[eHeTKA nNona:
KaK HacnepyeTcs

ononormdyecKuum non

KaK XpOMOCOMbI, FeHbl 1 TOPMOHbI POPMUPYIOT OBUONTOrNYECKMIn
y yenoBeKa?




[ToueMy 6uonorna nona Ttpebyer
OTAENbHOIN0 N3y4YeHuUs




XpoMOCOMHaaA OCHOBa onpeaeneHus
nona y yenosekKa

Hopma kapunotuna

Y yenoBeka 0bblvHO 46 XxpoMocoM: 44 ayTOCOMbI U 2
NonoBble XpoMocoMbl. VIx codyeTaHmne XX nnm XY cny><Kut
OTNPAaBHOW TOYKOW ANA OaNIbHENLWErO Pa3BUTUA OPraHn3Ma

N NONOBbLIX MPUN3HAKOB.

XX n XY

MeHCKnM KapuroTun Yaule obo3HavaloT Kak XX,

a My»>ckon — kak XY. OgHako caMo Hannume 3Tnx Habopos
elle He ncYepnbIBaeT TEMY: BaXKHbl paboTa reHoB

n nocnepytouwme atanbl SMOPUOHANBHOIO Pa3BUTUA.

He Tonbko non

[lonoBble XPOMOCOMbI HECYT reHbl, BANAIOLWMNE HE TONbKO
Ha NO/I0BOE Pa3BUTME, HO 1 Ha ApYyrve NPpU3HaKu
opraHunama. [NosToMy HacnepoBaHWe MO HUM 3aTparnBaeT
3peHune, cBepTbiBaHME KPOBU N PaboTy HEPBHOMN CUCTEMDI.

Pa3Hbin pa3Mep xpoMocom

Y-XpOMOCOMa 3aMETHO MeHbLLE X-XPOMOCOMbI 1 COOEPHKUT
MEHbLUE reHoB. 9TO OOBbACHSAET, MOYEMY MHOIME NMPU3HAKWY,
CBAA3aHHble C X, NPOABNAAOTCA N0 0CO6bIM NpaBuIaMm
HacnenoBaHUA.



CtpoeHue X- n Y-XpoMOCOM

X-XpoMOCOMa: KpynHaa U MHOrosapgavHaga Y-XpOMOCOMa: KOPOTKUU 3aMnycCK

X-XpoOMOCOMa CoOAepP>XUT 3HaUYnTeNnbHo bonblle
reHoB, YyeM Y. Cpegn HUX ecTb FreHbl, CBA3aHHbIE
He TO/IbKO C MOJ/I0BbIM Pa3BUTUEM, HO U C paboToW
3peHuns, CBepTbiBaHUA KPOBU M HEPBHOM CUCTEMDI.

|_|O3TOMy ee 3Ha4YeEHNME BbIXOOUT OadJ1IEKO 3ad PaAMKHA
oripeneneHnd noJsia.

Y-XpoOMOCOMa MeHbLLE MO pa3Mepy, HO UMEHHO
Ha Hen pacnonoxkeH ydyactok SRY. 2T1oT renH
BKJ/1IOYAETCA Ha pPaHHUX 3Tanax aMbpuoreHesa

N 3aMyCKaeT MY>XCKOWN MyTb pa3BUTUA, 3a4aBas
HanpaBfeHne ona GopMMUPOBaAHNA CEMEHHUKOB.




Ponb reHa SRY B pazButnn ceMeHHNKOB

PaHHuIn sM6puoH 3anycK roHapg HanbHenwaa apndcdepeHumnpoBKka
[locne onnogoTBOpPEHMNA B aMbpHoHe [Mopn pnenctBnem SRY 3ayaTovHasa roHaga CdopmMupoBaBLLIMECA CEMEHHUKN HAUYMHAIOT
nosaBnsaeTca Y-XpoMOCOMa, eC/ii KapuoTUI HauYyMHaEeT NpeBpPaLLATbCA B CEMEHHUKMN. BblpabaTbiBaTb CUrHa/IbHbIE BELLLECTBA

XY. Ha Hen paHo akTuBUpyeTca reH SRY, IMEeHHO 3TOT War onpenendeTt gaibHENLLYIO N TOPMOHbI, KOTOPble HAaNpaBAalOT pa3BUTUE
KOTOPbIN CTAHOBUTCHA NEPBbIM CUTHAIOM FOPMOHaJ/IbHYO MPOrpamMMy PasBUTUA no My>Xckomy Tmnny. Ecnmn SRY HeakTunBEH,

MY>KCKOIO MyTW pa3BUTUA. opraHmM3aMa. roHaga Pa3BMBAETCH MO XXEHCKOMY MyTW.



DTanbl onpeaeneHnd nosna y asMbpmoHa

CxeMa nokasblBaeT nocnenoBaTelbHOCTb 6MOorMyeckmnx cobbiTriA OT OMI040TBOPEHUA 00 DOPMUPOBaAHMA NMOJTOBbIX

OpraHoB.

OnnopgoTBopeHne

3UroTa

Kapuotunn XX

mnm XY

aTan

AKTUBEH

SRY?

CuUrHan

Pa3sutune

roHag,

ceKkpeund

BNnAHne

[OPMOHbI

BNnAHNE

BHyTpeHHMe
opraHbl

Hapy>Hble
opraHbl




[OHagHbIN U PEHOTUNMNYECKUUN MO/

01 02 03

[oHapHbIVM YPOBEHDb PeHOTNNYECKNN YPOBEHDb HecoBnapeHue ypoBHew

[OHagHbIVA MO onNpeaensaeTcs PeHoTUNUYECKU MO BKOYAET KapuoTtun, roHagbl 1 BHELHWIN
TeM, KaKme opraHbl BHYTPEHHME N HAPY>XHbIE 001K He Bcerga coBnanatorT.
cchopMMpPOBaANNCL U3 3a4aTKa MOJSIOBbl€ MPU3HAKK, a TaKXKe Takoe pacxoXgeHune nomMoraeT
roHagbl: ANYHUKU BTOPUYHbIE MPU3HAKW, MOHATb MHOIMMe HapyLUeHUS
NN ceMeHHUKU. IMeHHOo oHM BO3HMKaloLWMe B Nepmnon, MOJSIOBOro pa3BUTUSA
CTAaHOBATCHA MCTOYHUMKOM co3peBaHusa. OH hopMumpyeTca M MOKa3bIBaET, YTO
OanbHENLINX TOPMOHANbHbIX non NeNCTBMEM NOPMOHOB Obunosiormyecknii Non

CUrHaI0B, HAaNpPaBAAKOLLMNX N peaKkUunmM TKaHeW Ha HUX. dbopmMmpyeTca NnosTanHo.
Pa3BUTME OPraHn3Ma.




OcHOBHble BapMaHTbl KAPUOTUIMOB

N UX 0COBEeHHOCTU

Tabnuua Nnoka3sbiBaeT Hanbosiee pacnpPoCcTpPaHEHHbIE
N YNCNOBble BapMaHTbl MOOBbIX XPOMOCOM

N X TUMMNYHDbIE MNMPOABJ1IEHUNA.

Ymncno nonosbix XPOMOCOM Ba>XHO OJ14 Pa3BUTUA,

HO He MOJ/THOCTbIO 3a4aEeT BHELIHNN PeHOTUN

N penpoayKTBHble 0COOEHHOCTW.

LLIKONbHBIN KYpPC LNTOFrEHETUKN U MEAULIMHCKON FrEHETUKN

KapuoTtun OcoGeHHOCTHN




HacTtoTa HeKoTOopbIX X-cuen/ieHHbIX
HaceacTtBeHHbIX 601e3Hen

z [loka3aTenn Ha guarpamMmme UIIIoCTPUPYIOT, YTO - B CpasHutenbHas yactota

X-cuenneHHble 601e3HN Y MY>KYMH 0ObIYHO e

BblABJTIAIOTCA Yauwe, 4eM Yy KEHWNH-HOCUTEJIbHWNLIL. oG

1.5

1.0
z Pa3HuMLUa cBA3aHa C TEM, YTO Y MY>XYUH TO/IbKO 0-51
ogHa X-XpoOMOCOMa, MO3TOMY peLeccmBHad 0

MyTaLKUA HEe MOXKET ObiTb CKpPbITa BTOPOW KOMUEN. comoni? ﬂaﬂbTOHmB

YyebHble JaHHble Mo HacencTBeHHbIM X-cuen/ieHHbIM
3ab01eBaHUNAM; CpaBHUTE/IbHAA CXeMa 415 LUKOJSIbHOIo Kypca




01

[Touemy 60neloT YaLle
MY>XUYMHDbI

Y MY>X4YMH TONbKO ogHa X-
XpOMOCOMa, MO3TOMY
peueccmMBHas MyTaLms

Ha HEN cpasy
nposaBnaeTca. Y XeHLWMmnH
BTOpasa X-XPOMOCOMa
4aCTO KOMMNEeHCcHpyeT

ee nencreme, n NpnU3Hak
MOXKET HEe Pa3BUTbCH.

02

HacnepoBaHue
OT HOCUTEJIbHUL,bI

Ecnn MaTb aBnseTcs
HOCUTENbHULLEN MyTaLunW,
KaXXabln pebeHoK
nosiydaeT ogHy u3 ee X-
XPOMOCOM

c BeposaTHocTblo 50%. 310
CO3[03€ET paBHble LLUAHCHI
nepegaydm MyTaHTHOrO
annensa CbiIHOBbAM

N Jodyepam.

X-cuenneHHoe HacneaoBaHMUe U ero
3aKOHOMEPHOCTU

03

Ponb y poyepen

Y poyepen MyTauus
He Bcerga npuMBoauT
K 3aboneBaHUIoO Cpasy,
NOCKOJIbKY BTOpast X-
XPOMOCOMa MOXXET
coaep>xaTb HOPMasibHbIN
annene. [loaTomMy
XEHLWMHbI HEPEOKO
OCTatoTCH
HOCUTENbHUNLLAMU

6e3 Bblpa*KeHHbIX
CMMMTOMOB.
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MpuMepbl Npn3HaKoB

K X-cuenneHHbIM
npr3HakaM n 6o1e3HAM
OTHOCHAT KPAaCcHO-3e/IeHbIN
03ANbTOHU3M, reModnInto
n nednunt dbepMeHTa
GoPD. 21t npnMepsbl
XOPOLLUO MOKa3bIBalOT
NOrMKY HacnenoBaHMS,
CBSI3aHHYIO C MOJIOM.




Y *KEeHLUH

KoMneHcauua no3bl reHoB Tenbue bappa

B knetkax XX ogHa 13 X- NHakTnBmpoBaHHaa X-
XPOMOCOM B PaHHEM XPOMOCOMa YyNNOTHAETCH
aMbproreHese YaCcTUYHO N BUOHA B A4pe KaK Tenbue
BblKNtOYaeTCcs, YTOObI bappa. [logaBnenHune
BbIPOBHATb aKTUBHOCTb MHOIMX He OXBaTbIBAET BCO XPOMOCOMY:
reHoB c knetkamMun XY. 310 YaCTb FEHOB NPOAOMXKAET
CHMXXAET PUCK «N3ObITOYHOWM paboTaTb, NO3TOMY MOJSIOBOW
003bl» FEHOB, HO HE YCTPaHAaeT XPOMOCOMHbIN 6BanaHC ocTaeTcs
ero NosIHOCTbIO. HEenoJIHbIM.

e e, " ™

- MHaKkTuBauna X-xpoMocombil

Mo3an4HoCTb NMPU3HaAKOB

Bbibop aKTUBHOMN X-XPOMOCOMBbI
NPONCXOQNT C/TY4YaMHO B Pa3HbIX
KNeTKax, N03TOMY OpPraHn3Mm
CTaHOBUTCA MO3au4YHbIM. VI3-3a
3TOro X-cuensieHHble MPU3HAaKM
Y XKEHLWMH MOryT NpoaBnaTbCs
NO-pa3HOMY, OaXKe

npv 0QMHAKOBOM reHoTune.
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[OpMOHDI,

dopmMmupyouwme
NonoBble NPU3HaKN

TecTtocTepoH

TecTocTepoH
BblpabaTbiBaeTCs
KNeTKaMn CEMEHHUKOB
N yYacTByeT

B dbopMnpoBaHMNM
MY>XCKOro dpeHoTuna.
OH BNVAET Ha pas3BUTUE
BHYTPEHHUX MONOBbIX
nyTen, POCT MbILLLL,
N3MEHEHME ronoca

N NoABNEHWE BTOPUYHbIX

EbpRiao oretTCRe POH

HurnppoTtecTtocTepoH
obpa3yeTcs

N3 TECTOCTEPOHA

N OEVNCTBYET CUNbHEE
B HEKOTOPbIX TKAHAX.
OcobeHHO Bax<eH

OH ANa PopMMPOBaAHUS
HapPY>XHbIX NONOBbIX
opraHoB y aMOpKOHa
n onga psna
aHOPOreH3aBUCUMbIX
NPWU3HaKOB.

DCTPOreHbl

DCTPOreHbl UrpatoT
KNOYEBYO PO/b

B PAa3BUTUMN XKEHCKOW
PENPOAYKTUBHOW CUCTEMDI
N noaaep XaHnm

ee pabotbl. OHK yyacTBYIOT
B CO3pEeBaHUM MOOBbIX
OpraHoB, perynauumn umKna
n hopMmpoBaHMNM
BTOPUYHbIX MOMOBbIX
NPU3HAKOB.

ApomMaTasa

PepMeHT apoMaTasa
npeBpaLLaeT aHapPOreHbl
B 3CTPOreHbl B page
TKaHewn. bnarogaps atomy
MEXaHN3MY
FOPMOHaNbHbIA CUTHAN
CTaHOBWUTCA TOYHEE

N BNNAET HE TONbKO

Ha NONOBbIe OPraHbl,

HO 1 Ha obliee pa3BuUTME
opraHmn3ma.




OT XpoMocoM K cheHOTUNY: roe BOZHUKAIOT
HapyLUeHUS

CxeMa ocHOBaHa Ha 3Tanax aMOpPMOHANIbHOI0O MOJSIOBOIr0 PA3BUTUA U U3BECTHbIX MPUYMHAX HapyLUeHW nonoBon anddepeHUNpPoBKN.

MyTauuna

dopmupoBaHue HapyweHus

céon

aa

Kapuotun XX AKTUBEH Passutune

EcTb
SRY? roHag, curHan rOPMOHasbHbIN

¢deHoTMNa pas3BUTUA

npoBepka

nnu XY

curHan?

HeT
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KnanHdenbtep u TepHep: cpaBHeHUe

OCHOBHbIX MPU3HAKOB

MpusHak KnanHdenstep | TepHep
KapuoTun XXY X0
TUNn4yHblE > .
BbiCOkMM pocCT Hu3Kknn poct

NPU3HaKW

Hepnopassutue
PenpoayKuus becnnogne

ANYHUKOB

z I[1Ba Hanbonee n3BeCcTHbIX BapMaHTa aHOManum
NOJ/IOBbIX XPOMOCOM OT/IMYAIOTCA KapUOTUMOM,
BHELUHUMW MPOABNEHUAMN N PENPOOYKTUBHbIMU

nociengcreBnadMn.

z O6e aHOManMM NoKa3bIBAKOT, YTO YMCJIO MOTOBbIX XPOMOCOM BUAET
Ha pa3BUTUE, HO He 3aaaeT PEHOTUM MOTHOCTbIO; KITMHNYECKME
NPOSABNEHNA 3aBUCAT OT FOPMOHaIbHOro oOHa N CTENEHU

HapyLlEeHWA roHag.

MeounumMHCKaa reHeTMKa
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CucrteMbl onpepeneHUsa nosa y pa3HbiX

XXNBOTHDIX

@ XY-cucrtema

Y MnekonuTalLwmx, BKAKYada YesioBekKa,

CaMKM 0O6blYHO nMetlT XX, a caMubl — XY.

[lon onpependaeTca TeM, KaKyto NOJI0BYIO

XPOMOCOMY MPUHOCUT CNepPMaTo30ML
NpPU oN1000TBOPEHUMN.

O ZW-cuncrema

Y Nty 1 paga pentuinm CaMKu MMeKT
/W, a camubl — ZZ. 30ecb MMeHHO

AlLLeKNeTKa onpenensaeT, Kakon Habop

MOJZ10BbIX XPOMOCOM TMOJTYHYNUT NMOTOMCTBO.

lAannopunnoungusa

Y nyen n MypaBbeB MO/ CBA3aH C YNC/TIOM
HabopPOB XPOMOCOM:

N3 HEOMN/TOA0TBOPEHHbIX ANL,
Pa3BMBAlOTCA CaMLbl,

a U3 OMNJI0O0TBOPEHHbIX — CaMKU. ITO
OEMOHCTPUPYET 3BOJTIOLMOHHOE
pa3Hoobpa3ne MexaHM3MOB.
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Pa3sHoob6pa3ne MexaHN3MOB onpepeneHnsa nona
Y OPraHM3MoOB

z [narpaMMa NoKasbIBaeT, YTO B Pa3HbIX FPYMnax
YKWBOTHbIX MO 3a03eTCs HE OAHUM YHUBEPCANbHbIM

crnoco6oM, a HabopoM 3BOJIIOLLMOHHO CITOXKMBLLUMXCA
MEeXaHN3MOB.

CxeMbl pa3nnyatoTcsa Mo MCTOYHUKY CUTHAa: XPOMOCOMBI,
Habopbl XPOMOCOM UMM YCNOBUSA cpeabl. DTO
nogyepKMBaET afanTUBHOCTb NOSIOBOIr0 Pa3BUTUS

Y Pa3HbIX BUOOB.

B MexaHusm onpefgeneHus nona

CBoOOHble CBEOEHMSA LWWKOIbHOIO Kypca buonormnm; cxema, 2026




KaKk reHeTuKa nona pabortaet B MeANLUMNHE

IlnarHos, KoTopbli HAYMHAETCA C KapuoTtuna

Korpa y pebeHKa univ nogpocTka BO3HUKAOT NMPU3HaKM
HapyLleHWa NOSI0OBOro PasBUTUA, MEPBbIM LLAaroM 4acTto
CTaHOBUTCA KapuoTunmpoBaHmne. OHO NoMoraeT yBUaeTb
YMCNOBbIE U CTPYKTYPHbIE U3SMEHEHUSA MOTOBbIX XPOMOCOM,
a 3aTeM CBA3aTb UX C FOPMOHATbHbIMU U KITMHUYECKUMU
OAHHbIMU. TaK CTPOUTCA TOYHAA OMArHoCTUYecKas
rmnoTesa.

— ﬁ‘.}aﬂ\ -

M

_

OT nabopatopmu K NOMOLLU ceEMbe

_\

MonekynapHbiv aHanm3 reHa SRY n X-cuenieHHbIX
MyTaUWM gononHsaeT obcnenoBaHue, ecniv 0gHOIro
KapmMoTumna HegoCTaTOYHO. DTU AaHHbIE BaXKHbl
015 MeOUKO-reHeTUYEeCKOro KOHCYNIbTMPOBaHKA, Bbibopa
HabngeHna n ob6Ccy>KaeHmnda PpenpPoayKTUBHbBbIX
nepcnekTmB. Ha npakTMke MMeHHO TaK reHeTnKa
npeBpaLlaeTca B NePCOHAIM3NPOBAHHYIO MeONLNHCKYIO
NOMOLLb.
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DTUYECKME U coLLMalibHble BOMPOCbI TEMDI

01

TOYHble TePMUHDI

B 0b6cy>XOeHnM TeMbl Ba*<KHO
CTPOro pas3nnyaTb
buonornyeckuni non,
reHOepHYy MOEHTUYHOCTb

N KIIMHUYECKUN ONarHos.
HeueTkoe ynotpebneHune
TEPMUHOB MeLlaeT MOHMUMAaHUIO
N MOXKET UCKaXKaTb KaK Hay4Hble
haKTbl, TaK U MEOULIMHCKME
BblBObl.

02

KoHdunaeHumnanbHOCTb
OAHHbIX

[eHeTn4YecKmne n ropMoHaIbHble
pPe3yNbTaTbl OTHOCATCS

K YYyBCTBUTE/TbHOW
nHdopMaLnmn, MO3TOMY

nx 0b6Cy>KOatoT TONIbKO B paMKax
npodeccMoHanbHOM MOMOLLW.
YBaXKeHne K YaCTHOW XU3HU
0cobeHHO Ba*KHO Mpu paboTe

C MOOPOCTKAMU U CEMbAMMW.

03

YBa)KutenbHbIU A3bIK

[la>ke B LUKO/TIbHOM KypCe HY>XHO
n3beratb OLEHOYHbIX
hopMYyMPOBOK 1 TOBOPUTDb

O HapYLUEHUAX Pa3BUTUA
HENTPa/IbHO N TOYHO. [aKoW
noaxon MNoMoraeT COXpaHUTb
Hay4YHOCTb, KOPPEKTHOCTb

N JOBepue K TeMe.
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KaK aHanuM3unpyroT cslydan HapyLlueHuUs
MNoJIOBOro pa3BuUTug

A}'IFOpl/ITM COCTaBJ1€H MO CTaHAdPTHbIM 3TallaM KIIMHUNKO-TeHETNYECKOIO O6C}'Ie,D,OBaHl/IFI.

npoBepka

Ha6ntogeHne
WUNn nevyexHune

na

FopMoHanbHble

Y3U
oLleHKa BHYTPEHHUX cornocTaBfieHune
opraHos

TECTHI MpnynHa

ycTaHOBNeHa?

AHanun3 SRY

U reHoB

KnnHnyeckue
NPU3HaKU

HeT

cTapT KapVIOTVII'IVIpOBaHVIe yTO4HEHNE




Bbuonornyeckmmn
non — pe3ynbTaT
paboThbl

HEeCKOJIbKUX
YPOBHEW

KapuoTun, reHbl, FOPMOHbI M Pa3BUTUE

OpraHoOB AENCTBYIOT COrTacCoBaHHO, MO3TOMY
NoJs1 HeNib39 CBECTU K 0QHOMN XPOMOCOME.
[eHeTnKa Nosa NOKA3bIBAET,

KaK HacnepgoBaHme, aMOpMonorus

N MegunumMHa OO bACHAOT CTIOXKHOCTb XXUBbIX

CNCTEM.




