[eHeTnKa nosna: oT XpoMOCOM
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KaK XpOMOCOMbI, FreHbl Y TOPMOHDbI
onpenenaroT Mo 1 ero Bapmaumm.




YTO nsyvyaeT reHeTmukKa noJsa

[eHeTMKa Nona 06bACHAET CBA3b MeXXay

XpOMOCOMaMU, reHaMm M MoJIOBbIMUM MPU3HaAKaMMU.
Y yenoBeka BaXXHbl XX 1 XY, HO peLlualowmnMm
OCTalOTCA He TOJIbKO XPOMOCOMbI, @ 1 pPa3BUTUNE
roHad C ropMOHa/IbHbIM OTBETOM TKaHEWN.,




I1Be OCHOBHbIE€ CUCTEMBbI onpepneneHuma nona

CpaBHWM [OBe pPacnpoOCTpPaHEHHbIE CUCTEMDBI
onpeneneHma nona y XMBOTHbIX.

FeTeporaMeTHbIN

Cucrtema NMpumMmep
non

XX/XY camel MIeKonuTarLwme

77/7Z\WN caMKa ATULbI
Pa3Hble Habopbl MOOBbLIX XPOMOCOM BeayT
K 06pa30BaHMIO Pa3HbIX rTaMeT U 3aMyCcKatoT
Pa3JIM4YHOE MNOoJ10BOE Pa3BUTHE.

( BasoBble cBeJeHWA LUKOSIbHOMo Kypca 61Monornm )




Meunos n cnyyamHbI HA60pP XPOMOCOM

CxeMa MoKa3bIBaET C/IydamHOE PacXoXXaeHMe FrOMOMOMMYHbIX XPOMOCOM 1 GOPMUMPOBAHME FraMeT.

Cnepmato3oung
pacxoXxaeHume onnopoTBopeHne

X/Y , HoBbi Ha6op
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ackapg SRY: oT reHa K deHoTMNY

CTapToBbIX CUrHanN

[eH SRY pacnonoyeH Ha Y-XpPOMOCOME U CNY>XUT CTapPTOBbIM
CUIMHANoOM 419 MY>XCKOIo nyTn pa3ButTng. OH He «CO34aéT Nos» caM
Mo cebe, a 3anycKaeT OanbHENLLIMM KacKad MOMeKyNapPHbIX COObITUN.
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dopMupoBaHue roHaa

Mocne akTMBaLUUM SRY 3ak/1aablBatoTCa CEMEHHUKM, KOTOPbIE HAaYMHAOT
paboTaTb Kak opraH, BbipabaTbiBaloLLMI yripaBnigtoLllme CUrHanibl. MMeHHOo
5TOT 3Tarn 3a4aéT HanpaBneHue ganbHenwemMy GopPMUPOBaAHUIO MOMOBOMN
CUCTEMBI.

fopMoHanbHa“a ¢pasa

CeMeHHUKM BblOengioT BELWEeCTBa, BNUAIOLLME Ha Pa3BUTUE BHYTPEHHMX
M HAaPY>XHbIX MOMOBbIX CTPYKTYP. Ha 2TOM 3Tane pellatollee 3HaveHue
npuobpeTaeT He TO/TbKO HAaC/eACTBEHHbIN CUTHas, HO M TOpPMOHaibHada
perynauyms.
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AnbTepHaTUBHbIN NYyTb

Ecnu kackag SRY He 3anycKaeTcs Un HapyLlaeTcs, PasBUTMeE 06blYHO MOET
MO YXEHCKOMY TUMYy. DTO MOKa3bIBAET, UTO GEHOTUM 3aBUCUT

OT MocneoBaTe/IbHOM PabOThl HECKOMbKUX YPOBHEN, @ HE OT OAHOWM
XPOMOCOMBbI.
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PeweTka NeHHeTa ONng yenoBeka

BepoATHOCTL, %

XX

KombuHauun

XY

[leHHeTOBa peLUéTKa A9 Ye/loBeKa NomMoraeT
VYBUAOETb, YTO NoJs1 pebéHKa onpenenaeTcs
coYyeTaHMeEM XPOMOCOM B MOMEHT
OMNNoOO0TBOPEHUS.

1oy paBHOWM BEPOATHOCTU X- U Y-
CrepMaTo30MO0B OXXMOAETCA COOTHOLIEHWE
1.1 Mexxgy XX n XY.

(yqe6Hasq cxemMa ckpewmBaHmga XX x XY




CKaK XPOMOCOMbI CBfi3aHbl C MNOJIOM Ye/l0oBeKa

ﬁkapuowln M pa3Butue

Y yenoBeka kapuotmn XX
Yalle CBA3aH C YXeHCKUM
pa3BnUTMEM, a XY —

C My>XCKMM. OOHaKo cama

no cebe KOMBbUMHaUMA
XPOMOCOM €eLlL€ He 3aBepLuaeT

\npouecc dopMUpoBaHMg Mona.
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Ponb SRY

PeluatowmM CTaHOBUTCA
nencrteme reHa SRY Ha Y-
xpomMocome. OH 3anyckaeTt
LLeMo4YKy COBbITUI, KOTOpas
HanpaBNdeT SMOPUOHaNIbHOe
Pa3BUTME MO MYXKCKOMY MyTHU
M NPUBOLOUT K POPMUMPOBAHUIO
CEMEHHMUKOB.
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OTBeT TKaHeU

[Mocne popMMpoBaHUSA roHag,
Ba)XeH NOPMOHalbHbIN OTBET
TKaHeW. [1ake npu Hanm4mm
HYXHbIX TOPMOHOB OpPraHbl
MOTrYT Pa3BMBaATbLCA MHaUJe,
eCliN KJTETKM MO-Pa3HOMY
pearnpyroT Ha CUTHan.

4 Tpu ypoBHSA

[Mo3TOMY BMOMOrMYECKUA MO
HeNMb39 CBECTUM TONMbKO K XX
nnun XY. 2TO pesynbsraT
B3aMMOOENCTBUA MEHOB,
roHag N TOPMOHOB, MPUYEM
KaXKO bl YPOBEHb BHOCUT
COOCTBEHHbIM BKIaM.
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[Mpu3sHakKu, cuensiéHHble ¢ X-XpOMOCOMOU
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OavH X y MallbuMKOB

Takume NMPMN3HaAaKM CBA3aHbl C TeHaMK, PacCrioJioOxXeHHbIMI Ha X-
XpoOMOCOMe. Y MallbuYMKOB OHU MPOABJTAKOTCAH HYalle, MoToMy UTO Y HMNX

TOJ1bKO OO Ha X-XpOMOCOMa, N CKPbIBaTb peLI,eCCl/IBHbIl;I BapPpMaHT HEHEM.
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HocutenbcTtBO

|_|pl/l peueCCMBHOM X-cuenneHHoOM HacnegoBaHUM NMPEPN3HaK MOXET
OO0 nepenaBaTbCd Hepe3 HOCUTEJTbH L. BHellHe yenoBek
MOXKET ObITb 300P0B, HO lNnepenaBaTb N3MEHEHHDbIWM annesnb OeTAM.
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N3BecCTHbIe NpuMepbl

Knaccuyeckme npmmMepbl — AansbToHU3M U reModpumnma A. OHKU
yAOO6HbI 4149 pa3bopa PoaOCOBHbIX, MOTOMY YTO HArNaaHO
MOKa3bIBAOT pasfiume Mexxay HacnegoBaHMEM Y CbIHOBEW

N QoYepeun.
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[MpusHakKu, cuenneéHHbie ¢ Y- XPOMOCOMOM

TOJNIbKO OTelLl — CbIH

Y-cLuensIeHHbIN MPpM3HaK Nepenaérca TONbKO MO MY»XCKOW NMHMKW. ECln OH eCTb
y OTLA, TO MOXXET MEePENTU CbIHY, HO HE O04YEPUN, MOTOMY UYTO Yy AEeBOYEK Y-
XPOMOCOMbI HET.

Pegokuun tvn

Takme Npu3HaKM BCTpeYatoTca peako, MOCKONbKY Y-XPOMOCOMa HECET CPaBHUTENbHO
HEMHOTIo reHoB. [103TOMY B LLUKOTbHOM MrEHETUKE OHW CYXKaT MPOCTbIM U HAarMAaaHbIM
NPMMepPOoM HacnegoBaHMa No TMHUKM OTLa.

NMpocTon aHanNus3

[1na aHanmsa pogocioBHOWM OOCTAaTOYHO MPOBEPUTL MOC/eOoBaTeIbHOCTb
MOKOMEHUI MO MYXCKOW NMNUHNKN. ECNN NPU3HAK NMOBTOPSAETCA Y OTLA U CblHA, 3TO
YKa3bIBAET Ha CBA3b C Y-XPOMOCOMOMW.




HacnepoBaHue yepes HOCUTENbCTBO

I BeposTtHoOCTb

BepoATHOCTL, %
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Y HOCUTENbHULbI PELECCUBHOIO X-
CLLenIeHHOro BapmaHTa Kaxkabl pebEeHOK
MNosly4YaeT oaMH 13 aByx X nam'Y oT oTua.

BapuaHT pebéHka

(CxeMa HacnenoBaHMa X-CLUEMN/IeHHOro peLeccuBHOro Npm3aHaka, ydyebHaa Mogenb )

P1CK 1 019 CbIHOBEW, N ONG Oo4Yepen
pacnpenenaeTca nopoBHY, HO MNPoaBNeHMe
MPUM3HaKa 3aBMCUT OT BTOPOIO Xy A04epen.
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Ha cxeMe KapuoTuna BUAHO MaBHOE pa3/inime Mexxay XxpomMocomMmamMum
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AyTOCOMbI U NONOBbI€ XPOMOCOMbDI

B KapuoTumne 4yenoBeKa ayTOCOMbI
MOBTOPAKOTCA NMOMAaPHO M HECYT OCHOBHYIO
Maccy HacneacTBeHHOM MHpopMaLnm.
[MonoBble XPOMOCOMbI BblOENATCH
OTAENbHO: MMEHHO OHW 3a4at0T Pa3InNYmng
B Pa3BUTUM roHad M MOMOratoT MOHATb,

no4yeMy HacnegoBaHMe NPU3HAKOB UOET
He Mo OO4HOW CXeMe.

Pa3Hbi MacwiTab u ponb

X-X[pOMOCOMa 3aMEeTHO KPpYNHee 1 COOePXKUT
MHOXXECTBO reHOB, HE CBA3aHHbIX HAaMPAMYO
TOMbKO C MOMIOM. Y-XPOMOCOMa KOMMaKTHee,
HO Ba)XKHa M3-3a NreHOB, Y4aCTBYOLLMX

B MY>XCKOM Pa3BUTUM, BK/TOYAsA 3amnycK
Kackaga $opMMPOBaHNA CEMEHHUKOB.
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1mn3 500

pPOXXAEeHUN CBA3aHO C BAPUAaHTOM
XXY, a He ¢ KflacCU4YecKou
cxeMmom XX unum XY.

Okosio 1 cnydada Ha 500 poxxaeHuni
npuMxoanTca Ha cMHOPOM KnamHpenbsrepa
(XXY): 3TO MOKa3bIBAET, YTO YMC/IO MOSTOBbIX
XPOMOCOM MOXET MEHATLCA M BINATb

Ha pa3BuUTHE.

( MedlinePlus Genetics; GeneReviews (Klinefelter syndrome)
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TepHep, KnanHdenbtep u AlS

CpaBHeHWe TPEX BapMaHTOB NMoOMoOraeT
YBUOETb Pa3HULYy Mexay KapUoTUTMOM,
roHagaMm M GeHOTUMOM.

Y yenoBeka OguMH U TOT e XPOMOCOMHbIM
Habop He Bcerga NnpuBoOaAUT K OXXMOaEMOMY
Pa3BUTUIO: BaXKHbl YNC/TO XPOMOCOM

N YYyBCTBUTEIbHOCTb TKAHEM K TOPMOHaM.

BapuaHT Kapuotun OCO6eHHOCTb
TepHep XO OgHa X
KnamHdpenbstep XXY Hdon. X

AlS XY HeT oTBeTa

( MedlinePlus Genetics; GeneReviews
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OT XY K peHOTMNY NpuU AIS

[To MaTepuanaM KIIMHNYECKNX 0O30POB O CUHAOPOME HEYYBCTBUTENbHOCTU K aHOpOreHaMm

CeMeHHUKHN AHOpoOreHsbl TKaHn
bopmUpyLoTCS ecTb He pearmpytoT

Kapuotun XY SRY aKkTuBeH curHan




Korpa cxemMa oKka3blBaeTCH ClioyXHee

~

Mo3auumsm

|_|pl/l MO3anumn3mMe B OAHOM OpraHMN3Me NMpuncCcyTCrByrOT
KJITETKN C Pa3HbIMW Ha60paMl/l XPOMOCOM. OTO MOXKET
MEHATDb BblIPaXXeHHOCTb NpPpm3HaKOB, NMO3TOMY UTOTI
Pa3BUTUNH 3aBNCUNT HE TOJIbKO OT KapUnOTUTa,

HO N OT TOINo, KaKmMe KJeToudHble JIMHNI rlpeo6naﬂa+0T.

e

HecKoNnbKoO ypoBHEMU

~

Pa3BuTKMe nona BKJIKOYAET HECKOSTbKO YPOBHEMN:
XPOMOCOMHDbIN, TOHaOHbIN, TOPMOHAaTbHbIW

n peHoTunmyeckmnm. Coom Ha ntobom atane

He OTMEeHSOT BMONOrMYECKY O 3aKOHOMEPHOCT,
a MOKa3bIBAOT, YTO CUCTEMA YCTPOEHA CITOXKHEE
MNpPocToM Napbl «XX NNn XY».
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YyBCTBUTEJIbHOCTb TKaHEM

[OPMOHaNbHblIe CUMHaNbl MOTYT 6bITb HOPMasTbHbIMU,
HO TKaHWM OTBEeYaloT Ha HUX Mo-pa3HoMy. Toraa
XPOMOCOMHbIVN N TOHaAHbIM MOJST HE COBMadatoT

C HAPY>XHbIMU MPU3HAKAMMU, YTO OCOBEHHO Ba)XHO
a9 noHMMaHmsa AlS m 61M3KMX COCTOSHUN.

N

Bapuauuun HOpMbl

B LLUKO/IbHOWM BUMOMNOrMKM MOMEe3HOo pas3findaTb HOPMY
M BapuaLnio HOPMbI. TakMe criydam He CBOOATCH

K OLLMBOKeEe, a 06bACHAKTCA OCOBEeHHOCTaMU
3MOPUMOHANBbHOIO PA3BUTUA, MOITOMY

MX PacCMaTPMBAIOT KaK YaCTb €CTECTBEHHOIO
pa3HoObpa3ng yenoBeka.
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PacnpocTpaHéHHbIe 3a6Ny)XOAeHUSA U UTO B HUX HEBEPHO

N

KTo onpepensieT KoOM6UHaLUuUIo

HeBepHO OyMaTb, YTO 3a MO PeOBEHKA «OTBEYAET TONTbKO MATby.
AMueKeTKa Bcerga HeCeT X, a UMEeHHO crnepMaTosong NnpnHoCcuUT X

MY, NO3TOMY peLlatoLLytO POb B COYETAHMM XPOMOCOM UTPAaET oTel,

N

NMouyeMy Y — He Bcé

HeBepHO cumnTaTh, YTO HanMumMe Y aBTOMATUYECKUM FAaPaHTUPYET MY>XCKOU
deHoTUN. [1na pa3BuUTUA BaXKHbl padoTa SRY, popMmpoBaHMe roHaa,
BblpabOTKa FOPMOHOB M peaKkuUMna TKaHeW, NMO3TOMY KapMOoTUIM HE paBeH
BHELLUHEMY OONUNKY.

NN
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C)O(/XY n ZZ/ZW: KpaTKoe cpaBHeHue

leTeporaMeTHbIN

Cuctema | I'pynna
non
XX/XY MnekonuTatoLwme Camel
727/7Z\WN MATmubl CaMka
HekoTopble
XX/XY Camell
HaceKoMble
ZZ/7Z\WN HekoTtopble pentunum | Camka

Tabnuua noMoraeT 3anoOMHUTb, rae
reTeporaMeTeH camel, a rge camMka, U Kakme
rPYMNMbl Y)XMBOTHbIX Yalle NCMOMb3YIOT
KaXKOyto CUCTEMY.

YUebHUMKN obLLeEN BUNOMOTrMK;, 0OO630PHbIE MaTepKMarbl MO cCMCTEMaM onpegeneHumna

noJia

)

O6e cnCTeMbI peLlatoT OaHy 3adady —
onpenennTb NoN NOTOMCTBA, HO Oe/1atoT 3TO
no-pasHoMy: B XX/XY pa3Hble raMmeTbl
obpa3syeT caMel, a B ZZ/ZW — caMKa.
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KaK YyuntaTb cXeMbl HaceaoBaHUSA

Jlornka pasbopa 3aga4y Ha cuereHHoe HaclegoBaHMe B LUKO/IbHOW MreHeTuKe

CoyeTaHue LLlaHC [MposBneHune

Twvn rameT rameTbl BEPOSATHOCTb
npun onJ1IogoTBOPEHNN Yy NOTOMCTBa NnPpMU3HaKa

Pogutenb-
reH
HOCUTENb




NMpoBepbTe, HACKO/IbKO YBEPEHHO Bbl YUNTAETE NF’EHEeTNYECKuUe
CXeMbl

CpaBHUTE CUCTEMDI

BCNOMHUTE, KaKMe CUCTEMbI onpenenaroT Mo Y MINEeKOTNMMTaroWnX Ny IMTULL. CHa4ana
Ha30BUTE lNapbl XPOMOCOM, a 3aTeM O6'b§|CHl/ITe, roe reteporaMeTteH CaMeu, a rae
CaMKa.

NoyeMy pUCK Bbille Y MaJIbuMUKOB

OO6bacHUTE, NoYeMy X-CLern/IeHHble peLLeCCUMBHbIE MPU3HAKMN Y MallblyMKOB
BCTpe4YatoTca Yalle. NoacKasKa: y HMX TOSTbKO OHa X-XPOMOCOMa, MO3TOMY CKPbITb
OeVCTBME M3MEHEHHOIO reHa YacTo HeYeM.

Yem AIS ocobbin

ChopmynmpymTe, 4eM AlS oTnimyaeTca oT obbldHOM cxeMbl XY. 30eCb KapUOTUM
MY>XCKOW, HO KJTETKW CNabo pearmpytoT Ha aHOpOreHbl, Mo3ToMy GEeHOTUM MOXKET
He CcoBMaaaTb C XPOMOCOMHbLIM HAaBOPOM.
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'ToN KaK cUuctTemMa, a He OAMH NPU3HaK
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[eHeTMKa Noa NokKasblBaeT, UTO HacegoBaHME — 3TO He OlHa XPOMOCOMa, a B3aMMOOENCTBME
reHoOB, MENO33, ropMOHOB N HWYBCTBUNTEJIbHOCTHA TKaHeW. MMIMeHHO MNOo3TOMY B OUONOrnMmM Tak
Ba>XHbl N TPaBWJ1a, N MCKJTIOHEHINH.

%
~

%




