Ka>XOoro 4HesjioBekKa



[TyTb OTKPbITUA FT€EHETUKU YesioBeKa

C 1866 roga, korga MeHaenb cOoOpMynMpPOBar
3aKOHbI HacnegoBaHMA, 0O COBPEMEHHbIX
MEeTOO0B MOMEKYNAapPHOMN BMONOrMK, 3HAHMA O
reHeTUKe Pa3BUBANNCH M MO3BONUIN MyOxKe
MOHATb CTPOEHME YerToBeKa.




CtpoeHue JHK y YyenoBeka

IOHK npegcraBnaet cobom OBOMHYIO
g OCHOBY CTPYKTYPbl COCTaBndaeT [eHOM YyenoBekKa BKAOYaeT MPUMEPHO
Crunpasnb M3 OBYX Lernen ¢ a3oTUCTbIMU

, caxapopocdaTHbIN OCTOB, 3 MUNInapga nap OCHOBaHUKM, KOTOpble
OCHOBAHUAMM: 3aAEHNHOM, TUMMHOM, y
obecrnedymBatoLLMM CTabUNbHOCTb KOOMPYHOT BCE HacNeaCcTBEHHbIE
'YaHUHOM U LUUTO3MHOM, CBA3aHHbIX Uy ,
MOMeKybl U POPMUPYIOLLMI €€ 'ckeneT. NPU3HAKM N GYHKLIMM OpraHmn3Ma.
BOOOPOAHbIMM CBA3AMMU.




[eHbl 1 XPOMOCOMbDI: XpaHUTENMN HacneaACTBEeHHOMU
MHOPMaL N

XpOMOCOMbI B KJ1IeTKaX YyesfioBekKa

CoMaTmyecKme KNeTkM MMEeLOT 46 XPOMOCOM, 06pa3yroLLMX 23
Mapbl, KOTOPble MepenatoTca OT poauTenen 1 cogep»xat
OrpPOMHOE KOJTIMYECTBO reHoB. [1o/1oBble KNEeTKU MMEROT Mo 23
XPOMOCOMBbI, ObecrnedymBasa pa3Hoobpasune
HacnegCTBEeHHOCTMW.

[eHOM U KOJZINUEeCTBO reHoB

B xpomMocomax pacrnonioxxeHo 6onee 20 000 reHOB, Kaxkabl
M3 KOTOPbIX KOOANPYET KOHKPETHbIE BenKKn, BAngroLme Ha
pa3BUTME N QYHKLMM OpraHmM3Ma B TEY4EHUE XXU3HWM YeroBeEKa.

Ponb nap reHoB

Ka)koaga napa reHOB OTBEYaET 3a onpenesiéHHble
ouronorm4yeckme nNpoLecchol M Npm3HakM, obecnedymBad
B3aUMOOENCTBME U PETYNALIMIO Mexay reHaMn B OpraHm3Me,




Kak HacnenyrloTca NpU3HaKu

[MToM3HAKM 3aBUCAT OT coYeTaHMa JOMUHAHTHbIX U
P - A 3aKOHbl MeHOena onmcbiBatoT BEPOATHOCTU Nepenaym
PeLLeCCMBHbIX annenen; DOMMHaAHTHbIE NPOABNAIOTCA OaXKe
reHOB MOTOMCTBY, MOMOras NMOHMMaTb, KaKmMe MPU3HaKM
MNP OOHOM BapUaHTe, peLecCnBHble — TPebyoT OBYX g
MOMYyT MPOABUTLCA Yy AETEMN.
OOMNHaKOBbIX.

HarlpMMep, LBET MMa3 HYaCTo ornpenes14eTcH KOMOUHaumnem (DopMa MOYKWM YXa TaKXXe HaclleQlyeTCd Mo rnpocCrtbiM
AOMNMHAHTHDbIX N pPpeleCCUMBHDbIX annenen, BNMAaroLLmx Ha 3adKOHOMEPHOCTAM, AEeMOHCTPNPYHA OCHOBHbIE NMPHNHUWTIDbI

MHTEHCUMBHOCTb NMMrMeHTaunn. reHeTnKM NnpmM3HaKoOB.




BHeLwWHU BUA U reHbl: NpUuMepbl

[eHbl oNpenensatoT TakKMe YepThbl, Kak LBEeT rna3, BOJ1oC
N POCT; C/TOXXKHOE B3aMMOOENCTBME MHOIMX MrEHOB
CO30a€T 60MblUOE PAa3HOObpPa3ne BHELLHOCTM cpen

nogen.

HanpuMep, KyopaBble BOOCbl 3aBUCAT OT

KOHKPETHOro reHa, Toraa Kak LBeT a3 dopMmpyeTca
B3aMMOOENCTBNEM HECKOMNbKMX MEHOB, BITMAOLLMX Ha

NMMrMmeHTaulnmko.




fleHeT4YecKMe 3a6o/1eBaHUY YeNnoBeKa

lremMmoodunus«

HacnenocrBeHHOe HapylleHre CBepPTbiBAa&@MOCTU KPOBU,
CBA3aHHOEe co MyTalumen Ha X-XxpoMocoMe. MNMaumeHThbl
CTa/IKMBAIOTCHA C PUCKOM KPOBOTEUYEHWMI MPU TpaBMax.

MykoBucuunaos

3aboneBaHue, BnuatoLlee Ha pa6OTy Kernes 1 OblxaTeslbHOW
CNCTEMDbI. HacneuyeTcsq dyTOCOMHO-peUeCCMBHO N Bbl3blIBaeT

HaKorJaeHume Ciim3nm B OpraHax.

deHUnKeToHypUd

ONedunumt bepmeHTa, OTBETCTBEHHOIO 33 OO6MEeH aMUHOKUCIIOT,
NPUBOOUT K TAXKENbIM HaPYLUEHVAM PAa3BUTUSA MPU OTCYTCTBUM
CBOEBPEMEHHOIO /1Ie4YEHUA.




MpuMepbl HacNneacTBEeHHbIX 60/1e3HEen

Bbone3Hb

Tun HacnepoBaHUA

OCHOBHbIE CUMINTOMbI

NansTOHN3M

CuenneHo ¢ nosiom

HapyleHne BOCnpusaTUS LiIBETOB

CuHpgpom [layHa

Tpucomma 21

XapakTepHble YepTbl /MU, 3a0epXKa pas3BuTus

femodpunms

CuenneHo ¢ rnosiom

HapyLieHne cBepTbIBAEMOCTUN KPOBU

NCTOUHNK: MUHNCTEPCTBO 34paBooxpaHeHmna PO.

Tabnuua NnokasbiBaeT TUMbl HAacNeooBaHMA U
OCHOBHbIE€ CUMMTOMbI HEKOTOPbIX
3a60/1eBaHUN.

HacnegcrtBeHHble 601€3HU MMEIOT Pa3HblE

MEXaHN3Mbl U MPOABJTIEHUNHA, HTO Ba>XHO OJ14H
ANAlTrHOCTUKUM U J1IeHeHUH.




MyTauumm: nodeMy BO3HUKAIOT UBMEHEeHUA NreHoB

NMPpUYNHBI MyTaunm

MyTaunm BO3HMKAKOT KakK CMOHTaAaHHO, TaK 1 Mo,
0eNCTBMEM BHELLHUMX GAKTOPOB, TAKMX KaK
pagunaums, ynsTpadmnoneT nim XmMmieckme
BeLLEeCcTBa. 9T M3MEHEeHMS Cny4YatoTca B JTto60om
yactn OHK.

Tunbl U nocneancTevua MyTaLI.Mi;I

CyLLEeCTBYIOT TOYEeYHble MyTaLuKn, oeneumnm,
OYNANKaUunmM 1 MHBepPCKMKW. NocnegcTtBma MyTaLnm
MOTYT 6bITb HENTPANbHbIMW, BPpeOHbIMUN UM
MOJSIe3HbIMU, BIMAA Ha Pa3/IMYHbIe MPU3HAKM
opraHm3Mma.




'Mon n HacnepoBaHue: pojib X 1 Y XpOMOCOM

XKeHLWMHbI MMeIOT OBe X-XPOMOCOMbI (XX), @ My>XUYMHbl — OOHY X U

oaHY Y (XY), uTo onpenensaeT NnonoBy NMPUHAOEXHOCTb U
OCOOEHHOCTU HacnegoBaHUA.

X-XpomMocoMa coaepxmnT okosnio 1100 reHOB, OTBETCTBEHHbIX 33
MHOECTBO PYHKLIMIM, B TO BpeMA KaK Y-XpoOMOCOMa ropasgo
MeHbLLE N BIUAET MaBHbIM 06Pa30M Ha MY>XCKME MPU3HaKW.

13-3a 0COBEHHOCTEN HAacNegoBaHMA X-XPOMOCOMbI HEKOTOPbIE
3ab60/1eBaHMA, HANpPUMep OaJibTOHM3M, Yallle BCTpeYatoTca y
MVY>XUYUMH, TaK KaK Y HUX TONMTbKO O Ha X-XpoMOoCcoMa.




OHK-aHanu3: Kak npoBoAAT reHeTU4YeCKue TecCTbl

MeTopn NP no3ssongaeTt 6bICTPO M TOYHO KOMMPOBATb HYXKHbIE YYaCTKM
JHK ona aHanmsa HacneacTBeHHbIX MPUM3HaAKOB M 3abof1eBaHnm,
obecneymBas BbICOKMIM YPOBEHb YYyBCTBUTENBHOCTU TECTa.

CekBeHMpoBaHWe JHK BbiaBNaeT TOUHbIM MOPAOO0OK HYKTEOTUOO0B, UTO
MoMoraeT 06HaPYXUTb MyTaLMKM U onpenennTb MHOUBWUAOYaNbHbIE
reHeTM4YeCcKkme oCobeHHOCTU MaumeHTa.

Icnonb3oBaHME MUKPOYUMIMOB MO3BOTAET OOAHOBPEMEHHO MPOBEPATH
TbICAYUN TEHETNHECKIMNX BAPHNAHTOB, YTO 3(1)(1)6KTMBHO aJ14 MaCCOBOTIO
CKPUMHWNHIa N BblABJTIEHUA MHOXECTBa HaC/1e4CTBEHHbIX 3aboneBaHuI.

IJHK-aHann3 npumMeHaeTca as9 YCTaHOoOBNEeHWNA BMOTOrMYeCcKoro
POLOCTBA, BbIABTIEHMA HOCUTENEN TEHETUYECKUX MyTaLLUU U
ONArHOCTUKW Pa3/IMYHbIX HAaCNeaCTBEHHbIX 3ab601eBaHMIM HA PAHHUX
cTagunax.




PacnpocTpaHEHHOCTb reHeTUYEeCKUX TectoB B Poccum

I Poct uncna npoBeféHHbIX IHK-TecToB B Poccun
400,000

350,000
PocT cnpoca Takyke CBA3aH C ynydlleHnem
300,000 OOCTYMHOCTW 1abopaTOPHbIX YCNyT U
250.000 yBenmyeHmeM MHPoOPMMpPOBaHHOCTU
HaceneHus O reHETUYECKMX PUCKAX.
200,000
[JaHHble MoKa3blBatOT yCTOMYUBBINA POCT
150,000 NOMNYNAPHOCTU reHeTUYEeCKOro
100.000 TECTUPOBaHUSA, HTO CMOCOO6CTBYET
’ NPOPUNAKTUKE HacNeOCTBEHHbIX
50.000 3aboneBaHN 1 6onee OTBETCTBEHHOMY
- NIaHVPOBaHWMIO CEMbMW.
0 |

2010 2015 2020 2023

MWMHUNCTEPCTBO 30paBooxXpaHeHna Poccumckom Oenepaumnm, 2023




[eHeTUKa U NeyeHue 6onesHen éyayLliero

l’eHHaqa Tepanua: 3aMeHa AePeKTHbIX reHOB PepaktTupoBaHume [1HK ¢ noMmoubio CRISPR-Cas9

CoBpeMeHHble TEXHOIOTNK MO3BOMAOT MPAMO B KNETKAX 3aMeHATb TexHonorma CRISPR-Cas9 obecneymBaeT TOYHOE McrpaBneHmne
MNOBPEXOEHHbIE MeHbl, UTO OTKPbIBAET MNEPCNEKTUBLI TIeYeHN4d MYyTaLMM B reHOME YerioBeKa. 9Ta METOAMKA YCMELIHO NMPUMeEHAeTCHd B
HEN3NEeUYNMbIX PaHee NaTonornn. MeTon y>e NCronb3yeTca a4 SKCMepUMeHTabHbIX MCCNegoBaHUAX Mo 6bopbbe C HEKOTOPbIMM
HEKOTOPbIX peaKMX 3aboieBaHUM MMMYHHOW CUCTEMBI. BMOAMW paKa N HaceacTBEHHbIMM BONE3HAMMN.




Mpouecc HacneooBaHUA NPU3HaKa y YesioBeKa

STanbl Nepepaym reHeTn4YecKom MHbopmMaumm oT poauTenen K pebeéHKy

dopmupoBaHme MposiBneHne
dopmurpoBaHue PasBuTtune
Poautenn MOJI0BbIX CnvsiHue reHos HacneaCTBeHHOro
3UroTbl NnOTOMCTBA
KNneToK (ramer) npu3Haka




BnuaHue oKpy)XarwlLlieu cpeabl Ha NposB/iIeHNEe NreHoB

dnmMreHeTn4YecKmne MexaHm3amMbl perynmpyroT
BK/TFOYEHWME U BbIK/TIOYEHME reHOB, MeHAq
deHOTMN B OTBET Ha YCOBUA Ccpebl, YTO
MPEUMBOOUT K Pa3HOOBPAa3NIO NMPU3HAKOB
gaxke y 61mM3HeLoB.

Ha npoaBneHme reHoB BNUNFET NMUTaHMe,
006pa3 XM3HU U CTPECC, KOTOPbIE MOTYT
M3MEHATb aKTMBHOCTb NreHETUYECKUX
NnporpamMmm 6e3 nameHeHmsa camom HK.

B3anmogencreme cpenbl M reHOoB
OObACHSAET, MoYeEMY Y TIOOEN C OOMHAKOBbBIM
HaBOPOM reHOB MOIYT Pa3BMBATbLCH
Pa3IMyHble 3a60n1eBaHNA M MPOABNATbHCSA
OT/INYMNA BO BHELLUHOCTM.




dTNYEeCKUe BONnpocChbl B reHeTUKe YyesnioBeKa

[MoMBaTHOCTb reHeTUYecKom MHdopMaL MM BayxHa 014 y
P Pop datl A OTCyTCTBME PAaBHOMO AOCTYMNa K reHeTUYeCcKom Tepanmm
NnpenoTBpalleHnsa 3/10ynoTpebieHni, Hanpumep,

MOXET YCUTTNTb COUMaJiIbHOE HEPaABEHCTBO N BblI3BATb
AOANCKPUMMMHaUNK MO 300PL0BbO TN COUMNAJTbHDBIM
MNPOTNBOPEYHYNA B obLlecTBe.
NPEMN3HaAKaM.

’ y - 3aKoHOOaTeNbCTBO M CreLManmcTbl B 06/1aCT BUO3TUKM
Je6aTbl BOKPYI KOHLEMNUMU "ON3aNHEePCKUX AeTen

y NIPaIOT KJTIOYEBYIO POJb B PEryIMpoBaHMM
KacatoTCa MOPasibHbIX U COLMabHbIX MOCNEeACTBUM

MCMONb30BAHUA MTEEHETUYECKUNX TEXHOTOMMI M 3aLmTe NnpPaB
BMelLlaTes/1bCTBa B NTreHOM HYeJ10BEeKa. rpaXkaaH




BKnaa reHeTuku

PaclwmdpoBKa reHoOMa NoMoraet
BbIABNATb MPUYNHbBbI PeaKMX
HacneacTBeHHbIX 3aboieBaHUI,
YCKOPSAA MOCTAaHOBKY TOYHOIO AMarHo3a

1 Pa3paboTKy HOBbIX METOO0B NeYyeHumq.

B 60pb6by C peAKMMU 60N1e3HAMMU

[MpenapaT CnnHpasa, pa3paboTaHHbIN
Ha OCHOBeE reHeTU4YeCKmnX
nccrnegoBaHM, 3HAYMTENBHO yy4yLllaeT
COCTOAHME MaLMEHTOB C CrNMHaTbHOM
MblLLEYHOW aTpodPmnen.

MexxayHapoOHoe COTPYOHMYECTBO B
reHeTUKe No3BosIgeT O6MEeHMBATbCH
OMbITOM U pecypcamMu, YTO yCKopseT
Mporpecc B neYeHnmn pegkmx 6onesHen.




dKcnepuMeHTbl ¢ [1HK: WWKonbHbI€ NPOEeKTbI

1 B nabopatopum WKOMbl MOXHO M3BMeYb [JHK 13
KIYOHUKW OOCTYMHbIMW peakTMBaMM, YTO MOMOraeT
MOHATb CTRYKTYPY MreHEeTUYEeCKOro MaTtepmarsla Ha
MNpaKTUKe.

l/I3yqume Hac/1ieOBaHNA NPMN3HaKOB C NMNOMOLLbIO
LBETHDbLIX KapTO4HEK N CXEM MO3BOJIAET YHEHUNKaM
Nyyqiule yCBOMTb OCHOBHbIE 3aKOHDbI MeHpoena m
Pa3BMBATb MHTEPEC K HayKe.




Pa3BuUTHME reHHOW Teparimi N ANarHOCTUKM

obecneynT MHOMBUAOYaAbHbIM Moaxom, K
nevyYeHnto n NpodPunaKTnKe, CyLLECTBEHHO

MOoBbICNB KaydeCTBO XXMN3HW.

[MporHo3bl BO3, 2023

2025

roa, Korga oXxuaaetcs MaccoBoe
BHeaApeHue
nepcoHariIM3npoBaHHOro
reHeTUYeCKoro TeCTMpoBaHUSA B
KJIMHUYECKYIO NMPaKTUKY




[eHeTUnKa — KJ1IoU K
NOHMMMAHMUIO cebs

[eHeTMKa pacKpblBaeT TaHbl HAaCeACTBEHHOCTW, MOMOoraeT
npenynpexxnaTb 60Me3HU 1 yny4dllaTb 340Pp0Bbe, POPMUPYS
dYyHOAMEHT ONa pa3BUTUA COBPEMEHHOW MeaUuLIMHbI U
OCO3HAHHOIO OTHOLLUEHWSA K CBOEMY OPraHm3My.




