O630p U KJ/1loUYeBble TeMbI: reHeTUKa
nona

HayKa O reHeTUYeCKMX MexaHm3amMax, POPMUMPYIOLLUNX OUMONOTrMYECKMIA MO XXUBbIX
OPraHM3MoB.



NcTopua nuccnenoBaHumn
noJsia B reHeTUKe

B Hauane XX BeKa OTKPbITUE MOJIOBbIX XPOMOCOM CTas10
KJTFOYOM K MOHMMaHWIO HacnegoBaHMs nona. PaboTol
YUYEHbIX PACKPbITM CBA3b MeXOy XPOMOCOMaMM U
NONOBbIMU MPU3HaAKaMK, 3a4aB HarpaB/ieHMe
COBpPEeMEHHbIM MCcCcnegoBaHMNAM.




[eHeTUKa noJsia: oCHOBDLI

[lonoBaqa NpUHagIeXXHOCTb Y
OOMbLUNHCTBA YXNBOTHbIX
onpepgendaeTca KOMbuHaumen
MOMOBbIX XPOMOCOM B AMLIEKIETKAX
M criepMaTo3omaax, 3agatoLlen
Pa3BUTUNE OpraHM3IMa.

O1

Y YXeHLWWH 0bbl4HO OBe X-
XPOMOCOMbI (XX), Y My>X4MH — X n'Y
(XY), uTO POopMUNPYET OCHOBHbIE
6monormyeckme pasnindma nona.

02

[eHeTWKa NoJla TakXKe n3y4yaeT
aHOMaMKn B YMNCNE U CTPYKTYpE
MOJIOBbIX XPOMOCOM, BIUAIOLLME Ha
MoJsiIoBOE pa3BUTUE U
beHOTMNMYECKME OCOBEHHOCTW.

03



CTpoeHue u GyHKUUMU
NOJTIOBbIX XPOMOCOM

X-XxpoMocoMa: reHeTu4YecKoe 6oraTtcTteo

X-XpoMoCcoMa coaepXXunT cBbllle 1500 akKTUBHbIX FEeHOB,
YYACTBYIOLLMX B Pa3HOOBPA3HbIX PUINOTOTMYECKUMX
NpoLueccax, BK/1to4Yasa pa3BuUTneE M PyHKLUMNOHMPOBaAHME
opraHmsmMa.

Y-XpOMOCOMa: cneumasnim3ampoBaHHbIU
reHeTUYeCKMun 3NeMeHT

Y-XpoMOCoMa 3HaYNTENTbHO MeHblLLIe U KoOOUPYET MPpUMEPHO
50 6enkoB, cpen KoTopblix KntovyeBon reH SRY, BAMAOLWLNMK
Ha MYXXCKYO ANPPEPEHLIMPOBKY.



COOTHOLUeHNe MaNnb4iUKOB U AieBOYEK NPU POXXAEHUN

[ToOBUXXHOCTb U YXM3HECNMOCOOHOCTb
criepMartosomnnoB C Pa3HbIM XPOMOCOMaMI
BJITMHET HaA I'eH,EI,eprIl;I 6anaHc
HOBOpO)K,EI,éHHbIX.

[TonMepHOo Ha 100 geBo4vekK poxxaaetcya 106
Ma/IbYUMKOB, HO K B3POC/IOMY BO3pPacTy
KOTMYEeCTBO BblpaBHWBaETCA.

120

I CooTHoweHne poxaatoLLMXca no noay

100 —

80 —

60 —

40

20 —
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Cratmctuka BO3, 2020



MexaHu3Mbl onpeaneneHusa nosna Ha ypoBHe
onoaoTBOpeHuUsa

Q X-cnepMaTo3omabl d Y-cnepMaTo3omabl

[MepeHocaT X-XpOMOCOMY U MPU OMJI0O0TBOPEHUNN HecyT Y-XpOMOCOMY, KOTOPbIE MPW CITUAHUUN C
DOPMUPYIOT 3aP0AbILL YXEHCKOrOo Mosa C KapMoTUMNOM ANLEKNETKOM 06pa3ytoT My>XCKoM KapuoTtumn XY.
XX.

x: BeposaTHOCTb U paBHOBECKE

TeopeTnyecKmM LWaHC PoXXOeHUMA MaribyMKa UK
0eBo4YykM paBeH 50%, ogHaKo cTaTUCTUYeCcKue
PaKTOpPbl MOTYT BJIMATb Ha 3TO.



Ponb reHa SRY Ha Y-
XpoMocoMe

[eH SRY 3anyCKaeT pa3BUTNE MYXCKUX MOMOBbIX XXenes3 U
HaYMHaeT Npouecc POPMUNPOBAHUA MYMCKUX BTOPUYHbIX
MOMTOBbLIX MPUM3HAKOB.

[Tpn OTCYTCTBUN NN MyTaLMax SRY BO3MOYXHaA XXeHCKag
oanddepeHUMpoBKa Yy MHONBMAOOB C XY-XPOMOCOMHbIM
HabOopPOM.




TUnbl CUCTEM
onpepeneHvda nojay

)KM BOTH blx Cucrtema Buabl Camel Camka
XXIXY MnekonuTatouime XY XX

CBogHaga Tabnuua cucteM nona: XX/XY

y MAekonuTatowmx, ZW/ZZ y ntuu, v aWizz e e W

rarnogmninonangd y HaCeKOMDbIX. fannogmnnongma [Muénbl fannounp Aunnnong,

PazHoo6pa3ne cucteM oTparkaeT
3BOTIOLMOHHbIE aganTaunm K
onpeneneHunto noJsa.

YyebHunK 6unonoruu, «[eHeTuKa rnosia»



[eHeTU4YecKmne CMHAPOMBbI, BNUdoLuime Ha non

CuHapoM KnanmHoenstepa (47,XXY)
NMPEUBOOUNT K CHUMXEHUMIO GEPTUTBHOCTU
N HEKOTOPbLIM PU3NYECKUM
OCOOBEHHOCTAM Y MYXUYMH.

CuHgpom CBamepa — HapylleHMe B
PYHKLUMM reHa SRY, Bbi3bliBatoLLee
POPMUMPOBAHME KEHCKOIO PEHOTUMA
npun XY Habope.

O

O
O

CuHapoM TepHepa (45,X0)
XapaKTepM3yeTcsd HU3KUM POCTOM U
oecnnoamem y »XeHLWMH C OgHOM X-
XPOMOCOMOMW.

Bce 3T HapyLlleHMa cBA3aHbl C
N3MEeHEeHUAMU YMcna UM akTUBHOCTU
MOMOBbIX XPOMOCOM, BIMASA Ha
Pa3BUTUE Mofa.



Mo3anumnsm u XxuMepmu3M: YHUKasibHble GOopMbl

HaclnenooBaHuA NMoJia

Mo3auuusm m ero aPpPpeKTbl

Mo3anumn3M co3gaeT pa3Hoo6pa3me KIETOK C
Pa3HbIM KapHNOTUTTOM B OAHOM OPraHmM3Me, UTo
MOXET MNMpmMBoOoOanMNTb K CMelLLlaHHDBbIM MOJ1I0OBbIM
CIDeHOTl/II'IaM N CJTOXXHbIM MeONUNHCKNM CITy4HaAM.

XUuMepusM m 6MonormyeckKume
OCO6EHHOCTHU

XMMepMBM — CJIMAHNE KINETOK N3 PAa3HbIX 3UTOT,
UTO MOXET MNMPOABJIATbCH B HEeoOOblYHOM
pacripegesieHnmM rnoJioBbliX NMNPEPMM3HaKOB NJTU
retTepPOreHHbIX TKaHAX Yy OpraHM3Ma.



MHaKTUBauua X-XpOMOCOMbI Y YXeHLUUH: ABJ1IeHUue
NAaNOHUN3aL NN

Ol 02

B YXe@HCKUMX KJTeTKaxX oHa M3 ABYX X-XPOMOCOM CJly4aMHbIM O6pa3OM 2TOT npouecC HA4MHaeTCHd Ha PaHHWX 3TallaXx 3M6pMOFeHeBa n
NHaKTUBKpYyeTCd, 06pasys TenbLe bappa, 4To npenorspaulaeT N36bITOK X- COXpaHaeTCd BO BCEX OOYHEPHUMX KIETKaxX, YTo MpmBoguT K
CUENNEeHHbIX rTeHOB M obecrneYymBaeT reHeTU4YeCcKMmM 6anaHc C MY>XYNMHaMW. CI)yHKLLl/]OHaﬂbHOMy raMeToreHHOMy PaBHOBECKIO 3KCMPEeCcCMM reHoB.

03

[MTonMepoM NMocnencTBMiM NaMOHM3ALUUU CRYXXUT
NATHUCTbIN OKPAaC LLEePCTM Y CAMOK KOLLEK,
OOYCNOB/IEHHbIN PAa3HOWM aKTUBHOCTbLIO anfenen Ha
KaXO0om X-XpOMOCOME.



JdKcnpeccua X-cueneHHbIX reHoB: HacneaoBaHue mn
npumMepbl

1. [eHbl Ha X-XpOMOCOME MPOABNAIOTCA Y MY>XUYMH 2. XXeHLWMHbl MOryT 6bITb HOCUTENAMU
B edMHCTBEHHOM 3K3eMMaape 1n3-3a MYTaHTHbIX asinenemn 6e3 GeHoTUNMYECKMX
OTCYTCTBUSA BTOPOM X-XPOMOCOMbI, YTO AeaeT MPOABNEHWNI, MOCKOSbKY BTOPAaA X-XPOMOCOMa
X OCOBEHHO BOCMPUMMYMBBIMW K KOMMeHcupyeT OedekKT.

peueCCMBHbIM MYyTalUAM.

3. 3aboneBaHu4, TaKME KaK Oa/IbTOHM3M U 4., DeHOTUNUMYECKME MPOABNEHUS Y XWEHLLMH
reModumnma, Yalle BCTPEYatoTCH Y MY>KYMH U 3aBUCAT OT CTEMEHUN MHAKTUBHOCTU
nepenarTca No MaTEPUHCKOM IMHUWN, MOPAXKEHHOM X-XPOMOCOMbI, YTO OObACHAET
OEMOHCTPUPYSA XapaKTep HaciegoBaHma X- BapMabenbHOCTb CUMMTOMOB.

cueryieHHbIX MpPpn3HaKOB.



Mopenu HacnepnoBaHua X-cuemnJieHHbIX NPU3HaAKoOB

Ha ounarpamMmme nokasaHo, YToO MaTb-
HOCUTeNb NepenaéT MyTaHTHbIV annenb C
BEPOATHOCTbIO 50% CbIHOBbAM U1 O0YePAM,
OTpa)kaa paBHble LWaHCbl HacneaoBaHMA.

TaknM 06pa3oM, PUCK MPOABIEHUS
NPUM3HaKa Yy CbIHOBEW BbICOKMI, TOMOa Kak
goyepu Yalle aBnatoTcd 6€CCUMMNTOMHbIMU
HOCUTENAMM, YTO BaXKHO O/19 rEHETUYECKOTro
KOHCYNbTUPOBaHUA.

50
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10

I BeposTHOCTb HacnefgoBaHus X-cLUeneHHbIX peLeccrBHbIX MPU3HAKOB

CbIHOBbS ¢ 3a60/1eBaHneM [louepn-HoCUTENbHULLLI 3a0poBble AeTH

YyebHUK reHeTmkun, Poccmmckasa akagemmsa Hayk, 2020



BnuaHue cpeabl U MyTaumm Ha popMUpoBaHUe
nona

01 — VY pentunum non onpepengaeTca TeMnepaTtypon
MHKY6aLLMKM UL B 3aBUCUMOCTU OT YC/TOBUI
BbITYMJIAOTCA CaMLbl UM CAMKK, YTO BIMAET Ha
NonynauMoOHHOE COOTHOLLUEHME MOOB.

HekoTopble BUAblI pbl6 CMOcobHbl MeHaTb mon B = 02
TeUeHMe XU3HW B OTBET Ha coLMalbHble UMK
3KOMornmyeckme dakTopbl, AEMOHCTPUPYS
MIaCTUYHOCTb MoJa BHE reHeTUYECKUX

MEXaHN3MOB.

03 — VY yenoBeka Mo »ECTKo 3afaH reHeTU4YecKu,
BIVAHME BHELLHEW cpebl Ha ero
bopMUMpPOBaHMNE MUHMMANbHO B CUITY
YCTOMYMBbIX MOMEKYTAPHbIX MEXaHM3MOB Mosa.



MowaroBbi NpoLecc onpeaeneHusa nonay
YyenoBeKa

CxeMa dDOle/IpOBaHl/IS:I MNoJia OT Ory1040TBOPEHNA O0 MNMPOABJIEHUA INMOJ1IOBbIX TNPUN3HAKOB

dopmumpoBaHme
OnnopgoTBOpeEHUE O6pa3oBaHune OvopdpepeHympoBKa
y Kcnpeccus MY>XCKUX UIn
ANLEKNETKHU 3UroThbl ¢ XX roHag B
reHa SRY (npwu XEeHCKUX

crnepmMaTo30Ma0M nnn XY CEMEHHMKN UK
Hannumn Y) NosIoBbIX

cXuwimyY KapuoTunom ANYHUKN
NpuU3HaKoB




MeaANUMMHCKOEe U coUuMaribHOe 3HaUeHUe reHeTUuKum

noJia

[eHeTMnKa Nosia NOMOraeT BbIgBATb
HacneOCcTBeHHble 3ab0/ieBaHMS,
CB$I3aHHbIE C NMOTOBbIMU
XPOMOCOMaMU, N pa3paboTaTb
3PPEKTUBHbDIE CTpATENMUMN NeyeHnsa

N MPOPUNAKTUKM TAaKMUX MATONOrMNI.

O1

B Tepanmm MHTEpCeKCyalbHOCTU U
6ecnnoamnsa 3HaHKMAa O MOMOBbIX
reHax MO3BOMAOT MPUMMEHATb
MHOVBUMOYANTN3NPOBAHHbIE
FOPMOHAasbHbIE N XMpYypPrniyeckme
noaxonbl, yny4dllasa KavyecTBO
YXN3HW MaLLMEHTOB.

02

03

[eHeTn4YecKoe KOHCYNbTUPOBaHMe
CHWYXaET PUCKWN HACIeaACTBEHHbIX
aHoOManmm nona n NHpopmMmpyeT
CEMbM O BO3MOXHbIX
nocnencTBmax, obecneymBas
OCO3HaHHOEe NIaHnpoBaHmMe
6epeMeHHOCTMN.



MeToabl AMArHOCTUKU NEHETUYECKUX OTKJIIOHEHUM

oripene/inTb HNCJ10Bble N CTPYKTYPHDbIE
dHOMaJ1I MOJ1OBbIX XPOMOCOM,

BblABNAA9 CUMHOPOMbI, TakMe KaK : MeTon FISH ncrnonbayer
KnamHpensTepa nnm TepHepa. f bNYOPECLIeHTHbIE 30HbI A9
OBOHaPYXKEHMA KOHKPETHbIX FEHOB U
XPOMOCOMHDbIX Y4ACTKOB C BbICOKOM
TOYHOCTbIO M CKOPOCTbIO.

KapnoTmnmpoBaHMe Mo3BONAET

npucyTcTBue reHa SRY 1 apyrmx
MapKepOoB, BaXKHbIX A9 MOHUMaHNG
MPEPUYNH HEBEPHOW OANPPEPEHLIMPOBKU
nosna.

[MpeHaTabHble MCCnegoBaHUg,
BKJTtOMada aMHUNOLEHTE3 U
XOPUOHUNYECKMM BMonTaT, AatoT
BO3MOYXHOCTb pPaHHeEW OMAarHOCTUKMU
reHeTUYEeCKMX HapyLLUeHMI 00
POXXOEeHUA PebEHKA.

[MLLP-omnarHoctmnka BbiaBAAET O



STYecKue BONnpocChbl U pasHoOoObpasme NosIoBoOu

NMOAEHTNYHHOCTW

NMopnep)XKa MeXXMonoBbIX U TPAHCIreHAEePHbIX Noaen B
coBpeMeHHOM obLiecTBe

CoBpeMeHHble ANCKYCCUN MOOYEPKMBAIOT BAaXXKHOCTb MPU3HAHUE U YBaXKeHUS
Bcex GOopPM reHaepHoOM naeHTrnUYHocTU. ObecrneyeHme paBHbIX NPaB M OOCTYM K
MeOULMHCKOM MOMOLLIM OCTatOTCH K/TtoYeBbIMU 3a4a4aMm B COLIMANIbHOWM

MNoNNTUKeE.

Buonornyeckoe pasHoo6pasue nosia v ero sSHa4YeHue
Ana Haykum and TonepaHTHOCTU

LLIMPOKMM CNeKTp 6MONOrMyeckmx BapMaHTOB Mosla NoKasbliBaeT, YTo
reHeTMKa He Bcerga ogHo3HaYHa. 9To TpebyeT 0CO3HAHHOMO OTHOLLEHMS U
o6pa30BaHUg, UTOObI MPOTUBOCTOATb ONCKPUMUHALUM U CTEPEOTUMaM,



CoBpeMeHHbIe uccriegoBaHUd U byaylliee reHeTUKu

NMnoJia

BAMAHMA MUKPHK  noHPHK Ha
perynayunio nosiIoBbIX reHOB, OTKPbIBasd
HOBbIE aCneKTbl FreHeTUYECKOro
KOHTPOMA nona.

— 2010-e: usydeHue ponu - NMpuMeHeHne reHOMHoro
Hekoaupyrouwumnx PHK penaakKTupoBaHuUsa
JOKYMEHTUPOBaHbl MEXaHWU3MbI CRISPR/Ca59

TexHonorma paspeLllaeT HanpaBIeHHYo
KOpPEKLMIO MyTaL MM B MOMTOBbLIX FreHax,
OTKPbIBaA NepcrneKTMBbl Tepannm
HacneaCcTBeHHbIX 3aboneBaHun.

2020-e: anureHeTUKa u
MoaAundUKaLMUN TMCTOHOB

PacTyLwiee BHMMaHMe yaenaeTcs
N3IMEHEHUNAM METUNNPOBAHNA U
CTPYKTYPbI XpOMaTUHA, BIUAKOLWMM Ha
SKCMPECCUIO MOMTOBbLIX XPOMOCOM U
deHoTMN nona.

CoBpeMeHHbIe
nccrnengoBaHuUsa BIUSHUSA
cpenbl

NccnenoBaHME SHOOKPUHHbBIX U
SKOJ1OIT'MYEeCKUX CIDaKTOpOB BbIABJTIAKOT NX
BIIMAHWNE Ha BapMNaTNBHOCTb NMoJ10BOIo
Pa3BUNTUA, PaACLLUNPAA NMOHNMaHWNE
61ONOrnMYecKom NNacTUYHOCTM Mona.



[eHeTUKa nona: Ko K
NOHUMAHMUIO
OUNOJIOrMYEeCKOro m
couunanbHOIro
MHOroo6pasus

[eHeTnKa noJsia pacKpbiBaeT MeXaHM3Mbl HACNEeO0BaHMSA U Pa3BUTUSA
MOSTOBbLIX NPM3HAKOB, PopMUMpys dyHOAMEHT OANS MegULUMHbI, STUKU U
NPUHATUA Pa3HO0bPa3na B COBpEMEHHOM ObOLLIECTBE.




