| eHeTMKAa vyenoBekKa:
BBegeHne v KnoueBble TemMbl

MN3yueHne HACNeACTBeHHOCTW, CTPYKTYPbl FeHOMA W BIUSHUSA FeHOB
HA YeflIoBeKa.



[1yTb pa3sntTns
reHeTUKWN yenoBeKa

OT 3akoHoB MeHaend 40 NOAMHOro
PACLUINGPOBAHUSA FreHOMA — KJIKOUeBble
STAMbl UCCIeA0BAHUS U OTKPbITUS,
MONOMMBLLUME OCHOBY COBPeMEeHHOW
reHeTUKM U BUOTexXHOTOMMN.




OCHOBHbIE MOHATUS NF’eHEeTUKWU yenoBeKa
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[eH — yuacTok AHK, Hecywmmn
MHPOPMALMIO AN9 CUHTe3a befka n
onpezensarowmnmn HacneayemMbint MPU3HAK,
NeXawmm B OCHOBe PYHKLIMOHUPOBAHUS

OpraHnama.
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Annean — pasnuuHble BApUALIMLA O4HOTO

reHd, CO34aloLme reHeTUYeCKyto
BapunabenbHoCTb Y ocobent o4HOro BnAd.
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[eHoM MpeAcTaBngeT cObON COBOKYMHOCTL
BCeX NreHOB OpraHn3ma, BKIKOUAOLLYKO KaK
KoApYoLine, TaK 1 HeKoanpyoLmne
nocniegosartesnbHocT AHK.
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[eHOTWUN — NOMHbIM HABOP reHeTUYeCcKon
MHPOPMALUUN UHANBUAA, TOFAA KAK
GeHOTUMN OTpaXKaeT BHeLUHWe NMPU3HAKU U
CBOWCTBA, NMPOSABALAOLLMECH MO BAUAHUEM

cpefbl.
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CTpykTypa n pyHkumn AHK n PHK

Ocob6eHHOCTU CTPOeHUS
AHK

AHK cocTonT 13 aBYx
CMUPAJIbHbBIX LLenovex,
MOCTPOEHHbIX U3 HYK1eoTUA0B
AdeHVH, TUMUH, [YaHNH 1
LnTO3UH, UTO 0becneumnBaeT
CTABUITIBbHOE XpAHeHMe
reHeTnyecKom UHGOpMaALUA B
KneTKax.
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Ponb PHK B cHTe3e
6enKoB

PHK vrpaet BaXKHYO posib B
npoLiecce CUHTe3a 6efikoB —
matpnyHasa PHK nepeHocuT
UHOOPMALMIO, TPAHCNOPTHAA
JOCTABNAeT AMUHOKWUCIIOTHI, 4
pnbOCOMHAH obecrneunBaeT
cOopKyY benka.



O6beM UesioBeyeckoro reHoma
obecrneunBaeT OrpoMHoe
PA3HOOb6PA3Me HACNeACTBeHHbIX
MPU3HAKOB U CneunduuecKyio
perynaunio paboTbl reHOB.
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MexKayHapoaHbIN MpoeKT «[eHoM YenoBeKka», 2003

3,2 MNpA

Nap OCHOBAHWW COCTAB/IAET
BCIO OCHOBY YesIoBeYeCKOro
reHoma, opMunpys
YHUKATbHbIV HABOPp MreHoB
KAXA0ro UHANMBWAGQ..



Tun KonunyecTtBo

Xapakrepucrtumka
XpoMOCOM nap

OnpeaenatT 60/1bLUMHCTBO
AyTOCOMbI 22

Hac/ie4CTBEHHbIX NPU3HAKOB
[TosioBble OnpeaenstoT 6MoNornyecKui

1 (XX/XY)

XPOMOCOMbI Mo

ToroBbii Habop 13 46
Bcero 23

XPOMOCOM

CpaBHUTeNbHASA
Tabnnuya: XpomMoCcoMbl
uenioBeKa

Tabnuua oTpaXkaet pacnpeseneHne
XPOMOCOM MO TUMNAM, KONUYEeCTBY Nap 1 UX
OCHOBHbIM QYHKLMAM Y YenoseKd.

CocTaB XpOMOCOMHOIO H(160p(1 ABNSETCY
OCHOBOW HACIeACTBEHHOCTW W NMOJIOBOWN
AeTepMUHALMN.

YyebHUK brnonornn ang 10 Knacca



3aKOHbl MeHaena B NpUMeHeHUN K yenoBeky
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[lepBblt 3aKOH OnMUcCbIBAeT
eANHCTBO peHoTUNAa
NepBOro NOKOJ/IeHUSA Nput
CKpeLLBAHUN
FOMO3UIOTHbIX poaunTenen
C AJOMUHAHTHbBIM W
peLeCCUBHbIM MPU3HAKOM.
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BTopovt 3aKOH ObbaCHAeT
paclernieHve Npu3HaAKoB
BO BTOPOM MOKOJIeHU B
COOTHOLLEHUW MPUMEpPHO
31 Npn NOJTHOM
AOMUHUPOBAHUL OLHOMO
annens.
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TpeTun 3aKOH YTBepaaeT
HEe3aBUCUMOCTb
HACMeAOBAHUA PA3TUYHbIX
MPU3HAKOB, ecnv
COOTBETCTBYIOLLMNE FeHbl
PACNONIOMEHbl HA. pA3HbIX
XPOMOCOMAX.



PacnpeaeneHve rpynn Kposu B nonynaumnn Poccnmn

PacnpegeneHue rpynn Kposu B nonynsuumn Poccun
40

35

Hanbonblasa gond npuHaanexuT |l rpynne
KpOBW/, YKA3bIBAKOLLALA HA ee
JOMUHNPOBAHME B reHeTUUeCcKon
CTPYKTYpe HACeNneHns.

30

25

Takoe pacnpejeneHne nmeeT BAXKHOe 20
3HAYeHWMe ANg nepesiMBaHng KpoBu U
NNAHUPOBAHNSA MeANLIMHCKOW MOMOLLM. 15

OeznepasibHOE MeANKO-61MONIOrMYecKoe areHTCTBO

Poccunmn, 2020 10

| rpynna || rpynna [l rpynna IV rpynna




MyTtaumnm: BnAabl 1 NOCNeACTBUSA A9 YenoBeKa

[eHHble MYTALMUMN BKITIOUAIOT 3aMeHbl UK
YAGIeHUS HYKNeoTUA0B, HapyLlas
CTPYKTYPY BENKOB, MPUMEDPOM CIYHKUT
CeprnoBUAHOKIIETOYHASA AHEeMUS.

[eHOMHbIe MYTALMN CBA3AHbI C
U3MEHEHUAMU YUCA XPOMOCOM, KAK Mput
cuHApome [ayHa, obycnoBIeHHOM
TprcomMmmen 21-m XpoMOCOMbi.

XPOMOCOMHbBIE MYTALUN — U3MEHEHUS B
CTPYKTYpe XpOMOCOM, HANPUMED AefleLmmn
WV TPAHCNOKALMWN, MOMYT BbI3BATH
CUHAPOM KOLLIAUbero KpumKa.

MyTaumvt NoBbILLAKT reHeTUYeCKyo
BAPUNABETbHOCTb, HO TAKMe MPpUBOAAT K
BO3HUKHOBEHWIO HAC/1eICTBEHHbIX L
OHKOJTOrNYeCKUx 3a601eBaAHUN.



Hacneayemble 3a60nesaHns yenoseKa

MykoBncunao3: oco6eHHOCTUN
HACMeAOBAHUS U NPOSIBNIEHMUS

3aboneBaHve nepeaasTcs no
AYyTOCOMHO-PeLieCCUBHOMY TUMY W
XapaKTepu3yeTca HapyLleHnem
GYHKLUMM AbIXxaTelbHOWN N
NULLEeBAPUTENIbHOW CUCTeM. HacToTa
BCTpeudemMoCTun B EBporne oKono 1Ha
2500 HOBOPOACHHDIX.

[emodpumnng: X-cuenneHHoe
HacneA0BAHME KPOBU

JTO HACNeACTBEeHHOe HapyLUeHme
CBepTbIBAGMOCTU KPOBU
MpenmMmyLLLeCTBEHHO BCTPeYaeTCs |
MUUWH, NepeaaBasicb vepes X-
Xpomocomy. 3abonesaHme Tpebyet

NOHKUMIHEHHOIO KOHTPOJIA U Tepadnnu.

DeHUKeTOHYPUS: PAHHSAS
AVATHOCTUKA U NPpOPUNIAKTUKA

AYTOCOMHO-peLecCUBHOe
3a60N1eBaHve, NPosBNFOLLLeecs
HApyLUeHem obmeHa
beHnnanaHnHa. CKpUHUHT
HOBOPOXAEHHbIX MO3BOAAeT
CBOeBpeMeHHO HaUdTb AneTunyecKkoe
NleveHMe, npegynpexaatoLLiee Taxenole
OCJTOMHEeHU.



MeToabl U3YUeHNs reHeTUKM yenoBeKa
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[eHeanornyeckum
meToz

AHAN3 pOAOCTOBHbIX
MO3BOJIFeT BblABUTb
3AKOHOMEpPHOCTU
HAC1eJOBAHUSA NPU3HAKOB
W YCTAHOBUTb TUIM
HACeACTBeHHOCTU

KOHKpeTHbIX 3ab601eBaHnin
B CeMbe.

Bbnan3HeuoBbiu MeTo/

CpaBHeHMe
PeHOTUMNYECKUX
pPA3IUUNN MeXaY
OAHOSANLOBbIMU U
PA3HOAVNLIOBBIMW
6IM3HeLaMnU noMoraeT
OLIeHUTb BKNAA FreHeTUKu
W BHeLLUHeW cpe/bl B
PA3BUTUE NPU3HAKOB.
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LUwnTtoreHetTnyecknn
AHANN3

ViccnegoBaHme XpoOMOCOM
NO4 MUKPOCKOMOM
BblAB/IAET CTPYKTYPHbIE
AHOMANUW, TAKNE KAK
TPAHCIOKALMW W Jeneuunn,
BINGIOLLME HA
HACNeACTBeHHble
NATONIOMUW.
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MonekynspHo-
reHeTuJYeCKMm aHasn3

MeTtoabl TTUP n
CeKBEeHWPOBAHUNS
MO3BONAOT OOHAPYKUBATD
mytaumm Ha yposHe JHK
W CTABUTb TOUHbBIV
AVATHO3 reHeTUYeCKuMx
30601eBAHUNN.



[ 1pOeKT «[ eHOM yeyioBeKa»: AOCTUHKEHUSA U NepCrneKTUBbI
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3aBepLléH B 2003 roay, NpoeKT nNpeaoCTABWII
NOSHbIV NocnegoBaTeNibHbi Koa AHK
YyeioBeKda, OTKpbIB UHPOpMaALMO O 20-25
Thicauax reHoB. Co3agaHa rnobanbHasg 6a3a
AAHHbBIX MYTALWMIK, HeObXOAMMAS A4
NCCNeZ0BAHUN.

PasBuTrie NepCoHAM3UPOBAHHOW MeANLMHDI
CBA3bIBALTCSA C UHAVUBUAYATbHBIM
reHeTUYeCKUM MacropToOM, KOTOPbIn
CMOCOBCTBYET TOUEYHOMY MNOADOPY JIeUeHNS U
NPOPUNAKTUKE PA3NTUYHbBIX 30601eBAHUA HA
OCHOBEe reHoTUMd.
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JTUJYeCKMe BOMNpOChl B reHeTUKe YesioBeKa

KOHOUMAEHLMNATBHOCTD
reHeTUYeCKUx AaHHbIX
TpebyeT CTpOroro
KOHTPOH, UTObbI
N36eXKaTb
AVNCKPUMUHALMN MPpU
TpYaoYyCTpoucTBe n
CTPAXOBAHUWM HA OCHOBe
HACNeCTBeHHOW
MHOOPMALNN.

PefaKTMpOBAHME FreHOMA,
OCOBEeHHO SIMOPUOHOB,
BbI3bIBAET STUYECKKE
CMOPbI, UTO MpUBeSo K
MeXAYHAPOAHBbIM
COMNALLEHUAM,
peryMpyoLLIm
3TUYeCKMe HOpMbl U Npasd

yesioBeKa B buomeanLnHe.

icnonb3oBaHwe
reHeTnyecKou
UHPOPMALMN BIIUSALT HA
cemMenHble 1 counalibHble
B3AMMOOTHOLLEHWS,
Tpebys 6anaHca mexay
NPABAMWU UHAUBUAA U
OOLLEeCTBEHHbIMI
UHTEepecaMm.



[eHeTUKa n NnpodunaKkTuKa 3abonesaHmnn
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OnpegeneHne reHeTnyeckux MapKepoB MO3BOJIFET BbigBIATb
MPeApPACNONOMKEHHOCTb K TAKUM 3a60/1eBAHUAM, KAK PAK U CepAeyHO-
COCYAUCTbIe BONEe3HU, UTO BAXKHO A9 pA3PADOOTKU MepCOHASIbHbIX
NPOPUINAKTUYECKUX MPOrpAMM.

CKPUHUHI HOBOPOXAEBHHbIX BK/IOUAET 0b643aTesibHOe 0bcejoBaHMe HA
HACeACTBeHHbIe NATONOMMM, YTO NO3BOMSeT HAUATb CBOEBpeMeHHOe
neveHvne 1 YnyuLlinTb NPOrHO3 340p0Bbsa PeOEHKA.

[TpodunakTuueckne mepbl, OCHOBAHHbIE HA FeHeTUYeCKOM UHOOPpMALUN,
CYLLLECTBEHHO CHVKAKOT PACMPOCTPAHBHHOCTb TSHMETbIX FeHeTUUeCKMX
3060/1eBAHUM W NOBbLILLIAIOT KAUECTBO MU3HM NALMNEHTOB.



[locneaoBaTenbHOCTb reHEeTUYECKOro TeCTNpPOBAHUNA
YesioBexKa

OCHOBHbIe 3TAMbl FeHeTUYeCcKoro obciejoBaHuns oT cbopa buomarepmnana 40 MeAnLMHCKNX
peKomeHAaL M

KoHcynbTauus

NHTepnpeTauma

reHeTVKa U
O6Hapy>eHbl pe3ynbTaToB

MyTaummn? peKkoMeHpaumu

Coop JlabopaTopHbIN
onomaTepuana aHanu3 [HK




[eHeTUKa n passmnTne buoTexHonormn
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TexHonorng CRISPR-Cas9
PEeBOIIOLMOHN3NPOBASA BO3MOMKHOCTb
TOYHOIO PeJaKTUPOBAHUSA MeHOB,
OTKPbIBASA MYTb K NTIeUEHWMIO FTeHeTUUECKUX
3060/1eBAHUN U YNYULLEeHWNIO
ArPOTEeXHUYECKUX KYbTYp.
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[eHoTepanug BHeApSdeT UCMPAB/IeHHble
BEPCUW MeHOB, KAK B JleUeHUN CIUHAIbHOW
MbILLEYHOM aTPOPUN, UTO 3HAUUTEIBHO
NOBbLILLAET KAUeCTBO MU3HWU MALUUNEHTOB C
HACNeACTBeHHbIMU NATONOMMAMM.
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CNOMHOCTb BHeApeHUs HOBbIX MeTOL0B
CBSA3AHA C OTUUECKUMU AUNTeMMAMN U
HEeOobXOAMMOCTbLIO CTPOTrOro KOHTPOIS 34
6e30MNACHOCTbIO U MOCIeACTBUAMN

BMeLwdTesibCTB B NTeHOM.

N

~

od

\\\

)

Maccosoe npumeHeHne BUOTeXHONOrMIN
TpebyeT Co34aHUS NpaBOBON 6A3bl U
OOLLEeCTBeHHOrO Ananora ANng
COrIACOBAHMA HAYUHOro nporpecca u

Z

COLUNAJIbHbIX HOPM.
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[eHeTUKa, HacnegoBaHue m
MHAVNBUAYAJIbHOCTDb
yenoBsexka

MHABUAYATbHbIe YepTbl, TAKUE KAK
POCT W NMpeapacroOMeHHOCTb K
30601eBaAHNAM, POPMUPYIOTCH
MONINIeHHbIM HACe0BAHUNEM C
Yuactmem MHOXKeCTBA reHoB U
GAKTOPOB OKpYHAtoLLLen cpeabl.

SONUIreHeTUKA OObACHSICT, KAK NMUTAHME
W YCNOBUA B Nepunos 6epemeHHOCTU
MOTYT BINATb HA AKTUBHOCTb MreHOB
nnoaa 6e3 nuamerennd camom AHK,
OKA3blBAS AOJITOCPOYHOE BO34eNCTBUe
HA 340pOBbe.




[PAPUK: YACTOTA XPOMOCOMHDBIX AHOMATUI NPU POXKACHUN

UacToTa XpOMOCOMHBIX aHOManiA Npu poxaeHnn B Poccun

CuHapom JlayHa ocTtaercsa Hamboree
PACMPOCTPAHEHHOW XPOMOCOMHON
AHOMAJIen, 3HAUNUTESIbHO BIUAd HA
30460/1eBaeMOCTb cpeant HOBOPOM/AEHHbIX B
Poccmmckon Qegepaumn.

Bbicokag yactoTa cnHagpoma AdayHa -
NOAYEPKUBALT BAXKHOCTb NPeHATAIbHOIro

CKPUHUHIA U FreHeTUYeCKoW KOHCYIbTaLnmn 3
ANA CHVKEHUSA PUCKA POXAHUS C

TAXeNTbIMU MATOSIOMMAMWN. 5

PoccTat, 2021

CuHgpom [ayHa CuHApoM 3aBaphca CuHapom lNaTay




byAayLlee reHeTUKWU YenoBeKa: Bbi30BhY W,

030 roa
BO3MOMXHOCT YeTpavenve
A3BUTNEe BUODAHKOB COLIMABHOM
Mo3BOINT ANCKPUMUHA LN
HAKAMNJIMBATb LN 6J'IO.FO,£I,O.p9I
NCMOJTb30BATH MHOOPMUPOBAHHOCTU
bronornyecknin obLLIeCcTBA U
martepuan ang TeXHOJIOMMYeCKOMY
YraybaeHHoro nporpeccy OTKpoeT
nsyveruns HOBble BO3MOXHOCTU
MONYNALUOHHOW AN IHTerpaumm
FeHeTUK U peiknx reHeTUYeCKMx
3a601eBAHUN. AOCTUXKEHUMN.
2025 roa J) 2035 rop J;
LLInpoKoe BHeapeHue DopMUpOBAHME
MepCcCoOHAIM3UPOBAHHON MeXAYyHApOAHbIX
MeINLUNHDblI HA OCHOBe STNYECKMX CTCI.H,E,G.pTOB
aHanmsa reHoma M HALMOHATBHOIO
CHQCQ6CTBUQT 3aKoHOoAATeNbCTBA
YIYULLEeHWIO obecneunTt
ANATHOCTUKU U cnpaseisjinBoe n
TepaneBTUYeCKUX 6e3ondcHoe
reHeTUYeCcKon

UHOOpMALINN.



BansaHne reHetTKuv yenosexka
HA O6LWeCcTBO: UTOrM mn
NepCcneKkTUBbLI

[eHeTUKA UHTerpupyeTcs B MeAULIMHY, HAYKY 1 obpa3oBaHme,
CMOCOBCTBYSA pA3BUTUIO MEPCOHATU3NPOBAHHONO NOAXOAA W MOBbILLAY
OCO3HAHHOCTbL 0O6LecTBA B 06/1ACTU 340P0OBbYA U STUKW.



