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McTopunyeckmne ocHOBbI U
pa3BUTUE Ye/T0OBEYECKOU
reHeTUKWU

[eHeTuKa YyenoBeka cpopmMmmpoBanach B XX Beke
6narogapsa OTKPbITUAM O XpPOMOCOMaxX U CTPYKType
HHK. I'NpoeKT «[ eHOM YyenoBeKka» OTKPblJ1 HOBbIE
FOPU30HTbI B U3y4YeHUN HAacNe4CTBEHHOCTU U
MHHOBALIMOHHbIX MeTo4ax.
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[TOHMMaHNe XPOMOCOMHOM CTPYKTYPbl YeSTOBEKA

AunnongHbin Habop U popmMupoBaHme
KapuoTtuna

Yenosek Bnageet 46 xpoMocomMamMy,
06BbeANHEHHbIMU B 23 napbl. OaHOOb6pasune
KapuoTuna CTaHOBUTCA HyHAAMEHTOM
bopMMpoOBaHNA HOBbIX OPraHM3MOB MNpu

ornJiogoTBOPEHUN.

[TonoBble XpOMOCOMDI U -orfnpepesnieHne
noJia

[lon YenoBeka onpeaenaeTcs Napomn NosoBbIX
XPOMOCOM: XX Y XeHLMH N XY Yy MY>XUYNH. ITH
XPOMOCOMbI UHULMUPYOT pa3BUTHUE MOJTOBbIX
NpM3HaKOB NpuN aMbpuUoreHese.

HapyLueHus yncna n CTpyKTypbl
XPOMOCOM

AHOManuu, Takue Kak Tpucomus 21 nnu geneuum,
NPUBOAAT K CEPbE3HbIM 3a60/1EBAHUSM U
(YHKLUMOHANbHbIM HapYLLEHUAM OpraHU3mMa, BAmss
Ha 3[J0POBbE U pa3BUTHE.




©

—+ OCHOBBbI CTPYKTYpbI U

i U PYyHKLNKN YesToBEYECKUX
eHETU4YEeCKNnN Matepumnaszl 1 MHOIrO4YMUCJIEHHOCTD
reHoB [eHOB

[eHbl — nocnegoBaTensHocTn HK, koaupyrowme 6enkm n
PHK, HacuuTbiBatoT 0K010 20—25 Tbica4 B sape KNneTku. OHu
yNpaBnsoT Hac/eACTBEHHbIMU NPU3HaAKaMn N BUOXUMUEN

opraHmsma.

Bknapg «[eHOMa yenoBeka» B HayKy U MeauLnHy

3aBepLueHv1e NMPOoeKTa No3BoOJINJ10 NOHATb CTPOEHUE TEHOB, UX
Bapunaunn n OTKpblJ10 BOSMOXXHOCTb pa3pa60TKM METOO0B
nevyeHnd HacneagCTBEeHHDbIX 6one3Hen n ANarHOCTUKMW.
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3aKoHbl MeHaens n 0CO6EHHOCTU UX NPOABIEHUSA Y
YyenoBeKa

3akoHbl MeHaena 06bACHAKT
HacneaoBaHWe JOMUHUPYIOLWMX U
pPeLecCUBHbIX MPU3HAKOB, UX
pacllienneHme n HesaBUCUMOCTb
pacnpefeneHuns, 4tTo cTano

OCHOBOM KJ1TaCCUYECKOWUN reHeTUuKMu.

Y yenoBeka HabnoaarOTCA
OTKJ/TOHEHUSI 3aKOHa CLenJIeHns
N3-3a MHOXECTBEHHOCTU NreHOB U
apdeKkTa B3auMoaencTBUS
annenien, yCnoXXHarLuero
CTaHAapTHble MoAenu
HacneaoBaHuUA.

[lpmep — HacnepgoBaHue
rpynnbl KPOBU, KOTOPOE
NoA4YMHSAETCA 3aKoOHaM
He3aBUCUMOTO pacnpeaeneHus,
B OT/INYKMeE OT LyBeTa BONOC,
0OYCTIOBNIEHHOIr0 HECKOJTbKUMMU
reHamu.
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[loMUHUpYIOLLE U peLieccrBHble annenn  Kapwue rnasa — npumep CepnoBUAHOKAETOYHAs aHEMUSA —

Annenu — BapuaHTbl OAHOTO reHa, FAe NIOMUHVPOBAH WS § peLieCCMBHOE Hac/ieoBaHNe :

FgMeMcl-clzvlilpByngngT'le NPOABNIAIOTCA B (I):EHOTVII'Ie, - KapMM LIBET rna3s o6ycn03neH ,EI,OMVIHVIperIJJ,eVI 3T0 3a60sIeBaHNE BbI3BaHO MyTaLMEN B reHe

5030314rOTHOCTEO:aB;?OﬁT%ﬂ TeonbaK;a”pM annesnblo, KOTopasa yacTo noaaBnsaeT remMorno6buHa u NposiBNsieTcs TONbKO Y UL, C

‘-IeJ'IOBeKa : yoble 1 : y peLI,eCCVIBHbIVI rOﬂy6OVI LBET, HO BCG Xe ,D,BYMH pPeLECCUBHbIMU annenamm, I'IpVIBOﬂ,Fl K
: 3aBVICl4T oT CJ'IO)KHbIX B3aMMOﬂ,eVICTBVIVI C M3MeHeHM|'O d)OprI SDMTpOLI,MTOB

GRYEUMN TEHAMN.
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MeTonbl
nccneaoBaHuda B
yesioBevyeckou
reHeTuKe

1/

[eHeanornyeckum MeTon,
aHanmnaunpyeTt ceMeuHble
POAOCNIOBHbIE ANA BbIABNEHUSA
HaclieACTBEeHHbIX 3aKOHOMEpPHOCTEN
NMPU3HAKOB U OONE3HEN.

2/

BnunsHeLoBble nccneaoBaHua
CpaBHUBAIOT UOEHTUYHbIX U
pa3HoANLEBbIX 6JIM3HELLOB A1
OLIEHKM pOJIN FTEHETUKUN U cpefpbl.

3/

LiuToreHeTnyeckne metoapl
NO3BOJMIAIOT N3y4YaTb CTPYKTYpPY
XPOMOCOM U BbISABNATb
XPOMOCOMHbIE aHOManumn c
MOMOLLbKO MUKPOCKOMUM.

4/

MonekynapHo-reHeTu4yeckue
TexHonoruum, sknrodasa lNuP v
CeKBeHUpoBaHUue, packpbliBaroT
AEeTanbHYIO MHPOPMaLUIO O FreHax U
MyTaLuax.
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[eHeTn4yeckoe
pasHoobpa3sne n ero
MyTauumn, pekoMbuHaunum n Murpaymm

[ pOﬂ BJIEHUA y4acTBYIOT B CO3aHNN BapuabesibHOCTU reHOB,
obecrneymBas afanTaLlunto N YHUKaNbHOCTb

‘ Ka>X40ro 4eJjioBeka.

Pasnnuuna npoasndatoTcsa B cucteme ABO, pesyc-
(hakKTope, UMMYHHbIX KoMrinekcax HLA
BOCNPUMMYNBOCTU K 3aboneBaHUsIM, BKJIHOYas
HacneacTBeHHble 0COBEeHHOCTU ObMeHa
BeLLecTB.
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Knaccupunkaumsi BpOXAEHHbIX
M HacneaCTBEHHbIX

B Tabnuue npeacraBfieHbl OCHOBHbIE TUMbI
3aboneBaHU C NpUMepamMm N X CTaTUCTUYECKOM
4acTOTOM B Nonynauuu.

3a60/1eBaHNN
Tun 3a6oneBaHus | NMpumepobl YHacTtoTta
MykoBucCL 1403,
MOHOreHHbIe 1:2000-1:5000
doeHUNKeToHypusA
HayHa — 1:700;
CuHapom [ayHa,
XPOMOCOMHbIE TepHepa —
TepHepa
1:2500
[Anaber, o 6—8%
MynbTUPakTopHbIe
LUN30ppeHns HacesieHns

BO3, Meal'eH, MuHsgpas PP

MOHOreHHble U XPOMOCOMHbI€E 60n€e3HU
OTHOCUTEJIbHO peaKHn, B TO BpEMA KaK
MyJ'IbTVICbaKTOprIe OXBaTblBAKOT 3HAYUTEJIbHYIO
YaCTb HacCeJlIeHUA.
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OCHOBHble MeToAbl FTeHETUYECKOU
ONArHOCTUKN N NpeHaTanbHOro
obciefoBaHUSA

X MonekynsapHble MeToAbl

MLIP n cekBeHUpoBaHUe BbIABASAIOT cneunpunyeckue
MyTaLUn U U3SMeHEHUA B reHax C BbICOKOU TOYHOCTbHO.

4> XopuoHuyeckuit 6uonTar

PaHHAA NpeHaTanbHaa AnarHOCTUKA, MPU KOTOpon 6epyT
obpaseLl, KNeToK niaaueHTbl A5 aHanmM3a reHeTU4ecKoro
Martepwuana.
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AMHMOLIEHTES

HBa3nBHbIN MEeTOJ, No3BonstoWwmnn ncenegosatb AHK
nJjiofa n3 oKosionaoAHbIX BoA ANt AMarHOCTUKMU
XPOMOCOMHbIX U FreHEeTUYECKMX 3ab601eBaHNN.

HenHBa3nBHOeE npeHaTa/ibHOE TeCTUPOBaHME
(HUMNT)

AHanns ceobogHoun petanbHon JHK B KpoBU MaTtepy,
obecneymBaroLnn 6e3onacHoe onpeaeneHme puckoB
reHEeTUYECKUX NMaTosornin.
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MyTaunmn: TUnNbl 1 6UONOrMYECKOE 3HaYEHME 1

[eHHble MyTaL MK BKIOYAlOT TOYEYHble 3aMeHbl HYKNeoTUA0B, Aeneuun, AynaMkaumm 1 UIHBEPCUN.
OHU n3ameHsaT cTpykTypy AHK, 4TO MHOrAa BNMseT Ha QYHKLMIO 6€1KOB U NMPUBOANUT K
hEHOTUNUYECKUM U3MEHEHUAM.

[MpuynHamu MyTaunm cnyxxat owmobku npu pennukaumm HK 1 BosaencTene pakTopos
OKpY>XatoLlen cpeabl, TaKUX KakK MOHU3UPYoLLLee N3nyvyeHne n XuMmnyeckme MyTtareHnbl,
Bbl3bIBatoOLLINE HEOOBPATUMblE UBMEHEHUSA B FTEHOME.

HekoTopblie MyTaLuu Bbi3blBalOT HAaC/IeACTBEHHbIE 60/1€3HN: CEPNOBUAHOKIETOYHAsA aHEMUS
n3mMeHsaeT GopMy 3pUTPOLIMTOB, MyKOBUCLIMA03 BIIUSET Ha CEKPELMNIO Xenes, reMopunus HapyluaeT
npoLecc CBEPTbIBAHUSA KPOBM.
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[eHHasa NHXXeHepua U eé€ poJib B MeAuLMHE U BUOTEXHONOMUN

[eHHada NHXXeHepusa coyeTaeT
MeTOo[bl KNNOHUpOBaHUA, co3faHue
TPaHCreHHbIX OpraHU3MoB U TOYHOE
pefakTMpoBaHWe reHoMa c
nomotubro CRISPR-Cas9 ansd
N3MeHeHna HacneacTBEHHOU
MHOOopMaLun.

B MeanLMHE reHHast MHXXeHepus
NCrosib3yeTca Ans NpoM3BoACTBa
6uonpenapaTtoB — UHCYJIUHA,
APUTPOMNMO3TNUHA N PaKTOPOB
CBEPTbIBAEMOCTH, YTO yNy4luaeT
neyeHne MHormnx saboneBaHum.

[eHHasA Tepanusa HanpaeJ/ieHa Ha
ncnpaBnieHme aedeKkToB reHOB Npu
MOHOTreHHbIX 3a60n1eBaHUsAX, a
TaK>Ke MOBbILIEHNE YCTONYMBOCTY
CeNbCKOXO3ANCTBEHHDBIX KYNBTYP U
YXMBOTHBIX K HE6NMAaronpusaTHbIM
YCITOBUSIM.

OaHako nNpuMeHeHue reHHou
NH)XXeHePUU Bbl3bIBaET aTUYeCcKMe
BOMPOCHbI, CBA3aHHble C CO3[aHUNEM
reHETUYECKN MOANMDULIMPOBAHHbIX
OPraHN3MoOB U BO3MOYXHOCTbO
BMelLLaTeNbCTBa B YeJIOBEYECKUH
reHoM.
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MOHOreHHble
3aboneBaHuA:
NPUYNHDI U
npumMepbl

_|_

MOHOreHHble 3aboneBaHusa
0OYCNOBJIEHbI MyTaLUSAMU B
O[lHOM reHe, KOTopble HapyLuatoT
ero GyHKLUMO U NpMBOAAT K
HacneaCcTBEeHHbIM MNaTOIOMNAM C
YETKOW CXeMOU nepepaydu.

[TpmMmepoM ABNAOTCA
hEHUNKETOHYPUA U
MYKOBWUCLMA03, NepeaatoLmecs
No ayTOCOMHO-PELLIECCUBHOMY
Tnny, TpebyrolemMy Hanmuma aByx
ne@eKTHbIX anneneun ans
NposiBfieHNs1 60NE3HMN.
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bone3Hb [eHTUHITOHA
HacnegyeTcAa No ayTOCOMHO-
AOMWHAHTHOMY TUNy, NO3TOMY
AOCTaTOYHO O4HOWU MYTaHTHOW
KOMWU reHa ans pasBuTtugd
CUMMTOMOB B 3peJjioM BO3pacTe.
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Xpo MOCOMH bl e 60ﬂe3HVI : . KnaCCMCb MKa L"Mﬂ . M ..................................................................................................

CMHﬂ,pOM 'El'ayHa' TprcoMmns 21-1 XPOMOCOMBI YXeHckan MoHocomust (45,X) Bbi3blBaeT HU3KOPOCNOCTD,

STOT 'CWH,TJ,IDOM ‘BO3HWNKaeT 'an' HAJTUMMM OTCYTCTBwe'MeHCpraU,WVI 'M'Cepp,e‘-rHO-Cocy,D,'MCTble .........
[OMONHNTENbHON 21-N XpOMOCOMbI. XapakTepHbl aHoMmasmu. HactoTa cocTae/sfer okono 1Ha2500
YMCTBEHHas OTCTanocCTb, cneyndpunyeckmne 4epTbl nmua AeBoyek. [lnarHocTMka oCHOBaHa Ha KapMoTUNMPOBaAHUM.
M NOBbILLEeHHbIn PUCK cepaeYHbiX 3aboneBaHUNM. - CM H,D.pO-M .KﬂaﬁHq)eﬂ.Te.pa; .|.'|OJ'|OBQ.[7| .................................................................................................

YacTtoTa BcTpeyvaemMocTu npumepHo 1 Ha 700

XPOMOCOMHbIN AedeKT N g T W
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MynbTUdaKTOpHble 3a60/1eBaHNA: B3aUMOCBA3b FEHOB U

cpepbl

=

MynbTUdaKTOpHblE 3a60/1eBaHUS
BO3HUKAIOT N3-3a CZIOXHOIO
B3aMMOJENCTBUS HECKOJTbKUX
reHoOB N BHELIHUX (PaKTOPOB,
TaKuUX KakK NuTaHue, cTtpecc un
06pas XXU3HMW.

[TpuMepbl BKAKOYAOT gnaber,
rMNEPTOHUIO U LLIN30(PPEHUIO, ONS
Pa3BUTUS KOTOPbIX
HacneacTBeHHas
npeapacnonoXeHHOCTb
YCUJIMBAETCA OKPYXXEHNEM U
NPUBbIYKaAMM NaUMUeHTa.

\/

AHanns ceMenmHON UCTOPUU K
(DaKTOpPOB pUCKa NoMoraeT
NPOrHO3MpoBaTb BEPOATHOCTb
3aboneBaHus 1 paspabaTbiBaTb
3P(PEKTUBHbIE MepPbI
NpouIaKkTUKN.
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MeTtonbl FrEHOMHOIO
aHasZin3a HOBOIo NOKoNeHns

1/

CekBeHMpoBaHue HoBoro nokoneHus (NGS)

NGS obecneuynmBaeT BbICOKOTOYHbIN aHannU3 nosIHoro reHomMa
UNKU OTAENbHbIX YY4aCTKOB, YTO NO3BOJISET BbIABMAATb MyTaLnmn
N NONMMOP(PU3MbI C 60NbLLON AeTannsauuen. Takon noaxoa
LLIMPOKO NMPUMeEHAETCAa ANA ANarHOCTUKU HacneACTBEHHbIX
3a00/1€BAHUN.
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2/  OHK-mukpouunbl n papmMakoreHeTuka

HOHK-MUKpounnbl LICNONb3YOTCA A9 MAacCOBOIo CKPMHUHra
reHeTUYEeCKNX BapuaHToB, a papMaKoreHeTukKa nomoraeT
nopobpaTb Hanbonee apPeKTUBHbIE N Be30NacHble IeKapCcTBa
C YYETOM MHANBUAYANBHOIO reHoTUNa rnauneHTa.
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[lepcoHann3npos
aHHaA MeauuunHa:
npakTnyeckoe
NPUMEHeHune

1/

AHanNn3 reHeTu4YecKom nHpopmaLnm
nauueHTa Nno3BosISEeT aganTnpoBaTb
Tepanuio, NoBbILLAs ee
pPe3ynbTaTUBHOCTb U CHUXKaS
No60YHbIe 3PP EKTbI 3a CYET
MHOMBUAYaNbHOIO Nnoaodopa
flekapcTB U JO3UPOBOK.

2/

TecTupoBaHuMe Ha MyTaL K
BRCA1/BRCA2 Ba)xHO ANS
CBOEBPEMEHHOU NPOPUITAKTUKU U
Bbl6Opa ONTUMasibHON TaKTUKMU
fieyeHns paka MOJIOYHOU XeJe3bl y

XXEeHLHH C NpeapacrnosiooxXeEHHOCTbIHO.
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3/

dapmMakoreHeTMKa n3y4daeT BAUSHUE
reHoB Ha MeTabosIn3M NpenapaTos,
4YTO NOMOraeT usbexaTb
HeXkenaTteNbHbIX peakLuun u
NoBbILLAET 6€30MacHOCTb Teparuu.

4/

[lepcoHann3npoBaHHOeE JieyeHue
CTaHOBUTCA KJ1KOYEBbLIM
HamnpaB/lIeHWUEM B OHKOJIOMny,
KapAuonorum n apyrux obnacrax
MeAWULMHbI, CNOCOBCTBYS
YIY4LLUEHUIO Ka4yeCTBa XXU3HU
nauneHToB.
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[eHeTnKa n 0CO6eHHOCTU MHANBUAYASIbHOCTU YeN0OBeEKa 1

[eHeTnYecKune (I)aKTOpr OKa3blBakOT BJINMAHUE Ha UHTEJINIEKT, NCUXNYHECKYIO yCTOVIHMBOCTb U
YYyBCTBUTEJIbHOCTb K BKYCaM, CI)OpMMpyFl YHUKaJIbHbI€ YepTbl Ka>XA0ro 4esioBeka.

BnvusiHue okpyXkatollen cpefbl, BKto4as obpasoBaHue, NMTaHNe n CTPecc, B3aMMOENCTBYET C
Hac/eACTBEHHOCTbIO, YCUNTNBAsA UK CMArYas NposiBNIEHUs TeHOB.

NccnepoBaHus B 06/1aCTU TrEHOMUKK NOBEAEHUSA MOKa3bIBAKOT, YTO JIMYHOCTHbIE Ka4YecTBa
hOPMUPYHOTCS CITOXHbIM B3aUMOAENCTBMEM OOJIbLLIOIO YNCa FTEHOB U BHELLHUX YCITIOBUMA.
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OCHOBHbIE
ATUYEeCcKue
BOMPOCHI
[eHEeTUKWU
yenoBeka

[eHeTn4eckas
ONCKpUMUHaL KA

Puck ncnonb3oBaHUsA reHETUYECKOU
MHPopMaLmn paboTogaTensaMmn Nnu
CTpPaxoBbIMU KOMMNaHUAMU ONA OTKasa
B NPMEMe Ha paboTy U NoyYeHnu
CTPaxoBKM TpPebyeT 3aKkoHoAaTeTbHOM
3alUThbI.

KoHpunaeHunanbHOCTb
NaHHbIX

Ob6ecneyeHne NpUBaTHOCTU U
6e30MnacHOCTU FreHETUYECKUX AaHHbIX
NaLneHTOB — OCHOBA JOBEPUS U
3TUYHOIrO NPUMEHEHUS TEHETUYECKNX
nccnenoBaHuin B MeAULINHE.

alo
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rpaHVILI,bI BMeELWaTe/IbCTBa B
reHomM

9Tu4yeckasa oUCKyccua o
A0ONYCTUMOCTU pefaKTUpoBaHuA
reHoMa 4YyenioBeka, B TOM 4ucne
cosfaHune «ams3anHepCKux aeTen,
TpebyeT YETKOIro perynmpoBaHus Ha
MeXXAyHapoAHOM N HauMoHaNIbHOM
YPOBHSX.




[eHeTnKa YyenoBeka: 6anaHc Mexnay
HayKoOn N 3TUKOW

[eHeTuKa OTKpblBaeT HOBble TOPU30HTbI B
NOHWMaHWU HacNeaACTBEHHOCTU U Tepanuu, HO
TpebyeT OTBETCTBEHHOro NoAxoAa C YY4ETOM
3TUYECKUX HOPM. ITO PyHAAMEHT MeAULIUHDI
O6yayLLErO N HAYKU O XXU3HMW.




