[epmadpoanTU3IM



BBeneHune

[TonoBas audpdepeHuUnpoBKa nnoga, Kotopas
onpenenset, byayT fim nonoBble opraHbl y pebeHka
Pa3BUTLI MO MY>XCKOMY UITN XXEHCKOMY TUNY,
NPONCXOOUT B TEYeHMe MNepBbIX HeOEmNb
ambpunoHanbHOro nepuoga. NoagHee, yxe B nepuog
MNOSI0OBOro CO3peBaHn4, nog BNMAHMEM MOSTOBbIX
rOpMOHOB POPMUPYIOTCA BTOPUYHbLIE NMOMOBbIE
NPU3HAaKWN, N OeBOYKa NpeBpaLLaeTCs B XXEHLLUUHY,
CNOCOOHYI0 K AETOPOXOEHNIO.

[uarHocTtuka HapyLleHuin 3Toro npouecca Tpedyer
3HaHUA U3Moornm rnpouecca nonoBomn
aOnpdepeHUMPOBKM U NONOBOro passnUTUA.
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[lonoBas
AnddepeHUUpPOBKa

['eHeTn4Yecknn non

[eHeTnYeCcKn nNon onpeaenaeTca NnonoBbIMU
XpoOMOCOMaMM.

[Tpn onnNogoTBOPEHUN ANLIEKNETKM CNepmMaTo3omaom,
KOTOPbIN COAEPXKUT ranfionaHbin Habop ¢ X-unu Y-
XPOMOCOMOW, 3MOPUOH nony4aet XeHckumn (46,XX)
nnn myxckom (46,XY) Habop Xxpomocom.

Ha Y-xpomocome nokanuayeTcs reH,
XapakTepusyrLmnmnca BbICOKON KOHCEepPBaATUBHOCTLIO
[Tak Ha3biBaemas obractb Y-XpOMOCOMBI,
netepmuHupyrowada non (SRY — Sex-determinierende
Region des Y-Chromosoms)!, unu cakrop,
oeTepMuHmnpyrowmn passutume amndek (TDF —
Testis-determinierende Faktor) (Sinclair et al., 1990).




[lonoBas
AnddepeHUUpPOBKa

foHaaHbLIM non

B TeueHMne nepBbIX HECKOSIbKUX Heaenb 3IMOPUOHaNbLHOro pa3BUTUSA
roHagbl 06oero nosna o6biBalOT MHAUPPEPEHTHLIMU U
ounoteHTHbIMU. Mog BnusHuem TDF Ha 7-n Hegene nocne 3a4vyaTus
3a4yaTtku roHag audpepeHumpyrotcsa B AnYKU. lNpu otcytcteBumn TDF
(SRY) ¢ 10-n Hepgenun HaunHaeTcsa andpcdpepeHUMpoBKa roHaa B
ANYHUKMN.

PazButne amyHnkoB HaumnHaetcH Ha 10-n Hepgene nocrne 3a4aTtud. Ha
14-n Hepgene B ANYHUKAX YXXe MOXHO pa3fiuiuTb npuMmopAananbHble
donnukynbl. [10 camoro poxxgaeHus SULEKIeTKU noaBepraroTcs
peayKuMOHHOMY AefleHUI0, KOTopoe npepbiBaeTcs B npodase.
Meno3s anuekneTku 3aBepLuaeTcs NMMLb HenocpeacTBeHHO nepen
oBynsuuen. bonblwasa Yyactb OBOroHUN, obLee Korim4ecTBo
KOTOpbIX gocTturaet 6—7 MrH, K 20-n Hegene aTpe3npyeTcs.

K MOMeHTy poxxaeHnsa neBoO4YKM y Hee ocTtaeTcs 1 MITH OBOroOHUMU, K
MOMEHTY HacTynrneHua meHapxe — 400 000. Jinwb 400 anuekneTok
noaBeprarTcs osynsuuu (Baker, 1963).




[lonoBas
AnddepeHUUpPOBKa

ComaTunyeckum non

Y amOpnoHOB BHa4varne pa3BuUBalOTCA ABa NapHbIX NMOSIOBbIX
NMPOTOKAa, KOTOpPbIe AAKT HaYasrio My>XCKUM UJTN XX€EHCKUM
NOJSIOBbIM opraHam: Borib(OBbl U MIOM-NEepPOBbI NPOTOKU. Mpu
OTCYTCTBUU AINYEK BONb(OBbI MPOTOKM NOABEpPraroTcs
obGpaTHOMY pa3BUTUIO, a U3 MIOSINIEPOBLIX MPOTOKOB
pa3BMBalOTCA MaTKa, MaTOYHble TPYObl U NPOKCUMArbHbIN
otaen Bnaranuwa. HapyxHble nofoBble OpraHbl U3
nHanddepeHTHbIX 3a4aTKoB AN depeHUNpPYrOTCS No
XXeHCKOMyY Tuny (yporeHuTanbHbIN CUHYC, YPOreHUTarbHbIU
Oyropok), ecrnivu He nogBepPrarwTCA BUPUNU3UPYIOLLEMY
AeNcTBUKO aHaporeHoB. Hannumna yHKLUUOHMPYHOLWNX
ANYHUKOB AN1S1 3TOro0 He HYXXHO, He00XO0ANUMO TONMbLKO
OTCYTCTBME SINYEK.




[lonoBas
AnddepeHUUpPOBKa

NMcuxunyeckuum non
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HapyLwieHne nonoson
andpdepeHUNpOoBKX

HapyweHne nonosov AnpdpepeHLNpPOBKA
MOXET NPOn30oNTN Ha Ntobon ee cTaaun.

B 3aBMCMMOCTM OT XapaKTepa HapyLleHus,
CTENEHU ero BblpaXXeHHOCTU N cTaguun, Ha
KOTOPOW OHO NPOUCXOAUT, BO3SMOXEH
LLIMPOKNN CNEKTP NaToONOrmyecKmnx
N3MEHEHNN — OT HE3HAYUTENbHbIX
OTKIMOHEHUN, HE UMEKLLMNX KITMHUYECKOIO
3Ha4YeHud, 0O pasNMYHOU CTENEHU
BblpaXX€HHOCTN aMOUBaNEHTHOCTU UM
NOJTHOroO M3MEHEHUA comMaTuU4eCcKoro nona
NO OTHOLLUEHUIO K TEHETUYECKOMY.



HapyLwieHne nonoson
andpdepeHUNpOoBKX

Buabl
0 JIOXKHbIM MYy>XCKOU repmMadpoanTmn3m

1 HapyweHue pasButmsa nNonoBbIX
)Kernes3 nu XpoMOCOMHbIE HapyLUEHUS

0 HenonHag(cmellaHHas) gucreHesuns
roHag

0 lNonHaga(4yuctasa) aucreHesna roHagq



HapyLwieHne nonosoun
andpdepeHUNpPOBKA

JloXXHbIN MmyXckou repmadppoanTU3M

[1pn NOXXHOM MY>XCKOM repmadpoauTtmsme
nauneHTbl UMeKT reHeTUYeCKun
OEeTEPMNHNPOBAHHbBIN MYXXCKOM oS (npwu
reHeTU4YeCKoM uccrnegoBaHUM y HUX
BbISABNAOT TDS), ANYKN, HO HEOOCTATO4YHO
MacKyMHU3UPOBaHHbIE BHYTPEHHUE N/NNn
Hapy>XHble NOJSIOBbIE OpraHbl.



HapyLlieHne nonoBow
andpdepeHUNpoBKX

ZN

deH

oTUN KnuHuka

My>xckowm HapyweHue cnepmaTtoreHesa n/unu HapyLieHue

BUpUnu3aumm B ny6epTtaTHOM nepuoge

NMpeumyLecTBeHHO N3onupoBaHHasa runocnagmsa u/Mnum MMKponeHuc
MY>KCKOM f'Mnocnaausa BbLICOKOW CTeneHu, pa3gaeneHHasa MOLLOHKA

AMOMBanNeHTHbIN MukponeHuc, HanoOMMUHaKLWMWN KNUTOP, pasaeneHHas

MOLUOHKa, HanoMmuHawuwasa nomnoBble ry6b|, NMPOMEXHOCTHO-
MOLUOHOYHAasA rmnocnansa ninm ypOI'eHVITaﬂbelﬁ CUHYC C
KOPOTKUM, Crieno 3akaH4YnBaroLwmnMmcsd Brnaranuviiem

MpenmyLiecTBEHHO XXEeHCKUN MNnepTtpocua knutopa u/unu cpailieHme NosnoBbIX ryo,

YypOreHUTanbHbIN CUHYC C KOPOTKUM, Creno
3aKaH4YMBaKOLWKUMCA BRaranuwem

XXeHcKkuun OTcyTcTBMe NPU3HAKOB BUpUNU3auumM A0 HACTYyMNMeHus

nybepTtaTtHoro nepuoaa

B nybepTtaTHOM nepuoae: BUpunusauus, ooycnoBneHHas
HeaoCTaTOYHOCTbIO 5a-peaykra3bl, eMUHU3auus,
obycnoBneHHasa AedeKToM aHAPOreHHbIX peLenTopoB




JIOXXKHbIU MY>XXCKOW
repmacdppoanNTU3IM

BbloensoT cnegyrouwme NnpuynHbl He4oCTaTOYHOM
BUPUNU3aLMNMN:

-OyHKUNOHaNbHaA He4OCTaTOMHOCTbL AMYEK Yy nroga
(aucreHesuns roHan).

-YTpaTa Kakon nmbo oyHKUUN SSINYEK, KOTOPLIE B
OCTanbHOM pa3BuUTbLlI HOpManbHO (aedeKkT bnocuHTesa
TeCTOCTEepOHa, rmnonsasns KneTok Jlengura).

-HecnocobHoCTb TKaHeW pearnpoBaTb Ha TECTOCTEPOH,
BblpabaTblBa€MbI HOPManbHO Pa3BUTbIMU ANYKaAMMU
(PE3NCTEHTHOCTb K aHOPOreHHbIM ropMOHamMm,
HeOOoCTaTOYHOCTb Sa-peaykrasbl).



HapywieHuna pa3BuTna NOSOBbLIX
XXenes U XpOMOCOMHbIE
HapyLleHnd

HapylweHne pa3sntua sndek bbiBaet obycrioBrneHo B
OCHOBHOM XPOMOCOMHbIMU abeppaumsamm, ogHaKo B
HEKOTOPbIX Crnyvaax nMpuinHy ero yCTaHOBUTb He
yaaetcsa. B 3aBUCMMOCTN OT CTENEHN HapyLLeHNs
ondppepeHUMpPOBKM, a TaKkKe OT TOro, HapyLUeHOo
pasBUTUE OOHOIo NN 0donX ANYEK, NONOBLIE OpPraHbl
nHameuayyma MoryT 6biTb pas3BuTbl MO XXEHCKOMY
TMNy, aMbmnBaneHTHO UK No MY>XXCKoMy Tuny. B
NONOBUHE Clly4YaeB B OCHOBE AMUCreHe3nn roHan nexur
mo3anumnam 45,X-/46,XY (Ferguson-Smith, 1965).
bonee 4eM y NOMOBMHbI 3TUX MNALUUEHTOB HaPYXHble
NOMnoBble OpraHbl Pas3BUTLI MO XXEHCKOMY TUMNY U
NMeEKTCA NpuUsHakm snupunusaumun. INpmndamHom atnx
OTKITOHEHUW CYUTAIOT CTPYKTYPHbIE N3MEHEHUA Y-
XpomMmocoMebl B aHadase (Madan et al., 1979).



JIOXXHbIN MY>XCKOW
repmacppoanuTU3IM

Knaccudoumkauma deHOTUNoOB nNpu  JIOXKHOM  MYXCKOM  repmadpoautusme
(Sinnecker et al,, 1996, 1997).



HenonHas (cmewaHHas)
~ OuceeHe3usi 20Had

NMoHaaHbIe NI XPOMOCOMHBLIE HapyLueHus:

* Henondas {CMellanHan) gucresesns roHlan
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HenonHaa AaucreHe3us roHaa (nopaxeHHas o6nacTb NMpPUM TeX WU UMHbIX HapylWeHUAX OKpalleHa B
KpaCHbIW LUBeT Unu 3atylieBaHa)



HenonHas (cmewaHHas)
ouceeHe3us 2oHao

KnuHunyeckasa KapTuHa

KnnHnyeckaa kapTvHa oxBaTbiBaET XXEHCKUMN,
aMmbuBaneHTHbIM N MY>XCKOW (OeHOTUNMbI N BCE MHO-

roobpasme NnpomMexyToyHbIX popM. [oTeps PpyHKUUK
ANCreHETUYHbIM ANYKOM ODbIYHO OQUHAKOBO BIIUSAET
Ha CEKPeLMo TECTOCTEPOHA U aHTUMIONNEPOBA
ropMoHa. Ecnn cekpeums HapylleHa HacTOoSIbKO, YTO
NpPMBOAUT K HEOOCTAaTOYHOM MacCKynnHU3auum
HaPY>XHbIX MOMOBbIX OPraHoB U PasBUTUIO UX NO
NPOMEXYTOYHOMY U XKEHCKOMY TUMY, TO ODbIYHO
HabnogaeTcsl NeEPCUCTEHLNSA aHAaTOMUYECKNX
CTPYKTYpP, 0DpasyloLLmnxcs N3 MosfiepoBbiX NPOTOKOB
(MaTo4Hble TPYObl, MaTKa, NPOKCMMarnbHbIW OTAEN
Bnaranuwia).




HenonHas (cmewaHHas)
ouceeHe3us 2oHao

OuarHocTukKa

3anoao3puTb HEMOJSTHYIO ANUCTeHEe3uto
roHag cnegyet B TeX crnydagax, Kkorga y
nauueHTa c reHnTanmnsa\mu
NPOMEXYTOYHOro TUNa MMeeTcs MaTka
M NMBO NanbNUPyYTCA roHaabl (3To
BCerga andku), nndo npu
reHeTU4eCKoM aHanuse
OoOHapyXmnsarT Y-XpO\MOCOMY.




HenonHas (cmewaHHas)
OucaeHe3u,cl aOHaO
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HenonHas (cmewaHHas)
ouceeHe3us 2oHao

INNeyeHue

[1pn pelleHnn Bonpoca, Kakowu non crnegyer
BblIOpaThb AN pacTyLwero pedbeHka, ncxoaar
N3 TOro, NP KakoM MNose CKopee BCero
criegyeT paccynTbiBaTb HA HOPMarnbHYIO
dYHKUMIO HAPYXXHbIX MOJSIOBbIX OPraHoB. JTO
onpeaensarT B 3aBUCUMOCTHU OT
aHaTOMWYECKNX OCODEHHOCTEN,
BO3MO>XHOCTWN XMPYPrn4eCKom KOppeEKLN K
KYNBTYPHOIO YPOBHS CEMEWNHOIO OKPYXXEHUS
pebeHkKa.




HenonHas (cmewaHHas)
ouceeHe3us 2oHao

Ecnun pe6GeHok OyaeT BOCNUTLIBATLCA Kak AeBo4ka, AMYKU crieqyeT
yoanuThb.

OcTaBneHue ux Taut B cebe ABOAKYHO ONAaCHOCTD.

O Bo-nepBbix, ocTaTto4yHas PyHKLUA iM4eK oOyCcnoBuT
retepoceKkcyanbHoe (MyXcKoe) TedeHue nybeprtaTHOro nepuoaa

0  Bo-BTOpbIX, AUCreHeTUYHbIE rOHaAbl, KNeTKU KOTopbIX coaepxaTt Y-
XPOMOCOMY, 4YaCcTO MarIurHU3NPYHOTCA.

Takas npeapacnonoXeHHOCTb K pa3BUTUIO FOHaA0061acToMbl
06BbSACHAETCA NPUCYTCTBMEM Ha Y-XpOMOCOMe B TaK Ha3biBaeMOM
roHago6rnactoMmHoMm nokyce reHa GBY (Tsuchiya, 1995).

Puck 3nokayectBeHHOro nepepoxaeHus B 10-netHemM Bo3pacte coctaBnsieT
2%, B 20-netTHeM — 16%, B 30-neTHem — 27,5% (Manuel et al., 1976).

OOGbI4YHO pa3BuBaeTcs roHagobnacroma unu repmmHoma. B nepuoga,
COOTBETCTBYHOLWMUIN NyGepTaTHOMY, AEeTAM NMPOBOAAT 3aMeCTUTENIbHYHO
Tepanuio 3CTporeHamMmm U rectareHamm.



[lonHas (Yucmas)
ouceeHe3us 2oHao

[1pn nonHoW, NN YNCTON, ANCreHe3nn roHaa
oTMe4aeTcsa PUbpo3Hoe UX nepepoxaeHue
(cTpekoBble roHaabl). [letn nmeroT
kapmotun 46,XY nnu 46,XX. lucreHesunga
roHaa npu kapuotune 46,XY B 10%
cry4yaeB ObIiBaeT obycrioBneHa mytauuen
reHa SRY (Ferguson-Smith u. Goodfellow,
1995). B ocTanbHbIX crnydasax npuynHoun
aucreHesmu, noBManMomy, obiBatoT
MyTaLlun ayTOCOMHbIX reHOB AN
doepeHUnpoOBKN.



[lonHas (Yucmas)
ouceeHe3us 2oHao

KnuHuyeckasa KapTuHa

NMpwv nonHoM ancreHe3snn roHag oTMeyvyaeTcs
HOPMaribHbIN XXeHCKUN (peHOTUN (BHYTPEHHUE U
Hapy>XHble NMoyioBble opraHbl pa3BUTbl HOPMarnbHO, MO
XXEHCKOMY Tuny).

Y 60nbLIKHCTBA 3TUX NALUEHTOK OTCYTCTBYHOT NPU3HAKU
NOMOBOro co3peBaHUA B NybepTtaTHOM nepuoae m
oTMe4yaeTcsl nepBUYHasa ameHopes. Y naumMeHTOK ¢
kapuotunom 46,XY (cungpom Cyanepa) yawe
Habnopaetca runeptpodusa Knutopa.

Puck 3noka4yecTBeHHOIro nepepoXxaeHnsl CTpeKkoBbIX roHaa,
KITeTKU KOTOPbIX coaepxKaT Y-XpPOMOCOMY, TaKOMN Xe, KaK
npu cMmewwaHHOW aucreHe3uu roHag. OgHako
3ri0KavyecTBeHHOe nepepoxaeHme AUCreHeTUYHbIX
roHag, He coaepXxaLwmx Y-XpoMOCOMYy, AABNAETCS
peaKoCTbH.
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[lonHas (Yucmas)
oucaeHe3us 2oHao

[NaymeHTKa ¢ gucreHesneu
roHag v kapmotmnom 46.XY
(Sinnecker et ot 1982).




[lonHas (Yucmas)
ouceeHe3us 2oHao

OuarHocTuka

[1narHo3 nonHon gucreHe3smm roHan CtTaBsaT
Ha OCHOBaHWW OTCYTCTBUA NMPU3HAKOB
NOJSIOBOro CO3peBaHnNA 1
r’MNOroHa4oTPOMNHOro rmnoroHagnama vy
NauMeHTKN C HOpMarsibHbIM MY>XXCKUM UMK
XXEHCKMM HabopoM XPOMOCOM.

[Tpn Y3U ANYHUKKM ¥ HUX He
NOEHTUPULNPYIOTCA, B OCTalIbHOM
Hapy>XHble N BHYTPEHHME NOMNOBbIe OpraHbI
Pa3BUTbI HOPManbHO, NO XXEeHCKOMY TUMy.




[lonHas (Yucmas)
ouceeHe3us 2oHao

JleyeHue

JleyeHune 3akno4vyaeTca B
3aMeCcTUTEeNIbHOU Tepanuu 3CcTPporeHamMmm
U rectareHamMmu, HasHa4yaemMou B
BO3pacTe, COOTBETCTBYHOLLEM
nybepTtaTHOMY nepuogay.

B cBA3U C BbICOKMM PUCKOM
3/110Ka4YeCTBEHHOIro nepepoxaeHus
CTPEeKOBble roHaAbl Y NauyueHTOK C
kapunotunom 46,XY cneayet yganutb B
paHHue cpoku (Sinnecker et al., 1982).



O O O Oa

HapyLwieHne buocmHTesa
TECTOCTEPOHA

Idmuosio2usi U namoa2eHes3

O HapyweHun BMOCUHTE3a TECTOCTEepPOHa CBMAETEeNbLCTBYeT
HegOoCTaTOYHaA BUPUU3aLUA Y NNUL C FTeHETUYECKU MYXKCKUM
NOFyiIOM U BbIPaXX€HHbIM B Pa3fIu4HOMN CTEMEHU XKEHCKNM
cdeHOTUNOM.

MockonbKy BbipaboTKka aHTUMIONNepoBa ropMOHa He HapyLueHa,
TO, B OTNINYMNE OT AUCTreHe3nn roHad, NPoucxXoauT nonHas
perpeccusi MIonnepoBbIrX NPOTOoKoB. HapylueHne cneayowmnx
Tpex 3BeHbeB MOXeT Bbi3BaTb HapyLleHne 6MocuHTe3a
rMIOKOKOPTUKOUAHBLIX U NONOBbLIX FOPMOHOB:

HepoctaTtouHoctb COPB.
HepoctaTtoyHocTb 3B-rngpocucrepouaaernpgporeHasbl Tuna 2.
HepoctatouHoctb CYP17-(17a-rmgpokcunasbi-17,20-nmnasbl).

HepoctatoyHoCTb cneayrowmnx AByX (hepMeHTOB Bbi3biBaeT
HapyLieHue OMOCUHTEe3a TONbKO MOJIOBbIX FOPMOHOB: .
CYP17-(17,20-nnas3sbl).

17(3-ruapokcucrtepouvgaernaporeHasbl Tuna 3.




HapyweHne buocmHTesa
TECTOCTEPOHA

NoxHbin repmadcdpoanTUM
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HedocmamouyHocmb COPB

XonecTtepuH nepeHocuTtca ¢ nomollbio COPB ¢
Hapy>XHOU NOBEPXHOCTN MUTOXOHAPUANbLHOW
MeMOpaHbl Ha BHYTPEHHIOK, rae Npu y4acTum
depmeHTta CYP11A1 (untoxpom P450scc) ncnonb
3yeTcq B KadecTBe cybcTpata ans buocunHTesa
cTepougHbiX ropMoHoB (Bose et al., 1996).
HepoctaTtouyHocTb COPDB BbI3blBA€T HapyLUEeHNE
CUHTE3a BCEX CTEPOUAHBLIX FOPMOHOB B paBHOW Mepe.
KnnHnyeckn aTo nposBnsieTcad CUMNToMamm
HEeOOCTaTO4YHOCTU MOKO- U MUHEPATTOKOPTUKOMAOB U
NOMOBbLIX FOPMOHOB.
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HedocmamoyHocmb COPB
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HedocmamouyHocmb COPB

KnuHunyeckas KapTuHa

PebeHOK MeeT XXEHCKUN Unn amomnBaneHTHbIN
doeHoTun. Bnaranuiie 3akaH4YnBaEeTCA Crieno,
NPOU3BOAHbIE MIOSSIEPOBLIX NPOTOKOB OTCYTCTBYHOT.
BonbdoBbl NPOTOKM HAaXo4saTCA B pyaAnMeEHTapHOM
COCTOSIHUW. TsKenasi He4OCTaTOYHOCTb KOPKOBOIO
BellecTBa HaOMno4Ye4YHUKoB, eCrin ee He
OuarHocTupoBaTb U HE NIeYUTb CBOEBPEMEHHO,
BbICTPO NpuBOANT K cMepTU. Bce BbiKMBLUME K
HaCTOsLLEeMY BpeMEHN OETN POCNU KaK AeBOYKN. B
nybepTaTHOM nepmoae BO3MOXHbI JIENKMUE MPOsIBNEHUS
BUPUNIM3auunm




® © = | HedocmamouyHocmb COPB
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[MaumeHTka (kapuotun 46,XY) c HapyweHumem 6uoCMHTE3a CTEeponaoB B
Hagno4vyevyHnKax u nonosbix Xenesax. Obpawaer Ha ceba BHUMaHWE GPOH30BbLIN
LIBET KOXMW.



HedocmamouyHocmb COPB

LuazHocmuka

[lnarHocTnyeckoe 3Ha4YeHne NMMeT O4YEHb HU3KUI
YPOBEHb BCEX CTEPOUAHLIX FOPMOHOB B MNfla3amMe KpoBU
(rNMIOKOKOPTMKOMOO0B, MUHEPANOKOPTUKONAOB, NOMOBbIX
FOPMOHOB) 1 NOBLILLEHHbIN YpoBeHb AKTI, peHnHa,
nHorga — roHagoTpPOnNMHOB, rMnepnsiasns
HagMNO4Ye4YHMKOB CO CMeELLEHMEM NoYekK B KayganbHOM
HanpasneHuu npun Y3M n runepnurmeHTUpoBaHHas
Koxa, nmetowias 6poH3oBbiv UBeT. Ctumynsaumsa AKTT
He Bbl3blBaAET MOBbILLUEHUS YPOBHS KOPTU30/1a B
nnasme KpoBu. [inarHoCcTnKa AOSKHA BKIOYaTb Takke
aHanuns OHK.




HedocmamouyHocmb COPB

INNeyeHue

Kn3HeHHO Heobxoanma 3aMmecTuTernbHas
Tepanus MMHeparo- 1 rMKOKOPTUKOUJAMM.
Bo nsbexaHue supunmsaumm B
nybepTaTHOM nepunoae roHaabl XXenatensHo
yOoanuTb 40 ero HactynneHus. B
nybepTaTtHOM rnepuoge HasHa4vatoT
9CcTporeHbl. [Ins nHoQyunpoBaHus pocTa
BOJIOC Ha rnobke Ha3Ha4yalT Marnble O03bl

TECTOCTEPOHAa.




Hedocmamo4yHocmb 3b-
a2uopokcucmepoudoemuopozeHassbl

IJTUONOrna U natToreHes

[Tpn HegocTaToOYHOCTU 3p-rMagpokcncTeponaae-
rmaporeHasbl NponcxoanT bnoknpoBaHne GUocuHTe3a
CTEPOMOHbIX FTOPMOHOB Ha paHHEW ero ctaguun, B
pes3ynbrarte BO3HUKAEeT He4OCTaTOYHOCTb Kak rMioKo- U
MWHEPAaNOKOPTUKONAOB, TakK M NMOsioBbIX rOPMOHOB. B
OCHOBe 3aborneBaHus nexxmt mytauma reHa HSD3B2,
Koaumpyrowero depmMeHT 3p-rmgpoKcucTe-
pounggerungporeHasa-A4 5-usomepasy tmna 2, KOTopbin
HaxXoOUTCH B OCHOBHOM B HaAMNOYEe4YHUKAX 1 NOSOBbIX
xenesax.




HeodocmamoyHocmb 3b-
a2uopokcucmepoudoemuopozeHassbl

KnnHunyeckas KapTuHa

KnnHnyeckme nposiBneHns otnnyaroTcst 6onsbLmm
pa3Hoobpasuem. OTmevaloTcs ambuBaneHTHbIe
reHUTanum ¢ MMKpPONEeHMCoM, rmnocnaansi, HenomnHoe
cpalleHne rybHOMOLLIOHOYHbIX CKNaaokK, nep-
CUCTEHUNST YPOreHUTanbHOro CMHyca, creno
3aKaHu4MBaloLLLeecs Bnaranuiie n B 3aBUCUMOCTU OT
CTENeHn HegoCTaTouHOCTN (hepmMmeHTa —
Bblpa)XeHHblE B Pa3fIN4HOW CTENEHU CUMMITOMBI
He4oCTaTOMHOCTMN KOPKOBOIO BeLLEeCcTBa
Haano4Ye4YHMKOB. BHYTpEeHHME NOMoBbIE OPraHbI
pa3BUTblI HOPMarnbHO, MO MY>XCKOMY TUNY,
NPOM3BOAHLIE MIOSINEPOBLIX MPOTOKOB OTCYTCTBYIOT. B
nybepTtaTtHOM Nepmoae OTMeYanTCsa He3HaUYNTENbHas
BUPMAN3aLMSA N TMHEKOMACTUS.




HeodocmamoyHocmb 3b-
a2uopokcucmepoudoemuopozeHassbl

OuvarHocTuka

[1ns1 3aboneBaHns xapakTepHa NoBbILLEHHAS
KOHUEeHTpauua 17p-rmapokcunperHeHonoHa
n gerna-poannaHgpoctepoHa. 'lockonbky
KOHLIEHTpaumsi 3TUX rOPMOHOB MOXET BbITb
NOBbLILLUEHHON N Y 300PO0BbIX
HOBOPOXXAEHHbIX, LLenecoodbpas3Ho NMpoBECTU
CTUMYNAUNOHHYIO npody ¢ AKTI n XT.
[lnarHocTuka Bkno4vaeTt Takke aHanni [IHK.




HeodocmamoyHocmb 3b-
a2uopokcucmepoudoemuopozeHassbl

INeyeHue

Has3Ha4aloT 3aMeCTUTENbHYIO Tepanuio
[MIOKOKOPTUKOMOAMU, a TakkKe
MUHEpanokopTukongamum (B 3aBMCUMOCTHU
OT CTerneHn HegoCcTaToOMHOCTU 3B-
rmgpokcucteponaaerngporeHasol). B
nybepTaTtHOM repuoge npoBoaaT
3aMeCTUTENbHYIO Tepanuio NOSI0BbIMU
ropMmoHamMu. ['1pn MUKpoONeHnce HauynHarT
paHHIo Tepanuto TectoctepoHoM (Chung
et al., 1987).




HedocmamoyHocmb chepmeHma
CYP-(17a-audpokcuna3sbi-17,20-
iuasel)

®epmeHT CYP (untoxpom P450c17) katanmsupyer
rMAOPOKCUNIMPOBaHUE MPErHEHONOHA U NporecTepoHa B
17a nonoxeHunun (rmapokcunasHas akTMBHOCTb) U
oTLlenneHne 60koBom Lenun ot obpasoBasLuerocs 17a-
rmapokcunmpoBaHHoro cyoctpata (17,20-nnasHag
aKTUBHOCTb). HECMOTpPSA Ha TO YTO 3TOT (PEPMEHT
koaupyetca ogHum reHom (Conte et al., 1994),
aKTUBHOCTb €ro MOXET HapyLaTbCs NopasHoOMY.

Tak, BO3MOXXHO HapyLleHne 0g4HOBPEMEHHO
rmgpokcunasHon n 17,20-nmasHon akTUBHOCTU UNU
N30SINPOBAHHOE HapyLleHne ogHOU U3 Hux. B
3aBUCMMOCTU OT 3TOr0 KINMHMYEeCcKas KapTuHa
NPOSABMAAETCA CUMNTOMaMN HegocTaTovHOCTK 17a-
rmgpokcunasbl-17,20-nmasbl Unn nsonmupoBaHHOM
HegocTtaToyHocTn 17,20-nMasHON akTUBHOCTW.



HedocmamoyHocmb chepmeHma
CYP-(17a-audpokcuna3sbi-17,20-
iuasel)

HepoctaTo4yHOCThL 17a-rmapokcmnnasHou
aKTUBHOCTU NPUBOAUT K HApPYLUEHUIO
CUHTE3a rMIKOKOPTUKONAOB M1 NOMNOBbIX
ropMoHoB. [1oBbILLIEHHOE 0bpa3oBaHue 11-
O0E30KCMKOPTUKOCTEPOHA N KOPTUKOCTEPOHA
BbI3bIBAET apTepuanbHy rmnepTeH3unto,
rmnepkanMeMunto N nogasreHne akTMBHOCTHU
PEHMHA nna3mbl. HegoctaTovYHOCTL ObIBaAET
BblpakeHa B pa3fiInyHOWU CTEMNEHN, YTO U
onpenensieT KNMHU4YeCcKne nposiBreHuns.



HedocmamoyHocmb chepmeHma
CYP-(17a-audpokcuna3sbi-17,20-
iuasel)

KnuHuyeckasa KapTuHa

Ona 3aboneBaHMA xapaKTepHO pa3HooOpa3ue
KITMUHNYECKMUX BapnaHToB. BornbHbIe MOryT UMeTb
reHeTU4YeCKU AeTepMMUHUPOBaAHHbLIA MYXXCKOM NOS npwu
XXeHCKOM cheHOTMNE CO Creno 3akaHYMBaroLWMUMCH
Braranuiiem, pasnnyHble BapuaHTbl aMOUBaneHTHbIX
NONOBbLIX OPraHoOB USTIU MYXXCKOM (peHOTUN B COYeTaHUun
C MUKpoOMNneHMUcoMm u runocna-guen. NMpoussoaHble
BONb(OBbLIX MPOTOKOB rMMNOMNMAacTUYHbI, NPON3BOAHLIE
MIOJIJ1IEPOBLIX NPOTOKOB OTCYTCTBYHOT. B ny6epTaTHOM
nepuoae BO3MOXHbl BAPUNN3aLmsa U TMHEeKOMacTUA.
MuHepanokopTUuKonaHbIN 3hphpeKT BbICOKUX
KOHUEHTpaLuun 4e30KCUKOPTUKOCTEPOHa U
KOPTUKOCTEpPOHA BbI3biBaeT 3a4epPKKy HaTpus U BoAbl,
NOoTepro Karnus, yBerimn4eHne ooema LMPKyrupyroLeu
nsa3mbl, apTepuanbHy rMNepPTeH3no C TIMNOopPeHnHe-
MMEeN N ankKasrio3om.




HedocmamoyHocmb chepmeHma
CYP-(17a-audpokcuna3sbi-17,20-
iuasel)

OuarHocTuka

XapaKTepHa noBbllLUeHHAs KOHLEHTpAaLNUA B
nnasme AKTI, 11 -0e30KCMKOPTUKOCTEPOHA,
KOPTUKOCTEPOHA N NPOrecTepoHa u
NOHMXEHHAA KOHLEHTpaUMA anbaoCTEPOHA,
17a-rmgpokcunporectepoHa, KopTnsona u
NONOBbIX FOPMOHOB. OTMeYalTCs Takxke
rMNOpeHNHeEMUYECKas apTepuanbHas
rTMNEPTEH3NA U rTMNoKanmeMmn4eckmun
arkanos.




HedocmamoyHocmb chepmeHma
CYP-(17a-audpokcuna3sbi-17,20-

iuasel)

INNeyeHue

3amecTuTenbHaga Tepanus
rMIOKOKOPTUKOMAAMM NpuBoanT K
HOopManusaunm apTepuanbHOro gaBneHus u
YPOBHS Karnusi B CbIBOPOTKE KPOBMW.
[lonoBble rOPMOHbI HAa3Ha4aloT B
nybeptaTHOM nepuoge. 3-3a BO3MOXHOCTU
BUPUIN3ALINK Y UL C TEHETUYECKN
O0EeTEPMUHNUPOBAHHBIM MY>XXCKUM NOMOM A0
HacTynneHna nybeptaTHOro nepuoaa An4ku
XenaTtenbHO yaanuTb.




Vi3onupoeaHHas
Hedocmamo4YHOCMb

CYP-(17,20-nua3sbl)

HepnoctaTtoyHocTb 17,20-nnasHou
akTMBHoctn dpepmeHTa CYP17
(umntoxpom P450c17) npnBoanT K
HapyLleHWo npeBpalleHna 17a-
rmapokcunperHeHonoHa un 17a-
rmapokKcunporecTtepoHa B aHapo-
€HHbIE FOPMOHbI
OernapoannaHapoCTEPOH N aHa-
POCTEHANOH.



Vi3onupoeaHHas

Hedocmamo4YyHOoCMmb
CYP-(17,20-nua3ssbi)

KnuHunyeckas KapTuHa

deHoTHN NUL, C reHETUYECKN AEeTEPMUHNPOBAHHbBIM
MY>XCKMUM NOSIOM MOXET ObITb XEHCKMM CO CIIENO
3aKaH4MBaloLWMMCA BRaranmwem, amonBaneHTHbIM
NN NPEUMYLLIECTBEHHO MYXXCKUM. Bonb@oBbI NPOTOKM
anpdepeHumMpoBaHbl HOpManbHO UMK
rMNonnacTUYHbl, NPOU3BOAHbIE MIOMIIEPOBLIX
NPOTOKOB OTCYTCTBYIOT. B nybeprtaTHOM nepuoae
OTCYTCTBYIOT BTOPUYHbIE MOSI0BbIE NPU3HAKN UM
NOABMAKTCA NIerkne CUMMNTOMbI BUPUNmM3aumu.




Vi3onupoeaHHas

Hedocmamo4YyHOoCMmb
CYP-(17,20-nua3ssbi)

OuvarHocTuka

[lnarHocTnyeckoe 3Ha4YeHne NMeroT
NoBbILLEHHAs KOHUeHTpauus C21 -
cTepongoB 17a-rmgpokcunporectepoHa u
17a-rmapoKcunperHeHorIoHa, CHMXeHHas
KoHueHTpauunsa C19-cteponaoB gernapoa-
NMaHOpPOCTEPOHA N aHOPOCTEHANOHA, a
TaKkKe TECTOCTEPOHa U acTpaguona. [pwu
ctumynsauun AKTIE mnu XI' otHoweHmne C21-
cteponabl/C|9-cTepongbl 3HAYNTESTBHO
NOBbILLAETCH.




Vi3onupoeaHHas
Hedocmamo4yHoCcmab
CYP-(17,20-nua3ssbi)

INleyeHue

3aMeCTUTENbHYIO Teparnuio nNofoBbLIMU
ropMoHamMu NpoBOAAT B NyOepTaTHOM
nepuoge. ['lpu reHeTnyeckun
O0EeTEPMUHUPOBAHHOM MY>KCKOM MNOJSie Yy
nauueHTa, KOTOpPbIN POC U BOCMUTLIBAIICA
KaK JeBo4Ka, A0 HaCTynneHusa
nybepTaTHOro nepuoaa An4ku crieayet
yoanuTtb, YToObl U3bexaTb BUpUIn3auun.




HeoocmamoyHocmb 17b-
audpokcucmepoudoeauopoaeHasbl

U3 5 nsocpepmentoB 178-IC[1 HanbonbLuee 3Ha4YeHne
Aana audpdepeHUUPOBKU MO MYXXCKOMY TUNY UMeeT
akcnpeccupyrowmmnca B asndkax pepmeHt 178-ICLl Tvna
3, KOTOPbIU KaTariuaupyeT NOCriegHIO CTYNeHb
OMOCUHTE3a NONOBbLIX FOPMOHOB.

Ha aTon ctyneHu npoucxoguT npeBpalleHue
aernapoanunaHgpocTepoHa B AS-aHapocTteHAWOnN,
aHApPOCTEeHAUOHA B TECTOCTEPOH U 3CTPOoHa B 17B-
acTtpaauvon. HegocraTto4yHOCTbL TeCTOCTEpOHa NpMBOAUT
K MOJIHOMY OTCYTCTBUIO MAacKyJfiMHM3auuu y nrnoaa
MY>XCKOro noJsia BO BHyTpuyTpoobHom nepuoge. OgHako
B NnybepTaTHOM nepuoae B pesynbraTe 3KCTparnaHay-
FNIAPHOro npeBpaLleHnsa nmerLierocs B U3obITKe aH
APOCTEeHAUOHA B TECTOCTEPOH ApYyrMmMu nsodepmeH-
Tamu 17p-ICl nponcxoauTt BbipakeHHass BUpUNnU3auus.



HeoocmamoyHocmb 17b-
audpokcucmepoudoeauopoaeHasbl

KnnHunyeckas KapTuHa

B 6onblWKMHCTBE Cny4aeB nnua C reHeTUYECKH
OETEPMUHNPOBAHHBLIM MY>XXCKUM MOSIOM UMEIDT
XXEHCKMe HapyXHble NOoJioBble opraHbl CO Creno
3aKkaH4MBaKLLMMCS BRnaranuvuem, nHorga oTMedaroTcd
nerkme CMMnNToMbl BUpunusaumn. BonboBbl NPOTOKK
onddpepeHUnpoBaHbl, NPOU3BOAHbIE MIOSIIEPOBLIX
NPOTOKOB OTCYTCTBYIOT. B nybepraTHOM nepuoae
NpoMCXoauT BbipaXeHHas BUpunmsauna ¢ TIOMKou
rorfioca v yeenudeHuem knutopa. iHorga otmevaertcd
rmHekomacTums. Kak n npm HegoctaTovyHOCTU Sa-
peayKktasbl, OnnucaHbl criy4yam U3sMeHeHUs XKeHCKoM
NONOBOW PONKM HA MYXCKY0 NpU Ha4yaBLLeucd
BUPUNN3aLunn.




Heoocmamo4yHocmpb 17b-
audpokcucmepoudoeauopoaeHasbl

[MaumeHTKa ¢ HegocTaTtovHocTeio 17(3-MCL



HeoocmamoyHocmb 17b-
audpokcucmepoudoeauopoaeHasbl

OuarHocTuka

HauuHas ¢ nybepTtaTHOro nepmoaa noBbILLAETCS
KOHLEHTpaLUMsa aHAPOCTEHAMOHA N 3CTPOHA B nnasme
KPOBW, KOHLIEHTpaLUs TECTOCTEPOHA U 3CcTpaanona
CHU)KaETCH.

B npenybepTtaTHOM nepuoage Heobxoanma CTUMYNALNS
XI', oHa NpMBOOUT K Bblpa)XeHHOMY YBeNn4YeHuto
OTHOLLEHUA aHOPOCTEHANOH/ TECTOCTEPOH U
9CTpOH/acTpaanon. [JuarHocTuka BKIto4YaeT B cebs
Takke aHann3 AHK, B yactHocTn reHna HSD17B3.




HeoocmamoyHocmb 17b-
audpokcucmepoudoeauopoaeHasbl

JleyeHue

Y nnu C reHeTUnYeCcKn OeTepMUHUPOBAHHBLIM MY>XXCKUM
NOSIOM, KOTOPbI€ POCSIN U BOCMUTbIBANMUCh Kak
OEeBOYKWM, crieqyeT yoannTb AUYKKU 40 HACTYMNNeHua ny
beptaTHOro nepuoaa. lNpn ambrBaneHTHbIX NOOBbIX
opraHax MOXeT BCTaTb BOMPOC O MY>XCKOW MONOBOU
opueHTaumun. B Takux cnydasax B 4€TCKOM BO3pacTe
NpOBOAAT Tepanuo TECTOCTEPOHOM AN YBENNYEHUS
pa3mMepoB MNOSI0OBOro YneHa, KOTOPYH OOMNOMNHAKT
XUPYpPrnyeckon Koppekuneun, HanpasneHHOU Ha
MaCKynMHN3aLumio NoroBbIX OpraHoB. B nybepTtaTtHOM
nepuoae crnefyet HasHa4ynTb 3aMeCTUTESbHYIO
Tepanuito TECTOCTEPOHOM AN OCTUXKEHUSA MOSHOW
MacCKyImMHM3aumn n npegynpexneHns ruHekomacTum




[ Mnonnas3uga knetok Jlemaura

Pegkon NpU4YMHON NOXHOIO MY>XCKOIO
repmadopoanTuamMa aBnAeTc
OTCYTCTBME YYBCTBUTENLHOCTU KIETOK
Nengura k XI' v J1II" (areHes3unsa unu
rmnonnasmna Knetok Jlengura).



[ Mnonnas3uga knetok Jlemaura

JTUOJIONNA U NaToreHes

MNMnonna3susa nnu areHe3unsa KneTtok Jlenpgura oobACHAETCA
He4OCTaTOYHOCTbLIO peLenTopoB, KOTopasa AeraeT 3TU KINeTKU
HedyBCcTBUTENbHbIMU K BNUAHUIO XIT u JIIN (Themmen u. Branner, 1996).
HepocTtato4yHas BbipaboTKa TeCTOCTEpPOHA NPUBOAUT K HEAOCTAaTOYHOMN
MacCKyJfMHU3auuMmM nroga My>XCKoro nosria BO BHyTpUyTpoOHOM nepuoge.
NMockonbKy, B OTNIU4YMe OT AUCreHe3nmn roHan, knetkn Cepronu
COXpaHeHbl U HOPMarbHO (PYHKLMOHUPYIOT, T. €. NpoAyLMpYyIoT
aHTUMIONNEPOB FOPMOH, TO Yy JIUL, C 3TOU NaTonornen NPou3BoAHbLIe
MIOSIS1IEPOBbLIX MPOTOKOB OTCYTCTBYHOT. Y HEKOTOPbIX NaLlUeHTOB
BoNnb(oBbLI NPOTOKU ObiBalOT AncdepeHUUnpoBaHbl, HECMOTPA HA
He4OCTaTOYHYH MAaCKYJIMHU3aLUI0 HapyXHbIX NONMOBbLIX OpPraHoB. JTO,
NnoBMANMOMY, OO BACHAETCA NapakKPpMHHON CeKpeLnen TeCTOCTepPoHa,
KOTOPOro AOCTaTO4MHO ANA FIOKarnbHOro AenMcTBUA: MHAYLUPOBaHUA
anddepeHUunpoBkmn BonbghpoBbIX NPOTOKOB. OAHAKO KOHUEHTpauus
TECTOCTEepOHa B Nnjla3aMe OCTaeTCs CIIMLLKOM HU3KOMN, YTOObI BbI3BaTb
AOCTaTOYHYH MAaCKYJIMHU3aLUIO0 HapyXHbIX NONIOBbIX OPraHoB.
KnuHnyeckune nposiBreHNs He4OCTaTOYHOCTU TeCTOCTEpPOHa
COOTBETCTBYIOT XapaKTepy HapyLeHU ero 6MOCUHTe3a.




[ Mnonnas3uga knetok Jlemaura

KnuHunyeckaa KapTuHa

Hapy»XHble NonoBble opraHbl 0ObIYHO
Pa3BUTLI NO XXEHCKOMY TUMNY CO Cneno
3aKaH4YMBalOLLMMCA BRaranumuem u nerkumm
npu3HakamMmuy BUpUnm3aumm, Ho MoryT ObITb
Takke ambnBaneHTHbIMU UMK Pa3BUTbI MO
MY>XCKOMY Tuny. OTMeYyaroTcsa pasBuTbie B
pa3nNMYHOWN CTENEHN NPON3BOAHbIE
BONbJ0OBLIX MPOTOKOB, NPON3BOAHbIE
MIONNEPOBbLIX MPOTOKOB OTCYTCTBYIOT.
[1pn3HaKu NonoBoro co3peBaHnA B
nybepTtaTHOM nepuoage He NosABMAALOTCS.




[ Mnonnas3uga knetok Jlemaura

JleyeHUue

Bbibop nona onpenenseTcs no
cTeneHn MacKynmHmsauum.
3aMeCTUTESNbHYIO Tepanuio
NONoOBbIMW FOPMOHaMM NPOBOASAT KO

BPEMEHMU HACTYyMnneHnsa nyoepTaTHoro
nepuopaa.




HenooctaTouyHOCTb

cTepoua-S>a-peaykrasbl Tuna
2

HoeakoBckuu v JleHu B 1961 r. BnepBble onucanu
doopmy NoXHOro repmadpoanTnamMa, Hacrneayemyto no
ayTOCOMHO-peueccnsHomy Tuny. OHM Ha3Banu ee
ncesgoBarMHasribHOW NepuUHeOCKpPOoTaIbHOW
rmunocnagmnen (Nowakowski u. Lenz, 1961). B
nanoHeuwem Nmnepatop MarnHnn n coasr.
(Imperato-McGinley et al., 1974) nokasanu, 4to B
OCHOBE 3TOro 3aboneBaHusa NEXNT HEQOCTATOYHOCTb

cTepoua-Sa-penykrasbl TUna 2, KogupyemMmou reHom
SRD5A2.



HeoocTtaTto4yHOCTb
cTepoua-S>a-peaykrasbl Tuna
2

JTUOJIONNA U NaToreHes

MpeBpalleHne TecTocTEpPOHA B bnonoruyeckmn 6onee akTUBHbIN
AUrnapoTecToCTepPOH NPOUCXOAUT NpU y4acTun chepmeHTa ctepouna-5a-
peayktasbl Tuna 2, kogupyemoro reHom SRD5A2 (Andersson et al.,
1991). U3BecTHbLI pa3nuyHble aedekTbl 3Toro chepmeHTa. HYawe peyb
naet o6 yMeHbLUEeHUUN CPOACTBA K TECTOCTEPOHY U TEM CaMbIM
CHWXeHuU akTuBHocTn pepmeHTa (Moore et al., 1975). K apyrum
AeceKkram OTHOCATCA U3MEHEeHUS, NpuBoasLLMe K YMEHbLUeHUIO
ctabunbHocTu hepmeHTa n ero cpoactsa K kochakropy NADPH (Leshin
et al., 1978). Bo Bcex cny4yasix HapyLwiaeTcs npeBpaLlieHue
TECTOCTEepOHa B AUrMAPOTECTOCTEPOH B TKaHsAX. ATO NPOABNAETCA B
He4OCTaTOYHOW MACKYJIMHU3aLUUN Hapy>XHbIX MNOSIOBbLIX OPraHoB.
PasButune Bonb(oBbLIX NPOTOKOB, HaxoAsLWeeca UCKIMIYNTESIbHO
noaBJIUAHMEM NapakKpPUHHOU CeKpeLnn TECTOCTEPOHA, a TaKxXe
perpeccus MIONNepPoBbIX NPOTOKOB He HapyweHbl. B nybepTatHOM
nepuoae npomcxoauT BbipaeHHasi BUpUNuM3auua, HeCMOTps Ha
COXpaHALYHCA HeAOCTAaTOYHOCTb 50c-peaykra3bl. Cekpeuus
3CcTpaauorna HopmMmanbHas, rMHEKOMacTUA He HabnrogaeTca




HenooctaTouyHOCTb

cTepoua-S>a-peaykrasbl Tuna
2

KnuHu4yeckasa KapTuHa

Y peten ¢ reHeTUYECKN AeTEPMUHUPOBAHHBLIM MY>XXCKUM MNOJSIOM
HeAOoCTaTOYHOCTb CTepoua-5a-pe-aykrasbl TUNa 2 Bbi3biBaeT
BbIpaXeHHOe B pa3fiIM4HON CTEeNneHN HapyLleHUue MacKyIMHU3auum.
KnuHnyeckun aTo MOXeT NPOosABUTLCS BHELLHE HOPMaribHbIMU
Hapy>XHbIMU MNOJSIOBbIMM OpraHamMu, pasBUTbIMU MO MYXXCKOMY TURy,
pa3nnMyHbIMU BapuaHTaMM aMOUBarNeHTHbIX NOSIOBbIX OPraHoB, a TaKXxe
NOSTHOCTbIO XXEHCKMM PeHOTUNOM. ANYKM ObIBalOT PpacnosioXeHbl B
naxoBbIX KaHanax, ryGHOMOLUOHOYHbIX CKNnagKax UM MOLLOHKeE.
NMpounsBoaHble BONbMOBbLIX MPOTOKOB MOMMHOCTLIO pa3BUTbI (MpUAATKN
SAINYEK, CeMSABbIHOCSILLUE NMPOTOKMN U CEMEHHbIE NMy3bIPbKHU).
CemMsBbIHOCSILLME NPOTOKM MHOrAA OTKPbLIBAKOTCS BO Briaranuuie.
NMpounsBoaHble MIONNEepPoBbLIX NPOTOKOB OTCYTCTBYHOT (Sinnecker et al.,
1996; Walsh, 1974).

B ny6epTaTHOM nepuoae Ha poHe HOPManbLHOIro NOBbILWEHUA YPOBHS
TecTocTepoHa OTMeYaeTcA BblipaXXeHHasi BUPUIN3aLuma ¢ IOMKOM
rornoca v yBenM4eHMeM pasmepoB MosfioBoro YsieHa 6e3 nosiBrieHus
rMHEKOMacTUun.
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HenooctaTouyHOCTb
cTepoug-Sa-penykrasbl Tuna

[MTauneHTKka (kapuotun 46.XY) c
HeaJoCTaTOYHOCTbIO 5a-
penyktasbl (Sinnecker et al,
19906).




HenooctaTouyHOCTb

cTepoua-S>a-peaykrasbl Tuna
2

AOuarHocTuka

B getckom Bo3spacTe onpenerieHne KOHUeHTpauum
FOPMOHOB B CbIBOPOTKE KPOBU OMArHOCTUYECKOro
3HadeHunsa He nmeer. Nocne ctumynauumn X
OTMeYaeTCd CyLLleCTBEHHOE MNOoBbIlleHNe OTHOLWEHUS
TecTtocTepoH/gurugpoTtectoctepoH (Hiori et al., 1996).
CHMXeHMe aKkTUBHOCTUN oepMeHTa MOXHO BbISIBUTb U B
KynbType pubpobnacTtoB, NOMy4YeHHbIX N3 KOXMU
nonosbix opraHoB (Pinsky et al., 1978). AHanu3 reHa
SRD5A2 nosBonseT noaTBepanTb ANAarHO3 gaxke npwu
MWHMUManNbHOW HegocTaTovHOCTU pepmeHTa (Hiori et
al., 1996; Sinnecker et al., 1996).




HeoocTtaTto4yHOCTb
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JleyeHue

[leTn, y KOTOpbIX NONIOBOW YNeH BbipaXeH, HECMOTpPA Ha
Marnble pa3mepbl, JOJKHbI BOCMUTbLIBATLCA Kak
Manednku. PaHHee neyeHue ournapoTecTtocTepPoOHOM
CrnocobCTBYET yBENMYEHMI0 pa3MepOoB MOSTIOBOro YrieHa
N obrneryaeT XMpPypruyeckyto KOppekumio rmnocnagnm.
[Tocne nybepTaTHOro nepmuoga Takxke nokasaHa
Tepanuns BbICOKUMW 403aMU TECTOCTEpPOHa NS
ycuneHnus supunmsauum (Price et al., 1984).

Y OgeTten, KOTopbiX BOCNUTLIBAKOT Kak AeBOYeEK, 40
HacTynneHns nybeptaTtHOro nepuoga crnenyet
oba3aTtenbHO yaannTb AUYKM BO n3bexaHune
BUpunusauun. B nybeptatHom nepuoae npoBoaaT
3aMeCTUTENbHY Teparnmio 3CTPOreHHbIMU n
rectareHHbIMU1 rnpenaparamum.




CunHOpPOM PE3NUCTEHTHOCTMU K
aHaporeHam

Pe3nCTeHTHOCTL K aHApOoreHam SBNSAeTCcs BTOPOM nocre
aucreHesnn roHag NPUYMHOU NOXKHOIO MY>CKOro
repmappoanTnuamMma. HecmoTps Ha HopMarnbHYH Unn
Oake MNoBbILWEHHYIO KOHLUEHTpaLumMo aHOporeHoB B
nrasme KpoBu, oTMeYyaeTcs He4OCTaTOYHOCTb
aHOpPOreHHOro BAnUAHMSA Ha TkaHu. KnuHun4veckun
CUHOPOM MOXET NPOABUTLCA MOSTHOCTbLIO XXEHCKNM
doeHOTUMNOM MPU NMOSTHOU PE3NUCTEHTHOCTHU K
aHgporeHam (CMHOPOM TECTUKYNAPHOM
demMuHu3aumnm), pasnnuyHbIM1 BapmaHTamm
ambmnBaneHTHbIX reHnTanmn (Tunbl 4—2) UNU MY>XCKUM
doeHOTMNOM, NpU KOTOPOM Yy NALMEHTOB OTMEYarTCH
YacTUYHaga Pe3NCTEHTHOCTbL K aHOpOoreHam u
becnnogue (tun 1).



CunHOpPOM PE3NUCTEHTHOCTMU K
aHaporeHam

DTUONOrnua U natToreHes

[TPNYMHON PE3UCTEHTHOCTU K aHOpOreHam daBndeTcs
HeAOoCTaTOYHOCTb aHAPOreHHbIX peLlenTopoB.

OHa MOXeT ObITb 00yCcrioBrieHa HapyLIEHNEM
CBSA3bIBAHMNSA aHOPOreHOB C pelenTopamMu,
TpaHcnokaumen Komnriekca cteponagHbii ropMOH—
peuenTop U3 unutonsasmbl B KNeTOYHOE A4p0,
anmepusaunen peuentopos U ceasbiBaHeM ux ¢ OHK
N nocreayoLen TpaHcKkpunumnen n TpaHcnaumen.

Benok aHOporeHHOro peuentopa KognupyeTcs reHom,
nokannsoBaHHbIM Ha ANMHHOM nriede X-XpOMOCOMBI
(Xqll-12). OtoTt 6enok B C-koHUeBOW 06NacTn nmeet
AOoMeHbl, ceasbiBatowne HK n ropmoH.




. CHOPOM PE3UCTEHTHOCTU K
aHaporeHam
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[lonHas pe3ucmeHmMHoOCmMb
K aHopozaeHam

Ecnun pencrtBme aHaporeHoB NOMTHOCTLIO 6NokupyeTcs, B
3MOpUOHaNbLHOM nepuoae NpoucxoauT pasBuTue Bonb(PoBbIX
NMPOTOKOB UM MAaCKYNIMHU3aLUA Hapy>XHbIX MOMOBbLIX OPraHoB.
lNMockonbKy BbipaboTKa aHTUMIOSISIepoBa rOpMoOHa U ero
AeUCTBME He HapyLLlarTCA, NPOUCXOAUT NMOJSTHaA perpeccus
MIOSIJIEPOBbIX MPOTOKOB. Y AeTen KOHUeHTpauusa NonoBbIX
rOPMOHOB M FOHAaAOTPONUHOB B CbIBOPOTKE KPOBM HU3KaA U
cooTBeTCTBYeT Bo3pacTHon Hopme (Fakhry et al., 1988). B
ny6eptaTHOM nepuoae B runotanamo-runodusapHon cucteme,
KOTOpas TaKXe pe3aucTeHTHa K aHaporeHam, yBerivumBaeTcs
aMnnuTyaa n yactoTta nynbcupyrowen cekpeuum JII' (Brown et
al., 1990), 4yTto BbiI3biBaeT NOBbILIEHHYI BbIPabOTKY SiIMMKaMMU
TectocTtepoHa (Tsuchiya et al., 1995) n actpaguona (MacDonald
et al., 1979). B peaynbraTte akcTparnaHaynsapHoun
apomaTu3auuu HaKkanyimBaroLWerocs B KPOBU TECTOCTEPOHA
NpPoucxXoauT AanbHeunllee yBefiIu4eHUe KOHUeHTpaunm
3CTpaauorna, KoTopoe Bbi3bliBaeT BbipaXXeHHYH heMnHU3auumio.



[lonHas pe3ucmeHmMHoOCmMb
K aHopozaeHam

KnuHu4yeckasa KapTuHa

KnuHnyeckasa KapTuHa npu nonHOu pe3ancTeHTHOCTU K aHaporeHam
XapaKkTepun3yeTcs XKeHCKUM (peHOTUINOM NpU reHeTUYeCKHU
AEeTePMUHMPOBAHHOM MY>XCKOM MOJie U XOPOLLO Pa3BUTbLIMUN XKEHCKUMU
BTOPUYHbIMU NOSIOBLIMU MpPU3HaAKaMu, NOABNAOWMUMUCA B
ny6eptatHom nepuope (Tun 5). BropnyHoe oBonoceHne o6bI4YHO cnabo
BblpaxeHo. Knutop HopManbHbIX pa3MepoB, Marible NosioBble ryobl
He4OoCTaTOYHO pa3BUThbI, Bnaranuwe cneno 3akaH4nBaeTcsl.
NMpousBoaHble MIONMepoBLIX (MaTKa, MaTOUYHbIe TPYObl) U BonbgoBbLIX
NPOTOKOB OTCYTCTBYHOT. [NyObuHa Bnaranuwia oobIYHO AoCcTaTovHa Ans
HOpManbLHOM NOJIOBOMN XU3HU. NonoBas naeHTUdUKaLUA XKEeHCKas.

YacTtoTta nonHOM pe3nMCcTeHTHOCTU K aHaporeHam coctasnseTt 1 Ha 20 000
poxaeHnn manbunkoB (Grumbach u. Conte, 1998). Y netenn nHorpa
OOHapY>XUBaKT AMYKU B NaXOBbIX KaHanax Ui naxoBble rPbiKN.
OpHako ocHoOBaHMeM AN AMarHOCTUKU CUHAPOMA 4acTo CTaHOBUTCA

oTCcyTCTBME MeHCpraLl,Vlﬁ, HeCMOTpPSA Ha nosABJieHne Npnu3HakoB
nofnoBoOro copeBaHusl.




[lonHas pe3ucmeHmMHoOCmMb
K aHopoz2eHaMm

[MonHas pe3anCTEHTHOCTb K aHaporeHam, o - naumeHTka (kapmotmn 46.XY) ¢ NONHOM PE3NUCTEHTHOCTbLIO K
aHgporeHam Tvna 5; 6- Hapy»XHble NonoBble opraHbl 3TOW NaUNEHTKN



[lonHas pe3ucmeHmMHoOCmMb
K aHopozaeHam

OuvarHocTuka

XapakTtepHble KnnHn4yeckaa KapTmHa u
ropMoHanbHbIU Npodunb — PeMmnHn3aLms,
nepBUYHaAs aMeHopes, Creno
3aKkaH4uMBaloLLleecs Bnaranulie,
NoBbILLEHHbIN ypoBeHb J1IT 1 pesko
NOBbLILLUEHHbLIN YPOBEHb TECTOCTEPOHA B
CbIBOPOTKE KpPOBU B NocTnybepTtaTtHOM
nepuoge — nNOo3BONSAKT NOCTaBUTL
npaBUMbHbLIN ANarHoa.




a

[lonHas pe3ucmeHmMHoOCmMb

K aHopozaeHam

NMpoba Ha pe3nCTEeHTHOCTb K aHApPOoreHamM OCHOBaHa
Ha buonornyeckom adpdekte aHabonnyeckoro
aHOpPOreHHOro ropMoHa CTaHoO3050Js1a Ha
kKoHueHTpauuto CCCI B cbiBOpOTKE KpoBu. B Hopme
nocne sBeaeHnsa 0,2 Mr/kr ctaHo3osnorna B TedeHmne 3
aHen koHueHTpaumsa CCCI B CbIBOPOTKE KPOBU Yepes
9—38 OHEW CHMXaEeTCAa HanomnoBuHY. Y nauneHToB C
NOSTHOW PE3NCTEHTHOCTbLIO K aHaporeHam (Tun 5)
TaKoro CHMXXEHUSI HE MPOUCXOAUT, a NMpu YacTUYHOWN
PE3NUCTEHTHOCTU K aHaporeHam KoHueHTpauua CCCI
CHMXaEeTCH B pas3fiM4yHOM CTENEHN B 3aBUCUMOCTMU OT
HegoCTaTOYHOCTN MACKYNUHU3aLUuN, HO 3TO CHUXEHUE
BblpaXX€HO B MEHbLLUEW CTENEHU, YEM B HOPME
(Sinnecker u. Kohler, 1989; Sinnecker et



[lonHas pe3ucmeHmMHoOCmMb
K aHopozaeHam
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[Mpoba Ha pe3ncTEHTHOCTb K
aHgporeHawm (Sinnecker et al,, 1997).
CHwmxeHune koHueHTpauum CCCI B
CbIBOPOTKE KpOBU Yepes 3 OHS
nocne BeBegeHna ctaHososnona (0,2
MT/Kr) BblpaXXeHo B MpoueHTax oT
NCXOLHOr0 3HA4YEeHUs y NaLmMeHTOB C
PE3NCTEHTHOCTLIO K aHaporeHam
(Tvnbl 2-5) N y nayneHToB
KOHTPOSBbHOW rpynmnbl C pasnnyHbIMK
aHoOManuaAMM pasBUTUSA NONOBbIX
OpraHoB, HO HOPMasibHOW
YyBCTBUTENbHOCTLIO K aHApOreHaw,

To4ykamm 00603HaYEHbI NALUEHTHI,
NUHUAMU - MeanaHbl B KaXXOomn
rpynne, 38e3404kn obo3HavatoT
cTeneHb JOCTOBEPHOCTU pPas3nuyni
MEeXOy MccrneaoBaHHbIMUY rpynnamm
naumeHToB (H,4, - HEAOCTOBEPHO; * -
<0,05; ** - <0,01; *** - <0,001; **** -
<0,0001).



[lonHas pe3ucmeHmMHoOCmMb
K aHopozaeHam

JleyeHue

JleyeHne NonHOM pPe3nCTEHTHOCTU K aHOpOreHam He
npeacraBngeT TpyaHoCcTen. AndkM crneayer no
BO3MO>XHOCTWN COXPaHUTb A0 3aBEPLUEHUS
nybepTtaTHOro nepunoaa, YTobbl obecnevunTb
CNOHTaHHOE pa3BUTUE MO XXeHcKoMmy Tuny. [Nocne
nybepTaTHOro nepnoga nx HeobxoaumMo yaanuTb, Tak
KaK PUCK 3110Ka4e€CTBEHHOIO NX NEPEPOXKAEHUA Ha
TPETLEM AECATUNETUM XN3HU Bo3pacTaeT Ao 4—10%
(Manuel et al., 1976; Rutgers u. Scully, 1991; Verp u.
Simpson, 1987).

[Tocrne roHagsKTOMUM Ha3Ha4valoT 3aMeCTUTESTbHYIO
Tepanuo acTporeHamu u rectareHamu. lNpu
HernybokomM Bnaranuiie ero yrryonsatT ¢ NOMOLLbHO
aKcnaHaepa.




HacmuyHasa pe3ucmeHmHocmsb
K aHopoz2eHaMm

Ecnn bunonormnyeckoe gencrene
aHOpOreHoB HapyLUeHO YacTUYHO, B
9MOpMOHarbHOM rnepunoge CTUMynsiuus
BOSIbDOBbIX MPOTOKOB U MaCKynMHU3aLus
HapY>XHbIX MOSIOBbIX OPraHOB OKa3bIBAOTCH
HenonHbIMU. MoCKONbKY BblpaboTKa
aHTUMIONNepoBa ropmMoHa U ero addeKkT He
HapyLWeEHbI, TO NPOUCXOANT MOSIHaA
perpeccus MInNepoBbIX MPOTOKOB.



HacmuyHasa pe3ucmeHmHocmsb
K aHopoz2eHaMm

KnuHnyeckan kaptuHa

B 3aBUCMMOCTU OT CTEeNeHN HeAOoCTaTOYHOCTU peLenTopoB
aHOpPOreHOB NauUeHTbl UMEKT NPEenMyLLLeCTBEHHO XXeHCKUM
deHOTUN, Creno 3aKkaH4YMBaroLleecs Bnaranuiye u rierkme
npU3HaKu Bupunusauum (Tun 4), pasnmyHble BapuaHTbI
amMbuBaneHTHbIX reHuTanum (Tunbl 3 U 2) UM HOPMaribHbIU
MY>XCKOM (peHOTUN, NP KOTOPOM, oAHaKO, CTpaaarT
6ecnnoaguem, obycrnoBneHHbIM azoocnepmuen (tun 1).

B nyGepTraTHOM nepuoae n3-3a 4YactuiHoro acpcekra aHaporeHoB,
HEeCMOTPSA Ha BbICOKYHO KOHLEHTpPaLUI0 TeCTOCTepoHa B
CbIBOPOTKE KPOBU, MY>XCKNe BTOPUYHbIE MONOBbIe NMPU3HaKn
BblpaXeHbl OTHOCUTESNbHO crnabo. C Apyrom CTOPOHbI,
NOBbILWEHHas 3KCTparnaHaynsapHaa npoayKuusa 3CTporeHoB
NPUBOAMUT K Pa3BUTUIO TMHEKOMACTUMN.



HacmuyHasa pe3ucmeHmHocmsb
K aHopoz2eHaMm
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¥

HapyXHble nonoBble opraHbl y NaLueHTKU
HapyXXHble nonoBble opraHbl MauueHTKU (Kapuotun (kapnotun 46,XY) ¢ YacTUYHOM
46,XY) ¢ YaCTU4HOWN Pe3UCTEHTHOCTbLIO K aHAporeHam PE3UCTEHTHOCTLIO K aHAporeHam (Tun 3).
(Tvn 4).



HacmuyHasa pe3ucmeHmMHocmsb
K aHOpo2eHam

HapyxHble nosnosble opraHbl naumeHTa (kapmnotun 46,XY) ¢ YacTU4HON
PE3NCTEHTHOCTLIO K aHAporeHam (Tvn 2),



HacmuyHasa pe3ucmeHmHocmsb
K aHopoz2eHaMm

OunarHocTuka

Pa3BuTMe HapyXHbIX NONOBbIX OPraHOB OTNIMYAETCS 3HAYUTENbHOWU
BapuabenbHOCTbIO. Bonb¢oBbI NPOTOKM Yy NaumMeHToB Nnbo
OTCYTCTBYHOT, JINOO rMnonnacTuyYHbl UMM pPa3BUTblI HOPMarnbHO.
NMpoun3BoaHbLIX MIONNEPOBLIX MPOTOKOB OOLIYHO He ObIBaerT.
FopMoOHanbHbIN Npodunb A0 HacTynrneHus nybéeptaTHOro nepuoaa
HenHdopmaTuseH. MNMocne ctumynsauum XI ypoBeHb TeCTOCTEPOHA
ObiBaeT HOpMarnbHbIN, MPU NPOOGe Ha Pe3UCTEHTHOCTb K aHApPOreHam
koHueHTpauuna CCCI cHMXaeTcsa B MEeHbLUEeW CTeNneHn, YeM B HOpMe, B
OTNMYMe OT NaLUEHTOB C NOJIHOM PE3UCTEHTHOCTbLIO, Y KOTOPbIX OHA He
cHmxaetcs (Sinnecker u. Kohler, 1989; Sinnecker et al., 1997).
Pa3nunyHbl Takke 6MOXMMUYECKMe NU3MEHEHUSA peLienTopoB
aHOpPOreHOB, KOTOPbIE YaCTO HOCAT Ka4yeCTBEHHbIN XxapakTtep. OgHako
Hepeako B UccriefoBaHUsIX Ha KynbTtype hnbpoobnacTtoB, NOMYyYEeHHbIX
M3 KOXM NOSIOBbLIX OpraHoB, AedeKT peLenTopoB BbIABUTb HE yaaeTcA
(Griffin, 1992). AHanu3 [JHK no3BonsieT BepucpmumpoBaTb ANarHos,
OTNINYUTb HacneacTBeHHble (hOpPMbl OT HOBbIX MyTauui U BbIABUTb
comaTtuyeckmm mosamumnam (Hiort et al., 1993; Hiort et al, 1998;
Holterhus et al., 1997).




HacmuyHasa pe3ucmeHmHocmsb
K aHopoz2eHaMm

JleyeHue

Bbi6op nona ans ganbHenwero BOCNUTaHUA pebeHKa 3aBUCUT OT TOro, HACKOJbKO
BblpaXeHa HeOCTaTOYHOCTb MaCKyNIMHU3aumu. YTo6bl OLLIeHUTb LWaHCbI Ha
OOCTMXEHMe [OCTaTOYHON BUPUITU3aLIMK NleYeHUEeM BbICOKMMU f03aMu
TECTOCTEepPOHa, NPOBOAAT NPOOY Ha Pe3UCTEHTHOCTb K aHApOreHam, a npum
cemenHou chopme 3aboneBaHUsA — TakKxe NpPoOHOe neyeHne Koro-Hubyab u3 obonee
CTapluMx YfeHOB ceMbM C 3TUM 3aboneBaHuem (Sinnecker et al., 1997). B
nybeptaTHOM nepuoae 4acTto pa3BMBaeTCA BbipaXeHHasi rMHeKomacTus. Ecnun
npeanonaraeTcs crnabbl OTBET Ha NeYeHne TeCTOCTEPOHOM, Aaxe Npu BbICOKUX
ero ao3ax, pebeHka c am6uBaneHTHbIMU NOSIOBLIMU OpraHamu crneayetT
BOCNUTbIBaTb KaK AeBO4KY. [1NA 3TOro no BO3MOXHOCTU paHblue (B Te4YeHue
nepBbIX 2 NeT XXU3HW) npuderaroT K heMUHU3aL N HapyKHbIX MNONOBbLIX OPraHoB C
nomMoLb0 NacTUKM ByNbBbI. [NacTuky npeaaBepus Bnaranuiia u camoro
Bnaranuiuia BbINMONMHAOT B KOHLUEe nyb6epTaTHOro nepuona unu B 6onee nosgHue
cpoku. loHaa3kToMuio crnefyeT BbINOMHATL MO ABYM COOOpaXeHUsAM: BO-NepBbIX,
M3-3a BbICOKOIrO pUCKa 3NoKa4yeCTBEHHOIro nepepoXxaeHus, BO-BTOpPbIX, U3-3a
BO3MOXHOCTM BUpuUnusauum B nyoeprtatHom nepuoge. B otnnyme ot nonHowm
PEe3UCTEHTHOCTMU K aHApOoreHam, Npm YaCTUYHON PE3UCTEHTHOCTU ANYKU Y AeTen,
KOTOpble BOCNUTLIBAOTCA KaK AEeBO4YKU, crieayeT obsa3aTenbHO yaanATb A0
HacTynneHus nybepratHoro nepuoaa. B nybepratHom nepuoae npoBoasaT
3aMecTUTerNbHYI0 Tepanuio 3CTPporeHaMm U rectareHamu.



NMoXXHbLIN XXeHCKUu
repmadppoaAnNTU3M

o OnpedernieHue

Jlnua ¢ NoXKHbIM XXEHCKUM
repmMapoaAnTU3IMOM UMELIDT
reHeTU4yeCcKn AeTePMUHUPOBAHHbIV
xeHckun non (TDF oTtcyTcTByeET),
ANYHUKU U pa3BUTbIE MO KEHCKOMY
TUNY BHYTPEHHME NOSOBbLIE OpraHbl, a
Takke BUPUNMNM3NpPoBaHHbIE HapPYXKHble
NOSIOBbLIE OpraHbl.



NMoXXHbLIN XXeHCKUu
repmadppoaAnNTU3M

JloXHbIN XXeHCKUN repMmad)poanUTHU3M XapaKTepUusyeTcs
pa3sHOOOpa3neM KITMHUYECKMX NPOSABIIEHUN: OT
XXeHCKoro ¢peHoTUNa u fierkon BUpunusauum nosioBbIx
opraHoB, MHOXeCTBa BapuaHTOB aMOuBarieHTHbIX
NOJSIOBbLIX OPraHoOB A0 BHELWIHEe HOpMaJsibHO pasBUTbIX
MY>XCKUX FreHUTanmm ¢ «nycTtom» MOLUOHKOM.

[MockonbKy pa3BuUTUEe BHYTPEHHUX U HAPYXXHbIX
NMOFIOBbIX OPraHoB NMpPU OTCYTCTBUU (PYHKLMOHUPYHOLLNX
SiIMYeK Bcerga nponcxoauT Nno XXeHCKoOMy Tuny, To
BUPUIU3aLms Noga XXeHCKOro nosfa MoxeTt npou3onTun
NALWb NMPU YCNOBUMU 3KCTPaAroHagHoOro NponcxoXxapeHus
aHpporeHoB. MICTOYHUKOM aHAPOreHOB MOXET ObITb cam
nnop (ArC) vnu matb (Npmnem npenapaTtoB, ONYyXOnu,
noTeoma 6epeMeHHOCTH)



NMoXXHbLIN XXeHCKUu
repmacppoanuTU3IM

JFloxxHbIM repmadppoamTUusmM
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AJPEHOreHNTOSbHbIN
CUHOPOM

Hanbonee 4acton NnpNYNHON SIOXKHOIO XXEHCKOrro
repmadpoanTUaMa ABNAETCA HeAOCTAaTOYHOCTb
depmenTa CYP21 (21-rupgpokcuna3sa). 3Tot hepmMeHT
FIoKanum3yeTcsl B KOPKOBOM BellecTBe Haano4Ye4YHUKOB U
Katanusanpyet npespawjeHme 17B-rugpokcunporecTre-
pOHa B KOPTU30J1 U NporecTepoHa B anbAoCTEepPOH.
HakonneHue cybcTtpara (17B-ruapoKcunporecTepoH),
o0ycrnoBrieHHOe He4O0CTaTOYHOCTLIO (pepMeHTa,
NPUBOAUT K NOBbLILLEHHOMY OOpa3oBaHUIO
aHApPOCTEeHAUOHA U TeCTOCTEePOHA, KOTOpOe Bre4eT 3a
cobon BUPpUNNU3aLUIO HAPYXKHbIX MOSIOBbLIX OPraHoB.
KnnHnyeckasa kapTuHa B 3aBUCUMMOCTM OT CTENEHU
He[oCTaTOYHOCTU 21-ruapoKkcunasbl BKIIloHaeT
CUMMNTOMbI, XapaKTepHble AN U3dbITKa aHAPOreHOB U
He[4oOCTaTOYHOCTU KOPTU30Ma, pexe — aribAoCTepoHa.
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AOPEHOTEHNTONbHbLIN
CUHOPOM

[TauneHTKka Cc reHeTUYeCKNn OAeTeEPMUHNPOBAHHLIM XXEHCKMM nosfiom (KapuoTtun 406,
XX) € NOXHbIM XeHCcKnM repmadopoauTnamom npu AIC.



NMoXXHbLIN XXeHCKUu
repmadppoaAnNTU3M

HepocTaTouyHOCTbL NnaLeHTapHOM apoMarasbl

lNnaueHTapHaa apomaTta3sa CYP19 kaTanusnpyet npeBpaLieHue
aHOpocTeHAMOHa 1 16B-ruapoKCMaHapPOCTEHANOHA B 3CTPOreHbl,
npeaoxpaHsia TakuM oo6pa3om nNnoa oT BUPUITU3UPYIOLLEro BNUsSHUA
nfaueHTapHbIX aHAporeHoB. Npn HeaoCTaTOYHOCTU apoMaTasbl He
TOJIbKO HapyLUaeTCA CUHTE3 3CTPOreHOB, HO N NMPOUCXOAUT HAKOMNEeHue
aHApOCTEeHAMOHA U TeCTOCTEpPOHAa, KOTOopoe Bbi3bliBaeT
BHYTPUYTPOOHYIO BUpUnu3sauuio nnoaa xeHckoro nona (Dittmann,
1989; Shozu et al, 1991).

Y neBoYekK Npu poXxageHUM oTMeYalTCH BblipaXXeHHasi B TOW UM UHOM
cTeneHn BUPUNUN3aLUSA HaPYXXHbIX MOMOBbLIX OPraHOB U HOPMarbHO
pa3BUTbIE MO XXeHCKOMY TUMNY BHYTPEHHUE NONoBble OpraHbl.

AOnsa nybepTaTHOro nepmoaa xapakTepHbl rMNeproHagoTPONHbIN
rMNoroHagusMm, runepaHaporeHeMusi U NOJSIMKUCTO3HbIE ANYKM.
Co3peBaHMe KOCTHOU TKaHU (HO He pPOCT) 3aMeAsieHO, U HapyLleHa
MUHepanu3aums Kocten. AT NPOABNEHUA MOXHO YCTPaHUTb
3aMecTUTENIbHOWN Tepanueun 3CTporeHamm.




TpaHcnnaueHTapHas
BUPUNnN3aLns

[ OK302€HHbIe MamepuHCcKuUe
aHOpO_2eHb!

0 OHOO2EHHbIE MamepuHCcKuUe
aHOpO_2EeHbI



TpaHcnnaueHTapHas
BUPUNnN3aLns

JK302€HHbLIe MamepUHCKUe aHOPO2eHbI

HasHauyeHne 6epeMeHHbIM NMPON3BOAHLIX TECTOCTEPOHA
N rectareHoB (B TOM 4yuncrie npon3sogHbix 19-
HOPTECTOCTEPOHA) MOXET BbI3BaTb BHYTPUYTPOOHYIO
BUpUNU3auuio nnopga »eHckoro nona (Grumbach et al.,
1959).

CTeneHb BnUpunusauum 3aBuMcuT OT Buaa CTeEPOUIHOro
npenapara un ero go3bl 1 0OCODEHHO OT CPOKOB NpMema
npenapaTtoB. Ecnu oH npuxoanTcda Ha nepuoa rnocrie
12-n Hegenun nocne 3ayaTtus, To cpalleHne ryoHo-
MOLLOHOYHbIX CKNagoK yXe He NPpon3onaeT, a
PA30BbLETCHA TONLKO r’MNepTpoduUa KnmTopa.




TpaHcnnaueHTapHas
BUPUNnN3aLns

IHOO02eHHbIe MamepUHCKUe aHOPO2eHbI

McToYyHMKOM aHAPOreHoOB, NOCTYNalWmMX OT MaTepu U Bbi3biBaKOLWMX
BHYTPUYTPOOHYO BUPUNU3aLMIO NSI0AA XXEHCKOro nona, MoryT obiTb
TaKXe BUPUITU3NPYIOLLME ONYXONN HaAMNO4Ye4YHUKOB UM SUYHUKOB
(Murset et al., 1970). O6pa3oBaHue aHAPOreHOB, Bbi3biBalOLMUX
BUPUNN3aLUIO NNoaa, MOXeT ObITb Takke obycnoBneHo AI'C y matepw,
NnoTEOMON 6epeMeHHOCTU U NITEUHOBLIMUN KUCTaMU ANYHUKOB
(Malinak u. Miller, 1965). Kak n npu HegoCcTaTOMHOCTM NiaueHTapHoOMn
apomaTasbl, AuarHocTu4YecKkoe 3Ha4YeHne UMeeT BUpMnm3auusa matepm
BO BpemMsi 6epeMeHHOCTM!.

HeobxognmocTb B cneumManbHOM fle4eHMU OObIYHO OTCYTCTBYET, TaK KakK
nocne poXxaeHusi BUpUNu3auus He NnporpeccupyeTt, a B nyoepTtaTHOM
nepuoae NosiBAAOTCS XXeHCKMe BTOPUYHbIe NonoBbie Npu3Haku. K
XUPYpPruyeckom KoppeKkuum nonoBbIX OpraHoB NpuderaroT Nulb B Tex
clnyyasix, korga MacKyrMHMU3auma ux cunbHoO BbipaxeHa. Ecnu oHa 3ak
novaeTcsi TONbKO B runepTpodumn KnuTopa, To No Mepe pocTta pebeHka
pa3mepbl KNUTOpPa MOryT NOCTENEHHO YMEHbLUTLCS (COGCTBEHHOE
HabnogeHue). Moatomy npu runepTpocun KNUTOpa Xupypruyeckas
KOppeKuusi onpaBaaHa y Tex NauuMeHTOK, Y KOTOPbIX KIUTOp No
pa3mepam HanoOMWHaeT NOSIOBOW YJIEeH.




NCTUHHBIN
repMagpoanTn3m

1 OnpepeneHne

NCTUHHBIN repmadpoamnTn3m
XapakTepmayeTca Hann4ynem y naymeHToB
OOHOBPEMEHHO SINMHUKOB N AUNYEK.

Yalle y naumMeHToB Ha 0gHOWN CTOPOHE
MMeEETCS NonoBag Xenesa cMeLlaHHOoro
CTPOEHMNA (OBOTECTUC), a Ha ApYyron —
ANYHUK NNK andko (pexe). OgHako
BO3MOXXHbI U gpyrne KombmnHaumwm,
Hanpumep SINYHUK Ha OHOWN CTOPOHE U
SINYKO Ha OpYyron nim oBOTeECTUC C 0benx
CTOPOH.



NCTUHHBIN
repMagpoanTn3m

JTUONOrna U natoreHes

[TpyynHamMmmn NCTUHHOro repmadpoanTnama MoryT ObITh :
MO3aunLmM3M MO NOSIOBbLIM XPOMOCOMaM,;
TpaHcnokaumn Y-XpoMOCOMbI UNu ee pparMeHToB Ha
ayTOCOMbI NN X-XpOMOCOMBI;

Jlnua ¢ UCTUHHBIM repmMadpPoAUTU3IMOM ODbIMHO UMELDT
kapuotun 46,XX, pexe — 46,XY nnn mosanymam no
NofoBbIM XpomMocomMam. CHMTAIOT, YTO NPU «KCKPbITOM»
MO3anumn3mMe NPonCXoauT TpaHCnoKaumsa reHoB Y-
XpoMocoMmbl (reH SRY) Ha ayToCOMbI UK MOSoBbLIE
Xpomocombl. Kpome Toro, npm A4BOVUHOM
OnfI040TBOPEHUN UMK CIINSAHUN ABYX HOPMaIbHbIX
ONJSI04O0TBOPEHHbLIX ANLIEKNETOK BO3HMKAET XMMEPU3M
46,XX/46,XY (Erhardt, 1979).




NCTUHHBIN
repmMadopoagnTU3M

KnuHn4yeckasa kKapTuHa

KnuHuyeckasa KapTuHa xapakTepu3yeTcs 3Ha4YuTeNbHbIM pa3Hoobpa3uem.
NMonoBble opraHbl 0ObIYHO pa3BUTbI MO NPOMEXYTOYHOMY TUNY
(ambuBaneHTHbIE), 0AHAKO MOTYT ObITb pa3BUTbI TaKXe
NpenmMyLLecCTBEHHO MO XXEeHCKOMY UITU MY>XCKOMY Tuny. YacTbiMu
CUMMNTOMaMM AABMRAKOTCA rMNocnaaus, HenosiHoe cpatleHue ryoHo-
MOLLOHOYHbIX CKNaAoK, KPUNTOPXU3M U NaxoBble NPbiKU, B KOTOPbIX
OOHapy>XMBaKT roHaabl UM MPON3BOAHbLIE MIOSEPOBLIX MPOTOKOB.
Pa3Butne BHYTPEHHUX NOMIOBbLIX OPraHOB COOTBETCTBYET
uncunartepanbHOW roHaze: Ha CTOPOHEe PacnosioXeHUA ANYKa
npoucxoauT CTUMYNALUA BonbdoBa NPOTOKa U NnogaBneHue Mronne-
poBa, a Ha CTOPOHEe pacnosioXXeHUsA ANYHMKa pa3BUBalOTCA
Nnpou3BoAHbIe MIOSINIEpOBa NMPOTOKAa, B TO BpeMsi Kak Bonb(oB NPOTOK
noaBepraeTcA oopatHomy pa3BuTURD. MOCKONBLKY TeCTUKYNsIpHas YacTb
oBOTeCcTMUCa OObIYHO ObIBaeT ANCreHeTUYHOWN, Ha ero CTOpPOHe
BHYTPEHHME NosioBble OpraHbl pa3BUBaKOTCA MO XXeHCKoMy Tuny. B
nybepTtaTHOM nepuoae NPOUCXoAUT YacTUYHaAsA BUPUNU3aLms u
pa3BMBaeTCA TMHEKOMacTUSA, YacTO MOSABIIAIOTCA MEeHCTpyaLuu.




NCTUHHBIN
repMmapoanTmn3m

NcTuHHbIN repmadppoanTmsm
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NCTUHHBIN
repmMadopoagnTU3M

OuarHocTuka

Pa3BuTrE NONOBLIX OPraHoB Mo MPOMEXYTOYHOMY TUMY
N NanbnMpyemblili OBOTECTUC NO3BOMAKT MOCTaBUTb
npeaBapuTenbHbIM AnarHo3 UCTUHHOIO
repmadopoanTnamMa. [inarHoctnyeckoe 3HavyeHue
nMeroT kapnotun 46,XX/46,XY, CTUMynaLMOHHas
npoba ¢ nomoubio XI' 1 MeHoNay3arbHOro ropMoHa,
noaATBepPXaaoLas Hannvne Kak TECTUKYNSIPHON, Tak U
oBapuanbHOU TKaHW, a TakKe rMCTosiorm4eckoe
nccrieqoBaHUe MosioBbIX Xeres, Npm KOTOPOM
oOHapyxunBatoT oba Buaa TKaHu.




NCTUHHBIN
repmMadopoagnTU3M

JleyeHue

Bbibop nona onpeaenseTca aHaTOMU4€CKMMM COOTHOLLUEHUSAMU U
BO3MOXXHOCTbLI XMPYPru4ecKkomn Koppekumun. Y aeten, KOTopbix
BOCMUTBLIBAIOT KaK AeBOYEK, crieaqyeT No BO3MOXHOCTU paHblue
yAanuTb TECTUKYIAPHY TKaHb U3-3a BLICOKOro pUCKa ee
3510Ka4eCTBEHHOIro nepepoxaeHnss U NPopuNaKkTUKu
BUPUNM3aLUnN. Y HUX BO3MOXHO HOpManbHoe Te4yeHue
nyoepTaTHOro nepmoaa, Tak Kak (pyHKUMA AUYHUKA MOXKET
okasaTtbcs ana atoro goctaro4yHou (Nihoul-Fekete et al., 1984).
Y neten, KOTOpbIX BOCNUTbLIBAKOT KaK Manb4YuKoB, crieayeT
yAanuTb NPon3BoAHble MIOSISIEPOBbLIX MPOTOKOB U
oBapuanbHYI TKaHb. [TOCKONbKY TECTUKYNSIPHAA YacTb
OBOTECTMUCA YacTo AUCreHeTUYHa, TO ee TaKxXe cneayeTt
yAanuTb. AANYKN, pacnosrioXeHHble B MOLUOHKEe, COXPaHSAIOT, HO
NpU 3TOM perynsipHo crneasT 3a UX cocTosiHneM. B otaenbHbIX
cny4asix npy Heo6XxoAMMOCTU NPOBOAAT 3aMECTUTENbHY IO
ropMoHasibHyH Tepanuio N/unu BbINOSTHAKT KOPPUTNPYIOLLYHO
onepauuio.



TakTuka nevyeHuna npu
repmMmadopoanTn3mMe

OnpeneneHue nona

BbICTPLIN 1 0O0CHOBAHHBLIW BLIDOP Mosia KpanHe BaXKeH
Onsa ganbHenwero passButus pebeHka c
amMounBaneHTHbIMU reHnTanusaMm. 3ToT BbIOOP OCHOBBI
BaeTCs Ha OLEHKe Toro, nNpu Kakom none cnegyet
paccynTbiBaTb HA HOPMarbHYHO PYHKLNIO MOSTOBLIX
opraHoB. [laBasi Takyto OLIEHKY, yYMNTLIBAKOT
aHaTOMWYeCKNe COOTHOLLEHUA N OCODEHHO pasmMepbl
NOSI0BOroO YreHa 1 BO3MOXHOCTb ero pocta. Cneayert
YUYMTbIBaATb TaKXXe BO3MOXHOCTU XUPYPruieckomn
KOpPPEKUUN U YPOBEHb KYIbTYPbl CEMbU PeDeHKa.
[ToaToMy pelleHune o none pedbeHka NpUHUMaeTCcH
COBMECTHO HECKONbKMMU cneunannctamm —
MHEKONOroM, yposriorom, 4eTCKUM XUPYProm,
NCUXONOromM, reHETUKOM.




TakTuka nevyeHuna npu
repmMmadopoanTn3mMe

Xupvprunyeckoe nevyeHue

OTHOCUTENbHO XMPYPrMYECKOro NeYeHns Ha
CEroAHSALLHNA OeHb CYLLIECTBYIOT pa3nnyHblie MHEHUS
N JalTCs pasHble pekoMmeHagauumn. Tak, oaHu
crneunanucTbl c4MTaloT He0BXoaMMOM NO BO3MOXHOCTHU
PAHHIOK «MOMHYI0 KOPPEKLINIO» Kak HaPYXHbIX, TaK U
BHYTPEHHMX MOMNOBbLIX OPraHoB (MnacTuka BYIbBbI,
BNaranuuia, peaykums Knutopa), apyrme, B YacTHOCTM
YyneHbl «paboven rpynnbl NPOTUB HACUNUS B
neanaTpum N TMHEKONOorMny, BbICTYNAatoT 3a 0TKa3 OT
nona Kak npusHaka, XxapakTepusyoLlero IM4YHOCTb, U
noboro onepaTnBHOIO BMELLATENbCTBA Yy AETEN, Tak
KakK JeTun eLle He crnocobHbl BbIpasnTb CBOE
OTHOLLEHME K 3TOMY BOMPOCY.




TakTuka nevyeHuna npu
repmMmadopoanTn3mMe

[opMOoHanbLHaa Tepanusa

3aMeCTUTENbHYIO Tepanmio rnosIoBbIMU
ropMOHaMMn y OeTen C
rMNoroHagmM3MoM HavyMHalT K Havany
nybepTaTHOro nepunoaa: y A4eBO4YEK B
12 net, y mane4ynkoB B 13 neT. Llenb
ropmMoHanbHou Tepanmm —
obecnevynTb NOoBOE pPa3BUTHUE,
6nn3koe K HopManbHOMY.




TakTuka nevyeHuna npu
repmMmadopoanTn3mMe

0 [lcnxonornyecknm acnekTt nevyeHuns

PoxxgeHune pebeHka ¢
aMOuMBarieHTHbIMW FrEHUTaNUSMn
BbI3bIBAET CEPbE3HbIE
ncuxocoumaribHble npobnembl. He
CrneayeT nbiTatbCs onpeaennTb
NONOBYIO NPUHAANEXHOCTb TaKOro
pebeHKa yXXe B pognibHOM 3arne.



