O630p meMbil:
[eHemuKkd nosja u
HacnegoBaHUe,
cuensieHHoe C NnoJyiom

3yuyeHmne MexaH13MoB onpeaeneHmns
nosa 1 HacnegoBaHUS MPU3HAKOB,
CBS3aHHbIX C MOJIOM.
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[eHeTYecKuun Kon,
YXE@HCKOro U My>CKoro rnosa

Busyanusauusa xpoMocoMm B
KneTkax

PasMepbl U reHeTU4YECKoe
coaepXXaHme XxpoMoCcoMm

>KeHCKUM non onpeaenseTtcd
HanMuneM AByx X-XpOMOCOM,
MY>XCKOWN — coyeTaHneM X 1 Y.
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Pa3NINUYUMbIE CTPYKTYPbI Noa4 :
CBETOBbIM MUKPOCKOMOM, |
NO3BOIA9 UCCNeaoBaTb . Harpy3ky Y-XpOMOCOMbI NO
XPOMOCOMHbIN HAbOP U : CpaBHEHUIO C X.
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MUNTIMOHOB. DTO OTpaXkaeT

SRY, oTBETCTBEHHbIN 3a MEHbLLYIO FrEHETUYECKYIO

MY>XCKWME NMPU3HAKKN, YTO
OT/IMYAET reTeporaMeTHbIN MO
XY OT roMmoramMmeTHoro XX,
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OCHOBHbIe NosioBble cucmemMbl Y XXUBOMMHbLIX

Cuctema XX/ XY xapakTepHa 14 MaekonuTarowmx, rage caMkm nMetoT XX, a
camubl XY. [Trubl, HQOBGOPOT, UMeIOT cuctemy Z\W/ZZ, roe caMkm ZW, a
caMubl ZZ. HeKoTopble HaceKoMble MCNOob3ytoT cucTteMy XO/ XX, npu
KOTOPOW camMeLl, MMeeT O0gHYy X-XpOMOCOMY, a CaMKa — [Be.

OcobeHHOCMU nosia y pacmeHul U HEKOmMopbIX
6ecrno3BOHOYHbLIX

Y pacTeHUN BCTPEeYaloTCs KaK reHeTUYECKMEe MeXaH3Mbl Moa, TaK U
3KONOrnMyecky obycnoBeHHble. [annoannaouagusa y N4én u MypaBbeEB —
NpPUMepP HeOobbIYHOM CUCTEMBI, FAe Mo onpeaensaeTcsa KoM4eCTBOM
XPOMOCOM: CaMLibl FanI0MaHbl, CAMKU AUMIOUOHbI.




[eH SRY Ha Y-xpomMocome
3arnyCcKaeT npoLecc pa3BnUTUS
MY>XCKWNX roHag —
CEMEHHUNKOB, TEM CaMbIM
MHULMMPYSA NMOSIOBOU
ONODEPEHLMPOBKN Y
aMOpPUOoHa.
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aKkecnpeccua SRY akTtnBmpyet
Kackag apyrux reHos,
OTBETCTBEHHbIX 38 CUHTE3
TECTOCTEPOHA U
OOPMUMNPOBAHNE MYXKCKUX
NOJIOBbIX NPU3HAKOB B NeEpUOL
aMOpuoreHesa.
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OTCyTCTBME UMW AedEKTbI FreHa
SRY npmBOoOAT K pa3BUTUIO
YKEHCKOro GeHoTmMNa,
HEeCMOTPA Ha Hanyme Y-
XPOMOCOMbI, YTO HAbNOOAETCH
npu cuHopome Ceavepa.
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[eHeMuYyecKue HapyLueHUSs NOJIOBbIX
XPOMOCOM: NPUMepPbLbI U nocsiegcmBuUS

I1 Iz

CurHapoM KnanHdenbTepa (47,XXY) xapakTepunsyeTcH CunHOpoM TepHepa (45,X0) NposBASeTCs Y XXEHLMH
CHUMYXEHHbIM YPOBHEM TECTOCTEPOHA, 6ECNIOANEM U HU3KOPOCOCTbIO, OTCYTCTBMEM MEHCTPYaLVIN U
HEKOTOPbIMU GU3NYECKNMU OCOBEHHOCTAMM, TAKUMU KAK HEeOoNI0AO0TBOPEHHOCTbLIO M3-3a OQHOXPOMOCOMHOIO COCTaBa.

YBESIMYEHUE MOMOYHDIX YKEee3 Y MY>KUMH.
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Tpucomua X (47,XXX) 06bI4HO COMPOBOXAAETCH YacToTa reHeTnyecKnx aHoMaamim NOOBbIX XPOMOCOM
He3HauYUTEe TbHbIMU 3aEPXXKaMMN PEYEBOro PA3BUTUA U MHOTAA  OOCTUraeT OAHOro Ciyvas Ha ThiCAYy HOBOPOXOEHHbIX, YTO
CNOXHOCTSAMM C 06y4aEeMOCTbIO, MPU 3TOM K/IMHUYECKME NOAYEPKMBAET 3HAYMMOCTb CBOEBPEMEHHOM OMArHOCTUKIN U

NPOSBNEHMS MOTYT ObITb PAa3HOOOPA3HbLIMMU. NOOOEPXKKMN.




CuenneHHoOe C NOJZIOM HacliegoBaHuUe:
ornpegesieHue U ripuHUuunmnboli

CuensieHHOoe C NOJIOM HacNeaoBaHMe CBSA3aHO C reHaMu,
PACMONIOXXEHHbBIMU Ha MOMTOBbIX XPOMOCOMaX, MPENMYLLECTBEHHO X.
PeLieccrBHble MyTaLUum NPOSABASIOTCS Y MY>XYMH MPY HAANYMM OQHOM
MYTaHTHOM annenu, Toraa Kak y XXeHLYH 3pdOeKT MeHEE BblpaXkeH 1aun
OTCYTCTBYET.

OCO6EHHOCTb CLEMNEHHOrO HAaCNeaoBaHNA — PAa3NnYMS B 4aCTOTE U
NPOSABNEHNAX MPU3HAKOB Y MYXUMH U XXEHLLIMH, OOYCNOB/IEHHbIE
reHeTUYeCKOoW PasHKLIEN B MOSTOBbIX XPOMOCOMAX, YTO BUSIET Ha
KIMHWMYECKYI0 KapTyHY 3abo1eBaHnM.



JdKcnepuMeHmbol MopraHa: omkKposimue
cuenneHuacnonroMm S
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TomMac MopraH Ha opo3opuiax [Tpn CcKpelumnBaH CaMLOB C OTKpbITMA MopraHa
nccnenoBan HacnegoBaHme 6e/bIMU F1a3aMm U CaMOK C NO3BOJINAN MOHATb, UTO
OKPaCKW rnas m ob6Hapyxus, KpaCHbIMW rnasamMu reHeTMyeckas nokanmsaumns
4YTO reH, oTBeYaloLMii 3a LUBET, Habloganack NoaHOTA BNMAET Ha Nnepepayy u
pacnonaraeTcs Ha X- NPOSBNEHNA NPU3HAKa Y NPOSBNEHNE HACNEeACTBEHHbIX
XPOMOCOME, YTO BMNepBble NOTOMCTBA MY)»CKOIro Nosa, NPM3HAKOB, 3aKladblBas
[OKAa3aio CLUENnIeHHOCTb COrflacHoO 3aKoHaM OCHOBY XPOMOCOMHOW TEOpUU
NPU3HAKOB C MOJIOM. CLLenNeHHOoro ¢ NoJsIoM HacneaCcTBEHHOCTMW.

HaCceaoBaHNA.



fubpugonoruyeckul aHANuU3 cuenJieHHoOro
C NoJIOM HACJIegoOBAHUSA

- |

[Tpn CKpeLlmMBaHUM reTePO3UroTHOM caMkK (XAR XAr) ¢ 6enornasbiM caMmuoMm (XArY)
NOTOMCTBO pacnpegenseTcs No GeHOTUNY B TOYHbIX NPONOPLUMSAX, AEMOHCTPUPYS

cueneHne npraHaka co X-XpoMOoCOMO.

AHanmM3 BTOPOro NOKOMEHMs MOKa3blBAET, YTO PELIECCHBbIN MPU3HAK Yallle NposBasgeTcs y
CaMLIOB, @ CaMKM Yallle OblBalOT HOCUTENAMU, YTO OBBACHSAETCS reHeTUYeCKUMIN

OCOBEHHOCTAMM MONOBOro HAC/1e4oBaHMUA.




OcHOBHbIe X-cuenJieHHble 3a6on1eBaHuUsN
yenoBeKda

OdanbTOHN3M Fremodpunus MbiweyHasa guctpodpus [ioweHHa

OTO HapYyLLEHWE LIBETOBOIO 3peHuns, HacnefncreseHHoOe HapyLUeHe CBEPTbIBAEMOCTH Penkoe Tshxenoe 3aboneBaHme, NpoaBsioLLeECs B
NPENMYLLLECTBEHHO Mopax)katoLlee My>k4mH (0o 8%). KPOBW, BCTpeYaloLleecs npenMyLLLeCTBEHHO Y LETCKOM BO3pacTe Yy MasibymkoB. CBA3aHO C
KEeHWMHbI — HOCUTEIM MyTauUMM Yalle He NPOosABASIOT ManbymKoB. [ eMopmnng A BO3HUKAET MPUMEPHO Y MYyTaLWSAMM FeHa, PACMOIOXEHHOT Ha X-XPOMOCOMeE,
NPW3HAKOB, YTO CBA3aHO C HaMymem BTOpOWn, OLHOro HOBOro MaJsib4ymMka Ha 5 000 POXXAEHHbIX. NPVBOASLLMMU K MPOrpeccmpyolen ciabocTm MbiLLL,

300POBON X-XPOMOCOMbI.



Y-cuenseHHoOe HaciegoBaHuUe: npuMepbsbl U
ocobeHHocmu

[Tpn3HakKn, cuenseHHble C Y-
X[POMOCOMOMW, NepenarTCH
MCKTIOYUTENBbHO OT OTL A K
CbIHY, UTO obecneudnBaeT
CTPOr0 MY>CKYIO JIMHUIO
HacnenoBaHusa 6e3 yyacTtug
YKEHLLWH.

K TMNn4YHbIM NprMepam
OTHOCSATCS TMNEPTPUXO3
YLIHOWM PaKOBWHbI, HEKOTOPbIE
bOopPMbl My>KCKOro 6ecnnoams
N 3/T0KAQYECTBEHHbIE
HaPYLLEHMS KNETOK
crepMaToreHesa,
OBYCNOBJ/IEHHbIE reHamMmn Y-
XPOMOCOMBI.

13-3a orpaHmn4eHHoro
pa3Mepa 1 vmcna reHoB Ha Y-
XPPOMOCOME KOJIMYECTBO
3ab60n1eBaHMM, CBA3AHHbIX C
Hel, HEBENMKO; YXEHLLMHbI
NONTHOCTbIO NINLLEHbI 3TUX
reHOB, YTO UCKJIKOYaET U1X
nepenavyy no MaTeprHCKoOu
ANHUN,




AOMUHAHMHOe X-cuerneHHoe

HacnegoBaHue

[JOMWHaHTHbIE MyTaUKMKM Ha X-
XPOMOCOME MPOoABNAIOTCS
[AaXKe B reTepo3nroTHOM
COCTOSAHUUN, YTO XapaKTepPHO
019 Takmx 3ab0os1ieBaHMI, Kak
CUHAPOM PeTTa, Bbl3blBaeMbIi
MyTaunen reHa MECP2.
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3abonieBaloT
NPENMYLLECTBEHHO OEBOYKMN,
TaK KakK Yy MaJIb4MKOB C
Nogo6HOW MyTaLMEN YACTO
HabngaeTcs
HECOBMECTMMOCTb C XXM3HbIO
[0 POXOEHUSA NN TAHXKENOE
TeyeHne 6one3Hn.
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[TpoaBieHns 3aboneBaHns y
[EBOYEK BAPbUPYHIOTCA U
OObIYHO MEHEE TSXKEJbl MO
CPAaBHEHWIO C MaslbYMKaMU, YTO
CBS13aHO C PEeHOMEHaMU
MHaKTMBALMM X-XPOMOCOMbI U
reHeT4YeCKon Oo3bl.
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MexaHU3M nepega4yu peueccuBHoOro X-
cuensieHHoro 3a6oneBaHus

CxeMa Hac/egoBaHKsa NokasaHa Ha NpuMepe B3auMoaenCTBMSA 340POBOr0O OTLA M HOCUTENbHMLIbI MyTaHTHOM X-
XPOMOCOMBI.




CpaBHeHUe aymoCOMHOro u cuemnjieHHoro
C NnoJioM HACnegoBAdHUA = QNS

B Tabnuue npencraBieHo OCHOBHOE
Pa3iyme B OCOHBEHHOCTAX
HacnegoBaHWS MeXay ayTOCOMHbIMU U
X-cLUenneHHbIMK NpKY3HaKaMu,

XapakTtepuctuka AyTocoMHoOe X-cuensieHHoe

3aboneBaemoctb N0 | OanHakoBO A1 060UX Yalle BcTpeyaetcsa y

nosny nosioB MY>XXYUH

Cxema Ob6a poanTensa mMoryt MaTtb nepenaéT CbiHy, oTel
HacnenoBaHusA nepenarb NprU3HaKoB — [lo4epun peako

[1posaBneHune y

Bo3MOXHbI 3a60/1€BaHNS Pegko, yalle HOCUTEeNbLCTBO
YXEHLLMH

X-cuenaeHHoe Hac1eoBaHMe YETKO MPOosBASETCS MaTepuarnbl LWKOMbHOTO Kypca reHeTnkm (PAH)
NPENMYLLECTBEHHO Y MYXUYUH, B OT/IMYME OT

ayTOCOMHOrO, rAe nos He BIUSET Ha

BblPa)XEHHOCTb MpK3HaKa.



[pOHULLAEeMOCMb U 3KCNnpeccuBHOCMbL
NPEPU3HAKOB, CUeM/JIeHHbIX c nosioM = s

% % %

[TpOHUNLAEMOCTb Hanpumep, remopumnums IHakTMBaUmMa ogHOM 13 X-
XapaKTepn3yeT BePOATHOCTb NOJIHOCTbIO MPOSABAAETCA Y XpOMOCOM (Tenble bappa)
NPOSBMIEHNS NPU3HAKa Y MY>XYMH C MYyTaHTHOW X- NPOUCXOOUT CNTyHanHO B
HOCUTEeNen MyTaHTHbIX FEHOB, XPOMOCOMOMN, TOrAa Kak y K/IETKAX XXEHLLUVH U OObSACHAET
a IKCMPECCUBHOCTb — XXEHLWNH-HOCUTEeNen BaprabeibHOCTb MNPOSBNEHNN
CTenNeHb BblPaXeHHOCTH CUMMNTOMbI MOTYT ObITb C/1A60 CLEnSIeHHbIX C NOJIOM
CUMMTOMOB Y MOPaXEHHbIX Bblpa)XeHbl UIM OTCYTCTBOBATb 3a60/1EBAHMIN Y XXEHCKOro nosa.
MHONBWMOOB. M3-3a KOMNEeHcaL M BTOPOU X-

X[POMOCOMOMN.




TeMnepamypHoe onpegernieHuUe nona y
KPOKOgQUJIOB

TeMnepamypHasa
3aBUCUMOCMb nona

Y KPpOKOOMNOB MO/
onpenenseTcs
TemMnepaTypomr MHKybaLumm
AUl TeMnepaTypa Bbllle UK
HUXKe onpeneneHHoro
nopora 3arnyCckKaeT pa3BuTmne
MY>XCKUX U XXEHCKMX
OCOb6eN. ITOT MEXAHU3M

OTJ/INMHaEeTCA OT

XPOMOCOMHOIO N 3aBNCUT OT

YCTOBUIN OKpYyXKatoLlen cpebl.

CouuanoHadqa
gemepMuHalua u
CMeHa nona

MHorume Bu1abl pbib U
HEKOTOPbIE HACEKOMbIE
CMOCOBGHbI MEHATH MNON B
TeUeHUEe XXU3HW Noj,
BO34EMCTBMEM COLMAbHbIX
DaKTOPOB, YTO MOKa3bIBAET
BbICOKYIO FrEHETUYECKYIO U
3KOJTOMMYECKYIO TMOKOCTD B
onpeneneHnn nona.



[eHemu4yecKoe KOHCYysibmupoBAHUE npu
cuenJieHHbIX C NOJIOM 3a6o0oneBaHUAaAX

A 2 3 4

AHann3 ceMermHoro lcnonb3ytoTcs CneunanmncTsbl PaHHee BbigBNneHune

aHaMHe3a rnomMoraeT MONEKYNAPHO- MHOOPMUPYIOT CEMbU O HOCUTENEW CNOCOBCTBYET

BbIABUTb HOCUTENEN U reHeTMYyeckne MeToabl BEPOATHOCTU POXOEHUS CHUXXEHWNIO

OnNpenennTb PUCK 019 TOYHOr O 60/1bHOro PebeHKa, a 3a00/1EBAEMOCTM Yepe3

nepenayn CUenIeHHbIX C onpeneneHns TaK)Xe O BO3MOXXHOCTAX rpaMoTHoOE

NosioM 3aboieBaHNM HOCKUTEeNbCTBa MyTaLuN Y npeHaTaibHOM N1aHNPOBaHME CEMbU U

oyayLemy noToMCTBY. YXEHLLMH, 4YTO ONArHOCTUKN U MeaMUUNHCKoe
3HAYMTEIbHO MOBbIWAET NPEBEHTKMBHbIX Mepax. HabloOEHME.

NOCTOBEPHOCTb MNPOrHo3a.




Memogbl BbiiBJIeHUS cLUen/IeHHbIX C NOoJIOM
Mymawuuu

I1 Iz

[lonnMepasHas uenHas peakuus (MNLUP) no3BonsgeT 6bICTPO U CekBEeHMPOBaHME reHOMa OHECMEeUYMBAET AeTallbHbIN aHANN3 U
TOYHO aMMINPUUMPOBATb FEHETUYECKME YHACTKM, BbIAB/IEHME TOUYEYHbIX MyTauUMA U CTPYKTYPHbIX NEPEeCTPOEK B
Nnoao3puTesibHble Ha MyTauuW. X- 1 Y-XpOMOCOMax.
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MeTton MLPA ncnonb3yetcd ong Konm4eCTBEHHOro B Poccum MonekynsgpHasa oMarHoCTUKa TakMx 3aboneBaHnim
onpeneneHns geneunm nnv aynankaumm B reHax, OCo6eHHo LLUMPOKO BHeJpAeTCa ¢ 2000-X U 3HAYUTEIbHO Yyy4yllaeT
SPPEKTUBEH NPU MOAO3PEHMM HA CIIOXKHbIE MyTalUMN. KaQ4eCTBO reHETUYECKOro KOHCY/IbTUPOBAHMS.




dmuyecKue acrieKkmbol U
30KOHOgAaMmMelbCMBO B 06/10CMU reHemukKu

nosia

[lpeHaTanbHOEe TeCTUPOBaHNE
NoJ/1a Bbi3blBAET 3TUYECKME
BOMPOCbHI, CBSI3aHHblE C PUCKOM
ONCKPUMUNHALNN U
coumnanbHbIMK CTEPEOTMNAMMU
Ha OCHOBE MNoJia PeBEHKA U
reHeTUYECKNX OaHHbIX.

DepnepanbHbi 3aKkoH PO N°180
«O BMoMeanLIMHCKNX
TEXHONOMUSAX>» Perynmpyet
npoBefeHne reHeTUYECKNX
nccnenoBaHun, 3almTy
OAHHbIX 1 0653aTENIbHOE
MHPOPMUMPOBAHHOE cornacue
NaLVEHTOB.

MexayHapoaHble HopMbl BO3
C/y>XaT OPUEHTUPOM 414
3TUYECKOrO NPOBELEHUS U
pPerncTpaunm reHeTn4YeCcKmnx
nccnenoBaHMM, CNOCOHBCTBY A
3aLinTe npaBs 1
HEMPUKOCHOBEHHOCTH
JIMYHOCTW.
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3Ha4YeHuUe usy4yeHus
reHemMuKu nosJjia u ee
nepcneKkmMuBaBbl

M3yyeHne reHeTUKK noaa paclmpsaeT NoOHMMaHNE MEXaHM3MOB HAC/1e40BaHUS
1 3a0601E€BAHUM, YTO BAXXHO A/19 Pa3BUTUSA MeOMLMHbI, BUOTEXHOIOTUIN U
BNOITUKM, a TaKXKe AN NOBbILLEHMNS KQYeCTBa FreHEeTUYECKOro
KOHCY/IbTUPOBAHUSA 1 ANArHOCTUKM.




