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¢dbopmuposanus nona ¢ XY fycreHesuert roHa,.
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A clinical observation of a patient with Swyer's syndrome is presented. The article presents anamnesis data, phenotypic signs,
clinical symptoms and objective data of the patient, the results of instrumental and hormonal studies, on the basis of which doc-
tors of different specialties may suspect a violation of sex formation with XY gonadal dysgenesis.
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BBenenne

unppom Csaiiepa (aHrn. Swyer syndrome),

XY pycrenesusA roHan, JKeHCKasA TOHajaTbHaA vC-

renesust (aurn. XY female gonadal dysgenesis) —
TeHeTN4ecKoe HapylleHMe, BapMaHT TUIIOTOHAAM3Ma C Ka-
puotuniom 46 XY. Ilpu cunzpome Csartepa HabmozaeTcs
HOJTHAA WIM «9UCTasA» JUCTEHe3VA TeCTUKYN, GOPMUPYETCH
JKEHCKMIT (PEHOTHUII IIPU MYXKCKOM FeHOTHIIE. TO BPOXKIIEH-
Hoe 3a00/IeBaHIe, CBA3aHHOE C Y-XPOMOCOMOIL.

[TpuuyHOIL AVCTeHe3UY TOHA, ABJIAIOTCS MY Al [€HOB,
OTBeTCTBEeHHBIX 3a Audepenunposky smuka (WTI, SF1,
SRY, SOX9, DHH, ATRX, ARX), niu upe3mepHasi 9KCIIpec-
cnA ($aKTopoB, KOTOpbIe B M3OBITOYHOM KOJIMYECTBE IIpe-
IITCTBYIOT HOpManbHOI anddepennuposke smaka (DAXI,
SOXO9). B ciy4ae noHoI areHe3nu roHaz pOpPMUPYeTCs mpa-
BIJIBHOE KEHCKOE CTPOEHIe HAPY>KHBIX I BHY TPEHHIX eHI-
TasIuit, 3a00/IeBaHMe BBIAB/IAETCA B IepUOf Iybeprara Ipu
orcyTcTBuu monosoro passutus [1]. Cungpom Csaiiepa,
KaK IPaBIUJIO, CBA3BIBAIOT C F€HETMYECKVM BapUaHTOM JIVC-
TeHe3UN TeCTVKY, CBA3aHHBIN ¢ MyTanuamu resa SRY (mo-
Kyc Yp11.3). Ien SRY, nokann3oBaHHBIN Ha KOPOTKOM TIIede
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Y-XpoMOCOMBI, 0ObIYHO 9KCIpeccupyercs K 7 — 8-J1 Hepene
sMOpuoreHesa. AKTUBALIMA ITOIO TeHa BefieT K LeIoMY PALY
CUTHA/IOB, 3aImycKaooumx mmddepeHIuposKy knetox Cep-
TONN, TEPMIHATUBHOTO SMMTEMNA CEMEHHBIX KaHajbleB I,
4y Tb 03Ke, K1eTok Jlertanra (8 — 10-s1 nemerst). Ipu pusno-
Jorn4ecKoM aMoOpuoreHese B kaeTkax CepTony BbIIeIAETCA
AMT (aHTHMIO/N/IEPOBDII TOPMOH), IPUBOJALINIL K perpeccy
MIO/IIEPOBBIX MTPOTOKOB, a B KeTKax Jleiifura, cTuMynupo-
BaHHBIX I/TAlleHTAPHbIM XOPUMOHMYECKMM TOHAIOTPOIMHOM
(XT), a 3aTeM 1 COGCTBEHHBIM JIIOTEMHUSUPYIOWINM TOPMO-
HoM (JIT), cekpeTMpYIOTCA HapacTalolljee KOIMYeCTBO Te-
crocrepona [1]. Ilox BAMAHMEM TECTOCTEPOHA BOMb(OBHI
npoToKy A depeHIPYIOTCA B CEMEHHBIE ITy3bIPbKI, CEM-
BBIHOCAIIME TTPOTOKY U TPUAATOK TeCTUKyna. B ycmoBusax
OTCYTCTBM:A IIOTHOLIEHHOIO T€HETNYeCKOTo Marepmana (B
JacTHOCTK 3Kcrpeccuu reHa SRY) HeBO3MOXHO (HopMupo-
BaHMe (QYHKIMOHAIBHO AKTUBHON TECTUKY/ISPHON TKAHIL
OTcyTCTBHUE CeKpeluy aHTUMION/IEPOBOTO TOPMOHA IPUBO-
IUT K PasBUTHIO MIOJIEPOBBIX IIPOTOKOB, 113 KOTOPBIX (Op-
MMPYeTCA MaTKa, BEPXHAA YacTb BJIaraInIna 1 (ajIonyeBbl
Tpy6bI [1]. COOTBETCTBEHHO, OTCYTCTBUE TECTOCTEPOHA IIPY
curapome Cpaitepa IPUBOAKT K PEYKLNIU BONb(POBBIX IIPO-
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TOKOB. B pesy/nbTaTe OTCYTCTBMA 0Opa3soBaHMA AUTUIPOTE-
CTOCTEPOHA Hapy)KHbIe ITOIOBble T€HUTAIUM Pa3BUBAIOTCA
1o >xeHcKomy Tumy. IIpn cungpome Csaitepa monoBoit Oy-
ropok (HOpMUPYeTCsl KakK KIUTOP, IOIOBbIE CKIAAKM — Kak
nososble ry6sr [1,2]. Takym 06pa3oM, HECMOTPS Ha MY>KCKOI
KapuoTui 46 XY, Hapy>KHble ¥ BHYTPEHHIE ITOI0BbIe OPraHbI
11072 GOPMUPYIOTCS )KEHCKUMI.

Knunnmyeckas kapTuHa

Jlo mepnopa mojxoBoro CO3peBaHmus, CUMITOMbI CUH/IPO-
ma Caailepa IIpaKTM4YeCKU He BBIpaKeHbL. 3abojieBaHue B
OCHOBHOM [IMarHOCTUPYeTCA y fieBo4eK B 14 — 16 meT. ITO
CBA3aHO C TEM, YTO OHM IPUXONAT K TMHEKOJIOTY C KamobaMu
Ha 3a/Iep>KKy II0JIOBOTO PAa3sBUTHUsA, MOABEHNUS 11€PBOIl MeH-
crpyaunu (MeHapxe). Y HaleHTOK BbIAB/IAIOTCA C/IEAYIOLIe
0COOEHHOCTH:

o C1ab0OpasBUTHIE IPY/IHbIE XKeTIe3bl;

e HEIOCTATOYHBIN POCT BOMOC B MOJAMbIIIEYHBIX BTV~

Hax I Ha T06KOBOIT 06/1acTy;

o MHGAHTUINSM MATKM, peXXe — TUIOIUIa3Msl BIIarain-

101a;

o VHTEPCEKCya/lbHOE MV eBHYXOIIOOOHOE TEIOCTIOXe-

HILE;

« arpodus cM3UCTOl 060MIOYKM B MOIOBBIX OPraHaXx;

o HEJOPasBMUTHE KIUTOPA U IIONOBBIX Iy0.

ITocTaHOBKA fuarHo3a 6a3upyercsi Ha JaHHBIX OCMOTPA,
Y3/ opraHoB Majoro Tasa, rOpMOHa/JIbHOE MCCIeOBAHNUA
YPOBHI ITOJIOBBIX TOPMOHOB (3CTPANOI, TECTOCTEPOH), 17-
OII (17-okcumporucrepon), ITIA-c (mermaposannangpocre-
poH-cynbdara), JII' u OCI (PommmKynocTUMYINPYIOIIero
TOPMOHa), IPO/TAKTHHA, UCCIeOBaHNe KapyOTHIIA, Iallapo-
ckomyst. boree paHHss AMarHOCTMKA BO3MOXKHA Ipu OOHa-
PY>KeHMN Ma/IUTHU3VPOBAHHbIX AMCTeHeTUYeCKMX roHa [3].

JIleuenue

[ManyenTtkam ¢ cunppomom CBailepa PeKOMEHIOBAHO
IpOBefieHNe OBAPMOIKTOMMM. YHa/leHMe AMYHNMKOB IpOU3-
BOJUTCA C L€/IbI0 IPENOTBPallleHNs MaJUTHU3ALNM [VIC-
TeHeTN4ecKux roHap (mepBuyHas npogumakTuka). ITocre
omepauMy Ha3sHA4YalOT FOPMOHAJIbHbIE IIpenapaTbl B Kade-
CTBe 3aMeCTUTE/IBHOI Tepamnu. DTO IIOMOraeT Pa3BUTHCS
BTOPUYHBIM IIOJIOBBIM IIPU3HAKAM, @ TAK)Ke He JaeT BO3HIUK-
HYTb 0cTeornopo3y. Ec/u yfaneHue )eHCKIX MOIOBbIX JKele3
6b110 IIPOM3BEJEHO B JeTCTBE, TO TOPMOHBI HAYMHAIOT JaBaTh
TOJIBKO B IIOAPOCTKOBOM BO3pacTe.

IIpornos

ITpu cBOeBpeMeHHOM OOHAPY>KEHWUN 1 JIEYeHNH TIPOTHO3
6maronpusiter. VHuimanueit 3aMeCTUTE/IbHOI Tepannu Jo-
CTUTAeTCs Pa3BUTHE BTOPUYHBIX IOJIOBBIX IPM3HAKOB, aflall-
TalA NallYIeHTOK CPefil CBEPCTHMKOB, yIy4lleHNe KauecTBa
U Tpopo/DKUTEeNnbHOCTY >Km3HU. [Ipu cunppome Caaitepa
MAlMIeHTKN He VIMEIOT CBOMX SANIEK/IEeTOK, ¥ B IMIPOIIOM 3TO
03Ha4asIo, YTO OHM HUKOIZIA He CMOTYT poiuTh fereit. OnHa-
KO IIPY JOCTATOYHO PAasBUTOI MaTKe 0epPeMEHHOCTb MOXKET
OBITD JOCTUTHYTA IIPM VICIOIB30BAHMUM SKCTPAKOPIOPATID-
HOTO OIVIOIOTBOPEHNSA C BBEJIeHMEM JOHOPCKUX OOLIUTOB B
IO/IOCTh MaTKY MalIeHTKIA.

o6 I

Knuanyecknii cmyyait

[Marentka M., 17 net, B ¢eBpane 2020 . mocTymmia B
orpenenne perckoit aupokpuHomornu JPKB ¢ xamobamn
Ha OTCYTCTBUE MEHCTPYyaluii, OTCYTCTBME POCTA MOIOYHBIX
Keres. BriepBble K aHOKpMHOIOry obparmmace B 2018 1. ¢
Ka/mo6aMy Ha OTCYTCTBUE MECSAYHbIX, AMATHO3 He ObIT BbI-
CTaBJIeH, JIedeHNe 110 TOBOAY 3a00/IeBaHMsl He IOTydaia.

AnamHes xusHu. [leBouka popgurach orT 1-i GepemeH-
HOCTH, 1-X popioB. BepemeHHOCTD IIpOTEKana 63 0CO6EHHO-
creii. Poct npu poxxpenun — 52 cM, macca — 3148 1. Pocna n
pasBuBanach HOpManbHO. B Bo3pacTe 15 y1eT cTana 3aMeyars,
YTO He YBE/IMYMBAIOTCSA MOJIOYHbIE JK€JIe3bl, OTCYTCTBYIOT Me-
CSYHBIE.

OOBEKTUBHBI CTATYC: COCTOSIHNUE Y[OBIETBOPUTEIb-

Hoe. CosHaHMe sACHOe, pedyb afiekBaTHasA. Poct — 171 cm
(75 - 90 mepuenTub), Bec — 56 Kr (50 — 75 IepLeHTuIb).
VIMT — 19,15 kr/m” Ilneun wmmMpokue, XOpOIIO pasBUTA

Mmyckynarypa. IlomoBas ¢popmyna o TanHepy: Ma 1, Ax 3,
P 3, Me 1. MonouHble xene3bl mpenybepTaTHble. IlomoBbie
opraibl c(OPMMPOBAHBI IIPABMIBHO, 110 XKEHCKOMY THILY,
OBOJIOCEHME B IIOAMBIIIEYHBIX 1 JIOOKOBOI 06/IaCTAX CHIKE-
HO, I10 XXeHCKoMy iy (puc. 1). KoxkHble TOKpPOBEI pO30BbIE,
HOpMajbHOM BraxHocTu. l[MTOBMAHAA >Kele3a He YBeM-
4eHa, MATKOTACTUYHON KOHCUCTeHIuM, 6e360/1e3HeHHas
npu nanpnanyn. JIsixanne Besuxynapuoe. Y — 20 B mun.
CeppeuHble TOHBI ACHBIE, puTMuyHble. All 110/60 MM pr.CT.,
YCC — 86 B munyTy, t — 36,5 C. fI3bIK pusnomorndeckoi
oKpacku, He 06710keH. JKuBot He yBenmudeH. IledeHs y kpast
pebepuroit gyru. CTy u fuypes He HapyIIeHBL

"@omo ydaneHo no npocebe
aBmopoB. 08.02.2022"

Pucynox 1. ITanyentka M., 17 net. ®eHoTUNITYECKME
ocobenHoCTH Ipu cuHApoMe Caaiiepa.
Figure 1. Patient M, 17 years old. Phenotypic features in Swyer
syndrome.

PeSy]IbTaTbI na60pa1'op1-n>1x I/ICCJICI[OBaHMﬁ

PytuHHBIe aHa/MU3Bl OOIEro aHanM3a KpoBHU, 0OIIero
aHanM3a MOYM, OMOXMMMUeCKre O06CIefoBaHNUs KPOBU He
BBIABUIN KaKUX-IMO0 KIMHMYECKN 3HAYMMbIX OTKJIOHEHMIA.

O6crenoBanre TOPMOHAIBHOIO HPOQUISL IIPOJEMOH-
CTPUPOBAIO IMIIEPTOHALOTPOIHBI runoroHagynsm: OCI —
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80,07 MME/mn (2,76 - 5,69 MME/mn), JIT — 27,3 MME/mn
(1 - 6,43 MME/mn ), acTpaguon — Menee 5 rr/mi (5,99 - 27
nr/mn ), tecroctepoH — 0,43 uHr/mn (0,084 — 0,481 Hr/mi),
OT9A-c — 413,3 mxr/on (65,1 — 367,6 MKT/my1 — [I/1 >KeH-
mnH, 70,3 — 493,1 MKr/an — st Myxx4aus), 17-OH nporecre-
pou — 1,68 ur/mn (0,41 - 2,35 ur/mn), nponaktud — 924,8
MKME/Mn (44,5 - 390,1 MkME/Mi), IpONMakTUH MOHOMEp —
383,9 MkME/mn (74 - 390 MkME/mi).

JlaHHbIE MHCTPYMEHTA/IbHBIX MccnefoBanuit. Y3U op-
raHoB Majoro Tasa (OMT) mokasano ClIeayouyo KapTHHY:
MaTKa IIpeJcTaB/leHa B BHUJie MBIIIEYHOTO TSDKA, pasMepaMu
36,3x8,3x13,7 MM. DHpioMeTpMil YeTKO He Ay depeHnmpy-
eTcsl. PaconosxeHne MaTKy TUIIMYHOE. DXOCTPYKTYpa OHO-
pozHas. Yrom MexXly 1eiiKoii 1 TeIOM MaTK/ He IPOCMaTpu-
BaeTcA. AMYHMKU B TUIIMYHOM MeCTe He BU3YalU3UPYIOTCA.
Beto mpefcTaBieHO Crlefyolee aKIodeHue: MH(paHTIIb-
Hast MaTKa. AreHe3ns sn9HNKOB. CoracHo KmaccupuKaum
H.C. Maprbiia, pasMepbl BHYTPEHHUX T'eHUTANUI B mybep-
TaTHBIN NIepUOf, B Bo3pacTe 17 — 19 7eT, JOMKHBI COOTBET-
CTBOBATb C/IAYIONINMM MapaMeTpaM [3]: AMHa Tella MaTKu —
48 MM, M pKHa Te/a MaTKN — 41 MM, TOJIIHA Te/la MaTK/ —
33 MM, IIMHA WK — 27 MM, 06'beM AMYHMKa — 8,8 cM°.

ITaryeHTKe OBUIO IPOBEAEHO MCCIEHOBAHME KAPUOTHUIIA:
B 100 % mpoaHanmu3MpOBaHHBIX MHTeP(A3HBIX sfiep 0OHApY-
»KeH HOPMaJIbHBIIT My»CKoil Kapuorui (46 XY).

[TpoBezneHa amapoCKonys ¢ roHaiaKToMuelt (puc. 2) 3a-
K/IIOYeHVe TYCTOIOTMYECKOT0 MaTepuasa: ¢ 06enx CTOPOH
BU3ya/IM3UPYIOTCS MATOYHBIE TPYOBI. JOHA/IBI ZOCTOBEPHO He
OIIpee/AITCS, MpefcTaBIeHa G1rOpO3Has TKaHb C efMHNY-
HBIMI JKe/Ie3NCTBIMU CTPYKTypaMi. JIeBas ToHaja pasMepoM
3 MM, npaBas roHaga — 4 MM (puc. 3).

PucyHok 2. ITanimenTka M., 17 net. ®ororpadus roHagst
NP MPOBeEeHNI TATIAPOCKOIIIL.
Figure 2. Patient M., 17 years old. Photo of the gonad
during laparoscopy.

JleBana roHaga

O6c¢cyxaeHne

ITo pesynbpratam aHaMHes3a (Hamrdye Xaaob Ha IepBUY-
HYI0 aMeHOpeIo, OTCYTCTBIE POCTA MOJIOYHBIX JKefles), 00b-
eKTUBHBIX JaHHBIX (1monoBas ¢opmyna mo TanHepy: Mal,
Ax3, P 3, Mel, oBO/IOCeHNE 10 )KEHCKOMY TUITY) U Pe3yib-
TaToB  /1a00PAaTOPHO-MHCTPYMEHTA/IBHBIX  MCCIIEOBAHMIT
(xapmorun 46 XY, nosbimenHble ypoHu JII, ®CI, Hamu-
4ye MaTKM, IPefiCTaB/IeHHON B BUJe MBILIIEYHOTO TsDKa, U3-
B/IeYCHHbIe TOHAMIbI, IIPefCTaB/ICHHbIe (UOPO3HOI TKAHBIO
C eJVHVYHBIMM JKEIe3UCTBIMU CTPYKTYpaMy) BBICTaBJI€H
CIenyomuil KIMHNYeCKWil ANarHo3 — HapyluleHue Gpopmu-
poBanusa nomna 46 XY, Cungpom Csariepa. B panpHeiiem
MalyeHTKe PeKOMEeH/J0OBaHa 3aMeCTUTe/IbHasA TOPMOHa/IbHAsA
Tepamnus MpernapaTaMi 3CTPOreHOB U IIPOTecTepPOHa C LIe/IbI0
CTUMYJIALIMM TIOJIOBOTO CO3PEBAHMUA M COOTBETCTBYIOLIETO
Pa3BUTHA SKEHCKUX BTOPUYHBIX ITOJIOBBIX IIPU3HAKOB, a TaK-
e IPOMUIAKTIKA OCTEOIOPO3a.

Kaxk 6p1710 ckasaHo Bbllte, cuagpom Caliepa 4alie BCero
accouuupyoT ¢ myTtauuamu resa SRY. Ho ganHbII cumnrTo-
MOKOMIITEKC (IMCTeHeTUYHbIe ANYKM, KEHCKUE HapyXKHbIE
TeHUTa/INM, BO3MOXKHOE Haj/M4Me MaTKy, Kapuorun 46 XY)
XapakTepeH U /IS APYIUX reHeTndecKux abeppanuit. Cpe-
IV TaKMX matormormit: Mmyrtanus rera WT1 (mokyc 11p13) —
cunpipom @paiisepa (Hann4ye B KIMHUKE JJOMOTHUTENbLHO-
rO KIMHUYECKOTO CUH[POMA B Bufje He(PPOTUIECKOTO) MU
curgpom [lennca-JIpanra (passurue omyxomu Bubmca);
myTanusa reia SF1 (moxyc 9q33), 4To 4acTo accoLUMPOBAHO
B K/IMHUKE C NIePBUYHOI HAANIOYEYHNKOBOI HeJOCTaTOYHO-
cThio; MyTanys reHa SOX9 (mokyc 17q24.3-q25.1) c mposisie-
HUAMM KaMIIOMe/INYecKol ayucirasuy; myTauys resa ATRX
(moxyc Xp22.13) — pasButie d-TaIacceMmu 1 3aiep>kku ¢u-
3M9eCKOT0 PAa3BUTIA HAPAAY C HapylleHNeM pOPMUPOBAHIA
nona. OfHAKO 3Ha4YMMble COMAaTMYeCKMe MaTo/IOr UM, COIIPO-
BOXK/JAIOIIVIE JaHHbIe 3a00/IeBaHVIs, Y TALMEHTKY BbISIB/IEHBI
He 6bUm. Tak Kak pe3ynbrarhl MOFPOOHOrO FeHETHYECKOTO
TeCTUPOBAHNA He OBV Obl Ha BBIOOP TAKTUKY JIEYCHIS
U He OBUIN CYIIEeCTBEHHBI KaK /IS CAMOTO IIOAPOCTKA, TaK U
IJIL €r0 CeMbH, OT MOJIEKY/IIPHO-TeHeTIIeCcKoll Bepuduka-
LM [IYaTHO3a Ha JAHHOM 3Talle OBUIO IPWHATO pelIeHNe
BO3JIePXKATbCA.

3akmroueHne

Takum 06pasom, IpuBeNEHHDI KIMHUYECKUIT CIydai
HOATBEPXK/IaeT HEOOXOMMOCTb 6oJiee TIIATENLHOTO KOM-

-

MpaBasa roHaga

Pucynok 3. Ilamnentka M., 17 net. VI3BnedeHnHble 1eBas M paBas TOHA/bI P IPOBEAEHIN TAIapOCKOIM.
Figure 3. Patient M., 17 years old. Extracted left and right gonads during laparoscopy.
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