O630p TeMbI: reHeTUKa -

[M10J1a N CUElTJIeHHOE C
MOJIOM HacJieaoBaHUE

[eHeTMKa nona nuccnepyeTt MexaHU3Mbl onpeaeneHunda nojia u HacnegoBaHue
MOJ1I0BbIX MPUNU3HAKOB.



VIcTopunyeckue
Hayana nsyyeHus
HacneanoBaHUA Nona

=&

B XIX Beke yuyeHble KoppeHc n MopraH
BbIIBUT XPOMOCOMHbIE OCHOBbI Nona.
IKCNepPUMEHTbI Ha Apo3odune gokKasanu
pasnnuna Mexxay X n Y-XxpoMocomMamu,
nokKasanu cuenieHHoe 1 aBToMaTUYeCcKoe
HacJieooBaHWMe reHos.




OnpepeneHne nona: 6UONOrNMYECKNN U
reHeTUYECKNM acneKTbl

LMmca Ha nmaeT Ha

K




CTpoeHune n pyHKLUNM MNONOBbIX XPOMOCOM

MolLb X-XPOMOCOMbI B perynaumm

X-xpomocoma coaepxuT cabiwe 1100 reHos,
oTBeYyaruwmx 3a passutne n obmeH sewecTB. OHa
UrpaeT Ba>KHYI0 pPOJib B XXU3He4eATEeNIbHOCTU
opraHm3mMa 1 nepepave rnpPmM3HaKoB.

Cneunanmnsaumng Y-XpoMOCOMbI

Y-XpoMocoMa 3HaunTenbHo Kopoye — HeceT 7/0-80
reHoB, cpeaun KoTopbixX KntoueBon — SRY,

KOHTPONMPYIOLWNIM 06pa3oBaHMNE MYXCKUX MOSTOBbIX
xenes.




MexaHn3Mbl onpepeneHna nonay
pa3NYHbIX BUOOB

NTarLWmnx I©e HaCeKoMble
T XY-

bl

Nosb3yoT




CpaBHeHUE CUCTEM onpeaeneHna nona :::

Cucrema KapuoTtun KapuoTtun

nosna camuoB CaMOK
Yenoesek | XY XY XX Jlroan
Bopoben | ZW 7 Z\W MTryb
CapaHya | XO X0 XX Hacekomebie

CpaBHeHMe pasHbiX CUCTEM rosia No TUny
XPOMOCOM U KapuoTuny y caML,0B U CaMOK.

XY — My>CKasl reTeporaMeTHoOCTb, ZW —
YXEHCKasl; CUCTEMbI BNUAIOT Ha HacnenoBaHme
nosna.

Hay4yHble paHHble No buonornm nona



CuenneHHoe C NoJsIoM
HacnepoBaHwue:
OCHOBHbIEe OCObeHHOCTU

[eHbl, cuenneHHblie ¢ NoAoM, HaxoaaTcs Ha X unum Y-

1 XPOMOCOME 1 rPaMOTHO nepeaarTca B
COOTBETCTBUM C UX PACMNOIOXKEHNEM Y MY>XXUUH U
YXEHLUH.

5 X-cuenfieHHble MPU3HaKU NPOaBAAIOTCSA Y MY>XXUYMH

yalle n3-3a ogHou X-XpOMOCOMbI, B TO BPeEMS KaK Y-
cuenneHHble NPU3HaAKM NnepenatoTcs TONbKO NOo
MY>XCKOW IMHUMW.



HacneaoBaHMe NPU3HAKOB,
cLensieHHbIX C X-XpPOMOCOMOMU

SE

X-cuenneHHble NPU3HaKy YacTo nepenatoTca No MaTEPUHCKOU JIMHUU
N MPOSABAAIOTCSH NPENMYLLECTBEHHO Y Manb4yMKOB NP HAaNNYMnN OOHOU
MYTaHTHOWM annenu.

2=

ns npodBJ1IeHNA Npmn3HakKa y geBoyeKk Hy>XHbl ABe MyTaHTHbDbIE
anjiesin, UTo CHM>XXaeT HaCTOoTYy 3aboneBaHMN B YKXEHCKOM opraHM3Mme.

2=

anMepr TAKUX NPNU3HAKOB — OaJIbTOHU3M, I'eMOCbl/IJ'IMFI N HEKOTOPbIE
MblllEeYHble IEI,I/ICTpO(I)l/Il/I, KOTOpPble MaTepn-HoCuTeJibH1Lbl MOTYT
rnepenaBatTb CbiIHOBbAM.



[anbTOHWM3M: Knaccu4yeckmnm npmuMep
cLuenaeHHOoro c NoJioM HacnenoBaHUA
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MyTauumn B reHe OPN1LW Pa3nnuma B yactoTe 3aboneBaHUS

NanbToOHM3M 06yCcnoBNeH USMEHEHUSAMU B reHe Ha X- [MpnMepHO 8% MY>XUMH cTpanatoT AabTOHU3MOM, TOraa
XpoMOoCcOoMe, BNUAKLWNM Ha BOCMPUATUE LiBETA U KaK Y >XeHLWWH AaHHbIA MPU3HAK BCTPeYaeTCs MeHee YeM
NpoABNAWMNMCSA Yalle Y MY>XXUUH, TaK KaK Y HUX y 0,5%. BusyanbHo 3T0 Noka3aHo TecToM Uwwunxapsi.

OTCYTCTBYeT BTOpas X-XpOMOCOMa AJ19 KOMMNeHcaLunn.



[eModunus: ewe ognH NnpuMep X-
cLensieHHOro HacnengoBaHUA

F8 n F9, 2 BonesHb NposaBNAETCS Y MY>XUMNH C OAHOMN

MYTaHTHOW X-XPOMOCOMOMW; XXEHLNHbl 0ObIYHO
HOCUTENbHULLbI N BONET penko, Tpebys obenx
MyTaHTHbIX anneneun.
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CooTHOLLEeHMe nona Npu pas3IMYHbIX TUNax
HacneaoBaHUA

B Go/bHbie manbuvky N 340poBbie MasIbunKK

I Go/bHbie AeBOYKY ' 300pOBbIE AEBOYKM OuarpaMma OeMOHCTPUpPYeT 3HaYNTesIbHOoe

npeobnanaHmne NposBIEeHNSA MPU3HAKOB Cpeau
MaNbyMKOB NPU HOCUTENbCTBE MaTepU-
HOCUTENbHUL,bI MyTaLMM X-XPOMOCOMBI.

PacnpepneneHne npM3HakoB HepaBHOMEPHO:
MY>KUMHbI Yalle CTpagaloT, XXEeHLUHbI
npenMyLlecTBEHHO HOCUTENU C MeHbLUEeNn
BEPOSATHOCTbIO NPOABIIEHUS.

MeToanyeckmne MaTtepumarsnbl No reHeTunke nona, 2023




Y-cuenneHHoe HacnegoBaHUe:

0COBEHHOCTU Nepeaaym reHos

O>XeHHble Ha
epepatoTcH

€ NPU3HAaKU

LWUNX ITY

Ha4YMMOU
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HacnepoBaHue X-cuenseHHOoro peLeccmBHOro npmn3Haka

CxemMa HacnepoBaHusA C BEPOATHOCTAMU MPOABIIEHUA NMPUN PA3HbIX TEHOTUMNax pOﬂ,MTeﬂeﬁ

OTeL, 6051bHOM E Bce poyepu
(X"Y) HOCUTENbHULI
Houepu: 50%
OTeu 300p0OB
H SROP E HOCUTENbHULLbI,

(XNY)

CKpelwmBaHue
pogutenen

50% 300pOBbI

CblHOBbS:
50%
OO0J/bHblE,
CblHOBbA 50% 300pOBbI
340PO0BbI,
ecnn maTb
340poBa

MaTb

reTepo3nUroTHa
(XNX")



CpaBHeHMe cuenjieHHOro ¢ NoJioM U
ayTOCOMHOI0O HacsienoBaHUA

® (0630p reHeTUKM HacneACTBEHHbIX 3aboneBaHnmn, 2023

Bup HacnegoBaHusA Mpumep 60ne3HU MonoBoe pacnpeaeneHue BepoATHOCTb NPOSAB/IEHUSA CbIHOBEIA BepoATHOCTb NPOSAAB/IEHUA gouepeit

X-cuensieHHoe peleccuBHoe Femodpnnns HepaBHoe 50% 60/1bHbI OO6bIYHO HOCUTENBHULLbI
X-CuensieHHoe peLieccnBHoe JanbToHU3M HepaBHoe 50% 60/1bHbI Penko nposBnsaetcs

[laHHble NoKa3bIBalOT Pa3fiNyHble TUMb CuenneHHoe c NnosioM HacnenoBaHue
HacnepoBaHUs, UX NPUMeEpPbl 1 0COHEHHOCTH XapaKTepnsyeTcsa Bblpa)KeHHOM pa3HULLEN B
pacnpepneneHusa no nosny. YyacToTe NPOoSABMEHUS MeXXay NosiaMun, B OTinume oT

ayTOCOMHbIX POpPM.
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JIbBMHaa pons cuenyieHHbIX C NOJIOM
3aboneBaHMN — peuecCcuMBHbIE

SE

BonbwMHCTBO X-cuenneHHbiX 3aboneBaHMN UMEOT peLL.eCCUBHbIN
TUMN HaAcsiegoBaHUS, NPOABIAACh NMPENUMYLLECTBEHHO Y MY>)XUYUNH, N3-33
HanMumns ToIbKO OAHON X-XPOMOCOMbI.

2=

YXeHLWKMHbl 06bIYHO ABNAOTCH HOCUTENIbHULAMU, TaK KaK BTopas
HOpMaJibHaga Konusa reHa KoOMNeHcupyeT MyTaL Mo, YMEHbLLAaA
BEPOATHOCTb NPOAB/IEHNA CUMMNTOMOB.

2=

Puck nepepnayn 3aBNCUT OT reHoTumna mMmatepun, YT1o KpUTUYHO A4
OUEeHKUN BEeEPOATHOCTHU 3aboneBaHus Y MOTOMCTBa.
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[eHeTnuecKMe TeCTbl A9 BbIIBNIEHNA CLEenIeHHbIX
C NOJZIOM 3aboneBaHUM

+

MU P-aHann3 no3BonsgeT obHapy»XXunBaTb cneunpmuyeckme Mmytaumm Ha X-
XPOMOCOME C BbICOKOW TOYHOCTbIO.

2=

CeMenHble aHKeTbl NCMNOJIb3YIKOTCA AN BbldBJIEHNA HAaC/1e4CTBEHHDbIX CBA3en u
HOCUTEJIbCTBaA B POAOCJI0BHbIX ceMen.

+

LiInToreHeTnyeckmnm aHanms onpepgendeT Kapmnoturn, 4To Ba>XHO NMpn Noao3peHnn Ha
dHOMaJ1IMnN NMNOJ10BbIX XPOMOCOM.

+

[eHeTnyecKoe KOHCY/bTUPOBaHME NOMOraeT CeMbAM MOHATb PUCKU U NPUHATD
MHPOPMMPOBaHHbIE peLleHUs NPy NIaHUMPOBaHUM NOTOMCTBaA.
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IdTNYecKme BOnpochHl
N BNNAHME Ha
o6LLecTBO

1 [eHeTnyecKoe TeCcTUpoBaHME NOPOXKAAET
ONCKYCCUMN O KOHPUMOEHUMNANbHOCTU, NpaBax
naumeHTa h BO3MOXXHOU coumnaibHOM

ANCKPUMWNHaAUNN Ha OCHOBE NT’eHETUHECKUX OaHHDbIX.

5 Heobxoanma nogaep>kka n MHGOPMUPOBaHUE
ceMeun, CBoeBpeMeHHOE KOHCYNbTUPOBaHUE, YTOObI

MUHUMN3NPOBATb NCUXONOrMYECKNNA CTPECC U
obecneunTb 3aWNTy NpaB HOCUTENEN.
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CoBpeMeHHble nccsiegoBaHuS B
ob651aCTUN reHeTUKM Nona

a (XXY) wu 2 Pa3pabaTbiBaloTCA HOBble METObl Tepanmmn
HacneacTBEHHbIX 3aboneBaHUN, yYNTbIBaAKOLLME
0cobeHHOCTHM Nosa 1 NOJI0BOM XPOMOCOMHOM

CTPYKTYPbI.
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Ponb reHeTUKM nona B 3BOJTIOLLMOHHOM rnpouecce

[ToppoeprkaHue
reHeTU4YecKoro

pa3sHoOobpasuns

[eHeTMKa nona cnocobcTByeT
COXpPaHeHUo pa3Hoobpasuns B
nonynauuu, obecnedmsBasn agantauuio m

YCTOMYMBOCTb BUAOB K U3MEHAOLWMMCS
YCNOBUAM cpefpbl.
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BnnaHme Ha
MONIOBYIO CeieKUUIo

CucTeMbl onpegeneHus rnona
BO3eNCTBYIOT Ha BbIOOp NapTHEpPOB
1N 3BOJIIOLMOHHbIE CTPpaTermm,
cnoco6CcTBYSA pa3BUTUIO HOBbIX
NPU3HAKOB U BUOOB.

IBONTIOUMOHHbIE

npenMyLLLecTBa CUCTEM
nona

Pa3nnyHble MexaHU3Mbl onpegeineHnd
MoJia No3BOJNIAKOT BUAaM Sq)q)eKTMBHO
MPOTUBOCTOATb MyTaunNAaAM U

adarfnTnpoBaTbCA, obecneumBas rMbKocCTb
reHeTUYECKNX UBMEHEHUN.
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3HAUYNMOCTb N3YUYEeHNd FreHEeTUKU NoJia

[TOHMMaHMe reHeTUKM Nnosia Ba>KHO A1 AMarHoCTUKKM 3aboneBaH, MeANLMHCKOIo
KOHCYNbTUPOBaAHUA U Pa3BUTUSA Tepanuun, a TakXe A9 NoBblleHNS OTBETCTBEHHOCTU
B NJ1IAHUPOBAHNN CEMbMW.




