[eHeTUKa U 300poOBbLE:
POJ1b Hac/1eaCTBEHHOM
MHpopMaLunu B
yesioBe4YyeCcKoOM opraHu3sMe

[eHeTMKa 0O6BACHAET, KaKk HacieacTBeEHHble PaKTOPbl BAAUAIOT HA Halle
30,0pPpO0Bbe N 60NIE3HN.



NcTopuda reHeTUKU: oT oTKpbITUU MeHpaens
K MONEeKynsapHou monorum




[eHbl U X PYHKLUN

[eH — yyacTok OHK, Hecywmn nHdopmaumto o
CUHTe3e 6enkoB, HeobXxoaAMMbIX ON1S
XXN3He[eAaTeIbHOCTU U Pa3BUTUSA OpPraHM3Ma.

HacnepcrBeHHaa nHpopmauma obecneymBaeT
bronormyeckoe cxoacTBO M YHMUKASIbHOCTb Ka*Ka0ro
MHOUBUAYYMA B MONyAaUUMN.

Y yenoBeka okono 20 000-25 000 reHoB, MHOTME 13
KOTOPbIX KOOUPYIOT 6enku, perynupyrouime obmMeH
BELLECTB U UMMYHUTET.




CtpoeHune [1HK n xpoMocoMHbIN Habop
yesioBeKa

Monekyna OHK

Ile30KcnpmnboHyKIeMHOBAA KMCNOTa NpeacTaBnsaeT cobon gBOMHYO cnvpanb, B
CTPYKTYPE KOTOPOW XPaHUTCA BCA HaceacTBeEHHaAA MHopMaLms.

XpOMOCOMbI U UX 3HaYEHUe

B Ka>kpoM aape yenoBeka Haxoantca 46 XpoMocoM, 06 beanHEHHbIX B 23 napbl. VX
HapYyLIEeHMS Bbl3bIBAlOT CEPbE3HbIE FEHETUYECKME 3aboneBaHNA.



Tunbl HacnegoBaHUA 3aboneBaHUMN:
CpaBHUTEeNbHada Tabnuua

CpaBHeHMe TPEX OCHOBHbIX MOAENEN HAacie40BaHUS

3ab60/1eBaHUN C NpUMeEpPaMmM N XapaKTEPUCTUKAMMN.

Kaxxabi TUN HacnegoBaHUA OTIMYaEeTCd Mo YacToTe

npodaB1eHNAd N KIIMHNYECKNUM XapPaKTEPUCTUNKAM.

Y4yebHUKM no MeONLIMHCKOWN reHeTunKe, I'IpOdJVI}'IbeIe CTaTb¥

Tun HacnepgoBaHUA

AyTOCOMHO-
[OMWUHAHTHbIN

AyTOCOMHO-
peLeCCUBHbIN

CuenneHHbINn ¢
Mos1IoM

Mpumep
3aboneBaHus

BonesHb
[eHTUHITOHA

MykoBu1cLMA03

emodomnnns

OCOOGEeHHOCTU NpoAB/eHUA

MposBNAETCA B KaXA0M MOKONEHUN;
CMMNTOMbI NO3AHNE

TpebyeTca Hanuume ABYX KOMNui
MyTaLWK; CKPbIT B MOKOSIEHUSIX

[Mepepaétca no X-xpomocowme; vaile
Yy MY>XYWH



[eHeTUYecKue MyTaLMU: NPUYMHDbI U NOCeaAcTBUA And
30,0POBbS

IHeneunn n BCTaBku —
CTPYKTYPHbIEe MyTaLunu C
cepbe3HbiMU 3chheKkTamMun

YpaneHue nnm BCcTaBKa
dbparmenToB IHK MeHsaeT
CTPYKTYPY MrEHOB, YTO BbI3blBaET
TA>KeNble 3abosieBaHnA, HaNpPUMep,
bEeHUNNKETOHYPUIO, MPU KOTOPOM
HapyLwaeTcd obMeH aMUHOKUCIIOT.




7 O O O U3BECTHbIX Hac/leACTBEHHbIX 3a6o1eBaHNM
I noaTBep>XaatloT Macwtab npobnemsbl n
Heo6xoaMMOCTb NPOodNNaAKTUKMN.

BceMupHasa opraHmsauma 34paBooxXpaHeHns

3apunkcmpoBaHo 6onee /000 pa3HbIx HacIeaCTBEHHbIX Oone3Hew.

CeMeWHbI¥ aHaMHEe3 MOBbILLAET PUCK UX MPOABIEHUSA Y MOTOMKOB.




Bknaa reHeTUKN U OKpy>KatloLleun cpeabl B
pa3BuTne 3aboneBaHnM

z OKpy>KatoL,ada cpega 4Yacto OKa3blBa€eT Oxpyxaiolan cpefa
bonbluee BNMdHme, 4eM HacieaCTBEHHOCTD,
0cobeHHO B cepae4vYHO-CoCyancCTbIX
NaToNIoOrnax.

CoBMecTHOE BNMaHMNE reHeTUKN U DaKToOpPOoB
cpenbl onpenenaetr UHOMBUAYaAIbHbIA PUCK
pa3BuUTnA bonesHen.

BO3, 2023




[eHeTUUYeCcKOoe TeCTUPOBAaHME: BOSMOXXHOCTM,
rpaHULbl U PUCKU

CoBpeMeHHble TeCTbl
NO3BOJIAIOT BbIABNATb

reHbl, CBA3aHHbIE C
HacNeaCTBEHHbIMU U
OHKOJ/I0MMYeCKNMU
3aboneBaHnaMu, ongd
PaHHEN OMAarHOCTUKMN.

02

TecTnpoBaHMe NnoMoraeT
NPOrHO3MpPOBaTb
NpenpacnosioXXEHHOCTb K
6one3HAM, HO He
rapaHTUPYET UX Ppa3BUTHE.

Pe3ynbTaTtbl MOryT MMETDH
JTOXXHOMONTOMUTENMTbHbIN

nty
NOXXHOOTPULUATENBbHbIN
XapaKTep, YTo TpebyeT
SKCMEePTHOM
MHTEepNpeTaunn.

04

Megunko-reHeTnyeckme
KOHCYNbTaLunmn
HeobxogMMbl O
NpPaBUIbHOW OLUEHKM
OAHHbIX 1 Bblbopa
NPOMPUIAKTUNYECKNX
MepPOoNpPUATUN.



PepakTtnpoBaHue
reHoMa:
BO3MOXHOCTU U

z COBpeMeHHbIe TEXHONTONNN PefaKTUpoBaHUA

MeTtopn CRISPR-Cas9 no3BondeTt ycTpaHATb MyTauuMm Ha
ypoBHe [1HK, oTKpblBas HOBble MepCrneKTUBbI Tepanmm
HacneacTBeHHbIX 3aboneBaHUN,

DTNYECKUe Bbl30Bbl B reHOMUKE

Bonpockl BMelwaTenbCcTBa B FrEHOM BbI3bIBAalOT CNOPbI M3-33
PVCKa CO30aHNA «OAMN3aNHEPCKMX» OETEN N HEOOXOOMMOCTU
YXECTKOro perynnpoBaHuUs.
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01

Megunko-reHeTnyeckme cny><Kbbl
NPOBOAAT aHAIN3 CEMENHOIO
aHaMHE3a 1 BbIABAAIOT PUCKMU
HacneaCcTBEHHbIX 3abonieBaHMN,
YTO 0COBEHHO Ba*KHO A1 nap C
reHeTUYECKUMU MYTaUUAMU UK
OTAroLWEHHOW CEMENHON
NCTOPMUEN.

02

Ha ocHoBaHWK MoAy4YeHHbIX
OAHHbIX OLLleHMBaeTCcA
BEPOATHOCTb POXKOEHUSA
pebeHKa C HaceaCcTBEHHOM
NaToOJSIOrMEN, YTO NMNO3BOJIAET
NnNaHUpoBaTb 6epeMEHHOCTb U
NPUHMUMaTb MHPOPMUPOBAHHbLIE
peLleHns.

MeaunKo-reHeTu4YecKoe KOHCY/1bTUpPOBaHUE KaK
MHCTPYMEHT NPOoPUNaKTUKU

03

MnonBmayanbHbie NPOrpaMMmbl
NPOPUNAKTUKN N PAHHEN
OUVNArHOCTUKM pa3pabaTbiBatoTCA
B COTPYAHUYECTBE C
naumMeHTaMu, NOBbILLAS

3PP EKTUBHOCTb
npenoTBpPaLLEHNSA PA3BUTUS
3aboneBaHUMW.
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BnnaHume reHeTKM Ha ncuxmudeckKoe
300pPOBbE

XX BeK — BbidB/IeHUe
HacnencTtBeHHbIX (pakTopoB

MccnepoBaHua ceMen n 6N1M3HeLOB
BbIIBU/TV NOBbILLIEHHY CK/TOHHOCTb
K MCUXMYECKUM PaCCTPOMCTBaM Y
POACTBEHHMKOB MALMEHTOB, YTO
YKa3blBaeT Ha FreHeTUYeCKYto
cocTaBnsawoLLyto 3aboneBaHuUs.

1970-e — nporpecc B
NCcUXoreHeTuKe

Pa3BuTmne MoneKkynapHbiX METOO0B
MO3BOJIN/I0 HAXOOUTb CBA3b MeXKay
reHaMuM M PUCKOM TaKMX
3aboneBaHMi, KakK LUM3odpeHns n
brnonsapHoOe PacCcTPOMNCTBO.

2000-e — reHoMHble
nccnenoBaHus

KpynHoMacLliTabHble
accouMauMOHHbIE MCCNenoBaHNS
noaTBEPAUNIN MOIMITEHHOCTb
MCUXNYECKUX PACCTPOMNCTB U
B3aMMOEeNCTBNE FEHETUKU C
dhakTopamu cpegbl.

HacTtodauwee BpemMa —
KOMMJIEKCHbIU noaxon

YuutbiBaeTca BAUAHUE
HacNeaACTBEHHOCTU U OKPY>KatoLL el
cpenbl, CTPEeCccoBbIX PaKTOPOB U
obpasa XKM3HU A9 NPOPUNAKTUKM
N Tepanmm NCUXmYecKnx
3aboneBaHUN.
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PapMaKoreHeTuKa: MHOMBUAYyaJ/ibHad peaKLuus Ha
NNeKapcCcTBa

01 02

[eHeTUMYecKne Bapuaumm BANAIOT
Ha MeTabo/IM3M NeKapcCTB, YTO
oTparkaeTcsa Ha 3P PEeKTUBHOCTU
n 6e30NacHOCTU TePaANUN.

Hanpumep, N3MeHEHNA B FreHe
CYP2C19 BnuatoT Ha peaKkuuto
Ha KNonuaorpen u
AaHTUOENPECCAHTHL.

[lepcoHanmn3npoBaHHbIN Nogbop
npenapaTtoB Ha OCHOBE
reHeTn4YecKoro npoduns
CHM>XAET PUCK NOOOYHbIX

3 (PEKTOB U ynydllaeT
TepaneBTUYECKMIN pe3y/bTar,
nenasa nedeHue bonee
aganTUPOBAHHbBIM K
KOHKPETHOMY MaLUeEHTY.




[eHeTUYecKmne ocobeHHOCTU B crnopTe:
B/INAHUE HA O,O0CTUMIXKEHUA

lfenH ACTN3 u cuna :9- CKOpPOCTb U FreHeTHKa

Hannume reHa ACTN3 cBA3aHO C BbICOKMMU CUTOBbIMU [MpncytctBue ACTN3 cnocobcTBYeET pa3BUTUIO ObICTPOTHI,
NoKa3aTenAMU, YTO UrPaeT 3HAYNTENIbHYIO POJib B BUAaX CNOpPTa, obecne4yrBas NPenUMyLLECTBO CNPUHTEPAM U CMTOPTCMEHAM,
TPebyoLWKMX MOLLHbIX COKPALLEHWNI MbILLL,. OPUEHTMPOBAHHbIM Ha CKOPOCTb.

Z Pusmnonormyeckme napameTpbil BbIHOCNMBOCTb U reHeTUKa

AHanunzbl JHK y onnMnnncknx atneTtoB noaTBEP KA AT OTcyTctBre reHa ACTN3 accoummpoBaHO C yyLLEe
reHeTUYecKyto HaceaCcTBEHHOCTb MbILLEYHOM MaccChl, BbIHOC/IMBOCTbIO, YTO XapaKTePHO OJ/19 CMOPTCMEHOB B
CNocoBbHOCTM HacblWaTb KPOBb KMC/TIOPOA40M 1 3HEProobMeHa. MapadoHax 1 AAUTENbHbIX OAUCTAHLMUAX.
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INUreHeTUKa: Kak
06pa3 XXU3HU
B/IMAET Ha
AKTUBHOCTb NeHOB

INUreHeTn4YecKme MexaHn3Mbl Perynmpytot paboTy
reHoB 6e3 nameHeHusa nocnegosatenbHocTn AHK,

oTBEYaAA 3a adarnTtaunto oOpraHnM3Ma K BHEWWHWM YCJTOBUAM.

PakTopbl 06pasa KM3HU, BKIOYasa NUTaHUeE, CTPecC,
PU3nNYECKYI0 aKTUBHOCTb M BpeaHble MPUBbIYKH,
CYLL,ECTBEHHO BNUAIOT HA 3NUreHeTUYECKME METKU U
aKTUBHOCTb reHOB.

[TprMepoM CNY>KUT BANAHKME ro/104a Y POAUTENEN HA
MeTabonmyeckme NpoLeccsbl NOTOMCTBa, 06yC/10BIEHHOE
3MUreHeTUYECKNMMN NU3MEHEHUAMU, NepeaatoLLNMNCS
MeXKay NMOKONEHUAMMN.
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PacnpocTtpaHeHHOCTb HacneacTBeHHbIX
3aboneBaHun B Poccum

z PervoHasnbHble JaHHble MOKa3biBalOT BapuaLum PacnpocTpaHéHHOCTb HacnefcTBeHHbIX 3aboneBaHnii B Poccumn Ha 2!

3a601eBaeMoCTu, YTO TpebyeT MHOMBMOYAbHOIO NOAXO04a

K MPOMOUNaKTUKE N PaHHEN ONArHOCTUKE B Pa3HbIX

cybbeKTax.

AHanns noaTBep<gaeT HeobxoaMMOCTb Pa3BUTUA CUCTEM

CKPUHWNHIAa N TeHETUYECKOIO KOHCYJ/IbTUPOBAHWNA OJ14

CHUXXeHWS NocnencTBui HacnenocTBeHHbIX 3abonesaHuin B PO.

MykoBuCcUNO03 deHUNKeToOHypusa femodomnus

MwunHu3pgpaB Poccun, 2023




[eHeTnYecKoe
pa3Hoobpa3ue KakK
cdaKTOpP 3BOTIIOLLUOHHOMN
YCTONYNBOCTU

z [eHeTnYecKne pasnnuma BHYTPU BUOA CO30a0T OCHOBY
009 aganTauum 1 BbIXXMBaAHUA B USMEHSAIOLLMXCS

ycnoBuax cpebl. MytTauum popMUpytoT HOBbIE
BapMaHTbl MPMU3HAKOB, MOBbILLAA LWWAHCbl HA BbDKMBAHME

nonyadaunn.

z EcTtecTtBeHHbIN OTOOP CNOCOBCTBYET 3aKPEN/IEHUIO
No/E€3HbIX FEHETUYECKNX M3MEHEHUWN, KOTOPbIE,
HanpuMmep, obecnevymBaloT UMMYHUTET K MHPEKLUUAM,
KaK B cnydae c reHoMm CCRD, cuenneHHbIM ¢
ycTonymBocTbio K BAY.
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CoBpeMeHHble reHeTU4YeCcKne nccnepoBaHUA:
NMPOEKTbl U AOCTUIXKEHUSA

[1poeKT «[eHOM YyenoBeKa» NpeaoCcTaBu MOSTHYIO
KapTy YyenoBeyeckon [1HK, ctaB pyHOaMeHTOM A
NOHMUMAHUA FTEHETUYECKMNX OCHOB 3ab0o1IeBaHUN.

BbrnonHdopMaTuKa ctana Knw4yeBom 061acTblo,
no3sonfatouwer obpabaTbiBaTb 60NblLLUME OAHHbIE U
BbIABMIATb TOUYHbIE TEHETUYECKME MapPKepPbI
bonesHen.

Nunumatmea «1000 reHoMoB» pacLumpumiia 3HaHUA O
Bapuauuax OHK mexxgy nonynaumamm, 4To BaXKHO
o5 MeguUunHblI U aHTPOMNOIOr UMW,

HoBble MeToabl AMAarHOCTUKU PeOKUX FeHEeTUYEeCKUX
3aboneBaHUM U TapreTMPoOBaAHHOW Tepanunn
OHKO/TOTMYecKmnx 3aboneBaHUM CBMOETENBCTBYIOT O
ObICTPOM Pa3BUTUN MPUKIAOHOW FrEHETUKMN.




JInyHbIN NoAaXxoa K 340pPOBbIO HA OCHOBE reHeTUYECKUX
3HaHUM

Kak reHeTuKa noMoraer BblbpaTb CTU/Ib XKXU3HU [TpodbunakTnka Ha ocHoBe HacnencTBeHHOU
nHcdopMaumnm
[TOHMMaHMe CBOUX rEHETUYECKMX OCOBEHHOCTEN 3HaHMe NpPeapacnonIoOXXeHHOCTEN NMOMOraeT CBOEBPEMEHHO
NO3BO/ISIET CKOPPEKTUPOBATb MUTAHME N PU3NYeCcKme NpoXoanTb 06cnegoBaHMAa U MPUHMMATb Mepbl 414
Harpy3Ku oad ynyJdleHunsa 300p0Bbs U CHMXXKEHUS PUCKOB npenoTBpaLleHNa OCNOXHEHUNI, YeunmnBas 3PP EKTUBHOCTb
XPOHNYECKMX 3aboneBaHnMN. NpodUIaKTUKMN.
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3aKrJvYeHue:
NnyTb K
NnepcoHarIN3nNpPoB
aHHOW

MeguuunHe n

OTBETCTBEHHOMY
340pPOBbIO

[eHeTnKa hbopmMupyeT ba3y and
MHAMBMAYANbHOrO PUCKa, a pasBUTHE
TEXHOJIOITMIN OTKPbIBAET HOBbIE TOPU3OHTDI
B Me,EI,l/ILI,l/IHe BakeH aTnyeckmni nogxon u




