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TEHBI 1 OHTOTEHE3 PEITPOAYKTUMBHOW CHUCTEMEI;
OCHOBHBIE HAPYIIEHUA AVUOOEPEHIIMPOBKU ITIOAA

'Kadeapa mepuriuackoi reHetuku ['OY BITO PI'MY, T'V3 Poapuababiil pooM Ne 3 Y3 3A0 MoCKBE

ABTOpPBI IPUBOJAT JaHHBIE JIUTEPATYPSI, IOCBAILIEHHBIE BOIIPOCAM YYACTH PA3JINYHBIX T€HOB B OHTOr€He3e
penpoxyKTHBHON cucTeMslI yesioBeka. O6cy:xxarorces 8 ypoBHeii (Tunos) muddepeHIIPOBKY I10J1a: TeHeTHYec-
KUl (TeHHBIH ¥ XPOMOCOMHBIN YPOBHHU), TAMETHBII, TOHATHBII, COMATHYECKUI (MOP(OITOTMIECKHIi), IICUXM-
YeCKHii, COI[UAIbHBIN, IPaskaaHcKuil (moJ1 Bociutanus). IIpuBoaurcsa kixaccnpuranys reHeTHYecKux Hapy-
IIEHUH PeNPOLYKIIHH.

Knrouesvie cnosa: onmozenes, penpodykyus, OugpepeHuuposra noua, 2eHvl, zeHemuiecKue HapyuleHus.

Authors present literature data about participation of different genes in ontogenesis of humane reproductive
system. They discuss 8 levels (types) of sexual differentiation: genetical (genic and chromosomal levels),
gametic, gonadal, somatic (morphological), psychic, social, civil (upbringing gender) levels. Classification of
genetical reproduction disorders is presented.

Key words: ontogenesis, reproduction, sexual differentiation, genes, genetical disorders.

PenponyxkTrBHAA cucTeMa — 3TO cuUCTEMA KEHC-
KUX ¥ MYKCKHX IIOJIOBBIX OPraHOB, 0o0eclieuymBaro-
ITUX IIPOUBBOJACTBO T'aMeT, MX CIOCOOHOCTH K OILJIO-
IOTBOPEHMIO, 3auaTue (0O0pasoBaHMe 3UTOTHI), IIPEUM-
IJIAHTAIVI0 W UMIIAHTAIUIO 3apOJBIIIA B CTEHKY
MaTKM, BHYTPUYTPOOHOE Pa3BUTHE 3apOMAbIIIA, 9MO-
PHMOHA U IJIOJA, ero IMOATOTOBKY K YCIOBUAM CYIIIECT-
BOBaHUSA BO BHeIIIHeH cpefie U AeTOPOSHYIO (DYHKITMIO
JKEeHIIVHBI. PenpogyKTUBHOE 3[0POBhE UeJIOoBeKa 6a-
3UpyeTcs Ha ero reHomMe (reHOMHOM B3I0POBbE) WUJIU
IIOJTHOM TeHEeTWYEeCKOHN cucTeMe, OTBETCTBEHHOI 3a
HacjeloBaHMNe, IIPOUCXOXKJeHNe U pPasBUTUE BCeX
CTPYKTYPHBIX U GYHKIIMOHAJIBHBIX OCOOEHHOCTEH Op-
raHm3Ma B TeUeHUe BCero ;KUu3HeHHoro nukia [1].

UnentTudpurkanusa reHoB moJioBod nuddepeHIin-
POBKU IIPUBeJIa K CO3LAaHUIO KOHIIEIIIUM, YTO II0JI0BOE
Pa3BUTUE SABJIAETCA CJIEACTBHEM OHTOTEHETUUYECKOH 1
GYHKIIMOHAJBLHON WHTEerpamuu MHOKECTBa TI'eHOB
(reHHOII ceTU), YYACTBYIOIIUX B NeTEPMUHAIINY II0JIa
U peaju3aliiy IIOJIOBOTO mHoBeneHus [2—6]. Boiau
UAeHTU(UIUPOBAaHbI 39 TeHOB TeHHOM ceT!, KOHTPO-
JINPYIONIUX OHTOTE€HE3 PENPOAYKTUBHBLIX OPTaHOB [6].

Konmaxmnas ungopmayusn:

B ux uncio BxogAT 8 reHoB 1m0J0BOU AuddepeHIim-
poBKu, BKJIOUasa red SRY, JJOKaIM30BaHHBIA B XPO-
mocome Y (Ypl1.31-32), u 7 reHOB, JOKAJIN30BaHBIX
Ha apyrux xpomocomax: reH Ftz-F1, koxupyrommit
crepoumorerubrii paxktop 1 (SF1), uam TpaHCcKpum-
muouHbI (axkTop Ad4BP; remsr DAX-1,WT-1,
S0X-2, SOX-3, SOX-9 u SOX-10.

T'er SRY — 9T0 res MysKCKOTO I10J1a, eMy IIPUHA-
JIEKUT POJIb IIEHTPAJIBHOIO PEryJIATOpa 9KCIPEeccuu
apyrux reHoB. OH KOOUPYeT CEMEHHUK-OIIPeessaio-
muit Tpackpunimonusiit paxrop (TDF/Tdf), ctumy-
JUPYIOUIUY pa3BUTHE CEMEHHUKOB M3 3aYaTKa I'OHAa-
IBI, ICXOMHO OAMHAKOBOM y 3apoAbliiieii 000ero moJia.

KiioueBbIM PeryasiTopoM PEmpOAYKIIUMU CIYIKUAT
TaKsKe reH PUIUBUHT-TOpMOHa runoragamyca (PIT),
KOAMPYIOIIN 0eJI0K — MeKalenTul, CEKPeTUPYEeMBbIi
HepoHaMU TumoTrajamMyca. ITOT 0eJIOK MOCTYIAaeT B
mepegHu oTae ] runodusa MyTeM THI0TaJIaMO-THUII0-
¢usapuoil mopTanabHOM MupKyaanuu [7]. ITouck my-
ranuit B rede PI'T Ob1y1 ¢cBsA3aH ¢ TMAarHOCTUKON Y ps-
Ia O0JMBHBIX UAMOIATUYECKOTO T'MIIOTOHALOTPOITHOTO
TUIIOTOHAIM3MA U IIPEXKIEBPEMEHHOT0 II0JI0BOTO CO3-
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peBanus [8, 9]. OgHAKO CTPYKTYpPHBIE MyTaIlUX BbIAB-
JIEHBI He OBLJIN, YTO IT03BOJIMUJIO 3aTI0IO3PUTE B TEHOMAaX
TaKuX OOJILHBIX M3MEHEHUS IIPOIIeCCOB TPAHCKPUI-
U, IpoIteccuHra u Tpanciasaiuu [10].

B rennyio ceTh penpoaAyKTUBHONA CUCTEMbI BKJIO-
YeHBI FeHbl TPOIHBLIX F'OPMOHOB I'MIIO(U3a U I'eHbl UX
PellennToOpoOB, HAXOAAIIUXCA B KJETKAX-TOHAILOTPO-
max, KOTOPbI€ CEKPEeTUPYIOT JIOTEeMHU3UPYIOI[UHI
ropmoH (JIT') 1 GoIuKyI0CTUMYINPYIOITUIT TOPMOH
(®DCT), mocTynaroIe ¢ TOKOM KPOBU B TOHAMABI, I'le
OHU PEeryJupyioT raMeTOTeHHBbIe X TOPMOHAJbHBIE
dyuxnuu. leusl JII' u @CI' ugenTuduinpoBaHbl Ha
xpomocomax 2,4,6,8,11u19[6, 11-13]. Oru xogu-
PYIOT 0eJKM-TeTepoAuMephI, COCTOSAIMe U3 O u f3-
cyowpequuut [4, 14]. IlepBas cy6obequHAIIA UAEHTUY-
Ha y JIT' u ®CT', a Bropasa cy6obefuHUIIA OIIPEaeIaeT
creru()UIHOCTh TOPMOHA.

T'ens! penentopos K PIT, JIT' u @CT' sxcmpeccu-
pyoTca B mMeMOpaHax KJETOK-MHUIIIEHEH U MMeIoT
CTPYKTYPHOE CXOACTBO IO BHEKJIETOUHOMY U TPAHC-
MeMOpaHHOMY qoMeHaMm [4—6,10-12, 14].

Ciemyer OTMETUTD, UTO HAPYIIIEHUA B JI000M 3Be-
He IenMW TeHHBIX B3aUMOIeHCTBUM TUIIOTAIaMyC —
runo(dus3 — TOHAABI BeAyT K HAPYIIeHUIM PempPonyK-
muu. Hampumep, omrcanbl THIOTOHAAOTPOIHBINA T'H-
moronaauaM (yrpara cuHTesa JII') u oBapumaJ bHBINA
nucreHes (uHaxkTuBanuA penentopa K ®PCI'), cunm-
POM TJIMKOIPOTEMHOBOI Kapbormapar-HeZoCTaTod-
HOCTU y JKEHIIUH, OJUT0a300CIEePMUTA Yy MYIKUUH
(B-cyopenuauna @CI' He cmocoGHA CBSA3BIBATHCS C
o-cyObefUHUIEH), MYMKCKOI IIceBHoTrepMadpOau-
TudM (MHaKTUBaNuA penentopa K JII'), rumeprona-
TOTPOITHBINA TUIIOTOHAAM3M U OecIjiofue y KeHIUH
(nunaxkTuBamnua perenropa K JII'), mpexaeBpeMeHHOE
[I0JI0OBOE Pa3BUTHE V MYKUNH (MHAKTUBAIIAA Perel-
Topa K JII'), HemostHAA MacKyauHMU3aN A (MHAKTUBA-
nus B-cyowequauis @CT).

B renHyio ceTh pemnpoaAyKTUBHOU CHUCTEMbBI BXO-
IUT T'eH aHTUMIIOJIepoBa ropmoHa (AMIY), cuuTesu-
pyemoro B KjeTkax CepToiu B OTBET Ha [AelCTBUE
@dCI' ¥ MHUIUUPYIONIEr0 PEerpeccuio MIOJIJIEPOBBIX
CTPYKTYP Y JIUI] MysKCKoro moJja [6, 12].

B kierkax CepTonu Tak:Ke 9KCIPECCUPYIOTCA Te-
HBI perenTopoB K AMT'. B peryaanum nx sKCIpeccun
yuacTByioT pakTopsl SF-1 u SOX-9 [4-6, 14].

B 1eqiom K remam o0OImeii TeHHOM CEeTH CHCTEMbI
penpoayKIuy y:Ke oTHeceHbI 4139 reHoB, BKJIOUAA
1o 1200 reHoB, yU4acTBYIOIINX B PABBUTUYU U (PYHKITUO-
HUPOBAHUY MAaTKHU, SUUYEK U mpocTaThl, 1 500 reHoB
AndHUKOB [6]. IIpu sTOM 0O6IIee KOJIWMUECTBO TE€HOB
PEeIpPONYKTUBHBIX OPraHOB y JKEHIMUH MTOCTHUTJIO
1739, y mysxumn — 2439. 11 x0T KEHIIUHBL U MYIK-
YUHBI UMEIOT 10 39 0AMHAKOBBIX T€HOB, OT KOTOPHIX
3aBucHUT Aud@epeHITNPoBKa II0Ja B paHHEM 3MOpUO-
reHese, MY KCKOH U JKE€HCKUH II0JI II0-PAa3HOMY BJINS-
€T Ha CKOPOCTH CHHTEe3a 3aKOAWPOBAHHBIX MMU OeJ-
KOB, U IIO9TOMY Y HUX Pa3HOEe TeUueHUe OTHUX U TeX
JKe OoJiesHel u pasHasd d(PPEeKTUBHOCTh JIEUEHUA OJ-
HUMUY U TeMu Ke JiekapcrBamu [10].

Kpome yKasaHHBIX BBINIE€ T€HOB, OBLIU UAEHTU-
GuIMpPoOBaHbI TaK:Ke TeHbI CTePOUIOreHe3a U TaMeTo-
TeHe3a B TOHAZaX, T€Hbl BTOPUUHBIX ITOJOBBIX ITPU3-
HAKOB, T'eHbI Oecttonus u ap. [1, 5,6, 11].

Taxum o6pasoM, B OOIIYI0 T€HHYIO CETh PEIIpo-
IYKTUBHOM CHUCTEMBI UeJIOBEeKa BXOIAT OK0JiO 4,5—5
TBIC T'€HOB.

OHTOTeHe3 penpoayKTUBHOMN CHCTEMBbI

OHTOTeHe3 PenpPONYKTUBHON CUCTEMbl HAUMHAET-
Cs C TIOSIBJIEHU S ITIePBUYHBIX ITOJIOBBIX KJIETOK — T'OHO-
I[UTOB, KOTOPBIE BRISIBJIAIOTCS HA CTaAUU 2-HeIeJIbHO-
ro sMOpuoHa. ['OHOIIUTHI MUTPUPYIOT U3 KUIIEYHON
9KTOJEePMBI Uepe3 SHTOAEPMY KEJITOUHOTO MEeIKa B
00J1aCTh 3aUYaTKOB TOHAJ, WJIHU IIOJOBBIX BaJHUKOB.
Bmiors 10 32-T0 gHS sMOpHOTeHe3a OHU JeJIATCA Iy-
TeM MUTO3a, (GOPMUPYS IIYJI OYAYIIINX 3aPOIBITIIEBBIX
KJeToK. JlanpHelmasa nuddgepeHIInNPOBKa I'OHOIIUTOB
3aBUCUT OT II0JIa Pa3BUBAIOIIETOCd OpraHu3Ma.

OHTOTreHe3 TOHAJ, COMIPSMKEH C OHTOTeHe30M opra-
HOB MOUEBBIBOIAIIEHl CHCTeMBbI U HAAIOUYEUHUKOB.
Y 3-HemesnbHOTO 5MOpUOHA B 001acTH HE(YPOTEeHHOTO
TsKa (PopMUPYeTcA 3a4aTOK KAHAJBIEB IIEPBUYHOMN
mouKm, uau npoHedpoc. Ha 3—4-# Hemensax Kayqaab-
Hee 9THX KaHAJbIEB (POpMHUPYyeTCsS 3aUaTOK CcaMoit
HepBUYHON HOUYKU, mau mMeszoHedpoc. K Koumy 4-it
HeeJ I Ha BEHTPAJIbHOM CTOPOHE Me30Hedpoca HAUM-
HaT (OPMUPOBATHCA U3 ME30TeJINA 3aUaTKU TOHAT.
OHU IpeACTaBJSIOT CO00M OHIOTEeHIHAJIbHBIE KJIe-
TouHbIe OoOpaszoBaHusa. IIpoHeppoTHUECKUE KaHAJb-
1IbI (IIPOTOKM) COEAUHSIOTCA C KaHAJIbIaMUu Me30Hed-
poca ¥ Ha3BIBAIOTCSA BOJHB(MOBLIMHU MIPOTOKAMMU.
B cBoro ouepens, mapamesoHeppaIbHble, UJIX MIOJLIE-
POBBI TPOTOKYU (DOPMUPYIOTCA U3 YIACTKOB IIPOMEIKY-
TOUYHOII Me304epMbl, KOTOpPbIe 000COOJAIOTCS IO
BIMSHUEM BOJIb(GOBBIX MPOTOKOB. Ha mucraibHOM
KOHI[e KasKI0r0 U3 IBYX BOJIb(OBBIX IIPOTOKOB 00pa-
3YIOTCSA BBIPOCTHI B BUIE 3aUaTKOB MOUETOUHUKOB, KO-
TOpPBIE€ IPOPACTAIOT B IPOMEKYTOUHYIO Me30JepMy U
dopMuUpYIOT KaHAJIBIIBI MeTaHehpoca — 39TO BTOPUU-
Hasd, WJIN OKOHUaTeJbHas (IeUHUTUBHAS) ITOYKA.

dopMupoBaHNE MY¥KCKOTO II0JIa

DopMupoBaHUE MY:KCKOTO II0Jla HAUMHAETCS Ha
5—6-1i HefeAX ¢ TPeodpPasoBaHUi BOJIb(OBBIX IIPOTO-
KOB U 3aBepIIaeTcsa K H-My MeCsAIly BHYTPUYTPOOHOTO
pasButusa. Ha 6-8-ff Hemensx m3 3aJHUX UacTel
BOJIL(OBBIX KAHAJOB II0 BEPXHEMY Kpaio IMepBUUYHON
TOYKY IIPOpacTaeT Me3eHXUMa, (DOPMUPYIOIIAA II0-
JIOBO# TS (IITHYP), KOTOPBIH pasmesisdeTcsa 1 JaeT Ha-
YaJI0 CEMeHHBIM TPYOOUKaM ceMeHHUKOB. V13 BOIb()Oo-
BBIX IIPOTOKOB (hOPMHUPYIOTCH BBLIBOAAIINE MYTH,
KOTOpbIe YAJIUHAIOTCA U IPeobpa3yiTcA B BBIHOCH-
IIye IPOTOKMY, 4 U3 UX HUYKHEH 4acTu 00pas3yoTcs ce-
MeHHbIEe Ty3bIPbKY. BepXHAA YaCTh ITPOTOKA IIePBUY-
HOM MMOYKU CTAHOBUTCS IPUAATKOM CeMeHHUKA (91Iu-
OIUIVMIC), 8 HUMKHSSA YaCTh IPOTOKA IIPEBPAIaeTCs B
BBeIHOCAMIUH KaHas. [locse aToro pexymupyiores (aT-
podUpPyOTCA) MIOJIJIEPOBLI IPOTOKM, U OT HUX OCTa-
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IOTCA TOJBKO BEpXHME KOHIHI (MOPTraHbA THAATUNA) U
HIDKHIE KOHITHI (MysKCKasa MaTouka). [locienusasa Haxo-
JIUTCA B TOJIIIE TPEACTATETHLHOM 2KeJie3bl (IIPOCTaThI).
IIpocraTa, ceMeHHUKY 1 KYIIePOBHI JKeJIe3bl pas-
BUBAIOTCS U3 SIUTEINSI CTEHKY MOYEIIOJ0BOr0 CUHY-
ca (MoUeHCHyCKaTeJbHOTO KaHajia) IIOJ BJINUAHUEM
TECTOCTEPOHA, UTO obecIlieurBaeT MACKYJJIMHUBAIIUIO
IMOJIOBBIX OpraHoB. Ilox KOHTPOJIEM TecTOCTepoHa
Pa3BUBAIOTCA CTPYKTYPHI BHYTPEHHUX MY KCKUX II0-
JIOBBIX OPTaHOB, a IPU BO3AEHCTBUU IeTUAPOTECTO-
cTepoHa (IIPOM3BOJAHOE TECTOCTEPOHA) (hopMUPYIOTCA
Hapy:KHbIe MY:KCKHe I10JIOBble OpraHbl. MEIIIeUHbIe
U COeIMHUTEIbHOTKAHHBIE 9JIeMEeHTHI IIPOCTATHI pas-
BUBAIOTCA U3 Me3eHXUMBbI. I10JI0BOIT ueH GopMupy-
eTcs M3 3aUYaTKa IOJIOBKU UJIeHa B II0JIOBOM OyrOpKe.
ITosoBBIE CKIAAKYU CPACTAIOTCA U 00PaA3YIOT KOYKHYIO
YacTh MOIIIOHKMW, B KOTOPYIO uepe3 MaXOBbII KaHaJ
BPACTaIOT BHIIAYNBAHUS OPIOIINHBI, KyJa 3aTeM cMe-
marorea auuku. Cmelenne audyeK B 00JIaCTh Tasa K
MecTy OyIYIIUX IaXOBbIX KaHAJOB HAUMHAETCA Y 9MO-
puoHa B 12 Henenb. SAMUKY JOCTUTAIOT MOIIIOHKY TOJIE-
KO Ha 7—8-M MecsAlle BHYTPUYTPOOHOTO Pa3BUTHUA.
B ciyuae 3amep:KKM OIyCKAHUS AWYEK B MOIIOHKY
pPa3BUBAETCA OHO- WU IBYCTOPOHHUN KPUITOPXU3M.

dopMupOBAHNE JKEHCKOTO0 M0JIa

dopmMupoBaHUe JKEHCKOTO II0JIa IIPOVCXOAUT P
y4acTuu MIOJIJIEPOBBIX IIPOTOKOB, M3 KOTOPBIX Ha
4-5-11 Hemensx o0pas3ylOTCA 3a4aTKU BHYTPEHHUX
JKEHCKUX IIOJIOBBIX OPraHOB: MAaTKa, (PajIomueBbI
TpyOBI, BepXHUe ?/, Baaranuiia. Kanaausamus Biara-
Jauiia, odpasoBaHue IIOJOCTU, Teja U IIeHKN MaTKHU
OPOUCXOAAT y ILToAa 4—5 MecsIleB IIyTeM Pa3BUTHUSA
Me3eHXUMBbl 13 OCHOBAHUA TeJia IMEePBUYHON TOYKH,
YTO CIIOCOOCTBYET YHUUTOKEHUIO CBOOOAHBIX KOHIIOB
THOJIOBBIX ITHYPOB. Moaropasi 4acTh AMUYHUKOB 00pa-
3yeTcsA M3 OCTATKOB TeJia MEPBUYHON MOYKHU, & U3 110~
JIOBBIX BaJINKOB IIPOJOJI}KAETCSA BPacTaHUE IIOJIOBBIX
IIHYPOB B KOPKOBYIO YacCTb OyAYHIMX AWYHUKOB.
B HuX QhopMuUpyIOTCA IPUMOPAUATbHBIE (DOIIUKYJIIBI,
KasKJbIN M3 KOTOPBIX COCTOUT 13 TOHOIIMTA, OKPYIKeH-
HOTO cJ10eM (QOJLITUKYJISAPHOTO SIIUTEJNA — JTO Pe3ePB
I OyAYIIUX 3PEJIbIX OOIIUTOB (MX OKOJIO 2 THIC).

B konie 1-ro roga »Ku3HU Me3eHXUMa (GOPMUPY-
eT COeIMHUTEJbHOTKAHHYIO (0e/JI0UHYI0) 000J0UKY
AWYHUKA, IIOBEPX KOTOPOIl COXpaHAETCS HEaKTHUB-
HBIA 3aUaTKOBBIN SITUTEJINN.

YpoBHM nu(depeHInPOBKH IM0JIa

ITosn uemoBEeKA OTHOCUTCA K KOMILJIEKCHBIM IIOHSA-
TUAM, UMEIOIIUM PasHbIe YPOBHU TU(PPEepeHITUPOBKH.

Brigensaror 8 ypoBHeil (Tumnos) quddepeHIInpOB-
Ku mmosa [7]:

® TeHETUUECKUH (TeHHBIN 1 XPOMOCOMHBIH);

® TaMeTHBIN IT0JI (MOpP(OTeHeTNUeCKasA CTPYKTY-
pa MYKCKUX U KEHCKHUX TaMeT);

e ToHAAHBIN (MOpGOreHETHUECKAA CTPYKTYypa ce-
MEHHUKOB U AUYHUKOB);

® TOPMOHAJBHBIN (0alaHC MYMKCKUX U JKEHCKUX
TIOJIOBBIX TOPMOHOB);

® COMaTHYECKUH, MIu MOPGOJIOTHYECKUH (AHTPO-
moMeTpUUYecKye U MOP(OJIOTUUECKUE TaHHBIE O II0JIO-
BBIX OpTraHaX ¥ BTOPUUYHBIX IOJIOBBLIX IIPU3HAKAX);

e ICUXUYECKU (ICUXUUECKOe U CeKCyaJbHOoe ca-
MOOIIpeieJieHIe MHANBUIA);

e COIMAaJIbHBIN (OmpeneseHWe POJU WHAWBULA B
ceMbe U O0IIecTBe);

e rpa’KJaHCKUM, WU IIOJ BOCHUTAHUA (PETuCT-
pupyeTcsd IIpU BhIJaue IaciopTa).

ITpu HOpManu3auu Bcex ypoBHel guddepeHIin-
POBKH II0JIa M BCE€X 3BEHBEB PENPONYKTUBHOTO IIPO-
Imecca pasBUBAaeTCA YEJOBEK C HOPMAJBHBIM MYJKC-
KUM WU KEHCKUM II0JIOM, IIOJIOBBIMU U T'eHepaTuB-
HBIMHU NOTEHIIUAMHU, IIOJOBLIM CAMOCO3HAHMEM, TICHU-
XOCEeKCyaJbHOM opueHTar e u nosegenuem [11].

Ha pucynke npuBeneHa cxemMa B3anMMOCBsA3eH
pasHbIX YPOBHEeN nuddepeHIInpoOBKY I0JIA.

Hauanom guddepeHIInPoBKY M0JIa CUUTAETCA -
HeJeJId BHYyTPUYTPOOHOT0 Pa3BUTHA, Korjga (hopMupy-
eTCs TI0JIOBOI OYTOPOK, MTOTEHIINAIBLHO TPEICTABIIAIO-
muii 1160 3aYaTOK T'OJIOBKY IIOJIOBOTO UJIeHa, JIN0Oo 3a-
YaTOK KJIUTOPA.

C 9TOro BpeMEHU IIOJOBBIE CKJAAKU HAUUHAIOT
mpeobpasoBHIBATHCA MO0 B MOIIIOHKY, JU0O B IIOJIO-
BbIE TYOBI.

I'enemuueckuil non

I'enHbLll YpoBeHb TEHETUYECKOTO II0JIa XapaKTe-
pusyeTcsa SKCIPeccueil TeHOB, OIPeAesAonux aud-
(hepeHIUPOBKY OUIIOTEHIIMAJIBHBIX KJETOK JINOO0 II0
MY:KCKOMY, b0 sKeHcKoMy Tuny. Ha nauHHOM 1Ie-
ye XpOMOCOMBI Y UAeHTU(MUIIMPOBaHbI 92 reHa:

e GBY (ren ronazmo6JsiacTOMBI) UJIX OHKOT€H, MHU-
MUUPYIONINH OIMYyXO0Jb B MUCT€HETUYHBIX TOHAIAaX,
PasBUBAOIIUXCS ITPU MO3aUYHBIX (popMax ¢ Kapuo-
Tunom 45,X/46,XY y JUIl ¢ MyKCKUM U K€HCKUM
(PEeHOTUIIOM;

e GCY (10KyC KOHTPOJISA POCTa) HAXOAUTCS TIPOK-
cuMmasbHee yactu Yql1l. Ero yrpara u HapyIiesHue mo-
pPAaKa ero IOoCJeIoBaTeIbHOCTe O0YCJIOBJIMBAIOT
HU3KOPOCJJOCTBD;

e SHOX (s1okyc mceBIoayTOCOMHOTO permona I)
y4acTBYyeT B KOHTPOJIE POCTa;

e reH 0OesiKa KJIETOUHBIX MeMOpaH, unu H-Y-aH-
TUTEH T'MCTOCOBMECTHMMOCTH, PaHee OIIUOOYHO CUM-
TaBUINICA MNIABHBIM (DAKTOPOM JETePMUHAIIMY II0JIA.

ITenTpasibHOE MECTO B CETU M'€HETUYECKOTO KOHT-
POJIA PAa3BUTUSA IO MYKCKOMY TUITY IPUHAIIEIKUT re-
"Hy SRY. VIMeHHO B 3TOM r'eHe O0HAPYKEHO HAMOOJIb-
mree KOJIMYECTBO MyTallii, CBA3aHHBIX C AU3TEeHEe3Uen
TOHAJ U/ujau nHBepcuell nosaa. B nponecc guddepen-
IUPOBKU II0 MY:KCKOMY THUITy BOBJI€UEHBI HECKOJIBKO
IECATKOB T'€HOB, PACIIOJIOXKEHHBIX BHE 30HBI JIOKYCa
SRY. [I151 HOpMaJIbHOTO IIOJIOBOTO PA3BUTHUA TPEOyeT-
csd Hajim4yue He TOJIBKO roHal, nuddepeHInpPOBaHHBIX
IO MY3KCKOMY TUITY, HO U 9KCIIPECCUs TeHOB, KOHTPO-
JINPYIOIINX Pa3BUTHE 3apOJBIIIEBBIX KiaeToK. K Ta-
KUM reHaM OTHOCUTCA reH hakTopa azoocuepmunu AZF
(Yqll), Mmukpomeseniu KOTOPOTO BBIBBIBAIOT HAPY-
IIeHus criepMaToreHesa (0OJIMTr0030CIIEPMUS).
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SRY-, DAX1* WupnddepenTaee | gpy- paxy-

o | < 2| Gmonemmaamanae) |

TOHAIBI

JKeHcKue oI0BbIE KIETKH,
GoNTNKYISIPHBIE KIETKH,
HMHTEePCTUIHAJBbHBIC KIIETKHU

My:xckue MoJI0BbIE KJIETKH,
kiaerku Ceprou,
KiaeTku Jleiiqura

L

GATA , DHH* |
WT1",AMH"
Mara, ITapamesoHnedpaibHbIE
damTonneBs! TPyOLI, AMH P (o cf;m) AMH- + Perpeccus
BEPXHAA 4aCTh ¢ , o'rcf’xn MR MIOJLIEPOBBIX
BJIATAJIAIIA p IIPOTOKOB
SOX9', SF1*
FSH-R LH-R
} * ONUIULNMIUC,
CeMsIBBIHOCAIITIE
Perpeccust BoibhoBBIX T MegoHedpanbHEe T AR Y _ KaHaJIbIIbI,
MIPOTOKOB R (Bomb(boBED) = CeMeHHbIe
IIPOTOKH Ty3bIPDKH
FSH-R LH-R
50-pedyxmasa * Q
_—
Y
Hwxuasa gactb o
S — DHT- DHT- ITonoBoii uneH,
=< YporenuTajbHBIE CHHYC |——>| IIPeACTaTeJIbHasd
KJIUTOD, AR' sceesa,
II0JIOBBIE T'YOBI . MOMIOHKA
- _ UIIOTaJIaMyC
FSH-R LH-R FSH-R LH-R
A A % GnRH A A
GnRH-R
T'mnopus
LH
FSH

Pucynox. BzaumocBasu Mmex 1y pa3HbIMU YPOBHAMU Au(h(EPEHIINPOBK Y I10JIA.

SRY, SOX9, DAX1, WT1, SF1, GATA4, DHH, DHT - rensl, yuactByiomiue B 1u(depeHIInpoBKe TOHAL 1 OH-
TOTeHe3e IMOJIOBBIX opranoB; FSH — domukynocTumMmyaupyomnuii ropMmos, LH — soTenHU3UPYOIUiT TOPMOH,
AMN - auTumriosiepos ropmor, AMHR — reu perteitopa AMHR, T — tecrocTrepor, AR — reH aHApPOreHHOTO pe-
menropa, GnRH — reu ronagorponun-puausuur-ropmona, GnRH-R — reu pernenropa GnRH, LH-R — reH pernern-
Topa LH, FSH-R — ren penentopa FSH; «—» u «+» — orcyTcTBUe 1 Hanmuuwme 3ddexTa (o ganusim [6]).

Ba:kHasA poJib MPUHAIJIEKUT TeHaM, PacIoJio-
JKeHHBIM Ha XpoMocoMe X M ayTocoMaX. B mepBom
cayuae — ato red DAX1 (Xp21.2-21.3) [6]. Ou pacmo-
JIOJKEH B I03a-UyBCTBUTEJIBLHOM JIOKYCE UHBEPCUU TI0-
na (DDS) u B HOpMe SKCIPECCUPYETCA y MYKUUH,
y4acTBys B KOHTPOJI€ PA3BUTUA CEMEHHUKOB U HaJ-
IIOYEeYHUKOB, UTO MOJKET IIPUBECTU K BPOKIECHHON
TUIIOIJIa3WU KOPBI HAAIOUeYHNKOB. Hanmpumep, Aym-
aukanua DDS-yuacTka accormuupyeTcs ¢ MHBepcuei
nosia y XY-UHAUBUIOB, & €r0 yTpaTa COIPOBOXKIAET-
cA MYKCKUM (DEHOTUIIOM M X-CIIeTIJIEHHO! BPOXKIEH-
HOM HeZOCTaTOUYHOCTHIO KOPhI HAAITIOUEUHUKOB [6].

B reme DAX1 ugeatTuduiupoBaHbl KPYIHBIE JIe-
JIeuy, ONHOHYKJIEOTUAHBIE AeJIeIINY 1 3aMeHbI OCHO-
BaHui. OHU BeyT K TUIOIIJIA3UU KOPHI HAAIIOUEUHU-
KOB, THUIOIJA3UU SAUYEK BCJEACTBUE HAPYIIEHUA
nn(pepeHTUPOBKU CTEPOUAOTEHHBIX KJETOK HAAIO-

YeYHUKOB W TOHAM, UTO IPOSBJIAETCS aAPEHOTEHU’-
TAJbHBIM CUHAPOMOM W THUIOTOHAJAOTPONHBIM THIIO-
roHaguamMoM (u3-3a meduIuTa TIIIOKOKOPTUKOUAOB,
MUHEPAJTOKOPTUKOUIOB U TECTOCTEPOHA).

Crnenymoiiiad Tpynna TeHOB PEryJIupyeT TpaHc-
KPUIINIO TeHOB Au(GEePEeHIIMPOBKY, YIACTBYIOIINX
B omToreHese rouan. Cpeagu Hux reasl WT1, LIMI1,
SF1 u GATAA4. ITpu stom reast WT1 u LIM1 yuactBy-
IOT B IepBUYHOM, a reHsl SF1 1 GATA4 — Bo BrOpUY-
HOU eTepMUHAIIUY TOHA.

IlepBuuHaa qeTepMUHAINA TOHAJ II0 IOy HAUM-
HaercA ¢ 6 Hemesb, a BTOPUYHAA UX JeTePMUHAIIUA
00ycJoBJIeHA TOPMOHAMU, KOTOPHIe BBHIPAOATHIBAIOT-
ca ceMeHHUKaMu unu auyHukamu. 'er WT1 joka-
JIN30BaH Ha KOPOTKOM Ijeue xpomocomsl 11 (11p13)
¥ acCOIMMPOBAH C OIyX0Jibi0 BuibMmca. Ero skcipec-
cus o0Hapy:KeHa B rOHajaxX, IPOMEXKYTOUHOU Me30-
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nepme m nud@epeHnUPYIONieica Me3eHXMe MeTa-
He(dpoca. ITokazaHa poJib 3TOTO TeHA KaK aKTUBATO-
pa, KOAKTMBATOpa U Ja’ke pempeccopa TPAHCKPUI-
UK, HEOOXOAMMOTO Ha CTAAUM OWIOTEHITMAJTbHBIX
KJIeTOK (70 cTamguu akTuBanuu reaa SRY).

Myranuu resra WT1 MoryT BeI3BAaTh MHBEPCUIO
noja Opu gepuruTe pPeryadTopHBIX (HaKTOPOB,
y4YacTBYIOIUX B IIOJOBOU au@depeHIInpoBKe. AyTo-
COMHO-IOMUHAHTHBIE CUHIPOMBI, aCCOLMUPOBAHHBIE
¢ myramuamu reda WT1, — sto WAGR-cungpom,
cuagpom [Henumc—Ipsma wu curgpom Ppasepa.
WAGR-curgpom obyciosien npenemnueir rena WT1 u
COIIPOBOJKIAETCS ONyXO0Jibio BuiabMmca, aHupupmei,
BPOSKAEHHBIMU IMOPOKAMU PA3BUTUA MOUEII0JIOBOM
CHCTEeMbI, YMCTBEHHOH OTCTAJIOCTHIO, JUCTeHEe3UneH ro-
HaJ ¥ IPeIPAaCIIONOKEeHHOCThIO K TOHAM00IacToMaM.

Cungpom [Henuc—[psira o00ycJaOBIEeH MUC-
cenc-myTtarnueiir B reue WT1 u pearo coueTaercs C
OIIyX0Jbl0 BuibMca, HO IJiA HEro xapakTepHbI paH-
HAA MaHudecTanusa TAXKeJI0H HepOoIIaTuu ¢ IoTepeit
0eJiKa 1 HAPYIIIEHUAMU II0JIOBOTO PA3BUTHUA.

Cunzppom Ppasepa 00ycJIOBJIeH MyTalueil B [I0-
HOPHOM catiTe ciyiaiicuara sk3oHa 9 rera WT1 u mpo-
ABJsETCA OUCTeHe3mell roHan (PKeHCKUU (eHOTHMIO
IpU MY:KCKOM KapHUOTHUIIE), TO3AHUM HauaJaoM Hed-
POIIaTUY W OYArOBBIM CKJIEPO30M KJIYOOUKOB IIOUEK.

T'er SF1 (9933) — sTto axTuBaTOp (permemnTop)
TPAHCKPUMIIUYA T'eHOB, YUACTBYIOINX B OMOCUHTE3E
CTEePOUAHBLIX TOpMOHOB. OH aKTUBUPYET CUHTE3 Tec-
TOCTEPOHA B KJETKaxX Jlefaura 1 peryjaupyeT CUHTE3
(epMeHTOB, KOHTPOJUPYIOIIUX MTPOAYKIIUIO CTEPO-
UIHBIX TOPMOHOB B HaAIoueuHnKax. Kpome Toro, res
SF1 perynupyer skcipeccuio reaa DAX1, y koToporo
B mpoMoTope obHapy:xeH SF1-cair.

T'eu CFTR (7q31), usBecTHBI KaK I'eH MYKOBUC-
U034, KOOgUPyeT 0eJI0K, OTBEUAIOIIUA 3a TPaHCMeO-
PaHHBII TPAHCIOPT MOHOB XJIOPa. ¥ MY:KUNH-HOCUTE-
Jeit myranTHoro ajiens reHa CFTR uacro mabaroga-
IOTCS IBYCTOPOHHEE OTCYTCTBUE CEMSABBIHOCSIIIUX
MIPOTOKOB W aHOMAJIUU NMPUIAATKOB ANYEK, IPUBOAA-
e K 00CTPYKTUBHOI a300CIIePMUH.

HapyiieHus xpomocomHozo Yypo8H A TeHETUUIECKO-
T'0 TI0JIa CBSI3aHBI C HEPACXOKAEHEM XPOMOCOM, B pe-
3yJabTaTe Uero BMECTO ABYX OAWHAKOBBIX WUJIU IBYX
Pa3HbIX TOHOCOM M ayTOCOM MOTYT OBITh:

a) YMCJIOBbIe aHOMAJIUU XPOMOCOM, BKJIIOUAA O-
TMOJIHUTEJbHBIE TOHOCOMBI M ayTOCOMBI; HAJNUUHE
JUIITHEHR NIU OTCYTCTBUE OJHOM TOHOCOMBI M X MO3a-
WYHbIe BAPUAHTHI — cUHAPOMBI KiaaliHndensTepa (mo-
JucomMus no xpomocome X y my:kuuH, 47, XXY), mo-
aucomMus mo xpomocome Y y my:kumH (47, XYY),
Tpunio-X (mosucoMusa 1mo X-xpoMocoMe y KeHITUH,
47, XXX), cuugpom IlleperieBckoro—Tepuepa (mo-
HOCOMUS IO XpomocoMme X y :KeHIuH, 45, X0); mosa-
WYHbIE aHEYILJIOUUY 110 TOHOCOMAaM; MapKepHbIe NI
MUHU-XPOMOCOMBI (IepUBaTHI OTHOM TOHOCOMBI);

0) CTPYKTYpPHBIE aHOMAJIMM XPOMOCOM, TIPU KOTO-
PBIX BBISIBJISIETCS YACTh OJHOM MOHOCOMBI HJIM ayTOCO-
MBI (MUKPO- U MaKpPOAEJIeINN): TeJelud YIacTKa Xpo-

mocoMbI Y (J1okyce Yqll) u morepsa iokyca AZF niau remna
SRY. Yacrora myTaruii rexoB Joxkyca AZF B 10 pas BbI-
e, YeM Y4acToTa MyTaruii B ayrocomax. Ciaemyer oTme-
THUTb, UTO HCCIeHoBaHIe JIoKyca AZF cramo o0a3aTernb-
HBIM IIPABUJIOM IIPU SKCTPAKOPIIOPAIHLHOM OILIOJOTBO-
perun (9KO), a Tak:Ke Ipu 00CIef0BaHNY MY>KYUH C KO-
JIMYECTBOM CII€PMATO30MI0B MeHee b MJIH Ha 1 MJI crep-
MBI (2300CIIEPMUSA U OJIMTOCIIEPMUS TSYKEJION CTEIIeHN!).

K uwmcny maxpogesenuii XpoMOCOM OTHOCHUTCS
cuaapom ge jag [Mlamenna (46, XX-My:KunuHaA) — 5TO
TUIOTOHAAU3M IIPU MYMKCKOM (heHOTHUIle, MYIKCKOM
TICUXOCOIIUATBHON OPUEHTAIN U YKEHCKOM T'€HOTH-
ne. Kpome MUKDPO- 1 MaKPOAEJIeIUil, BHIAEIAIOT IePU-
¥ mapaleHTpuUecKre nHBepcun. B ceMbsaxX ¢ HeBBIHA-
muBaHueM 0epeMEeHHOCTH! BBIABIAIOTCA MO3aWYHBIN
cIepMaToTeHes U OJIMTOCIIEPMUs, 00YCIOBIEHHbBIE UH-
Bepcuamu xpomocom 1, 3,6, 7,9, 13, 20 u 21.

Tak:xke HaOIIOAAIOTCA TPAHCIOKAIIUN B XPOMOCO-
max 1, 3,6, 7,9, 13, 20, 21, BKarouasa:

® DEIUIPOKHBIE M HEPEIUIPOKHBIE TPAHCIOKA-
nuu. Hanpumep, penunpokHas Y-ayToCOMHasd
TPAHCJOKAIINA, COIPOBOKIAIOINAACA HaPYIIeHUEM
IudepeHIIuPOBKY I10JIa U PEIPOAYKIIUN ¥ MY KUNH;

® pelKMe TPAHCIOKAIIMU MeXKIy TOHOCOMaMU
X-Y, Y-Y. ®enorun y Takux O0JIBLHBIX MOKET OBITH
JKEeHCKUM, MYKCKUM UJIU TBOWCTBEHHBIM;

® TPAHCJIOKAINU POOEPTCOHOBCKOTO TUIIA MEXKIY
xpomocomamu 13 u 14;

® TUIEHTPUYECKKE XPOMOCOMEI (C ABYMS IIEHTPO-
MepaMu) W KOJbIIEBble XPOMOCOMBI (II€HTPUUYECKUE
KOJIbIIA).

Hapymenus zamemmnozo nosa cBsizaHbl ¢ 00paso-
BaHHEM ramMer. ITO JUOO pe3yJbTaT IIOTEPU TeHEeTU-
YeCKOT0 KOHTPOJA 3a MUTpAIMell MePBUYHBIX I10JIO-
BbIX KJeToK (IITIK) B 3akmagKku roHam, 4TO IPUBOAUT
K CHUKEHUIO KOJIMYECTBA WJIU JasKe TTOJITHOMY OTCYT-
cTBUio KJaeTok Cepronu (curapoMm KjaeTok Ceprosnm),
Jr00 9TO Pe3yJabTAT BOSHUKHOBEHUS MEMOTUUYECKUX
MyTaluii, 00yCcJ0BANBAIOIINX HAPYIIIeHne KOHbIOTa-
Y TOMOJIOTUYHBIX XPOMOCOM Ha CTAaJAUU SUTOTEHBI.

AHOManIUM XpOMOCOM B raMeTax BeAyT K UX DJIU-
MUHAIIUY U IOCJIeAYIoIeil rubesn 3UroThl, dMOPUO-
HAa, IJIOJa W HOBOPOXKIeHHOTO. OHU ABJIAIOTCSI IIPU-
YUHAMU CIIOHTAHHBLIX a00OpPTOB, 3aMepIInuX OGepeMeH-
HOCTEel, MEPTBOPOKACHUN, POMKIECHUN JeTeH ¢ IIopPo-
KaMu pPa3BUTUS, PAHHEHN JeTCKON CMEPTHOCTH.

I'onaoduwlit noa. IlonoBas cuctema 060UX IIOJIOB
pa3BUBaeTCs B HauaJjie OHTOTeHEe3a 10 efUHOMY ILJIaHy
mapaJijieJbHO C PA3BUTUEM BBIJEIUTEIHLHON CUCTEMBI
U HAJAIIOUYEeUHUKOB — 9TO MHANUP(epeHTHAA CTAgUA.
HuddepeHIITPOBKA TOHATHOTO II0JIa IPeIyCMaTpPUBa-
eT co3JaHUWe B opraHuaMe MopdoreHeTuueckoil
CTPYKTYPBI TOHAJ: CEMEHHUKOB UJIU SUUYHUKOB.

OCHOBHBIMU HAPYIIIEHUAMU TOHATHOTO II0JA SIB-
JIAIOTCA areHe3Ws WU OUCTeHe3Ws roHaJ (BKJIHYAA
CMeIIIaHHbIA TUI) U UCTUHHBIN repMa@poIuT3M.

T'opmoHaabHbLl noJ — 9TO TOAAEPKAHNIE B opra-
Hu3Me OajlaHca MYKCKUX U JKEHCKUX IIOJIOBBIX TOD-
MOHOB.
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JeTepMUHUPYIOITUM HAUaJIOM PA3BUTUA OPTaHU3-
Ma 0 MYKCKOMY THITY CJYsKaT IBa aHAPOTEHHBIX TOP-
MOHAa: aHTUMIOJLIePoB ropmoH, nuau AMH (MIS-dak-
TOP), BBIBBIBAIOIINI PETPECCHUI0 MIOJIJIEPOBBLIX TPOTO-
KOB, U TeCTOCTEPOH.

MIS-(paxTop aKTUBUPYETCA IO AelicTBHeM TeHa
GATAA4, noxkanusosauuoro B 19p13.2-33 u kogupy:o-
miero 6eJIoK-TJINKOIIpoTenH. [IpoMoTOp 5TOrO reHa co-
IEepKUT caiT, pacmosHaoinuii reH SRY, ¢ KOoTopbeIM
CBSIBLIBAETCSA KOHCEHCYCHAs IIOCJIeN0BATEIbHOCTb —
AACAAT/A.

Cekpernusa ropmona AMH mHaumuaercs Ha 7-it He-
Ieje U IPOLOJIKaeTCs 0 Iy0epTaTHOro Bo3pacTa, 3a-
TeM PEe3KO IajaeT M y B3POCJIBIX COXPaHseTcsA Ha
oueHb HU3KOM ypoBHe. AMH HeobOxoaum i pasBu-
TUA AUYeK, CO3PEeBAHUA CIIEPMATO30U0B U MHTUOU-
POBAHUS POCTA OITYXOJIEBBIX KJIETOK.

Ilogq KOHTpOJIEM TECTOCTEPOHA M3 BOJB(POBBIX
MPOTOKOB (hOPMUPYIOTCA BHYTPEHHUE MY KCKHE II0-
JIOBBIE OPTaHbI. ITOT TOPMOH IIPEBPAIIAeTC B H-0i-Tec-
TOCTEPOH, U C €T0 IIOMOII[I0 13 MOYEII0JIOBOTO CUHYCa
bopMupyroTcsa HapysKHBIE MY)KCKHe IIOJIOBBIE Opra-
HBI. BUOCHHTE3 TeCTOCTEPOHA aKTUBUPYETCA B KJIET-
Kax Jlefigmra mop melicTBMEM aKTWBaTOpa TpaHC-
Kpunmuu, Kogupyemoro reaiom SF. BakHasa posb B
OKOHYATEJIbHOM (POPMUPOBAHUY HAPYIKHBIX MYMKC-
KUX TOJIOBBIX OPTraHOB NPUHAIJIEIKUT aHAPOTeHAaM,
BBIpaOaThIBAEMBIM B HAATIOUEUHUKAX U AUYKAX. [Ipu
5TOM HEOOXOIMMBI HE TOJHKO HOPMAJBLHBIN YPOBEHb
aHJAPOTEHOB, HO M HOPMAJbHO (PYHKIIMOHUPYIOIIUE
WX PEeIeNTophI, T. K., B IPOTUBHOM CJiyuyae, pa3BuBa-
eTCsl CUHIPOM HEYYBCTBUTEJIBHOCTH K aHAPOTeHAM
(ATS) [8, 9].

AHIpOreHHBIN perenTtop Kogupyerca reaom AR,
Jokann3oBaHHBIM B X(l1l. B aToM rese ugmeHTUQUIII-
posawusl cBbiliie 200 TOUKOBBIX MyTalllii, CBA3aHHBIX
Cc MHAKTUBAIINI pelenTopa.

9CTPOreHsbl U UX PEIEeNTOPHI TAKIKe UTPAIOT POJIb
BO BTOPUYHOM JIeTepPMUHAIINY I10JIa Y MYKUUH 1 HE0O-
XOOUMBI [IJIA YIYUIIIeHUs UX PEIPOAYKTUBHON (QyHK-
IIAY: CO3PEBAaHUA CIIEPMAaTO30U 0B U KOCTHOM TKAHU.

Hapyuienus ropMOHaJBHOTO II0JIa HPOUCXOIAT
BesencTBue AedeKToB OMocHHTE3a W MeTabosmsMa
aHJPOTEHOB U 3CTPOTeHOB, YUACTBYIOIIUX B PeTyJId-
MUY CTPOCHUA U PYHKIITMOHUPOBAHISA OPTaHOB PEIpo-
IYKTUBHOII CHCTEMBI, UYTO OOYCJIOBJIMBAET Pa3BUTHE
TaKUX HACJIEACTBEHHBIX 3a00JieBaHUIl, KaK apeHore-
HUTAJIbHBIN CUHAPOM, THIIePrOHAJOTPOIHBIN TUIIOT0-
HAAU3M U AP.

IIpu medunuTe MIU MOJTHOM OTCYTCTBUM aHIPO-
renoB (Haumpumep, AMH) Hapy:XKHBIE TeHUTAJIUU Y
MYKYUH (GOPMUPYIOTCA IO YKEHCKOMY TUITY, He3aBU-
CHMO OT HAJIMYUSA WU OTCYTCTBUSI 3CTPOTEHOB.

Hapyienusa comamuyeckozo noJia CBA3aHBI C Je-
(hexTamu 06pa3OBaHUA PEIIETITOPOB IIOJIOBBIX TOPMOHOB
B TKAHAX-MUITIEHAX, UTO BeleT K Pa3BUTUIO sKEHCKOTO
(eHOTUTIA TIPU MYKCKOM KapWOTHIIE, WJIN CHUHAPOMA
TIOJTHOM TeCTUKYJIAPHON heMuHusauu (cuaapom Mop-
puca). HapyKHbIe TEHUTAJINU UMEIOT PAa3JIUYHYIO CTe-

HmeHb MaCKyJUHU3aluu. [IpousBoAHBIE MIOJJIEPOBBIX
IPOTOKOB — MaTKa, (haJlIONUEeBhI TPYOBI OTCYTCTBYIOT,
BarvHAJIbHBIN OTPOCTOK YKOPOUEH U CJIETIO 3aKaHYMBa-
ercs. [IpousBogHBIE BOTB(MOBLIX IIPOTOKOB — CEMABBI-
HOCAIIUY TPOTOK, CEMEHHBIE IMy3LIPbKU U MIPUAATKU
CeMeHHIKOB I'MIIOILIa3upPOBaHbI. B mmybepraTe oTMeua-
eTCsI HOpMaJIbHOE Pa3BUTHE TPYAHBIX JKeJjes, 38 UCKJIIO-
yeHneM OJIETHOCTM W YMEHBIEHUA AuaMeTpa apeo
COCKOB, CKYJHOE OBOJIOCEHIE JJOOKA ¥ ITOJMBIIIIEUHBIX
BOaauH. [Ipu aTOM y ITarimeHToB HaPYIIIeHO B3anMOei-
CTBUE aHJIPOT€HOB U X PEIENITOPOB, UTO BEJET K TOMY,
YTO TeHEeTUYeCKHe MYKUMHBI UyBCTBYIOT ce0s Kak
JKeHIIUHBI. [Ipu rmcToIornuecKoM MCCIefJOBAHUU BhI-
ABJAIOTCA TUIEPIIa3usa KJeTok Jlefiaura m KJIEeTOK
Ceprosu, a TaKk)Ke OTCYTCTBUE CIIepMaToreHesa.

IIpumepoM HENOJSIHOU TECTUKYJIAPHOU (heMUHU-
3aIuy ABJAETCA CUHApPOM PelipeHIITeliHA — MYIKC-
KO# (DeHOTHI CO 3HAUUTEJIbHLIMU Je()eKTaMU MacKy-
AuHu3anuu (MUKPOIIEHUWC, MPOMEKHOCTHAS THUIO-
cragusa U KPUITOPXU3M), a TaKKe JKeHCKUH (PeHOTHI
C YMEpeHHOU KJINTepoMerajiueil M He3HAUNTEJIbHBIM
cpaileHueM IMOJOBBIX Ty0.

Kpome Toro, y heHOTUTTNUECKUX MYKUYNH C TOJI-
HOU MAacKyJmHU3amueil BBIAENAIOT MATKYI0 (GopMy
CUHIPOMAa TECTUKYIAPHONU (heMUHU3AIUU C TUHEKO-
MacTHeH, 0JINT0030CIIEPMUEN UM a300CIIeEPMUEii.

PaccMmoTpenmne HapyIIeHUN NCUXULECKO020, COUU-
aabH020 U 2paXO0AHCK020 NOJLA KAaCAIOTCA OTKJIOHEHUH
B IIOJIOBOM CAMOCO3HAHUU U CAMOBOCHIUTAHUU, IIOJIO-
BOII OpHUEHTAIINU W IIOJIOBOM POJIM MHAWBUAA U TOMY
TOMOOHBIX TICUXUUYECKUX, IICUXOJIOTUUECKUX U APY-
TUX COIUAJBHO BHAUMMBIX (DAKTOPOB IIOJIOBOTO Pa3BU-
THUA U BociuTauudd [2, 5, 16]. OnHuM 13 mpuMepoB Ha-
PYIIIeHU# TICUXUYECKOTO TO0JIa ABJIAETCSI TPAHCCEKCY-
aJIN3M MJIU TIaTOJIOTUUYECKOe CTpeMJIeH e UHAWBUIA K
M3MEeHEeHUIO cBoero 1moJa. HepeaKo aTOT CUHIPOM Ha-
3BIBAIOT CEKCYaJIbHO-dCTETUUECKON WHBepcueil (90-
JIUBMOM), UJIU IICUXUUYECKUM repMadpogUTU3MOM.

AyronnenTuduKanmua 1 I0JO0BOE IIOBeIeHNEe UH-
IVBUA 3aKJIaIbIBAIOTCA €I1le BO BHYTPUYTPOOHOM Iie-
pHroie pa3BUTHUA OPTaHU3Ma Yepe3 CO3peBaHme CTPYK-
Typ TUIIOTAJIAMYCa, YTO B HEKOTOPBIX CIyYasaIX MOKET
00yCJIOBUTh Pa3BUTHE HNHTEPCEKCYaJbHOCTHU, T. €.
IBOWCTBEHHOCTU CTPOEHUSA HAPYKHBIX TeHUTAJIUN
(HampuMep, IPU afpeHoTeHUTaJIbHOM cuuapome). Ta-
Kasl IBOMCTBEHHOCTDH IMIPUBOAUT K HEIIPABUJILHON pe-
THUCTPAIlNU IPAKIAHCKOT0 (ITaCIIOPTHOI0) II0JIA.

Benyiue cuMIITOMBI TpaHCCeKCYaan3Ma: WHBEP-
CHUsA TIOJIOBOM MAEHTUYHOCTU U COIUATUBAIIUU JIU-
HOCTHU, IPOABJIAIOIIAACA B OTBEPTaHUU CBOETO T0Ja,
ICUXOCOIUANBLHON AU3aJanTallud U ayTOAeCTPYK-
TUBHOM mnoBeAeHUU. MyKCKON TpaHCCEKCYaJIU3M
BCTpeUaeTcs 3HAUUTEJBbHO ualme KeHckKoro (3:1).
ITpupopna Gosesnu He AcHa. IlcuxmaTpruecKue mMo3m-
MU B II€JIOM He IIOATBEPIKAAIOTCA. B HEKOTOPOI cTe-
meHu 00bACHEHUEM MOYKEeT ObITh TOPMOHAJIbHO-3aBU-
cumasa gudpepeHnuPoBKa CTPYKTYP MO3ra, IPOUCXO0-
IAIIAs IapajijieJbHO ¢ Pa3BUTHEM reHuTaanii. [Joxka-
3aHAa CBSI3b YPOBHS ITOJIOBBIX TOPMOHOB U HEIIPOTPAHC-
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MUTTEPOB C IOJIOBOU UAEHTU(GUKATIEN U TICUXOCOI[U-
aJIbHOU OpHUEeHTAaIell BO BpeMsA KPUTUYECKUX IIePUO-
OB pa3BuUTHuA pebeHKa. ['eHeTMUYeCKON IPeamoChLI-
KO JKEeHCKOTO TpaHCCeKCcyaJam3Ma MOMKET CTaTh He-
JTOCTATOYHOCTDH 21-TUAPOKCUIA3kl Y MaTepu U ILJI0JA,
BBIBBaHHAS IPEHATAJBLHBIM CTPECCOM, YaCcTOTa KOTO-
pOTO 3HAUUTEJIBHO BHINIE y OOJIBbHBIX II0 CDABHEHUIO C
OOBIYHON MONYJIAINEH.

CnemoBaTesibHO, IPUYMHBI TPaHCCEKCYyaJIn3Ma
MOKHO paccMaTpuBaTh ¢ AByX mosuniuii. IlepBasa —
9TO HapyllueHue ANP@PEePEeHIIMPOBKUA NCUXUUYECKOTO
IoJjia KaK HEeCOOTBETCTBUA MeXAy IuddepeHIInpOB-
KOM HapY:KHBIX TeHuTaIuid m aud@epeHInpPOBKOMR
IIOJIOBOT'O ITeHTpa Moa3ra (olepeskeHue IePBOM U OT-
cTaBaHMe BTOPOI nuddepeHinpoBKu). Bropas — aTo
HapyIrenue 1uddepPeHIInPOBKY OMOJIOTUUECKOTO II0-
Jaa u GOPMUPOBAHUA MOCJIEAYIOIIETO II0JIOBOTO IIOBE-
IeHUs B pesyjbTaTe qedeKTa PeIerTOPOB IMOJOBBIX
ropMoHOB. He MCKJII0UEHO, UTO 5TU PEIEeITOPbI MOTYT
OBITH PACIIOJIOYKEHBI B CTPYKTYpPax Mo3ra, Heo0Xoqu-
MBIX IJI51 (QOPMUPOBAHUSA IIOJIOBOTO TIOBEIEHA.

Knaccugurayus zenemuieckux Hapyulenuil
penpodyKmuérol cucmembot

Kraccupuranum reHeTUUECKUX HAPYIIEHUHR
PEIPOAYKIINY YUYUTHIBAIOT 0coOeHHOCTH auddepeH-
IVUPOBKY I10J1a, TeHETUYECKUH U KIMHUYECKUN IOJIN-
MophU3M HaPYIIEHUH TOJOBOTO PA3BUTUS, CIIEKTP U
YACTOTy TeHEeTUUECKNX, XPOMOCOMHBIX ¥ TOPMOHAJIb-
HBIX HapPYIIEeHUH.

Onpua m3 Hambojee IOJHBIX KJaccuUKAIUI
(M. Grumbach et al., 1998) Beigensier:

I. Hapymenus nuddepeHIupoBKY TrOHAT:

® UCTUHHBIN repMa@poaIuTI3M;

e NUCTeHe3Uus TOHAJ Ipu cuHApoMe Kialindenb-
Tepa;

® CUHJPOM JWCTEHE3WMW T'OHAJ U ero BapUaHTBI
(cuaapowm Illeperesckoro—TepHepa);

e moJIHAS M HemoJHadA Popmbl XX-IUCTeHEe3UN U
XY-nucrenesuu rouan. Hampumep, aucreHesus ro-
Hajg npu Kapuorumne 46,XY.

Ecnu rea SRY onpepnensier nudpepeHIIupoOBKY I'o-
HaJ B ANYKHU, TO €T0 MyTaIlUU IPUBOAAT K TUCTE€HE3UU
roHaf y XY-sMOPUOHOB. OTO JIAIIA C KEHCKUM (PeHOo-
THUIIOM, BBICOKMM POCTOM, MYKCKUM TeJIOCJIOKEeHIEeM
U KapUOTUIIOM. ¥ HUX BBIABJISIOTCA KEHCKOE WU
IBOMCTBEHHOE CTPOEHWE HAPY/KHBIX TeHUTAINi, He
PasBUTHI MOJIOUHBIE »KeJie3bl, MMEIOT MeCTO IIepBUY-
HadA aMeHopes, TUIOILIAa3UA MAaTKU U (PaIONmeBbIX
TpyO M caMUX T'OHAJ, PACIIOJJOKEHHBIX BHICOKO B Ma-
Jom Tady. Hepegko sTOT CMHAPOM Ha3BIBAIOT YMCTOM
(dopmoii fucreHe3uu roHas ¢ Kapuorumnom 46, XY.

I1. sKeHckuii MoK HBIN TepMadpPOTUTH3M:

1) aHAPOTEH-UHAYIITUPOBAHHBIN:

e BpOJKJEHHAA TUIOILIa3uA KOPbI HAAIOUEUHU-
KOB WJIV aIPeHOTeHUTAJIbHBIN CUHAPOM — PACIPOCT-
PaHEeHHOe ayTOCOMHO-PeIleCCUBHOE 3a00IeBaHMe, KO-
Topoe B 95% ciyuaeB sABJsieTCS Pe3yJbTaToM medu-
nuta GepmenTta 21-ruapokcuaasbl (IIUTOXPOM
P.;,C,));

® HeJOCTATOYHOCTh apOMaTa3bl, NN MYyTaIlud Te-
Ha CYP 19, ARO (ren P,,-apomaTasbl), JOKAJIM30-
BaHHOTO B cermeHTe 15q21.1;

e TMOCTyMJIEHWE AaHAPOTEHOB M CUHTETUUECKUX
IPOreCcTareHOB OT MaTePH;

2) He aHAPOTEeH-UHAYIMPOBAHHBIN (BBHIBBAH Te-
paToreHHbBIMU (PaKTOpPaAMHU), CBASAHHBIN C ITOPOKAMU
Pa3BUTHUS KUIEYHUKA U MOUEBBIBOASAIIUX IyTeEH.

II1. My:cKo¥i JTOKHBIH repMapoIuTH3M:

1) HeuyBCTBUTENBHOCTh TKaHU AudyeK K JII' (are-
HEe3Us U I'UIIOIIa3Uus KJIETOK);

2) BpokaeHHBIe HedeKThl OMOCUHTEe3a TEeCTOCTe-
poHa:

medeKTbl (DepPMEHTOB, BIUAMIOIINX Ha OMOCUHTE3
KOPTHUKOCTEPOUAOB U TECTOCTEpOHa (BapUaHTHI
BPOKIEHHON AMCHYHKIINU KOPHI HAAIIOYEUHUKOB —
BIIKH):

o nedpext STAR (munouguas dopma BIIKH);

e memocrarounoctsh 33-HSD (3B-ruaporopruro-
U-IeTUIpOreHaskl);

e HemoctaTouHoCcTh reHa CYP 17 (ren muroxpoma
P,;,C176) unu 17o-ruapoxcunassi-17,20-1ua36I;

2.2. nmedeKThl (hepMeHTOB, HapyIIAloIue OuMo-
CUHTEe3 TECTOCTEPOHA B AMUKAX:

e HenmocraTouHocts CYP 17 (reH muroxpoma
P,;,C1706);

® HeJOCTATOYHOCTD 17f-ruapocTepouagernapore-
Haswl, Tun 3 (173-HSDS3).

2.3. ne(eKThl YYBCTBUTEJbHOCTH TKaHEH-MUIIIe-
HeHl K aHgporeHaM:

2.3.1. HeUYBCTBUTEJIBHOCTH (PEBUCTEHTHOCTH) K
aHApPOTeHaM:

® CHUHAPOM IIOJIHOII TECTUKYJIAPHOU (PeMmHU3a-
muu (cuagpom Moppuca);

® CUH/IPOM HEMOJIHON TeCTUKYJIAPHON (peMruHI3a-
uu (6ose3ub PelideHInTeiina);

® HEUYBCTBUTEJHHOCTb K aHaporeHamMm y (GheHOTH-
MUYEeCKU HOPMAJbHBIX MYsKUNH;

2.3.2. medeKTnl MeTaboOJIM3Ma TECTOCTEPOHA B
nepud)epUUeCKUX TKAHAX — Ne@UIUT 5Y-PesyKTas3bl
(SRD5A,) niu mceBgoBarmHajgbHas HEePUHEOCKPO-
TaJlbHAas TUIIOCIATNA;

2.3.3. OAuCreHeTUUYECKUHN MYIKCKOM IIceBIorep-
MadpoguTI3M:

e HemoiHAsA X Y-IUCreHe3us roHajn (Myramnus re-
Ha WT1) unu cuaapom Ppasepa;

e X/XY-M03auIU3M U CTPYKTYPHbIe aHOMAaJIUU
(Xp+, 9p-,10q-);

e MucceHc-myTaius reaa WT1, uiau cuaapom [e-
"Huc—pamia;

o nenernuda reua WT1 unu cuagpom WAGR;

e myranua reda SOX9, miau KamMmoMmeanyecKas
IUCILIa3Usd;

e myTanuda rexa SF1;

e X-cienjeHHAsA TECTUKYJIAPHAA (PeMUHU3ATIUA
uau cuaapoMm Moppuca;

2.3.4. nme(dexThI CUHTE3a, CEKPEeIur 1 OTBEeTa Ha
AHTUMIOJLJIEPOB TOPMOH — CHUHIPOM IIE€PCUCTEHIIUH
MI0JIIepoBBIX TPoToKOB (CIIMIT);
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2.3.5. muUCTeHeTUYEeCKUH MYIKCKOI TCeBIOTrep-
MapPOaAUTHU3M, BHISBAHHBI MaTEPUHCKUMU IIPOTec-
TareHaMH’ U 9CTPOTeHaMM’;

2.3.6. AuUCTeHETUYECKUH MYIKCKOII TICeBIOTrep-
MaPOOUTHI3M, BbI3BAHHBIN BO3eCTBEM XHUMHUUEC-
KuX (PAaKTOPOB CPEbI.

IV. Heknaccudunuposannsie ¢opmMbl aHOMA-
JIMH TOJIOBOTO PA3BUTHA Yy MY KUMH:

® IMNOCHIAAUS, JBOWCTBEHHOE PAa3BUTHE T'€HUTA-
anit y XY-My:KUYNH ¢ MHOYKECTBEHHBIMU BPOKIEHHBI-
MU IIOPOKAMU Pa3BUTUS.

Takum 06pa3oM, OHTOT€HE3 OPTaHOB PEITPOAYKTHUB-
HOM CHCTEeMBI — 9TO MHOTO3BEHLEBOII IIpOIlecc, KpaiiHe
YyBCTBUTEIbHBIN K IeHICTBUIO MyTareHHbIX 1 TEPATOTeH-
HBIX (DAKTOPOB, 00YCJIOBIUBAIOIINX ITOABICHNE HACIE-
CTBEHHBIX U BPOKAEHHBLIX 3a00JI€BaHUU, HAPYIIEHUNA
PenponyKTUBHON (DyHKIUU. B ompenesieHHOM CMBbICTE
9TO OJIVH U3 IIPUMEPOB OOIITHOCTY IIPUYKNH 1 MEXaHN3MOB
PasBUTUA U CTAHOBJIEHUA KaK HOPMAJIbHBIX, TAK 1 IATO-
JIOTUYECKUX (PYHKITHI, CBA3aHHBIX C OCHOBHBIMU PEry-
JIATOPHBIMHY 1 3aIIIATHBIMU CUCTEMAaMU OpraHu3Ma.

OHTOTeHe3 PenpOAYKTHUBHOI CHCTEMbI XapaKTe-
PHU3YIOT pAI 0COOEHHOCTEH:

® BO-TIePBBIX, TeHHAA CeTh PEIPOAYKTUBHOI CHC-
TeMbl ¥ MY:KUYNH U JKEHIIUH OTJINYaeTCA 0 KoJauue-

CTBY T€HOB — cooTBeTcTBeHHO 1739 um 2439 remos
(6e3 yueTa Te€HOB, KOHTPOJUPYIOIIUX BSKCIIPECCUIO
TOPMOHOB, YyYaCTBYIOIIVNX B 00eCIeUeHUUN HOPMAaJIb-
HOM PempoOAYKIIUU, T€HOB, CBA3AHHBIX C PEIPOIYK-
TUBHBIMU HapyIieHuamMu). He uckJroueHo, 4To B 611~
JKauIre rogbl 00Ias TeHHAs CeTh PeIIPOAYKTUBHBIX
OPraHOB BBIMJET II0 KOJMYECTBY I'€HOB Ha 3-€ MeCTO
mocJie TeHHOU ceTu HepBHOMU cucTeMbl (20—28 ThIC Te-
HOB) U 9HIOKPUHHOM cucTeMblI (cBbIme 10 ThIC TeHOB),
T.K. B Hee Y:Ke BXOIST OKOJIO 5 ThIC I'€HOB;

® BO-BTODBIX, AeMCTBUE OTAEJIbHBIX I'€HOB U I'€H-
HBIX KOMILJIEKCOB B COCTaBe I'e€HHOI CeTU PEerpomyK-
TUBHOI CUCTEMBI CBSI3aHO C JefiCTBUEM IIOJOBBIX TOP-
MOHOB U PeIlelITOPOB K HUM, UTO YKa3bIBAeT HaA Tec-
HYI0 FeHeTUUYECKYI0 CBSI3b MEKIy OCHOBHBIMHU PeEry-
JIATOPHBIMU CHUCTEMaMU OPTaHU3Ma;

® B-TPETbUX, BBIZEJE€HBI MHOTOUMCJIEHHBIE XPO-
MOCOMHBIE HapyIlIeHuA AUPPepeHIUPOBKHU II0Jja,
CBsBaHHBIE C HEPACXOXKAEHUEM XPOMOCOM;

® B-UeTBEPTHIX: BBIJEJI€HBI HAPYIITEHUA PA3BUTUA
COMAaTHUYECKOTI0 I10JIa, CBSI3aHHBIE ¢ fed)eKTaMu oopa-
30BaHUA PEIENTOPOB IIOJOBBIX TOPMOHOB B TKa-
HAX-MUIIEHAX U Pa3sBUTHEM KEHCKOro (eHOTUIIA C
MYSKCKUM KapUOTUIIOM — CUHAPOM IIOJTHOHM TECTUKY-
napHoi pemuHusanuu (cuegpom Moppuca).
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