUeHHS O3HaKH, HisKk reHotun F.
ITapanenbHi JiHil reHOTHIIIB 03HAYAIOTH, IT10 1X (eHOTUIH]
nucIepcil 3a pi3HUX YMOB CcepeioBHINA 3aJUINAI0ThECA OqHA-
KoBuUMU. OTiKe, TeHOTUII-CePeAOBUIIIHA B3aEMOAIA AK CKJa-
JoBa AHcCIepcil y uX BUNaAKaxX BiACYTHH.
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Puc. 2.18. lNpuxknaam reHoTun-cepefoBULLHOI B3aEMOI!

P
-

Ilepinii Ta apyruii rpadikm nonidHi, xoua pisHATHCA
HanpaMoM 3MiHM (peHOTHUIIIB y pasi nmepexony i3 cepenoBu-
ma X y cepenosunie Y. llepmuit BapiaHT iJIOCTpye Taka
CUTyaIlifA: YIHI MOJOANINX KJIACiB, III0 HaBYAJUCH Y MOJIO-
JIOTO BUUTEJISA, HOTPANJIAIOTh A0 JOCBIJUEHOroO meparora, i
npu UbBOMY BCi MOKPAIIYIOTh CBOI IIOKa3HUKU, aJjie 30epira-
IOTh Ti caMi BigHOCHiI paHTroBi MicHsa. 3BOPOTHY CHTyaIlilo
BigoOpaskae aApyruil rpadik.

Tperint rpadik BiApi3HAETHCA BiA HepPIIUX ABOX THM,
10 JIiHil Ha HbOMY NepPeTHHAaIThCA. ¥ cepeaoBunii X reHo-
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tun D Bunepeg:xac reHotun F, a B cepenoBuini Y — HaBmoa-
ku. O0uaBa resHoTUnH IIPU Iepexoni 3 cepenoBuma X y
cepenoBuIle Y MOKa3yIOTh IPUPICT (PeHOTUIIHUX 3HAYEHDb
O3HaKu, aJjie pidHo0 Mipoio. I'eHoTun F BUABIAAETHCA YYT-
JUBIIIMM 0 YMOB cepeloBUIIa, 00 AeMOHCTPYE IPUPICT
O3HAKH Ha TPH OJHHMUI, a reHoTHHn D — yCchOro Ha onu-
HUIIO. Y IIbOMY BHIIAJ Ky I'€HOTHUII-CEPEJOBHUIIIHA B3AEMOiA
BizminHaA Big mynasa. Ilpukaazom Taxkol B3aeMOIil MoxKe
OyTu cuTyanisa, Koy ToBapucbka gutnHa (D) i HeToOBapuchH-
ka (F) nixg yac xBopo6u mepebyBaioTs y JiKapHi (ceperosu-
mie X) ab6o Baoma (cepemoBuiile Y). 3BUYafHO AITHU IIOUyBa-
IOTh cefe Kpauie B JOMAIIIHIX yMOBaXx, ajle TOBapHUCbKY
AUTUHY 13014114 Bi ONHOJITKIB 00TAMKYE, 1 1i1 Oyae Jermie
B JIiKapHi.

Ha uerBepromy rpadiky resotun D B 060X cepegoBu-
IIax nepeBaXkac reHoTHuI F, ajge BOHU IT0-Pi3HOMY pearymoTh
Ha 3MiHY YMOB cepenoBHINa. 3a IIepexoay 3 cepegoBuina X
y cepenoBuie Y regotun D 3MeHINYE 3HAUEHHS O3HAKH, a
regotun F — 30iapmye. Y 1IbOMY BHUNAAKY TeXX HadBHA
B3a€EMO/isi T€HOTUIIY Ta CEPENOBUINA AK UYACTKa 3arajbHOI1
(benorunnoi) aucmepcii. ImocTpye uerBepTHil rpadik
curyauis, koau 3suuaitHi (D) Ta posymoBo Biacrauai (F)
IiT HaBUYAIOTHCA V 3BUUaiiHii (cepemoBuine X) i cmeriani-
30BaHi (cepemoBuine Y) IIKOJax. ¥ 3BUUAMHINA HIKOJI
poO3yMOBO BizcTajyi AiTH OyAyTh BUUTHCA 3HAYHO Tipiie,
HiX peniTa y4HiB. ¥ creliiajisoBaHniii, 3 mporpaMmor, poas-
paxoBaHOIO Ha PO3YMOBO BiJicTanuX JAiTel, BOHU IPOAEMOH-
CTPYIOTh IIPHUPICT YCHIiIMHOCTi, a HOpMaJbHiI AiTH, AKiI Ha-
BUAIOThCSA Y CHeianidoBaHiM IIKOJi JJ1d AiTe# 3 0cOOIUBH-
MU 34i0HOCTAMM, BiICTABAaTUMYTh BiJi CBOIX OJHOJIITKIiB.

Ha o’aTomy rpadiky, K i Ha TpeThOMY, JiHii IepeTiHA-
IOThCA. 3a Iepexony 3 cepeaoBuina X y cepenoBuile Y reHo-
Tun D feMOHCTpPYE mocaab/eHHA BUABY O3HAKH, a T€HOTHII
F — nocunennsa. Kpim Toro, y cepemoBuini X ¢peHOTUIIHI
BiAMiHHOCTI Mi)X reHOTUIIAMH IOMIiTHIiIIIi, Hi’K Yy cepeoBU-
mii Y. I B mpoMy pasi reHOTHII-CEpeJOBHUIIIHA B3aEMO1A
BILINBa€ Ha aucnepciio ¢ewmorumis. IIpukinazom xo nmiel
cHUTyaIllii MOKYTE CJYTI'yBaTHU JIOAYN 3 BUCOKUM (D) Ta HU3b-
KuM (F) piBHaMu akTuBanii. 3a Tumnri ta izoaanii (X) edpex-
TUBHIIIIE IPAIIOBATHMYTh OCOOM 3 BUCOKHMM PiBHEM aKTHBA-
1ii, Toai AK B ymoBax mymy (Y) — 3 HUBBKHM.

JIimii D Ta F mepeTuHaloThCA i Ha mioctomy rpadiky.
OmHaK TYT TeHOTHIM BiApi3HAIOTHCA 3a UYYTJHUBICTIO 0
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YMOB cepeioBUIIa — reHoTUn F pearye Ha 1IX 3MiHy 3HAYHO
CUJIBHIiIIe, HiXK reHoTHI D. 'eHOTHUII-cepeJOBUIITHA B3aEMO-
nia npu nbomy cyrresa. IllocTuit rpadik inroCcTpye curya-
misi, KOJH OAHI AITH MalOTh CepeaHill piBeHb PO3BUTKY 3
NigABUINEHNMH IIPOCTOPOBUMH 3Ai0HOCTAMHU (reHotun D), a
iHmi — sickpaBi MoBHIi 37i0HOCTi, ase caabki mpocTOpoBi
(remotun F). IliT 3 TakuMu reHOoTHIaMu OyAyTh IIOKa3yBa-
TH Pi3Hy yCHilIHicTh HA 3aHATTAX 3 reomeTpil (X) i siTepa-
Typu (Y).

Orxe, MiHIUBIiCTE Y monyaAIii GOpMyeETHCS He JIUIIIe 3a
PaxyHOK IPOCTOro JomaBaHHA e)eKTiB reHOTHITY Ta cepeno-
BUIIA, a i IIiJ BINIMBOM I'eHOTHII-CEPEeOBHUIIIHOI B3aeMOii.

2.3. lpuKnagHa reHeTuKa

Y apyri# nosgoBuHi XX CT. HA CTUKY 'eHETHKH Ta MOJIe-
KyasapHoi OioJsiorii copmyBasacs HOBa IOTYKHa rajy3b
HayKu — O0iomexHO0J02ia — HayKa PO BUKOPHUCTAHHS
OpraHismis, KJIITUHHUX KYJbTYP Ta 0i0JIOTIYHUX IIPOLECiB
y npoMucJaoBOoMYy BupoOHuITBi. Jlo OioTexHoJOriii HaJe-
’KaTh I'eHHA iH)MKeHepia Ta KJIOHYBaHHS CLIBCBKOTOCIOAAD-
CBKMX POCJIMH i TBApHH.

IIlopiuno y CIITA came Ha 610T€XHOJIOTiI0 BUTPAYaAIOTh
Mali}Ke IIOJIOBHHY KOIITiB, BHUAIJIEHUX IJIA aKageMiuHHX
HayKOBHUX AOCTif’KeHb. 1i JOCATHEHHA BUKOPHCTOBYIOTDH Y
IIPOMHMCJIOBOCTi, MeIUIMHI, CiJIBCBKOMY TrOCIOZApPCTBLI Ta
faraTeox iHIIEX cdepax AIAJIBHOCTL, OfHAK HEBHUBaXXeHe
3aCTOCYBaHHSA 0i0TE€XHOJIOT1I MOXKe 3aBAATHU 3HAUHOI MIKOAU
SIK IPUPOJIL, TaK 1 JIIOACTBY.

Vci acmeKTH NPaKTUYHOTO BUKOPHCTAHHA T'e€HETHUKH
OXOILIIIOE IPUKJIaAHA I'eHEeTHKA.

MpuxknagHa reHeTuka — HayKa, L0 BMBYaE CrnagKoBICTb i MiHINBICTb
Pi3HUX (POPM KMBUX OPraHiamMis 3 METOI BUKOPUCTAHHA OAEPHKaHUX
AaHux y cenekuil pocnunH, TBapuH i MIKpoopraHiaMiB, a TakoX Ansa
PO3PO6SIEHHA METOAIB NiKyBaHHA CrnagkKoBuX XBOPOOG JIOAUHK i
TBapHH.

IlocArHEHHA NPHUKJAAHOI TeHETHUKH BTIIIIOTHCA Y
BILJIMBax Ha JKUBi opraHiaMu — TBAPHUHHU 1 POCIUHU — 3
METOI0 OTPUMAHHA NMPOAYKIII BHINOI AKOCTi i y 6inxbmmx
KLJIBKOCTHAX.
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feHHa iH)XeHepin

IMoTy:XHMM MeTOAOM HPUKJIAAHOI 'eHeTUKU Ta Oiorex-
HOJIOT'1I, 110 Ja€ 3MOTr'y BHBYATH i 3MIiHIOBATH I'eHEeTUUYHUI
KO/l "KIBUX OpPraHi3MiB, € TeHHA iHKeHepid. 3 Ii JonmoMoroio
JIOAWHA MOXKe 3MIHIOBATH 1HINI OpraHi3aMu HOJsdA CBOIX
notpeb i JiKyBaTH CriazikoBi XBOpOoOH.

MeToau reHHOI iH;KeHepil, {0 IPYHTYIOTHCS Ha BHKO-
pucranni 0akrtepiiti. OcHOBHI MeTonM TreHHOI iHXXeHepii
Oyau pospobJieHi B apyri# nmomoBuHi XX cT. Ha 6aKTepiax.
Boru nossAranm y BBeAeHHI B opraHiam HoBoro reHa. llei
reH MOYKHa CHHTe3yBaTW HAHOBO ab0 mepeHeCTH 3 iHIIOTO
opraHismy. Km0 B reHom OaxTepii BOyayBaTu reH, IHO
KOAy€e NeBHUM BiJIOK, KJIITHHA 0aKTepii mIepeTBOPIOEThCS HaA
KUBY GadpHKy 3 IPOAYKYBaHHA ILOr0O OiJKa.

Onep:xauua OyJb-KOI KiJIBKOCTI KOIili reHa Jumie 3
OZHOTO MOT0 3pa3sKa Ha3UBAIOTh KJAOHYB8AHHAM. i KIOHY-
BaHHA I'eHA KOPUCTYIOTHCA T. 3B. 8€KMOpPOM, AKUM, AK mipa-
BUJIO, € Iaa3Mifa abo 6akrepiodar. I1nasmida — 1e HeBe-
Juknil Kinsnesuin pparmesT [JHK, BuaBienui y geaxkux
ObakTepiax. Bora BinokpemiueHa Bijx ocHoBHOL JJHK i penuri-
KYETLCA He3aJIeXXKHO Bin Hei. Baxmepiogazu (CKOPOUYEHO
¢aru) — BipycH, Aki moxkyTs BBoauTHu cBoo [IHK y GakTe-
planbHy KJITHRHY, ge 1A JHEK penaikyersed. |

®parmenTtu [JJHK, To6TO renu, Axki Heo6XifHO KJIOHYBAa-
TH, 3a JOIOMOTOIO CIeIiaJbHOTrO (hepMEeHTY BHJIYYAIOTH i3
TeHOMY OPTraHi3My-AOHOPA, a MOTiM 3a JOIIOMOI'0I0 iHIIIOTO
(epmeHTY MOEAHYIOTEH i3 maazmigHOIO un ¢arosoo JHK.
fAxnro raky riopuaay [IHK BBecTu B 6axkTepiajlbHy KIiTH-
HY, TO B Ipolleci pO3BMHOKEHHs OaxkTepil 30imbpHIyeThes i
KinbKicTs Komiit nmiel JITHK. Moaudikosani y Takui criocib
OarTepil 3zaTHI NpoAyKyBaTH HeBHi HeoOXinHI pewoBUHU
(iHCyJIiH, TOPMOH POCTY JIIOAUHM, KOPOB’ IYUI COMATOTPO-
miH Ta iH.), YOro B HOPMAJBbHHX YMOBax BOHH poOUTHU He
3JaTHi.

I'ncynin — ropmoH 01JIKOBOI mpUPOAU, AKUU YTBOPIO-
€ThCA B HiAMIJIYHKOBIH 3a/103i i Bifirpae »KUTTE€BO BaXKJIUBY
poJIb y peryJsArii BmicTy nyKpy B KpoBi. Hegocraua iacyri-
HY € IPUYMHOK IIYKPOBOTO AiabeTy — TAMKKOI'O 3aXBOPIO-
BaHHS, Yepes AKe morepnae npubausHo 3% HaceJieHHA 3eM-
HOI1 KyJi. Hatenep 6inbmie 2 MaH XBOpuUX Ha AiaGeT y BChO-
MY CBiTi KOPHCTYIOTBCA AJIA JIIKYBaHHA iHCYJIIHOM, ogep-
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JKAHUM 3a JOIOMOIoOI0 Monu(dpikoBaHMX OaKTepiii, y reHOM
AKMX BOYAOBAaHO I'eH iHCYJIiHY JIOAUHH.

I'opmon pocmy awdunu — 06in0K, 0 BUPOOIAETHCA
rimogiszom i gie HA Bci TKaHWHEM opraHiamy. Hecraua nporo
rOpMOHAa B JUTUHCTBI NPpU3BOAUTDH A0 KaPJUKOBOCTI 3 HOD-
MaJLHUMM IIPOHOPIiAMU Tijgia. [Hnd MeAWUYHUX NOTPeOd
TOPMOH POCTY OTPUMYIOTH 3a ZOIIOMOTOI0 DakTepiii 3 BOY-
IOBAaHUM B iX reHOM JIIOJCBKMM TeHOM, IO 3abeameuye
cuHTe3 LOro 0inka. PerynsapHi iH’eKIii ropMoHa pocty
XBOPUM JiTSIM BIIHOBJOIOTH IXHiHM 3piCcT MamKe J0 HOP-
MaJIBHOT'O PiBHA.

Kopoe’suuii comamomponin — 11e TOPMOH, NOAI0HUIH 10
TOPMOHA POCTY JIOAUHMN. BiH Texk BUpoOJIsgeThCs B rimodiai
Ta CTUMYJIOE IOALJa KJIiTUH y Tijai TBapuH. I'eH, 1110 Koaye
KOPOB UM COMATOTpPOIIiH, OYB BOyJOBaHUi y reHOM DaK-
tepil. IH’ €Kil HaBiTh HEBEJIUKUX /103 COMATOTPOIIIHY KOPO-
BaM 301IBIIVIOTH MPOAYKYBAHHA MoOJIOKa Ha 25%, a Macy
Xymob6mu, BupornyBaHoi Ha M’dAco, — Ha 10—15%. Ilicas
IIPUOMHEHHA iH’ €Ki Maca KOpPiB Ta 1X yAIMHICTE IIoBEpTAa-
JIVCA IO NOYATKOBOTO PIBHSA.

3a A0OIOMOro TeHHOI iHMXeHepil CTajio MOKJIUBUM
CTBOPeHHA 0aKTepiyl, 3MaTHUX OYHIIIATHA IOBEPXHIO BOJOM-
muin Big HadTOoBOrO 3a0pyaHeHHA. Crocid ximivHOrOo Oum-
IIeHHdA, AKU# HMUHI 3aCTOCOBYIOTH, HAJA3BUUANHO IIKIiJJIM-
BUA a4 :KuBol npupoau. Ilposoasarsca ycoimui Bunpody-
BaHHS CTBOPEHUX INTYyYHO OaKTepiil, AKi 3maTHI pyliHyBaTH
BYIJIEBOJHi CIIOJYKH HAQTH.

I'emeTuuyna mepedyaoBa pocauH i TBapuH. Baratokui-
THUHHI OpraHidaMH TeXX MOKHAa 3MIHIOBATH 34 JOIIOMOTOIO
regHoil iHkenepii. 'eHeTnuyHO epeby0BaH1 3 BUKOPUCTAH~
HAM METOJiB reHHOI iHXeHepll opraHisMu IPUHHATO HASU-
BATU MPAHCZEHHUMU.

BuBejeHHA TPaHCTeHHUX OPraHi3MiB € IIepPCHEeKTUBHOIO
aJIbTePHATHUBOIO TPAIUIIMHUM METOIaM CeJIeKI[il TBapuH Ta
pociinH. IloyminmerHa cOpTiB POCANH 1 IIOPiJ TBAPUH y Tpa-
OIUIifHENHE cnocié — TpuBaJInii MpoIlec, AKUM moTpedye 71—
12 pokiB. I'eHHa iH)XeHepid Jae 3MOTYy CTBOPIOBATHU HOBi
bopMU poOCJIMH 1 TBApUH 3 IIOTPiOHUMU JIIOAYHI BJIACTUBO-
CTSMU JIHIITE 3a KiJIbKa poKiB. TpaHCcreHH1 POCJIMHY YU TBA-
pUHU, AK i 6akTepii, MOKYTHL CTAaTH JEIlIeBUM i IPOCTHM
3aco00M BUPOOHMIITBA AOCTATHHLOI KIJIBKOCTI PiSHOMAHIT-
HUX KOPUCHUX IMPOAYKTiB, 1 HE TIIBKU XapUOBUX.
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TpaHcreHHi opraHiamu

Y cyuacHOMY CBiTi iCHYBaHHSA TpPaHCT€HHUX POCJUH i
TBAapHUH CTAJI0O 3BUYHUM ABUIIEM, a JeAKl 3 HUX HAOyau
IIPOMHMCJIOBOTO 3HAUEHH .

Tpancrensi pocaunu. HaltedpekTuBHimmuil Meron mnepe-
HeCeHHA TeHiB y POCAMHM — BHKOPHUCTAHHA ILI&3Minum
OJIHOT'O 3 BHJA1B I'DYHTOBOI 0aKTepii AK BeKTopa. 3a JOTIOMO-
IrOI0 BeKTOpa HOTPiOHUHA reH BOYAOBYIOTh YV I'€HOM KJITHH
POCIVHU, AKY Tpeba 3sMiHuTH. )14 HHOr0 KJIiTUHHU POCIUHU
PO3MHOMKYIOTEH ¥V Ipo0ipIli y moKkuBHOMY po3umnHi. RiaiTtuanu
pocJuH i3 BOYZOBaHOIO B IX IN'eHOM 3MiHEHOIO ILIA3MiZOI0
Ha3WBaIOTb mpaHcpopmosarnumu. Ilix BOIMBOM IE€BHUX
TOPMOHiIB MOKHAa 13 TPaHC(HOPMOBAHOI KJIITHHNA BUPOCTATU
IIiJIY POCJINHY.

Ilr0o TexHOJIOri’0 BHKOPHUCTOBYIOTH [AJI BUBEACHHHA
TOJILIIIIeHUX COPTiB TOMAaTiB, KaApPTOILIi, KYKYPYA3U, PUCY,
IYKPOBOIo OypAKa Ta 1HIMUX POCJAHMH. TaKl COPTH NPOAYK-
THBHIiII, JalOTh NPOAYKIiIO 3 HiABHINIEHMM BMICTOM II€B-
HUX pedyoBUH (0inKiB, JKMPiB, ByIJIEBOJIiB TOIIO), & TOJIOBHE,
€ CTiHKMMH IPOTH 30yAHUKIB XBOp0oO 1 KOMax-IIKiAHUKIB.
I1a ocobiuBicTh clIpuse 3MeHIIeHHIO 3a0pyAHeHHA O6ioche-
pH OTPYTOXiMiKaTaMu, AKi IIMPOKO 3aCTOCOBYIOTH Y Cyda-
CHOMY POCJAMHHUITBI. -

TpaHcrenHi TBapnau. OAWH 13 DepIINX YCOIUTHUAX €KC-
IIePUMEHTiB 31 CTBOpPEHHA TPAHCI€HHUX TBapuH OyJio 3AiA-
CHEHO Ha MHIIAaX. ¥ TeHOM MHUII BOyAyBaau reH, [0 KOAYE
TOPMOH pocTy mypa. Taxki TpaHCreHHiI MUIIi pocjiu B 2—
3 pa3u mBuAIIe, HidK iXHI poauyi, [0 He MaJH YYyHOrO
reHa, i mocaranu npubiau3HO yABiui OijAbImmx poa3mipis
(puc. 2.19). Jlna cTBOPEHHSA TPAHCT'€HHUX TBAPWH BUKOPH-
cTOBYIOTh pi3Hi meronm BBezaeHHA [IHK: 3a momomororo
BipyciB; Mikpoin’eknii B AinexaiTuHU, CTOBOYPHI KJiTH-
HH; (haromuTos Ta iH.

Yce monyaspHIIINM cTae mponec, KOHTPOJbLOBAHIMINHI
nopiBHsAHO 3 immumu. KilbKa KJIITMH PaHHBOT'O 3apoxKa
POSMHOMKYIOTh ¥V KUBHUIbHOMY cepenoBuiii. THK BBogaTh
y Ol KJITHHH pisHUMHU crmoco0aMM, y T. Y. 3a JOIIOMOTOIO0
Mikpoin’ekirii. IlepeBara MeTony moJiarae B ToMy, 1o TPAHC-
¢hopMoOBaHi KJITHHM MOXXHA BU3HAUUTH 0 TOT'O0, AK BOHU
OyAyTh YBeAeHi B MAaTepPHHCHKI OPraHi3Mu AK ANUNEKJIITH-
HH. ¥ TaKui cuocib 3a0e3meuyoTh HapodKeHHA TPAHCIeH-
HOT'O OpPraHi3My.
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Puc. 2.19. TpaHcreH-
Ha mMuwa (3nisa)
nopsj i3 3BU4anHo0

OauH i3 HaiNepCIEeKTUBHINIUNX HANpPAMIB I'eHHOI 1HMXe-
Hepii — IPOAYKYBAHHA PiAKICHUX 1 Joporux OLIKIB, YiKH-
BAaHUX y MeZWIMHi, 3 MOJIOKA TPaAaHCreHHUX KOpiB abo
OBeIlb, HAIIPHKJaJ OJepKaHHA 3 MOJOKA TPaHCTeHHUX
oBenb 0inka, AKMI ePeKTHUBHO JIIKYE CIagKoBy eM(izemy
JIETeHiB JIIOAUHM, CIIPUYNHEHY MyTaIllicio reHa. TpaHcreH-
HHUX TBAPWH OTPUMAJIN OLIAXOM BBEAECHHA B 1X '€ HOM HOP-
MaJbHOTO aJIeJif I[bOI'0 I'eHa JIIOAUHH.

YOoynoByBaHHs JNIOACBLKOTO T'eHa y I'eHOM BiBii Oyjo
BUKOPHCTAHO 1 NPHU OAEp:KaHHI (PpepMeHTy 3ropTaHHA
KPOBi, BIACYTHICTHP AKOTO CIPHUYMHIOE OJAHUH i3 BHUIIB
remodiaii. 'eHeTHKH IpaIo0Th HAJ OTPUMAHHAM TaKHUM
CAMHUM IIAAXOM Pi6puHOzZeHy — OCHOBHOTrO OijiKka cucre-
MH1 3ropTaHHA KpoBi. Moro nianyoTs BUKOPUCTOBYBATU
AK KJIeW OJig 3’€IHAHHA TKaHHWH IicJA Xipypriuumx oie-
paiii.

KnoHyBaHHS TBapuH

CTBOpEeHHA YHCAEeHHUX 'eHETUYHUX KOMiil oAHOTO iHIH-
Biza 3a mOIMOMOror 6e3CTaTeBOr0 PO3MHOMKEHHS Ha3NBAIOTh
KJAOHYB8AHHAM. ¥ XpebeTHUX TBAPUH Iieil Mpoliec IPUPOA-
HUM IIJIAXO0M He Bigbysaerhesi. IIpore, mepecagmBoiu aapo
3 KJIITHHU KHUIIeYHUKY abo miKipu »xabu B AUIEKJIITHHY,
BJIACHE AAPO AKOi OyJso 3pyiHOBAHO YJIbLTpPad)ioleTOBHMHU
npomenaMu, y 60-ti poku XX cr. B OxchopacbKoMy yHi-
BE€PCHUTETi BIAJIOCA BUPOCTHUTH IIYT'OJOBKA, 110 IIePETBOPUB-
cd moTiM Ha Kady, iZeHTUYHY 6aTbKiBCBhKiil 0COOMHi, Bin
AKOI B3AJIH ALPO.
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ITopanpmii moxibHiI eKcniepuMeHTH IOBEJH, IO Aude-
peHIifioBaHi KJIiTHHA (KJIiTHHY pi3BHOMAHITHUX cnenudiu-
HUX TKAHWH Tina) MicTATh ycwo iHdopmarliio, HeoOXinHy
I PO3BMTKY HIOBHOI[IHHOTO OpraHiamMy. A HaIpUKiHI[L
XX cr.y IHoTnanaii ycniniHo KJIOHYBaJI BUCOKOOPraHizo-
BaHy XpebeTHY TBapuHy — BiBI[f0 JloJLi — 3 KJIiTHHU MaTe-
PUHCLKOT'O BUMEHI.

KioHyBaHHA TBapuMH — IIePCHEKTHUBHUN HAIPAM.
MosKHa, HAaUIPHUKJAJZ, BUKOPHCTOBYBATHU 3apPOJKU TBApPUH
Ha CcTafil KiJIbKOX KJIITHH i, PO3AiJINBIIN TAKUU 3aPOJOK Ha
OKpeMi KJiTHHH, OJepsKaTH IIeBHY KIJAbKICTh I'€HETUYHO
itTeHTHUYHUX (OgHAKOBMUX) opraHisdmis. Ilei npomec moBTO-
pIOIOTEL 6araTo pasiB, TOMY HIO HA I[i¥ cTajil KJIITUHMU IIIe HE
IOoCATa0Th HeoOOpOoTHOI cumemianisanii. ¥ Takmii cmocib
CTBOPIOIOTH 0€3JIiu iileHTHUYHNX KOIIIA OJHi€l TBApMUHH, 110
mae 1iHHi o3Haku. IloTiM 3apoAku MoOKHA HepecaguTyd B
MaTKy 3aMiHHMX MaTepiB AJid BUHOIIYBaHHA IJOJa Ta
HApOIXKeHHs TBAPHUH i3 6aKaHNMU o3HaKaMu. KJIOHyBaHHA
3apOJIKiB IepCIeKTUBHE YV TBADUHHUIITBI, HAIPUKJAAL IIPHU
pPO3BeEHHI BeJquKoi poratoi xyaobu, oBelb Ta Kis. BoHO
IIPUCKOPIOE OTPHMAHHSA OyAb-AKOl KiJIBKOCTI TBapuH BiA
fasKaHMX MaTEPUHCHKUX OCOOMH. |

Kionysauua nmoauuau Bnepine 3aiticieno B CIIIA B
1993 p., npore KJIOHOBAHI 3apoAKM OyJiu JOBeAeHi Juile 10
cragii KiTbKOX KJIiTHH, 100 JOBEeCTH, II[0 B NPUHITUII e
MoxkJauBoO. lloganwini mocaifKeHHA NPU3YIIUMHEHO 3 eTuY-
HUX MiIpKyBaHb.

ETu4Hi Ta couianbHi npo6nemu reHHoI iHXeHepii

3 noyaTKy CTAHOBJEHHS IN'eHHOl iH)KeHepil y4yeHi ycCBi-
TOMJIIOBAJIN, K BAKJMBO 3Ba)XaTH HAa MOTEHILMHY Hele3-
NeKy Ta eTHYHi mpobJieMu, MOB’sA3aHI 3 PO3BUTKOM HOBOI
ranyai 6iojorii.

ITepmiuM JO3BOJIEHMM A0 NPOJAXKY Xap4YOBUM IPOAYK-
TOM OyJi TPAHCTEHHI TOMAaTH. ¥ CyCILIbCTBI Ije CIPUYNHA-
JIO TOJIEMIiKyY Imojmo 0e3nmeuHOCTi TpPaHCTeHHHX Xap4yOBHUX
npoaykTis. OgHa 3 OCHOBHUX IIpobJjieM NOB’si3aHa 3 HASABHI-
CTIO B reHOMi Moau(piKOBaHUX TOMATIB reHa CTiHKOCTi 70
aHTHUOIOTHKa KaHaMillMHy, SKMH BiJirpae poJjib MapkKepa
OJs1 BUABJECHHA TPaHCPOPMOBAHUX KJITHUH. YHAaCJIiJOK
CHOKHUBAHHSA MJOALB TaKMX TOMATIB I'eH CTiHMKOCT1 IIPOTH



fpuKknagHa reHeTmka 65

aHTHOIOTHKA MOXKe IIOTpPalIuTH B reHoM OakTepil Esche-
richia coli, M0 XWUBe B KHINEYHHUKY JIOAUHH. OCKIILKH
6aKTepii BUBOIATLCA 3 OPraHizMy pa3oM 3 perkariaMu, reH
MOXKe€ MNOIINPHUTHUCA B HABKOJHUIIHLBOMY CepeXoBHIIl Ta
nmepefaTuca iHIIMM XBOPOOOTBOPHMM OaKTepiaM, #Ki,
MOTPAIUBINK B OPraHi3M JIIOAWHU, BUABIATHCA CTIHKHUMU
o aatubioTumkiB. OpHaK HacopaBJi I'eH TOMATy pa3oM 3
ycieo [ITHK posmennioeTsca B TPABHOMY KaHaJ1 JIOJUHHA.
HaBiTe AKINO HBOTO HE TPAOUTHLCA, BipOTiAHICTH TOTO, IO
I'eH IIPoMjie Yyepes3 cepilo OpraHismiB, HAA3BUYAWHO MaJja.
Kpim Toro, reHu cTiAKoOCTi 10 AeAKUX aHTUOIOTHKIB, Ha
KaJb, YsKe NOIIKPeHl B HAaBKOJUIIIHBOMY CepeLOBUIIi.

[lle omHmM nDpuKJagoM nOXi6HO MOAUGMIKOBAHUX
POCNHH € BIOPOBaJ)KEHa Y BUPOOHUIITBO KYKYpPYA3a, AKa
MicTUTE OaKTepiaJbHUM I'eH, 110 IIABHAINYE i1 CTIHKICTL A0
MKiJHUKIB Ta XBOp0o0, a TAKOX MapKepHUU I'eH CTiNKOCTI
I0 anTubioTHKa aMIminuiIiny. ¥ 3B’A3KYy 3 IPOTECTaMU I'po-
MAa/ICBKOCTI ZOCHiJHMKHK IIYKAIOTh CIIoco0H BUIAJEHHSA
HeDa)xKaHUX MapKEePHUX I'eH1B Oicid 3ailicHeHHA TpaHcdop-
maIlii. IcHye TeopeTnuHa IMOBipPHICTB, 110 TPAHCTEHHI pOC-
JAHU MOXYTH IEepeJaBaTH CIOpifHEeHUM Oyp’sHAM IILIA-
XOM CXpeIyBaHHA CTiHKicTh J0 repbimuais, xBopob, 3acy-
XY Ta iIHIOUX HECUPUATINBUX YNHHUKIB. YHACIIAOK LIBOTO
MOXXYTh YTBOPUTHCA T. 3B. cynepOyp’AHU, 3 AKUMHU Oyle
OV>Ke BayKKO OOpOTHCA i AKI 3aI0JOHATH CLIBCBKOIOCIIO-
JapchbKi yrigada.

Ycynepeu mo6OBaAHHAM, O0OCATH BHPOIYBAaHHA Ta
BUKOPUCTAHHSA reHETUYHO MOAN(DPIKOBAaHUX Opraxismis y 6a-
raTbO0X KpaiHax 3pocTaroTb. [loci IOMITHOro HIKiAJIMBOTO
BILIMBY Ha 3I0POB’ A JIOAUHU, CBiACBKUX TBapUH Ta 6ioche-
py 3araJjioM 3a(ikcoBaHO He 0yJ0.

JIromm yacTo BBaXKaIoTh, 110 MalOTh NpaBo MoaudikyBaTu
immmi opraHismu 3apagu BiacHOI xopucti. IIpore ocranmiM
YacoM TaKH¥ aHTPOIOIEHTPU3M 3a3Ha€ Bce OLIBINOI KpuUTH-
Ku. Kpim Toro, HeBijoM0, A0 YOI'0 MOKe ITPHU3BECTH BBEJEHHA
I'eHiB JIIOAWHU B TeHOMH JJa00OPATOPHUX TBAPUH — TaKy METO-
IUKY OIMPOKO BUKOPHUCTOBYIOTH IJIA BUBUEHHS MOJIEKYJIAP-
HUX MeXaHi3MiB 6aratbox XBopob JIOAUHU.

OnHak BUBEJEHHA TeHEeTHUYHO MOAN(MIKOBAaHUX TBapHUH
JJasa moTped CiIbChbKOTrO rocmnomapcTBa, dapmakoJorii Ta
MeIULIHNHN — peasil Cy4acHOrO JKUTTSH, i HOAAJBINL 3yCHJLIA
reHeTHKIB MaloTh OYTH CIIPSAMOBaHI Ha rapaHTyBaHHS Oe3Ied-
HOCTi TPaHCreHHUX OPraHisMiB Jyia jJroauHu Ta 6iochepn.
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KiaoryBannua BiBui oy cramo HEeMHHYUYHMM HaCIigKOM
PO3BUTKY PeHETHKY Ta 0i0TeXHOJOrl. 3’ ABMIacA MOMKJIMBICTD
CTBOPEHHA 0e3y1iul iIeHTUYHNX KOIIil TBapWH 3 HOTPiOHHMH
ozHakaMu. KioHyBamHA MOKe OyTH 37ilicHeHe i CTOCOBHO
JIIOOWHHU, ajie IPU I[bOMY IIOCTa€ HU3Ka €THYHUX IIPOoOJIeM.
Tomy HayKOBi JOCIiI»KeHHA B [IbOMY HanpAMi 3a00poHeHi.

3anuTtaHHsA. 3aBAaHHA

1. ChopmynionTe neplunin Ta Apyrun 3akonu . Mengens.

2. Y YoMy nongrae Tpetin 3akoH . MeHaena?

3. BKaxiTb OCHOBHi NONOXEHHA XPOMOCOMHOI Teopii cnagKoBOCTi.
XTO eKcnepumeHTanbHO NiaTBepanB Ta cPopMynoBaB L0 TEoPilo?

4. MNoACHITL, AK BiABYBaOTLCA MITO3 i Men03. AKi iX OCHOBHI BiAMiH-
HOCTI? :
5. Oxapakrepuaynre oco6/IMBOCTI XPOMOCOM JTIOUHM.

6. 3'aCynTe CYTHICTb AIBULL 34ENNEHHA Ta KPOCUHTOBEPY.

7. Y YoMy nosiarae MexaHiam reHeTUHHOIro Koy Ta CUHTE3y rnoninentnay?

8. OxapaKtepuaynTte npouec MyTtauii. AKi po3pi3HAIOTb MyTaUii?

9. 3’'AcynTe CYTHICTb NOHATTH «KiNbKiCHIi O3HAKW».

10. AKui rpadik xapaKkrepuaye MiHUBICTb KiNbKICHUX 03HAK y nonynaLii?

11. BU3HauYTE CYTHICTb NOHATb «F€HOTUM» | «PEHOTHM,

12. O6rpyHTY#TE HOPMY peaKLii opraHi3amiB siK pesynbtaT B3aEMOgil
reHOTUMNy Ta YMOB cepeoBulila.

13. MosAcHITL ABULLE yCcnaaKOBYBaAHOCTI Ta HOro 3Ha4€HHA B I'eHeTMU,I
NOANHN,

14. OxapaKTepu3ymnTe OCHOBHI HAaNPAMKU NPUKNAAHOI FEHETUKN.

15. Y yomy ronsrae HeBearneKa TpaHCreHHUX opraHiamia?

16. O6rpyHTYHTE €THYHI Ta coLuianbHi npobaeMu reHHol iHXeHepil.



MeTtoan BUBYEHHS
reHeTUKU NoaUHN

3.1. JlirognHa siK 06’ eKT
reHeTUYHUX OJOCAIAXKeHb

HocaipxeHHEA 3aKOHOMIPHOCTEH CIAKOBOCTL Ta MiHJIN-
BOCTi JIIOAWHY CTHKAIOTHCA 31 3HAUHMMU TPYAHOIAMH,
OB’ A3aHUMH 3 HEMOKJIMBICTIO NOBLIBHOT'O CXPEIyBaHHHA,
Mi3HIM HACTAHHAM CTATEeBOI 3pijocTti, Mayoi0 KiJBKiCTIO
HAIAAKiB VY KOXKHiN ciM’i, CKIagHUM KapiOTHUIIOM, BeJIH-
KO0 KiJIBKiCTIO rpyn 3UemJIeHHS Ta HEMOMKJIMNBICTIO YHi(I-
KyBaTH YMOBH XHUTTH IoToMcTBa. OHAK, yCyneped IboMY,
VCIiX¥M CY4YaCHOI FeHeTHUKH JIOAUHU JOCUTH NOMITHI.

Ha crorosui BUBUeHO BeJIHKY KiIbKICTh AKICHUX 1 K1JIb-
KiCHMX O3HAK JIOJWHHU, Y T. 4. HATOJOTi YHNX. SHAUHY YaCT-
KY KiJIBbKiCHHX O03HAK CTAHOBJATH OCOOJIMBOCTI ii IOBEAiH-
KM, ncuxiumoi, mizHaBajJbHOI Ta TBoOpuoi AisiabHOcTi. IIi
O3HAKH HAJA3BHUUYANHO CKJAJAHi, OCKiIBKH OOyMOBJIEHI HeE
JIIe CIagKOBICTIO, a 11 BIJIMBOM 30BHIIMHIX YMOB, V. T. 4.
conianpEUX. Hanpukiazx, y wieHiB oxmiei cim’i, Kpim
CILJIHUX I'eHiB, AK IPaBUJIO, HAABHI 1 CILILHI YMOBH cepe-
noBuIia. SIKIMo o3HaKa 4yTJIUBA 10 BILIMBY cepeJOBHUIIA, TO
CXOXKIiCTh POAHYIB 3a I[i€l0 0O3HAKOI BU3HAYATUMYTb HE
TiJIBKM CHOiJIBHI 'eHU, a ¥ chnijgpHe cepeposunie. Take
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ABUIIlE COPUYUHIOE II€BHI METOAUYHI TPYAHOIIl IIPX BU3HA-
YeHHI poJii reHiB y popMmyBaHHi ciMeiiHol cxoxxocTi.

Y pasi gocaigkeHHS POCIMHU YM TBApPUHU JIETKO
MOXKHA JJIf BCiX OCOOMH eKCIIEPUMEHTY 3a0e3IeuynTn YHi(i-
KOBaHi yMOBU BUPONIyBaHHA. Ile HEMOKINBO y AOCIi I KEeH-
HAX JI0Jiell, OCKinpbKY Ha (opMyBaHHA O3HAK O0aThKIB Ta
nmiteii, OpaTiB i cecTep, OJIU3HAT TOINO, KPiM I'eHiB, HEMHUHY-
Ye BOJINBATUMeE CEepeAoBUIIe iX icHyBaHHs. ToMy HeoOXigHO
PO3PIBHATH CXOXKiCcTh CciMelHY Ta reHeTwWuHy. Bararo
CHiNIBbHUX PHC V POAMUIB OYyAYTH CiMEeHHMMH, He MAalouu
CIIAAKOBO]1 IIpHUpPOAH. THIOBUM IIPUKJIAJAOM € CUTyaIlid,
KOJIM B PeJiriiHux ciMm’AX HalvacTinre i 6aTbKM, 1 AiTH cIIO-
BiAYIOTH IEBHY peJIiriio, aje Taka ImoBeAiHKa He 3yMOBJIeHA
TeHeTUYHUMHY YNHHUKAMHU,

IIpoTe cimeitHy cX0KiCTE iHO/L CIIPMIMAIOTE SIK CIIAJKOBY
6e3 moctaTHix mizcraB. IIpmYymMHOIO HBOro € yuepemKeHi
colliaJibHI IIepeKOHaHHA. Tak, ciMeliHy CXOXKiCcTb 3a cryIe-
HEeM peJIIrifHOCTI YK 34 HOJITUYHNMH IIePeKOHAHHAMH 3BH-
yailHO HE BBAXKAIOTh T€eHEeTHYHO 00YMOBJIEHOIO, CXOMKICTh MiK
6aThbKaMU TA ITHMH 32 MY3SHYHHMH 3Ji0HOCTSIMI BBAXKAIOTh
HaCJiAKOM HasgBHOCTI cHiIBLHMX reHiB. OgHAK MOMKJIHBUM i
BUHATKOBO CEPEIOBHUIINHAM BIINB, 00, AK IIpaBUJIO, B cCiM’aAX
MY3HKAHTIB [iTell BHUXOBYIOTHh Yy HEeBHHUX TPAIUIIAX, AKi
3a0e3IeuyI0OTh PAHHE 3AJYUYEHHS X 10 MY3UKH Ta CTHUMYJIIO-
IOTh BUPOOJIEHHSA CXUJILHOCTI 10 My3HUYHOI TBOPYOCTi.

HasBHicThr cimMeifHOI cXoxxocTi mopaz 31 cnagKoBOIO
Heo0XiJHO BPaXOBYBATH B F€HETUYHUX JOCIiAKEHHAX JIIO-
auHA. [[J1g po3aMe)XyBaHHA BILIMBY 'eHETHYHHX TA CEPENO-
BUINIHUX YNHHHKIB Ha PeHOTUIIUYHUHA OPOAB 03HAKH BHUKO-
PUCTOBYIOTSH CIlelliaJibHI MaTeMaTU4YHi pO3paxyHKH.

¥Ycio ingopmanio npo cuaaKoBiCTh Ta MiHAMBICTH Ji0-
OAHU OJEPKaHO 3a AOIIOMOTOI0 Pi3HOMAHITHHX METOJiB
OOCHIMPKeHHA — IONYJAIINHOI0, IreHeaJIoriyHoro, 0Jm3-
HIOKOBOT'O, IPUHOMHUX JiTeH, IUTOreHeTHIHOI0, 6ioximivu-
HOT'O TA MOJIEKYJIAPHO-TE€HETHTHOIO.

3.2. [NonynsauintHumn meton

JocaigxeHHAMHA CHaJKOBOI CTPYKTYPH HaceJeHHH
3aiiMaeThCcA JemorpadiuHa CTAaTHCTHKA, JaHUMM SAKOI
KOPUCTYIOTHCA I'eHETUKHU [IJId BUSHAYEHHA YaCTOTH OKpe-
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MHX I'eHiB a00 XPOMOCOMHMX aHOMAJIiH Y JIOACHKUX IIONY-
JIANIAX.

IlonyaanitEauil MeTon gac 3MOry aHaJNi3yBaTH IIOIIM-
PEHHsI CIaZKOBHX XBOpo0 JIIOAMHU Ta IIPOTHO3YBaTH iX
JACTOTY B HACTYNHUX MNOKOJIHHAX, OIIHIOBATH HACJJIAKU
cIIOpifHeHNX NILI06iB, BM3HAUATH BILJIMB TeHETHYHUX i
CepeOBUIITHNX UYMHHMUKIB Ha (PEeHOTHUIIIUHY MIiHJIMBICTH
JIOAUHA 3a ONEeBHUMH O3HAKAMH, & TAKOMK OKPECJIOBATH
reHETUYHY iCTOPiI0 OKPEMOI JI0ACHKOI MOMyJIsAILii.

MonynsayinHuim Meroq — CyKyrnHIiCTb MAaTeEMaTHYHUX 3ac06iB A/151 BU-
3HAYEeHHSI 4acToTH FeHIB y Nonyaauisx JI0AuHN Ta MPOrHO3yBaHHS
AMHaMIKy O03HaK, SIKi KOHTPOIOIOTLCS UMMM reHamu, Yy HacTYrnHuX
MOKOJTIHHSAX.

Ins npubaN3HOro BU3HAUEHHSA CIIBBiAHOINEHHA Kijb-
KOCTi piBHMX TeHOTHUNIB Ta (PEHOTUIIIB ¥ HMONYyJAIll KOPH-
cTyioTheA Gopmysioo Xapai — Baitabepra.

Y nonynaniax pisHi amomaJjil mommpeHi 3 Pi3HOIO
YacTOTOI0, a pPelieCHuBHi ajeli nepedyBaloTh IIepPeBa’kKHO B
reTepo3uroTHoMy craui. Haopuknan, npuban3H0 KOMKHUH
ciMecATHH MeIIKaHelb EBPONIN reTepO3UTrOTHHNH 38 e HOM
anb0iHiBMY, a BUABJAECTHCA IIA O3HAKAa JUIIE 3 4YaCTOTOI
1 : 20 000. JanbToHiIKHM TpanaamTbca 3 yacToTowo 1 : 156,
a TeTepO3UTrOTHUHU CTaH ajesasd AaJbTOHI3MY HAsBHUUA V
KOYKHOT'O ChOMOI'0 €BPOIEHILA.

IIkigamBi HacaifKM cnopigHeHMX NLIO6iB 0cOGJIMBO
HAOYHO BUABJIHAIOTBCA B i3onamax — Tpynax ocobuH
monyadAIlii, AK1I OAPYKYIOThCA HEPEeBaAKHO 3 OCOOMHaAMM
CcBO€I I'pyIH 1 TOMY XapaKTepU3yIOThCA 3HAYHOI 'eHeTHU Y-
HOIO0 cropigHeHicTi0. Taki i30mATH MOMKYTh iCHyBaTH Ha
HEeBEJIMKNX OKEAaHCHbKUX OCTPOBaX, y BigaJeHUX ITOOAM-
HOKMX CeJIMIIAaX, 3aMKHYTHUX €THIYHUX I'POMagax TOIIO0. ¥
MeXKaXxX i30JATYy AyKe YacTO IOAPYKIKA Hece OJHAKOBI
MYTAHTHI reHM, HACJIiKOM UOro € 30iJbIIeHHs BiporigHO-
CTi BHABY PEIECUBHUX ajiejieif Y rOMO3UTOTHOMY CTaHi.
Haopukaan, Ha MapiaacbKuX ocTpoBax Ta ocTpoBi I'yam
(OkeaHis1) cMepTHiICTL cepel MicIIeBOTO HACeJEeHHA Bif
OiYHOTO CKJIEepo3y CHMHHOro MO3Ky Oinbmnie HiK y 100
pa3iB IepeBUINYE CMEPTHICTH BiA Iiel XBopoOM B iHIIUX
kpaimax. ¥ IliBgenuiy IlagaMi 3HaUHY 4YaCTHHY KOPiHHO-
ro HaceJieHHA CTAHOBJIATL alb0iHOCH, AKi 3’ ABIAIOTHCA ¥
KOKHOMY IOKOJIIHHI.
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Ionynaniiauii MeTOA ZOIIOMArac 3pO3YMITH AUHAMIKY
TeHETHYHOl CTPYKTYPH Pi3HUX MONYJAIllil Ta CIIpUSAE BU-
SIBJICHHIO 3B’ A3KiB MiK HuMHU. [lonynAanii MoxXyTh iCTOTHO
PiBHUTHCA 3a FeHeTUYHUM HAIIOBHEHHSAM, HANIPUKJAZ 3a
reHaMu I'pyn KpoBi. BaaeTbca TaKoX BUABUTH AeAKi I[LI-
KOM 4iTKi 3akoHoMipHocTi. Tak, B Inzii ra Kural KoH1IeH-
rTpania anensa I? maibinpma, a Ha cxig Ta saxinm Bim mmx
KpalH CIOCTepiracThCsa IOCTYIIOBE 3HH)KEHHA 11 a)X 10
IIOBHOT'0 3HMKHEHHA IILOTO reHa cepel KOPiHHHUX MeIl-
KaHIiB AmMepuku, ABcrpaJyii Ta Iominesii. OgHo4acHO y
HUX MAKCUMYMYy JOCATa€ KOHIeHTpania axexsa I°, Anens
I* y xopinsoro HacenenHa AmMepuku, Iaaii, Apasii, Tpo-
niuaoi Adpuku ta 3axigrol €Bponm TpaniaseTbCca HAI-
3BUYANHO PiAKO.

3.3. [eHeanoriyHnm meton

OpHauM i3 yHiBEpcaJIbHUX Ta HAMYACTiIIIe BUKOPHUCTOBY-
BaHUX METOJIB y reHeTHUIll JIOJUHU € N'eHeaJOrituHIH.

FeHeanoriynmnin Merog — CKIaJaHHA POAOBOAIB Ta AOCHIPHEHHS
ycrnagKyBaHHS NeBHUX O3HaK y HU3L NOKOIHb.

Ileit meTox nae 3MOTy po3B’A3aTH TAaKl TeOpeTHUHi Ta
MIPUKJATHL IpodaeMm: |

— YM € AOCHiJP)KyBaHA O3HAKa CIaAKOBOIO (3a HaAB-
HicTIO 11 y poauuiB);

— THM 1 XapaKTep yCHaAKYBaHHA (ZOMiHAHTHE YU pele-
CHBHE, AYyTOCOMHE UM 3UellJIeHe 3i CTaTTIo);

— BUTOTHICTB 0cib pogoBoxay (reTepo- Y rOMO3UrOTHi);

— yacToTa abo BiporizHicTh (PeHOTHUIIIUHOTO IIPOABY I'eHA;

~— BipOTiAHIiCTH HAPOJKEHHS AUTHHHU 31 CIIAKOBOIO Ma-
TOJIOTI€I0.

I'eseanoriyamuii MeToj nepeadbadyae Takl eranu LOCJHi-
J)KeHHA: 30MpaHHs JaHUX PO BCiX POAUUYIB 00CTEKYyBaHO-
I0, CKJaJaHHs POJOBOLY, aHAJI3 POJOBOAY Ta BUCHOBKH.

30HMpaHHA JaHHX NP0 BCiX poaMUYIB OOCTEKYBAHOIrO.
PopoBia, Ak npaBrjio, CKJIAZAIOThH 3a OAHIEIO a00 KiibKOMAa
O3HaKaMM. 3aJIeKHO BiJil METH JOCHIKEeHHSA POJOBi MOXKe
OyTH moBHUM ab0 YaCTKOBHUM, OAHAK Kpaime 3poburu
SIKHAWMIOBHIIIH# PONOBiJ 32 BUCXITHHM, HU3XiTHUM Ta O14-
HUM Haupamamu. CkiaagricTs 30MpaHHESa JaHUX IIOJATAE B
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TOMY, IO ofGcTeKyBaHuil Hociii o3Haku (mpofaHp) Mae
nobpe 3HATH CBOIX POAHYIB Ta CTAH iX 3JOPOB’A IIO JIiHIil
MaTepi Ta 6aThKa He MeHIe K y TPhOX IIOKOJIHHAX, IO
TpaILIAeThCA AyKe piako. OgHAK OIMUTYBAHHSA, IK IIPaBU-
JIO, HEOOCTATHBO. /lesIKMM YjeHaM POAOBOAY AOBOAUTHCSH
IIPU3HAYATH IIOBHE MeAUYHe O0CTeXKEeHHSA A8 YTOYHEHHSA
cTady iX 340poB’A.

Cxkaaganua pogoBoay. s ckyiagaHHA POAOBOAIB BUKO-
PHCTOBYIOTEL YMOBHI no3HaueHHs (puc. 3.1).

O... — MO34IILTIOn-
C3 1)
O — siHKa HUU 3B’ A30K

3POBi
~— JOJIOBIiK — cuben
(6patu, cecTpu)
On O g BRICO s

(Buxigma OJNU3HIOKM

ocoba
B POAOBOJII)

— CTaTh ‘ — JIU3UTOTHi
HeBigoMa OJH3HIOKH

.L< > — Oe3mIigHUN

— BHUKHEHb — L1006

— po3anLnobdHe
IIOTOMCTBO

— MeIUYHHKI abopT

. @ — HoCc1i

peueaBHOIO reqga

_m — 6JM3BKOCIODIiT- ' Ol — ocobucTo
‘ HeHu#’ o0 . *

obcTekeHl

O‘:‘O — MOBTOPHUH Z + @ — moMepJii

L1100
Puc. 3.1. YMOBHI NO3HavYeHHs o1 cKnagaHHa poaoBoAIB
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HeobxigHO MoTpUMyBaTHCA IeBHUX NPaBUJI: CKJIaJaH-
HA POJOBOAY NMOYMHAIOTHL 3 IIpo0aHAa, KOKHE IMOKOJIHHSA
3J1iBa HYMEPYIOTh PHUMCHLKHUMH ITndpamMu, CUMBOJH, IO
MMO3HAYAIOTL OCOOMH OJHOTO ITOKOJIIHHA, PO3TAIIIOBYIOTH 110
rOPU3OHTAJII Ta HyMepyHTh apabCbKkuMu nuppamMu B
MOPSAKY ix HapomkeHHA. OCHOBOIO POJOBOAY € MpobaHT, 3
SAKOTO MOYMHAIOTH 'eHeTHYHE JOCIIiJKeHHS POAWNH.

Anayi3z poxoBoxy. Hacammepes BU3HAYAIOTh IPHUPOAY
DOCJiIPKYBAHOL O3HAKM. SIKNIO 1A O3HAKA MPOBJIAETHCA Y
HHU3Ili MOKOJIiHb, TO MOXXHa BBaKaTH, 1110 BOHA MAa€ CIaJKo0-
By npuponay. Ilicis nsoro Heo6XxilHO BUBHAUNTH THII YCIIa/-
KYBaHHA O3HAKH. /A IbOro BUKOPHUCTOBYIOTH HPUHMOMH
reHeTHYHOI'0 aHaJli3y, a TAKOX Pi3HI CTaTUCTHUUHI MeTOLH
OIIpaIIOBaAHHSA JaHUX 0araTbox POJOBOJIiB.

I'emerTnunuit aHAJi3 POAOBOAIB 1a€ 3MOT'Y BUSABUTHU IPO-
CTi THNM yCHaAKYBaHHSA O3HAK — ayTOCOMHO-IOMIiHAHT-
HHUI, ayTOCOMHO-PEelleCUBHII Ta 3YeIlJIeHNH 31 CTaTTIO.

Aymocomno-00MiHAHMARUL mun ycnadkyeanrnsa Xapak-
TEPU3YETHCA TUM, IO TeH JOCJIAKYBAaHOI 03HAKY MICTUTH-
CA y IIE€BHi# ayTocOMi i BUSBIAETLCA K Y TOMO3SUIOTHOMY,
TaK i y TeTepO3uroTHOMY CTaHi. ¥ POJOBOJ1 MOT0 B3HAYA-
IOTh 3a TAKHMH BJIACTHBOCTAMHK: OOCJiAKyBaHa O3HaKa
HasdBHA B KOXXHOMY IIOKOJILHHI He3aJIe’KHO BijJ cTaTi, MpoAsB
03HAKH CIIOCTEPIraeThCcA TaKOXK IO TOPU3OHTAJL — ¥ 6parTiB
Ta cectep (puc. 3.2).
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Puc. 3.2. PoaoBif i3 ayTOCOMHO-AOMIiHAHTHUM TUNOM YyCNaAKyBaHH$
(6paxinaKkTnnisi, abo KOPOTKONaNiCTb)
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3aJIe’KHO BiJ 3UMOTHOCTI 0aThbKiB 3a ajeJIIMH, AKi KOH-
TPOJIIOIOTh O3HAKY, HAPOAKEHHS AiTeM 3 ayTOCOMHO-IOMi-
HAHTHOIO 03HAKOIO MOXKe MaTH TaKy BipOTigHICTh:

— 100% , axmio xoda 6 ofuH i3 6aTBKIB rOMO3UIOTHUI
3a JOMIHAHTHUM aJiejieM;

— 75% , aximo 060e 0aThKiB reTepoO3UTroTHI;

— 50%, axkuro oguH i3 6aTLKiIB reTepo3uroTHUi, a iH-
WA — MOMO3UTOTHHUM 3a PeIleCUBHUM aJiejieM.

AyTOCOMHO-IOMIHAHTH]I O3HAKH YiTKO BHUABJSAITHCS
JIAIIIe 3a YMOBH I'OMO3SHTOTHOCTI. ¥ reTepo3urorT HasgBHUM
IMIPOMIKHUE (PEHOTHUII 3a AOCIIIAKYBAHOI 03HAKOI0. SKIMO
1e XBopoba, TO BOHA Yy pasi rerepo3uroTHOCTI MOXKe MpPo-
SIBJIAATHCS He B KOYKHOMY IIOKOJI1HHI.

3a aymocomMHO-peuecu6H020 muny ycnadKyeaHHs reH
OOCJIiZKYBaHOl O3HAKM PO3TAIIIOBAHWM B ayTOCOMi, a BH-
SAIBJISIE CBOIO JIil0 TiJIBKHM B rOMO3UIOTHOMY cTaHi. llei Tumn
yCHaAKYBaHHS XapaKTepUIYETHCA TAKUMH OCOOJMBOCTA-
MH: JOCHiJoKyBaHa O3HAKA HaABHA He B KOXKHOMY ITOKOJIIH-
Hi, ZUTHHA 3 03HAKOIO MOKe HapOAUTHCA y DATBhKIB, y AKHX
BOHA BificyTHsA (reTepo3uroTHi 6aThbKU), 03HAKA TPAILIAETh-
ca 3 OJHAKOBOIO YaCcTOTOIO HE3aJIEeKHO BiJ CTATl Ta CIIoCTe-
piraeTncs mo ropusoHTai (puc. 3.3).
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Puc. 3.3. Pogosig i3 ayTOCOMHO-pELECUBHUM TUMNOM
ycnaakyBaHHA (anbOiHi3M)
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BiporizHicTs ycmagxkyBaHHA ayTOCOMHO-peIleCHBHOI
O3HAKHU 3aJIeXKHO BiJl 3UTI'OTHOCTI 0aThKiB 3a ajenaMu, AKi
KOHTPOJIIOIOTh 03HAKY, MOKe OYyTH TaKo}o:

— 25% , akmo o060€¢ 0aTHLKIB reTepo3nuTroTHI;

— 50%, aAxmo oxAWH i3 6aThKiB reTepo3MroTHHUH, a
iHITMHE TOMO3UTOTHUY 34 IIUM PelleCHBHUM ajiejieM;

— 100% , sik1110 000€ 6aThKiB TOMO3UIOTHI 3a perecuB-
HHUM aJieJIEM.

Y BUmazKy cIaaKoOBOI XBOpOoOH ayTOCOMHO-PELIECUBHOIO
TANYy BiporigHicTs ycnagxkyBaHHSA craHoBuTh 25%. Taki
XBOpi a00 He JOKMBAIOTh A0 HACTAHHSA CTaTeBOl 3pinocTi, abo
He OIPYKYIOTLCH.

Ycnadrkysanns, 3uennene 3i cmammio, moxke 6yTu X -3ue-
IIJIEHUM JOMiHAaHTHUM, X -3UeIICHHM PEIleCUBHUM Ta Y -3uerLie-
HUM. Ile odHauae, 110 reH, AKUHA KOHTPOJIIOE ZOCJIiIKyBaHy
O3HAKY, MiCTUTBCA B cTaTeBUX XpoMocomax — X ab6o Y.

1. X-guenyeHuit foMiHAHTHUN THUII YCIIaAKYBaHHA. Bin
Mae€ TaKi BJIACTHUBOCTI: MKiHOK 3 TAKOIO O3HAKOIO B JIBa Pas3u
Oinbile, Hi’K YOJIOBiKiB; 0O3HaKa IMIPOABISAECTHCA B KOKHOMY
MMOKOJIIHHI; 0aThKO-HOCiM 03HAKM Iepeaae ii BciMm JouKaM, a
CHMHaAM He IIlepeflac; MaTH-HOCIM 03HAKM MOJXKe IepeaaTH 11
MMOJIOBHHI CBOIX ZiTeH He3aJIeXKHO BiJ cTaTi; y AiTel O3HaKa
BUABUTHLCA TOMAl, KOJHU 11 HeCTUMe Xoua 6 oguH i3 6aThKiB;
OiTu 6aTbKiB, AKi mo30aBieHl 03HAKH, TeX HE MATUMYTh ii.
ITpuxknrazom Takoi o3HaAKH MOXKe OyTH KopuuHeBe 3abapB-
JieHHA emaJi 3y0iB (puc. 3.4).
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Puc. 3.4. Poposig i3 X-34ernneHum JOMIHaHTHUM TUNOM yCniaaKyBaHHSA
(KopuuHeBe 3abapBneHHs emarni 3y6iB)
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2. X-3ueneHUH pelleCUBHUIN TUIl YCIaAKyBaHHA. BiH
XapaKTepu3yeThCA TAKUMU BJIACTUBOCTAMM: O3HAKa HAAB-
Ha He B KOXXHOMY HIOKOJIIHHI; JUTHHA 3 O3HAKOI0 MOXe
HapOAUTHCH V OaTBbKiB, m030aBIeHUX 11; 03HAKA BUABJIAECTD-
cA MepeBaKHO Y YOJIOBiKiB i, AK IIpaBUJIO, IO TOPU3OHTAJI;
0aTLKO, I030aB/IeHUM O3HAKHU, HE € HOCIEM aJieisa i€l o3Ha-
KH 1 He iepegac il JouyKamMm.

Ax110 0ApPYKYIOTECA KiHKa, N030aBIeHa OBHAKH, TA YOJIO-
BiK 3 03HAKOIO, TO BCi IXHi AiTH OyayTh 0e3 o3HaKMU. [ouKu
OZlepKaTh Bij OaTbka X-XpoMocoMy 3 ajiejieM O3HakKu (pele-
CUBHHUM) i 6yIyTh TeTepO3UTOTHUMH HOcisMu, 60 Apyry X-xXpo-
MocoMy (3 JOMiHAHTHHM aJiesieM) BOHM OTPUMAIOTh Biff MaTepi.

¥V 4ojioBika 0e3 03HAKHU Ta sKIHKHU-HOC1A ajessa O3HAKU
BipoTiAHIiCTL HAPOIKEHHA XJOMYNKAa 3 03HAKOIO CTAHOBUTDH
50% Big ycix xyoniis Ta 25% Bixg yeix piTei.

BiporigHicTe HapoI)KeHHA AiBUATOK 3 O3HAKOI AYiKe
MaJa, i e MOXKJIMBO JUIIe TOAl, Ko 0aTbKO Mae O3HAKY,
a MaTH TeTePO3UIOTHHUN HOCi#M reHa o3Haku. Ilpu nmpomy
[IOJIOBUHA ZiBUaT Oyze 3 03HaKOI0, a Apyra moJOBMHA HECTH-
Me ajieJib Y FeTepo3uroTHOMY CTaHi.

KiaacuynuM npUKJIa0M yCOaIKyBaHHA O3HAK 3a X-3ue-
ILIEHUM pPelleCuBHUM THIIOM MOXXKe OyTu XxBopoba remodiid,
AKa CIPUYHHIOE IOCHJIEHI KPOBOTEYi Uepe3 HEeJOCTATHIO
KiJbKiCTH B OpraHisMi YMHHMKIB 3ropraHHsa KpoBi (puc. 3.5).
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Puc. 3.5. PogoBia i3 X-34ernieHnm peuecuBHUM TUINOM YCNaAKyBaHHA
(remodiniq)
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3. Y-3uemeHe ycnagKkyBaHHA, a0o rojanapuure. BoHo
BJIACTHBE TI1JABKH YOJOBiYUi# cTraTi. Y-Xpomocoma JIOJUHU
MicTUTH 30BCiM Hebararo reHiB, AKi mepenaThCA BijJ 0aTh-
Ka Tiapku cuHaM. IIpu nbomMy 03HaKa HAsABHA B YCiX MOKO-
JiHHAX 1 y Bcix yosioBikiB. IIpuxiiazoM romaHazpuduHOIO
YCIaAKYBaHHA MOXKe OyTH yCHaaKyBaHHA TIilmepTpuxosdy
(HaABHICTH BOJIOCCSH IO KPalo BYIIHUX PaKoBUH (puc. 3.6).

1 2 3 4
Puc. 3.6. PogoBig i3 Y-34enjieHnM TUNOoM ycnajKyBaHHs (rineptpuxos)

leHeTHUHUM MEeTO MOXHA BUKOPUCTOBYBATHU TAKOMK IIPH
NiarHOCTYBaHHI XBOPODO i3 CIaTKOBOIO CXUJIBHICTIO, YCIIAAKY-
BaHHA AKUX He mignopsajakoBaHe 3akoHoM I'. Menaens.

3.4. bnn3HwKOBUKN MeTo/

OmHuM i3 mepIIMX METOJAiB BUBUYEHHS I'eHETHUKH JIIO-
IUHU, AKUM He BTPAaTUB 3HA4YeHHA i HaTemep, € 6JU3HIO-
KOBUH.

BnAnu3HIOKOBMIA MET0[Q — OOCTEXEHHS 6/IM3HIOKOBUX nap 3 METO
BU3HAYEHHSA PONi cnagKoBOCTI Ta cepeoBuiia ¥ PO3BUTKY O3HaK.

OpHOUacHO HAPOMKEHUX OCOOMH B OJHONJIIZHUX TBa-
puH (KiHb, BeJIMKa porara xynoba Tomio) Ta JIOAUHY Ha3u-
BalOTh OAu3Hamamu. Bouu O0yBaOTh MOHO3UIOTHUMU a060
ITU3UTOTHUMH,
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Monosuzomui 6u3HAMa PO3BUBAIOTHCA 3 OJHi€l Allle-
KJITHHH, 3alJIiTHEHOI OJHUM CIIepMaTO300HOM, TOMY iX
Ha3WBAalOTh TaKOXX OfHoAMIeBMMHU. Taki Oau3HATA OnHiEl
cTaTi Ta reHEeTHYHO abCOJIOTHO OJHAKOBI, ajJie MOXXYTb
BiZipisHaATHCS 3a (PEHOTHUIIOM, IO 3YMOBJIEHO Ai€l0 YHHHU-
KiB 30BHiNmIHBOro cepeposumia. MOHO3UTOTHI OJM3HATA
MaTh OJAHAKOBI rpynu KpoBi 3a cucremamu ABO, MN, Rh
Ta IHIIUMW, OZHAKOBHUH KOJIIp OUel, OAHOTHUIIH] BisepyHKHU
Ha DaJbIAX, a TAKOMK JiHil Ta Bi3epyHKM Ha JOJIOHAX TOIIIO.
Yei 11i peHOTHIIUHI 03HAKU BUKOPHUCTOBYIOTh AK KPUTepil
BU3HAYEHHSA 3UTOTHOCTI OJIMBHAT.

Tusuzommui 6au3nama po3BUBAIOTLCA 13 JBOX OJHOYA-
CHO ZO3piauX AUIEKJIITHH, 3alJIIJTHEHUX ABOMA CIIEpPMAaToO-
300HAMH, 1 TOMY IX HA3MBAIOTh TAKOXX Pi3HOAWUIIEBUMU.
Taxki 6iu3HATA MOXKYTH OyTH OflHi€] cTaTi UM piBHOCTATEBHU-
MH, aJie CIIaJKOBO HACTiJIBKM PiBHUMH, K i JITH NOAPYIK-
HBOI1 ITIapH, IO HAPOANJINCA YV PI3HUH yac.

Harenep y cepegabromy Ha KoxkHiI 100 moJsoriB npuna-
rae ogHe HapoKeHHA OausHaT. [demorpadpmu obuumcamiu,
10 Ha 3eMJii npoxkuBac rpudbausuo 50 MaH map OJIU3HAT.
I[TpubaIN3HO OAHY TPETHUHY BCiX OJM3HAT CTAHOBJATHL MOHO-
BUI'OTHi, a AB1 TpeTHHN — ausnrortHi. KixekicTe MoHO3U-
IOTHUX OJH3HAT V PiBHUX perioHax 3eMHOI KyJIi € BeJInuu-
HOI0 BiTHOCHO IIOCTiMIHOIO 3 HEBEJIWKHMMM KOJIMBAHHAMM
(0,37— 0,40%). Ile cBigumuTh, IO MOABA MOHOSHUTOTHUX
OMMBHAT MauKe He 3aJIeXKUTh BiJl yMOB 30BHIIIIHBOT'O cepe-
noBuIia. YacTora HapPOAKEeHHSA AUSUTOTHUX OJUBHAT Y pis-
HUX KpaiHax mMa€ 3Ha4YHi kosuBaHHA: Big 0,23% (fAnonin)
mo 2,23% (IliBgenna Adgpuka). IIpuunamu takoi pisHuUIl
HeBifgoMi, mIpoTe BOHA CBIiAUYUTH PO BILJIUB CEPEAOBUIITHUX
YMHHUKIB. ¥V CcTaApiinx 3a BIKOM IOJAPYKIKAX AU3UTOTHI
OJIM3HATA HAPOJKYIOThCA yacTtiie. JlocaikeHHA OOBeaH,
IIT0 Ha HapOAKeHHsA OJH3HAT BHJIMBAE i CIIAZKOBA CXUJIb-
HicTh no OararomiaizHol BariTHocTi. Bimomi BuUmagxu I1o-
BTOPHOTI'0 HAPOIKEHHs OJUIHAT y oxaHiik cim’i. IIpoTsarom
OCTAaHHIX AeCATHDPIY KiJAbKicTh OJHU3HAT, 0COOJMBO JTHM3M-
TOTHUX, 3HUIKYVETHCA.

HocmigKeHHs JI0ACBKUX OJIU3HAT Jja€ 3MOT'Yy OTPUMATHU
IiHHWE MaTepian AJis BUBUYEHHSA BAaXKJMBOI 3arajbH0010J10-
riugoi npobaeMm — poJi reHeTHYHUX (PaKTOpPiB Ta yMOB
HABKOJIMIITHBLOT'O CEPeIOBUIIA Y POSBUTKY O3HAK. ¥ I'eHEeTH-
IIi JIIOAMHN YMOBaMH CEpPEAOBUINA BBAYKAIOTh CYKYIHICTH
biocepHUX Ta COIiaJIbHUX YHHHHUKIB.
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k1o gocaigsxkyBaHa o3HaKa HasgBHA B 000X OJIM3HIOKIB
OfHi€l nmapu, TO IIA Mapa € KOHKOPJAHTHOIO 34 I[I€I0 O3Ha-
KOI0. 3iCTaBJieHHs MOHO3MTOTHUX 1 JUSUTOTHUX OJIM3HAT
a€ 3MOT'y BUSHAUUTU KoeQiyicHm napHoi KOHKOPGaAHMHO-
cmi (C), skuii MoKkasye 4acTKy OJIM3HIOKOBHUX I1ap, Ae AOCJi-
JJKyBaHa O3HaKa BUABMJIACSA B 000X mapTHepiB. KoediiieHT
KOHKOPZIAHTHOCTiI BUPaXKalOTh ¥ BiflcOTKax ab0 y yacTKax
OXUHMUIII Ta BUBHAYAIOTH 3a POPMYJIOIO:

C=[Cn:(Cn+ Dn)] -100% (y BigzcoTKax);
C=0Cn :(Cn + Dn) (y yacTkax OqUHHUIIL),

ne Cn — KiJIbKiCcTh KOHKOPZATHUX map, Dn — KiJbKicThb
HEKOHKOPAAHTHUX Iap.

[TopiBHAHHEA TapHOI ROHROpII,'aHTHOCTl MOHO3UTOTHUX
Ta AUSUTOTHUX OJIM3HAT A€ 3MOI'y 3’sCyBaTH CIiBBiTHO-
IIEHHSA BIJMBY T€HOTUITY Ta CEPeJOBUINA Y PO3BUTKY IIeB-
HOI o3HaKu. Koyim 3HaYeHHs KoedillieHTIB KOHKOPAAHTHO-
CTi MOHO3UTOTHHUX 1 AU3UTOTHUX OJU3HAT OJU3LKi, TO BBA-
JKal0Th, IO PO3BHUTOK O3HAKM BU3HAYAETHCA HEPEBAXKHO
YyMOBaMu cepefoBuIna. JAKINO CTyImiHb KOHKOPAAHTHOCTI ¥
MOHO3BUTOTHHUX OJMBHAT BHUINMUHA HIiX y AMUTNOTHHUX, IIE
CBIIUUTL HPO AOMIHYIOUY POJb TI'eHeTHYHUX (PaxTopiB y
pO3BUTKY o3Haxu (TabJ. 3.1).

Tabruysa 3.1

KoHKOpAaHTHICTS 32 NeAKHMMHU O3HAKAMHU cepel MoHo3uroTnux (MB)
Ta qu3uroTHux (JAB) oausnar moaunu (%)

Ban3- | Koxip | ®opma | Bec- | Ilykposuit | TybGep- | Kip | lluso-
HATA ouen ry0, HAHKH miaber KYJIbO03 tdpenia
BYX
MB 100 100 100 65 67 97 69
OB 28 65 73 18 23 96 10

3 Taba. 3.1 BugHO, 110 AKIIO OAMH IIAPTHEP MA€ IIeBHY
03HaKYy (y T. 4. 3aXBOPIOBAHHS), TO BiporifHiCTh HASIBHOCTI
IIiel 03HAKM B 1HIIIOTO IMapTHepa Y MOHO3UTOTHUX OJIM3HIO-
KiB 3HAQUYHO BUINA, HidK y AUBUTOTHUX. ¥ pasi 3aXBOpIOBaH-
HS Ha JeAKi iH(pexiiini xBopobu (Kip, KOKJIIOII, BiTpAHA
BicIia TOII0) AOMIHYIOUNMU € iH(peKIiiini ynHHEUKHN (cepe-
IOBHUIIE), a ¥ pa3i 3aXBOPHOBaHHA Ha iHHI (TyOepKyIn03,
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peBMaTH3M, 3allajJieHHA CepPefHBOTO ByXa TOII0) CYTTEBUH
BILJIMB Ma€ M€ HOTHII.

Hna KinTbKicHOrO OI[iHIOBAHHS CIIiBBiAHOIIEHHS BIIJIUBRY
IeHOTHUIIY Ta CepedoBHINa Ha JAOCHiIPKYBaHy O3HAKy Hal4da-
cTillle KOPHUCTYIOTBCA KoegiuieHmom ycnadxos8ysaHocmi,
SIKMI BUPaXOBYIOTh 3a OpMYJIo0 XOJIbIIUHT'epa:

h2 = [(CMZO/O - CDZ(VO) * 100(y0] .
: [100% — Cp;% ] (y BigcoTKax);

hs = (Cpz—Cpz) :
: (1 - Cp,) (y yacTkax oguHUILL),

ne h, — kKoetinienT ycnagkoByBaHocTi; C,, — KOHKOD-
JAaHTHICTB (UacTKa OJM3HIOKOBHX IIap, B AKUX JOCJIiIKyBa-
Ha O3HAKa HasiBHa B 000X IIapTHEPiB; y YacTKaX OAWHMUIIL,
abo y BicoTKax) MOHO3UTOTHUX 0au3HAT; Cp, — KOHKOD-
GAHTHICTh AUSUTOTHUX OJIM3HAT.

BenuuuHa Koe(imieHTa ycmajKOBYBAHOCTI CBiZUYMTHL
PO CIIiBBiZHOUIEHHsS BIJUBY IeHETHYHHUX (PaxKTOpiB Ta
cepelOBHINA HA PO3BUTOK O3HAKU. SIKIIO pe3yjibTaT po3pa-
xyHKiB Habmmxaersesa go 100% (71—100% ), To 3aramom
Ha PO3BUTOK O3HAKU BILJIMBAE CIAAKOBICTD, 1 HABIAKU, YUM
6amxunii pesyasrat g0 0 (0—40%), Tum GiapmuM € 3Ha-
YeHHA YMHHUKIB cepemoBunia. Iipu 3HaueHHi KoepijieHTa
yenaaxkoByBaHocTi B Mexkax 41— 70% o3HaKa po3BHBAETH-
ca mig piexo paxToOpiB cepeloBUIA, ajie 3a HAABHOCTI reHe-
THUYHOI 3YMOBJIEHOCTI.

I'eHeTnuHi mociifKeHHA, 3xilicHIOBaHI Ha 6JU3HATAX,
Jal0OTh 3MOI'Yy BiJTIOBICTH Ha HUM3KY BaXXJUBUX IINTAHB:
BILTIMB CIIAJKOBHX Ta CEePeNOBUINHUX YMHHHUKIB Ha TpHUBa-
JICTh JKUTTA JIOOUHU, PO3BUTOK 00JapOBAHOCTi, 4yTJIM-
BiCTB JO JIKYBaJbHUX IIPENAapaTiB TOIIO.

3.5. MeToa NpUUOMHUX AiTen

HocaimxeHHss IPUAOMHUX AiTel Aae 3MOTY pO3MeXKyBa-
TH BILJIUB MeHETHUYHUX Ta CepPeNOBUINHUX YHHHUKIB. K10
niTi OyJIM YCUHOBJIEHI B MepIIi AHI KUTTH 1 HIKOJIU He 6aun-
JIM CBOIX OioJsoriuHmMx 6aThKiB, TO BOHM MAIOTh JIHIIIE CHiJbHI
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reHu. 3 MIPUNOMHUME OATBKAMHM Yy HUX HeMae IeHeTHUYHOI
CXOXKOCTi, aJie € CIILJIbHI YMOBHU CEpPeJOBUILA iCHYBaHHS.

MeTon npuAOMHMUX QiTeH — OBCTEKEHHS NPUNOMHUX iTen, ix 6iono-
FiYHUX Ta NPUHOMHMX BaTbKiB 3 METOIO BU3HAYEHHS BriAnNBY ClagKo-
BOCTI Ta cepefosmiya Ha PO3BUTOK O3HaK.

3icTaBJeHHA TMPUAOMHUX AiTel 3 ix Oiosoriuammm; Ta
NIPUMOMHUMHY O6aThbKaMHU 3LiMCHIOIOTH 34 IOIIOMOT0I0 Koedi-
ieHTiB Kopenanii. Koegiyienm xopeasayii (r) njas BUMipio-
BaHUX O3HAK OOYMCJIOIOTHL 34 CHEeI[iaJbHOI0 (HOPMYJIOIO
BapiaiiiiHol CTATHCTUKHY i BU3HAYAIOTh ¥ YaCTKAaX OJUHMUIII.

3nauna Kopeasaia gite# (0,70—1,00) 3 GiosorivHMM
faTbKaMM 3a IIEBHOIO 03HAKOIO CBiIYNTHh HA KOPUCTH CIIaA-
KOBUX UMHHHUKIB, a 3 OarpkaMu, AKi IX Buxosaam, — HAa
KOPUCTh YMOB cepefioBUIlIa. Tak, JOCHiAKeHHA 3aKOHOMIp-
HocCTell ycrnaZKyBaHHA KoedimieHTa inTenexkTy (IQ) mokasa-
JIO, IO CepelHA 3arajbHa KOpeJdllia i€l O3HaKu y AiTeH 3
npuiomENMU O6arbKamMu craHoBwiaa 0,19 (3 6arbkom —
0,17; 3 marip’to — 0,21), a 3 6iomoriunumu — 0,50, mo
CBiIUXTH IPO 3HAYHY POJIb T€eHOTUNY B PO3BUTKY 1HTEJIEKTY.

3acToCyBaHHA y TeHETHUYHMX AOCJHiMKeHHAX MeTOAY
NpUNOMHUX AiTeil moTpedye YiTKOro AOTPMMAHHA MEBHUX
npaBuj. Hacammepes HeoO6xilHO 000B’A3KOBO 3BasKaTH Ha
epeKT TpeHaTaJbHOTO cepeAoBUINA 3 00Ky Oiosoriumoi
MaTepi AJiA 03HAKHU, YYTJIMBOI 10 IPeHATAJbHUX BILJINBIB.

g obcTerkeHHA BibMpaloTs aiTe, TKi Oyau mepeaaHi
20 iHmux cimeit y meprri AHi *KUTTA (10 7 AHIB ImicJsa Hapo-
MPKeHHdA) 1 Oisbiie HiKOJIM 3 MATip’l0 He 3ycTpiuaaucs.
KpiMm TOro, 3 eKcrmepmMeHTy BHJYYalOTh aiTeir, Marepi
AKMX MaIOTh IATOJIOTil — MCHUXIUHI 3aXBOPIOBAHHA, AJKO-
rojiidaM, HapKOMAaHi0 TOIHO. 1K IIpaBMJIO, CONMiaJIbHO-EKO-
HOMIUHNHE cTaTyc 0i0JOTiUHMX MaTepiB HM)KUYHKIM, HiXK cTa-
TyC NpuUOMHUX cimelt. Ilpore nna 3xilicHeHHA eKcmnepu-
MEHTY HeOoOXiJHO HOTpuUMYyBaTHUCA YMOBH, II00 6abyci Ta
nigyci 3 060x O0KiB He pisHMJINCS 3a COMiaabHO-eKOHOMiU-
HUM cratycoMm. O60¢€ Giosoriunnx 6aTpKiB HE MalOTh Bifpis-
HATHCA BiJg HNpUMOMHUX OaThKIB 3a iHTEJEeKTyaJbHUMH
XapakTepucTUKaMu. [IaA oTpuMaHHA HaWBiporigHinmimx
pe3yJabTaTiB KLIbKICTh OOCTEKYBAaHUX IPUHOMHUX HiTeH
mae 0yt B mexxax 200—300 ocib.

JLis MiABUINEHHA HAAIMHOCTIL JaHWX N0 OCJIiAKeHH:A
3aJy4yaloTh 3BHUYaMHi ciM’l AK KOHTpoJabHi. IlopiBHAHHSA
IaHUX, OEePKAHUX Y IPUAOMHUX CiM’AX, 3 JaHUMH, OTPH-
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MaHHMH YV 3BUYaMHUX CiM’AX, Ja€ 3MOTY [I€ePEeBipUATH, YN HE
PO3PiBHAIOTHCA CTUJIL 0aThbKIBCBKO-ZUTAYUX CTOCYHKIB y
IBOX THUIIaX CiMeil.

FAKII0 € MOXKJINBICTD, TO BUSHAYAIOTH KOPEJIAI[iI0 MiXK PO3-
JIyYeHHMH OpaTaMH i cecTpaMH, BifgaHWUMHU B iHMIl cim’i abo
3aJIMIIIeHu MU 3 OioIorivyHIME OaTbKaMi, a TAKOK MK AiTHbMH
pi3HOro MOXOMKEHHSA Yy cKJaanxi nmpuifomHoi cim’i. Ile macTs
TOMATKOBI JaHi, 110 i ABUIIIUTG HASIHHICTE JOCiIKEeHHAd.

Y neaxkux kpaimax (y T. 4. B Ykpaini ta Pocii), y 38’ a3-
Ky 3 TPAOUIiAMM YCHHOBJIEHHA (TA€EMHUISA YCHHOBJIEHHA
OXOPOHSAETHCA 3aKOHOM), BUKOPHUCTAHHSA METOAY IIPHUHAOM-
HUX JiTell NPaKTHUIHO HEMOXKJIUBE.

3.6. UntoreHetnyHi metoam

IIpnHIUITY GUTOTeHETUYHUX JOCAIMKeHb c(hopMyBaIH-
ca npotaroMm 20—30-x pokiB XX cT. Ha KJIaCHUYHOMY 00’ €K-
Ti FeHEeTHUKU — MYIIII1 APOo30(iji Ta feAKNX pocJANHAX.

LiuroreHern4yHi meroam — BUBYEHHA KAITUH NI MIKPOCKONOM 3

METOI0 BU3HAYEHHSA KiNlbKOCTi XPOMOCOM Ta ix 6y40BH y HOPMI Ta naro-
JI0ril, @ TAKOXK NOKanisaLlii reHis y XpoMocomax.

IfuToreHeTHYH1 MeTOAU YACTO 34CTOCOBYIOTH Yy KOM-
ILUICKCi 3 IHIIMMM MeTOJaMU BUBUEHHS M'eHEeTHKHU JIIOAVHU,
HAIPUKJIA 3 TreHeaJOriYHMMU. BOHM JOCUTH CKJAZHI 1
roupuaucd guire 20—30 pokis Tomy.

- Jlo UTOreHEeTUYHNUX METOAIB HAJIEKUTH aHAJI3 Kapio-
TAny 1 ribpuansanisa coMmaTUYHUX KJIITHH.

Amnani3 kapiotuny. MeTon aHa/i3y KapiloTHUILy IOJArae
Y MIKPOCKOIiYHOMY AOCJIiI:KeHHI XpoMOCOM Ha MeTadas-
Hi#l cragii MiTo3y. ¥V JI0ANHE HAN3PYUYHIiIINM 00’ €KTOM A4
I[LOT'0 € KYJIbTHBOBAaHi B cIeliaJbHOMY PO3UHHI JIiMpOIIUTH
nepudgepiitHol KpoBi. JlociigxkyBaHl KJIITUHU HifgaloTh
crierfiasgbHi 00po0ILi, B pe3yJabTaTi AKOI XpOMOCOMH CTa-
IOTh YiTKMMHU Ta BiAzaJeHWMHU OAHA Bim oAHol. Bamausum
eTanoM € (¢apOyBaHHS XPOMOCOM 3a JOIIOMOTOIO pi3HOMA-
HITHUX METOIHK 3aJIeKHO BiJ MeTu mocaimxKeHHA. Ile mae
3MOI'y migpaxoByBaTH 1x i adaJisyBaTu. HopmanbrHu
KapioTuno JIoAuHA MicTUTh 46 xpomocoM, i3 akux 22 napu
ayToOCOM Ta 2 CTaTeBl XpPOMOCOMH.

KoxHa xpomMocoMa IpPHM 3acCTOCYBaHHI 0COGJHBOTO
(hapbHMKA IO CBOII NOBXKUHI AU epeHITiI0ETHCA HA TEMHI Ta
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CBiTJIi cMyru — T. 3B. AuCKH. IlociifoBHiCTL po3TamiyBaH-
HA OUX AUCKIB, 1X opma crienu@iduHi s KOKHOI XpOMO-
comu (puc. 3.7).
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AKIII0 mopyllleHHA CTOCYETHCS CTATEBUX XPOMOCOM, TO
JOCJipKeHHs CIIPOIIYEThCA. ¥ IIBOMY Padi He aHaJIi3yIOTh
BeCh KapioTHII, a 00CTeXYIOTh COMATHYHI KJITUHU Ha
HAABHICTh, Y HUX CTATEBOTO XPOMATHHY — HEBEJIUKOIO
IUCKOIOAIOHOTO TiJbI[dg, AKe _IHTEeHCHUBHO ¢dapbyeThca
MUTOJIOTiuHNMY OapBHuUKamMu. Moro BuMABIAIOTE y iHTEp-
¢dasHuUX KJIITUHHEUX Aapax Oe3rocepefHbO MiJl AJEPHOIO
mMeMmOpanow. Cmamesuili xpomamun — 1ie cIipaJji3oBaHa
X-XpoMocoMa, AKa YTBOPIOETHCA ¥ KIHOK e B PAHHBOMY
eMOpioreHes3i A0 PO3BUTKY cTaTeBux 3ajio3. Moro HaaB-
HICTh MOYKHA BU3HAUUTH y OyAb-AKNX TKaHMHax. Halua-
CTiIre AOCJIIKYIOTH eIriTesiaJbHi KJIITHHU CIAU30BOI 000-
JJOHKU IIOKHU. ¥ KapioTumi HOpMaJbHOI XiHKH € JABi
X-XpoMOCOMH, OfHA 3 HAUX YTBOPIOE TiJbIle CTATEBOTO XPO-
MaTuHy. KiflpKicTh TijleHb cTaTeBOTO XpPOMATUHY HA OOU-
HUITI0 MeHIa, HixK X-xpomocoMm y ocobunu (puc. 3.8). ¥
XKiHoK, AKi maloThk Kapiotun 45[X0] (X-monoCOMifA; cuH-
npom IllepemeBcbkoro — TepHepa), Aapa KJIITHH He
MAalOTh cTaTeBoro xpomatuny. Ilpu cuaapomi X-Tpucomii
(47[X X X]) y iBEKH yTBOPIOIOTHCH Ba TiJAbIA, Y YOJIOBiKa
3 Kapiotunom 47[ X X Y] (cuagpom Kasaiudenbrepa) € ogHe
Tigbile (AK Y HOPMAJIbHUX IHOK).

Puc. 3.8. CtateBuin XpoOMaTUH Y Spax KNiTUH HOpManbHUX XiHKK (1)
Ta 4YONOBIKa (2), @ TAKOX Y XKiHKK 3 X-Tpucomieio (3)

BusHaueHHA CTATEBOI'0 XpOMATUHY BUKOPHUCTOBYIOTH 1 B
CYZIOBi¥i MeAUIIMHiI, KOJH HeOoOXifHO 3a maAMaM#u KPOBi
BCTAHOBHUTHU CTATeBY HAJIEIKHICTh ocoOm. AHaJi3 kapioTumny
IINPOKO 3aCTOCOBYIOTH AJIAI BUBUYEHHs Mop¢oJsorii xpo-
MOCOM JIIOJMHM B HOpPMiI Ta 3a martosorii, BH3HAUYEeHHS
IX KiJIBKOCT1, JOCJHIiJPKeHHs IIPOLEeCy CTAapiHHA TKaHUH
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TiJla, HlarHOCTYBaHHA PISHOMAHITHHUX 3aXBOPIOBAHb CIaj-
KOBOI MpUpoAM TOHI0. 3a HeoOXiAHOCTI HOro 3MiMCHIOIOTH
pasoM 3 reHeaJIOTiYHMM MEeTOJO0M, KOJH ITUTOJIOriuHl maHi
BZIAETHCA OB’ A3aTHU 3 PEHOTUITIYHUM IPOSBOM O3HAKH.

Merox riopuausanii comatuuHux KiaitTuH. EdexTus-
HHUM METOJIOM Y JOCJi)KEeHHAX I'eHeTUKY JIOAUHHU € Tidpu-
Iu3allisg coMaTUYHUX KJIITHH. OCKIJIBKY COMATUYHI KJIITU-
HH MiICTATH Bech obcAr cnaakoBol indopmMalii, nmeid MeTon
Ia€ 3MOry BUBYATH HA HUX TI'€HETUYHI 3aKOHOMIPHOCTI
BChHOro opraHiamy. s AOCHifKeHHS BUKOPHUCTOBYIOTH
KJITHHY cnoJay4Hol TKaHuHHA ((piépobaacTtu) abo jgimdoriu-
T KpoBi. I'ibpuamnsaiiiro KyJbTHUBOBAHUX pPa30M COMAaTHUU-
HHUX KJITUH Pi3HUX OPraHi3MiB 31MCHIOIOTH 3a JOIIOMOTOXO
Bipycy naparpuny. I'iOpuausaiisa MOXKJIHBA MiK KJIiITHHA-
MH He TiJIbKY OpraHiamiB pisHux BuAiB (JIIOAMHA — MHUIIIA),
a i1 pisHux TUniB (MirogmHa — KoMmap). I'ibpuaua KiiTuHa
MicTuTh yci xpomocoMm 000X OaThKIBCBKMX KJIITHUH.
Hanpukaan, ribpuaHi KaiTHHEA JIOAUHY i Mumni MaoTs 43
napu xpomocom: 23 — Bix gioguau ta 20 — Big muii.
Haznaii nocTynoBo BUAANAIOTE XPOMOCOMHU TOI'O OPraHiamy,
KJITUHYN AKOTr0 MAIOTh MOBLJIBHIIINUN TEeMII PO3MHOMKEHHHA.
Y ribpuaHUX KJIITUH «JIOAMHA — MHUOIA» BUIAJIAOTH XPO-
MOCOMH JIIOJUHH.

Y ri6puaHux KJIITHHAX QYHKIIOHYIOTh XPOMOCOMU AK
JIOAUHU, TaK i MUNTIi, FeH: AKUX JeTePMiHYIOTH (BU3Ha4a-
I0Th) CUHTe3 BiamoBigHuX (hepMeHTIB. 3a yMOB au(epeH-
iiaasHOro ¢apéyBanHa MopdOJOTridHO MOYKHA BiAPiSHUTH
KOXXHY 3 XpoMocoM. Ko B riOpuaHiil KJIITUHI BIACYTHH
AKach XpoMocoMma i He BigOyBa€eThcs CHHTE3 IIeBHUX (hep-
MEHTiB, TO MOKHa IPUIIYCTUTH, IO N'eHH, AKi BU3HAUAIOTH
cuHTe3 IuxX ¢epMeHTiB, JokajlizoBaHi B Hii. OTike, meu
METOJ[ AOIIOMAra€ BCTAHOBJIIOBATH TI'PYNHU 3UYENJeHHA Y
JIOJUHYU, & TAKOK, BPAXOBYIOUYM JAeJielfii Ta TpaHCJIOKAILil,
3’ACOBYBATH i MOCJiJOBHICTh pPO3TAalllyBaHHA T'eHiB, TOOTO
CKJIAZATY I'eHEeTHYH1 KapTH XPOMOCOM JIIOAUHN; BHUBUYATH
reHHi MyTalii, MyTareHsy Ta KaHI[epOTeHHY aKTHUBHICTH
XiMiYHUX PEYOBHH, ¥ T. Y. HOBOCTBOPIOBAHUX JIIKIB.

Ha ocHOBI mocaif»KeHb riOpuIHUX COMATUYHUX KJIITUH
BUABJIEHO, IO I'eH I'pynu KpoBi 3a cucremoro ABQ wmic-
TUThCA B JIeB AT xpomocomi, 3a cucremoo MN — y apy-
ri, a 3a cucremMoro Rh — y nepurin.

Jlocaim:KeHHs COMAaTUYHUX KJIITHH JIOAUHU 3 BUKOPU-
craHHaM crenianbHUX JTHK-MapkepiB mae 3Mory IOCHTBH
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TOYHO BHU3HAUWTH JIOKAJNi3ailil0 reHiB y XpomocoMax. ¥
TaKkui ciocié OyJs0 BCTAHOBJIEHO, IO I'eH 3aXBOPIOBAHHSA
MIKipu rimepxepaTosdy (HaAMipHOro 3pOrOBiHHA emnifepMicy
IMKipu) Mmicturbea y 17-# xpomocomi, a reH xBopoou AJbIl-
reiimepa (crapeua HeIOyMKyBaTicTb) — y 21-i. ¥Ycmimao
BMBUYAIOTh T€HETHYHY KaApTHUHY TaKHX 3aXBOPIOBaHb, AK
IyKpoBui niaber, min3odpeHia Ta iH.

3.7. bioxiMmi4yHi MmeToaU

ITpruMHOIO YHCAEHHUX CIIAJKOBHUX IOPYIIEHb OOMiHY
PeYOBMH € pidHOMAaHiTHI fedeKkT PepMeEHTIB, AKI BUHHKA-
IOTh YHACJIJJOK MyTaliiil BignmoBigHux reHiB. Taki 3axBo-
PIOBAHHS HA3WBAIOTL (pepmenmonamiamu (en3umonamis-
mu). HatmomupeHimumu € GpeHiIKeTOHYpPiA, aJKalITOHY-
pis1, rarakToseMisa, MyKoBicugo3, xsopoba I'omre, xBopoba
Tesa — Cakca, ann0iHisM Ta ig. BioxiMiuHi DoKasHUKM
(mepBUHHUH NPOAYKT I'eHa, HAKONHUYEHHSA IAaTOJOTiYHUX
MeTaboJIiTiB B opraHismMi xBoporo) uiTkime BimoOpaxka-
IOTh CYTHiCTH XBOPOOH IMOPiBHAHO 3 KJIHIYHMMH IIOKAa3-
HUKaMH.

Bukopucrasaa xpomartorpadgil, erekrpodopesdy, CIeK-
TPOCKOIIil TOIO JAae 3MOry BU3HAUUTH OyAb-AKi meTaboJri-
TH, cruerudivHi 118 KOHKPETHOI CIIafK0BOI XBOPOOH.

Xpomamozpaghisa — 1e cuocib po3gieHHA pisHUX CyMi-
nmiel Ha ckJaaxoBi. MeTox noadrae B TOMY, 110 B HEPYXOMO-
My CepelOBHIIi, uepes sKe IMPOTiKae PO3YMHHUK, KOXKHUAM
KOMIIOHEHT, 3aXOIIJICHN HUM, PYXA€THCA i3 MIEBHOIO IIBUJI-
KicTIO, He3aJIeKHOI0 Bil IIBUAKOCTEHN 1HNIINX KOMIIOHEHTIiB.
Axnio, HampukJgajJ, CyMiIll IIIrMeHTiB, AK1 BU3HAUYAIOTh
3eJIeHUH KOJIIP POCJIHUHU, POSUYNHUTHU B IEBHOMY PO3YHNHHU-
KV i IpOIIycTUTH Yepes3 HEPYyXOMe CepeloBUIIEe, HAIPUKJIIAL
yepes MeJieHy Kpeiy, TO BOHA PO3A1MIUThCA Ha KiJibKa pis-
HUX IIIirMeHTiB. 3a TaKMM CAMHUM IIPUHIIUIIOM BU3HAYAIOTh
HAaABHICTh MEeBHOTO JepMEeHTY B CKJIANHIN CyMini pisHOMA-
HiTHHX PEYOBUH OpraHiamy.

Enexmpogopes — ne moaudikania xpomarorpadii, 1o
Ja€ 3MOTY PO3IiJUTH MOJIEKYJIH 3 PidHMMU 3apAxamMu. Y
xpoMmaTorpaiuHoMy CepefoBHIIL ITIiJ Ii€I0 €JeKTPUUYHOTO
II0Jisl Pi3HI MOJIEKYJIM CYyMiIIi pyXalOThCA B TOM UM 1HITHAN
0ik 3aJIe2KHO BiJ iX BIIHOCHUX Mac Ta 3apAniB. EaxekTpodopes
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IMINPOKO 3aCTOCOBYIOThH AJIsI BUOKPEMJIEHHA Ta ifeHTU(iKAa-
il aMiHOKHMCJIOT.

Cnexmpockonia nondarae y BU3HauYeHHI OyJOBU MoJe-
KyJ Pi3BHOMaHITHHX PEYOBUH 3a AOTIOMOTOIO CIeIliaJIbHUX
IpUJagiB — CIEKTPOCKOIIB. 3aJIe’KHO Bij TUIy OpPUIany
CIIEKTPOCKOIIi IO 3[1MCHIOIOTH B YALTPadioaeTOBiN, BUAMMIN
abo ingpadyepBoHil yacTMHaXx cuneKkTpa. CBiTJIO mpomycKa-
IOTh Yepe3 HOCHIIMKYBaHy PEUYOBUHY 1 aHaJNi3yIOTh MOTO
CIeKTp Ha Buxoai. KoxwHUM XiMiuHUH eJIeMeHT Ma€e xapak-
TepHi JiHil y cOeKTpi, TOMy MOXHa BUBHAYUTHU XIMIiUHY
CTPYKTYPY MOJIEKYJH AOCJINoKYBAaHOI PEUOBUHU. ¥ TaKUU
crioci6 iZeHTUiKyOTh NeBHUH (epMEHT YU iHUIy XiMiuHy
CIIOJIYKY B OpTraHi3Mi abo BU3HAUaOTh OyA0BY paHile He Bi-
JAOMO1 PEYOBUHMU.

O6’exTamu OioxiMiuHMX aHAaMI3iB MOXKYTh OyTH ceua,
miT, maa3Ma Ta KJIITUHN KPoBi, KYJbTYpU KJIiTHH ((PiOpo-
6sacTu, dimdponutn).

bioximidHi MeTOgM — BU3HaA4YEHHSI HAsSIBHOCTI NEBHUX PEYOBUH (nepe-

Ba)yKHO NMEepBUHHUX MPOAYKTIB reHiB — GHepMeHTiB Ta Nnarto/IoryHuX
mMeTaboniTiB 3 METOK JiarHOCTYBaHHS cnajgKoBux xs80pob).

Bioximiuni MmeToam nyske TPyAOMiCTKi, HOTPeOYIOTH Clie-
IiaJbHOTO 00JagHaHHSA, TOMY iX He MOXHA BUKOPHCTOBY-
BaTU AJiA MACOBUX HNONYJAINIRHUX IOCJALIMKEHb 3 METOIO
PAHHLOTO BHUABJEHHA XBOPHUX i3 CHAJAKOBOIO IATOJIOTiEIO
obminy. OcTaHHIM YacoM y PidHUX KpaiHax po3poOJdaIoTh 1
BUKOPHUCTOBYIOTL IJIA MAaCOBHX JOCJHI’KEHb CIelniajbHi
nporpamu. lIlepmimii eram Taxkoi mporpaMu Ha3WBaKTh
CKpuHiHzom (AHTJI. sCreening — IPOCiIOBaHHA), IO II0JA-
rac y BUOKPEeMJIEHHI cepel] BeJIUKOI KiJIbKOCTI 00CTeXKyBa-
HHUX iMOBipHO XBOPHX, IKi MAalOTh II€BHI CHAaJKOBiI BiAxXu-
JeHHA Bijg HopMu. Ha 11boMy eTalrl 3BUUYaHO 3aCTOCOBYIOTh
IIPOCT1 Ta AOCTYIHI eKcIpec-MeTOAU IJid BUABJIEHHA IIPO-
IYKTiB 00MiHy y cedi, KpoBi. Ha apyromy erami npoBOgATH
ymoyHeHHA (MiATBEepAKEeHHA YU CIPOCTYBAHHSA AiarHo3y) 3
BUKOPHCTAHHAM TOUHUX XpoMaTOorpadiyHUX MeTOJiB BH3-
HaueHHA (hepMeHTiB, aMiHOKHUCJIOT TOIIO.

BukopucTOBYIOTH TaKOXX MiKpoOioJioriudi TecTu, AKi
I'DYHTYIOTBCA Ha TOMY, IO AeAKi ImTamMu 6aKTepili poCTyTh
TiIIBKH B CepeIOBUIIAaX, KOTPi MiCTATH MEeBHI aMiHOKWCJIO-
TH, ByIJIeBoAu. SIKIIO Yy KpoBi abo ceui € HeobOXigHa AadA
POCTY pedyoBUHa, To y uanini IleTpi HaBKoJIO (QiABTPYBAJIb-
HOTI'0 IIalepy, IIPOCOYEHOro OAHi€I0 3 ITUX PiANH, CIIOCTEPi-
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ra€ThbCsl aKTUBHE PO3MHOMKeHHs OakTepiii, 4oro He Bim0Oy-
BAEThCA Y pasi TecTyBaHHA KPOBi abo ceui 310pOBOL IIOAUHMN.

bioximMiuHi MeTOAM 3aCTOCOBYIOTH TAKOMXK 1 AJA BU-
ABJICHHA TeTepPO3UTOTHUX HOCIIB CIagKOBHUX aHOMAJIMH,
SIK1 Y (heHOTHUIIl IPOABIAIOTHLCSA HeBUPa3Ho. Ile pobusaTs 3a
JOIIOMOrow 0OioxiMiuHOro TecTyBaHHSI, MiKpPOCKOIIIYHOIO
NOCJiAKEeHHS KJITHH KPOBL Ta TKaAHWH, BU3HAUEHHSA
AKTHUBHOCTI IeBHOT'O (DEpPMEHTY, 3MiHEHOI'0O BHACJIIIOK MY-
ranii Tomo. Taki 3axoan HeoOximHI AnsA cBOEUaCHOTO JIi-
KYBaHHA Ta NIPOPIJIIAKTUKH, 4 TAKOXK BUSHAYEHHA Biporixg-
HOCT1 HAPOAKEHHA XBOPOl AUTHHU B 'eHETUYHO PU3UKO-
Biit cim’i.

3.8. MoneKkynspHO-reHeTU4HUM
MeToA

AmnajnisyBaru ¢pparmentu JHK, 3HaxoauTu Ta isonaroBa-
TH OKpPeMi reHu 1 1IX cerMeHTH Ta BHU3HAYaTH B HUX ITOCJIi-
JOBHICTh HYKJIEOTHUIIB JA€ 3MOI'Y MOJIEKYJIAPHO-T€HETHY-
HHUU MEeTOf.

MoneKynsipHo-reHeTUYHuN Merof] — BUKOPUCTaHHS OiOXiMIYHUX

peakxuyiun, siKi 34IACHIOTBLCS 3@ A0NOMOOI0 BiAMNOBIAHNX GEPMEHTIB, 3

METOI0 BU3HAYEHHS CTPYKTYPU MEHIB, IX igeHTuikalii Ta noKanizauyir,
a8 TaKOX xapaKktepy myTtayin.

- ller MeTOA yCHIIITHO 3aCTOCOBYIOTH AJiaA igeHTH(iKaIil
reHHUX MyTanii, a TaKoX BUBYEHHA I'€HOMY JIOAWHHU.
ITomupusca Bim y 70—80-ti poku XX cT. v 3B’A3KYy 3
PO3BUTKOM MOJIEKYJIAPHOI TeHEeTUKH.

IloyaTKOBUM eTanmoM MOJEKYJIAPHO-TEHETHUYHOI'O aHa-
Ji3y € oJep’XaHHA AOCTAaTHBOI KigbKocTl 3pas3kiB /IHEK
yepe3 KJIOHYBaHHA. [[1s1 HhOr0O BUKOPUCTOBYIOTH T€eHOMHY
ITHK — ycro JJHK kaiTuan abo oxkpemi il ¢pparmMmeHTH.

Hecmipanisaiiro, BUABJIEHHA Ta BUPi3aHHA BiAIIOBimg-
Hux ¢pparmenrie JITHK 3aificHIOIOTH 3a SOIIOMOTIOI0 0CO-
OauBUX (epMeHTIB — pecmpurxmai. Pi3Hi pecTpUKTa3un
poO3mi3HaTh TiJIBKHM BiAMOBiAHI MOCJiZOBHOCTI HYKJIEO-
TugiB Ta poapisarTs [IHK y BuszHaueHHNX Micuax. Bu-
okpemaeHi ¢pparmentu [ITHK 3a gomomororo crnemnianbHUX
bepMeHTiB — nonimepas — KOMIIIOKTL Y HeOOXigHINA Kinb-
KOCTI.
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KomifioBaui ¢parmenTu J[THK 3a gomomorowo emxeKTpo-
dope3y Ha arapoBoMy abo ImoJIiaKpHAaMigAHOMY TreJi po3mi-
JAITL Ha PpaKmii 3a posmipamu. Ilig mgiero exeKTpuYHOTO
noysi pparmenTun JJHK pyxaiorbesa y reii 31 miBUAKiCTIO,
3aJIe’KHOIO BiZ IX TOBMKMHHM: YNM BOHH KOPOTIHIi, TUM IIIBUI-
IIIe pyXalwThcA. ¥ pe3yabTari nporo @parmentn [JJHK uepes
IesIKUN dYac 3aliMaloTh IIeBHE Miclle Ha IIOJIOCL rejio y
BUIVIALL oKpeMux cMmyr. JloBKHUHY KOXXHOTO (hparmMeHTa
BHU3HAYAIOTDH IIIJIAXOM IIOPIBHAHHSA BiJCTaHel, NPOUIEHUX
HHUM, 1 craggaptauM Bigpiskom JIHK (i3 Bizomumu po3mi-
paM¥ Ta NOCJIIJOBHICTIO OCHOB).

s igzearngikanii suokpemiienux ¢pparmerarie JHE ix
CIIOYATKY PO3ALIAIOTH Ha IBa JAHIIIOXKKH, a IIOTiM ridpumau-
3yIOTh i3 BignmoBigauMuy Mapxkepuaumu pparmearamu JTHE.
FKIO IpH IIbOMY YTBOPIOETHLCA HOPMAJIbHA IIOABiMHA CIIi-
panb, TO IOCAIAKYBAaHMM (pparMeHT He MAaB NOPYIIEHb.
Axrmo cripanae mae ged@exTH, TO AOCTiAKyBaHNHM parMeHT
€ MYTAHTHUM.

Pi3ui moaudikalii mporo MmeToay AaTh 3MOTY IIpOaHa-
JizyBaTu B JabopaTopii HaBiTh HesHauHy KinbkicTe JHK,
Y3ATY Y XBOPOTO. I1X BHKOPHUCTOBYIOTH AJA IPEHATAJIBHOI
JiarHocTHKH criagkoBux xBopob6. IIpu nvomy JJTHK orpumy-
IOTh 3 eMOpPiOHAJIBHUX KJITHH, AKi MIiCTATBCA Yy HABKOJO-
IIiAHIE pigmHi. AHOMaJNbHUNA eMOpPiOH JIerKO PO3Ii3HATH,
60 moro JJHK ri6puansyerbes TiJIbKYM 3 MapKepHUM (par-
menTom [HK, axkuii Mae KoMOJeMeHTapHY MYTAHTHY
IOCJILIOBHICTH HYKJIEOTHiB.

Y 90-1i poxku XX cT. 3a JOIIOMOT0OI0 MOJIEKYJISPHO-TeHe-
THYHOI MeTOIMKHM OyJM izmeHTHM@iKOBaHiI Ta JOKaJizoBaHi
reHd, BignoBizaneHi 3a Taki BayKKi crmagkoBi xBopoOu Hep-
BOBOI CHCTeMH JIOAHUHU, AK Xopesa 'eHTUHITOHA, MiOTOHIU-
Ha aucTpodis, cmHIApPOM JjaaMKol X-XpoOMOCOMH Ta iH.
Hanpuxaaz, reH xopei I'eHTHMHITOHa JOKAJi30BaHUN Y
KOpPOTKOMY Ijeui 4-i xpomocomu. BiH mae ainaHKy, Oe
HYKJIEOTHIHA IIOCJiIOBHICTE IpeAcTaBJeHa 6araTopa3soBuM
IMOBTOPEHHAM TPbOX OocHOB LIATI' (11uTO3MH — azeHiH — rya-
HiH). ¥ HOPMIi KiJIBKiCTh TAKHX IIOBTOPIiB KOJMBAETHCA BiA
11 go 34, a y XxBopuX yHAacCJiZoK MmyTailii rena ix 37—86.
XBopoba yCIagKOBYETHCS 3a ayTOCOMHO-JOMiHAHTHUM
THUIIOM, & O3HAKa IPOABJAETHCA B YCiX HOCIIB reHa.

Ha ocHOBiI MOJEKYJAPHO-TEHETHYHOTO METOAY HUHI
VCIIIITHO PO3POOJIAIOTL TEXHOJIOTi1 reHHO1 Tepailrii HalimoIin-
PEHININX CIaJKOBUX XBOP0OO, HAMPUKJIAA MyKOBICIIULO3Y.
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3anuTtaHHA. 3aBaaHHe

1. BkaxiTb 0COOAUBOCTI NIOAMHU AK FrEHETUHHOTO 06’ EKTa.
2. OxapaKTepu3ynTe MEeTOAU AOCHIAKEHHS, AKI BUKOPUCTOBYE Cy4a-
CHa reHeTUKa NoauHM,
3. 3 9KO METO0 3aCTOCOBYIOTH NONYNALIMHUA METOA AOCAIQKEHHA B
reseTuui 1oanuHn?
4, O6rpyHTYHTE 3HAYEHHA reHeanoriyHoro MeToay Ana reHeTuKuy nio-
LUHWN,
BKaiTb OCHOBHi NpUHLUXNW aHani3y poaoBoOAY.
[N 4Oro B reHeTuLi BUKOPUCTOBYIOTb 6M3HIOKOBHUIA METOA?
Y yomy nonarae ABuiLe KOHKOPAAHTHOCTI?
Mpo 1o CBiAYNUTL BenMurnHa KoedillieHTa ycnagKoByBaHoCTI?
Y yomy nonarae 3HaYeHHN MeToay NPUAOMHUX AITeN ANiA BUBYHEHHS
FeHETUKU NIOANHNT
10. BKa)KiTb UWUTOreHeTU4YHi MeToau AOCNIMKEeHHA, AKi BUKOPUCTOBY-
I0Tb Y FeHETULI NIOAUHM.
11. ke npakTUYyHe 3HA4EHHS MaE aHani3 KapioTuny oauHKU?
12. O6rpyHTYHTE 3HAYEHHA FTEHETUKN COMAaTUYHMX KNITUH Y AOCTIAMEH-
Hi reHOMY JIIOAUHMU.
13. Y yomy nonfaraiotb 6ioxiMiuyHi METOAN reHeTUKMU noanHn? Oxapak-
TEpU3YNTE iX NPaKTUYHE 3HAYEHHS.
14. OxapaKTepU3ynTe Cy4aCcHWUMW MONEKYNAPHO-reHEeTUYHUU MeTof
BUBYHEHHA FEHETUKU NIOAUHM.

©o~NO O
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Knacu4Ha reHeTuKa nioanHu

4.1. MeHgento4i 03HaKu

YciM KUBUM OpraHiamam, i JIOAWHI 30KpeMa, mpura-
manHl Bigkputi I MengenemM saransHi 3aKoHOMipHOCTI
ycnaaKyBaHHSA O3HaK. Ko)xXHa o3HakKa JIIOAMHM BHU3HaAYeHA
apolo ajiejieil reHa, AKi po3TallioBaHi B OZHAKOBHUX JIOKY-
cax TOMOJIOTIYHHX XPOMOCOM.

Merpenioiodi 03HaKn — B/1IaCTUBOCT| YKUBOIr0o OpraHiamy, ki BU3Ha-

YalTLCA Nulie Napoio anesen OfHOro reHa i 'ycnaKoByioTeCs 3a
3aKoHamu Merjgens.

BiporigHicTs NOABU TaKMX O3HAK Y HACTYIIHOMY IIOKO-
JIIHHI JIeTKo mepea0aynuTH.

Hna aropguan, sK i Aja Bcix opraHiamiB, xapaKTepHi yei
TUNHX YCOaAKYBaHHA: ayTOCOMHO-JOMIHAHTHE i ayTOCOMHO-
peniecuBHe; yCIIaAKYBaHHA, 34yeIlJIeHe 3i CTAaTTIO; YCHAAKY-
BaHHSA BHACJIJOK B3a€EMO/il HeaJleIbHUX I'eHiB TOIIO.

AyTOCOMHO-AOMiIHaAHTHE ycnaaKyBaHHA

3a ayTOCOMHO-JOMiHAHTHOrO yCIaAKYBAaHHS O3HAKA
nepenaeTbCcAa Big oaHOro 3 0aThbKiB NMPpMOJM3HO IIOJOBMHI
oiTeu HeszasexkHO Bij crati. Taka o3Haka He OyBae IIPUXO-
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BaHOIO 1 € nominanTHO0. OCKiJIbKHU reH, AKH 11 BU3HAYAaE,
JOKaJidoBaHMi B OAHIN 13 ayTOCOM, TO IIPOAB Ii€l O3HAKM
He 3aJIeKHUTh Bij craTi. XapaKTepHUM IIPHUKJIAJAOM ayTo-
COMHO-JOMiHAHTHOTO YCHagKyBaHHA € OpaxigaKkTuiaisd.
Hocii o3Haku BiA3HA4YaOTHCA HE TiJIbKU YKOPOYEHUMMH
dasaHraMm majgbliiB PYK Ta HIr, a ¥ 3MeHIIEHY KiJbKicTh
camux dasanr (puc. 4.1). AHOMAaJiA IPOABIAETHCA HA BCiX
YOoTUPHOX KiHNiBKax. KpiM Toro, oA 3 KOPOTKUMHU IaJb-
IAMHE MalOTh HU3BKUM 3picT (y Mexax 150—160 cm) yHac-
JiJOK YKOPOYEHHS KiCTOK Hir, a TaKoXX KOPOTKi pyku. ¥
BCLOMY iHIIOMY BOHM IIPAKTUYHO 3ZO0POBI.

Puc. 4.1. PeHoT1ni4HKWIA NpodaB 6paxifnakTunil: a) — KopoTKonana pyxa
NOPIBHAHO 3 HOPMaNbHOIO; 6) — aHOMaNbHe YKOPOYEHHS ABOX KiHLEBUX
KiCTKOBUX panaHr cepeaHboro NasbLUs Ta 3pPOWEHHA WX KICTOHOK

B ogHe uine B I, IV 1a V nanbusax

Isoni goMiHaHTHe 3aXBOPIOBAHHSA XapaKTEepU3YETHCA
BificyTHiCcTIO (PiKCOBAHOT'O BiKOBOI'O IEPioAy NPOABY KJIi-
HiYHMX cuMOTOMiB. ¥ IbhOMYy pasi, He3BaKalw4u HA
BaXXKKicTb XBOpoOHM, AK HpPaBHJIO, MOXXHa CKJACTH 3Mi-
CTOBHi pogoBoau. KiacuyHUM IIPHUKJIAJOM TAKOI'O ABHIIA
€ xopea I'eHTHHITOHA, AKA CYIPOBOAXKYETHCA JAereHepa-
Iic}0 HePBOBHUX KJiTHH y 6a3aJbHUX TaHraifgX, M0 NPU3-
BOAHTH N0 0e3lafHUX MHMOBiJILHUX PYXiB, pYHYBaHHA
0cOOMCTOCTiI Ta HOCTYIIOBO HapPOCTAKOUOro HEJOYMCTBA.
OO0cTeXeHHsA 3HAYHOI KiJbKOCTI XBOPHX Yy PI3HHUX Kpai-
HaX NPOJAEeMOHCTPYBAJIO, IO IIoUYaTOK xopei I'erTunrrona
MOJKe IPUINaiaTH Ha Pi3HuiM BiKoBHi nepiof (puc. 4.2). Y
OinbIDOCTiI HOCIIB reHa KJiHiIYHI cHMITOMH XBOpoOH
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BUABJAIOTHCA TiJIbKU IicJa oApyKeHHA. MoxXHa npumy-
CTUTH, 110 MOIJIM TPAIUTHUCA HOBi MyTarii, ajge obcTexeH-
HfA TUCAY YpaxKeHUX He BUABUJIO KOJHOI MYTAHTHOI IIPU-
poau XBOPOOM.
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Big mouatky xBopoOu

Puc. 4.2. Po3nogin BunaaKiB xopei [eHTUHITOHA
3a BIKOM NOYaTKy 3aXBOPIOBaHHSA

XapaKTepHOIO AJIiA AOMIHAHTHHUX O3HAK JIOAUHHU € He-
IIOBHA II€eHEeTPAaHTHICTE.

lNeHeTpaHTHICTD — CTaTUCTHYHE TNMOHATTA, IKe No3Ha4Yae BIfCOTOK
0COO6MH i3 PEeHOTUNIYHUM BUABOM O3HAKU Bifl 3araibHOi KiNbKOCTI
HocilB reHa y nonynsyii.

¥ pa3si HenmOBHOI MeHEeTPAaHTHOCTI 3a IepeaBaHHA 03HAa-
KM iHOZi onHe NOKOJiHHA IIponycKaeTbcA. IIpu mpoMmy B
reTepo3UIroTHOrO iIHAMWBiAA O3HaKa, IIONIPU OUiKYBaHHA, He
BUABAAEThCA. [IpuKIafoM 3aXBOPIOBAHHA 3 HEIIOBHOIO II€-
HeTPaHTHICTIO MOKe OyTH peTmHoOJIacTOMa — 3JI0OSKicHA
NyXJHWHA CiITKiBKY OUel y AiTei paHHBOTO BiKy. [IBOCTOPOH-
Hi BUIIAAKW PETHHOOJIACTOMU 3aB)KAM MAIOTh NOMiHAHTHE
ycoaJKyBaHHA. DinpmnricTe OJHOCTOPOHHIX OAMHHUYHMX
OyXJH He Ma€ COaJgKOBOI IPUPOAHU 1, HMOBipHO, BUKJINKA-
Ha comaTuuHOIo MmyTranieo. HaBiTe y THX posioBOgax, AKUM
BJIACTUBE PEryJApPHE JOMIHAHTHe YCIaAKyBaHHS, YACTO VY
NeAKUX MOKOJIIHHAX Iiel xBopobu He OyBae (puc. 4.3).
O6cTeskeHHs YHUCIEHHUX YPasKeHUX POAOBO/IIiB 3aCBifUnIIO,
LI[0 IIEHEeTPAHTHICTD YCiX BUNIaAKiB peTmHOO/IacTOMHU (OLHO-
i gBocTOpoHHiX) cTarHoBuTh npuban3Ho 90% . ITokasHUK
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IIEHeTPAHTHOCTI MOJKE€ 3ajIe’KaTH BiJi BUKOPHMCTOBYBAHUX
METOJiB OOCTeKeHHA.
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Puc. 4.3. PoaoBia 3 peTHO6nacToOMOI0: HeyparkeHa XiHKa 1.4
Mae 6yTh reTepo3nroTHOI0, OCKINbKK ii MaTy 1.2
i aoyKa lll.2 ypaxeHi

BaratboM JOMiHAHTHMM O3HAKaM JIIOAMHHU BJIaCTHUBA
8apiia eKxcnpecusHicmos 2eHis, 3a AKOL 'eH BUABJIAETHCA
B YCixX rereposmurorax, aje pisHoi mipoio. IIpukaazom Ba-
piroioUuoi eKCIIPecCHBHOCTI AOMiHAHTHOro reHa € HeHpodi-
opomaTo3. lle 3axBOpoOBaHHA CYIPOBOAXKYETHCA HaABHI-
CTIO MHOXKHMHHHUX HirMEeHTHUX IIJIAM, IIKipHUX Ta OigIIKip-
HUX NYXJUH BHUABJJACTHCA 3 MOMEHTY HapoIXeHHA. B
OJHUX XBOPHX HafiBHI BCi CUMIITOMH, 4 B iHIINX, HaBiTh y
THX CAMHUX CiM’sIX, MOXKHAa 3HAWTH JHUIIIE IIIrMeHTH] JIAMHA.
T'eHeTnuHMil MeXaHi3M 1(LOI'0 ABUIIlA HE BUBUEHO.

Kpim HaBeieHnX BHUIIle IPUKJAaAIB, 32 ayTOCOMHO-AOMi-
HAHTHUM XapaKTepoM y JIOAWHU YCIAaAKOBYIOTLCA Taki
mopdoJIoriyHi 03HAaKM, AK IPABOPYKICTb, TEMHHU KOJIip
. BoJioccd, O1amii JJOKOH Haj Jio0oM, KydyepsaBe ab0 JKOPCTKe
BOJIOCCHA, Kapi oui, Beauki oui, goBri Bii, mepeHicca 3 rop-
OMHKOIO, TOBCTi rybmM, BeCHAHKM, AMKa Ha Iiadopiani,
3HAYHe O0BOJIOCIHHS Tija Ta 6araTo iHIINX, a TAK0X YHUCJeH-
Hi comaJKOBi IaToJiorii: paHHe 00JIMCiBHA YOJOBiKiB, rimep-
TeH3is, MirpeHsb, KarapakTa, AedKi GopMH KOPOTKO- Ta
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JHAJIEKO30POCTi, «3adA4a ryba», MOJiTaKTHIidA, apaxHOIaK-
THJisI, KapJIAKOBICTh, reMOJiTHUYHA JKOBTAHKA, niabdeT He-
IYKPOBUH Ta iH.

AyTOCOMHO-peLiecuBHe ycnafKyBaHHSA

Ha Bigminy Big ayTOCOMHO-AOMiHAHTHOTO YCHAAKYBaH-
HfA, 3a AKOTO MalXe BCe ypakeHe IIOTOMCTBO € pe3yJbTa-
TOM HLTI00Y MiK reTepo3UroToo Ta 3J0POBOIO TOMO3UTOTOIO
(Aaxaa), OiIBIIiCTL OAPYIKEHB, JOCTIIKYBAHUX V 3B’ A3KY 3
peneCHBHUMHU 3aXBOPIOBAHHAMU, TPANIAEThCA MK deHO-
TUITHO HOPMAaNbLHUMHM rereposuroramMu — AaxAa. ¥ morom-
¢TBi Big Taxoro mao0y resorunu AA, Aa i aa 6yayTs npen-
craByeHi y cuiBBigHomienHi 1 : 2 : 1, a BiporigHicTs TOTO,
10 IUTHHA BUSIBUTHCS YparKeHom (aa), cranosutume 25% .

Oco6IMBOCTI ayTOCOMHO-PENECHBHOIO YCIAAKyBAaHHA
MOKHA PO3TJAAHYTH Ha IPUKJIAAL HIrMEHTHOI KCEpogepMu —
3aXBOPIOBAHHSA, AKe HeJABHO NPUBEPHYJIO yBary creniaJi-
CTiB 3 MOJIEKYJIAPHOI reHeTUKH. 114 maTosoria cynpoBomKy-
€ThCA HiABHUIIEHOI0 YYTJMUBICTIO KJIITHH UIKipH A0 yJbTpa-
dioneroBux npomeHiB. Ilepii o3HAKH XBOPOOH BUSABIIAIOTHCA
y BiIli ABOX-TPHhOX POKiB, KOJH HicJId mepebyBaHHA Ha COHITL
BHHUKAE CTiAKa 3amajJbHa peaklisa BIAKPUTHX' AIIAHOK
mIKipu, ocobamuso obamuus. Hazami po3BUBaioThCA OpoHecu
pYAHYBaHHA TKAHWH NIKipH, AK1 3aBEpIIVIOTHCSA 3JIOAKiC-
HUMH NOyXJUHaMHu. 3a BiACYTHOCTI JiKYBaHHA HACTAae
cMepTh. XBopoba MoXke NPOSABUTHCA cepejll AiTell OJN3bKO-
crnopigaenux nua06iB. Ha puc. 4.4 HaBeleHO TUIOBUI POZO-
Bifi, B AKOMY 6aThKHU € ABOIOPiIHUMH OpaTOM Ta CECcTpOIo,
SAK1 yCIIaJKyBaJIl AaHOMAJIbHUM I'eH BiJ COiJIBHOIO IIpeJKa.

3MeHIIEHHA KILJIbKOCTI cmopigHeHmX HiiaiobiB Ta 9u-
ceabHOCTiI 0ci6 y ciM’i B cyuacHOMy cBiTi Bce Oijpme
VCKJIAAHIOIOTh HajilHe BH3HAUEHHA ayTOCOMHO-PEIeCHUB-
HOTO THUNY VCHAAKYBaHHS IeHeaJoriuaumm 3acobamu. 3a
TAaKUX YMOB JOILJIBHO KopucTyBaTucsa Oioximiurmm abo
iHIMUMY Cy4YacHHMMHM MeTOJaMH NOCJiJKeHHS TeHEeTHKU
moauBsn. SIKII0 3aXBOPIOBAaHHA PiAKicHeE, 0COOJIMBO KOJIHA Y
JOUTHHY BUABJISIOTHCA CHMITOMHM IPUPOJKEHOIO IOpPYy-
ImeHHa MeTaboJi3My i IpH ILOMY MOXKHA BCTAHOBUTHU Bij-
CYTHIiCTB II€BHOT'O PEPMEHTY, TO PEI€CUBHUM TUI YCUAJKY-
BAHHSA JAOCUTH BipOTifHUHA (3BHUAUHO 32 BIZACYTHOCTI AOKA-
3iB IPOTHJIEIKHOTO).



MeHAENIoYi 03HaKK 95

I s @)

LTl _STITL T

1 2 3 4 5 6 8 9 10 11 12
TR —
1 2 3 4 5 6
1 2 3

Puc. 4.4. PopoBig i3 NOOAWHOKUM BUIMAAKOM MirMEHTHOT KCepoaepmu
y wnio6bi 4BoopigHUX 6paTta i cecTpu

IIlnwob6mn ABOX rOMO3UTOTHHUX 0ciO 3a ogHieio i Tiero
caMOI0 pPeIleCMBHOIO aHOMAJIEIO Ay Ke piakicHI. ¥ Tako-
My OLIo6i ypakaloTbcda Bei giTu. ¥ HayKOBi#l sgiTepaTypi
OIMCAHO TAaKi IPHUKJAAU CTOCOBHO anbbiHiamy. OgHak
3pizfka y OaThKiB-aab0iHOCIB HapoAXyBaJuUCA AiTH 3
HOPMAaJIBHOIO HirMeHTalni€cw. K0 BOHU He € mO3aIiao-
HUMH1, TO MOXXHAa NPUNYCTUTHU, IO OATBKU I'OMO3UTOTHI
3a pi3sHUMU reHaMu anb0iHiI3MYy, TOOTO B TEHOTHUIIL JIOJH-
HY NOPUCYTHI NIpuUHANWMHI ABa JoKycH anbOimizmy. Ile
ABUILle HABUBAIOTh 2eHeMuUiHO0 2emepozenrnicmwo. Ilis-
Hillle reTepore’HHicTy ajabbiHidMy migTBEpAUIN 3a LOIO-
Morolo 6ioximiuroro merony.

Insa cumagkoBoi riyxoHiMoru (puc. 4.5) Takoxx OyJa
BHUSABJIEHA Ta IIiATBEPAKeHa 6araTbMa MeTOJaMU NreHeTUYHA
reTeporeHHicTh. Y HaBEAEeHOMY POAOBOAL 000e OaTBKiB
MalOTh YPa)KeHHUX pifHUX OpaTiB Ta cecTep, KPiM TOro BOHU
aiTu Om3pKocIopigHeHUX 111t06iB. IIpoTe ABOE iX CHIB He
rayxi, 60 € IOABIiHHUME reTepo3uroTaMu 3a ABOMAa P13HUMHU
reHaMHu riyxoHimoru — AaBb. baTbku 6yjiy rOMO3SUTOTHU-
mu AAbb Ta aaBB BiAIOBiAHO.

Jlo 0o3HaK 13 IreHEeTHYHOI0 I'eTEPOT€HHICTIO Yy JIOAUHU
HaJIEKATh IIPSAME BOJIOCCA, CBITJII oUl, KMpIIaTUH Hic, TOHKA
niKipa, pesyc-umeratuBHa I rpyna KpoBi, YHC/JIeHHI XBopoOu
oOMmiHy peuoBHH ((PeHINKeTOHYpiA, rajJakTo3eMis, rictu-
JiHEeMid TOIIO).
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Puc. 4.5. Pogosia i3 rnyxoHiMOTOI0,
O iNOCTPYE MreHETUYHY MreTepPOreHHICTb
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ExcripecnBHICTb MeHiB y Mekax ciM’i 3a ayTOCOMHO-pe-
I[ECUBHOIO YCIaAKYBAHHA, IK NPaBUJIO, OAHOPiAHIIIA, HiMX
3a gomiHaHTHOro. OgHax misKciMellHa MIiHJIMBICTL MOXXe
OyTH JOCHUTH icTOTHOIO. HenmoBHA neHeTpaHTHICTE pelecrB-
HUX ajieJie¥l y MOIYJIAIIAX TPanJaAE€ThCA JOCUTD P1KO.

3a ayTOCOMHO-PeIleCUBHAM IPHUHIIUIOM YCHIaJAKOBYIOTh-
cA Taki MOp@oOJIOTiUHI 0O3HAKH JIIOAWHU, K CBiT/IEe, IpaAMe,
M’saKe abo pyze BoJioccs, 6JakuTHI abo cipi oui, TOHKIi ryomn,
NIPAMHKH Hic, BUCOKHH 3PiCT, a TAKOK YHCJIEHH], KPiM 3a3HAa-
yeHMX BHUIIE, CIIaJKOBi maroJorii: mikpouedasnia (Hezopos-
BHHEHICTHh MO3KOBOI YaCTHHH Yepela), aMaBpOTHYHA ixioTisa
(xBopoba Tes — Caxca), CXUNBHICTS 10 ajepril, IIyKpoOBOIro
niabery, TyOepKyJILO3Y, N30 peHil Ta iH.

HenoBHe AOMiHYBaHHS, KOAOMiHYBaHHSA
| HAgAOMIHYBaHHS

Y aoanHn, K i B iHIINX OpraHiamiB, MOXKJINBI TAKOMX
HeIIOBHE NOMiHyBaHHS, KOJAOMiHYBAHHA Ta HaJJOMIiHY-
BAaHHA.

Henoshe domiHyeanHs MONATAE Y NPOMIXKHOMY BUSABI1
03HAKH 34 TeTePO3SUTOTHOTO CTaHY aJjejiel reHa. BoHo moxe
CTOCYBATHCHA AK HOPMAJBbHUX, TAK i MaTOJOTIYHUX O3HAK.
3a UM TUIIOM Y JIOAUHHN YCOaAKOBYIOTHCA TaKi 03HAKH, AK
po3Mipu HOca, poTa i ouyeii, BiicTaHb MiXX OYMMa, BUIIY-
KJicTb ry0 Ta iH.
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Taxuii TUII yCOAAKYBAHHA MO Ha PO3TJAHYTH Ha IIPU-
KJajgi matoJiorii — opaniel 3 dopMm aHodTanbpmil (BiACyT-
HiCTh OYHHUX A0JYK). ¥ JOMiHAHTHUX roMo3urot (AA) ouHi
s10JIyKa HOpMaJIbHUX PO3MipiB, Y rerepo3uror (Aa) — 3MeH-
illeHi B po3Mipi, aje 3ip 36epekeHuil, a y pelleCUBHUX I'OMO-
auroT (aa) BoHU BiacyTHi. Big muaioby aBox iHAMBIAIB i3
3MEHIIIeHUMM po3MipaMu ouHHX AOAyK (Aa) iMmoBipmO
YyeTBEepTa YaCTHHA JiTell MaTuMe HOpMaJibHi oui (AA), moJio-
BHHaA — 3MeHIueHi ouHi abiayxka (Aa), yeTBepTa YacTHHA
HapoauThea 0e3 ouHuX s0ayK (aa). ¥ n1boMy MOXKHA mepe-
KOHaTHCs, CKOpUCTABOINCH penriTkor IlenHera.

Inma curyarliss BUHMKAaeE y pasi, KOJU BiIHOCHUHHU AOMi-
HAHTHOCTiI Ta peIecHBHOCTI BiacyTHiI 1 oOuaBa ajeni BU-
ABAAIOTHCA V PeHoTHHi. Taky B3acMOAil0 HA3UBAIOTE K000-
MiHyeaHHAM (CYMiICHUM NJOMiHYBaHHAM).

fBuIlle KOJOMIHYBAHHA Yy JIOGUHU MO HA IIPOIJIIOCTPY-
BATH Ha IIPHUKJIAJ1 YyCOIaAKYBAaHHA YeTBEPTOI I'PYIIA KPORBi 3a
cucremoro ABO. Ilpu usomy 4oTHUpPU Ipyny KPOBi BU3HA4Ya-
I0ThCsT TpboMa ajenamu I, I® Ta I°, axki posramosani y
neB’aATi mapi xpomocom. Ilepnri gBa aJnesi € ZOMiIHAHTHH-
MM, a TPeTiil — pelleCUBHUM. | rpyna KpoBi BU3HAYAETHCA
napoio anexneit I°I°, II — I*I* a6o I*I°, 111 — I2I® a6o I°I°, a
IV — I*I%. 3a IV rpymnu GyHKIIOHYIOTH [Ba pi3Hi foMiHaHT-
Hi ajiejil oJHOro reHa, o i € ABUIIEM KOJOMiHYBaHHS.

3a OPUMHIIMIIOM KOJIOMiIHYBaHHA Vy JIOAUHU YCIaAKOBY-
€THhCS TAKOXK OJHA i3 rpyn Kposi (rpyna MN) 3a cHCTEMOIO
MN. T'en 11i€l cucTeMH KPOBi MOxKe mepebyBaTu y CTaHi
nBox ajyesest — LM ra LV, aki He MaioTh Mix co0010 nOMi-
HAHTHO-PeIleCUBHUX BimHocuH. AKHOI0 0MH i3 6aThbKiB Mae
rpyny kposi MM (LML), a irmmit — NN (LYL"), To Bci ix
JiTH MaTUMYTh Tpyny KpoBi MN i OyayTs reTepo3uroTHH-
mu 3a regom L (LMLY).

SIBuime HaddoMmiHy8aHHA TIOB’A3aHO 3 TUM, 1110 Y HUSII
BUIOAJKIiB JOMiHAHTHI ajiejli B reTepO3UTrOTHOMY CTaHi BU-
SIBNAIOTHLCA CUJIbHIiIIE, Hi2K Y TOMO3UTOTHOMY. BoHO moIu-
peHe Yy »KUBi¥ NpPUPOAl, cOoocTepiraeTbesa i y soaguau. e
irocTpye 0ci0, reTepo3UTroTHUX 3a aJeJIIMH HOPMAaJbHOTO
Ta ceprnonoxibHokJiTHHHOrO remoraobiny Hb* ra Hb® Big-
IIOBiIHO. 3a MEeBHUX YMOB HABKOJIMIIHBOI'O CepeIoBHIIA
(onTuMaIbHA KiJBKICTh KHCHIO B YHUCTOMY IIOBiTpPi HU3UH-
Hoi MicmeBocTi Tomo) remorun Hb* Hb® Biapisuserbcsa
6inbmIoio skuTTE3RATHICTIO, Hixk Hb® Hb® i maBiTe Hb* Hb .
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HagnominyBaHHA TaKOK OB’ sI3aHe 3 TAKMMU CKJIaIHU-
MH KLJIBbKICHMUMHM O3HaKaMU SK JKHUTTE3JaTHICTb, TpUBa-
JiCTh MKUTTA TOIO. ¥ CeJEKI[il POCJMH i TBapuH HaAXOMi-
HYBaHHA BiloMe ITiJ Ha3BOIO zemepo3ucy, SIKUN BUSBIAETD-
cA y IIepPIIOMY NIOKOJIiHHI riopnais.

4.2. Blaemogis HeaneslbHUX reHiB

Ha deHOTHMIIHMI NpPOAB OAHOIO IIEBHOI'O I'€HA BIJIMBA-
10Tk iHDIi. IIpukaagom ckaagHOI B3aemMoaii reHiB Morke
OyTH ycnagKyBaHHA pesdyc-paKkTopa. Xoua Iie sIBUIe MaJio
BHBYEHE, BBaXKAaloTh, M0 pe3yc-(paKTOp BHU3HAYAETHCA
TphOMa reHaMu. BHacaigok IXx B3aeMoZil HDO3HUTHBHUN
pe3yc-paKTop MOXKe BUABJIATUCA CUIbHINIE uu ciaabkiie.

Haniran6iie BUBUEHMMU THIIAMH B3a€MOi]l I'eHiB € emi-
CcTa3, KOMILJIEMEeHTapHiCTh, MOJIiMepida 1 miIeroTpoIris.

Emicra3s. Ile B3acMoisa HeaJleIbHUX I'€HIB, 3a AKOI CIIO-
CTepiraeTnca NIpUrHiYeHHS OPOSABY OJAHOIO I'eHa Ji€r0 iHIIO-
ro, HeaJieJbHOTO, reHa. Po3pi3HAIOTH AOMiIHAHTHUI Ta
pelnecUuBHUI emicTas.

3a domiHaHmHO20 enicmas3y KOMIHAHTHUMN ajejib OJHO-
ro reHa NOPUTHiIYye NPOAB JOMIHAHTHOIO aJeJisd iHIIIOTO
reHa. lle sBuie gociaigxeno y cucremi rpyn kposi ABO.
HominaHTHUHN anenb Le cOpUUMHIOE YTBOPEHHS I'PYIIOCIIE-
nu@iyHoro antTureHa Lewis, a HeaneJIbHUMA HOMY JOMiHAHT-
HUH ajiejib Se — cekperiio antTuredis ABH y cauni. B igam-
BiniB 13 reHoTHnamMu Lele sese abo Lele sese antTuren Lewis-a
IIPUCYTHIiM V CJKHI Ta epurponurax. AkKimo ameab Le KombOi-
HYEThCA Xoua 0 3 OHUM aJjegeM Se, KiJIbKiCTh aHTHUTEeHA
Lewis y CJIMHI 3MEHIIIYETHCA, a4 3 EPUTPOIUTIB BiH 30BCIiM
3HUKAE.

Y TakuMX BUNAJKAX OPUTHIUYIOUMH TI'eH HaswWBalOTh
zenom-moougpixamopom. Ilpuknagamm MoZUDIKYIOUOro
BIJIUBY T'€HiB y JIIOAWHU TAKOX MOXYTh OyTH mMaJsa Opaxi-
OaKTUJIifA, KaTapakTa, KJIiIMHenogioHa KUCTh Ta iH.

3a peuecuBHozo enicma3y PENECUBHUU ajielb OJHOTO
reHa B TOMO3HI'OTHOMY CTaHi (aa) He Ja€ BUABUTHUCS OyIb-
AKiA kombinanii ameset inmoro reua (BB, Bb, bb).

IlpuxknazomM penecHMBHOro emicrazy y JIOAUHH MOJKe
OyTHu T. 3B. OoMOeiicbKuiA (PeHOTHUI, KOJU iHAUBiI, V AKOIO
HasaABHUMU ajenab I B 3a cucTeMoIo rpyn KpoBi ABO i axuit mae
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ITI a6o IV rpyny kposi (I°I%, I°I° a6o I“I® BigmoBinguO), inen-
TI(IKYyeThCa 3a peaKIilicio arjoTHHAIIl (CKUIaHHA KPOBi)
ax moxuHa 1 rpymu kposi (I°I°). Ile asume BUHUKAE TOMY,
1[0 TaKa JIOAUHA € PeleCUBHOIO0 roMo3urororo (hh) 3a reaom
H, axkuii BU3HAUAE CHUHTE3 IIOIIepeTHHKAa aHTUureHiB A ta B.
Jna dedorTuniunol peasrizaiii aneneir IA ta IB HeoOXinHAa
HaABHICTEH X0ua O OJHOT0 JOMiHAHTHOrO ayneasa H.

Komnuemenrapuicts. Ile Takuii Tum B3aemopil, Koau
O3HAKy 3YMOBJIIOE NEBHA KIJALKICTL HeaJlelbHHUX T€HiB.
DeHOTUNIHNH BUAB 03HAKH BH3HAYAIOTH PI3HOMAaHITHI KOM-
oiHamii JOMiHAHTHHUX i pelrleCUBHAX aJiejied ITuX I'eHiB.

Po3BUTOK HOpMAaJILHOTO CJIYXY IepeOyBa€ IIi reHeTHY-
HHAM KOHTPOJIEM AECATKIB PiBHUX HeaJIeJIbHUX I'€HiB, T'OMO-
3UTOTHHUI PEIECUBHUN CTAH OJHOTO 3 AKNX MOXKEe CIIpUYU-
HUTH ofHY 3 (JOPM CHAAKOBOl IJIYXOTH, AKHX Y JIOAUHU
Bimomo nmouazn 30. Axmio oanH i3 6ATLKIB € TOMO3HUTOTHUM 34
pelecuBHUM aJieJieM ad, a IPpyruil — IOMO3UTOTHUM 34 iH-
UM perecuBHUM ajiejieM bb, To BoHU riyxi. OgHak Bci ix
OiTH MAaTUMYTh HOPMAJBHHHU CJAYX, 60 OYAYTH NOABiHHUMMU
reTepo3uroramMu 3a oboma resamu (AaBb), Koiu foOMiHAHTHI
ajieJIi B3a€MHO JOIOBHIOBATUMYTL OIUH ofHOrO (puc. 4.5).

KomnieMeHTapHa B3aeMoJid HeajIeJbHUX TI'€HIiB y JIO-
IUHU HafABHA TAKOXK Yy CHcCTeMaXx 3abe3meyeHHA 30pPy, piB-
HOBAar", CMakKy TOIIO. .

IToximepisa. Ile Bug B3aemoxii, Koau edpeKTH KiIbKOX
HeaJleJIbHUX T'eHiB, 1[0 BU3HAYAIOTh OJHY 1 Ty caMy O3Ha-
Ky, IpuOJM3HO OAHAKOBi. TakKi 03HaKM HA3UBAaIOTh KiJb-
KicHuMu, a60o nmojsimepHUMU. dK npaBUJIO, CTYHiHB IPO-
SABY IOJIIMEpDHHX O3HAK mepedyBa€ y NpAMiil 3aJI€sKHOCTI
Bij KiJIBKOCTLI JOMiIHAHTHHUX aJeJjied I'eHiB, 1o IX Bu3Haya-
10Th. [ToniMepHi reH MO3HAYAIOTH OJJHAKOBUMU JIiTEPAMU.

IIpukaagom nHoJiMEepPHOrOo ycHagKyBaHHA y JIOAUHU
Mo:Ke OyTu 3abapBJIeHHS NIKIpHUX IIOKPUBIiB, AKe BU3HAUAa-
€ThCsI, WMOBipHO, TphOMa ab0 yoTHMpMa reHamu. Boaus
KOXKHOTO 3 HUX Ha 3a0apBJIeHHS IIKipHU NpubIN3HO OZHAKO-
Buii. Bin muroby iHZMBiga HerpoigHol pacu (KOpPiHHOTO
MemKkaunsg AdpuKH) 3 YOpHUM 3a0apBJAEHHAM IIKipu
(AA AA AA) i npeacTraBHUKA €BponeoifHoil pacu 3 6ij010
mKipoww (aa aa aa) AiTH HAPOIYKYIOTHCSA 3 NMPOMiKHUM
KOJIbOpoM InKipu (mynatu, Aa Aa Aa). [itu Big mnroby
IBOX MYJIATiB MOXXYTh MaTH OyAb-AKe 3a0apBJiIeHHA MKipH:
Bi yopHOI mo 0is0i 3ajIesKHO BiJ KiAbKOCTI ZOMiIiHAHTHUX
aJesen.
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IonimepHe yecrmazKyBaHHA Yy JIOAUHU XapaKTepHe TaKOXK
AJIA TAKUX O3HAK AK 3picT, Maca Tija, 3a0apBJIeHHSA BOJIOCCA
(kpimM pynoro), KoJip paigy:xkku oueii Ta im. Yum Oigbira
KiJBbKICTh HeaJIeJJbHUX FeHIB KOHTPOJIIOE PO3BUTOK IIEBHOIL
O3HaKM, TUM MEHII IIOMiTHI mepexoamu Mix (peHOTUIIaMMU.

IInesorpomia. Sk cBiguark HocHaig’KeHHA, BCi reHm
Ti€I0 UM IHOIOK0 Mip0Ii0 B3aEMOIIOB’ A3aH1 Y CBOIX (PYHKIiAX.
fABumie, 3a AKOro OAMH T'eH MOXK€ BILIMBATU Ha (PyHKIIiL
I11JI01 HU3KU HeaJIeJIbHUX I'eHiB Ha3UBaIOTh NJeilomponicio.

HaiisickpaBimuM OpHKJIaAOM ILIEHOTPOIIHOIL fii reua y
A0AUHA € cuajgpom MapdaHa — 3axXBOpPIOBaHHSA, AKe
YCIIaAKOBYETHCS 32 AyTOCOMHO-AOMiHAHTHUM THUIOM. Yloro
CUMITOMaMHU € apaxHOHaKTuJIis («IMaByKOBi» maibiii),
BHCOKMHM 3pIiCT YHACJHIOK CUJIBHOTO BUJAOBXEHHS KiHITi-
BOK, HagMipHa pyXJHUBicTh CcyrJobiB, KOPOTKO30PiCTh,
CIPUMUYMHEHA MNiJBUBUXOM KPHIITAJHNKA, Ta aHEeBPHU3MAa
aopru. CUHAPOM 3 OJHAKOBOIO YACTOTOK TPAILISACTHCA Y
40oJIOBiKiB i XiHOK. OCHOBOIO CHMITOMIB € MHOPYIIEHHSA
PO3BHUTKY CHOOJYYHOI TKAHUHH, III0 BUHUKAE HAa PAHHIX eTa-
axX OHTOTeHe3y i MPU3BOAUTDL A0 MHOXHUHHUX (PeHOTHUIIiY-
HUX IPOABIB.

IInetoTpOIIHOIO Ai€I0 XapaKTepU3YIOTLCA TAKOXK iHIIi
YHCJEeHHI CIIaAKOB1 raroJjorii.

IleBHi eTanu mMeTtaboJsismMy (HacaMmIiepes CUHTE3 CKJIaj-
HUX OpPTaHIiYHUX CHOJYK) 3abesmeuyioTbeAa reHamu. [Ipo-
OIYKTU MeTaboJiUHUX peakIliii, y CBOIO Uepry, BILIMBAIOTh
Ha mnepebir iHIIMX aHaJOriuyHMX peakii¥. AK Hacmigox,
TaKe MOPYUIIeHHA MeTabo0/1i3My Ha OJHOMY eTali Imo3Hauda-
€ThbCA Ha HACTYIMHUX. OTiKe, 3MiHA eKCIPEeCUBHOCTI OTHOTO
reHa BILJIMHE Ha KOMIJIEKC €JIEMEHTapHUX O3HAK.

4.3. YcrnagKyBaHHS O3HaK i cTaTtb

Kapiortun moaumHEN MicTuTh 22 map# ayToOCOM Ta OJHY
1apy crareBux xpomocom. Habopu ayTocom y 4OJIOBiKiB Ta
JKIHOK 3a ()OpMOIO OJHAKOBi, a IMapu CTAaTEBHX XPOMOCOM
PisHATBECA. ¥ KIHOK — 1€ ABi X-XpOMOCOMH, YV YOJIOBIKiB —
X-xpomocoMa Ta Y-xpomocoma. X-XpoMocoMa He Bifpis-
HAETHCA B1JT ayTOCOM cepeAHiX po3mipiB (Ne 5, 6). HosoBiua
crTaTeBa Y-xpomocoMma Mopgosoriuno noaibHa Ao Hauapio-
Himwux xpomocom (Ne 21, 22, puc. 2.7, 3.7).
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CraTeBi XpoMOCOMU HasABHI Yy KOMKHIM COMaTUUHINA KJi-
TUHL JIOAWHNU. ¥ IIPOIleci YTBOPEHHS raMeT MiJ 4yac Meioay
rOMOJIOTiYHi CTaTeBi XpOMOCOMU PO3XOAATHLCA Y PisHI cTa-
TeBi KaiTuau. OT)Ke, KOXKHA AHUEKJiTHHA, KpiM 22 ayTo-
CcOM, Hece OJHY cTaTeBy XpomocoMy X, a II ramjoigHuhi
Habip Hamiyye 23 XpOMOCOMH. ¥YCi CIIEpMAaTO300HU TAKOXK
MAalOThL MANJIOIAHUI HAbip XpOMOCOM, i3 AKUX 22 ayTOCOMH,
a ogHa crareBa. OJHa HOJIOBHHA CIIePMAaTO300HIB MICTUTH
X-XpoMoCcoMYy, iHIIIa — Y -XpPOMOCOMY.

CraTp JIOAWHA BU3HAUAETHCA Y MOMEHT 3alJiJHEHHS,
KOJM XPOMOCOMHiI Habopm ramer o00’€IHYIOTbCA. 3UTOTAa
MICTHUTB 22 mapu ayTOCOM i OAHY Mapy CTaTeBUX XPOMOCOM.
ARmo ARNEeRJIITHHY 3alIIIHUB CII€PMAaTO300H i3 X -XpoMo-
COMOIO, TO B 3UTOTIL Oye mapa crareBux xpomocom XX, i3
Hel po3BUHeThCA AiBumHKa. Kou 3amiigHeHHAa 3AiMCHUB
CIIEPMAaTO300H i3 Y-XpoMocoMoOI0, To Habip cTaTeBUX XpO-
mocoM y 3uroti — XY, i3 Hel po3BMHETHCA 40JIOBiUUM opra-
gism. OTiKe, cTaTh MaiOyTHHOI AUTHHYU BH3HA4Ya€ pisHoOra-
METHHI 3a CTaTEBUMH XPOMOCOMAaMH Y0JIOBiK. CHiBBigHO-
IIEHHA CTaTeld NpHU HAPOMKeHHI IpubJIM3HO Bigmosizae
cuiBsignonienHio 1 : 1 (tabx. 4.1).

Tabauusa 4.1

I'eneTuuyHe BU3HAYEHHSA CTATi y JIOUHH

JKirmoui rameru

X X
X XX XX
Yososiui ramern
XY XY

ITpore HacupaBXi CHiBBiAHONIEHHA CTaTel cepel HOBO-
HapoJKeHUX (BijoMe AK BTOPHHHE CIIBBIHOIIEHHA CTaTe!
Ha BigMiHY BiJ IepBHMHHOI'O CHiBBiAHOOIEHHSA IIPH 3aILIifx-
HEeHHi) Tpoxu 3cyHYTO y 0iK xonuukiB (102—106 xgonum-
KiB Ha 100 npiBuator). IlepBulHHe CHiBBiIHONIEHHS CTaTEM
TOYHO HEBifoMe, alie € JeAKi AaHl, IO BOHO TaKOX MiHJIM-
Be. Buasuiocs, 1o nepsuHHE i BTOPUHHE CIIiBBiAHOIIIEHHA
cTaTei 3aJIeKHUTh BiJ TPUBAJIOCTL IEPioAYy MiXK CTATEBUM aK-
TOM i OBYJIAIi€I0, YACTOTU CTATEBUX aKTiB, 3arajJbHUX YMOB,
BPaxoOBYIOUH HAaBiTh CTaH BiAHM YW MUPY Y CYCHLJIBLCTBI.
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HagiTs 3a mTy4HOTO 3anJifHEHH YaCTKA XJOIIUYUKIB cepen,
HOBOHAaPOJKEHUX iCTOTHO BUIIIA, HiK JiBUATOK.

CraTb MafibyTHLOI JUTHHHU BU3HAYAETHCS He JIUIIIEe KOM-
f6imanieio craTeBUX XpoMocoM. BeJTMKyY poJib y IBOMY IIPO-
Ieci y JI0AUMHHA Biiirpae ropMoHaJIbHA PETYJIAIA, 10 341~
CHIOETHCA ] J1€I0 CTATEBUX 'OPMOHIB, CHHTE30BaAHUX CTa-
T€eBUMU 3aJI03aMU.

JIropnHa 3a CBOEIO IPUPOZOIO ABOCTATEBA. 3AUATKU CTA-
TEeBOI CHCTEeMM OJHAKOBiI y 3apoAKiB 000x crareii. Ko
Y-xpomocoma BifcyTHA abo ii akTUBHICTH IIPUTHiIUEHA, TO
3a4aTKM CTATEeBUX OPraHiB DPO3BHUBAIOTHCA 3a MKIHOYUM
TUIIOM. IX pO3BUTOK He moTpedye CleniaJibHUX PeryjadaTop-
HHUX MEXaHi3MiB i € CAMOYNHHUM.

HopmanbHi ocoOMHHM Y0JIOBiUOI CcTaTi pO3BHUBAIOTHCA
TiJIBKY TOJ1, KOJH BCi CTATEBi 40OJ0OBiUi rOpMOHU, IITO AIIOTH
HA 3aYaTKM 30BHIIIHIX i BHYTpPimIHiX cTaTeBUX OpraHis,
(GYHKIIIOHYIOTH Y IEBHUH Yac i y BU3HAYEHOMY MiCIIi.

Onucano npudausno 20 piSHOMaHiTHHx nedeKTiB
reHiB, fAKi 3a HOPMAaJbHOI'O YOJIOBIUOTO Raplo'mny (XY)
CHPUYMHIOIOTH IOPYIIeHHS ¢opMyBaHHA 30BHIIIHIX 1 BHY-
TPIMIHIX CTATEBUX O3HAK. Y HACJIJOK IOTO PO3BUBAETHCHA
repmadponuTuuit opraniam. Ili rerni myranii mos’s3axi 3
MOPYHIEHHAM CHHTE3y CTaTeBUX TOPMOHIB, YYTJIHUBOCTI
perenTopiB 40 HUX TOIIO.

YcnaaKyBaHHS 03HaK, 34enneHux 3i craTTio

CrateBi xpomocomMu X Ta Y 4aCTKOBO I'OMOJIOTiuHi, 60
MAaTh CHiJIbHI TOMOJIOTIYHI JiIAHKY, B AKX JOKAJ130BaH1
aynesbHi reHu. IIpore BoHu pisHATHCA 3a opMoIo, po3Mipa-
MU Ta TeHeTHYHUM HAIIOBHEHHAM, aJKe, KpiM romMoJioriu-
HUX ALIAHOK, X- Ta Y-XPOMOCOMH MICTATH BEJIUKY KiiIb-
KicThb HeaJsieJJbHUX TeHiB. ¥ X-XpomMocoMi po3TalloBaHi
reHd, AKX HEMAae€ B Y ~XpPOMOCOMi, & I€BH1 'eH! Y ~XpPOMOCO-
MU BificyTHi B X-XpOMOCOMi.

Orxe, y cTaTeBHUX XPOMOCOMAaX YOJIOBIKiB IesIKl TeHHU HE
MAaloTh BiJIIIOBiHOT'O ajieJid B 'OMOJIOTIUHIN XpoMocoMi. ¥
TAKOMY pasl 03HaKy BH3HA4YAKOTh He I1apa ajieJIJbHUX I'eHiB,
K 3BHYANHY MEHJEJII0I0UY O3HAKY, a TiJIbKU OLUH ajelb.
Taxuit cTaH resa HasWBAIOTH 2eMi3U20MHUM, a O3HAKWU,
PO3BUTOK AKUX OOYMOBJEHUM OZUHOYHHUM aJjejieM, pO3Ta-
IITOBAHUM B OAHIH 3 aIbTEPHATHUBHUX CTATEBUX XPOMOCOM, —
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3yenaenumu 3i cmammo. Taki 03HAKM PO3BHUBAIOTHCA
IIepPeBasKHO B OCOOMH OAHI€EI cTaTi 1 mo-piBHOMY yCITaIKOBY-
IOTHCA Y YOJIOBIKiB Ta YKiHOK.

OsHaxu, 3uemieHi 3 X-XpoMOCOMOIO, MOMXYTh OyTH
JTOMIHAHTHHUMHU TA PeIleCUBHUMHA.

X-3uenieHHil AOMIHAHTHHH THN yCHaAKyBaHHA. 3a
TAKUM THIIOM YCHAIKOBYIOTBCA IIEPEBAXKHO XBOpoObu —
rimodocdaremiunuit paxirt, «3agua ryba», QOIIKyJIApHUHA
rimepkeparo3 (HagMipHe 3pOrOBiHHA emifiepMmicy mkipu),
ocepeJKoBa Trimomyasisg (HeZOpPO3BHHEHicTH opraHy abo
MO0 YacTHHH), NMAAMHUCTA XOHJApOAHUCILIA3is (aHoMasil
IIepPeTBOPEHHA XPSINOBOI TKAHMHM Ha KICTKOBY), TeMHA
eMaJb 3y0iB Ta iH.

Taki 03HAKU BUABJAAIOTHECS Y FTeMO3UTOTHUX YOJIOBIKiB
i rereposuroTHux xKiHok. IIpore cuHHU ypaxkeHoro 6aTrKa
i 31OpOBOI MaTepi He € HOCIAMHU MATOJIOTIYHUX O3HAK, 370-
poBi TakoxK ixHi giTu. OgHAK yci JOUYKH ypaKeHOro 6aTh-
Ka OyayTh ypakeHi. Bij ypaeHuUx MmarepiB xBopoba
ImepefacThCeAa NiTAM He3aJIesKHO Bif craTi 3 wactororo 1:1
MOoAIOHO JO ayTOCOMHO-JOMIHAHTHOIO THUIIY yCHaJKyBaH-
HA. AKmo ypameHi iHAUBIiAM MalOTh HOPMAaJbHY peIpo-
OYKTABHY 3JaTHICTh, TO B IOMYJAIil XBOpl »KIHKHU Tpa-
IJISITECA OPUOJANU3HO y ABAa pas3d yacriiie, HIXK XBopi
YOJIOBIKH.

XapakTepHUM IPHUKJIaA0M X-3YeIJIeHOTO JOMiHAHTHO-
ro ycrnaJgKyBaHHA MOXKe 6yTH HeocTaTHIN BMicT pochopy B
KpoBi (rimogocgaremisa), 110 4acTo COPUUUHIOE Tinodocda-
TeMiUYHUM paxiT. ¥ pozoBozai Ha puc. 4.6 yci fouKku ypasxxe-
HUX YOJIOBIK1B, OZPYKEHNX HA 3JOPOBUX JKiHKaX, XBOPiJan
Ha rimodocdaremiro abo paxirT, a Bci ix cunu 6yJsiu 310poBu-
MH. YpakeHlI MaTepi mMajiu AK XBOPUX, TaK 1 370pOBUX
CHHIB i IOUOK IpuOJHU3HO MOPiBHY.

Y 40J0BiKIB CHMMIITOMH 3aXBOPIOBaHHA, AK IIPaBUJIO,
roCTpilIi, HiXK y *KiHOK, 00 Y HUX JiA aHOMAaJbHOT'O JIOMi-
HAHTHOTO aJIeJii YaCTKOBO KOMIIEHCYEThCS I'OMOJIOTiYHHM
HOPMAJILHUM aJiejieM y napHii X-xpomocomi.

X-3uenjeHui penecHBHHM THI yCHaxKyBaHHsA. Pele-
CUBHUMM O3HAKaMM, AKi BU3HAUAIOThCA reHaMu X -XpOMO-
COMH, TEX € IIePEeBAKHO XBOpPoOu — remodiaia, 1ajabrToHIiZM
(HeszaTHICTDL PO3PiIBHATH UEPBOHUU i 3€JIeHUH KOJLOPH),
aTpodisa 30poBoro HEPBa, Mionaria [diomeHa (YIIKOAKEeHHA
CKeJIeTHUX M’ fA3iB) Ta iH.
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YcnaakyBaHHSA, 3UellyieHe 3 X -XpoOMOCOMOI0, MOXXHA pO3-
MNIAHYTH Ha IPUKJIAAL peIleCUBHOro reHa remogiaii. ¥ gosto-
Bika rex remodinii, JoxanizoBapuil y X-XxpoMocoMi, He Ma€
amenda B Y-XpoOMOCOMi, TOOTO mepeOyBa€ y reMisurorHomy
cTaHi i, AK mpaBuyo, BuABaseTbed. 106 Kpanie posibparucsa
y TeHeTHUYHOMY MeXaHi3Mi ycmaagKyBaHHs Iiel XBopobu,
3aCTOCOBYIOTH BiATIOBiiH1 mo3HaueHHA: H — reH HOpMaJIbHOL
3aTHOCTL KpOBi ckumarucda, h — reH remodinmii, XY —
q0JI0BiK 370poBHii, X,Y — YOJOBiK, XBOpUil Ha reMopiriio;

Y xiHOK remodisisg MOKe BUABUTHUCA T1JIbKH B T'OMO3U-
rorHoMy crtaHi: XX, — Kinka sgopoBa, XX, — rere-
PO3UTOTHA 3/I0POBa *KiHKa, aje € HocieM reHa remodgimii,
X, X, — xKiHKa, XBopa Ha remodiJilo.

3axBOPIOBAaHHSA Bpaskae Y0JOBiKiB. ¥Y¢i iX 310pOBi TOUKHA
€ TeTepOo3UTOTHUMHU HOCiAMUM reHa remodinii, OCKiaAbKHU
opep:kasn Bix 6aThka X-XpoMOCOMY 3 aHOMAJbHUM I'eHOM.

Cepen cuHIB reTepo3uroTenx Marepis (X ;X,) coiBBijgHO-
IIIeHHA XBOPHUX i 3J0pOBUX cTaHOBUTS 1 : 1, OCKiJIBKH rameTn
Xy Ta X, yTBOPIOIOTHCSA 3 OAHAKOBOIO BipOrigHicTIO.

Hawpigomininm npukaagoMm X-34eIlIeHOI0 PeHeCUBHOTO
YCIIAAKYBaHHSA CTaJI0 YCOAAKYBaHHA KJACH4YHOI remodimii
Tuny A cepel HamaKiB aHTVIIMCBKOI KopojseBm BikTopil
(puc. 4.7). Koposea BikTopis 6yja reTepo3suroTHOIO 3a TeHOM
remopinil i mepesasa foro cuHy-reMo(MiJIiKy Ta TPHOM JIOUKAaM.
OznuH i3 HaIagKiB KopoJsieBu — 1tapeBnu Quekciii (CH ocTaH-
HBLOT'O pociricbKoro rmaps Mukosu I i BHyYKH KopoJsieBu BikTo-
pii Axicu, sika 6ysia HocieM reHa remModisii) Takosk OyB ypaske-
HUH Iiero xBopooboro. IIpeacrasnenuii pogoBij, AK i ciig ouiky-
BATH 3a pelleCuBHOro X -34ellJIEHOTO YCIIalKyBaHHs 3acBiIuye,
110 XBOPifOTh Ha remoisiro srmime yosmoBiku. IIpore y cim’ax, y
POAOBOAAX SKUX OyJIM OJIM3BKOCIIOPiJHEH] LTI00H, iHOZI reMo-
(isisa cepegHBOTO CTYIIEHS IIPOABIAETHCA 1 ¥ KIHOK.

YcnaaKkyBaHHA O3HAK, 3YEIlIeHUX 3 Y-XpOMOCOMOIO.
Kpim Toro, o npucyTHiCTSh Y Te HOMI JIIOAUHH Y -XPOMOCOMU
YiTKO BH3HAYA€ YOJIOBIUY CTaTh, I XPOMOCOMA MICTHUTH
IpHHANMHI KiJIbKa AEeCATKIB IMeHiB, y T. 4. TUX T'eHiB, AKi
IEeTEPMiHYIOTh PO3BUTOK CiM’AHMKIB, OBOJIOCIHHA cepeHix
¢astaHr najablilB, HAABHICTH BOJOCCA HA 30BHIUTHLOMY Kparlo
BYHNIHNX PaKOBUH (rimepTpuxo3), KOHTPOJIOOTHL 1HTeHCUB-
HicTh pocty i geaki immii osHaku. O3HaKa, reH AKOI JOKAJIi-
30BaHMil B Y-XpOMOCOMi, ImepezacThCA Bijg OaTbKa Bcim
cuHAaM, i jguiie cuaaM (puc. 4.8.). IlaTosoriuni myTaiii, mio
3YMOBJIIOIOTh IOPYUIEHHA Oy/I0BU Ta PYHKIIHA ciM’ AHUKIB,
He YCIaAKOBYIOTHCA YV 3B’ A3KY i3 CTepMJIbHICTIO iX HOCIIB.
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Puc. 4.8. Poosif i3 Y-34enneHnm TMNoM ycnagKkyBaHHA O3HaKu
(OBONOCIHHA cepeaHix danaHr nansLis)

T'omouroriuni 3oHN X- Ta Y-XpOMOCOM MICTATH ajieJbH1
reHH, AKi 3 OMHAKOBOIO BipOTiAHICTIO HAABHI B 0COOMH 060X
crateii. Jlo o3HaK, 1II0 BUSHAYAIOTHLCA IIUMU l'eHaMU, HaJle-
JKATh He3JATHICTh PO3PiZHATH KOJILOPU Ta HIrMeHTHA Kce-
poaepMa (3JI0AKiCHe ypasKeHHA IIKipU COHAYHUMHU IIpOMe-
namn). Ob6uaBi naToJsorii perecuBHi.

Oszaxku, 3yMOBJIEH] aJIeIbHUMH I'eHaMM, PO3TAIIIOBAHU-
MU B X- Ta Y-XpoMOoCcOMax, YCIaAKOBYIOTHCA 38 KJIACUUYHU-
MU npaBunamu Mespaens.

MiroxonapiaasHa, a60 MUTOIIA3MATHYHA CIAXKOBICTH.
MitoxouapiaabHUM reHOM — IIe KiJIblieBa IoaBiiiHA MOJIeKY-
sga JTHK, axa micturs 10 17 TrC. map OCHOB, 1110 IIPUOJIUZHO Y
10 Tuc. pasiB MeHIIIe, Hi’K Y XpPOMOCOMi cepeIHBOT0 PO3MipYy.

Bussaueno mouapn 10 myraniii MiTOXOHApPIAIBHUX Te-
HiB, AKi CIpUYMHIOIOTH Pi3HI 3aXBOPIOBAHHA, CUMIITOMaMU
KoTpux € taxkki ypakenusa ITHC, opraHiB 30py, cepua Ta
m’a3is. Halimonmmpenimumu natojoriamMu € atpodia 3opo-
Boro Hepsa Jiebepa, xBopob6a Jles Ta iH., AKi 006’€JHYIOTH V
rpyny MiTOXOHApiaJabHUX eHIledaIoMionaTi.

OcxkinbKy MiTOXOHIAPII AMTHHA yCIIagKOBYE Bij MaTepi 3
IIMTOILJIA3MOIO OBOIIUTIB, YVCi JiTH XBOPOI1 K1IHKHU YCIIAAKYIOTh
MIATOJOTiI0 He3aJIe;KHO Bin Ix crari. YparkeHi giBuaTa Hapo-
JMKYBATHMYTh TiJIBKY XBOPUX AiTEH, TOAL AK y XBOPHUX YOJIO-
BikiB yei gitu OyayTh mosbanieHi 1iei xBopodu (puc. 4.9).
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Puc. 4.9. Pogogia 3 MiTOXOHAPIaNbHUM TUIIOM YCNaAKyBaHHS
naTonoriyHot 03HaKu (aTpodis 30poBoro Hepsa Jlebepa)

HasaBHicTb y JIIOAMHY ABUIIA 3UellJICHHS O3HAK 3i cTar-
TIO HaJa€ HaJ3BUUAITHO BaKJIMBY iHoOpMaILiio 11 MeTUKO-
I'eHeTUYHOTO0 KOHCYJBTYBaHHSA. 3 BHUCOKOIO BipOTrigHICTIO
MOXXHa Iepef0auyuTH TeHOTUNM Ta (PeHOTHUNH CHUHIB Ta
IOUOK HOAPY KK, AKINO 06aTbKOo, MaTH, abo 000€ MaoTh
O3HAKW, 3YelJieHl 3l cTaTeBOI XPOMOCOMOI ab0 MiTOXOH-
IpiaJbHUM e HOMOM.

YcnaaKyBaHHS1, oGMeXeHe Ta KOHTPONbOBaAHe CTaTTiO

Ha xapakTep IpofABY reHiB iCTOTHO BIJMBAE 3arajbHe
reHHe cepefoBHlIe, ab0 reHeTuuyHUi (PoH opraHizmy. Ba-
JKJIVBUM KOMIIOHEHTOM I'€HEeTHYHOro (POHY € cTaTeBa KOH-
cTuTynisa. Xoua IeHEeTPaHTHICTh i eKcnpecuBHicTL Oara-
ThOX I'€HiB He 3aJIe’KaTh Bif cTarTi, iCHYIOTh M'eHHU, Oisd AKUX
iICTOTHO PO3PIBHAETHLCA 3aJE€KHO BiJf CTATi, He AUBJIAYUCH
Ha Te, III0 IIi reHU pO3TAallloBaHi B ayTocoMax i He OB’ si3aHi
3 BUBHaUeHHAM craTi. O3Haku, o0yMOBJIeHi TAKUMHU IeHa-
MU, OyBalOTh ABOX THUIIiB: 0OOMeKeHi CTATTIO Ta KOHTPOJIBO-
BaHl CTATTIO.

O3maku, ooMesxeHi ctarTio. PeHOTHUIIOBO BOHU BUABJIS-
IOThCA JIUIlle B OfHiel cTati. [locaizaMu BCTaHOBJIEHO, IO
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KiJBbKICTD i AKICTH MOJIOKA YV CAMOK CCaBI[iB KOHTPOJIIOIOTh-
cdA reHeTn4HO. 'eH MOJIOUHOCTI po3TaIlloBaHi B ayTocoMax
i ogHaKOBO WpHCYTHiI B 000X OATbKiB, ajle BUABIAIOTHCSA
TIIBKXA y caMOK. Tak, y camMiid MOPCbKOI CBUHKH TOYMHA-
€THCSA CEKPEeIlis MOJIOKA, AKIIO Y HbOI'0O BUJAJUTH CiM AHU-
KM, AKi OPOAYKYIOTh CTAaT€eBUH TOPMOH, i BBOAUTHU HOMY
cTaTeBUl TOPMOH CAMKHU. ¥ JIOAVWHU HEe BUBUAJIU OoOMerxe-
HOT'O CTATTIO IIPOSABY I'eHa MOJIOYHOCTI, ajie MOXKHA IPUILY-
CTHUTH, IO KiJIBKICTbh 1 AKICTh MOJIOKA Y JKIHOK BH3HAUa-
IOThCA T'eHaMHU, 110 HaABHI TAKOXK 1 B YOJIOBiKiB.

Pizni anarTomiuni Ta ¢isiosoriuni pucu, BIaCTUBI KiHO-
yi¥i craTi (HanpuKJaajg, HIMPUHA Tada ad00 BiK HaCTaHHSA MeH-
CTpyalliil KOHTPOJIIOETHCA T'eHaMH, OTPUMAaHUMHU BiJl 000X
6aTbKiB).

¥ Takuii caMui croci6é KOHTPOIIOITHCA i CyTO UOJIOBivi
O03HAKMW — PiCT BoJiocCcs HA 00JMYYl, KiJbKiCTh i pO3mOmia
voro Ha Tiai. lle migTBepAKYIOTHL AITH B MIKETHIUHUX
nuriobax. YomoBiKm-KaBKaami BiApidHAOTLCA OiJbIIOIO0
KiJbKicTIO BoOJiocCA HAa Tijai, HIMX 4YoJOBiKuU-Kuramnmi. ¥
CUHIB, HAPOJ)KEHUX V HILI001 MK HIpPeAcCTaBHUKAMH I[UX
OBOX ETHIUHHX THIIIB, YaCTO CIIOCTEpPiracThcs MNPOMiXKHAa
BoJocucTicth. Ile € JoKazoM TOro, IO BiJl MaTepl TaAKOMXK
epesaTbCA NreH BOJIOCUCTOCTI, AK1I BUABJISAIOTHCA TIIBKH
y AiTel 4oJy10BidOi cTaTi.

Binomo 6araTo reHiB TBapuH, 0 BUKJNKAIOTL Oe3nif-
a4 TinbkK B oxmiel crari. Hanpukiaan, y BeauKol poraroi
Xyzo0u BUABJIEHO PeIleCUBHUI I'eH, AKUI Yy TOMO3UT'OTHOMY
CTaHi MPU3BOAUTH A0 Oe3ILIigAA KOpiB, a HA TJIOKIOYICTH
OHMKiB He BILJINBAE.

O3Haky, KOHTPOJIHOBAHI CTATTIO. AKIO TeHOTUN BU-
ABJAAETLCA B 000X cTaTei, ajie IO-Pi3HOMY, TO TaKy Jil0 reHa
BBa’KalOTh KOHTPOJBLOBaHOIO (TOUHiIINE MOAMPIKOBAHOIO)
crarTio. JlocaiaKeHHs yCIagKyBaHHA CHiBEebKUX T'OJIOCIB ¥
JIONUHU IIOKA3aJio, IO COMNpPaHO, MEI0-COINPaHO, aJjbT,
TEHOpP, 0apuTOH 1 0ac KOHTPOJIOIOTLCA OaraTrbMa B3a€EMHO
He3aJIeKHUMY YUHHUKAMH, Y TOMY YHCJI1 CTaTeBOI0 KOHCTHU-
ryriero. IIpy 1boMy po3BUTOK I'0JI0COBOTO amapary y BiAIIO-
BIIHOMY HaAIIPAMi Y YOJIOBIKiB i 2KIHOK BiZI0yBa€ThCA B IIEePiof
CTaTeBOI'o JO3piBaHHJA IIiJl BILIMBOM CTATEBUX I'OPMOHIB.

CraTeBUil KOHTPOJIb CIOCTEPiraeThCcsa TAKOXX CTOCOBHO
IIEHETPAHTHOCTI Ta €eKCHOPEeCHBHOCTI OaraThbox IiHIIMUX
O3HaK. «3afA4a ryba» i «BoBUa MaIa» € IPUPOIKEHUMH
aHoMaJisgiMH, IO MalOTh IeHeTHYHY OCHOBY. IleHeTpaHT-
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HICTh IILOT'O I'éHa HEIIOBHA, a €KCIPEeCHUBHICTH Bapiioe Bif
BeJIbMH He3Ha4YHOI OOPO3EHKH 0 IOBHOI'O PO3IIEILICHHS
M’AKOTr0 i HaBiTh TBepAoro nigHe6iEHa. KoHTpoIbOBaHiCTh
CTATTIO BUABJAECTHCI B TOMY, II[0 MEeHETPAHTHICTE O3HAKH
BUIIIa cepel YOJOBiKiB, HixK cepen »KiHOK (10 60% ocib 3
ouM naedeKTOM dYOJIOBiUOl CcTaTi), a CTYImiHb BHUPaKeHHSA
O3HAKHU Yy YOJIOBiKiB JOCUTH BUCOKMUII.

I1le BupasHimia KOHTPOJIBOBAHICTL CTATTIO CHOCTEPira-
€ThCA CTOCOBHO IMEHETPAHTHOCTI resa noaarpu. IIpunycka-
I0Th, IO IMOPYIIIeHHA OOMiHY pPeYOBMH, AKe € NPUYHHOIO
IILOTO TATOJIOTIYHOTO CcTaHy (HagMipHHMII BMIiCT ced0BOi
KHCJIOTH B KPOBi), BUBHAYAETLCA AOMiHAHTHUM ayTOCOM-
HuM resoM. [leHeTpaHTHiICTH IBOI0O reHA CTAHOBUTH IIOHA
80% y uonoBikis i meue 12% y xiHOK, IO i BUABIAETHCA
B IIepeBaKaHHI 3aXBOPIOBAHHS Y YOJIOBiKiB.

KoHTpO/SILOBaHICTE CTATTIO MOXKE IPU3BOAUTH i O TIepe-
BaXaloyvyoro ypaskeHHs OoCOOMH KiHouoi crari. Jlesaki cmaz-
KOBL BaAW, HAIPUKJIAA, BiACYTHICTH TOJIOBHOTO MO3KY abo
MMOJOBXKHE PO3ABOEHHA XpebTa, yacrtiille TPamJAAOTBCA V
K1IHOYUX OCOOUH. |

IIle oAHiI€I0 THMIOBOIO KOHTPOJLOBAHOIO CTATTIO O3HA-
KOI0 € o0suciHHA. AHali3 ycmagKyBaHHA Iiel O3HAKH
CKJIAZHUHM y 3B’A3KY 3 THUM, IO OOJHCIHHS MoKe OyTu He-
3HAUHMM ab0 MOBHUM, JINCHHA MOK€ BUHMKATH 3 OOKY J1o6a
4y Ha BEePXiBIIi rojIoBHU, 3’ABIATHUCA B PAHHBOMY BiIi abo y
gpismomy. Kpim Toro, y 1eskux BUnagKax o0JuCiHHA 00yMO-
BJIeHE OCOOJMBUMU OOCTABHHAMH: HNOPYINeHHAM (yHKIil
MUTONOAI0HOI 3ay08u abo mepeHeceHHMH iHMEKMiHHUMHU
xBopobamu. IIpore OinbIicTh THIIIB 3BUYAHHOrO OOJIMCiH-
HA BUHUKAE y 3A0POBUX JIOAEH i B 6araThox poJaoOBOjaX
BUABJIAIOTHCSA B HUSI1 IOKOJILHB a00 Yy 4JIeHiB OHOT'0 IOKO-
adigHa. Tomy HMOBipHO, IO IIA 0COOJMUBICTH CIaAKOBO
nerepminoBaHa. OOJMCIHHEA MOXKe cIiocTepiratucs B 000X
cTaTeil, ajie UacTillle BOHO TPaILISEThCA Yy 40JoBikKiB. Ile
3YMOBJIEHO He 34eNJeHHAM I'eHa 31 CTaTTIO, OCKIJILKY 40JI0-
BiK, CXUJIBLHHUH 0 OOJIMCIHHA, IIepetac 10 03HAKY IOJIOBH-
Hi CUHIB i Iuime HebaraTroM JoukKaM. SIKINO 03HAKA HaABHA
B 000X 6aTBbKiB, TO BUABJAETLCA a00 Y BCiX aiTeii, abo y Beix
CHUHIB 1 JuIle y AeAKHX JOYOK. BHUSBJIEHO TAKOXK, IO Y
OinpmmocTi Jucux KiHOK O0aTbKM OyJH TeX CXHJILHLI 10
ob6nuciana. Byno 3pobjieHo mpunyiieHHs, mo o0IuCiHHA
KOHTPOJILOBaHE OAHUM reHoM. Mloro JoMiHaHTHUI aJeab y
roMo3uroTHoMy ctaHi (BB) 3yMoBJI0€ HOPMAaJBHUM pPicT
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BOJIOCCA YV IPeACTaBHUKIB 000x cTraTeit. OcobaM, roMO3UTOT-
HUM 3a peiiecuBHUM aJjiejeM (bb), BiacTuBa mOABa JUCUHU
He3aJIe’KHO Bij cTaTi. ¥ rerepo3sUroTHUX 4OJIOBiKiB (Bb)
JINCHUHA 3’ ABJIAECTHCA, a Y TeTePO3UTrOTHUX KiHOK — Hi.

Pict BoJloces y Jofiedl peryaioeTbCA TAKOX CTaTEBUMH
ropMoHaMu. €BHYXHY PiJIKO JIUCiIOTh, 4 ¥ }KIHOK 3 IyXJIUHOIO
KOPHM HAJHUPKOBUX 3aJ103, 110 CYIPOBOAXKYETHCA HANJIUIII-
KOBHM YTBOPEHHSAM UYOJIOBiYOro CTaTeBOrO0 OpMOHAa, CIIO-
CTepiraoThbCca HE JHIIe TaKi TUIIOBI YOJIOBiUi O3HAKU, fAK
pict Gopoau i ByciB, a i aucuua. Ilica BugaleHHS ITYXJIM-
Hl BOHY 3HAKAIOTh.

Hespaxkaouu HA NeBHI JOCATHEHHA Y BUBYEHH] 3aKOHO-
MipHOCTEel yCHaiKyBaHHS O3HAK, OOMEXeHUX Ta KOHTPO-
JLOBAHUX CTATTIO, MEXaHi3dM IbOro ABHIIA B OiJbIIOCTi
BUIIAAKiB JOCi He 3’AcOBaHUI.

3anuTtaHHs. 3aBaaHHA

1. BKaxXiTb 0COGAMBOCTI ayTOCOMHO-AOMIHAHTHOrO YycraaKyBaHHS
03HaK Yy Ni0IMHU, CKOPUCTaBLLUCL NpUKNagom 6paxigakTunii.
2. Y yomy nonarae sasuvile NeHeTpaHTHOCTI? HaBeaiTb NpuKiaau.
3. MoACHITb ABMULLE EKCNPECUBHOCTI FeHiB Ha NnpuKnaai Hernpodibpo-
Maroay.
4. O6rpyHTYMTE 3HA4YeHHA OGNU3bKOCNOpPIgHEHUX WNio6iB y npoasi
peLecuBHUX O3HaK. HaBeaiTb npuKknagu.
5. OxapaKTtepuayiTe aBULIE reHETUYHO! reTePoreHHOCTI (MOACHITL Ha
NpUKNaai cnagkoBol FNYXOHIMOTH).
6. HaBeaiTb NpyKnagn HENOBHOIO AOMiHYBaHHSA O3HaK Y JIIOAWUHM.
7. NOACHITE ABMWE KOAOMiIHYBaAHHS, CKOPUCTaABILUUCL MPUKIaA0M
ycnaaKyBaHHA rpyn KpoBi 3a cuctemoio ABO.
8. 3anponoHynTe BM3HaA4YeHHs enicra’dy. Hasepitb npuknag aomi-
HaHTHOrO enicTasy y HOANHW.
9. Y aKkuM cnocié KomnjieMeHTapHa B3aEMOAia reHiB BM3Hayae rere-
POrEHHICTb 03HaKK?
10. HaBepfiTb npuKnaau nofiMepHUX 03HaK y MoauHU. AKa iX reHeTny-
Ha npupoaa?
11. OxapaKrepusyute asulie nnenotponii. MNOACHICTL Le aBUILE Ha
npuknagi cuHapomy MapdaHa.
12. NOACHITL ME&XaHi3M reHEeTUYHOIrO BU3HAYEHHS CcTaTi Y N0ANHM.
13. Hassite ocobnusocTi ycnagkyBaHHA AOMIHAHTHUX | peLeCUBHUX
O3HaK, 34ennexHux 3 X-xpoMmocomoio. Haseitb NpUKnagu.
14. O6rpyHTYMTE 0CO6MBOCTI YCNaAKyBaHHS O3HaK, 34ern1eHux 3 Y-XpoMo-
COMOIO Ha NPUKNaai HAABHOCTI BONOCCS Ha cepeaHix ¢panaHrax nanbuis pyK.
15. MosACHITE 0co6AUBOCTI Ta HaBefiTb NPUKAaau MITOXOHApPIaNnbHOI
CNafIKoBOCTi.
16. AK ycnaaKoBYIOTbCS 03HaKKU, OBMeXEeHi Ta KOHTPONbOBaHI CTaTTIO?



®
CnagKoBi XBOpo6#u

5.1. Bnnune reHomy
Ta YMOB 30BHIWHbOIO cepeaoBuLLla
Ha naTtoreHes

OpraHism JIOAMHKA € iHTerpajbHOK (IlIicHOI0) cucTe-
MOIO €JIEMEHTiB, HepO3PHMBHO IIOB’SI3aHOIO i3 B0BHIIITHIM
cepenosuiieM. HopmaabHi 1 maToJoriyHl o3HaKM OCOOMHU
BUHUKAIOTh YHACJIIJIOK B3a€EMO/11 AK reHeTUUYHUX (BHYTPiII-
HiX), TaKk 1 cepeZoBHUINHUX (30BHiIMIHiX) yMHHHUKIB. Tomy
3’fCyBaTU CYTHICTh HATOJOTiYHUX IIPOIIECiB MOXKHA TiNBbKU
3 ypaxyBaHHAM pe3yJIbTATiB B3aeMOJ1l cCiaIKOBOCTI Ta cepe-
IOBUIIA.

Icnyiores GopMu cr1afKOBO 00YMOBJIEHOI IaTOJIOril, IIPo-
ABU SAKWX Mali’Ke He 3aJIeKaThb BiJl BIIJIMBY cepelOoBHIIIA.
Ozxuak He BCi 0COOJIMBOCTI JIOACBKOTO OPTaHi3My 3yMOBJIe-
HI reHeTrnuyHOo. Bu3dHauapbHUM UMHHHUKOM y peaJjisalrii ma-
TOJIOTIYHUX TEeHOTUIIIB YacTO CTAa€ colliajJbHa IIpuUpoAa
adioauHn. 30iJBIIeHHS YacTKH XBOpoO Heimdekitiizoro
IIOXOAKeHHs (aTepocKJjepos, imeMiuyHa xBopoba cepud,
OHKOJIOTiUHi maToJorii, ncuxivyHi Ta iHIIIl 3aXBOPIOBAHHA) B
CY4YacCHI¥ CTPYKTYPi 3aXBOPIOBAHOCTi, CMEPTHOCTi Ta 1HBA-
J1JHOCTI IIe TIePEeKOHJINBO IIiATBEPAKYE.
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AKTHBHI coniaJbHO-eKOHOMIUYHi ITIepeTBOPEHHA iCTOTHO
3MiHIOIOTHL I'€HETUUYHY CTPYKTYPY JIOACBKUX HOONYJIAIIN.
Ha cuexTp i momupeHHA CIIaJJKOBUX 3aXBOPIOBaHb BIIJIUBA-
IOTh 3MiHM TaKMX IIOKA3HUKiB, AK PiBeHb KPOBHOI CIOPIiJ-
HEHOCTi, I'yCcTOTa HAaCceJeHHs, IHTEHCUBHICTD 1 HaIpaAMu Mi-
rparii, cucrema 1a00iB, cKJajd ¢ciM’il TOMIO.

ConiaJnrHO-eKOHOMiYHA AiAJBHICTH JIOJEM 3YMOBJIIOE
I0ABY B 6iocdepi HOBUX XiMiUYHUX COONYK, AYKepeJs BUIIPOMI-
HIOBAHHA 1 (PISMUHNX YMHHUKIB, 1[0 MAalOTh TepaTOreHHI
(CIpUYHUHIOIOTh HAPOAYKEHHSA HiTel 3 BaJaMH PO3BUTKY) Ta
MyTarendi BiactuBocTi. IIpubnuano 7 MJIH CHHTETUYHUX
XIMIiUHUX CIOJYK PO3IIOBCIOIYKEHO B XKUTTEBOMY CepPelOBU-
i JoAuHu. MeIIKaHenpb BEJIMKOr0 HPOMMCJIOBOTO MicTa
IIPOTATOM 001 KOHTaKTye Maike 3 50 THUC. TAKUX CIIOJYK.
HesBaskaouu Ha BiACYTHICTE IPAMUX JOKAa3iB B3a€MO3B’ 13-
Ky CTyleHda 3abpyaHeHHs cepedOoBUINA JIIOAUHU 3 YACTOTOIO
FeHEeTHYHO AeTEePMiHOBAHHUX 3aXBOPIOBAHb i BPOJAKEHUX aHO-
MaJIifl, KiJIbKiCTh HAPOJAXKEeHUX i3 BaJlaMU PO3BUTKY IIOMITHO
apoctae. IloripimenHsa eKoJIOTiuHOI cUTyallil cupuse peadi-
3anii criaIKoBOl CXMJIBHOCTI 0 NOJIreHHUX 3aXBOPIOBAHb.

IlessKl YMHHUKU 30BHIIIHLOTO CEePEJOBUIIA MOXYTH
3YMOBHUTH 3aXBOPIOBAHHA 34 OyAb-AKOoT0 reHoTuny. OxHax i
B IIbOMY Pa3i Ha XapaxTep YparkKeHHs, iIHTeHCUBHICTSD 1 Pi3-
HOMAHITHICTL CUMIITOMIB Ta iHIOI O3HAKHW 3aXBOPIOBaHHSA
IIOMiTHO BIJMBa€e IeHEeTUUYHA KOHCTUTYIiA OpPraHiamy.
HaBiTh 3a ;KXOpPCTKOI I'€eHETHUYHOI BHU3HAUEHOCTI1 IIaTOJIOril
YMOBHU 30BHIIIIHBOI'O CEpemOBHIIA, 0i0JI0TiuHI 0COOJIMBOCTI
OpraHisamy, HOro reHOTHUII 3arajioM MOKYTh MOAU(MIKyBaTHA
XapakTep, YacTOTy i CTYHmiHb BUSBY IIATOJOTIUHOIO I'eHA.
Bicoxa mJIacTUYHICTh TeHOTUITY 3abe3leuye MOYKJIUBOCTI
IJisg JiKYBaHHA 1 IpodilakTUMKU CHaZKOBUX HaTOJOTIi,
po3pobeHHA epeKTUBHUX MEIUKO-OCBITHIX Iporpam, pea-
oisitTanii Ta agamnraiil XBOpux.

5.2. Knacudikauiq
crnaJKoBUX 3aXBOpPIOBaHb

Bigomo modax 10 Tuc. cnagkoBUX O3HAK 1 maTOJIOriH,
oJHAK IX KimbKicTh IlocTitiHO 3poctae. [oCIiZHUKU BH-
ABJSIOTH BCe HOBi, paHiIlle HeBiJioMi, CIIafKOBiI XBOpoOu. ¥
MeXKax yiKe BiIOMHUX CHUHAPOMIB BHOKPEMJIIOIOTH Pi3HI 3a
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MeXaHi3MOM BUHHMKHEHHs mnartojoriuni dopmu. Ile cro-
CYEThCA TaKMX HeiHpeKIiHHMX 3aXBOpPIOBaHb, AK aTepo-
CKJIepO3, rimepToHiuHa xXBopoba, OpoHXiaabHa acTtMma,
BUpa3Ka IIJYHKAa, 3JO0AKICHI HOBOYTBOPEeHHHA, IIcopias,
ncuxiyHmx Ta 6ararrox iHmux naroJorii. CyvacHl meTogu
TeHeTUYHOr0 aHaJi3y AOIIOMararmThb Cepell 3aXBOPIOBAHb,
3YMOBJIEHUX CIaJJKOBOIO CXMJIbHICTIO, BUBHAYATH MOHOTEH-
Hi ¢opmu, ToOTO aHOMAJii, CHpUYMHEH]I MyTaIli€c0 OTHOTO
rexa. [Tocrana HeoOXiAHICTH CTBOPEHHA palliOHAJLHOL KJa-
cudikamii cmagKoBUX MATOJIOTIN.

Ilepmi knacudikamii cnagKoOBUX 3aXBOPIOBaHb cIIMpa-
JINCA IePeBaXHO Ha KJIiHiuYHI (OmrMcoBi) 0CcOOJAMBOCTI IEeB-
HHUX I'PyH OatoJiorifi. BuokpeMiroBaaiu, HampuKJIajL, CIIaz-
KOBi XBOpoOu CKeJieTy, OOMiHY pPe4YOBUH, IIJIYHKOBO-KHIII-
KoBoro TpakTy Tomio. OckinbKH OZHi€0 3 0coOJiMBOCTEM
CIIaJIKOBOT'O 3aXBOPIOBAHHSA € YParKeHHHA 6araTbox OpraHis i
CHCTEM, BUKOPUCTAHHA KJIiHIYHOIO MiAXO0Ay He KAa€ 3MOTU
VHUKHYTH HNOMUJIOK y KJjacupikanii. Hanpukaan, ayto-
COMHO-IOMiHAHTHUMN CHUHIAPOM <«PyKa-cepre» (CHHAPOM
XoxaTta — Opama) 3aJIe’KHO B1J IPOBIAHOTO KJIIHIYHOTO CUM-
IITOMY MOKHA JiarHOCTYBATH AK IIPOMEHEBY KOCOPYKiCTBh
(medexT IpoMeHeBOl KiCTKH), a OTKe, 3TiTHO 3 KJIHIYHOIO
KJacupikamieo 3apaxyBaTH A0 I'PYIIH «yParKeHHA CKeJle-
Tay. OgHaK B 1HIIIONO XBOPOTO 3 1A€HTHUYHOI0O MYTAaIi€I0
(HampukJanm, v OpaTa OMMCAHOIO IAIli€eHTa) MPOBIAHUM Yy
KJIHIUYHi# KapTUHI 3aXBOPHOBaHHA MOXKe OyTH ypasKeHHSA
cepud 3a MiHiManpHOI aHoMmasii KicTKoBoi cucremu (y
BUTJIAAI HE3HAYHOTO HEIOPO3BHHEHHA BEJHKOrO MaJbIA).
Tomy me# XxBOpUH MOTPAILIAE Y 'PYIY CIAAKOBUX 3aXBOPIO-
BaHb «YPayXe€HHSA CEPIEBO-CYAMHHOI CUCTEMU ».

HatipanioranpHimuM y Kiaacudikaiii cunajKxoBuxX mMaTo-
JIOTi#l BUABUBCA IeHeTHMUYHMHA nigxia. OcHOBOIO TaKol KJjac-
ndikaiii € reHeTUYHI BiAMiHHOCT1, HAIPUKJIAaA BUJ MyTaHT-
HUX KJIiTHH (COMaTHYHi YM cTaTeBi) abo THI ycIagKyBaHHA
(ayTOCOMHO-AOMiHAHTHUIT, ayTOCOMHO-PEIleCUBHUH Ta iH.).

Harenep icHye KibKa Kiaacugikamiit cmagkoBux XBopoo.
Hanpuknan, ocHOBOIO Kjaacudikamnii akagemika H. Il. Bou-
KoBa (Hap. 1931) craB kpuTepiii cuiBBiAHOIIEHHA reHETUY-
HUX Ta CepeJOBHUINHNX YNHHUKIB Y BUHUKHEHHi, mmepediry
Ta HaCJiJKax 3aXBOPIOBaHb, 3a AKNUM BiH BUOKDEMUB YOTH-
pu rpymnu xBopob.

1. Biacue cnagkoBi XxBopo6M (MOHOT€HHI Ta XPOMOCOM-
Hi), IPUYNHOIO AKUX € MyTallii. IX mposBM He 3ajIeKaTh BiJ
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cepenoBulna, Tod6To xBopoba abo €, abo Hi. o miei rpynm
XBOpPOO HajeKaTh, HAIIPUKJIIAL, YHCJIEHHI BPOJXKeHi mopy-
IIeHHA oOMiny peuoBuH ((peHijKeTOHYpis, rajakTrosemis,
MYKOIIOJIicaxapuJo31) i CHHTe3y CTPYKTYPHUX 0inKiB (XBO-
poba MapdaHa, HEIIOBHUI OCTEOTeHe3), CIIaAKOBI IIOPyIIEeH-
HS TPAaHCIOPTHUX 0ijIKiB (remoryio6iHonaTii, xBopo6a Becrt-
dana — Binbcoma — KonosasioBa), XpoMOCOMHI XBopoOu
(cusapom Hayna, curgpom IllepemeBcbkoro — TepHepa)
TOLIO.

2. CnagkosBi xBopoOM, 3yMOBJIeHI MyTalli€io, AKa Opo-
SIBUTBLCA JINIIE y pasi Ail Ha opraHiam cunenudivyHoro aaa
MYTAHTHOTO 'eHa YNHHWKA 30BHIIIHBOTO cepegoBuIna. o
Iiei rpynu HaJlesKaTh TaKi XBOpoOu, AK MeuyiHKoBa nopdi-
pisz, peakiiii Ha JesKi aAikm (HanpukJaaz, TpUBaJjga 3ynmuH-
Ka AUXaHHS) Ta eKOTeHeTHUHi aHoMaJii, 110 BUHHUKJIUN Yy
Impolieci eBOJIOIil BHACIiZOK BOJHUBY cepegoBunia, ¢a-
Bi3M — IIYYOK BOJIOCCS Ha IIONEPEKOBO-KPHUKOBIM JiIAHITI
IIKipu).

3. XBopoOu, BUHUKHEHHA SKNUX iCTOTHOIO MipoIO BU3HA-
Yal0Th YNHHHAKY cepenoBuilia. BoHN 00’ € 1HYIOTh OiIbIIICTD
IIOMIHNPEHUX 3aXBOPIOBaHb, 0COOJMBO B 0ci0 3pinmoro ta
nmoxuJioro Biky. Haiuacrinie i 3 HaliBasKyuM 1epebirom i
3aXBOPIOBAHHA PO3BUBAIOTHCA Y CXHJIBHHUX 0 HUX JIOJIEH,
HaATIPUKJIaA TiIepTOoHisA, OHKOJIOTiIUHi i mcuxiuHi XBopoOu.

Mixx apyroio i TpeTholo rpynnamMu HemMae 4iTKoro poame-
JKYBaHHS, X yacTo 00’ €AHYIOTH Y IPyITy XBOpo0O 3i cnmaako-
BOIO CXWJIBHICTIO, PO3Pi3HAIOYM MOHOTEHHY YM IIOJIir€eHHY
IIPUPOAY.

4. XBopoOu, 3yMOBJIEHI BUHATKOBO YAHHUKAMHM 30BHIIII-
HBOTO cepefoBUNia (TpaBMH, OIIiKH, BiIMOPOYKeHHs, OCO-
O01uBOo HebesmeuHi iHderii Ta in.). OgHaxk ocobamuBocTi ix
nepebiry, edeKTuBHiCTh Tepamii, CIEKTp YCKJAAHEHb,
MIBAAKICTh OAVKaHHA, KOMIIEHCATOPHI peakIiii opraHiamy,
HACJIAKY 3aXBOPIOBAHHS TOLNO BU3HAYAIOTHCA F'€eHEeTUYHU-
MU YUHHUKAMHU.

Y cyuacHiW KJIiHIYHIN TreHeTHIll JIOAUHH IOCJIYTOBY-
I0OThCA Kaacudikailieio, 10 I'pyHTYEThCA Ha XapaKTEepPHUX
BiIMIHHOCTAX IIePBHHHOIO IIATOT€HETHUYHOT'O MeXaHi3My
BUHUKHEHHS XBOpo0. 3a IIUM KPHUTEPieM yCIO CHaJZKOBY
IMATOJIOTiI0 MOXKHA IOALIUTH HA II’ ATh TPy:

1) renni xBopoOM, 3yMOBJIeHi reHHUMHU MyTaniaMu. Bo-
HU IepefaloThCA BiJl TOKOJiHHSA A0 IIOKOJIIHHSA 1 yCIIaJKOBY-
IOThCA 3a 3aKOHaMu MeHgens;
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2) XpOoMOCOMHiI XBOpOoOU, CIPUYMHEHI HOPYIIeHHAM
CTPYKTYPHU Ta KiJIBKOCTL XPOMOCOM;

3) xBopoOu, 3yMOBJIeHi CIaJKOBOIO CXUJBHICTIO (MHO-
’KUHHUMU YNHHUKaM1). BoHM BUHUKAaIOTh Ha OCHOBI IIEBHOI
TeHeTUYHOI KOHCTUTYHil (cIIagKoBOl CXMJIBHOCTL) Ta HaAB-
HOCTI BiJIIOBIAHNX YUHHNKIB 30BHIIIIHLOI'O CEPEIOBUIIA;

4) reHeTHYHi aHOMAJIii, AKi 3’ ABJIAIOTHCSA YHACIIAOK MY~
TaIifl y COMATUYHUX KJIiTHHaX (reHeTHYHi COMaTU4YHi XBO-
po6mu). Jlo HUX HaJeXaTh AedAKi NyXJUHU, Baau PO3BUTKY,
ayTOiMyHHiI 3aXBOPIOBaHHS (HepO3NMi3HABAHHA IMYHHOIO
CHUCTEeMOIO OPraHi3My BJIACHUX KJIITUH);

5) xBopoOU reHEeTHYHOI HECYMICHOCTI MaTepi Ta mJIoAY.
Bouu po3BMBaOTHLCA BHACJHIZOK iIMYHOJIOTIUHOI peakiril
OpraHiaMy MaTepi Ha aHTUTEeHHU OJIOAY.

CrJagHicTh Ta Pi3HOMAHITHICTHL MeTabOJiUHUX IIpOoIie-
CiB, YMCJIEHHICTh (pepMEeHTIB Ta HEeNMOBHOTAa HAYKOBHUX
JTaHUX Opo ix (QYyHKII B OpraHismi JIIOZVHUN BCe IIle He
Ja0Th 3MOTH CTBOPHUTHU IILJIICHY KJJacu@pikaliio CIagKoBUX
3aXBOPIOBaHb. -

5.3. 3arajibHa xapaKTepuUCcTuKa
cnaikoBUX MaTo1oriH

KrinmiuEa KapTMHa COaJAKOBHUX 3aXBOPIOBaHb Di3HO-
MaHiTHa, OJHAK MOXHa BUOKPEMHTH 1X 3arajibHi O3Ha-
KM, IKi 7agyTh HificTaBU CTBepAKyBaTH abo 3amepedyyBa-
TH HAABHiCcTH maToJorii B o6crexyBanol gJroguiau. OcHo-
BOIO ()OPMYBAHHSA 3arajJbHUX KJiHIYHUX XapaKTEePUCTUK
pisEMX POPM COHAAKOBHX IIATOJIOTiM € TeHeTUUYHUU KOH-
TPOJIb KJIOYOBUX JAHOK 00MiHY pedoBUH 1 MOPGOreHHUX
IIpOIeCciB.

I'enni myTanii i mopyinmeHHA CTPYKTYPH ab0 KiJIbKOCTI
XPOMOCOM CTAIOTh IIEPBUHHOIO JAHKOIO Iepebdiry cmaako-
BUX naToJorii. OcobIMBOCTI MaToreHe3y ClIaJIKkOBUX 3aXBO-
pIOBaHb, K IIPAaBUJIO, BUSHAYAIOTHCA TAKUMU YNHHUKAMU:
XapaKTepoM IONIKOAMKEeHHSA CIagKOBUX CTPYKTYD, I'eHe-
TUYHO BU3HaYeHNMU Mopdo-(}izionoriyHuMu 0co0IMBOCTA-
MU OPraHi3My Ta BILJIMBOM HABKOJIUIIIHHOI'O CepelOBUIIA.
Bouu 3yMOBJIIOIOTH iHAWBIAYAJIBHUUM xapakTep nepebiry
MaTOJOMIYHAX NPOLECiB Yy KOXXHOMY KOHKPETHOMY opra-
Hi3Mi.
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OcHOBHi BNaCTUBOCTi cnagKoOBUX NaToNorin

CrmagkoBi 3aXBOpIOBaHHA, AK 1 OyAb-AK1 1HNOI, MaOTh
XapaKTepHi o3HaKH, IIPOTe JKOJAHY 3 HUX He MOKHa pO3TJd-
n1aTé AK abCoNITHY, 60 TiIbKH IX HAABHICTH Y CYKYITHOCTI
a€ 3MOr'Y IIPOTHO3YBATH CIIaAKOBY IIATOJIOTIIO Y maIlieHTa.

I'enni maroJgorii. MyraniiiHa 3MiHa HYKJEOTHUIHOI
nmocyigoBHocTi y mojsiekyai JIHK € nmpuumHoio TaKUX criaj-
KoBUX xBOpoO. Cirenudika maToreHe3y MOHOI€HHIX 3aXBO-
PIOBaHBL 3YMOBJIEHA OCOOJIMBOCTAMM XiMiUHOI IpUpOAY IEP-
BUHHOT'O IIPOAYVKTY reHa, oO0yMOBJIeHMMH KOHKPETHOIO
MYTAaI[i€i0, 1 POJaNI0, AKY IIPOAYKT BlAirpace B XXKUTTEA1ANb-
HOCTi opraHismy. ¥ pasi MyTallii, o 3yMOBJIOIOTE IIOBHY
BifcyTHiCcTHL HeoOXimgHOI opraHismMy pedyoBuHHU (HAIpHU-
KJIaJ], COMATOTPOIHOI'0 ropMoHa a6o nutToxpomy-450), Hop-
MaJILHAN PO3BHUTOK YTPYAHEeHHH abo HEMOMKJIHUBUI. 3a
iHINKUX MyTaIlii, M0 NPU3BOAATE A0 AedinuTy 610J0riuHO
AKTHUBHOI peuoBUHHU ab0 CTPYKTYpPHOIO 0ijIKa, BUHUKAIOTh
3aXBOPIOBAHHA, AKi CIPUUYMHIOIOTE PO3JaJ CTPYKTYPH Ta
(GYHKI[i## IIeBHUX TKAaHWH, OpraHiB a6o (isziosgoriyHmx
CHUCTEM.

BapianTu matoreHe3y MOHOTeHHUMX (MEHIEJIIOIOUUX)
3aXBOPIOBAHb PiBHOMAaHiTHI, II10 3yMOBJIEHO 3HAYHOIO K1Jb-
KicTio mOpyuIieHb 0ioxXiMiuHHMX peakIiii, sKi BigOyBamoTh-
cs B opranismi. HeazBaxkarouu Ha 1e, BUOKPEMJIEHO JeAKl
3araJbHi 3aKOHOMiIpPHOCTI PO3BUTKY MOHOT€HHUX (Gopm
nartoyaorii. Hanpukaanx, mono 6ararbox CHagKOBUX XBO-
po6 0OMiHY peUYOBHH 3’sACOBAHO HAABHICTD IIPAMOTO 3B’ A3-
Ky MiX MYTaHTHMM I€HOM i IIOpyIneHowo 0ioXiMidHOIO
peaxIricio.

HaTtenep BiAKpPHUTO 1 JeTallbHO OIHCAHO COTHI BHUIIB
CIIaJKOBUX aHOMAaJiN MeTaboJizaMy, CIPUUYMHEHUX MyTa-
IIi€10 OJHOIO IeHa. SYMOBJIeHA MYTAI[i€l0 reHa aHOMAJisa
AMIHOKHCJIOTHOI IIOCJiJOBHOCTI ITOJIiIIEeNTHIHOTO JIaHITIOTra
icToTHO TOpyIlye aKTUBHICTHL (hepMeHTiB. BinbImicTe BU-
MagKkiB cIagKOBUX IIATOJOTiM 0OOMiIHY peYyOBHH IIOB’s3aHi
caMe 3i 3MiHOIO aKTMBHOCTI (pepMeHTiB, 1[0 HPU3BOAUTE J0
po3Jany abo 3YIHHKH peakIliii y JaHIo3i mMeraboJizmy,
HACJHiJKOM YOI'0 CTaHe PO3BHUTOK IleBHOI xBopoOu. Ilpm
I[bOMY 3aXBOPIOBAHHSA MOXX€ BUHUKATH 3 TAKUX IPUYNH:

1) HaKonmMueHHA cyOcTpaTy (HaIJIUIIKY) PEYOBUHU (Ha-
IIPUKJIAJ, 1epedbposuay rmpu xBopobi I'ome), axka migjsarae

nii pepMeHTY;
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2) 36i/pIIIeHHA BMICTY PeUOBUHHU-IIONePeAHNKA (Hanpu-
KJIaJ, METIOHIHY IPH UCTATHOHIHYPil);

3) HeJocTaTHE YTBOPEHHA peuoBNHU (Hacamiepen gedi-
OUT MATHNIH-TpHGOoCGhaTy NP OPOTOBIH amuAypii);

4) 30iybIIIeHHS KOHIIeHTpalil TOKCHUYHUX OIPOAYKTiB Me-
Tabojrisamy (Hampukiaaz, (QeHimaneTUATIIOTAMiHY, (heHia-
OLTOBOI, (hpeHIImipOBMHOIPAZHOI KHCJOTH Ta iHImMHuX Qe-
HiJIKETOHOBUX MOXITHUX IIPH PeHiIKeTOHYpil).

IIpoTe HaBiTH y pasi CX0¥KOCTi BUAY NOPYIIIeHb, HAIIPU-
KJIaT IpY HAaKONHWYEHHI Ccy0CcTpary, MexaHi3MH PO3BUTKY
pi3HHX 3aXBOPIOBAaHb OyIyTh HeOAHAKOBUMU. B ofHOMY BH-
naaky cyocrpar (IpuMipoM, BUCOKOMOJIEKYJIAPHA PEUOBH-
Ha y pasi amaBpoTuuHoi igiorii Tea — Cakca), 1o Harpo-
MaJ K yETHCA, MOYKe BIAKJIAJATUCA B KJIITHHAX, IIOCTYIIOBO
MIPU3BOAAYN A0 1X 3arubesi. 3a 1HIOUX YMOB HAaAJIUIIIOK
HHU3bKOMOJIEKYJISIPHOI PO3YMHHOL PEYOBHMHHM 3YMOBJIIOE 11
BHCOKY KOHIIEHTpAaIlilo B 6ioJoriyHuX piAuHaxX opraHismy.
Hanpuxaan, npu ragakTodeMii (BHACHIZOK HeZOCTATHOCTI
rajJakTo3o-1-pochar-ypuauniarpanchepasu) BiadyBaeTbCA
HAKONHUYEHHA IVII0K030-1-pocdaTy, TOKCHUUHI KOHIIEHTPA-
il AKOT0 BpaskaioTh PidH1I TKAHUHU, CIPUUYUHIOIOUY ITUPO3
IMeYiHKK, KaTapakTy, YOIKOI)KeHHS HUPOK, HEeHPOHIB ro-
JIOBHOT'O MO3KY.

XpomocomAi nmaroJorii. OcobsuBIiCTIO TaTOreHE3y Xpo-
MOCOMHHMX XBOPO0 € paHHE IMMOPYyIIeHHA Mopdorenesdy. Bono
ITPOABJISIETHCA PO3JIAJOM IOJIiNy Ta NO3PiBaHHSA KJITHH, IX
mirpaiili Ta gudepeHniaiii, 1m0 3yMOBJIOE BUHUKHEHHSA
MHOXXUHHIUX aHOMaJi#l GOpMYyBaHHA Pi3HUX OpPraHim i TKa-
HIuH. OCHOBOIO I[TUX ABHUII € He30aIaHCOBAHICTEL 'eHOMY.

PoapisuATer Taki Tunm egpeKTiB y Opoieci poO3SBUTKY
XPOMOCOMHHX XBOPOO:

— cuenudiuHi edpeKTH, 110 3aJ€XKaTh BiJ 3MiHU Kijab-
KOCTi CTPYKTYPHHUX I'eHiB (YHIKAJABHUX AJ OyAb-AKOL XPO-
MOCOMM ), IKi KOAYIOTh CHHTE3 eBHOro 6iska. Ilpu Tpuco-
MifIX KiJdbKicTh iX 30iMbHIYETHCA, a IPHM MOHOCOMIAX —
3MEHIIYETHCH;

— HamniBcnenudiuHi edpexkTH, 00YyMOBJIEH1 3MiIHOIO KiJb-
KOCTi reHiB, NIpeJCcTaBJIeHUX Y I'eHOMi YHCJIEeHHUMU KOIIif-
MU (HAaIIpUKJIaL, FfeHM puO0OCOMHUX, TICTOHOBHX, CKOPOTJIH-
BUX OLJIKiB TOMIO);

— ”HecnenudidyHi IpoABU IPH XPOMOCOMHUX abepaliax,
SIKi MOJKe 3yMOBJIIOBATH 3MiHA CTPYKTYPH reTepoXpoMaTru-
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HY (FreHeTHYHO iHEepTHHUX HiJIAHOK XPOMOCOM), III0O Bimirpae
BAXKJIMBY POJIb y IIpoliecax KJIITHHHOTO IOy, POCTY TOILO.

Y pasi xpomocoMHHuX abepailiii OpoAB BiAXUJIEHHA Bif
HOPMAaJILHOI'O PO3BUTKY, AK IIPABUJIO, KOPEJIOE i3 CcTyIe-
HeM XpOMOCOMHOro aucbanancy. Yum Oispiie xpomMocom-
HOT'O MaTepiajy 3ajydeHo a0 abepailii, Tum paHilile 3aXBO-
PIOBAaHHS INPOSBUTHCA B OHTOreHe3l i 3HaUHImMuUM Oyne
MOPYIIeHHA (Pi3UYHOI'0 Ta MCUXIYHOTO PO3BUTKY JIOAUHMU.
IIpn unpoMy HAAJIMIOIOK XPOMOCOMHOT'O MAaTepiajly MeHIIE
BIIJIMBA€ Ha KJiIHIYHY KapTHHY XBOpOOH, Hi»K MOro BTpaTa.
Hanpuknanx, yrparta ogHiel 3 ayTOCOM HepenIKoAKae iM-
maaHTanii adnekJIiTuHY y cTiHKy maTtku. OgHak Bigomi
XPOMOCOMHI CHUHIPOMM, 3YMOBJIEHI TPHMCOMIAMH Pi3HHX
XPOMOCOM.

Hagnuinmoxk abo HecTaua reTepoXpoMaTHHOBUX JiJITHOK
XPOMOCOM MOJKe i He MaTi KJIHIYHUX HacCJHigKiB, aje BTpa-
Ta €YyXPOMATHHOBUX (T€HETHUUYHO aKTHUBHUX) ALJIAHOK XpO-
MOCOM 3aB}K/JAU NPU3BOJAUTH J0 BTPATH YHIKAJbHUX I'eHiB Ta
PO3BUTKY BAXKKUX ATOJIOIiH.

3B’A30K MiXX NPOABOM CnajgKoBMUX 3aXBOPIOBaHb
i BIKOM NtoAUHMU

BinpriicTe cnagKoBUX XBOPOO pO3Mi3HAIOTH Y IIepUHA-
TaJdbHOMY (IIiff yac Ta oApal3y MiCJdA IIOJOTIiB) 1 paAHHLOMY
IUTAYoMY Bini. SIK npaBujo, mepiii CHUMITOMU 3aXBOPIO-
BaHHSA AiarHOCTYIOTh Y MOMEHT HapoAKeHHs abo HeBJOB-
3i micna Heoro. Hanpukian, gedaxki cuagKoBi CUHAPOMH,
II[O CYIIPOBOJKVIOTHECS BaJaMU PO3BUTKY (PO3IIEIJIEHHA
ryou abo nijHeOiHHA, JOAATKOBI maJbNi HA KHCTiL Ta CTO-
ni, BiacyTHiCcTL KiHIIBKH, AedeKTH IepefHBbOl depeBHOI
CTiHKM, ONYIKOBa I'pU:Ka Ta 1H.), MOKHA HO0AUYUTH IIPU
HaApOJKeHH1 JTUTUHU. YCi XpPOMOCOMHI CHHJAPOMHU, aXOH-
JponJjasiio Ta iHIII aHoManil cKeJseTa Te)X BUSBIAIOTH
paHo (abo BoHU € Bpomxkenumu). IIpore iHoxai nepmri KJi-
HiYHI DPOABU CHAAKOBOI'0 3aXBOPIOBAHHS JA1arHOCTYIOTH
Yy CTApIIOMY Bili.

CroocTepeskeHHs HOoKasaiau, 1o 25% ycix MOHOreHHUX
XBOpPO0 pO3BUBAIOTHECA A0 HapoKeHHA. IIpubirsHo a0 Tppox
POKiB BHABJIAETHCA ie 50% TaKMxX 3aXBOpOBaHb. BogHouac
BiioMi CIIaAKOBI 3aXBOPIOBAHHA 3 MI3HIMU TepMiHAMH BUSBY
(xBopoba AsbrireiiMepa, xoped I'eHTUHI'TOHA Ta iH.).
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IIaTosiorii pisHMX BiKOBHX NEPIOAiB JKUTTA JIOAUHHU
MAaIOTh NeBHi BigmimHOCTI (Tada. 5.1).

Tabauusa 5.1
JesAxri BJIaCTHBOCTI CNIaJKOBHX NATOJIOTIH 3a/I€3KHO Bifl BiKy BUABY
Baactusocri Bixosni nepiox
CHAIKOBHX IIATOJIOTIiH -
Jlo HacTaHHA Hicas sacrasesa
crareBoi 3pimoeri c¢raTeBol 3piaocri
Tun yenaaxyBaHHA MoHoreHHuA MynbsTH(pAKTOPHAN
Bik mouaTky Pannii Ilismin
Yacrora Piaxicui Yacri
Ilepiozn Koporknii JloBpruii
IO IIPOABY XBOpOOU
KinekicTs Bararo Habararo menie
XBOPHX POAHUYIB
KinskicTh xBOPOO Hyxe BeIuKa 3HauYHO MeHIIIa
BigmirHoCT, Piaxkicui Yacri
3yMOBJIEH]1 CTATTIO
YcnagkoByBaHICTh Bucoxka Husbka
IIporuososaHicTh Bucoxka Hwusska

Hanpukaaz, i3 BIKOM 3MeHIIYETHCA YacTOTa MOHOTE€H-
HUX XBOPOO 1 30iJbMIYETHCA YacTKa MYJbTUMAKTOPHUX
(6araTOYMHHHUKOBUX), BUAB AKUX IIPOBOKYIOTH BOJHUBU Ha-
BKOJIMIIHBOI'O cepezoBuina. lle Mo)KHa MOACHUTHU TUM, IO
3 BiKOM 3HMMKYVETHCSA 3HAYEHHA CIIAJKOBUX YHMHHHKIB ¥
PO3BUTKY IIaTOJIOT1H.

Pe3UCTEeHTHICTb A0 NiKyBaHHSA, NPOrpeAicHTHICTb
Ta XPOHi4HICTb cnagKoOBUX NaTonorin

CragkosBi maToJjiorii MaloTh CIiJIbHI O3HAKM, 30KpeMa
PEe3UCTEHTHICTh M0 JIIKYBaHHSA, NPOTPEAIECHTHICTh 1 XPO-
HiUHICTB.

Pe3sucrentHicTh (CTiMKICTH) CIIAAKOBHUX IIATOJIOTiH 1O
dikysaHHA. [{a KaiHiuHA 0COOJMUBICTL NOACHIOETHCA TUM,
[0 y 0ararb0X BHNAJKaX BUIPABUTH NEePBUHHI JIAaHKU
IIaTOreHe3y 3aXBOPIOBAaHbL, HaBiTh AKIINO BiIOMUIM II€ePBUH-
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HUM OPOAYKT MYTAHTHOT'O I'eHa, HEMOXKJINBO. SIBUIile pe3u-
CTEHTHOCTI TAKOK YacTO CIPUUYNHEHE THM, III0 CUMIOTOMH
CIIaZKOBMX 3aXBOPIOBAHb CIPUMMAIOTHL AK caMe 3aXBOPIO-
BaHHA. CaMe ToMy BUKOPUCTAHHA CTAHJAPTHUX CXeM, IIif-
XO04iB i MmeToaiB Tepamii, Aax mpaBuio, 6esycoiniHe. Hampu-
KJaJ, JIIKYBaHHSA €eK3eMH, AKa € HIKIPHUM IIPOABOM IIPOTO-
Kompomnopdipil (crmagroBa xBopoba KpoBi), 4aCTO OJATAE Y
JiKYBaHHA CUMIITOMY, TOJAL AK AJA 3aXBOPIOBAHHA PO3PO-
0JieHO HaAi¥Hi MmeToau rmpodilakKTUKHK Ta Tepalii, ocHOBaHI
HA 3aKOHOMipHOCTSX MOTro maToreHesy. 3a Hepo3MIi3HaHOI0
cugapomy KocTmama iHTeHcuBHa aHTHOioTHKOTepamis
THifHMYKOBUX BHPAa30K CJIN3HCTUX OOOJIOHOK 1 IIKipH He
PATYE AUTUHY Bij IIporpecyodoro mepebiry xBopodu, 1mo
NPOABJAETHCA Y BUTJIAAL QYPYHKYJIIB, HAHOEHD IMIAIIKIP-
HOI KJITKOBMHM, BAXXKHUX CTOMAaTHUTiB, OjsedapuTiB (3ama-
JIeHHA KpaiB IIOBiK) Ta iH.

KoagHa okpema KJiHiuHa 0co0JHBICTH He MOXKe OyTu
abCOJIOTHUM KPUTEPieM JJid BUSHAUEHHS CIaZKOBOIO 3aX-
BOPIOBAHHA. JIHIIe CYKYIIHICTh KiJIbKOX XapaKTepPHUX AJIA
IEeBHOI CHaAKOBOl IATOJIOTil 03HAK MOXK€ CTaTH OCHOBOIO
JIJIA NiarHOCTYBaHHA.

IIporpenieHTHICTH i XPOHIYHICTH CHIATKOBUX IIATOJIO-
rii. Ilepebir 3axBOpIOBaHHA 3 NOCTIMHMM HOTiPIIEHHAM
3araJbHOI0 CTAaHy Ta HAPOCTAHHAM HEeTraTUBHUX CUMIITO-
MiB y maimieHTa Ha3uBapOTh nporpemieaTaum. [aa Gara-
ThOX CHAJAKOBUX XBOPOO XapaKTepHe MOCTyHOBe HAapo-
CTAHHA 1X TAKKOCTI 3 PO3BUTKOM IIATOJIOTIYHOTO IIPOIiecy.
Hanpuxnan, npu ¢peHinKeTOHYpil y nmpoiieci pocty AUTH-
HY 3’ ABJAIOTHCA 1 HNOCUJIOIOTHCA CHUMITOMHU 3aTPUMKHU
IICUXOMOTOPHOTO Ta PO3YMOBOI'0O PO3BUTKY, (OPMYETHCA
BTOpPUHHA MiKponedanaia. XBopoba Tesa — Caxca mouwnHa-
€ThCA 13 IIecTHMicCAYHOrO BiKy JeMieJyiHizaIiero HepBO-
BUX BOJIOKOH, III0 IOCTYIIOBO IIPUBOAUTH JO JIETAJIbHOTO
HaCJiIKYy.

ConaaxoBi xBopoOM, IO IIOYMHAIOTHCA B OYAb-AKOMY
Bili, MaioThe XpoHiUHMY xapaKTep. Hanpukaan, gitu, XBopi
Ha cmiHaabpHY amioTpodiio Bepauira — I'odpmana, nocTyrio-
BO BTPAUYalOTh PYXOBY aKTHBHICTH YHACJIIIOK 3aru0eJIi MOTO-
HEeMPOHiB IepeAHiX pOriB CIMHHOIO MO3KY, a ¥ XBOPHUX 3
JIeTeHeBOI0 (POpMOI0 MYKOBICIIU03Y POPMYETHCA XPOHiUHA
IIHeBMOHiA uepes HOiABUIIEHY B A3KICTH CEKpeTiB OpoH-
XiaJIbHUX CAM30BUX 3aJ103. 3a rOMO3UTOTHOI -Tasmacemii Ha
(¢oHi HapocTawUYoro HEeJOKPiB’A IOCTYIIOBO 30iJbIITYyIOTHCA
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po3Mipu NeUYiHKM Ta ceJyie3iHKHM, PO3BHBAIOTHCA AHOMAJIIl
KicTKkOBOI Ta iMyHHOI cucreM. YucaeHni ¢gopMu cCriagKoBUX
IIaTOJIOTiH OyJIM BUSIBJIEHI caMe P 00CTexXeHHi manieHTiB 3
XPOHIYHUM IIepediroM 3aXBOPIOBAHHA.

I'emHeTHYHOI0 OCHOBOIO ITPOTPENi€HTHOCTI Ta XPOHIUHOTO
nepebiry crnagkoBUX XBOpob €, AK IIpaBujo, OGesrepeps-
HiCTB Ail MaTOJOrivyHOTO reHa Ta BiICYTHICTD OT0 HOPMAJIb-
HOT'0 IIPOAYKTY, IO IPU3BOLUTH O IOPYHICHHA HOPMAJIBHOI'O
¢byHKINiOHyBaHHA KJIITHUH, TKAHWH i Oprauis.

Crynids nqux ABUIN AJIA OJHOTO i TOro caMoro 3axXBopio-
BaHHA y PI3HUX IAIIi€HTIB PiBHUTHCH.

CumnTomaTtuyHi ocobnuBocCTi cnagKoBUX NaToONOFiN

CnaagkoBuM xBOpOOAM BJIACTHBiI IEBHI CUMIITOMATHYHI
0COOJIMBOCTI.

CiMeliHu#l XapakTep CnaJKOBHX 3aXBOPIOBaHb. DBiJjb-
IIICTh CIAaAKOBHX XBOPOO HasiBHA B 0Ci0, AKi HajsexaTs 10
omHiel cim’i. Ha BiamiHy Big imdexmiiHnx 3axBOpIOBaHb
PO3IOALI BUNAAKIB CIAAKOBHUX IIATOJIOTIH V IIOKOJIHHAX Ta
3aJIeKHO BiJ cTaTi mignArae 3akoHoMipHocTaM I'. Menzens.

OpBak HaABHICTL 3aXBOPIOBAHHA TiJIBKHM B OQHOIO 3
YJIeHiB POLOBOAY HE BUKJIOUAE CIAJKOBOTO XapaKTepy miel
xBopobu. Taky cuTyanio Moxe CIPHUMHHTHU HOBA AOMi-
HAHTHa MyTallis, 10 BinfyJsacsa B ayTocoMmi um crareBiil
XPOMOCOMI1 OAHOTO 3 OaTHKiB; ABHUIIle HEIIOBHOI II€HETPAHT-
HOCT1 JOMIHAHTHOTO I'eHa; IreTePO3UTOTHICTE 000X 0aThKiB
3a IIaTOJIOTIYHUM PEelleCUBHUM I'eHOM; HAsIBHICTH perecuB-
HO1 X-34yereHoi maToJorii.

MHOXHHHICTS YyPaKeHHA OPraHiB i cucTeM NpH cnaj-
KOBHX mnatoJgoriax. [Ipakruuno ycim opmam cnagkoBoi
IIaTOJIOT1] BJaCTHBa MHOMKHUHHICTh YpasXKeHHs, 3YMOBJIE-
Ha IJIeHOTPOIHOIO i€l reHa, To6To f0ro 31aTHICTIO KOH-
TPOJIIOBATH PO3BUTOK PisHMX O3HaAK opranisamy. Hampwu-
KJan, y pasi cugapomy Mapdana morepnamoTh KiCTKOBA,
CEpIEeBO-CyAUHHA CUCTEMHU Ta OPraHU 30PYy; CHHAPOMY
Jloperca — MyHa — KicTKoBa, cedyocTareBa, eHIOKPHUH-
Ha CHCTEMU Ta OpPraHU 30py; rajakrosemil — meuviHKa,
ITHC, opraumn 30py.

MexaHi3Mn nmepBUHHOI mjedoTpomrHoi Aii rewis 3a ge-
SIKHMX CIIaJKOBUX 3aXBOPIOBaHb yake Bigowmi. Ile, Ak mpasu-
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JIO, XBOpoOM 0OMiHYy PEYOBHH, Y T. 4. XBOPOOH HAKOIUYEH-
Ha. Tak, 3a ayTOCOMHO-PENeCHBHOTO 3aXBOPIOBaHHA Becrt-
dans — Binscona — KonoBasoBa gedeKT CHPOBATKOBOI'O
O0inka mepyJsomiasminy He 3abe3neuye e)eKTHBHOI'O TpaHC-
NOPTYBAaHHA MiAl, IO CHPUYHHIOE BIAKJIAAECHHA 11 HaAJIUIII-
Ky B Pi3HUX opraHax i TKaHMHaX, HACJHiJKOM 4YOTr0 CTalOTh
MHOXXUWHHI ypaKeHHA.

IHonaimopgizm cnagKOBUX HaToaOrii. YnuciaeHHicTh Kai-
HIiYHMX O3HAK Ta Ja0OpaTOPHUX IIOKA3HUKIB OyAb-SKOro
3aXBOPIOBAHHS, 4 TAKOXK Pi3HOMAaHITHICTS IX IPOABY HaA3U-
BAIOTh noJsimopghizmom. Hanpukiazn, y 4aCTUHU XBOPUX Ha
curzapom MapdaHa AiarHoCcTy0Th BUIMHAHHSA MiTPaJbHOI'O
KJIamaHa ceplis, a B IHIINX — aHeBpu3My (poscaabiieHHA Ta
BUIIMHAHHA cTiHKM) aoptu. lIlomo opraniB 3o0py Mmoxke Bu-
ABJIATHUCS NMiJABUBUX KPHUINTAJIHKA a00 HE3HAUHA KOPOTKO-
30piCTh TOIIO.

IIpukiagomM pi3HOMAHITHOrO IPOABY CUMIITOMATHKM 3a
OHOT'O ¥ TOI'0 CAaMOT0 3aXBOPIOBAHHA € TAKOXK Herpodiopo-
maTto3d I Tuny (HaABHICTHL YMCIEHHUX IIIrMEeHTHUX IJIAM,
INKipHUX Ta MiAMIKipHEUX OyXJuH). Bigomi sunagkm, Koju
B OJHOT'O0 XBOPOro Ha HeHpodiOpomMaTo3 CIIOCTepiraeTbcsa
IIOBHA KJIIHIYHA KapTHHA, 4JA AKO0l XapaKTepHLI MHOXHHHI
IIYXJIMHH, TOJi AK y iHIIOro (HaBiTh y poguya) — JMIIIE IIir-
MEHTHI ILJIAMH.

Onucani ABMIIa COPUYHMHEHI TAKMMH OCOOJHUBOCTAMU
r'eHiB, Y T. 4. 1 MyTaHTHUX, AK neHeMpaHmHicmsb — B1pOri-
AHicTh (4acTOoTa) BUABY 3aXBOPIOBAHHA (03HaRH) Yy HOCIiiB
reHa, 1 excnpecugHicmv — CTYIIiHb BUABY [ii reHa.

SKIO nmeBHA O03HaKa BH3HAUEHA JIMIIE HAABHICTIO Bl,z:-
IIOBiJHOTO r'eHa, TO UAETHCA IIPO CTOBiACOTKOBY HOro mneHe-
TpaHTHiCTSL . Ko 3a HagBHOCTI reHa XxBopo0a IPOABJIAETh-
¢cd He B yCiX BHIIaJIKaX, Il€ CBIAYUTHL IIPO HEIOBHY II€HE-
TPAHTHICTbD.

OnHe 1 Te caMe 3aXBOPIOBAHHSA MOXKe HEOJHAKOBO BiI0Oy-
BATHUCA Y PI3HUX XBOPHUX, HABITH Y YJIEHIB OJHOTO POJIOBO-
ny. Ile cBimuuTh Mpo PisHY eKcnpecuBHiCcTH reHa. [Ipukaa-
JIOM MOXKe OyTH pisHOMAHITHICTH BHABIB CHMIITOMATHKH
HerpopidbpomaTosy. IHOAI BusiB reHa HaCTiIbKH He3HAU-
HUH, IO O3HAKH MOTO HEe MOX{HA J1arsHoCTyBATH TPagMILii-
HUMH METOJaMMu.

Kaimiuauii mosiMopdpisM cnaKoBux XBopoO, BU3HAaAYeE-
HUX OAHUM I'€HOM, MOXKe IIPDOABUTHCA Pi3HMM YaACOM IIO-
YATKy 3aXBOPIOBAaHHA ab0 PI3HOIO TSXKKICTIO KJIIHIYHUX
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nmpoaBiB. Hanpukisazn, xopes 'eHTHHI'TOHA, cepemHill BiK
mouyaTky #Akoi npmbausno 40 pokiB, MOKe mmodyaTHCS B
JUTAYOMY Birii abo auie micias 60 pokis.

Cnenudiuni cuMnToMu cnaaxkoBux maroJoriu. Hasas-
HiCTB pPiAKiCHHX crenu(}ivHNX CUMIITOMIB a0o iX moegHaHb
Y XBOPOI'O MOXKE CBiIYHUTH ITPO CIIAAKOBY ab0 IIPHUPOIKEHY
MIpupony Horo saxBopioBaHHA. Hampukxiax, y IUTUHH 3
POBIINENJeHHAM HOifHeOiHHA HaABHICThP CHMETPHYHUX 3a-
rJuOuH ab0 CBUIIB HA CJAM30Bii 000JIOHII HMXKHBOI ryou
Ja€ 3MOTy Hi/[03pI0BATHU ayTOCOMHO-AOMIHAHTHUN CHUHIPOM
Ban gep Bypa; HasaBHiICTE HIMPOKOTO IEPIIOr0 HaJbIA
KHCTEeH! Ta CTOI Y AUTHHH 3 IIPOIPECylOUoi0 PO3yMOBOIO
BiZICTAJICTIO — ayTOCOMHO-AOMiHAHTHUM cuHIpoM PyO0iH-
mireiitna — Teibi Tomgo.

Y nesKuxXx BHIIAJAKaX CHUMIITOMH BUSABY TI'e€HiB, IO He
MalOTh KJIIHIYHOTO 3HAUEeHHs, OMOPHI IpM BU3HA4YeHHI ma-
toJiorii. Hanpukiazg, BusBIeHHs HaCiYOK HA MOUIIl ByXa y
OIATHUHH 3 HAJIMIPHO BEJHUKHM S3UKOM Ta PO3XOIKEHHIM
MIPAMUX M’ f3iB KMBOTA € BUPIIIAJbHUM JJA BU3HAYEHHS
cuHapomy BekBiTa — BisgemaHna, oT:ke, BuMOOPY BiADOBiIAHOL
Teparmii.

[eHeTH4YHa reTeporeHHicTb NaToNOriN

HedpekTnn pi3HUX TreHIB MOXYTh 3YMOBUTH KJIHIUHO
ImoAi6Hi XBOopoOH y pi3HUX ciM’AX, TOOTO TeHEeTUYHY IeTepo-
reHHIiCTh cOaaKoBUX maroJoriii. Hassu 0araTbox maToJo-
riYHUX cTaHiB a0 HABITh 3aXBOPIOBAHb YaCTO IIPUXOBYIOTH
BJIACTHUBY IM rereporeHHicth. Hampukiajg, KOXKHA 3 TaKUX
Ha3B, SIK «CHUHJAPOM KPOBOTOYMBOCTi», «M’ f30Ba JUCTPO-
(dia», «po3yMoBa BiICTANICTEL», «IJIyXOTa», «aHEMisd», «TJIi-
KOreHO3» (aHOMaJIbHEe HAKOIIMUEHHA IILKOTeHY), II03HAUae
KiJibKa KJiHiYHO, 0i0XiMiuHO Ta TeHeTHYHO Pi3HUX XBOPOO.
®eHOoTUNHO (KJIIHIYHO) OJHOPiJHE 3aXBOPIOBAHHA MOMKE
OyTH I'eHeTHUYHO I'eTePOreHHUM, SAKIIO0 JaHIIor ioro 6ioxi-
MiUHHX peakiiii 0JJOKOBaHUM y PI3HUX TOYKAaX, AK 3a aape-
HOTeHiTaJILHOrO CHHAPOMY (IOpyIneHHA O0ioCHMHTe3y rop-
MoHiB). BizcyTHicTh ab0 HecTaua OJHAKOBOTO KiHIIEBOTO
MIPOAYKTY, HAIPHUKJAA IeMOTJIO0iHY, IO IIPUSBOJUTL IO
HeJOKpiB’A, TaK0o)X iMOBIpHUI HACIIZOK MyTalid pisHUX
TeHiB.
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l'eTeporeHHOCTI CIIaAKOBOT'0 3aXBOPIOBAHHA BJIACTHUBI
TaKi O3HaKH:

1. HaaBHicTh ciMelf i3 pisHUMH TMIAMM yCHaJKVBaH-
HA KJIiHIYHO CXOXHMX B3axBopooBaHb. Hampukjaz, IIir-
MEHTHUH PeTUHIT (3HH)KEeHHS HIYHOro 30py, 3BY)KEHHS
[10JIiB 30Dy 3 MOJAJBINOI0 IIPOTPECYIOUOI0 BTPATOIO 30PY A0
IIOBHOI CJIIIIOTH) MOKe YCHaJAKOBYBATHCA K ayTOCOMHO-
JOMIHAHTHUM, AyTOCOMHO-peHeCUBHHUYN umu X-3delljieHa
pelleciBHa o3HaKa. I'eH ayTocoMHO-AoMiHaHTHOI dopMu
JIOKaJIi3oBaHUI Ha AOBromMy Iiedi xpomocomu 3 (3q24),
red ayTOCOMHO-PEIeCHBHOI (GOPMH — HA KOPOTKOMY
mredi xpomocomu 6 (6p21.3), a ren X-3uensenol popmMu —
Ha KOopoTkoMy 1uiedi X-xpomocomu (Xpl11.3) (puc. 5.1).
Kpim nmux ¢opM HOirMeHTHOTO PETHHITY, BUABJEHO IIe
npuHaMHi 9, aHoMaJIbHI reHu AKHUX JOKaJi30BaHi B Xpo-
mocomax 1, 7(2 reun), 8, 17, 19 ra X (3 reuu, Kpim HasBa-
HOTIO).

N\

IlirmenTHUH!
peruHiT, II; "
. irMeHTHUH
IlirmenTHUHI ggj};ﬂd)eplfl peruHiT 2
peTuHiT 5 EXHIN
/ q
Xpomocoma 3 Xpomocoma 6 X-xpoMocomMma

Puc. 5.1. Jlokanisauia reHiB geaknx ¢opm
NiIrMEHTHOro PETUHITY Ha XpoMocoMax

2. HapopaxeHHd ZiTell 3 HOpMAaJbHUM CAYXOM BiZ 6aTh-
KiB, XBOpPHX Ha ayTOCOMHO-PEIECHUBHY IJYXOTy Pi3HUX
thopm. BusBiero 6araTo (hopMm riayxoTu 3 ayTOCOMHO-pelie-
CUBHHUM TUIIOM YCIIaJKYBaHHA, CIPUYNHEHUX MYTAI[IAMHU Y
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reHax, JJOKaJi30BaHUX, HAIIPUKJIAJA, Y XpoMocoMax 2, 3, 4,
7,13, 14,17, 21 ra inH.

3. HasBHicTb pidHUX npoBiAHNX OioxiMiuyHux nedeKTiB.
Tax, y pasi cunapomy Candisinmo (mopyiieHHA BYTJI€BOA-
HOIo OOMiHy, III0 CYNIPOBOMKYETHCA BaAKKUMHU (PI3UUHUMU
BaJJaMH Ta PO3YMOBOIO BiZCTaJIiCTIO) BUOKPEMJIIIOTH YOTH-
pu Tunu OioxiMiuHuX nederTiB. KoxxHME i3 HUX XapaKTe-
pu3yeEThCA OpaKoOM TOro 4™ iHIIOro ¢epMeHTy, AKuM Gepe
ydacTh Y BYIJIeBOAHOMY OOMiHI Ha meBHil Moro craxgil.

Ha sBuIe reHeTHYHOL reTepOreHHOCTI HeOoOXiTHO 3Ba-
JKATH Y IIpoleci MeJIuKO-TreHeTUYHOIO KOHCYJIbTYBaHHSA.

5.4. [eHHi xBOpOOH

Bigomo npubin3HO YOTHUPU THUCAYL T'€HHUX 3aXBOPIO-
BaHb, XapaKTep YyCHaZKyBaHHA AKHX BU3HAYAETHCA 3aKO-
HaMu MeHgens. BoHu cTaBHOBJIATL YHCJAEHHY Ta Pi3HOMAa-
HiTHY 34 KJiHiYHOIO KapTUHOIO I'PyNy IIaTOJOTiM, OCHOBOIO
AKHNX € MyTallisd OOHOT'O I'eHa.

FeHHi XBOpOo6GM — cnagKosi naTtonorii, siKi CNpUYMHEHi MyTayiero
OQHOro reHa i nNepefaioTbCs HacCTYNMHUM MOKOMIHHAM 3a 3aKoHamu
MeHgens.

CepenHsa 3arajibHa 4acTOTA HOBOHAPOIKEHMX i3 TaKM-
MU XBopobaMu cTaHoBUTEL 1% . I3 Hux npubausao 50% ypa-
JKeHi ayTOCOMHO-ZOMiHAaHTHMMHU naroJorigmu, 25% —
ayTOCOMHO-pellecUuBHUMH Ta 25% — 3uerieHUMH 3 X-XPO-
MOCOMOIO. 3aXBOPIOBaHHSA, AETEePMiHOBAHI remamm, AKi
MiCTATHCA B Y-XPOMOCOMi 4x MiTOXOHAPiAX, TPAILIAIOTHCA
ny:xke pimxko. XBopoOy BBa)XarwTh AOCUTH IOINUPEHOIO,
aKmo i1 gacrora carae 1:10 000 HoBoHapomKeHUX. 3a
yacToT ypakenHsa 1:11 000—40 000 HoBOHApPOIKEHUX
IIATOJIOTiSI MA€ CepeHIO MOIUPEHICTE.

AyTOCOMHO-AOMiHAHTHI naTtonorii

HaiiBizomimmuMy ayTOCOMHO-IOMIHAHTHUMU 3aXBOPIO-
BaHHAMU € xoped I'euTuHrroHa, cuagpom Mapdana, cuH-
npom Xoara — Opawma, HelpohiOpomaTo3, cepnonoxioHo-
KJiTHHHA aHeMida, mepiogmyHuU#E napainiu. XapakKTepHa
O3HAKa IIUX IIATOJIOTi# — HOpPYIIEHHS CHHTE3Y CTPYKTYP-
HUX abo crenudivnux 6inkiB (Hanpukaazg, reMorjobiny).
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Iliss MyTaHTHOTO TeHa BUABJAECTLCSA IIPAKTUYHO 3aBXKIU.
XBOpi XJONYHUKY Ta A1BYATKA HAPOMXKYIOTHCH 3 OAHAKOBOIO
YACTOTOIO.

Xopea I'earunrrona. BoHa TpanjasieTeCs 3 4acTOTOIO
npubausso Big 1 : 10 000 go 1 : 20 000. MyrasaTHUH reH
HD-huntingtin, asKu¥ CIPUYHUHIOE IIe 3aXBOPIOBaHHA,
JIOKaJII30BaHUU Y KOPOTKOMY ILJIedl 4eTBEPTOI XpOMOCOMHU
(4-p16.3) (puc. 5.2). Myrania nonsarae y 30inbiIeHHi Kijib-
Kocti TpumiaeTHux noBTopiB (IIAI') minaHku reHa, sKa
KOJAY€E KiHIeBYy YacTHHY MOJIeKYyJH OiIKa XaHTUHITHUHY,
GYHKIisA AKOro MOKM 110 He Bifoma. ¥ HOPMIi KiJIbKicTb
ITOBTOPiB Bapioe B mexkax Big 11 mo 34 Tpunieris. ¥ xBo-
pux BoHa Mmoyke OyTH Big 37 mo 100 i 6inbnie. Yum Ginpie
IIOBTOPiB Ma€e MyTaHTHHUM I'eH, THM paHiNle MOYMHAETHCA
xBopoba. Yos0BiKM XBOpirOTH 4YacTiiie, HixK KiHKHU. Oc-
HOBOIO IIAaTOJIOTiI € IIporpecymoye ypakeHHA MO3KOBHX
KJiTHH, IepeBaXHo 0as3aJbHHUX Axep (cMmyracre Tijo), 3a
SIKOTO MO30K XBOPOTO 3a pO3MipaMU CKOPOUYYETHCS HPH-
6ausno Ha 20—30%.

767 H Djhuntingtin
Xopen

D I'enunarrona
P p
FBN1
q Cungpom
q Mapdana
q TBX5
Cunapom
Xoxara — Opama
Xpomocoma 4 Xpomocoma 12 Xpomocoma 15

Puc. 5.2. lokani3auis reHiB AesKnx ayToCOMHO-A0OMIHAHTHUX
naronoriv navHu

XapaKTepHHMH O3HAKaAMH XBOPOOU € XAaOTHYHI MHUMO-
BiIBHI CKOPOYEHHA M’ sI3iB Pi3HMX YACTUH TLIa Ta PO3jaj
IIOBEJIHKY. 3aXBOPIOBAHHSI MOXKe IIOYMHATHCS 3 OJHOTO 3 ITUX
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cUMIITOMiB abo 3 000X Bifpasy B OyIb-AKOMY Billi, aje Haiiya-
CTiIle IepIii Horo o3HaKH 3’ ABAA0TLECI B 30—50 pokiB.

Xopest '[eHTUHITOHA PO3BUBAETHCS IIOCTYIIOBO. Ilepim-
MH CHMIITOMAMHU MOKYTH OYTH HEIIOCUAIOUiICTh, METYIILJIN-
BICTBH PYXiB, AK1 Hi XBOpHIi, Hi HOI0 POJAUYi HE PO3IIIHIOIOTH
AK 3axBoplooBaHHA. [IpoTe 3 uacom aHomaJii nporpecyoTs i
MOXKYTh IIPU3BECTH A0 iHBaJigHOCTi. XapaKTepHi dacTi,
paiToBi, HEPUTMIUHI CYAOMHI pyxu KiHI[IBOK abo Tynyoba,
MOJXKJIVBlI COasMHW M’ fA3iB o0JMYus, CXJUIIYBAHHS, TOPY-
meHHA MoBU. Iloripmiyerbeca KoopauHaNiAg pyxiB i uac
X0Ab0M: BOHA CTa€ TAHMIOBAJNLHOIO (xopeiunoio). Ilam’aTs
He IIOTipInyeThCA ax [0 Mi3HiX cTafili 3aXBOPIOBaHHI,
IIpOTe yBara, MUCJIEHHS Ta BUKOHABCHKL (pyHKIii caadimna-
IOTh B)Ke Ha caMOMYy IToYaTKy. HacTo cnocTepiraroThecs IIpu-
rHiveHiCcThb, OalAy»KiCcTh, BilUy)KeHiCThb, APaTiBIMBICTD,
yTpaTa KOHTPOJIO HaJ HOBEAIHKOIO. ¥ HeAKUX BHUIIaAKaX
PO3BUBAIOTHCA MadYHA Ta HaAB A3JIMBI CTaHU, y 3B A3KY 3
YUM IIOMUJIKOBO J1arHOCTYIOTH N30 PeHito.

TpuBalicTh 3aXBOPIOBaHHsA pidHa, ajie B cepelHbOMY
CTAHOBUTHL 15 poKiB. ¥ pasi pamaboro nouarky (xo 20 po-
KiB) IIaTOJIOTifA CYIPOBOAMKYETHCH CTIHKMM HNiABUIIEHHAM
M’SI30BOT'O TOHYCY, IIOPYUIEHHAMHM KoopAamHallil pyxiB Ta
nporpecye mBupire (cepegHs TPpUBAJIiCTh — BiciM poxis),
MOJKJIMBI UacTi enijlenTU4YHi Hamaau.

Y OiabirocTi BUIIaAKIiB xoped 'eHTHMHITOHA BUABAACTD-
csa B 40—50-piunomy BiIi mporpecyrodnMyu MUMOBLIBHIMH
pyxXamu, sIKi CYIIpOBOKYIOThCA CYAOMaMU M’ I3iB, a TAKOIK
BUPDaXEeHVUMHU INCUXIUHMMHU posJjazaMu (OOPYIIeHHAMHU
naMm’siTi, IpATHiYeHiCcTIO, cripobaMu caMorybcTBa, BTPaTOO
€MOIIfTHOTO KOHTPOJII0 3 YACTHMH cIllajlaxaMy po3apary-
BaHHA Ta arpecii).

Xopesa 'eHTuUHTTOHA OOTAMEHA THM, II0 O3HAKH IIATO-
Jiorii 3BMYAWHO BUABJAIOTHCA B CepelHbOMY Billi, KoJm
faraTo XxBOpuX y:Ke MaroTh aireit. Ilicaa nmoaBu cuMIToMiB
TPUBAJIICTD YKUTTS CTAHOBUTD A0 15 pokis. Ile moBisbHe 3ra-
CaHHA € JOJATKOBUM JKEpeJjioM IepeKUBaHb IJIA XBOPHUX
ta ixX pigHux. I'eH, o xoaye xopeio I'eHTMHITOHA, JOMi-
HaHTHUMN, BiH 3aBXKJIU BUABJAETHCA, TOMY AKII0 YparKeHUM
OJWH i3 0aTbKiB, BiporigHicTh HAPOIKEHHA XBOPOI AUTHUHU
ctaHoBUTbL 50% .

Conenudiube JiKyBaHHA 3aXBOPIOBAHHSA BiacyTHe. Po3-
Jagu PYyXOBOl aKTWBHOCTI Ta IMOBEJIHKU 3MEHINYIOTH 3a-
CTOCYBAaHHAM AEAKNX MEIUUHNX IPeIIapaTiB.
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Cungpom Mapdana. Bin nosdarae y cucteMHOMY ypa-
JKEHHI CIIOJIYYHOL TKAHWHU 1 XapaKTepu3yeThCA BUCOKOIO
IIeHeTPAHTHICTIO Ta pPidHOIO eKcnpecuBHicTIO. Moro vacro-
ta crtaHoBuTh 1 : 10 000—20 000. XBopoOy 3yMOBJIIOE
myTanisa reda FBN1, noxajisoBaHOro y JOBromy mJedi
xpomocomu 15 (15¢g21.1) (puc. 5.2). BusapieHO BeJINKY
KIJIBbKIiCTh MYyTAIIifl IIHOTO T'eHa, [0 COPHMUUHIOE 3HAUHY
KJiHiuHy mnoaimop¢gHicTe 3axBopioBaHHsa. ['em FBN1
Koaye cuHTe3 0inka Gi6puaiHy, 1[0 € CKJIALOBOIO CIIOJIYY-
HOl TKaHMHHU i 3a0e3meuye il npyKHiCcTh. BIoKyBaHHSA CHH-
Te3y MbOro 0iJIKa IPU3BOAUTH A0 NiJABUIIEHOrO PO3TATaH-
HA CHOJIYYHOI TKAHWHU.

Cunppom MapdaHa Bpa’kae OIOPHO-PYXOBY, ceple-
BO-CYIMHHY CHCTEMH Ta OpPraHm 30py. XBOpi MaioTh
XapaKTepHUH 30BHIIIHINA BUIJIAL: BUCOKHM 3picT, acTe-
Hiumy (KBOJY, caabKy) crarypy (puc. 5.3). llopymennsa
OIIOPHO-PYXOBOI CHCTEMH — I[€ HeIIPpONOpHiMHO AOBri
najaeli (apaXxHOJAKTHIIIA — «MIaBYKOBi» majbili), BUAOB-
JKEeHUH dyepen, gedopMaria rpyaqHoi KJAiTKH (BOPOHKONIO-
nioHa abo KijmenonioHa), BUKPUBJEHHS xpebTa, HaAMip-
HAa PYXOMicTh Ccyrio0iB, IJIOCKOCTOIiCcTh. XapaKTepHU-
MM IIOPYIIEHHAMN CEepPIEBO-CYAMHHOI CUCTEeMH € BUNU-
HaHHsS MiTpaJIbHOTO KJjamaHa B OiK JIiBoTo mepexacepad,
POBIIHUPEHHSA A0PTHU ¥ BUCXiTHOMY ab0 UepeBHOMY BiAai-
Jii 3 PO3BUTKOM aHeBpusMHu (BunuuaHHsA). IlaTtosoris
OpraHiB 30py IIOJATra€ Y KOPOTKO30POCTi BUCOKOTO CTY-
NneHsa BHACJHIAOK HigBuBuXy (ab00 3CyBYy) KpHIITaAIHNKa Ta
pPi3HOMY KOJBOPLI paMay»KHO1 O000JOHKU. MOXYTh Tpa-
IIJIATHUCS TAKOX IaxXxOBl, CTerHOBi, miadparmaybpHi rpm-
XKi, iHOHl — onmymieHHS HUPOK, eM(dizeMa JIiereHiB, ocja-
OJeHHA CJAYXY aX 0 moBHOI rayxotu. Ilompm Bei mi
IIOPYIIeHHA, ICUXiYHUM 1 pO3YMOBHUH PO3BHUTOK XBOPUX
BigmoBizae HopMi.

TpuBajgicTe KUTTA XBOpPOro Ha cumHApoM Mapdana
3yMOBJIeHA CTYIIEHEM YParXeHHs cepIieBO-CYANHHOI cucTe-
MM i crae B cepegHbOMY 39 POKiB.

JIiIKyBaHHSA NepeBa’kHO CUMITOMATHYHE: JiKH AJIS YIIO-
BiJIbHEHHSI PYMHYBAaHHA aoOpTH, I'OPMOHAJBHI IIpenapaTy
IS CTUMYJIAII] IIPOMOPIIIMHOTO CTATEBOI'O NO3PiBaAHHS JiB-
yar. Ilo3uTNBHO BIJMBAIOTHL Macak, JiKyBaJbHA I'iMHAaC-
TUKa, IHKOJM — DPEeKOHCTPYKTHUBHA CepIEBO-CYAMHHA Xi-

pypris.
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Puc. 5.3. Cungpom Mapdana: a) HenponopuioHanbHa cratypa;
6) apaxHogaKTunisa

Cunrgpom Xoara — Opama (cMBAPOM «pyKa-—cepiie»).
Biu cynpoBOmKY€eTLECA MHOMKUHHUMU IIPUPOIKEHMHI Bajga-
MU PO3BUTKY. HaCTOTyY 3aXBOPIOBAHHS ITOKH 11O HE BU3HAYEHO.
Mpyramnii rena TBX95, po3TaiioBaHOro B JIOBIrOMY ILI€Yi XpPOMO-
comu 12 (12¢24.1), npusBOAATH {0 BiICYyTHOCTI MIOro IPOAYK-
Ty, BHACJLJOK YOro PO3BUBAETHCS XBopoba (puc. 5.2).

Krniniuna kaprusa cuaapomy Xoara — Opama xapaxre-
PU3YETHCA aHOMAJIIAMU BEPXHIX KIHIIBOK i NMPUPOAKEHUMU
BagaMu cepid. [JdedeKTu po3BUTKY PYK BapilOOThL BiJ HEMIO-
PO3BHUTKY UM BiJICYTHOCTi IIEepIIIOro Majblsd KHUCTL abo Horo
TPhOX(AJIAHTOBOCTI O HEAOPO3BUTKY a00 IMOBHOI BiICYTHOCTI
IIPOMEHEBOI KiCTKHU 3 (POPMYBaHHAM IIPOMEHEBOI KOCOPYKOCTI.
Yacrimre BpaskaeThest JiBa pyka. Cmocrepirarorhed i imnmi
CKeJIeTH1 3MIHM: HeJOPO3BUTOK JIOMATOK 1 KJIIOUNIb, CKOJIIO3
(boxoBe BUKPUBJIEHHA XpedTa), BOPOHKONOAI0HA AedopMalris
IPYyAUHY, BUKPUBJICHHS MIiBUHIISI, 3POHIeHHSA IIAJbIIiB, HEeJ0-
PO3BUTOK IHIIUX IAJBLIIB Kucti. ¥ 50% XBOopuX mnepIiiui
MaJerb He TPOTUCTABJIECHUH PEITi maJIbiliB KUCTi (puc. 5.4).

Y oinbmmocti xBopux (o 85%) nmpoABaAIOTHLCA pisHI
dopMu NpPUPOKEHUX BaJ cepidA: adedeKTH MixKIiepeacep-
JIHOI Ta MIKIIJIYHOYKOBOI IEepPeropojok, BIAKpUTA apTe-
piaspHa IPOTOKa (32 HOPMOIO HASIBHA B KPOBOHOCHI cucTe-
Mi IIIOAY), 3BY’KEHHSA aOpTH Ta JieTeHeBOi aprepii, BUIN-
HaHHS MiTpaJbHOro KJamaHa B 0iK JiBOro mepeaceppas
Tou1o. IHTeNneKT XBOopuX Ha cuHApoM Xoara — Opama, AK
npasuJjo, 30epiraetbca. IIporHos »XKUTTA 3aJIeKUTHh Bif
TSIKKOCT1 ypasKeHHsA cepIiA.
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Puc. 5.4. AHomManii BenuKux nanbuiB pyK y XBOpOro
Ha cuHapom Xonta — Opama

JIikyBauHsa cuaapomy XoJsta — Opama nmojArae y me-
IUKAMEHTO3HOMY 3al100iranHi po3BUTKY iHPEKIINHUX XBO-
pob ceprA (HaIpUKJIaL, €eHAOKAPAUTY) Ta PEKOHCTPYKTHUB-
Hifl Xipyprii ceplieBUX IIeperopoioK 4y KJallaHiB.

AyTOCOMHO-peLlecUBHi naTtonorii

Bigomo nmonan 150 ayTocoMHO-perleCHBHUX ITaTOJIOTLH,
XapaKTepPHOI 03HAKOIO AKUX € IOpyIneHHA PYHKII OgHO-
ro uu Kiapkox depmenrtiB. Taki XxBopoOu Ha3uBaIOTh (hep-
Menmonamiamu, abo enaumonamismu. Haninoimmupeninri
cepes HUX — MYKOBicIIHZ03, (PeHIIKETOHYPis, rajJakTo3e-
Misz, xBopoba @'orire, agpeHoOreHiTAJbHUU CUHIPOM Ta iH.
Jlig MyTaHTHOTO reHa BUABJAECTHCA JIUIIE Y TOMO3UTOTHOMY
craHi. XBOpi XJONMUMKM Ta JiBYaTKa HAPOIKVIOTHCA 3
OJHAKOBOIO YACTOTOIO.

MyxoBicuuxos. CriakoBe 3aXBOPIOBaHHA, 00YMOBJIEHE
CHCTEMHUM yParKeHHAM YCiX eK30KPHUHHHUX 3aJI03 OpPraHis-
My — OpOHXOJIereHeBol 1 KOBUHOI cucTeM, KMUIIKiBHUKA, Ii/-
IIIJIVHKOBOI 3aJ1031, NeYiHKU, CANHHUX, IIOTOBHUX, CJIIZHUX



132 CnafKoBi XBOPO6HH

3aJ103, 1[0 NPHU3BOLHUTH A0 YTBOPEHHS B’A3KOT'0 CEKpeTy.
B’sa3Ki BUAijieHHA 3aKyHOPIOIOTH IPOTOKH 3aJ103, HAKOIIHU-
YYIOThCA TaM i YTBOPIOIOTH KiCcTH (IIATOJIOTIUHI IIOPOMKHM-
HU), II0 CIPUYNHSAE IIOPYILIEeHHA iX QYyHKIIN.

Ile 3axBOpIOBaHHA — OJ[HE 3 HAWTAMKUYMX Ta HAUIIONIU-
peHiIINX MOHOTeHHUX XBOpo6 AuTAdYoro Biky. Moro gacro-
Ta AJas KpalH €Bponu Ta IliBHiuHOi AMepuKu Bapiloe B
mexax 1 Ha 2000—4000.H0BOHaApPOAKEeHNX; ¥ Kpainax Aaii
TPaANJIAETHLCA PiLKO.

I'er myxoBicniugosy CFTR nokanizoBanuit B 32-My cer-
MEeHTi JoBroro mjaeda 7-1 xpomocomu (7¢32) 1 koaye 6inoK-
peryjaAaTop TpaHCcMeMOpaHHOI IPOBIAHOCTI MOHIB XJOpPY
(puc. 5.5). Huwni Bigomo nmounaz 900 maTonoriunux myramiu
IbOTO T'€Ha, IIePEeBa’KHO JieJelliif TPhOX Iap OCHOB. ¥ pasl
FOMO3HUI'OTHOCTI MYTaHTHHX aJjiejiell IIbOoro reHa aHiOHU
XJIOPY 3aTPUMYIOTBCA B €IIiTeJlaJbHUX KJIITHHAX, IifCH-
JIOIOTh IIOIJIMHAHHA KAaTiOHIB HATpil Ta BOAU, CIPUYU-
HIOIOUM «BHCYIIYBAHHA» CeKPETiB eK30KPUHHUX 3aJ103.

Kiriniuni nposaBu XxBOpoOHM pO3BUBAIOTHCSH JIUIIIE Y TOMO-
3UTOT 3a AHOMAJILHUM TI'€HOM. ¥ TIeTepO3UIOTHHUX HOCiiB
IIOI'O T'eHa 3BUYAMHO He MPOABIAITHCS CUMITOMHU 3aXBO-
pIOBaHHA.

Axnoio 060€ 6aThKiB € HOciaAMU eeKTHOrO ajiessd reHa
CFTR, To BiporigHicTh HapOAKeHHA AUTUHU 3 MYKOBICIH-
JI030M 3a KOKHOI BariTHocTi piBHa 25% . IIpu nipomy moJio-
BMHA JiTeH MOXKE CTAaTH HOCiAMM aHOMAJILHOI'O PeHa.

Axmio Hociem rena CFTR € TinbKu OAUH i3 6aTbKiB, TO
MMOJIOBUHA AlTed, BiporifHo, OYAYyTh reTepPO3SUTIOTHUMHU HO-
ciAMH IBOTO I'eHa, a Hebe3NeKa HAPOAKEHHA XBOPOL AUTH-
HHU BiiICYyTHHA.

HiTaM, ypasKeHHM MYKOBiCIIMI030M, IPUTAMAHHA CXUJIh-.
HiCTH 0 IOBTOPHUX OPOHXiTiB, IHEBMOHIi, PO3BUTKY cHa-
NaHHA YaCTWHU JIeTeH], XpOHIUHNX KMIITKOBUX 3aXBOPIOBAHb,
3amajlieHHA MIiAUIJIYHKOBOL 3aJI031, 3amopiB, BUIAJaHHA
npamoi Kumku. IIpm nmpomy cmocrepiraeThcs moraHe
CIPUMMAaHHA XKUPHOI 12Ki, piAKi Ta yacTi BUMIOPOKHEHH,
3aTPUMKa (PiBMUYHOrO PO3BHTKY. ¥ UYOJIOBiKiIB i3 uacom
MOXe IpoABHUTHCA OeszmiaigHicTe. CepeAHs TPHBAJICTB
JKUTTA XBOPHUX Ha MYKOBICIIMJ03 CTAHOBUTH HPHUOJJIM3HO
30 pokis.

Ina piarHOCTyBaHHS MYKOBICHHA03yY KOPHUCTYIOTBHCHA
aHaJi30M IOTY Ha MiABUILEHMIT yMicT 1OHIB HaTpilo i XJa0py
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Ta IHINMMM KJIIHIYHAMHA IOKa3HUKaMH (QyHKIIOHaJIbLHUX
NOpPYUIEeHb TUXAJbHOI Ta TPABHOI CUCTEM.

JIikyBaHHSI MYKOBiCIIMA03Y II€ePEBa’KHO CUMITOMATHY-
He. 3aCTOCOBYIOTH 3aCO0H, 10 PO3PIAKYIOTh MOKPOTUHHSA,
(bepMeHTHI mIpenapaTtu AJA MOJINIIeHHA IIepeTpaBOBaH-
HA KupiB 1xki. [Ina 6oporsdu 3 IHPEKI[I€I0 BUKOPUCTOBY-
IOTh aHTHOIOTHKHY 3 MOoIlepeaHiM BU3HAUEHHAM YYTJIUBOCTI
BUiIeHOrO 30yaHENKA. MoXyTs OyTH KOpUCHHUMH (hizioTe-
panesTnuHi MeTogu. OgHUM i3 BUAIB (hisioTeparii € JiKy-
BaJbHa (PI3KYJAbTypa, fAKa OXOILJIIOE IMKJ aKTHBHOTIO
INXaHHA, ayTOTeHHUHN Ta PYXOBUM APEHAMK JIETeHb Y IOEM]-
HaHHI1 3 TepPKYCUBHUM MacakeM (IIOCTYKYBaHHA MaJbILIMU
pykK). Mera nikyBaabHOI Qi3KYJILTYPH — BHUJAAJEHHS MO-
KPOTHUHHSA 3 OpOHXiaJbHOrO AepeBa. IHKOIM 3a HeoOXigHO-
CTi 3aCTOCOBYIOTH XipypriyHe BTpy4aHHA (KMIIKOBA HENPO-
XiTHICTh, HAKOIIMUYEHHS IOBITPA UM rasiB y IIOPOKHUHI
IIJIEBPU JIeT€Hb, IIepecaJ XyBaHHSA OpPraHiB — JiereHb,
MeYiHKH, TiAOITIYHKOBOL 3aJ103H1).

IieTa xBOporo He MoBMHHA O0yTH oOMexxeHow0. Ramopiii-
HicTh XapuyBaHHs Mae gocaratu 120—150% Bixg HOpMAaJIh-
Hol, mpuuomy 35% 3a paxyHOK KupiB. O00OB’A3KOBUM €
JOJATKOBe BXKUBaHHA BiTaminiB A, D, E, K.

HuHi akTuUBHO poO3poOJAIOTHL METOAM TI'eHHOI Tepamii
MyKoOBicrtuo3y. OcBoeHO TexHoJOTii0 KJoHyBanHs J[HK
HOpMAaabHOIO reHa. [loBeseHo, 1110 11 BBeIeHHA B KYJIbTYPY
VpasKeHUX KJIITHH ycyBa€ aedeKT MeMOpaHHMX KaHAJIB.
HatiBiporigHiimoo TKaHMHOIO-MILIIEHHIO € eNiTeJIil TuXayb-
HUX IIJAAXIB. ‘

HocnigHMKYM HaMaraloThCs CTBOPUTU CHUCTEMM IepeHe-
CeHHs I'eHiB Ha OCHOB1 BEKTOPIB — aJieHOBIPYCiB Ta Ji30-
coM. Jlo mpobyemM, OB’ A3aHUX 13 F€eHOTEPAIIi €0, HAIEHKATh:
Jy'Ke HU3bKUM piBeHb IIepeHeceHHs 'eHHOl KOHCTPYKILil B
eliTesiaNbHI KJIITHMHM, HUSBKUWH DiBeHBb eKclpecii ynpo-
BaJ>KEHOT0 reHa Ta 11 IIBUAKONJINHHUN XapakTep, pO3BU-
TOK iMyHHOI BiAgmoBiAl Ha 0iJJOK BeKTOpa AHTHUTiJIaMH 1
daromuTaMu, PO3BHUTOK MICII€BHMX 1 CHCTEMHHX 3adajb-
HUX peakIiu.

OpHuM i3 e)eKTUBHUX CIIOCOOIB IMPOMIIAKTHKH MYKO-
BICIIMI03y € MOJIEKYJSAPHO-T€eHETHYHAa NpeHaTaJlbHa jJiar-
HOCTHKA B CiM’sIX BUCOKOI'O PU3SHUKY.

®eninkeronypia. Cepes HOBOHAPOIKEHUX YaCTOTA I[iel
xBopoObu ctanosuTh npumbiausHOo 1 : 10 000, cepengy HuUX
po3ymMoBO Bigcramux mxirtesr — 1 : 1 000.
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Binku 12Ki y ILIYHKOBO-KHIIIKOBOMY TPaKTi PO3IIEIIIO-
IOTHCSA 10 AMiHOKHCJIOT, IK1 BCMOKTYIOTBCS B KPOB. 3a HOP-
MOIO aMiHOKHMCJIOTA (PeHijasaHiH mif BOJAUBOM (PpepMEHTY
dbeninananin-4-rifpokcuasu, M0 YTBOPIOETHCA B MeYiHILi,
IIePETBOPIOETHCA HAa AaMiHOKMCJIOTY TUPO3UH. CHHTE3yE 1ieH
¢depmenT rea PAH, axkuii po3TaimoBaunuil y 24-My ceI'MeHTi
noBroro mieda 12-1 xpomocomu (12g24). Harenep Bizomo
npubansao 200 myTarii pOro reHa, KOXXKHa 3 AKUX CIIPHU-
YHUHIOE (PeHLIKeTOHYpio (puc. 5.5).

- IEkosn y moapysKHi# mapi i 4oJioBikK, i KiHKa MalOTh
nedeKTUBHUN aJiejib IIbOT0o reHa. CaMi BOHU He cTpaxja-
IOTh BiJ HecTadi IbOro (GepMEHTY, OCKiJIBKM Y KOXXHOTO 3
HHUX Ha T'OMOJIOTIUHIN XpPOMOCOMIi 3HAXOAUTHCA HOPMAJbL-
HUM aJesb reHa PAH . OnHak KOJIM AUTHHA Bil KOXKHOIO i3
TaKuX OATHbKIiB yCNIaJKOBYE aHOMAJbHUM I'eH, YV Hel pO3BU-
BaeThca Geninkeronypia. Ilpm nbromy HeoOXimumii (hep-
MeHT abo He BUPOOJAETHCA 30BCiM, a00 Mae Ay»Ke cIabKy
AKTUBHICTb. ¥ KPOBI XBOPOrO HArpPOMAaJKYETHCA BEJIMKA
KinpKicTs amMiHOKHcAOTH (QeHiJajllaHIHy Ta OPOAYKTIB Iii
HaniBposnazay (¢peHiInmipoBuHOrPagHA, (PeHITONTOBA KUCIIO-
TH TOMIO0), AKiI TOKCUYHI IJA OpraHisaMy, OTPYIOIOTH HEPBO-
BY CUCTEMY AUTHHU, INKIiAJANUBO NAiI0Th HA iHIIi oprasu i TKa-
HUHHU. MoseKyIApHUN MEeXaH13M IIiel maToJjorii gociigxe-
HO JOCHTH IDYHTOBHO.

XBopoba CyIpoOBOAKYETHCA BUPA3HOIO 3aTPUMKOIO TICH-
X1YHOTO PO3BUTKY AUTHHHU, AKa, SIK IIPABUJO, HE 3aCBOIOE
HaNIIPOCTIiMINX IIOHATH, HE MOXK€ HABUUTUCA PO3MOBJISATH i
He podymie moBU. Ilepini o3HAKY 3’ ABIAIOTHCA v ABA-IIICTH
MicaniB. PanmiMm cmMnToMaMu € 3anax nOBiji («Mumia-
yuiiy 3amax), AKUHA Mae€ ceda Ta IIKipa XBOporo, Hamagu
OJIl0oBaHHA Ta 3arajbHe 30yMKeHHA. XapaKTEPHUMH O3Ha-
KaMu XBOpPOOM € TaKOXX 3HUIKEHHS M sI30BOTO TOHYCY,
cyaoMHiI Hanmaau. 3a3Buuail niTH, XBOpi Ha (peHiIKeTOHY-
pito, — OJIAKUTHOOKI OJIOHAMHM 3i CBiTJIOIO IIKipo Ta
BHPAXE€HMMH NPOABAMH aJieprii cau30BHX O0O00JOHOK. I3
HepIIuX AHIB XHUTTA B KPOBL TaKOl IUTHHH IIiABUIICHUH
piBeHb (hbeHisaJaHiIHYy, a 3 ceuel BHUALIAECTHCA HaIMipHa
KLIBKicTh (peHiNMmipoBHHOrpaAHOI Ta iHmux Kucjaor. Came
I[l TOKa3HUKHA BUKOPHUCTOBYIOTH OJA AiarHOCTyBaHHA de-
HIJIKeTOHYDpii.

JIikyBaHHA 3aXBOPIOBAHHA 3MiHCHIOIOTH MIJIAXOM IIPH-
3HaYeHHA MaJIO0iIKOBOI AieTH, 10 0OMeXKye HaAXOMKeHH
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derinanaginy 3 i’ker0 g0 MiHiMaJabHOI BiKOBOI moTpebu. ¥
Xap4uYOBUM pamioH XBOPUX BBOAATH OBOYl, GPYKTH, COKH, a
TAKOK CIeIliaJIbHI IPOAYKTH 3 HU3BKUM yMicTOM Oinka.
OcobnuBy yBary HajaoTh JOJATKOBOMY BXKHABAHHIO BiTaMi-
HiB, MiHEepaJIbHUX PEUOBUH Ta MiKpoejeMeHTiB. [lieToTepa-
M0 MPU3HAYAIOTHL Ha TPUBaJHUil TepMmiH (MiHiMyM 10 8—
10 poxkis).

IIig xoHTpPOJIEM JIIKAPA IPOBOAUTHLCA JIIKYBaHHSA, CIIPA-
MOBaHe Ha CTUMYJIAIIil0 PO3BUTKY HEPBOBOI CUCTEeMU TUTU-
HHU. K10 #ioro mouaTu He Mi3HiIIe ABOMiCAYHOTO BiKYy, TO
B OLJBIIOCTI BUIAAKIB PO3BUTOK MAUTHHU BigOyBaeThbCH
OPaKTUYHO HOPMAaJIbHO. ¥ IIPOIEeCi JOpOCJIiIaHHA B opra-
Hi3Mi XBOpPOTO (POPMYIOTHCA MEXaHi3MU, AK1 IIPOTHUCTOATH
maroJiorii, i BiH, IIpu IIpoBeeHHI IIeBHOL KOPEeKI{il B Xxap4uy-
BaHHi, MOKe BeCTH 3BHYAMHUHN CIIOCIO XKUTTA.

I'amakTosemiss. BoHa € 3axBOpiOBaHHAM, 3a HAKOTO
medeKT OLHOTO reHa IPU3BOAUTH A0 3HAYHUX O0ioxXiMiuHMX
3MiH B OprafHismi, 010 COpUYMHIOIOTE OPYIIEHHSA DO3BUTKY
1 HaBiTh 3arubesb ZUTUHHU, TPAILIAETHCA Y 1 AUTUHH HaA
15 000—20 000 HOBOHAPOKEHNX.

XBopoOy CIHpUUYMHIOE TOMO3UTI'OTHA KOMOiHAaIlA aHO-
MaJIbHUX ajyejyein reHa GALT, akuit JoKaxizoBaHuii B 13-My
CerMeHTi KOpOTKOro mieda 9-i xpomocomu (9pl13) (puc. 5.5).
Binomo nonax 50 aHOMaJMBbHHX MyTAallill IIHOTO I'eHAa, Iepe-
BasXHO Y BUTVISA/1 3aMiH HYKJIEOTHUAIB.

3axXBOPIOBAHHSA BUABJSETLCA 3 IEePINUX MiCAIIB XKUTTA
OUTHHU 1 HOB’sA3aHe 3 BUTOJOBYBAHHAM IpyaHHUM abo
KOpPOB’AYuM MOJIOKOM. OCHOBHUM BYTJIEBOJOM Yy MOJIOIIL €
MOJIOUHHM MYKOP — JIAKTO03a, AKa B IMIJIYHKOBO-KUIIIKOBO-
MY TPaKTi POIMIEILIIOETHCA Ha JBA MOHOCAXapuayu — Trajiak-
TO3y Ta II0Ko3y. IIpoTe KAiTMHM OpraHisMy BUKOPUCTOBY-
I0Th TLIBKY INIIOKO03y. [ajlakTo3a HaTOMicTh (32 HOpMaJb-
HUX YMOB) 3a AOIIOMOT'0I0 (PEPMEHTY rajaxrTo3o-1-tocdar-
ypiguiaTpaHcdepasu TAaKOXK II€PETBOPIOETHCA Ha IJIIOKO3Y.
ITpu rasmaxkTosemii 1ei hepMeHT BigCyTHIN. ¥ pedyJibTarTi B
KPOBI HAKOIIMYYETHCA BeJIMKA KIIBKICTHL rajlakTo3u, fKa
OTPYHHO Ji€e NpPaKTHYHO HA BCi OpraHM Ta TKAHWHU Tija
JUTHHA. BUrogoByBaHHSA JUTHHU MOJOKOM JOCUTH NIBUAKO
IPUBOAUTL A0 PO3JIaAy TPaBJIeHHA, 30L1bIIIeHHA II€YiHKU,
3aTPUMKH pPO3YMOBOI0O Ta ICHXIYHOTO PO3BUTKY. BoHa
JKOBTi€ 1 Pi3KO XyJHe, PO3BUBAETHCS IIOMYTHIHHA KPUIIITA-
JINKAa, 10 COPUYMHIOE cainoTy. 'ocTpi dopmu rajaxTosemii
IPU3BOAATH OO CMEPTI Yy MepIri MicAnl sKUTTA JUTUHH.
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JliarHOCTYEThCA TrajlaKkTo3eMisa dYepe3 BHU3HAUEHHHA
aKTUBHOCTI (hepMeHTY rasakTo30-1-ochar-ypiguarpan-
cepasdy B epUTPONUTAX 1 KOHIIEHTpAaIil rasakTo3u B KPOBi
Ta cedi.

OcHOBHUI MeTOJ JiKyBaHHA XBOPOOM IOJIAra€e y IIpu-
3HAYEHHI HM3BbKOJIAKTO3HOI AieTu. AKINO XBOPi# AUTHHI 3
IIePUINX TUKHIB XKUTTA He [aBaTH MOJIOKAa, TO BOHA PO3BU-
BATUMETHCSA HOPMaJsbHO. [ns1 xXapuyBaHHA TaKUX [IiTed
po3po0JIeHi clienrianpEi 6e3J1aKTO3HI CyMiIri Ha OCHOBI coe-
Boro abo muraaaeBoro moaoka. IIpu nromy aiera noBmHHA
BKJIIOUATH AOCTATHIO KiJIbKICTH OBOUIB, PPYKTiB, a TAKOX
M’fICO, CAJIO, KPYIH TOIIO.

KpiM gieTu, BUKOPHCTOBYIOTBHCA JIIKM, AKi CTUMYJIO-
I0THh QYHKILII HEPBOBOI Ta KPOBOHOCHOI cucTeM. 3a HeoOXij-
HOCTI 3aCTOCOBYIOTH XipypriuHe BTpyUYaHHA.

XBopota IN'omie (mepedpo3uxo3). Bouna He BBaKaeThLCA
PO3IIOBCIONI’KEHOI0 XBOopoOoio (wacTtora 11 CTAHOBUTH
1 : 40 000—60 000 HOBOHaApPOIXKEHHX ), ajle IOCiZae cepen
CIIAJKOBHX €H3WMOIIaTii 0co0JinBe Miciie, 60 € IPUKIATOM
YCHIIITHOTO PO3BHTKY JIOCJHiA;KeHb TaKMX martoJioriii. Tax,
nnasa xBopobu I'omie Bu3HaueHO TepBUHHHUMN OiloximiuxHuit
nedexT, ZOoCaiAIKeH]l CTPYKTYPH HOPMAJALHOrO OijKa i HOp-
MaJIBHOTO T'eHa, po3polJieHl Ta BOHPOBAJIKEHI B IPAKTHKY
MeTonu (pepMeHTO3aMiHHOI Tepalrii, a B OKpeMUX BUIIaJKax
3aCTOCOBYIOTh TpaHCIJaHTaIil KPOBOTBOPHHUX KJIITHUH,
OKpecJIeHO HaIPAMUY I'eHHO1 Teparrii.

I1a xBopoOa symoBJieHa myTaitieo reaa GBA, jokairiso-
BaHoro B 21-My cermMeHTi HOBroro mjeda 1l-i xpomMocoMu
(1-g21) (puc. 5.5). 'en GBA KOHTPOJIOE CUHTE3 (DEPMEHTY
Oera-D-raoKollepebpo3nasu, KUl 6epe y4acTb y poaiie-
IJIeHHI TUIIOKO3WJIIepaMily Ha TJIIOKO03y Ta nepamiz. Jloci-
JKEHHS IaToaorii Ha reHHOMY PiBHI YCKAaAHIOETHCA 3HAU-
HOO KinbkicTio (moHay 100) pisHoManiTHMX MyTallii rexHa,
K1 BiAPI3HAIOTHCA Pi3HOIO aKTUBHICTIO PEePMEHTY TJIIOKO-
nepebpo3unasu.

Hacaiazkom myTalili reHa € HeZOCTATHS AKTUBHICTH
TJIIOKOIlepebpo3uiasy, M0 CIPUUYNHIOE HAKONUYEeHH TJII0-
Ko3ujnepaMizy B JiizocomMax JIEMKOIMTIB, 3JaTHHUX M0
¢haromurosy. Posmipu Takux KJIiTNH HenoMipHO 30ijabImy-
0T (Kaituau omie). Kiaituam Toile yTBOpIOIOTHCSA B
TKAHMHAaX TOJOBHOT'O MO3KY, HEUiHKHU, CeJIe3iHKH, uep-
BOHOT'O KIiCTKOBOT'O MO3KY, JiM@aTuyYHMUX BY3JiB Ta
iHIIWX opradiB, IO € XapakKTEPHOIO O3HAKOIO IIaTOJIOTil.
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Harpomanm:xeHHA 1epebpo3uay B KJIiTHHAX HEPBOBOI CUCTe-
MM COPUYUHAE i1 pyHHYBaHHSA.

Po3pisuaooTs AuTAYY Ta IOHAIBKY (HOpMHM XBOpoOH
I'omte. Hursauya ¢dopma npodaBISAETbCA B Iepini micami
JKUTTA 3aTPUMKOIO (PisMUYHOTO Ta pPO3yMOBOIO PO3BUTKY,
301JIbIIIEHHAM JKUBOTA, IIeYiHKH Ta CeJIe3iHKU, YCKJIa {HeH-
HAM KOBTAHHA, cllasMaMy ropraHi. MosxiamBi guxajpHa
HeJIOCTATHICTh Uepe3d YyNIiJbHEHHA JieTeHeBOl TKaHWHU,
cyzomMu. CMepTh XBOPOI AUTHHU HACTYIIA€E IIPOTATOM IIep-
LIOTO POKY KUTTA (pUc. 5.6).

Puc. 5.6. XBopoba folle

Hiaraocryiors xBopoOy I'omie Ha mizcTasi BU3HAUEHHS
aKTHUBHOCTI hepmeHTY OeTa-D-TirroKorepedposuiasu B Jei-
KOIMTaX XBOPOTO Ta OAHOTO 3 0aThKiB, a TaK0XK Y (hpibpobJa-
crax (KJiTMHAaX, IO YTBOPIOIOTHL BOJIOKHA) HIKipu. Kpim
TOro, 3AiNcHOIOTH aHaais JHK nedikomuTiB xBOpOTO Ta
OoxHOTO i3 6aTLKiB.

HoHeraBHa He OyJso edheKTUBHUX 3aco0iB JIiKyBaHHS
ypaxxkeHux xsopoboio I'onie. Tepania maja mepeBaskHO 4acT-
KOBUI XapakTep (BuIajIeHHS CeJie3lHKHU, TPaHCILIaHTAaIlld
KiCTKOBOTO MO3KY, OOMeXXeHHA PYXOBOi aKTUBHOCTI TONI0).

Hartenep 11e 3axBOpIOBaAaHHA CTaJI0O IPEIMETOM MiX-
AVCIUILJIIHAPDHOTO BUBUEHHSA 'eHEeTUKH, OpTonenil, reMa-
TOJIOTii Ta MONeKyJasApHOl Oiosorii, mo majso 3Mory o0-
I'PYHTYBATH Ta BUKOPHCTATH HOBlI METOAU JiKYBaHHS.
Huni gsikyBanua xBopobu I'omie, Ha BiAMiHY Bij IHIITHX
reHeTUYHUX 3aXBOPIOBaHb, BBa’KalOThb BUCOKOe(pEeKTUB-
HuM. llo3uTuBHi pe3yiabTaTm 3abezneuye (GepMeHTO3a-
MiHHA Tepamnis — peryJAapHE BBeJIeHHA B KPOB PepPMEHTY
6era-D-rnoxonepedpo3nfasy, AKHUN YCHOIIIHO BUKOHYE
CBOIO PYHKIIIIO.
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Maronorii, 34erneHi 3i crarTio

Bigomo nmonax 370 xBopob, suemmienux (abo ifiMoBipHO
3uemieHux) i3 X-xpomocomoo. TAKKICTh 3aXBOPIOBAHHA
3ajexxuTh Bin crarti. IloBHHMiT mposB XBOpobu crocrepira-
IOTh IIEPEeBa’KHO Y YOJIOBIKiB, OCKiIBKM BOHM I'eMi3UTOTHI
(HamiB3UTroTHI) 3a reHaMH, JIOKAJII30BAHUMH B X -XPOMOCOMI.
SIK110 maToJIoriuHME I'eH € PeNeCuBHUM, TO T€TEPO3UTOTHI
JKIHKM 3J0POBi, ajie € HOCiAMU I1bOT'0 r'eHa, a F'OMO3UT0OTHI
JKiHOUi eMOpioHM mepeBayKHO JieTaJbHi. ¥ pasi AOMiHAHT-
HOCTi aHOMAJILHOIO reHa reTepPO3UTIOTHI KiHKHK BpaKeHi
Jierkoo (GopMoOI XBOpPoOM, & IOMO3MI'OTH JeTaNbHi. ¥
YOJOBiKiB TiTbKU ofHa X-XpoMocoMa, TOMYy yV HuX X-3ue-
IJIeHa XBopoba JacTilie BUSABJISIETHCA IOBHICTIO He3alexK-
HO Bix Toro, ZOMiHAHTHMN NATOJIOTIYHUY aJeJb YU pelie-
CUBHUIA.

OT:xe, IOHATTA ITOMIHAHTHOIO Ta pelleCUBHOro X-zue-
HJEeHHS CTOCYETHCS 3BUYAMHO BUABY O3HAKHU YV K1IHOK, X04a
i B HEX 4acTo BiACYTHIi 4iTK1 BUBHAUEHHS JOMiIHAHTHOCTI UM
pernecuBHOCTI 6HaraTboxX XBOPOD.

BaxkauBoro ocobuBicTio X -3UeIlJIeHOTO YCHaAKyBaHHA
€ Te, 1110 O3HaKa He IepeflacThCA II0 YOJIOBIUil JiH11, OCKiJIb-
KN CHH ojep:kye Big Oarbka Y-xpomocomy. Ilpore Bci
IOYKH O6aThKa, ypaseHoro X -34eIJieHO XBOpPo0oIo, yca-
KOBYBATHUMYTh 4HOMAaJbHUUN ajiesib T'eHa, OCKIJIBKM BOHU
000B’I3KOBO 0/1ePKYIOTH BiJ 6aThKa X-XpoOMOCOMY.

X-3uenreHi gfominaHTHI 3axBopioBanHda. Ili marosorii
TPAILJISAIOTECA piniie, Hixk penecnBHI. HauBigomimmumu €
rinogocharemiunuii paxir, cuagpom Broxa — Cyasnbdep-
repa (mmirMeHTHe HETPHMAHHA), OCEPEIKOBA ME30€KTOIeP-
MaJIbHa AUCILIA3isa, AedKi opMu He(POTeHHOTO HEIYKPO-
BOI'o AiabeTry, TeMHa eMasb 3y0iB. XBOPilOTh AK UOJIOBiKH,
TakK 1 XKiHKH.

I'inogocpamemivnuiit paxim I muny — HaUIOIIUPEHi-
ille 3aXBOPIOBAHHSA cepel] IUTAYNX PaxiTiB, 4acToTa AKOTO
cragosuth 1 : 25 000. Bono 3ymoBJeHe MyTalli€io rema
PHEX, nokani3soBaHOTO HA KOPOTKOMY Ijreui X-Xpomoco-
mu (Xp22.1), axkuil KOHTpoJaw€ peabcopbriio (3BOpPOTHE
IIOIVIMHAHHSA) (pocaTiB y HUDKOBUX KaHANBIAX Ta KUHOIEU-
HUKY (puc. 5.7). IlaTosoria nonxAarae y piskomy sMeHILIeHH]
KOHIIeHTpallii HeopraHiu#oro ¢gocdopy B KpoBi (rimogoc-
daremiss), HI0 MOKe MPHIBECTH OO0 IOPYIIEHHA HPOLEcy
IIepeTBOPEHHSA HEaKTUBHOI popMH BiTaminy D Ha aKTHUBHY.
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XJIOMYUKY XBOPiIOTh TAM Ue, HixK JiBUaTKa, 00 BOHH IreMo-
3HUT'OTHI, a AiBUaTKa reTepos3UIOTHI 3a IIMM I'eHOM. ¥ Mare-
pPiB JeAKHX XBOPHMX CHOOCTEpiraroThcA KJiHiUYHI O3HaAKM
naroJoril y Buryaai gegopmairii KicToxk abo HU3bKOTO 3pOC-
Ty, B 1HIINX BUABJAECTbCA JHlIe rimodocdaremis HaTIe-

cepIe.

PHEX
/ Tinodocharemiuyaui paxit 1 tuny

DMD
M’aszoBa gucrtpodia [omena

AZF-peruion
o Asoocmepmia

z

Y-xpomocoma

12

X-xpoMocoMa

Puc. 5.7. llokanilalis reHiB gesiKux naTonori, 34yenneHunx 3i ctarTio

Ilepuii o3HaKu XBOpPOOM CTAlOTh IMOMITHI HA MOYATKY
IPYTOTO POKY KUTTA a0o0 ITi3HiIIe, KOJU AUTHUHA BUUTHCH
xoxutu. IlpuBeprarnTh yBary xmTKa («KaumHa») X0na,
3MEHIIIEHHA PYXO0BOl aKTHBHOCT1, HU3LKOPOCJICTh, Hapo-
craroue ) (-abo ( )-moniGHe BUKPUBJIEHHSA I'OMIiJIOK i MeHII
BUpPaKeHa aedopMallia pelITu YacTHUH cKeseta (puc. 5.8).
Isoni guTtuHa mepecrae xoauTn uepesd OoJil B KicTkax. ¥
XBOPHMX MOJKJIUBL CIIOHTAHHI IIepejioMH.

IIcuxiyHO AUTVUHA PO3BUBAETHCA HOPMAJBbHO, aJle CTa€e
MOBUYAa3HOI0, He CIIIJIKYEThCA 3 OAHOJITKAMU. ¥ AiBUATOK
XBopoba BUABIAETHCA Y JETKil (popMi — Jmmie saTpum-
K010 pocTy Ta rimodocharemiecro. IHoai saxBoproBaHHA
IpoOXOoAuUTh 0e3 JiKyBaHH:A, ajle IOHOBJIOETHLCA B J0OPOC-
JIOMY BiIli, HAIpUKJIAJ Y KiHOK mijx 9ac BariTHOCTL Ta Jlak-
Tamii.
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Puc. 5.8. lnogocoa-
TEMi4YHUIM paxiT | Tuny

JlikyBaHHs B3araJbHOBU3HAHHMM JAo3aMu Bitaminy D
Oeaycminrge. XBopoOy MOXKHAa YaCTKOBO IIOJOJIATH JIMINE
BJKHUBAHHAM BEJINKHUX A03 aKTUBHUX MeTaboiTiB 1iboro BiTa-
MiHY. JIIKyBaIbHUHA KOMILJIEKC Ilepeabadae TakoK IIperna-
paTH Kajabliiio Ta pochopy. ¥ pasi TAKKUAX ypaskeHb CKeJjie-
Ta 3aCTOCOBYIOTh OpTONeANYHI 3acobu, a 3a HeoOXigHOCTI i
Xipypriuae BTpyuyanHsa. I3 MeToro 3anobiranusa gedopmaiil
KiCTOK HEMOBJIATI HEe JAIOTh HAATO PAHO CTaBaTU HAa HOTH Ta
XOAUTH.

X-3uernieHi penecnBHi 3axBoproBaHuia. Ha i xBopobu
He3AYKAOTh IePEeBAXKHO 40I0BiKK. TAMXKICTL TAKKUX IATO-
JIOTi# Bapiloe B NIMPOKUX MEXKaxX: Y YOJIOBiKiB — Bix Oes-
ILIigaa 3a cuggpomy Jlema — HajixaHa [0 IopiBEAHO Jer-
KHX HOpYINEeHL y BHUTIAAL Aeaxkux ¢opm obaucinaa. o
X-3UellJIeHUX pPelleCHBHUX 3aXBOPIOBAHb HAJIEXKATh M10au-
crpodia [{romeHa, remogisia, aHriAPOTUUHA EKTOAEPMAJIb-
Ha AUCILIasisg, BpoJsKeHa rinmorjasisg HaJHUPKOBUX 347103,
agpeHoJgeNKoaucTpodia, 1aJlbTOHI3M Ta iH.

M’a306a Oucmpmpm Awwena € TOIMKUPEHOIO TA THK-
KOI0 HepBOBO-M’f30BOI0 XBOpoGoio. Ii wacTora CTaHOBUTH
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1 : 3000—5000 mOBOHApPOIKEHMX XJOHMYHKiIiB. 3aXBOPIO-
BAaHHA 3yMOBJIEHE HMOPYIIEHHAM CHUHTe3y OlaKa aucTpodi-
HY, I'eH axoro (DM D) jsioKaIi30BaHUHA Y KOPOTKOMY ILJIeUi
X-xpomocomu (Xp21.2) (puc. 5.7).

Iiepimri o3Haku xBopobu y BUIIALLI YTPYAHEHb HOpPU
BCTaBaHHI 3 HiAJOTH UM HicJA IpUCiTaHHA 3’ ABIAIOTLC Y
TPU—1I1'STh POKiB. XBOpi He BMiIOTHL OiraTu Ta cCKakaTH.
3axBOPIOBAHHS IIOJATAE Y IIporpecywuiint guctpodii m’d-
3iB iz moctyrnoBuM A0 14—15 pokiB 3HEePpYXOMJIEHHAM
autuEu. M’A30By TKAHHHY 3aMiHIOE JKUPOBA Ta CIOJIYY-
Ha, IMOUYMHAauUn 3 M’ a3iB Hir. O3Haku xBopobu npoABIsa-
IOTHCSA Ha TiAl TOCTYNOBO 3HU3Y Bropy, HOPYHIVETLCH
MOTOPHKA IIJIYHKOBO-KHUIITKOBOTO TpakTy. Ha 3aBeprnaib-
Hi¥ crajxii arpodid 3axonyoe M’ A3Ku 00JUYYSA, TJIOTKU Ta
IUXaJbHI M’ A3U, DOPVIIYIOTHCA (PYHKIIII ceprs. Y moJo-
BUHU XBOPHUX MOJXKJUBE 3HUKEHHSA iHTEJNEKTY ax g0
nebiapHOCTi. BOEM I'MHYTH HOPOTATOM JAPYIOro-Tperboro
TeCATUJIITTS KUTTH.

JlikyraHHA, CIIpAMOBAHe Ha HOiATpUMaHHS (i3umuHOI
aKTHUBHOCT1 (cmemiajbHa JIiKyBaJibHa riMHacTHKa), Ta
MOKPpAaIleHHsa YMOB XXUTTA NamieHTa majoedeKTuBHLI. Bu-
KOPHUCTOBYIOTH IIPOTE3U, AKi AOIOMATarOTh XBOPUM pyxa-
TUCS Ta YIOBiJBHIOIOTHL (DOPMYBaAHHSA CKOJiO3y. 3a MOABU
o0MeKeHHA PYXJUBOCTI CyrJjio0iB mokKasaHe Xipypriume
BTPy4YaHHA. 1A ymoBiNbHEHHS PO3BHTKY XBOPOOW mOpHU-
3HAYAIOTh MEJIUKAMEHTO3HE JIIKYBaHHH.

Y -3uenueni xBopo6u. I{ux marosorist Bigzomo Hebararo,
OCKIJIBKM YOJIOBiua cTaTeBa XpPOMOCOMAa MAa€ HE3HAUHY
KinbkricTh reHiB (mo 100), i3 arux imeHrudixoBano mpu-
oausHo 20. I'enu, aKi BHU3HAUAIOTH Taki maroJorii, He
MAaloTh aHayoriB y X -xpomocomi. OTixe, Y-3uenjaeHi XxBopo-
Ou 3yMOBJIEH] JIUIITe OAHUM aJIeJIEM, BUSABJISIOTHCA TiIBKU Y
Y0JIOBIKIB 1 mepegaloThcA Bix 6arbKa ycim cuHaMm. o mux
3aXBOPIOBAHDb HAJIEXKATh a300cnepMisa, rimeprpuxos (BoJo-
caTicTh KpalB BYIIHUX PAKOBUH), NEPETUHKYN MidK ITaJbIId-
MU Hir Ta ixTio3 (1yckomnoai6Ha mkipa).

Ha Y-xpomocomi JIIlOAUMHE PO3TAIIORAHO KiJIbKA JECAT-
KiB reHiB, AK1 KOHTPOJIIOOTh POPMYBAHHSA CTATEBUX O3HAK,
y T. 4. PO3BUTOK S€YOK Ta IIpolec cuepmaroresesy. PisHi
MyTaiiii B CTPYKTYpPi IUX I'eHiB, AK IIPABUJIO, IIPU3BOILATE
JIO TIOPVIIIeHHSI PO3BUTKY cTaTeBol cucteMu. OCHOBHI reuu,
SIKi KOHTPOJIIOIOTH CIIepMaTOreHes Y Y0JI0BiKiB, po3TanioBa-
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Hi B NeBHIi# HiagHIi JoBroro mijeuda Y-xpomocomu (Yqgll)
(puc. 5.7). lIro ginasrky HasuBaoThL AZF-perion (aurji. —
azoospermic factor). Moro mogiisoTs Ha TpH cyOperiosu —
AZFa, AZFb ra AZFc. Y KOKHOMY 3 HUX MICTATBCA Pi3HI
reHy, MyTamil AKUX IPU3BOAATHL A0 WHINPOKOrO CIEKTpa
IIOPYVIlIeHb CIePMATOTeHe3y — BiJi HeJOCTATHLOL KiJIBKOCTI
CIIEpMATO300HIB Yy crepmi (oJiirocrepMmii) Ao ixX TOBHOI Bif-
CyTHOCTI (a3oocmepmii).

Yacrora momMpeHHs CHaJAKOBOI adoocmepMil Bapiioe B
mesxkax 0,17—0,24% . Bona BUHUKae BHACJiZOK MiKpoje-
Jenin y noryci AZF Y-xpomocomu. HatraXuyuMu € MiKpo-
meJgeilii B cyoperionax AZFa ta AZFb.

EdexTuBHMX 3aco0iB JiKYBaHHA COaIKOBOI aszoocmep-
Mii He icHye, i BiporigHICTH BiZHOBJEHHA (PEPTUIBHOCTI
JJIsL XBOpUX Ayske MaJia. OgHak 1e He o3Ha4ae, 1o ix cim’ a-
HUKW He 3JaTHI BUPOOJATU Xoua § He3HAUHY KiJIBKICTH
HopMaJbHUX ramer. IIpobiema riosisirae B TOMY, 10 HUHIL HE
icHye TexmoJorii, Axa 0 3abdesmeunsia cemapaiilo 3piaux
CIIepMAaTO300HIB 13 IX 3arajJbHOl MacH JAJds WIITY4YHOTO
3amaigHeHHA. KpiM TOro, mJocuTh 4yacTo OPU 3alliifHEeHHI
CIePMOIO YOJIOBiKiB i3 mopyiuieHHAMHU JoKyca AZF ¢popmy-
IOTHCS HEXKUTTE3XATHI eMOpioHi.

CrareBi xpomocomu jgmouHH X Ta Y MaioTh TaKOK
TOMOJIOTIUHi A1JAHKY 3 aJeJJbHUMUY I'eHaMU, sSX1 3 OJHAKO-
BOIO BiporigHicTiio HaaBHI B 060X crareii. O3HaKu, JeTepmMi-
HOBaHi IIUMH I'eHaM¥Y, YCIIaIKOBYIOThCA 3a 3aKcHamu MeHe-
Jd AK 3BUUaiiHi ayTOCOMHI O3HAKH.

1o pennecuBHMX MATOJIOTi#, 3yMOBJACHUX &JIEJbHIMY I'e-
HaMu X- Ta Y -XpoOMOCOM, HaJeXKaTh OfHA i3 ()OpM IIirMeHT-
HOI KcepojepMU, TOHAAHAY JUCTeHe3 Ta 3arajJbHa KOJIbOPO-
Ba CJiIOTA.

Y pesyiabTaTi cIagKoBOTO AedeKTy PepMEeHTIB XeJaiKaas,
SIKi 0epyThb yuacTs y penaparii (RiAHOBJIEHH1) DOIIKOMLKEHb
IOHK, cmocrepiraerscsa nocsabiienHs abo0 IOBHa& BIACYT-
HIiCTh penapaTuBHUX TPOIECIB Y BUIIAAKY YUIKOLMKYBaJb-
Horo BnauBy HmHa J[JHK pisHOMaHITHHX MyTareHHUX
YMHHHUKIB. YHACHIAOK IbOTO y JIOGUHU Oif gieio YP-upo-
MEHiB COHAYHOTO CBiTJIa PO3BUBAETHCA PifKicHA XBopoba —
nizmenmmua Kcepodepma (iHIi Ha3BM — HirMeHTHa aTpodisa
mikipu Bpokepa, arpodid mxipu 3 MenaHO30M 1 TeseaH-
riekrasiamu Helicepa, mporpecyouuii JeHTHKYJIAPHUN
menanod Ilika). Ii momynAminaa YacTora CTaHOBHUTDH
1 : 250 000.
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3a MOirMeHTHOI KcepoJAepMM Ha BiIKPHUTHX dYaCTUHAX
TijIa y AiTel BiKOM Bij TphOX MiCANiB 4O TPHOX POKiB 3’AB-
JAITLCA IIrMEeHTHI IJIAMH, AK1 HOCTYIIOBO IEPETBOPIOIOTH-
cA Ha nyxjawmHu (puc. 5.9). XBopoba Mae HECHPUATINBUU
IIPOTHO3, AK IIPaBUJIO, JIeTaJLHUH.

Puc. 5.9. NirmenTHa
Kcepogepma

I'en 1iei ¢popMu NirMeHTHOI KcepoJiepMHU Ta Moro JIoKa-
Jisaliio MOKM 1110 He BU3HAYEHO. XBOPi MOBUHHI YHUKATH
IMMOTPANIAHHSA HA HIKIPY COHAYHOTO IPOMiHHA, BUKOPHUCTO-
ByBaTH COHIle3axMCcHI KpeMu. [lasa JiKkyBaHHA IIirMeHTHOIL
KCepoJepMHU 3aCTOCOBYIOTH CIlelliaJIbHi apOMaTHUUYH Ta KJIi-
THHOBIZIHOBJIIOBAJIbHI JIIKH.

MiTtoxoHapianbHi XBOopo6U

Y 1npoiteci yTBOpPeHHS eHeprili 3aBASAKN OKHCJIEHHIO
BYIJIeBOAiB, KHpiB Ta 0inKiB MiTOXOHApPil BigirpaiTsb
BayKJINBY poJib. JledeKT Oyabp-aKoro 3 (pepMeHTIB MIiTOXOH-
apii mopymye ix ¢pyHkmio. HacaMnepes cTpakaaiTh Hald-
O0insIn eHeprodaJsekHi Tkanuuau i oprarm — ITHC, ckemner-
Hi Ta cepiieBuii M’ A3M, HUPKH, IeYiHKa, eHJOKPUHHI 3aJ0-
3u. Ha ¢oni xporiusaoro gedinury eHepril B HUX PaHO YU
IIi3HO BUHUKAIOTH IIATOJIOTiIUHI 3MiHM 1 PO3BMBAIOTHCA 3a-
XBOPIOBAHHA, SKi OTpMMaJU Ha3BYy MITOXOH/piaJlbHUX.
CyuacHilt MmegunuHi Bizomo maiixke 200 rakux xBopob. B ix
KJIiHiNi TpanaaioThes pisHi nmaTosorii, ane JOMiHYIOTE ypa-
kenHa ITHC Ta m’A30B01 TKAHUHH.

CuMnrToMamMi, THIIOBUMH [Jisg MiTOXOHApiaJIbHUX 3a&-
XBOPIOBaHb, € M A30Bi 060JIi, cabKicTh 1 aTpodisa MyCKyJa-



[eHHI XBOPO6M 145

TYyPH, HEe3QATHICTh N0 (PIBMUYHNX HABAHTAKEHDb, ONIYIIeHHA
BEPXHIX IIOBiK, VIIKOJXEHHA NepUdepiiHUX HEpPBOBUX
BOJIOKOH, CYAOMM, BiZICYTHICTE pediekciB, arpodisa 3oposo-
o HepBa, HeHAPOCEeHCOPHA IJIyXyBaTiCTb, MirpeHb, JieTap-
rifiHi cTaHU, NOPYIIEHHA NCHUXOMOTOPHOTO PO3BUTKY (py-
XOBi aKTH, TPYJAOBa JAifAJbHICTH, HABMYKHK Ta BMIHHHA),
HeJIOYMKYBAaTiCTh, PO3JIaJ maM’ sTi, yBaru, MUCJEHHS, MO-
BU Ta IIOBEJIHKH.

Myraliii, 1m0 BHHUKJKH B MIiTOXOHIpPiaJlbHUX IeHax,
nmepeaaThCsd B HOBI MITOXOHAPII BHACHIZOK HOALIY ITHUX
oprateJi. HaBiTh y Mexxax ofHi€l KJIITMHNA HaABHI MiTOXOH-
npii 3 pisEMMH BapianTamMu resHomiB. OTiKe, JOAUHA 3
MYyTalli€io B MiTOXOHAPiaJIbHOMY IeHi Hece CyMilll HOpMaJb-
Hoi Ta mytaHTHol JIHK. CoiBBigHOUIEeHHA MIiTOXOHApPi# i3
MYTAHTHUMHM Ta HOPMAJIbHAMHU e HOMaM¥ MoXKe 0yTu Oy Ib-
AKUM, TOMY BHUAB MITOXOHJpPiaJbHUX 3aXBOPIOBaHbL y DPi3-
HYX XBOPHX HEOAHAKOBUM. ¥ MOAIOHMX BHUIAAKaX MyTaIii
CIOYATKY MOKYTH B3araJji He MaTH 30BHiMHIX o3Hak. Hop-
MaJIbHI MiTOXOHAPII 0 MeBHOrO uacy 3a0e3neuyrTh KJIITHHHI
eHeprien, KOMIEHCYIOUX HeJOCTATHICTL PYHKII] MiTOXOH-
npi# 13 nepexkramu. Lle IpoABIAAETHCA PiBHUM 3a TPUBAJII-
CTI0O 0E3CHMIITOMHHUM IIEPiogOoM OaraThboX MiTOXOHIApPiaJb-
HUX 3aXBOPIOBaHb. IIpoTe paHo 41 Ni3HO HACTYIIA€ MOMEHT,
Koau JedeKTHI MITOXOHAPil HArPOMaIKVIOTBCA B KiJIBKO-
CTi, AOCTATHIN IJIsI IPOABY NATOJIOTIYHMX O3HAK. Bik Mmani-
decTamii 3axBOpIOBaHHA Bapiloe y pisHMX xBopux. Moro
paHHil MOYaTOK 3YMOBJIIOE TSIKUNK 1epedir Ta HeCIIPUAT-
JINBUH IIPOTHO3 XBOPOOH.

YcnagkyBaHHA MYTAllfl vV MiTOXOHJApiaJbHOMY T'eHOMI
Ma€e 0COOJIMBUY xapaxkTep. KIo reuu, JJOKaI130BaHi B A1ep-
Hin [ITHK, auTuHa oxep:Kye mopiBHY Bix 000X 0aTbKiB, TO
MIiTOXOHApiaJNbHi T'eHN HepeaaroThesd 1M TiMBKM Bimg MaTepi,
OCKIJIBKY BCIO HHUTOILIA3My 3 MiTOXOHAPIAMH, 1110 MiCTATHCA
B Hi¥l, HAIaAK¥ YCIaAKOBYIOTh Pa30M i3 AUIEKJIITUHOIO, a Y
CIIepMaTO300HAX ITUTOIJIa3Ma NPaKTHU4YHO BiacyTHA. Tomy
JKIHKa 3 MITOXOHZpPiaJbHUM 3aXBOPIOBAHHAM IIlepefae Moro
BCiM CBOIM ZiTAM, & XBOPHH YOJIOBIK — Hi.

KoxxHUM i3 BiIOMUX CHHJAPOMIB, COIPUUYMHEHUX IIOPY-
INEeHHAM (PYHKIIOHYBAHHS MITOXOHJApPiil, BU3HAUAETHCS
IIeBHOI0O MYTAIII€I0 TAKUX THUIIB.: HYKJEOTUIHI 3aMiHU B
refax, BTpatu abo BcraBku ¢parmednTie MmMtTJAHEK
(mitoxonzapiansnoi JHK), smina kinskocTi koniit mTITHEK.
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Ho cmagKoBUX MiTOXOHApiaJILHUX HATOJOTiM HaJllesKaTh
cmagkoBa atrpodis 3opoBux HepBiB Jlebepa (iHIIILI Ha3BHU
XBOpPOOM — IIrMEeHTHUHN PEeTHWHIT, HeMpoIlarisa, aTakcis),
MiOKJIOHAJBHA eNiJIericia 3 HaA3BHMUYAMHO YEPBOHUMU M’ f-
30BMMH BOJIOKHaAMHU, HEMPOCEHCOPHA IJIyXO0Ta TOMLIO.

ATpodia 3opoBux HepBiB Jledepa. BigoMo npuHaimMHi
JecATh TOUKOBHUX MYTaliiA reHiB, moB’A3aHUX i3 CHUHAPO-
moM Jlebepa. BoHM 3yMOBJIIOIOTE 3aMiHY Ti€l uu iHIIOL ami-
HOKMCJIOTH B OZHOMY 3 (pepMEHTIB — aerigporeHas, Iio €
NPUYUHOIO MOPYIIEHHA HOro aKTUBHOCTI. ¥YHACJIiOK IIHOTO
3axBopioBaHHA Jioau y Bini 20—30 pokiB maiizke IIOBHICTIO
BTPAUaIoTh NeHTPAJbHUM 31p uepe3 aTpodiro 30poBUX Hep-
BiB Ta JAereHepailliio raHrJIi0O3HOTO INApPy KJITHH CITKiBKH.
XBopitoTes mepeBaxxkHO uosoBiKu (80—85%). Buarieho,
1o y 95% BuUmaAKiB IPUUYMHOKO IIATOJIOTII € MyTAaIlil B TPHOX
MiToxoHapianpHuX reaax—ND1 (myrania LHON 3460 A),
ND4 (myrania LHON 11778 A) ta NDG6 (myraiisa
LHON 14484 C) (puc. 5.10). Pemrty myTaitiit, mos’sisaHNX
iz xBopo6oio Jlebepa, BBa)KalTh «BTOPUHHUMU». BOHU
MOKYTB IIOCHJIIOBATHU A110 IEPBUBHUX MYyTallil, 30iIbIIyI0-
YY1 PU3UK BUABY 3aXBOPIOBAHHA.

Cunapowm Jlebepa — HaltronrupeHie MITOXOHAPlIAJIbHE
cNlaJKOBe 3aXBOPIOBAHH#A, Ooro dactoTa B €Bpomi craHo-
BuUTH npubdaus=Ho 1 : 25 000.

JIikyBaHHA 31iHCHIOIOTH IpemapaTamMu, AKi IoJrimnimy-
I0Th OOMiH PeYOBUH, PO3IINPIOIOTh CYAUHHU, Ta BiTaMinamu,
(dizioTepatieBTUUHNMEU 3acobaMu (€JIEKTPOCTUMYJIALiA, Mar-
HITOTEpAaIIls TOIIO).

Heiiponarisa, artakcia ra mirmeHTHUH petuHiT. 1o
KOMILJIEKCHY XBOPOOY CHPHWUYHMHIOE TOYKOBA MYyTallid
NARP 8993 G B reni AT Pase 6, axuii Koaye oquH i3 dep-
MeHTiB AT®-cunTerasHoro Komiuiekcy (puc. 5.10). 3a-
XBOPIOBAaHHA PO3BUBAETHCS 32 HAABHOCTI y KaiTurax 70—
90% amomaJsibHOI MT/ITHK. O3Hakamu maToJsorii € 3aTpum-
Ka PO3BHTKY, PO3yMOBa BiAcTajJicTh, IIporpecyide 3BY-
KeHHs 30pOBUX IIOJiB Ta HiuHA cJjimora, 0ijp Ta mopy-
IIeHHA 4yTJAWBOCTI y BIADOBiAHMX 30HaX iHHepBallii, pos-
Jaj KoopAauHanil ZoBiIbHMX PYXiB i HeliporeHHa M’ si30Ba
caabkicTts. Bimomo mpuHaiimMei 15 (¢opm mirmernTHOTO
peTuHiTY (Iporpecyimoue 3BYKE€HHS 30POBHX IIOJIB Ta
HiuHa cJjaimora), cOpUYMHEHNX AOMiHAHTHMMH Ta pele-
CHUBHMMM MyTaligiM¥ I'eHiB, JIOKaJi30BaHNX y HU3I1 ayToO-
coM Ta X-XpoOMOCOMi.
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LHON 1525TA A
LHON 14484 C

S LHON 3460 A

LHON 11778 A
~a

Puc. 5.10. Jlokanizauist reHiB AesitkMx MITOXOHApPIaNnbHWX naTonorii
(M-xpomocoma)

Axuio myrantua JHK cramosure moHaz 90% yciel
mtJHEK, To posBuBaeThea iHIIIa TaToJoria — xBopob6a Jled,
AKa XapaKTepU3YyeEThCA YParKeHHAM TOJOBHOTO MO3KY,
aTpogieio 30pOBUX HEPBiB, 3HMIKEHHAM TOHYCY M’ #a3iB,
PO3JIaA0M KOOPAMHAIIll JOBLIBHHX PYXiB, MUMOBLILHNUMH
PUTMIYHHMH PyXaMM OYHHX AOJIYK Ta OOMe)KeHHAM iX
JIOBLJIBHOI PYXOMOCTi.

5.5. XpoMOCOMHi XBOpOOHMU

YHacJIiJoK TOpYIIEeHb Ipollecy YTBOPEHHS TraMeT B
ONHOTO i3 6aThKIB (HEPO3XONKEHHS IIapHU TOMOJIOTiUHHX
XpOMOCOM y Ipolleci Melio3y) BHHHKAIOTH XPOMOCOMHI
3aXBOPIOBaHHA. Taki aHOMAaJil MaiKe He YCIIaJKOBYIOThCHA
(Bcroro 3—5% ), a BUHHKAIOTH II[OPa3y 3aHOBO. X POMOCOM-
Hi IOpYIIeHHA 3yYMOBJIKIOTH NPUOJJM3HO IIOJOBHHY BCix
BUKUJIHIB Ta 7% MepPTBOHAPOMKEHHX.

XpomMocomHi 3axBOPIOBaHHS — naTonorii, CIPUYNHEH| CTRYKTYPHUMU

nopyueHHamu (abepadismu) NneBHUX XpOMOCOM abo 3MiHamu iX Kinb-
KOCTI.
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3araJbHOI0 OCOOJIMBICTIO BCiX XPOMOCOMHHUX XBOPOO €
MHOXXUHHICTh ypaxkeHHdA. Ile yepenHo-IuNBOBI AedekTH,
BPOJ KE€HI Baay PO3BUTKY BHYTPIIIHIX opraHiB 1 wacTulH
TijIa, YIOBiILHEHHUH BHYTPIITHbOYTPOOHMUH Ta IIOCTHATAIb-
HUMN picT i PO3BUTOK, BiACTaBaHHSA NCHUXIYHOTO PO3BUTKY,
nopyuieHHA (PYHKILiN HepBOBOi, €HIOKPHMHHOI Ta iMyHHOI
cucteM. ¥ pasi Ko:KHOI (GOpMM XPOMOCOMHOI XBOPOOU CIIO-
crepiraetocsa 30—80 pisumx BigAXHJIEHDb BiJg HOpPMHU, AKi
MOXKYTh OyTH HasABHI B iIHIIINX ¢popmax. [ledKl XpoMOCOMHIi
3aXBOPIOBAHHA XapaKTePHUIYIOTHCA JIWIE NEeBHUM IIO€X-
HaHHAM BiIXHJIEHL ¥ PO3BUTKY, 4 He CIIeIIu(PivyHUMHU Baga-
MH, 110 BUKOPHUCTOBYETHCA B KJIIHIUHINA 1 maToJioroaHaro-
MiuHIM JiarHOCTHII.

IIaToreHes XxpoMOCOMHUX XBOPOO IMOUMHAETHCA HA PaH-
Hi¥ cTazil emOpiorenesy, ToMy IpU HAPOAKEHH] BCi OCHOB-
Hi gedeKTH PO3BUTKY BiKe HaABHI (OKPIM BajJ PO3BUTKY
crateBux opraxiB). Haibinem cmemudivmi aaa meBHOTO
CHHJPOMY O3HAKMW 3YMOBJI€Hi NOPYINEeHHAMHU I'€HEeTUYHOI'O
MaTepiaqy MNOPiBHSAHO HEBEJIMKHX CEIrMEHTIB XPOMOCOM.
Tak, cmemudiuHi KJIiHiuHi cuMnTomMu cuHApomy layua
CIIOCTepirarloTbCa NpPH TPUCOMIil CerMeHTa AOBIOT0 ILjIeya
21-1 xpomocomu (21-¢22.1). Ilnss pO3BUTKY CHUHJDPOMY
JleskeHa Ipm Aejenisgsx KOPOTKOro ILjieda 5-1 XpOMOCOMU
HaWBa)KJINBiina cepegnsa yactuHa cermenra (5pl5). Xapaxk-
TEPHI o3HaKu cuHApoMy ExBapaca moB’sizaHi 3 TpHCOMI€IO
cermeHTa xpomocomu 18-g11.

2/3 XpOMOCOMHUX aHOMAJil CTaHOBJATH aHOMAJIil cTa-
TeBUX XpoMocoM. HacToTa CHHAPOMiB, IOB’A3aHUX 13 mo-
PYIIEeHHAMH OYAOBH YU KiJpKocTi xpomocom X Ta Y, —
9:1000 BOBOHapomXKeHHX. XPOMOCOMHi YIIKOAKEHHS
BUABJEHI ¥ 5—15% uvos0BiKiB 3 6e3maiggam abo rmopyIneH-
HSIMU CIIepMaToreHesy; 75% TaKuX YOJIOBIKiB MaiOTh aHO-
MaJii craTeBuUX XxpoMocoMm; 25% — aHOMAJIII ayTOoCcOM.

Y Bumaaxy aHoMaJili cTaTeBUX XPOMOCOM BiJCYTHI
YKCJIeHH] Bagu PO3BUTKY Ta PO3yMOBOI BiACTanI0CT1, TUIIOBI
IJIsi- aHOMAaJid ayTtocoMm. 3a maroJorii xpomocom X Ta Y
guine 1% XBOpHUX MaiOTh 3aTPUMKY PO3YMOBOTO PO3BUTKY,
BUDAXXeHY MeHIIe, HiXK 3a aHOMAJIN ayTOCOM.

Knigiyaui noaiMop@isM KOKHOI XPOMOCOMHOI XBOPO-
Ou B 3araJbHiil hopmi 00yMOBJIEHUN I'eHOTUIIOM OPraHi3My
1 ymoBaMu cepegoBunia. Bapiamnii BUABIB maToJoril MOMXKYTH
OyTHU AysKe NIMPOKHUMU: BiJ JIeTaJIbHOTO edeKTy A0 He3Ha4-
HUX Bixujaenb y po3BuTKy. Tax, 60— 70% BumagkisB Tpu-
comii 21-1 XxpomMocoMH 3aKiHYYIOThCH 3arudesiIio Ha eMOpio-
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HaJdbHi# craznii, B 30% HapomKyHOTLCA AiTHU i3 cHHIpO-
moM JlayHa 3 mMIMpPOKOBapiaTUBHUMHU KJIHIYHUMHU IIPO-
sBaMu. Y pasi monocomii 3a X-xpomocomMom (CHHIDPOM
IIIepemneBchkoro — TepHepa) posBuBaeThes auine 10%
3apoAKiB (iHIII 'MHYTHL), a AKINO BPaxXxOBYBaTH IIe J0-
iMmmaraniay sarubennr suror X0, To XKMBI HOBOHApPO-
mkeHi 3 curapomoM IllepemeBcskoro — TepHepa craHo-
BJATH TibKU 1% .

XpomMmocoMHi abepalii

ITaTosoriii, cnpmuYMHEHNX MOPYIIEHHAMU CTPYKTYPHU
XpoMocoM (ImepeBasKHO AejIeNiAMY Ta AYIJIiKaIisIMu), KJIi-
HiuHO 1 nuToreHeTnYHO ieHTH(diKOoBanHo noHas 100, HalBi-
pgominii 3 HuX: cuHApoM Binbamca — Deiipena, cuHzpoMm
Jlexxena, cuagpom Boabda — Xipmxopna, mionarisa [Ilap-
Ko — Mapi — Tyc ra in.

Cungpom Jle:xxeHa (CHHAPOM «KOTAYOr0o KPHKY»). Binm
TpamasaeThea 3 yactoToo 1:40 000—50 000 ;xuBUX HOBO-
HApPOMKeHUX VYHACHIIJOK HAejellil B KOPOTKOMY ILjaedi 5-1
xpomocomu (Hp). Poamip yrpauenoro ¢parmMeHTa B pi3HUX
BHIIAJKAaX 3MiHIOEThCA. ONHAK Ha PO3BUTOK KJiIHiUHOI Kap-
THUHU XBOPOOHM BIIJIMBAE He PO3Mip yTpaueHoro parMeHTa,
a KOHKpeTHa He3HauHa AiJIgHKa XpoMocoMHU. DBinbimicTsb
JeJeli BUHUKAE 3aHOBO.

Bupasuum cumoToMomM Ii€el XBopoOM € XapaKTepHUHR
IJIay JUTHHU, SKAU Haragye HABYAHHA KiIIKU i 3yMOBJIe-
HHUIM aHOMAJbHUM PO3BUTKOM ropraHi (1i 3By:KeHHAM, M’ AKi-
CTIO XPAIIiB, HAOPAKJIICTIO Y1 HAA3BUUAMHOIO CKJIaIUaCTiCTIO
CAM30BO1 0OOJIOHKH, 3MEHINNEHHAM HaJAropTaHHMKa) abo
T'OJIOCOBUX 3B’A30K. 3aXBOPIOBAHHSA CYIPOBOJMKYETHCSI Pi3-
KOI0 3aTPUMKOI0O (Pi3MUHOTO Ta pPO3YMOBOI'O PO3BUTKY,
MiKponedaniero (HaaTo 3MeHIIeHa roJosa). XBOplL MaroTh
CBOEPiAHMN 30BHIMIHIN BUTrIAA: MicAlennoniGHe JUIE 3 HU3b-
KOPO3TaIlIOBAHMMH Ta J1e(POPMOBAHMMHU BYyXaMM, HEIIPOIOP-
IHiAHO Maja BepxXHsA IIesjerna, 30iJbIlleHa BiicTaHb MiXK
ouMMa, MOHI'OJIOIIHUH po3pis ouel Ta enikaHT (BepTHKAaJIbHA
CKJIQZKAa IMIKipHU Y BHYTPIIIHHOMY KYTi O4HOI HI1JIMHU ), KOCO-
okicTs (puc. 5.11). Cmocrepirarorbeca anomMaJii ommopHoO-py-
XOBOI CHCTEMH, TiIIOTOHiA M’A3iB (3HMIKEHHS iX TOHYCY),
KJIUIIOHOTiCTh, IIJIOCKOCTOMICTD, 3POIEeHHA CYMIXKHUX HaJIhb-
I[iB HIiI', yMcJeHHI Baau cepid. BiaeimicTs giTedl nmomMupaec
pano, guie g0 10% nocaraiores 10-piunoro Biky.
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Puc. 5.11. CuHapom
JlexxeHa :

Is BiKkOM TaKi giarHOCTHMUYHi O3HAKM, AK <«KOTAYUHN
KPHUK», MicAamenogibue o6amnuusa Ta rinoToHia M’ A3iB, 3HU-
KaloTh, aJie Mikpoiiedasiia Ta po3yMoOBa BiACTaJiCTh CTAIOTH
IIOMiTHiNINMU. ‘

JIiKkyBaHHSA JuIlle cUMITOMATHYHE: 3ac0o0H, AKi cTUMY-
JIIOIOTH IICUXOMOTOPHHUH PO3BUTOK, JIKYBAJLHUN Maca i
riMHacTHKA.

Cungpom Boabda — Xipmxopra. Moro cmpuumHOe
nepeBaskKHO JeJiellisd B KOPOTKOMY mjeui 4-1 XpoMOCOMH
(4p). Poamip zenerril Bapiroe Bijg HeBHAYHOrO 4O TaAKOTO, 110
3aXOIIJIIE IIOJJOBUHY AUCTAJbHOI (KpalHBOI) YacTUHH
KOPOTKOT'0 ILIeYa XpomMocoMu. BusaBiaeHO, 10 OinbimicTs
JeJjerniii BMHHMKAe 3aHOBO. llopsig i3 HMMM HaToJIOTiIO Y
HOBOHAPO/IXKEeHNX MOKYTh BUKJIXKATH iHBepcil Ta AynaiKa-
1ii. Yacrora saxBoproBauusa He Beaurka — 1:100 000 xu-
BUX HOBOHAPOIKEHUX.

OsznakamMu cuHApoMy Boabdpa—XipmixopHa € UuC-
JeHH1 BPOJKeHl BaJu PO3BUTKY, 3aTPUMKAa PO3YMOBOTO
Ta ICHUXiYHOIO PO3BMTKY. Bara xBopHX HOBOHApOIKe-
HUX He BeJUKAa, HE3BaKalouy Ha HOPMAJbHY TPUBAJICTH
BariTHocTi. XapakTepHs Mikpouedaia, 736000m0oxi0HMH
Hic, emiKaHT, OOyIIeHi 30BHINIHI KYyTH OYHUX I{iJINH, Je-
(bopMoOBaHi BYIIIHI paKOBUHU, PO3IlenjeHa BepxXHA ryda
Ta OigHeOiHHA, MaJeHBKHUUN poT, Aed®opMOBaHI cTOOH
TOIIO.

XBOpi JiTH MalOTh HU3LKY KUTTE3TATHICTDL 1 IOMUPAIOTh
TIIePEBAYKHO IO MEPUIOTO POKY MKUTTH.
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MopyweHHA KinbKOCTi ayToCcOM

Cepen nmaToJjioriii, CHpUYNHEHUX MOPYIIEHHAM KiJIBKO-
CTi ayToCcoM, HaMBifoMiInuMu € cuHAPOM /layHa, CHHAPOM
IIaTay, cuagpom Exsappaca, Tpucomisa mo 8-iif xpomocomi.

Cunapom Jlayna. Ile BcebGiuHO BUBUEHA XPOMOCOMHA
xBopoba. YacTora cHHAPOMY cepeli HOBOHAPOIKEHNX JJOCH-
rac 1:700—800 (0,12—0,14%) i He Bapiloe 3a 4acoBoIo,
eTHiuHOI0 a00 reorpadivHo0 03HAKOIO ¥ 6aTHKiIB O4HAKOBO-
ro BiKy. 3arajpHa DONyJAIIHA YacTOTAa IIATOJIOTI] 3HAUHO
BHIIA, 60 moHaxa 2/3 ypasKeHNX ILIOLIB I'MHE 10 HapOIKeH-
Ha. YacToTa HapoI KeHHdA Iiten i3 cmHApomoM JlayHa 3a-
JIEXKUTH BiJ Biky MaTepi (mpubausuo 80% Bunaakis) i men-
IIIOI0 Mipo¥o Bix Biky 6aThka. Tak, y maTepiB Bikom 20 po-
KiB BOHa cTaHOBUTH y cepenasomy 0,06% , a Bikom 45 pokis —
3%, vy ayxe moaonux marepis (mo 18 poxkis) mocsarae 2%.
CriBBifHOIIEHHA XJOMNUYHKIB 1 JiBUAaTOK cepel XBOPHUX
craHoBuTh 1:1.

¥ 6insmocTi BuntagkiB (40 94% ) y XBOPUX BUABIAETHCS
npocTta Tpucomia 21-oi xpomocomu (kapiotun 47, XX (XY)
+ 21). ITo 4% 3axBopioBaHb HAa CUHAPOM JlayHa cripudymnHe-
Hi TpaHCJIOKAI[iAMHU nOBroro maeda 21-oi xpoMocoMu 1epe-
BayKHO Ha 14-Ty xpomocomy. Heseauka (mo 2% ) uacTtka
nirte# i3 cuaapomom JlayHa mae mozaiuHi ¢dopmu (47 +
21/46).

Cunapomy JlayHa BJIaCTUBI TaKi OCHOBHI AiarHOCTUYHI
O3HAKH: MOHTOJIOIAHI oui (Koco po3MmiliieHi, 3 emriKkaHTOM),
IITAPOKeE IIepeHicca, eopMoBaHi ByIIIHI paKOBUHU, HANIiB-
BiIKPUTHUH POT, 30iJbINTeHNN A3UK, KOPOTKI NS, KUCTi Ta
cronu ToIino (puc. 5.12). HasBHe TakoK 3HaUYHe BiZCcTaBaH-
HA Y POCTi Ta cTaTeBOMY PO3BUTKY (XBOpi, AK IIpaBMJIoO, 6e3-
mrigHi). XBopoOy 4acTo CYIIPOBOAKYIOTH Bagy CepIid, opra-
HiB TpaBJEeHHA, HEBPOJIOTiUHi po3aanu (KOCOOKiICTb, MUMO-
BiJIbHi pUTMIUHI KOJIMBAJBHI PyXUW OYHUX A0JYK, HU3BKUM
TOHYC M’s3iB Ta iH.).

Ilcuxiuni po3inaau BHABAAIOTHCA YV BUIVIAAL ojairodpe-
Hii Ha piBHI AebinbHOCTI (IQ = 51 — 70) abo iMGerruaABLHOCTI
(IQ = 21 — 50).

Memguura pgomomora AiTaMm i3 cuHApoMoM JlayHa He
crmenudpiuHa Ta pisHOMaHiTHA. Bpom)keni Bagu cepisa
BUNPABJAITEL XipypriuHo. XBopi norpedbyoTs mOCTIHHOTO
YBaKHOTO JOTJIALY, 3araJbHO3MIIIHIOBAJIBHOTO JiKyBaHHS,
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IIOBHOITiHHOTO xapuyBaHHsa. IIpodinakTuxka nonsarae y
3anobiranHi 3acTyfHUM Ta iHPEKIINHNM 3aXBOPIOBAHHAM.
3a BiZICyTHOCT1 BHpPAaK€HUX BajJ PO3IBUTKY NPOTrHO3 MAJA
MKHATTA CIIPUATINBUHN.

H i

Puc. 5.12. [litv pi3HOro BiKy 3 XapaKTepHUMU pucamu cuHapomy /layHa

Barato xBopux Ha cuHApoM JlayHa 3gaTHI BeCTHu caMo-
CTiliHE JKHUTTH, OBOJIOAIBAIOTh HECKJAAHUMU npodeciamu,
CTBOPIOIOTH CiM’1.

Cungpom IlaTay. 3a wactororo (1 : 5000— 7000 HoBOHA-
pPOJKeHMX) BIH IIocifae Apyre Micue micaa CHHAPOMY
JlayHa cepeZ] ayTOCOMHUX TPHUCOMi#l i TaKOXK He 3aJIeKUTh
Bix craTti. ¥V 6inbmocti BunaakiB (80—85% ) #toro cnpuyu-
HIo€ Tpucomis 13-i xpomocomu nnpu Kapioruni 47, XX (XY)
+ 13. PeriTa BUNIafKiB 3yMOBJIeHA TpaHCJIOKaIisiMu i1 ¢ppar-
MEHTiB Ha 1HIIIi ayTOCOMM.

30BHINIHI 03HAKM CHUHAPOMY HACTIJIIBKU XapaKTepHi,
IO ZaloTh 3MOTY Bifpa3y MicJis HAPOAKEeHHA BUABUTHU Iie
daxBopioBaHHA. Hacamnepen 3BepTaioTh Ha cebe yBary
Mixpoiedasnisa, cKkomeHui o0, By3bKi OuHi IIIJINHA, 3al1a-
Jie IlepeHiccs, HU3bKO PO3TalllOBaHi Ta AedopMoBaHi ByIIHL
paxkoBUHHU ToIo. HalixapaKTepHiIlInMH 30BHIIIHIMU Baja-
MU PO3BUTKY € pPO3NIeIlJieHHsI BepXHbol ryom Ta migHeOiH-
HS, a TAKOXK NMoJijakTuiis (puc. 5.13).

Y OinbHIOCTi XBOPUX NPOABJIAIOTHCS BPOAXKEHiI Baau
cepild, OpraHiB TpaBJieHHSA, HUPOK, CTATEeBUX OPraHiB,
oprauis zopy. Ypaxxeuusa IIHC wHaasue B 100% Bumnag-
KiB, YHacJaifok uoro Bci aitu 3 cuuapomom Ilaray Bif-
3Ha4YawThes rIInboKoro igioriero (I1Q = 0—21).



XpOMOCOMHI XBOPO6H 153

Puc. 5.13. AHomanii 3a cuHapomy lNaray: a) 061u44s; 6) CTonu

JIikyBaHHA giTeil, xBopux Ha cuHApoM llaray, Hecne-
nupiyHe: XipypriuHe BTpYy4YaHHsS y pas3l BPOJAKEHUX BaJ
PO3BUTKY, 3arajJbHO3MIIIHIOBaAJAbHI 3aXO0AM, peTeJbHUM
JIOTJIA, HpodiaKTUKA 3aCTYJHUX Ta iHPeKiAHUX 3aXBO-
PIOBaHb.

TpuBaJIiCT KUATTS XBOPUX AiTEH He 3HAUHA — Ha IIepIIo-
My porii nomupae 95% . 1o TphOX POKiB JOKUBAIOTH ONMHUIII.

MopyleHHA KiNbKOCTI cTaTeBUX XpOMOCOM

Cepen xBopoO, 3yMOBJEHUX NOPYHIEHHAMH KiJIBKOCTI
CTaTeBHUX XPOMOCOM, HaiBifoMmiti curapom Kaatadensre-
pa, cuHapoMm pucomii Y-xpomocomu, cumapom Illeperie-
BCcbKOro — TepHepa, CHHAPOM TPpUCOMii X -XpPOMOCOMHU.

Cunapom Knainndensrepa. Moro npuumHoio € kapiotun
47, XXY. 3aiiry X-XpoMOCOMY XBOPHUHA 3 OZHAKOBOIO Bipo-
rigEicTio MoXke oTpuMaTH AK Bij 6aThbKa, Tak 1 Big marepi.
YacroTa nmartoJiorii Bapitoe B mexxax 0,5—2,0: 1000 HOBO-
HapoKeHUX XJomuuKiB. Tparsoorbess BapianTu 3 06ijb-
HIOI0 KiJbKicTIO X - UM Y-XPOMOCOM, AKi TAKOXK CTOCYIOTHCS
cuHapomy Kiaiiugenbrepa. '

OcHOBHI KJIiHiuHI 03HAKHU 3’ ABJIAITHCA B II€pioJf HACTaH-
HA cTaTeBol 3pinocti. KylacuunmuMu 1IpossBaMu Ifie€l XBOpoOH €
BHCOKMH 3pPiCT, €BHYXONOAI0HA cCTATYypPAa 3 By3SbKUMU IJIeUHMa
T4 IMUPOKUM Ta30M, I'iHEKOMAaCTia (30iIbII€eHHA MOJIOUHUX
3aJ103), aJie i CHMIOTOMY Y KOMILIEKCi TPaIIAOTHCS JIUIIIE B
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II0JIOBUHI BUNAAKiIB. KpiM TOro, y XBOpMUxX CIIOCTEepPiraeTbcs
caabKuU# picT BoJsioccs Ha 00JIMYYi, y IaXBOBUX 3alaJUHAX,
Ha JIOOKY, rinoroHaausM (HeJOopO3BUHEHICTb SE€UYOK), AKUit
IPU3BOAUTH OO aszoocmepmil Ta craTeBoro iH(paHTUIIZMY
(nuTsaua noBeninka) (puc. 5.14).

Puc. 5.14. CuHppom
Knanudenstepa

CynmytHiMu o3Hakamu € Aedopmailid BYIIIHUX PAKOBHH,
ajonenis (IJILIMBICTH), KATAPaAKTa, HAAMIPHUN PO3BUTOK
BepPXHBOI Iesenu, Bagm cepuda Touro. OAHAK BOHH He
MAaIOTh J1arHOCTUYHOI'O 3HAUEHHI.

Mo 15% xBopux Ha cuHapoM KiaaiindesbTepa MamoTh
O3HaKM Jerkoi gebinpHoCcTi. ¥ pasi sHaYHIiIIOrO MOpyIIeH-
HA 1HTEJeKTYy CIOCTEepiraeThCsa ayTusM, HeAOBipJUBICTD,
CXMJIbHICTH JI0 aJIKOT0JII3MY, acolliajbHa IIOBEeIiHKA.

JIiKyBaHHA CHMIITOMATUYHE TOPMOHAJBLHUMHU IIperapa-
TaMH. )

Cuagpom IllepemreBcokoro — Tepuepa. Woro uacrora
ctaHoBUTE 1 : 2000—5000 HOBOHAPOKEHUX AiBUATOK.

Hamnuacrimme mpu IIMTOreHEeTUYHOMY JOCJiJKeHHiI BH-
ABAAEThCA Kapiotun 45, X0, mpore TpamaamoTbLCA iHIII
dopmu arHomaaitt X-XpoMocoMHu — JeJeliii KOpoTKkoro abo
JIOBroro Ijieua, izoxpomocoma (MOHOIIEHTPHYHA XPOMOCO-
Ma 3 000Ma rOMOJIOTIUYHMMH IIJIeYrMa), 4 TAaKOXK Ppi3Hi Bapi-
aHTU MO3aiyHOCTI.



XpOMOCOMHI XBOPOG6HK 155

Huruna 3 cmagpomom IllepemeBcbkoro — TepHepa Ha-
POIKYEThCA TIIBKH YV pasi HeofeprKaHHs X -XPOMOCOMH Bif
baTpKa. 3a HeoTpuMaHHA X-XPOMOCOMM Biji MarTepi em-
OpioH rmHe Ha paHHIX CTaAiAX PO3BUTKY.

OCHOBHMMH IiaTHOCTUUYHKMMM O3HAKAMM Iliel XBOpoOHU €
HU3bKHH 3picT, HaOPAK KUCTEH Ta CTOI, IBOCTOPOHHA IIKip-
Ha CKJaJKa Ha NIUi, HU3bKe po3TalliyBaHHA Ta Aedopmaliisa
BYILIHUX PAKOBUH, ITVPOKA I'PYJHA KJIITKA 3 NIXTPOKOPO3Mi-
IEHNMH COCKaMM, BPOJKEHi Bagu ceplisd Ta HUPOK, HeJo-
POBBUHEHICTL MOJIOUHUX 3aJI103 Ta AE€UYHUKIB, BiACYTHICTH
MeHCTpyaliii, crareBuil indautuiism (puc. 5.15). Isxkoau
COOCTepiraThCA PO3yMOBa BiAcTajJicTs i nmcuxomnarida
(HeajeKBaTHA MMOBeJiHKA TAa HEJOCTATHA COIliaJbHA ajarnTa-
mig). IIpm mosaiuamx opmax KJiHIYHI OIPOABU XBOpOOH
MiHiMaJbHI.

Puc. 5.15. CuHgpom lllepeweBcbKoro — TepHepa: a) KpuaonogibHi
CKNAAKM LWKipK Ha Wni; 6) xapakTepHi NimdaTnyHi HabpsaKK Ha Horax

TpusBajicTs KUTTA XBopuX Ha cuuApoM lllepenieBcbKo-
ro — TepHepa HabauKeHa O HOPMHU.

JIikyBaHHA LBOTO CHUHAPOMY KOMILJIEKCHe: Xipypria
PEKOHCTPYKTMBHA (BPOJI»KeH1 BaJy BHYTPIilIHiX OpraHiB) Ta
miaacTudHa (KPUJIOIMOAiOHI CKJIaAKM TOIIO0), TOPMOHAJIbHI
mpenapaTu, ICUXoTepanis.
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5.6. CnagKoBi XxBOpo6UH
3 HEK/TACUYHUM
TUNOM ycnaaKyBaHHS

Po3BHUTOK MOJEKYyJAAPHOI reHEeTUKH OCTAHHIM YacoM
laB 3MOTY BiIKPHMTH HOBi I'pynu cCHaAKOBUX XBOpPO0O, Npu-
YHHHA Ta nepebir SKMX CYTTEBO BiApisdHAOTHCA BiJ po3-
rasgsHyTuXx Buine. Cepes HUX BHOKPEMJIIOIOTH 3aXBOPIOBaH-
H$, TOB’ s3aHi 3 0CO0IMBOCTAMU OATHKiBChKOT'O TOXOAKEHHA
MyTalliii: TeHOMHHUH iMIPHUHTHHI, OJHOOATHKIBCBKY AM-
coMiro, XBopoOHM excmaHcii, comaTmuHi pexomOimalii
TOILO.

XBOpOOGU iIMNPUHTUHTY

IleAaki rean, mepejadi MOTOMCTBY, HECYTh criemudiaan it
«BiAOMTOK» cTaTi oqHOro 3 6aTbKiB, TOOTO EeBHI reHn 6aTh-
Ka Ta MaTepi BHABJIAIOTHCA y Halaaxkis mo-pisomy. Ile
SABUIIE HABUBAIOTb 26HOMHUM imnpunmuHzom (3aJuIIaHHA
caiay).

HdutuHa ojep:kye oamH Habip XpomocoMm i3 6aTbKiB-
ChKUM «IIO3HAUECHHAM» AeAKUX T'eHiB, iHmMu#N #Hadbip — i3
MaTepPUHCbKUM «HO3HauUeHHAM». Ilim yac yTBOpeHHA y
HaITaJKa CTATeBUX KJITHMH OOIEPEIHE «TO3HAUYEHHA» CTH-
paeThCA, a TeHU BU3HAYAIOThCs 3aHOBO BiAMOBIAHO A0 cTaTi
HOBOT'O OpPraHi3amy. YHAaCJiLOK IILOTO AesiKi 'eHU, OTPUMAaHI
Bifi ogHOTO 3 0aThKiB, mepedyBailoTh y HeaKTUBHOMY (iM-
IIPAHTUHTOBOMY) CTaHl.

Y aopuHU BiXKe 3HaiaeHo a0 30 rexiB, AKi I0-pi3HOMY
BUSIBJIAIOTHCA B UOJIOBIiUOMY Ta »KiHOYOMY opraHisdmi. Oui-
KYIOTb, IITO TeHOM JIIOAMHN Moxke mictuTHi 10 200 noxgiouux
T'eHiB.

KiaacuyauM npuxaagoM XBOpoO iMIPUHTHHTY € CIaji-
KoBi cuaapomu Ilpanepa — Binnai Ta AEreanrMaHa, OCHOB-
HUMHY KJIIHIYHUMH IPOABAMH AKHUX € PO3yMOBA BiACTaJiCTh
Pi3HOrO CTYIEeHA TAKKOCTL Yy MOEAHAHHI 3 IIUOOKMMU
HEBPOJIOTIYHUMHU PO3JaJaMHU.

HajtuacTinio OpUYMHO BUHMKHEHHS IIUX 3aXBO-
PIOBaHb € MiKpogeselisa KPUTUYHOTO PErioHy XpOMOCOMH
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15 (15¢11-¢13), m1o BuaBaAeTbeca v 2/3 xBopux. CUHAPOM
IIpagepa — Binai posBuBaeThCsA, KOJIU JTUTUHA YCOAJKOBYE
meJieniro Bij 0aThbka, a IPHYNHOKI CUHAPOMY AHrejlbMaHAa
CcTaec TaKa caMma JeJjielif, ofepskaHa Big martepi. OTike, BU-
HUKHEHHA IIHX JBOX CIIaAKOBHUX CHHAPOMIB, IIIO KJIIHIYHO
pO3Pi3HAITHCSA, BU3HAYAETHCA THM, BiJ KOro 3 0aTbKiB
O0yJI0 OTPEMAHO XPOMOCOMHE YIIIKOJKEeHHH.

Cunpapom Ilpamepa — Binuai. OcHOBHUMU KJIiHIiYHUMU
OposABaAMHU XBOPOOH € HHU3BLKHI TOHYC M’A3iB, HEJIOPO3BU-
HEeHICTh CTaTeBUX OpraHiB, OKMPiHHS, PO3yMOBa BijcTa-
JiCTh, 3MEHIIIeH1 pO3MipHu KHUCTEH 1 CTOII, & TAKOXK MHOMKHU-
HHi Bag¥ PO3BHTKY YaCTHH Tijia. YacToTa 3axBOPIOBaHHA
craHoBuTh 1:10 000—120 000 HoBOHaApOmKEeHHUX He3a-
JIeXKHO Bij cTaTi.

Heaay:xanus moymHae HNPOABIATHCA 3 NepIINX HIB
JKATTS JUTHHU TIpobjieMaMH 3 TOAYBaHHSM uepesd cJab-
KiCTh CMOKTAJIBHOTO Ta KOBTaJbHOIO pediexciB. Tpumaru
roJIOBY XBOpe HEMOBJIA IIOUMHAE ITiCJA IIIeCTU MicAIiB, CH-
NiTH — Iicjisg pOKY, a XOAUTH — Ha TPEThOMY-Y€TBEPTOMY
pOIli JKUTTA.

ITo mocarHeHHi niBTOpa-ABOX DOKiB M’A30BHMHA TO-
HYC MillHi€, po3BMBAETHCA BiJUYTTSA IIOCTINHOTO TOJIOLY —
XBOPHUH MOJKe icTH HpPaKTHYHO Oe3lepepBHO, BHACJILIOK
YOro HIBHUAKO PO3BHBAETHCA TAXKKe oKuUpiHHA. Cepen Bajg
MopdoreHe3y YacTo CIOCTEpPiraeThcsa BHAOBXKEHA I'0JIOBA,
301JIbIIIeHA BiicTaHB Mi’K CHMETPUYHMMHU OpPraHaMH, eIli-
KaHT, MHUrAAJenoniOHuii po3pis oueit, «pub’ssuuit» poT
(puc. 5.16).

Puc. 5.16. Cunppom MNpapepa — Binni
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Maiixke Bci xBopi Ha cuHapoM Ilpanepa — Bisui BigsHa-
YalOTLCHA PO3YMOBOIO BiJICTAJIICTIO Pi3HOIO CTYIIEHS a 10
KpauHbOl iMOeluJIBLHOCTI.

JlikyBaHHA cHMIITOMaTHU4YHE: Ji€Ta 3 OOMEXKEeHHAM
JKUPiB Ta BYIJIeBO/1B, TOPMOHAJIbHI IIperaparTu.

TpuBaicTb XHUTTA XBOPUX Yy CEPEIJHHBOMY CTAHOBUTH
25—30 pokis.

Cungpom Anreasmana. IlouaTkosa Haspa Iiei XBopo-
OM — CHUHIPOM «IIACJMBOI JAJbBKU» — BUHUKJA Yepe3 Xa-
PaKTepHl KJIHIYHI TIPOABU: HANAAU HEKOHTPOJbOBAHOIO
CMiXy, Pi8Ki CYZIOMHI pyXu PYK, HE3BHYAWHY XO0ay, ILIe-
CKaHHA JAOJIOHAMH i cnenucpiuHuii Bupas obawmuud. o
OCHOBHUX KJIHIYHMX NOPOABIB cuUHApOMY AHTreJbMaHa
HaJe)XaThb TaKOK 3aTPUMKa PO3yMOBOTO Ta (Di3HMUYHOTO
PO3BUTKY (MaJjia rojioBa, IJIACKA IIOTUJINISA, BeJINKa HUMXKHSA
mieJsierna, HaATO IIUPOKHIM PoOT, pPiAKi 3y0u, yacTe BUCOBY-
BaHHSA A3UKAa, HEJJOCTATHS IIirMeHTAaIlisd INKipHUX IIOKPUBIB
ta BoJioccst (puc. 5.17). Yacrora xBOpoOM CTAHOBUTH
1:20 000 HOBOHAPOAXKEHUX.

Puc. 5.17. CuHapom
AHrenbmMaHa

I3 BikOM y AUTHHM OiJbIN MOMITHUMHK CTAlOTh MOBHI
BaJiV, HEPBOBI1 Po3JIaAX i Po3yMOBa BiZCTAJIICTh, AKA MOXKe
IOCATrTH pPiBHA imioTii.

JIikyBaHHS CUMIITOMATUYHE,
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XBOpoO6U eKcnaHcii

Pizke 30iibIlleHHSA KIJIBKOCTI KOHNi¥ HNEeBHUX ALIAHOK
mosiekyau JJHK (moBTopH) B HACTYIIHUX NOKOJIHHAX POJO-
BOJly B TE€HETHIIl Has3mBawTh ekcnadcieio. 1o xBopob
eKciaHcil Hajexxarb cuHIApoM Maprina — DBesna, xopes
I'eaTuHrrona, MmioroHiuna gucrpodia Ta iH.

Cunagpom Maprina — Beiia (cuEapom Jamkol X -xpomo-
comu). JlamMkicTs X-XpOMOCOMM CIOPHYMHEHa 3HAUHUM
36inpmieHHEAM B ii MmosexyJi JJHK (rem FMR-1; joxasnizaria
Xq27.3) xkinsxocti Tpunaeraux nostropis I[I'T (CGG). Y
3IOPOBUX JIIOJEH YHCJIO IMX IOBTOPiB KOJMBAETLCA BiJ 5 10
50, a ix sOinpmenHsa noHaj 200 Tpu3BOAUTH OO0 MOIIIKO-
J)KeHHs X-XpoMOCOMH Ta PO3BUTKY 3axXBoploBaHHsA. EKc-
MMaHCiAg TPUHYKJEOTHAHUX IIOBTOPIB BigOyBaeThcsa mif yac
OBOTe€He3y, TOMY PO3BUTOK XBOPOOU MOKJINBUNI JIHIIE IIPU
rnepefaBaHHI aHOMAJBbHOTO I'e€Ha BiJ Marepi.

I1a marosoria ycoagkoByeThbCcA 3a X-34UellJIeHUM pelle-
CUBHUM THIOOM 1 TPANJIAECTHCA MEPEBAYKHO Y XJOIYHKIB,
X0ua BUSBJIAETHCA TAKOXX Y TPETHUHU KiHOK — HOCIIB aHO-
MaJIbHOro rexa. dacrora #oro cra#oButh 1:1250 — 1: 5000
0cib 4oJ10BiUOl crari.

30BHIIIHIMU O3HaKaMM XBOPOOM € BHUOBXKEHa T'0JIOBA,
BeJIMKI BiicTOBOYpU€EHi BYIIIHI pAKOBUHHU, BUCTYIIAIOYUH JI00,
BeJIMKUH Hic, TOBCTI ry0u, MacuBHe migbopigns, 30inbineHi
s€UKa, KUCTi Ta cTronu (puc. 5.18).

| Puc. 5.18. Cunapom
MapTtiHa — benna
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HeBpoJsoriudi mopynieHHs HaldyacTillle BHABJISAIOTHCS
HUSBKUM M’ SI30BUM TOHYCOM, BOASSHKOIO I'OJIOBHOT'O MO3KY,
IIOPYIIEeHHAMHA JMOBiJIbHOI MOTOPMKH ryb Ta A3mKa. ¥ BCix
BHUIMMaAKaX CIOCTepPiraloThCA PO3yMOBAa BiCTaJicTh i MOBHI
BaJH Pi3HOTO piBHA.

JlikyBanHa cumnromatnuHe. HemoraHi pesyasTaTu
3abesneuye moetranHa rnegaroriyaa KOpekii.

5.7. CnagKkoBa CXUNbHICTb
10 XBOpPOO

IIopax i3 xBopobamMu, YiTKO JeTepMiHOBAHHMU CIIALKO-
BicTiO (reHaMu Ta XpomMocoMaMu) abo YMHHUKaAMHU cepeso-
Bumna (TpaBMHU, ONiKHM), € BeJIMKa 1 pisHOMaHiTHaA rpymna
3aXBOPIOBaHb, PO3BUTOK SAKUX 3YMOBJEHHUUN B3aEMOJI€IO
IIeBHUX CIaZKOBUX BIJUBIB (MyTalliii abo moegHaHb aje-
Jei) i cepegosumma. Il rpymy xBopo0 Ha3MBaOTH X80poba-
MU 3i cnadKo6010 CXUJLbHICMIO.

IIpyyuHYN Ta 0COGJIMBOCTI PO3BUTKY IIMX 3aXBOPIOBAHD
nys:Ke CKJanaHi, OaraTopiBHeBi, ocTaTO4YHO He 3’sCoBaHi i
Pi3HIL A KOXXKHOI XxBopobu. OgHaK 3araJbHOBH3HAHO, IO
ICHYIOTH CIILJIBHI 0COOJIMBOCTI PO3BUTKY TaKHUX 3aXBOPIOBaHb.

OCHOBOIO CIAAKOBOI CXMJBLHOCTL O XBOpoO € IIHpO-
KUY reHeTUYHO 30a1aHCOBAHUHU IMoJiMopdhisM monyaaimii
JIOOVHU 3a (pepMeHTaMU, CTPYKTYPHUMU i TPAHCIIOPTHU-
MHu OlJIKaMu, a TaKOK 3a aHTUIeHHMMU CHCTeMaMH. Y
NONYJIAIIAX JoAUHM OpuHaiiMHiI 25—30% nokyciB (i3
npubansuo 40 000) npexgcraBiaeno fBoma i 6isbIre agens-
mu. OToke, iHAUBiAYyaIbHI KOMOiHAIII asesell HeMMOBipHO
pisdHOMaHiTHiI. BoHU 3a06e3me4Yy0Th 'eHETUUYHY YHIiKaJb-
HICTHh KOXXKHOI JIOAWHU, BUPaKEHY He TiJIbKH Yy 34i0HO-
CTAX, (Pi3UUYHUX BIAMIHHOCTAX, a ¥ Y peakIiAX OpraHia-
My Ha IIaTOreHHI YMHHUKH HABKOJUINHBOTO CEpPeJOBU-
ma. XBopobu 3i CIaJAKOBOIO CXMJIBHICTIO BUHHKAIOTH B
oci® 13 BiAHOBIZHUM TreHOTUNOM (IOEXHAHHA <«IPHU-
BabJIFOIOUMX » ajiejie) y pasdi IpoBOKYyBaJIbHOI Jii cepeno-
BHUIIIA.

3aXBOPIOBAaHHA 3i CIaJIKOBOIO CXUJbHICTIO YMOBHO ITOJIi-
JAOTH HA TaKi OCHOBHI I'DYIIM: BPOJ KEHI Bagll PO3BHUTKY;
NOIINPEH] IICUXiyHi Ta HEPBOBI XBOpOO¥; NOIIHMPEHI XBOPO-
0u cepeHBLOIO BiKY.
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HajimomupeHiImmuMy BPOJKEHUMH BaJaMU PO3BUTKY
€ POS3IeIlJICHHS BepPXHbLOI ryom Ta mifmeOiHHA, BUBHUX
CTerHa, KJANIIOHOTricTh Tomio. o mcuxivyHMX i HEPBOBUX
XBOPOO 3i CIIaflKOBOIO CXUJLHICTIO HaJeXaThb HIu3odpe-
Hifg, emiJjgemncis, MaHiaKaJbHO-JEeNPECUBHiI IIMPKYJIAPHI
IICUXO03M, Po3ciaHmMi cKJepo3d Ta iH. Cepen coMaTHUYHUX
XBOpOO cepegHBOr0 BiKYy UYacTO TpanjasaiTbCA IIcopias,
OpoHXiaJbHA acTMa, BUPasKa HIJYHKY Ta 12-majoi KuIi-
KU, imemiuma xBopoOa ceprsf, rinepreHsis, IYKPOBUH
xiaber ToIIo.

Y 3B’A3KY 3 ycmixamMu po3mu(pyBaHHA T'€eHOMY JIIOLHU-
HY HOBHMM HAYKOBUMH JOCATHEHHAMH PO3IMIHUPUJINCH
MOKJIMBOCTI FeHeTHYHOI'0 aHaJi3y MexaHidMiB BUHHUKHEH-
HA XBOPOO 3i CIIaJKOBOIO CXMJIBHICTIO, He3BaXKalouu Ha ix
ckyganHicTeb. IlaToreHes Takol xBopobu — cKJIagHUI, Oara-
TOrpaHHUY i 6araTopiBHEBU U NpoIec, TOMYy 3HAUEHHA CIIaj-
KOBUX UNHHHUKIB HEMOKJINBO 3’ ACYBaTH OJHO3HAYHO ¥ BCiX
BHUIIaAKaX. HacTo BaXXKO BIJIOKPEeMUTH YHHHUKH OJUWH BiJ
OLHOTO K CTOCOBHO iHTEHCUBHOCTI, TaK i TpuBaJoCTi ix ail.
PosyminHa npuunH i mepebiry xBopo0 3i criaJKOBOIO CXHUJIb-
HICTIO YCKJAAHIOETBCHA IIle M TUM, IO iX PO3BUTOK —
pe3yJbTaT B3a€MOJIl reHeTUUYHUX UYMHHUKIB (MOHOT€HHUX
UM NOJIireHHUX) i3 UMHHUKaAMHU CepeloBUIa, AyKe CHeIn-
(pivarMu un MmeHI cnenugivaumu. Jiuimne natHOBiHII KOCA-
rHEHHA Y BUBYEHHI reHOMY Ta CKJIaJaHHi reHHUX KapT Xpo-
MOCOM JIIOAWHU AAI0Th 3MOT'Y HAaOJU3UTHUCA O BUSABJICHHS
e(heKTiB roJIOBHOIO aHOMAJILHOI'O I'eHa.

KoxxHe 3aXxBOPIOBAHHA 31 CIAAKOBOIO CXUJIBHICTIO — II€
reHeTUYHO IeTePOreHHa rpyma 3 OZHAKOBUMHY KJiIHIYHUMU
KiHIIeBUMH NpPOsSBaMHU. ¥ KOMKHIN IpyIi € KiJbKa Pi3HOBU-
IiB, OOYMOBJIEHMX T'€HETHUYHMMH Ta HEreHeTHYHUMHU IIpH-
ynHaMu. Hanpuriaazn, rpyny imemiunmx xBopob ceprs
MO HA IIOAIJMNTH Ha KiJTbKa MOHOTeHHUX (OpPM rimepxoJe-
cTepuHeMid (DiABUIIEHUN YMicT X0JIeCTEPUHY B KPOBi).

ITpyurHY PO3BUTKY XBOPOO 3i CIAAKOBOIO CXUJILHICTIO
cXeMaTUYHO HaBeJeHOo Ha puc. 5.19. Ix KinbKicHI nmoeguaH-
HA Y PO3BUTKY 3aXBOPIOBaAHb MOKYTh OYTH HEOJHAKOBUMU
V Pi3HUX JIOJEl.

st BUABY XBOPOO 3i CIIaJKOBOIO CXUJABHICTIO HEOOXi-
1e KOHKpPEeTHe NOoeNHAHHA CIaJKOBUX 1 30BHIIIHIX UMHHHA-
KiB. YuM BuUpakeHima cmagxoBa CXHJBLHICTH i OGinbInmit
RIIJIUB CcepedoBUIIa, TUM AJIA iHANWBiZa BUIla BipOTiAHICTH
saxpopitu (y 616111 paHHBOMY BiIll Ta y BasKui#l popmi).
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Ipuuman
. . CroxacTuuHi
CepenoBuiHi leneTnuni a .
(Bumaaxosi)
Cimerini leun
CXHUJILHOCTI
Honynauiiui TemeTnunnit
¢oH

Puc. 5.19. MNpuynHn xBOPOO6 3i CNagKOBOK CXUNBHICTIO

IlopiBHAJIKLHe 3HAYEHHS 30BHINIHIX i CHaAKOBUX YHHHH-
KiB y pPO3BUTKY XBOpPOO CXeMaTHUYHO IIOKa3aHo Ha puc. 5.20.
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Puc. 5.20. CniBBigHOWEHHS POJi reHETUHHUX | 30BHILLIHIX YUHHUKIB
Yy PO3BUTKY XBOPOH6 3i cnagxosoto cxunbHicTio: |, I, Il — cTyneHi

CNagKoBOl CXUNbHOCTI (CnabKa, NoMipHa, CUNbHA BiANOBIAHO);
1, 2, 3 — nNpOBOKALiHI YUHHUKMU cEpPEAOBULLA PI3HOI CUMN;
no wKani — YacTtka xsopux (%)

Ha ymMoBHO BH3HAYEHO TPH PiBHI CIaJKOBOI CXUJIBbHOCTI
T4 TPU CTYNEeHi BIJHBY CepefoBHIIA: CJHaOKmii, MOMipHUHA
Ta CHJIBHUM. 3a caabKoil crIagKoBOl CXMJIBLHOCTI Ta He3HaUd-
HOT'0 BILJIMBY CepeOBHIIla OPTraHi3M IIIATPUMYy€E FOMEeOCTas i
xBopoOa He po3BuUBaeThcsa. OAHAK y pasi nmocuijeHHs mii
IIKiAJIMBAX YMHHWKIB y II€BHOI YaCTHUHHU OCi0 BOHA IIPO-
ABUTLCA. 32 YMOBH 3HAYHOI CIIAJKOBO1 CXUJIBHOCTI 0 IaTO-
Jgorii oaxi ¥ Ti caMi YMHHHUKY CepEeNOBHINA CIPUUYMHIOIOTEH
He3y KaHHA y OLa1bN10i KiJIBKOCTI JItoMeH.

XBopoOH 3i CIaJKOBOIO CXUJIBHICTIO BiIpi3HAIOTHCA Bij
iHmUX (popM cOagKoOBOI IIATOJOri] (FeHHNX 1 XPOMOCOMHUX )
KJiHiYHOI0 KapTmHOK. Ha BigMiHYy Bif reHmHmx, 3a AKHX
ycix uJjeHiB ciM’l npobaHaa MOMKHA MOAIJINUTH HA XBOPUX i
3I0POBUX, KJiHiUYHA KapTHHA XBOPOO i3 CIIaIKOBOIO CXUJIb-
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HicTIO Mae OesnepepBHiI mepexoau B Mexkax OAHiel i Tiel
camoi (popMU IIATOJOTi].

3axXBOPIOBAHHAM 31 CHaAKOBOIO CXMJBHICTIO BJIACTUBI
BiAMiHHOCTI B iX BHABI 1 TAKKOCTL mepebiry 3aje’XKHO BiJ
crari Ta Biky. MexaHi3MU IOIIMPEHHA TaKHUX XBOpoO 3a
YACOM JOCTATHHBO CKJAHHiI, OCKLJIbKM B HNONYJIAIIAX AK
reHeTHYHI XapaKTepPUCTHKMU CXUJIBHOCTI, TaK 1 UMHHHUKH
cepeaoBUIa MOYKYTh 3MiHIOBATHCA Y PiBHOMY HanpAMi.

Oco6auBicTI0O XBOpPOO 31 COAAKOBOK CXHUJbHICTIO €
IMigBHUIleHa 4YacToTa (HaKOIHWUYeHHA) y IEeBHUX cim’ax,
o0yMOBJIeHA iX reHeTHYHOI0 KOHcTUTyIico. Ha pue. 5.21
HaBeJleHO NIPUKJIAAU POAOBOLAIB, OOTAMKEHUX TiNepPTEeH31€I0
(a) Ta amepriusmMU 3axBopoBaHHAMHE (0). I'eHeasoriunmit
aHaJIi3 TaKWX POAOBOMNIB Aa€ 3MOIy TOUHiIle BHU3HAUYUTH
IIPOTHO3 Mepediry marToJiorii B cim’i, a TaK0OXK JIIKyBaJbLHi Ta
npodisakTHUHI 3aX0AM NPOTHU Hel.
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acTMy ajepriio  ajepriio

a 1]
Puc. 5.21. Poposoau: a) rinepreHsia; 6) anepriyHi natonorii

CnagkoBa CXHJIBHICTE 0 XBOPOOM MOYKe MAaTH MOHOT'€H-
HY a00 IoJIireHHy OCHOBY.

MOHOreHHO 3yMOB/leHa CXW/bHICTb 10 XBOPOO

MyTanii OKpeMHX TIeHiB COPHUUYMHIOIOTH MOHOTEHHO
00yMOBJIEHI ()OPMH CIIAAKOBOI CXMJIBHOCTI KO XBOp00. BoHa,
K TpPaBWJIO, YCIaZKOBYETBHCA 3a ayTOCOMHO-pPeIleCUBHUM
abo X-suemyeHuM pelecuBHUM THnoOM. Ilpore poasmien-
JIEHHA 3a HaTOJOTIUHOI0 0O3HAKOIO B IIOKOJIHHAX HE BiJIIOBI-
nae MeHzmeneBHM 3aKOHAM, OCKINbLKM HOCIH aHOMAaJbLHOI'O
reHa NPOTATOM KHUTTA KOHTAKTY€E€ 3 NPOBOKYBaJIbHUMH
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YUHHUKAMH CepeAoBHUINA, AKi MOXYTh MaATH MiHJINBUMN
xXapakTep.

Busasieno nonan 40 rexiB, aki 6epyTs ydacTh y 0Oio-
TparcopManii CTOPOHHIX abo MKIiAJIMBUX pPEeUYOBHUH, IO
HaAXOASITh B OPraHi3M 13 HaBKOJIMIIIHBOI'O cepeaoBUINa. ¥
HOPMi BOHM IIPOAYKYIOTh TaKi hepmeHTH: mutoxpom P450,
N-anerunrpancdepasdy, IapoKCOHA3y CUPOBATKHU, XOJiHe-
cTepas3y CHPOBATKH, III0OK030-6-¢ocharmerizporenasy,
JaKTasy, igribitopm mporeas Ta inm. IlaTomoriuni peakuii
OpraHidaMy Ha CTOPOHHiI PEUOBMHHU CIPUUYNHEHI MYTAHTHU-
MU ajensaMu nux remis. KoxxHoMy reHy Bigmosinae KoH-
KpeTHUN crnenudiuyHuii TpOBOKYBaJbHUN UMHHUK. Bapia-
OeJILHICTh «KOHIEHTpAIlii» TaKUX YNHHUKIB (Haluacrimre
XIMIiYHWX PEUOBUWH y CKJaZAi i»Ki, BoAu, MOBITPA) HPU3BO-
IUTH 10 TOI'O, III0 OZHA I Ta caMa XBOPo0A BUABJISIETHCS I10-
pi3HOMY HaBITh Yy MeKaXx ofHiel cim’1.

I>KepesoM IIPOBOKAIIMHMX YMHHHUKIB MOXYTh OyTH
3abpyaHeHa aTmoc(epa, IPOAYKTHU XapuyBaHHSA Ta XapyoBi
nobaBkm, ¢isuuHi BauBu, 6ioJ0TiUHI areHT TOMIO.

3a0pyanenna armocdepu. o armochepu moTpaiia-
IOTh BUXJIOIIHI rasu, ra3onoAibHi pevoBUHHM TOII0. 3 OJHHU-
MM 3 WX MIKiAAMBUX YWHHUKIB JIOJMHA CTHKAETHCHA
IOCTiMHO, 3 iIHINMMHU — 3pigKa. XiMiuHI CIIONIYKHU Ta IUJIO-
Bl YaCTHMHKHY 3 NOBITPsA, HOTPAILJISIOUM B OPraHi3M uepes
JIeTeHi, MIKipy i CaAM30Bi 00OJIOHKM, MOMXYTh CIPUUYMHUTU
IIeBHI peakKIlil CHagKOBOTO XapaKTepy.

BcebiuHO BuBUeHaA MyTarisd, 1m0 oOyMOBIIIOE PeaKIiio
Ha 3abpyaHeHHA aTmochepu, — HeHNOCTATHICTH O,-aHTH-
Tpuncuny (6iJiKka cupoBaTKM KpoBi), AKNH € iHribiTOpOoM
(ctpumyBauem) nporeas (pepMeHTiB, 1[0 PO3LIEIIIOIOTH
Oinku Ta mentuau). Ileir 6i10K npoayKyerscsa reHom Pl,
pO3TAIlIOBAHUM y HOBromy mjaedi 14-i xpomocomu (14-¢32).
Y HOpPMi KOHIIeHTpAIIA O;"aHTUTPHUICUHY OiABUIYETHCS
3a pisHUX (isiosoriunmx i martosoriuamx craHiB (Barirt-
HicTh, 3amanenHsa Tomo). Moro ¢opmu (IpogyKTH atenei
PIM™, PIS, PI?) po3pi3HAOThECA 3a AaHTUTPUICHHOBOK aK-
TuBHicTI0O. HeakTuBHa ¢opma OijKa cIpuyYMHEeHA ajiejieM
PIZ i € penecuBHOIO 03HaKo010. Yacrora romosuror PI“PI?
B eBponeiinis cranoBuTs 0,05% , rereposuror — 4,5%.

Oco6n 3i criaAK0BOIO HEIOCTATHICTIO iHIriOiTOpa mpoTeas,
SIKIIIO BOHM I'OMO3UTIOTHI 3a MyTanTHUM ajeneM (PI?PI?), B
Bimi 30—40 poKiB cXHJBHI A0 PO3BUTKY XPOHIUHUX
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3alaJIbHUX 3aXBOPIOBaHb i eM(piseMu JereHiB, iIKa y HUX
BruHHKae B 30 pasiB uacriie, Hi»k y monyadiii, 1 nporikae
ny:Ke Baxko. KypiHHA Ta 3anmnjeHe MOBITPA iCTOTHO NpH-
CKOPIOIOTH pPOo3BUTOK eMpiszemu. HaBiTh B ocib, reTeposu-
TOTHHUX 34 I'eHOM HeJOCTATHOCTi iHribiTopa mpoTteas (reso-
™an PIMPIZ), yacrorTa AsKUX B JeAKUX NOOYJAIISAX Iepe-
puiye 10%, HaAgBHI maToJoriuHi peaknii Ha IigBHUILEHY
3alMJIEHICTh IOBIiTPA Ta KYPiHHSA, TOOTO NiABHUINEHHIA
pU3NK PO3BUTKY eMmdizemu JjereHis. OTike, 1iif rpymi ocib
HeoOXiTHO YHUKATH BILJIMBY BUPOOHHUUYMNX IIMJIOBUX UNHHU-
KiB, 1100 3amo0irTy po3BUTKY XBOpoOu. MeToau BU3HAUEH-
HA HEJOCTATHOCTI ¢(;-aHTUTPHUIICHHA PO3PpoOJIeHO, IX MOKHA
3aCTOCOBYBATH IIPM IIpodeciMHMX oraagax i Bigbopax ansd
pobOTH Ha BiAMOBIAHMX HiATIPUEMCTBAX.

3a HAABHOCTL Yy BAMXYBAHOMY IOBITpPi BYrJeBOJHIB
(kypiHHsA Ta BiAnOBiAHI BUpOOHMIITBA) 0ocoOK, B OpraHismi
SAKUX BHCOKHNH BMICT apuMIAriApoKapOOHTiAPOKCHUIA3N
(momimaETHa romoaurora 3a ajeaem Val rena CYP1Al;
JokaJrizania 5g22-q24), TaKoX PUSMKYIOTH 3aXBOPITH HA
PakK JiereHiB.

3’sC0BaHO, IO € TEHETHUYHA CXUJBHICTL 10 paKy ce-
yoBOro mMixypa. BoHa mos’A3aHa 3 MyTaliagMu B JIOKycCi
N-aneruniarpancgepasu neuviskm (reH NAT2; noxkaiisa-
mia 8p23.1-p21.3). Ilix gieo nporo pepmMeHTY KaHIIEPO-
TeHHi PeYOBHHH PO3KJIaLalOThCA Ta BUBOJAATHLCA 3 opra-
Hi3My. 3a IIBUJAKICTIO 3HEIIKOAKEHHS KaHIEPOTeHiB
PO3Pi3HATE TPM (PEHOTHUHOHU: MBHUAKI (rOMO3MIOTH 3a
HOPMAJbHMM aJieJieM), HOBLJAbHI (rOMO3UTOTH 38 My TAHT-
HHUM aJjiejleM) Ta IpoMixkHi (reTeposurorn). Pak cedosoro
Mixypa gacTillie pO3BUBAETHCA yV IMOBIALHUX (PEeHOTHIIIB.
Pusuk ocob6anBO NiABUIIYETHCA yV Paldi BOIJMIUBY UNHHHUKIB
cepenoBuina (KypiHHA, BUPOOHHIITBO T'YMOBUX BUPOOiB,
dapbu).

IIpoayxkTn xapuyBaHHA i XxapuoBi no6aBku. IleBHi xap-
YOB1 NPOAYKTH MOMKYTh CIPHUYHMHATHA HeDa)KaHi peakiil y
FeHeTUYHO YYTJANBUX 1HANBIIIB.

OxHMUM i3 BiTOMHIX 3aXBOPIOBAHb ITi€i IPYIIN € HEIIEPEHO-
CHMIiCTh JaKTO3H (MOJIOUHOTO IIYKPY). B 0¢ib 3 1iero Bagoo
micas BXXUBAHHS MOJIOKAa BUHUKAE po3yaj TpaBJeHHH.
JdedeKkT 3yMOBJAEHHUN BiJCYTHICTIO B KUIIKOBHKY CUHTE3y
nakTasu (hepMeHT, U0 POIIIEILIIOE JIAKTO3Y), VHACIIAOK
SIKOL HepO3IIenJeHa JaKT03a cTa€ CIPUATIUBUM CcybcTpa-
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TOM JAJIA PO3MHOKE€HHs I'HUJbHOI Mikpoduopu. MyraHTHI
ajyiesi R rena naxkrasu (reH LAC, MyTaHTHUN aJjejb NO3HA-
vyaeTbcsa LAC*R; nokadnisdania 2¢g21) mommumpeHi y cxigHux
HapoAiB (o 95—100%) Ta amMepuKaHCBKHX iHAiaHIIIB i
adppoamepukaHUiB (70— 75% ). Cepen eBponeitifiB yacTora
TOMOSHUTOT 3a UMY MyTariaMu He Beauka (5—10%).

IHMIUMuY IpUKJIaTaMU 3aXBOPIOBAHL i€l rPyIIu € mejaia-
Kis (memepeHocuMicTh OLJIKIB 3J1aKiB), cmagKoBa HeIOCTAT-
HicTh rioxo30-6-docharaerinporenasy (HemepeHOCHMIiCTh
3epeH KiHCbKUX 000iB, JeAKUX JIIKiB, MPOMUCIOBUX OKM-
caioBauiB; red G6PD; nokanisanis Xq28), remikpanisa, abo
Mirpess (HeIepeHOCHUMIiCTh TBepAMX CHPiB Ta IIOKOJANLy),
BiICYTHICTL OJHOTO 3 JBOX T'€HIB ajJpJerigaeriiporeHasu
meuiHKM (TOKCHYHA peaKIlis Ha aJakorojb; rea ALDH2;
Jorasisamia 12¢g24.2).

@DizuyHi YMHEUKY 1 MeTaau. XapakTepHUM OPHUKJIAA0M
CIaAKOBOI YYTJIUBOCTI 10 (pismuHnX YnHHUKIB (YP-mpome-
Hi) € oHa i3 ()OPM HIrMEeHTHOI KcepojepMu, AKa YCIagKo-
BYETBHCS 32 aYyTOCOMHO-PENECUBHUM THUIIOM.

Y HaykoBiH JiTepaTypi onMcaHO TAKOXK PI3HY UyTJIU-
BICTBH [0 COJIed BarKKHX MeTaJiB (CBMHEIb, PTYTb, KagMik
Toio). Hanpukiaazn, oTpyeHHSA OpPraHiuyHUMM CHOJYKaMH
PTYTi COPUYMNHIOE HEUPONCUXiUHi PO3JagH Pi3HOro piBHA ¥
pisEUX 0ci6. I'eTepo3uroTHi HOCII reHiB HUCTMHO3Y Ta aHe-
mii PaHKOHI OyBalOTL BpPa3JIMBI 0 TOKCHMUYHOTO BILJIUBY
MeTaJNiB abo iHImMUX HEPKOBUX TokcuHiB. IligBumiena,
X0ua 1 He «TOKCHMYHa» HPUCYTHICTH CBUHIIO MOXKE CIIPOBO-
KyBaTHU TiepaKTHUBHY IIOBEAIHKY Yy ZiTe#l 31 cHajKOBOIO
CXHJIBHICTIO.

Bioaoriuni arenru. IMyHiTeT 3yMOBJIeHUI IeHEeTUUYHU-
MH MexXaHi3MaMM 1 Mae HEOJHAKOBUHN pPiBeHb BUSABY Y Pi3-
HuX 0c¢i6. BigoMo npo pi3Hy 4yTamMBiCTE JIOAEH J0 BaKI[UH
PN BBEJEeHHI OJHAKOBUX 03 ImpenapariB. ¥ JAeKoro 3’sB-
JSAOTHCA BUPAaKeH1 KJIIHIUHI nIpoABuM XBopobu, B iHIIHX
peakiia Ha imyHizario abcoioTHO BigcyTHA. e Hacainor
reHEeTUYHOT0 HoJiMop(isMy peakIliii Ha Ail0 30BHIIIHIX
010JIOTIYHMX YNHHUKIB.

KiacriuHuM DPUKJIAAOM CHaZKOBOI cTifikocTi mo Giogo-
riyHUX areHTiB € JedKi cIagKoBi XBOpoOu, HAIIPUKJIAJ cep-
monoAiOHO-KJIITHHHA aHeMia (MyTailia rega HBB; noxkai-
sanisg 11p15.5) ta HexgocraTHicTs III0OK030-6-(hocdaraeri-
JAporeHasv. ¥ IUX BUINAAKAX MaJAPIHAHMN I1Ja3MOIil He
MOK€ PO3MHOKYBATUCH B €PUTPOIHTAX MYTAHTHUX I'OMO-
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3UTOT i reTepo3uroT. XapakTepHO, III0 B perioHax i3 BHUCO-
KOO 3aXBOPIOBaHicTIO Ha MaJapio (Adpuka, I'pentisa, ITarisa,
dDiginminu, AsepbaiaikaH, Y30eKHCTaH) CIIOCTEPIiraeThCs
BMCOKA YaCTOTAa MYTAHTHUX aJiejiedl reHiB, AKi CIpUYIMHIO-
OTh CEpIONOAIOHO-KJIITHHHY aHEeMIiI0 Ta HeJOoCTaTHIiCTh
TVIFOK030-6-(hocaTaerizporenasu.

MonireHHoO 3yMoBJ/ieHa CXW/IbHICTb A0 XBOPOO

INoenuauasaM ayeneil KijJbKOX TI'eHIB BHU3HAYAETHCH
OJIireHHa CHAaJKOBa CXWJBLHiCTH M0 XBopoO6. Koxuui
aJieJb OKPeMO INBUJINE HOPMAJbHUM, HIXK NATOJOTiUHUHA,
aJjie MeBHA 1X KOMOiHAIlisg COpUYMHIOE XBOpPoOy. ImenTmdi-
KyBaTH IIi reHH Ta iX ajesi ckaaaHo. CBilf maToNOTriYHUHT
IIOTEHI[iaJI BOHHA BUABJIAIOTL PA30M i3 KOMILJIEKCOM KI1JIbKOX
YUHHUKIB HaBKOJHINMHLOTO cepexoBuina. IlaTosorii, 3ymos-
JIeHI TaKUMHU CHTyaIllaAMu, Ha3UBAIOTh MYJAbMUPAKMOPHU-
mu xeopobamu. CIiBBIAHOINEHHA 3HAUEHb INeHETUUYHUX i
cepeJOBUIHUX YNHHHUKIB pi3He He JIUIIIEe AJISTI XBOpoOu, a i
IJIA KOXXHOT'O XBOPOTro. |

I3 MeTO0 BU3HAUYEHHSA IIOJII€HHOI CIafKOBOI CXHJILHO-
CTi 10 XBOPOO 3aCTOCOBYIOTH, AK 1 Y pa3l MOHOT€HHOI CXUJIb-
HOCTi, TPY OCHOBHI MeTOM: I'eHeaJJOT1YHHH, OJIU3HIOKOBH I
Ta monyJadalifHo-cTaTucTnyHui. Ko)XeH MeTos Mae neBHi
obMexkeHHs (IOPiBHAHO 3 BUBUEHHAM MOHOT€HHUX (POpM),
AKi cJaix ypaxoByBaTH y Ipolneci JOCHiIXKeHHA, a AJd iX
IIPOBEeIEHH NOTPiOHO oxonuTu HabaraTo O6ijbIlle POLOBO-
niB un OJIM3HIOKOBUX IMap, HiK IJd BUBYEHHS MOHOTEH-
HUX O3HaK. IHKOJM AJA pPO3B’A3aHHA OJHIiEl 3amaui
HeoOXiHO mpoaHaJidyBaTH KiJibKa COTEHb 1 HABITH THCAY
POAOBOIIB.

Iloxnirensi martoJjorii xapakTepusyiOTbCa TAKUMHR BJIa-
CTUBOCTAMU:

— YHM pijnie TPamIA€ThCA XBOpoOda B MONMYJAAILl, THM
BUIIMII PU3UK IJA POAUUYIB mpobaHmaa i Tum OijgpIna pis-
HUIA V BeJIMYNHI pUBUKY MixK poanyamu 1—2 ta 2—3 cTy-
IIeHiB CIOPiZHEHOCTI; ‘

— YUM CHJIbHiIIIe BHpakeHa XBopoba v npodaHga, TUM
BUIMUN PU3UK 3aXBOPIOBAHHSA IJIS MOro poAUYiB;

— PHBUK AJA poAudiB npobanma Oyme BUIIUM, SAKIIO €
IHIIUHM XBOPUU KPOBHUU PORUY;
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— AKIIO YaCTOTa XBOPOOH Bapiloe 3aJIe’KHO Bij cTaTi, TO
PU3UK IJA POANUiB Oyae BUIIIUM, AKIIO0 IIpobaH HaJIeKUTh
IO CTaTi, 10 MEeHHIe yparKeHa.

MyabsTudakTopHi XBOopobu, AK i Oyab-AKi iHmi noaibHi
03HaKU, MOKYTh OYTH HellepepBHUMMU Ta IIePEePBHUMM.

HenepepBri myasTH(haKkTOpHi 03HAKHM. Bejnka Kijab-
KiCTh HOPMAJIBHHUX i naTOJlorqum_g O3HaK JIIOAVHU € HeIle-
PEePBHUMM MYJIbTH(PAKTOPHUMM. [M BJIACTHMBUH IIOCTYIIO-
BUH, IIJIAaBHUM TIepexis Bij MiHIMaJbHUX 10 MAKCHUMAJbHUX
3HAYeHb, TOOTO HOpMALbHUL po3nodin 03HAKU. Y IILOMY
paai 6iabmHIicTh 0COOMH 3HAXOAUTHCA TOOIN3Y 11 cepegHBLOro
3HaueHHA (puc. 5.22).

Kpim mopdosoriuHux xapaKTepUMCTHUK JIIOAWHU, HOP-
MaJIbHUU PO3OOAiJ IIPUTAMAHHUMN TAKOMK TAKHUM O3HAKaM,
AK apTepiaJbHUN TUCK KPOBIi, KIJIbKICTH JEMKOIUTIB Y KpPO-
Bi, Temmeparypa Tijga, eMOIIiMHICTh, IIaM ATh, 1IHTEJIEKT Ta
faraTo iHImuX.

KinbkicTs 0ci6 y monyaamnii

0 60 80 100 120 140 160 180

AprepianbHUI CUCTONMIYHUM TUCK

Puc. 5.22. Kpusa po3noainy 3HayeHb
apTepianbHOro TUCKY KPOBIi B Nonynsauil MoauHu

CepenHe 3HAUEHHS IIUX O3HAK BBasKalOTh HOPMaJbLHUM,
a Moro 3MeHINeHHA 4y 301JbIIeHHA — aHOMaJbHHM. Tak,
HOPMAaJIbHUI apTepiajJbHUNA THCK KpPOBI (y MM PTYTHOTO
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CTOBOUYHKA) 3HaXOAUTHCA B Mexxax 100—140 (cucroniuaumin
tnck) Ta 60—90 (miacrosiunuii Tuck) (puc. 5.22). Aximo
JIIOAMHA MAa€ KPOB’AHUM THCK, HM)KUYHMH BiJ MUX IIOKAa3HU-
KiB, TO BOHA CTPasKJa€c Ha I'iloTeH3110, a AKII0O BUIITUN — Ha
rimeprensio. Bouu o6uaBi € ckaagHuMU naToJioriamu. I'i-
IIOTEeH3isd CYIIPOBOIKYETHCA I'OJIOBHUM OoJieM, ciaabKicTio,
iHoxi — BTparoio ceBimomocTi. Ilepebir rimeprensii 3a Bifg-
CYTHOCTi YCKJAJHEHb 3BUYAUHO 0€3CMMITOMHHUK 1 BHU-
fAABJIAECTHCS JIUIE IPU BUMIPIOBaHHI TUCKY. MOXXJIMBI cuMII-
TOMM IIiei aHoMaJIil — mepioguuHUM rojiIoBHUM 0ijb, 3ama-
MOPOUYEHHS, MHUIOTIHHA «MYyX» IIepeJ OouYuMa, IIyM ¥
Byxax, 0isnb y 30HiI ceplisi, IPUCKOPEHHA cepnedburrta. I3
YaCcoOM TrillepTeH31ida CIPUUYMNHIOE NAaTOJOTIUH] 3MiHU KPOBO-
HOCHUX CYJHH, NOpylleHHsa (PyHKIi#l ceprs, MO3KY, HU-
pok, 30py. 10—20% uiozeil cTapiioro BiKy CTpPasKJaaioTh
Ha rimepTeHaiio.

IlepepBHi myabrH(aKkTOpHi o3Haku. HaiBigomimmmu
MIepepBHUMU MYJIbTU(PAKTOPHUMU IIATOJIOTISIMHU € TaKl BPO-
IKeHI Bagyl PO3BHUTKY, SIK KJIWUIIOHOTICTH, BUBUX CTerHa,
3BYJKE€HHS BOPOTaps LLJIYHKY, PO3INENJIeHHSA BEepXHbOI
ryou Ta migHeOiHHS, a TAKOXK aHOMAJIil cepiisdg, peBMaToOix-
HU apTPUT, BUPa3KOBa XBopoba, OpoHXiaJlbHA acTMa, VK-
poBuUii Aiaber, mu3odpeHisa, eniyencia Ta if.

OcobsuBoCcTi ycmagKyBaHHA IATOJIOTiH JeMOHCTPYE
TaKa BPOJKEHa Bajla PO3BUTKY fAK pO3IeINJieHa BEPXHSA
ryba Ta migHebinHsa (puc. 5.23). BaTbKu JUTHUHYN 3 TAKOIO
Bafo0I0, AK IIPaBUJO, 340poBi. IIpoTe HapoA:KeHHA XBOpOi
AUTHUHU CBiUUTH, [0 KOXKHUI 3 HUX € HOcieM OaraTnox
YMOBHO AaHOMAJIbHUX aJiejieii, KIJIbKICTh AKUX HEeJOCTATHA,
1100 nedekT chopmyBaBcsa y OaTbKiB. AKINO AUTHHA BUIIA] -
KOBO YCHAAKY€ KPUTHUYHY KiJLKICTL «aHOMAJLHUX» aje-
Jei, ToOTO IIeBHY MeXXy OyJe ImepeBHIIeH0, BUHUKHE Baja
PO3BUTKY — PO3NIEIJeHHA BepXHbOI Iry0u Ta nigHeOiHHA.

CxuapHICTB 10 11i€l maToJioril BUBHAYAETHCSA AK I'eHOTH-
IIOM, TaK 1 YUHHUKaMHU CepeJOBUINlA Ta XapaKTepPU3yETLCS
KPHBOIO HOPMAJBbHOTO po3mnoaijy. HactmHa nmomynadArlil,
po3TalloBaHa NPaBOPYY BiJg MeXXOBOI'O PiBHA, IIOKA3YyeE
YacTOTy 3aXBopioBaHHA B monyiaaiii — 0,1% . Ogmak ansa
0aTbKiB XBOPOi OUTHMHH KpPHUBaA CXUJABHOCTI 3MiIyeThCA
BrpaBo. Ile o3Hauae, mio AaA pPOAWYIB MEPIIOro CTYIEHSA
cropizaeHocri uvacrora (abo puM3MK) 3aXBOPIOBAHHA CTa-
HOBUTH ViKe 4% . Habnum:xkeHicTb A0 IaTOJIOTIYHOI MeXKi
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KOHKPETHUX IHAWBIZAIB y momyJadAnil BilsHa4Yae€ThCcA HAKO-
NUYEeHHAM Y HUX IIeBHUX He3HAUHNX aHOMAJiH (poaIenieH-
HA A3WYKa, aedexTu 3y0iB i MpUKyCy, acUMeTPisg IPUKpPi-
IUIEHHA KPUJI HOCA), AKI 1epefyBaloTh V 30Hi PO3BUTKY BaIH.

* a 6

KinpkicTs ocobun

0

CxunapHiCTH

Puc. 5.23. Po3nopin cxunbHOCTI 40 pO3LWENIEHHS BEPXHLOI rybu
Ta nigHebiiHA: a) B nonynsauii; 6) 8 poaudis npobaxaa

K110 cepen 0coOMH JIiBOI YaCTUHM ITOITYJIAII] XBOPi Tpa-
IJIAIOTHCA PiZLKO, TO 3 PyXOM BIIPABO YacTOTA XBOPUX 3PO-
CTac ak [0 NepeBaxXHOl O1ABINOCTI B KpalfHili npaBili yacTu-
Hi KpuBoi. Ile o3Hauae, 10 3a HUSBKOI '€HETUYHOI CXUJIb-
HOCTi 0 maToJiorii HeoOXxifHe Ay:Ke HECIPUATIHUBE MOE]-
HAaHHA 0araThOoX YMHHUKIB HaBKOJUIIHLOI'O CepefoOBHIIA,
1100 xBopobOa mpossuaca. OAHAK 3a BHCOKOI MeHeTHUUYHOI
CXUJBHOCTI 3aXBOPIOBAHHSA 3JaTHE pPO3BHHYyTHCA i 0e3
BUAUMUX BIJUBiB cepeoBUIIA.

FfeHeTUKa OHKOMOTIYHUX NATONOrN

OnKoJOTiuHI XBOPOOM € OAHWMM 3 HaWMONIMPEHimux
MYyJAbTU(HaKTOPHUX CHAAKOBMX IIATOJIOTiM AK 3a pisHOMAa-
HITHiCcTIO OpM, TaK 1 3a IMONMyJAILiliHOK yacToTo1o. I'eHe-
QJIOTIYHMH Ta GJM3HIOKOBHU METOAM KOCJiIKeHHS BUABU-
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JY TOMITHHM BIIJIMB T'€HETUYHHX UMHHHUKIB Ha PO3BHUTOK
ouKormnaroJoriii. Takosk 0yJI0 JOBeJieHO, 1[0 HE MeHIIle 3Ha-
YeHHSA MAalOTh BIOJUBHM HABKOJHUIIHLBOI'O CepeAOBHINA.
30KpeMa, ouIupeHi: npogeciiini popmMu parky y peHTTeHO-
JIOTiB, paK MIKipu B 0cib, 1110 KOHTAKTYIOTH 13 KaM’ AHOBY-
riJILHOI0O CMOJIOIO, PaK CEYOBOrO Mixypa y IIpalniBHUKIB
aHIJTIHOBMX BUPOOHMIITB, NEPBUHHUN PaK HEUYiHKU AK Ha-
CTiZIOK BipyCHOrO TremaTHTy, pakK JeTeHiB y IpaliBHUKIB
a3becToBUX 3aBoAiB Tomio. OZHaAK IONPM BEJHKiI ycHixmu
MOJIEKYJIIPHOI T€HeTHKHM, AO0CI He AOCIIiIKeHO YUCJIeHHI
IIPOIECH B3AEMO/il FreHeTUYHUX i CepeJOBUIITHUX UNHHUKIB
Y PO3BUTKY 3JIOSAKiCHUX HOBOYTBOPEHb.

IIyxnuHu € TeHETUYHNMU XBOPOOAMU COMAaTUYHUX KJIi-
THH. IX MexaHi3MHU LyiKe CKJagHi, TOMY IIi XBOpOGU BasKKO
Kiaacubdikysaru. MyTailii, {0 COPHUYHUHIOIOTHL PO3BUTOK
3JIOAKICHUX HOBOYTBOPE€Hb, MOKYTh TPAIIUTUCSA B CTATEBUX
abo0 cOMATHMYHUX KJIITHHaX. ¥ NIepHioMy BHOAaAKY BOHU
iCHyBaJIi BXKe B raMeTi, a OTKe, IPUCYTHI y BCiX KJITHHAX
opraHiamy, B ApyroMy — BHHHKAIOTh Y COMAaTUYHIHA KJIiTH-
Hi AK pe3yJbTaT HOCTiAHOTO MMMOBiJIBHOIO abo CIIPOBOKO-
BAaHOT'O MYTaliliHOro Ipornecy. BUHUKHEHHA MNYXJUHU
YacTO IMIOYNHAETHCA B COMATHUUYHMX KJIITUHAX 3 MyTallil TOro
caMoro JIOKyca, B AKOMY BXKe € MyTallisl raMeTHOTrO II0XO0-
IXKeHHd.

HeM0XIHBO UiTKO pPO3MEXYyBaTHU eTanu (HopMyBaHHA
3JI0AKICHNX HOBOYTBOPEHD JIOAUHUN, 00YMOBJIEH] CIIaKOBi-
cTIO a00 YMHHUKAMU cepefoBula. OfHaK y TeAKUX BUIaAKaX
Ile BAAETHCA 3POOUTH 3a JOIIOMOTIOK KOMILIEKCY METOIiB
JOCJHIIKeHHA: MOINYJIAMINHO-CTATUCTUYHOI'O, TeHeaJoriu-
HOTro0, OJIN3HIOKOBOI'0, TeHETUUYHUX MapKepiB, 6ioxiMiuHOrO
Ta B J0CJIifaX Ha TBAapHUHAaX.

Ionynaniinai gfocaigKeHHA ¢cBigUYaTh, HI0 IIOHNINPEHICTh
TaKUX (POPM 3JIOAKICHUX HOBOYTBOPEHD, K PAaK MOJOYHOIL
3aJI034, paK MIJIYHKY, B Pi3HHX HNONYJAANiAX Pi3HUTHCHA.
Hanpukiaax, dacToTa paky MOJOYHOL 3aJI03M YV KiHOK
3axigHoi €sponu Tta IliBHiuHoi AMepukH y Bicim pasis
BHUIIA, Hi’K Y ANOHOK UM KUTAAHOK, 4 PU3UK BUHUKHEHHA
paky HLJIYHKY B ANOHIIB i kura#inis y 10 pas3iB Humokumii,
HixK B eBporeiis. IIpore pisHUIA 3MEHIIYETHCSA, X0Ua i He
JiKBiJOBYETHCSHA, Uepes3 ABa— TPU IOKOJIIHHSA 32 YMOBHU IIPO-
JKUBaHHA KUTAMNIIIB 1 ATOHIIIB ¥ KpaiHax daxigHol €Bponu
ta IliBHivHOI AMepHuKH.
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BusuenHs pooBOiB cBigUATH, IO KOJU XiHKA XBOpa
Ha paK MOJIOYHOI 3a/103H, TO B 11 poAn4oK I CTyIieHs crmopif-
HEHOCT1 PU3UK BUHUKHEHHSA Tiel camol hopMu paxKy 3poc-
Ta€ B ABa-Tpu pas3u. I1oai0Hi pe3yabTaT oZleprKaHi TaKOXK Y
BUIIAAKY paKy OLIYHKY.

ConaakoBa CXHMJIBHICTE J0 3JOAKICHUX HOBOYTBOPEHBb
MEHIIIOI0 MipOI0 BUABIAECTHCA YV OJM3HIOKOBUX HOCTIiIMKEH-
HAX. TyT Tex HasgBHA Pi3HUIIA B PiBHI KOHKOPAAHTHOCTI
MOHO3UTOTHUX Ta JU3UTOTHUX OJIM3HIOKIB, ajJe BOHa He-
3HAYHA.

IIpoBOKanmitHUMU YMHHUKAMHU PO3BUTKY 3JOAKICHUX
OyXJUH € Jesdkl GopMu BipyciB, AK1 IHTErPYIOTHCA B T€HOM
KJiTuH. BuBueHHA 1X poJii nmpuBeJO A0 BiIKPUTTA T. 3B.
OHKOTeHiB y KJITHMHAX ccaBIiB. ¥ HOPMAJBHUX KJIITHHaX
X TBApUH MOKe OyTu ABa Tunum mociigoBHocTeid JTHE,
rOMOJIOTIYHHUX BipyCcHUM OHKOreHaMm. HasBy npomoonkoze-
Hi8 OoTpUMAaJIM Ti, IO PAKTUYHO € HOPMAJbHUMHU I'€eHAMU.
Kaimunnumu onKozeHamu Ha3UBAIOTh MeHU 3 OHKOTE€HHU-
MU BJacTUBOCTAMU. Buasaeuno mouan 100 oukorexis: ras,
myc, fos, mos Ta iH.

Y HOpMAaAJbHOMY CTaHi IIPOTOOHKOTEeH Oepe y4acThb y
KOHTPOJi KJITUHHOrO IHUKJIY, a 3a OiABUINEHHS HOro
eKcHopecil IepeTBOPIOETHCA HA KJIITUHHUN OHKOT'€H, IIPOBO-
KYIOYM PO3BUTOK 3JIOAKICHOI MYXJWHU OZHUM 13 YOTUPHOX
c11ocobiB:

1. ¥Yuacuaigok inrerpaiii IHK, komniaemenrapuoi PHEK
peTpoBipyca (t. 38. KHK) y xpomocomy o613y OHKOreHa
MOJK€ PO3II0YaTHUCA MOT0 HEKOHTPOJbOBaHA €KCIIPecis.

2. 30inbpIIeHHA K1IBKOCT1 KOIIiil OHKOreHa B COTHI pasiB
IIPU3BOAUTH A0 3HAYHOTO 3POCTAHHA KOHIEHTpAaIllil OHKO-
npoTei"iB y KiaiTuHi. Takuii MexaHi3M XapakTepHUHA A
IIeBHUX NYXJWH, HAOPUKJAL, APIOHOKJITHHHOIO pakKy
JIer€Hb, 3YMOBJIEHOI'0 HEKOHTPOJILOBAHUM KOIiIOBAHHAM
onkoreHiB C-myc, N-myc Ta L-myc.

3. MyTauu IIPOTOOHKOTEHiB, K1 CIIpI/IT-II/IHIOIOTB ix ak-
TUBAIiI0 Ta HAKONWYEHHA OHKOTeHHUX OiJIKiB, a TakoX
HEKOHTPOJIbOBAHE KOI1IOBAHHS MYTAaHTHOT'O OHKOT€Ha, IO
IOCHUJIIOE OHKOT'€HHI BJACTUBOCT1 KJIITUHU.

4. XpOoMOCOMHi TpaHCJJOKAIil, AKi MOXXYTh IIOpyHIyBa-
T 6ioxXimMiuHy QYyHKIIIF0 200 piBeHb aKTHUBHOCTI IPOTOOHKO-
reHa 4epes3 iHIle WOro «oToueHHA». IIpuKIagOM IBOTO €
XPOHIYHUY Mi€JOIAHUM JIeHKO03, 3a AKOro TiJAAHKA JOBTOTO
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Imjieua XpoMocoMu 22 mepeMilieHa Ha JOBre mjede XpoMoO-
coMH 9, a 30BCiM HeBeJIMKA YaCcTHHA XpOMOcoOMH 9 BixnoBizg-
HO IIPUEAHAHA A0 Xpomocomu 22. YHACIILOK Iiel TpaHCIO-
Kaiil, sika mmosHauaerhea 1(9;22) (¢34; gll), kairuuHUHI
oHkoreH C-abl 3 xpomocomMu 9 mepeHOCUTHCA V PETiOH reHa
ber xpomocomu 22, 110 IPU3BOAUTE L0 CUHTE3y XUMEPHOTO
IIPOAYVKTY, AKUM Mac OHKOI'€HH1 BJIaCTUBOCTI.

B ekcnepumenTax 3 ribpuaunsaiii 3JI0AKiICHUX Ta HOD-
MaJIbHHUX KJITUH OyJI0 BUSBJIEHO 0COOJIMBI ayTOCOMHO-0-
MiHAaHTHI reHUW, Ha3BaHiI AHMUOHKOZEHAMU — T€HaMU-Cy-
npecopamMu (reHaMU-NIPUrHivyBadyaMu) OHKOTeHiB. Bigomo
noHay 40 rakux renis (Rb, Wtl, BRCA1, BRCA2 Touxo),
aJie IPUOYCKAaiOTh, KiNbKIiCTh 1[0 1X Y HOpMAaJbHIN KJIITUHI
BiIIOBiZae KiJIbKOCTI OHKOTeHiB. AHTUOHKOIeHH IPUTHi-
YYIOTE HEKOHTPOJLOBAHUH mofin kaitwH. Axmio obuasa
ayesii aHTHOHKOTreHa (OAMH — 06aTBKIBCBKOT'O MOXOJIKEH-
Hf, a iHMuHA — MaTePUHCHKOI0) BUABJAATLCA MYTAHTHUMU
abo BTpaueHMMHU BHACJIIIOK AeJiellil, TO B TaKOMY OPraHi3-
Mi IOYMHAETHCA HEKOHTPOJLOBAHHU moAia KJituH. Bu-
SIBJI€HO IIeBHIi 3aKOHOMipHOCTi aAii reHiB-cympecopiB my-
XJIUH.

Marn BaTpko

_..._.._.,)

Hurusaa

Y

ComaTuuyi KIITUHA IUTUHA

Myranisa

'

Ilyxauna

Puc. 5.24. Brparta retepo3uroTHOCTI 3a reHOM-Cynpecopom NyXuHuU:
[0 — HOpManbHWi anenb reHa-cynpecopa; M — aHoMasbHUK anefb
reHa-cynpecopa
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Jlropuna MoMke ycIagKyBaTH Bijg ogHOro 3 OATLbKiB
AHOMAJBbHHUMN ajejb reHa-CyImpecopa, TAaKOX MOMKJIHNBAa
MmyTalliga abo MiKpogesenis nporo rema. I'eTepos3uror-
HICTh iHAWMBiZa 3a IIMM JIOKycoM yOesmeuye MOro Bin
BUHUKHEHHS NYXJUHU, OCKIJIBKU I'€H-CYIIPECOp € AOMi-
HAaHTHUM.

IIpotre y mpomeci XHUTTSS B COMATHUYHHX KJITHMHAX
MOCTiAHO BiAOyBaeThCcA MYyTAaIlifHHUIM Npollec, AKUI MOXKe
3aYeNIUTH 1 HOpMaAJALHUHA ajiejib AHTHOHKOTeHa. ¥ Ta-
KOMY pa3l KJITHHA CTa€ IOMO3HIOTHOIO 3a aHOMAJb-
HUM TI€eHOM, YVHACJHiIOK YOro NPUIHHAETHCA IIPUTHIi-
YeHHSA OHKOreHa 1 pO3BHBAETHCA IJOAKiCcHA NyXJMHA
(puc. 5.24).

¥ n10aMHY BUABJEHO Ta OIMMCAHO AyKe OaraTo oHKoHa-
TOJIOTiMi, COIPUYMHEHUX YTPATOI TeTePO3UTOTHOCTI 3a
reHOM-CyIIpecopoM ItyxJuH. st 6inboiocti 3 HUX Bigomi
He TLIBKHU JIOKaJi3allig reHa, a ¥ Horo CTpyKTypa, IepBUH-
HI IPOAYKTH Ta MOXKJIMBI MyTanii. BUHNKHEHHsS IEeBHUX
3JO0AKICHUX NYXJUH CIPUYNHEHE BTPATOI reTepo3uTroTHO-
CTi He B OJHOMY, a B KLJIBKOX JIOKycax. Kpim Toro, norpibHi
MyTaIlii B caMuxX OoHKoreHax. lIpmkiagzaMmu MoxkyTh OyTH
paxk HUDKHU (JoKaaisamia 3p), pak Jeress (3p, 13q, 17p),
pak moJiouHOi 3aao3u (lq, 3p, 13q, 17p), pak mnedinku
(11-p), pax ToBcroi kumku (5q, 17p, 18q) ta iun. Ile cBig-
YUTH PO HOJIKOMIIOHEHTHICTh T€HETHYHOIO MEXaHisMy
PO3BUTKY OHKOIIATOJIOr].

Ha puc. 5.25 nokaszaHo poJb reHeTUUYHUX ITOXiH y maTo-
reHesi paky ToBCcTol KHIIKHU. [lo HUX Haje:KaTh reTepo3u-
FOTHICTH 34 JIOKYyCOM &q (Hopma), BTpaTa I[i€i reTepo3uror-
HOCTi, MyTalia oukoresa K-ras ra iu. IlepeTBopenna no6-
POfAKicHOI NyXJuHY (afeHOMH) Ha 3JI0AKicHY (KapIluHOMY)
3A1MCHIOEThCA 34 PAXYHOK HAKOIIMYEHHS MYTAal[iil Ta BTpa-
TH TreTepo3urorHocTi. IlocaizoBHICTE reHeTUUYHMX IIOAIH
He Ma€ IIPUHIHUIOBOrO 3HAYEHHSA [JA KIHIEBOro eexTy
(nyxnauun). Baxauso, m1ob y KJIiTuHi Bigdyaucsa Bei nmomii.
Hanpuxnax, 3a BTpaTm rereposurorHocti 18q i 17q¢ nmo
TOTr0, AK BUHUKHe MyTanis K-ras, He MosKe rmouatucs gop-
MyBaHHA ageHoMmu. llpore Ak Tinbku ren K-ras 3asaHae
MyTaIllii, cragisi aieHOMU Hpoije Ay»Ke NIBUAKO, OCKiJIb-
KH B TKAHUHI BXKe € IepeiyMOBH IJA iHTEHCHMBHOI'O po3-
MHOMKE€HHS KJIiTUH i3 NPUYMHEN BTPATHA I'€TE€PO3UTOTHOCTI
18g Tta 17q.
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Brparta
TreTePO3UroTHOCTL K-ras
(myTauisa 5q) , MyTania
HexkonTtpo- P
” aHHA
Hopma » JIbOBaHUU — ameHOMa
MOJLN KJIITHH
Brpara Brpara
TeTepO3UIOTHOCTI reTepo3UTroTHOCTL
(myraris 18q) (myTania 17q)
IIpomikHa - Higasa
aZieHOMa ajeHoma
Tunni noxii
Kapunaoma » MeTacTasu

Puc. 5.25. Ponb reHeTUYHUX NPOLIECIB Y PO3BUTKY paKy TOBCTOI KULLKU

Iopsx 3 popmamMu 3JI0OAKICHMX HOBOYTBOPEHBD, IO PO3-
BABAIOTHCSI HA OCHOBI ycmagkoBaHMX MyTali (mo 5%
BUIIAJKiB pPaKy MOJIOUHOI 3aJI031 TA TOBCTOI KMIIKH), KiIOTh
TAKOMK CiMelHi cuHApOMHU, AKi CXUIAIOTH A0 paky. € nina
HU3Ka O3HAK HASABHOCTI TAKUX CUHAPOMIB Y POJOBOII:

-— HasfABHICTH 3JI0AKicEUX NyXxJuH y poauyis I Ta II cTy-
IIeHiB CIIOPiJHEHOCTI;

— BHIAJAKH CXOXHUX (POpPM pakKy y OJU3BKUX POAUYIB
(HampuKJajZ, MOJOYHOI 3aJI03U Ta ACUYHUKA, KUIIIEYHUKA Ta
MaTKH);

~—— HafABHICTBL ABOX 4YJIeHIB ciM’l 31 CXOXKHMU piAKiCcHU-
Mu popMaMu pakKy;

~— HEe3BUYAaNHO PaHHi# BiK PO3BUTKY OHKONATOJIOTI;

— JABOCTOPOHHI IYXJMHU NapHUX OPraHiB;

— CHHXPOHHICTL ab0 0Oe3mnmepepBHICTh BUHUKHEHHSA
IMyXJIVH;

— OYXJUHU B OpraHax ABOX Pi3HMX CHCTeM B OJHOTO
iHAUBiOA.

Ha puc. 5.26 HaBegeHO TpH POAOBOAU, OOTSKEH1 3J0-
AKiCHIMU HOBOYTBOPEHHAMU.

Omucano Bxe A0 20 cnaiIKOBUX CUHAPOMIB, AK1 BUSBJIA-
I0Th CiMeNHY CXMJBbHICTHL O OHKOIATOJIOTiM, 30KpeMa
HEeIIOJIiMO3HUH paK TOBCTOI KHUIIKM, aleHOMATO3HUN HOJi-
1103, peTuHOOJIAacTOMa, pak MOJOYHOI 3ayio3u Ta iH. Hiaa
IIMX 3aXBOPIOBAaHb BifjloMa JIOKaJi3alid reHa, a 4jada JesIKuxX
13 HUX 1 #10T0 CTPYKTYypAa, UI0 Ja€ 3MOTYy IIPOBOAUTH iX reHe-
TUYHY OiarHOCTUKY 3a7I0BI'0 0 PO3BUTKY IIYXJIUH.



176 CnafKosi xB8opo6iu

I juss |

a92 | nb4
THK52
IO M 00O m——& o WO & N
9 77 a73 70 n74 68 67 n67 a67 n64 156 60 50 40
TK77 TK71 re4 TK56 TK63 TK55  [1JIH48 TK38
M49
IT1 [5 lvazg
40 39 34
TK34

I ]

un a7 JZ?“; }F—O 0O

a62 n87 87

III g—,%——ﬂ ;‘; (5 D—WN * E’:l

10 n85 | 139 TK45 TK59 63 60 156 51
11339 TK37  M53
M46

IVJZF—\—*“*Q*&]‘&]

165 63 a61 145
TK39 51 A54 11340 132 24
M51  M47 M54 M43
vho b
42 47
Puc. 5.26. PogoBoaun TpbOx OHKOMOrYyHUX cimen: TK — paKk TOBCTOI

KUWKHK, N3 — paK nigwnyHKoBoi 3ano3u, C — pak cediBHUKA, H — pak
aeyduKa, I — pakx ropna, INJIH — no4aTKoBa noKanisauis NyxAMHU HeBi-
aoMa, M — paK MaTKku, 1 — CMEepTb; Y1Cia NOKa3yioTb BiK BUABNEHHSA
naronorii, cmepti abo 06CTEKEHHS.
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CrkaanoBi KaHIeporeHe3dy (OpPOTOOHKOTEHM, KJIITHHHI
OHKOI'eHM, aHTHOHKOIeHUW, BTpaTa reTepOo3UTOTHOCTi 3a
reHaMHu-CyIIpecopaMiu, 3UellJIeHHA 3 e HeTUYHUMU MapKe-
paMi) He BUUEPOYIOTH yCi€l pi3HOMaHITHOCTI KOMIIOHEHTIB
FeHeTUYHOI CXMJBHOCTI /IO paKy Ta OPUUYUH IIYXJUHHOIO
nponecy. MoxHAa BU3HAUUTH IJOHAWMEHIIIE IIe ABI rpynu
CIaAKOBHX XapaKTePUCTUK IHANBigA, AKI CTOCYIOTHCA KaH-
meporesesy, — OCOOJMBOCTI pemapaTUBHUX (BiJHOBJIIIO-
BaJIbHUX) OpoleciB i 6ioxiMiyHMX CHCTEM B OpraHismi.

Y migrpumii gmHamidyHOl cTablJIBHOCTI T€eHETUUYHUX
CTPYKTYP KJITHHU, AKI BU3HAUAIOTH IX HOPMAJIbHY IIOBE-
IiHKY, ICTOTHY POJb BiAIrparoTh penapamuséHi npouyecu.
OpraHism JIOAVHY Ma€ OPUPOAHY 3JATHICTH A0 pemapamnii
nomkomkens [IHK (Mmyratiii reHiB), AKi BAHUKAIOTH CIIOH-
TaHHO a0o I BIJINBOM CTOPOHHIX UMHHUKIB. Cmagkosi
aHoMaJIii B cucremax pemnapanii IHK npusBogaTs mo 3J10-
AKICHMX HOBOYTBOPEHb — IIIrMEHTHOI KCepoJepMu, CIaji-
KOBOTI'0O HEIIOJIIIIO3HOr0 PaKy TOBCTOI KMINMKHY TOMIO.

BioximiuHi cucTeMu OpraHismMy JIOIUHU AyKe CKJaHH1
Ta poarajyskeHi. [ledAKl 3 HUX NOpPEACTABJEHI I'eHEeTUUYHO
nojgimoprHuMU Gopmamu. PisHoMaHiTHICTHE (epMeHTIB,
K1 aKTHUBi3yIOTH (ecTepasu, OKCUIreHasu, murToxpom P450)
a00 3HENIKOIKYIOTH (pidHOMAaHITHI TpaHc(hepasn) CTOPOHHI
JIJIsi OpraHi3My CIOJYKH, BU3HAUAE IHAUBIAYAJIbHY UYTJIH-
BiCTH JO KaHIIePOTeHHUX (hpaKTOpiB.

ITi ocobsmBocTi pPO3BUTKY Ta mepebiry OHKOJIOTiYHMX
3aXBOPIOBaHL CBiuaTh IpPO Te, U0 aHaJiI3 POJOBOAIB Ta
HaJaHHA MeJNKO-TeHEeTUYHOl KOHCYJIbTAaIlll 3 IPUBOAY OHKO-
JIOTIUHUX IIATOJIOTIN € HaA3BUYaHO CKJIAQAHOK CIIPABOIO.

5.8. OcHOBM papMaKOreHeTUKu

Ha mexxi MegnuHOI reHeTUKH 1 KJIiHiuHOI hapMmakoJiorii
B cepenuui XX cT. chopmyBasaca papMaKoTreHETHKA.

dapmaxoreHeTnka (rped. pharmakon — niku i genétikos — To#, 1o
HapoOKYE) — HayKa, L0 BMBYAE 3a/I€KHICTb PEaKuiin OpraHiamy Ha
JliIKyBa/IbHi 3aC06M Bif CNafKOBUX YNHHUKIB, @ TAKOK reHeTu4Hi 0Cco-
6/11BOCTI naljieHTa, Lo BNAMBalOTs Ha HOro GapmMarxkoiori4Hy peakuito.

BioTpanchopmalia JiKyBaJbHUX 3acobiB B opraHismi
JIOAVUHN BiAOyBaeThbCA I BIIMBOM HeBHUX (hepMEeHTIB,
AKi 3a JOIIOMOIOI AKTHUBHHUX I[EHTPiB 3B’ A3YIOTHCA 3
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JIKYBaJIbHUMHM PEYOBHHAMHU Ta IPUCKOPKIIOTH iX XimiuHe
nmepeTBopeHHdA. BioTpaHchopmanio JiKiB MoXe 3IiHCHIO-
BaTH He OAVH (pepMeHT, a iX rpyna, 0COOJIMBO KOJH XiMidyHe
IIePeTBOPEHHSA PEUYOBMHH B OpPraHisMi BiiOyBaeTbca y Kiib-
Ka eramiB. Ko:xkHOMY (hbepMEHTY BJacTHBa BUCOKAa CIIEI[H-
(iuHicTs, BiH KaTa/i3ye meBHY JJAHKY X1Mi4HOT'O IIpoIecy.

FleHeTUYHUI KOHTPOJIb CUHTE3Y depMeHTIB

Cunres depMeHTiB epebyBae mig reHETUYHUM KOHTPO-
JeM. MyrTainii BifilIOBIiAHUX I'eHIB COPUYUHIOIOTH CIIQAKOBI
IIOPYUIeHHA CTPYKTYPH Ta BJAaCTHUBOCTEM (pepMeHTIiB —
T. 3B. pepmenmonamii. 3ajIe;KHO Bij XapaKTepy MyTamil
reHa 3MiHIOETHCH IMIBUAKICTh cHHTE3Y (hepMeHTy abo cUHTe-
3yE€ThCA aTUNOBUM (DEPMEHT.

I'enn, AKi KOHTPOJIIOIOTH CUHTES (DEPMEHTIB, IIOAIJIAIOTH
Ha OBl I'pymnu:

1) renu, 10 KoxyoTh pepMeHTH HGioTpaHCchopMaliii, Ta
reHU pPeYOBHUH-TPAHCIIOPTEPiB, AKi 6epyTh y4acTh B YCMOK-
TYBAHH1, PO3MOALJIL Ta BUBEJEHHI JIKYBaJbHHUX 3acO00iB 3
opranizmy. CyuacHa HayKa aKTHBHO BHBYA€ POJIb T'eHiB,
AKi KOHTPOJIIOITHL CHHTe3 i pobory depMeHTIB GioTpaHC-
dopmamnii JsikiB, HampukJgang isoPepMeHTIB IIUTOXPOMY
P-450, a TakosK BILIMB Ha (papMaKOKiHETUKY JIIKYBaJbHUX
3ac006iB moriMop@disMy reHiB peuoBUH-TPAHCIIOPTEPLB JIKY-
BaAJILHUX 3aC00iB;

2) reHu, U0 KOAYIOTh «MOJIEKYJH-MilieHi» JIIKyBaJb-
HUX 3aco0iB (pementopu, (epMeHTH, iOHHI KaHaJAH), a
TAKOYK T'€HU, IPOAYKTH SKUX O0epyTh yUacThb y IATOTeHe-
TUUYHKUX Iporecax (YMHHUKU 3rOpPTaHHA KPOBi, amoJjimo-
IIpoTeiHu Tonuio). BuABJIeHHA KOHKPETHUX ajleJIbHUX Bapi-
aHTiB MUX T'eHiB 1 € MeTO (hpapMaKOreHETUYHUX TECTiB.
3acTocyBaHHA TaKMX TECTiB Ja€ 3MOT'y 3a3aajieriib BU3HA-
yatn $GapMaKoJOTiYHy BiAIIOBiAb HA JiKyBaJIbHI 3acobu, a
OTJKe, IHAMBiyasi3oBaHO 00MpAaTHU JIIKHU Ta PEXKHAM 1X AO3Y-
BaHHA, a Y JeAKHUX BUIAAKAX 1 TAKTUKH BeJeHHA MaIli€cH-
TiB. 3aBAaHHAM KJIHIYHOI (papMaKOTeHETUKH € TAKOX PO3-
poOJIeHHSA METOAIB JiarHOCTUKM, NPOMIIaKTUKM Ta KOPeK-
IIil HeTUIIOBUX peaKIli¥l opraHiamMy Ha JiKH.

Crnagkosi ¢akTopu, 1110 BUSHAYAIOTh HETUNOBL peaknii
Ha JIIKyBaJbHi 3ac0o01, mepeBaskHO MalOTh 6ioxiMiuny nipwu-
poxay. Haituacrime e memocrarHicTh GepMeHTIB, AKi KaTa-
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JaigyoTs OioTpaHchopMalliio npenapartis. ATUNOBI peakIrii
Ha JiKyBaJIbHI PEUOBMHY MOJKYTH CIIOCTEPiraTucs TaKoMX 3a
CHaJKOBUX IIOPYHIEHbL OOMiHY PEeUYOBUH.

MeaunyuHa CTUKAETHCA 3 PIBHOMAHITHUMM YCKJAJTHEH-
HAMJ MeJUKaMeHTO3HOl1 Tepaii:

— IiIBUINleHa YYTJHUBICTD IMalli€eHTa [0 JIiKiB Ha 3pasoK
epenfo3yBaHHA, X0Ua MOMYy IIPHU3HAUYEHO J03Y, 10 BIAIIOBI-
Iiae 1oro BiKy Ta Maci Tija;

— IIOBHA a00 YaCTKOBA BiJICYTHICTH Ail JiKiB Ha AeAKUX
XBOPMX HABITH 38 YMOBH 30i/IbINIEHHA JO3MU;

— HeXapaKTepHi peakIlii Ha JiKM Bcynepeu oUiKyBaHil
3 OTJIALY Ha MeXaHi3M il IIuX JIiK1B.

3Bakaruyn Ha Te IO I'eHeTHYHiI OCOOJIMBOCTI maljieHTa
Oinpm Hixk Ha 50% MOMKYTH 3yMOBJIIOBATH HeaJeKBATHY
(papmaxkosgoriuny peakiio (Hee)eKTHUBHICTH a00 PO3BUTOK
He0a)KaHUX HACJIAKiB), IlepcoHAaJIi3al[isg 3acTOCYBaHHS
JiKiB Ha OCHOBi re HETHYHUX JOCTiJ»KeHb € HaliIepCIIeKTHB-
HIIIIOI0.

Ilepesnik gikyBambHUX 3acobiB, ITIOA0 AKUX HeOOXimgHe
(bapMaKoreHeTUYHe TECTYBaHHSA, INBUJAKO PO3IINPIOETLCH.
Po3pobasaoThk (papMakoreHeTUYHI TECTH, IO JOIOMOMXKYTh
obpaTu HaredeKTUBHiII y MiHiMaJbHHUX 034X IJSI KOH-
KPETHOrO HallieHTa 3aco0M IJIsA 3HM)KEHHSA apTepiaJbHOT'O
THUCKY ab0 IPOTUATEePOCKJJIEPOTHYHI. 3aCTOCYBaHHA TAKOT'O
TECTYBAHHA MiBUINYE BOEBHEHICTH JiKapsa CTOCOBHO 3pPO-
OJeHUMX npu3HaAUYeHb. HanpukJjajg, AedAKi aHTHKoaTyJIsgH-
T 3PpiJIKa IPU3HAYAIOTHh HE TLIBKU 4Yepe3 HEeMOKJIHUBICTH
IIOBHOIL[IHHOrO KOHTPOJIIOBAHHSA 3CIIaHHA KPOBi, a 11 yepes
1m000OI0OBaHHSA PO3BUTKY KPOBOTeU. SIKIO aHTUKOATYJISHT
IPU3HAYAIOTh 3 BUKOPUMCTAHHAM (papMaKOTeHEeTUYHOTO
TeCTyBaHHA, TO Jikap O0inpH1 ynmeBHeHUN y Oesnelli namien-
Ta. PapMaKoreHeTH4YHe TECTYBAaHHS AOIIOMATa€ BUPOOUTH
Y XBOPOTO JAOBipy [0 JiIKyBaHHA, OCKLIBKM NEpPEKOHYE,
1o oMy gaibpaam HeoOXiAHWH NOpemapaT B ONTHUMAJD-
Hi# moai.

dapmaKkoreHeTU4Hi acneKTu crnagKkoBux NaTonorin
Harenep BusABJeHO YMCJAEHHI MyTaIllii, AKi COpHYHUHIO-

IOTh NATOJIOTiIUHI peakIrii JIOAMHN Ha JIiKYW, BUBYEHO TUIH
iXx ycmagKyBaHHfA, 4 CTOCOBHO AEKOTPUX — 1 INepBUHHUNI
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Oioximiunmit gedekT. BeebiuHo gociiaeHo 3HAUYIT] Y KJIi-
HiuHi# maToJsorii peakniil y BUIIaAKy aTHUIOBOI IICEBHOXOJI-
HecTepasH, HeJIOCTATHOCTI I'JIloK030-6-docharaerizporena-
3u, N-aneruarpaucdepasu, KaTajaasu Ta iH.

ATHmnoBa mnceBIOXoJiHecTepasa. ¥ CHPOBATIII KPOBL Ta
Pi3HHX TKAHNHAX MiCTHTHCA (DEPMEHT ICeBAOXOJiHeCTepasa.

Y OGiabinocTi JIOfelH IiJ Yac OpOBeAeHHSA XipyprivHux
onepariiy mmicjasa BHyTPIIIHLOBEHHOI'O BBEIEHHSA PO3YUHY II€B-
HUX JIiKiB (MiopeJsIaKCaHTiB) HacTyIae po3caabiieHHA CKeJeT-
HIX M’A31B, 10 IPU3BOAUTH 4O 3yIUHKM AuxaHHad. 1{a peak-
1[isl TPUBaAE MPOTATOM JBOX-TPHOX XBUJIWH, 00 IIiJ BILIMBOM
IICeBJOXOJIiHECTEPA3H MiOpeJaKCAHTH HIBUJKO PYUHYIOTHCH.

Ommak y ZeKoro mapaJjiuy MycCKyJaTypu Ta 3yIUHKAa
IUXaHHA TPUBAIOTh OAHY-ABiI roguHM i GiyibIlle BHACIiIOK
Pi3KOro 3HM}XEHHS aKTHBHOCTI CHPOBATKOBOI IICeBAOXOJIi-
HecTepasu. O0cTe’XeHHA POANYIB XBOPUX 3 ATUIOBOO IICEB-
JOXOJIIHEeCTEPa30i0 JOIIOMOTIJIO BCTAHOBUTH, 1110 B BaraTbox
13 HMX TaKO0K 3HM)KeHa aKTUBHICTD IILOT'0 (hePMEHTY Ta BijJ-
IIOBiAHO migBHINleHa UYYTJHBIiCTHL A0 MiopesakcaHTy. ¥
Takuil cnocié OyJa0o JoBeaeHO CHaAKOBUM xapakTep i€l
aToJsorii.

BBaskaloTs, 1o crpykTypuu#l res EU 3abesneuye CuH-
Te3 OiJTKOBOI YACTHHHM MOJIEKYJIHU ICEeBAOXOJiHeCTepasu.
BizoMo aBa myTaHTHUX aJeni nboro reaa — ES ta EF, aki
CUPUYMHIOIOTL YTBOPEHHS ATHUIOBUX MOJIEKYJ (epMeHTY,
IIT0 BifpPiBHAOTHCA BiJ HOPMAJBHHX CBOIM aMIHOKHKCJOT-
HUM cKJaznoM. [lepeKT yCIagKOBYETHCA 3a ayTOCOMHO-pe-
IIeCUBHUM THUOOM. AHOMAJBbHI ajiejll BiAPI3HAIOTHCA 3a
cuoio BuaBy. ¥ romosurotr ESES ta EFEF i reTepo3uror
ESEF narojoriuauil epexT BUABISIEThCA NOBHIicTIO. ['eTe-
posuroru EUES ta EUEF maioTh HOpMaJbHY aKTHUBHICTH
TICEB/IOXOJIiHECTEepasH.

YacToTa maroJsorii y monysaniax €Bponm CTaHOBUTH
npubausuo 1 : 3500 HoBoHApOMKeHUX. ¥ nomyaaniax Aail
Ta A(QpUKE aHOMAaJbHI ajejii ICeBAOXOJiHeCcTepasu Tpa-
ILIAIOTLCS AYXKe PiAKO.

HegocraTHicTs 1i0K030-6-docaTaerinporenasu. Bo-
Ha HAJIeXKUTH A0 HOINUPEHUX COAAKOBUX aHOMAaJiH papma-
Kopeakmniii. KinpKicTh Jiogei 3 TakuM AedeKTOM Bapiloe B
pisanx monyJaaiisax Bixg 0 no 15%.

I'niokozo-6-docharaerizporenasa Bijirpae BaKJIUBY
poJsib B 0OOMiHi ByrJieBofiB, y T. 4. B ePUTPOIUTAX, A€ BOHA
3a0eanedyye HOPMaJbHY OPOHHKHiICTL MeMOpaH epHTpPO-
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IIUTiB, yOepiraroum ix Bix OKumcHOI nil pidHUX peYOBHUH,
30KpemMa JiKiB.

3a HeZOCTATHOCTI IJIIK030-6-ochaTaerigporenasu
NpUHOM HAeSKHUX JIKYBaJIbHUX 3ac0o0iB NPUIBOLUTHL IO
MAacOBOTr0 PYHHYBAaHHA €PUTPOILUTIB (reMoJIidy) BHACHIIOK
necrabisizarmii ix memOpam.

T'ocTpuii remoJIi3 yoepaie CiioctTepiraju B aMepUKaHCh-
K¥X YOPHOIIKIpUX OicaA IIPpUHOMY OJAHOTO 3 IPOTHUMAJIA-
piiHNX npenapariB. 'emosiiTnuHa Kpwmsa pO3BUBAJACA ¥
10% namienTis. Iloganpiri 6ioximiuni Ta reseTnyHi gocii-
ToKEeHHA IOKAa3aJH, II[0 Y TAKHUX XBOPHUX aKTUBHICTH I'TIOKO-
30-6-(pocdaraerizporenasu He nepesuntye 15% . Buasuio-
cd, 110 KOHTPOJIb 3a CHHTE30M TJII0K030-6-(ocharaerigpo-
reHasy 3[iHcHIOE TeH YOPD, noxkamizoBaHU# y JOBroMy
mweudi X-xpomocomu (XQ28). AHOMaANBHUE ajiesb yCOaIKo-
BY€EThCA periecuBHO. CepeJl »KiHOK XBOPilOTh JIUIIIe TOMO3M-
TOTH 33 aHOMAaJIBHUM aJIeJIEM, a cepeJi YOJIOBiKiB — yci Hocil
HBOTO aJiessd.

fIK mpaBmyo, XBOpoDOa ITOUYMHAETHLCSA PAITOBO: 3’ ABJA-
IOTHCA 03HOO i pi3Ka ci1abKicTh, 3HMKYETHCA KiJIBKiCTh epu-
TPOIIUTIB i PO3BUBAETHLCA CTaH, 3aTrPO3JIHUBUM NS KUTTSH.
3pigKka mepinmuMU CUMITOMAMH € IOJIOBHHUM 0ijib, COHJIH-
BiCTH, OJIIOBaHHSA, "KOBTAHUILA, AKI OB’ sA3aHi 3 reMoJIizoMm.

Jliogeit 3 HelOCTATHICTIO TJIIOK030-6-docdaTaerigpore-
HA3M CJiJi mOomepeKaTy Ipo Hebe3neKy 3acTOCYBaHHA Bij-
IIOBiTHUX MIpemaparTiB, a TAaKOK OIPO HEOOXiqHiCTh BUIyYeH-
Hs 3 Xap4yoBOT'0O pPallioHy KiHCbKUX 000iB, arpycy, 4epBOHOI
CMOPOJUHH.

HepocrarHicts N-anerunrpancgepasu. Hernosi nicasa
BIIPOBAJI’KEHHA B MeJAUYHY IIPAKTUKY OPOTUTYOEPKYIHO3-
HOT'0 IIpenapary isoniasuzay (rybasuay) 0yjai0 BUABIEHO, IO
NEePeHOCUMICTE IUX JiKIB y XBOpHUX He oaHakoBa. OmHi
MIAI[IEHTH IePEHOCATH IIpenapaT 1o0pe, a B iHIIKUX BUHUKA-
IOTh TAMKI mobiuHi peaxknii — rojioBHu# 06i1b, 3al1aMopo-
YeHHs, HyJ0Ta, OJoBaHHA, 00JIi 3a TPYAMHOIO, ApPaTiBJIN-
BicTb, 0€3COHHs, IPUCKOpeHe cepreduTTa Toiro. IIpuum-
HOIO IHIMBiAyaJbHOI YYTJIMBOCTI OpraHiamy 7o isoHiasuay €
HeOoJHAKOBa iHTEHCUBHICTE M0ro 3acBOeHHA. BioTpaHchop-
MaIlid IIbOT0 Ipenapary 3A1UCHIOETHCA 3a yuacTi N-aneTuJ-
TpaHchepasu — QepMeHTy, 1110 MiCTUTECA B IIeYinili Joau-
Hu. Moro akTuBHICTH reHEeTHMUYHO OOYMOBJIEHa 1 V PisHMX
JIofe HeogHaAKoOBa. ByJio BHABJIEHO, IO IIiCJIA OZHOPA30-
BOT'O OIpUHOMY 130Hia3uay B OMHUX XBOPHUX BUMIIAETHCH i3
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ceuero 6— 7% mnDoxigHUX IILOI'C IpelapaTry, a B iHIINX —
yaBliui Oiabime. ¥ HOBIIbHMX iIHAKTUBATOPIB KOHIIEHTpAIlid
izoHiasuay B KPOBi 3aBXK A1 3HAUHO BUIIA, HiXK YV IIBUAKUX.
BigcoTkoBe CIIiBBIIHOIIEHHA MiYK ITOBIJIBHUME TA IIIBUIK-
MM 1HaKTHBaATOpaMM 130HI1asuAy cepej HaceJdeHHS KOJU-
Ba€ThCA y BeAUKUX Mexxax. Hanmpuknana, noBiJibHUMU 1HAK-
TuBaTopaMu € 5% eckimociB Ta 45% amepukaHiiB, immi
iHAKTUBYIOTH i30Hias3uja MBUAKO. KiJbKicTh HIBUIKUX
iHakTHMBaTOPiB y 3axigHi# €Bpomni ta IHxii mocarae 50%, a
B Anouii — 90—95%.

HepocraTaicTs N-anmetuiarpaHchepasu yCIagKOBYETH-
cdA 33 ayTOCOMHO-PEIECUBHUM THUIIOM.

Po3b6ixkuocTi y mBHUAKOCTi MeTaboJizMy isoHiasuay
MAaJIO BIJIMBAIOTH HA PE3yJAbTaTH JiKYBaHHSA TyOepPKYJIbO3Y,
aJjie MOMITHO IMO3HAYAIOTHCA HA YaCTOTi IMOOIYHUX pearIlii
Impenapary. ¥ NOBiJIbBHMX 1HAKTUBATOP1B BOHU BUHUKAIOTH
Habararo Jacrinie.

Ilig ywac mpusHaYeHHA i30Hia3UAy XBOPHUM Ha TyOepKy-
JIb03 HEeOoOXiZHO BpaxoByBaTH HIBHUAKICTH iforo metado.is-
My. 3a IHIIMX OJHAKOBUX YMOB V HIBUAKUX iHAKTUBATOPiB
i30Hia3u 3aCTOCOBYIOTH V OiNBIINX 034X, Hi¥K Y HMOBiJIb-
HUX.

IIBuUAKICTh 3aCBOCHHS MOKe OYTH Pi3HOI0O He TLIbKH
IJISL 130HiAasuay, a ¥ AJad IHIIUX JiKapChbKHUX IIpenapariB —
cyasbaanMe3nny, riipajasuny, IIPaso3nuHy.

Henocrarnicrs karaaasu. Ileii ¢pepmeHT pyHHy€E nepe-
KMCH, IITO YTBOPIOIOTLCA B OpraHiami, a Takosk 6epe ydacThb
y MmeTa00J1idMi eTri0BOTO TA MeTHIIOBOTO cnupTiB. Ilix piero
KaTajJa3u YTBOPIOETHCA BeJIMUe3Ha KiJBKicTh ApiOHMX
NYXHUPIIB MOJEKyJaApHoro KucHio. Ha 1mpomy OCHOBaHO
3aCTOCYBAaHHSA PO3UMHIB NEepPEeKUCYy BOAHIO B MeAUYHIHN
MpaKkTHUlli aasi oOpoOJsieHHsA paH, BUPa30K TOHIO. 3a HOD-
MaJIbHOI aKTUBHOCTI KaTaJIasu NEPEKUCH, AK1 YTBOPIOIOTH-
cs B OpraHismi, He BCTUTalOTh OKUCJIATU €eHJAOTeHH1 pe4yOBU-
HU, ¥ T. 4. reMOTrJIO0iH.

IloBHa BiAcyTHicTh ILOTO HEPMEHTY YV KPOBlL Ta TKAHU-
HaxX OpraHiaMy CHOpPUUYHHIOE XBOpoOy arkaranasiio, fdkKa
VCIIAJKOBYETHCA 34 AayTOCOMHO-pelieCuBHUM Tuiiom. BoHa,
AK IIPaBUJIO, BUABJISAETLCA V HiIIITKOBOMY Billi TIOBTOPHHU-
MH BHUpasKaMH SICEH, K1 BaXXKO 3aroilOThCA. ¥ BaKUuX
BUIIAJKAX BHHHUKAIOTHh aJbBEOJIIPHA TraHrpeHa, aTpodis
siceH, BUMNaAiHHA 3y0iB. 3j0aKicHa ¢opma arkaraaasii
XapaKTepu3yeEThCA IOIMNPEHHAM IaHTrpeHu Ha M AKi TKa-
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HUHU Ta KiCTKU Iejen. BupaXeHUX 3MiH B epUTPOIIUTAX
He Big0yBa€eThCs, TOMY 1[0 Y KPOBi JedilluT KaTajiasu KOM-
neHcyeThbeA 1HINUMU (epmeHTaMu. JIogu 3 akarajasi€io
MAalOTh BHCOKY UYYTJMBICTH A0 COMPTHUX HAIOIB Yepes
3MEHIIeHHS NIBUAKOCTL OKMCJIIOBAHHSA €TUJIOBOTO CIIUPTY.

JIikyBaHH#A aKaTajiasii CHUMIITOMaATHUYHE,

KpiMm nepepaxoBaHuX BUIILE, JOCIiAKeHO 0araTo iHImMx
aHOMAJIbHMX PeaKIliyl Ha JIiKY 3a HasBHOCTI Pi3HUX CIIagKO-
Bux xBopob. Tak, HanpukJaaja, neuiHkosa nopdipia saro-
CTPIOETBCA Y pasi mpuiioMy HIPOTHUCYIOMHUX IIpernaparis,
JeAKUX cHojivHuxX (OapbitypaTiB) Ta 3HEOOJIIOBAJIBHUX
(aMizomipuHy Ta aHTHUOiIPHHY); IePBUHHA IIoJgarpa — IIpH
B)KMBAHHI aJKOroJIo, ceuoriHHuX 3acobiB. 3a criagfKkoBuUX
3aXBOPIOBaHb 00MiHYy 0i1ipy0iny — cuHApomax sKuinbe-
pa ta Kpurinepa — Haspa — nporusamiaigHi 3acobu 3
eCTporeHaMM BUKJIHNKAIOTH 3aroCTPeHHS 3 IIPOSBaMHU VY
BUTJAL X)KOBTAHUILL.

5.9. lNpodinaktnKa
cnagKoBUX NaToONOTIN

¥Yci cnnagKoBl maToJIOTi] JIOAMHY BU3HAYAIOTHCS CYKYII-
HicTIO MyTanili, OTPUMAHUX BiJ IIOIepeAHiX IOKOJIIHL Ta
HOBOYTBOpeHUX. HaciigkaMu Takoro MmyraiiiiHOro HaBaH-
TaXeHHSA € BaKKUHN CTaH Ta 3HNXKeHa TPHUBAJICTH JKUTTSA
XBOPUX, U0 3yMOBJIIOIOTH IIOTpPe0y B OIIIHIL i JOIIOMO3i.

CouianbHi Ta MeaAU4YHI acneKTU cnagKoBMUX NaTonoriu

Meauuny gomomory ocofaM 3i cIaJKOBHMM IATOJIO-
riiMHM HamalTh y I’ATh-IIiCTh pasiB wacrime, HiXx iH-
muM xBopuM. CmagkoBa xBopoba morpefye BeJIMKOTO
o06cAry MeIMYHOI JOOOMOTH, a iHOAl ¥ mocTifHOroO JiKy-
BaHHs. Kpim TOor0o, HasiBHICTH CIAJKOBOI aHOMAJIil 3HAU-
HO IiABMINY€E€ PU3UK iHPEKIINHUX 3aXBOPIOBaHb, OTPHU-
MaHHJA OIIiKiB, TpaBM TOIl0o. BoHM BUHHUKAIOTH UacTilme,
IIPOTiKAIOTH BaXye i JOBHOIe y 3B ’SA3KY 3 MEHIIIUMH
MOJKJMBOCTAMM IiATpUMaHHA O6ioximMiuHOro, iMyHHOro
Ta TOPMOHAJBHOIO TOMEOCTa3y y XBOPHUX Ha CHaJKOBY
XBOpoOy (TabJua. 5.2).
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Ilna xBopMX Ha CHagKoBi maToJiorili mepeabadyeHO Taki
BUAM JOTIOMOTH:

1) vy pasi Bpom»keHHNX BaJ PO3BUTKY — AHUTAYA Xipypria;

2) 3a XPOMOCOMHHUX XBOP00 — coliaJibHA IMiATPUMKA;

3) 3a reHHHX XBOPO0 — MeqUYHE JIIKYBaHHS Ta COIIi-
aJIbHA IIIATPUMEKA.

Tabaruysn 5.2
Hacainku cnagkoBHX aHOMAJIIN Y PO3BHHYTHX KpaiHax
(3a garumu BOO3)
Anomaii Cepennsn Hacxigkn (%)
JacroTa . - -
na 1000 Pamna | Xporiunwuii 3"cmnme
HOBOHapOmKerux | CMEPTH cTau JiKyBaHHSA

Taxki
BDOZKeHI 30 22 24 54
Bagu
PO3BUTKY
XpoMOCOMHi 4 34 64 9
XBOpOOHU
Tenwni
XBODOGH 10 58 31 11
Pazowm 44 31,3 29,2 39,5

TpuBasicTh MKHUTTSA XBOPHAX 31 CHaJAKOBOIO IIaTOJIOTIEIO
3aJICKUTDH Bif PopMH XBOpPOOH i piBHS MeAMYHOI JOITOMOTH.
HasiTp y KpaiHax i3 pO3BHHYTOI0 CUCTEMOIO OXOPOHH 340-
poB’a He meHIire 50% ycix CIagKOBO XBOPUX IIOMUPAE B
nutauomy Bini. Cepenus TpuBajgicTs ix KuTTa Ha 20 pOKiB
HH)K4a BiJ cepegHnoro noxkasHuka (50 pokiB 3amicte 70).

IIpo coiianbHEe 3Ha4YeHHA MTPOPITAKTHKH CHAZKOBHUX
XBOpo6 CBiZUYMTH iHBaJiZHICTHP XBOPHX Ta €KOHOMIiuHi
BUTpPATH HA iX yrpumanHdAa. I[Iporarom 6ararbox pokiB Taxi
XBOpPi He MOXKYTh cebe obcayroByBaru. I3 1000 HOBOHApPO-
MKEeHUX IMPHOIN3HO I’ ATEepo € «KaHgujgaTaMu» Ha 0araTto-
piuHy BaXKKy iHBaJIIIHICTS 13 AUTHUHCTBA.

KpiMm MegnuHO-comiaJibHOI NPOMPIIaKTUKUA CHaZKOBUX
XBOp00O, HE MEHIII Ba)KJWBUM € IICUXOJIOTIUHUI KJIMAT y
ciM’i 3a HaaBHOCTI XBopoi AumTHHU. TAKKICTL 3aXBODIO-
BaHHS Ta IPOrpecyioue TOTipHIeHHs CTaHYy XBOPOTO CTBO-
PIOIOTH aTMoc(hepy ICUXOJIOTIUHOI HAIIPYKEHOCT1 HaBiTh ¥
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nysxe npy-xuHuX poaunax. Iloapyx:xsa abo poauui 3’acoBy-
10Th (a00 MiO3PI0IOTH), XTO «BHUHEH» Y MOT'0 HAPOAKEeHHi.
HemrpocTo BUPININTH TAKOXK NUTAHHS PO IepeaHHa JTUTH-
HY JIO iHTepHATY, AKINO BOHA KUBe 3 OaTrbkaMmu. [locTitHuii
JOTJIA[ BUMArae BeJIMKHMX MAaTepiaJbHUX, MOPAaJbHHX Ta
¢isMUYHUX 3aTpAaT, IO TEK CIPUIYUHIOE KOHQJIIKTH.
Heob6xigHicTh mpodilaKTHKH CHaJKOBUX XBOpP0oO 3yMO-
BJIEHA TAKOXX 1 3aKOHOMIPDHOCTSAMM IX PO3IOBCIOYKEHHSA B
nonyiAanii. Ili 3axBopioBaHHA nepesarOTbCA 3 MOKOJIIHHSA
B INOKOJIHHA. 3a IOJIMNIlIeHHA MeIWMYHOI AOIIOMOTH Taki
XBOP1 He TLJIBKH JOBHIE JKUTUMYTh, 110 aBTOMATHUYHO 301JIb-
HIy€ K1JIBKICTh XBOPHUX 31 CIAAKOBOIO MATOJIOTIE€IO B IIOMYJIs-
1ii, a ¥ mepegaBaTUMYTh MyTallil HACTYIIHMM IIOKOJIIHHAM.
Y 3B’A3KY 3 MJaHOBAHUM PO3MipoM cim’i (mrepeBa’kHO
OlHA — TPH AUTHHH) PiBHUIA B KIJIBKOCTI AiTel MixK 340p0O-
BMMH Ta CHAAKOBO OOTSKEHUMHU IOAPYKKAMH HiBeJIOETL-
ca. IIpupoguuit nobip mepecrae peryJamoBaTH KiJbKicTb
IIOTOMCTBa. ¥ CIIaAKOBO OOTSAMEHUX ciM’aAX OyBae OijabIie
BariTHocTeli. Xoua JesdKl 3 HUX 3aKiHUYYIOThCS 3arudeJsriro
MOTOMCTBA HaA PIBHUX CTAAiAX IIPEHATAJIBHOTO PO3BUTKY,
KIJBbKICTh JXKUBUX JiTEeH Y CIIAAKOBO OOTAKEHUX CiM’AX TaKa
caMa, AK i B 370poBux. HacTuHa IUX JiTeH € reTepO3UTOTHHU-
MH HOCIIMHM aHOMAaJILHOTO aJjieid 1 mepegaBaTUMYTh HOTO
CBOIM HAI[agKaM. YHacJioK Iboro Oyze migTpuMyBaTHCA
MNigBUIIeHA YaCTOTa IMMaTOJIOTIUHOr0 ajIejis B IOMYJIAILii.

3aranbHi NpUHLUUNKU NpodinaKTUKK
cnagKoBUX NATONOTIN

3 noryIAay npodiJakTHKY CIIaJKOBI maToJIorii JoIiabHO
NOALJINTH HA TPU KaTeropii:

1) sarOBO BMHHMKAIOUiI MyTaIlii (HacamMmepe MOpPYIIEH-
HA KiJIBKOCTI XpOMOCOM Ta TSXXKKi (GpopMH JOMiIHAHTHHX
MyTalgii);

2) xBopobHu, ycmaJgKOBaHi BiJ IIoNepefHiX IOKOJiHb (AK
reHHi, TAK 1 XpOMOCOMH] );

3) xBOpoOU 3i CIIaAKOBOIO CXUJIBHICTIO.

IIpodinakTuka cnagkOBUX MATOJOTiN MoOxKe OyTH Iep-
BMHHOK, BTOPUHHOIO Ta TPETUHHOIO.

ITepsunna npogiraxmurxa nependadae momnepeasKeHHA
3a4aTTA XBOPOI JUTHHU, AKe 3a0e31eUy0Th IIJIaHYBAHHAM



186 Cnaaxosi xsopo6u

HaPOJKEHHA AiTel Ta MOJIIIIIeHHIM JKUTTEBOTO CepeloBU -
m1a JIIOAUHHU.

IInanyBaHHA HapOAXKeHHA iTell 3A1ACHIOIOTH 34 TaKM-
MM IPUHITAIAMMA:

— o0paHHSA OITHMAJBLHOI'O PENPOAYKTHBHOIO BiKY,
SAKUN s KiHOK craHoBuTh 21—35 pokiB. Haaro panHi
abo midHI BariTHOCTi 306iJMBINIYIOTH PU3HMK HAPOIKEHHSHA
JUTHHU 3 BPOJIKEHOIO IIaTOJIOTIEIO;

— BiIMOBa BiJ AITOPOAiHHA y BHUIIaJKax BUCOKOTO
PHUBUKY CIAaJKOBOI UM BPOAKEHOI IaToJorii, ocobJimBO 3a
YMOBH BiJICYTHOCTI HagiMHUX METOMAIB IIpeHaTaJbHOl Aiar-
HOCTHKH, JIKYBAaHHSA, aJalTaillii Ta peadisiTaii XxBopux;

— BiflMOBa BiJ AiTOPOAiHHA B OJHM3LKOCHOPiTHEHUX
nuIbdax ado nmuIodax Mik JBOMA I'eTepPO3UIOTHUMU HOCiA-
MU aHOMAJIBHOT'O I'eHa.

IToninmieHHsT XKUTTEBOrO CepefoBUINA JIOJUHHU Mae
OyTu cHpsSMOBaHe IIEPEBA’KHO HAa IIONEpeKEeHHS BUHU-
KHEHHS HOBUX MyTaIliil. 3AIUCHIOETHCA 1€ IIJAXOM KOp-
CTKOr'0 KOHTPOJIIO BMiCTy MyTareHiB i TepaToreHiB (peuo-
BUH, AKi CIOPUYMHIOITH HAPOMKEeHHA [MIiTe# i3 BajgaMu
PO3BUTKY) Y HABKOJIMITHEOMY CEPEOBUIILIi.

MyTraniAHuii nponec y JIOACLKUX HOIMYJSAIiAX HOpPOTi-
Ka€ JoCcuTh iHTeHcuBHO. Tak, npubausno 20% ycix cnan-
KOBUX XBOPOO y KOXXHOMY IIOKOJIIHHI 3YMOBJIEHI HOBHMU
MYyTalisgsMH.

Bmopunny npoginraxmury 3L1ACHIOIOTH OLISAXOM OPU-
NVHEeHHA BariTHOCTL B pa3i BUCOKOI BiporiiHOCTi 3aXBOPIO-
BaHHS ILIOAY abo IpeHaTaJbHO AiarHOCTOBAHOI XBOPOOH.
Voro Mo:XHa TPOBOAMTH TiIbKH y BiAmoBigni Tepminmu Ta 3a
3rof0I0 KiHKU. 3BUYAMHO, IPUIIMHEHHS BariTHOCTI — He
HalKkpailile pillleHHA, aJje JIMIIe BOHO MOXKJIHUBE 3a OLIbIIO-
CTi TAMKKHUX 1 CMEPTENBbHUX N'eHETUYHUX Ae(eKTiB.

Tpemunna npogiraxkmurxa NOJATAE B KOPEKIIil BUABY
aHOMAaJILHUX I'€HiB, 0COOJIMBO yCIiImtHA B pasi xBopoO 3i
CIIaJZKOBOIO CXUJBHICTIO. 3 Ii JOIIOMOI0I0 MOKHA AOCATHY-
TH IIOBHOI HOpMaJizanii abo 3HMIKEHHSA CTYNEHIO BUABY
IIaTOJIOTIYHOTO TIpoiecy. [na peaxmx (opm crmazKoBOI
maroJorii BoHa MoOKe 30iraTucsa. 3HiHACHIOIOTH TPETUHHY
npodilakTUKY AK NpeHaTaJbHO (HAaIIpUKJIad, pe3yc-Hecy-
MiCHiCTh, rajJJaKTO3eMisl TOIIO), TAK 1 micJiss HAPOAKeHHSA
(ramakTosemia, (eHIIKETOHYpPid, rinmoTUpeos, Lesgiaxisa
Ta iH.).
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OcHOBOIO cy4yacHOI NPo(diJaKTUKA CIIaAKOBOI maToJaoril
€ TEOPETHUUYHI 3acajy reHETUKM JIOAUHU Ta MEeIUIIMHU, AKi
IA0Th 3MOT'Yy YCBITOMUTH:

1) MoJekyaApHY HPUPOAY CIATKOBUX 3aXBOPIOBAaHD,
MeXaHi3MH i IIPOIeCH X PO3BUTKY IPOTATOM IIPEHATAJIBHO-
ro 1 TOCTHATAJIBHOT'O IIePiOAiB;

2) 3akoHOMIipHOCTIi 30epekeHHa MmyTalii (a imoxi it mo-
IMIUPEHHA) Y CiM’AX Ta IMOMYJIAIIAX;

3) MexaHi3MM BUHMKHEHHSA MYTAIllil y 3apOAKOBUX i
COMaTHYHUX KJITHHAaX.

Y npodimakTrni cnagKoBOl IIATOJOTi] BUOKPEMJIIOIOTH
TaKl T€eHeTWYHi HifXoAaHu: YIPABJIHHA eKCIpecieio IeHis,
BUJaJeHHA eMOPioHIB i mI0oAIB 31 CIaZKOBOIO IIATOJIOTIEIO,
reHHa 1HKeHepid 3apoAKOBUX KJIITWH, IIJIaHYBaHHA ciMm’l,
OXOpPOHA HABKOJIUIIHLOI'O CEpefOBHIIA.

YrnpasiiHHA eKcnpecicio reHis. 3HAIOYY IIePBUHHI IIPO-
OIYKTH TOT'O UM iHIIOTO MATOJOriYHOIO reHa Ta MOJEKYJIAP-
Hi MeXaHi3MHu IaToreHe3y CIaAKO0BOI XBOPOOM, MOXKHA 3011-
CHIOBATU (PEeHOTHUIIIYHY KOPEKI[il0 BUABY IIMX I'€HiB, TOOTO
KepYyBaTH iX IEHEeTPAHTHICTIO Ta eKCIIPEeCUBHICTIO.

IIpuknagom ynpaBaiHHA €KCIpPECi€el0 IeHiB, IO BXKe
I POHUIIIN TPHUBAJY MEPEBIPKY IIPaAKTUKOIO, € IOIIepeIKeH-
HA PO3BUTKY TAKHX CHaAKOBUX 3aXBOPIOBaHb, AK (eHiIKe-
TOHYPid, rajiakTo3eMid Ta BpOAKeHu# rimotupeos. Kiimiu-
Ha KapTWHA IIUX XBOpoO ¢opMyeThcsi B PAaHHLOMY JHUTHH-
crBi. [11o6 Bigpasy posmnouaTu npodijakTUUHE JiKyBaHHAd,
sAKe 3IIACHIOITh AleTUYHUMHU ((heHiTKeTOHYpis, rajakTo-
3emif) abo JikapcbKuMH (rimoTupeos) zacobamu, XBOpPOOy
IOTPiOHO BU3HAUMTH IIPOTATOM KiJIBKOX AHIB Miciisg Hapo-
TKeHHS.

KopekIia BUABY IIATOJOTIUHMX TI'eHIB TAKOXX MOXKe
MMOYMHATHUCS 3a KiJbKa MICAIIIB 0 3aUaTTd 1 3aKiHUyBaTHuCA
noaoramu. Hanpukaan, 6i7Ha Ha aMiHOKMCJIOTY (eHiIaxa-
HiH gieTra AJisa MaTepi mijg yac BariTHOCTi SMEHIITYE IIPOABU
deHiIKEeTOHYPIl B HAPOMKEHOI AUTHHU. A BpoAKeHa aHO-
MaJIld COHHHOI'O MO3KY, IO BiISBHAUAETHLCA IIOJIreHHUM
XapaKkTepoM, pifIie TpanJseTbcA B AiTel »KiHOK, AKi mpo-
TATOM TPHOX—IIECTH MICAIIB A0 3aUYaTTd Ta IMePInNUX Mica-
II[1B BaAriTHOCTi JOTPUMYBAJMCA AI€THU 3 IIiABUILEHUM yMi-
croM BitamiHiB (C, E, ¢oaieBa xucaora). lle Mae sHaueHHs
IJs ciMel, y AKUX BIKe € XBOPi AiTH, a TAKOMXK JJIA MOOYJIsA-
i i3 BHCOKOI0 YACTOTOI TAKOro aHOMAJBLHOI'O I'eHAa,
HAIpUKJIaL AJd HaceJdeHHA Ipmanmii.
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3acobu npodislaKTHKM HAa OCHOBi yIpaBJIiHHA eKcIIpe-
cieio reHiB 0COOJIMBO BaXKJIUBI Ta eDeKTHUBHI AJIA IIOIepe-
JJKEeHHS XBOpPOoO 3i CIAaZKOBOIO CXMJIBHICTIO MOHOTE€HHOI
npupoau. ¥ nbpboMy pasi npodiJaKkTudHi 3aX0AW NOYUHA-
IOThCA 3 BUAAJIEHHS i3 cepeJoBHUIIa YMHHUKIB, AKi CIPUYM-
HIOIOTh PO3BHUTOK 3aXBOPIOBAHHA. 1A XBOpUX HA HeAO-
CTAaTHICTB TIJIIOK030-6-pochargerigzporenasu, N-aneTu-
TpaHchepasu Ta 1oAidHi aHOMAJIIl — IIe MmeBHI JiKapchKi
Impenapary; AJs HOCIIB meBHUX aHOMAJbHUX ajejyieil —
BaXKKi MeTanum (CBHHeIb, MiAb TOIIO), OKHCIIOBAYi Ta
OTPyTOXiMiKaTH, AKI BUKOPHUCTOBYIOTh Ha AeAKUX BHUPOO-
HUINTBax. ToMy mepen mpuiioMoM Ha pobOOTy Ha TaKi Bu-
poOHUITBA HEOOXigHO 3AiMCHIOBATH MeIUYHO-T€HEeTHUUYHE
TECTYBAHHSA.

IIpodinakTuka xXBOp0oO 31 CIaAKOBOI MYJLTH(AKTOPD-
HOI0 CXUJBHICTIO 3HAQUHO CKJAAHINIA, OCKIJIbKU BOHHU
MAaIOTh HOJIireHHY IPUPOAY 1 IX MPOBOKYIOTH KiJIbKA YMHHHU-
KiB poBKijasi. OogHaK 3a JOIOMOTOIO I'eHeaJIOTiYHOro MeTo-
Iy MOXKHA JOOCAITH IOMITHOTO YMOBiJIbBHEHHA PO3BUTKY
3aXBOPIOBAaHHS Ta 3MEeHHIEHHSA MOTo KJIHIYHMX BUABIB 3a-
BAAKY YVHUKHEHHIO HPOBOKaniiiHux uuHHUKiB. Came Ha
IILOMY HOPHHIUIIL I'PYHTYETBCA MPoPiJaKTHKA rinepToHid-
HOI XBOPOOHU, aTePOCKJIEPO3Y, PAKY JIETEHiB.

Bunanennsa eMOpPioHiB Ta IJOAIB 31 CIIAAKOBOIO IIATOJIO-
riero. MexaHi3Ml HOPHUPOLHOTO BHMAAJEHHS HEXKUTTE3NAT-
HHUX eMOPiOHiB Ta MJIOAIB MOIIUPEHI ¥ TBAPUHHOMY CBiTi. ¥
JIOJUHHU Ted IpoIec BUPaXKeHUil CIOHTAHHNMHu abopTaMu
Ta nepeguacHuMm moJioramu. He Bci BoHU BiAOyBaroThCA
yepes3 HENMOBHOIiHHOCTI eMOpioHa uM mjaoja; AedAKl 3 HUX
OB’ A3aHi 3 yMoBaMH BHHOINIYBaHHsA, TOOTO 3i cTaHOM
sKimouoro oprauizmy. IIpore He meHme 50% BuIagKiB 1me-
pepBaHUX BariTHOCTEH TPAIJISIOTBCA Yepe3 BPOAKeH1 Baau
PO3BHUTKY 4HM CHAAKOBY XBODOOY ILJIOoAA. ¥ HACHIZOK IIHOTO
CBiloMe BHUIaJIeHHS eMOpPiOHIB Ta IJOLIB i3 BPOAKEeHMMMU
nedeKTaMH € eTUYHO BUNIPaBIaHuUM i HabyBae Bce OiabIIIOro
nomuperHsi. CydyacHi MeToAM HMpeHATAJNBHOI JiarHOCTHKH
JOCHTL PO3BUHYTI, 00 YCTAHOBUTHU (PAKT HAABHOCTI CHal-
KOBOI XBOpoOHu HeHapoKeHOi fuTnHU. liponenypu npeHa-
TaJbLHOI AiarHOCTHKHU i IIepepHMBaHHS BAariTHOCTI NOBHHHI
IIPOBOANTHUCA 3a 3Tr0A0I0 MKIHKM.

I'emna imxenepins 3apoaxkosux kiaiTuH. [Ipodinaktura
CHaJKOBUX XBOPOO MOKe OyTH HOBHOIO Ta e(EeKTHUBHOIO,
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SIKIIIO B 3UTOTY BOYAOBAHO HOPMAJbHUI ajieib MeHa, AKUHA
(GDYHKI[IOHAJIBHO 3aMiHUTh MYTAaHTHUHA ajiejb. Cepen iHIIMX
cnoco0iB 3amo0iraHHs PO3BUTKY CIALKOBOI XBOpoOHM BHU-
OKPEeMJIIOIOTh TaKi: 3BOPOTHA MyTallid IaTOJOTiYHOTO
ajiesif; BiIHOBJIEHHSA Aii HOpMaJbHOTO I'eHa, AKIIO BiH 6J10-
KOBaHHUI; «BUMKHEHHA» aHOMaJbHOTO ajienda. lle my:xe
CKJIaHi 3aBIAHHS, ajie Pe3yJIbTaTH CYyYaCHUX JOCTiIKEHb
y raaysi reHHoi iHKeHepil CBiguaTh OpPO NPHUHIUIOBY
MOXKJIMBICTD iX PO3B’ I3aHHS.

ITepenymoBu 11 KOpeKIii reHiB JIOAMHYU B 3aPOJKOBUX
KJiTHHaX yoKe CTBOPeHO. IX MOKHa y3araJbHUTH B TaKHX
MIOJIOKEHHAX

1) nepBuHHE po3mn(ppyBaHHA reHoMa JIOAVHN 3aBep-
meHo. MoxkHA coofiBaTuCs, 1[0 HAXOJMKIUM dacoMm Oyae
BU3HAYEHO IIOCJiOBHIiCTH HYKJEOTHHAIB HJs OiabimocTi
MYTAHTHUX TeHiB, AKi COPUMYMHIOIOTH CIAJKOBI XBOpOOH.
IHTEeHCHBHO PO3BUBAETHCA (PYHKIIOHAJIBRHA TI'eHOMiKa -—
HOBAa raJiya3b 0iojiorii, sxa BBYA€E MiKI'eHHI B3aeMoii;

2) cyyacHa MOJIEKYJIAPHA N'eHEeTHUKA CIIPOMOXKHA CTBO-
proBaTH OyIb-sAKi reHu JIIOAMHU Ha OCHOBI OioJioriuxoro i
HaBIiTh XIMiUHOT'O CUHTE3Y;

3) pospobiieHO MeTOAM BBEJEHHS M'eHiB Y TeHOM JINHU
3a JOIIOMOT'OI0 Pi3HMX BEeKTOPiB (IeBHUX BipyciB abo miaas-
Mizg 6axTepii) UM NLJIAXOM TpaHCc(heKIil (BBeJeHHA B KJIiTHU-
HY CAMHX T'€HiB);

4) icHyI0Yi MEeTOAM CIIPAMOBAHOI'O XiMiYHOI'O MyTareHe-
3y JAIOTh 3MOTY iHAYKyBaTH cuenudiuni myrTaiii B 4iTKO
BU3HAYEHOMY JIOKYCi, 3YMOBJIOIOUYW 3BOPOTH1 MYyTAaIllii
IaTOJOTIUHMUX aJiejei;

5) B eKcumepuMeHTAX Ha PiBHUX TBapHMHAX OAepPKAHO
IOKa3u TpaHC(PeKI[il OKpeMuXx reHiB Ha cTajil 3urotu (Apo-
3oina, Muiia, Ko3a, CBUHA TOIO). BBeaeHi reEn pyHKII10-
HYIOTb B OpPraHi3mi, 1II0 PO3BUHYBCA 3 TaKol 3UTOTH, Ta
mmeperamThcsd HACTYIIHOMY NOKOJiHHI0. Hanpuwkian, ren
TOPMOHY POCTY IIIYPiB OYVB yBeIeHMl Y TeHOM 3UT'0OT MUIIEH.
Taxi TpaHcremHi mMunii 3HayHO OinbmIi 3a po3MipaMu Ta
MAaCOI0 TOPiIBHAHO 3 HOPMAJIbHUMH.

I'enHoO-iHXXeHepHY TPOQINAKTUKY CHAaZKOBHX XBOPOD
JIOAUHW Ha PiBHiI 3uror pos3pobjieHO Ile HeZOCTATHHBO,
TaKOX HasABHI eTUYHI nIpodbJjieMu, aJiyke HAEeThCA IIPO «KOM-
IIO3UI[i110» HOBHUX I'€HOMiB, CTBOPEHUX HE ITPUPOJHUM ILIA-
XOM, a JioAuHo0. 111 reHoMu yBLIAIOTHCA B FeHOMDOHL JIFO-
crBa. fka Oyae IXHA A0JsS 3 FreHETHUUYHOTO Ta COIliaJbLHOIO
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noraaay? Yu 0yayTh BOHUM QYHKIiIOHyBaTH SK HOPMAJIbHI
reHomMu? Yu rorope CycHiibCTBO NPUMHATH HaCHiAKH He-
BAAJIUX pe3yiabTaTiB? BigmoBicTy Ha i NUTaHHS CKJIATHO,
a 0e3 BiAIOBii Ha HUX He BapTO NOYHMHATH KJiHiUHI BHIIPO-
OyBaHHSA, TOOTO 6€3MMOBOPOTHE BTPYUYAHHSA B TeHOM JIIOAUHMN.
Bes 06’e¢xkTuBHOI OIiHKM MaiOyTHiX HaCJigKiB TeHHOI
iMKeHepil He MOKHA 3aCTOCOBYBATH Il MEeTOIU Ha JIOAUHI
(BEaBiTH 13 MeAMYHOI0O MeTOI0 Ha crajii surort). I'emeruka
JIOAUHYA e JajieKa BiJi MIOBHOI'O PO3YMiHHS BCiX 0COBJIMBO-
creili pyHKIIOHEYBaHHA reHOMa. He BiioMO, AK TeHOM IIpaIfio-
BaTHMe IIICJs BBeJeHHSI B HBOI'O AOJAaTKOBOI I'eHEeTHYHOI
indgopmaiiii, AK 3I1MCHIOBATHA FaMETOre€HEe3 ¥ TAKOMY Oopra-
Hi3Mi Tomio.

Mixmapoaui opramizanii (BOO3, IOHECKO, Pana
€Bpomn) NPpUHHAIN PillleHHA TUMYAacOBO YTPHUMATUCS Bif
IPOBeleHHs NMOoAI0OHUX eKCIEePHMEHTIB, a THM OlJbIne KJIi-
HiYHMX BUOPOOYBAHb i3 TpaHCreHe3y 3apOAKOBUX KJITHUH
JNIOOUHMU.

IInanyBanHsa cim’l. JKINO pHU3WK HAPOJKE€HHA XBOPOI1
nuTtuHU nepesumye 20% Ta BiACyTHS MOXKJIMBiCTH IIpeHa-
TaJbHOI JIIarHOCTHUKH, PEeKOMEHJIOBAHO BIAMOBUTHCS BiJ
OiTOPOAIHHS.

ITIigBUIyIOTH, BipOTiAHICTE HAPOAKE€HHA AUTHUHU 3i
CIIAIKOBOIO XBOPO0OIO CIIOpifHEeHi maob1, TOMy OJHUM i3
crnocobiB nNpodiTaKTUKU CIIAAKOBUX IIATOJIOTINM € BiAMOBa
Big HuX. Hacaigxku Takoro migxoay MOMKYTh OyTH HOCTAT-
HBO ehexkTuBHUMU. [IpO 11€ cBiguUaTHL IEeBHI QaKkTH.

He meumnie 20% HaceseHHsi CBiTy Bijjae IlepeBary
OJM3BbKOCIOPiAHEHUM OAPY KEHHSM Ha PiBHiI ABOIOPiIAHUX
cubOciB. Big makux maobiB Hapoa:KyeTbcsa Oiapime 8%
niteii. Ileit 3Buuaii nomuperuil y Kpainax Cxiguaoro Cepen-
semBOoMOp’a Ta IliBpmennin Inzgii, a Takox cepezn 6araTbox
NONyJANii, AKi BeAyTh ILIEMiHHUH CIOCiI0 JKMTTS IIPOTA-
rOM THUCSYOJITH. ¥ MHHYJOMY BiH HaBiTh O0YyB HeoOXimHUM
eJIeMEeHTOM (POPMYBAHHS IIOCEJEHb.

BauspkocmopifHeH]1 OApYKEHHA MiABUUTYIOTH YaCTOTY
HapPOJKEHHS OiTel 3 pelieCMBHUMH XBopobaMu. ¥ 0aThKiB-
HEePOAUYiB 3aralbHUH PU3NK MEPTBOHAPOAXKEHb, HEMOBJIA-
Yol Ta AUTAYOL CMEPTHOCTi 200 Ba’KKUX IIPUPOAKEHUX Ba/l
POBBUTKY CTAHOBUTH HpubiausHo 2,5% . HaaBHuUil TaKoX
neBHUA pusuK (y Mexax 3% ) IOPYIIEeHHSA PO3yMOBOTO
po3BuTKy. OgHaK OJA MOAPYKHIX Hap ABOIOPiAHUX cubciB
Ol DOKa3HUKU IIOJABOKIOTHCA. AKMIO AUTAYA CMEPTHICTD Yy
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‘perioHi BMCOKa, TO Ie¥ e(eKT JeJaBe IIOMITHUI, a AKIIO
HUB3bKA — JACKPABO BHPAKEHHUU 1 BUABJIAECTHCA YV BUTJIALL
3POCTAHHA KIJIBKOCTI NPUPOAKEHUX BaJ PO3BUTKY Ta Xpo-
HIiYHUX iHBaJIIJIOTeHHUX 3aXBOPIOBAHbB.

SIKmio B monmyaAmniagx i3 BHCOKOIO YaCTOTOI II€eBHOI
XBOpPOOHM NMPOBOAUTHLCSA AiarHOCTHKA HA BUABJEHHS reTe-
PO3UTIOTHHUX HOCIIB IATOJIOTiI, MOXXHa PEeKOMEHIyBaTH
BiZMOBY Bij miji00iB Mi)X HOCIIMH OJHAKOBHX aHOMAJb-
HUX I'eHiB.

Iz BikoM (micia 30—35 pokiB) 3pocTae BiporigHicTh
HApOIKeHHA AUTHHHM 3 XPOMOCOMHOIO XBOpP000OIO B KIHOK
a60 3 JeAKUMHU I'eHHUMHU XBOpoOaMu B 40JIOBiKiB (Tabi1. 5.3).

Pisauna y Biii 6aThkiB mpobaHAIB Ta KOHTPOJBbHIii
BuOipIi CTAaHOBHATH y CepeHbOMY II' ATH POKiB. Xoua npu-
YMHY IBOT0 SBUIIA IIle He BioMml, ajie AJs IPoMiIaKTUKH
CIIaIKOBHUX XBOPOO Ha iie BApTO 3BaXKaTHU.

Tabauys 5.3

Cepennii Bik 6aThKa Ha MOMEHT HAPOJIKEHHA AiTEeH
3 ayTOCOMHO-TOMiHAHTHHUMH NaTOJOIiAMH

XBopobu Bik 6aThka (poKH)
npobanaa 3710poOBO1
AHTHHA
Cunapom Mapdana 36,6 29,8
Cunapom Anepa 34,8 30,2
HeipodidtpomaTos 1-ro Tuiry 34,2 30,7
Axonpaponnasis 36,4 29,9
Cunnapom Baapaeabypra 34,8 29,9

3akiHuenHsa gitopoainHsa g0 30—35 pokiB € ogHUM i3
YAHHUKIB IPOPLIAKTUKY CHAAKOBUX XBopob. IIpu mirany-
BaHHI HapoOJKeHHA ABOX—TPbOX MOiTed TaKWii BIKOBHUI
nepion LiJIKOM ZOCTATHIN AJisa 6iabHIocTi cimeli.

OxopoHa HABKOJHMINHLOrO cepemoBuiia. I'eHoMm JOmaN-
HY IIOCTiMfHO NOIOBHIOIOTH HOBi cmoHTaHHI myrtamii. o
20% ycix cnmagKoBUX IATOJOTi# 3yMOBJIEHI caMe HHMH, a
OJI JeAKUX TAMXKHIX JOMiHAHTHUX XBOPOO Iel IIOKa3HUK
carae 90% i 6inpnie. ConagkoBi xBopobu, 06yMOBJI€HI HOBHU-
MU MyTaligMH, HEeMOKJHUBO mepexbauuTu, 60 BOHH €
BUIAAKOBHUMH i PIAKICHUMH IJs1 KOYKHOTO I'eHa.
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IToxu 110 HeMae 3MOT'M BTPYYATHCA Y IIPOIEC CIIOHT&H-
HOTIO MyTaresesy Jioguuu. OJHAK iHTeHCHUBHI JOCIiAKeHHA
B [Ii# rajysi 3 4yacoM JaJyTh 3MOTY PO3pOOUTH HOB1 MeTOAU
NMPOoMiIaKTUKH CIAJKOBUX XBOpo0O i IIPUPOMKEHHX Baj
PO3BHUTKY.

Takox y JIOAUHU MOMKJIUBHUMN iHOYKOBaAHUL mymaze-
He3 (pagiamiiHWM, XiMiuHMi, OioJOTiUHHI), AKHUM € JO-
JaTKOBUM IKEepejiOoM CHAZKOBHUX 3aXBOPIOBAHb. 3 OTJISANY
Ha npodilakTUKy cHagKoBOi maroJsorii ioro morpi6HO
IIOBHICTIO BUXAJIUTH.

InaykoBaEMil MyTaniiiHHUA npolec HeOe3medyHU He
CTLABKM IIOJO0 1HIWBIYaJIBHOI'O IIPOTHO3Y, CKIJIBKM IIOAO
nonyaAaniaoro. OT:ke, BUAAJeHHS MyTareHHUX YUHHUKIB
13 JXKUTTEBOTO CEePEIOBUIIA JIOAUHHU € 3aXO0JA0M MOIYJIAINiN-
HOI Npo@iLIIaKTHKY CIaJKOBHUX XBOPOO.

MeToau 1mepeBipKM 30BHIIIHIX YMHHMKIB Ha MyTareH-
HiCcTh po3po0JIeHi i MOXKYTEH OYyTH 3alIpOBa»KEHi B ririeniva-
Hi perjaMeHTAIlil 3 0XOpoHU AOoBKiwnsA. Ile nyxe BasKIMBO,
00 myTareHHi edeKTHM HABKOJHUIIHBOTO CEPEIOBUINA BU-
SIBJISIIOTHCSI HE JINIIIEe B MEeBHIN IIomyJasilii, a B KIIbKOX Ha-
CTYIIHUX IIOKOJIIHHAX.

OxopoHa KUTTEBOrO CepeqOBHUINA JIOAUHHN Nepeadauac
YCYHEHHSs YMHHHKIB, IO COPUYMHIOTHh €KOreHeTUYH1 ma-
Toqoriumi peaknii. Hampukjaazs, roMO3UTOTHUM ocobaM i3
IIiIrMEHTHOI0 KCepOoZEepMOI0 HeOOXiTHO YHHKATH BILJINBY
yabpTpad)ioNneTOBOro MpoOMiHHS, ocobaM i3 HeJOCTATHICTIO
iHribiTopa mporeas — IUJay, HOCiAM mMyTarii rexa nopdipu-
HY — CHOZIMHUX IIpernaparis.

MeauKo-reHeTUYHE KOHCY/IbTYBaHHSA

CroeniasizoBanuii BUJ MeJHUYHOI JOIIOMOI'M HACEJEHHIO,
CIPAMOBaHUMN Ha IPOPIIAKTHUKY CIafKOBHAX XBOpPOO, HA3HU-
BalOTh MeOUKO-2eHEeMUYHUM KOHcyabmysarnHam. HWoro
CYTh IOJISITAE V BU3HAUEHHI IIPOrHO3Y HAPOAKeHHA JUTUHUA
3i CIIaAKOBOIO IIaTOJIOTIEI0, MOSACHEHH]1 HMOBipHOCTL Ifi€l
moAii Ta I0MoMo31 POAUHI, IO KOHCYJIBTYEThCS, B YXBaJIeH-
Hi pilleHHA PO AITOPOAIHHA.

BpnasaTtuca a0 MeIWKO-TEHETHUYHOT'O KOHCYJILTYBaHHSA
0axxaHo BCIM IMOAPY:KHIM IIapaMm, 110 IJIaHYIOTh JiTOPOAiH-
Hs, aje B OLJIBIIIOCTI KpalH ciM’1 3BepTalOThCA 10 JiKapsa-re-
HeTHKa TLIbKY 38 HAABHOCT1 OUEeBUJHUX YNHHUKIB PUSUKY —
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0COOJIMBOCTE POJOBOAY, IIOraHOI'O CTaHY BJIACHOIO 3]0-
POB’ 4 TOIIIO.

Pusuk mapoaKeHHs TUTHHH 3i CHagKOBOK XBOPOOOIO
a00 BPO/I’KE€HOI0 BaJIOI0 PO3BUTKY € B OyIb-AKOr0 HOAPYH-
KA 3a KOKHOI BariTHOocTi. Moro ¢opmyoTs 6araTo 4mH-
HUKIiB:

-—— CIaAKOBHU BaHTAaXK, OTPUMAaHMNHI Big 6ararbox mMOKO-
JIIHBb IPEeKiB;

— HOBI myTairii, uto BigdyBaiorsca B [IHK 3a yTBOpen-
HA AUIEKJITUH 1 CIIepMAaTO300H1B;

— HecnpuATINBI1 PiduyHi, XiMiuH] Ta 1HII1 BOJABYU 30B-
HiIITHHOr'O cepeOBUINA HA OPraHi3M NPOTATOM eMOpioHAJIb-
HOTO PO3BUTKY;

— HEeCOPUATJHUBI BIJIMBM Ha eMOpioH i3 OOKy Mare-
PHHCLKOTO opraHiamy (iH(peKmniiHi, eHAOKPMHHL Ta iHIIi
XBOpoOu MaTepi).

Oaun ado KijbKa BKa3saHUX YMHHUKIB PUSUKY MOXKYThb
CTOCYBATHUCA KOXKHOI cimerHol napu. ToMy moTpidbHO Kijlb-
KiCHO OIIIHUTH Ilell pUSHK AJIA HOTOMCTBa KOHKDPETHOI
POAVHH. ¥ OLJBIIOCTI BUNIAAKIB PU3HK HAPOJKEHHSA AUTH-
HY 3i CIaJKOBOI0 XBOP00OI HU3LKHUH i He epeBUIye 5%,
aJie IIEPEKOHATUCA B IbOMY Aa€ 3MOT'Y TiJIbKU MEANKO-TeHe-
TUYHEe KOHCYJBTYBaHHsA. K IpaBmjo, 3a KOHCYJIbLTAI[IE€IO
3BEPTAIOTLCA IMOAPVIKIKA, V AKNX BiKe € JUTHHA 31 CIIagKo-
BOIO IIATOJIOTi€I0 a00 XBOPi poauyi.

Meauko-reHeTnUYHe: KOHCYJbTYBaHHA Iepenbavae Taki
eTany: JlarHoCTyBaHHSA, IPOTHO3YBAHHA Ta BUCHOBOK.

1. HiarsocryBanHa. KOHCYJIBTYBAHHA 3aBXK /1A IOUXHA-
IOTh 3 YTOYHEHHS Aiarsody CcrnajKoBOl XBOpPOOH, OCKIJIbKH
BiH € HeoOXiZHOIO IIepeAyMOBOIO Oyab-AKOI KOHCYJbTAIIil.
BigGyBaeThca me 3a AOIOMOTOI0 I'eHETHYHOrO aHali3dy 3
000B’SIBKOBUM 3aCTOCYBAHHAM I'€HEAJIOTIYHOIO METOAY JO0-
CHIiJI’KeHHs. 3a YMOBHM PETEJIBHOI'O CKJIAJaHHA POAOBOAY BiH
ra€ 3MOr'y OTpHMATH IIHHY iH(poOpMAaNioo AJsg BU3HAYEHHS
niarosy coagkoBoi xBopobu. IIpubrusso B 10% Bunmaakis
3aCTOCOBYIOTH IIMTOT€HETHUHE MTOCAIMKEeHHSA AJA BUPO-
OJIeHHSA IIPOTHO3Y 3a BCTAHOBJIEHOTO AiaTHO3y XPOMOCOMHOI
XBOpPOOH, 8 TaKOXX [IJIsi YTOUHEHHA Alarso3y B CYMHIBHHX
BUIAJAKaX y pasdi BPOAKeHUX BaJ PO3BUTKY. BioxiMiuHUH
Ta IMYHOJOTIUHMM MeTOAU He € coeuu(piyHUMU AJIA TeHe-
THYHOI KOHCYJIbTAIlil, ajle BUKOPHCTOBYIOThH IX TaK caMo
IITUPOKO, AK i 3a JlarHOCTUKH HECIAJKOBUX 3aXBOPIOBAHbD.
Kpim Toro, y npoieci reHeTUUYHOro KOHCYJIbTYBaHHA 1HOA1
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BUHUKAE ToTpeda JOJAaTKOBOTO OOCTeKeHH Y BiAIIOBiIHMX
cIIeIiaJizoBaHMX YCTAHOBAX.

2. IlporrosyBanasa. Ha upbomMy eTami BU3HAYaIOTh IIPOT-
HO3 1J1A MaioyTHiX giteil. 'eHeTHUHIIA pU3UK MOKHA 3’ ACy-
BaTH a0 LIIAXOM TEOPEeTHMUYHHX PO3PaxyHKiB i3 BHKopU-
CTaHHAM MEeTOLiB I'eHeTUUYHOI'o aHaJIi3y i Bapiaifiifinol cra-
THCTUKHU, a00 3a JOIIOMOIOI0 CIEI[iaJbHUX TAOJUIlL €MIIi-
PUYHOIO PUBUKY. 3a MOHOTE€HHUX (MeHIeJI0I0UNX) XBOPoO
IIPOTHO3 I'PYHTYEThCA Ha PO3PAXYHKY MMOBIDHOCTI IIOSABU
IIOTOMCTBa BiANIOBiAHO A0 N€HETHUYHUX 3aKOHOMipHOCTEMH.
JAxmio BigoMuil TUN ycHaAKyBaHHS 3aXBOPIOBAHHS i 3a
POAOBOAOM MOMHA BUI3HAUUTH T'€HOTHI OaTbKiB, OIliHKA
PU3UKY 3BOAUTHCA 0 aHAJAI3y MEHeJIeBOrO PO3UIeIIJICHHS.

Axmnio B npobaHxa BUABJJIEHO BIIEPIIe BUHUKJIY MyTa-
11110, TO PU3UK HAPOAKEeHHSA B HHOT'O JUTHUHHU 3 TAKOI CAMOIO
IIaTOJIOTi€I0 He 3HAYHNHA.

3a HasIBHOCT1 XpOMOCOMHUX XBOPOO BU3HAUEHHS PU3U-
Ky HOOBTOPHOTO HApPOJAKE€HHA IIOTOMCTBA 3 XPOMOCOMHUMMU
AHOMAJIIAMM 3aJeXKUTh BiJ TOro, AK1 Kapiorunu BJacTuUBi
faTbkaM (MO3ailiu3M, CTPYKTYPHI anomaiaii xpomocom). ¥
pasi BIACYTHOCTI IOpYyIIeHBb y KapioTumi 6arbKiB iMOBip-
HICTh HNOBTOPHOTO HAPOIKEHHSI AUTHHU 3 XPOMOCOMHOIO
AaHOMAJII€I0 OIIHIOIOTH 38 EMIIIPUYHUMH JAaHUMU JJII KOXK-
HOT'O BUAY aHOMAaJIil 3 ypaxyBaHHSM BiKy 0aTBKiB.

3a MyJbTU(AKTOPHUX 3aXBOPIOBAHbL OCHOBOIO OLiHIO-
BaHHS DPHUBUKY € eMIIIpUYHI JaHiI IIPO NONYJISIINHY Ta
CiMelHy YacTOTy KOXXHOro 3 HuxX. Crnenundiyamuil reHeTHuY-
HHUH pU3UK 40 5% npuiiHATO BBAXKATH HU3bKUM, A0 10% —
MiBUIIIEHUM Yy JIeTKOMYy cryneni, o 20% — cepeamim,
Bumie 20% -— BHCOKUM. Y:Ke 3a I'eHEeTHUYHOI'0 PU3UKY
CepeIHbOTrO CTYIIeHA 3a4YaTTsA UM IIPOJOBXKEHHS BXKe HaAB-
HOI BariTHOCT1 He peKOMeHJ0BaHO. MOKJIMBiCTh IIpOBEAEH-
HA IIpeHaTaJbHOI JiarHOCTUKY € BU3HAYAJBbHOIO JJIA YXBa-
NeHHA TO3UTHBHOTO PIIMIeHHA CTOCOBHO NPUIMHEHHS Ba-
TriTHOCTI.

3. BucHOBOK. 3aBeprmasbHU eTall KOHCYJbTYBaHHS
nepenbavae GOpMyJaIOBAHHS BUCHOBKY 1 HaJaHHSA IIOpagy
6aTexaM. HKoHCyabTyBaHHA He 3a0e3MeduTh 0a’KaHOTO
pes3yabTaTy, SAKIIO NaIi€eHTH HeIPaBUJIbBHO 3PO3yMilOTh
NIOSACHEHHS JIiKapsa-reHeTHuKa. ToMy i yac coikyBaHHA 3
HUMU BapTO 3BaYKaTH Ha PiBeHBb IX OCBITH, COIliaJIbHO-EKO-
HOMIYHUH CTaH, PUCH OCOOMCTOCTi Ta B3AEMKHU B POAUHI.
TaymaueHHS PUSHKY IIPUCTOCOBYIOTE SO KO HOI'O BUIIAIKY
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iHguBigyaJbBHO, a JiKap HOBHMHEH He JHIIIEe MOACHUTH HOoTo
CYTHICTB, 2 ¥ AOIOMOTI'TH B YXBaJIEHHI pillleHHA.

Meauuni 3aBIaHHA KOHCYJBTYBAHHSA PO3B’A3aTH Jier-
e, HisK comiaJbHO-eTHMYHiI npobdnaemu. Hanpuxkiaazn, dum
TSAMKYA CIaJKOBa XBopoOa, TUM HAMOJIETJIUBillIe JiKap Io-
BMHEH PeKOMEHIyBaTU BiAMOBUTHUCA BijA AiTOPOAiIHHA, aje
BCi poAMHU Pi3Hi, TOMYy HEOOXigHO 3HAXOAUTHU A0 KOXKHOL 3
HUX IHAUBiAyaJIbHUH migxix. ¥ Oyab-aAKOMY pasi pllileHHA
OO0 JITOPOAIHHSA NPUNMAE IIOAPYHKIKA.

Orixe, METOI0 TeHeTUYHOT'0 KOHCYJIbTYBAHHA B 3arajb-
HOIIONYJISAI[IAHOMY CEeHCi € 3HMXKeHHSA BaHTaKy HaTOJIOTid-
HOI CIIaIKOBOCTi, a METOI0 IHAUBIYaJbHOI'O KOHCYJIbTyBaH-
HSA — JOIIOMOTa POAHHI B YXBaJIeHH1 IIPaBUJBHOTO PillleHHA
3 IUTAHb IJIaHYBaHHA cim’i.

BaxaHo, 1106 KOKHa IIOAPYKHSA IIapa IpPoXoAnJia Me-
IUKO-TeHeTUUYHEe KOHCYJbTYBaHHSA A0 NJAHYBAHHS HiTO-
POMIHHSA.

- EdexTusuum € npocnexmusne meduko-zeHemuiHe KOH-
CYJbMYBAHHSA, 32 TKOTO PUSUK HAPOAKEHHA XBOPOL JUTUHU
Taxi koHCYJABTAII]l IPOBOAATH y pasi 6JIM3bKOCIOPITHEHOTO
N0y, 3a 00TAMKEeHOI CIIafKOBOCTI mo JiHil yoJyioBiKa abo
IPYKMHN, PUSUKY BILIMBY MOMKJIMBUX YU BIJOMUX TepaToO-
T€HiB y IepIIi Tpu MicsaIli BariTHOCTI.

Pempocnexmueéhe KOHCYAbMY6aHHS IIPOBOSATH IiCIA
HapOJKEeHHA XBOpOl AUTUHHU (BPOJAKeHI Baau PO3BUTKY,
3aTpuMKa (i3MYHOIO PO3BUTKY i pPO3yMOBa BifCTasiCTh)
CTOCOBHO 3J0POB’sI HACTYIIHUX JTiTeH.

Ha opuiioMmi B JiKapA-TeHETHKA BPaXOBYIOTH yCi OCHOB-
Hi cKJIaZ0Bi BKaszaHoro pusuky. Haibinpor TpyaoMiCcTKUN
npoiec — OIIHIOBAaHHA I'€HeTHYHOTO BAaHTaXXy, TOOTO He-
CIIPUATIUBOI CIIaIKOBOCT1, OTPUMAHOI BiJj COTEHb TOKOJIIHb
npeakiB. Takui BaHTaXK Y KOKHOT'0, OCKIJIBKY MyTaI[IMHUH
Ipolec 3aUYenuB I'eHU Beix npadaTekiB. KoxHa JoauHa —
HOCi#i V cepeHROMY TPhOX—UYOTHUPBOX T'€HiB CIIAQJAKOBUX
xBopo0. Ile npubausauit migpaxyHoK, 60 akTUYHA KiJdb-
KiCTh IaTOJOTIYHUX MYTAIil Vv IeHOMi JIOAWHHN iCTOTHO
OiapmIa.

BusasuTu HOCIIB yCcix aHOMaJbHUX I'eHiB Malijke HEMOXK-
awBo. BusHadeHo gJokasisanio noran 500 rakux rexHis, aae
Ileil CIMCOK IIOCTiAHO IOIOBHIOETHCA. Hacammepen Heo0-
XiZHO 3’dACYyBaTH YAcTOTY HANNOIMUWPEHININX Y MOmyJIAIil
NaTOJOTIYHUX aJeJen.
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KpiMm ckiaagaHHs pomOBOAY, JiKap-T€HETHMK MOKe 3a-
IIPOIIOHYBATH IAI[I€EHTY TeHeTHUYHe TeCTyBaHHs Ha HasdB-
HICTh HAWNOILIMPEHININX 1 TAMKKHUX CIHaJAKOBUX 3aXBOPIO-
BaHb. TakKuMMHu XBOopoOaMHM B €BPONEMCHKiN momyssiii
JIOJieil € MYKOBicIMz03, cHiHajabHa M’ s30Ba arpodisa Ta
dbeHiTKeTOHYPisA. BigcyTHiCTH, Yy POAOBOALI BUMAAKIB IIHUX
3aXBOPIOBaHb He € TapPaHTi€I0 BiICYTHOCTI BiAMOBiAHUX aJie-
Jei. 3a3BUUai JiTH 3 TAKUMHU XBOpoOaMu HApPOIKYIOThCH B
pOAMHAX 13 HEOOTSXKEHOIO0 CHAaJKOBICTIO, AKINO B ILII001
3yCcTpiyimca HOCii oAHAKOBOro maroJioriusoro rema. Ilpu
ONbOMY PHU3UK HAPOJKEHHA XBOPOI AUTUHU CTaHOBUTDE 25% .

Jlia npodisakTHKY BKa3aHUX 3aXBOPIOBaHb AOCTATHBO
00CTEeXXUTH OJHOrO 3 ITIAPTHEPiB MOAPYXKHBOI napu. SKIo B
HBbOTO BHABJEHO HOCIHMCTBO aHOMAJBHOTO ajieJjisd reHa, TO
HeoOXiAHO 0OCTeKUTH IHIIIOr0 HmapTHepa Ha HOCIMCTBO
IbOTO caMoro aJied. IIpoBoauTu obcrekeHHA TOTPiIOHO O
3amIigHeHHA abo Ha paHHiX TepMinax BariTHocTi (o 10—
14 TuxHiB).

Kpim TaAraps maTojoriyHOI COaaKOBOCTi, JIiKap-TeHe-
THK BU3HAYA€ YMHHMKH 30BHIIIHBOTO CEPeAOBUINA, IIIO
MOYKYTBb HEeTaTHBHO BILINHYTH Ha T€HOM CTaTeBUX KJIiTHH, a
TAaKOXX Ha PO3BUTOK miaoja. [Ipm mpoMy BpaxoByIOTH Taki
oOcTaBHHM: BHpPOOHHMUYI Ta moOYTOBI HIKiAJIMBI UYMHHWKH;
CTaH 3J0POB’S IMOAPYKIKA; HAABHI XBOpoOH Ta BIKUBaHHSA
NIIIOOHMMU IIapTHEPAMHU Pi3SHHMX MeIWKaMEHTIB y Iepiox,
IO Imepefye 3a¥aTTIoO, 9Yu Oe3mocepeHLO Hix yac BariTHo-
CTi ToLI0.

KO0 KOHCYJIBTYBaHHS OIPOBOAATH O HACTAHHS BATiT-
HOCTi, TO micadA 3’sAcyBaHHSA KiJBKICHOI OI[IHKH PU3UKY
COAJKOBOL Ta BPOAMKEHOI maroJorii y mMauOyTHIX HgiTel
POAMHA OJIEPIKYE TaKi peKOMeHzamii:

— OITHMAaJIbHI 3aX0AH MiATOTOBKHU A0 BariTHOCTI;

— iHAMBiAyaNbHE CIIOCTEPEXKEeHHA 3a MailOyTHHOIO Ma-
Tip’10 B IEPio BariTHOCTI;

— MOJKJIMBi CITOCOOHM miATBEepAKeHHA YU CIPOCTYBAHHSA
KOHKPETHOT'0 CIIAJKOBOTO 3aXBOPIOBAHHSA IJIOAA B MIepIIO-
MY-APYTOMY TPHMECTPAaX BariTHOCTI.

SIKIIT0 KOHCYJIBTYBAaHHS IIPOBOAATDH YK€ Iinx uac Barir-
HOCTi, TO UAeThCsA JUIIe IPO PeKOMeHZAallll CTOCOBHO CIIO-
CTepeKeHHA Ta IIpeHaTaJbHOl AiarHoctuku. OgHAK ONTH-
MaJIbHUM YacOM JJIs 3BepPTaHHA A0 MeJUKO-TeHEeTHUYHOI
KOHCYJBbTAIIll € Iepios, KOJM POAHHA INe TINbKU NJAAHYE
HapOJKEeHHA lIepBiCTKaA.
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Ilnsg ToOuHOTO BU3HAYEHHA TOrO, AKi ajeJyi reHIB ozep-
JKayia auTuHAa (el Ipolec BUIAAKOBUH i KepyBaTW HUM
HEMOJXKJINBO), IIiJi Yac BariTHOCTI IIPOBOAATH IIPONEAYPY
3a00py 3pasdKiB HaABKOJOILIIAHUX BoA (aMHioneHTe3) uH
BOPCHHOK €eIIiTesIlI0 XOpioHa, 110 € HoepeJHUKOM ILIalleH-
TH (Diomcia xopiona).

Baxxkauso, 11o6 npu nmpoMy He 3AiHCHIOBAJIOCA HiAKUX
MaHinyaanin 0esmocepegHs0 3 ILJIOAOM. Biomciro xopioma
IIPOBOAATE MidK JAeB’ATHUM 1 feCATHM THXKHAMY BariTHOCTI.
AMHioneHTe3 34iHiCHIOIOTH Ha 15—17 THKHI.

Y pa3si BUABJIEHHSI 3aXBOPIOBAHHA OaThbKU MAOTh 3MOT'Y
NPUHUHATH PiNIeHHs NP0 NPUIWHEHHA YW IPOAOBXKEHHS
BaritHocTi. OcTaHHIM yYacoM 3’ABUJIACA MOMKJIUBICTH 3a
JOOOMOI'0I0 TEXHOJIOril 3amIifHEHHA «y Ipodipii» mocra-
BUTHU AiarHo3 eMOpPioOHY iIje 0 ITIepeHeCeHHA HOoro B IIOPOK-
HUHY MaTKH,

KpurepieM edeKTHBHOCTI MEeIMKO-TeHETHUYHOI'O KOH-
CYJBTYBaHHA B IIIMPOKOMY PO3YMiHHI € 3MeHOIEeHHSA YacTO-
TH IAaTOJOTiIYHUX ajiejieil, a OKpPeMoi KOHCyJbTallll — 3MiHa
MOBEAIHKM IIOAPY:KHIX map, IO 3BEPTAIOTHCA 3 IIMTaHb
AiTOpoAiHHA. 3a IIHPOKOTO BIPOBAJKEHHA MeIHUKO-TeHe-
TUYHOI'O KOHCYJBTYBAHHSA MOMKHA NJOCATHYTU AEAKOI0O 3HU-
JKEeHHS YacCTOTH CIAZKOBUX XBOP0O, a TAKOXX CMEPTHOCTI
(0cOo0JMBO AUTAYOI) Yy HONYJIAIII.

3anutaHHs\. 3aBAaHHS

1. OGrpyHTYyHTE KnacudiKaliio CnaJlkoBUX 3axBOploBaHb Ha OCHOBI
NEepPBUHHOIO NAaTOrEHETUYHOIO MEXAHI3MY.

2. fAKi NPUYUHK 3YMOBIIOIOTL BUHUKHEHHA MOHOME€HHMUX NaTosorin?
HasBiTb NpuKnaau.

3. Yum 06ymoBeHe yparkeHHsa 6aratbox opraHiB i CUCTEM PU MOHO-
reHHMX cnagKoBux nNaTonoriax?

4. HasBiTb ayTOCOMHO-JOMIHAHTHI 3aXxBOPIOBaHHS, SKi BU 3HAETE.

5. AKi ayTOCOMHO-peUEeCUBHI NaTonorii € HAUMOWKUPEHIWUMN?

6. Y YoMy ronarac oCHOBHa O0COBUBICTb yCNaAKyBaHHS X-34ernieHnx
naTonorin?

7. HaBegiTb npuKknaam Y-3uenneHux 3axBoOpioBaHb. KA xapaKTepHa
0CO6AUBICTb IX yCNagKyBaHHA?

8. [lainTe KOPOTKY XapaKTepUCTUKY MITOXOHAPIaNbHUX Nartosiorin (y T. u.
0CO6MBOCTI yCrnaaKyBaHHs) Ha NpuKnagi atpodii 3oposoro Hepea Jfiebepa.

9. HasBiTtb 3aranbHi 0CO6IMBOCTI NPOSIBY XPOMOCOMHMUX NATONOTi#.

10. Aki xBOpo6UH, CNPUYUHEHI NOPYLIEHHAMU CTPYKTYPHU XPOMOCOM, B

3HaeTe?
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11. Aki xBopo6uM, 3yMOB/IEHI 3MIHOIO KilbKOCTI ayTOCOM, BM 3HaEve?

12. SKi BM 3HaeTe xBOPOOGU, CNPUYUHEHT NMOPYWEHHAMMK KiNIbKOCTI cTa-
TEBUX XPOMOCOM?

13. TIOACHITL siBUUIE FEHETUYHOrO IMMPUHTUHTY. HaBeditb NpuKnaau.

14. ToscCHITb ABULLE MTEHETUYHOI eKcnaHcii. HasBeaitb Npuknaaun.

15. MosICHITbL 3aranbHUiM MexaHi3M XBOpo6 3i CNagKoBOKO CXUIbHICTIO.
Haepnitb npuknaau.

16. Ha3BiTb MOXMNBI LWNSAXWU PO3BUTKY 3NTOAKICHOT AYX/TUHM.

17. [JavTe BU3HAUYEHHS papMaKOreHETUKN AK HayKu.

18. Ha3BiTb OCHOBHI couianbHi 3acaan npodinakTUKK criafKoBUX 3a-
XBOPIOBaHb.

19. Y YoMy nonsarae nepBuHHa NpodinakTKa cnagKoBux NaTtonorin?

20. O6rpyHTYTE HEOOXiAHICTb 3ax0AiB BTOPUHHOT NpodinakTUKu
CNagKoBUX 3axXBOPIOBaHb.

21. Y Yyomy nonarae TpeTMHHa NpodinakTuka cnagkosux xpopoo6?

22. fKi 3aBfaHHs CTOATbL Nepes MeAUKO-reHETUYHUM KOHCYNbTyBaH-
HSM Ta 3 AIKMMM COLianbHO-ETUHHUMU NPOOREMAMU CTUKAETLCH KNIHIYHUIA
FEHETUK? YKaXKiTb WASXK IX BUPILWEHHS.



®
CnaakoBi NOpyLIEeHHA PO3BUTKY

6.1. MpnynHU
Ta 3arajibHi MexaHi3aMu
BPOAXeHUX Baj PO3BUTKY

TpuBanuii uac BBaXkaju, II[0 NIPUYNHAMHU CTiHKUX Bifg-
XHUJEHb Y PO3YMOBOMY Ta (PidMUYHOMY PO3BUTKY € IIpeHa-
TaJbH1 TepaTOreHH1 YHHHUKH, I1aTOJIOr1A II0JIOTiB, TPABMU,
iH(eknii yu iHTOKCHUKAIIll Y paHHbOMY Bini. HoBiTHI gocsa-
rHEeHHA B 6ioJiorii Ta MeguiiHi 3yMOBUJIN KOPiHHE ITepeoc-
MHUCJEHHS IIMX yABJeHb. [loBeneHO, III0 3HaYHA YacTHHA
CTIMKMX BaJ PO3BUTKY € HACJJIIKOM CIaJKOBHX 3aXBOPIO-
BaHb, lle BIiAKPUTTA Mae He JHUIIE TEOPETUUHE, a 1 BEJHUKE
NpPaKTHUYHEe 3HAYeHHA. KoJm cnaiKoBicTh MNOPYIIEHHSHA
PO3BUTKY 0€3yMOBHO BU3HA4Y€HA, TO L€ Aa€ 3MOTy c(hopMy-
BaTH GiJLNI TOYHI TA HMOBHi ysBJEHHS MPO HOro KJIiHiuHY
KapTuHY (HaIpuUKJaJZ, IOIpPO MMOBiIpHiI yCKIaZHEHHS),
MOYKJIMBI BapiaHTH AMHaMiKM 1 nmporHo3m xBopoOu. Taxki
3HAHHSA Ba’KJUB1 He TiJIBKU AJA PO3POOJIEHHA MeANY-
HUX JiKyBaJbHO-IPOMLIAKTUYHUX 3aX0AiB. BoHU MOXKYTh
1 DIOBMHHI CTaTH OCHOBOIO [JId BH3HAUeHHdA cTparerii i
TAKTUKH IICHUXOJIOTO-TIeAaroriuuoi KopekiiiiHol poboTu,
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pPO3pOOJIEHHA HAYKOBO OOI'DPYHTOBAHUX KPHUTEPIIB MeaHKO-
reHeTUYHOT'0 KOHCYJILTYBaHHS Ta IJIAHYBAHHA cim’1.

Bpoa)xeHi Bagu poO3BUTKY

OnHe 3 mepIIMX MicCIIb 3a YACTOTOIO BUABJIEHHS Y CTPYK-
TYpi AUTAYMX NIATOJIOTi¥M, mepmHATAJLHOI (IIOJIOTOBOI) Ta
PAHHBOI JUTAYOI CMEPTHOCTI TOCiaoTh BPOJKeHI Baau
PO3BUTKY.

BpompxeHi Bagn po3BUTKY — CTiKi MOPQOIOriYHi 3MiHU OpraHis, ix

YacTUH abo JINTHOK Tina, 1o BUXOAATh 3a MEXi HopMalbHUX Bapiayiv
6ynoBu Ta ropyLyroTb ix QyHKUIT,

IlpruunHU PO3BUTKY BaJ Pi3HOMAHITHI — AK 30BHIIIHI,
TakK i BHyTpinHi. HuMu MmokyTs OyTH MyTaliil, IPOBOKYOUi
BILJIMBM Ha BpPAas3JIMBUM OpPraHi3M, a TaAKOM TepaToreHHi
YNHHUKY — YMHHUKHA HABKOJHUIIHBOTO CEPENOBHINA, SAKI
MOPYINYIOTHh eMOPiOHAJILHUM PO3BUTOK.

BHyTpiniHi YHHHHKM IOpyIIeHb PO3BMTKY. o HuX
HaJIe)KaTh MyTaiii, eHJOKPMHHI XBopoOu, MerabosaiuHi
nedeKTH, nepe3piBaHHA CTaTeBUX KJIITHH, BiK OaTbKiB.

Mymauyii. Ha sux npumazae moman 30% ycix Baj
PO3BUTKY. 3aJIeKHO Bij pPiBHA, HA AKOMY BiAOyIHCA MyTa-
ii, IX IoA1NIAIOTH HA TeHH1, XPOMOCOMHI1 (IOPYIIIEeHHS CTPYK-
TYPH XPOMOCOM) Ta T€HOMHI (IOPYIIIeHHA KiJIbKOCTI XpoMO-
com). I'enni myTranii cranoBaaTs go 20% ycix Bax. Ilpukia-
JIOM MOKe OyTH POSIIeIIeHHs BEPXHbOI ryOou Ta migHeOiHHA
AK OAWH i3 KJIiHiwHMX HposABiB cuHApoMmy Ban aep Byna.
Bagu po3BUTKY, COpAYKNHEHI XPOMOCOMHUMHU Ta TeHOMHMU-
MH MyTaligAMH1, OXOILIOITL nNpubausuo 10% (Hanopukian,
BaJiu cepIsa npu cuHapomi [layHa).

Endoxpunni xéopobu ma memaboniuni degpexmu. 11i
HaTOJIOTiUHI BIAXWJIEHHA MOMKYTHh HPHU3BOJAUTH IO MHMO-
BLJIBHHX BUKHUJIHIB ab60 mopyuryBatu MopgoJoriuny aude-
peHnialiro oprauiB mJoay. Taki ABMIIA BUABJEHO OPU I[YK-
poBoMy niaberi, JeAKHX NyXJWHaX, (PeHIIKeTOHYPIl,
iHIIUX MOPYyIueHHAX OOMiIHY PEYOBHH y MaTepi.

Ilepespieanna cmamesux kaimun. Y pasi JeCUHXPO-
Higauii mpoueciB oByaAnii Ta 3anjifHeHHA BHUHUKAE
repe3piBaHHA CTATEBUX KJITHH — AK AHIEKJITUH, Tak i
criepmaTo300HiB. IlepespiBanHa ramMeTr MoKe NOPU3BECTH
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10 TIOPYIIEHDb KiJIbKOCTI XpOMOCOM, 10 COPUYHUHSIE PO3BU-
TOK eMOpioHA 3 TAXKKUMHU COIAAKOBUMU IIOPYIIIEHHAMH.

Bix 6amukie. Ha baraTo cnagkoBHX IATOJIOTiN BIIJIUBAE
BiK 0aTbKiB. BcTaHOBJIEHO 3a/1€3KHICTH YACTOTH BIJIUBY Aes-
KUX BaJ (HAIpHUKJAMI, PO3IIENJeHHA BepXHpol ryou 1 migHe-
OiHHA) Ta ayTOCOMHO-ZOMIHAHTHHMX CIAQJKOBHX 3aXBOPIO-
BaHBp (HaOpMKJaJ, axoHAponJjasii) Big BiIKy Oarpka. [le-
¢heKkTHu JNXaJIbHOl CUCTEMHU YaCTiille IPOABIAIOTLCA Y AiTeH,
HAPOMXKEeHUX IHUMH MAaTEpAMH. ¥ KIHOK CTapIIHX BIKO-
BUX rpyn 30iJbIleHa BipOrigHICTE HAPOAKEeHHA AUTHHU 3
TeHOMHUMU MyTalligsMu, HaIPUKJIa[ cCuHHApoMoM JlayHa.

SOBHINIHI YHMHHUKH IIOPYIIEHb PO3BUTKY. [lo HUX HaJe-
JKaTh TEPATOr€HHI YMHHMKH, AKi AiloTh Oe3nmocepelHbO HA
emOpion um miaix. Ha ix dacTky npunagae merime 5% ycix
Bag po3BUTKY. Cepes HUX BUOKPEMIIOIOTH (Pi3UYHi, XIMidyH1
Ta 6i0JIOTIYHI YMHHUKU.

dizuuni yunnuru. JJo HUX 3apaxoOBYIOTH paglamninHi,
BiOpauiliHi, IIIyMoOBi, TeMIiepaTypPH1 YNHHUKHU 30BHIITHLOT'O
ceperoBHIIla, a 0COOJHUBO IIOMITHO BILJIMBAIOTH Ha eMOpPioH
Yy IJIi MeXaHiuHi.

OnHi€lo0 3 IPUYKMH DOPYIIIeHHA BariTHOCTI MOXKYTh OyTH
AMHIOTHUYHI TsAM1, AKI OIPU3BOLATH A0 IEPEeTAXKOK Ha KiH-
IiBKaX, CHPUUYMHIOIOYHN 1X rinomnasiio (3HaUHY 3aTPUMKY
PO3BUTKY) i HaBiThL ammyTaniiio. Majga KijgbKicTh aMHiO-
THUYHOI PIAMHM MOXKE CTAaTH IIepeJyMOBOIO PO3BUTKY BaJ
KiHIiBOK, rimomiasii HUKHBOI mniesenu Toilo. Ilepemko-
IKAIOTh HOPMAJbHOMY PO3BUTKY eMOpioHa abo maopga
BeJIUKi MioMm MaTKH (He3JI0OSAKiCHA TyXJuHa M’ S30BOrO
mapy MaTku). |

Ximiuni wunnuru. Jlo HUX HacaMOepesJ HaJeXXaTb
IesKi JikapchbKi npenapatu. Hanpukian, v pasi BX(KUBaHHSA
MalOyTHBOIO MaTip’ 0 IPOTUCYIOMHOTO ITpenapaTy y JUTH-
HH MOKe€ BUHUKHYTHU PO3IeNJeHHdA I'yOHM Ta migHeOiHHJ,
MiKkpouedasida, rimonaasisg Hirtie i KiHneBux Qayjalr nmaab-
niB abo gedopmariia Hoca. Bigomi HacaigKu BXUBAHHSA
TajdigoMiny (TpaHKBijgi3aTop, AKUIM 3HIMae HaAOpPy:KeHHH,
TPHUBOTY, CTPax) — BUHUKHEHHS TAXKHUX BaJ KiHIiBOK,
pO3IeIlIeHHsA T'y0u Ta migHeOiHHA.

XimMiuHi peyoBHUHHN, AKI BUKOPHCTOBYIOTh Y MoOyTi abo
Ha BHUPOOHUIITBI, Te)¥ MOXYTh OyTH TepaTtoreHamu. Ha-
NPUKJIAL, BXKUBAHHA AJKOTOJIO BATiTHOIO JKIHKOIO MOKe
CHPHUYMHNTH TAXKKI HDOPYUIEHHA PO3BUTKY ILIoza. Em-
OpiOTOKCMYHUMMY BJIACTUBOCTSIMH BiZ3HAYAIOTHCS IIHPOKO
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BUKOPHUCTOBYBaHI y IIPOMUCJIOBOCT1 PEeUYOBUHU — O€H3UH,
0eH30J1, PeHOoJI, COJIi BAXKKHNX METaJiB.

Bionoziuni wunnuxku. Jlo HuxX HajexaTts Bipycu. Bimowmi
TepaTOreHHl1 e(peKTH BipyciB KpacHYXHM Ta IIMTOMeraJii.
Hanpukiazn, Bipyc KipHOI KpacHYXY COPUYMHSE YPaKeHHS
IIHC, Bagu opraHis 30py Ta Cayxy.

CoiapHa 7Oid reHeTHYHHX 1 30BHIIIHIX YMHHHKIB. Y
BUOAJKaxX CIiJIbHOI Ail reHOMY Ta YMHHUKIB HABKOJUIIIHLO-
ro cepeAoBHINa BHHUKAKTL MOPYIIEHHA PO3BUTKY, #AKi
MAalOTh MYJAbTH(AKTOPHUY XapakTep. IXx yacTka CTAHOBUTH
nmpubausao 50% .

3aJiekHO BijJ 00’€KTa Ta Yacy Aii Bpaskaouux YNHHUKIB
po3pisHAIOTH, rameronarii, 6sacronarii, emOpiomarii Ta
deTonarii.

I'amemonamii. Bouu € HacJIiTKOM ypaXeHHHA CTATEBUX
KJIITUH, 110 IIPU3BOAUTE JO IOPYIIIeHHA F'eHeTUYHHUX CTPYK-
Typ. [lo rameronariyi 3apaxoBYyIOTh YCi TeHEeTHYHO 3yMOBJIE-
Hi BpOAsKeHi Baju, OCHOBOIO AKHX € MyTAaIlil y cTaTeBUX
KJIiTHHax 6aTbKiB XBOpOTO.

Bnracmonamii. Ile ypaskeHHs eMOpioHa IPOTATOM mep-
mux 15 guiB po3BuTKy (cTazia OGgacrommeru). Ix Hacaing-
KOM MOXKYTb OyTH 3POHIeHHs OJM3HAT, HAABHICTHL OJHOTO
4YH ABOX OYHUX AOJIYK, IO 3JIMJINCA i po3TaIloBaHi mocepe-
auHi. YactuHy Mo3aiuHUX (opM XPOMOCOMHHX XBOpOO
TAKOXK CIIPUYMHAE GracTonaTis.

Emb6pionamii. Ix 3yMOBJIIO€ Ais TepaTOreHHOr0 YHHHU-
Ka Ha eMOpioH y nepiox 3 16-ro 1HA 70 BOCBMOTro-A€eB’ ATOTO
TUXKHS BaritHocti. [lo 1miel rpynm HajeXaTh aJdKOTIO0JibHI,
niabeTuuHl, MeIMKaMEeHTO3Hi Ta BipycHi emOpiomarii.

Demonamii. lle pesyabTaT NOIIKOIKEHHS IIJIOZAa B
Iepiog 3 AeB’ATOT0 THXKHSA 10 MOMEHTY HAPOAKeHHs. Bagu
niel rpynu (3aTpuMKa IepeMilleHHa ciM’IHIKAa B MOIIOH-
Ky, BiIKpHUTa apTepiajJbHa IPOTOKAa, IpeHaTaJbHa Iionia-
314 IIeBHOI'0 OpraHa Y¥ BChOTO ILJIOAA TOIN0) IOPiBHAHO pia-
KicHi.

MexaHizmMu TepatoreHesy

ITeBHi yacoBi NpoMiKKH nepioay opraHoreHesy, IIpoOTs-
oM AKUX [id TepaTOreHHUX YNHHUKIB MOKe CIIPUUYUHUTH
IIOPYIIEeHHA HOPMAaJIbHOTO (OPMYBaHHSA OpPraHiB, Ha3uBa-
IOTH MePAmoZeHHuUMU MepMiHayiitHumu nepiooamu.
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Boaus mxigjuBOoro YMHHMKA Ha IJIiJ YacoM IIPH3BO-
IUTEL IO MOPYIIeHHA PO3BUTKY OpraHa TiJILKU B TOMY pasi,
KOJIM BiH BiAOyBCA A0 3aKiHUEeHHA nepiony ioro opmyBan-
HA. Ko TepaToreHHU YMHHUK BUHUK MiCJs 3aKIHUEHHS
BiZIIOBiIHOTO YaCcOBOTO IIepioay, TO BiH He Oy/ie IPUUUHOIO
Bagu. UyTJauBicTh 3aKJaJaHHA PI3HUX OpPraHiB mo il
VIIKOIKYBaJIbLHUX YMHHUKIB He omHaKoBa (puc. 6.1), mep-
IIIMMJ BUHUKAaTh Bagu po3BuTky LIHC Ta cepua, a npupo-
IKeHI medeKTH NpPaKTHYHO BCiX opraHiB (popMVyIOTHCSA B
IIepIIi ciM-Z1eB’ ATh THXKHIB IpeHATAJIBHOTO PO3BUTKY.

IIpupopskeHi Bagu PO3BUTKY, L0 BHHUKAIOTH IIiCJA
3aKiHUeHHA OCHOBHOI'O mepiogy ¢popMyBaHHSA, MalOTh pPi3Hi
TUNY IPOSABY: rimomiaasisa (3ynIMHKA PO3BUTKY), 3aTPUMKA
nmepeMillleHHA opraHa (HampuKJaj, ciM’SHUKa B MOIIIOH-
KY), BTOPMHHA 3MiHa opraHa (HanmpukJaj, nedopMmailia Kid-
HiBKY 3a HEAOCTATHHOI KiJIBKOCTiI aMHIOTHYHOI PiAVHH).

Ilo HaUOOIMUpEHININX NOPUPOAYKEHUX IIOPYLIEHL PO3-
BUTKY HaJIe’KaThb IIOBHA BiAICYTHiCTh opraHa (HalrpukJam,
HUDPKH, OKa) abo 3HAYHE 3MeHIIIeHHs A0ro po3MipiB (Hampu-
KJaJ, OfHiel HUPKH, ceJe3iHKH, KiHI[iBKM); ITOBHA BiACyT-
HiCTh IPOTOKM ab0 IIPHPOAHOTO OTBOPY (HAOPHUKJIAM, 30B-
HIIIHBOI'0 CJIYXOBOI'O NPOXOAY, aHyca); IepeMileHHA
KJITHH, TKAHUH a00 YaCTHHHU OpraHa B iHIIYy TKaHUHY ab0
opraH (HaopukKJal, KJIiTUH OiZIIJIYHKOBOL 3aJI03U B TOB-
CTUHM KUIIEYHUK); 30epekeHHA eMOpPiOHAJNBHUX CTPYK-
TYP, AKi B HOPMi 3HUKAIOTHL HA ONEBHiM CTaAil pO3BUTKY
(HammpukJaajg, BifKkpuTa aprepiaibHa IPOTOKAa B OAHOPiY-
HOI JUTHHIN); 3BYKEeHHA IIPOCBiTY OTBOPY abo xKanasy (Ha-
MPUKJIAJ, KJIATTaAHHOTO OTBOPY ceplif); 301JbIIeHHA Kijlb-
KOCTi opraHiB a0o ix wvacTuH (HAOpUKJIAL, IIOJBOEHHHA
MaTKH, CEeYOBOJiB); He3BHUAllHe pO3TAIllyBaHHA opraHa
(HanpukJgajg, HUPKX B MaJIoMy Tasl, cepusa — 30BHI rpyz-
HOI KJITKH).

OCHOBOIO TepaToreHesdy € MOpyHieHHA OoAiny, Mirpairii
ta JudepeHIliloBAHHA KJIiTHH.

ITopymieHHS IOALTY KJIITUH MOX€e NPOABJISATHUCA YV TaJb-
MYBaHHi IIHOI'0 Ipolecy ak A0 OOBHOI 3ynmHKU. Hacrifa-
KOM TaKUX IIOPYIIIeHb MOXXe OyTu rimonJasia abo BimcyT-
HicTH OyABL-IKOTrO oprana abo Horo 4acTUHH, a TAKOXK 3a-
TPUMKAa 3JUTTSA eMOpPioOHAJbHUX CTPYKTYP (pOo3lenjeHHA
ryou Ta nigEe0iHHA, CINEHOMO3KOBa a00 4epeITHOMO3KO0OBa
TPHIKa TOIIO).
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IIle oguH BMA HMOPYUIEHHA KOHTPOJIIO MOZINY KJITUH
IIPOSABJIAECTLCA HA TKAHMHHOMY PiBHi, KOJIA HE HACTAE IIPU-
ponoHa 3arubessr eMOpiOHANBHUX KJIITHMH. Takuil MexaHi3Mm
CTAHOBUTL OCHOBY 30epexkeHHsA eMOpPIiOHAJBHUX CTPYKTYP
Ta BiICYTHOCTi IPHUPOAHOI IPOTOKH YU OTBODY.

Hacnigxkom mopymeHHsA Mirpaiiil KJITHH MoKe OyTH
pO3TalllyBaHHA OpraHa B HE3BUYAMWHOMY AJIS HbOT'O MicCIi.

IMopymienHa audepeHIliloBaHHA Ha OyIb-iKOMY eTaili
PO3BUTKY MOKe CIPUUYUHUTHA YTBOPEeHHA Macu HeudepeH-
1nifiloBaHUX KJIITUH, BiICYTHICTh opraHa, Mop@oJoTriuHy Ta
(YHKIITIOHAJBbHY HEe3PLIiCTh, a TAKOXK 30epexeHHsa eMOpio-
HAJILHUX CTPYKTYP.

6.2. Po3ymoBa BigcTasicTb

Huni po3yMoOBY BifcTaliCTh BBaXXalOTh OJHI€I0 3 IIOIIH-
PEHHX BaJ PO3BUTKY, 00 Ii momyadAiiHa 4yacToTa y pi3HUX
KpaiHax cramoButh 0,4—2,7% i mae TeHAeHIIiI0O JO 3pO-
CTaHHJ.

Posymosa BiacTanicTb (iHTenexTyanbHa HeAOCTaTHICTb) — CTiliKe
ropyLUEHHS Ni3HaBaAbHOI AisSIbHOCTI BHACIAOK YPaXKEHHS F0N10BHOMO
MO3KY.

IIs Baga HeogHOpiZHaA 3a OaraTbMa IIOKa3HUKaAMH —
NpUYHHAMHA, KJIIHIYHOI KapTUHOI, JUHAMIKOI0, IICUX0JIO-
ridyHOIO CTPYKTYPOIO IIOPYIIEHHS TOMIIO.

ITpubamnsuo 80% po3yMoOBO BifcTanux AiTed cTpaskia-
IOTh Ha 01i20)peHio — XBOPOOJIUBUM CTaH, IO XapaKTepHu-
3ye€ThCA 3araJIbHUM HEAOPO3BUHEHHAM IICUXIKU 3 IIepeBa-
SKAaHHAM 1HTeJIeKTyaJIbHOI HeJocTaTHOCTi., ¥ Oiypmrocti i3
HHUX 3HaueHHs Koe@illieHTa iHTEJIeKTY KOJHUBAETHCA B
mesxkax 51—70 bauriB, ix KBaNMi(ikyIOTh K AebimiB. Tamui
nopymeHHA inTenaeKTy (21—50 6aniB) 3adikcoBaHo B iMbe-
I[MJIiB, 3HaUeHHA KoediificHTa iHTenexkTy B mexxax 0—20
0aJyiB cBiAUUTH PO 110TiIO0.

OJirogpeHia xapakTepu3yETbCA KOMILJIEKCOM TaKHUX
IIaTOJIOTIiYHHUX O3HAK: 3aTPMMKAa 3arajbHOTO0 PO3BHUTKY;
HeJOCTaTHiCTh abCTpPpaKTHOTO MHCJIEHHSA; €BOJIOTUBHUU
(moBinpHMII) xXapakTep AMHAMiKH XBOopoOu; paHHi# (ZO
IBOX-ABOX 3 IIOJOBHUHOIO POKiB — JOMOBHMUII mepioxn) moua-
TOK IIATOJIOTIYHHMX 3MiH.
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Habyma nedoymrysamicmv (GemeHyis) BUHUKAE IT1i3HI-
uie HiK oJairod)peHis BHACJHIJAOK 3O0BHIIIHIX OpPraHIYHHUX
ypaXeHb IOJOBHOTO MO3KYy, HECIPHUATJIUBUX nepediris
mu3odpeHii Ta enijencii, JeAKNX CIaJKOBUX JlereHepaTuB-
HUX XBOPOO.

Y kaiHIUHIA KapTuHi JeMmeHiii (Ha BigMiHY Big ojairo-
(ppenii) mepeBakarTh ABUIIIA IIOPYIIIEHHA BXXKe chopMoBa-
HHuX (xo4a 6 4acTKOBO) GyHKIiHA. K0 03HAKY 3aTPUMKH
PO3BUTKY 1 HasABHi, TO BOHU MAIOTh APYTrOpsAgHE 3HAUYEHHA.
Bignanenuii nporHo3 gWHaAMIKU JeMeHIIii, m1o0 ocobJInBO
BaXKJMBO AJIA KOPEKIIiMHOI Iemarorikm, mMoxke OyTH pis-
HUM — B1J €BOJIIOTHMBHOTO JIO YiTKO IIPOrPEeAicHTHOTO.

OpHO3HAUHE PO3ME)KYBaHHA JeMeHIil Ta ojgirodpenii
MOKJIMBE He 3aBXAn. OCcoOJIMBO BajKKO Iie 3poduTHu y BiIri
IBOX — YOTHUPBOX POKiB, KOJU O3HAKU 3aTPUMKU PO3IBUTKY
Ta IMONIKOJKEeHHS I[1JIKOM 3icTaBHI 3a CBOIMH BIIJIMBAMU Ha
CTPYKTYPY KJaiHiuAEMX npoaBiB. IIpore posmexkyBaHHA
TAKUX IAaTOJOTIiUHMX ABUIN Oa’KaHe HaBiTh i3 IPAKTUUHHX
HO3UUiN, OCKIIBbKY KOXXHHUM 13 IMUX BHUAIB PO3YMOBOI Bij-
cTaJsIoCcTi BUMAarae oco0JMBOI cTpaTerii KOPeKI[inHNX 3ax0-
IiB 1 MOXKe PI3HUTHCA 3a [IPOTHO30M. T'p1 UBEPTi BUIIAJKIB
PO3yMOBOl BiCTaJIOCTI IeHEeTHUYHO OOYMOBJEHi i Juime
YBEPTh BUHUKJIA BHACJIIJOK BIJINBY 30BHIITHIX YMHHUKIB.

PoszymoBa BiacTaJgicTs 3a CAaKOBUX XBOPOD €, AK IIpa-
BUJIO, OJHHUM i3 CUMIITOMIB y CKJIAAHIN KJiHiIUHINA KapTHUHI
3aXBOPIOBaHHA, IJA JedAKUX XBOopoO BOHA 000B’sI3KOBa, a
IS IHmmx — Hi.

PosymoBa BigcTanicTtb
YHacC/NiAOK NOpYyWweHHS KinbKOCTi XpOMOCOM

O0ymoBieHa XPOMOCOMHUMU MOPYHIEHHAMHA OJirodpe-
Hig craHOBUTH nNpubamsHo 10—12% ycix Bumagkis posy-
MOBO1 BiAcTajsiocTi. OCHOBHA KJiHiUuHA 0COOJHBICTE XPOMO-
COMHHUX XBOPOO — poO3yMOBa BifCTaJiCTh i MHOXKUHHI Bagn
po3BUTKY. Cepex aiTel i3 MHOKMHHUMH BaJaMU PO3BUTKY
XPOMOCOMHI XBOpP0oOU TpaniaAmThea y 43% Bunaakis.

KRiaskicHi nmopymremns ayrocom. Cepea XBoOpoO, fAKi
BOHU CIIPUYUHIOIOTH, HANIIOIIUPEHIIIUM € curdpoxm [layHa.
¥Yci XBOpi XapaKTepu3yIOThCA iHTeJEKTYAJIbHOIO HEIOCTAT-
HicTIO pidHOro piBHsA: 5% — Jerkoro, 75% -— moMipHOO Ta
BUpaxxkeHoio, 20% — BaKKoro. XBOpi AiTH MalOTh MJSABE
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MUCJIeHHs, He 3JaTHi 10 abcTparyBaHHSA, IM BarKKO 3p0O3y-
MiTH 1pocTi apudmetruuHi aii. ¥ daci BOHU OPi€HTYIOThCHA
ripimre, HixX y npoctopi. UHuTanHd IM Ja€ThCHA JIeriie, HixK
IUCHbMO: OIiJIBIIICTH, YHUTA€ IIBUAKO 1 HaBITH BUpasHO,
KOIIiloI0uu MOAYJIAIlil rojiocy gopocaux. llepexkasyBatu
MpouuTaHe AiTH 3 cUHApPOoMOM J/layHa MOKYThH TiJIbKHU Bif-
IIOBifalouy Ha IIOCTAaBJI€H1 3allMTAHHSA, CAMOCTiWHUMU Iie-
pexkas iM JaeThbCA 3 BEJUKHMM TPyJAHOIAMH ab0 HeMO-
SKJIMBUMHA. :

MoBneHHSA PO3BUBAETHCA Mi3HO: MEPIIi CJIOBA 3a TUIIO-
BOTO IIepebiry xBopoou 3’ ABAAIOTECA Ha I’ ATHH PiK, a IIpo-
cti ¢dpasu — Ha BocbMuit. OcobsuBO ciIabKoO0 € aKTHBHA
CIIOHTAHHA MOBHA IiAJbHIiCTH. 3amac cJiB OigHUi, 3 Oara-
THOX IMIPUYMNH (HeJIOPO3BUHEHA BEePXHSA IleJeNa, IaToJaoTisa
3yOHUX pPAALB, HAATO BEINKUHN 31K ) NOpYIIeHe 3BYKOYTBO-
peHHd.

Emoril y xBopux Ha cuapom layHa obMe:keHi, AiTH
HEeCaMOCTiMHl, He BHABJAIOTL iHIIIaTUBH, HAATO Iijgma-
I0ThCA HaBilOBaAaHHAM, CXHJIbHI 10 HACJHIAYBaHHSA, IMIOIYJIb-
cuBHi (mopuBucTi, HemepeadadyBaHi), HEBMOTHBOBAHO
BIIEPTi, YaCTO AEeMOHCTPYIOTHL HeraTuBiaM (0COOJMBO A0
HOBOT0). IIOpiBHAHO 3 IHTEJIEKTOM eMoIliiiHa cepa po3BU-
HeHa Kpaie. Taki gitu modpe yCcBiOMJIIOIOTHL CTABJIEHHSH
0 HUX, MOXKYTh OyTH UyHHUMMU Ta A0AUIUBUMM, 1M BJa-
CTUBIi BiuyTTaA copomy, 00pas3u, 30eHTeIKEeHHSA, CIIiBIIepe-
SKUBaHHA.

Y xBopux Ha cuHApoM [layHa crocTepiraeThcsa pisHO-
MaHiTHU# TemoepaMeHT. OAHI 3 HUX METYHLJIWBi, HECHO-
KiliHi, Ay:Ke DOIIUWTJINBI, B VCe BTPYy4alOTLCA, TOBAPUCHKI,
aJjie II0JIOXJIUBiI, OCO0JIMBO ITOOOKIOTHCA BCHOI'O HOBOTIO,
HezHaloMoro. ¥ BifHOCHHAX 3 JIOIbMH YacToO JIacKasi,
0X0Ye PO3MOBJISAIOTH, CIPOMOKHI KOPUCTYBaTUCA KecTa-
mu. PagicHo cupuiiMaloTs [IOXBaJlly, peBHUBI, BUMAarawThb
yBarg 1 He J100JATh, 1100 I COPAMOBYBAJIM Ha 1HIIUX.
Inoai BoHM ApaTiBauBI Ta 3J1i, 3AATHI HUINKOM O0pasuTu
cJIabIIIoro, oJHAK y O0iJIbIIIOCTI BUNaAKiB APY:KHI Ta ;obpo-
suunuBi. Ianm giTe manopyxJauBi, HesrpadbHi, 3aMKHYTI,
faiiny:Ki, 3a cIIpobu 3aJIYUUTH IX [0 PO3MOBM BiJIOBiza-
IOTH OJHOCKJIAZLOBO 1 wacTo HesJagn («3a0yB», «He 3HAIO»,
«He IIaM’ATaio» TOINo). ¥ podoTy BKJIIOUYAIOTHCA IIOBOJII,
aJjie SKIIo 1ie BiA0yBa€e€ThCsA, IPaIOITh CTAPAHHO 1 TepILJd-
ye. EMOIiiiHi 0cO0/IMBOCTI TaKUX JAITEH MOKYTh OYTH nyKe
Pi3HMMH.
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Cungpomy JlayHa NpHUIiIAOTL BeJUKY yBary He TiJIbKHU
TOMY, II[O BiH TPAIJISIETHCA YACTiIIe, HijK iHIIi XpoMocOMHI
nopyuieHHda. Ile npuknag Toro, SK 3HaHHA KJiHIYHUX 0OCO-
OamBocTel (CXMJBHICTH A0 HACJiAyBaHHS, LiKaBicTb, y
JedKUX — IOCHAIOYiCTh, 3HAUHe 30eperkeHHs eMOoIliirHol
cdhepu TOI110) Ja€ 3MOry BuOpaTu onmopHi mo3uirii aiasa moby-
JOBHM HABYAJbHO-KOPEKHiHHOro OpoIecy, a TaKoX IIPOTHO-
3yBATH NOBEJAiHKY VYHS, OCODJIMBO y IepioJ CTAaTEBOIO A0-
3piBaHHSA, SKUN XapaKTepU3yeThCA NPOABAMH JPaTiBJINBO-
cTi, rpybocTi, miABUINIEHO] CEKCYaJbHOCTi, HECTiNKOIo
HaCTPOIO B MOEJHAHHI 3 KM 3POCTaHHAM 1HTEJIEKTYyaJb-
HOT'O NOTeHLialy.

IlopymernHs KiJBKOCTI craTeBHX XpoMocoMm. 3a IHUX
IOPYIIIeHbh PO3YMOBI Ta HNCHXiUHI aHOMAJIil BiA3HAUAIOTHCHA
MEHIIOK TAXKKICTIO, Hi}K 34 MOPYIIIeHb KiJIbKOCTI ayTOCOM.
Y TakuX BHIAJKaX 4acTO BiAACYTHS abo BUSBJISAETHCA B JIeT-
Kux (popmax po3yMoBa BiCTajiCcTh, 3aTe IIOPYHIEHHA €MO-
iAHO-BOJIBLOBOI chepu JOCUTH BUPA3Hi 1 HEPiAKO HaIeXXaTh
IO MPOBIAHMX A1arHOCTUYHUX O3HAK 3aXBOPIOBAHHA.

IHpuxknagamu xBopo0O, COPUUMHEHUX MOPYIIEHHIMH
KiJbKOCTiI cTraTeBuUX xpomocoMm, € cuuapomu IlleperneB-
cekoro — Tepuepa Ta Knaiitndenprepa.

Cundpom lllepeurescvrozo — Teprnepa (XBOPilOTH IUOIE
KiHKH) CYIIPOBOMKYETHCSA HE3HAUHUM BiZICTABAaHHAM PO3Y-
MOBOTI'O PO3BUTKY Junie y 16—25% Bumaakis. Penira xBo-
pPUX BiA3HAYAETHCS BY3BKICTIO JKUTTEBUX 3alliKaBJieHb,
HU3bKHUM IIOTEHI[1aJI0M MHUCJEHHSA, OPparHeHHAM [0 mijje-
I'JIOCTi Ta CBOEPIAHUM JKHUTTEBUM NIpakTunusmom. [isuar-
Ka 3 cuaapomoM lllepernescekoro — Teprepa mo0pi, npa-
1eJ1I00Hi, HePiAKO CXUABbHI A0 IIOBUYaHHSA, JIOOJATL OIIiKaTH
MOJIOAIINX, mopaTtucsa Baoma. Ilig yac HacTaHHA cTraTeBOl
3pijocTi y HHX YaCcTO BUHUKAIOTh HEBPOTHYHI peakIii,
OB’ A3aHi 3 yCBiJOMJIEHHAM CBO€I HENMOBHOIiHHOCTi. XBOpi
CTAIOTh 3aMKHYTUMM, APATIBAMBUMHN, 1HOAL TIOBOASATHLCS
OpyTaJibHO.

Cundpom Raaiinghenrvmepa TpanasieTbCsA TIIBKHU Y XJIOMH-
yuKiB. PosdymMoBa BizcrajgicTs BHUABAAETBECA y 25—50%
BUIIAJKiB i Bapiloe BiJl MeXOBUX CTaHIB A0 AedijsbHOCTI. Y
XBOPHUX, AK IIPABUJIO, IIePEBaXKa€ HE MOPYIIIEHHS 1HTeNeK-
Ty, 4 BiAXHJIeHHs B eMOIIi}iHO-BOJILOBi# cepi 3a THIIOM
indamTuaismy (aursauocri). Im BracTuBi HEe3pijsicTs YMOK,
HeCcTiliKa yBara, HU3bKa Npares3faTHICTh Yepe3 CTOMJIIOBA-
HiCcTh, HigBHIIEHA HaBilOBaHiCTH, cjJa0Ka iHimiaTHBHICTB,
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He3JaTHICTh A0 TPMBAJOI BOJBOBOI Aii. XBopi Ha CUHAPOM
Knangeasrepa CXUJAbHI A0 MOBYAJBHUX, YACTO HYCTHX
PO3MipKOBYBaHb, KAPUKATYPHOL JOPOCJOCTiI MOBHM i MaliKe
IIOCTiIMHOrO HE3a0BOJIEHHA, OypUaHHS TOIHO.

Ax i 3a cuaapomy Illepemescekoro — TepHepa, HTpoTsa-
roM neplop;y CTaTeBOTO J03PiBaHHSA BUSBJIAIOTHLCA HEBPO-
TUYHI peakiiii (Haiiuacrimie uepes yCBl,ZIOMJIeHHH cBO€l

IIaTOJIOrii), IO MAalTh BUPAKEHMII Ta CTIMKHHA XapakTep.
IloBexinka xBopux Ha cuHApoM KiatitndensTepa xapakTe-
PU3YETHCA MOTaHUM HACTPOEM aXX A0 JAeIIPECUBHOrO CTaHYy,
ApaTiBAMBICTIO, HaB A3JUBicTIO AYMOK. Hepiako y HHX
BUABJAIOTE CTaTeBl 300ueHHs (TOMOCEKCYyaJIi3M).

Po3ymoBa Bigcranicrn,
cnpuYnHeHa XpoMOCOMHUMU abepauiamu

CnaaxkoBi XBOpoOHM, 3yMOBJIEHI IMOPYIIEeHHAMU OYLOBHU
XPOMOCOM, TeXX CYIPOBOKYIOTHCS BaJaMHU PO3yMOBOI'O
po3BuUTKY. Cepel HUX HAUBIJOMINIMMU € CHHAPOM Binbam-
ca — Benipena, cungpowm JlexxeHna, cuaapom Boasdha — Xip-
IIXOpHAa Ta iH.

Jo HaixapaKTepHIINX 03HaK cuHdpomy Binvamca — Beii-
perna (cundpomy «00auYYs enbha» ) HaJIEKaTh HEe3BHYAlHE
00Uy s, 3BYKeHHA HAAKJIANAHHOI YaCTHHM a0pTH abo Jiere-
HEeBO1 apTepii, IiABUINEHNM BMICT KaJabIlii0 B ILJIa3Mi KPOBI.

IlonyasmiliEA yacToTa 3aXBOPIOBAHHSA Bapilo€ B MexXax
1 : 10 000—25 000 HOBOHApPOIKEHMX HE3aJEXHO BiJ
crati. IlaTosoris cnpuyuHeHa JeJiellici0 B JOBTOMY ILjeui
7-1 xpomocomu (7¢11.23), axa oxomrioe mpubansuo 15 reHis.

OcHOBHMMH KJIiHIYHMMHN 03HAKAMHU CUHAPOMY Binbam-
ca — DBellpeHa € KOPOTKHUM Hic 13 BIiAKpUTUMU BIepel Hi3-
IPAMHU, IIUPOKA BepXHS i By3dbKa HUMKHSA IeJenu, HaATO
IINPOKUM POT, HOBHI IIOKH, BiAcTOBOYpUEeHi Byxa, enikKaHT,
masaui 3picr (puc. 6.2).

Maiixke BCiM XBOPUM BJIACTHBA 1HTeJEKTyaJibHA HEJ0-
craTHicTh Ha piBHiI imbenuiabHOCcTi (I1Q y mexxax 30—
50 6aiiB). Boum 6anakydi, KOPUCTYIOThCA BEJIHMKHUM CJIO-
BHHUKOBHUM 3aI1aCOM, aJie MOCJYTOBYIOThCSA HAOOPOM MOBHUX
INTaMIIiB, AK1 4aCTO BXKXUBAIOTL HeBIOnaJa. BijaruricTe XBO-
pUX Ma€ rapHUU My3UUYHUM cayX. IliTu i3 cuEApOoMOM Bijn-
ssimca — DBelipeHa, AK npaBujo, 1o0OpPO3WUJIUBi, IPUBITHI,
CIyXHAHlI. ¥ HuX OyBalwTh Pi3HOMAaHITHI HEeBPO30moAiOHi
po3Jiai — CTPaxu, HaB’A3JIMBI JYMKN, €Hype3 TOIIO.
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Puc. 6.2. Cungpom Binbsimca — beltpeHa

Cnenudiunol Tepamil IibOTr0 3aXBOPIOBAHHA HE ICHYE,
TOMY OCHOBHUMM 3aX0JaMM € CUMIITOMATHUYHE JIIKYBaHHA
Ta KOPEeKI[IMHO-BUX0OBHAa podoTa.

¥ mKiabHOMY HaBYaHHI XBOPi AiTH MEHIN YCOIiIIH1, HIM
MOXKHAa CIIOJiBaTHCs, 3BarKaloum Ha iX ocobucTicHI pucu ta
piBeHBb iHTeNeKTy. [IpMunHaAMuU 1IHOrO € TPYAHOIII OPraHi-
3aIrii HaBYaJIbHO-TPYA0BOI'0 IIPOIECY, HiABHUIIEHA CTOMJIIIO-
BaHICTh Ta NepPeCUUYeHHdA IIUX AiTeH.

XBopi Ha cuHdpom Jlemena ta cundpom Boavpa —
XipwxopHa cTpakgaloTh TAXKKOIO PO3YyMOBOIO BiICTAIICTIO
1 "JKUBYTH Iy2Ke HeJOBIO.

J10 cnagKoOBUX IATOJIOT1NA, CIPUUYUHEHNUX XPOMOCOMHU-
MK abepanisMM, MOMKHA 3apaxyBaTH TaKOXX XBOpoOu
iIMIPHHTHHTY, cepel AKUX HaWUBIIOMIIIIMH € CIIaJKOBi
cuaapomu Ilpagepa — Binuii Ta AHressmaHa.

Maiixxe Bci xBopi Ha cunapom IIpadepa — Biani posy-
MOBO BijcTaJi, aje 3HaUeHHA iX Koe@dilieHTa iHTEIEKTY
MOJKe BapiBaTH B HIMPOKOMY nmiamadoHl — Big 20 mo 90.
MogBienHsa yTpyZHEHe, CJOBHUKOBUI 3alac HEBEJIUKUU.
YHacTo uepe3 MiABUINEHY IIePEeCHUYEHICTh 1 CTOMJIOBAHICTD
XBOPHUX iHTeJIeKTyaJbHE BifcTaBaHHS 3Ja€Thbecsi OlabIl
BUPAXXEHUM, HiK Hacupabgi. fIKII0 BpaxoByBaTH IIi 0CO-
OJIMBOCTI, TO MOYKHA AOCAITH 3HAUHUX YCIIiXiB y HaBYaHHI i
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coniasyrizanii. XBopi Ha cuaapom Ilpaxgepa — Binaai, ax opa-
BUJIO, TOOPO3UUJINBI, ajie OesiHiliaTuBHi, 3 YacTUMHU Pi3Ku-
M1 HEBMOTHBOBAHMMH 3MiHAMHU HACTPOIO. ¥ JeIKHNX BUIAI-
KaxX y HUX BUABJIAKTHCA ayTUUYHI PUCHU XapakKTepy, IO
MOJKe IIPU3BECTHU [0 IOMUJIKOBOTI'O JAiarHO3y «ayTHU3M».

IHopociaum xBopuM Ha (POHiI po3yMOBOi BiJcTaJIOCTi pis-
HOT'O CTYIEeHA TAXXKOCTI1 BJIaCTHUBI eMOIifiHA HEeCTIMKiCThL Ta
HH3bKa NizHaBaJbHA 30aTHICTD.

XBoOpi Ha cuHOpom AHzelbMAHA CTPANKILAIOTH TAMKKOIO
PO3YMOBOIO BIACTANICTIO a3 A0 P1BHA iioTii, HEBMOTHBOBA-
HOIO BeCeJiCTI0, 3aTPUMKOIO MOBHOT'O PO3BUTKY.

Po3ymoBa BigcTanicTb 3a MOHOreHHUX XBOpPOO

Jlo rpyniu MOHOTEeHHUX MIaTOoJIOTiHM 3 PO3yMOBOIO Bizcra-
JIICTIO HaJIeXKaTh IIEBHI CIIaKOBI XBOpoO1 OOMiHY peUOBHUH,
XBOpPOOU CONIYYHUX TKAHWH, AedAKi dopmu Mikpouedarnii,
rigpouedaJtii Ta iHIIIi 3aXBOPIOBAHHA.

Cepen MOHOT€HHMX 3aXBOPIOBaHb YHCJIEHHY I'PYIIY CTa-
HOBJATH CHAAKOBL zedexTu OOMiHY peuoBUH, 30KpeMa
en3umonamii, abo pepmenmonamii. Bimomo nornax 100 eH-
3uMONAaTii, i3 AKWX MaMKe IJd IOJOBHHU PO3POOIEHO
MEeTOAY MeJMKAaMEeHTO3HOT0 UM Ji€TOJIOriYHOoro JiKyBaHHA.
Pannasa giarHoCcTHKA i CBO€UACHO MMoUaTe JiKyBaHHSA B O1/Ib-
HIOCT1 BUOAAKIB 3a6e31euyioTh HONepeiKeHHa VPasKeHHA
MO3KYV, a OT»Ke, PO3YMOBOI BiJicTaJoCTi HA HAlypasJIuBiIInx
eTanax Moro popmMyBaHHA. ¥YCIaAKOBYIOThCA €H3UMOIATII
3a ayTOCOMHO-peneCUBHUM a60 X-34ele M pelleCUBHUM
TunamMu. Ix momyiadamiiiHa yacToTa Bapiioe B HIMPOKUX
mexxax — Big 1 : 1000 7o 1 : 1 000 000 HOBOHAPOMKEHUX.

IIpununHOIO eH3UMoOIIATii € BifcyTHiCcTh ab0 3HaUHE 3HU-
JKeHHA aKTHUBHOCTI II€eBHOro ¢depMeHTy, mi0 0JI0OKye abo
icToTHO mopyinye TOM 4mM iHIIWHA OloxiMiuHMI mpoIiec.
OckinbKu OinbImicTs PEPMEHTHHX CHCTEM 0araToOKOMIIO-
HEHTHA, €H3UMOIIaTil IpeacTaB/JeH]l KiJJbKOMAa reHeTHUYHU-
Mu popmamu. PepMeHT IPAKTUUHO 3aBKAN Oepe ydacThb y
K1JIbKOX MeTaboJiuHNX JIAaHIIOraX, VHACIILTOK 4Ooro 3axBO-
PIOBAHHS Bpakae KiJbKa CUCTeM OpraHiB, ToOTO € moJicuM-
IOITOMHUM. ¥ TaKUX BUIAAKaX 130Jb0BaHi IOPYIIIeHHA iHTe-
JEKTY TPAIJIAITHCA PIOKO, ajle 4acTO BpaKaeThCcd 3ip (npu
rajJakTozeMii, roMOIIMCTHUHYPil, MyKomoJicaxapupaosax,
aMaBPOTHUYHIN imioTii TomIo).
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OnHi€l0 3 NONIMPEHUX i BUBYEHUX €H3MMONATIN € ¢he-
Hinkemonypis. OCHOBHAU HACJIiIOK IIHOTO 3aXBOPIOBAHHA
IOJIATAaE B PO3yMOBi# Bigcrasocti: y 65% — rumbokiit, B
32% — sHauHi¥ Ta momipHi# i aume B 3% — gerkiit. Ile
KOPEJII0E 3 TAKUMK MOPQOJIOTIUHMMU O3HAKAMU, SAK BTO-
pUHHA MikpoledaJia, Maja Mmaca MO3KY, AedeKTu MieaiHi-
3anii B Kopi BeJMKHX MiBKYJb (0COGJIHUBO B JIOOOBUX i CKPO-
HeBMX 30HAX) Ta iHIINX HEPBOBUX CTPYKTypax (HAmpu-
KJaZ, YV 30pOBUX NPOBiTHMX maaxax). ¥ Hgiteii, XBOpUX HA
(heHiIKeTOHYPiIO, NPOABAAIOTHCA 3HAUHI IMOPYINEHHA y
PO3BUTKY MOBJIEHHsI: BOHHM a00 30BCiM He3JaTHI rOBOPUTH,
abo BIKMBAIOTL OKpeMi cJoBa, He NOB’sa3aHi 3 06’eKTamu,
SIKi BOHM IIO3HAYAIOTH. 3BYKOBLATBOPEHHS Ta PO3YMiHHA
MOBJICHHSI CIIIBPO3MOBHHKIB mopymeHi. XBOpHUM JiTAM
BJIACTHBA IIOTaHA KOODJUHALIA PYXiB, y HUX YaCTO TPAILIs-
I0ThbCA enitenTndopmMHi Hanagu. Ix nosexinka pisHa. B og-
HUX AiTel ii xapaKTepus3yIOTh PYXOBUH HECIIOKiH, 0e31iab-
Hi maHinyaamil 3 nmpeaMeraMu TONIO, B iHIIMX — IIACHUB-
HiCTb, MJISIBIiCTB, BiJICYTHICTh NPUXUJIBHOCTI 40 OJIU3BKUX.
Takri AiTH IOKBAaBJIIOIOTHCA JIMIIE IIPH 3Traflll Ipo 13KY.

IMopymieHHA iHTENEeKTYyaJbHOTO PO3BUTKY BHUABJIEHO
TaKOMX YV JeAKHNX I'eTePO3UTr0T — HOCiIIB aHOMAJBbHOI'O I'eHa:
y 4% BuUIagKiB — JierKa iHTeJeKTyaJbHa HEJOCTATHICTD; Y
6,5% — HHXHA MeXXa HOPMY 3a iHTeJIEKTOM 3 BiAIIOBiAHUM
HEeBHCOKHKM PpiBHeM OcCBiTu, npodeciiiHoi Ta coniajgbHO1
azanTaiii.

BuacHa gierorepania gpomomarae mpubamsao B 90%
BHIIAJIKIB ITOMEPEJUTH PO3BHUTOK PO3YMOBOI BiJCTasOCTi.
SIKI110 JiKyBaHHA IOYMHAETHCA Y CTAPIIOMY Billi, pO3BHUTOK
IHTEeJEeKTYaAJIbHOI HeJOCTATHOCTL IMONEPEeIUTH HE BIAETHCH,
aJjie IOBEAIHKA JeNi0 HOPMAaJi3yeThCH, PiAllie TPAILIAIOTHCA
emiJienTonoAiOHi Hamagu.

3a geAKHX 3aXBOPIOBaHBL (iX Ha3mMBaIOTHL «XBOpoOaMm
HAKOIIMUYEHHS» ) VIIKOMKYIOThCA (pepMEeHTH po3Inajny IeB-
HUX PEUYOBUH, 8 HAKOIIHMYEHHSA IIMX PEUYOBHH y KJITHHAaAX
MOPyHIye iX KUTTEAIANbHICTE. IIpUKIaIOM TaAKKUX [1ATOJIO-
riit € xBopo6a Himana — Ilika, MmykomoJgicaxapuo3y Ta iH.

3a xeopobu Himana — Ilixa cuocrepiraersca gedinur
depmenTry posunaay Jainixy coirromienimy. IIpoayxrTu
HEIIOBHOI'O PO3NaAy I[bOT0 Jilily HAKOOUYYIOTHCA B KJIITH-
HaxX MeYiHKH, CeJe3iHKH, FOJOBHOTO MO3KY, JiM(paTUUHNX
By3Jjax, Jimdonurax. Ilo xBopoby cnpuuymHIOE MyTaIis
rega ciaromieninaszu (SMPD1), mo nokajdisoBaHUMN y
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KopoTkoMy Iteui 11-1 xpomocomu (11p15.4-15.1) i ycnag-
KOBYETBCS 332 ayTOCOMHO-PeIleCUBHHUM THIIOM. BHOK peMJTIO-
I0THh KiJbKa (pOpM 3aXBOPIOBAHHA, ajie BCi BOHU XapaKTepu-
3YIOTHCA IIBUAKMM HapOCTAHHAM TSKKHX HEBPOJOTriYHHX
po3JiaZiiB i MOpPYIleHb (PIBUYHOT0 Ta PO3YMOBOT'O PO3BUTKY.
XBopi moMHUpPAaIOTh y Billi TproX-1’ATH pokiB. ITommpeHnicTe
xBopobu Himana — Ilika cranoBuTsk 1 : 250 000 HOBOHapO-
JxKeHuX. JIIKyBaHHSA CHMIITOMAaTHUYHE.

Jlo cnafKOBHX 3aXBOPIOBaHb i3 PO3YMOBOIO BiACTAJIICTIO
HaJIEKUTh 1 CUHIPOM Mapmina — Beana — X-3denjeHa
peniecUBHA IIATOJIOTLA, KA IIPOABJAECTHCA HEepPEBAKHO Y
XJIOITYUKIB.

¥ BCixX BUIIaAKaX IILOT'0 CUHAPOMY CIIOCTEPiracThCs po3y-
MOBa BijficTasicTs, mpore rambuna ii pisHa. Tak, y XxBopux
XJOMYUKIB CTYHiHBL pPO3YMOBOI aHOMAaJil MOKe BapiioBaTu
Big momipuoro go rimbokoro (KoedimieHT iHTEeNeKTy 70—
35), a B 0cib »xiHOYOI cTaTi 3 I[i€I0 IMATOJIOTi€I0 IPOSABIAECTLCS
JIAIIIE JIETKA 1HTEe/IeKTyaJIbHA HEeJOCTATHICTD.

MoBaeHHaA XBopuxX Ha cuHApoM MaptiHa — DBeiana
4acTO MOCIIIIHe, HepUTMiuHe, IIepeKpy4YeHe, 3 IIOpyIleH-
HAM HaroJIiocis, Hepoz3dipJaHBe, 3 YACTHMHM IIOBTODPAMH, IM
Ba)XKKO HigdupaTu cjosa.

TpanaaioThCa OKPEMi CUMIITOMH JHTSAYOT0 ayTU3MY Ta
musogpenii. HaBiTe y THX BuUmajgKax, KOJH B KJIIHiuHIHA
KapTHHI IPOBITHOIO O3HAKOIO € 1HTeJeKTyaJbHiI IOPyIleH-
HA, JeAKi 3 BJIaCTUBUX ayTHU3My ocoOJiMBoCTeill (Bpasiu-
BiCTh, CXHMJIBHICTB A0 HEePeCcUYeHHA, HU3bKA CIIPOMOKHICTD
IO CHiJIKYyBaHHA, iHOAlI HAABHICTE 0COOJHUBHUX iHTEepecis)
BE€JIbMHU 1CTOTHIi, Ha HUX He00XiTHO 3BaKaTH y ICHUXO0JIOTO-
negaroriuHii pobori.

JdrnHaMika XBOpoOM iHKOJIM JEeMOHCTPYE TEeHAEHIIII0 O
3HU)KEHHA iHTEeJEeKTyaJbHOrO PpPiBH#A, IO moTpedye cre-
I[ianpHOTO BUBUEHHS. A/ Ke, KpiM 0io/IoriyHMX IPpUUYMH, HA
nepedir IaToJorii MOKYTh CYTTEBO BILIMBATH HeaJAeKBATHI
METOAU HaBUAHHSA Ta BUXOBaHHA, BHKOPUCTOBYBaHi IpOTs-
rOM K1JIBKOX POKiB. ¥ 3B’A3KY 3 IIUM CYTTEBE 3HAUEHHA
pobori 3 xBopuMHM Ha cuHApoM Maprima — Dbeana Mae
nmoeTamnHa IneJaroriuyia KOpekKirid.

Cepen pisHOMaHITHHX (OPM PO3YMOBOI BifcCTayIOCTi
MOHOT€HHOI IIPHUPOAN BUOKPEMJIIOIOTH T. 3B. KCepoOepMHi
dopmu, KOJU IHTEJIEKTYAIbHUHA Ne(eKT IMOEJHaHUKN 3 ypa-
seHHAM miKkipu. [IpukimagamMu Takux NaTONOri#l MOMKYTH
0yTu HetpodibpomaTos i Ty0epo3HM CKIIEpPO3.
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Hna neupogibpomamo3y xapakTepHa HaABHICTH MHO-
JKMHHUX OYXJIMH HEeHTPaJbHOI Ta nepudepiiHOl HEepBOBOI
CHUCTEMU, OPraHiB 30py, BHYTPIIIHiIX opraxHiB, aHOMAaJil
KicTOoK Ta mirMeHrTanii mkipm, poauMux IjaaM. Bupas-
Ha (GopmMa HelpodiOpoMaToly TPANIAECTHCA 3 YaACTOTOIO
1: 2500 — 1 : 3000 HOBOHapPOAKEHNX, YCIIAAKOBYETHCH 34
ayTOCOMHO-IOMiHAHTHUM TUIIOM.

BuokpemiooTe ABI ¢opmMu Heiipodibpomarosdy: KJja-
cuuny nepudepitny (aeiipodpidpomaros I Tuny, abo XBOpo-
0a Pexainraysena), red akoi (NF1) nroxkanisosanuit y 17-i
xpomocomi (17¢q11.2), ra neHTpansuy Gopmy (Heiipodidbpo-
mato3s I1 Tumry), ren sikoi (NF2) mictursesa B 22-1 Xxpomoco-
Mmi (22¢12.2).

3aXBOPIOBaHHA HAa Heilpogibpomamos I muny upo-
SIBJISIETHCA 3 MOMEHTY HapoOJKeHHs abo B meplie AeCATH-
piuua XUTTA. BuU3HavaabHOI0O AIarHOCTUYHOIO O3HAKOIO
11iel xBOpoOM € BUCHUIIAHHA APIOHUX NJIAM KOJIBOPY KaBU Y
IIaxXoOBUX 3amaAnHaX. [1d XROpUX XapaKTepHi Bagu OygoBU
obiMuyA Ta Tija: rojosa, AK IPaBUJIO, BeJUKa 1 redopmo-
BaHa, pucu obauuyusa rpy0i, 30ismbIIeHa BigcTraHb MiXK map-
HUMH OpraHaMM, OYHI IIIJIMHY Ta BYIIHI paKOBUHU Aedop-
MOBAaHi, KHCTI PYK 1 CTOIIM BeJIMKI Ta HIMPOKi, IITAUA KOPOT-
Ka, TPYAHA KJiTKa AyXe CIIOTBOPEHA.

YpaXeHHsI HEePBOBOI CHCTeMHM Pi3HOMAHITHI 3a CHEK-
TPOM, IIPOSBOM i AMHAMiKOI0, II[0 BU3HAYAETHCA JIOKAJi3a-
IIi€}0 Ta PO3MiIPOM HOBOYTBOPEHb. BOHH NPOABIAIOTHCA Y
3HU)KEHHI iHTeJIeKTy, DOPYIIeHHAX maM ATi, yBaru, iHozii
cyzomax. 1li 0O3HaKM CHOOCTEPIralOThHCS HE B yCiX XBOPHUX.
IlounHAaOTHCA BOHU i3 HEe3HAUHUX CUMITOMIB, ajie, IIOCTY-
IIOBO HAPOCTAIOUU, CIOPUUYUHIOIOTH PO3JaJAH MOBH, OCJa-
OJIeHHA IIeBHUX BHUINUX NCHUXIiYHMX (PYHKIGHHA i, AK HACJIi-
JIOK, TPYAHOII[L YV HAB4YaHH1. 3 YacoM y 6araThboxX BHIIaJKaX
I1e VCKRJIAAHIOETHCA IHANBIAYaJbHUMY aHOMAJIIAMU 1 MOXKe
IIPU3BECTU A0 NepeBeieHHA HAa HUKUYUKN ab0o iHAuBiAyaIb-
HUH piBeHb HABYAHHA.

XapakTepHOW 0cCO0JURicTIO Helipogibpomamosy 11
muny € YyTBOPE€HHA NYXJUH YepeIIHO-MO3KOBHX HEPBiB
i cnmHEHOTO MO3Ky. B KJiHiIUHIA KapTuHI HacamIiepen
IIPOABJIAIOTLCA Pi3HI HeBpPOJIOTiIUHI po3Jjiagu, mporpe-
cyloue 3HUKEeHHS IHTeJeKTy Ta HOBHUM po3Jiaj NCUXIKHA.
IIpu npomMy, AK IpaBUJO, IYXJUHU HA INKipi Ta nepude-
piliHMX HepBax He po3BUBaWThcA. IlaA KOpeKIiiHOI
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meJaroriky neM TUNO 3aXBOPIOBAHHSA 1ICTOTHOTO 3HAUEHHA
He Mae.

JIikyBaHHA HelipodibpomMaTo3y CUMOTOMATHYHE, IIYXJIH-
HY BUJAJAIOTh XipyPriyHUM ILIIXOM.

MynbTudaKTOPHO 3yMOB/IEHa pO3yMOBa BiACTanicTb

YHaciigok aguTwBHOI (cymMapHOi) xii 6araTp0xX TreHiB
(cmagkoBa CKJIazoBa, ab0 CXHMJIBHICTB) 1 YMHHUKIB cepeno-
BUIIA (HECIaiKOBa CKJIAZA0BA) IPOABAAECTHCA MYAbmMUpar-
MOPHO 3YMO8JieHA po3ymosa eidcmanicms. BoHa nocuTth
IIOIIIMpeHa, OJHAK BMBUYEeHA HENOCTATHLO. TaKa po3yMoBa
BIZICTAJIICTh, AK MIPABUJIO, HE CYIIPOBOAKYETHCS HEBPOJIOriU-
HUMH pO3JaJlaMyd Ta BHUPA3HUMH MOPQOJIOTIUHUMU BifXu-
JeHHamu. IIpu nromMy iHTEIEKTyaJIbHA HEIOCTATHICTD ITPaK-
TUYHO 3aBXK/IH JIETKA Ta HEeYCKJaJHEeHa 3a CTPYKTYPOIO.

CmaaxoBo 3ymMOBJIeHA PO3YyMOBa BigcTasicTh pisHOMA-
HITHA 32 KJAIHIYHUMMY IPOSABAMH Ta 'eHETUYHOIO TIPUPOJIOIO.
IIpu npomMy 30BHIIIHI YMHHHKM BTPUYI pigimie, HixX reme-
THUYHIi, € 0e3110CepeIHHOI0 IPUUNHOIO MOPYIIEHEb iHTEeJIeKTY-
AJBHOTO PO3BUTKY, OTHAK BOHM MOMKYTh 1HII[IIOBATH IIPOAB
reHeTUYHOI NaToJIoTil.

Peabinitauis xBopux i3 po3ymMoBoOI0 BigcTanicTio

JIikyBaHHA Ta pealOimiTarid pO3yMOBO BIJACTANHX [IiTel
TiICHO B3a€MOIIOB’ I3aHi Ta OXOILTIOIOTh MEIUUHI, meaaroriuyi i
comianbHl 3axoau. OpraHisarfio BceOiUYHOI JOIOMOTrM TaKUM
JITAM HOBUHHI 3JilICHIOBATHM YCTAaHOBU OXOPOHM 3/0POB’f,
coLlaIbHOTO 3abe3IeueHHA, 3arajaIbHO1 Ta IIpodeciiiHol ocBiTH.

HaiiBaxkuBinioo yMoBow0 peabisitarii posymMoBo Bin-
CTaJuX OiTel € paHHE BUABJEHHA HeAYTH, CBOcUacHe i
moeTarHe HaJaHHA JIIKYBaJIbHOI Ta KOPEeryBaJbHO-IIeIaro-
rigyHOl OIOMOTH, AKY MAa€ HAJNABATH Mepeika BiAmoBigHUX
YCTaHOB, Au(epeHIIiNOBAHUX 3 YpaxXyBaHHAM BiKy Ta CTy-
neHd po3yMoBuX Baja. Ila meperxca oxonaioe crerriaaizoBaHi
OOIIK1NIBbHI 3aKJaAU, HOMOMIMKHL IIKOAW Ta IMIKOJU-iHTEp-
HaTHU IJid BUXOBAHHSA 1 HABYAHHS OJIIroppeHiB MIKiJILHOrO
BIKY, creniaxizoBaHi npodeciiHO-TeXHiYHI yuYnanina nias
PO3YMOBO BiJCTaJUX MiAJITKIB, a TAKOX iHTEepHATH COIi-
aJbHOro 3abe3ledeHHs AJIST XBOPUX i3 TIMOOKOIO PO3yMO-
BOIO BiZCTaJIiCTIO.
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JlixyBanbHO-IegaroriuHi 3axoamy AoOHPAIOTH AJSA KOXK-
HOT'O KOHKPETHOTO BHIAJKY iHAMBIAYaJIbHO, 3 ypaxyBaH-
HAM KJiHIYHO]l KapTUHHU 3aXBOPIOBAHHA, CTPYKTYPH iHTe-
JEKTYAJIbHOTO fedeKTy, TeMIepaMeHTy, MOBU Ta MOTOPUKH
XBOpUX. BaskanBe 3HAUeHHA B IOJIINIIIeHHI HEPBOBO-IICHU-
XiYHOT'O PO3BUTKY JiTeH-oJiropeHiB MaiOTh JOTONeIuYHI
3aX0H, COPAMOBaHI Ha GpopMyBaHHA MOBHUX (PYHKI[i# Ta
ycyHeHHs AedeKTiB MOBHU. 3a iHTeJEeKTyaJlbHOI HEZOCTaT-
HOCTi, ITI0 CYIIPOBOAKYETHCA COMATHUYHUMM, HEBPOJIOTiU-
HUMH Ta PYXOBHMHM AHOMAJiAMM, KOPHCHOIO Oyze JiKy-
BaJibH& (Pi3KYJIbTYpPa, IO CIPUAE PO3BUTKY MOTOPUKH,
KoopauHanii pyxiB, yBaru, eMoninHoi cdepu, 3sMIiITHEHHIO
3araJIbHOTO (Pi3MYHOIO CTAHY XBOPHX.

HapuanbHO-BUXOBHA poboTa y RONMOMIMXHiM IIKoJi-iH-
TepHATiI OXOMJIOE MOYATKOBI eTany TPYJAOBOTO HABUYaHHA,
AKe Iocizae oxHe 3 OCHOBHMX MicIb V IpoIeci NiATroOTOBKU
PO3yMOBO BIJCTAJNX JiT€H AO CAMOCTIMHO]l CYCIIJIBHO KO-
pucHoi gistrbHOCTi. ComianbHO-TPyAOBa ajamnrtaiia ocib 3
BaJlaMHi PO3yMOBOTI'0 PO3BHUTKY Ma€ cmemu@iuHi 0coOJIMBO-
CTi, BUMArae crnerniajJbHNUX MOCJIIJOBHUX NIPUMOMIB i MeTO-
IiB mpodeciiiHOro HaBUAHHSA 3 IMOZAJIBIINM ITOCTYIIOBHM
BKJIUEHHAM IiJJIITKIB y caMOCTiiHY TPYAOBY AiAJBHICTG.

6.3. 3aTpnMKa
NCUXIYHOIO PO3BUTKY

K oKpeMmi rpynm CTaHiB 3 IATOJIOTi€I0 PO3SBUTKY ab0 AK
CUMIOTOMU HEBPOJOTIUHMX, HNCHUXiuHMX ab0 COMaTHUYHUX
3aXBOPIOBAHb PO3TJIANAI0TH BaAM IICUXIYHOIO PO3BUTKY
(puc. 6.3).

Baaun ncuxidyHOro po3BUTKY — MPOMDKHI MiXK fE€6INIbHICTIO T8 HOPMOIO
QOpMH iHTeNeKTyanbHOI HeJOCTaTHOCTI.

IlomupeHicTh 3aTPUMOK MHCHUXIYHOTO PO3BUTKY HAK
OKpPeMOi I'PYIIY CTAHIB Y AUTAYNX TOIYJIAIMIAX MOXKE AOCH-
ratad 10% Bijg ycix BumagkiB mcumxiyEmx Bajz. AKIimo pos-
TJIAAATH BagU ONCUXIYHOTO PO3BUTKY AK CUMITOMHU Pi3HHUX
3aXBOPIOBaHb, TO BOHU TPAILIAIOTHCA 3HAYHO YaCTile.

Ilcuxiuni Bagu NOPOABAAITHCA Yy BUIIAAL 3aTPUMKU
PO3BUTKY pisuux cdep mncuxiuHol gistmbHOCTI (MOTOPHOI,
Ii3HABAJbHOI, eMOI[iilHO-BOJBLOBOI, MOBHOI) 3 PaHHLOTO
BiKy BHACJIiJJOK YHOOBiJIbHEHHA [AO3PIBaHHA BIAIIOBiAHUX
CTPYKTYP I'OJIOBHOT'O MO3KY.
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Puc. 6.3. Micue Bag NCUXiYHOTO PO3BUTKY
Ha rpadiky po3noainy iHTeneKkTy B nonynawji

JliarHOCTYBaHHA 3aTPUMKH TICUXIUYHOT'O PO3BUTKY MO-
JKJIMBE 3 IIEPITUX MICAIIB XKUTTsA. B oHNX BUIIAAKaX ACKPAa-
Billle IIPOSIBJIAETHCA 3aTPUMKA PO3BUTKY eMOIIiifHOlI chepn, B
IHINUX — He3HauyHa 3aTPHUMKA PO3BUTKY iHTEJIEKTY.

YnoBinbHEeHHS JO3PiBaHHSA NCUXIYHUX (PYHKILN MOxKe
BapiloBaTH BiJ[ JIETKOTO CTYIIEHSA 0 BUPAXKEHOT0. 3a JIeTKO-
I'0 CTYHEeHA 3aTPUMKU NCUXIUHOTO PO3BUTKY (DOPMYBaMHSI
BiKOBUX PYXOBUX i MOBHUX HABUUOK, EMOIIMHUX peaKIliid,
PYUYHMX YMiHBb, KOMYHIKaTUBHUX B3aEMOAIN Ta iHINUX Hep-
BOBO-TICUXIUuHMX (DYHKIIIN 3aIi3HIOETHCA B MeEKax OJIHOI'O
BiKOBOro mepiony, 3a cepelHLOro — OiNBIN HiX HA OJUH
BiKOBMI1 mepioj;, a 3a TAMKOro — IEePEeBUIIYE ABa BiKOBi
mnmepioau.

IIpuyuHU 3aTPUMKHU IICUXiYHOT'O PO3BUTKY I'eTeporeH-
Hi. Ha ocHOBI 3arajpHOBU3HAHOL KJacudikaiill BUOKpeM-
JIOITh KOHCTHUTYI[IOHAJNBbHY, COMATOTEHHY, IICHUXOIeHHY
Ta 3aJIUINKOBO-OPraHiuHy (opMHu I[i€l Irpynu CIaJKOBHUX
aTOJOTIH.

Koncmumyuyionanvrna gopma 3ampumMKu NCUXIYHO20
po38UMKY XapaKTepU3yeThCA OOMEIKEHICTI0O NCUXiKU 3
iHQaHTAABHUM, INAOJIOHHUM, OPUMITUBHUM MUCJIEHHSM.
OzHak Taki XBOpi HEPiZIKO MaIOTL rapHY IaM’ ATh, BeJIMKUAMN
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3alac ypuBUYacTHUX 3HaHb, BeAyTh cebe MPAaBUJIBHO 3a 3BUY-
HUX CUTYAaIliii.

Comamozenni ncuxiuni posradu (acTeHisa Ta iH.) cynpo-
BOIKYVIOTh XpOHIiuHi comaTuuHi XxBOopoOu, HaIpuKJIax,
rimeproHiuny XBOpPOOY, YepPEMHO-MO3KOBY TpaBMy, iH(}eK-
IIif0 TOIIO.

Icuxozenni posnadu ncuxiku CIPUYNHEHLI Ai€I0 IICH-
xiuaux tpasm. Jlo HUX HaJie)XaTh HEBPO3U T4 PeaKTHUBHI
IICUXO0O3U.

3aauuikoso-opzaHitHuMUu 8adamu nCUXiKi BBAMKAIOTH
cTifiKl 3aJIMIIKOBI ABMINA IepeHeceHol IIcuXiunoi XxBopodu,
HaupukJiaazs adasio — posjaj MOBU, AKUY MIOJIATAE B yTpa-
Ti 34aTHOCTL KOPHCTYBATHUCA CJIOBAMHU Ta PEeYEHHAMH IS
BUPAKEeHHA AYMOK Ta IIOUYTTiB. BoHa BUHMKA€E BHACIIIOK
ypakeHHA IEeBHUX 30H KOPU Ta MHiAKIPKOBHUX CTPYKTYP
rOJIOBHOTO MO3KY.

HocaigxeHHs1, IPUCBAYEH] pPOJIl reHETUYHUX YMHHHU-
KiB B eTiojorii 3aTpMMKHM IICUX1YHOTO PO3BUTKY, IIPAKTHY-
HO BifgcyTHi, 60 11i naTosorii mos6aBieni TAKKOr0, rpydoro
XapaKTepy, TPAIJIAITHCA B HafipisHOMaHIiTHiNmuX 3a 10060-
poOM i cTylleHeM BUABY HOoefHaAHHAX. BoHM Hasexarts nepe-
BAJKHO [0 BUINUX IICUXIYHUX (PYHKIiil, MexXaHI3MU IIe-
pefaHHA AKMX BiJ IOKOJJiHHSA A0 NOKOJiHHA BUBUYEHI HEJIO-
CTaTHBO.

l'eHeTMYHi YUHHUKHY iCTOTHO MO3HAYAIOTHCA HA KOHCTH-
TYIiOHAJABHUX (PopMax 3aTPUMKHU MNCUXIYHOTO PO3BUTKY.
Ile migTBEepAXY€E NOBTOPEHHA V HU3I1 NOKOJiHb XapaKkTep-
HHUX O3HAK CTaTypH Ta 0COOMCTOCTI.

3HauyeHHA CNaJKOBUX YMHHUKIB 32 COMATOTe€HHOI IICU-
xiuHOl maroJorii, AKX IIpaBuJO, 3aJIEXKUTH BiJ OCHOBHUX
COMaATHYHMX 3aXBOPIOBaHb.

Haii6inpmy poJb NeHEeTWYHI UYMHHUKU BIiAIrPamOTh B
eTioJIorii 3aJIUIIIKOBO-OPraHiuHMX OOPYIIIEHb ICUXIKH.

PoarasanyTi Bagy NCUXiYHOTO PO3BUTKY XapaKTepuay-
10Tbcd 000poTHiICTIO 6araTbox po3jafiB, TOOTO BiZHOCHO
CIPUSTANBUAM IPOrHO30M. B OHUX BUNaAKaxX 3aTPUMKA 3
YacOM IIOBHICTIO 3HUKAE, B IHINUX — MOMKJIHUBE HAedKe
HeJOpPO3BHHEHHA Tiel abo inmoi ¢pyrkiii abo 1 koMIeH-
cania iHmumu. Isoai 3b6epiraroThcAa BUABU MiHIMaJIbHOI
MO3KOBO1 UCPYHKIIiI, a TAKOXK TaKl po3jaaau AK CHHIPOM
nedinury ysarm, comenu@iuHi posnagu HIKIJABHEUX Ha-
BUYOK.
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6.4. AuTta4un aytnam

JuTauuii ayTusM € IONIMPEHOI0 MATOJIOTI€I0: ABA-UOTH-
pu Bunagku Ha 10 000 HOBoHAPOKEHHUX, a 3 YPaXYBAHHAM
Jerkux ¢popm — uvortupu-sicim Ha 10 000. Xjgonuukm xBo-
piIOTh y ABa-ABa 3 HOJOBUHOIO pasa dyacTillle, HiK AiBUaTKa.
IIpubausno 70% ayTuuyHUX AiTeil MAIOTh HEZOPO3BUHEHY
poaymoBy gisasbHicTh (IQ HmK4Ye 70) i 30% — HU3BKY
(IQ mmxue 50). HesBaskaroouum Ha 3HAUYHY HOIIMPEHICTH
PO3YyMOBOi BiZCTAJIOCT1 cepen AiTel 3 ayTU3MOM, XapaKTep
MOPYIIeHHd IIidHaBaJbHUX (QYHKIIN HOpHU IBOMY iHIINIA,
HI’K Yy HeayTUUYHUX BHUIIAJKAaX,

Aursaanit aytuam (cuHgpom KaHHepa) — 3aXBOPIOBAHHS, 03HaKaMu
AIKOro € MOPYLWEHHA CNIIKYBAHHA AUTUHU 3 HABKOULLIHIM CBITOM,
Hacamnepes 3 iHWUMU JTI04bMHU, MHUMOBI/IbHa CaMoi30/15Lis1, WO rnpu-
3BOAUTL A0 TOPYLIEHHS PO3BUTKY €MOLUINHOI cepu, moBH, ni3Ha-
BaJibHUX QYHKUiA Ta NOBEAJIHKM 3arasiom.

Ileprri o3HaKu ayTM3mMy MOMKYTH IPOSABJIATUCH BXKE B
HEMOBJIAT YV BUTJALL BiAICYTHOCTI KOMILJIEKCY OKBaBJICHHA
IIPHA KOHTAKTL 3 MaTip’i0 Ta iHMUMH GJIU3bKUMHA JIIOABMU.
Y crapiiomy Bini BUABaMU ayTU3MY € «3aHYPEeHHS y cebe»,
3HUKeHHA a00 IOBHE irHOPYBaHHS KOHTAKTIB 3 HABKOJIHIII-
HiM CBiTOM. 3OBHIHOIHi# BUIJISAA XBOPUX HA ayTU3M AiTeil
XapaKTepu3yeThCA 3aCTUTJINM BUPA30M OOJIMUYS, CIIPAMO-
BaHUM y IIyCcTOTy ab0 HEMOBOU BcepeuHy cebe IIOrjIsaaoMm,
BiACYTHiCcTIO peakKIlil «oui B oui». OgHax im BaacTuUBa
NiZBUIIEHA YYTJIUBICTh JO CBITJIOBHX, 3BYKOBHUX Ta 1HIMHX
OOJIPAa3HUKIB.

HeAki ayTuuHi JiTH MOXKYTh aKTHBHO YHUKATH OLHOJIi-
TKiB, OyTH 00 HUX Gafiy:KMMH, BifuyBaT; cTpax. IX cra-
BJIEHHS [0 OJIM3bKUX CcylepeusinBe. Xoua BOHU IIepebyBa-
I0Th Yy CUMOIOTHYHIN 3aJ€KHOCTi BiJf pigHmx, Taki giTu He
BUSBJAIOTH HAJEXKHOL peaKmnii Ha 1X OPUCYTHiCTE abo Bif-
cyTHicTb. BOHM MOXKYTH TPUBOMKUTHUCS Ueped BiACYTHICTBH
MaTepl 1 mpy nbomMy He pearyBaTH Ha ii moABy. IHKOIU
XBOpl HemoOposwuwauBi, nporaHamTs Marip. i dopmu
CILIKYBaHHA MOKYThb UEePryBaTHCH.

EmoniitHa cdepa xBopmxX Ha ayTu3M pisHOMAaHiTHA.
OxHuM miTAM BJAACTHBHUU BifHOCHO pPiBHMY HacTpiit, immmi
MOXYTb OyTH BeceJi, Ipo 110 CBiAYUTH 3aJ0BOJICHUI BUPAa3
00JINYUs, MUTTEBA YCMIiNIKa, TPETi He BUABJIAIOTEL Hi He3a-
IOBOJIEHHS, Hi1 pagocTi.
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Y xBopux Ha cuHApoM KanHepa 0co0JIMBO pisko 3MiHe-
Ha irpoBa AiajabHicTh. BoHA HEepigKO 3BROAUTHCA O OJHOMA-
HITHOrO IepecUNaHHs, IepeKJIafaHHA IIPEeIMETIB, MOCTY-
KYBaHHA HUMM, TOPKAHHA HUMU 001n4us, OOHIOXYBaHHA,
o0au3yBaHHs. 3BEPTAIOTh Ha cefe yBary To HAATO INBUAKE
IepecuueHHa Oy ab-IKOIO I'POI0, TO 3AIUKJIEHHA Ha OAHIN 1
Tifl caMiii MaHinyJasanii, BiACYyTHICTH CIOKETHOCTi, YCKJIaJ -
HEHHSA I'PH, ii CTEePEOTHUIIHICTL. 3aMicTh I'PHA AiTHM MOXKYTh
II0OB3aTH, XOAUTH, iHOAIL migcTpuOyBaTH, KpyTuTucd. Ilicasa
TPLOX POKiB TaKa DOBEAIHKA 1HOAI IIOETHYETHCA 31 CTABJIEH-
HSM J0 I€BHUX IIpeAMeTiB (irpalok, CTpiuyok, KOJIiC TOMm{0)
AK 0 0CODJIMBOI I[IHHOCTI.

MosgJienHs po3BHBAEThCA caabo. [lopyimeni BumoBa 3By-
KiB, pUTM i TeMII MOBJIEHHS, BiICyTHI BUPa3HICTh Ta 1HTO-
HalliliHe 3a0apBJIEeHHS, YKEeCTUKYJIANIA, HaABHE MUMOBiIb-
He 0e33MicTOBHe NOBTOPEHHs CJIB Ta (ppas, IMOUYYyTHUX BifA
iHImMuX Jofei, BXUBaAHHA (Qpas-mraMmiiB. I'ojsoc To ryd-
HH¥, TO HECOOJiBaHO CTA€ THXHUM, AHUTHHA IepeXO4UTh HA
mrerniT. XBOpi mMpakTHUYHO He3xaTHiI Ao aiamory. [utmna
mos30aBjieHa aKTHMBHOIO OpParHeHHs A0 3aCBOEHHS HOBUX
¢dpa3 Ta IXx BAKOPUCTAHHA.

Onuicro 3 0co0JMBOCTEH TUTAYOTO ayTH3MY € YaCTKOBE
306epeskeHHs aOCcTpaKTHHX cIIOCO0iB misHAHHA XiIACHOCTI,
AK1 MOJAraloTh Y BUKOPUCTAHHI IepeBaXHO TaKTUJIBHOTO,
HIOXOBOT'O Ta CMaKOBOI'0 aHAJIi3aTOPiB, 30KpPEeMa, B IePBUH-
HUX OPi€HTOBHUX peakiiax. OgHaK XBOpi AiTH IIOTaHO PO3-
pi3HSIOTH JKHBi Ta He}XHBi 00’ €KTH.

XBopuM Ha cuHApoM KaHHepa BiacTUBI HeraTUBHI pe-
akIii Ha OyAb-AKi copoOy 3MiHUTH 3BUYHUH JKUTTEBUIH CTE-
PEOTHII: BUBECTH HA MPOTYJAHKY B HOBE Miclle, IOMiHATH
OAAr, 3alIPONIOHYBATU HOBY 1:kKy. Bce e He3MiHHO BUKJIHN-
KAa€ IIPOTECT, HeTaTUBHE CTaBJEHHA, IPUMXJIUBICTh, TDUBO-
ry. Take moegHaHHSA ncuxiuHOl 0l yKOCTL Ta BiACTATIOCTL
3 HAJA3BUUYAMHOI UYTJUBICTIO Ta €MOI[ii1HOI0 HECTIMKICTIO
OiffaeThbesd TOBLILHOMY, YACTKOBOMY IIOM’ SIKITIEHHIO, aJie
I1030aBUTHU ZUTHUHY BijJ HUX HEMOKJIHBO.

Erionoria (mpu4YmHU DO3BUTKY) PAHHBOTO AUTIUOrO
ayTH3MYy HeJOCTATHBO JOCTiIKeHa, ajie OUeBUAHO, 1110 BOHA
rereporesHa. BusBaeHo, 1110 II€eBHY POJb Y PO3BUTKY XBOPO-
O6u BimirparooTh OpraHiuHi ypaXeHHA I'OJJOBHOTO MO3KY, aje
ix JoxaJsisania He Biqoma. HeBijomMo Tax0, € BOHM IPUYM-
HOIO XBOPOOM, IIPOBOKYIOUMM (PAKTOPOM UM CYIIPOBOIKY-
BaJILHOIO O3HAKOIO.
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MoskauBo, HI0 AeAKY POJb BigirpamoTs i mcuxoresHi
BILIUBU, aJie BOHU a00 € OJAHUM i3 IPOBOKYIOUUX YNHHHUKIB,
abo GopMYyIOTH KOMILIEKC CYIIPOBIIHMX O3HAK SAK 34 CAMOIO
ayTusMy, Tak 1 3a BTOpMHHOI ayTusamnii y giTe# 3 iHImuMwu
BaJlaM¥ PO3BUTKY — CEHCOPHUMH MOPYIIEHHAMU’, JUTAUYUM
1epebpaIbHUM IIapajiyeM, JeAKUMH MOBHUMM PO3JIalaMU
(BiacyTHicTh a00 00OMeKeHHA MOBH, T'YyIHABICTb, BayKKi
dopMu 3aiKaHHA), 3piAfKa — 3a 3aTPUMKHU IICHXidHOTO
PO3BUTKY.

Posab reHeTHyHEMX YNHHUKIB Y PO3BUTKY PAHHBOTO JJUTA-
YO0 ayTHU3MYy 3araJibHOBHU3HaHA. [loCIiJHUKY mepeKoHaHi,
[0 3HAYHA dYacTHHAa BUMNAIKIB IIi€l aHoMaJii cIIagKoOBO
00yMOBJIeHA, 110 3aCBiUYIOTH YHNCJIECHHI CIIOCTEPEIKECHHEA.

3adikcoBaHO BUIIAJKU ayTU3My, 3yMOBJIEHI IOPYIIEH-
HAMHU KiJAbKOCTLI XxpomocoM. JJoCTaTHBO HacTi IOEAHAHHA
MOT0 3 TeHHUMHU XBopobamu (deHiIKeTOHYpidA, TyOeposHui
CKJIepo3, HeipodibpomaTos Ta iH.). 3a JaHNMU JeAKUX JI0-
CIiJHUKIB, YV CepefHEOMY 3 YOTHPHOX-II’ATH XJOIYHKIB 3
ayTHU3MOM OJWH CTpakaae Ha cuHapoM Maprina — Besnra.

IIpo BB reHETUYHNX YNHHUKIB HA PO3BUTOK ayTH3-
MY CBig4YaTh i pesdyabTaTH AOCTiAKeHb OJIU3HIOKIB. 3rigHo 3
IX JaHUMMU, [IDU ayTU3MIi IPOABJIAIOTHCA 3HAYHI BiAMiHHO-
CTi 32 KOHKOPAAHTHICTIO Mi)K MOHOBUTOTHUMH Ta JU3UTOT-
HUMHU OausHATaMU. [[JId MOHOBUTOTHUX KOHKODJAHTHICTH
craHoBuUTh 90—93%, a aaa gusuroraux — Jjguine 0—10%,
IIJ0 BKa3ye Ha JOCUTH 3HAYHY POJIb CHAZKOBOTO UMHHHUKA.
To# paxT, 1110 KOHKOPJAHTHICTH MOHOSUTOTHUX OJIMIHAT
He nocarae 100% , cBigunTh Mpo NeBHU BOJAMB HA mepedir
XBOpOOH cepefOBUIIHMX UMHHHUKIB Ta BiporigHicThs moJii-
TeHHOT'0 XapaKTepy naToJorii (JocaiKe s IPOBOANIN He
Ha KOHTUHTEHTI creriajJbHUX KL AJA ayTUUHUX JiTel, a
OXOILJIIOBAJIM BCiX OJIM3HAT CKAHANHABCHKUX KpaiH).

MexaniaM ycrnagKyBaHHA PAHHBOTO JUTAYOTO ayTU3MY
He 3’sACOBaHU, aje HANBIpOTiAHIIINM BBAYKAIOTh MYJIbTH-
dakTopHEUT MexaHi3M (reHHMI KoMILIeKC 3albeslneuye
nepegaBaHHA CXUJABHOCTL O PO3BUTKY IIaTOJIOrii, aje pea-
Ji3y€ThCA BOHA JIUINE 3a HAABHOCTI HecHenudiuHoro 30B-
HIiIMHHOr0 a00 BHYTPIITHBOTrO YMHHUKA). Takuit miaxin nae
3MOry MOSICHUTHU 3B’ A30K aHOMAJIil 3 pisHOMaHiTHUMU 30B-
HIiIIHIMM YMHHUKaMH, 8 TAKOXX BEeJIHKY KIJIbKICTH KIIiHiYu-
HHUX (JOPM CUHAPOMY PAHHLOT'O AUTAYOI0 ayTusmy. He 3’sa-
COBAHVMMH € NPUYUHU 3POCTAHHSA KiJIBKOCTI XBOpHUX Y
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IIOIYJIAIIfAX, HE3BAXKAIOYHM Ha Te II[0 BOHU He 3aJIUILAIOTh
IIOTOMCTBA.

I'emeTnuHI MexXaHIi3MU PaHHLOTO AUTAYOTO ayTU3MY BU-
BUYeHI HeZOCTATHBLO. ¥ IesAKHX JIOCILIKEeHHSAX BUABJIEHO
3B 30K ayTUYHUX PO3JIAAIB 3 JOKAJI30BAHUM Y KOPOTKOMY
miaeuyi 11-i xpomocomu (11pl15.5) remom c-Harvey-ras
(HRAS). Huni BueHi 3BepTalOTh yBary Ha MOYKJIUBUU 3B’ f-
30K ayTusMy 3 Mikpopgymiikaiieio reaa GABRB3, nokaii3o-
BaHOT'O B KOpOTKOMY 1Li1edi 15-1 xpomocomu (15p+).

6.5. CTiliKi Bagu Cnyxy

o cTifiKX MOPYILIeHb CIYXY HAJNEXKATh TJIyX0Ta 1 Tyro-
BYXIiCTb.

3a zayxomu 4Yepes IOPYIIeHHA HEUPOCEHCODHUX
cucTeM (pelenTOpPHOTO Ta/a60 HEPBOBOI'O alapaTy CJAyX0BO-
TO aHaJi3aTopa) CIPUNHATTSA 3BUYHUAX 3BYKiB Ipu BepbaJib-
HOMY CHiJIKYBaHHI Ha CJYX HEMOMKJIUBE, OCKiJIBKH He TiJlb-
KH iCTOTHO IiIBUIIEHUH IIOPir CJIyX0BOIO COPUUHATTA, a 1
00Me)XeHUHM YacTOTHMIH Jianas3oH cOpuiiMaHuX 3BYKIB (0
3,5—4 k't i menIIe). 3a/I€KHO BiJ TAMKKOCTI YpaskKeHHA 3a
TaKUX IOPYIIEHb XBOPi MOXYTh COPUMAMAaTH AesIK1 HEMOBHI
3BYKH, OKpeMi (poHeMHU, 3HAMOMI cjioBa 1 HaBiTh (ppasu, ajie
3BYKU MOBJIEHHSA 3araJjioM — Hi. TorajbpHa I1yxoTa, 3a AKO0l
He CIPUIMAalOThCs KOTHL 3BYKU, CTAHOBUTD He OliabIie 2—
3% Bix ycix sunagkis 1iel maTosorii.

3a myzogyxocmi CHUPUMHATTS MOBU HA CJIyX YTPYJHeHe,
ajie 3a CIeIialbHUX YMOB (IIOCHJIEHHSA 3BYKY) MOMKJIUBE,
OCKIJIbKY 3BY:KEHHS TOH-IIKaJU He 3a4iliac MOBJIEHHEBOIO
JiamasoHy YacToOT, X0dYa IIOPIr CJIYXOBOTO COPUMHATTA
nigBuInyerbesa Ha 30—80 ab.

Y MemunuHi iHOAL AIarHOCTYIOTh THUMYAaCOBY IJIYXOTY
ab00 TUMYacoOBY TYTOBYXiCTb, ajie KOpPeKI[ifiHa memarorika
po3riIagac ixX siK CTifKi, HeBUJIIKOBHI MOPyIIeHHA. K110 11l
maToJjiorii po3BMBAIOTHCSA B AUTAYOMY BiIli, TO HEeMHUHYyYe
HeraTUBHO IT0O3HAYAIOTHCA HA PO3BUTKY MOBJIEHHA, QOpMY-
BaHHiI ocobucTocTi Ta mcuxikm 3arajoM. BmHUKae cTad,
3YMOBJEHUH HE TiJIbKU MOPYIIEeHHIMH CIYXY, & ¥ YHACJIeH-
HUMJ HEeBPOJIOTIYHMMH Ta NCUXONATOJNOTIUHUMU CUMITO-
MaMH, OiARIIicTh i3 AKUX OigZacThbCs KOPEKIIll JuIllle 3a
YMOBH CBO€YACHOI Ta ageKBaTHoi pobotu. IIpubausuo 60%
ycixX mOpyIlIeHh CJAYXY, 34 JaHUMY POCIACBKUX AOCIITHU-
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KiB, 00YyMOBJIEHO e HeTUYHUMY UYMHHUKAMU. ¥ CIIaAKyBaH-
HA HaW4acTillle Ma€ MOHOT€HHUI XapakTep, NIPpHUYOMY 3a
ayTOCOMHO-PEIECUBHUM TUIOM YCHAAKOBYETHCA NPUOJIN3-
HO 80% BuUIaAKiB HEeHWPOCEHCOPHUX IMIOPYIIEHBb CIYXY,
19% — 3a ayTocomMHO-gOMiHaHTHUM TUIIOM 1 1% — 3a X-34e-
ILJIEHUM PEIleCUBHUM THIIOM.

3a aymocomMHO-peUecu8H020 MUny ycnadxkyeaHHs nopy-
IIEeHb CJYXY NPOSABISETHCA XapaKTepHe PiBHOMipHe migBu-
HIeHHS II0OpOora CJYyXOBOTO cOopuMiHATTA Ha 45—50 ab y
MeXKaX MOBHOTO Aianma3oHY 4acToT. ¥ pasi aymocomHo-0o-
MIHAQHMHO20 muny ycnadkysanta aygiorpaMa Mae HU3Xij-
HUHN XxapakKkTep, KOJU B HU3BKOYACTOTHIN FIIAHIII MOBHOTO
JiamasoHy CJHYXOBUM mopir mnigsumenuil Ha 30—35 1B, a 'y
BUcOKouacTOTHi# (3—5 xI'y) — Ha 80 b i 6inbure. X-3ue-
NACHUll peyecu8Huil mun ycnadKyeaHHs XapaKkTepu3yeTh-
csl PiBHOMIPHUM 3HHIXE€HHAM ITOpoTra YyTJauBocTi mo 70—
80 1B i 6inbine npoTarom Beiel ToH-IKaau (puc. 6.4).
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Puc. 6.4. Tunosi ayniorpamu Ansi MOHOreHHOI TYrOBYXOCTi
Pi3HKUX TUNIB ycnagKkyBaHHA: A[l — ayTOCOMHO-AOMIHAHTHOTO,
AP — ayTocOMHO-peLecuBHOro Ta XP — X-34enneHoro peLecuBHoro

3HaUYHaA KiJIBKICTh CXOXKHUX 3a KJIIHIYHOIO KapTUHOIO
CTIAKUX MNOPYIIeHb CJAYXY TeHeTHYHO rereporeHHi. Tax,
OTOCKJIEPO3, AKWH PO3BUBAETHCS B JIOJWHH B MOJIOLOMY
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Billi Ta XapakKTepu3y€e€ThCA IIPOTPECYIOUYUM I3HUIKEHHAM
CIAYXY V 3B’A3KY 3 OOME)KeHHAM PYXJHBOCTL CTpeMiHIA,
IIIYMOM y ByXaX, iHOZi 3allaMOpPOYE€HHAM, YCIaJKOBYETHCA
B O1JIBIITOCTI BUIIAZIKiB 32 aYyTOCOMHO-IOMiHAHTHHUM THIIOM 3
HEIIOBHOKIO IleHeTpaHTHicTIO. IIpore 3adikcoBano # iHmri
TUNW YCHaAKYBaHHA I[icl XBOpoOu.

Jna xnacudikanii yncaeHHUX Ta PisHOMAaHITHHUX (hopMm
CIIAJKOBUX YPaXKE€Hb CAYXY BUKOPHUCTOBYIOTh IIEBHY OCHOB-
HY CYIIPOBOJKYBAJILHY O03HAKY. 3a TAKUM IIPUHIIUIIOM BU-
OKPEeMJIIOIOTHh BiCiM Ipyml CTIMKHUX OOPYyHIeHb CIYXYy, AKIi
CYNIPOBO/YKYIOTHCSA TAKNMHU CIIAJKOBUMHM IIATOJJIOTiSIMMU:

1) armomauii 3oBHimIELOTO Byxa (medopmarisa abo Bix-
CYTHICTb BYNIHOI PAKOBHHI, 1HOAL BiZICYTHIiCTh 30BHIIIIHKO-
ro CJYXOBOI'O IPOXOAY); TaKe IOETHAHHA CUMIITOMIiB
XapakTepHe IJs CHHIPOMY MiKpoTii (HegopO3BHHEHICTh
ByXa) 3 BiICYTHICTIO 30BHIIIIHLOT'O CJIYXOBOI'O IIPOXOAY Ta
MIPOBITHOIO TJIYXOTOIO; iMOBIpPHO, ayTOCOMHO-PEILECUBHOIO
TUNY YCIAaAKYBaHHS;

2) xBopoOu Ta Baji OpraHtiB 30py (IMirMeHTHUA PETUHIT,
IereHepailia ciTkiBKM, KaTapakTa, 1HOJAl I'JlayKoMa, po3y-
MOBa BifcTaIicTh, iHOAI MIM30(peHisa); IoeJHAHHA CUMIITO-
MiB XapakTepHe JJd CHHIpPOMY ¥YIIepa; ayTOCOMHO-pelie-
CUBHUHU TUI YCIIaAKYBAHHA;

3) Baay PO3BUTKY CKeJeTa i XBOpoOH CIOJYUYHHUX TKAa-
HUH (gedopmanii uepema, BUIMHAHHA OYHHUX AOJYK,
nedeKTH HHKHIX IIOBIK, HEJJOPO3BUHEHICTH BEPXHBOI abo
HU)KHBOI Iejienin, 30iJIbIIeHHS BiJCTaHI Mi)K IIapHUMU
OpraHaMH TOIIO); MOEAHAHHA CUMIITOMIB XapaKTepHe A
curngpomy Kpysona ta cunzpomy Tpiuepa — KoJrinsa; Tun
yCIIagKYBaHHS ayTOCOMHO-JIOMIHAHTHUIL;

4) nmopymeHHsa GyHKIi] HUPOK (HaABHICTH Yy cedi OijIKa
Ta KPOBi); MOEJHAHHA CUMIITOMiB XapaKTepHe IJIA CUHIPO-
My AJbIOpPTa, AKHH € IeTepOTeHHUM 3aXBOPIOBAHHIM;
TUNHN YCIAJKYBAHHA — ayTOCOMHO-AOMiHaHTHUM, ayTo-
COMHO-peleCuBHUM, X -3UueNJeHN pelreCUBHUHI;

5) pPO3pPOCTaHHSA IIUTOBUAHOL 3aJI03U Ta IIIABALIEHHS 11
(byHKIIl; moefHAHHSA CUMIITOMIB XapaKTepHEe IJA CHHIPO-
my Ilenapena, abo 6ase0oBOoi XBOpoOU; THI yCHaAKYBaHHS
ayTOCOMHO-PeleCUBHUH;

6) maToJsorii HepBOBOI cucTeMH (pPO3JiaJ, KOOPAMHAIIT
PYXiB, po3yMoOBa BiacTaJsicTsb, aTpodis M’A3iB); MOEJHAHHSA
CUMNOTOMIB xapakTepHe anaa cuaapomy Piuapaca — Pan-
JJIsI; THI YCHIaAKYBaHHA ayTOCOMHO-PEelleCUBHUM;
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7) XBOpOOHU CcepIlieBO-CYIHHHOI cucTeMH {cepileBa apu-
TMisl BHACJIIIOK NOPYIIeHHA (PYHKIIA HPOBIIHOI CHCTEeMH
cepIisl); MOETHAHHA CUMIITOMIB XapaKTepHe IJf CUHAPOMY
Keprenna ra Jlaure — Hinpcena; Tin yenagKyBanHs ayTo-
COMHO-pPeIleCUBHUM;

8) ypakeHHA HNIKipU Ta MOPYINEeHHA mirMenTanii; moeq-
HaHHA T'yCTOrO JIACTOBUHHSA 3 IJIYXOTOIO XapaKTepHe IJis
CUHAPOMY MHOXXHWHHOTO JIEHTHUTO (COueBHIIenoAi0HOrI0 Jac-
TOBMHHSA); THI YCHOAAKYBAaHHA ayTOCOMHO-IOMiHAHTHHN 3
BHCOKOIO MeHeTPaHTHICTIO; MOETHAHHA YaCTKOBOIro ajb0i-
Hi3MYy 3 IVIYyXOTOIO XapaKTepHe AJisd cuHApomy BaapaeHOyp-
ra, TUNI YCIAAKYBAaHHS ayTOCOMHO-JIOMIHAHTHHHA 3 HEIIOB-
HOIO IeHeTPaHTHICTIO.

Taka Kimacudikaiia gae 3aMory B KOJKHOMY KOHKPETHO-
MY BUIIaAKY BU3HAUYHUTHU He JIUIIIe OCOOJIMBOCTI MaTOreHesy
Ta KOMILJIEKC HiJeCcIIPAMOBAHUX TepPalleBTUYHUX 3aX0/iB, a
W reHeTUYHUU TIPOTHO3 Yy IIPoleci MeIumKO-TeHeTHUYHOI'O
KOHCYJILTYBaHHS.

6.6. CTiMKI Baau 30py

o cTiKuX mopyilleHb 30py HaJIeaTh CJIilloTa Ta CcJa-
0030piCTh.

Cainumu (He3pAvuMU) BBAXKAIOTh 0Ci0 3 TAKMMH IIOpPY-
e HHAMH 30Dy, 3a SKUX 30POBI1 BiguyTTA ab0 IIOBHICTIO Bif-
CcyTHi, a00 € BIAYyTTA CBiTJIa YM 3aJUIIKOBUI 3ip (zo 0,04
A OKa, o Kpauie 0a4yuTh, 3 KOPEKI[I€I0 OKyJdApaMu), a
TaKoK 0ci0 i3 mporpecyrooumMM 3aXBOPIOBAHHSMU Ta 3BY-
JKeHHAM 110J14 30py (o 10—15% ) 3 rocTpororo 3opy zxo 0,08.

3a caabozopocmi rocTpoTa 30py AJA OKa, II0 Kpalle
6auuTh, cragoBUTH Big 0,5 no 0,2 3 KopeKnieo 3BUYaiiHu-
MU OKyJisipaMu. KpimM 3HHKEHOI POCTPOTH 30PY, IIPHU ITLOMY
MOXKYTh OyTH IIOPYILIEHHA COIPUMMAaHHA KOJbOPiB, nepude-
pitHOTO Ta 6iHOKYJIAPHOTO 30pY.

Panniii po3BuUTOK ciimoru abo ciabo3opocTi cnpuui-
HIOE€ BiIXUJIEHHSA B PYXOBi#l c(epi Ta HEPBOBO-ICUXIUHOMY
PO3BUTKY. BismbniicTsk 13 1{uxX Baj ZOCUTH HoOpe HigacThes
KOPEKIIINHUM 3aX04aM.

ObcTexeHHA cneniaJbHUX NIKIJ Iadg ciainux Ta ciaabo-
30pHUX IiTeH IPOJEMOHCTPYBAJO, 1110 moHanm 80% s3axBopio-
BaHb MAlOTh IIEPEBAKHO CIIAJIKOBUM xapakTep. BBakaiors,
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III0 TeHEeTUYHO OOYMOBJEHI IIOPYIIEHHA 30pPY CTAHOBJIATH
60—80% ycix Bunmaakis miei marosorii, mpuuomy 80—
90% 3 HUX — ayTOCOMHO-PEeIeCcUuBHi (popMu.

Hepiako criitka 30poBa IIaTOJOTiA € KOMIIOHEHTOM
CIIaAKOBHX CUHAPOMIiB (npubiusuo 16% BUMAIKiB ciagko-
BOI cainmoTu Ta ciabo3opocTi).

PisHi mopymieHHa 30py Ta aHOMAJIil oUel CYyIIPOBOIKY-
I0Tb cuHOpom Pizepa. J|o OCHOBHUX CUMIITOMIB ITi€el XBOpO-
0 HaJIeXKUTH KOCOOKiCTh, MedeKTH CITKiBKHU, pPisHi mopy-
mieHHs abo BiICyTHicTH padyKK¥, IOMYTHiIHHS POTriBKH
Y KPHUINTAJUKA TOINO. ¥ XBOPOTrO IIMPOKE IlepeHiccd,
IIMPOKO IIOCTABJEHI o4i, BUBepHyTa HUKHA ryba, gedop-
MOBaHi BYIIHI paKOBMHH; XapaKTepHa TaKOMK 3arajibHa
HeJIOPO3BUHEHiCTh 3y0iB Ta KOHiuHa (hopMa nepefHix 3ybis.
Cunapom Pirepa ycnagKoBYy€eEThCA 32 ayTOCOMHO-JOMiHAHT-
HUM THUIIOM.

3a cuHndpomy Aanvcmpema HA TEePHIOMY DPOIi KUTTHA
3’ ABJIAIOTHCA MUMOBLIBHI PUTMiUHI KOJIMBAaHHA OUueil, po3-
BHBAIOThCA 3allaJIeHHA CiTKiBKM Ta cBiTsI000A3HL. CriocTe-
piraeTscsa nporpecyioue 3HUKEHHS [EHTPAIBHOTO Ta IIepU-
¢depiitHOTrO 30pY, 110 MPUOJIMU3HO KO CEMHU POKiB 3yMOBJIIOE
cainory. JJig XBOpHUX XapaKTepHE IPOTrpecyodye 3HMKEHHA
CJAYXY. 3 PAHHBOTO JUTHHCTBA CIIOCTEPIracThCsS OKUPIHHSA.

ITicnsa HacTaHHSA cTaTeBOI 3pijoCTi 3’ ABAAIOTHCA O3HAKY
IIYKPOBOro siabeTy, He3aIeKHOTO BiJ 1HCYJIiHY, Ta HUPKO-
Bol HegocTaTHOCTi. CTaTeBuii PO3BUTOK 30BHI HOpMaJIbHUIM,
ajle HaABHI 3HAUHI Baju BHYTPINIHIX cTaTeBUX OpraHiB.
InTesnexkT 3BUUaifHO 30epeskenuin. Tun ycnagkyBaHHSA ayTo-
COMHO-PeneCUBHUMA.

OCHOBHHMM KJIiHIYHKUM IIPOABOM cuHOpomy Jlenuya €, ax
IIpaBUJIO, 3MEHIIIEHHA Po3MipiB abo BiacyTHiCTHL ofgHOTO 13
ounux s0iayK. KpiM TOro, xapakTepHi TaK0X aHOMAJIil
KHCTi (3pouIeHHA NAaNbI{iB, HOABOEHHA BEJUKHUX IAJbIIiB
TOII{0), MOMipHA MiKporedasisa, gedhopmoBaHi, BiAcTOBOYD-
YeHi, HU3bKO IIOCAKEeHi BYIIIHI PAKOBUHHU.

XBOpi MAaOTh aCTEeHIUHY CTATypPy 3 BY3bKHMHU ILJIeUNMAa
Ta cCTerHaMu. Y HUX OyBaiOTh BaJgu CE€PIild, HIJIYHKOBO-KHIII-
KOBOT'O TPaKTy, HHPOK. BUABIAETHCA TAKOMXK BlACYTHiCTB
IeAKuX 3y0iB i mopymeHHsa IIPUKyCy. Bagm po3syMoBOTO
PO3BUTKY He3HaYHi. YcCIaAKOByeThcA cuUHApoM JleHia
X-3UeNIeHO PEeHEeCUBHO. ¥ IreTePO3UTOTHUX HOCIIB MOMKJIM-
Bi Jierki mposiBu xBopo6u (aHOMAaJIii KucTi Ta 3y6iB, By3bKe
obsmuud Ta iH.).
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Kamapaxmu epodiiceni rpynyioTh 3a O3HAKOIO OMYT-
HiHHA KpUIITAJHKA, BijJi iHTEHCHBHOCTI Ta JIOKaJgizaril
AKOTO 3aJICKUTH KJiHiuHa KapTuHa xBopobu. IIpubaunsHo
25% BUOAAKIB NPUPOIKEHNX KaTapaKT CTAHOBUTH MOBHA
KaTapaKTa, I[0 CIPUYHHIOE 3HUXKEHHS TI'OCTPOTH 30pY,
inozi smaune. IIlapysaTta KatapakTa (mo 40% ycix Bunaz-
KiB) IIporpecye mocTyIIOBO i Bpaska€e, IK IpaBuJio, o0UABa
OKa, IIT0 MPU3BOAUTHL A0 imBamigHocti. IIpuponaskeni kara-
pakTi B 30% BHMIAAKiB CYIPOBOIKYIOTBCA KOCOOKiCTIO Ta
MHUMOBLJILHAMY PUTMIYHMMH KOJUBAHHAMU OUYHUX SAOIYK.
Y 25% Bumnazaxis ogHocTopoHHA Ta B 11% Bumaakis aBo-
CTOPOHHSA KaTapaKTa IMOELHYETHCA 31 3SMEHIIIEHHAM PO3Mi-
piB oxa. Ilpupossxkeni xarapakTH MawTh pisHOMaHiTHI
¢dopMH i yCIIaJKOBYIOTHCS 3a Pi3HMMHU THIIAMU — ayTOCOM-
HO-AOMIiHAHTHHMM, QyTOCOMHO-PEIECHUBHUM Ta X-34eIlie-
HHUM PEIeCUBHIM.

IlopyureHHs 30py € CHMIITOMOM TaKOXK CIHAaAKOBUX CUH-
apoMmis Yiiepa, Anbsnopra, Mapgana, Kpysona Tta inmux, a
TAKOXK PiSHUX CHAJKOBO 3yMOBJEHMX IIOpyIIeHbL OOMIHY
PEYOBHH.

6.7. AHoOManil noBediHKu

Y cycniibHOMY KHTTi 3HAYHY NPo0JjieMy CTAHOBJIATH BU-
HagK¥ aHOMAaJIbHOI IIOBEAIHKH JIIOAUHH.

AHOManii noseginkn — Aii Ta BYMHKKU nogesn abo colianbHux rpyn, wo
cynepeyartb coliasibHM HopMam abo BU3HaHUM NpaBuiam NoBELIHKH.

Ha#inmomupeHimmMu BUAAME AHOMAJIbHOL IIOBEIIHKHU €
HapKOMAaHiliHa 3aJIe)KHiCTh, CeKcyaJbHi 3004eHHs, 3JI0-
YUHHICTL i caMmoryo6cTBo.

I'enmeTuKa JIOAVHN OPUAiNSAEc 3HAUHY yBary BHBUEHHIO
CIIaJKOBOI NPUPOAH LILOr'O ABUIIA.

HapKkomaHinHa 3aneXHicTb

TepMiH «HaApKOMAHIIHA 3aneXHHICMb», 3alpoBajxe-
HUui BcecBiTHBOIO opraHiszalmi€eio oXopoHHU 30pOB’d, O3HA-
yae 3aJIeKHICTh CTaAHy XBOPOTO BiJl HAAIBHOCTI ab0 BiACYyTHO-
cTi B IOT0 OpPraHiaMi HapKOTUYHOI pe4OBUHU. PO3pi3HAIOTH
ncuxivami i ¢pisyuHEME BUAY HADKOMAHINMHOI 3aJIe)KHOCTI,
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IWIBUAKICT, QOPMYBaHHS AKUX BUBHAUAETHCA HEe TiJBKH
BUAOM HApPKOTHYHUX PEUYOBMH, YACTOTOIO Ta OO3aMM iX
BXKUBaAHHS, a ¥ iIHAUBIAYaJIbHUMU OCOOJINBOCTIMM, BiKOM,
CTaTTIO, TPUBAJICTIO HapKoMaHii, HaABHICTIO CynyTHix
3aXBOPIOBaHb (Y T. 4. ICUXiUHNX), COIlaJILHUMHA YMOBaAMHU
Ta IHNIMMUX YUHHUKaMH.

ITcuxiuna Hapromariiina 3aeHCHICMb IOJIATAE B TOMY,
[0 B’KMBAHHA HAPKOTHYHOI peUOBHMHHU HaOyBae OCHOBHOTO
3HAYEHHSA B KHUTTi, Ha I[bOMY 30CEPENKYIOTHCSH BCl JYMKH
XBOpPOTro. 3apagy HbOTO BiH HeXTy€ po0OTOI0, HABUAHHAM,
po3BaramMu, yIoge0aHHAMHU, COIiaJbHUMM KOHTAKTAMU
(KpiMm noB’sA3aHMX 3 HapKoMaHi€). Ha HapKOTHUKY XBOPUMA
BHUTpAauae Bci rpoimi; mob6 mobyTu ix, He 3YIUHAETHCA
HaBiTh mepej NpoTU3aKOHHUMHU AiamMu. IlparHeHHsa orTpu-
MaTH HapKOTHKHU HaOyBa€ MOHAAIIHHICHOTO XapaKTepy.

OcHOBOIO Qi3unHOl HAPKOMAHIUHOL 3aeHHOCMI € CTI-
ki 6ioximiuHi 3MiHM B opraHi3mi, 110 pO3BUBAIOTHCS BHACJII-
JIOK PeryJApHOro i JOCTaTHHO TPUBAJIOTO BXaKUBAHHA HAPKO-
THYHUX pe4oBuH. PeryjnspHe HaAXOHKE€HHSA HAPDKOTHUKY B
OopraHisM cTac HeoOXiZHOIO0 YyMOBOIO 30eperKeHHs roOMeocTa-
3y Ta BiguyTTsa (ismuHOro KoM(popTy, a HOoro BiiCyTHICTH
BUKJINKA€E XBOpPOoOJUBUM cTaH — aOCTUHEHTHUUN CUHAPOM, ¥
AKOMY ACKPABO BUPAYKAETHCS (pi3UUHA 3aJIEIKHICTD.

HalimomupeHilmuM BMIOM HAPKOMAaHINHOL 3aJ1€XHOCTL
€ XPOHIUHMH aJKOIr0JIi3M, faraTo JIoAei cTpaKIaloTh Hap-
KOMAaHi€I0 Ta TIOTIOHOKYPiHHAM.

AJaxoromaiam. B:xUBaHHA aJIKOIOJII0 IOIIPEHe BCIOAH,
3a BUHATKOM KpaiH, Je BOHO 3aD0pOHEHEe peJliri€lo.

YHacaigoK cUCTeMaTU4YHOI'O 3JIOBXKUBAHHA CIUPTHUMU
HANOSAMM PO3BHUBAETHCS 3aXBOPIOBAHHS Ha aJIKOTOJII3M.
IlonynsniiiHa yacToTa aJKOrojidmMy CTAaHOBUTH Yy CEPeAHBO-
My 3—5% cepen uosoBikiB Ta 0,1—1,0% cepen xkiHOK.
HesAKi gocaIiAHMKY BBAXKAIOTh 111 IOKA3HUKH 3aHUKEHUMH,
00 BOHM I'PYHTYIOTHCHA JHIIe HAa BUIAAKaX 3BEpHEHHS 0
MeIUYHOIo 3aKJIany, i mozaroTs iumIi gaai — go 10% aakxo-
TroJIiKiB cepen 4oJIOBiKiB Ta 3—5% cepen XKiHOK.

XBopoba xapaKTepHU3yeEThCA (PiZMUYHOI0 Ta IICHUXIUHOIO
3aJIEKHOCTAMM BiZ aJKOTOJII0, ypParKeHHSAM BHYTPIIIHIX
opraHis (me4iHKU, cepIid, IIJIYHKA TOINO), IIeHTPaJbHOL Ta
nmepudepiitHOI HEPBORBO1 CHUCTEM, IICUXIUYHOIO 1 COIiaJabHOIO
merpaganieo. Ha misHix cramisx ajKoroJaismMy posBHBAa-
IOThCSI AJIKOTOJIbHI cuXx0o3u. XBopoba 3ry6HO Ai€ Ha craj-
KOBiCTh: cepel HaIlaAKiB aJdKOTOJiKiB emmiJiemncis, oJiiro-
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dbpenisa, pisHi Bajgu PO3BUTKY TRANJSAKTHECH HaGararto
yacTiie, HidK cepel HAIAAK1B 3A0POBuUX JoAen. KdheKTHUB-
HICTBb JIIKYBaHHSA 3aJI€KHUTH Bif cTaxll XxBopobu, 0co0JINBO-
cred 11 nepebiry, Aii conmiaJibHUX Ta IHINIUX YWHHUKIB.

Jlo anxkoronismy npusBoAATh pisHi npuumeU. g Bu-
3HAUEeHHA IPUPOAU CHAaAKOBOI CXUJBHOCTI O aJXKOroJiIo
3IiACHIOBAJH JOCJiAKeHHA POLOBOiB, OJHU3HIOKOBUX Iap,
NPUMOMHHUX JXiTeM Tomio. HacTo msa maToJiorid Mae cimeit-
HHUI XapaKkTep DOAi0HO 10 TaKMX IMCUXIUHNX 3aXBOPIOBAHD,
AK MaHiaKaJIbHO-AEeNIPECUBHUY IICUX03, AEIIpecisa Ta mua3o-
tbpenia. IlopiBHAHHA 3aJI€3KHOCTI BiJl aJKOT0JI0 YV OJIH3HAT
3aCBiTUNJIO, IO POJIb CHAAKOBOCTI AOCUTH 3HaUHAa. Hanpu-
KJIaZ, 3a TAXKKHX (POPM alnKorojismMy KOHKOPAAHTHICTH
MOHO3UTOTHHUX OJINBHAT cradoBuaa (1%, a TUBUTOTHUX —
TiabKH 32% . YCHUHOBJIEHI OiTH CXUJILHICTIO SO PO3BUTKY
aJIKOroJIidaMy OlJbIlle CXO0Ki Ha ¢BoiX OiojsoriuHnx 0aThKiB,
HiK Ha npuBioMmHux. OT)XKe, CXHUJIBHICTH JO aJKOrojiamy
3HAYHOK MipOI0 3yMOBJIeHA CIIaJKOBICTIO.

He icHye eaumHOrO reHa, sIKUii BH3HauaB OM 3aJIeX-
HicTh Big ankorosaioo. BUsBIeHO KiJIbKa I'eHiB «pPUBHUKY»,
IPOAB AKUX PI3HOIO MipOIO 3aJIe’KUTh Bl YNHHUKIB HaAB-
KOJIMIIHBOI'O cCepeloBHUINA — CHUTyaIlii B cim’I, KoJi ToBa-
PHUIIIB Ta CyCHiJbCTBI. 3 HUX BUOKPEMJIOIOTH ABi rpynn
reHiB: reHM, AKi KOHTPOJIOIOTH MeTab0JIidM aJIKOTOJIO B
opraHiami, Ta reHu, IO BU3HAYAIOTh HEeHPONCHUXiuHi
hyHKIii.

IIpomec merabosisMy aJKOroJIl0 B OpraHiaMi JIIOAUHN
MO2KHAa 300pasuTH CIPOILeHO YV BUTVIAAL TAKOI CXeMH:

ADH ALDH

Anxorons —y Aneranpaeriy —m Omroea Byraexucauit
KHCJIoT2 ras Ta BOAa

AnKorosib B opraHiaMmi JIOAUHYM 3a3HA€ IIEePETBOPEHb.
Ilepmny peakiiio (mepeTBOPEHHS aJIKOTOJIIO Ha aleTaJibae-
ri) KOHTPOJIIOE IIEeYIHKOBUI (DEPMEHT aJKOTOJIBJETizpore-
Haza (res ADH 2; noranisania 4¢21-¢23), apyry (neperso-
PEHHA aleTaJdblerily Ha OITOBY KHUCJIOTY) — (DEPMEHT aller-
anpaeripperigporenasa (rea ALDH 2; nokadnisamia 12-g24.2).
AnieTanberis € TOKCHYHOIO PEYOBUHO0. 1I0ro HAKOMHUUeH-
Hf B KPOBI IPHU3BOAUTL A0 IHTOKCHKAIlil opraHiamy, AKe
CYIIPOBOIKYETHCA HEOPUEMHUMH BiZdyTTAMH, T. 3B. IIO-
XMibHHUM cuHApoMoM. IIIBuakicTs poboTu nux pepmMeHTIiB
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TeHEeTUYHO AeTEePMiHOBaHA 1 HA Hel HEOJHAKOBO BILJIMBAIOTh
pisHi ayeni 060X rexis.

Busasseno anenp ALDHZ2*2, akuii KoAaye CTPYKTYPY
ameTajgbJeriggerifporesasu 3i 3HMMKEHOI AKTUBHICTIO.
Leii HeTunOBUM (hepMEHT YHOBiJILHIOE IIEPETBOPEHHSA OITO-
BOT'0 aJbAerify Ha OLTOBY KHCJIOTY. ¥ pe3yJabTarTi y Jiroaeit
3 IIMM BapiaHTOM alleTajJbleriggerifporeHa3u BXXKUBaHHA
AJIKOTOJIIO CYIIPOBOIKYETHCA HENIPUEMHUMH BiAUyTTAMH.
Y pisHEX €BPONIEHCHKHX IIONMYJAIIAX YacTKa JIIogeH 3
TaKUM BapiaHTOM (pepMeHTYy KoJuBacTbcA Bix 5 mo 20%,
aJie B A3sii BiH TpamnseTsrcAa HabaraTo uacrinie (HaopukJazm,
y 90% samonniB). Oco0u, IOMO3BUIOTHI 3a NMUM aJjiejieM,
IIPAKTUYHO HE XBOPiIOTH Ha ankoroJaism. sRurteni fdnownii,
I'OMO3UTOTHI 3a muM aJjejeM, cHoxupBaioTb y 10 pasis
MEHIIIe aJKOI'0JI0 Ha MicAnb, HiXK 0co6H, B TeHOTHIII AKHUX
HeMae anena ALDHZ2%2. Y pasi reTepo3uroTHOCTI 3a TAaKUM
ajieJIeM CIIOKMBAHHSA aJIKOTOJIIO B TPHM pa3u HUXKYE, HilK 3a
yoro BigcyTHOCTi B renoruiri. [loaiOH1 pocaigskeHHsA, Ipo-
BeleHi B cepeOBUIIi IPeACTABHUKIB PiSHUX €THIUHUX I'PYyII
y CIIOA, miaTBepauan, M0 CXUJBHICTE A0 COOKUBaHHS
aJIKOTOJII0 BU3HAYAIOTh HE 3aXifHi KyJAbTYpHI HiHHOCTI Ta
CTHJIb XHUTTH, a ocobauBocTi ¢isiosorii, Axi MarmTH reHe-
TAYHY IPHPOAY.

BHacigok BXKMBaAaHHA aJIKOTOJII0 B MO3KY aKTUBYETHCA
CHCTeMa IMO3UTHBHOIO NiAKPIIVIEHHA, A0 AKOL HaJeXKaThb
CTPYKTYpPH JIiMOiuHOI cucTeMn MO3KY Ta npe(pOHTAIBHOL
Kopu. AKTHUBAIlIA ITiel cHMCTEeMM 3a0X0Yy€ OO0 IMOBTOPEHHSA
nifA, M0 IPUHOCATDH 3aI0BOJIeHHA. CTPYKTYpHU MO3KY, III0 €
CKJIaJZOBHMHX CHUCTEMM IIO3UTHUBHOIO IiAKpiNJIeHHA, aKTHU-
BYIOTHCSA 1 IpW BXXKMBAHHI HAPKOTUKIB, HAIPUKJIaJd, KOKai-
HY, am(peramiHiB, MapuxyaHu, ajie aJKOTOJb i€ IIupiie,
3aJydarouu i iHnIi 30Hu MO3KY, Y T. 4. MO304YOK, II[0 BUKO-
Hy€ pyHKIiI 36epekeHHA PiBHOBAru i KoopguHaiii pyxis.

Y opmyBaHHI aJKOTOJBHOL 3aJI€2KHOCTL 6€pyTh y4acThb
TAKOXK TI'eHU, AKi KOHTPOJIIOIOThL IEepelaBaHHA HEPBOBOTO
iMOyJIbCy Bi OZHOTO HEMPOHA [0 1HINIOT0O: TeHU CUHTE3y Ta
Ie3aKTHUBAaIil TakUX HeMpoTpaHCMiTepiB, AK aodamis,
cepoTOHiH, ramMmma-aminomacisgHaa Kucaota ('AMK), resu
ix pelenTopiB Ta mepeHOCHUKiIB. ¥Yci BOHM 3AiACHIOIOTH
BILIMB, X04a POJIb KOMKHOT'O OKPEMOro reHa IIp4 IbOMY He-
sHauHa. Hanpukian, 6yJo foBeleHo, 1o anesb 1'agAl resa
pententTopa podpaminy DRD2 (nokajisamnia 11¢23) gacrimie
TPAILIAETHCA B aJKOroJyikiB. Ilen asenp COpUUUHIOE 3MeH-
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INeHHs I'YCTHHU PEIeNTOPiB Ha MeMOpaHax KJIiTHH, YHACII-
JOK YOro HAKOMHUYYETHhCA 3alBUM mgodamiH. AHOMAJiIO
nmoranbJioe MyTanis reHa MoHoaMiHokcuzgasum A (MAO;
JoKagisania Xpll.4-p11.23) — depMmeHTy, IO € CYIIPECO-
poMm (mpurHiuyBaueMm) aocdaminy. Bora monsarae y samini
JINIIE OZHOIO HYKJICOTHAY Ha IHIIINH i TPU3BOAUTE 10 HU3b-
Kol akTuBHOCTI pepmenTy. HaamipHa KinbpKicTh fodaminy
B OpraHis3Mi JIOAUHHU poOUTH ii MOBEAIHKY HECTINKOIO, a 3T0-
TOM iHOA1 ¥ acoIiiajJbHOIO.

¥Yei ni o3HaKM 0COOGJHBO IIPOABJAIOTHECA B HeOJIaromo-
JYYHUX CcimM’AX, OJHAK, AKIIO0O BUXOBHHU ITporec Bigby-
Ba€ETHCA IIPABUJIbHO, BIIJIMB aHOMAJBHUX ajiejiei KOopery-
€ThCs, i 1X HOCII BUABJIAIOTH acCOIiaJIbHY IIOBEJIHKY HE
qyacTimne, HiXK HOC1l HOpMAJbHUX aJIeJIel.

IToniOHe ABHINle MOXKe TPAIIUTHCA TAKOXK i3 reHOM 6ij-
Ka-TpaucnopTepa cepoToHiny. OnuH i3 ajesieil IbOro reua,
IIPU SAKOMY YTBOPIOETHLCA HEJNOCTATHA KinabKicTh Oinka-
TPaHCIIOPTEepa, MOB’A3aHUIN 31 CXWJIBHICTIO OO Aempecii i,
BigmoBimHO, anakorosgismy. OgHak Takuil aHOMAaJbHHU
ayeyib IIPOABJIAETHCS JIUIIE 38 HECTIPUATINBUX YMOB BUXO-
BaHHA. AKINO AUTHUHA OTOUeHa JII000B’I0 Ta PO3YMiHHAM,
xn0OHi 03HAKU He BUABJIAIOTHCA.

Ha cxuapHiCTH A0 aJIKOT0JIi3BMy BILIMBAIOTHh TAKOXK
reHH, 110 3a0e31euyroTh KOHTAKTH MiXK KJiTHHaAM#, QOp-
MyBaHHA HOHHUX KaHaJiB Tomo. HaykoBi mociimxenHs
BHABJAIOTH yCe HOBi 'eHU, IIPUYETHI J0 ux apuil. Hanpm-
KJaJ, IIPU BUBYEHHI €JIEKTPUYHOI AaKTUBHOCTI MO3KY BHA-
BUJH, IO y JIIOJeHN 13 HeperyJasaspHUM ajb(pa-puUTMOM
(oOCHOBHHI PHTM eJeKTpoeHnedaJlorpaMu JIOAUHA B CIO-
KiAfHOMY CTaHi) Imicsa mpuiioMy aJIKOTOJIIO BiH cTaBaB BUpa-
skeHimmuM. Ile cynmpoBoaKyBajsioca peJakcali€io, sKa y Ta-
KHUX 0ci0® 6e3 aJIKOrosr0 He HacTymnaja. 3yMOBIIIOE el e(peKT
rpyna reHis cy0OAHHHIIL PEIeNTopa raMMa-aMiHOMAaCIAHO1
kucaotu (CAMK) (GABRA1, GABRA6, GABRB2, GABRG?2;
JoKaJi3ania 5g34) ra iH.

Hogi meToau gociaimxeHHA MO3KY (PYyHKIIiOHaJIbHE Mar-
HiITHO-PE30OHAHCHE CKAaHYBaHHfA, IIO3UTPOHHO-eMicliiHa
ToMorpadis) € AKepeJoM HOBUX 3HaHBb IIPO IIPOIleCH, AKi
Bim0yBalOTHCS IiJ Ji€r0 aJKOroJI0 1 JOIIOMAaraoTh BUABJIATH
HOBi I'eHH, 1I0B’ A3aHi 3 IMMH IIPOIECAMH ¥ aJIKOT'OJi3MOM.

3HalIeHO MEeCATKU IeHiB, YHACHiAOK MOpPYIIEeHHSA po-
00T KOTPpUX, AK IIPUNYCKAIOTh, MiJABUIIYETHCSA PHUIHK
PO3BUTKY aJKOroJismy. OgHaK crnagkoBa CXUJBHICTH OO
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3aXBOPIOBAHHA BUABJIAETHCA JIUIIE B TOMY BUIIAAKY, KOJIHA
1 reHu, i cepeaoBuiIlle Lil0OTH B OMHOMY Haupsami. 'eau He
MOJKHa KoperyBaTH, aJe JIOAMHA 3JaTHAa 3MiHIOBAaTH
YMOBU CepeAoBUINa, MO0 MOHU3UTH PUSUK IIOABU Ta
IMONIVPEHHSH aJIKOr0JIi3MYy.

I'eHeTHYHi JOCAIYKEHHSA aJIKOTOJII3MY € OCHOBOIO BUPO-
OJseHHA 3axo0[iB i3 mpodinakTukm miei maroJorii. Ile
HacaMmIepe[ nezaroriuHi saxonu. Hanpukiaan, npu mOCJHTi-
I;KeHHI1 HOCIIB «pHBMKOBOI'O» aJjiesid I'eHa peiientopa aoda-
miny (DRD2 TagAl) BcTaHOBJIEHO, ITO BOHY MEHIII YyTJINBI
IO HeraTHBHOIO MIiJKPiIJeHHsA, HiXK HOCII HOPMAaJBHOTO
ajelysa. Y HUX He IpanioioTh CTPYKTYpPH, IO BiAIOBiZAIOTH
3a 3allaM’ATOBYBAaHHSA HEraTMBHUX HACHiAKIB meBHUX AiH, a
oTKe, He (GopMyeThCcH YCTAHOBKA YHUKATHU TOrO, HIO IIpWU-
3BOJUTH A0 HEIPHMEMHUX BimuyTTiB. MosKHa IIpUIIYCTUTH,
1[0 Y BUXOBAHHI TaKUX AiTel edeKTUBHOIO Oy/ie MoxBaJja 3a
rapHy IMOBeAiHKY, IIOBTOPIOBaHA IIOCJIIIOBHO 1 Teprjaue, a
IMOKapaHHJA 3a IIOraHy MOJKe He JA1ATH, a00 JaBaTW HEraTuB-
Hi pe3yJbTaTH.

IIporpamu npodisIaKTHKHN aJKOTr0Ji3My MalOTh I'PYHTY-
BaTHCA Ha BUPOOJIeHH] BiAIOBIIHOI CAMOOIIHKM Yy AiTeH Ta
MOJIOZi, Ha YMiHHI poamidHaBaTH 1 OIIHIOBATH HACJILAKU
PHU3HKOBOlL IOBEAIHKH.

Hapxomanisa. Ile cykynHicT, XpOHIYHMX TATOJOTIHA,
COIPUYHMHEHNX 3JIOBKHBAHHAM JiKyBaJbHUX ab0 iHIIMX
HapKOTHYHUX PEYOBHH, SKi BUKJHUKAIOTh Pi3UUHy Ta IICU-
xiuny sanexuicts. HapkoManisa — gysKe CKJagHa COLIaNIb-
Ha mpobieMa. BoHa cipuuyuHIOE TIM0O0OKi 3MiHM 0COOHCTO-
CTi, po3JjIaiy NCUXIKK Ta NOpYyIIeHHA (HYyHKIill BHYTPIIIHIX
Oprasis.

3aJie’KHO BiJi HAPKOTHUYHOTO 3aco0y pO3pi3HAITH Hap-
KOMaHiI oniiiny (Mopdinisam, Kogeinism, repoiHiaM TO110),
ramuinHy (ramwumuaMm), 6apbiTypoBy (6apbiTypaTtusm),
KOKaiHoBY (kKokainHisM) Ta iH. Tpanasernca kKomOiHOBaHa
HapKOMAaHidA (moJiHapkoMaHis). Yci pisHOBUAM HAPKOMAaHIL
MAalOTh XapaKTepHi oco6JMBOCTL IPOsIBY, epebiry Ta JiKy-
BaHHA. [l0 pPO3BUTKY HapKOMaHil IpUUYETHI AK CepeJOBUIIL-
Hi, TAK 1 reHeTUYHi YMHHUKHU. SIK CEepeJOBUIIHI MOXKYTh
MOAIATH He3aJOBOJIEHHS KHUTTAM, YTPYAHEHa coliajbHa
ajzanTanis, cTpecu, Aenpecii Tomro.

Cepen reHeTHYHWX YWHHUKIB BUSABJIEHO 3HUKEHHSA
exkcrupecii reHiB meBHMX peryJAaTopHux nentunis. OxHi 3
IUX NenTuAiB (eHaopdiny, eaxedalinu) OJIOKYIOTh OniaTHi
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pelleniTopu, 3a0e3MMeuyIour XOpPOoUInid HacTpi#, iHmi (cepo-
TOHiH) — 3a0e3meuyyoTh HOPMAJbHY VABY, IIIATHUMKY 3a-
raJbHOJIOACEKHX IIIHHOCTEMH, 34aTHICTh IIO3UTUBHO CIIPHUIA-
MaTH pajficHi moxii, ycBiAoMJIOBATH CEHC KHUTTH. SIKIIO
TaKUX T'OPMOHIB BUPOOJIAETHCA HENOCTATHBLO, 1€ CIPUYHU-
- HIOE ICUXivuHu# Ta GisuyHUN TUCKOM@POPT, MiAIITOBXYE IO
IIOINYKY 3aco0iB i pe4yOoBUH, AKi 0 MOIJIu MO0 YCYHYTH.

Ban3HIOKOBL AOCIHifsKeHHA NPOAEeMOHCTPYBaJH, IO
VCHAaJKOBYBAHICTh HAPKOMAaHil CTAHOBHUTH HNPHOJIUZHO
30% . IIpucTpacTh 40 Pi3HMX HAPKOTHKIB Ma€ HeOJHAKOBi
reHeTHYHi KOMIOHEeHTU. TaK, yCIaJKOBYBaHIiCTh CXHUJIBbHO-
cTi 10 repoiHoBOI 3aJyeskHOCTL nocarae 50% , a mo mcuxoje-
JivHNX 3ac06iB — 26%.

OxuyM 13 Ba)KJIMBUX YMHHUKIB CXHJIBHOCTI IO HapKoO-
MaHil € TaKa IICUXO0JIOTIYHA BJIACTUBICTE JIOAUHU AK IIOIIVK
HOBU3HU. |

JIikyBaHHA XBOPHX HA HAPKOMAaHiIO 3MiMCHIOIOTH y IICH-
xiaTpuuHUX cTamioHapax. BoHo mepeabauae npoTupaiio
abcTuHeHIil, 3araJbHO3MIIIHIOBAJILHI, e3iHTOKCUKAIiliH
Ta MATpUMYBalbHiI 3axoau. Ockinbkm (apmaxoJioriuHe
BTPYYaHHsS He PO3B’sI3y€ IICHUXOCOIiaJbHUX IIPo0JieM XBO-
poro, JiKyBaHHA Ma€c O0yTH KOMILJIEKCHUM i1 CIIMpaTUCA Ha
peabimiTairiiini 3axoam, To6TO ICUX0-, TPYAOC- Ta KYJBTYPO-
Tepario.

TroTIOHOKYpiHHA. BAUXaHHS TUMY TJIiI0YOr0 TIOTIOHY —
1e HAWUMOINHMPEHIiIn# BUI TOKCHKoMaHii. MimeHHIO TOK-
CHYHOl Ail IIpu IIbOMY € HepBOBa cHcTeMa. BusBjeHo 3a-
JIEKHICTh CXHUJIHHOCTL 10 TIOTIOHOKYPIHHSA BiJi HEPBOBO-IICH-
xiyHOro ckJaay JgioauHU. IIprunHaMu nmonyjasspHOCTI 1miel
MIKiAJMBOL 3BUYKHY € THMUYAacoBa TOHiI3yioua Jis HIKOTHHY,
ajJanTailia 1o HbOro OpraHi3My i cuja 3BHUKH.

3riZiHo 31 CTATUCTUYHUMU JAHUMH, TIOTIOHOKYPIHHA CKO-
POYY€E TPUBAJIICTD KUTTS 1 IIiABUINTYE CMEPTHICTh HaceJIeHHA,
CTYIIIHb PU3UKY PO3BUTKY PaKy JiereHiB, CIPUYUHIOE PO3BH-
TOK 3aXBOPICBAHb JNXAJBHOI, TPABHOI Ta KPOBOHOCHOI CHCTEM.

HeGesneuHe TakoK maCUBHE KYPiHHA — BHMYINEHE BIU-
XaHHA HEeKYPIAMM HaKOIIWYEHUX y IPUMINIeHHI IPOAYVKTIB
TIOTIOHOKYPiHHA. Y AiTel, AKi O6araTo uyacy IPOBOAATH Y
HaKypEHUNX NPUMIIIEHHAX, YacTille PO3BUBAIOTHCA XBOPOOH
INXaJbHUX NLIAXIB (aieHOLAU, TOH3UJIITH, TIHEBMOHII TOI110).

BusiBieHO NMOMIpHUUM reHeTHYHUHH BILINB (KoedillieHT
ycnagxkoByBaHocTi mpubsausaHo 60%) Ha mpucTpacts Ao
TIOTIOHOKYPiHHA.



234 CnafKoBi NopyleHHst PO3BUTKY

OcraHHiM yacoM y 3aTATHX KYPIiB BHABJIEHO aJesi
reHiB (CHRNA3, CHRNAS5, CHRNB4), saki KoayoTs OLi1-
KM, IO € CKJIQJOBUMH alleTHUJIXOJIiHOBUX pelenTopiB. Bu-
3HAYE€HO, 10 BOHH MiCTATbCA y Xxpomocomi 15 (TouHimia
Jokasizanisa HeBimoma). HikoTmH, yacTHHA TIOTIOHOBOI'O
IUMY, 30aTeH iMiTyBaTH Aif0 alleTUIIXOJIHY, TOMY IIi pelemn-
TOPH JiCTaJIi HA3BYy HiIKOTHMHOBUX. 3B’SA3YI0OUM MOJIEKYJIH
HiKOTHHY 3 HEPBOBUMH KJITHMHaAMH, i OiJKM CIIPHYMHIO-
IOTh HIKOTHHOBY 3aJICKHICTbD.

PesyabpTaTn JocaimskeHb KiJIbBKOX THCAY OJH3HIOKO-
BUX Hap AOBeJIH, IO CUJIbHHUM 1 JIETKUM CTyINEeHi TIOTIOHO-
KYPiHHA 3YMOBJIIOIOTH Pi3HI reHeTHMYHI YMHHUKHU. Jlerka
3aJIeKHICTh BiJf HIiKOTHHY (3a JeHb BUKYPIOIOTh MEHIIE
curaper) OLJIBIIOK MipOI0 BU3HAYAETHCA 'eHETUUYHUMHU, a
He CepEeJOBHINHUME YUNHHUKAMHU IIOPiBHAHO 3 CUJIBHOIO 3a-
JEeXKHICTIO.

Jiia JiKyBaHHSA 3aJI€XKHOCTL BiJl TIOTIOHOKYPiHHA BUKO-
PHCTOBYIOTh Pi3HOMAHITHI TepaleBTUUHI MeTOAUKH (HaBi-
I0BaHHs, GOpMYyBaHHA Bifjpa3u Ta iH.), OMHAK KOAHA 3 HUX
He € ePeKTUBHOIO Yy BCiX BUMAAKaX. ¥ CIIITHOMY JIIKYBaHHIO
CIpUAE MiATPUMKA PIAHUX Ta OJIU3BKHX, 4 TAKOMXK IICUXOTe-
pamis. :

FomoceKcyanbHiCTb

3a JaHUMH pisHUX AocaigHMKiB, Big 1 mo 10% uosmosi-
KiB i Bix 1 5o 3% XiHOK € romoceKcyaabHUMH. I'omocerxcy-
aJlbHicmb — cTaTeBe BaOJIeHHA [0 JIoJel ¢cBOoe€l crari.

CycninbcTBO nporarom yciel icropil nmo-pisaEomy craBH-
Joca o uporo ABuma. CrapozaBH1I 0AeMCBhKi Tpamuiiii
3acypKyBaJIu roMoceKkcyanabHicTs, eaki ¢popmu romocex-
CYaJbHOCTL BBaKaJu ILJIKOM npupoaHuMu. KaToaunbka
€Bpoma crovyaTky He IIPOABJIAJIA JO F'OMOCEKCYaJIiCTiB BOpO-
skocti. OgraKk y CepeaHbOBiUUi 3BUHYBaU€HHS B I'OMOCEK-
cyajismi OyJsn miACcTaBOO IJIA TepeciaiAyBaHHA 1HKBi3H-
iicro. Ha mouaTtok XX CT. Yy HAYKOBHUX K0JIaX c(h)OPMYBaJIO-
cs YABJIEHHS PO Te, II0 F'OMOCEKCYaJbHICTh — IIe XBopoOa,
3 AKOIO JIIOAWHA HapOL:KyeThcsa. ByJio 6araTo cupob JiKy-
BaHHS I'OMOCEKCYAJIbHOCTI, fAKi 1HKOJH MeXXyBaJu 3 Bap-
BapCHKOIO JKOPCTOKiCTIO (HAIIpHKJIAJZ, IepecagKa ciM’ aHu-
KiB, €JIEKTPOIIIOKOBA Te€paIlif TOII0), ajie BOHU 3aBePIIAJIN-
cdA 0e3pe3yabTaTHO.
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3a JaHUMU OJM3HIOKOBUX JXOCJiAKeHb, ¥ MOHO3UIOT-
HUX OJu3HAT BuabjeHa jaunie 50% KOHKOpPZaHTHICTH 3a
romocekcyayibHicTio. Ile ¢BigunTh PO 3HAYHHUI BILJIUB
cepeaoBuIlla Ha (JOPMYBaHHA TAKOTO THUITY IIOBEiHKH.

BrinB criaZKoBHUX YHHHUKIB Ha KiHOYY IrOMOCEKCYaJib-
HicTh 11e MeHInui. JociigkeHHsa OMHU3HAT KiHOUYOI crari,
SIK1 BUPOCJIM HaPi3HO, MOKAa3aJio, 110 BC1 BUBYEHI mapu Oyau
JIUCKOPAAHTHI 34 11icio o3HaKo10. ToMy MOKHa BBaKaTH, 1110
1A 0COOMMBICTE MOBEAIHKH € HaOyTOI0, a He YCIIaAKOBaHOIO.

HaykoBi pebaTu miof0 IpUpPOAU TI'OMOCEKCYaJIbHOCTI
IIPOAOBKYIOTHCA, ajie CTABJEHHS CYCILJIbCTBA 0 I[HOTO
SIBUIIA CTAJIO TEPIUMIIIINM.

I'eHeTHYHI AOCKTiPKEeHHA OCTAHHIX POKiB J0BeJIN, IO HA
CTaTeBY OPi€HTAIIiIO JIIOAWHY BILJIMBAIOTh 'eHH, PO3TAaIlIoBa-
Hi He jumre B X-XxpomocoMi, ik BBakaJsu paxime. Ha xpo-
MocoMax 7, 8 Ta 10 BuaABII€eHO JOKYCH, A€ MOXKYTh MiCTUTH-
ca ui renu. Ilory:xHMM MOKe OyTH i BOJIMB YMOB HaBKO-
Jumeboro cepemosumia. OTKe, CeKCyaibHA OPi€HTAIA €
MyJbTAPAKTOPHOIO 03HAKOIO.

Harenep JikyBaHHA IOMOCEKCYyaJlisMy He IPaKTHUKY-
I0Th, OKPIiM BUIIQAKiB, KOJIM IAIlicHT caM OasKa€ 3MiHUTH
CTaTeBYy Opi€eHTaIion. ¥ IbOMYy pa3i 3aCTOCOBYIOTH I'PYIIOBY
Ta MOBEAIHKOBY IICHXOTEPAIIiio.

3N0OYUHHICTbL

I'eHeTUKM He MOJMUIIAIOTH CIIPO0 BU3BHAYMUTH CIAJKOBi
Ta CePEeJOBUIIHI MEXaHi3MHU TAKOTO0 CKJIALHOTO i moJgiMopd-
HOr'O COIIiaJIbHOTO ABUINA AK 3JIOYMHHICTL. 3JIOYMHOM BBa-
JKalTh 1 mopyiieHHA (PiHAaHCOBMX 3aKOHIB, 1 KpaJixKKy, i
BOMBCTBO (HaBMUCHE UM B cTaHi adekTy). Kpim Toro, icay-
I0Th IpobseMu 00JiKYy 3JIOUMHHUX OiM. K10, HampuKIamd,
y pas3i XxBopoOM mamieHTH caMi IIYyKawTh JiKapiB, AKi
BeJyTh PeTeJIbHUHN O0JiK MeIUMUYHHX JAaHUX, TO IOJAO0 3J0-
YUHHOCTI CUTYyAallid IpoTujaexkHa — 6araTo 3JIOUHHIB 3aJIH-
IIAE€THCA HEPO3KPUTHUMH, aJPKe 3JIOUYMHIIL JOKJIaAal0Th JJIs
ILOI'0 MAaKCHUMAJBHUX 3ycHib. OTiKe, CIIPaBXHSA KapTUHA
3JIOYMHHOCTI JOCJIIJHUKAM IIPAKTUYHO HeBizoMa.

3a pisHMMU JaHWUMH, CEPEIHA KOHKOPJAHTHICTH MOHO-
BUTOTHUX OJIM3HAT 3a O3HAKAMM 3JIOUMHHOCTL y ImiBTOpa
pasa Bua, Hik aumsurorHux (75 ta 50% sBiamosigHO).
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IIpoTe BiZHOCHO BHMCOKA KOHKOPAAHTHICTD y AUSHIOTHUX
OJIM3HAT CBiAYNTH IIPO Te, IO BIJINB YNHHUKLB cEpeJOBHINA
Ha BHUAB O3HAKU JOCUTH ITIOTYXKHIMH.

XapakTepHO, III0 3 BIKOM pPOJIb il cepeloBUINIA 3HUIKY-
eTbCsA. TpuBaJl JOCHiAMEeHHA IOBeJH, HI0 YCHaAKOBYBa-
HIiCTh aHTHUCOLIANBHOL NMOBEAIHKHM Yy MiMJIITKIB CTAHOBUTH
0,07, a BoniuB HaBKOJUIITHLOrO cepenoBuina — 0,31. Ilpu
IIOBTOPHUX OOCTEKEHHAX [TOPOCJIHUX YCIHaJZKOBYBAHICThH
apocrac no 0,43, Toxi Ak Kia cepemopuina nazgae no 0,05.

IIpuumnHOI0O 3710UHMHHOCTI MOXe OyTHM aHOMAaJbHUH
PO3BHTOK 0CO0I, AK IOB’A3aHUM i3 CIAZKOBOIO CXMJILHI-
CTIO, TaK 1 3yMOBJIEHUH Zi€l0 cepenoBuia (XBopoOu, Tpas-
mu Touro). Cepexn 3younHIIiB 6araTo ocib i3 mcuxomnariamu
Ta PI3HUMHU IIATOJIOTiSIMM, ONHHMM i3 CHUMIITOMIB SIKHX €
arpecuBHICTb.

I'emeTnyHi excIepuMeHTH Ha TBapUHAX, Yy DPe3yJbTarTi
AKuX OyJI0o CTBOPEHO JIiHil IIypiB i Mumiei 3 HmiABUIIEHOIO
abo BHH)XEHOI0 arpecHBHICTIO, CBiUaThL HPO MOMKJIMBUH
3B’ 30K IIEBHOT'0O T€HOTHIY 3 I[i€I0 BJIACTUBICTIO IOBEJIiHKH.
Y JICAVHY BUSBJIEHO KOPEJIAIIII0 MiK arpeCUBHICTIO Ta TiIo-
raikemicio. Ilix rimorsikemiero y mpomMy pasi po3yMiioTh
3HWKEHKHIl BMIiCT I'JIFOKO3U B KPOBi, IO CIPUYMHIOE ITiIBU-
IIeHY APaTiBJIUBICTD i IPOABU AHTHUCOI[IATBHOL IOBEIiHKHA.

¥V neaxux BUOaAKaXxX AOCTATHBLO OAHiel reHHOI myTairii,
11100 3YMOBUTH IIiABMINEHY arpecuBHicTh. OnucaHo curya-
IIiI0 XapaKTepHOro NOPYUIEHHSA HOPMAaJbHOI IOBEAiHKH
YOJI0BiKiB, AK€ IIOJIATAJIO B HECIIOJiBaHUX cliajlaxax arpe-
CHUBHOCTI Ta IMITyJIbCUBHIiH ceKcyaabHiN noBeninmi. [Ipuuu-
HOIO IIbOTO OyJIa MyTAallisl TeHa, AKN KOIye CTPYKTYpY dep-
MEHTY MOHOAMiHOKCHA3u A i MicTuThca y X-XxpoMocoMi.

OT:xe, BUBUAIOYM IIUTAHHS YCIIAZKYBAHHSA 3JIOYMHHO-
cTi, caixg mam’ATaTH, IO BCi AOCHiIyKeHHsI, IIPOBEJIEHI B
IHOMY HAIIpAMi, I11e HeJOCKOHAaJi. @eHOTHII 3JI0OUNHILA JO0Ci
He BuaHaueHu#. CydyacHi HAYKOBIII JOCHIIKYIOTH HE cCaMy
3JOYMHHICTh, & THIN MNOBeAiHKH, XapaKTEePHMCTHKHU Ocio,
fIK1 CKOIOIOTH 3JIOYMHH, 0i0JOTiuHi MOKa3HUKM CXUJIBHOCTI
o arpecii Tomro. Ile nmunie mepmwuii eTan Ha MIAAXY A0 Ii-
3HAHHS iICTUHHUX [IPUYUH 3JJOYMHHOCTI.

TBepaKeHHsA, 0 CXUJIbHICTh A0 KPHUMIHAJLHOI IIOBe-
JiHKKN 3aKJIaJeHa B eHaX, € NOMHJKOBHM. IcHye Oararo
CBif[4ueHBb IIPO Te, IO CIIPUATJINBE CepelOBHIIe 3aTHE KOM-
neHcyBaTH HebaxaH1 0COOJINUBOCTI TeMIIepaMeHTy Ta ocobu-
CTOCTL, AKi MOMKYTbH NPU3BECTU IO PO3IBUTKY aHOMAJbHOL
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MOBeAIHKU. | HaBIIaKMW, HECOPUATINBE CEPEAOBUIIE MOMKE
MOrJaIMONTH HACHIAKKM HaBiTh HEeBEeJHMKHX BiIXUJEHb PO3-
BUTKY, AKMMU, HAIPUKJIA[, € HecnenudpiyHi NopynieHHA
HABYAHHS, 1 COPUYWUHUTH BiAXUJIE€HHA B [TOBEiHIII Ta KOH-
(aiKT i3 COMiaJbHUM CepeaOBUIIIEM.

Camory6¢tBo

Hlopiuno y cBiTi atoau 3aificHIOIOTL NpubansHo 1 MaH
camory6beTs i maiike 10 murH cripob camory6ctBa. Camozy6-
cmao (cyiyud) — Lle HaBMHCHE CaAMOYIIIKOAMKEeHHA 31 cMep-
TeJbHUM Hacaigxom. Cyinmmuaom BBa)KalOTh HE BCi ail Jroau-
HU, AKi OpHU3BOAATH A0 ii cMepTi. BcTaHOBUTH BiAMiHHICTH
camorybcTBa BiJ aBToarpecuBHUX (opM NOBEAIHKHU Ja€
3MOT'Yy aHaJIi3 MOTHBAIlil BUMHKIB iHAMBinA. 3aMax JIIOAUHU
Ha BJIACHE JKHUTTS KBaNli(ikyOoTh AK caMory0CcTBoO 3a yMOBH,
IIT0 BOHA YCBiIOMJIIOE 3HAUEHHA CBOiX BUYMHKIB 1 Kepye
HUMH. CKOEHHA CcyinMAAJbHUX AiMl OiJ BIJIMBOM YCKJaZ-
HEHb NICUXiYHUX 3aXBOPIOBAaHb (IIepeBa)XHO MaHiaKaJbHO-
JIeTIpeCUBHUX IICHMXO03iB Ta mm3odpeHii) ciaig podyMmiTi ax
HeN[aCHUY BUIIAJIOK.

Cy'l'un,r;aana MOBEAIHKA, AK IpaBHUIIO, dbopmyeThCa
yHacmm)R BBaGMOI[ll YNHHHUKIB CXMJIBHOCTI A0 HBOTO Ta
YUHHUKIB HOBKiIA. [X KoMImIeKcHMI BILIUB CIIPUIHUHIOE
BiguyTTa 0e3BUXOi HaA TJi iMIyJIBCHUBHOIO CTaHy, HIO0 i
MOJKe IIPU3BECTH 0 CaMOT'yOCTBA.

IIpo BU3HAYAJBHY POJIb Yy IHMX IPOIECAX IeHETUUYHHX
YUHHUKIB CBifYaTh AOCHiMKEeHHA ciMell Ta OJU3HIOKOBHX
nap 3a YMOBY BUKJIIOUYEHHSA BILJIMBY 1HIIUX CHAAKOBUX XBO-
po0, 110 MOKYTh NPOBOKYyBaTu cyinua. Ha ocHOBI pe3yb-
TaTiB IIUX JOCTi)KeHb BUSABJIEHO MeXaHi3MU yCHaJAKyBaH-
HA cyinuaaabHocTi. Tak, y mepiiomMy mOKOJiHHI HaNTaAKiB
caMory0i1LiB vacToTa cyluuaHux cipob i cyinuaiB npubiansHo
Y YOTHUPY Pa3¥l BHUIIA, HiXK Y KOHTPOJIbHi# rpymi. I3 meuxiu-
HYMH 3aXBOPIOBAHHAMY, HAABHUMHU B POAUHI, Ile He HOB’ -
3aH0. ¥ psaAnay «0aTbKu — AiTH» MMOBipPHICTH CHaIKOBOTO
IepefaBaHHA CyilluHOI MOBEeAIHKY CTAHOBUTE 12—18%.

Ha noBTOpioBaHicTh CyiIUAY B MeKaxX POAWHU BILJIMBA-
IOTh i collialbHO-TICMXOJIOTiYHI YMHHUKY — HACJiAyBaHHA,
CaMOHAaBiIOBaHH#A, HaBiIOBaHHS, €eMOI[iliHe 3apaKeHHA TOILO.
OpHak 3’sCOBaHO, 110 JiTH, YV CiM’AX AKKUX OyJIu CYilIuAaab-
Hi BUIAAKH 1 KOTPUX 3 PAHHLOTO JUTHUHCTBA BUXOBYBAJIH B
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iHmuUX cim’ax, e ix He 0yJi0, CKOIOIOTH CAMOI'yOCTBO, BAA-
IOThCA 10 CYIIUIAJIBHUX CIPOO NPUOJM3HO Y IIiCTH pasiB
‘yacrinre, Hi’K YyCHMHOBJIeHi, 0ioJioriuHi 6aThbK1 SKHMX He HAa-
JEeXAaTh A0 CyIuIaJIbHUX POAVH. :

IIpo BuSHa4YaJIBLHUY BILIUB Ha CYIiIMAAJIbHY MOBEIiHKY
reHEeTUYHUX YUHHUKIB CBiIUYUTE i Te, IO BiporigHicTs CKO-
€HHA cylnuay o0oMa MOHOSMI'OTHHMU OJIM3HIOKAMH IIPH-
osnusuo y 20 pasiB BuIa, Hik oboma fU3UroTHUMHU. BogHo-
94ac 4acTOTA BUYMHEHHA CAMOTI'y0OCTBa APYI'MM AHU3UTOTHUM
OJIM3HIOKOM, AKIINO Ie 3AiCHUB OJMH i3 HHUX, Yy TPHA 3
MOJIOBUHOIO pas3a BUIIA, Hi’K cepeAHill piBeHb Cyinuay B
CYCIILIBCTBi, O SKOTO BOHH HAJIEKATh.

Ilig vac mocaim:xkeHb npoTATOoM octaHHiX 20—30 pokis
OyJi0 IOBeleHO, IO CYiluaaJbHAa IOBEAiHKA IOB’sA3aHA 3
HNOopymIeHHAMH (PYHKI[IOHYBAaHHA HENpOTpaHCMiTepiB (Ha-
caMIlepel, CEpOTOHiIHY Ta HOpaApeHAaJiHy), peryaanii ak-
TUBHOCT1 HEPBOBOI1 CICTEMH, 31 3MiHaMHU y GDYHKIIOHYBaHHi
rimoranamyca, rimodisa, HAZHUPKOBUX 3aJi03, iMYHHOI
CHUCTEMH, 3 HOPYINEeHHAMHU MeTaboJIisMy »KupiB. BuasieHo
KaHAUAATHI NreHH, MyTallil AKUX MOXXYThH IIPOBOKYBATH CYi-
nuganbHy nopeainky: TPH2 (reH ¢pepMeHTY TpUITO(MAHTI-
opokcuiaasu; Jjokajaisania 12¢21), SLC6A4 (rer 6inka-
TPaHCIOPTepa CEepOTOHiHy; Jiokaxisamia 17qll.1-g12),
YOTHPU I'eHU CEPOTOHIHOBOrO perienTtopa (HalpukJaj, red
HTR2A; nokanisania 13q14-g21), MAOA (ren ¢depmeHTY
MOHOaMiHOKcuZa3u A — cympecopa godaMiny; Joxajisa-
nig Xpll).

OTxxe, reHEeTUYHO 3YMOBJIEHI MaTOTeHHi 3MiHM B oOMiHi
PEYOBHUH, a BiATaK, 1 y PyHKIIOHyBaHHI HEPBOBO1 CHCTEMH
JMIOAUHN CIOPUYMHIOIOTH aArpecuBHICTb, iMNOYJLCUBHICTE,
3HUKEHHSA OIOPY CTpPecoreHaM, BTPATY 3JAATHOCTI OJEePIKY-
BaTHU 3aJ0BOJIEHHS BiJ KUTTA, Aelpeciro Tomfo. ¥ pasi
JIONOBHEHHSA SOBHINIHIMU CTPECOT€HHMMH BILJIMBAMHA Ta
TOPMOHAJIBHEMU 3PYHIEHHAMH TaKi IIepeiyMOBH MOXXYThb
IIPpU3BECTH A0 caMoryocTBa.

3anutaHHs. 3aBaaHHA

1. 3anponoHy1Te BU3HAYEHHA BPOAKEHUX Bajl PO3BUTKY.

2. Ha3sBiTb BHYTPIlWHI Ta 30BHilHI YYHHWUKK NOPYLIEHHA PO3BUTHKY.
3. [lanTe BU3HAYEHHS NOHATTA «TepaToOreHes»,

4. Y yomy nonsira€ po3yMoBa BigcTanictb?

5. BKaxitb cumnTomu onirodpenii. HaBegits ii Knacudikauiio.
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6. HasBiTb 3acaau peabinitauii po3yMoBO BigcTanux Aiten.
7. OxapaKTepuasyuTe Ierkun, cepeHii Ta TAMKUKA CTyneHi 3aTPUMKHU
NCUXIYHOTO PO3BUTKY.
8. flky ponb BifirpaloTb reHeTUYHi YMHHUKKU Y PO3BUTKY MOPYLLEHb
NCUXIKKN?
9. Bu3Ha4yTe OCHOBHiI 03HAKW PaHHbLOro AUTSAHOro ayTU3MYy.
10. OnuLWIiTb cy4acHi yaBNeHHA MpPO PoOfb FEHETUYHUX YUHHUKIB Y
PO3BUTKY ayTU3MY. '
11. Ha3BiTb HacnigKK BNAMBY rMYXOTH | TYrOBYXOCTI HA PO3BUTOK MOBMH
Ta NCUXIKK Y AUTUHMN.
12. OxapaKTepu3ynTe reHeTUYHI MexaHi3MH1 NOPYLLEHHSA CNyXY.
13. AKi aHomManii Hanexarb A0 CTIHKUX NMopyLLeHb 30py?
14. BKaxiTb GOpMu HapKOMaHIWHOI 3a1eHOCTI.
15. NoACHITb Ail0 reHeTUYHOro MEXaHi3My anKOronbLHOI 3aNEXHOCTI.
16. BKaxiTb reHETUYHI YAHHUKM HapKOMaHil.
17. OxapaKTepusynuTe reHetudHi daxkropu npucTpacti A0 TIOTIOHOKY-
PiHHA?
18. Y1 NO3HA4alTbCA rEHETUYHI MEXaHi3MW Ha CXWUALHOCTi 40 roMo-
CeKcyarniamy?
19. Y yomy nonaraioTb npo6ieMu BUBHEHHA FrEHETUKKU 3M104UHHOCTI?
20. AKi eKcnepuMeHTanbHi gaHi NiATBEPAKYIOTL FEHETUYHY Npupoay
CXunbHOCTI Ao camorybcrea?



.3
[eHeTUKa OCOOUCTOCT]

7.1. Ponb TemnepamMmeHTy
Y MNCUXIYHIN AisiNIbHOCTI
| moBediHUi AI0aNHN

Taxa Ba)kJIHBa CKJIAA0BA IHAUBIAYATIBHOCTL JIOAUHY AK
TeMIIepaMeHT 3aBXKAu OyJya o06’ekToM gocaimkennb. TeMmiie-
paMeHT BHMBYAIOTh IICHUXOJIOTH, 30CepeJKeH]l Ha BIKOBil Ta
ocobucricHiit mcmxousorii, imguBiAyaILHMX BiAMIHHOCTAX
Joger Ta ix nmcuxodiziosorivyHMX OCHOBAX, a TeHETHUKH
HaMaraimoThCAd PO3KPUTH CHaAKOBI MeXaHisMu QOpMYBaHHSA
TEeMIIEPAMEHTY y JIOAUHEH.

TemnepamMeHT — BIgHOCHO CTiliKe 3aKOHOMIpHE CniBBiAHOWEHHS

IHANBIRYAIBHO-NCUXONOTYHUX OCOBANBOCTEN MOANHN | TBAPUH, fIKE

Xapaxkrepnaye AuHamiqHy cKrAanoBy ix ncHuxidHoi AisnbHOCTI Ta rnose-
AIHKMN.

HaiiBasxnuBiminMHu acneKTaMU TEMIIEPAMEHTY € aKTHB-
HICTH 1 eMOUi#iHiCTE. AKTMUBHICMb XapaKTEepH3ye CTYIIIHD
HIBUIKOCTi, eHeprifiHOoCTi 4¥ oBiasHOCTI, MASBOCTI iHAH-
BiZla B IifAX i BUMHKAX, a eMoyiilnicms — 0coOJIUBOCTI epe-
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Oiry #oro eMoOIiHUX IepeXUBaHb (IIO3UTHBHUX abo Hera-
TABHUX) Ta CTaBJIEHHA O SABHUIL YU IIpeIMETiB AicHOCTI
(pazicTs, cyMm, THiB TOIIIO).

CyTHicTb TeMnepamMeHTy

PisHi BueHl pobuyu cupobu po3KPUTHU IIPUPOAY TeMIIe-
paMeHTy Ta BUSHAYUTHU HOT0 MOKA3HMKY Ha OCHOB1 MOP(O-
JOTIYHHUX 0CcoOJUBOCTEN JIOACHKOI TOJJOBH, TOBHIMHU HEP-
BOBUX BOJIOKOH, OYJZOBM TijJla TOIO. ¥ HOCTPafZAHCBHKiN
rncuxojorii nomupena Teopia I. IlaBioBa, sika moB’sA3ye
TUNUA TeMOepaMeHTy 3 AiAJbHICTIO IEeHTPaJbHOl HEPBOBOI1
cuctemu. Iloganpnii gocmimykeHHA, MPOBEAEHI POCIMCHKH-
MU (isiosoramm, IIoKasajau, Oi0 CTPYKTypa OCHOBHUX BJia-
CTHBOCTEIl HEPBOBOI CHCTEeMH € CKJagHoio. Ile cipuumnHIoe
3HAUYHY KiJBKiCTBH IX IIO€EAHAHBb, 4 He YOTUPH, AK BBa’KaB
I. ITaBnoB. KpiM TOTO, BCTAHOBJEHO, III0 KOXXHa BJIACTH-
BiCTh TeMIEepaMeHTYy 3aJIe’KUTh He BiJ OHi€l, a Big KIIbKOX
BJIACTHBOCTEII HEPBOBOI CUCTEMHU 1 BUABJJAECTHCA HE B OJJHO-
MY, a B YCiX TUIaX TeMIIepaMeHTy.

Tun reMnepaMeHTy BiJHOCHO CTIHKWH i MaJIo 3MiHIOETH-
¢ IiJ BIIMBOM CEPEAOBHIA Ta BUXOBAHHSA, ajie 3a3HAE
IeBHUX 3MiH y IIpolieci OHToreHe3y. BiH He Bu3Hauae iHImi
BJIACTHUBOCTL ocobucTocTi (HAIIpHUKJIaL, XapaxkTep, 3Ai0HO-
cTi), a Julile BILJIMBA€ Ha iX JMHaMiuHi BusBu. Ha OcHOBI
TeMIepaMeHTy GopMyeThbcsa iHdugidyaabHull cmuals 0idlb-
HOCcmMi — CYKYIIHIiCTh BapiaHTiB AiAJIBHOCTI, AKi € HAUIIpU-
VMHATHINIUMY AJIs JIOAUHA IEBHOT'O TUIIY TeMIIEPaAMEHTY.

Y reHeTHYHUX JOCJIiKEeHHSIX TeMIIepaMeHTy Heobxin-
HO 3Ba’sKaTH Ha KiJIbKa MOTr0o 0COOJIMBOCTEM

1) 3aje;KHiCTh KOMIOHEHTHOI'O CKJIaZy TeMIIePaAMEeHTY
Bim Biry miogmuu. Jlesaki ocoOJIMBOCTI MOBELiHKH, Xapak-
TEPHI AJad MaJIeHbKMX AiTell (HAIIPHUKJIAJ, PeryJspHICTH
BiimpaBiaeHHA (QisiosoriuEux (yHKI[iN, TPHUBAJICThL CHY
TOMI0), V AOpPOCJHuX abo BimcyTHi, abo MalOTh 30BCiM iHIIe
3HAUEHHS;

2) MeHIIIa CTaTUCTUYHA HAAINHICTL METOAIB JiarHOCTH-
KM IUHAMIYHHX XapaKTepHUCTHK (AHKeTH, OCHOBaHi Ha ca-
MOOI[iHIli, eKCIIepPTHi OIHKU, IPOEKTUBHI METOANKH, CIIO-
cTeperKeHHsd), IIOPiBHAHO HAIPUKJIaJ, 3 TecTamMu 1Q ToIro;

3) HaABHiCTL TpPaAUIiNHOI A IICHUXOJOTII ImpobsemMu
CHIBBiJHOIIIEHHA TeMIIepAMEHTY 1 XapakTepy.
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HesBakaouu Ha Te [0 XapaKTep, Ha BigMiny Big TeM-
HepaMeHTy, YacTO NOB’A3YIOTh 31 3MIiCTOBHOIO CKJAJOBOIO
oco0u, 1ie He [a€ 3MOTH HAAIWHO PO3PiSHUTH IX BHABH.
Amxe auHAMIUHI XapaKTEPUCTHUKHU AisJIHLHOCTI MOMKYTEH Y
KOHKpPETHUX BHNAAKaX BH3HAYATHUCA He TLIBKH pHcaMu
TeMIIepaMeHTy, a ¥, HaAOpHKJAaJ, BACOKOIO MOTHBAIli€IO
TaKOl1 AiAJBHOCTI, TOOTO BJIaCHE 0COOMCTiICHOIO PHUCOIO.

CrJiragHolo € mpobJieMa CIIiBBiHOIIIEHHA TeMIEePAMEHTY
1 xapakTepy, AKa 3BOIUTHCA J0 NPOoOJIEeMHU «iHAUBiL Ta 0CO-
Oucrictb». 0 aAMIEeMy ONTHMAJLHO MOYKE PO3B’sI3aTH
reHeTuka. Posymiroum 0coOHCTICTH SAK CHUCTEMY, IO MAac
COLIOKYJbTYpHE HAIIOBHEHHSA Ta BTiJIIOE i BimobOparkae cy-
CIiJIbHI BiJHOCHMHHY, V AKHX 3aJisgHa JIOAMHA, He MOXKHA
BBaXKaTH, 100 i1 GOPMYIOTh CHAAKOBO 3aJaHi BJACTHBOCTI,
AK1 3aKOJ0BaHI B reHOMi Ta HaJIeXKaTh JO CTPYKTYPH iHIH-
BigyanbHOCTi. OT)Ke, IpU BUPillleHHI TUTAHHA PO HAJIEXK-
HIiCTH Ti€l UM iHINOI IICUXOJOTIUYHOI PHCH A0 TeMIIepaMeHTY
Heo0xixHO 000B’I3KOBO Bpax0BYyBaTH KoedillieHT yCcIagKo-
BYBaHOCTI.

OzHak y 3apy0isKHHMX IICHXOJIOTIUHMUX MOCIIMMKEeHHAX
NIPaKTUYHO BiICYTHE PO3MEXKYBAHHA iHAUBia Ta 0cOOHCTO-
cti. Tomy B 3MicTi aHKeT i TeCTiB, B iHIIUX JiarHOCTUYHUX
npoueaypax Ta oJAepsKyBaHUX IMTOTIM JAHUX 3aX1AHiI aBTOPH
qyacTo 00’€JHYIOTh PUCH i BJACTHUBOCTI, AKi 6yJo 6 soriuno
3apaxyBaTH [0 Pi3HUX HiACTPYKTYP iHAUBIAYaAJIBHOCTI.

HagiTh y TUX BUIIaZKaX, KOJHU TePMiHHA «T€eMIIePAMEHT »
i «0ocobucCTicTL» PI3HATHCA, LIBHUAINE HAETHCSA PO OOCATH
IIOHATH, Hi’K IIPO PisHI mizcTpyKTypH abo piBHIi iHTerpasb-
HO1 iIHANBiAyaJabHOCTI.

TpyaHoiti, noB’s3aHi 3 Npo0JIeMOI0 PO3MEXKyBaHHSA
TeMIIEpaMeHTy 1 XapaKkTepy, AAlOTh IIiICTaBy JOCHIJHUKAM
BBayKaTH, [0 PUCH TeMIIepaMeHTY AK TaKi MOXHA BU3Ha-
YUTU JiNIlle B HEMOBJIAT, COILiaJIbHUM HOCBiJ AKHX MiHi-
MaJILHUH.

TeMnepameHT y aiten

IIix yac gociigskeHs, IPOBEACHNX HA MapaX MOHO3UTOT-
HHUX Ta ZUBUTOTHUX OJIM3HIOKIB MepIINX JHIB dKHUTTHA, OJeP-
sKaH1 HU3bK1 BHYTPiNIHBONAPHI Kopeaanii 3a OCHOBHUMH
pucaMu TeMnepaMeHnTy (30yAIUBiCTE, 3JaTHICTE 3aCIIOKOIO-
BaTUCA TOIO) 1 XapaKTEePUCTHKAMMN aKTHBHOCTI IIPOTATOM
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cHY Ta HecnaHHA. Kopeasdalii y MOHOBUTOTHHX OJIM3HAT
BapiloBanu B mexkax 0,06—0,31, B ogHOCTATEBUX AUSUTOT-
Hux — 0,06—0,59, y pizaocrareBux gusurorunx — 0,13—
0,30. IIpuunHaAMHu IIHOT'0 MOXKYTH OYTH YMOBM IpeHATAJb-
HOT'O PO3BUTKY Ta 0COOJMBOCTI MOJIOTiB, IO HiATBEPIKEHO
MIOBEJiIHKOBUMH XapaKTepPUCTUKAMMI, Barolo HOBOHAPOIKe-
HHUX Ta CIeliaJIbHUM TeCTOM, AKHH 3acBifuye piBeHb IX
¢disiomoriunoi 3pisocri. OToke, y IbOMY Billi TeHU IIIe He
3A1MICHIOIOTH BUPINIAJBHOI'O BILUIMBY HA iHAWBiAyabHI Bif-
MiHHOCTI JiTel 3a TeMIIepaMEHTOM.

Y mepiri micAIi KATTA CATyaIlid 1CTOTHO BMiHIOETHCA.
Y pmochnigyKeHHSX, MPOBeJAeHUX Ha OJM3HIOKAX BiKOM 3—
12 micaniB 3a AOIOMOIOI DPi3HMX METOAUK OIliHIOBaHHSA
MOBEeAiHKH JiTeil, MOKa3HUKH BHYTPIIIIHLOIIAPHUX KOPeJad-
il Y MOHO3UTOTHUX OJU3HAT OYJIU CYTTEBO BUILIUMU, HIK
y AUSUTOTHUX. Xoua Koe(illieHTH yCnagKOBYBAHOCTL IIPH
I[LOMY CTaHOBUJIA B cepegaboMy 30% , ofHAK IIe CBLAYUTH
IIPO BUPAa3Hi reHeTUYHi BILIMBYA HA TEMIIeDAMEHT.

Ile miaTBEepAXKYIOTH 1 pE3yJAbTaTH JOCJLIXKEHDb IIPUHOM-
Hux girei. Tak, 6iosoriuni 6paTu Ta cecTpu y Bimi ogHOTO
POKY MaJ KOpeJsAllilo 3a 0COOJHBOCTAMH NOBEAIHKH B
mexax 0,09—0,20, ane Ha ApyromMy poIii KUTTA TYT TeXK
BHUPa3HO BUABUJINCS BILJINBU I'€HOTHUILY.

CroocTepekeHHs 3a IMOBEAIHKOIO OJM3HAT BiKOM IIiBTO-
pa-IBa POKHY 3aCBiAYMIN, IO KoePiieHTH yCIaJKOBYBAHO-
cri B2Ke mocraTHBO Bucoki: h? = 0,42 — 0,56, maiixxe Taxi,
AK 1 IOKa3HUKH I'eHETHYHOTO BIJIMBY Ha CKJIAJAOBL TeMIe-
paMeHTy B gopociux. Kpim Toro, mi mocaif keHHA Ipojae-
MOHCTPYBAaJW BUPA3HUH BILIUB Ha JedKl CKJIAaZOB1 TeMIe-
paMeHTy (HanpuKJiajZ, eMOHiHHICTh TA AKTUBHICTh) NEBHUX
YMOB JAOMAaIIIHBOTO cepeaoBumia (HaaBHicTh 6abyci, cucre-
MaTu4Hi irpu 6aTbKiB i3 AiTbMHM, rapHUi OOYT TOINO).
IIpore BHyTpiniEbOODapHa NOAiIOHICTH, a OTIKe, ¥ Koedili-
€HT YCHaAKOBYBAaHOCTi BiJg mux o0cTaBMH He 3aJIeKaThb.
IaauBigyasapHi BiIMiHHOCTI 3a aKTHBHICTIO MIOBHICTIO BU3-
HAUYaloThCA CepellOBUINeM, IPUUOMY B 000X BHIagKax
3HAUHY POJb Bijirpae iHgusigyanbHe cepenosuriie. OgHak
eMOIiMHIiCTh 1 aKTHBHICTh BUSBHUJINCS B3a€MOIIOB’ I3aHUMHI
reHeTHYHOK Kopenaniew (r, = 0,45), 1mo cBiAYMTH IIpPO
HaABHICTH Y HUX CHCTEMHU CIIiIbHUX TeHiB, AKi1 BU3HAUAIOTh
iX BapiaTUBHICTE.

OToxe, MOYNHAIOUYN MPUOJIN3HO 3 IeB’ATH MICAI[IB KHUT-
TS, YV AiTel BUABJIACTLCSA M'eHETUUHO 3a4aHA iIHANBIAYaJIbHICTD
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CTOCOBHO JHMHAMIYHHX XapPaKTEePHCTUK TeMIIepaMEHTy —
aKTHUBHOCTI (IIepeBa’kKHO PYyXO0BOi), peryaspHoOCTi (puTMiu-
HOCTi HOSABU HOBEJiHKOBUX peaKIliil, HAIIPUKJIAL TOJIOAY,
3ailicHeHHA (isionoriusmx GyHKIIiA, YepryBaHHA CHY Ta
HeCIIaHHA TOII0), NPHCTOCOBYBAHOCTI (peakIii Ha HOBY
CHUTYyAIlil0), IIOPOTY aKTHUBHOCTi, ZOMiHYBaJIbHOTO HACTPOIO,
THYYKOCTi (JIerKkocTi 3MiHM MOBeJiHKH 3a HOBOl CHTyaIiii),
yBaru/HaImoJerJuBOCTi (TPHUBAJOCTI MeBHOI AiAJIBHOCTI Ta
3aTHOCTI MPOZOBYKYBATH 11 BCymepeu mepenikoaamMm) Ta iH.

Iig yac noganbImIux AOCHIAMKEHb NOBEAIHKH AiTel O0yJio
BUABJIEHO T. 3B. CUHODOM MANKOZ0 memnepamenmy, o3Ha-
KaMH AKOI'0 € HU3bKa PUTMIUHICTD, IIepeBaKaHHA HETaTHUB-
HOTI'0 HacTpoOlo, caabKa peaKiis Ha HOBL cTHUMYyJH, IIoraHa
IIPUCTOCOBYBAHICTh 1 BMCOKAa iHTEHCHBHICTh peaknin. Ileit
CHHJADOM CTiMKHMIl y mepmii POKHU KUTTSA. ¥ BiKOBUX Iapax
O/lep’KaHi MO3UTHBHI KopesdAnii: oguH i gBa pokn — 0,48;
aBa i Tpu poxu — 0,49; tpu i votupu poxkn — 0,42.

O3HaKH¥ TAMKKOTO TEMIEPAMEHTY TPUPIUOK KOPEII0IOTH
3 ogHakamy JioguHu 17—24 pokis — 0,34. Mix miTbmu
OZHOTO-IBOX POKIB Ta JOPOCJIHUMHU TaKa KOpeJdAllisd BiacyT-
HA. Bakxui# TeMuepaMeHT JUTUHCTBA BILTUBAE Ha IIPHUCTO-
COBYBAHICTBh AOPOCJIOL JJIOAUHH 10 Pi3HUX cdep AiAIBHOCTI —
HaBUYAJIbHOI, COIliaJbHOI, CiMeHOI TOIIO.

3a JaHuMMU OJH3HIOKOBHUX JOCIiJ KEeHb i3 I’ ATH KOMIIO-
HEHTIB CHHAPOMY THAMXKKOIO TeMIepaMeHTy HIeCTUPIiYHMX
IiTeid BHCOKY T€HETHUYHY CKJAJOBY MAarTh TpH: cJabKa
peaxnia Ha HOBI crumyau (h* = 0,94), Bucoka iHTeHCHB-
HicTh peaknii (h* = 0,82), Huspka purmiyricts (A% = 0,68).
Ilorana mpucTocoBYBaHiCTh BU3HAYAETHCA 34e0iIbIIOrO
3arajgbpHOociMeiHUM cepemoBumieM (¢’ = 0,55), mepeBaxaH-
HA HEraTUBHOI'0 HACTPOIO — IHAUBiAyaJbHUM CEPELOBU-
mem (¢ = 0,63). Hesraunnii BILIMB CIAJKOBOCTI crocTe-
piraeTbca 1040 MoraHoi npucrocoBysanocti (A = 0,26) Ta
(h*=0,37).

TemMnepaMeHT y AOPOCIUX

BisgbmricTs pocaimkeHs TeMIEpaMeHTy JOPOCIUX 30ce-
pel KeHa Ha BUBUEHHI TAKUX BJACTHBOCTEH, AK eKcTpaBep-
ciga — iHTpoBepcia Ta HeBpoTHUIU3M. IlcuXoTHIN3M HOCHII-
IKeHU MeHIIe.
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Excmpasepcia 06’equaye Takl xapakKTepUCTUKU 0COOU-
CTOCTi: KOMyHiKabeibHiCTh, AKTUBHICTD, YKXBaBiCTh, iHimia-
TUBHICTE, THYUKICTh Y JisiX Ta BUMHKAX TOILO. IHmposepcis
XapaKTepH3yEThCA CXUIBHICTIO [0 YHUKHEHHA COL1aJbHUX
KOHTaKTiB, 3JaTHICTIO B IiAX Ta BUNHKAaX KepyBaTUCh BJjac-
HUMU JYMKaMH4 1 BHYTPIiIIHIMU [IepeKUBAHHAMU, a He 30B-
HIiIIHIMU Bpa’KeHHAMHU Ta BIIJIMBAMU.

OCHOBHUM NMOKa3HUKOM Hegpomuyusmy (He ILIYTATH 3
KJIHIYHUM HEeBpPOTH3MOM) € pPiBeHb €MOUIiMHHX IIPOILECiB
(cTabinpHicTH, HecTabllbHICTE), AKMI OOMEKYETHCSA 37aT-
HICTIO 0 caMOOILIiHKU Ta obepeskHicTio. KpalHa HUKHA
MeJKa Ifi€l BJIACTHBOCTI TeMIepaMeHTY JOPOCJHUX — €MO-
1ifiga crabigbHiCTh.

IHcuxomuyusm XapaKTepU3YEThCA arpecUBHICTIO,
XOJIOAHICTIO, eroIeHTPU3MOM, He3JaTHICTI0O A0 CHiBIepe-
JKMBaHHSA TOIO, OAHAK ICHUXOTUIIMICTAM BJIACTUBUM TBOP-
quid moteHIrian. Ha #oro HmKHIA MeXi JoOMiHye KOHTDPOJb
i3 00Xy caMOCBiZOMOCTI.

B oHTOreHe31 BKa3aHi pyuCH TeMIIEPAMEHTY € JOCUTH CTa-
OlIBHUMH AK 38 3MiCTOM, TaK i 3a iHAWUBIAYAJILHUM BUSIBOM.
Hanpukiaan, HeBpOTHUIIM3M 1 cOIliaJbHa €eKCTpaBepcisa, BU-
3HaUYeHI B OJAHUX 1 THX caMHX JIOJeH 3 iHTepBaJOM Y
45 pokiB, kKopeawoioTs Ha piBai 0,30 ta 0,60. B iHmmomy
mpoaoBxKeHoMYy AocaimxenHi (iHTepBana 30 pokiB), AKe npo-
BOAWJIN cepel JIOAeH Bi cepeAHBLOTO A0 CTApedyoro BiKy,
MiXXBiKOBa KOpeJAallia comiajbHOI 1HTPOBepcil CTaHOBUJIA
0,74. BaraTo gocaifHUOBKUX poOiT (BUKOPHUCTAHHA Pi3HO-
MaHITHMX METOJMK, BIKOBUX I'PYII Ta iIHTepBaJiiB) IIiTBEP-
IKYIOTH HasABHICTH BiKOBOI cTabiJIbHOCTI IUX XapaKTepu-
CTHUK I1HAMBiAYaJbHOCTI JIOAWHU.

IIcuxoreHeTMYHi OCHiKEHHSA JOPOCJMX 3acBiIUMIN
BUpAa3HUi, X0ua i He Jy»Ke BUCOKUH BILJIUB CIAJKOBUX YWH-
HHUKIB Ha TeMIlepaMeHT. ¥ IIMPOKOMACIITA0OHUX OJMU3HIO-
KOBUX JOCHIIPKeHHAX OJEepP:KaHO TaKi MOKasHUKMN BHYTPIi-
IIapHOI KopeJyAnii: 3a ekcrpaBepciero — r, = 0,562, r,, = 0,19;
3a HeBporunusmom — r,,=0,50 ra r,,=0,23. IIpu npomy
yCcIIaJKOBYBAaHICTL 3a eKcTpaBepcieio cranosmuiaa 0,4, a 3a
Hepporunusmom — 0,3, To6To BiAMiHHOCTI He 3HauHi. Kpim
TOT'0, 3 BiKOM BIIJIMB CIIAJKOBOCTL Ha BapiaTHMBHICTH IUX
iHAUBiIIYaabHUX BJACTUBOCTEN BMEHINYETHCS.

IcyroTh TAKOMK CKJAIHIIILI CXeMHU OIICY TeMIepaMeH-
Ty. HafimonynapHimiow € m’aTudaxkTopHA ITKajIa 0cobu-
CTiCHHUX pUC, AKa I'PYHTYETBHCS Ha CYAKeHHAX JIOAEeH IIpo
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cebe Ta iHmMux. Pucu TemMmepaMeHTy 3rpylnoBaHi y m’ATh
¢dakxTopiB:

1) excrpaBepcia. BusHauaioTh CIIiBBiJHOINIEHHS B Me-
JKax map: eKCTpaBepcia — IHTpoBepcisA, TOBAPHCHKICTE —
BifII0AKyBaTiCTh, YIEBHEHICTE — COPOM’ A3JIUBiCTh;

2) 3gaTHicTH 70 3rogu. BH3HAUAOTH CIiBBIAHOIIIEHHS
B MeXKax IIap: IOCTYILJIUBICTh — HEMOCTYNJIUBICTEL, JOOPO-
3UYJINBICTh — 0aUAYXKiCTh, CIYXHAHICTHL — BOPOXKiCTb;

3) cymuiHHiCTB, BixnoBigaapHicTh. HeBusHauenunii pax-
TOP;

4) HeBpoTHUIIM3M. BH3Ha4YaOTL piBEHbL €MOI[ifHOI cTa-
O6ibHOCTI, a TaKOK CIiBBiZHOIIIEHHS B MEXKaX IIap: IPHUCTO-
COBYBAHICTh — TPHBOXKHICTH, 3aJICKHICTh — HE3aJIXKHICTS;

5) BiaBepTicTh, mUpicTh. BU3HAUaOTH CIIiBBigHOIIEH-
HA B Meax IIap. JErkKicTb NPHUCTOCOBYBAHOCTI — mimJe-
IJIiCTh, HEMIOCJYX — IMOKipHICTB.

Ilig uac aHanisdy ycmagjKoOBYBaHOCTI OKPEMHX KOMIIO-
HeHTiB uxX (akTopiB HalBUIIi 3HaAYeHHA OyJM OTPHUMAaHi
nasa ekcrpasepeii (0,49) ra BigBeprocti (0,45), a Halimen-
mi — guaa agataocti go saroxu (0,35) Ta cymainnocri (0,38).
Jjis BCiX MOKa3HUKIB 3HAYEHHS BILJIMBY 3araJJbHOTO cepe-
OOBUIIA HA MIiHJHMBIiCTHP BHABMJIOCA OJHU3BKUM IO HYJA
(0,02—0,11).

JlocaimskeHHA CKJIaJAOBHUX HEBPOTHUIIU3MY JaJI0 3MOTY
3’sicyBaTH, 110 IPUOJIN3HO II0JIOBHHA CIIOCTEPEIKYBAHOI MiH-
JINBOCT1 BU3HAUEHA FreHeTHYHUMU (pakTopamu. I1i pesyabra-
TA OZEPyKaJM Ha OCHOBI ONKMTYBAaHHA BHXOBaHHUX Pas3oM i
PO3JIYUEHUX MOHO3UTOTHUX OJU3HIOKIB. Y HOCHIMKEHHAX,
B IKWUX, KPIM CAMO3BiTiB, KOPUCTYBAJIVCS OI[iHKaMH IIOBE/iH-
KU 3 O0KY OIHOJIITOK, OyJIM OTPHMAaHI IMOAIOHI pe3yabTaTH.

Orsxe, MiHJIUBICTHP OCOOHMCTICHHUX XapaKTEPUCTHK TEM-
IIepaMeHTy BU3HAYAETHCA IIepeBaXHO YMOBaAMH iHAMBixy-
QJIBHOTO cepefoBuIla a60 MeHOTHUII-CEPELOBUIIHIMHU B3ac-
MOJisAMH.

Binsm cnenupivyHEUMY BJIACTHBOCTSIME TEMIIEPAMEHTY €
piBeHB paguKaIidMy Ta KOHCEpPBATU3MY B MHCJeHHi. Ilum
prcaM BJIACTUBi JOCHUTH BHCOKi IMOKA3HUKH yCIaJKOBYBa-
HocTi (BizmoBizmo 0,65 ta 0,54). HaBite aBTOPHMTaApHiCTH
(B1agHicTh) Mae 3HaueHHa 0,62. 3a 1iero xapaxTepucTHu-
KOIO CIIOCTEPIraeThCA HECIIOAiBAHO BUCOKE 3HAYEHHA acop-
TaTHUBHOCTI (BiznoBigHOCT1) ogpysxkeHs (0,68).

Y Mmexax AocaigsKeHHsa OIM3HIOKIB, K1 BUPOCJIN Hapis-
HO, 0yJIO IPOBEIEHO Pi3HOMAHITHI TeCTH BJIaCTHBOCTEMH OCO-
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OMCTOCTi Ta TeMOepaMeHTy, a TaKOX TAKUX SAKOCTeH, AK
npodecifini imTepecu, 3aHATTA Ha JO3BLILJIL, cOIialbHI
CTOCYHKM. ByJso 3’sscoBaHO, 1110 MOHO3UI'OTHI OJIM3HIOKH,
KOTpi BUpOCJIN pa3oM, IIOKA3aJIH INPUOJIN3HO TAKUU caMUH
piBeHB moniOHOCTI, AK 1 PO3JIyUeHi.

7.2. IHTeneKr

IHTEeIeKTYaldbHA MiAJBHICTH JIOAWHH HaMNCKJAAHIIIA
JIJISA TeHeTHUYHOTI'0 aHaJi3y.

IHTenexkr — 3arasibHa 34aTHICTh JII0ANHN PO3B’'A3yBaTH PI3HOMAHITHI
npob6aemu.

OcHOBOIO TaKoOlI 3JaTHOCTi € CIPOMOXKHICTh PO3Ni3HAaBa-
TH 3B’ A3KH MiK sIBUIIIaMH, IIpeIMeTaMu, i1eAMu, KOHIeII-
niamu Touro. OcobaMi 3 BHCOKHM iHTEJIEKTOM BBaXKalOTh
THX, XTO 34aTHHUN ¢opMyBaTu barato 3B’A3KiB i IPOABUB
CBOI 3A10HOCTi B mporieci HaBUaHHA UM NpodeciiiHol Aifab-
HocTi. Taxe BHU3HaueHHA iHTEJIEKTY Ja€ 3MOry 3pOOUTH
BaXJIMBi BUCHOBKH: BUCOKMI 1HTEJIEKT BJIACTUBHM JIIOLAM,
3aHATHM y HalpidHOMaHiTHiNINX chepax AiAJIBHOCTi, a B
KOMKHiM 13 UX cgep MoKINBe GOpMYyBaHHSA 1HTEJIEKTYAIb-
HOl eimitH. fIKicTh 1 KijgbKicTh Takoi eJiTH BH3HAUYAIOTH
piBeHBb PO3BUTKY CYCHiJIbLCTBA. BMCOKOPO3BUHYTHM Ha3U-
BalOTh CYCHLIBCTBO, V AKOMY HasgBHA iHTeJIEKTyaJIbHA eJIiTa
cepea MOJITHUYHUX MAiA4YIB, YYeHUX, JikapiB, meparoris,
IOPUCTiB, BiMiICBKOBHX, peJiriiiumx AisguiB, poOiTHHUKIB,
¢epmepiB Ta iH.

KoediuieHT po3yMOBOro po3BUTKY

PiBeHp iHTeJEeKTy BHM3HAUaIlOTh Pi3HMMH cmocobamu,
OAHUM i3 AKHMX € OOUYHCJEHHS NOKA3HUKA PO3YM08020
possumky (roegiyicuma inmeaexmyaavbHocmi), AKUU 1O~
3HauaioTh IQ (anri. intelligence quotient). [{ns nporo BuKo-
PHUCTOBYIOTH BiIITIOBiJHi TeCTH Ta MaTeMaTUYHI pO3paxXyHKH.

1Q BesiMKOl KiJIbKOCTI JTI0ZIe¥ POSIIOALINIIN 38 HOPMAJIb-
HOI0 KpuBOIO 3 ammaiTynoio Big 0 mo morman 140. Haibineime
3HAQUeHb NIPUNAJAc HA HOPMAaJbHUH iHTEJEeKT, a B oOuaBa
HAIIPAMH iX KiJBKiCTh IPOrpecMBHO 3MeHNIyeThCA. Tak,
pe3yJIbTaTH AoCiJ)KenHs, npoBegenoro B CIIIA, nokasaiu,
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1110 IOJIOBUHA HaceJieHHA Kpainu (mpubsusuo 125 MiIH ocid)
Mae KoedimieHT iHTeNmeKTy B Mexax Hopmu (IQ =
=90 - 110), a uBepthr KureigiB (mpubamszao 62,5 miaH)
HaJeXHUTh IO KaTeropii oJsirogpexis.

Cepen HacesleHHsI IIJIAHETH HAWBHWINI NMOKA3HUKU ce-
PEAHBOTO PiBHA IHTEJNIEKTY MAIOTh IPEeJCTABHUKY CEMiTChKO-
ro eTHOCY; ApyTe Miclie mmocigaioTh Buxizmni 3 Asii, Big akux
Jienio BifgcTaoTh €Bponeiii. IlopiBHAHO HaAHHMKUMA cepel-
Hi¥ IQ y TeMHOIIKipuX Ta BUXiANiB 3 JJaTnHChKOI AMepuKH.

Hayxka 11e He 34aTHA YiTKO BU3HAYHUTH BCi KOMIIOHEHTH
1HTEJEKTY JIOZUHHU. HOoCHimuTH MOMKHA T. 3B. «ICHUXOMeE-
TPUUYHUHN iHTENMEeKT», IO IIOKAa3ye JHIe BigMiHHOCTI Mix
JIOAbMH CTOCOBHO BHKOHAQHHA TECTiB, AKi IO-pisHOMY
BioOpa)xkaioTh pi3HOMAHITHI acmeKTH HOBEeJiHKHU Ta OXOII-
JIOIOTH He Bci 11 MeHTaAbHI ocobuBocTi. OTHAK pe3yIbTaTH
BUKOPUCTOBYBAHUX TECTIB MAIOTh BEJUKY IIPOTHOCTUYHY
HiHHICTB y JeAKuX chepax JoICbKOI JiAJIbLHOCTI.

[eHeTUYHUIMA KOHTPONb iHTEeNEeKTY

JlocaineHHA MOHOBUI'OTHNX OJM3HIOKIB, AKi BupocaIn
HapisHO, Jajiy 3MOTY BUSABUTH BHUCOKHUH piBeHb Kopemsril
KoedimieHTis inTenexkty (0,64—0,78). Ilpu nupomy 3HaueH-
HA YCHAaAKOBYBAHOCTI 3 ypaxXyBaHHAM yCiX TreHeTUYHHX
daxTopis Oys0 gocuTk cyTTeBuM (0,75), a BILIUB cepeoBH-
ma HeaHauyHUM (0,20—0,30). I1i pesyasTaTin migTBEepANIN
CIIOCTEepeXKeHHA 3a npuiloMHuMu IiteMu. Kopenania 1Q
Mix miTebMu Ta ix Oiojsorivnmmu OGaTbKamMu OyJa iCTOTHO
BUILOK0, HIK M1K IPUHOMHUMMU TiTbMHM Ta HEPiAHUMH OaTh-
kamu (0,35—0,40 nopiBuaso 3 0,15).

Otixe, KoedilieHT iHTEJEeKTY BiI3HAUAETHCSA BUCOKOIO
YCIaAKOBYBAaHICTIO, BIIUB HA HHOI'C YMOB CepeOBUINa He-
3HAYHUMH.

Y OpogoBKeHHNX OJIM3HIOKOBUX JOCALIMKEeHHAX iHTeIeK-
Ty OYJIO BUABJIEHO IiKaBy 38 KOHOMipHICTBh: 3 BIKOM KOpeJs-
11ia 3a I1Q 3pocTa€e 0coOJHUBO CYTTEBO B MOHO3UTI'OTHUX 0JIN3-
HIOKIiB — mpakTuuso Bijg myaa mo 0,81—0,86 (gaa mopis-
HAHHA: [Ied KiHIeBUU IIOKA3HUK Y JUSHUTOTHUX OJIN3HIOKIB
crasoBuB Jjgumie 0,39—0,54). Taka 3akoHOMipHiCcTH abco-
JIIOTHO CIIPOCTOBYE€ YABJEHHSA IIPO T€, IO 3 BIKOM Bce Oib-
1ie 3HaYeHHA A8 GopMyBaHHA iHAUBIAYAJbHUX BiAMiHHO-
CTell Ma€ cepegoBHUIILe.
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I3 mopociiniaHHAM BIJIMB 3arajlbHOTO CepeAoBUILIA Ha
MiHJHBicTh IQ OCTYIIOBO 3MEHUIYETHCA MalKe A0 HYJId, a
piBeHb BILIMBY iHAUBiZlyaJBHOI'O CEPEAOBUINA NPAKTHYHO
3bepiraeTncs.

ITomryxu pakTOpiB cepefoBUIa, AKI MOXXYTh BILIUBATHU
Ha Koe(ilieHT pO3yMOBOrO PO3BUTKY, He JaJU CYTTEBHUX
pe3yjabTaTiB. BiabIlicTs JOCaiAKeHb 3acBiAuuiIa He3HAU-
HHUM BIJIUB 3arajbHOT'0 CepPeflOBUINA HA BUAB iHTEJIEKTY.
OaHax Ti YMHHMKY 1HAWUBiZYaJbHOI'O CE€peloBHIIIA, IO
BIIJIMBAIOTHh HA iHTEJIeKT, HaJIeXKaTh 0 YMOB, AKi 3abeane-
YyIOTh HOPMAaJbHHUM PO3BUTOK OpPraHidaMy Ta HEpPBOBOI
cucTeMu, 0co0JIMBO B IIepioZ paHHLOTO OHTOTeHe3y. Hampu-
KJIaZi, MpeHaTajbHi TepaToreHHi pakTopu (BipycHi iHdexr-
nii, oTpyi#Hi ximMiuHi pedyoBUHH, KYPiHHA, aJKOr'0Jb, HAP-
KOTHKH TOII[0) MOXYTH CIPHUYMHUTH TAXKK]I IODYHNIEHHSA
¢isuHOrO0 Ta PO3YMOBOTO PO3BUTKY, AKI MPU3BOAATH OO0
3HIKeHHs KoedimieHTa inTenexkTy. HemocTaTHe um HENIOB-
HOI[IHHe XapuyBaHHA, HecTaua BiramiHiB, XBopobu, 110
MOPYIIYIOTh HOPMAaJbHUN POSBUTOK AUTHUHU, 3HUKYIOTH
po3yMOBIi 371i0HOCTI, a OTKe, 1 KoedinienT iHTenekTy. Hera-
THBHO BILJIUB&IOTH HA HHOT'O HECIIPUATJINBI YMOBHU KUTTH,
HeJOCTATHiN piBeHb MeAMYHOro OOCIYyroByBaHHA, HE3a40-
BiJIBbHI caHiTapHO-Tiri€eHiYHiI YMOBH.

Ilopymenaa HOpPMaJbHOTO PO3BUTKY MOJKJINIBE B MOHO-
3UTOTHUX OJH3HIOKIB, YHACHIZOK YOro ix KoedimieHT iHTe-
JexTy Oyme meino 3HmKeHUM (y cepeanbomy 90 0OauiB).
fAxnio oAuH i3 HUX TOMUpPAaE MIicJIsg HAPOAKEHHA, TO 1HIIUHN
PO3BHUBAETHCA MaiiKe HopMaJjbHO i1 Horo IQ 3poctae mo
99 Ganis. Ile apuiie Ha3MBaIOTH «OJIN3HIOKOBUM €(hEKTOM » .

YucaeHH]I eKCIIePUMEHTHU 3 IIPOJAOBXKEHOTI0 TPeHYBAaHHSA
nam’ATi, yBaru, mJaHyBaHHA sacBiguwmiau, mio 1Q morxkHa
HiABUILUTH, OCOOJIMBO B AiTeil, HaBiThL Ha 30 6aJiB, ogHAK
IicJaa IPUMHHEHHS TPEeHYBaHb BiH 3HMMKYETHCA A0 PiBHA
KOHTpOoJbHOI rpymnu. OT:Ke, MO30K 30epirae BeJanuye3HUH
MIOTEHI[iaJ MJAACTUYHOCTI MalKe NPOTATOM yChOTO KUTTA.
Tomy npuENUN «abo BUKOPHUCTOBYEI, a00 BTpayvaei» Bifmi-
rpac 3HAUHY POJib YV PO3BUTKY UM Aerpajaliii MeHTaJbHUX
3i0HOCTEH JIOAUHH.

Ha mincraBl HaBeleHUX JaHUX IICUXOTeHETHKA BBAXKaeE
BH3HAYCHHA YCIAZKOBYBAHOCTI JJs BCE€ HOBUX CKJIAAOBUX
IHTEeJEeKTY HeJOCTATHIM 1 y JOCHII’KeHHAX aKIEHT IepPeHo-
CUTh HAa BUABJEHHsA CIIOCODOIiB BIJMBY Ha Ti UM iHOIL puCH
JIIOOWHHA 34 JOIIOMOT'0I0 YMOB CEPeOBUIIIA.
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Oroxe, iHTENIEKT i KoedinieHT iHTeIeKTY He 30iraroThcs
1 HaBY€eHAa JIOAWHA CYTTEBO BiApisHAECTHCA BiJ HeHABYEHO],
HaBiTh AKMIO B HUX ogHakoBuiu 1Q. Tomy ocobu 3 HU3EKHUM
Koe(diIli€eHTOM PO3yMOBOI'O PO3BUTKY IIOTPEOYIOTH peTeb-
HOT'O Ta METOAUYHOI'O HaBYaHHS, 00 KOMIIEHCYBaTHu Opak
3ni0HOCTeIH.

FeHeTUKa o6gapoBaHOCTI

TasaHOBUTICTD Ta reHiaJIbHiCTh BUBHAYNUTH BajKue, HixK
iHTeJIeKT. 3a3BuUuail KpuTepiAMU 00apoBaHOCTi BBAYKAIOTH
iIHTEeJIeKT, 3AaTHICTh A0 TBOPUYOCTI Ta HAABHICTHL MOTHBAILII.

KoHIlenmiro BpoAXKeHOr0 TAJAHTY AOCUTH BAKKO JOBe-
¢t abo CIIPOCTYBATH 3BHUAMHHUMM MeTOLaMH, OJHAK aHa-
Ji3 6iorpadiit o6gapoBaHux JIoAed Ja€ MifACTaBU AJIA CYM-
IIeBHUX I'€eHETHYHUX 3acajax 1 Mae IIPUPOIKEHUU Xapak-
Tep, TO MailTh OyTHM HEBHi O3HAKM, 3a AKMMH ii MOYKHA
MMOMITHUTH IIe A0 TOTO, AK BOHA BUABUTHLCA IMOBHOIO Mipo}lo,
nepenbaunuTHU, y AKiil cdepi misanbHOCTI JUTHHA AOCSTHE
ycoixy B MaiioyTHbOMY. OZHAK I[HOTO HE CIOCTEpPiracThed.
Binpme Toro, icuye farato cBifueHb TOTO, IO AITH, AKi
BUABUJN B PaHHBOMY AUTHHCTBI HaasBWuaMHi 3midHOCTI,
CTaBLIV JOPOCIUMU, HiYOT0 BUAATHOTO HE 3pOOHIN.

Amnanis 6iorpadgiit BitoMuX KOMIIO3UTOPiB IIOKAa3as, IO
BCi BOHM 3 paHHBOI'O QUTHUHCTBA PEryJsapHO Ta iHTEeHCUBHO
TPEHYBAJUCA IIiJ] KEPiBHUITBOM JOPOCJIHUX OPOTATOM KiJIb-
KOX poKiB. CKazaeThcAa BpaskKeHHA, IO MOABA HE3BUYAH-
HUX 3Ai0HOCTeH ImBHAIIe Oyjaa HACAiAKOM IMIMOOKOI i Bce-
0iuHOl miATpUMKU OGaThbKiB, 3a0XOUYEHHH, CIPUATIUBUX
YMOB IS PO3BUTKY HaBMYOK. HaBiTer HagBHiCTL abCcoaIOT-
HOT'0O MY3UYHOI'O CJAYXY He € MPUKJIAJOM IPUPOAKEHOI SKO-
cTi, 60 I1Oro MOKHa PO3BHHYTH 34 JOIIOMOIOI0 CHEIliaJlbHUX
MY3WUYHHUX BOPaB, IPO IO CBIAYNTL HABYAHHA MY3HIIi AiTel
II’ ATU-IIIECTUPIYHOTO BiKYy.

Orxxe, € OCTATHRO IMiZCTAaB A8 AYMKH, III0 PaHHI 03Ha-
KU DIPUPOAMKEHOI'0 TAJAHTY BiACYTHI.

Icuye i1 iHmIe TpaKTyBaHHSA I[bOI'0O HHUTAHHSA, 34 AKHUM
HafABHICTh T'eHETHYHO 3YMOBJIeHUX 3Ai0HOoCTel IiATBep-
JKYEThCA JIerKicTio HabyTTA HeBHUMHU OCO0AMHM THX YU
iHMmMX HaBUYOK. IIpoTe cmemnmianpHi JOCaimKeHHS JOBEJIH
XUOHICTh TAKUX VABJIEHD.
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CIIpocTOBY€E KOHIIEIIIiI0 IPHUPOAIKEHOT0 TAJIaHTy HasAB-
HIiCTh V IIepeciuyHuX JII0aell He3BUUaHUX 3i0HOCTeM, po3-
BHUHEHHUX Y JOPOCJIOMY BiIii BHACJIIIOK JOBTOTPUBAJIUX Tpe-
HyBaHb IIeBHUX HABMYOK Ta yMiHb. IIpuKiazaMu MOXYTb
OyTH 3allaM’ATOBYBaHHA oQimiaHTaMHW BEJHKOI KIJIBKOCTI1
3aMOBJI€Hb, 34aTHICThL TAKCHUCTIB OPIEHTYBATHUCS Y BEJIUKUX
Micrax, a giTeil aBcTpaJsiiicbKuX abOpUreHiB — Ha BIAKPH-
Ti#t MmiceBocTi. OLHAK 3a 3MiHM YMOB cepeJoBHIIlA Ta BULY
JiAABHOCTI 111 3Xi0HOCTI BTpauaThCA.

Y resgetuiii o04apoBaHOCTI CKJIAaca JOCUTH IIapagoK-
casJibHA cuTyarid. 3 ogHOTO O0OKY, KOHIIENIlis yCIaJKOoByBa-
HOCTi 37i0HOCTEl He Mae IIePeKOHJUBOIO HiATBEPAKEHHA,
060 HAIlaAKHU I'eHiIB HiYMM He BHPIBHAOTLCA cepel 3BUYAM-
HUX JIOJEeN; 3 IHIIIOro — He BJAEThCA BUABUTU BIJIUB HAB-
KOJUIITHLOTO CepeJoBUIa, MOB’A3aHUHA i3 BHHUKHEHHSAM
0Cc00JIMBOI 001apOBAaHOCTI.

OxanM i3 HaWBIpOTiZHINIMX MOACHEHH TAJAHOBUTOCTIL
UM TeHiaJIbHOCTiI B JIOAUHU € eMepzeHe3 — dABUIe, KOJIU
O3HAKa BHU3HAYAETHCA OCOOJIMBOIO CYKYIHICTIO TeHiB abo
KOMILJIEKCOM BJIACTHBOCTEH, KOXHa 3 AKMX 3yMOBJIeHA
reHeTUYHO. Byab-gKa 3mina miei crenudivHOl CYKYyIHOCTL
reHiB IPU3BOAWTE N0 3HUKHEeHHs o3Haku. Came ToMy B
MOHO3UTIOTHINX OJIM3HIOKIB eMepreHHi O3HaKM, HAIPUKJIAL
TBOpUYi 37i0HOCTI, BHUABIAIOTBCSA moxibHo (r,, = 0,54). ¥
3BUYAHHNX POJAUYiIB reHOMH BJK€ He 1JIeHTUYHi, BOHU 3MiHe-
Hi, {0 IOPYIIYE YHIKAJBHY CYKYVIHICTb M'eHiB. ¥YHACJIIIOK
IILOTO HOAIOHICTh Y BUABI eMEPreHHOI O3HAKHU TPAILIAETHCA
He 4yacTinie, HiXK y BUIaAKOBUX JIIOIEH.

- 3anuTaHHA. 3aBaHHA

1. Po3KpuitTe CyTHICTb MOHSATTS «TeMNEpameHT» 3 orisdy Cy4acHOl
NCUXOreHETUKM

2. OxapaKTepusynte acrnexkTy TeMnepameHTy.

3. MNMoAcHITL npobnemy CniBBiAHOWEHHA TEMNEPAMEHTY Ta XxapaxTepy
B Cy4acCHin NCUXOreHeTuLl.

4. Y mae reHoTMn BUpiWanbHWK BIIMB Ha TeMnepamMeHT y HeMo-
BNAT? Bignosiab 06rpyHTYMHTE.

5. Y AKoMmy Biui B giTer NO4YMHAIOTL NPOABAATUCHA FreHETUYHI CKNajoBi
TeMnepameHTy?

6. MOACHITE NOHATTA «CUHAPOM TAKOrO XxapaKTepy».

7. YKawiTb reHeTUYHi CKNagoBi KOMIMOHEHTIB CUHAPOMY TAXKOIO TEM-
flepameHTy.
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8. AKi BNacTUBOCTI TEeMNEepamMeHTy BUKOPUCTOBYIOTh Y NCUXOTEHETHUY-
HUX JOCNIAMEHHAX AOPOCAnX?
9. Bu3HauTe CyTHICTb NOHATTA «eKCTPaBepCisi», <HEBPOTULMIM» | «[ICUXO-

TULIU3M»,

10. AKi paHi ncuxoreHeTuHHUX AoCniMKeHb NiATBEPAXYIOTE BUPaA3HUA
BMAWB FEHOTUNY Ha TEeMIEepaMeHT y J0pOCUX?

11. MNOACHITL cydacHy M'ATUDAKTOPHY CXEMY ONMUCY TEMMEPaMEHTY.

12. AKi NoKasHUKKU yCnaaKOBYBaHOCTI 6ynn oAepwaHi B ncuxorexe-
TUYHUX JOCNIIKEHHAX TEMNEPaAMEHTY 3a M'ATUdaKTOPHOIO CXEMOIO?

13. 3anponoHynTe BU3HAHYEHHS NOHATTS «iHTENEKT».

14. SKi BUCHOBKM MOXHa 3p0OOUTH i3 CyHacHOro PO3yMiHHS iIHTEeNneKTy?

15. Po3KpuitTe CYTHICTL NOHATTA «KoedillieHT iHTeNeKTyanbHOCTin,

16. AKMK po3nogin 3HayeHb KoediyieHTa iHTenexkTy B nonynsauii
nogen? Hasegitb npuknaau.

17. Y g9uux Bunagkax AoUiNbHO BUKOPUCTOBYBATH iHTENEKTyallbHe
TecTyBaHHAa?

18. O6rpyHTyiTe BMCOKY YCNaAKOBYBAHICTb KoedilieHTa po3ymMoBOro
PO3BUTKY Ta HE3HA4YHW BINIMB HA HLOTO YMOB CEPEfIOBULLA.

19. YKaxiTb GaKTOpu HaBKONUILHLOTO CepeoBurLLa, SKi MOXYTb 3HU-
3UTU KoedilieHT iHTenekTy. [oACHITb Ui BUNaaKM.

20. OxapaKrepulyinte OCHOBHI KpUTepii 064apoBaHOCTI.

21. MNpo wo cBia4YnTL aHani3 YMcneHHux Giorpadin BuaaTHUX noaen
CTOCOBHO NEHETUKM 064apoBaHOCTI?

22. Y yomy nondrac napajgoKcanbHa cutyalis B reHetuui o6aaposa-
HOCTI?

23. MNOoACHITb CYTHICTb SBULLE EMEPreHesy.
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Abepauifa (nar. aberratio — BigxXuneHHs1) — CTPYKTYPHa 3MiHa
XpOMOCOMU ab0 XpoOMaTUAM, WO BUHUKAE BHACNIAOK PO3PUBY, MiCns
AKOro, ik NpPaBwuno, Po3ipBaHi KiHLi 3'€HYIOTLCH Y HOBE CMOJTy4EHHS.

AGCTUHEHTHUWU (naT. abstinentia — CTPUMYBaHHS, HEBXKNBAHHS)
CUHAPOM — CTaH, SIKMK PO3BMBAETHCA NICNA PANTOBOro NPUNUHEHHS
BXWBaHHA PEYOBUWH, IKi BUKJIMKA/IM HAPKOMaHIMHY 3aNeXHICTb.

AreHesisa (rpey. a — 6e3 i genesis — yTBOPEHHS) — BPOKEHA
BIACYTHICTb 6yAb-AKOro opraHa.

AfleHiH — O[lHa 3 ABOX NMyPUHOBUX OCHOB HyKneotugis HK Ta
PHK.

ApfeHoMa (rpey. adén — 3as103a i oma — ryxJjitHa) — He3N0fKic-
Ha NMyXJiMHa MOSIOYHOI, WKUTONOAIBGHOI Ta iHLWWX 32103, A TaKOX 3a/103
CNU30BOI 0O0NOHKHK, Hanpuknag WayHKa.

A1eHOMAaTO3HUN NOAINO3 (rpeL. polys — YUCIEHHUH, PUS — Hora
i 0Sis — npouec, pes3ynbTar) — MHOXWHHI aieHOMU PISHOMaHITHUX
$opM Ta po3MIpiB, AKI PO3BUBAIOTLCH BCEPEaNHI MOPOKHUCTOro opra-
Ha, pO3TaWloBaHi HarnyacTille Ha CNM30Bik 060/10HU Ta NMOB’A3aHi 3 HElo
LLIMPOKOIO OCHOBOIO ab0 HIXKKO, Yepe3 AKy NPOXOAATb KPOBOHOCHI Ta
nimpaTryHi CyavnHM,

AlpeHoreHiTanbHU CUHAPOM — rpyna CrafKOBHUX NATONOrIN,
Lo nonasiratoTe Y NiABULLLEHOMY BUJINEHHI FOPMOHIB KOPU HaHUPKO-
BUX 3aN03, WO NPU3BOAUTL 10 MPUCKOPEHOro COMaTUYHOIO PO3BUTKY
Ta NPOrpecytoHoro PO3BUTKY BTOPUHHUX YOJTOBIYMX CTAaTEBUX O3HAK.

AapeHonenkoamucTpodia — X-34enneHe peLecuBHe 3axBopio-
BaHHA, WO NOMATae y pywHyBaHHi MieNiHOBOI 060N0HKK HEPBOBUX
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BOJIOKOH i NPU3BOAUTL 10 NOCTYNOBOIrO0 PO3BUTKY HEAOYMCTBA, aTtpo-
dii 30poBUX HEPBIB, Napanivy, po3najy KoopAuHaLlii pyxiB, MOBH, KOB-
TaHHS, TYrOBYXOCTi Ta €ninenTUYHUX Hanagis i 3aKiH4yETLCA CMEPTIO.

Aneni (rpeuy. allélon — B3aeMHO, 0gUH OAHOI0) — GOPMU CTaHy
reHa, aKi 3anMatoTb iA&€HTUYHI TOKYCH FTOMOJSIOMYHMUX XPOMOCOM i 3yMO-
BMIOKOTb Pi3HI GEeHOTUNMN.

AnKanToHypina (naTt. alkali — nonin, coga, rpey. kapté — KoBTatu i
uron — ceyva) — cnagkosa xsopoba, cnpuymHeHa nopyweHHAImM obMmi-
HY @MiHOKMCNOTU TUPO3UHY, LLLO NPOABASIETLCA Y AiTen TEMHUM 3abap-
B/IEHHAM Cedi Ta BYLWHOI CipKK, ¥ AOPOCNUX — NirMeHTali€lo Pi3dHMX
TKaHWH Ta NPOrpecyynum aereHepaTtuBHO-ANCTPODIYHUM YPAXKEHHAM
cyrnobis.

Anoneduis (rpeuy. albpekia — BunagiHHA BOOCCH, SIK y MCHL, WO
JIMHSIE; aldpéx — nucniisi) — cTinke abo TumyacoBe, NnoBHe abo 4acT-
KOBE BUNafiHHA BOJIOCCS.

AnbbGiHi3m (n1at. albus — 6i1ui) — reHeTU4YHO 3yMOBJIEHA BIACYT-
HiCTb MirMEHTY MenaHiHy B LWKipi, BONOCCi, panay»Hii 060n0HLi OKa.

AMiHOKMCNOTU — OpraHiyHi CNOoNyKM, WO MICTATb SK KapBOKCUIb-
Hy (—COOH), TaK i amiHHy rpynu (—NHZ2), 0OCHOBHI CK1agoBi YaCcTUHK
mMonekyn 6inKie.

- AMHiouweHTe3 (rp. amnion — 3apoaKoBa 000/10HKa | kentésis —
NPOKOMI0BAHHS) — npoueaypa OTPUMaHHR HaBKOMONNIAHOI PiIAUHM |
KTTUH, WO B Hi¥A MICTATbCA, 419 npeHaTtanbHO! RiarHOCTUKU AEeAKUX
CNagKoBMUX 3aXBOPIOBaAHb.

AHrigpoTMuyHa eKrogepmManbHa gucnnasisa — naTtonoriyHe nopy-
LEeHHSA PO3BUTKY LWKIPKU 3 HaCTKOBO abo NOBHOO BIACYTHICTIO NOTOBM-
[iNeHHs.

AHeBpU3Ma (rpeL. aneurisma — PO3LIMPEHHS) — PO3WMUPEHHS
NPOCBITY Ta BUNUHAHHS CTIHKM KPOBOHOCHOI CYyANHM (NepeBaXKHO apTe-
pii) ab0 NOPOXHHWHU CEPL BHACNIAOK NATONOMYHUX 3MiH Y4 aHOMaNIN
PO3BUTKY.

AHTUKOQOH — JiNfiHKa monekynu TPHK, Wo Mae Tpu HyKneoTuau,
BMi3Hae BIiANOBIAHY OIIAHKY 3 TPbOX HYKNEOTUAIB (KOAOH) Y MONEKyI
iPHK (MPHK) i KOMnnemMeHTapHO B3aEMOJI€ 3 Helo.

Anepa CUHAPOM — ayTOCOMHO-AOMiHaHTHa xBOopo6a, Lo XxapaKx-
TEPUIYETLCA MOMITHUMM MOPYLIEHHAMU PO3BUTKY KICTOK yepena Ta
nNanbLiB KiHWIBOK: Yepen BUCOKWUW, KOHIYHOT GOPMHU, NPUMNITIOCHYTUN
cnepeay i 33aay, NepeHiccs 3anane; BEpXHA Wenena HaaTo BUCYHYyTa
Bnepes; BiACTaHb MiX oudMMa 36inbleHa, o4Hi A6nyKa po3TalloBaHi
nepes o4HUMM 3anaguHamu; ll—V nanbLi KiHLIBOK 3pocaucs.

ApaxHoaakTunia (rpey. arachné — nasyk i daktylos — nanetib) —
HE3BWYanHO AOBTi U TOHKI Nanbui KUCTER Ta CToN.

ApTpuT (rpey. arthron — cyrmno6 i itis — 3anasibHun npouec) —
3aranbHa Ha3Ba 3analibHUX NaTonorin cyrnobis, AKi CynpoBOAMKYIOThb-
CH BUAINIEHHAMMW PiIAMHU B NOPOMHKUHY cyrnoba.

ATepocKnepo3s (rpey. athér — Kallka i sclerosis — 3aTBepjiH-
HSl) — MNOWMUPEHE XPOHIYHE CEPLIEBO-CYANHHE 3aXBOPKOBaHHSA nepe-
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BaXHO NIiTHIX OCi6, IKE CMPUYUHIOE YILINbHEHHS apTepiasibHUX CTIHOK
BHaCNIAOK PO3POCTaHHA CNONYYHOI TKAHWUHMU, YTBOPEHHS T. 3B. atepo-
CKNEPOTUYHUX BNALLOK, SMEHLIEHHS NMPOCBITY CYAUHU, SHUKEHHA KPO-
BOMOCTa4aHHsA OpraHiB Ta 4acTo YCKIaAHIETbCA TPOMOO30M (3aKy-
NOPKOIO) CYAUH.

ATpe3is (rpey. a — 6e3 i trésis — 018ip) — 1) BIACYTHICTL Npupoa-
HOro Npoxofly Y4 OTBOPY (HanNpuknaj, aTtpesis NpsAMOi KMILIKK Ta
3a4HbLOMNPOXIAHOr0 OTBOPY); 2) 3apOCTaHHs NPUPOSHOro NPOXoAy 4Yu
OTBOpPY BHaACNiAOK 3ananeHHs abo TpaBMU (HAaNpuKnag, nicnsa XimivyHo-
ro ONiKy cTpaBoxoay); 3) 3BOPOTHUIK PO3BUTOK OpraHy, SKUn He focar
3piNnocTi (Hanpuknag, KiCTo3Ha aTpesia A€4HUKA).

Atpodina (rpey. a — 6e3 i trophé — MHUBNEHHS) — 3MEHILIEHHSA
06CAry opraHiB, TKAHMH Ta KNITUH, IKE CYNPOBOAKYETLCH 3HUMKEHHAM

X QYHKUIN.
AytocomMa — 3BW4YaWHa, HeEcTaTeBa XPOMOCOMa.
AyTOCOMHO-AOMiHaHTHe ycnagKyBaHHsi — TWN YyCNajgKyBaHHA

O3HaKW, KOHTPOSbOBAHOI AOMIHAHTHUM anefnem, PO3MIlEHUM Yy
HecTaTeBIH XPOMOCOMI.

AyTOCOMHO-peLeCUBHE YycnafKyBaHHfl — TWUN YCNa[KyBaHHS
0O3HaKW, KOHTPONbOBAHOI PELLECUBHUM anenem, po3MilleHUM y HecTa-
TEBIW XPOMOCOM,.

Adasia (rpey. a — 6e3 i phasis — BWUC/I0B/1IIOBaHHS) — po3naj
MOBM, WO Monsira€ B yTpaTi 34aTHOCTI KOPUCTYBaTUCst CIOBaMW Ta
PEYEHHAMM /1 BUPAXKEHHS AYMOK Ta MoYyTTiB.

AxoHgponnasia (rpey. a — 6e3, chondros — Xxpsuj i plasis —
rpoLec 41 pe3ybTar PO3BUTKY) — ayTOCOMHO-AOMIHAHTHE 3aXBOPIO-
BaHH$, 33 SKOro NOPYLIEHHS PO3BUTKY XPALLOBOT TKAHUHM CNPUYUHIOE
HEeAOCTaTHIN PICT KIHLIBOK, JOBXMHA Ty/1ly6a € HOpMas/ibHOLO, a ronoBa
BEMIMKOIO 3 BUMYKJIUM JIOOOM Ta 3ananuM nepeHiccsam.

Awepa cMHAPOM — ayTOCOMHO-PELLECUBHE 3aXBOPIOBAHHS, LWO
nonfrae y HEMPOCEHCOPHIA AyXOoTi 7a NIrMEHTHOMY PETUHITOBI;
OCHOBHiI CUMMNTOMWU XBOPOOGW: TyroBYXiCTb, MOBIIbHO Nporpecywya
JereHepauis CiTKIBKU 3 BTpATOIO 30py (NoduHaeTbes nicns 10-niTHbO-
ro BiKy), BECTUBYNSIPHI po3naaun, po3yMoBa BiACTanicTb, MCUXO3U.

bekBita — BigemMaHa cMHAPOM — ayTOCOMHO-AOMIHAHTHA naTo-
J107i9, WO PO3BMBAETLCA BHACNIAOK MiKpoaynaiKaLil cermenta pl15 11-0i
XPOMOCOMMU | 3yMOBNIOE BENUKY AOBXMHY Ta Bary HOBOHapOAKEHOoro, a
TaKOX BEMUKUK A3UMK, SMILLEHHA O4HUX S6NYK Briepen 3a MEXi OYHKX
3anagut, rigpouedaniio, aHomanii nepegHbol CTIHKU MUBOTa, acume-
Tpito Tina.

biBaneHT (1a1. bi — rnoaBinHWI | valens — cunbHMi) — napa
KOH’IOTYIOYMUX TOMOOMIYHUX XPOMOCOM y npodasi | Menosy.

bioximi4yHi MmeToa¥n — BU3HAYEHHS HAABHOCTI NEBHUX PE4YOBUH
(NepeBaxXHO NEPBUHHUX NPOAYKTIB reHiB — HepMEHTIB Ta NaTosoriy-
HUX MeTaboniTiB) 3 METOIO AiarHOCTYBaHHA CNagKOBUX XBOPOO.

bausHiOKM AU3UTOTHI (gBosLeBi) — OpraHiamu, WO PO3BH-
BAIOTLCA 3 ABOX Pi3HUX 3UrOT yHACNAOK 3anfigHeHHA ABOX Pi3HUX
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ANUEKNITUH; MaloTb Pi3Hi FEHOTUNU, @ TOMY MOXYTb BYTU OAHIET YW Pi3-
HOI cTaTen.

BAU3HIOKU MOHO3UIOTHI (0AHOAKLEBI) — OpraHi3amMu, gKi po3Bu-
BalOTbCA 3 OfHIET 3UrOTU; MaloTb OfJHAKOBI FEHOTUMU, & TOMY Hane-
yKaTb A0 OJHIET cTaTi.

bnusHOKOBUKH MeToa — O0O6CTeeHHA 6AM3HIOKOBUX nap 3
METOI0 BU3HA4YeHHA poni CNagKoOBOCTI Ta cepeaoBuvlla y PO3BUTKY
O3HakK. -

bnoxa — Cynbu6eprepa cuHapom — X-34enneHa AOMiHaHTHa
naTonoris 3 rnpeHaTafbHOW NeTanbHICTIO NNodiB 4YoNoBi4oi CTaTi;
OCHOBHIi CUMNTOMM: XxapaKTepHi 3ananbHi edpeKTu WKIpH, Lo BUHUKa-
I0Tb Y€ Ha Ni3HIKW cTagil embpioreHe3dy, MMOBIPHI ypa)KeHHs 3y6iB,
nNIAMUCTa anoneuis, aHomarsii 30py, cyaomMu, po3ymMoBa BiacTanicTs.

BbpaxiaakTtunia (rpey. brachys — Kopotkui i daktilos — naneus) —
KOPOTKONanicTb pyK Ta (abo) Hir.

Bbpaxiuedania (rpew. brachys — KopoTkuit i kephalé — ronosa) —
KOPOTKOr0N0BICTb, TO6TO 36iNblIEHHS NONEPEYHOro PO3MIPY roNoBH
3a BiIHOCHOI0 3MEHLUEHHS 11 NO3A0BXHbLOIro PO3MIpYy.

bpoHxianbHa acTma (rpey. asthma — sgyxa) — XPOHi4Ha
3anansHa xBopo6a AuXanbHWUX WASAXiB, CNPUYUHEHA CMNagKOBOIO
CXMNBLHICTIO A0 anepriyHUX peakuin, CynpoBOMKYETLCH MOCTIMHOK
NiABULWLEHOIO YYT/IUBICTIO 6POHXIB, WO NPU3BOAUTL A0 HABPAKY IX CNu-
30B0i 060N0OHKK Ta HanagiB aayxu.

BaapaeH6ypra cMHAPOM — ayTOCOMHO-AOMiHaHTHa xBopob6a 3
HENOBHOK NEHETPaHTHICTIO Ta MIHIUBOIO EKCMNPEeCUBHICTIO, CNPUYHU-
HeHa aHOMani M1 PO3BUTKY HEPBOBUX CTPYKTYP 3aBUTKKU BHYTPILLHLO-
ro ByXa; OCHOBHIi CUMNTOMM: WWUPOKE BUCTYNalo4e nepeHices, 3’egHa-
Hi 6pOB#, NCEBAOKOCOOKICTb, aCUMETPUYHE 3abapBNEHHS PaUayHKH,
TYrOBYXiCTb, 3HUXEHe Big4yTTa piBHOBaAru, 4acTKOBUW anbbiHi3M
(cMBUM NOKOH Hag nobom, 6GinyBati Bii, AenirMeHTOBaHi AiNSAHKM
LWKipH).

Baau ncuUxiYHOro po3BUTKY — MPOMIXHI MiX AebinbHIicTiO Ta
HOPMOIO GOPMHU iHTENEKTYANLHOT HEOCTATHOCTI.

BaH aep Byaa cMHaApOM — ayTOCOMHO-fiOMiHaHTHa xBopoba 3
HENOBHOIO NEHETPAaHTHICTIO Ta Pi3HOK0 EKCNPECUBHICTIO; OCHOBHI CUM-
NTOMMU: pOo3LEeNNeHHA BEPXHbOI rybu abo/Ta nigHe6iHHA, Ha CNW30BIN
06010HUI HWXKHBLOI I'ybn oaHa abo ABi AMKM Ta ¢icTyna, AaKa BUAINAE
HEBEJIUKY KiNbKiCTb CNU3Y.

BeKTopM (nat. vector — Hecyuuit) (B reHeTuli) — BUAU BipyCiB
(s npaBuno 6aktepiodaru) Ta nna3miau, Wo BUKOPUCTOBYIOTbCA A4
nepeHeceHHs reHiB i3 reHoMa 0gHOro opraHi3aMy B reHOM iHLWWOoro.

Bectdpana — BinbcoHa — KoHoBanoBa xBopo6a — ayTOCOMHO-
peuecuBHe 3axBOpPlOBaHHA 3 ypaXeHHAM HepBOBOI CUCTEMU Ta
neYyiHKKM BHACNiAOK nopyweHHA MeTaboni3amMy Migi; OCHOBHI CUMMTOMMU:
xopesi, TPeMTIHHA roNnoBHU, KiHUiIBOK abo BCbOrO Tina, po3najg Koopau-
Hauil pyxiB, HEQOYMKYBaTICTb, po3naj OYyHKLUIW NeyiHKKU, HUPOK, Nia-
LLTYHKOBOI 321031, cepLs.
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BupaskoBa xBopo6a — xpoHi4yHa xBopo6a i3 ULMKNiYHUM nepebi-
FOM Ta CMajKoOBOIO CXWUNLHICTIO, WO PO3BMBAETLCA BHACNIQOK MOpy-
UIeHHA piBHOBArn Mix @axkrtopamu 3axucty CNn3oBoi 060NOHKK
(WUNYHKOBWI® CNU3 TOWO) Ta arpPECUBHUM BIIMBOM LUYHKOBOIO COKY
(confiHa Kucnota, $epMeHT NencuH ToWO);, Ha CTadii 3aroCTPEeHHS
BMHUKAE BUPA3KOBE YParKeHH] CNU30BOI 060M0HKKU LWWNYyHKa abo/Ta
12-nanoi KMLWKH.

BpoaxxeHi Bagu po3BUTKY — CTilKi MOpdONOTivHi 3MiHKW OpraHis,
iXx YacTuH abo AINAHOK Tina, W0 BMXOAATb 3a MeXi HOpManbHUx Bapia-
Ui 6yaoBM Ta NOPYLYIOTh IX PyHKUIT.

Fanakrtosemist (rpey. gala — MOIOKO i 0SIS — PoUecC 41 pesy/ib-
TaT) — CNajKoOBE MOHOreHHe, ayTOCOMHO-peLeCUBHe 3axBoploBaH-
H, WO CYNPOBOMXKYETLCA HaAKOMUYEHHAM Y KPOBIi MOHOCaxapuay
ranaxkTo3v BHACNIOK BiACYTHOCTI O4HOrO0 i3 GepMeHTiB, fiKi nepeTso-
PIOIOTb FAanaKTo3y Ha rfioKo3Yy.

Fameta (rpey. gamos — wnob) — 3pina craresa KNiTUHa, 9Ka
MICTWUTb ranfoigHun Habip (n) XxpoMOCcoM i 3aaTHa A0 3annigHeHHs.

MameToreHes (rpey. gamos — wniob i genesis — BUHUKHEHHS) —
NpoLuec YTBOPEHHS CTaTeBUX KNiTUH.

lFannoip (rpey. haploos — oanHapHMil) — KNiTHHa 4u ocobuHa 3
OAMHApHUM HAabBOPOM XPOMOCOM (KOXXHa XpOMOCOMa npejacraBneHa
TiNbKKW OAVH pa3).

fannoigHuK HaGip XPOMOCOM — CYKYHICTb XPOMOCOM rannoiga.

lemi3uroTHicTb (rpey. hémi — Hanis- i zygoté — 3’egHaHuil y
napy) — CTaH, 3a SIKOro NeBHi reHn y AMNNoIaHiK KNiTUHI npeacTasne-
Hi 0AHUM anenem. TepmiH BUKOPUCTOBYIOTb ANA NO3HAYEHHA FrEHOTUNY
4YONIOBiKa CTOCOBHO O3HaK, 34enieHux 3i CTaTTio | BU3HAYEHUX anens-
MW, po3TalloBaHux nuwe B Y- a60 X-XpOMOCOMI.

NemornoGiHonaTii — rpyna cnagkoBuX 3axBOpiOBaHb, 3ymMOBJie-
HUX NPUCYTHICTIO B epUTpOLUTaX aHOMaNbHOIO reMornobiny, Wo npus-
BOAWUTb A0 IX PYMHYBaHHA Ta NOTpanNaHHA remornobiHy y nnasmy
KPOBiI.

Femodinis (rpey. haima — Kpos i philia — mo6uT) — cnagrose
3aXBOPIOBAHHA YONOBIKIB, CNPUYMHEHE BiACYTHICTIO OAHOrO0 i3 paKTo-
piB 3ropTaHHA KPOBI, WO NPU3BOAUTL [0 KPOBOTOYMBOCTI; WiHKHU, K
npaBuno, He XBOPilOTb, OCKINbKK € NUWIE HOCIAMKW MYTAHTHOIO anens.

leH (rpey. genos — pifA, NOXoAXMeEHHS) — NeBHa AiNgHKa MONEKY-
nn JHK (y aesakunx Bipycis PHK), Wo Kogye nepsuHHY CTPYKTYPY NOJti-
nentuay, monekyn pPHK ta TPHK a6o B3aemogie 3 perynatopHum 6in-
KOM; OAMHUUA cnagkoBoi iHdopMalil, SKa BU3Hayae GopMyBaHHSA
NeBHOI eNemMeHTapHOol 03HaKK OpraHi3my.

FeHeanoriyHMin mevop (rpeuy. genealogia — pPoAoOBIg) — aHani3
3aKOHOMIPHOCTEN YCNAAKYBaHHA 03HAK IOAMHN HA OCHOBI CKIa4aHHs i
poaoBoay.

leHeTuKa (rpey. genos — pif, noxomKeHHs) — GionoriyHa Hayka,
AKa BUBYAE ABMLLA CNAAKOBOCTI Ta MiHANBOCTI XXUBUX OpraHi3miB.
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feHeTMKa nwoauHU (aHTponoreHeTuKa) — 6ionoridHa Hayka,
30cepeneHa Ha JocnigmeHHi ocobnmMBOCTEN CNAagKOBOCTI | MiHANBO-
CTi NOACBKUX OPraHi3MiB, 3’ACYBaHHI FEHETUYHUX MEXaHi3MiB cnagKo-
BUX 3aXBOPIOBaHb Ta PO3pOONEeHHI TEXHOOriM reHHO! Tepanii.

feH-moaudikaTop (nat. modificatio — BU3Ha4Ye€HHA Mipu) — reH,
DYHKLIE AKOro € NocuneHHs abo ocnabneHHs Aii OCHOBHOro reHa.

leHHa iHXeHepia — CYKYNMHICTb METOAIB | TEXHONOrI#, CnpAMOoBa-
HUX Ha OTPUMAHHA HOBUX KOMBiHALI TrEHETUYHOIrO MaTepiany B KNiTu-
Hi YX OpraHiaMi WTY4HUM Wnaxom (6e3 TpaauuinHoi ribpuaunaadii).

FeHHa Tepania — niKyBaHHA cNagKOBWUX MOHOIEHHUX XBOpPOO
MeTolaMu reHHOoI iHXeHepil.

leHHi XxBOpo6U — cnagKoBi NAToNoOrii, AKi CNPUYUHEH] MyTaLiE
O4HOro reHa i nepeaatdTbCA HACTYNHUM TMOKONIHHAM 33 3aKOHaMMU
. MeHgens.

lFeHoKkonii — nopi6Hi deHoTUNK, chopMoBaHi NiJ BMIMBOM Pi3HUX
reHis Ta MyTtauiun.

feHom — rannoigHvi Habip XpOMOCOM OpraHiaMy 3 NoKani3oBa-
HUMK B HUX FEHAMM.

feHoTUN — CYKYNHICTb YCiX IOKani30BaHMX y XpOMOCOMaXx reHiB, Yu,
Y LWWMPOKOMY PO3YMiHHI, BCIX CNaaKoBux ¢aKTopis opraHi3my, sKi po3ra-
LIOBaHi Y XpOMOCOMaAX Ta iHWKWX KOMIMOHEHTaX KNiTUHN (HanpuKknag mMito-
XOHAPISAX).

fenodoHA — CYKYMHICTb reHiB, WO TPanasTLCH B MEXax OAHIET
nonynauii 3 NEBHOK YacToTOHK.

lFeH-cynpecop (n1ar. sub — 4acTKoBO i pressare — TUCHYTH) —
reH, WO NPUTHIYYE Ait0 OCHOBHOIO reHa.

lfeTeporeHHicTb (rpey. heteros — iHWHIA i genos — rNOXoOQHEHHS)
naTonoriin — 3yMOBEHICTb KIiHIYHO CXOMMUX XBOPOO y Pi3HMX CiM 'AX
AedpeKTaMU PISHUX reHiB.

leTepo3urora (rpey. heteros — iHwmi i zygoté — 3’‘egHanHnit y
napy) — ocobuHa 4u KIiTMHA, Wo MICTUTb Pi3HI anefi B ie@HTUYHUX
JIOKycax roMosioriYHMX XPOMOCOM i NPOAYKYE reHETUYHO Pi3Hi raMeTw.

leTepoxpomaTtuHoBi (rpey. heteros — iHwuit i chroma — 3abap-
B/IEHHSA1) AINAHKU XPOMOCOM — [iNfIHKM XPOMOCOM, WO iHTEHCUBHO
dapbyroTbea LMTONOTIYHUMU papOHUKaMU Ta rEHETUYHO iHEepPTHI.

[6pua (nar. hibrida — nomicsb) — reTepo3uroTtHa ocobuHa, aKa
BUHUKNA BHACMIJOK CXPELLYBaHHSA BOX FTEHETUYHO Pi3HUX OPraHi3miB.

Figpouedania (rpey. hyder — piguHa i kephalé — ronosa) —
naToNoriYyHe HaKOMUYEHHS CMUHOMO3KOBOI PIAWHU B MNOPOMHMUHI
yepena, Wo CYyNnpoBOAKYETLCA PO3ILIMPEHHAM MO3KOBUX LUNYHOUKIB Ta
BUCOKWUM BHYTPIYEPENHUM TUCKOM.

lNnekomacrtifa (rpey. gyné — iHKa i mastos — rpyau) — 36inb-
LUEHHS OAHIET Y1 060X MOTOYHMX 337103 Y HONOBIKIB.

FinepreHsia (rpey. hyper — HagmipHWii | 1aT. tensio — HanpyeH-
HS1) — NIABULLEHWH TUCK B CyAMHAX, MOPOXHUCTUX OpraHax Ta Nopox-
HWHax Tina.
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FNinepTpuxo3 (rpey. hyper — HagmipHuit i thrichos — Bonoces) —
HaAMIpHaA KiNbKICTb BONOCCA Ha fAiNfHKax WKipy, wo, K npasuno,
4YUCTi abo NOKPUTI AnLue NYLKOM (HanpuKkiaa, Ha ob6nuyyi y XiHOK).

FNnoroHaguam (rpey. hypo — HukYe, nig i gonad — NOPOIKYI0) —
aHoManisi, 3yMOB/ieHa 3HMXKEHHAM ropMOHaNbHUX PYHKLIIH cCTaTEBUX
3aN103 YOJIOBiKA 4YM XKiHKW, OCHOBHWK CUMNOTOM: BIACYTHICTb abo
HEpPO3BUHEHICTb BTOPUHHUX CTATEBUX O3HAK.

FNnonnasia (rpeu. hypo — Hwxye, nig i plasis — yTBOPEHHS) —
BPOAXKEHNN HEAOPO3BUTOK BYib-SKOIro opraHa.

FinoteHsin (rpeyu. hypo — ruxye, nig i nat. tensio — HarpyxeH-
HS1) — 3HUXEHWIN apTepianbHUN TUCK.

FNinotupeos (rpey. hypo — Huwye, nig, anar. glandula thyreoi-
dea — wuronogibHa 3as103a i rpet. 0sis — npouec, peaysibrar) —
3axXBOPIOBAHHSA, 3yMOBAEHE HEOCTaTHICTIO ®YHKLUIl WWUTONOAIGHOT
3a103U; OCHOBHi CUMNTOMMW: MASABICTb, 3arasnbMOBaHICTh, COH/IUBICTb,
ocnabneHHs NnamM’aTi, oaytne 6niae 061444, MEP3NAKYBaTICTb, HyAOTa
TOLWO.

FNcTupiHemis — ayrocOMHO-peLecyBHa NaTtonoris, Wo Cnpuyum-
HIOE MOMIPHY 3aTPUMKY NCUXIYHOTO PO3BUTKY, HECTIMKICTL HACTPOIO Ta
NOBE/iHKK, 3HAUYHI MOPYLIEHHA MOTOPUKKU MOBMU aX 10 MOBHO! HIMOTH,
TPEMTIHHS, CYAOMM, po3naj KOOpAUHALII pyxiB TOLLO.

lonanapuyHe (rpeu. holos — yBecs i andros — 40/10BIK) yenaaKy-
BaHHA — YCMNagKyBaHHA O3HaK, BU3HAYEHUX reHamMun Y-XpoMoCcoMM
NIOAMHKY, WO nepefatnTbes BiA 6aTbKa TiINbKWM CMHAM | HasBHI B YCix
NOKONIHHAX Y KOXHOIr0O YONOBIKa.

lomeocTas (rpey. homoios — nofibHUHA, ofHaKoBui | stasis —
CTaH) — 3AAaTHICTb BI0NOriYHOI CMCTEMU NPOTUCTOATH 3MiHaM i 36epi-
raTtv BiAHOCHY AMHAMIYHY CTaNiCTb CBOTO CKaly Ta BNacTUBOCTEN.

Fomoaurora (rpey. homos — ogHaxoBu# | zygoté — 3’egHanuit y
rnapy) — oco6unHa abo KNiTUHA, WO MICTUTb OHaKOBI aneni B iIeHTUY-
HUX NOKYCaX MOMONOIIYHUX XPOMOCOM | MPOAYKYE reHETUYHO PIBHOLLIH-
Hi rameTu.

FomonorivHi (rpey. homologia — 3roga) XpoMOCOMU — CTPYKTYP-
HO iAEHTMYHI XPOMOCOMM, TOBTO TaKi, B AKMX aHanorivyHi NOKycu po3ra-
lLIOBaHi B 0AHAKOBIK NOCNIAOBHOCTI.

ToHaaHuu (rpey. gonad — nopoKyio) aucreHes (rpey. dys —
po3nag i genesis — BUHUKHEHHS) — MNOPYLWEHHA PO3BUTKY cTaTe-
BUX OpraHis.

lyaHiH — oAHa 3 ABOX NYPUHOBWUX OCHOB HyKneotuais [HK Ta
PHK.

AanbTOHIZM — crnagxkoBe MNOpyweHHA KONbOPOBOro 30py, WO
nonara€ B He3/aTtHOCTI PO3PIi3HATU KONbOPK (NEpeBaKHO YEPBOHWUN
Ta 3eNeHni) i cnocTepiraeTbCs NepeBaXKHO Yy HONOBIKIB; reH, Lo Crnpu-
4YuHIoe XBOpOOY, NOKanizoBaHW B X-XpOMOCOMI.

Le6inbHicTb (naT. debilis — po3cnabneHut) — nerka ctyniHb oni-
rodpeHnii; OCHOBHI CUMNTOMMU: MPUMITUBHICTL CYyDKEHbL Ta BUCHOBKIB,



260 TepMiHONOTi YHUI CROBHUK

HepocTaTHA andepeHuiauis eMouin, obMexeHi 30i0HOCTI 40 HaBYaH-
HSl, 3HUXKEHa 3[aTHICTb 4O coLujianbHOl aganTadlii.

Oe3okcupuboHykneiHoBa Kucnota (IHK) — cknagHuit 6iononi-
Mep, WO MICTUTBCA B XPOMOCOMAaX, MITOXOHAPIAX Ta iHLWKUX opraHoigax
KNTWUHW | € HOCIEM cNaaKoBOi iHdopMaUil.

Aeneuia (nar. délétio — 3HuUleHHS1) — BTparta NeBHOI AiINSHKA
XPOMOCOMMU, XpOMaTUAM YU reHa.

OemeHuina (nat. de — 6€3 i mens — po3yM) — 3HUKEHHS IHTENeK-
TY BHACMIAOK OPraHidyHOro ypaxeHHs1 rojJOBHOr0 MO3KY, L0 MOpyLiye
34aTtHICTb L0 NOBYTOBOI Ta couialsibHOT aganTauii.

Ounnoig (rpey. diploos — noABifHWA) — KNITUHA YY OpPraHi3mMm, aKi
MaloTb AUMNAOIAHUK (NOABIAHUIA) HABip XpOMOCOM.

AvcKkopaaHTHicTb (nar. discordia — po3naj) — HeCXOoXicTb 61U3-
HIOKIB 3@ NEBHOIO O3HAKOIO.

Avcnnasia (rpey. dys — posnag i plasis — yrBopeHHs) — 3aranb-
Ha Ha3Ba HachnigKiB HeNpaBWUNbLHOTO GOPMYBAHHS YaCTUH, OpPraHiB Y1
TKaHWUH OpraHi3my.

Auctpodis (rpeu. dys — po3najg i trophé — uUBIEHHS) — PO3-
naj XUBJIEHHA TKaHWH, opraHiB abo BCbOro opraHiamy, WO pPoO3BuU-
BaETbCA BHACNIAOK CNAAKOBOro Yu HaByToro NOPYWEHH: perynaTop-
HUX MeXaHi3MIiB i CynpOBOMKYETLCA YTBOPEHHSAM Ta HAKOMUYEHHSAM
aHOMaIbHUX NPOAYKTIB OOMIHY B KNITUHAX | TKAHUHAX.

Autaunin aytusam (cuHapom KaHHepa) — 3axBoploBaHHSA, 03Ha-
KaMW AKOro € NOpyLeHHs CNiNKyBaHHA AUTUHU 3 HABKOMULLHIM CBi-
TOM, Hacamnepeq 3 iHWKUMU I0AbMU, MUMOBINIbHA CaMOi30NALIf, Wo
NPU3BOAUTL 10 NOPYLUEHHS PO3BUTKY EMOLIMHOT chepu, MOBH, Ni3Ha-
Ba/ibHUX QYHKLUIA Ta NOBediHKK 3aranom.

AudepeHuitoBaHHa (n1ar. differentia — BiAMIHHICTE) — BUWHMU-
KHEHHA BiAMIHHOCTENA MiX OAHOPIAHUMK KNITUHAMW Ta TKAHUHAMMU,
3MiHIOBaHHS IX y rpoueci po3BUTKY opraHi3my, ake 3abeaneyye pop-
MyBaHHA cneuianisoBaHuX KNTUH, TKAHWH Ta OPraHiB.

Biabet (rpey. diab&étés — npoxigHnil) LYKPOBUMU — XPOHIiYHa
€HAOKPUHHA xBOpo6a 3i CNaaKOBOID CXU/IBHICTIO, 3yMOBJIEHa MOpy-
WeHHAM ceKpeuii abo HU3bKOK 6I0NOriYHO AKTUBHICTIO iHCYNiHY
(rOpMOHRYy, W0 3a6e3neyye NPOHUKHEHHA THIOKO3U B KNITUHU nepude-
PIMHUX TKAHWH), WO CYNPOBOAXKYETLCA NIABULLEHHAM BMICTY [J1IIOKO3U
B KPOBI Ta ceyi, NOPYLWEHHAM YCiX TAaHOK 0O6MiHY pe4OBUH, YParKEHHAM
CYAWHHOI cUCTEMM,

Bonixouedanin (rpey. dolichos — goBru i kephalé — ronoBa) —
$dopmMa rofioBu, 3a AKOi NO3J0BMHI PO3MIPU NOMITHO NepeBaXkaloTb
Haj nonepevYHnMm.

BowminaHTHa (nat. dominari — naHyBaTtH, nepeBa)<aTv) 03HaKa —
O3HaKa, fika NPoSABNASETLCA 3a reTepoO3UroTHOrO CTaHy aneneun rexHa,
KW BU3HAYAE IO O3HAKY.

[BomiHaHTHUM (naT. dominari — naHyBaTu, nepeBakatv) anenb —
anenb reHa, Wo NPosIBAKETLCS Y reTepo3uroTHOMY CTaHi.
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DomiHyBaHHsA (nar. dominari — naHyBaTtu, nepeBakatm) —
fIBULLE, KONIK OIUH i3 anenein reHa rerepo3nrotm nomiTHiwe BNANBAE
Ha MeBHY 03HAKy OCOOUHM, HiXK IHWKUKA anenb LbOoro camoro reHa.

Aynnikauis (nat. duplicatio — noAgBOEHHSA) — NOABOEHHA NEBHOI
LiNAHKXU XPOMOCOMM, XpOMaTUaU 4Yu reHa.

Easappca cuHApoM — xBopo6a, cripyyMHeHa Tpucomieo 18-oi
XPOMOCOMM, LLO NPU3BOAUTb A0 aHOManin vyepena, obnun4yys, gedexTis
OMOPHO-PYXOBOIro anapary, fopylweHb CepLeBO-CYANUHHOI, TPpaBHOI Ta
cevyocTaTteBoi CUCTEM; OCHOBHI CUMMTOMW: ManeHbKUKA POT, BY3bKi Ta
KOPOTKI OYHI WifIMHK, KOCOOKICTb, HU3bKO pOo3TalloBaHi Ta agedpopmosa-
Hi ByXa, BUBEPHYTa HUXHSA T'yBa, KOPOTKa | CKnagyacTa Wus, BUAOBKe-
HWUWK Yyepen, KIULWOHOTICTb TOWO.

EK30HU (rpely. ex0 — 30BHIi) — KOAOBaHI AiNAHKKU reHa, Wo HeCyTb
iHpopMaLio anst cuHTE3Y crneundivHoro 6inka.

EKcnaHcia (nar. expansio — po3noBCIOAHEHHS) — pPi3Ke 36inb-
LWEHHA KiNbKOCTI KOMiM NeBHUX AinaHOK Monekynu JHK (nostopu) y
HACTYNHUX MOKONIHHAX pOAOBOaY.

EKCNpecUBHICTb (nar. expressio — BuUpaxeHHs, BUB) — CTyMiHb
(PEHOTUMHOrOo rnosiBy reHa 9K BUMIpP CWUIK MOro Aii, wWo BU3HAYAETLCH
IHTEHCUBHICTIO O3HAKM.

EmMepredes (aHm. emergent — TOH, WO panToBO BUHUKAE) —
CNPUYUHEHHSA O3HAKU NEBHOIO KOHGIrypatlieto reHis abo KOMMNAEKCOM
BNAcTUBOCTEN, KOXHE 3 AKUX BU3HA4YE€Ha reHETUYHO.

Emdisema (rpeuy. emphyséma — po3ayrrda) — 36inblIEHHS Po3-
MipiB TKAHWHU aB0 opraHa BHACNIJOK HAKOMUYEHHS NOBITPSA YK rasy.

EH3UMMU (rpey. en — B, BcepeauHi i zymé — 3aKkBacka) (bepmeH-
TU) — 6IONOriYHO aKTUBHI PEYOBUHM, LLO PErynioTb i CNPAMOBYIOTb
OB6MiH PEe4YOBUH B YCiX }XUBUX OpraHiamax.

EH3umonarii (rpey. en — B, BcepeaunHi, Zymé — 3akBacKa |
pathos — xBopoba) (pepmeHTOnaTii) — xBopobu, WO PO3BUBAKOTLCSA
3a BigcyTHOCTi abo HeJoCTaTHbO! aKTUBHOCTI NEBHUX EH3UMIB.

EnikaHT (rpey. epi — Hag i kanthos — KyT oka) — BepThKanbHa
CKnagKa Wwkipu y éopmi niBmicaus, WO NPUKPUBAE BHYTPILWHIA KyT
O4YHOI WiSIUHWN.

Eninencin (rpeu. epilépsia — cxonaBaHHA) — rpyna natonoriy-
HO Ta KNIHIYHO 6IM3bKUX 3aXBOPIOBAHb rONOBHOMO0 MO3KY, OCHOBHUM
BUSIBOM SIKUX € PErynsipHi eninentu4Hi Hanagu — cyaoMUu 3 BTPATolo
CBIiAOMOCTI.

EnicTas (rpeu. epistasis — 3yrnuHKa, nepetikoga) — Tin B3aEMO-
Aii HeanenbHWX reHiB, 3a IKOro OflHa Nnapa anefibHUX reHiB NpUrHidye
Jito iHWOoT napu; 3a JoMiHaHTHOro enictady KombiHauia anenen AA uu
Aa npurHiyye KombiHatito anenei BB 4u BB i BB; 3a peuecuBHOro
KombiHauia anenen aa — 6yab-AKy KOMbiHauilo aneneu B Ta B.

ETionoria (rpey. aitia — npuynHa i lIogos — noHATTA) — 1) HayKa
npo NPUYUHU XBOPOOG; 2) npUiMHA BUHUKHEHHS XBOPOOU.

EyxpomatuHosi (rpey. eu — 1yT 6€3 i chrOma — 3abapBieHHS)
LiNAAHKU XpPOMOCOM — [IiNITHKK XPOMOCOM, LLO MICTATbL aKTUBHI reHm,
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MeEHLLe cripani3zoBaHi, HiXX reTepoXpoMaTuHOBI AINSHKKU, MamKe He
dapbyloTbea UNTONOTIHHUMKU hapBHUKaMU.

Xepsenna ta Jlavre — HinbceHa CUHAPOM — ayTOCOMHO-peLle-
CUBHA NaTosorig, Wo Ma€ TaKi OCHOBHI CUMNTOMMU: Hanaax 3anamopo-
YeHH4, panTtoBa BTpaTa CBiAOMOCTI Y Billi TPbOX — N'ATHU POKIB, AKi
NPOBOKYIOTLCA HEPBO3HICTIO abo ¢i3U4HMM HaNpPyXEHHAM; BpPO-
[XeHa ABOCTOPOHHA rMnBOKa HeHpoCceHCOopHa rayxora; 6inblWicTb
XBOPUX TMHE ¥ Bili 3 — 14 poKiB XKUTTA BHACNiAOK po3nagiB cepiie-
BOI AifNbHOCTI.

HoBTaHUUA reMoniTUMHA — 3abapBNeHHS WKipU Ta CNM30BUX
060MOHOK Y IMMOHHO-OBTHUIW KONIP BHACNIAOK iHTEHCUBHOMo po3na-
4y epUTPOoLUTIB (reMonily) 3a AesKnX 3axXxBOploBaHb.

34enneHHA — 3B’'A30K MiX reHaMM, Lo 3yMOBJIEHUH iX NOKani3a-
Ui€0 B OfHIK XpOMOCOMI Ta YHEMOXTUBIIOE IX HE3aNeXHe ycnaaKy-
BaHHA.

lpiorpama (rped. idios — cBoepigHnn | gramma — 3anuc) — cxe-
MaTuyHe 3006pa)eHHA XPOMOCOMHOro Habopy, sike NOoKal3ye BiHO-
CHWK PO3MIp Ta GopMy XpOMOCOM.

lpioTina (rpey. ididteia — HeBirnacTBo) — HauTs»X4a popma ofiro-
dpeHil, WO XapaKTepuayeTbCs Mame NOBHOIO BIACYTHICTIO BigNOBiA-
HUX NCUXIYHWUX peaKLih Ha 30BHILLHE CEepefoBHULLE.

IM6euunbHicTb (nat. imbecillus — cnabkui) — cepegHs CTyniHb
onirodpeHil, WO XxapaKTepU3yETLCA NPUMITUBHICTIO, KOHKPETHICTIO Ta
YNOBINIbHEHICTIO MUCNEHHSA, HEe3[4aTHICTIO 40 HaB4YaHHA | 3aCBOEHHS
abCTpaKTHUX NOHATL, rPYGUMKU aHOMaNiI MK MOBU, PYXOBOIO He3rpab-
HICTIO, NPUMITUBHICTIO EMOLLIN.

IMNPUHTUHI (aHmn. imprinting — cnig, Big6UTOK) — SABULLE, KOMU
ANTUHA OAEPIKYE OAMH Habip XpOMOCOM 3 6ATbKIBCbKUM «MO3HA4Y€EH-
HAM» JEAKUX reHiB, iHWnKn Habip XpOMOCOM — 3 MaTe€PUHCbKUM «I0-
3HayeHHaMm». [1ig Yac yTBOPEHHSA y HallalKa cTaTeBUX KIITUH nonepea-
HE «MMO3HAYEHHSs» CTUPAETLCH, @ NeHNU BU3HA4aloTbCH 3aHOBO, BiAnNo-
BiAHO A0 cTaTi opraHi3amy. ToMy aesiKi reHn, oTpMMaHi Big O4HOro 3
6aTbKiB, NnepebyBaloTh B HEAKTMBHOMY, a60 iMNPUHTUHIOBOMY CTaHi.

IH6pUAUHr (aHrn. inbreeding — po3BegeHHs BcepeanHi) — cxpe-
LyBaHHA MiXK 61M3bKO CNOPIAHEHMMW OCOBaMM OpraHi3MiB Yy NPUPOAI.

IuBepcia (nar. inversio — nepectaHoBKa) — BW[ XPOMOCOMHOI
abepauil, 3a KOl NeBHa AinsiHKa XpOMOCOMU NoBepHyTa Ha 180°.

IHTepdaza — nepiod MK gBOMA KNITUHHUMU NOJiNnamu,

IHTpOHU (n1aT1. intro — BcepeguHy) — DINSAHKK reHa, Lo He HEeCyTb
reHeTU4HoI iHpopmallil.

IHbaHTURI3M (naT. infantilis — autaunin) — 1) 36epexseHHsa y
AOPOCAUX QI3UYHUX Ta NCUXIYHUX O3HAK, XapaKTepHUX ANna AUTAYOro
BiKy; 2) NoBefliHKa A0pPOCNoro, noaibHa 0 NoBEeAiHKN AUTUHW.

iPHK — iHpopmaliiHa puboHyKieiHoOBa K1caoTa (iHlia Ha3Ba —
MaTpuiHa puboHykneiHoBa Kucnota, MPHK), wo rnepeHocutb indop-
madito Big AHK reHis ao pnbocom, ae BiabyBaeTbCsl CUHTES BiflKa.
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IcTepia (rpey. hystera — mMarxa) — HEpPBOBO-NCUXIHYHE 38XBOPIO-
BaHHS, AK€ XapPaKTEPU3YETbCA AEMOHCTPaTUBHUMWU €MOLINHUMU
peakuisamu, cyaoMamMu, 3aTbMapeHHAM CBiAOMOCTI TOLO.

Kapiotun (rpey. karyon — sa4p0 i typos — 3pasok) — aunnoigHa
CYKYMHICTb XPOMOCOM OpraHi3My, BU3Ha4EHa IX KiNbKiCTIO, PO3MIpPOM i
$popmMoI0.

KapuuHoma (rpey. karkinoma — po3’ijaiovya BupasKa, pak) —
3N09KiCHa Nyx/IMHa, paK.

Katapakra (rpey. katarrhaktés — cnagatodnit, Bogocnayg) — 3a-
XBOPIOBAHHA O4YEH, WO XapaKTEPU3YETbCH YACTKOBUM YK MOBHUM
NOMYTHIHHAM KPULWITaNUKa, WO 3HUKYE rOCTPOTY 30pYy aX< 40 BTpaTH.

KepHca — Celpa cMHAPOM — CNaaKoBa Mporpecyioya MiTOXOH-
ApianbHa xBopoba, aKka po3BuBaETbCa 40 20-piYHOro BiKY; OCHOBHI
CUMMTOMMU: MionaTisl, 06MeXeHa PyX/iMBICTb OHEN, YPAXKEHHS CITKIBKM,
HEeBPONOri4Hi MopylueHHs DYHKLIW cepusa i KoopauHauii pyxiB, 3a-
TPUMKa POCTY, HEMPOCEHCOPHA TYrOBYXiCTb, CYJOMW, HEJOYMKYBATICTb
TOLO.

KinbKicHi 03HaKNM — 03HaKW, AKi BUABNAIOTbCA Y BUINAAI Henepep-
BHOI MiHAMBOCTI Bif MiHIMaNbHOrO A0 MaKCUMAJIbHOM0 X BUPAXEHHS,
30KpEMa 3piCT, Maca, KOMIP WKipU Ta BONOCCSH, IHTENEKT, TeMNepamMeHT
TOLLO.

KnoH (rpeuy. klon — rinka, HawafgoK) — reHeTU4HO oaHopigHe
NOTOMCTBO OAHIET OCOOUHMU, YTBOPEHE HECTATEBUM LUIAXOM.

Koa reHeTU4HUA — cuctema 3anucy 1a 36epemeHHs reHeTUYHOI
iHpopMaLlii B MONTIeKynax HyKNeiHOBUX KUCNOT Y BUrNsa4i NOCAIA0OBHOCTI
HYKNEeOTUAIB.

KoaoH — Tpu CyMiXHi Hykneotugu y monekyni AHK uyu iPHK
(MPHK), wo kKoayloTb OAHY 3 aMiHOKUCAOT abo (HIiLiI0ITb NoYaToK
(3aKiH4YeHHs) 6iocuHTE3Y BinKa.

KonbopoBa chinota 3arafbHa — BPOAXXEHa HeAOCTaTHICTb
KOIbOPOCNPUHHATTA, CMPUYUHEHA FTOMO3UINOTHUM CTAHOM PELLeCUBHUX
anenbHux reHiB X- Ta Y-XpOMOCOM, 3a AAKOI YOPHO-6ine CnpUUAHATTS
36epiracTbes.

KomnnemenTtapHi (nat. complementum — [0OMNOBHEHHS) TEHU —
ABa JOMiHaHTHI HeanenbHi reHu, iKi Hapi3HO He AiloTb, a Pa30M CNpHU-
YUHAIOTb PO3BUTOK NEBHOI O3HAKMW.

KomMmnnemeHTapHicTb — MPOCTOPOBa BiANOBIAHICTb NOBEPXOHb
B33EMOJII0YMX MOSEKYS YM IXHIX YacTUH, WO 3abe3neyye yTBOPEHHS
BTOPUHHWUX 3B’ A3KIB.

KoH'torauin (1at. conjugatio — 3’'egHaHHA) — NonNapHe TMM4Yaco-
Be 36/MMKEHHA FOMONOriHHUX XPOMOCOM Y MEWO3i, MiJ 4Yac SKOro
MOXUBUIK OOMIiH FrOMOIOTIYHUMU OINAHKAMKU MiX HUMMU.

KoHKkopAaaHTHiCTb (n1aT. concordare — y3rofpKyBaTtncsi) — noaio-
HiCTb 6IM3HIOKOBUX Nap 3a NEBHOK O3HAKOIO.

KpoBHocnopigHeHun wnob — wWnbd M poguiamMu, aKi MatoTb
CninbHOro npegxa.
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KpocuHroBep (aHri. crossing-over — rnepeciyHe CXpeLyBaHHs) —
OOMIH IJEHTUUYHUMM AITAHKAMKU MiX XpoMaTngamu roMoNOriYHUX Xpo-
MOCOM, AKi KOH'IoryloTh Yy npodasi | menoay.

Kpy3oHa cHMHAPOM — ayTOCOMHO-AOMIHAHTHUK CUHAPOM, AKWH
nonarae y nepeayacHOMy 3aKpUTTI WBIB Yepena, wWwo obMexKye Noro pict
Ta NpM3BOAUTb A0 agedopmallil; OCHOBHI CUMNTOMU: KOPOTKOrONOBICTb,
BUCOKMt Yepen KOHIYHOT GOpMH, 3MiLLLEHHSI O4HMX A6AYK 38 MEXKi O4HUX
3anaguH, LWMPOKO po3TalloBaHi 04i, KOCOOKICTb, MUMOBI/IbHI PUTMIiYHI
KonuBasbHI pyxu o4Yen, A3bobonogdibHui Hic, Mana BepxHsa ienena,
pigKi WwunonogibHi 3ybn, MUMOBIPHI ryxoTa, BPOAXKEeHi Baau cepusi, po3y-
MOBa BiACTasiCcTb.

Nlewa — HanxaHa cuHapOM — X-34yenneHe peuecuBHE 3axBo-
pIOBaHHA, NOB’'A3aHe 3 AediumTOM DEePMEHTY, WO CIPUYNHIOE HAAMIP-
HMA BMICT Ce40OBOI KMUCNOTHU B Ce€4i; OCHOBHI CUMMNTOMM: YTBOPEHHSA
CE4YOBMX KaMeHIB, MUMOBINbHI XOPEIYHi pyxu, Napanidi, po3ymoBa Bij-
CTanicTb, CaMONOLWKOMKEHHA NanbUiB Ta ryd yHacniloK iX KycaHHs.

JNlokyc (nar. locus — Micye) — Micue po3TalllyBaHHS reHa B XpoMo-
COMI.

JlopeHca — MyHa cUHApPOM — cnaaKoBa xBopoba (340rafHo
ayTOCOMHO-PEeLEeCcHBHaA), W0 Mae TaKi OCHOBHI CUMNTOMMU: OXUPIHHSA,
Bau PO3BUTKY FONOBHOIMC MO3KY, WO CNPUYUHIOIOTL PO3YMOBY BiacTa-
NiCTb, NOPYLWEHHA 30pYy 3 NOCTYNOBOIO NOrO BTPATOIO, AedeKTn cepus
Ta BENNKUX CYaUH.

Me3oekToaepmanbHa aucnnasia — X-34enneHa AoMiHaHTHa
narTosorif, siKka NOAArac y NOpPYLEHHI PO3BUTKY CEpPefHbOro wapy
WKipH.

Meno3 (rpey. meiosis — 3MeHWeHHs1) — npoLec NoABIMHOIO
noainy faapa AMnNnoigHol KNiTUHU, KONY XPOMOCOMM NOABOIOIOTHLCS
nuue oAuH pas, BHACNIQOK 4YOro yTBOPIOETLCA HOTUPU rannoigHi
KNiTUHW.

MeHpenioodi 03HaKU — BAACTUBOCTI XMWBOIro OpraHiamy, siKi
BM3HA4aloTLCH NMe Napoio anenen 0gHoro reHa i ycnagKoBylOTbCS
3a 3aKoHamu I, MeHaens.

MeToa NPUAOMHUX AiTer — OOCTEMEHHA NPUNUOMHUX AiTewn, ix
6ionorivHux Ta NPUUOMHUX 6aTbKiB 3 METO BU3HAYEHHS BMUBY
CNagKoBOCTI Ta cepefoBULLA HA PO3BUTOK O3HaK.

MirpeHb (Ppp. migraine, rpeu. hemicrania — 6inb y NONOBUHI F0/10-
BM) — 3axXBOPIOBAHHS, WO BUABNAETbCS B MOBTOPIOBAHUX Hanagax
CUILHOrO roNoBHOMO 6010 (BiA KiNbKOX pa3iB Ha AeHb A0 OAHOro pasy
Ha pPiK).

MioknoHanbHa (rpey. mys — M’a3 i klonos — 6e3nagHuit pyx,
METYLHSA) eninencifa 3 «pBaHUMU» YEPBOHUMU M'A30BUMU BONIOKHA-
MU — cnagkoBa dopma MITOXOHAPIANbHUX NATONOMA roONOBHOMO
MO3KY, WO NPOSAABNAETLCH B MOJOAOMY BiUi | 3a TAWKoro nepebéiry
NPU3BOAUTL 40 CMEPTI BHACNIAOK eninenTMYHOro ctany abo auvxanb-
HOi HegOCTaTHOCTI.
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Mionarii (rpey. mys — M’a3 i pathos — xBopoba) — pi3HopiaHa
rpyna 3axBOpioBaHb, WO BpaXaloTb NEPEBaXXHO BOJIOKHA CKENETHUX
M'A13iB: M’A30Bi AUCTPODIl, BPOAKEHRI, 3ananbHi, METABONIYHI Ta TOKCH-
KO3Hi mMionarit.

MioToHi4Ha (rpey. mys — m’a3 | ton0S — Harnpy»eHHs) AUCTPO-
dia (xsopoba LTenHepTa) — nowupeHa ¢opma cnagKoBoi M'A30B0OI
AncTpodil y AOpoCnux, Ka ycnagKoBYETbCA 3@ ayTOCOMHO-A0MIHaHT-
HUM TUMOM i HANeXuTb A0 XBOpPO6 eKcnaHcii; nposaBnsaeTbcs B 20—
30 pOKiB yparKeHHAM Pi3HUX CUCTEM OPraHiB: 3MEHLLEHHAM Macu M'§-
3iB KiHLIBOK, 061144, [1I0TKKU Ta AUXanbHUX M’A3iB; NPOrpPecyoyolo
cnabicTio Ta yNOBiNLHEHHAM pPyXiB; GYHKLIOHAaNbHUMW BajaMu cepus;
NOPYLIEHHAMW MOTOPUKHU LISTYHKOBO-KULIKOBOIO TPaKTy; NCUXIYHUMU
aHomanisamu (banayXicrb, Aenpecis, NafiHHA piBHS iHTENEKTY); Baja-
MW 30pY, CNYXy, LYKPOBUM giabeTom Ta iH.

MiTo3 (rpey. mitos — HUTKa) — OCHOBHWI CNOCi6 nogainy eykapio-
TUYHUX KNITUH, WO CYNPOBOAKYETLCA NOABOEHHAM XPOMOCOM i TOYHMUM
iX po3noginoM M AOYipHIMM KAITMHAMKM, BHACNIJOK 40ro 3 OfHiei
AUNNOIAHOT KNITUHU YTBOPIOETLCA ABI.

MitoxoHapianbHi eHuedanomionaTtii — rpyna cnagkoBux XBO-
po6 (cuHapom KepHca — Cenpa, xBopoba Jlebepa, xBopoba Jles 1a
jH.), WO CNPHUYUNHIOIOTb NOPYLIEHHA AnXaNbHUX OYHKLUIA MITOXORAPIN i
YPaXKeHHS YUCNEHHUX CUCTEM OpPraHiB OpraHiaMy BHacnigoK myrauii
reHiB MITOXOHAPIANEHOro reHoMy; BUABNAIOTLCH NepeBaXHO B AUTS-
4OMY BiLli; OCHOBHI CUMNTOMU: OOMEMEHICTb PYXTMBOCTI O4en, nopy-
lWEHHA DYHKLUIN cepus, HEMPOCEHCOPHA TYrOBYXICTb, BaAu 30py Yepes
YPareHHA CiTKIBKM, NOPYILEHHA KOOpAMHaUil pyXxiB, panTtoBi CyaoMU
TOLWO.

MHOXWHH#UWA aneni3aMm — fBUUIE, KONMN NEBHUW FreH Mae binbiue,
HiX ABa anens, NMPUKNaA0OM 4OrO0 MOXE CNyryBaTu r€HETUHHUN KOH-
TPONb rpyn KpOBi Y /MOAWHU, KOXHaA 3 SIKMX BU3HAYa€ETbCA KOMbGiHa-
L€l ABOX aneneu i3 Tpbox icHyo4nx — IA, IB, 10.

Mo3zaiuHuin (Ppp. mosaique — KapTuHa i3 6apBMUCTUX KamiHLiB)
06’eKT — 06’EKT, WO CKNaAaETbCs 3 KNITUH, AKi BiApPi3HAIOTLCH reHe-
TUYHO.

MoneKynapHO-reHeTUMHUA MeTO[, — BUKOPUCTaHHSA BioXiMiYHKUX
peakLin 3 BignosigHUMU GEpMEHTAMU 3 METOK BU3HAYEHHS CTPYKTY-
PU reHiB, ix ineHTUdiKaLii Ta noKanizaLlil, a TaKOX xapaKTepy MyTauiu.

MoHoMepif (rpely. monos — OAnH, EAUHUNA | MEeros — 4acTuHa) —
3afeHiCTb O3HaKM Bifl OQHIEI Napu anenen.

MOHOCOMMK (rpeL. monos — OAMH, EANHMIA | soma — TinNo) —
opraHi3aMm abo KNiTUHa, Yy KapioTuni AKKUX BIACYTHA OJHa XpPOMOCOMa
(2n —1).

Mykononicaxapuao3u — CNajKoBi XBOpo6U, 3yMOBieHi aedeK-
TOM OQHOIO 3 Ni30COMHUX depMeHTIB, Wo GepyTb y4acTb B OOMIHI
MyKononicaxapuiiB, 3 iX HAKOMUYEHHAM B OpraHax i TKAHWHax (KicT-
Kax, cyrno6ax, nediHui, o4ax, cepui, LEHTPaNbHIW HEPBOBIN CUCTEMI);
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OCHOBHi CUMNTOMM: TSXKKi gedopmMalLii ckeneTa (rofoBHU, Tynyba, KiHui-
BOK), o6MexeHa pyxnuBiCTb cyrnobiB, Bagn 30py, CAyXy, BHYTPILHIX
OpraHiB (cepusfl, Ne4YiHkKU ToLLO), 3aTpUMKa i3UYHOro Ta NCUXi4HOro
PO3BUTKY.

MyTtareHun (nar. mutatio — nepemina, 3MmiHa i rpey. genés —
rnopoaKytoyuit) — daxkTopu XimivHoi, ¢i3uyHOI 4n 6ionoriyHoT NpUpPo-
AW, AKi 3AaTHI cnpu4nHIoBaTH MyTauii.

Mytauia (nat. mutatio — nepemiHa, 3miHa) — cnagKkoBa 3MiHa
reHa, CTpyKTypu abo KinbKOCTi XPOMOCOM, WO BMNJIKMBAE Ha NPOSB NeB-
HOI O3HAKM YU KiNbKOX O3HaK.

HeanenbHi reHn — redun, posTalioBaHi B HETOTOXHMX JIOKycax
rOMOJIOTIYHUX XPOMOCOM YU B3arani B pi3HUX XpOMOCOMaXx.

HelpoTpaHcMiTepum (rpeL. neuron — Heps i nar. transmittere —
nepegaBaTti) — GIONOTiYHO aKTUBHI Pe4OBUHU (NEPEBaXKHO FOPMOHMU),
o 6epyTb y4acTb Yy nepejaBaHHi 36yaeHHA MiX HEpBOBUMMU KIiTK-
HamMW, a TaKOX Bif HEPBOBOI KNITUHKU A0 «pOoBOYOro» opraHa (M'a3a,
3a/103M1 TOLLO).

Hopma peakuii — deHoTunHa peaxuia reHoTMny opraHiamy Ha
KOHKpPEeTHI yMOBU cepegoBuLla.

HykneiHoBi Kucnotn — ¢$ochopoBMICHI GioroniMepu, WO CKIa-
JaloTbCA 3 HYKNEOTUIB; PO3PIi3HAIOTb Ae30KCUPUBOHYKNeiHoBY (AHK)
Ta pUOOHYKNETHOBI KUCnoTh (PHK).

Hykneotuan — MoHoMepU HykneiHoBux KucnoT ([HK, PHK), aki
CKNapalTbCca i3 a30THOI OCHOBM (NYPUHOBOI 4X NiIPUMIQUHOBOI),
BYIr/1€BOAHOI0 KOMMNOHEHTa (pPU603KU YU Je30KCUPUO03UK) Ta 3alTULLKY
$hOCcHOPHOT KUCNOTH.

OBoreHe3 (nar. ovum — siue i rpey. genesis — BUHUKHEHHS) —
npouec Po3BUTKY Ta A03pPiBaAHHA XIHOYMX ramer.

O3HaKu, 34enneHi 3i cTaTTio — 03HaKWU, KOHTPOJ/IbOBaHI reHamu,
IO PO3TALLOBaHI B CTaTeBMUX XPOMOCOMaX.

O3HaKu, He 34yenneHi 3i cTaTTio — O03HaKW, KOHTPO/IbOBaHI
reHamu, Wo po3TaluoBaHi B ayTocomax; iX GEeHOTUNMHUA NPOSIB He
3anexuTb Big cTari.

On6panta CMHAPOM — CMNagKoBa NaTo/orid, gKa nonarae y nopy-
LWWEHHi GYHKLLi EHAOKPUHHOT CUCTEMMU, aHOMANIAX PO3BUTKY KICTKOBOI
TKaHWHW 3 YAaCTKOBOIO 3aMiHOIO 11 Ha XPALLOBY, WO CNPUYKHIOE Aedop-
Mauilo Ta Nnepenomu KiCTOK CKeneTta; CynpoBOAXKYETLCH NirMeHTauieo
OKpEeMMUX AINAHOK LWKipK, Y XBOPUX AiBY4ATOK CNOCTEpiracTeCa Nepea-
yacHe ctaTeBe A03piBaHHSA; TUN yCNagKyBaHHA HE BU3HAYEHO.

OnirodpeHia (rpel. oligos — manuit i phrén — po3yM) — rpyna xso-
PO6MBUX CTaHIB, HABYTUX YA CNAZKOBHMX, LLLO XapaKTepu3yloTbCa 3aranb-
HUM HEJOPO3BUHEHHAM NCUXIKU 3 NEpEBAXKaHHAM iHTENEKTyaNbHOI HEAO-
CTaTHOCTI.

OnepoH (nat. operatio — fis1) — CyKYNHICTb CTPYKTYPHUX Ta pery-
NATOPHUX FeHiB, WO PYHKLIOHYIOTb AK €4UHE Line.

OpotoBa auuaypia (nar. acidus — kucaun i urina — ceva) —
cnagKoBe NOPYLWEHHA NipUMIAMHOBOro o6MiHY BHACiAOK BTpaTH
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PYHKLIN ABOX HEPMEHTIB, NPUYETHUX A0 CUHTE3Y OPOTOBOI KUCNOTH
(BiTamiHy By3), Yepe3 WO y ceyi XBOPOro HaKOMUYyeETbCS OPOTOBA
KMCNoTa, 0CO6NMBO Yy pa3i BXXMBAHHA M'ACHUX NPOAYKTIB, L0 NPU3BO-
ANTb A0 BiAgCTaBaHHA Yy POCTi, PO3BUTKY MeEranob6aactuyHol aHemil,
NYXMH, TYFOBYXOCTi, atpodii 30poBUX HEPBIB, 3MILLEHHA BHYTPILLHIX
OopraHiB, HabpsKiB, Baa cepus ToWwO.

OcepeakoBa Me3oeKkToaefiManbHa aucnnasis (cuHapom lonbT-
Ha) — X-34yenneHa ayrtoCOMHO-AOMIH@HTHa xBopo6a 3 NneTanbHICTIO
Ana nnoais Yyonosiyoi ctati. OCHOBHI CUMNTOMMW: YUCNEHHI NiHIMHI abo
CiTYacTi AINAHKM TOHKOT WKIPXU 3 BUNUHAHHAMU HMUPOBOI KNITKOBUHMU;
BiACYTHICTb WKIipW Ha AEAKUX AiNfIHKaXxX Tina; NopylweHHs nirMeHTauii
LWKiPHU; MHOXWHHI NaniioMn Ha CAN30BUX 060IOHKaXx, Ha WKipi NaxBo-
BUX AMOK, Naxy Ta HABKONO NyNKa; 3pOroBiHHA AiNSHOK WKipW Y BUMNS-
Ai 6ynb6040K; piaKke, naMKe BONOCCH; AMCTpodia abo BiACYTHICTb Hir-
TiB. XBOpO6Ga CNpUYMNHIOE HU3BKUW 3PICT, acumerpito 06amnyuq, Tynyba
Ta KiHLIBOK, 3MEHLWEHHs YM 36inblUEeHHS KINbKOCTI nanbLiB Ta iX 3po-
LLLEeHHA, aHOManil o4Yen Ta 3y6iB, Bagu cepLs Ta Ce4OBUAINbHOI cUcTe-
MM, ryXoTy, pO3YMOBY BiACTaNiCThb.

OcTteoreHes (rpey. osteon — KicTKa i genesis — BUHUKHEHHS) —
npouec ¢OpMyBaHHA KICTKOBOI TKAHWHU Ta CKeneTy.

Maninoma (nar. papilla — cocoK i rpey. oma — rnyxjimMHa) — He-
3N09KiCHa NyX/WHa WKipK abo cnn30B01 060N0HKM, WO BUCTYNAE Haf
11 MTOBEPXHEID Y BUIMNKAI COCOYKA; pOAUMKA.

NatoreHes (rpey. pathos — xBopoba i genesis — BUHUKHEHHS) —
CYKYNHICTb NpoueciB, Wo BM3Ha4aldTb BUHUKHEHHSN, nepebir Ta
3aBepLEHHA XBOPOOMW.

NeHapeaa CMHAPOM — ayTOCOMHO-peELlecCUBHA NAToONOrifa, Wo
Ma€ TaKi OCHOBHi CUMNTOMMW: NPOrpecyioya HEUPOCEHCOPHA TyroBy-
XiCTb (BUABNAETLCA Bifi HAPOMKEHHsi ab0 B paHHbOMY AWTUHCTBI),
36inbWeHHa wuTonodibHOl 3an03n (MOYUHAETHCA 3 N'ATU—BOCLMU
pOKiB) 3i 36epeweHHAM GYHKUIA y 6inblIOCTI BUNAAKIB, 3pigka —
pPO3yMOBa BiACTanNICThb.

NeHeTpaHTHICTL (n1aT. penetrantis — pfocsiraloyunil) — YactoTta
$EHOTUNHOro NpPosiBy reHa, W0 BU3HAYAETbCH KiNbKICTIO OCOOWMH 3
TaKOK 03HAKOKO NOPIBHAHO 3 KiNbKICTIO YCiIX OCOOMH, AKI HECYTb LIEW MEH.

NepuHaTanbHUWK (rpey. peri — HaBKono, 6insa i natalis — To#, WO
CTOCYETLCS HApPOAXKEHHSA) — TaKWK, LLO CTOCYETLCA nepiody 6e3noce-
PEeAHbO Nepen HapOMKEHHAM, HAPOAKEHHSA Ta MEPLUOrO TUHHS HUTTS.

NepioanuHni napaniy — 3aranbHa Ha3Ba MeTabonivyHUX Miona-
TiK, WO NPOSBNAIOTLCS NOBTOPHMMU Hanajgamu M’'A30B0i cnabKocTi,
CNPUYUHEHUMU 3MIHAMM BMICTY IOHIB Kanito B KpoBi; nepBUHHa dopma
Ma€ ayTOCOMHO-AOMIHAHTHY cnNagKoBY NMPUPOAY Ta BUABASETLCH Y Billi
[0 20 pOKiB, BTOPUHHY MOXYTb CMPUYUHUTH Pi3HI NATONOrIYHI CTAHM.

NirMeHTHUA PEeTUHIT — CNajKoBI AeDEKTU CITKIBKH, LLO CNPUYK-
HIOIOTb 3HUEHHSA HIYHOMO 30pY, 3BYHEHHA 30pOBMX NOMIB 3 Noganb-
OO NPOrpecyoyoto BTPATOK 30py A0 NOBHOI CAINOTH.
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MipumigMHOBI OCHOBU — TMOXiAHI OpraHiyHOI LMKNIYHOI CMONYKK
NiPUMIANHY — LMTO3UH, ypauun | TMMIH, WO Hanexartb A0 CKiagy HyKe-
THOBUX KUCNOT, BiTaMiHiB Ta iHLMX 6ioNoriYHO BarKIMBUX PEYOBHH.

MNna3migun (rpey. plasma — yT1Bip) — NO3aXpPOMOCOMHI YNHHU-
KW CNagKOBOCTI, FTEHETUYHI eneMeHTU, 34aTHi cTabinbHO icHyBaTU y
KNITUHI B @aBTOHOMHOMY, HEe NOB’A3aHOMY 3 XPOMOCOMaMu CTaHi
(reHeTMYHMW anapar KNITUHHUX OpPraHoigiB (MIiTOXOHAPIW Ta nna-
CTUA), FPYNU 34EnaeHHsN).

Mnenotponia (rpey. pleibn — 6inbl 4YnUcneHHun | tropos —
HanNpsIMOK, CpsIMyBaHHS) — MHOMWHHA Aif reHa, 34aTHIiCTb KOro
BMN/MBaATU Ha HU3KY O3HaK.

MonireHHa o3HaKa (rpey. polys — 6araro) — 03HaKa, KOHTPO-
nboBaHa 6araTtbMa HeanenbHUMU reHamu.

MonipgakTunia (rpey. polys — 6araro i daktilos — naneyb) —
ABULLE CNaJKOBOro 36iNnblUeHHS KiNbKOCTI NanbuiB Ha KUCTAX Ta/abo
cTonax.

Monimepia (rpey. polys — 6araro i meros — 4aCTuHa) — BU3Ha-
4eHiCTb NeBHOI (NepeBaXHO KifIbKiCHOI) 03HaKM KiNnbKOMa HeanenbHU-
MW reHaMmy, iHgmBigyanbHa [ig AKUMX HE3HayHa, Y KOMIIEKCi NOCUnIo-
ETbCH.

Monimopgism (rpey. poly — 6araro i morphé — ¢opma) (noni-
MOPPHICTb) XBOPOOU — YUC/IEHHICTb KIHIYHUX O3HaK Ta nabopatop-
HUX NMOKa3HUKIB 6yb-AKOro 3axXxBOPIOBaHHSA, @ TAKOX PI3HOMaHITHICTb
ix NposiBy.

MoninenTtuam (rpey. poly — 6araro i rpeu. peptos — neperpas-
N1eHUIN) — a30TOBMICHI pe4OBUHMU, AKi CKNaAaTbCA 3 HEBEUKOI Kinb-
KOCTI aMiHOKMCNOTHUX 3aJIULWLKIB i CTPYKTYPHO MocigaloTb NPOMiXKHe
MicLie MiX aMiHoKucnotamMu Ta 6iniKkamy; BXoadaTb A0 CKiaay 6inkis,
BUABNEHI TAKOX Y Bi/IbHOMY CTaHi.

Moninnoigia (rpey. polyploos — 6arato pasis i eidos — Bug) —
ABULLE KpaTHOro 36i/1bWeHHS KiJIbKOCTi XpOMOCOM Y Kapiotuni opra-
HI3MY YU KIITUHMU.

MonynauinHUK MeToh — CYKYMHICTb MateMaTu4HUX 3acobis ana
BM3HAYE€HHA 4acTOTU FeHiB y nonynauiax MOoAMHU Ta NPOrHo3yBaHHSA
AWHaMIKM O3HaK, AKi KOHTPOANIoIOTLCA UMMW reHamu, y HacTynHMX
NOKOMIHHSX. .

NMonynayia (nar. populus — HaceneHHs, Hapod) — CYKYMHICTb
0CO6MH O4HOI0 BUAY, iIKa TPUBANWK Yac iCHYE Y NeBHOMY NPOCTOPI Ta
BiATBOPIOE cebe NpOoTAroM YUCNEHHUX NOKOJiHb.

Nopdipis — rpyna cnagKoBux NaToNOrin, WO NONAraloTb y nopy-
LEHHI KPOBOTBOPEHHSA | XapaKTePU3YITbCA PI3HOMAHITHUMU TAXKHK-
MW yparKeHHAMM LWKIpU BHACNIZOK 11 NiABUWEHOT YyT/IMBOCTI 40 COHSY-
HOI'O CBiTNa, po3najamMu TpaBieHHA, HEBPOIOriYHUMU aHOMaTTIIMM.

MpeHaTtanbHa (nat. prae — o, nepej i natalis — roB’'a3aHnit 3
HapoKeHH:AM) piarHocTMKa (rpeu. diagnostikos — 3gaTtHMn po3nis-
HaBaTWM) — 3acTOCYBaHHA credianbHUX METORIB A9 BWU3HAYEHHH
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HasBHOCTI CMNagKoBOi XBOPO6W abo NpUPOAXEHOI Baau PO3BUTKY
nnoay.

NpeHaTanbHUN (nar. prae — [o, nepes i natalis — nos’a3aHuii 3
HapoQKeHHsIM) nepioa — nepio BHYTPiyTPOOGHOTO PO3BUTKY NIOANHMK
i TBAPWUH.

MpuknagHa reHeTUKa — HayKa, Wo BUBYAE CNaAKOBICTb i MiHN-
BiCTb Pi3HUX GOPM KUBUX OpraHiamiB 3 METOKD BUKOPUCTAHHSA oJep-
HaHUX JaHuX y ceneKuii poc/iuH, TBApuH | MIKpOOPraHiaMmiB, a TakoX
ANs po3pobneHHN METOoAIB NiKyBaHHA CMaaKoBux xBopob NIOAWHMU i
TBApPWH.

Npo6aHp (Him. Proband — BuxigHa ocoba B poaoBo4di) — ocoba,
BiJl AKOI NOYMHAETLCH CKNaJaHHA PoaoBOAY.

MporpepgieHTHICTb (1aT. pro — Briepe i gradientis — KPOKyO4Ynia)
XBopoou — nepebir 3axBOPOBaHHA 3 MOCTIKHUM TMOfIPWEHHAM
3aranbHOro CTaHy Ta 3 HapPOCTaHHAM HEraTUBHUX CUMNTOMIB.

MNcuxos (rpeu. psyché — pgywa) — rMUOBOKWK po3naj MCUXiKM,
KU NONArac y HEBIANOBIAHOMY CNPUWHATTI peanbHOro CBITy 3 Nopy-
(IEHHAM NOBEAIHKWU Ta 3MiHaMM MCUXIYHMUX MPOLECIB, WO CYNPOBOAXKY-
IOTbCA raniouMHaUiaMK, MasyHeilo, CyaoMaMK, 3aTbMapeHHAaM CBifo-
MOCTI TOW0.

Ncuxonaria (rpey. psyché — aywa i pathos — xBopoba) — aHo-
Manii xapakTepy, CNpUYnHEHi BpoaKeHuMu abo Habytumu (BHaCNIAOK
PI3UYHMX YK NCUXIYHUX TPABM, OTPYEHDb, XBOPOG TOLWO) NOPYLIEHHAMU
HEPBOBOI CUCTEMMU, WO YTPYAHIOKOTL colianbHy aganTaliilo XBOPOro.

NcuxoTuuuam (rpey. psyché — ayuia) — CKnagoBa TeMNepamMeHTy,
fIKa XapaKTepu3yETbCA arpeCUBHICTIO, €roueHTPU3MOM, HEe3AaTHICTIO
[0 cniBnepeXunBaHHA, XON0HICTIO, 34aTHICTIO A0 TBOPYOI AiISNbHOCTI.

Ncopia3s (rpeL. psoriasis — KOpocTa) — NOWNPEHE 3aXBOPIOBaH-
HA WKipW; MOXNIUBE YpaXeHHs HIirTiB Ta cyrnobis; BUHMKAE, IK NpaBu-
no, y Biyi go 30 poKiB He3anemHo Big cTari.

MNypuHOBi OCHOBU — NOXigHI OPraHivyHOl LMKNI4HOI CNONYKK NypU-
HY — aAeHiH Ta ryaHiH, SKi BX048Tb 40 CKAady HYKIE€IHOBUX KUCNOT Ta
YUCNEHHUX GEPMEHTIB.

Pea6initauia (nar. re — 3H0By i habilitas — 3garTHicTb) — CyKyn-
HICTb 3axoA4iB, CNPAMOBAHUX Ha BIAHOBNEHHS MOpPYyLEeHUX OYHKLiN
opraHiamMy Ta npaues3aaTtHOCTI XBOPUX YK iHBanIaiB.

PeBmaroigHuit apTput — MyneTudakTopHa xBopoba 3i cnaako-
BOIO CXWILHICTIO, IKa NoNfrae y 3ananbHOMy ypareHHi Crony4Hux
TKAHWH Hacamnepea ApibHux cyrnobiB KUCTEW Ta CTOM.

PereHepauis (nar. regeneratio — BijHOBNEHHA) — BiAHOBNEHH$
OpraHi3MoM BTPa4YE€HUX YU MOLIKOAKEHMUX OPraHiB | TKAHUH 4K Lioro
OpraHi3my i3 MO0 YaCTUHM.

PerynaTopHi 6inku — O6inKK, IKi KOHTPOJIOIOTb CTyMiHb NPOSBY
reHiB.

Peaynnikauia (nar. reduplicatio — noaBoeHHA), penniKauia
(nart. replicatio — nNoBTOpPEHHA, PO3MHOXEHHA) — CaMOBIATBOPEHHSA
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MaKpPOMONEKYN HYKAEIHOBUX KUCNOT, WO 3abe3nevyye TO4HE KOMilo-
BaHHA reHeTUYHOI iHpopMaLii Ta nepeaayy Il HAaCTYNMHMUM NOKOAIHHAM.

Pe3aucTteHTHiCcTb (nar. resistentia — nporugis, cnpoTns) — CTin-
KiCTb OpraHi3aMy nNpoTH il yIWKOAKYBalbHUX YAHHUKIB.

PekombiHauia (nat. recombinatio — HOBe crnosy4eHHs1) — nossa
HOBUX NOEAHAHb MeHiB, WO NPM3BOANTL A0 HOBMX KOMGIHALIN 0O3HaK Y
NOoTOMCTBaA.

PecTpukTasu (nar. restricté — peresibHO, TOYHO) — DEPMEHTH,
34atHi po3ainsatv monekyny IHK Ha pparMeHTH y BUBHAYEHUX MiCLAX.

PeTtuHobnacToma (aHar. retina — CiTkiBKa i blastoma — nyx/imHa) —
3N109AKiCHa NyX/IMHA CiTKIBKM OKa, KA TPanafaeTbCsa y AiTeN PaHHbOro
BiKY i 4acTo Bpa)ae o6uaBa OKa; i paHHbOK K/IHIYHOIO O3HAKOI €
KOCOOKICTb.

PeuecuBHa (nart. recessus — BifCTyrn) 03HaKa — O3HaKa opra-
HI3MYy, KA NPUTHIYYETLCA 3a reTePO3UrOTHONo CTaHy aneneun reqa, wo
BM3HAYAE L0 03HAKY, a NPOABAAETbCA B FOMO3UIOTHOMY Y1t reMi3u-
FOTHOMY CTaHi.

PeuecuBHUI anenb — anenb reHa, Sk He NPOoSAB/IFETbCA y reTe-
PO3UIrOTHOMY CTaHi.

Piyapaca — PaHansa cuHApOM — ayTOCOMHO-pelecmMBHa XBOpo-
6a, WO MAa€ TaKi OCHOBHI CUMMNTOMMW: 3aTPUMKa NCUXOPYXOBOro
PO3BUTKY, Nporpecytoda HeJoOyMKyBarTiCTb, SKa Ao 30 POoKiB pgocarae
piBHA iIMBEUMNBHOCTI; po3nad KoopauHaLii pyxiB; Nporpecyioya Heu-
pOCEHCOpHa TYroByXiCTb; HEAOPO3BUTOK cTaTeBol cpepu (NEPBUHHUX
Ta BTOPUHHUX CTATEBUX O3HAK; Nporpecylwyda M'a30Ba aTpoodis;
aedopmadii xpebra i cTon.

PHK — puboHykneiHoBa KUCNOTa, SKa Moxe 6yTh iHdopmaLlin-
Hoto (iPHK — pawmB.), pu6ocomHoio (pPHK — auB.), TpaHCNOPTHOW
(TPHK — auB.) Ta iH.

PoaoBia — cxeMa, fiKa Biaobparkye 6i0n0rivyHi 3B’13KM MiX une-
HaMU OAHIEI POAMHN B MNOKONIHHSAX.

Po3ymoBa Bigctanictbh (iHTenekrtyanbHa HeAoOCTaTHiICTb) —
CTiMKe MNOopYLIEHHA Ni3HaBanbHOI AifIbHOCTI BHACMIAOK yparKeHHS
rONTOBHOIO MO3KY.

pPHK — pu6ocoMHa pUGOHYKAEIHOBa KMCNoTa, WO CTaHOBUTH
OCHOBHY macy (Ao 80%) PHK KniTuHM i pasom 3 neBHUMU GinKamu
pPHK dopmye pubocomu.

Py6iHwTenHa — Teinbi cMHAPOM — HUMOBIPHO ayTOCOMHO-AOMI-
HaHTHa NaToNorif, WO Mae TaKi CHOBHI CUMNTOMMU: 3aTPUMKA MCHUXOPY-
XOBOro Ta MOBHOIMO PO3BUTKY, BUpareHa po3yMoBa BiACTanicTb,
Manun 3picT, YepenHo-nmueBi gedpeKTn (3MeHLWeHa KOPOTKa ronosa,
KOCOOKICTb, WMPOKE nepeHiccs, yeMiukonogibHa rpumaca, aHomanii
3y6iB, AedOPMOBaHi BYUIHI PAKOBMHU), YACTKOBE 3pOLEHHA nanbLuiB
PYK Ta Hir, 6aratonanictb Hir, aHoOManii rpyauHu 1a pedep, aedpopmauii
xpe6Ta, Bagu BHYTPILLHIX OpraHis (cepus, ereHis, HUPOK, CE4YOBOro
Mixypa Towo).
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Cepnonogi6HoKNITUHHA aHeMifs — cnagKkoBa aHeMmis, ¢opma
remorno6GiHonarii, cnpyMYnHEHa NOPYLIEHHAM CTPYKTYPU reMOrnobiHy,
WO XapaKTepulyeTbCca cepnonoaidHolo aedopMalield epuTpouuTiB,
NiABUWLEHOIO B'A3KICTIO KPOBIi, 3aKynoplOBaHHAM ApPIGHMX CYAUH i
yCNaAKOBYETbCH 3a ayTOCOMHO-AOMIHAHTHUM TuMNom. [OMO3UroTHa
dopma natonorii Ma€e TAXKUK nepebir, CUMNTOMU AKOI0: HEAOKPIB'A,
BaAM KICTOK CKeneTy, HU3bKWIK 3picT, Hanaau 60110 B CNUHI, pebpax,
KiHLiBKaX, CXWbHICTb A0 iHDEKLINHUX 3axBOpOBaHb TOLWO. 3a rete-
PO3UroTHUX GOPM aHEeMiYHi Hanaan BUHUKAIOTb NepeBaXHO 3a YMOB
KWCHEBOI HEAOCTATHOCTI.

Cubcewu (anHrn. sibs — gitn ogHoro noapy#oxss) — pigHi 6patu Ta
CecTpM.

CumnTom (rpey. symptdoma — o3Haka) — KiliHi4YHa 03HaKa 6yab-
AKOI XBOPOOMU.

CunaakTUnia (rpey. syn — pasom i daktilos — naneys) — Bpo-
L)XKEeHa Baja pO3BUTKY, AKa NONSArae B NoBHOMY abo 4aCTKOBOMY 3po-
LWEeHHi ABOX YK Binblue nanbuis pyK abo Hir.

Cunapom (rpey. syndromé — CKyrn4eHHsl) — CTiMKa CYKYMHICTb
CUMMTOMIB 3axXBOpIOBaHHSA, 06’ €HAHUX EAMHUM NATOrEHE30M.

CKnepos (rpely. sclérosis — 3arBepiHHSA) — YIiNbHEHHS TKAHMU-
HW YK OpraHa BHAaCNiAOK PyHHYBaHHS X QYHKLIIOHANbHUX €NEMEHTIB
Ta 3aMiHM Ha CNONYYHY TKaHUHY.

CKonio3 (rpeu. skolios — KpuBui, 3irHYTUN | 0SIS — MpoLec, pesyb-
TaT) — BpOMKeHe 4Yu HabyTe GivHe BUKPUBIIEHH:A XpebTa.

CKpUHIHr (aHm. screening — npociioBaHHs) (B MeAULUHI) —
MacoBe 0OCTEXEHHA HaceneHHs AN BUAB/IEHHS OCib 3 NeBHOIO XBO-
po6olo.

ComaTtuyHi KNiTUHKU (rpey. sOma — Tino) — andepeHuinoBaHi,
3BUYANHO AMNNOIAHI YK NONINAOIAHI KNITUHW Tina opraHiaMy, sKi He
6epyThb y4acTi B CTaTEBOMY PO3MHOXEHHI.

CnekTtpockonia (nar. spectrum — Bugume i rpel. skoped —
AnButucs) (y 6ionorii Ta ximii) — meTo] BUBYEHHS aTOMHOI | NPOCTO-
POBOI CTPYKTYPY MOSEKYN Ta iHILKUX IX XapaKTEPUCTUK.

CnepmaroreHes (rpey. sperma — CiM’a i genesis — BUHUKHEH-
HA) — NPOLEC PO3BUTKY Ta A03PiBaHHSA YONOBIYUX FrAMET.

CniHanbHi amioTpodii — rpyna cnagKoBUX 3aXxBOPIOBAHb Pi3HO-
MaHiTHUX TUNIB yCNaAKyBaHHA (ayTOCOMHO-AOMIHAHTHOIo, ayToCoM-
HO-peLEeCUBHOIro Ta X-34€njeHOro pPeuecMBHOro), AKi nonaratTb Y
jereHepadil pyxoBUX HEWPOHIB NepeaHix poris CMMHHOIo MO3Ky; Npo-
ABNAETLCA Y NOCTYNOBIK aTpodii M'A3iB

CraTteBi XxpoMOCcOMU — Mnapa XpoMocoM (y noauHU X Ta Y), aKi
BiAPI3HAOTLCS Bifi pELWTH 3a CTPYKTYPOIO Ta GYHKLISSMU | BU3HAYAIOTb
CTaTb OPraHi3my.

Tanacemis (rpey. thalassa — Cepeg3emHe Mope) — cnagKkose
ayTOCOMHO-peLecUBHE HEeNOoKpiB'a, ogHa i3 ¢opM remornobiHona-
TiK, WO NofAsirae B NOPYWeEHHI YTBOPEHHA remMornobiHy i Ma€ TaKi
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OCHOBHi CUMNTOMMU: PYUHYBAHHA €pUTPOLMUTIB, 36iNblEHHA cenesin-
KW, OBTAHULSA LWKIPU Ta cNM30BUX 060NOHOK, YpaXeHHs KiCTOK cKe-
neta Touwo. Tpusanictb MUTTA (Big KiNbKOX MicAuiB A0 AOPOCHOro
BiKYy) 3a/1€UTb Big TAMKOCTI 3aXBOPIOBAHHA. |

Taxikapaifa (rpeu. tachys — wsungkmni i kardia — cepuye) — 36inb-
LIEHHA YaCcTOTH cepLeBnx CKOpo4YeHb 40 100—180 3a xBunuHy y pasi
$i3MYHUX Ta HEPBOBUX HaBaHTaXXEHb, 3aXBOPIOBaHbL CepLEeBO-CyanNH-
HOi, eHIOKPUHHOI Ta HEPBOBOI CUCTEM, OTPYEHDb Ta NiABULLEHOT TeMNe-
paTtypu Tina.

TemnepameHT (nar. temperamentum — BignosigHe cniBBigHO-
WEHHSA 4YaCTuH) — NOPIBHAHO CTIHKE 3aKOHOMIpHEe CniBBigHOWEHHA
iHAWBIAYaNbLHO-NCUXONIOriYHUX OCOBNMBOCTEN NIOAUHU | TBAPUH, FAKe
XapaKTepuaye AMHaMIYHUM acneKT IX NCUXIYHOT 4iANbHOCTI Ta NOBEeAIH-
KM.

TeparoreHu (rped. teratos — noTBopa i Senesis — NOXOQHEHHSA) —
@i3n4HI, XiMiYHi, 6i0NOriYHI YUHHUKK, AKI 3YMOBAKKOTb NOPYWEHHA
npouecy embpioreHesy Ta BUHUKHEHHSA BaJ PO3BUTKY.

TepMiHaLWinHuK (nar. terminus — mexxa) (B em6pionorii) — 4yaco-
BMI NPOMIKOK OpraHoreHesy, NpoTarom SKOro fia repatoreHHUX YmH-
HUKIB MOME CNPUYUHUTM NOPYLWIEHHA HOpManbHoro ¢opmyBaHHS
opraHis.

Tea — CaKca xBopo6a — ayTOCOMHO-pelecuBHe NOpYLUeHHSA
ninigHoOro o6MmiHy, 1o NpU3BOAUTb 40 PyYHHYBaAHHA aKCOHIB HEPBOBUX
KNITUH | Ma€ TaKi OCHOBHI CUMNTOMU: MAABICTb, ManopyxiuBiCTb, 6au-
JYXiCTb, 3aTPMMKa NCUXIYHOIO PO3BUTKY, WO CMNPUYUHIOE PI3KE 3HMU-
EHHA iHTeneKTy 4o ifioTil; naaiHHa M’A30BOro TOHYCY, CYAOMM; Ha
KiHeub NepLIoro poKy *u1Ta BHacniaoK atpodii 30poBuUX HepPBIB PO3-
BMBAETbCA CNiNOTa, 3rooM HEPYXOMICTb, Y TPU-4YOTUPU POKKU XBOpa
AWTUHA TUHe.

TpaHcreHes (nar. trans — yepes i rpey. £enesis — BUHUKHEHHS) —
TEXHONOTIA NepeHeceHHs1 OKPEMUX MeHiB YM IX rpyn i3 O4HOro opraHiamy B
iHLWWA.

TpaHcKpunuia (nar. transcriptio — nepenucyBaHHA) — Nepunn
eTan 6iocuHTely 6inKa, 3a AKOro B AApI 34YUTYETLCA MOCHIAOBHICTb
HYKNeoTuaiB 3 AiNSHKKU oHOro naHulora monekynu JHK Ha monexkyny
iPHK.

" TpaHcnoKalisa (nart. translocatio — po3rtaluyBaHHS B iHLUIOMY MiCLi) —
0OMiH AliNAHKaMK MiXK HErOMONOTYHUMU XPOMOCOMaMM.

TpaHcnsaudia (nar. translatio — nepegaya) — Apyrui etan 6iocuH-
Tesy 6inka, y npoueci AKoro Ha pubocomax BigbyBaeTbCa NnepeBeaeH-
HAi NOCNIAOBHOCTI HyKeoTUaiB iPHK y BianoBigHy NnocniAoBHICTb ami-
HOKMUCAOT nosinenTMAHOro nadyiora 6inka.

TpaHcdhopmoBaHUii opraHiam (nar. transformatio — nepeTBopeH-
H$1) — OpraHi3Mm, reHeTUYHO 3MiHEeHWM 33 JOMNOMOrol0 TEXHONOT A FeHHOI
iHXeHepii.

Tpucomia — HasiBHICTb Y KapioTuni AMNNA0igHOI KNITUHK 4K opra-
Hi3My 3aUBuKx XpoMocoM (2nil, 2nidliliT n.).
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Tpivepa — KoaniHza cMHaApPOM — ayTOCOMHO-AOMIHAHTHA NaTo-
JIOFif PO3BUTKY, WO MaE TaKi OCHOBHI CUMMTOMM: aHTUMOHTOJIOIAHUIA
pO3pi3 04EeN, HEAOPO3BUTOK BUIUYHMX KICTOK Ta OYHUX 3anajuH, Mani
PO3MIPU HUMKHBLOI WeNnenu, BEIMKUIA PpoT, BIACYTHICTb BiH, aedeKtn
HUXHIX NOBIK, «ATalwKWHe 06an4y4s», nedpopmallis BYWHUX PaKOBMH,
NOPYLWEHHA CNAYXY aK A0 BiICYTHOCTI 30BHIlLIHbOro CNYXOBOro NPoXoAy,
Bajau cepus, iHOAI po3yMOBa BiAcTanicrb.

TPHK — TpaHcnopTtHa puboHyKNeiHoOBa KUCNOoTa, WO NepPeHOCUTb
aMiHOKMCNOTK A0 BianoBiaHMX AinfHOK iPHK, fika cnyrye matpuueto
ANA cUHTE3y GINKOBOI MONIEKY/N.

daHKOHI aHeMif — pigKiCHEe ayTOCOMHO-peuecuBHE 3axBOoplo-
BaHHA, fIKE XapPaKTEpPU3YETbCH NOPYLEHHAMU PO3BUTKY KICTKOBOFO
MO3KY, WO CMPUYUHIOE aHEMIIO, HEAOCTATHIO KiNbKICTb Y KPOBI NENKo-
UMTIB Ta TPOMOBOLMTIB, | MAE TaKi OCHOBHI CUMNTOMMU: aHOManil WKipK
(HaaMipHa nirMeHTauif), ckenety (HeAOPO3BUHEHICTE OKPEMMUX KICTOK,
Y T. 4. Yepena), BHYTPIiWHIX OpraHiB (4acTile — HUPOK) Towo.

dapmakoreHeTuKa (rpey. pharmakon — niku i geneticos — rou,
L0 HApPOAKYE) — HayKa, L0 BMBYAE 3ANEXHICTb peaKLUin opraHiamy
Ha NikyBasbHi 3aco6u Bij CNagKOBUX YNHHUKKIB, @ TAKOX FreHETUYHI
0CcO6NMBOCTI MauieHTa, WO BNAMBaAIOTb Ha MOro dapMaKoNoriyHy
peaKkLilo.

PeHiNKeToRypIA — cnagKoBe NopylweHHs NepeTBOPEHHs HE3aMiH-
HOI aMiHOKUCNIOTK PeHinanaHiHy Ha TUPO3WH Yepe3 HeAOCTaTHICTb cne-
umdivyHoro depmeHTy deHinanaHiHrigpokcuHasu, Wo ycnaaKoBYETLCA
3a ayTOCOMHO-PELIECUBHUM TUMOM | MPOSABAAETLCA MPOTArOM MNEPLUMUX
MiCALIIB UTTA ANTUHWU. OCHOBHI CUMMTOMMU: «MULLIAYUM» 3anax cevi Ta
Tina HemoBNATH, 6NI0BaHHSA, HagMipHa 36yANUBICTb, HEAOCTATHA Mir-
MeHTaUiq WKipK, B00CCS, 3ro/OM HEJOYyMKYBaTICTb, eNiNenTudHi Hana-
AW, PyXOBIi NopyLLEHHS.

deHoKoNiA (rpey. phaind — nokaayio i 1at. copia — MHOXUHA) —
HecnagKkoBa 3MiHa OpraHi3My nig BNAMBOM YMOB iICHYBaHHSA, gKa iMi-
TyE GEHOTUN OPraHi3My 3 iHWKUM FEeHOTUMNOM.

deHoTUn (rpey. phaind — nokKa3syi i typos — 3pa30K) — CYKyrn-
HICTb YCiX 30BHIlllHIX Ta BHYTPIilWHIX O3HaK OpraHi3my Ta Moro Bnactm-
BOCTEH, AKi GOPMYIOTLCH BHACNIAOK B3aEMOZii reHoTUNy 3 yMOBamu
cepefoBuila.

depmeHTonarii (nar. fermentum — 3aKBacka, 6pPOAIHHA | rpel.
pathos — xBopoba) — Te caMme, Lo U eH3uMonarii.

deTonarii (1aT. fetus — NOPoOPKEHHS, NOTOMCTBO | rpey. pathos —
xBopoba) — pe3ynbTaT YWKOMKEHHA Moy B nepios 3 AeB’aToro
TUXHSA BariTHOCTI 1O MOMEHTY HapOAKEHHS.

®di6pobnactu (nar. fibra — BOIOKHO | blastos — 3apojoK) — HaM-
nowupeHiwa KnitTMHHa popMa cnony4Hoi TKaHUHKU TBApPUHHUX opra-
Hi3MiB, iKa CUHTE3YE OCHOBHI KOMMOHEHTU MIXKNITUHHOI PEYOBHUHM
CNONY4YHOI TKAHWUHW — KONareH, enacTuH Ta iH., 6epe y4acTtb y 3aKpuT-
Ti paH, ®OpMyBaHHi pybueBOl TKAHUHU Ta YTBOPEHHI CNONYYHOTKaAHUH-
HOt Kancynn HaBKOJIO YYXOpiaHoro Tina.
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Xopes (rpey. choreia — TaHelb) — KNiHIYHWY CUHAPOM KiNbKOX 3ax-
BOPIOBaHb, AKUA XapaKTEPUIYETLCA NOCTIMHUMKU HEPUTMIYHHUMW Xa0THY-
HUMM LWIBUAKUMU CKOPOYEHHAMMU PI3HUX M'A3iB KiHUIBOK, 0611444, rMoT-
Ku, Tyny6a.

Xpomatuam (rpely. chroma — 3abapB/ieHHS) — CTPYKTYPHI ene-
MEHTU XPOMOCOMM, WO GOPMYIOTLCS BHACNIAOK 11 NOABOEHHS B iHTEP-
dasi aapa KIiTUHM.

XpomaTtuH (rpey. chromatos — 3abapB/ieHHs1) — HEeBUPa3HUN,
3MillaHni KNy6o4OK XPOMOCOM B iHTepdasi KNITUHHOMO LIUMKAY.

Xpomartorpadis (rpeu. chromatos — 3abapsneHHs i graphé —
nuecarun) — TEXHOMONA PO3AiNEeHH: Ta aHani3y 6M3bKUX 3a XiMiIYHUMMU
BNACTUBOCTAMU PEYOBUH (HYKNEIHOBUX KUCNOT, aMiHOKKUCNOT, NenTu-
AiB, 6inKiB, ByrneBoiB TOWO), SKa FPYHTYETLCSA Ha Pi3HOMY po3noaini ix
KOMMOHEHTIB Y NpoLeci NPOXOAXEHHA Kpi3db piaky abo razonoaibHy
PEeYOBUHY-NOMMNUHAY.

Xpomocomu (rpey. chroma — ¢apba i sOma — 71if10) — 0co6NU-
Bi CTPYKTYPHW Sapa KNiTUHW, AKI MICTATb FreHU Ta 34aTHI CAMOBIATBOPIO-
BaTUCH.

XpoMOCOMMU 8 TPUCOMIi CUHAPOM — TSXKa BpOAXKeHa NaTonoris,
WO MaE TaKi OCHOBHIi CUMNTOMMU: AeDEKTU ONOPHO-PYXOBOI CUCTEMHU
(KOpOTKa WKA, BENUKA ronosa, aCUMETPUYHO CNOTBOPEHE 06aUYYs,
KOCOOKICTb, BEe/MKi BiaACTOBOYpYEHi ByXa, BUBEPHYTA HWXKHA ryba,
AOBri Tyny6 Ta KiHLUIBKU, AO0BIi BUKPUBNEHI NanbuUi, By3bKi Ta3 i nneyi,
obMeEXEeHHA PyXIMBOCTI cyrno6iB); BPOAXKEHI Bagu MO3Ky, CepLeBo-
CYAWHHOI Ta ce4yocTaTeBOi CUCTEM, NOMIpHa 3aTpMMKa PyxoBOro Ta
MOBHOIO PO3BUTKY, PO3YMOBa BIiACTaNiCTb Pi3HOMO PiBHK.

XpoMOCOMHMIA Habip — ransoigHa CyKynHiCTb XPOMOCOM, XapakK-
TepHa ANs NEBHOro BUy OpraHi3miB.

XpOMOCOMHiI 3axBOpPIOBaHHA — NATONOrii, CNPUYUHEHI CTPYKTYp-
HUMKU nNopylieHHaMU (abepalisMi) NEBHUX XPOMOCOM abo 3MiHaMHM IxX
KiNbKOCTI.

LleHTpomepa (rpey. kentron — 4eHTp i meros — 4actuHa) — 3BY-
}KEHa KOPOTKa AiNsiHKa XpOMOCOMU, iKa 3’€HYE i XpoMaTnau Ta KOH-
TPOIOE IX PYX A0 NPOTUNENHUX NOMIOCIB KNITUHKM Nig vac 11 noginy.

LinctaTnoHiHypiss — cnagkoBa ¢epmeHToNnarTia, 3yMOB/I€Ha MyTa-
LLIEIO reHa, AKMK NpPoayKye pepMeHT LUCTaTUOHIHA3Y, Wo ycnagKoBy-
ETbCA 3a ayTOCOMHO-PELLECUBHUM TUNOM i MA€E TaKi OCHOBHI CUMNTO-
MW: 3aTpUMKa PO3YMOBOI0 Ta NCUXIYHOr0 PO3BUTKY B OAMH—/ABa
POKMK, CXUNbHICTb A0 iCTepil Ta HEBMOTUBOBAHWX BYUHKIB, HAB'A3/UBI
CTpaxu, COMHaMbyni3m (XoaiHHA yBi CHi), CYAOMW, aneprivyHi CTaHu.

LluctuHo3a (rpeu. Kystis — cedoBum Mmixyp i 0Sis — rnpouyec,
pesynbrar) (cuHapom AbaepranbgeHa—®PaHKOHI) — ayTOCOMHO-pe-
L{ECUBHE 3aXBOPIOBAHHSA, IKE XapaKTepu3yeETbCH NOPYLLEHHAM aMiHO-
KUCNOTHOro 06MiHy, WO NPU3BOAUTL 10 HAKONUYEHHSA aMiHOKMUCNOTH
LMCTHUHY B KICTKOBOMY MO3KY, NeyviHui, cenesiHui, neMKouuTax, poris-
Li; MA€E TaKi OCHOBHI CUMNTOMM: 3aTPUMKA POCTY, paxitonogdibHi 3MiHK
KICTOK, NOPYLUEHHSA 30pY, Nporpecytoya HUPKoBa HeJOCTaTHICTb.
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LinToreHeTU4YHi MeToan — BUBYEHHS KNITUH Mif MIKPOCKOMNOM 3
METOI0 BUSHAYEHHSA KiTbKOCTIi XpOMOCOM Ta IX 6yA0BH Y HOPMI Ta nato-
norii, a TaKoX NoKani3auii reHiB y XxpoMocomax.

LinTonnaamaTU4yHa cnajKoBiCTb — $iBULLE, KONMW NEeBHa O3HaKa
opraHiamy BW3HA4YaeTbCA FeHaMM, pO3TalWoBaHMMKW B OpraHoijax
UUTONNA3MHn, HacaMmnepes y MiTOXOHAPISX; yCNnagKOBYETbCA TiIbKK NO
MaTEepPUHCbKIN NiHil.

lapko — Mapi — Tyca xBopo6a — rpyna cnajKkoBux 3axsopito-
Ba@Hb, CMPUYNUHEHUNX MOPYLIEHHAMMU CTPYKTYPU XPOMOCOM, LIO 3yMO-
BNIOIOTb JereHepadiio nepudepinHix HepBOBUX BOJIOKOH; Mac TaKi
OCHOBHi CUMNTOMU: 3MiHa XOAN, YTPYAHEHHA Nia Yac 6iry abo nigiomy
cxinusmu, nporpecyioyda cnabictb Ta gedopmadiiss CTon NPOTArom nep-
LWOro AECATUNITTS XUTTS ab0 Ha NOYaTKy Apyroro; atpogdia M’'a3iB Hir
Ta PyK 3i 36eperKeHHsAM 34aTHOCTI 40 CaMOCTINHOIro nepecyBaHHs.

LUusodpeHina (rpey. schizein — po3ainatu i phrén — po3ym) —
NMCUXiYHE 3axBOPIOBAHHA HEBM3HAYeHOI MPUPOAKU, SIKE MNOoNfdrac B
MOPYLLEHH| MCUXIYHMX NpoueciB, NporpecyoYin 3miHi ocobUCToCTi Ta
CYMPOBOIKYETCA MAsYHEel0, 3HWKEHHAM aKTUBHOCTI, eMOUinHUM
CNYCTOWEHHAM TOLLO.
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