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JIexTop: acc. kadeapsl aeTckoit xupypruu, baxmaros JI.H.



AKTYaJbHOCTb NMPO0JIeMbI

* PaccTpourCTBO MOJOBOIO Pa3BUTHA - 3TO COCTOSIHUE,
BO3HHUKAIOIIIEE B PE3YJILTATE AHOMAJIBHOIO PA3BUTHS
XPOMOCOMHOTO, TOHAQJHOI0 WJIU AHATOMMYECKOIO
mojla. DTO MOXET MMETh IIUPOKUK KIMHUYECKUU
CIIEKTP. 3a00J€Ba€MOCTh COCTABISIET B CpeaHeM 1
cinydaid Ha 4500 ;xUBOpOKICHUI.



AKTYaJbHOCTb NMPO0JIeMbI

B kadectBe TeHOTHMHA PEOCHOK C JKCHCKUM
KapuoTurioM (XX) MOXET HMETh IOJHOCTBIO
MYKCKUE HApYKHBbIC TCHUTAIMU WA MOXKET HUMETh
YyMEpPEHHYI0 KiauTepomeranuio. C JIpyroil CTOPOHHI,
reHoTunuyeckuii MyxkunHa (XY) MoxkeT OBITh
HEJIOCTATOYHO MACKYJIWHH3HUPOBAH, MOXKET Ka3aThCs
IIOJTHOCTBIO JKCHCKHM HJIM MOXKET HE MMETh APYTHX
IIPU3HAKOB, KPOME TSKEJIOM TUIIOCIIa 1.



AKTYaJbHOCTb NMPO0JIeMbI

* Paccrponcrtsa I10JIOBOTO pPa3BUTHS
(MHTEpCEKCyalIbHBIE AaHOMAJHWH) OJHA W3 CaMBbIX
CJIOXHBIX TEM B JETCKOM XUPYPIrUA U JIETCKOU
ypPOJIOTMH, KOTOpas TpeOyeT MHOronpo@uIibHOIO
noaxoaa. OTO MHorompodguiabHas komaHaa; OH
HOJKEH COCTOSITh M3 JIETCKOIO XHpPypra - JI€TCKOIO
ypojiora, JETCKOrO  J3HAOKPHHOJIOTA, JIETCKOIO
IICUXHaTpa, JETCKOr0 TIE€HETHKAa, HEOHATojJaora u
CIIEIIUATIUCTA 10 MEIUIIMHCKOU ITHUKE.



IMOpHOreHe3 HAPYKHbBIX MOJOBBIX OPraHoOB

NuauddepenTtHas cragusa — 10 0 Heaeab IecTaluu
(3Tanbl POPMUPOBAHUS OJMHAKOBBI JJIs1 OOOHX II0JIOB).

VY 3aponplia 4yenoBeka Ha 4-5-0i Hejele BHYTPUYTPOOHOIO PA3BUTHUS OMPEACIISIOTCS
uHauPepeHTHBIC  TOHAaAbl, PACIOJOKECHHBIE HAa  BEHTPAIBHOM  TMOBEPXHOCTHU
Me30oHe(dpoca B BHUJIE YTOJNIICHHOTO BaJIMKa IIEJIOMHYECKOTO snurtenus. B ronane
(hOpPMUPYIOTCS TIOJIOBBIE TSKH, OINMPEACISIOTCS NEPBUYHBIC TOJIOBBIE KJIETKH, KOTOPBIE
NPOHUKAIOT B 3aKJAJIKy C TOKOM KpPOBH WM YE€PE3 SHTOAECPMY 3aJHEH KHIIKH U3
KEJITOYHOTO Memika. Ha 5-oif Henesne sMOpHUOI0TMUeCKOTr0 pa3BUTHS BIOJb JIATEPaIbHOTO
Kpass ~ NEPBUYHOM  TOYKH W ME30HE(PpadbHOro  MpoToKa  (OpPMHUPYETCS
napaMe30oHe(PpabHBIN MPOTOK.

N3 Me30HeppabHBIX NPOTOKOB (DOPMHUPYIOTCS BBIBOJSAIIAE MPOTOKU MY>KCKUX
IIOJIOBBIX OPTaHOB.

N3 napame3oHedpaibHbIX NPOTOKOB PAa3BUBAKTCH BHYTPEHHHE XECHCKHUE TOJIOBBIC
OpraHsl.

Ha /-8-o0ii Hemesie 3mOpuorene3a Hactynaetr auddgepennupoBka uHauddepeHTHOM
TOHAJIbI IO MY>KCKOMY HJIM )KEHCKOMY THITY.
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IMOpHOreHe3 HAPYKHbBIX MOJOBBIX OPraHoOB

[IpucyTrctBUe  Y-XpOMOCOMBI  OOecreduBacT  (POpMHUpPOBAHHUE
tecTukyil. I[Ipenmomararor, 4rto Y-XpomMocoMa KOAUPYET CHHTE3
Oenka Y-aHTUIe€Ha, CHOCOOCTBYIOIIETO MPEBPALICHUIO NEPBUYHOMN
rOHaJIbl B TKaHb TECTUKYJA. ODMOpPHOTCHHBIC (PEHOTUIIMYECKHUE
OTJINYHS pa3BUBAIOTCS 1o IBYM HaIpaBJICHUSIM
Qg @epeHIUpPYOTCS BHYTPEHHUE ITPOTOKH M HAPYKHBIC MOJIOBBIE
opranbl. Ha caMbIX paHHHX dTamax pa3BUTHUS SMOPUOH COACPIKHUT
KaKk JKeHCKkHe (mapaMme3oHedpallbHbIE), TaK W  MYXKCKHUE
(Me3oHehpanbHbIe) MPOTOKH. (DeTambHBIE TECTUKYJIbI CIIOCOOHBI
CHHTE3UPOBATh BEIIECTBO OCIKOBON MPUPOALI — AHTHMIOJLJIIEPOB
(akTop, peAyLUPYIOIIMN ITapaMe30He(hpaTbHbIC IPOTOKH Y IIOAA
My>kckoro 1oja. Kpome Ttoro, HaumHas ¢ 10-i  Hedenu
BHYTPUYTPOOHOr0 pa3BUTUA (PE€TAJIbHBIM TECTUKYJ IOJ BIHMSHHUEM
CHa4ajga XOPHMOHMYECKOro ropMoHa uenoBeka (XI'U), a 3arem
cooctBeHHoro  JII'  cuHTEe3upyeT  OOJIBIIOE  KOJUYECTBO
TECTOCTEpOHA, BiIUsAOIIEEe Ha HHAUPGDEPESHTHBIE Hapy>KHbIC
IIOJIOBBIC OPIraHbl, BbI3bIBAS X MACKYJIMHHU3AIIHIO.
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IMOpHOreHe3 HAPYKHbBIX MOJOBBIX OPraHoOB

Hapy:xHble M0JI0BbIE€ OPraHbl pPa3BUBAIOTCA M3 HMHIUDPEPEHTHBIX
3akiaiok. Ha 3-em Mecsiie aMOpruoreHesa Knepeayd oT KJI0adYHOH MEPEIOHKU
U3 ME3CHXHMBI 00pa3yeTcss moJioBoil Oyropok. OT 10J0BOro Oyropka K
aHAJILHOMY  OTBEPCTHIO IPOXOJHUT ypeTpalbHas 0Oopo3aa, KoTopas
OrpaHUYCHA MOJIOBbIMH CKJaakamMu. [lo obeuMm cTopoHamM OT MOJIOBOIO
Oyropka ¥ MOYEHOJOBBIX CKJIAJ0K (POPMUPYIOTCS MOJOBbIE BAJTUKH.

[Tocne  monoBo  audPepeHUUMPOBKU  HUHAUPMEPEHTHOM  TOHAJBI
y 3apoabllied MYKCKOr0 I0Jia TI0JOBOM Oyropok TMpeBpallacTcs B
MEeIEePUCThIE Tea MoJI0BOro ujeHa. [1ogoBble CKIagKku U ypeTpalibHas IIeb
00pa3ylT MYKCKYI0 YpETpy M IyOdaroe TeJji0 IMOJIOBOro ujieHa. [lonoBbie
BAJIUKK (OPMUPYIOT MOIIOHKY. MeCTO cpacTaHUsi COOTBETCTBYET IIIBY
MOIIIOHKH.

Y 3apoabliei jKeHCKOro 1oJia T0J0BOM OyrOpoK IpeBpaIiaeTcs B KIUTOP.
[TonoBble CKIAIKW MPEBpAIIAIOTCS B MaJible MOJOBbIE T'yObl. JlucTanbHas
YaCcTh YPETPAIBHOM WIEW CTAHOBUTCS MpeaasepueM Biaranuina. [lonosbie
BAJIMKK TPE0OPa3yroTCs B OOJIBIIUE MOJOBBIEC TYOHI.
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IMOpHOreHe3 HAPYKHbBIX MOJOBBIX OPraHoOB

B koHie | TpuMecTpa NpoucxoguT OKOHYATEIbHOE (DOPMHUPOBAHUE
MOJIOBBIX OpraHoB. I[Ipuuem HEOOXOAUMO OTMETUTH, YTO ISl
(bopMHUpPOBaHHUSI BHYTPEHHHUX MYIKCKMX IIOJIOBBIX  OPraHOB
(DOJIOBBIX ~ NPOTOKOB)  JOCTAaTOYHO  NPAMOro  JEMCTBHUS
TECTOCTEPOHA, B TO BpEMsI KaK JJIsl Pa3BUTHUS HAPYKHBIX IOJOBBIX
OpPraHOB HEOOXOJIWMO BIUSHUE AaKTUBHOro meradbommrta [-DHT
(TUTUaPOTECTOCTEPOHA), O00pPa3yIOMIETOCS HEMOCPEACTBEHHO B
KJIETKE 1104 BJIHUSHUEM CIHEHU(PUIECKOTO (epMEeHTa—  So-
PEIYKTAa3Hbl.
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BpoxaeHHas ruriepIniasusa KOpbl
HAAIMOYECYHUKOB
* BI'KH — rpynna 3a0ojieBaHMH, CBI3aHHBIX C

HEI0CTAaTOYHOM (PyHKIIMEH (epMEHTOB
CTEpPOHJOTCHE3A.
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Knaccudpukanus

B HacToAwee Bpema onucano 7 popm BAKH:

NUNOUAHAA rMNepnNasuna Kopsl HAANoYeyHNKoB (neduumt StAR-npoTepuHa);
aedwuunt 20,22-necmonassl;

pedwumnt 17a-ruppokcunassl/17,20-nuassi;

neduuunt 3B-rnapoKCcUCTepoOMaeraporeHassl;

aedwunt 21-ruppokcunassl;

peduyut 11B-ruppokcunass;

[eduLUT OKCUAOpeayKTasbl,

Haubonee yactaa ¢opma BJIKH, Bctpevawwanca bonee yem B 90% cnyyaes, obycnoeneHa geduuntom dpepmenTa
21-rugpokcunassl. B ceoio ouepepp, BAKH ecneactene geduuwta 21-rugpokcunassl nofpasfenaeTca Ha HeKNnaccuyecky
W Knaccudeckne (BUpUNbHan W CONLTEPAILLAA) GOpMbI.
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IIaTorenes

XonectepuH
lNperHeHonoH ™ 17-OH-npervesonod  —— [lerngpo3annaHgpocTepoH
MporectepoH — | 17-OH-nporectepon T —» AHOpOCTEHOWOH
AKTT 7 *
A -
x 21-rmpgpoKcunasa x Tecrocrepo |
L | Y

Ne30KCMKOPTHUKOCTEPOH

i

11-0e30KCMKOPTH3O0N

KopTukocTepoH

l

AnbAocTepoH 4

L

Koptuzon .

PucyHok 1.. [Matoredes BIIKH scneacteune aedurumnta 21-rugpokcunassl (B COKpalleHHoM Bluae).




IIaTorenes

Mpwu D BOKH (pedwuur 113-rugpokcunasw, P450c1 1B) natoreHes ananoruyeH geduunty 21-rugpokcunassl. MasHsm
OTAWYKMEM ABNAETCA TO, YTo NpK MD BNOK pacnonaraeTcA HGKE, NPK 3TOM HAPYLWAETCA KOHBEPOUA Ae30KCMKOPTUKOCTEPOHA
([OK) & kopTukocTepoH. MmernHo n3bemok JOK, 0bnagamowero MUHEPaNOKOPTUKONAHOM AKTUEBHOCTLI0, CYMTAETCH OCHOBHOM
NPUUYMHOM NOBLILEHWA apTepWantHoro gaeneHua npu BAKH (puc. 2). Takxe obcy#aasTcA BOIMOXHAA ponk 18- rugpoKon-
1 19-okco- metabonutoe [OK, koTopeie Toxe 06nagaoT MUHEPANOKOPTUKOWAHLIMKW CBORCTBAMM.

Y
XonecTepuH
¥
lNperdedonon - 17-0OH-nperHeHonoH = NernaposnyiadapocTepoq
Y Y
MNporecTepod - 17-0OH-nporectepod - AHAPOCTEHANOH
AKTT T ‘ H
» De3zokcn-
xopTuKocTepon | 11-gezokcuxoptuson T Tecroctepon 7
11B-rmgpokcunasa . 4
KopTvkocTepoH
L v
AnbfocTepoH KopTuson +

Pucywox 2. Matorewes BAKH ecnegcrere geduunTta 11[-rugpokcanass.




KimHu4yeckas kapTuHa

Knunwyeckan kapTuHa geduuuTa 21-ruipoKkcunashl CKNagbiBaeTca U3 ABYX OCHOBHBIX COCTABNALNX: HAANOYEYHUKO-
BOW HEOCTATOYHOCTH, BO3HKMKAKOLWEN BCNeACTBNE AeduunTa CMHTE3a KOPTM30Na U anbA0CTEPOHa, U TNepPaHApPOreHnn,
BO3HUKAIOLEN M3-3a N3OBITOYHOM NPOAYKLWA He3abNOKMPOBaHHbIX NONOBbIX CTEPOMAOE. B 3aBMCMMOCTH OT CTENEHM
COXPaHHOCTN AaKTUBHOCTW depmeHTa 21-rMapoKCcMnasbl BIENAKT ABe Knaccuyeckne dopmel BOKH: consTepaiowyto
N BUPWUNBHYIO.

[Tpu consTepalowen Gopme umeeTca aedUUNT Kak MIUHEPaNOKOPTUKOWAOB, Tak M IMIOKOKOPTUKOMAOB. Tpryem
neduyMT NOCNefHUX, NP1 OTCYTCTBMK KOMNEeHCaUu1, NPUBOJWT K Pa3BUTUIO CMepTeNbHO-0NacHOro COCTOAHMA -
CONbTepALLEro KpU3a, 00ycnosneHHoro cHuxeHnem peabcopbuyum HaTpuA B KaHanbLax noyvek, CHUKeHnem obbem
LIMPKYNUPYIOLLEH KPOBW, apTepUanbHOro AaBNeHns, pa3BuTeM BoipaxkeHHoro obessoxusanna. Hanbonee taxeno
CONLTEPAKLWNE KPU3bl NPOTEKAIOT B ETCKOM BO3pacTe, C BO3PACTOM WX YacTOTa CHUMXAETCA, OJHAKO B CTPECCOBBIX
CUTYaLWAX, HanpUMep, NpY ONepaLnax, TPaBMax, MHTEPKYPPEHTHbIX 3aboneBaHUAX, OHU MOTYT OCNOXHWUTL TEYEeHKe
3aboneBaHnA 1 y B3pOCTbIX.

[p1 BUPUNLHOI GOpMe OTMEHAETCA TONBKO AedULMT KOPTU30Na, YTO NPK OTCYTCTBUM NeYEHWA NPOABNAETCA MbILLEYHOM
cnabocTbio, yTOMIAEMOCTbIO, NOTEMHEHUEM KOKHBIX TOKPOBOB Ha GOHe CMNTOMOB rinepaHAporeHnu.

[pu Heknaccuyeckon dopme 3abonesaHnA BegyLLMMK xanobamu NaLWNeHTOK ABNAIOTCA M3DbITOUHOE OBONOCEHUE, HApY-
LIEHUA MEHCTPYanbHOro Lnkna, becnnogvie unu HeebiHawWwWeaHue bepemerHocTw [1,2,4,6].



Kpurepuu auarHosa

Kputepum ycraHoBNeHUA guarHosa knaccuyeckux ¢popm geduynta 21-rugpokcunanl: JMarHo3 yCTaHaBnnea-
€TCA C POXOEHVA HA OCHOBAHWI Pe3ynsTaTos NabopaTopHLIX NCCNEA0BAHWM: HEOHATANbHOTO CKPUHIHTA (OnpejeneHue
| 7-ruopokcvnporecTepoHa y HOBOPOXAEHHbIX), B NOCNeyloLeM NOATBEPKAEHHOrO NOBTOPHbIM NabopaTopHbiM 06Cne-
[I0BaHMe C OnpefjeNieHnem B KPOBY NoBbilleHHoro yposHa 17 OHP, fononHUTensHO TeCTOCTEPOHA, aHAPOCTEHANOHa, NpH
consTepsiolLei Gopme 3abonesaHnA - NOBLILEHHbIM YPOBHEM DEHHA VI PEHUHOBOW aKTMBHOCTM NNa3Mbl KPOBM, MUNepKa-
NWEMMI, TUNOHATPYEMIAM; Pe3ynbTaTaMu reHeTuyeckoro obcnenosaqna (sbiaeneqne mytaumi 8 rede CYP21A2); panHbiMu
(u3nKanbHOro 00CNef0BaHNA: HapyLLeHUe GOPMUPOBAHVA HAPYKHBIX TONOBLIX OPraHOB Y HOBOPOXJEHHBIX KEHCKOr0 NONa,
NPW3HAKOB NPEXAEBPEMEHHOTO NONOBOIO Pa3BUTHA Y AeTeil 000MX NoNoB. B HeAWArHOCTMPOBAHHBIX CNYYaAX KNACCUYECKNX
dopm BIKH nawumeHTKI C KeHCKMM KaprOTUNOM UMEIOT MYKCKON GEHOTIM, NPUHLMNLI Na00PAaTOPHON 1 reHeTUYECKOW -
arHoCTMKM 3300NeBaHWA Y B3POCTbIX TaKME Xe, Kak B jeTckom Bo3pacte [1,2,4-15].



XHAPYPrudeCKOE JICUCHUE

« PexomeHpyetca npoBOANT MePBbIK 3Tan GEeMUHMINPYIOLLEN NNACTUKI HAPYXHBIX NONOBbIX OPraHOB B NEPBbIe rofbl
M3HI pebeHKa 1 3aBepluaTh BCe ATanbl XUpyprityeckoro neyeHns y nauuentok ¢ BJKH e nybepratHom so3pacte [93-98.
YposeHo ybedumensHocmu pexomendayut C (yposexb docmosepHocmu dokazamenscme - 4)

KommeHmapuu: Ha cerofiHALWHNIA feHb He NPOBEIeHO PaHAOMM3MPOBAHHBIX KOHTPONMPYEMbIX UCCNEAOBaHI, N03BO-
NAWLIUX CTaHAAPTU3NPOBATb NOAXOAbI K XUPYpPrivyeckomy neyennto nauuentok ¢ BKH. 3toit npobneme gonxHo ObiTh
yaeneHo ocoboe BHUMaHWe: CBOEBPEMEHHOCTI NPOBeeHNA GEMUHN3NPYIOLLeN NNACTIKK HAPYXHbIX FeHUTANNI, OLIeH-
Ke COCTOATENbHOCTI OnepaTUBHOrO BMelaTenbCTBa I OTCYTCTBIA Pa3BUTUA NOCTONEPALIMOHHBIX OCNOXHEHMIA (pybupl,
CTPUKTYpbI 1 T.41.) Bupunn3aums reHnTaniin HabniofaeTca y nauneHTok ¢ poxaeHna. lpn BbICOKOR CTENeHI BUPUAN3aL/K
hbemuHN3MpYIoLLas NNAcTKa NPOBOAUTCA B [1Ba 3Tana: NepBblil 3Tan, BKNKYAKWWA KNTOPONNACTUKY U pacceyeHme ypo-
reHNUTanbHOro CUHYCa, NPOBOAWTCA B NEPBbIE rofbl M3HK pebeHKa, BTOPOit 3Tan - MHTPOUTONNACTUKY - PEKOMEH/YeTcA
NPOBOAWTL NOCNE HACTYMNEHNA MeHapXe 1 AOCTIKEHNA OCTATOYHON SCTPOreHN3aUmMn reHuTanuin. B npakTike yacto
BCTPEYaloTCA CyyaK, KOraa BTOPON 3Tan NAacTKK He NPOBOAMTCA BMNOTL 10 B3POCNONO BO3PaCTa. Taknx XeHLWMH He-
obxogumo HanpasnATL B GeflepanbHble CneLyranin3MpoBaHHbIe LIeHTPbI FTMHEKONOrMYECKOro NPOQUNA, rie MMEeTcA OnbiT
Takux onepaLyii, a Takke KoMaHaa 3KCMepToB B 3T0i 06AACTU: XMPYpriA, aHECTE3NONOrW, NCUXONOMN U SHAOKPUHONOTY



PesynbTathl HabntogeHus. Manbunk C., pycckwi, Mecto npoxusaHua MUpHUHCkuii paiioH PC (fl), ot 6-i bepemeHHocTH, 3-X poAoB.
[JlaHHas bepemeHHOCTb NpoTeKana B NepBoii NONOBWHE C yMepeHHbIM TOKCUKO30M, YTPo30ii NpepbiBaHIA Ha paHHUX CpoKax, BO
BTOPOI MOMIOBKHE - C YTPO30i NpexaeBpeMeHHbIX pogoB. B nociegHem Tpumectpe bepemeHHOCTH MaTb pebeHka neynnacs
CTaLWoHapHo B nepuHatansHoM LeHTpe Pb Ne 1 - HUUM B cBA3K € yrpo3oil npexaespemeHHbIx poAoB. AHTEHaTaNbHO, CO CI0B
matepu, no Y31 non pebetka bbin onpegeneH kak xeHcknit. Pogel 8 MupHutckoi LPE B cpok, camoctoaTensHble, Poguncs
Manb4uK, Macca Tena npu poxgeHuu 4180 1, anuHa Tena 56 cm, oueHka no wkane Anrap 8/9 bannos. OkpyxHoCTE ronosel 36 o,
OKPYXHOCTb rpyAw 36 cM. 3akpuyan cpasy. K rpyau npunoxeH B poj3ane, rpyAb B3AN, cocaHue akTUBHOe. [TynoBUHHBIA ocTaTok
0Tnan Ha 4-e CyTkK, paHKa 3axuna bes ocnoxHeHWiA. BeincaHbl Ha 7-e cyTku ¢ Maccoid Tena 3765 r. [pyaHOe BckapMAMBaHue 4o 3-
X Hegens. MpodunakTuyeckne NPUBMBKW: NPOTUB renatiTa B-1 8 nepeble cyTkn nocne poos, BLPK Ha 4-e cyTku - B poaaome.
[poba Ha HeoHaTanbHbI CKPUHWHT bbina B3ATa Ha 5- CyTKK B POAAOME, Pe3ybTaToB He bbino B CBA3N C OTCYTCTBUEM PeakTUBOB
B MeAnKo-reHeTu4eckoid nabopatopuu PB Ne 1 - HUM r. AkyTcka. Annepronoruyecknii aHamHes cnokoeH. HacneacTBeHHOCTb He
OTAroLLEeHa. B cembe Tpoe fieTeid, BOe CTapLUKMX 340POBI.

Co 2-ro AHS XW3HKM Nepuogunyeckn paota poHTaHoM, 3anopel. C 3-HegenbHoro Bo3pacTa MaTb 3aMeTINg, 4To pebeHok He Habupaet
Maccy Tena v BBena AOKOPM runoaniepreHHoit Mono4Hoit cmecoto «NAN» no 30 ma. Mowne BBegeHws aokopma pebeHok cTan
CPbIrBaTh NOC/E KaXA0r0 KOPMAEHMS, N/I0X0 Cocan, NoABMAWCh 3anopbl. Cmeck «NAN» bbina 3aMeHeHa Ha «CeMnnaks, ynyyileHus
He 6bino. [lanee bbinv onpoboBaHbi elue ABe cMeck, pebeHok Npogonxan cpuirneath. B Bo3pacte 29 aHeil pebeHok cTan BAnbIM,
NN0X0 COCan rpyAb, MHOro cnan. MossuAncy YacTas paota GOHTAHOM, KWAKWIA CTYN 2 pasa B CyTKW, NOBLICUNACL TeMNepaTypa Tena
£0 37.3 °C. YyacTkoBbIM Negnatpom bbin HanpasieH Ha rocnuTanv3alUmnio B JeTCkoe oTAeNeH e ropoAckoi 60MbHWLEI C AWArHO30M:
OPBW.






B oTAeneHnu coctoaHue boNbHOrO pacLeHeHo kak cpegHeil crenexn Taxecti. Macca Tena 3800 r. Ha ocmoTp pearvipyeT nnadem,
KpYK rpoMkiii. KoxkHble NokpoBbl, BUAMMbIE CIN3NCTLIE YNCTHIE, BnegHO-po30Bol okpackyl. 3eB yMepeHHo rMnepeMmyuposaH. B
Nerkux nyspuneHoe abixaHue, xpunos Het, YA/ 36 B MuHYTY. ToHbI CepaLa pUTMUYHBIE, 38YuHble, YCC 130 B MmuHyTy. Xusor
yMEPEHHO B3AyT, AOCTyNeH nanbnauyn. MeyeHb BLICTYNaeT n3-Noj kpan pebepHoil Ayrv Ha 1 cv, ceneseHka He nanbnupyetcs. CTyn
KalwnLeobpasHblid, xenToro yseTa. [Juypes cHuxeH. BricTaBneH gnarHos: nepuHatanbHoe nopaxerve UHC cvelwarHoro reresa,
CUHAPOM YTHeTeHus, runoTpodusa 2-i crenedn, OPBW, ocTpuiit dapuHruT.

B nepBbIi AeHb rocnTan3aumMu noBLICMNack Temnepatypa Tena o 37,8 °C, B AanbHeiLweM NoBbILEH e TEMNEPATYPbI He
oTMedanock. KopmneHwe 13 bytoinouku no 40 mn yepes kaxgbie 2 yaca, He cpoirean. CTyn exefHeBHO, kalwnLleobpasHbli
XEenToro ugeTa. Yepes 2 gHs npu NoBbileHn 0bbema pa3oBoro kopmnenns go 60 mn cran 0bunbHo CpbirviBaTh, 2 pasa peoTa
(boHTaHOM, CTan BANbIM. BhicTaBneH AnarHo3 BPOXAEHHDbIA MUNOPOCTEHO3, NpoBeAeHa 0b30pHas peHTreHorpadus opraHoB
BptoWHOI NONOCTY € KOHTPacTMpoBaHKeM. [poBeeHa TeneMeaNLMHCKas KOHCYNbTaLWA AETCKUMW XMPYpPramii NeanaTpryeckoro
ueHTpa (MAL) PB Ne 1 - HUM, BpoxaeHHbIi NnopocTeHo3 Bbin ucknoyeH.

Beino nposegeHo 0bcnegosaHume: remorpamma (neikoumtel 7,3*%109/0, He 157 r/n, nanoykosgepHeie HeliTpodunel 1%,
cermeHToAgepHble 20%, numdounTtsl 69%, 303MHOPMALI 9%, MoHOUMTEI 1%, CO3 3 MM/4), 0Bt aHanu3 MouM (KeTOHOBLIE Tena
++), BUOXMMNYECKWIA aHaNW3 KpoBM (NoBbILeHWe YPoBHS bunupybuHa 43,7 Mkmonb/n, 3a cHeT Henpamoid Gpakumn 35,5 MKkMons/
n), 3KT, IXO-KI (0bHapy*eHo oTKpbIToe 0BaNbHOE 0KHO), Y3 opraHoB bprolwHOoiA NonocTk, noyek, HeidpocoHorpadua (NoBLILWeHKe
3X0reHHOCTI NepefHuX NepUBEHTPUKYNSPHbIX 0TAEN0B 60KOBLIX XenyA04K0B), peHTreHorpadus OpraHoB rpyAHON KNeTKW

(ycvneHwWe neroYHoro pucyHka).



bbino NpoBefeHo neyeHne: MHQY3NoHHanA Tepanus, ceeyn Budepon, UedoTakcum, Koprekcut, UnknodepoH. CoctosHue He
y/yulanock, pebeHok bbin nepeBeeH Ha 30HA0BOe KopMaeHwe no 20 mMn Yepes kax/ble 2 Yaca, Maccy Tena He Habupan. B
LETCKOM OTAeNeHUK Manbunk Haxoaunca 8 aHeit. Mepeg Boinuckoii macca Tena coctasuna 3765 r. Ha ganbHeiiiuee obcnegosaHme
1 neyeHwe boin HanpasneH B AL, PE Ne 1 - HUM c ocHoBHBIM AnarHo3oM: benkoBo-3HepreTuyeckan He0CTaTouHOCTb, TMNOTPOhKS
2-iA CTeneHu; NMNopoCnasM; BOCCTaHOBUTENLHLIA NePUOA NepuHaTansHoro nopaxeHna LHC rmnokcuyecku-miemMmnyeckoro reHesa,
CMHAPOM yrHeTeHns. ConyTCTBYOWMIA AUarH03: BPOXAEHHbLIA NOPOK Pa3sBUTUA MOYENONOBOIA CUCTEMBI: TUNOCNaANS,
[ABYXCTOPOHHWIA KpunTopxusm; OPBW, ocTpbiit dapuHmT.

B Bo3pacte 1 meca, 6 gHell pebeHok NOCTyNUA B OTAeNeHWe AeTCKoid 3HAOKpUHONoruK 1 ractposnteponorm (O[30 MAL PE Ne 1 -
HLM. Xanobbl npw nocTynneHny Ha NNOX0ii anneTuT, PBOTY NOYTK NOCNE KaX/40r0 KOPMAeHWs, He HabupaeT Maccy Tena.
CocTosHue peberka Taxenoe. CosHaHme acHoe. Macca Tena 3950 r., gnuHa Tena 56 e, SDS pocta 0,92, SDS UMT -1,61, nnowwaas
nosepxHocTK Tena 0,26 M2, [lBuratencHan akTMBHOCTL YMEPEHHO CHUXEHA. TenocnoxXeHue - HopMocTeHnYeckoe, AnneTuT
cHukeH. CoH cnokoiiHbIi. KoxHble NokpoBel YucTble, bnegHo-po3oBoli okpacky. [ToBblilweHwe Temnepatypel Tena go 37,7 °C.
BuavMble CIM3UCTbIE YNACTBIE, 3eB CNOKOeH. MNepudepuyeckue nMMdatndeckue y3ansl He NanbnupyoTcs. [pyAHan kneTka
CUMMETpUYHa. [epkyTOpHO Hag NerkMMK ACHbIA neroyHoi 3eyk. JbixaHue nyspunsHoe, xpunos HeT, YA7 34 B MuHyTY. ToHbI
CepALa AcHblE, pUTMUYHBIE, TaTonornyeckux wymos HeT. YCC-128 yaapos B MUHYTY. XWBOT He yBennyeH, Npu nansnauum
MArkWii. MeyeHb +1 cm 13-nog kpas pebepHoid Ayrn, Kpai anacTuyHblid. Cenesetka He nanbnupyeTca. CTyn exegHesHbIR,
KawwLeobpasHblit 4o 1-2 pasa B cyTkw, xenToro ugeta. ModencnyckaHue He HapylweHo. HapyxHble MonoBbIe opraHbl
CHOPMMPOBaHEI N0 MyXCKOMY TUMY, AYKI B MOLLIOHKE OTCYTCTBYHOT.



HasHa4eHo 30H40B0E MUKPOCTPYAHOE KOpPMIeHNe CMeckHo «[peHaH», HO y pebeHka coxpaHsnack YacTas psota. bbin ycraHoBneH
LIeHTpa/bHbIi BEHO3HbIA KaTeTep ANA NPOBEAEHIUA MHBY3MOHHONA, aHTUbakTepranbHOI Tepanuu.

Ha 4-i1 aeHb HaxoXAeHWs B CTaLuuoHape pebeHok bbin 0CMOTPEH AeTCKUM 3HAOKpUHONOroM, 3anofo3peHa BAKH, supunbHas
hopma (BUpMAM3aLMA HapYXHbIX NONOBbLIX opraHoB no MNpagepy 5-i creneHw) (pucyHok). PexoMeH10BaHEI FOPMOHANEHbI
npodunb, Y31 opraHos Manoro Tasa, KOHCyNbTaLyWu CELMannCToB: reHeTnKa, yponora, rMHekonora,

[laHHble obcnefoBaHus: B remorpaMme nefikouutos (19,1#109/n), HOpMOXpOMHas aHeMuna Nerkoi crenenm (remornobux 94 r/n),
yMepeHHas 303MHOQKANS, TPOMBOLMTO3. SNeKTPONWUTHLIE HApYLUeHWS: NOBbILUeH e YPOBHS kanua (6,9 Mmonb/n), rMnoHaTpuemMus
(126,0 mmone/n), runokansumenmid (0,75 mmons/n), runoxnopemus (93 Mmone/n). [opMoHanbHeIA NPodub: NOBbILLEHHGIA
yposeHb 17-0HI1 (64,35 Hmonw/n) (HopMa AnA AoHOLWEHHBIX jeTeid - Ao 30 Hmonb/n), cTpeccosan runepkopTusonemia (1352,70
HMoNb/n), runepnponakTuHemia (614.28 mMe/mn), runotectoctepoHemua (0,46 Hmonb/n), NoBLIWeHWe YPOBHA peHnHa (296,1 nr/
Mn npu Hopme 4,4-46,1) n anboctepona (875,71 nr/mn npw Hopme 25-315), HopManeHsiit yposeHs J1T, @CT, AKTT, TTT, ceobogHoro
T4. Ha Y31 opranos manoro Tasa obHapy»eHbl MaTKa C NpUAATKaMK, B NPaBOM AWYHIWKE BU3yanu3npoBanca JOMUHaHTHBI
dbonnukyn. Kapuotun - 46, XX. Pebenky NpoBeny KOHCyIbTaLWK CleluanucTbl: AeTCKWIA XUPYPT, aKylUep-TMHeKonor, TPaBMaTonor-
opTones, reHeTuk. BeicTaBneH AnarHo3 OCHOBHOM: BPOXAeHHaa AUCOYHKLMA KOpbl HaAN04Ye4YHNKOB (aipeHOreHNTaNbHbINA
CMHAPOM), CONbTepArLLAA GOPMa, YporeHUTanbHbIi CUHYC; COMYTCTBYHOWMIA AMArHO3: GYHKLMOHANBHbIE PACCTPOACTEA KMLIEYHIKS
C 33N0pamK; OCNOXKHEHWS OCHOBHOTO AWarHo3a: beNkoBas He0CTaTOuHOCTb, 3KCUKOS3.



[laHHO#A nauweHTke B Bo3pacte 1 Mecay 11 gHell Ha4aTa 3aMeCTUTeNbHaA TOPMOHaNbHAaA Tepanua MMAPOKOPTU3OHOM (KopTed) 13
pacyeta 20 Mr/m2 (07 v - 2,5mr, 154 -1,25mr, 22 4 - 1,25 mr) n dnyapokopTisoHoM (KopTuHedd) (08 y - 0,05 mr, 18 u - 0,025 mr
Ha ¢poHe npoBognmoii Tepaniy oTMeYeHa NoNoXWTeNbHaA AWHaMKKa, YNYHLWWACA anneTuT, ncyesna peoTa, pebeHok cTan
npubaenaTh B Bece. HakaHyHe BoINUCKK y pebeHka macca Tena 4676 r., 3a 29 koiiko-gHei, npoBefeHHbIX B oTaeneHnn 30
npubasun 716 T.

PebeHok BbiNvcaH B Bo3pacTe 2 MecAla 5 AHel U3 OTAENeHWA MO MeCTy XWTeNbCTBa C pekoMeHAaLMAMY MPOACIXWTL NOCTOAHHYIC
3aMeCcTUTeNbHY0 Tepanuio rMIKo- U MUHepanokopTUkonaamu. MNpu MHTepkyppeHTHBIX 3a60n1eBaHNsX C NOBbILLEHWEM
TEMMepaTypbl Tena, TpaBMax, BakLUMHaLUWMAX, CTPECCOBLIX CUTYaLWAX peKoMeHA0BaH0 NOBLIWeHWe 4036l kopTeda B 2 pasa Ha
nepuog Nposoumpytowero ¢akTopa, C Lenbio NpeaynpexjeHns kpu3a oCTpoid HaANoYeYHNKOBOW HeOCTaTOYHOCTH, C

NoCieAy oMM CHUXKEHWEM 403 40 NCXOAHbIX. MaTepu peberka gaHa BbINMCKa M3 NMPOTOKONa BpayebHON KOMMCCUK ANA
npeAbABAeHnA B opraHbl 3ATC And cMeHbl JOKYMeHTa, YA0CTOBEPSOLLEro IMYHOCTL pebeHka, C My3KCKOTo Noa Ha XeHCKkWii. B

by ayLLEM NNaHWPYETCA HaNPaBWTL pebeHka Ha cnewiedeHue B PIBY «HaumoHanbHbIA MegUUMHCKWIA MCCNeaoBaTeNnbCkWid LEHTP
3HAokpuHonormu» M3 PQ ¢ uenbio NnpoBegeHns MONEKyNAPHO-TEHETUYECKOTO MCCIEL0BaHNS W XUPYPrUYECKOro NeYeHus,
GeMUHN3NPYIOLLER onepauyun.

3akntoueHwne. B cBA3N OTCYTCTBMEM pesy/ibTaTa HeoHaTaNbHOM CKPUHMHIA M HACTOPOXEHHOCTH NEAWATPOB NO NOBOAY AaHHOro
3aboneBaHna B ONWCAHHOM KIWHWYeCKoM HabogeHn MeeT MecTo MO3AHAS NocTaHoBka gwarHosa BIKH conbTepsioweit
$GOpMbI C HenpaBWAbHbLIM onpegeneHuem nona pebeHka. OcHosa nevexns BJKH - 3amectutensHas rtoko- n
MWHepanoKopTUKOMAHaA Tepanus, NO3BONSIOLWan NpeaynpeanTb OCTPLIA aapeHanoBblii KpWs3, ONTMMW3KMPOBATL Gu3nYeckoe
pasBuTWe pebeHka, obecneynTb HOpManbHOE NOM0BOE CO3peBaHune U NoTeHUWanbHY GepTUIbLHOCTL C NoCnegytoLe
XUPYypruyeckoi Koppexkume.



JlucreHesus roHa

Jlucrene3uss roHag — JIIO00€ BPOXKJICHHOE HAPYUICHUE
PA3BUTHS PENPOAYKTHBHOM CUCTEMBI Y MYKYWH WJIHA YKCHIIWH.
DTO aHOMaJbHOE PA3BUTHE TOHAJ Yy 3apoAdblllla, B KOTOPOM
penpoAyKTHBHAA  TKaHb  3aME€HEHAa  HE(PYHKIMOHAIbHOMU
BOJIOKHHCTOM TKAaHBbI), HA3BIBAEMON «TOHAJAHBIM TsK». Takoe
COCTOSIHME SBJIAIOTCS (hOpMOM aIlla3uM, MOPUBOMAIICH K
TOPMOHAJILHOM HEAOCTATOYHOCTH, KOTOPas IPOSBISICTCS B BUJIE
IIOJIOBOTO MH(AHTUIIN3MA 51 oecruIoaus. [TomoBoe
CO3pPECBAHHUE HE HACTYIIACT, BTOPUYHBIC MOJOBBIC IIPU3HAKU HE
Pa3BUBAIOTCH.



DTHOJOTUYCCKAS KI1acCU(pUKALIUS

Yucrag aucre”Hesmd rtoHan 46, XX, Takxe
n3BecTHad Kak X X-IUCTeHE3NI TOHAJT

YUucrtag gucredesns rtoHanx 46, XY, Takxke
M3BECTHAs Kak cuHapoM Cpariepa

CMelmaHHasg AUCTEHE3Ws TOHAJ, TakK)Ke H3BECTHas
Kak 45,X/46,XY-Mo3anmsm

Cunapowm lllepemesckoro — TépHepa
OHJIOKPUHHBIC HAPYILICHUS



Yucrasa gucrene3us roan 46, XX

o XX-IucreHe3sus rOHAa — TUII
"KEHCKOT'O TUIIOTOHAIU3Ma, npu KOTOPOM
OTCYTCTBYIOT (DYHKIIHOHAJIbHBIE SIMUHUKH, KOTOPHIC
B HOPME BBI3BAIOT ITOJIOBOE CO3PEBAHUE Y JCBOYEK C
kapuotuniom 46, XX. H3-3a  oTCyTCTBHSA
(DYHKIIMOHAJBHBIX SUYHUKOB Yy TaKuX JIFOACH
HU3KUH YPOBCHBL 3CTPOTCHOB (TUIIO3CTPOIrSHU3M) H
BBICOKMM ypoBeHb DCI" n JII. OOBIYHO NpU TakoM
JTUArHO3€ Ha3HA4aroT TOPMOHAJIBHYIO
TE€pAIHIO 3CTPOreHaMH U MPOTreCTEPOHOM.



Yucrasa gucrene3us roan 46, XX

* TepmMyuH «4HCTBIM aucreHesus rtoHaa» (YAI)
MCIOJb30BAJICS, 4YTOOBI OTIMYUTH OTY TpYyIIy
MAllMEHTOB OT TIPYIIbl C JUCTEHE3UEHW TOHA,
CBA3aHHYIO ¢ cuHapomoM lllepemeBckoro —
TepHepa. B mocienHeM ciyyae KapruOTHUIT YEIOBEKA
45, X0, Torma Kak Opu YKWCTOM JUCTEHE3UM TOHAJl
kapuotuil 46, XX umu 46, XY (cunapom Caaiiepa).
[TanuenTtel ¢ YJII' umMeroT HOpMaJIbHBINM KApUOTHII,
HO MOI'YT HWMETb JIOKAJbHBIE TE€HETHUYECKUE
M3MEHEHUS.



Yucrasa gucrene3us roan 46, XX

[IpyunHa COCTOSIHMS 4YacTO HesCHAa. EcTh ciiyyam, Koraa
coobmanoch o0 HapymeHusx B peunentope PCI. Ilo-Buaumomy,
00 TOJIOBBIE KJIETKHM HE 00Pa3yrT WM HE B3aUMOJCHCTBYIOT C
rpeOHEM ToHaAbl, JU00 IOABEPralOTCS YCKOPCHHOM aTpe3nH, Tak
YTO B KOHIIE JETCTBAa MHPHUCYTCTBYET TOJIbKO Streak roHana,
HECIIOCOOHasi BbI3BaTh NyOEpTaTHbIE HW3MEHEHUS. IIOCKOIBKY
SMYHHUKH JICBOYCK HE BBI3BIBAIOT KAKUX-JIMOO BaKHBIX U3MCHECHUH B
OpraHu3Me 10 HACTYIUICHHUS IIOJOBOM 3pEIOCTH, OOBIYHO HET
HUKAKHUX MOJI03PCHUN O Ae(PEKTe pEenpOTyKTUBHON CUCTEMBI JI0 TEX
0P, ITOKA HE HACTYIHUT IIEPHUO]I TTIOJIOBOTO CO3PEBAHUS.

CemMelinbie citydan XX-AUCTreHe3Uu roHa l He 3a(pMKCUPOBAHBI.

B omHOM ceMbe MyTalMud B MHUTOXOHIPHAIBHOW TUCTUAMI-TPHK-
CUHTETa3€ ObLIN ONHCAHbI KaK IPHUYMHA.



Yucrasa gucrene3us roan 46, XX

M3-3a HECIIOCOOHOCTH IOJIOCAaThIX TOHAJ BbIpadaThIBaTh MOJIOBBIE TOPMOHBI (Kak
ACTPOTeHBI, TaK M aHAPOTCHBI) OONBIIMHCTBO BTOPUYHBIX MOJIOBBIX IIPU3HAKOB HE
pPa3BUBAIOTCS. DTO OCOOCHHO BEPHO B OTHOIICHUU 3CTPOTCHHBIX H3MEHCHUH,
TaKUX KaK Pa3BUTHE MOJIOYHOM Kejie3bl, pacIlIMpeHHe Taza U Oeaep, a TaKxke
MEHCTpyalibHble Tepuoabl. IIOCKOIBKY HAIAMOYEYHHMKHM MOTYT BBhIpaOaThIBATh
OTPAaHUYEHHOE KOJUYECTBO aHAPOICHOB M HE CTPaJar0T I3THUM CHHAPOMOM, VY
OOJBIIMHCTBA 3THUX JICBOYECK BOJOCHI Ha JIOOKE pPa3BUBAIOTCS, XOTS OHH YaCTO
OCTalOTCS PEAKUMM.

OlieHKa OTCPOYCHHOTO ITOJI0BOIO CO3PEBAHUS OOBIYHO BBISIBIISAET HAJUYHUE BOJIOC
Ha JIOOKEe, HO TOBBIIIEHUE YPOBHS TOHAJAOTPOMUHOB, YTO YKa3bIBA€T Ha TO, UTO
runous JgaeT curHajg IS MOJIOBOTO CO3pEBaHMs, HO TOHAJbl HE OTBEYAIOT.
Cnenyromide dTanbl OIEHKH OOBIYHO BKIIOYAIOT MPOBEPKY KapuoTUMa M
BU3yanu3anuu Ta3a. Kapuotun mnokasbiBaeT XpomMocoMbl XX, a H300paxEHHE
JEMOHCTPUPYET HAIMYME MATKHU, HO SMYHUKOB HET (OOJIBIIMHCTBO M300paKeHUN
HE BHUJIST IIOJOcCaThle TOHAJbI). B 3TOT MOMEHT Bpad, Kak MHpPaBUIIO, MOXKET
MOCTaBUTh AUArHO3 XX-AUCTe€HE3UHU TOHA]I.



Yucrasa gucrene3us roan 46, XX

[TociencTsud niia naiueHTOK ¢ X X-OIUCTe€HE3UEN TOHA:

Tonanpl HE MOTYT BhIpaOaThIBaTh ACTPOTCHBI, IMOITOMY IPy[Ib HE
OylleT pa3BUBATbCs, a Marka HE OyleT pacTH W HE HAYHYTCA
MEHCTpYyalluy JI0 T€X IOp, IMOKa MalUEHTy HE Ha3HayaT Teparuio
3CTPOTCHOM.

ITonanel HE MOryT BbIpaOaThiBaTh IIPOTECTEPOH, II0ITOMY
MEHCTPYAJIIbHBIEC IIUKJBI HE OyayT CTAaOWIbHBI, MIOKa HE Ha3HA4yaT
IIPOrE€CTHH.

[oHanbpl HE MOTYT NMPOU3BOAUTH SUIECKIECTKH, ITOATOMY MHallMCHTKA
HE CMOXKET 3a4yaTh JE€TEd €CTECTBEHHBIM ITyTeM. JKeHIIHHa C
MAaTKOM, HO 0€3 SIMYHUKOB MOKET 3a0€pPEMEHETh MPH UMILJIaHTAIUH
OIJIOAOTBOPCHHOM  SIMIICKJIETKH APYTOM JKEHIUHBI  (IIEPEHOC
AMOpPHOHA).



Cunapom Caariepa, XY QUCreHe3ust TOHa

Cunapom Cpaiiepa, XY JaucreHesusi TOHAA, JKeHCKas
rOHAJAJbHASL JAMCreHe3usl WM TOHAJAAJIbHASl JMCTeHe3nusl —
T€HETUYECKOE HapyIlICHHUE,
BapyMaHT runoroHagusma ¢ kapuotunoMm 46,XY. OpraHusm
yejgoBeka ¢ cuHapoMoMm (CBailepa HMMEET XapakKTEPHBIM s
MY>KCKOTO OpraHu3Ma Ha0Op XpOMOCOM, HO IOJIOBBIE )KeJe3blI (OJIHA
Ui 00€) MPEICTABIISIIOT COOOW TOHAIHBIM TSXXK U HE MPOU3BOIAT
TOPMOHBI. B pe3ynbprare OH MMEET KEHCKHUE TCHUTAJNH, )KEHCKYIO
PENPONYKTUBHYIO CHUCTEMY WM BBIDISIIUT KakK XKEHIMHA. B mepuos
MIOJIOBOTO CO3PEBAHUS PA3BUTHE BTOPUYHBIX IMOJIOBBIX ITPU3HAKOB
HE MPOUCXOAUT U HaOmromaercss ameHopes. CylecTByeT MpakTUKA
yIAIECHUS TOHAJ B PAHHEM BO3pacTe C LEIBI0 MPEIOTBPAIICHUS
pPa3BUTHS pAKA.



Cunapom Caariepa, XY QUCreHe3ust TOHa

Cungpom Cpaiiepa BcTpeuaercs mpuoansutenbHo 1 pa3 Ha 80 000 poxaéuupix. CeMeiHbIC
ciydau cungpoma Cpaiiepa KpaliHe peliKd, ONTMCaHbl BCETO HECKOJIBKO CITy4aeB B MUPE:

Cunapom Craitepa — HApPYIICHUE HH(pOpMaLUU B Y-xpoMmocoMme —
aKTUBHOCTH JOKyca TDF (dakTop, onpeaensromuii oyl ¥ pa3BUTHE TOHA), IOKAIM30BAHHOTO HA
yuactke P11.2 Y-xpomocomsbl. M3-3a 3TOM aKTUBHOCTH OMPEAEISAIONIEro Moy ¢akropa KIETKH,
KOTOpBIE JIOJDKHBI OBUIM TIPEBPATUTHCA B MOJIOBBIC JKEJIE3bl, HE pa3BUBaIOTCS. B pesynbrare
HEPA3BUTHS TOJOBBIX KJIETOK HE BBIJCISIOTCS IMOJOBBIC TOPMOHBI: HU KEHCKHE, HU MYXKCKHE.
Korma Ha opranu3m He BO3ACHCTBYIOT HU T€, HU JAPYTM€ TOPMOHBI, IO BBIOMPAET >KEHCKOE
(EHOTUITMYECKOE Pa3BUTHE, OPTaHU3M Pa3BUBACTCS MO KEHCKOMY (DEHOTUITUYECKOMY THITY.
HecMoTpss Ha pa3BUTHE KEHCKOTO (PEHOTHIIAa MPUCYTCTBYET BPOXKIEHHAS AUCTCHE3Us TOHA/,
MPOSIBIISIIONINICS, KaK MpaBUJIO, BO BpPEMs OXHIAEMOIO IOJOBOTrO co3peBaHusd. [laxe ecinu y
NalMEHTOB €CTh (DaJJIONUEBHI TPYObl M TOJIOBBIE OpraHbl, Y HHMX HHKOIJa HE IPOUCXOAUT
IpEBpaIllCHUE TOHAJ HU B SIMYKHU, HU B AMYHUKHU. V3-3a 3TUX HApYLICHHUI B CBOIO OUepellb UAET
3a7iep)KKa B PA3BUTUM Markh. Y HEKOTOPBIX NAlMEHTOK, MUMEKIOIIMX B KapuoTtumne naBe X-
XPOMOCOMBI (HEIOJIHAs JUCTEHE3Ms), MOT'YT IPHCYTCTBOBAaTh THIIOIIACTUYHBIC SUYHUKH, YTO
BBI3BIBAET HEKOTOPOE PA3BUTHE MOJIOYHBIX KEJIE3 M HECKOJIbKO MEHCTpYyalluid 0 HACTYIUJICHUS
BTOPUYHOW aMEHOPEH.

BepositHOCTh TOTO, 4TO B roHaax oopazyercs onyxonb — 30 — 60 %. [ToaToMy nronsim ¢ Takoi
aHOMAaJIMEW rOHaJIbl PEKOMEHIYIOT YAaIsTh.



Cunapom Caariepa, XY QUCreHe3ust TOHa

Jlo 1eproda mOJIOBOTO CO3PEBAHUS CUMIITOMBI NPAKTAYECKHA HE BBIPAXKEHBI.
3aboeBaHNe B OCHOBHOM JUarHocTupyercs y JaeBodek B 14-16 jer, korma
IIOJIOBOTO CO3PEBAHUS HE HACTYIIACT H3-3a HEPA3BUTHIX TOHAA. OTmedaercs
MMOJIHASL CTEPUIIBHOCTh. (OAHAKO HEHWPOIHAOKPHUHHBIE PETYIATOPHI pPOCTA H
pa3BUTUA OpraHuM3Ma HMKAaK HE 3aTPOHYThI, YPOBEHb T'OHAJIOTPOIHBIX
TOPMOHOB  THUIO(GH3a TOBBIIIEH W  HAOMIOZAETCS  T'HUIIEPTOHALOTPOITHBIN
runoroHagu3M. IlamuenTsl ¢ cuagpoMoM CBaiiepa 0OBIYHO BBIIVISIAAT M )KUBYT Kak
KEHITUHBI. OHM HE HMEIOT COOCTBEHHBIX SMHIICKICTOK, HO MOT'YT BBIHOCHUTH
OEpPEMEHHOCTh C IIOMOIIBIO IOHOPCKOIO AMOPHOHA.

Habmrogaercs BBICOKHM POCT, KaK CICACTBHE TOTO, YTO IIOJIOBBIE TOPMOHBI HE
BO3JICHCTBYIOT Ha JNu(HU3apHble IJIACTUHKA POCTa U HUX 3aKOCTCHEHHUE
3ama3fbiBacT. BBICOKHM T0J0C, MHTEPCEKCyadbHOE WM €BHYXOMNOJ00HOE
TEJIOCIIOKEHUE, HEJOPa3BUTHE KIUTOpA WU IIOJOBBIX I'yO, BTOPHUYHBIC I10JIOBBIC
IIPU3HAKUA HE BBIPAXKECHBI.



Cunapom Caariepa, XY QUCreHe3ust TOHa

Cpasy nociie moCTaHOBKH JAArHo3a rOHaJlbl PEKOMEHIYETCS YIAJIATh
M3-3a BBICOKOT'O PHCKAa BO3HUKHOBEHMSI TOHAJ001aCTOM.

OCHOBHBIM METOAOM JICUEHUS SBJISIETCS HA3HAYCHUE TOPMOHAJIBHO-
3aMECTUTEIILHOM Tepanuu (IMPUHITHE ACTPOr€HA M MPOTreCTEpPOHA)
IUIsE  CTUMYJISILAM  TIOJIOBOTO  CO3PEBAHUS U COOTBETCTBYIOLIETO
PA3BUTUA KEHCKUX BTOPUYHBIX IIOJIOBBIX MPU3HAKOB. YXKE 4Yepe3
[OJITOJIa TOPMOHAJIILHOW TEpanuu Yy MAlMEHTOK HACTYNAaeT MEHA.
BceneacTterue ropMOHANBHOM Tepanuu Opu cHHIApoMe (CBanepa Jaxe
HENOPA3BUTAsT MaTKa MOXET YBEIMYUTBCI B  pasMepax C
NOCHEAYIOMKUM (OPMHUPOBAHMEM TIOJHOLICHHOM IIEMKH MU Tella
MAaTKH.

Kenmunel ¢ cuaapomoM CBaiiepa MOTYT HE TOJBKO 3a0€pEeMEHETH
Iy TEM UMILJIAHTALAN OILIOAOTBOPEHHOM JOHOPCKOU SIUIIEKIETKH, HO
1 HOpMaJIbHO BEIHOCUTH U POJIUTH PEOEHKA.



CMelragHas IUuCreHe3ns TOHa

CMelnaHHasi JMCreHe3WMsl TOHAJ, TAaKXXE M3BECTHBIN
kak XO/XY-mozaummsm u 45 X/46,XY-mo3zaunu3sm —
PEAKUHA CUHAPOM, CBA3AHHBLIU C AHEYIUIOMIUEU ITOJIOBBIX
XpOMOCOM M MO3aMIM3MOM  Y-XpOMOCOMEI.  Takxke
HA3bIBAETCA MO3aUYHBIM KapPUOTHUIIOM.

KiauHudeckre mposiBICHUS CUJIBHO  BapbUPYIOT:  OT
YaCTUYHOM BUPWIM3ALMHA U TCHUTAIAN IPOMEXKYTOYHOIO
TUIIA TIPA POXKACHHM 10 IIOJHOCTBIO MYXKCKOTO WJIH
KeHCKoro ¢enoruma. Y maun ¢ mosaunmsmom  X0/XY
TAaK:K€ OOHApPY)KMBACTCS 3HAYMTEIBHO OOJbIIEE, YEM
OOBIYHO,  YHCJI0O  APYrHX  IaTOJIOTMM  Pa3BUTHAL.
[IcHXOMOTOpHOE pa3BUTHE B HOPME.



CMelragHas IUuCreHe3ns TOHa

DEHOTHIT TP CMEIIAaHHOW JUCTEHE3WU TOHAJ CUJIBHO BAPbUPYIOTCS: MOXKET OBIThH
KaK TUIMUYHO MYKCKOM (DEHOTHI, TaK W JUCTEHE3Us TOHaJ y MYXKUMUH, TaK U
COCTOsIHME, ToxoXee (eHoTunuuecku Ha cuHjpoM IllepemeBckoro — TEpHepa.
HauGomee pacrpocTpaneHHBIM (GeHOTHIIOM TpH Kapuoturne 45,X/46,XY sBisercs
TAUMMUYHO MYXCKOM (PEeHOTHN, 3areM cieayeT (HEHOTUIlI C TEHUTAIUSIMU
IPOMEKYTOYHOIO THUIIA.

M3BeCTHO, YTO OOJBIIMHCTBO IMAIMEHTOB C OTUM KAapUOTHUIIOM HWMEIOT
AHOMAJIbHYIO THCTOJIOTHIO TOHaJ. BbICOKME ypOBHM TOHAJAOTpONMHA ObLIA
OMHUCAaHbl y TAIMEHTOB MYXKCKOIO M >KEHCKOIO I0Jia, a TaKX€ HHU3KHE YPOBHU
TECTOCTEPOHA Yy IMAIMEHTOB MYKCKoro mojia. YactuuHas motepss reHa SHOX
OOBIYHO CBA3aHa C HU3KUM POCTOM. [ [CHXOMOTOpHOE pa3BUTHE B HOPME.
[TockoyibKy TOHaABl MOTYT OBITh HE CUMMETPHUYHBIMH, pa3BUTHE MIOIIEPOBBIX
NpPOTOKOB M BoJIb()OBBIX KAHAIOB TaKXKE MOXKET OBITh AaCUMMETPHUYHBIM. I3-3a
HaJIMYMST JUCTCHETUYECKOM TKaHW TOHAJl U Marepuaia Y-XpOMOCOMBI CYIIECTBYET
BBICOKHU PUCK Pa3BUTHS TOHAI001aCTOMBI.



CMelragHas IUuCreHe3ns TOHa

B HOpMalbHOM CUTyalluM BC€ KJIETKH B OpraHM3MeE 4elioBeKa OyayT uMeTh 46
XPOMOCOM, OJIHa U3 KOTOpBIX OyaeT X, a apyras Y win ooe X. OgHako MHOITIa BO
BpEMS CIOKHOTO paHHEro mponecca permkanun JJHK u gemenust kieTok, ogHa
XpOMOCOMa MOXKeT ObITh morepsiHa. B kapuotume 45, X / 46, XY OGoibias 9acThb
UM BCs Y-XpoMOcoMa TEpsIeTCS B OJIHOM M3 BHOBB CO3JaHHBIX KJIETOK. Y BCEX
KJIETOK, IMOJYYEHHBIX M3 3TOM KJIETKH, Oy/IeT OTCYyTCTBOBaTh Y-XpoMmocoma. Bce
KJIETKH, CO3/IaHHBIE U3 KJIETOK, KOTOpbIE HE MOTEpsiau Y-XxpoMocomy, oyayT XY.
Knetku 46, XY OynyT npojioixkaTh JeIUThCs Kak U KieTku 45,X. B pesynbrare y
3apojblilia, a IOTOM M y IIOJA, a 3aTeM M y peOcHKa OyneT kapuotun 45,X/46,XY.
DTO COCTOSIHME Ha3bIBACTCSI MO3aMYHBIM KapUOTHUIIOM, IOTOMY YTO, KaK B IUIMTKaX
Ha MO3aWYHbIX MOJIaX WIM CTEHAX, CYIIECTBYET 00Jiee OHOTO TUIIA KIIETOK.
CymiecTByeT MHOTO BapHaldii XpPOMOCOM, KOTOPBIE BBI3BIBAIOT KAPUOTHUIIOM
45,X/46,XY, BKIIIOUasl IMOPOK Pa3BHTHS (HM30IUIICHTPU3M) Y-XPOMOCOM, JCICIIUH
Y-XpOMOCOMBI WJIM TPAHCJIOKAIIMM CETMEHTOB Y-XPOMOCOMBI. JTH TMEPECTPOUKHU
Y-XpOMOCOMBI MOTYT MPUBECTH K YACTUYHOM 3Kcrnpeccuu reHa SRY, 4To MoxeT
NPUBECTH K PA3BUTHUIO TEHUTAIWKA NPOMEKYTOYHOIO THUIIA M HECTaHAAPTHBIM
YPOBHSIM TECTOCTEPOHA.



CMelragHas IUuCreHe3ns TOHa

Jlnarnoctuka kapuotuma 45,X/46, XY wuMeeT 3HAUMTCIbHBIC KIMHUUYCCKHC
3HAYECHME M3-3a H3BECTHBHIX (PaKTOPOB, BIMSIOIIMX Ha POCT, TOPMOHAIbHBIN
Oairanc, pa3BuTHe roHan u ructojoruio. Kapuorun 45,X/46,XY muarHoctupyercs
yTEeM U3y4YSHHUS XpOMOCOM B 00pa3iie KPOBH.

Bo3pacT nmarHo3a BapbUPyeTCS B 3aBUCHUMOCTH OT IIPOSBJICHHN CHMIITOMOB,
NOOYXXJAIIUX K IIUTOMEHETHYECKOMY TECTHUPOBaHHIO. MHOTMM IalMeHTam
IMAarHO3 CTaBIT MPEHATajJbHO, KOTJa CUMIOTOMBI 3aMETHBI YK€ y IUIOJA
(yBeIMUEHHUE CKJIAJ0K B 00JIACTH IIEU WM HEHOPMAaJbHBINA YPOBEHb CHIBOPOTKH),
MAaTEPUHCKOIO BO3pacTa WM aHOMAJIbHBIX YIIBTPa3BYKOBBIX HCCICHOBAHUM, B TO
BpeMs KaK y JPYTUX JIHMArHOCTUPYIOT B MOCTHATAIbHBIM MEPUOA, HAIIpUMEp, IpHU
HAIMYME Y MALMEHTA TEHUTAIUN IIPOMEKYTOUHOIO TUIa. YacTo quarHo3 CTaBUTCA
Ha Oojiee MO3JHMX HSTamax >KU3HU H3-3a HHU3KOTO POCTa, 3aJACPKKH IOJOBOTO
CO3pPEBAHUS WA KOMOWHALIMK TOTO U JPYIOro.

Mozanmm3m ~ 45,X/46,XY  MOXHO OOHapyXHThb BHYTPUYTPOOHO  Yepes
aMHHOIICHTE3, OJHAKO OBbLIO YCTaHOBJIEHO, 4YTO jJojst 45X KJIEeTOK B
AMHUOTHYECKOHN KUJKOCTH HE MOXKET IpejicKazaTh KaKuX-Ju00 (HEHOTUIMMYSCKUX
pEe3yJIbTaTOB, YTO YACTO 3aTPYAHSET IIPEHATATLHOE T€HETHUECKOE UCCIIC0BAHUE.



KJIJUHNUYECKHUU CJIYUYAU



[Tarment I1. B Bo3pacTe 1 roma 4 Mec nmoctynui B oTaeneHue ypoioruu I'bY3
«JII'Kb nm. H.®. ®unarosa [I3M» ¢ HanpapIISIONMM JAATHO30M: KPUNITOPXU3M
cieBa, abnoMuHanbHasg popMma. [Ipu ocMoTpe HapyKHbIE TTOJIOBBIE OpPraHbl ObLIN
chopMUpOBaHBI 1O MYKCKOMY TUIly. B T1ipaBoil TMOJOBHHE MOIIOHKHU
MAIBIIUPOBAIIOCH AUYKO, B JIEBOW MOJIOBUHE MOIIOHKH U MTAXOBOM KAHAJIE SIMYKO
He onpenensnochk. [lo manaeiMm Y3 mpaBoe SIMYKO BU3YAIM3UPOBAIOCH B
II0JIOCTH MOIIOHKH 00beMoM 0,73 cMm3 , JIEBO€ AMYKO B MOIIOHKE, B IaXOBOM
KaHaJI€  JOCTOBEPHO  HE  BU3YAIU3UPOBAIOCH. [Ipu  mpoBeneHun
TUArHOCTUYECKOM JIamapOCKOIIMM B JIEBOM ITOAB3JOIIHOM 00JIaCTM Ha 2 CM
MeJIHaJbHEE BHYTPEHHErO0 HEOOJIMTEPUPOBAHHOTO JIEBOTO I1aXOBOTO KOJIbIIA
ObLIO0 OOHApPYKEHO OOpa3oBaHME TpPyOuaToil (hOPMBI, HAIOMHUHAIOIIEE MATKy M
MaTO4YHyl0 TpyOy, B KOTOpPOH JarepajibHEE TOAB3JAOIIHBIX  COCYIOB
pacnoJiaraiocb 00pa3zoBaHue, HAIOMUHAIOIIIEE ASMYHUK. JIEBOE SIMUKO, SIMUYKOBBIE
COCYIIbl M CEMSBBIHOCSIIIMA MPOTOK He onpeaensauck. ChnpaBa DyOokoe
MaxXO0BOE€ KOJBIO ObLJIO OOJUTEPUPOBAHO, COCY/IBI PA3BUTHI YAOBIECTBOPUTEIBHO.
I[Ipy 1poBEeAEHUM  ONHOMOMEHTHOW  HHTPAOIEPALIMOHHOUW  IUCTOCKOIIUHU
CEMEHHOW Oyropok OmpeaessiiCs Ha MECTE, OOBIYHBIX Pa3MEpOB, B LIEHTPE €ro
pacnosnarajachk Marodka. [IpoBeqeHHbIM B OTBEPCTUE MATOUYKHU MOYETOUYHUKOBBIN
karetep Ne3 CH Ha pacctositHue 3—4 CcM IpPOHHUKAI B IOJOCTh OOpa3oBaHUA,
HAIIOMHWHAIOIIETO MATKY, YTO XOPOIIO BU3YAIN3UPOBAIOCH MPU OTHOMOMEHTHOU
Jarapo CKOIHU.






BHyTpeHHee naxoBoe KonbLio / "y Gl b
Internal inguinal ring [paBblit CEMABBIHOCALLMIA |

Kpyrnas cBA3Ka matku / npotok / Right seminal duct -

Round ligament of the uterus

HapyHble nogB3a0LLHble
cocyawl / External iliac vessels

.
lpuaatok mMaTku /
Uterine appendages




JleBas mMaTouHas Tpyba /
Left uterine tube




B cBsi3M C BBIABICHHEM JCPUBATOB MIOJUIEPOBBIX IPOTOKOB OBLIO IPUHSTO
pelIeHUE O TPOBEACHUM OMOIICHM JIEBOW TOHAJbl, HAIOMUHAIOIIEH SIMYHUK, U
1000CIE€IOBAaHMM BBHUJY OTCYTCTBUSI JAaHHBIX KapuoTuUlhpoBaHus. [lpu
TUCTOJIOTUYECKOM  HCCJIEAOBAHUM ObUI TOJYyYEH (parMEHT BOJIOKHHCTOMN
COCMHUTEIBHON TKaHHW, YTO COOTBETCTBOBAJIO CTPEK-TOHAa/E. PeOCHOK ObLI
OCMOTPE€H  BHAOKpHHOJIOroM. HasHauyeHsl m1poba ¢  XOPUOHUYECKUM
roHagoTponuHoM 4enoBeka (XIY) m omnpeneneHue TOPMOHAIBLHOTO MPODUIIS
nauueHta. TpexaueBHas mpoda ¢ XI'U (u3 pacuera 1000 ME omHokparHO
BHYTPUMBIIIIEYHO) MOKa3aja IMOBbIMIEHUE TecTocTepoHa a0 14,95 HMOab/1, 4TO
CBHUJETEIbCTBOBAJIO 00 YIOBJIETBOPUTEIBHOM OTBETE TECTUKYJISIDHOM TKAaHHU.
AHanu3 JaHHBIX TOPMOHAJIBHOTO MCCIEA0BAHUS MTOKA3aJl, YTO BCE PE3YJIbTAThl — B
npejesax  HOPMbI, HHM3KHE  3HAQUEHUS  JIIOTEMHU3UPYIOLIEr0  FOpMOHa
COOTBETCTBOBAJIM KOHIly IE€pHUOJa MUHHIyOEpTaTa, HOPMATHUBHBIC IOKA3aATEIIU
CTEPOMJIHBIX TOPMOHOB — OTCYTCTBHUIO HApPYIICHUS CTEPOUIOTCHE3a, HO
HECKOJIbKO TMOBBIIICHHOE 3HAYCHUE ICTPAJMOJIAa HE HCKIIOUAIO HAJIUYMS TKAHU
SUYHUKA. JIMarHOCTHKAa METOAOM (hIYyOpeCICHTHOM TruOpuamu3anuun in - Situ
BEISIBIJIA XPOMOCOMHEIC HapyIIeHHs — Mo3annu3M 46,XY/45,X (83 u 17 %).



Topmon Jnavenne Hopma

17-OH-nporecTepoH, HMOMb/ 1T

1 7-0H-progesteron, nmol /1 0.85 0.09-2.7
o 60-ro gHs 15,1266
Up to the 60™ day
Cranusa | no Tanxepy 4.95—144
Stage 1 per Tanner
Cranus 2 no TanxHepy 5—140

AHTHMILTEPOE MOPMOH, HT /M 140 Stage 2 per Tanner

Anti-Mullerian hormone, ng,/ml Cranua 3 no Tanuepy 2.6-759
Stage 3 per Tanner
Cranua 4 no TanHepy 0,44-20,2
Stage 4 per Tanner
Cranua 5 no TanHepy 1,95-21,2
Stage 3 per Tanner

ﬂcru.upnapna]mpan:pm_[-cynhqm; MKMOJIB/ ]I 0.41 0,16—12,66

Dehydroepiandrosterone sulfate, pmol /1

JToTe HHHIUPYIOLUIHI ropMoH, e,/

R 0,1 0,3-1,0

Luteinizing hormone, U /]

MponakTas, nr/un 63,0 52,0—320,0

Prolactin, pg/ml

T:cmnptm, HMOIB/1 0.7 0.1—0,7

[estosterone, nmol /1

DoTHKYIOCTHMYIHPYIOLLHIL TOPMOH, e,/

o . . ; , 1.68 0,2-3.0

Follicle-stimulating hormone, LU /1

DCTpanuon, NMoisb,/ 1 73.4 255

Estradiol, pmaol /1



[Io pe3yapraraM MOPOBEJCHHOrO OOCJIEI0BaHUS peOCHKa
chopmynupoBaH auarHo3. xpomocomMHoe HODIT 45,X/46,XY,
CMCIIaHHAasg JUCIE€HE3Ws ToHajd. [IpHCyTCTBHE CTpEeK-rOHabl
(cneBa) OOBSICHAIOCH XPOMOCOMHBIM HapylieHueMm. Hanuuwne
ACPUBATOB  MIOJUICPOBBIX IMPOTOKOB OBLIO  OOYCIOBIICHO
BJIMSIHUEM CTPEK-TOHAJIbl, KOTOpask HE BbIpadarbiBaia AMI,
NEUCTBUE KOTOPOrO0 HAIPABJICHO HA PErpecC MIOJUIEPOBbIX
IIPOTOKOB. YUMTBHIBAs PHCK TOHAI00JAaCTOMBI Yy pPEOCHKA C
OMUCAHHBIM JMArHO30M, TIPUHATO pEICHUE 00 yIaJICHUU
CTPEK-TOHAAbl W NPOU3BOAHBIX MIOJUIEPOBBIX IPOTOKOB.
PeObcHKy OBLIO MPOBEACHO JIAMAPOCKOIMMUYECKOE YIAJICHUE
CTPEK-TOHAJbl M JIEPUBATOB MIOJJIEPOBBIX MPOTOKOB. [0
JAHHBIM  THUCTOJOTMYECKOTO  HCCIEIOBAaHUA,  BKJIIOYAS
MMMYHOTHUCTOXUMHUYECKOE, IaHO 3AKJIFOYCHUE !
MoOp(doJiorTHYecKasi KapTHHAa COOTBETCTBYET CTPOCHHUIO MATKH,
MaTOYHOM  TpyObl M CTpEK-TOHaJe. PeKkoMeHA0BaHO
TMHAMAYECKOE HAOIIOIECHUE.






