| eHeTMKa nona
cuUen/IeHHbIE C
[MOJIOM rlpm3|—|aK
OCHOBHbIE TeMbl

VPOKa

Y3HaeM, KaK HOCeayTCA Mo 1 CBA3AHHbIE C HUM

NMPN3HAKWN Yy HEJIOBEKAA.




IcTopUa nayyeHmsa nona
N HacnenoBaHUA
NPON3HAKOB

C XIX BeKa y4ye€Hble OenatoT BAXKHble
OTKPbITUA B HOC/IE40BAHNM NONA U
reHAX HA MOJ10BbIX XPOMOCOMAX,
PA3BMBAA OCHOBbl COBPEMEHHOW
reHEeTUKM YesloBEeKd.
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[ lonoBble XPOMOCOMbI Yy YeioBeKa: X 1 Y

— B uenoBeyeckoM opraHmame 46
XPOMOCOM, M3 KOTOPbIX OBe
onpenenatoT nos: X n Y. OHK
HO3bIBAKOTCS MOJIOBbIMU
XPOMOCOMAMU U BIIUAIOT HA
PA3BUTKE MOJSIA.

— M eHLWMHbl MeloT gBe X-XPoMocoMbl (XX), a
MY>XUYMHbI — 0gHY X 1 ogHy Y (XY). 2Ta pasHuua
onpepenseT 6MoNornMyecKnii Mo YesoBeKa.

;':___:.'__..:_..-;_/ , :-. .I \ =
e
A
ih

iy
e Tes,

— Hannumne Y-xpoMocoMbl cogep>knT reH SRY, oTBETCTBEHHbIN 30
PA3BUTUE MYMKCKMX MOTOBbIX MPU3HAKOB U UTPAET KI0YEBYIO POJb B
onpeneneHnn nosna.
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CTpoeHne U

OCOHBEeHHOCTU X- 1 Y-
pqelelVelele]Y

X-XxpomMocomMma

X-xpomocomMa 60/blue Mo pasMepy U
copep>xut 6onee 1000 reHoB, BAXXKHbIX A1
MHOIMX OYHKLWNA OPraHn3ma, BKao4as

PA3BUTME HEPBHOM CUCTEMbI M OPIFrAHOB
YyBCTB.

Y-XpomMocoma

Y-XpOMOCOMA ropa3sfo MeHblUue 1 BKIIYOEeT
okono 50-/0 reHoB., cpean KoTopbix SRY —
MABHbIA PErynaTop MY>CKOro nosa u
pOpPMMPOBAHMA COOTBETCTBYHOLLMX
NPU3HAKOB.



Tlon pebéHka
onpenendaeTcyd
CoeANHEHMEM MONOBbIX
XPOMOCOM Mpw
OMJI040TBOPEHUN: XX -
0eBo4YKd, XY - MANbYMK,
4YTO 30BUCUT OT TUMNA
crnepmMmaTo3onada.

A MEXAHN3M O pedeeHN ﬂOﬂa,l

AnuexkneTka Martepu
BCerga CoOO4epP KT X-
XPOMOCOMY, d
criepMaTo3oungbl oTLa
HecyT nnbo X, nnbo Y, B
pe3ynbTATe YTO BAINAET HA
NnoJs1 NOTOMCTBA.

[py cNUAHNUNX
ANLUEKNEeTKN C X=
CrepMaTO30MO0N }gﬁhk,-
POXKAOETCH AEBOYKA, O'C Y=
CNepMaATO30UA0M — \\j
MAJIbYUK. DTO KIIKOHEBOM '“\E‘i;;i;;:
OUNONOTrNMYECKNIA MEXTAHUNI3M.




[lochenoBaTeNbHOCTb c:o6 |
nosa

[TyTb Nnepenayn NoNOBbIX XPOMOCOM OT poauTenen K pebeHky

Menos y
MY>XYMHbI:

cnepmarto3ounapl
cXunmnyY OnnopoTBoOpeHUe

Menosy

>KEHLMHbI:
ANLIEKNETKN C
X

[Mon pe6EHkKa:
XX (neBoyka)

[Mon pebéeHka:
XY (Manbyuk)
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CuensieHre Npm3HaKoB C NoJIOM: onpeaeneHne 1 CyTb

— [eHbl, PACMOJIOXKEHHDbIE HA MOJ10BbIX
XPOMOCOMAX, OTBEHAIOT 34 CLUENMJIEHHDbIE C
MOJ1IOM MPUN3HAKN, HAOC/TEOOBAHNME KOTOPDbIX
OoT/INYAETCAH OT AYTOCOMHbIX TEHOB.

— X-cuensieHHble NPU3HAKK HaceaylTca no- | )]
PA3HOMY Y MY>XUYUNH U XKEHLLMH, a Y- g - - 1)1
CLEMJIEHHbIE MPU3HAIOTCA TO/IbKO Y MY>XUYUH, Py~ » - I,
nepenaBasCb OT OTLA K CbiHY.



CpaBHeHMe HaciegoBaHUSa ayTOCOMHbIX U
cUenJIeHHbIX C MO/IOM NMPU3HAKOB

Tvn
Hac/ieaoBAHUA

OcobeHHOCTU

KTto
nposiBnsaeT

AyTOCOMHbIE

[lepenaoTca oAMHAKOBO

My>X4YMHbI 1

obonM nonam MKEHLLMHbI
Y My>XUYUH NPOABAAOTCHA
Yawe
X-cuenneHHble npuv O4HOM MYTOHTHOM
MY>XYUHbI
reHe
[lepenaroTca TObKO Mo TonbKo
Y-cuenneHHble . o
MY>XCKOM NIMHUN -

MY PKAUHBL——

Pasnnumnsa B HOCNEO0BAHUM BAUSIOT HA
nposiBfieHne 3a601eBAHNIN U MPU3HAKOB Y
MY>KUYUMH N XKEHLLMH.

MexaHM3Mbl HACTeA0BAHUSA BAUSAIOT HA
YACTOTY M NPOSAB/IEHMNE FTEHETUYECKMX
NPU3HAKOB.

LLIKosibHBINA Yy4ebHNK BL1OoIornm




PacnpocTpaHeHHb!
e X-cuensieHHble
NPEU3HAKU U
3aboeBaHng
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[eMobnnna — HacnegCTBEHHOE
HOpPYLLUEHME CBEPTLIBAEMOCTH
KpPOBW, Ydlle BCTpeyaeTcs y
MA/IbUYMKOB MN3-30 ocobeHHocTen X-
cuern/IeHHOro HacaeooBAHMAS.

LanbTOHWU3M — HApYyLUeHME
LLBETOBOIO 3pPeHNA, NPOABIAETCH
NPENMYLLECTBEHHO Y MY>YUH,
NOTOMY UTO PEeLLeCCUBHbIN FreH He
KOMMeHCHpyeTca BTOpou X-
XPOMOCOMOW.

MbiweuHas gnuctpoduna doweHHa
— TA>KENOoe 3a60/1eBAHME MbILLL,
nepenatoLleecd no X-XxpoMoCcoMe,
3TUM CTPALAIOT MPENMYLLECTBEHHO
MONbYUMKMN.



— [HanbTtoHn3M obycnoBneH
PeLeCcCUBHbIM FreEHOM HA X-
XpoMocoMe. My>XUMHbI YaLle
CTPOOAOT N3-30 OTCYTCTBUS

BTOPOro X, KOMMNeHCHUpPYIoLLEero
negeKThbl.

" YacTtoTa gasnibToHM3Ma no nony

Habnogaetca cyuwectBeHHO 6onee
BbICOKASA YACTOTA OA/IbTOHU3MA Y
MY>XUMH, YTO NOATBEPKOAET
CLLeN/1EHHbIN C MOJIOM MEXAHU3M
HAC/Ie4OBAHUA.

MegunumHcKne reHeTuyeckume
mccnegosaHmsa, 2023

>KeHLMHbI

T T T
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MexaH3M HacnhenoBaHMa X-cuenaeHHoro
pelecCcmMBHOIo npn3Haka
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Ecnu MaTb aBngeTcsa HoCUTeNeEM pPeLLeCcCMBHOIO annena Ha X-
XPOMOCOME, Y KOXKO0ro CblIHO BEPOATHOCTb NPOSB/EHUS
6one3Hn coctaBnaeT okono 50%. [oyepn 0ObIYHO ABAAIOTCS
HOCUTENSAMM N NPOABNAOT 60Ne3Hb peaKo.

3ab6oneBaHMe y godepen BO3HUKAET fiNLb NPU HANYUK OBYX
MYTOHTHbIX annefie — no O4HOMY C KOXXLOW X-XPOMOCOMbI.
Takasa 0cobeHHOCTb OOBbSACHAET PA3/INYNA B NPOABIIEHNN
MeXxOy NoaMu.




HacnenoBaHue X-cuenneHHomo et
NPY3HaKa

Mopoenb rnepenaydn redHd ot Martepm-HoCcnUTeENAd 1 340Pp0BOINO OTUA
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Y-CLenNeHHble NPU3HaAKK: NpUMepPbl U crneunpunka

— Y-cuenseHHble NMPU3HAKK
nepenarTca NCKTIOYNUTENBHO NO -
MY>XCKOW NIMHUU U NPOABAAIOTCA
TOJ/IbKO Y MY>XUYUMH, TOK KOK XXEHLNHbI
He MMeloT Y-XPOMOCOMbI.

— [lprMepbl BKAKOYAKOT FTMNePTPUX03 YLLIHOW
PAKOBUHbI — M36bITOYHbIN POCT BOSIOC HA YLLAX,
YHUKAJbHbIM 0719 MY>XCKOIro nona, obycnoBNEHHbIN
reHaMn Ha Y-XpOMOCOME.

i
.

27
227,
CA Y

— HekoTopble opMbl My>KCKOIro becnnoansa CBA3AHbI C MyTALUAMK B Y-
XPOMOCOME, B TOM YKMC/1e€ HAPYLLUEHUSA POCTA BOJSIOC HA NMLE U Apyrue
BTOPWYHbIE MO/0BbIE MPU3HAKMN.
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OTcyTcTBMe BTOpOMN X-
XPOMOCOMbDI Y MY>XUYUH

My>X4YMHbI UMEIOT TO/IbKO OAHY
X-XpOMOCOMY, NO3TOMY t00aS
MyTOLMA HO HEW cpa3y
nposBnsaetcs. B otnnume ot
MKEHLMH, Yy KOTOopbIX BTOpas X
MO>XET KOMMNEHCUPOBATL
0eEKTHBIN FreH, y My>X4MH
OTCYTCTBYET TAKAS
«CTPOXOBKAOY.

PeueccuBHbIN XApaKTep
X-cuenneHHbIX
3a6o0neBaHUM

bonesHu, Takme Kak
reMomnnma N AAbTOHU3M,
HOCNenylTCa KAK
peueccrBHble. DTO O3HAYAET,
4YTO N4 NpoABAeHUs 6onesHn y
MEHLUMH HY>XHO OBE KOMUK
MYTOHTHOIO FeHda, 4YTo
CNnyvaeTca penko, dy My>K4mH
— 0OCTATOYHO O4HOMN.



BAngHue nona v ropMoOHOB Ha NPOosBNEHNE
HaC/IedyeMblX NPU3HAKOB

b
o ':,-':::':';"}f‘
L1z
e
" _/;,‘/

g
s

/ TopMOHQTIbHblE PA3TNYUA
MeXxxay My>X4mMHamMu u
MKEeHLWMHAMN BANAIOT HA

i BbIPOXKEHHOCTb
il HACeaCTBEHHbIX —

HanpuMep, aHaporeHHas Y NTUL, NosIoBble rQE
anoneuusa (obnbiceHune) N
NPOABMAETCA YALLE U
MHTEHCUBHEE Y MY>KUYNH

nof, BO3AeNcTBMeM MONQ He TONBKO HA
NPU3HOKOB, 0COBEHHO H BO3A \\\.\;\ .
CBA3OHHBIX C HONOM 1 TECTOCTEPOHA, B TO BPEMA HOC/IEN0BAHME, HO M HA
BTOPUYHbBIMU MOSIOBbIMY ROR Y 7KERLLAH STOT heHoTUNMYECKME N
P NPOLLECC OTINYAETCA. NPOABAEHMA.

NPU3HAKAMMN.
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CpaBHeHMne X- 1 Y-cuenneHHOro HaciegoBak

I/

Tun HacnepoBAaHUSA

MposaBneHune y My>K4mnH

[MposaBneHune y »eHLWwuH

MyTb Nnepepaum

AyTOCOMHOE

OonHaKkoBoOe

OomHakoBoe

OT obounx poautenen

X-cuenneHHoe

YacTo nposBngeTtca

Yawuie HoCUTeENbLCTBO

MaTb - OeTtu

Y-cuenneHHoe

TONMBbKO Y MY>UUH

OTcyTcTBYeET

OTeuy, — CblH

Tabnmua oTpa>kaet 0COBEHHOCTM NPOSABAEHUA N Nepenayn NPU3HAKOB,
CBA3AHHbIX C X- 1 Y-XPOMOCOMAMM B CPABHEHUM C AYTOCOMHbIM

HAC/1e4OBAHUNEM.

X-cuensieHHble NPU3HAKM BAUAIOT HAO 060 Mosiad No-pasHomy, Y-
CLEMNIEHHbIE NEePEeaaOTCA CTPOro No My»XCKOW IMHUK, AYTOCOMHbIE HE

3AdBUCAT OT MOoJia.

LlIkonbHas nporpamma buosormum, 2023

17




CoBpEMEHHbIE UCCNeaoBaHMA B TeHETUKE Moa

— Y4eHble Npoao/MKAT OTKPbLIBATb HOBbIE MEHbI — Pa3BuBaoTCA MeTOObI FEHETUYECKOW
HAO X- 1 Y-XPOMOCOMAX, YTO pacLumpseT OVArHOCTUKKM 0114 BblABfieHUA 6one3Hewn,
NOHUMAHME UX PYHKLUWKA M HOCNEOO0BAHUA CBA3AHHbIX C NO/IOM, HO PAHHUX CTAAMSAX C
NO/IOBbIX NPU3HAKOB. Lenbto 6onee aPpPeKTUBHONO BMELLATENLCTBA.

— MN3yuaoTca MeXAHW3Mbl MyTALWK 1 3BOTIOLNM — Ocoboe BHMMAHWE yaenseTca Tepanmnm
NOJI0BbIX XPOMOCOM, YTO MOMOIA€eT BbIABNATb CMHOPOMOB, TOKMX KOK LLlepelueBckoro-
NPUYMHBbI 30001EBAHUK 1 PA3PABATLIBATL TepHepa n KnanHgenbTepa, 4To ynydwaeT
HOBbIE METOAbI JIeYeHUS. KOYeCTBO XM3HM NALUMNEHTOB.
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3Ha4YeHme 3HaHMM O CUEenIeHHOM C ”OﬂoM ///
HacnegoBaHM o4 30000BbA

FeHeTH4eckoe

KOHCYNbTUPOBOHME U
npenoTBpdaALLEeHne
6onesHen

[loHMMaHWe HacefoBaHUS
MOJI0 MOMOraeT BpA4aM. - F
BbIABAATL PUCKMN reHequeCKmx i
3060/1eBAHUN Y NPOBOANTE ,//
rpamMoTHoe KOHcyanMpOBaHmef
cCeMen, CHKag Bepo;lTH@c/ﬂ{

nepen,oqm6one31—|m6y W
~TIOKOTIeHVAM. &/

NO3BO/AOT BbIOMPATL
ONTUMAJIbHbIE CTPATErNU
fle4eHns N NPOPUIAKTUKMN,
obecneynBas 340pP0OBbLE U
KAYeCTBO XU3HW OeTeN U
B3POC/IbIX.




Po/ib reHeTuKuM nosia B
HaYKe N XXMN3HU

l/l3yquV|e reHETUKM NnoJia rnomMoraeT aydue rnoHMMATb HACNEOCTBEHHDIE
3AKOHDbI, PpA3BNMBATb MEOANLNHY N COUMNAJIbHbIE HOYKW, A TAKXE NMPUMEHATD
NMHONBNAOYAJIbHbIE MOAXO0Obl B Ne4YeHNN N BOCTTUTAHUN.




