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e [eHemMuUKa 4YesioeeKa n3y4aeT ABMNEHUS

HaAcnNeaACTBEHHOCTM U M3MEHYMBOCTU Ha
BCEX YPOBHAX €ro opraHusaumm wu
CYLLECTBOBAHUSA: MOJIEKYNAPHOM, KIETOuY-
HOM, OpraHM3MEHHOM, NONYNALMOHHOM.

MeouuyuHckasi 2eHemukKa n3y4aet posb
HacrnegcTBEHHOCTU B MaTONOrMM 4ernoBeka,
3aKOHOMEPHOCTU nepenadn OT MNOKOSIEeHUS K
NOKONEHUK HacneacTBeHHbIX Oones3Hew,
paspabartbiBaeT  MeTodbl  ONArHOCTUKW,
fIe4eHnsa U NPoMUNakTUKN HacneacTBEHHOM
NnaTos10rmu, BKJ1HOHada 0onesHun C
HacneacTBEHHOW NPeapacnonoXXEeHHOCTbIO.



MEOULIMHCKAA TEHETUKA-

cuctemMa 3HaHUMU O POJSIN TFEeHeTU4YeCKUx
bakTOpOB B nNaToNIoOrMM 4erioBeka W
cuctemMa MeToaoB AMArHOCTUKU, NeYEeHUs U
npohunNakTUKM  HacreacTBeHHOM  naTo-
riormm

KnunHuyeckassi 2eHemuka — npuKnagHou
pasgen  MeguMUMHCKOW TeHeTUKH, T.e.
NnpMMeHeHne AOOCTUXEeHUU nocnegHen Ans
peleHus KNIMHUYECKUX  npobnem vy
NauyueHToB UMU B UX CEMbSX
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Llennb MeOQUUUHCKOU 2eHeMuUKu

pa3paboTka meToA4o0B AUArHOCTUKMU,
rie4eHUus n NPponnakTUKn
HacnenocTBeHHOWM U HacrneAcTBEHHO
oO0ycroBrieHHOU naTosiorumn
yerioBeka.
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- 3adayu mMmeoduUUHCKOU 2eHemukKu

auarHocTuKa HacneacTBeHHbIX 3aboneBaHunm

aHanu3 nx pacnpocTpPaHeHHOCTU B pasfnYHbIX
NnonynAUMaX U STHUYECKUX rpynnax

npodunakTuka HacrneacTBeHHbIX 3aboneBaHUN Ha
base npeHaTanbHOM (4OPOAOBOW) ANArHOCTUKU

N3y4yeHne MONEKYNSPHO-reHeETUYECKUX OCHOB
3TUONOIrMn N NaToreHesa HacneacTBEHHbIX
3aboneBaHun

BbIABNEHNE rEHETUYECKMX (PAKTOPOB pUCKa
MHOroakTOpHbIX 3aboneBaHnN

MEOMNKO-TEHETUYECKOE KOHCYINbLTUPOBAHME CEMEN
OONbHbIX
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UCTOPUSA MEOULIMHCKOU FTEHETUKU
IJomeHOoeneBCcKUU nepuon

Y4yeHue 0 HacneACTBEHHOCTU YenoBeKa 3apoXxaarnocb B MeauLuHe
U3 HabnNAEeHNN CeMenHbIX U BPOXAEHHbIX Oore3Hen.

B Tpynax 'mnnokpata (V B. 00 H.3.)
OoTMeYarnachb posib HacrneacTBeHHOCTU B
nponcxoxaeHnn bonesHewn:

«...9rursercus, Kak u opyaue 6omnesHu,
paseusarmcs Ha ro4yee
HacrieocmeeHHocmu; U delcmaeumeribHO,
ecrsiu om ¢prieamamuka rpoucxooum
grieamMamuk, om Xesm4YH020 — XKEJTYHbIU,
OMm 4axomoYyHO20 — 4YaxOmoYHbIU, Om
cmpadaruw,e2o 605r1e3HbI0 Cerie3eHKU —
cmpadarouwull 60re3HbH cernel3eHKuU, mo
4mo Moxxem rmomewamsp, Ymobbl 60r1e3Hb,
Komopor cmpadarom omeuy U Mama,
rnopa3sursia bl makxe o0OHO20 U3 UX
oemeu.




B XVIII-XIX BB. nosiBUNUCb oTAesibHble padboTbl O 3HA4YeHUU
HacneacTBEHHOCTU B MPOUCXOXAEHNUN OOsie3HeMN.

K XVIIl B. oTHOCATCA nepBble oOnNUCaHUA OOMWHAHTHOrO
(monugakTunun, T.e. LWeCcTUnanocTn) U pPeLeccuBHOro
(anbbnHMamMa Yy  HerpoB)  Mpu3HaKoOB,  cAeflaHHbIX
dopaHuy3cknm yyeHbiM 1. MonepTion.

B Havane XIX B. HeckonbkMMun aBTOpamMm OOHOBPEMEHHO
ObIfIo onncaHo HacnegoBaHWe remMounMn B pesynbrarte
N3y4yeHns pPOLOCIOBHbIX CEMEN, B KOTOPbLIX BCTpe4yanucb
nvua, ctpagatoLime aton 6onesHblo.

B 1814 r. Bbiluna KHuUra rnoHAoHckoro Bpada [. Agamca
«TpaktaT 0 npegnonaraembliX HacreaCTBEHHbIX CBOMCTBaX
Oone3Hen, OCHOBAHHbLIN HA KIMHUYECKUX HADMOEHUAXY .

[ToHATWE O naTonornM4eckom HacrneacTBeHHOCTU Yy YernoBeka
yTBEepamnnocs BO BTopou nonoBuHe XIX B. u 6bIS10
NPUHATO MHOMMMN BPa4y€OHbIMM LLIKONaMMW.

AnbbuUHU3M — BPOXOEHHOE omcymcmeue ruaMeHma KoxXu,
80J10C, padyxkHou U rnuameHmHou oboriovek anasa.



C MOHMMaHMEM NaToNoOrMYecKko HacreacTBEHHOCTU 3apoaunach
KOHLeNnuusa o BbIPOXAEHUM YernoBe4vYecKoro poga n HeobxoammocTu
ero ynyJweHus, npu4yem ogHoBpeMeHHO (1865 r.) n He3aBnCcUMO AOpyr OT

apyra ee BbickasbiBanu B.M. ®rniopuHCKUA B Poccvm n ®. NanLToH B
AHnn. :

®peHcuc NanbToH (1822-1911)
GG Bt cknit Bacvnnii MapkoBmy OOnH 13 OCHOBOMOSOXHUKOB I.'eHeTI/IKVI Yeroeeka u
(1834-1899) eBreHukn. OcHOBHble Tpyabl: «HacneaocTBeHHbIN
AKymep [MHEeKoNor W meanarp. TaJ'IaIv-I.T n xapaktep» (1865); «HaCJ'IeJJ,CTBeHHbUIVI
ABTOp KHMMM «YcoBeplleHcTBo-  €HWUM: MCCE[oBaHME €ro 3aKOHOB U CMeACTBMIY

BaHue y BLIDOKAEHME (1869); «Ouyepkn no esreHuke» (1909). MonbITKK
yerosedeckoro popa» (1865).  IKCTEPMMEHTANBHO OLIeHUTb 3Ha4eHue
OcHoBaTernb nepsoro 8 Cuupm HacneACTBEHHbIX U BHELLHeCPeaoBbiX (pakTopoB B
y4eBHOro 3aBeneHUs ~ CTaHOBMEHUM  KOMUYECTBEHHbLIX MNPU3HAKOB Y
CuBMPCKOrO  yHMBEpCUTETA B yernoBeka NONOXUnu Hayarno reHeTuke

\\\J' . Tomcke (1880—1 888) KOJIN4ECTBEHHbIX NPU3HAKOB.



B 1865 rogy ®. NankTOH BLICTYNUI B Ne4yaTy C npeanoXeHUeM «BUPUKYILTYPbI»,
T.e. KjFTOBOFO «pa3BefeHUs» TanaHTNUBLIX JI0AeN, KOTOpble MO ero MHEeHUIo
AONMXKHbI 3aKrno4vyaTb Opaku TONMbKO BHYTPU CBOEU KacThbl, OTHIOAb HEe CMeLlnBasiCb
C oCTarlbHOM Maccou NocpeacTBeHHOCTU. Ha NaTUHCKOM «BUPUKYILTYpa» 3HA4YUT
«Kynbtypa MyxectBa». B 1883 roay NanbtoH npeanoyen 3amMeHUTb TEePMWH

«BUPUKYNbLTYpa» TEPMUHOM «EBreHUKay, YTo B NepeBoAe C rpeveckoro o3Havaer
«t>6nar¢pa>|<MBaHMe» (eugenes, rpey. — xopowuu popg).
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175 nem-B.M. PriopuHckun (1834-1899). Ucmoku MeduyuHCcKoUu 2eHemuku e Poccuu

reHeTukn. Cpegum Hwux:
¢opmMupoBaHus

(rmyxoHemoThI,

YCOBEPIIRUCTEODANIE W BOIPOGK 1EAIR
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CRETEPBFFT,
Lwoa,

HacneacTBeHHbIX
Bpen OGNMM3KOpPOACTBEHHbIX
HacrfieaACTBEeHHbIX XapaKTep MHOrMx naTtoriornm

anbbMHMU3Ma, 3aA4ben ryobl,

Hapsay ¢ npotuBopeuYMBbLIMU WUIIM HEBEPHbIMU
NONOXEeHUsIMN, B 3TON KHUre ObIN MNOOHAT M
npaBuUribHO OCBELUEeH psa BOMPOCOB MeAULIMHCKON
3HayeHne cpeAabl
NPU3HaKOB,

Opakos,

NOPOKOB pa3BUTUA HEPBHOWU TPYOKM)

ans

Boigenan psa 3aboneBaHuM
HacreacTBEHHON NPUPOAbI,

npeanaran coumanbHoe
coBepLIeHCTBOBaHue
oOLecTBa B Lensax
rapMoOHMUYecKoro pa3BuUTuA
HapoAaa,

paccmaTtpuBan
NONIOXUTENbHYIO ponb

cMelwleHunsa HapoaosB

«Hapoa v npasnTenbCTBO
Xnono4yyT 00 YHUUTOXEHNMU
MMuasM, o0 oOpoKa4YeCTBEHHOCTHU
CBHEeCTHbIX NPUNacos,

O 300POBOCTU XUINULL U NP., HO, K
VOAUBNEHUIO, TaKk Mano obpauwasor
BHUMaHUA Ha KOpeHb Hapoa4Horo
300pPOBbA — TMTUEHY
Opakoco4yeTaHua).

Mwuasm (oT ap.-rpey. — 3arpsisHeHue)



B 1900 r. Tpoe y4yeHbIX N3 pasHbIX CTPaH —
Kapn Opwux KoppeHc B [epmaHun, Ipux
\ doH Yepmak B ABcTpun, [yro oe ®pus B
\  TonnaHauwu, NpoBOaA OnbIThbl Nno
\ /rm6pmnm3aumm pPa3HbIX pacTeHun,

. (He3aBMCMMO [Opyr OT gpyra nepeoTKpbinu
ﬂ3aKOHbI HacrneacTBEHHOCTH, BrepBble

ycTaHoBneHHble [peropom MeHOoenem B
1865 T.



Ha npumepe pasHbix 3aboneBaHmn 3akoHbl MeHpoens
noaTBepXxaanmck nNmbo Bpadamu, nmbo bruonoramu:

B 1902 r aHrnunckun Bpad Apumbanbg [appog,
nccreaysa pogocrioBHbIE CEMEN, NPULLIEN K BbIBOAY, YTO
ankantToHypus, 0onesHb, CBA3aHHas C HapyLleHUEM
obMeHa BeLlecCTs, nepenaéTc;l no Hacneacrey B
COOTBETCTBMM C 3aKOHOMEPHOCTAMW HacnegoBaHUs
npu3HakoB, OTKpbITbiX MeHaenem (AnkanmoHypus —
H3, obycrioernieHHoe 6binadeHUemM yHKUUU OKcuoa3sbl
20MO2EHMU3UHOB80U KUC/IOMbl U Xapakmepu3yru,eecs
paccmpoucmeom obMeHa mupo3uHa).

A.l'appog obbdacHun wn  pgpyrme  buoxmmMmndeckue
aHomanuu, onyonukoeae B 1909 r. kHury «BpoxaeHHble
OLLINOKM MeTa6on|/|3|\/|a» brnarogapsa KOTOpOW OH Oblis
NpU3HaH OTLOM 6UOXUMMNYECKOMN FrEeHETUKM.

B 1906 r. aHrmunckum ydeHbln  Yunbsam bBaTcoH
npeanioknn  Ana  HaykM O  HacneacCTBEHHOCTU U
N3MEHYNBOCTN Ha3BaHMe FT€@HeTUKa.
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B nepBbix ABYyX AecATunetTnax XX Beka BO3HUKNA
andopmua otr MeHdes1eeCKOU UHTepnpeTaumm MHOrMUX
Oone3Hen, B pe3ynbraTte KOTOpou Obina
CYyLWEeCTBEHHO npeyBesinyeHa ponb
HacneaAcTBeHHoCcTM B dopMUpOBaHMN NoOBeAEeHUS
yerioBeka MU B HacneaACTBEHHOU OTArOWEHHOCTU
HacerneHwus.

KoHuenumna o6pe4eHHOCTU N BbIPOXAOEHNA ceMen
C HacrnencTtBeHHOM NaTtoriormen crana Beayuen ans
00 BbACHEeHUNA OTArOWEHHOCTH obuiecTtBa
NOTOMCTBOM TaKunx OONbHbIX. OwvarHos
HacneacTBeHHOM OOfie3HM CcUYUTaAnNcA MNPUroBOpPOM
ObonbHOMY ¥ gaxe ero cembe. Ha aTom ¢poHe cHOBa

cTtana Habupatb cuny E€eBreHUKa — paHee
cchopmynupoBaHHoe [anbLTOHOM HanpaBrieHue 00
yrnydweHuun nopoabl (MM npupoabl) YernoBekKa.



«MaHudecT eBreHuKn»
16 ceHmabps 1939 2.

BOIIPOC («Science Servicen,
BawMHITOH, 1939)

«Kakum o6pa3om MOXHO
2eHemuvecku Haubonee
ahghekmueHoO ycosepuieHecmeoeamsb
HaceneHue Mupa?»
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Omeem 0aH 8 cmambke «CouunanbHas
ounonorua u buonoru4veckoe
YCOBEpLUEeHCTBOBaHNE HaceneHus.»
(Natute, 1939, V. 144, N. 3646, P. 521-522.):

«Euwje He npuwno epems, kozda
3KOHOMUYecKas nepecmpouka
docmuzHem cmaduu, Ha Komopou
peanusyromcs makue 4eroee4vyeckue
Ccunbl (om 6ope6ki 3a aneMeHmMapHoe
CywecmeoeaHUue K 8bICOKUM UENTAM — B.1l. )
Ho 3adava HbIHeWHez20 NoKosIeHUs —
nodzomoeumbcsa K HeMy. U kaxobil
waz Ha amomM nymu cmaHem
eknadoMm ... 8 MaKcumMasnbHoe
ycoeepuieHcCmeogaHue YesloeeKa ...»
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[locnegoBaTenn MO3UTUBHOWU €eBreHUKU Bcnen 3a [anbToHOM
npegnaranu ynydwuTb 4YernoBevYeckun poa C MNomollbio nogbdopa
CYNPY>XECKMX nap, B KOTOPbIX MapTHEpbl Obln Obl HageneHsbl
TanaHTamu, co3gaHneM Ans Takmx nap 6rnaronpusTHeIX YCrnoBuin Ans
PA3MHOXEHUSI.

[loo HeraTMBHOU €BreHUKOM MNOHMManNM Ty €€ 4acTb, KoTopasd
cCTaBuna CBOEN LUeNb 0cBOOOXOeHMe 4ernoBedecTBa OT Ny C
HacnencTBeHHOU naTonorveu nyTem HaCUJTIbCTBEHHOW
ctepunu3aumn. [loBopoT K HeratTMBHOW €BreHMKe WU ee
NPUHYOUTENLHOMY KOHTPOSIKO Had TaK Ha3blBaeMbIMW FEHETUYECKU
HEeNOMNHOLUEHHbIMW JIoAbMU 3HaMeHoBanu paboTtbl buonora Yapnb3a
HeseHnopta. OH B 1904 r. ocHoBan nabopatopuio B Kona-CnpuHr-
Xapbope (wTtaT Hbto-Nopk), KoTopas ctana LEHTPOM aMeEPUKaHCKOW
eBreHukn. [leBeHnopT PYKOBOACTBOBASICA XefaHMEM «YHUYTOXUTb
OTBpaTUTENbHYIO 3Met0 6e3HaaeXHO NOPOYHOM NpoTonsiasmbl» (LNT.
no: D. Freeman, 1983) n nonynsapusoBan CBOW B3rnsaabl B KHUrax
«EBreHnka: Hayka ynydweHuda Jiogen nocpeacTtBoM  JyyLlero
ckpewmBaHuga» (1910) n «HacneoctBeHHOCTL B MPUMEHEHUUN K
esreHunke» (1911). [leBeHNOPT cyunTars, YTo ankoronusm, crnaboymme u
apyrve rnpu3HakM OCHOBbLIBAOTCA Ha MNPOCTbIX MEeHEeTUYEeCKUX
MexaHu3Max U YTO OHU, B CBOKO oyepedb, NopoXaalT Takoe 3510, Kak
HULLIEHCTBO U NPOCTUTYLUS.



A . EBreHnyeckue ngeu obLICTPO pacnpocTpaHUIUCh U

oonee yem B 30 cTtpaHax (CLUA, NepmaHua, aHus,
LLiBeunsa n ap.) npuHANKM popmMy XeCTKUX 3aKOHOB
O NPUHYAUTESNIbLHON CTepunusauum nuuy, poaANBLLUNX
AeTeu C anunencuen, onurodpeHunen,
lwmnsodpeHnen u gpyrnmm saboneBaHusMu.

B nepnog ¢ 1907 po 1960 r. B CLUA ObINO
HacUNbCTBEHHO cTepunuioBaHo OGornee 100 000
yenoBek.

B NepmaHuun 3a nepBbIN NONMHbLIU rog HaLUUCTCKOWU
€eBreHNn4ecKon nporpamMmmbl ObINIO CTEPUSTU3OBAHO
80 000 yenoBek.



O.A.OununyeHKo

Acmopusi MeOQuUUHCKOU
2eHemuku e Poccuu

e Bacunun MapkoBud DriOpUHCKUMN - Hauvano

eBreHu4yeckoro asuxeHusa B Poccum (1865 r.)

B 1920 roay Hukonawu

KoHcTaHTUHOBUY KONbUOB cospnan B Mockse
Pycckoe eBreHnm4yeckoe o6LWecTBO, NpPU KOTOPOM
nsgasarcs «Pycckumn €BreHN4eCKuu XypHany».
B 1920 roay B UHCcTUTyTE 3KcnepuMeHTaribHOM
ouonorumn (U3B), pykoBoaumom H. K. KonbuoBbIM, Obin
OpraHu3oBaH €eBreHU4YeCKUM oOTAaen, pasBepHyBLUUN
uccriegoBaHUA NO reHeTUKe 4erioBeka. bbinu HauvaTtbl
nepBble padboTbl MO HacnegoBaHUKO TFPyNn KPOBMW,
copepXXaHuo KaTanasbl B KpOBU, HacrnegoBaHUIO LBeTa
BONOC W rna3, M3MEeHYMBOCTU WU HacneACTBEHHOCTU
CJTIOXHbIX MPU3HAKOB C UCNONIb30BaHUEM OGrIM3HeL0BOro
metona. [lpu otToene pabotana nepBas MeOuKoO-
reHeTU4YeCcKas KOHCYnbTauus.

B 1921 rogy FOpun AnekcaHapoBu4d ®unmnyeHkKo
opraHusoBan B [leTtporpape bwpo no eBreHuke, rae,
B YaCTHOCTM, ObIno BbIMONMTHEHO YHUKanbHoe
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OcobeHHOCMU ome4YyecmeeHHOoU
eg82eHUKU

[Mo3MumMm oTe4yeCcTBEHHbIX €BreHUCTOB MNPUHUMNUANBHO
OTNMYanncb OT TaKOBbIX 3anaAHbIX eBreHUCTOB N'YMaHHOCTbLIO
U Hay4YHOW HanpaBneHHOCTbIO

TepMUH «eBreHM4ecKum» Obin afleKBaTeH TEPMUHY «MeAUKO-
reHeTUYeCKUnN»

He ctaBunu B BuMae OKOHYaTenbHOW Lenu npoBeAeHuWe B
XXNU3Hb NPUHYAUTESIbHbIX €BreHU4YeCKMX MeponpusaTumn

B CCCP He noapepXxuBanucb uMaen HEratTMBHOU €BreHUKU
(ynyyweHume nopoabl 4YerioBeKka 4epe3 3aKoHopaTerlbHO
3aKpensieHHoe BblIOpaKoBbIBaHME HeXenaTeNbHbIX C TOYKWU
3peHnNa eBreHUKU 3r1IeMeHTOB)

OaHOBpeMeHHO € O0OcCyXAeHMeM eBreHUYeCKux wuaew
CO30al0TCA NPaKTUYeCKUe Havana MeaAUUUNHCKOU FeHEeTUKU B
Poccumn



20-30-e 200b1 XX seka

B CCCP meanumHckas reHeTuka ycCrewHo pasBuBaracb B
20—30-x rogax. Cpeaon W3BECTHbIX PYCCKUX Bpaden-yyeHblX
Ha4dana XX Beka ocoboe mecto 3aHnmMmaeT Cepreu HukonaeBuu
NasunpgeHkoB (1880-1961), BnepBble MPUMEHMBLLUN WOEU
reHETUKU B KNMHUKE. C.H.[laBnoeHkoB ABNAETCS
OCHOBOIMOSIOXHUKOM  KITMHNYECKOW TEHETUKN W MeauKo-
reHETUYECKOro KOHCYNbLTUPOBAHUA

B 1920 r. C.H. [laBnaeHkoBbIM Obina co3gaHa nepsasi MeauKko-
reHeTuyeckasa KoHcynbtauma B MockBe, a B 1934 r - B
> HUHIpage.

BiepBble MOCTaBMI BONPOC O CO3AaHWKM kaTanora reHos (1925).

nepBble MPeanoXun TEPMUH «HEUpPOreHeTuKa», KOoTOopbIn

cendvac NnpuMeHsieTca BO BCEM MUpPE.

CdropmyrnumpoBan rmnotesy O reHETUYECKON [ETEPOreHHOCTU
HacrneacTBEHHbIX  3aboneBaHu,  onpegenusi  OCHOBHLIE
HanpaeneHna npogpunaktTmkm Hb.

[To reHeTuke HacrencTBeHHbIX Oosfie3Hen HEePBHOWM CUCTEMBI
onyobnukoBan HECKOSIbKO KHUr: «HacnegcTtBeHHble 60nesHu
HepBHOW cuctembl» (1-e u3g. B 1925 1, 2-e u3g. B 1932 r);
«[pobnema nonumopduama HacneacTBeHHbIX OonesHen
HepBHOW cuctembl» (1934); «OBONOLUMNOHHO-TEHETUYECKNE
npobnembl B Heponatosiormny (1947).



30-40-e 200b1 XX eeka

C 1930 no 1937 r. MeAUMHCKaAA reHeTUKa pasBumBanachb B
Meaunko-6Monorn4eckom MHCTUTYTE, NepeMMeHOBaHHOM B
1935r. B Meguko-reHeTU4eCKUN UHCTUTYT uUM. M.[opbKoro.
JTO ObIN NepenoBON UHCTUTYT, NPOBOAUBLLUMA MHOIO padoT
no OnNu3HeLOBbLIM U LUTOreHeTUYEeCKMM uccnepoBaHUAM,
ObiNn pas3paboTaHbl U ycoBepLIeHCTBOBaHblI 3 mMeTtoada —
KITMHUKO-reHearnorn4eckum, Onu3HeuoBbIU n

LUTONMOrMYEeCKUMN.
15 masa 1934 r. B atom wuHcTUTyTE
cocTofiflacb nepBasi B UICTOPUM COBETCKOM
ounonorum n MmeguuuHbl KOHepeHUMAa no
MeaAULUUHCKOUN reHeTuke.

B aToT AeHb ANpPEKTOop Mepuko-
Ouonorun4yeckoro MHCTUTYTA ConomoH
'puropbeBuY J1eBUT BbICTYyNUn ¢ AOKNanom
«AHTpOMNoreHeTMKa U MeguuuHa», B KOTOPOM
onpeaenun HOBYH AUCLUUNSIUHY.

«Jleeum cmarn OCHOBOIMOJIOXXKHUKOM
poccuuckou MeOuUUHCKOU 2eHemukKu,
chopmyrnuposasli ee Krro4dyeeble NMpuHUyUnNbI U
udeu» (uctopuk reHeTuku B.B.5abkoB)

C.T. NesuT (1894-1937)



D KOHUe 50-x ecoooe 8 CCCPF Ha4dYasnoch
\ npecsrsiedogaHue 2eHemMUKo8

¢/ [IpOTUBHMKN reHeTUKOB, BO rnaBe KOTOpbIX ctoan Tpodum
OeHnuncoBund JibiceHko (ampektop MHcTtutyTa reHetukm AH CCCP
¢ 1940 no 1965 roabl), roBOpPUNKN, YTO HE MOXET ObITb 0CObOro
BellecTBa HacrneacTBeHHOCTU; HacneACTBEHHOCTbIO obnapaer
BeCb OPraHu3M; 4To reHbl - 3TO BblAYMKa reHeTUKOB: BeAb UX
HUKTO He BuAaen.

CHOBHbIE OOBUHEHUA npoTuUB reHeTUKOB HOCUIHU
JONNTUYECKUUN XapaKTep. l[eHeTUKa obbABNANacb OypKya3HOM
eakUMOHHOU HayKou. CTOpOHHUKN JIbICEHKO yTBepXaanu, 4to
rpakgaHe couUManMUCTUYEeCKON CTpaHbl He MOryT MUMeTb
HacneAcTBeHHbIX O0rie3HeU, a pa3roBopbl MPO reHbl YenoBekKa -
3TO OCHOBa pacu3sma 1 palumama.

¢ MHorue reHeTUKn Obinun apectoBaHbl B 1937 r. B 1940 r. ObIn
apectoBaH H.U.BaBunoB. Ero o6BMHUAM B TOM, 4YTO OH
aHrmuckmm wnuoH. B 1943 r. BaBunoB ymep B CapaTtoBCKOMU
TIOpbMe OT ucrtoweHusa. Bcneg 3a BaBunoBbiM Obinu
apectoBaHbl [O.KapneyeHko (3aB. KacdeOpon reHeTUKU
pacteHnn JIeHUHrpaacKkoro rocyaapcTBeHHOro yHuBepcurteTa),
A.JleButckun (3aB. LuTtonornyeckon _nabopartopuen BO
BcepoccMnckom MHCTUTYTEe pacteHmeBoactBa wmm. H. WU.
BaBunosa), KoTopble NOrMonu B TIOPbME, U ApYyrme reHeTUKMu.



B 1937 roay npod. C.lJleBuTta yBONUNM C AOMKHOCTHU
aunpektopa Meguko-reHeTUYEeCKOro WMHCTUTYTa, a
MHCTUTYT 3akpbinun. Cnycta roa C.lJleBut Obin
apecTtoBaH, MNPUroBOpeH K CMEepTHOM Ka3HM 3a
TEPPOPU3M U LUMNMOHAX U paccTpensH. JleBUT Obin
peabunutupoBaH nocmepTtHO B 1956 rony.

Tpunxabl apectoBbiBanun Bnagumupa [laBnoBuya
At ponmMcoHa.

l'oHeHnsiMm noaBeprca u npocgeccop C.H. [laBuaeHKOB.
Ero Hay4yHble paboTbl MO MeAMUMHCKOU TreHeTuKe
He Nnyo6nukoBanucb, a goueHTypa B JleHMHrpaackom
MHCTUTYTE YCOBEpLIEeHCTBOBAHMA Bpavyen Obina
3aKpbITa.

KonbuoB H.K. Obinn yBOneH ¢ AOMKHOCTU AUpPEKTopa
M3b m B TOM Xe 1940 rogy ymep OT wuHapkKTa
MUOKapAa.



Bo Bpema Benukon OTeyeCTBEHHOM BOMHbLI penpeccuwu
3aMeTHO YTUXJIU, HO BHOBb ycununuco yxe B 1946 rony.

Pasrpom npousowen B aBrycte 1948 ropa Ha ceccum
BACXHwuI, Bcecolo3HOU akagemumu
CerNbCKOXO3AUCTBEHHbIX HayK UM. B..JleHuHa
(BACXHMUIT), Ha KoTopou JIbICEeHKO BbICTYNUN C AOKMaaoMm
"O nonoxeHun B Ouonoruyeckom Hayke". B poknape
reHeTMKa noAaBeprracb pPasrpoMHOM KpPUTUKE U Obina
3aKneumrieHa Kak «byp)xyasHasi JokeHayKay.

9-10 ceHTabpan 1948 r. [llpesamguym AMH CCCP
ocdmumanbHO 3anpeTust MeAULUNHCKYIO FreHEeTUKY.

NMocne ceccum BACXHWUJI1 Bce Bepywme reHeTUKU Obinum
yBOJieHbl C paboTbl, NpenogaBaHUe reHeTUKU B LUKOSIe U B
By3ax ObIno 3anpeweHo. bbinn yBorneHbl UMY NOHUXEHbI B
AOJMKHOCTU OKOJMO 3 ThICAY Y4Y€HbIX), HEKOTOpPbIe FreHEeTUKHU
ObINn apecToBaHbl)

Hukonan [NetpoBun4y [OyouHuH (ocHoBaTernb WHcTUTyTa
LUTONOMMN U TeHEeTUKMH) ObiNn BbIHY)XXAOEH 3aHATbLCA
U3y4yeHueM nTuy B Neco3almTHbIX noriocax;

Wocucdp AGpamoBuy Pannonoptr (6bIN BbIABUMHYT Ha
HobGeneBcKkyl0o npeMui0 3a OTKPbITUE XUMMWYECKOro
MyTareHesa) ctan nabopaHTOM-reofiorom v T.A.



\ 50-e 200k - KoHel, XX 8eKa

e Mocne cmeptn CtannHa cutyauus B reHeTUKe Ha4yana meHATbcA. Ctanu
NOABNATLCA CTaTbUM C  KPUTUKOU JlbiICEHKO, BO30OHOBUNUCHL
reHeTUYeCKUe nccnegoBaHuUA.

e [eHeTUKM HapgeAnNUCb Ha MNOJIHYK peadbunuTauuio CBOEU HayKu, HO

3Toro He npowusowrsno. JIlbiceHKko cmor Boutu B goBepue M K H.C.
‘ Xpyu.l,eBy B pe3ynbrate rocnoactBo JlbiceHKO B Ouonorum
| npopomkanochb A0 KoHua 1964r. (oo cHATuA Xpyluesa).

e B 1956 r. 61510 NpaBUNBLHO NOACYMTAHO YUCNO XPOMOCOM YenoBeKa
(@o aToro cuumTanocb, 4YTOo y 4enoBeka ux 48). Yucno xpomocom y
yesjoBeka ObINO OAOHOBPEMEHHO ONMUCaHO cpa3y ABYMSA rpynnamwu

ccnepoBaTtenen B CLUA v B AHrnuw.

e B /1959 r. ObiIna OTKpbITa XPOMOCOMHaa npupopa OonesHen -
yCTaHOBJIeHa CBfi3b MeXAy HapylweHMeM 4Yucria XpoOMOCOM MU
HEeKOTOpPbIMM HacneAcTBeHHbIMM Oone3HaMun (cuHgpom [layHa,
cuHapom LepeweBckoro-TepHepa wu cuHapom KnanHdenTtepa).
LinToreHeTnka ctana Beaywmm HanpasreHUeM.

* B 3tor nepuon cdopmupoBanacb KIMHUYECKAsi TeHeTuKa Kak
pe3ynbTaT CNIUSHUA TPEX BeTBEeN reHeTUKU YerioBeKa — LUTOreHeTUKM,
cdopmanbHOU (MeHAeNneBCKOU) reHeTUKU U OMOXMMUYECKOU FeHEeTUKM.

e YenoBekKk ctan rmaBHbIM OOBbLEKTOM OOLLEereHeTU4YeCKUX uccneaoBaHumn
(A0 aTOro BpemMeHU YenoBeK Kak OOBbEeKT MccnefoBaHUSA He OYeHb
npuBneKan reHeTUKoB).



e B f956 rogpy B MockBe B UHCcTUTYyTEe Gmonornvyeckon c¢pusumkn AH
Oblna opraHnsoBaHa nabopartopus pagnauMoHHOU reHeTUKU (3aB..
Hukonawu lNetpoBuy [lyonMHUH)

e B 1957roay B coctaBe Cubupckoro otaeneHma AH CCCP
(HoBocnbupck) Obin opraHm3oBaH WMHCTUTYT uUuTONOrMU M
- reHetuku (MLUulr CO AH CCCP) (aupekTtop H. . QlybuHuH).

B 1958 ropgy C. H.[daBuaeHkoB opraHu3oBan B JleHuMHrpage
\:Ie UKo-reHeTn4eckyr naodoparoputro AMH, koTtopyro nocrie ero
C

mepTn B 1961 rony Bosrnasuna E. @. laBugeHkoBa.

 \B 1958 r. cozpgaH CoBeT no obLwen U MeaUMLUMHCKOWN reHeTUuKe noa
npeacepartenscTtesom akagemuka AMH WU. 1. Tumakosa.

 BypHoe Bo3poxaeHMe MeAULIMHCKOU reHeTUKM npoucxoauno B
MockBe. AnekcaHapa AnekceeBHa [lpokohbeBa-benbroBckas
BO3rnaBuna pABe rnabopatopuu: nabopaTopuio Kapuosrorum B
UHcTutyTe M™MonekynapHon Owuonormm AHCCCP (1962) wu
nabopartopuio uutoreHeTUKn B UHCcTUTYTE Mopchonorum yenoBeka
AMH CCCP (1964), opraHm3oBana Kypcbl Ansi ooby4yeHus Bpavewu
MeTo4aM LUNTOreHeTUKM.

e Hayanom BOCCTAHOBJIEHUA «KITUHUYECKOU YacTu» MeaAULUHCKOU
reHeTUKM MOXHO cuumTaTb Bbixoag B cBeT B 1964 roay KHuUru
Bnagumupa NMaBnoBunya dcponmcoHa «BBeaeHue B

| MEeOULUMHCKYIO FreHeTUKY».
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% anpene 1967 ropa ©ObiIn wu3gaH nNpuUKas MMHUCTPA
3npaBooxpaHeHuas CCCP o wmeguko-reHeTU4eCKOM MNOMOLLMU
HaceneHuro. lNepBble KOHCyNbTauun nossBunucb B MockBe U B
JleHuHrpape

epBble MeAUKO-reHeTUYEeCKMe KOHCYMNbTauuu BO3HMKaNM no
MHUUMaATUBE U Noa NaTpoHaXem akKageMU4YeCKUX yupexaeHun.
CneumanucrtoB no MeAULMHCKOU LUTOreHeTUKe ctasiu roToBUTb
B |Hayane 60-x rogoB Ha 6ase nabopatopun B MockBe nop
pykoBoacteBom A. A. [lpokopbeBon-benbroBckom wu B
IleHnHrpape nop pykosoacteom E. @. [laBuaeHKoBOMW.

1969 ropy nop pykoBoactBoMm [lpokodbeBon-benbroBckoun
Bbiwa KHUra « OCHOBbI LUTOreHeTUKN YerioBeKay.

B 1969 rogy cosgaH MHCTUTYT MeOWUMHCKOU TFeHEeTUKMU

(UMI'). OnpekTopom nHcTUTyTa HasHavyeH Hukonain MaBnoBuy
BoYykoB. ITOT MHCTUTYT CTan BeoyLWMM U KOOPAUHUPYHOLLUM
yupexneHmem cTpaHbl MO MeAMUMHCKOU reHeTuke. B Hero
nepewna JlabopaTtopusa LUUTOreHeTUKU YenoBeka (3aB. -
A. A. lNpokodpbeBa-benbrosckas, Obinn OpraHU30BaHbI
NlabopaTtopua obwewn uutoreHeTukn (3aB. -A.d. 3axapoBa) u
JNlaGopaTtopna myTareHe3a M nNONyNAUMOHHOU LIUTOreHETUKU
(3aB. — H.l1.bo4ykoB). Kpome TOro, B coctaB MUHCTUTYTa BRNUJICA
KonnekTuB MOCKOBCKOU MeOUKO-reHeTUYeCKON KOHCYIbTauuu.



\

B WMI Havanucb pas3paboTka CKPUHUHr-nporpaMmm Ans
paHHen [OWarHoCTUKNM n npodunakTUKU HacneacTBEeHHbIX
3aboneBaHun, wuUCCNeaOBaHMA NO TreHEeTUKe pas3BUTUSA
(Bnagumup WUnbuy UBaHOB) M nonynsuMOHHON reHeTUKe
HacneacTBeHHbIX oone3sHeu (EBreHunn
KoHcTaHTMHOBUY MnMHTEP).

B ,'1982 rogy otkpbIiT Tomckun otaen UMI. PykoBogutenem
otaena npurnaweH B.Tl. lNy3bipeB. Yepe3 nATb netr OH
Bo3rnasun HUA MeguumnHckomn reHeTUKN B coctaBe TOMCKoOro
Hay4HoOro LLeHTpa Cunbupckoro oTaeneHus AMH,

. OPraHnN3oBaHHOIO Ha 0a3se oTtpena.

MeaouuuHckas reHeTuka B JleHMHrpage nonyuyuna HOBbIN
uMmnynoc K pas3sutmio B 1987 rogy, korga B WHCTUTYT
akywepctea u ruHekonorum AMH wvm. [. O. OtTa npuwen
B. C. bapaHoB, co3gaBWwMU M BO3rnaBuBLUMN nabopaTtopuio
npeHaTaribHOMU ANarHOCTUKMU HacneacTBEeHHbIX n
BPOXAEHHbIX OOrie3Heun.

B 1988 roay H.MN.bou4koB opraHu3oBan kadpeapy
MeguUuMHCKOU reHeTukn B 1-m MockoBcKOM mMeAULUHCKOM
uHctutyte. B 1989 rogy E. U. LlIBapy co3pgan aHanorn4Hyro
Kachenpy B JleHMHrpaackom neamMaTpuveCcKkomMm UHCTUTYTE.



Ha pyoexe XX u XX|I BeKOB MeaAuMUMHCKasA reHeTuka 3aHsna
nuaupyrowee MectTo B  MeAUKO-OMONorn4eckom Hayke,
akKKymynumpoBaB nepeaoBble MeToAbl U KOHUenuuMu pasHbIX
MeANLMHCKUX U BMonornyeckux AMCLUUnmmuH.

Tpu ob6cToAATeNnbLCTBAa CNOCcoOGCTBOBAari  MHTEHCUBHOMY
pa3BUTUIO MeOULMHCKOU FeHEeTUKU BO BTOpoU nornoBuHe XX
BeKa:

BO-NMepBbIX, brarogapsa CHUXKEHUKO YPOBHA MH(DEKLMNOHHBLIX U
arlMMeHTapHbIX 3aboneBaHUN NOCie BTOPOUN MUPOBOU BONHbLI
Oonbwe BHUMaHMA U (PUHAHCOB YyAenAaAnoCcb OoOne3HAM
3HAOreHHOU NpupoLlbl, B TOM YMCrie HacneaACTBEHHbIM.

BO-BTOpPbIX, NMporpecc nadbopatopHON U MHCTPYMEHTaNbHOM
MeAUUUHbI, LWUPOKMN o0OMeH wuHdopmaumen obecneunnu
Oornee TOYHYI HO30M0rM3aunro CUHAPOMOB 1N Oorne3Heun.

B-TPeTbUX, TMporpecc obwWwen reHeTuKM wun OGuonorunn
NMPUHLUUNUANbHO U3MEHUN MEeTOAOJSIOrMI0 NreHeTUKN 4YerioBekKa
(reHeTUMKa coOMaTUYECKUX KIETOK).

maBHbLIM UTOrOM MeOULUHCKOU reHEeTUKU K KOHLY XX-Havany
XXl Beka ctano co3pgaHuMe reHeTU4YeCKux TexXHororum Aans
MeAULUHbI, KOTOPble NO3BONAIOT YCKOPEHHO pewaTb TPpyAHble
BOMpPOCHLI B MeaAnLMHe N 3apaBOOXpPaHeHUM.
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reISIeTI/IKa yenoBeka B Poccuun

H.K.Konbuos

MnoTesa 0 MONEeKynApHOM CTPOEHUM U
MaTtpuyHon penpogykumm xpomocom (1928)
Opranusatop u npeacenatens Pyckkoro
eBreHn4eckoro obwectea (1921-1929)
EBdeHnKa — «y4eHne o xopoLuem
nposiBNeHnn

HacnencTtBeHHbIX 3a4aTKOB»

‘\\f A.C.CepebpoBckumn

d - TepmuH «reHodoHa» (1927)
[eHeTMKa nonynauum, CTpyKTypa reHa

C.lNeBurt
| C.H.JaBnageHkoB OcHoBaTtenb NpeBoro
Npea cosnaHua katanora reHos (1925) MeAnKo-
reHeTU4eckoro

ﬂepsiﬂ B MUpPE MeauKo-reHeTn4yeckas
KOHcynbTaumsa (1920)
Flp‘em"lnﬂ HaBuaeHkosa PAMH

nHctutyTa (1935)

T — CoBpeMeHHble LLeHTPbl FreHEeTUKU YerioBeKa

Axapemnk PAMH —  MeaukKo-reHeTU4eCKUM Hay4HbIU LeHTp PAMH,

b unepeLll Mockea (paHee MMI)

Wnctutyta meguumkckoiin MIHCTUTYT MeanuuMHcKkon reHeTtukn CO PAMH, Tomck

rengri(MIEIT) MHCTUTYT aKyLlepcTBa, TMHEKONOrMn u
nepuHatonoruun PAMH, CI1Bb

UHcTuTyT oOLien reHeTukn, MockBa

/" UHCTUTYT untonormm m reHetukn, Hosocnbupck

/ \\ UHCTUTYT OMoxnmmum u reHeTukm, Ya




MeoduuuHckass 2eHemukKa paccmartpvsaeT
cregytouime Borpochi:

Kakne HacneacTBeHHble MeXaHW3Mbl NoaaepXusaroT
romeocTtas opraHu3ma v onpenenstoT 340pOoOBbe
NHOMBUAA;

KakoBO 3Ha4YeHWe HacreCTBEHHbIX (pakTopoB
(MyTaumu unu codveTaHme onpenerieHHbIX annenen) B
aTnonorum bornesHen;

KaKOBO COOTHOLLEHWE HacNeaCTBEHHbIX U CpedoBbIX
dakTOopOB B natoreHe3e 6one3Hen;

KakoBa posib HacneacTBEeHHbIX (PakTOpPOB B
onpeaeneHnn KNMHMYECKON KapTHbI bonesHen (1
HacneacTBEHHbIX, U HEHACNEeOCTBEHHbIX);

BNUAET N (N ecnu BNUKET, TO Kak) HacneacTBeHHas
KOHCTUTYLMSI HA NPOLECC BbI3OOPOBEHUA YENOBEKA U
ncxon 6onesHu:;

KaK HacClreacTtBeHHOCTb onpeaendeTt CI'IeLI,I/ICbl/IKy
qoapmaKonoqueCKoro N Opyrmx sngoB JiIe4HeHUA.



3HavYeHuUe 2ceHeMUKuU OJis1 MeOUUUHbI

~30000 Ho3onornyeckux doopm
> 11000 HacneacTBeHHbIX O0ne3Hen, nopaxarLwmnx BCce OpraHbl,
cuctembl U PYHKUMM OpraHusma

PacnpocTtpaHeHHocTb HI1y geten: 5-5,5% HOBOpPOXAEHHbIX
eHHble 6one3Hn - 1%
XpomMocoMHble 6one3Hu - 0,5%
Bone3Hu ¢ HacneaACTBEHHOMU NpeapPacnosioXXeHHOCTbIo - 3-3,5%
HecoBMecTumocTtb matepu n nnoaa - 0,4%
FeHeTn4YecKne comaTmyeckue HapyLeHus - ?

NMpuynHbl geTckon cmepTHOCTU: A0 50% B Nnepu- M HeoHaTanbHOW
cmepTtHocTU - BIN1P, HBb u gpyrmne «reHeTn4eckue» nNpuYnHbI

FeHHble 6one3Hu - 8-10%

XpoMocoMHble - 2-3%

MynbTudakropmanbHble (reHeTUY. npeapacnorioXXeHHOCTDb) -
35-40%)

HereHeTn4yeckue npuumntbl - 50%

CwmeHa «npocunsa» HIN1 ¢ Bo3pacTom npu NOCTOAHCTBE «rpy3a»



« B HacToduwlee BpemMsa TBepO4O YCTaAHOBMEHO, 4YTO B
XMBOM MUpPE 3aKOHbl TFEHETUKU HOCAT BCeoOLnK
XapaKkTep, AENCTBUTENbHbLI OHU U AN YenoBeka.

fe OgHaKo, MOCKONbKY YesioeeK — 3mMO He MmOJIbKO

6uosiocuyeckoe, HO U couuasibHOe cyu,ecmeo,
2eHemuKa 4eriogeka omiu4yaemcs om 2eHemuKu
boribwuHCcMBa op2aHuU3Mo8 pss0omM ocobeHHocmeu:
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e ANA N3yYyeHUs HacnegoBaHUs YenoBeka
HeNnpMMeHUM rmopunaonornyecKMm aHanums
(MeTOoAa CKpeluBaHUN);

‘* ANA reHeTU4YeCcKoro aHasnu3a Ncrnosib3yTCS
cneundmnyecKkmne MetToabl:

!
\ reHeasriormnyeckmu (Metopn aHanusa
[ pOAOCIIOBHbIX),

ONIN3HEeLuOoBbLIN,
LMTOreHeTu4YecKue,
ounoxummyeckue,
nonynsunMoOHHbIEe,
MOJIEKYNAPHO-reHeTu4YeckKkue

L S



\-.qnﬂ yeroBeka XapaKTepHbl couuanbHble
NPU3HaKnM, KOTopble He BcCcTpeyawTca Y

APYyrnx OpraHu3mMoB, Hanpumep,
~ TeMnepaMeHT, CNOXHble KOMMYHMU-
. KalLMOHHble CUCTEMbIl, OCHOBaHHble Ha

peum, a TaKxe MaTemMaTuyeckue,

n3obpasuntenbHble, My3blKaribHbleé U UHbIE
CNMOCOOHOCTMU;

e Onaropapsa oOLWeECTBEHHOU noAaaepXKKe
BO3MOXHO BbIKUBaHUEe U cylecTBOBaHMue
nogen ¢ ABHbIMU OTKITOHEHUAMU OT HOPMbI

(B OMKOouM npupope Takue OpraHusmbl
OKa3bIBaKOTCH HEXXU3HECNOCOOHbLIMM).

o~ )



OcobeHHOCMU YesioeeKka KakK
obbeKkma ceHemu4YecKo20 aHaJsiu3a

CrnoXHbIN KapuoTUn — MHOro XpoMoCOM U rpynn
cuenneHus

lNo3aHee nonoBoe co3peBaHue (12-15 ner)
Peakasa cmeHa nokoneHuu (25 ner)

Hu3kas nnogoBUTOCTbL U Masroe KOM4yecTBO NOTOMKOB
(B ceMmbe 1-2-3 pebeHka)

HeBO3MOXHOCTbL NfTaHNPOBAHUA UCKYCCTBEHHbIX
OpakoB U 3KCNepUMeHTUpPoBaHUA
(rmbpugonornyecknm aHanus)

HeBO3MOXHOCTb CO340aHNA abCONMTHO OAUHAKOBbLIX
YCNOBWUMU XU3HU OJ1A BCEX NOTOMKOB

BonbLwon reHeTn4YecKkMn n peHOTUNNYECKNN
nonnmMmopdgunsm



\
Bexun reHeTnku

rop MeHgenb
1865

®paHcuc Kpuk un
[xenmc [bto YOTCOH
1953

PpaHcuc KonnmnHs u
Kpeur BeHTep
2001/2003



1 Camble Ganeb cobbmun o Suomoeuu XX eeva

e 1. Omkpbimue 0eoliHou cnupanu HK
q 199533) ®paHeunc Kpuk n xenmc Obto YOTCOH
3
e 2. Pacwugpoeka ceHoMa 4yesiogeka
(2001-2003) PpaHcuc KonnunHs un Kpenr
BeHntep 2001/2003

3. BbidesnieHuUe aMmb6puoHasibHbIX CME0J108bIX
Kriemok 4yesnoeeka (1998)




Genes contain
instructions

Proteins act alone

or in complexes To~
perfarm many cellular
functions

U.S. DEPARTMMEMNT UOF ENERGY

[eHom — coBokynHocTb Bcex [IHK B
rannougHomMm Habope XpOMOCOM B
Aape KneTKku UHAMBUAA, BKNoYas Kak
Koaupylolwme, Tak 1 HeKogupyrowjue
nocrnenoBaTenbHOCTM.



t Jmnna Bcex mMonekya JIHK B onHol KileTke okono 2 METPOR

! Bcerg B opranmsme uenoseka 5 X 1 012 kietox

11
| Jimaa Bcex monekyn JIHK Bo Becex kietkax cocrasisier 10— KM, 4To B ThICAYM pa3

MPEBBIIIACT paccTOsTHUE OT 3eMiik 10 ComHIa

! B oxnoii mostexyne JIHK comepxurces 3.0 Mumapia nap HyKICOTHIIOB!
|
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1990 1991 1992 1993 1994 1995 1996

| .

i g, nd el  _ . iferze) ===
Implicaions (ELSI) programs \ : Yeast (S. cerevisiae)
founded ot NIH and DOE ' genome sequenced \

Rapid data release

o8 gui:er;;l';smulr;lgged Sanger Centre founded USS. Equal Employment
g % TLaY Y (later renamed Wellcome Opportunity Commission
| Oy Trust Sanger Institute) issues policy
&@ % ‘ oy on genefic discrimination
s I ) The Wellcome Trust in the workplace HGP's mouse genetic

- mapping goal achieved

.

First gene for
breast cancer

(BRCAT) mapped

Bermuda principles for
rapid and open data release established




1997 1998 1999 2000 2001 2002 2003

| Finished
j ‘ I version of

§ 7 hature | nature | human

#

Draftversion of e
Sequence of first hur s HGP ends with
RIKEN Genomic Sciences etl;:;:mmumn raf genome sequence completed il ok uhied

Center (Japan) established (chromosome 22)

Roundworm (C. elegans)
( genome sequenced

Musiard cress (A. thaliana)

genome sequenced 10,000 fulllengh

human cDNAs sequenced

N Draft version of rice genome
= ammalian

Genoscope (French i sequence completed and published 10 be
National Genome ollection confinue..

Sequencing Center) founded NP inifaive begins

GTGCT
GTCCT
Chinese National Human Genome Centers Executive order bans genefic
(in Beijing and Shanghai) established discrimination in U.S. federal workplace



The Sequence of the Human Genome

J. Cralg Venter,1l* Mark D. Adams,1 Eugene W. Myers,l Peter W. Li,1
Richard J. Mural,l Granger G. Sutton,. ‘-ig‘id";;n..__.,m,_ oo O, Smith,1 Mark

Yandell,1l Cheryl A. F:=- d Robert A.MS" 2" B e, 1
Peter Laid . Ballew @&
Chinnappl

The mouse
genome

rag reduction “EXperimental model
lexinginfhuids

2 "
R Dt

s Wsskern, 1 Douglas B. Ruscw
®¥iong Shue,l1 Jingtao Sun, 1 Zhen Yuan
ng,l Jian Wang,1l Ming-Huli Wei,1l Ron W Bddiilis

3TO HHAYCTPHaNbHbIH NpoekT - 6onee 500 coaBTOpPOB B [IBYX CTaTbAX
\ Zvenigorod 30 Nov 2005




\\ CekBeHMpoBaHue - 3aBoackoun npouecc Ha ABI Prizm 3700
\ Linkn HenpepbIBHbLIU: Npu 15 MUH Tpyaa onepartopa B CYTKU
Celera - cekBeHupyeT 6onee 1,5 mnpa n.H. B mecsy

CukBeHc reHoma 4yenoBeka 3aHsan 9 mecsiueB 10 gHen n 200 MNH

| ponnapos....IlNocne 10 net pa3paboTkn MeTo40B U MHCTPYMEHTOB
\ Lander e.a., Nature (2001), v.409, p.860



PesyiabTarsl cekBenupoBanusa JJHK c
(hiyopecCieHTHOM METKOM

[ Model 377 cd22a07 51 Signal C233 A6 G221 T406 Pags1oi2

Version3.1.3 ET{-40m13Jongr=adsr Mon, Iay 3, 1999 12:18 PIA

on A~ ABI0O cd22a07 51 04-219@0527 Tue, Apr 20, 1929 4:19 PM

PRISM Version3.2 Lane 1 Poins 1158 10 11200 Peak 1 Locafon: 1158 Spacing: 10.70{10.70)

A0GGOCGTGNGGE GCT ToC-TGACTGCH-GE TOG *CTCT G 66 MU0C G- +G 006G T TG TOMG-GTGI GIT TIGCTGE TG ++0GCT *C- GG ~C *GTGCTCCT TCTCGOCT
10 o= 30 40 50 60 70 a0 90 =22 110

“ﬂ,vAu.m R '”‘“” D nllﬂ LA

SCACTTOCT CTT GAC -+ TCCTC -+ +GTOOC *OCTCT *TCOOCCTGCOC * AT C-TTARCC T T+ TT G TC*GT C-+aiilT C-iCT GT TG A GG GOCTAC *GT GG GCTEC*GTTAX
120 120 === 150 160 170 180 - 200 210 220 cZ2

A e

STGT +2@ECC A TC A A TOCTC A0 CTGRC *OCCTRCT *G6G +THEE *\GG-GI TTTCOAS GT ~*TGI GOC- *IG G *TGG-TTC *G- *GRGTCT TTRG *GCT TTOGT -+~ OGGTG -2 GGETGCE
240 250 =2 270 280 200 - 210 ==z 330 340 350

TTIG*GOCTCT T+ T TG T~T ~*TT *GEGGETT *GEC*TTTEXT TT TG TTTT T “-*GTTGGGC*+T T=-*GGCT TG TG TG TICT TTCTT TCT *C:CTTG - TCT T *GOC =+ Qa0 =it
260 310 == 390 400 410 120 420 440 450 460 =

CROGTGTGT TCTTICT ~TT ~IC C-TTGECCTIGGAGGT T *G GG TG TG *GG+-+*T TICTGT GTG-TGGGCT GT *CTOCC G+ T *OC* CCTC -+ TCTCTT TGEC CT GICC *<TC CT=- =

180 490 === 510 520 520 540 550 —— 570 580 590

\ Zvenigorod 30 Nov 2005
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\
OcHoBHas YyacTb reHoma YernoBeka 3aHaTa HE reHamu (63 -
721%). Cam reH BHYTpu «nycton»: 95% - Hekoaupytowias
yacTtb). Obwan gnuHa Kkoaupyrowmnx oodnacreun - 1%

Pa3mep reHoma (BKnroyas opeLum) 2,91 mnpAa. n.H.

| |
\YacTtb reHoma, cocTosiLlas M3 NOBTOPOB 35%

\I IJ

\‘-Iumjlo aHHOTUPOBAHHbIX FEHOB (M TMNOTETUYECKUNX) 25 000
'\Klwcﬁo 3K30HOB 442 785

‘-Iao('rb reHoma, npuxoasiwasaca Ha mexreHHyr OHK, % ot 74.5 oo 63,6

YacTb reHoma, 3aHMmMmaemasi reHamu, % oT 25,5 no 37,8
YacTb reHoma, 3aHMMaemMasi ak3oHamu, % or1,1p001,4
'eH ¢ MakcnmMmanbHbIM YucnoMm UHTPoHOB (Titin) 234 3K30Ha
CpenoHumn pa3mep reHa 27 TbIC. N.H.

| MakcumanbHbIW pa3Mep reHa (MMOAUCTPOMVH). 2400 TbIC. N.H.



| PacnpepneneHue pyHKUUN
\ 25 000 6enok KogupyroLnX reHOB YerioBeKa

60% - (pyHKUHOHAILHAS i

aTeropus NPHUIIKCAHA

I
GO + oHTOJIOTHSI TEHOB)

- (PYHKIIUSI HEU3BECTHA

13% - 0esku, cCBA3BLIBAIONIHUECS C
JTHK

129% - mepenaya curLaJa
Venter e.a., Science, 16 Feb. 2007, v.291, p. 1304

10% - (hepMeHTHI

17% - pa3nble (¢ YacToTAMHU
>0.5%)

/



MPOEKT “CEKBEHUPOBAHMUE
1 000 TEHOMOB YEJIOBEKA”

e CTouMoCTb npoekta — 60 MmnH.
aonnapos

3 aTana:

1. CekBeHupoBaHue reHomMoB 6 nogeun us 2-x
ceMen C BbICOKMM pa3peLueHnem

o 2. CekBeHupoBaHue reHomoB 180 nrogen ¢ HU3KUM
pa3pelleHnem

e 3. CekBeHnpoBaHue kogupyrowmx permoHos 1 000
reHoB y 1 000 nrogeun n3 pasHbixXx nonynauuu mupa



CEKBEHUWPOBAHWUE N/EHOMA
HEJIOBEKA

K Hayany 2011 ropa
CeKBEeHUpPOBaHbl FreHOMbI
22 000 yenoBek u3

pa3Nn4HbIX nonynsauun

)
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NMEPCINEKTUBDI:

\
|
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\ / NMOJIHOE PECEKBEHUPOBAHUE
30 000 MHOMBUAOYAJIbHbIX
TEHOMOB N BbIACHEHWE
®YHKLIUA 80% reHOB K KOHLY
2012 ropa



HACJIEACTBEHHbIE
\ | BEOJIE3HU
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HACIJIELJCTBEHHBbIE
BbOJIE3HU

[MaTonormyeckne cCocTosiHUA, NPUYNHOM
KOTOPbIX ABNAETCA U3MeHeHMne
reHeTM4YecKoro marepumana.

TUMNDbI H3:
MoOHOreHHbIe
XpOMOCOMHbLIE
MuTtoxoHAapuanbHble
MynbTudakropumarnbHble



N3BecTHO 6onee 11 000 reHeTU4Yeckux
HO30J10rM4YeCcKux chopm

 CywecTtByeT reHeTU4YecKas 1
KNMUHNYecKasa knaccudpukauus
HacrnencTBeHHbIX Oone3HeMn.

 [eHeTHnYecKana Knaccudukauumsa oTpaxaet
3TUonoruio 3aboneBaHnAa — TMN MyTauum
U B3aMmmogeuncrteue co cpenou.

 KnuHnyeckasa knaccudpunkauma nnu
dbeHOTUNMYECKAA opraHu3oBaHa no
OpraHHoOMy, CACTEMHOMY NPUHLUUNY UNU
no Tuny oomMeHa BeLecTB.



\ Knaccugpukauyus
HacsieOcmeeHHbIXx 6osie3Helu

N [eHHble 60one3Hun — 0one3Hwu,
' Bbi3BaHHbIe TEHHbLIMW
MyTaUunamn

e XpOMOCOMHbLIE — OOSIe3HMU,
Bbi3BaHHbI€ XPOMOCOMHbLIMU W
reHOMHbIMU MyTaLUAMMN




CoepemMeHHasi Knaccugukauyus
HacsieOcmeeHHbIx 6osie3Helu

(Nora, 1994)

1. bone3Hu, Bbi3aBaHHblIe MyTaLneu
oTAeribHOro reHa (MeHgeneBcKue)

2. CuHOpOMbI, 00yCcnoBreHHble
XPOMOCOMHbLIMUM HapyLUEHUAMU

3. MynbTuUdhakropuanbHble
(MHOrodpakTopHble) 3aboneBaHuUs, KakK
pe3ynsraTt B3ammoaeucTBus
reHeTU4YEeCKNX U cpenoBbIX (PakTOpPoOB

4. bonesHun ¢ HeTPaANLNOHHbLIM TUIMOM
HacrnenoBaHUA

5. [eHeTU4YecKkue 60Me3HN COMaTUYECKUX
KNeTokK



Hacmoma oCHOBHbIX muroe
HacsieOcmeeHHbIx 6os1e3Helu Ha 1000

HOBOPOXOEHHbIX
e Al: 7,0-10,0
e AP:1,0-2,5

e X- cuenneHHble: 0,5
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FEHETUKA YEJIOBEKA

* TEHOMUKA YEJIOBEKA wu3syuaet
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i
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rTeHom

[eHeTUKa 4YenoBeKa — pa3gen reHeTUKMW,
U3yvyarwwmm 3aKOHOMEPHOCTM HacriegoBaHUA M
U3MEH4YMBOCTU NPU3HAKOB Y YenoBeKa

[eHeTnka 4enoBeka — I3TO O0cCOObIM pa3pen
reHeTUKM, KOTOPbIU n3yyaet oOCOOEHHOCTHU
HacneaoBaHUA NPU3HaKoB y YyerioBekKa,

HacrneaocTBeHHble 3aboneBaHMAa (MeguUMHCKas
reHeTUKa), reHeTUYeCcKyr CTPYKTYpy nonynsauuu
yeroBekKa.

[eHeTKa 4enoBeKka SBNAETCA TeOpPeTU4YecKou

OCHOBOM COBpPEMEeHHOW MeaULUUHbI 7
COBpPEMEHHOro 3apaBoOXpaHeHus.



\ o
FIpeu,meT N 3agadim meagununHCKOn reHeETUuKn mn reHoMmKun

\ [eHeTUKka
yernoseka
MeguuuHckas [eHOMMKa
reHeTuka
|
| /
|
KnuHnyeckasn ¢ > [eHOMHAas
reHeTuka MeauUmMHa

eHeTHKa YernosekKa: HacneACTBEHHOCTb U U3MEHYMBOCTb Y YEroBeKa Ha BCEX YPOBHSX €ro opraHusaLmm u
CyLLECTBOBaHUSA (MONEKYNAPHBIN, KNETOYHbIN, OpraHU3MeHHbIN, MONYNALUMOHHbIN)

Menu;’uuucxaﬂ reHeTuUKa. posib HacsiegCTtBeHHOCTUN B MNaToJy1ormn YeroBeka, 3akoOHOMEepPHOCTU nepeaaym n3
NOKOSIEHMS B NOKONEHNEe HacneacTBEHHbIX OoNne3Hen, MeToabl ANarHOCTUKK, NEYEHUs K I'IpO(*)VIJ'IaKTVIKVI
HacrneacTBEHHOW NaTtonornu, Brknoyasi 6onesHn ¢ HacneacTBEHHOM npenpacnosioXXeHHOCTbHO

KnuHunyeckas reHeTUKa: NpMMeHeH1e 3HaHU 1 pa3paboTok B 06nMacT Men. reHEeTUKN K KNMHUYECKUM
npobrnemam (OuarHocTuka, nevyeHne, NPOrHo3 1 NPodUNakTuKa)

FeHoMMKa: CTpyKTYypHas U PyHKLMOHAaNbHasa opraHMsaumst 1 UISMEHYMBOCTb reHoMa
(Tomac Pogepuk, 1989)

feHOMHas MeguLUMHA: NPUMEHEHWE 3HaHUI N pa3paboToK rEeHOMUKN U MOSEKYNSIPHOW reHETUKM Ons
AWarHOCTUKK, Tepanuu n NpodunakTnkn 6onesHen n NPorHo3a COCTOSAHUS 340POBbSA

«PYTUHHOE MCMNOb30BaHNE reHOTUMMYECKOro aHanmsa, oobl4HO B hopme [JHK-TecTnpoBaHus, ¢ Lenbto
| ynyyLieHna kadectsa meamumHckon nomowwmy (A.Beaudet, 1998). MHansuayannanpoBaHHaa MeauumHa
- («boutique medcine», B.Bloom, 1999).
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F'eHom — nonHbIn coctaB OHK kneTku
FeHoMuKa : 0OLmMe NPUHLNNBLI NOCTPOEHNSA U CTPYKTYPHO-GOYHKLMOHATbHOM OpraHM3auum reHoma.
CekBeHnpoBaHue, KapTupoBaHue, NOeHTUUKaUns reHoB 1 BHErEHHbIX 3f1IEMEHTOB

CprlnypHaﬂ reHoMMKa — NnocnenoBaTenbHOCTb HYKIIEOTUA0B B reHOME, CTPOEHNE FEHOB N HEMEHHbIX
AMEMEHTOB (nosTopstowenca HK, npomMoTopoB, 3HXaHCEPOB 1 T.4.), PU3n4ecKue, reHETUYECKIE,
TPAHCKPUMLUWNOHHbIE KapThbl

®DyYHKLMOHaNbHasA reHOMUKA: BbISIBNIEHNE (PYHKLIMIA r€HOB/Y4aCTKOB reHoMa, UX YHKLIMOHATbHbIX
B3aMMOAENCTBUN B KNETOYHON CUCTEME

lNMpoTeomuka: nsyvyeHne 6enkoBbIX aHCaMOIEN B KNeTke

Cpa“éHMTeanaﬂ reHOMMKa: opraHn3auusi reHOMOB pasHbiX BUAOB, 00LLME 3aKOHOMEPHOCTU CTPOEHUS U
YHKLIMOHNPOBAHNS FEHOMOB

3BOMNIOLMOHHAA reHOMMKA: 3BOSTIOLMS FEHOMOB, MPOUCXOXAEHNE HACNeACTBEHHOro pasHoobpasms
OTHOreHoMMKa: reHeTn4Yeckoe pasHoobpasue nonynsauunin YernoBeka, reHeTMKa NPOMCXOXAEHUS YernoBeka
Kak Buaa, pac, HapogoB

MeAauuuHcKas reHoMuKa (reHoOMHaa MeguLUMHA): NPUMEHEHNE 3HAHUN U TEXHOSTOMMIN rEHOMUKK K
BOMpocaM KnNuHM4Yeckoun n npodunaktmyeckon megmuunnel (QHK-guarHoctuka, reHotepanus)
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Vlciropm:l reHETUKN. OCHOBHbIE COObLITUA N OTKPLITUS (2)

1977 KrnoHnpoBaH rnepBbIN reH YenoBeKka - XOPUOHUYECKMA cCOMaTOMaMMOTPOMUH
1977 PaspaboTtaHbl MmeToabl cekBeHupoBaHus [IHK (Canrep; Makcam, [mnbepr)
1980 OnucaH nonumopdunsm OnnHbl PECTPUKLUMOHHBLIX dparmeHToB OHK,
BblABMHYTA KOHLENUNS «obpaTHOW reHeTukn» (boTcTenH)
| 1986 MaoBpetera MUP (Mionnmc)
| 1990}Haan npoekT «[eHOM Yyernoseka»
1995 CekBeHMpoBaH rnepBbIv NOMHbIM reHoM - H. Influenza
1996 CekBeHMpoOBaH NeEPBLIN AYKAapPUOTUHECKUIN TEHOM - OPOXKN
199/ [lepBasd ycneluHasa nornbiTka KNOHMPOBaHUA OopraHM3amMma 13 «B3poCrion»
netku - fonnu
2001 MonyyeH YepHOBOWN CUKBEHC reHOMa YernoBeka
2003 lNornHocTbH CEKBEHMPOBAH reHOM YerioBeka



