Pa3BuTME MYXCKOIO U XXEHCKOT o
NoJ1a Ye/IoBeKa

BoinonHmna: EppemoBa AHacTacus



Bonpochl

* Y10 PopMMpYyeTCa Y 3apoabllla YeaoBeka U3 NPOTOKA NePBUYHOM
MOoYKn?

* /13 KAaKOro NpPoTOKa Y My>X4MH 06pa3yoTCa CeEMEHHbIe MPOTOKM U
CeMeHHble My3blpbKun?

* |13 KAKOro NPOTOKA Y XEHLWMH GOPMUPYIOTCA MAaTKA M MAaTOYHbIE
TpybbI?

* Kakou caMbl 3yYeHHbI reH Y-XpOMOCOMbI Ye/I0BEKQ,
YYaCTBYHOLLMWN B NpoL,eccax NoaoBou gnddepeHuMpoBKn?



*[lon — COBOKYMHOCTb MOP®OJIOTUYECKMNX U PU3NONOTNYECKNX
ocobeHHOCTEM oOpraHmama, obecneymBarOWMX MOJIOBOE
pasmMHoOXeHue.  [lpn pacCMOTPEHMM MNOJIOBbIX OT/INYNM
OPraHM3MOB C/1eayeT pa3/inyaThb CeAYHoWMe NOHATUS:

*1. [eHeTnyeckmnm non (XpOMOCOMHOE onpejesieHne noaa) —
onpeAensieTcd  HajJanyMemM B COMATUYECKMX  KJIeTKaX
onpeaesieHHbIX NOJI0BbIX XPOMOCOM

°2. [lepBuyHOEe onpejeneHve (AeTepmMuHauua) nosaa -

3aBUCUT OT GOPMMPOBAHUA B OpPraHM3aMe MOJIOBbIX Xese3
(roHa/): CEeMEeHHUKOB NN ANYHUNKOB

*3. BTOopuyHOe onpegeneHve nona — XapakTepusyeTcs

NOABZIEHNEM HaAPYXHbIX TOJ/IOBbIX OPraHOB N BTOPUYHDbIX
MOJ1I0BbIX MPU3HAKOB.



CTaagnMm aHAaTOMMUYECKOro ‘
dOopMMPOBAHMSA NOAA :

HukntuhHa, N.J1. QopmurpoBaHme noaa n penpoayKTBHOM CUCTEMBI
yesoBeka — npoLsioe, Hactosiwme, byaywee [ N.J1. Hukntuna, A.A.
Banpamos // JleueHne n npodumnakTuka. — 2014. - N22 (10). — C. 76-85

[lepBas ctagusa (1—7 Hea. ambpuoreHesa) aeaserca obwen ansa naogos oboero
nosna W  xapaktepusyetrca  PopmMmpoBaHMeM  HeaupPepeHLMpPOBaAHHOM
bunoTeHLMANbHON TOHAAbI M MpPeALeCcTBEHHUKOB BHYTPEHHUX WM HAPYXKHbIX
reHnTanumn, 6e3 reHgepHoix pasanumn. OnpeaeneHme noaa Ha YPoBHE FOHAL Y
Ye/I0BEKA HAYMHAETCA C TOr0, YTO Ha 3 - N Hegele SMOPUMOHANBbHOIO Pa3BUTUSA B
SHTOAEPME XENTOYHOr0 MeLIKa NOABAAKOTCS NEPBUYHbIE 3aPOAbILLEBbIE KNETKMN,
KOTOpble NoJ, AEUCTBUEM XEMOTAKCUMYECKUX CUFHANO0B MUTPUPYIOT B 06/1aCTb
3aK/IaAKM FOHag (nosoBbix >enes). JasbHenwee pa3BUTUE MPU3HAKOB MOJA
onpesensieTcsi HAAMYMEM AN OTCYTCTBUMEM B KAPMOTUIME Y-XPOMOCOMBbI.



CuenaeHHbIN ¢ X-XpOMOCOMOM TeH
(Tfm+) kogupyeT 6enok-peuenTop,
KOTOPbIN, CBA3bIBAACH C
TECTOCTEPOHOM, AOCTaBASIET €ro B
94pa KNETOK, rAe TeCTOCTEepPOH
aKTUBU3UPYET reHbl,
obecneymBatoLLme

anbdepeHLmMpoBKy

Pa3BMBAIOLLErOCA OpraHmMsma no
MY>XCKOMY TWMy, B TOM 4ucae W
Pa3BUTUE CEMSBBLIHOCALLUX MYTEMW.
Y 3apoapliilia YyesoBeKa U3 NpoTokKa
NepBUYHON MOYKM POPMUPYIOTCH
ABa nNpoTOKa: MIONNEepPOB U

BOJIbOB. y MY>KYMH
peayuupyloTcs MIO/1/1IepOBbI
NPOTOKMY, a BOJibOBbI

npeobpasyloTcA B  CeMeHHble
NPOTOKM U CEMEeHHbIe NY3blPbKM.

y

JMbpMOH yenoBeka. 15 ctagua KapHeru (33 —36 gHen).
1—r0JIOBHOW, 2 — TYJI0BULLHbIN, 3 — XBOCTOBOW OTAEbI.



Echm B KapuoTune 3uroThl
OTCYTCTBYeT Y - XpOMOCOMS3,
dbopmMupyeTcs XKEHCKUMN
PeHOTMM be3 y4yacTus
CneumanbHbIX  PeryassTOPHbIX
dakTopos. Mpu 3TOM U3 ABYX
NMPOTOKOB, (POPMUPYIOLLUXCS
M3  NpoToKa  MnepBUYHOU
Noykn, BOAbPOB  MNPOTOK
peayumpyeTcs, a MIO11epoBbI
npeobpasyoTcas B MaATKy W
MaTO4Hble TPYObil.

Puc. 6.1. Yenoseueckue saposbiwn n naogp PA3NMUHOro Bo3pacta B HaTYpanbhylo pe-
Andnny {no K. Cranexy)

1 — 3apoAbiw B Bo3pacte okono 18 cyt., 2 — 24-gHesnoii 3apogbiw, 3 — YeTbIpexHe-
AENbHLIW 3apOAbIW, 4 — CeMUHegeNbHbIN 3apoamw, 5 — BOCBMHUHEAENBHDIW 3aPORLIW
6 — AesaTMHEegeALHDIN naoA, 7 — Tpexmecavynbii naog, 8 — 4YeThIpexMecavHbIE NADA. '




*BTtopas ctagua (7-10 Hea. ambpuoreHesa, OPMUPOBAHUS FOHAZHOIO MOAa)
XapaKTepPM3YyeTCs 3KCNpeccmen cneunduyeckmx reHOB C MNocCaeytolen

TpaHcasAumen nHdpopmauum o gnddepeHumposke bMUNOTEHLMAIBHOW FOHAAbI
B TECTUKYJT UIN SUYHUK.

* /IMEHHO OT CNOCOOHOCTU TECTUKY/IA aKTUBHO CMHTE3MPOBATb TeCcTOCTEPOH (T)
3aBUCUT nocaegyowas AnPPepeHumMpoBKka BHYTPEHHUX U HaAPYXHbIX
reHUTaAMM B COOTBETCTBUM C MY>XXCKMM NOJIOM. YTO KacaeTca AMYHUKA, TO €ro
AnddepeHLMpPOBKA MPOUCXOAUT CYLLECTBEHHO MeAJ/IEHHEE, YTO CBA3AHO C
OTCYTCTBMEM nNOTPEOHOCTM B AKTUBHOM CeEKpeLunm 3SCTporeHoB (3) BO
BHYTpMYTPOOHOM nepunose.



- ———

*TpeTbsa cTagmsa (10-14 Hen. smbpuoreHesa, —

dopMmupoBaHMe  peHoTMMMYeckoro  mosa) ==t~ -

XapakTepusyeTcs 3aBepLIEHNEM

aHaTOMMYECKOM AvddepeHUNpoBKM

BHYTPEHHWX W HapYXHbIX FEHUTaNNIA, MpUYEM y = s = =

NJ0AOB MY>XCKOro Mosla 3TO MPOMCXOAUT MOA T ™

B/IMSIHMEM BbICOKOIO YPOBHSI TECTOCTEPOH], A Y T

N1040B XXEHCKOro rnoJia — B COOTBETCTBUMU C TaK
Ha3blBAEMOM «ABTOHOMHOW TeHAeHUuen K
dbeMnHmM3aummn», He Tpebytolien ropMoHaIbHOM
cekpeLmn 3CTPOreHOB Ha AaHHOM 3Tare.
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Ostrer, H. 46,XY Disorder of Sex Development and 46,XY
Complete Gonadal Dysgenesis. In GeneReviews at GeneTests:

I_e H S RY Medical Genetics Information Resource. Roberta A. Pagon, ed.
(Seattle: University of Washington, 2008.

* /I3BeCTHO, YTO OH He COAEPXKUT MHTPOHHDbIX HOCHEAOBaTEHbHOCTEIZ, B ero
coctaBe ectb GC-6oratasg npomoTopHas 061acTb 4AMHOM 310 M.H. U OTKPbITAs
paMKa cuMTbiBaHMA U3 612 n.H. [eH SRY maekonutatowmx koagupyet benok
(TPAHCKPUMLMOHHBIM PaKTOP U3 204 aMUHOKUCAOT), KoTopbi nMmeet JHK-

CBA3biBarOW NN AOMEH C KOHCEPBATUBHbLIM YH4AaCTKOM M3 79 aMUHOKUCZIOTHbBIX
OCTaTKOB.

* JKCMepMMeHTaibHO MOKa3aHO, YTO MMeHHO reH SRY urpaetr poab TecTuc-
onpegensiolero daktopa TDF (OT aHr. testis-determiningfactor).

°J10|<yc<( AZF (ot aHrn. azoospermia factor), pacnosoxeHHOMY B AJIMHHOM
nneve Y-xpomocombl (Yqll), npuHaanexmT 3HaunMTeibHasa posib B FreHETUYECKOMW
pere/nﬂl_l,mm cnepmMaToreHesa y yenoseka. MyTauum reHoB 3TOro sokyca: AZfa,
AZFb UuAZFc npmBOoAAT K HapyLeHWO crepMaToreHesa OT CHMXKEHUS ero
aKTMBHOCTU (0/INro3oocrnepmna) A0 MOJHOrO OTCYTCTBMA (a3oocnepmus). B
AIMHHOM  nJaeye  Y-XPOMOCOMbI KapTIVlFOBaH reH, KOHTPO/UPYIOLW NN
NpoAYyKuMto benka KneTouHbix MeMbpaH — H-Y-aHTUreH rmCTOCOBMECTUMOCTM.



*[MpoaykTt reHa SRY npuHumaer — PARI
y4yacTue B Mpoueccax MnoJIoBou
anddepeHLMpOBKM B TECHOM
B3aMMOAENCTBUN C ELlE OAHUM
reHoM, Ha3BaHHbIM TFeHOM Z,

dOYyHKUMSA  KOTOPOro B HOpPME a
3aKJ1II04aeTCH B YrHETeHUN | uspor
cneymnduryeckmnx My>XCckmnx reHoB. -
*K uymcny CuMHEeprucTtoB OTHOCATCA RBMYI
reHbl SF1  (nokanmsoBaH Ha DAZ
KOPOTKOM rJieye g XpPOMOCOMbI), | SPGY/DAZ2 |
Dlgls (KO pOT KOe rnae4yo 12 lerepoxpoMaTHHOBas

obnacte

XPOMOCOMbI), @aHTaroHmctos — DAX1
(AAMHHOE naeyo X XPOMOCOMbI),
WNT21 (ANMHHOE njaeyo 1
XPOMOCOMBbI).




[MNOTANAMO-TUNODUIAPHOM iecicenwosoe Apremmanore
v rmnepTeHsns, 2013;19 (3):227-236.
peryiauum nonoson pyHkumum

* Pa3zBuTume yesnoBeka OT MOMEHTA POXAEHUA A0 AOCTUXEHUA B3POCI0Oro BO3pacTa
XapakTepusyeTcs yepeo0BaHMEM dusnonormyeckmnx neprnosoB,
COMPOBOXAAWMXCA  Pas3s/IMYHON  CTENEeHbld  aKTMBHOCTM  rMNoTasaMo-
rmnopusapHoON  perynauuMmM  MnoJioBoW _ PYHKUWMKM,  OCYLeCTBASOWENCH MO
KJ1aCCMYEeCKOU CXeme, B OCHOBE KOTOPOW JIEXUT MPUHLMM npsamMon n obpaTHOM
CBA3M MeXAY OCHOBHbIMUW YY4aCTHMKAMM MpoLecca: rmnoTasiaMnMYeckmin PUIM3NHI-
rOPMOH — TPOMHble FTOPMOHbI rMNodu3a — nepudepumyeckme sHAOKPUHHbIE Xese3bl.

* BbiCOKMI ypOBEHb FOHagOTpOI'IHbIX M NONI0BbIX TOPMOHOB POPMMPYETCA Y N1043a K
cepeamHe nepuosa 3MOPMOHANIBHOIO PasBUTUS U BbICTPO CHUXKAETCS K KOHLY
bepemeHHOCTM.

* Obs3aTesIbHbIM YC/IOBMEM HOPMA/IbHOrO Pa3BUTUS MOJIOBON CUCTEMbI ABAAETCS

Ha/iMume QYHKLMOHAJIbHO aKTUBHbIX pPELenToOpoB A4S MOJIOBbIX FOPMOHOB.
MyTaumnm reHoB, KOTOpble KOAMPYKOT 3TW peuentopbl, NPMBOAAT K TeM Xe
NoCNeACTBMAM, KaK M OTCYTCTBME COOTBETCTBYHOLLErO FOPMOHA B OPraHm3me.



* Ha popmMmrpoBaHmMe noaa u HOpMabHoOE
pPa3BUTME MOJIOBOW CUCTEMbI OKA3bIBAKOT
BNSIHUNE:

°*1. Hannyme Y-XpOMOCOMbI B K/J1€TKax
SMbpuMoHa

*2. O6pasoBaHMe rOpMOHOB (MY>CKUX U
XXEHCKMX MOJIOBbIX, aHTUMIOJ1I/1€POBaA),

KOTOpPble€ B/INAKOT Ha (I)OpMVIpOBaHVIe NMNOJZ10BbIX
OpraHoB MukpodoTorpacgmna X-xpomocombl

cneBa) n'Y xpomocombl (cnpasa).

*3. Haanune PyHKLMOHANBbHO aKTUBHbIX
peLenTopoB, Yepes KOTOPble FTOPMOHbI
PEeasIN3yoT CBOE AEUCTBUE.



CHHJIPOM
TECTHKYJISIPHOH
chemMuHH3AIHH

regorun 46,XY
cheHOTHII - JKEHCKHH




) 48]

*[lpn poXAeHunm 3Ta aHOMaJUA HUKAK He
nposiBasieTcs, 6o/sbHble BbIMNAAAT KAk OOblYHbIE
aesoykn. C HacTyn/jeHMeM MOA0BOW 3PENocTu
oTMeuaeTca aMmeHopes. Ocobu MMeT HapyXHble
MONIOBbIE >XEHCKMEe opraHbl, HO HabawgaeTcs
HeAOpa3BUTHE PenpoAYyKTUBHbIX OpraHoB
(bannonmeBbix Tpyb, MaTkM, Baaraamnuwa). Kawou k
NOCTAaHOBKE AMarHo3a — obHapy>XeHne B MaxXOBOM
KaHane ceMeHHuKoB. CemMeHHUKM obpasytoT
TeCTOCTEPOH, HO FTOPMOH HE MOXET peann3oBaTb
CBOE JencTBMe B pe3y/abTaTe MyTauuu reHa
peLenTopa aHTPOreHosB
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