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 [eHeTuKa NnOAUHN — rany3b, TICHO NOB'A3aHa 3

aHTpononorieto | MmeguunHoto. eHeTuKy ngnuHN YMOBHO
NO4INATbL HA aHTPOMOrEHETUKY, LLO BMBYAE CNAAKOBICTb |
MIHITMBICTb HOPMarnbHUX O3HAK NOACHKOro opraHiamy, i
MeONYHY reHETUKY, ska BMBYAE NOro cnagkoBy NaTosIorito
(xBOpobOU, nedeKkTn, NOTBOPHICTL Ta iH.). [eHeTuKa nMoanHu
NnoB'sd3aHa TakKoX 3 Teopieto eBOontoLUIl, OCKINbKN OOCHIOAXKYE
KOHKPETHI MeXaHi3Mmn eBOstoLil NTIOAMHN | 1X MicLe B npupoai 3
ncuxornorieto, gpinocodieto, couionorietn. 3 HaNpPAMIB
reHeTUKN NIOgNHN HaniHTEHCUBHILLE PO3BMBAKOTLCS
LUMTOreHeTuKa, bioximiyHa reHeTuka, iIMyHOreHeTuKa, reHeTuka
BULLIOI HEPBOBOI OiANbHOCTI, (pi3ionoriyHa reHeTuKa.




r'eHemuka s1l0oOUHU 8UBYAE:

O

rEHETUYHY 3yMOBIEHICTb dhidionoriyHmx, BioXiMivYHMX | MOPdOSOriYHUX
BNAaCTUBOCTEN OKPEMMUX TKAHWH | OpraHiB NIOAUHU, MCUXIYHY 1
IHTEeNneKTyanbHY OiSnbHICTb;

CTaTUCTUYHI 3aKOHOMIPHOCTI pO3rnoAifly reHHMUX 4acToT Y
MiKpononynauisix;

METOAN 3aXUCTY reHOTUNY NIOOUHU Bi4 HECMPUATINBUX YNHHUKIB
JOBKINNS;

EHETUYHY 3YMOBJIEHICTb XBOPOD, iX nepeaadvy B MOKOMIHHSAX, NPOsiB B
OHTOreHesi, NOLWKNPEHHS B nonynauisx, reorpadpiyHe NOWUPEHHS;

pOnb CrNaaKoBOCTI | cepenoBuLLa y opmyBaHHI OCOOUCTOCTI;
MOJIEKYIIAPHI MEXaHi3MU Nam’'siTi;

HaKOMUYEHHS | NepefaBaHHS Yy MOKOMIHHSAX HAaDYTOl B OHTOreHesi
iIHpopMmaLil ToLO.




0 3 ycnixamu i LOCATHEHHAMWN MEeONYHOI rEeHETUKM MOB'A3aHi Haail
Ha BUPILLEHHS CKNagHMX npobnem meanuuHu: 3anobiraHHs Ta
NiKkyBaHHA 3MOSKICHUX HOBOYTBOPEHb, aTepPOCKI1eposy, cepLeBo-
CYOVHHMX 3aXBOPIOBaHb, Bag PO3BUTKY Ta iH.

0 3aBoaHHSAMW MeOUYHOI rEHETUKU € BUBYEHHS XapaKTepy
cnagkoBuX XBOpoO Ha MONEKYNAPHOMY,KNITUHHOMY PIBHSAX |
HapiBHI LiNiCHOro opraHiamy, yaoCKoHarneHHs MeToAiB reHHol
IHXKEHepIl 3 METOK OTPMMAaHHS NiKapCbKNX PEYOBUH (IHCYIiH,
IHTepdEepOH Ta iH.) | reHoTepanii (3aMilLleHHs1 NaTONOrYHMNX reHis
HOpMarbHUMN anensmu), IH-TEHCMBHUN PO3BUTOK METOAIB
npeHartanbHOl (4ononoroBol) AiarHOCTUKK, AKi 3anobiratoTb
HaPOOXKEHHIO ANTUHU 3 TAXKKOKO CNaaKOBOK NaTOsOrietd PO3BUTKY
Ta iH.




SBVIbC
BuBue
BCTaAr
AaHa




0 ULumozeHemu4HuUli Memoo

3acHOBaHM Ha MIKPOCKOMIYHOMY BUBYEHHI XpoMocoM. MeTo [03Bossie BUBYaTH
CTaHOAPTHUM KapioTUM NOAMHKU, a TaKoX BUSIBNATM cNadKoBi XBOPOOU, BUKITUKaHI
FEHOMHUMMU | XPOMOCOMHMMM MyTauismn. Po3pobneHo cneuianbHi MeToan, 403BONAITb
dapbyBaTn OiNAHKM XPOMOCOM B 3arIeXHOCTI Bif iX 0ygosu. Lle 0o3Bonse po3pi3HATU HaBIiTb
AYy>Xe CXOXi Ha BUrnag XpoMocoMu. Y LUTOreHETUYHNX OOCNIOKEHHAX 3BMYANHO
BUKOPUCTOBYIOTb JTIMJPOLIMTU KPOBI, AKi KyNbTUBYHOTb Ha LUTYYHUX MOXMBHUX CepesoBULLIaX.
JlocrigkeHHA XpoMOCOM NPOBOASATb Ha cTadil metadhasu.

[l bBioximiyHi Memoou

3acHoBaHi Ha BUBYEHHI MeTaboniamy. Lli MeToan LWMpoKO 3aCTOCOBYOTh B AiarHOCTULL
cnagKkoBUX XBOPOO, 00YMOBNEHNX FEHHUMU MYTaUisIMK, | PN BUSIBIEHHI reTEPO3UTOTHUX
HOCIIB 3aXBOpPIOBaHb. AK MU BXe 3HAEMO, reHn He cami No cobi PopmMyroTb O3HaKK, a 3a
A0MOMOroK KogoBaHMX HUMK BinkiB. Binkn dopmMyoTb Y opraHiami B3aemMo3arnexHy cuctemy
BioxiMiYHMX peakuin. JocnigKeHHa UMX peakuin i 403BONSIE BUABNATU 6araTto 3aXBOpPOBaHb.

0 Memodu MosieKysipHOI 2eHemMuKU ma 2eHemuYHOoI iH)XeHepil

[103BOMIAIOTL BUBYMUTU OpraHisaLito reHeTUYHOro anapary, MONeKynapHY CTPYKTYPY FEHIB |
reHOTUMY, BCTAHOBUTU HYKNEOTUAHY NOCHILOBHICTb - SIK KaXXyTb, CEKBEHYBATU FEHOM JNHOANHU
| daraTbOX IHLWMX OpraHi3MiB, 3'dCyBaTu MOSEKYNAPHI MeXaHi3MM eKCrpecil reHis.
Po3pobneHo MeToan BU3Ha4YeHHA OYHKLIN reHiB, KnoHyBaHHA reHis. HanaromxkeHa OHK-
AiarHoCTUKa (BUABIIEHHS CNOPIAHEHOCTI, ineHTUdiKauist 0cobUCTOCTI), LOCATHYTI YCriXu B
FeHHIn Tepanil cnagkoBUX 3aXBOPHOBaHb.




MeguyHa reHeTuKa BMBYa€ 3aKOHOMIPHOCTI ycnaaKyBaHHS | MiIHNMBOCTI O3HaK
CNiBBIAHOCHO A0 NaTonorii NAMHN. YCnixn MeauuuHm 3adbe3nedynnm BUCOKe BUXKMBAHHA
AiTen i3 cnagkoBoko naTosnorieto. HactuHa 3 HUX OoXMBaE 40 CTaTeBO3PInoro BiKy i Mae
Hawaakie. barato cnagkoBux XBOpob xapakTepusyoTbCsl HEAOYMCTBOM, YacToTa SIKOro
cepen HaceneHHs cknagae 1-2 %.

3anexHo BiA cniBBigHOLIEHHS CnagKkoBOCTI i cepenoBuLla, BCi XBOPOOU NIOANHN MOXHA
pPO34iNUTN Ha TPU rPynu:

1) xBOpO6U, 3yMOBSIEHI FEHOTUMOM, HE3ANEXHO Big YAHHUKIB cepenoBuLLa, SKi AitoTb Ha
opraHi3m;

2) XBOpOOU, BMKIMKAHI KOMMIIEKCHUM BNSIMBOM FEHETUYHUX | CEPEeaOBULLIHUX YNHHUKIB,;
3) xBopobu, NosaBa AKNX MOBHICTIO 3anNeXxuTb Bif couianbHNX YMOB i Pid3nYHUX dhakTopiB
cepenosuula.

OCHOBHIi 3aBOaHHA MeOAWUYHOI FreHEeTUKMU:

0 3axucT nogvHn Big ypaxkeHHs1 cnagkoBOro Martepiany i po3BuUTKY crnagkoBuxX XBopoo;
[0 BMBYEHHSA cNadKOBUX XBOPOO i CMHOPOMIB;
[l BMKOPUCTAHHS rEHHO-IHXEHEPHMX METOMIB CTBOPEHHS BaKUWH 3 METOO 3anobiraHH4A

IHpEeKLINnHMX XBOPOO;
[0 BW3Ha4YeHHA poni cnagKoBOCTI | cepeaoBulla Y BUHUKHEHHI HecrnagkoBux doopm
naTonoril.




Y 1869 poui aHrmMinCbKNM NCUXONOr |
aHTponosnor ®peHcic anbToH
3anponoHyBaB BUBYUTU BINIINBW, SKI
MOXYTb MOSINWMNTY CNagKoBi AKOCTI
(300pOB’s, PO3YyMOBI 30aTHOCTI,
obaapoBaHOCTI) ManBbyTHIX MOKOSIHD |
BUCNOBUB OYMKY, LLIO LUSIAXOM
3a0x04yBaHb Ta OOMeEXeHb Yy CTBOPEHHI
LLUTIOOHMX Nap MOXHa NoKpaLwmTH
BionorivHi akocTi NtoanHn. BiH BnepLue
chopmynioBaB NPUHLINMU EBIEHIKN —
BYEHHSI NPO CragKkoBe 340POB’A N0ANHN
Ta WNsxu noro noninweHHs. Lle B4eHHSA
cTano po3ainnom reHeTUKN NI0ANHN,
NpeaMeTOM SIKOro € reHETUYHI MeToau
noninweHHs cnagkoBux 03HakK, 0cobnmeo
bopoTbba 3i cnagkoBUMMK
3axBOPHOBAHHSAMM.




0 Twn ycnagkyBaHHS, NOB'A3aHUN 3 reHaMU HecTaTeBUX XPOMOCOM,
Ha3nBakTb ayTOCOMHUM. AKLLO NEBHUN CTaH O3HAKMU BU3HaYae
OOMIHAHTHUW anesib, TO TakKUK TN ycnagKkyBaHHA Ha3nBalOTb
ayTOCOMHO-AOMIHAHTHUM, AKLLO peLecuUBHUN, - ayTOCOMHO-
peuecuBHUM. 3BEPHITb yBary Ha Tabnuuto y akin HaBegeHo
OOMIHaHTHI Ta peLEeCUBHI CTaHW NMEBHUX O3HaK IIOOUHM.

[loMiHaHTHI cTaHu PeuecuBHi cTaHu
HaaBHICTb 3anuLLKy TPeTbOI MOBIKK BigcyTHICTb 3anuLLKy TPeTbOl NOBIKK
KopoTko3opicTb HopmanbHui 3ip
BinbHi Mo4kn Byxa [Mpupocni Moyku Byxa
ToBcTi ryoun ToHKi rybu
Okpyrne obnuyysa BugosxeHe obnnyysa
[Mo3nTnBHUM pesyc-ghakTop HeratusHUM pesyc-gaktop
KopoTtkonarnictb HopmanbHi nanbui
HopmanbHa nirmeHTauis AnbOiHI3M
[Mporpecytoya aTpodchisi 30poBOro Hepea HopmanbHui cTaH J



IcHye 1 ycnagkyBaHHS, 34ensieHe 3i CTaTTio. AKWOo NeBHUN reH po3TalloBaHUiM fivwe B Y-XpOMOCOMI,
MaeMo cripaBy 3 Y-34yenrieHnM TUNom ycrnagkyBaHHsA. O3Haka, Ky BU3Ha4Yae Taku reH, nepeaaerbcs
MO YOMNOBIYIN NiHil.

[eHun, po3TalloBaHi nuile B X-XpOMOCOMI, BU3Ha4aTb X-34ennieHnn Tvn ycnagkyBaHHSA. BiH Moxe
ByTn X-34enneHnm peuecuBHUM Ta X-34ernneHumMm JoMiHaHTHUM. [Mpu X-34yenneHomy peuecnBHOMY
TUMi BiANOBIOHN CTaH O3HAKM NPOSABIIAETLCA NEPEBaXHO Y YOrOoBIKiB (NpuraganTe, Yomy). X-
34ensieHn AOMIHAHTHUN TUMN yCnaaKyBaHHSA XapakTepusyeTbCcsa TUM, LLIO BiANOBIOHWU BapiaHT O3HaKU
MOXe NPOSABNATUCH K Y YOMNOBIKIB (yCrnagKkoByOTb X-XpOMOCOMY 3 BiAMOBIAHUM AOMIHAHTHUM arne
nem Big MaTtepi), Tak i y XiHOK. A BaTbKo nepegasaTtMe BiAnNOBIAHI anenbHi reHN JOHbKaM i Hikonu -
CuHaM. [lesiki CTaHM O3HaK NIOANHU, SKi YCNaaKoBYOTLCS 34EenseHo 3i cTaTTio, HaBeaeHi y Tabnuu,.

BapiaHT o3Haku Tun ycnagkyBaHHSA
BonoxaTicTb ByX (rinepTpmnxo3) Y-34yenneHun tmn
[MepeTuHKM MiXK nanbuUsiMK Hir Y-3yennenmn tun
emoinist (He3gaTHICTb KPOBI X-34enneHumn

3cigatuncs) pPEeLLECUBHUIN TUM

[anbToHI3M (He3gaTHICTb y
X-34enneHuu

PO3PISHATN YHEPBOHUN Ta peLl,eCMBHl/II7I ™n

3eMeHui Konbopu)

[Mporpecytoya agncTpodoia m'asis X-34yenneHumn
pPEeLLECUBHUIN TUM

PaxiT, He noB'a3aHun 3 aieto X-34enneHumn




