OCHOBbI FeHEeTUKM YenoBeka 1
MEeOMNLIMHCKOM reHeTUKU

[eHeTMKa YenoBeKa pacKpbliBaeT MexaHM3Mbl Hac/1egoBaHMNEA U pa3Hoo6pa3lAe MNPM3HaKOB YEJTOBEKa.



MCTOKN U Pa3BUNTNE HAYKN O HACJ1eACTBEHHOCT HEJ10OBEKA

[perop MeHaenbL chopMynmMpoBa OCHOBDI
HacnenoBaHMe B XIX Beke. PacwmndpoBka JHK B
1953 rogy oTKpbIS1la HOBYO 3pYy 6MOMNOrnmn,
CoBpeMeHHble MeToAbl MOTIEKYNAPHOUM FEHETUKM
PACLLIMNPAOT BO3SMOYXXHOCTUN U3YUEHUS
HaceacTBeHHbIX 3a6oneBaHUI.




E‘-Il;lpl_?e HUE U CIDyH KI—I- N MonekynapHasa cTpykTtypa OHK

IHK cocTonT 13 aByX aHTUMapanienbHbIX Lernen, oopasytoLimnx
OBOWHYIO CNpalb, COEOUHEHHYIO a30TUCTbIMN OCHOBAHMSAMM.,
[MlocnenoBaTENbHOCTb HYKMNEOTUAOB KOOAMPYET HACNeOCTBEHHYHO
MHPOPMaLUIO.

OCHOBHbI€ 6MONIOruvYecKue ponm

[MaBHaa PyHKUMA [JHK — XpaHeHMe 1 nepeaadya reHETUYECKMX
OAHHbIX MPU OeNeHnM KNEeToK, a TakxXKe perynaumna cMHTe3a 6enkKos,
HeoBXoAMMOro 49 XM3HeaeaTenbHOCTU OpraHM3Ma.




S MUNNnapaoa
nap

[eHOM coaepPXXUT npmnumMepHo 20-25 TbicAY reHoBs,
PEMYNNPYIOLWMNX PA3BUTUE N QYHKLNU
opraHmMaMa. bonbLIMHCTBO
nocnenoBaTefibHOCTEM COBMAadaET Y BCeX NtoaeMn.

HYK/1€e0TMO0B

COCTaBJ1AKOT OCHOBY HeJ10BEYHECKOIo reHoMa 1
ornpedel/t1d4ioT YHNKaJIbHOCTb Ka>Xgoro 4esioBekKa.

MexxkayHapoOHbIM MPoekKT «f[eHOM YyenoBeka»




KOMMNOHEHTbI reHOMa: 40U pPa3HbiX TMnoB HHK

bonblaga 4yaCcTb reHoMa COCTOUT M3
I Benok-kopmpytowme reqsl [ Hexogupytowme PHK

PerynsTopHbIe 3MeMeHTbI HEKOOAMNPYHR WX MNMocrieoBate/ibHOCTEN,

BbIMOJIHAKOLLMX PerynaTopHble U
CTRYKTYPHbIE GYHKLNN.

I NosTOpsiowmecs ¥ MOGWIbHBIE 3/IEMEHTbI

Hebenok-kogu PYROWME YHaCTKM Ba>XHbl OJ14
KOHTPOJIA aKTUBHOCTU TreHOoB, HECMOTPHA Ha
MaJ1yO OOJ1HO KOO N PYOLWINX
nocsenoBaTe/ibHOCTEWN.

ENCODE Project, 2020




3aKOHbl MeHOenqa B MNpPpMMeHeHMM K HeEJ10BEKY

3aKOH pacLlenneHmna obbacHaeT
pacnpeneneHmne npmM3HaKoB y
HacneacTBEeHHbIX 3a601eBaHNM, TAKMX
KaK PeHUNKETOHYPWS, BbIaBNAS

BEPOATHOCTb MPOABIEeHNA 3aboneBaHNA
Yy MOTOMKOB.

3aKOH HE3AaBMCUMMOTIO coYeTaHnd
NPUN3HAKOB OEMOHCTPUMPYET, UTO reHbl Ha
PA3HbIX XPOMOCOMaX rnepenarTcH
He3aBMCKMMO, YTO BJIMAET Ha

Pa3Hoobpa3ne HacregyeMblx
XapaKTepoB.

AHaNM3 ceMeunHbIX POOOCTOBHbIX
MOMOraeT BbIgBNATbL MeHOENEBCKME
TUMNbl HACNeOo0BaHUA, YTO BaXKHO A4
OLLEHKM PUCKOB M KOHCYTbTUPOBAHUS.



XPPOMOCOMbI Yes1oBeKa: CTpoeHMe N ONArHOCTUKA

CocTaB yeyioBe4YeCKOro Kapmorumna

YenoBek ob6nagaeT 46 XpoOMoOCoOMaMu, BKOYaa 22 Napbl ayTOCOM U Mapy NonoBbIX. o
onpegenaeTcd codeTaHmeM XX y }eHLWMH U XY Y MY>XUMH, UTO OKa3blBaET BIIMAHME Ha
HacnegoBaHMe.

KapMOTMHM‘-IeCKMﬁ aHa/iIn3 B ANarHOCTUukKe

iccnegoBaHMeE KapuoTMMa BbiaBAAET XPOMOCOMHbIE aHOMaNnMm, Harnpumep, Npm
cnHgpome [layHa, mo3BOSIada MOCTaBUTb AMArHO3 M onpenenmTb MPOrHoCTUYecKme
OCOBEHHOCTMW.

Busyanunsaumsa n Knaccupumkaumsa XpoMoCcoM

[OMOMOrNYHbIE XPOMOCOMbI OTTNYAIOTCA ONTMHOM M MO3MLIMEN LIEHTPOMEPDI.
doTorpadmm KapmoTmna NoMoratoT UAEHTUPULIMPOBATb XPOMOCOMHbIE M3MEHEHUSA U
aHoManun.




OCHOBHble HacneagyeMble 3aboneBaHuA

Tun
3a6oneBaHue YHacTtoTa OCHOBHbI€ CUMNTOMbI

HacnepgoBaHUA

AyTOCOMHO- [Mpobnemsbl C AbiXxaHNeM
MykoBucungo3 . 1:2500

peLecCcnBHbIN N nuweBapeHnem

X-cuensieHHas 1:10000 HapyLwieHune
Fremodpunns

peLieccrBHas (MasIbYrKN) CBEPTLIBAEMOCTU KPOBU

AyTOCOMHO- YMCTBEHHas OTCTa/10CTb
PeHUNKETOHYpPUA . 1:7000

peLeccuBHbIi 6e3 neyeHnsd

TabnunLa oTparkaeT PacrnpoCTPaHEHHOCTb U
CUMMTOMbI HaMboee YacTbiX HacneacTBEHHbIX
6osfie3Hen YenoBeka.

YacToTa 3aboneBaHMM YKa3blBAET Ha
HeObXO0OMMOCTb PAaHHEW ONArHOCTUKW a4
CBOEBPEMEHHOIO evyeHnq.

BceMmpHaga opraHmMsauma 3gpaBooxpaHeHuna (BO3)



MyTaunm: TUMbl M MOCNEeaCcTBUA

Ol. 02. 03. 04.

To4ykoBblE MyTaLNK Jeneunm — noteps HCepLuMmM BKOYAIOT MyTaumnm MoryT 6biTb
M3MEHSIOT OTOEe bHble ydyacTkoB HK, yacTto OOMNONIHUTEbHbIE BpeadHbIMU, HENTPATbHbIMMU
HYK/1eOoTUObl, YUTO MOXXET Bbl3blBatOLLAA CEPbE3HbIE HYKeoTUabl, BMMAa Ha NN pegKMmMm

NMPEMBOONTb K CMEHE UMK HapYLUEeHUSA B CTRYKTYpPE U PAMKY CYUNTbIBAHNA U MNONTOXXUTENTbHbIMU
MNPeKpaLleHMIO CUHTE3a PYHKLUMNUM TrEHOB. CTPYKTYRY NPOAYKLIMN reHa. N3MEHEHUMNAMMU,

benka. CMoco6CTBYA 2BOMOLUNN U

aganTaLumu.



eHeETNYHEeCKad ONalHOCTUKa N MeTOoObl NMCCriedOBaHWNHA

[P npyMeHatoT an1sa ObICTPOro 0oHapy>XeHMa MyTaumnm ¢ CekBeHNpOBaHMeE HOBOIo NMOKOMEHNEA MO3BOMAET

BbICOKOW TOYHOCTbIO, YTO Ba*XHO MPW OMNArHOCTUKE BbIABMATb CNNOXHble reHeTU4YeCKmMe Bapmaynm m

HacneacTBEHHbIX 3aboieBaHUN. adanTMpoOBaThb JledeHMe noa MHOAMBUMAOYalbHble
OCOOEHHOCTM MaLMeHTa.




OCHOBHbI€ 3Tanbl FreEHETUYECKOTO KOHCVYJ1bTNPOBAHWNHA

[TocnegoBaTeIbHOCTb OENCTBUMIMA B MeOULMHCKOM reHeTuKe

Coop KnuHnyeckum
CEeMENHOro OCMOTp,

Oo6cyxpeHue
pe3ynbTaToB C

MNpoBeaeHue AHanus un

reHeTUYeCKux
nccnenoBaHmn

NHTepnpeTauus
[aHHbIX

aHaMHe3a U onpegenexHune
POOOCNOBHOM NOKa3aHuK

naLnueHToM U
CeMbén

PekomeHpauunu
no
npopunakTuke
U
MI1aHUPOBAHUIO




ITUYECKMeE acCMneKTbl
M eﬂ. Y |_|l NMHCKOW NHPOpMUMPOBaAHHOE cornacume aBngaeTcsa oba3aTelibHbIM YCTOBMEM

A4 npopedeHnMd reHeT4eCKMX TeCtoB U Tpe6yeT MNOJIHOIO

o
[eHeTUMKWU PacKpPbITUA MHPOPMALLMK O LIeNaX, BO3MOXHbIX pe3yfibTaTax U
pVCKax nccnenoBaHms.

KOHCbl/I,EI,eHLI,l/IaJ'IbHOCTb reHeTnN4eCKMX OaHHbIX Kpal;lHe Ba>XXHQa, TaK
KaK pPaCKpbITHUE MOXET MNMpmBeCtTmn K ANCKPMMWHAUMNKN Ha pa6OTe

WUITN B CTPAXOBaHUM, YTO TPEeByEeT HaOeXXHbIX MeXaHW3MOB 3aLUMThI
nepcoHasibHoM nMHdopMaLmn.

[MayumMeHTbl UMEIOT MPABO KOHTPOMMPOBATb AOCTYM K CBOEN
reHeTn4Yeckom MHPopMaLLMK, peLlaTb, KOMY M Kak OHa
NpenocTaBNaeTcs, YTO NOAOEPXKMBAET YBAaXXEHUNE K MX aBTOHOMUU
N IMYHOM 6e30MacHOCTW.




[eHeTn4yeckme nccnegoBaHMa U
NepcCoHas1IM3nMpoBaHHaAAd MeadNUWMHa

Ol.

ﬂepCOHaﬂl/Bl/lpOBaHHaS:I MeOUWMHa UCTTIOJ1b3YyEeT N’eHeTn4yecKne

HaHHblE, 4TOObI CO30aBaTb MHOU BAyalJibHblE CXeEMbIl TEPAlNMM,
MNoBblWAay 3CI)CI36KTI/IBHOCTI:) neyeHmd m CHM>ad PpUCKH MOBOYHbIX

2P PeKToB. TaKOM Moaxod OCOOEHHO BaXKeH MpPU CNOXXHbIX
3ab6o1eBaHMNAX.

02.

[MToUMePOM ABMAETCH TapreTHasa Tepanuy paka MOTOYHOMN
enesbl Npu myTaumax BRCAI/BRCA2, roe neyeHume
HaMpaB/IEHO KOHKPETHO Ha MaToJlIornMyeckme MexaHm3Mbl,
3a/TOXKEHHbIE B TEHETUYECKOM KOoae naumeHTa.
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PacnpocTpaHEHHOCTb XPOMOCOMHbIX CUHOPOMOB

YacToTa XpPOMOCOMHBbBIX CUHOPOMOB B PAa3HbIX
Nonynaumnax n x reHeTn4yecKme npuYmHbI.

CuHapom [JayHa BCTpedaeTca 3Ha4YUMTENbHO
Yyallle OCTallbHbIX, YTO TPebyeT YCUITEeHHOTIO
BHMMaHUA K OMAarHOCTUKE 1 NpodUnaKkTmnkKe.

CuHapom

XpomocoMHaA
npuunHa

HacTtoTa

HayHa

Tpucomuna 21

1:700

TepHepa

MoHocomMmuna X

1:2500 neBoyek

KnanHdoensrepa

1:1000
Mas1bYMKOB

Genomics Education Programme




NpeHaTanbHaAa ANAarHOCTUKa

Ncrnonb3yeT ynbTpa3ByK M aHanm3 AHK
nnoga Ha paHHUX CpoKax o4
OOHaAPYXXEHNA XPOMOCOMHbIX aHOMaNnmm,

Harmpumep, CMHAPOMOB [dayHa u
20Bapaca.

o

HeoHaTaslbHblI CKPUHUHI

MpoBOOUTCH Cpa3y Nocne poXxaeHua
019 BbligBNeHUa 6one3Hen, TakmMx Kak
rMNoTNPEeOo3 U GEHUIKETOHYPUS, UTO
"AO3BOAET CBOEBPEMEHHO HavyaTb
Tepanuto.

KntoyeBble 3Tanbl CKPUHUMHIA M MPOPUITAKTUKM HaceOCTBEHHbIX 3a601eBaHNM

CoBpeMeHHbIe
npodunaKkTnyeckue
nporpamMmmbl

BHeapeHme reHeTm4ecKoro
KOHCANTUHIra M MHPOPMMPOBAHUS
poaunTenem CHMXaeT PUCK POXKOEHNS
neTen ¢ HacneacTtBeHHbIMU
MNaToONOrMaMmn.

PaHHAg Tepanus

Bnarogapa oMarHoCcTuKe 3aboneBaHus
BbIABNAOT Ha PaHHUX CTaAMAX, YTO
VAYYLLAET MPOrHO3 U Ka4eCTBO YKU3HU
nauumeHTa.
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[eHeTn4yecKmne MexaHmM3Mbl HaciegoBaHMA Noa

=4

OnpepeneHve nona no
XpOMOCOMaM

[Mon popMumpyeTca codeTaHneM
MOTOBbLIX XPOMOCOM: XX Y XXEeHLNH U
XY Y MY)KUUNH, UTO BITMAET Ha rnepenavy
MHOIMX reHeTU4YeCKMX NPMU3HaKOB.

©

cuenneHHble ¢ X-XpOMOCOMOMU
3a6oneBaHudA

HekoTopble MaTonormm, Hanpumep
0ANBTOHU3M U reModuUnmng, Yalle
MPOABAAIOTCH Y MY>XUYMH BCeacTBme
OTCYTCTBUSA BTOPOIro X-XpPOMOCOMbI.

ety

Ponb SRY-reHa

[eH SRY Ha Y-XxpoMocoMe 3anycKaeT
PA3BUTUNE MYXKCKUMX MOSTOBbIX
NPUN3HAKOB, onpenenaa reHeTUYeCKyto
OCHOBY MoOJia y yenoBeka.



Pa3HooObpa3ne reHeTUYeCKMX HapyLLEHNM Y YeoBeKa

°* FeHHble MyTaLuM U UX NocneacTeuAd

[eHHble HapyLeHWa CBA3aHbl C UBMEHEHNAMM B OOHOM reHe,
HanpuMep, Npu 6eTa-TanacceMmm, BbIaBaHHOM MyTaLMeEN B reHe
HBB. Takme MyTaumm HapyLlatoT GyHKLUMIO 6enKa 1 BeayT K
CEPbE3HbIM 3ab60/1EeBaAHUAM.

LLIMPOKMN CNEeKTP XPOMOCOMHbIX aHOMaNMInn

XPOMOCOMHbIE HapyLUEHWA BKTOYAOT M3MEHEHUE Yncnia Unm
CTRYKTYPbl XPOMOCOM, KaK Mpu CUHOPOME KOLLaYybero KpumkKa,
BbI3BaHHOM feneunen 5p. BusyanbHaga guarHocTmka nomMoraet
Pa3NNYUNTb TaKME NaToONTOrnNN.




IHMHaMWMKa POCTa BblABJIEHHDBIX MOHOI'€HHDbIX 3ab60n1eBaHUI

. yBennmyeHune gmnarHoCTmpyemblix bone3sHen
KonnyecTBo N3BEeCTHbIX MOHOIeHHbIX 3aboneBaHnii

CBHA3aHO C Ppa3BUTHNEM TEXHOOIMU

CeEKBEHNPOBAHNA N PpaClWlMNpPEeEHNEM
nccnenoBaTeSIbCKMX BO3MOYKHOCTEN.

PocCT umcna n3BecTHbIX 3aboneBaHni

CFIOCO6CTByeT YIyqweHMKo ONarHoOCTmMKM U

boriee TOHHOMY BbIOOPY NeyebHbIX CTpaTermm,

4YTO MOBbILLAET KA4YeCTBO MeaAUNLIMHCKOW MOMOLLIM.

Hay4yHblie nybnmkaunm nocnegHmx 4ecaTtuneTmm




[lepcneKTuMBLI

Pa3paboTka TEXHOTOrnI
pefaKTNPOBaHMA reHOMa,
Taknx kak CRISPR/Cas9,
OTKPbIBAET HOBbIE
BO3MOYXXHOCTM 0149 Tepanunm
HacneOcTBeHHbIX
3a60/1€BaHUIM C BbICOKOU
TOYHOCTbIO.

N Bbl3OBbl Me

[eHHaa Tepanua NocTerneHHo
CTAaHOBUTCA 3PPEKTUBHbBLIM
CpencTBOM JieyeHuq,
MO3BOJIAA KOPPEKTUNPOBATL
reHeTnYyecKme gedpeKThl
HEeMocpeacTBEHHO B K/1ETKax
nauuneHTa.

MNHCKOW MTeHEeTUKU

2TUYECKMe BOMPOChHI
MCMOJ1Ib30BaHMA
reHeTU4YeCKoOM MHPOpPMaL M
OCTalOTCH aKTyallbHbIMU,
Tpebys
OVNCUNNIIMHUPOBAHHOIO
nogxona M 3aKoHodaTe IbHbIX
HOPM O/19 3alMThbl Mpas.

YrnpaBneHme 60blUNMK
MAaCCMBaMWM FreHETUYECKUX
OaHHbIX TpebyeT
MHHOBALIMOHHbIX METOO,0B
XpPaHeHWA, aHaIn3a U
3aLLUNTbl MHPOPMaLUNK B
MeaUNLUNHCKNX YU peXxxaeHUsaX.



[eHeTKa YenoBekKa M MegUNLUMHCKaA reHeTumkKa:
KJTIKOYEeEBbI€ BblBO/ Dbl

[eHeTrKa dopPMUPYET HOBYIO 3pY MeaULMHbI, 06beanHAa dyHOaMeHTalbHble 3HaHWEA C
_|_ NPAKTUYECKMMU MPUMEHEHUAMM, YTO NMO3BOIAET CO30aBaTbh 3dPEeKTUBHbIE
npodumnakTnyeckme 1 iedebHble cTpaTermm npm yd4eTe asTUYeCcKmMx HOpM.



