N3yuyeHne MexaHU3MOB

HacnepoBsaHua, CTpykTypbl HK,
XPOMOCOM U HacneACTBEHHbIX

3a60J/1eBaHUN.

0O630p K KnoYyeBble TeMbl: [ eHeTUKa
YyesiloBeKa



AcTopuyeckue
aTanbl

pPa3BUTUA
[eHEeTUKU
yesioBeKa

[eHeTnKa 4YenoBeka
chopMupoBasnacb C OTKPbITUEM
MeHgensa n ctpyktypou HK,
OOCTUTHYB COBPEMEHHOIO
aTana 6narogaps NPoeKTy
«[eHOM YyenoBeka». CeroaHsa
OHa Ba)XHa AJ19 MeAULUHbI U
OUOITUKMN.



01 02 03

INHK — aT0 gBOMHasA cnunpanb, O6BbEM YenoBeYecKoro reHoma OcHoBHasa pyHkuma HK — xpaHeHue
cocTosALllaa U3 gByx Leneun cocTaBNdeT npumMepHo 3 MuUnmnapaa N nepepada reHeTUYECKUX AaHHbIX
HYK/1€0TULOB C a30TUCTbIMU nap OCHOBaHWN, 06pa3yoLLINX MeXXay NOKOJIEHUAMMU XKUBbIX
OCHOBAHUAMM: afEeHUH, TUMUH, T'YaHUH  YHWUKaNbHbIA HAabop HacneACTBEHHOM OpraHM3MoB.

N UNTO3UH. NHhopMaLmu.

CtpykTtypa [1HK yenoBeka



XpOMOCOMHbIM Habop YenoBeka

KneTo4yHoe A4p0 U XpOMOCOMDbI

CTpyKTypa u BUu3yanusauus

XpOMOCOM

ComaTunyeckas KneTka yenoBeka
cCoOepPXXUT 46 XpOMOCOM,
0ObeANHEHHDbIX B 23 napbl: 22 napbl
ayTOCOM M ofHa napa rnosoBbIX
XPOMOCOM. OHU XpPaHAT
reHeTUYeCKYyo MHPOPMaL IO U
onpeaenarT HacneaCcTBEHHble
NPU3HaKMW.

XpoMocoMbl cocToAaT ns AHK n
6e/1KoB, UMEKT KOMMaKTHOoe
CTPOEHUE N BUAHbI NoA
MUKpoOcKonoM. MukpogoTorpadus
NOKa3bIBAET MOJIHbIA KAPUOTUM, YTO
BA>XHO ANA ANArHOCTUKMU
reHeTU4YeCcKmnx 3aboneBaHUM.



[ eHOM u pacnpepgeneHue reHoB B
XpoOMoOcoMax

B PacnpepeneHne 6e10K-KoAupPYHOLLMX FEHOB M0 XpPOMOCOMaM
2,500

BONIbLUMHCTBO reHOB COCPeAOTOYEHO Ha
KPYnHbIX XpOMOCOMax, a 4oJiqa
He@yHKLMOHaIbHbIX Y4aCTKOB
npeBbillaeT 98%.

[eHOM YyenoBeKa COAEePXKUT
npenMyLlecTtBeHHoO Hekoaupyrowyro AHK,
Ba)XHYIO ANA perynauuu u CTpyKTypbil.

I
1 Xxpomocoma 2 XpomocomMma 3 Xpomocoma Y Xpomocoma I'IpoeKT «reHOM yesqijopeka» 2003




OcCHOBbI HacnenoBaHUA: 3aKOHbl MeHaens

01 02

[lepBbliA 3aKOH [1aCuUT, YTO NMPU3HAKW BTOpoOit 3aKOH 06 BACHAET
HacnenyroTcs B BUAE AOMUHAHTHbIX U pacllenieHne NPU3HaKoB B
pPeLleCCUBHDbIX anenen, NOTOMCTBE BTOPOro NMOKOJIEHNSA Ha
NPOABAAOLWMNXCSA B MOTOMCTBE C TUMNUYHbIE COOTHOLLEHUS C YY4ETOM
onpeaenéHHon BEPOSATHOCTBIO. He3aBUCUMOCTU annenen.

03

TpeTui 3aKoH yTBepXaaeT
He3aBUCUMOCTb Hac/ie0BaHuUS
pPa3HbIX NPM3HAKOB, YTO NO3BOJIAET
npeacKasblBaTb UX COBMECTHYHO
nepenauvy.



[ pynnbl KPOBU U HacnepoBaHue

MonekynsapHaa OCHOBa CUCTEMbI

ABO CxeMbl HacnepoBaHWA rpynn KpoBuU
Tpu annena IA, IB u i kogupyroT Poautenu c reHotunamu lAi u IBi
pasHble aHTUTeNna n onpenenarT MOryT UMETb AleTen ¢ Nobon n3
rpynnbl KpoBU. X couyeTaHUa BAUAIOT YyeTbIpex rpynn KPoBwu, YTo

Ha GEHOTUM U UMMYHOJIOMMYECKYIO OEMOHCTPUPYET CJIOXXHOCTb U
COBMECTMMOCTb NpU NepenmBaHuM. BapMaTUBHOCTb HacnepoBaHuA No

cucteme ABO.



MyTauuu: YacTtoTa 1 NpuMepsbl

B YactoTta myTauuii B KneTkax U npuMmepsbl 3aboneBaHnii

NHayumpoBaHHble MyTaLluUn 3HAYNTENBHO
npeBbILaOT POHOBbIE NO YacToTe N3-3a
BHELLUHNX aKTopoB. [TpuMepbl oTpaxXkatoT
KaK reHOMHbI€E, TaK N XPOMOCOMHbIE
HapyLeHuns.

MyTaLuum UrpatoT K/FOYEBYHO POJib B
HacneaCTBEHHbIX 6OE3HAX U 9BOMIOLMN,
X KOHTPOJIb Ba)XeH AJ19 3[10POBbS.

Hay4dHble faHHble no MyTauuam, 2023



01 02 03

[lonnreHHble NpU3HaKu [IpMMepbl BKKOYAKOT POCT, B Ka)Xg0M C/iy4ae reHbi
hbopMUPYIOTCA BNUSHUEM LIBET IN1a3 U UHTENINEKT — BCE BHOCAT HEOONbLIOK BKNag,
MHOXEeCTBa MreHOoB, YTO OHM 3aBUCAT OT hopMUpPYS LUMPOKUI CNEKTP
OOBACHSAET UX B3aUMOJENCTBUSA NrEHOB U (heHOTUNNYECKUX
BapunabenbHOCTb U CNIOXXHOCTb  (PAKTOPOB BHELLIHEN CPeAbl. XapaKTEPUCTUK.
HacneaoBaHuS.

04

Cpepa, BK/1KoYas MTaHue u
06pas XXM3HMU, CYLLECTBEHHO
B/INAET Ha 3KCMNPECCUO TaKmnx
NPM3HaKOB, NOAYEPKMBaAs PoJib
SMUreHEeTUKM.

MHOroreHHble 1 NONMreHHble NPU3HaKKu



CpaBHeHUe MOHOIeHHbIX U NOJIUreHHbIX
NPU3HaKoB

MOHOIreHHbIN

deHnnkeToHypus

[MonureHHbIN

IlecAaTku

PocT yenoBseka

Tabnuua AeMOHCTPUPYET Ppasnmuns B
HacnegoBaHUM N KOJTIMYECTBE FrEHOB
MeXXy MOHOIMe€HHbIMU U NOJIMTEHHbIMU
NpU3HaKaMu YyenoBeka.

MOHOreHHbIe NMPN3HaAKW J1IErkKo
rnpeacKasyemMbl, TOraa Kak rnmoJimreéHHbl€
MNPOABNAKOT CJIOXKHOE B3anMoAencTBeume
reHoB N cpebl.

O630p reHeTMKM yenoseka, 2023
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[ eHeTU4Yeckue 3adboneBaHUAa yenoBeka

01

MoOHOreHHble 3aboneBaHus
BbI3bIBAlOTCA MyTaLUsAMU B
OJHOM reHe, TakKnx Kak
DEHUNKETOHYPUSA U
MYKOBUCLINA03, U UMEIOT
YETKMEe 3aKOHOMEPHOCTMU
HacnepoBaHUsA, YTO NO3BOIAET
ANarHocTMpoBaTb UX Ha
PaHHMX 3Tanax.

02

XPOMOCOMHbIe NaTosIornm
CBAA3aHbl C UBMEHEHUNAMMU
CTPYKTYPbl UK YnUCna
XpPOMOCOM, Hanpumep,
CUHOpOMbI [layHa u TepHepa,
NpoABNAACb KOMMJIEKCHbIM
HaAabopoOM CMMMNTOMOB 1 BAUSASA
Ha pa3BUTME OpraHmnsma.

03

MuToXxoHApWasnbHble 60/1€3HU
0OYCNOBMEHbI MyTaLUAMMU B
MuUToXxoHApuanbHon [JHK, kak
Muonatus Jlebepa,
nepenaroTcAa NO MaTePUHCKOM
NIUHWW, 3aTparueasa
SHepreTnyecknim ob6mMeH
KJ1eTOK.

04

PacnpocTpaHEHHOCTb
HacneaCcTBEHHbIX 60n1e3Hen
BapbupyeTcs: Hanbonee
yacTbl cuHapom [layHa
BCTpeyaeTcs NPUMEPHO Yy
oaHoro n3 700
HOBOPOXXAEHHBIX, YTO TpebyeT
BHMMaHUA K UX paHHeU
AVarHoCTUKe U noaaepxke.
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MeTopabl AMAarHOCTUKU HacneacTBeHHbIX

oone3sHeu

KapuotunmpoBaHue Kak
0a30BblK MeTo/,

KapuotnnmpoBaHue nos3BonsdeT
BM3yann3npoBaTb KOJINYECTBO U
CTPYKTYPY XpOMOCOM MoA
MUKPOCKOMNOM, BbISABIAA aHOMaNuu,
Hanpumep, TPUCOMUIO No 21-n
XpoMocoMe npu cuHgpome [layHa.
ITOT MEeTOo/, LUMPOKO NPUMEHSAETCA B
KJIMHNYECKOU reHeTuKe.

CoBpeMeHHble MONeKyNsipHO-
reHeTu4Yeckue TeXHUKHU

Ncnonb3oBaHue NLUP n
CEKBEHMPOBaHUS OTKPbIBaET
BO3MOXHOCTM TOYHOIO BbISIBJIEHUS
reHeTU4YeCKUX MyTaLmn, Kak npu
MYKOBUCLMNAO3E.
dnekTpodoperpaMmma nomMoraer
NaeHTupuUMpoBaTb USMEHEHUS B
reHax, Cnoco6CcTBys TOHHOMY
OnarHosy.
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HacToTa OCHOBHbIX HacneaACTBeHHbIX
CUHOPOMOB

0.0016

B YacTtoTta HacneacTBEHHbIX CUHAPOMOB

0.0014 —

0.0012 —

0.0010 —

0.0008 —

0.0006 —

0.0004 —

0.0002 —

YacToTa nposiBfIeHMs pa3fINYHbIX
HacneacTBeHHbIX 60/1e3Hen
NEMOHCTPUPYET 3HAUYUTESIbHYIO
BapnabenbHOCTb, YTO onpepensieT
NPNOPUTETbI B KITIMHNYECKOM CKPUHUHTE.

JlaHHble NoAYepPKMBAOT HEOOXOAMMOCTb
(DOKYyCMpOBaHUA MeANLIMHCKNX PECYPCOB
Ha Hanbonee pacnpoCTPaHEHHbIE
CUHAPOMbI 151 CBOEBPEMEHHOIO
BMeLlaTeNbCTBaA.

BcemMunpHas opraHmsauma
3[lpaBOOXpPaHEHNA N POCCUNCKMNE

MeaAUUUHCKKe pernctpbl, 2023 15



01

[eHeanorn4eckmim meTon
NO3BOJIAET PEKOHCTPYNPOBATh
POAOCNOBHbIE U BbIABAATb
3aKOHOMEpPHOCTH
HacneaoBaHUA NPU3HAKOB B
CEMbSAX, YTO BaXXHO ANS
ANarHOCTUKMU
HacneacTBEHHbIX
3abosieBaHUN.

02

BnnsHewoBble nccnegoBaHuns
CpaBHMBAKOT OHO- U
OBYSINLIEBbBIX 6/TN3HELOB,
nomMoras onpeaennuTb BKag
reHoB U cpefbl B
dhopmMumnpoBaHune peHoTunNa
yesnoBeka.

03

LinToreHeTMYeCKNin MeTopq
n3yyaeT CTPYKTYPY M YMUCIIO
XpPOMOCOM MocpeCTBOM
MUKPOCKOMWNK, BbIAB/IASA
XPOMOCOMHbI€ aHOMaIMKn U UX
BJZINSIHME Ha 3[J0POBbE.

04

MoneKkynapHo-reHeTu4yeckue
MeToaAunKu, B ToM ymncne NP n
CeKBeHUpOBaHue,
obecneymBatloT geTalibHbIN
aHaJZIn3 reHeTn4yeckKou
MH(pOPMaLMN, YTO aKTyasIbHO
nJ19 TOYHOM ANArHOCTUKU U
nccnenoBaHUMN.

MeToabl N3yYeHUsa reHeTUKu YyenoBeka
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BnvaHne cpeabl Ha NposAB/IeHUe reHoB

01

JKcnpeccuda reHoOB NoaBepP)XeHa
N3MEHEHNSIM B OTBET Ha (paKTopbl
OKpYy>katroLlen cpefbl, BKOYas
paLWOH NMUTaHUsA, CTpecc u
BO3/1eMCTBUE TOKCUHOB, YTO
B/IMSIET Ha 310POBbE N pa3BUTUE.

02

IdnnreHeTn4yeckmne MexaHm3mobil,
Takue Kak metunmpoBaHue [HK n
MoAuMdUKaL MU TMCTOHOB,
PErynnpyroT akTUBHOCTb FreHOB 6€3
N3MEHEeHNA caMou
nocnegoBaTes/IbHOCTU
HYKNeOoTUAOB.

03

HekoTopble anureHeTu4yeckume
N3MEHEHUS1 MOryT nepepaBaTbCs
NOTOMKaM, YTO OTpaXaeT BAnsiHne
cpefbl He TONIbKO Ha OTAENbHOrO
4yesloBEKa, HO 1 Ha byayliume
NOKONEHMS.
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[ eHeTuKa U cCnopT: reHeTu4yeckue

npeApacnosioXXeHHOCTH

[eH ACTN3 u cnpuHTepckue
CNOCOBHOCTH

NccnenoBaHus BbISBUIIN, YTO BeEPCUS
reHa ACTN3 (R577X) cesizaHa c
BbICOKOW CKOPOCTbIO MbILLIEYHbIX
COKpaLLEeHUi, 4YTo cnocobeTByeT
ycriexam B CIPUHTEPCKUX
OANCLUMNNIMHAX N KOPOTKUX ANCTaHUMAX
B JIETKOW aTneTuke.

[[eH ACE 1 BbIHOCNIUBOCTb
CNOPTCMEHOB

Monumopdusm reHa ACE (I/D)
accoUMMpoBaH C BbIHOC/IMBOCTbHO U
3DPEKTUBHOCTbIO a3pPO6HbIX
HarpysokK, YTO NO3BOJIIET OO BACHUTL
reHeTU4YecKune pasnnyms B
CNOPTUBHbIX AOCTUXEHUSX Ha
ONVHHbBIX AUCTaHLMAX.
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[ eHeTn4yeckue
TeCTbl: u
BO3MOXXHOCTU U farvoctaecii | SOOI WVRUAT AT | He scersssumerser s

Tun TecTa HasHauyeHue OrpaHuyeHus

o r p a H M LI e H MH . | OLeHKa BEPOSATHOCTY He rapaHTUpyeT TOYHOro
[1porHoCcTUYECKNU

pa3BUTUSA BONE3HU NporHosa

Mo>xxeT gaBaTb
. MaccoBoe obcnefgoBaHume
CKPWUHUHIOBbIN y NTOXXHOMOJIOXUTENbHbIE
HOBOPOXAEHHbIX
pesynbTaThl

Tabnuua o606LaeT OCHOBHbIE TUMDbI
reHeTUYeCKUnx TecToB, UX Ha3HAYEHME U
C/IOXXHOCTHU, KOTOpble cnegyer
YUYUTbIBATb NPU MHTepNpeTaLmm
pes3ynbTaToB N NJ1aHNPOBaHUN
MeANLUUHCKOU NMOMOLLN.

PasHble Tunbl TECTOB CNyXaT Ao
pPas/INYHbIX LeNnen, ogHako TpebyroT
KOMMNETEHTHOro TOJIKOBAHUA U
Bpa4YebHOro ConpoBOXAEHUA ANs
3DPEKTUBHOIO NCMOb30BaHUS.

MwnHucTtepcTBo 3apaBooxpaHeHuns PO, 2023




01

KnoHupoBaHue No3BOJIAeT co3faBaTh
reHeTU4YeCKU MAEeHTUYHble OpraHnU3Mmbl,
NpUMepoM CNy>XXuT osua [onnu,
nepBbiv KITIOHUPOBAHHbIW
MJ1IeKONUTaroLWKnK, poXkaeHHbIN B 1996
rogy B SaAnHoypre.

02

[eHeTUYecKasa mogndukauus c
nomoLbio CRISPR/Cas9 oTkpbiBaeT
BO3MOXXHOCTUN TOYEYHOIO
pefaKTUpOBaHUA reHoB, YTO NMoMoraeT
B pa3paboTKe YCTOMYUBbIX COPTOB
pacTeHUN N Tepanmn HacneACTBEHHbIX
3ab6oneBaHunM.

03

ITU TEXHOJIOTUU NPOAOIIKAKOT
pa3BMBaTbCA U Bbl3bIBAlOT
3Ha4YuUTeNbHbIM NHTEpEeC B HayKe U
MeauuuHe, npeanaras nepcneKkTuBbl
ONA NeYyeHUA CNOXXHbIX FreHeTUYeCKUX
HapyLLUeHUN.

KnoHnpoBaHue U reHeTn4yeckas

MoandpukaLuums
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DTUYeCcKue 1 npaBoBble acneKTbl FeHeTUKU

01

KoHduaeHUunanbHOCTb
reHeTM4eCKon NHpopmMaLmnm
ABNSAETCS KJIHOYEBbIM
3TUYECKNM MPUHLUMNOM,
3allUMLLAOLWLNM NINYHbIE
AaHHble OT
HeCcaHKLMOHUPOBAHHOIO
A0CTyMna 1 NCnosib30BaHUS.

02

[Tony4yeHue
MHOOPMUPOBAHHOIO cornacus
Ha npoBeAeHne reHeTUYEeCKnX
TecToB obecreymnBaer
yBaXXeHne aBTOHOMUMU
NaUMEHTOB N OCO3HAHHOCTb UX
peLleHnn.

03

3anpeT Ha AUCKPUMUHALUIO
N0 reHEeTUYECKMUM NpusHakam
npenoTBpallaeT yuemneHumne
npaB 1 rapaHTUPYET paBHble
BO3MOXXHOCTMU B
TPYLOYCTPOUCTBE U
CTpaxoBaHUMN.

04

3aKoHopaTenbHoe
perynpoBaHue orpaHM4nBaeT
NPUMEHEHNE FreHHbIX
TeXHOJI0rnNn, BKJIKoYas
3anpeTbl Ha KNOHUPOBaHMe
YyesloBEKa N nNaTeHTOBaHWe
onpeaenéHHblX pa3paboTok,
4YTObbI NPeaoTBPaTUTb
3/710yNnoTpebeHuns.
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3aKJitoyeHue: ponb U byayllee
reHeTUKU yenoBeka

[eHeTUKa YyenoBeKa PacKpbIBAET CIOXKHble MeXaHU3Mbl HAacNeACTBEHHOCTH, BINSET Ha
MeAULIMHY N BUOTEXHONOIMN, TPEOYSA OTBETCTBEHHOCTU MPU UCMOSIb30BAHUN 3HAHUN U
YYETA STUYECKMX HOPM paaun 6/1arononydmns yayLmx noKoseHnn.



