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KuroueBwble cioBa: cunapom Caiiepa, qUCTeHE3UsT TOHA, KEHCKUH (DEHOTHII, IIepBUIHAS
aMeHopesi, 3aMEeCTUTENIbHAsE TOPMOHAIbHAS TEPATIHS.

BBenenue. Cunnpom Caaitepa (anrn. Swyer syndrome), XY nucrenesusi ToHal, KEHCKast
roHaganbHas aucreHesus (anrmi. XY female gonadal dysgenesis) — reHeTnueckoe HapylieHHE,
BapuaHT runoroHaau3Ma ¢ kapuotunom 46 XY. Ilpu cunapome Caaliepa HaOJIIOMaeTCs TOJTHAS
WIH «YUCTAash» TUCTEHE3Us TECTHKYI, (POPMUPYETCS KEHCKUH (PEHOTHIN NPU MYKCKOM T'€HOTHIIE.
D710 BpOXKJIEeHHOE 3a00JIeBaHNe, CBA3aHHOE C Y -XpomMocomoi [1].

Cunnpom Csaiiepa — peakas ¢opma NMEpBUYHON aMEHOpPEH, BO3HHMKAIOIIAS B PE3yiIbTaTe
mucreHesun  ToHan. B 1955  romy Caailep ommcan  gBa  ciay4yas — «MYXCKOTO
nceBaorepMadpouTH3May B OTHONICHWHM JBYX JKCHIIWH C KapHOTUNOM XY C TEpPBHYHOMN
aMeHOpeel, BBICOKUM POCTOM U KEHCKUMH HAPY>KHBIMH TTOJIOBEIMU OpraHaMU, MPY 3TOM Y OJTHON
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U3 TAIUEHTOK OBbLI ONMUCaH yBEIMYeHHBIH KiauTop. C TeX MOp MCTHUHHAS TUCTEHE3Us TOHaJ
MmoJTy4rJia Ha3BaHue cuuapoma Catiepa [1, 2].

Yacrtora nanHoro cuszapoma coctasisier oT 1:30 000 mo 1:80 000 pommBIIMXCS HETEH,
KOTOpBIE MMEIOT *KeHCKuil ¢eHotun. Kak mpaBuio, mpu poXKACHUM TaKUX JETEH OTCYTCTBYET
«JIMarHOCTHYECKAs. HESICHOCTb» B ONPEICIICHWU Moyia. Y JaHHOM TIpyMNIbl MAaUEHTOK HET
HapylmeHuid pa3BuTHs MioiepoBa MPOTOKA: OHM HMMEIOT BIIArajHINe, MaTKy M (payuiomnueBbl
TpyObl. OTCYTCTBHE TOPMOHAIBHOTO U PEMPOAYKTHBHOTO MOTEHIIMAJIA MTOJIOBBIX XKele3 («TKe»)
NPUBOJIUT K TIEPBUYHONW aMeHOpee, MO MPUYMHE KOTOPOW NEBYIIKH IMyOepTaTHOrO BO3pacTa
oOparmarorcs 3a MeIUIIMHCKON oMotk [ 1, 3, 4]. [Ipomecc hopMupOBaHUs SUYEK PETYITHPYETCS
HECKOJIbKUMH TeHaMH, Haubojee BaxHbIM u3 KOTOpbiXx sBisiercss SRY  (sex-determining
region Y), JJOKQJIM30BaHHBIM Ha KOPOTKOM Iuiede Y-XpOMOCOMBI. Dkcrpeccusi SRY HaumnHaercs
Ha 7-8 Hezxene sMOpuOreHes3a, 4yTO MPUBOIUT K Kackaay peakuuil: nuddepeHmpoBka KIE€TOK
CepTonu U TepMUHATHBHOIO SIUTENHS CEMEHHBIX KaHANbIEB. B ycrnoBusx (hU3HOIOrHYECKOTO
smOpuoreHe3a B kietkax CepTonu BBIIENAETCS aHTHUMIOJUIEPOB ropmMoH (AMI), mpuBoasmuit
K perpeccy MiouiepoBbix npoTokoB. Ha 8-10 Henmene 5sMOpuoreHesa HauyMHAETCS
muddepenunpoka kinetok Jleiaura. B knerkax Jleiinura, CTUMYJTUPOBAaHHBIX IUIALEHTAPHBIM
XOpHOHHYeCKHMM ToHagorponuHoMm (XI'), a 3ateM U COOCTBEHHBIM JIIOTEHHH3HPYIOUIHM
ropmoHoM (JII'), cexkperupyercst GeTanbHBI TECTOCTEPOH, MO JEHCTBUEM KOTOPOTO BOJIb(OBBI
npoToku AuddepeHIupyroTcs B CEMEHHbIE ITy3BbIPHKH, CEMSBBIHOCSIINE MPOTOKH U MPHUIATKH
anuka. Ilockonmpky npu cunapome CBaifepa HaOmonmaercs HenoctatouHas cekpeuuss SRY
U JpYyrdx TEHOB, BMECTO (PYHKIMOHAIBLHO AaKTHUBHOW TECTUKYJISPHOW TKaHU, aKTHUBHO
BBIpa0aTHIBAIONICH TECTOCTEPOH, MPOUCXOTUT pEayKIus Bojb(oBa mpoToka. OTCyTCTBHE
cexkpeuun AMI' mpu cungpome Cpaiiepa NPHUBOAMT K TOMY, YTO M3 MIOJUIEPOBBIX IPOTOKOB
dbopMupyeTcsi MaTka, BEpXHSS 4YaCTh Biarajuiia W QamionueBbl TpyObl. TkaHb sSIMUHUKA K
pazBuBaetrcs B orcyrctBue TDF u B pesyibTaTe aHTH-TECTUKYISIPHOTO AeicTBus TeHoB DAX 1,
Rspol u WNT4. fuunuku He BhIpabaTHIBAIOT TOPMOHOB B TE€UYEHUE BHYTPHYTPOOHOW >KH3HH,
U pa3BUTHE KEHCKUX IMOJIOBBIX OPTAHOB HE 3aBHCHUT OT BBIPAOOTKU rOopMOHOB [1, 2].

CornacHo nUTEpaTypHbIM JaHHBIM, MHAKTHUBHUpYromue myTtauuu, geneuuss SRY B JIHK-
CBSI3BIBAIOIIUX 00JACTSAX MPHUCYTCTBYIOT npuMepHo y 15 % mammenTtoB ¢ cunapomom Caaiiepa.
[Ipuunnoit qucrene3uu rouan asistorces mytauu reaoB WT1, SRY, SOX9, DHH, ATRX, ARX,
SF1, MAP3K1 u NR5AI, orBerctBeHHble 3a Au(p(EpEeHIMPOBKY SUYKA, WIH 4Ype3MepHas
skcpeccust pakropoB DAX 1, SOX9, koTopble MpensTCTBYIOT HOpMabHOU AuddepeHInpoBKe
smuka [1, 4, 5, 6]. [Tauuentsl ¢ mucreHsueil roHag ¥ reHOTUNOM 46XY TakKe IMOBEPIKEHBI
MOBBIIIICHHOMY PHUCKY pPa3BUTHSI OIYXOJed, a MMEHHO TOHAJ001acTOMBbl W JTUCTEPMUHOMBI
¢ uacroroii 20-30%, B cBA3M C YeM [AHHON KaTerOPHM TMAIMIEHTOB PEKOMEHIYETCS
npouiIaKkTHUecKass  TOHaPKToMHs.  JucrepMuHomMa —  Hambosee  pacmpocTpaHEHHas
3]I0KaUeCTBEHHAs OIyXOJIb SIMYHUKOB W3 3apOJBIIIEBHIX KJIeTOK. OHa MOXKET ObITh OOHapyKeHa
KaKk B 4YHMCTOM BHJE, TaK M B CMECH C JPYIMMH 3apOJbILIEBBIMU 3JeMeHTaMH. Yacrtora
BO3HUKHOBEHMS] JUCTEPMUHOMBI BBIIIE y MOJOABIX >KeHHIMH. Okono 65 % aucrepmMuHOM
HaXOTCS HAa MEPBOM CTaJIMU MPH MOCTaHOBKe auarHo3a. [Ipu atom 85-90 % omyxosneii nepBoit
CTa/INA SBJISIFOTCS OAHOCTOPOHHUMHU, a 10-15 % — nBycToponHuME. [IpuMepHO MATH MPOIIEHTOB
TUCTEPMUHOM  OOHapyXHMBAaIOTCS y (EHOTHINHMYECKUX JKEHIIMH ¢ KapuoturmoMm XY,
JlucrepMrHOMa TIPENCTABIAET COOOH MHOTOMONBYATYIO COJIMTHYIO MAacCy C BBIPaKCHHBIMHU
(GbuOpOBaCKYISAPHBIMU TIEPETOPOJIKAMH M MHOXECTBOM KalbIU(UKATOB. MUKPOCKOITNIECKH
JUCTEPMUHOMA COCTOUT M3 HeAU(PPEpeHUUPOBAHHBIX BE3UKYJSPHBIX 3apOBIIIEBBIX KJIETOK
C MPO3payHOW IMTOIUIA3MOM M LEHTPAIbHO PACHOJOKEHHBIMU siipamu. [loCKOJIBKY CHHIpOM
Caaifepa sBisieTCS MPUUMHON BBICOKOW 3a00JI€Ba€MOCTH IOHAJ001aCTOMON U T€PMUHOT€HHBIMHU
OMyXOJISIMM, TOHAJIKTOMHS JOJDKHA OBbITh BBIMNOJHEHAa Cpa3zy IMocie IMOCTAHOBKM JMarHo3a
[1, 5, 7]. AuddepennnanbHas AMArHOCTHKA Y MAIMCHTOB C KEHCKUM (PEHOTHUIIOM U KAPHOTUIIOM
46 XY Bkmo4aeT B ceOs TPU Pa3NUYHBIX COCTOSHUS: CHHIPOM BPOXKICHHOW aHAPOTCHHOU
HeuyBcTBuTennbHOCTH (CBAH), npyroe Ha3BaHuWe JaHHOTO 3a0oJjieBaHUS — CHHApPOM Moppuca
WIN CHHAPOM TECTHKYJSPHOW (heMHHHU3AINH, BPOKICHHAS TUCOYHKIHMS KOPHI HAAMOYCYHUKOB
(BAKH), Be3BanHas aedummrom Qepmenta 17-o rumpokcunaselr/17-20-mma3pl, ¥ HCTUHHAS
JUICTEHE3MsI TOHAJ, TaKKe M3BECTHAs KaK CHHIPOM aHjaporeHHoi HemoctarouHoctd (CAH), To
ectb cunyipom Caaiiepa [1, 7, 8].
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Bpoxnennas aucyHKIusS KOpbl HAANOYEYHUKOB JIOJDKHA OBITh HMCKIIOYEHA Yy JeTei
C aHOMAJMSMHM pa3BUTUS HAPYKHBIX IMOJIOBBIX OPraHoB, TE€HUTAIBHBIM HWH(GAHTHIN3MOM,
TUIIOTOHAZM3MOM WM apTepHabHOM THUNEpTeH3HeH ¢ HaJIW4YMeM 3IM3070B 00€3BOXKHMBAHUS.
Haubonee pacnpoctpanennoit popmoit BJIKH siBnsiercs nedpunut 21-0 ruapokcumnassl, KoTopas
MOXeT OBbITh TUarHOCTHpPOBaHA Mpu poxaeHuH. [Ipu 3ToM BBLAEISIOT 2 Kiaccudeckue (popMmbl:
BUPWIbHAS M cosibTepsitomas. Hanbomee onmacHol GhopMoid SBISETCS CONBTEPSIONIAS, TTOCKOIBKY
IpU HEH HuAET MOoTeps KaK MHUHEPATOKOPTUKOUIOB, TaK U TINIIOKOKOPTHKOMIOB. CHMKEHUE
peabcopOimu HaTpUs B KaHAIbIAX TOYEK, 00beMa IHMPKYJIUPYIOMIEH KPOBH, apTepUaTHHOTO
JaBIICHUs] W DPAa3BUTHE BBIPAKEHHOTO OOE3BOXKMBAHUS TPUBOJUT K TAaKOMY OCJIOKHEHHIO,
Kak cosbTepsomuid Kpu3. [Ipu BupmibHOi hopMe oTMedaeTcs TOIbKO NeUIUT KOPTU30Ja, YTO
B OTCYTCTBHMHU JICYEHUS IPOSBISIETCS MBIILIEYHOW CJIa00CThIO, YTOMIISIEMOCTBIO, MOTEMHEHHEM
KOXKHBIX TOKPOBOB Ha ()OHE CHMIITOMOB THIIEpaHIPOreHHH. [IposSBICHUAMH HEKJIACCHUECKOMN
(bopMBI sBJISIETCS N30BITOYHOE OBOJIOCEHUE, HAPYILEHUsSI MEHCTPYaJIbHOI'O 1IMKIIA, OeCIIONe UK
HeBbIHamMBaHue OepemenHoctu [1, 9, 10]. Hedbumur 17-a ruapoxcunaswl/17,20-nuassl,
BO3HHKAaOmMi y mun XY, NOPUBOAUT K Pa3BUTHIO TIOJTHOCTBIO JKEHCKOTO (heHOTHIa
C TCHHUTAIbHBIM WH()AHTHUIN3MOM. JlMarHo3 ycCTaHaBIMBAeTCS, KaK MPABUIO, NPU Pa3BUTHH
aMEHOpEeM W U3peAKa HAJIMYUM JABYCTOPOHHEW MaxXxOBOW TPbDKH, NMPU KOPPEKLHU KOTOPOH
OoOHapyXHBaeTcs SIMYKO. YUUTHIBAas HAKOIJICHHME MHHEPAJIOKOPTUKOUAOB, y TaKuUX JAETed, Kak
NPaBWJIO, HAOJIONAETCSl TUIEPTOHMS, KOTOpas € TPyAOM nojnaerca jedeHuto. Kak u npu
cu"apome Cpaiiepa, 3TH JETU SIBIAIOTCS (PEHOTUIMUYECKH KEHCKOI'O I10J1a, OJHAKO Yy HHUX €CTb
SANYKO, KOTOPOE UMEET HOPMAJIbHOE TMCTOJIOTHYECKOE CTPOCHHE M OOBIYHO OOHApYKUBAeTCs BO
BpeMs JieueHUs 1axoBo Ipblku. CHHAPOM MOJHOM aHaporeHHoi HeuyBcTBUTEIbHOCTH (CAIS) —
penkoe 3abosieBaHue, YacToTa KoToporo konednercs mexay 1:40.000 u 1:60.000 poxxaenwmii. Kax
u npu BJIKH, y manueHTOB MMEIOTCS [1Ba THMCTOJIOTMYECKH HOPMAJbHBIX SHMYKa, TO €CTh
NPOMCXOJHUT MOJHAS PETPECCHs MIOJUIEPOBBIX OPTraHOB (TPyO, MAaTKU M Biarajuina), oOJHaKo 0e3
BUpPWIM3aLMM  OpraHoB. HapylieHHas  4yBCTBUTENBHOCTb K  aHApPOr€HaM  IMPUBOJIUT
K OrpPaHUYEHHMIO JEHCTBHS TECTOCTEPOHA, CEKPUTUPYEMOro sudykamu. VIMEHHO mo3TOMY
MalMEeHTHl ¢ CUHIPOMOM Moppuca UMEIOT KeHCKUi (eHoTun. Cekpeuus: sIMuKaMu aKTUBHOTO
OMOXMMHUYECKOTO BellecTBa — MHTMOMHA b, cnocoOHOro nonasiste popmupoBanus MiosepoBa
NpPOTOKA, BEJIET K TOMY, YTO IOJIOBBIE OpraHbl ()OPMHPYIOTCS HENpaBWIbHO. TakuMm oOpazom,
cymecTByeT 3 (opMbl CHHApPOMA TECTUKYJISPHOM (DeMHHM3AIMM: TOJIHAs, YaCTUYHAsl U JIeTKas,
Ka)kJ1ast U3 KOTOPBIX HIMEET CBOM OCOOCHHOCTH Pa3BUTHS OJIOBBIX opranos [1, 9, 11, 12].

B nocrynHol 3apyOexHON JuTepaType OINHMCAHO HEMHOI'OYHCICHHOE KOJIMYECTBO
HaAOJIOJICHUI POJOB Y MalMeHTOK ¢ cunapomom Craiiepa [2, 5, 11, 12, 13]. B MKbB-10 nanHOMYy
3a0o0JeBaHnIO MPUCBOEH Ko Q56.4 — HeonpeIeIeHHOCTh 0J1a HEYTOYHEHHASI.

Jlo mepuona NOJOBOrO CO3peBaHUs, CHUMITOMBI cHUHApoma CBailepa NpaKTUYECKH
HE BbIpa)keHbl. 3a00JIeBaHNE B OCHOBHOM JIMarHOCTUPYETCs y eBouek B 14—16 ner. D10 cBA3aHO
C TEM, YTO OHHU MNPUXOAAT K THHEKOJOry ¢ Kajllo0aMu Ha 3alepiKKy IOJIOBOIO pPa3BUTHS,
MOSIBJIGHUS TepBOM MEHCTpyauuu (MeHapxe). Y ManUMeHTOK BBIABISIOTCS — CIIEAYIOLIUE
0COOEHHOCTH:

o cnabopa3BUTHIE TPYIHBIE )KETIE3bl;

e HEJOCTATOYHBIN POCT BOJIOC B IMOAMBIIICYHBIX BIIAJJMHAX U HA JJOOKOBO 001acTH;

o MH(AHTUIN3M MaTKH, PEXKE — TUTIOTIIa31sl BIarajnila;

e HMHTEPCEKCYaTbHOE WIIM €BHYXOMOA00HOE TEIOCIIOKEHHE;

e aTpodus CAU3NUCTON 0OOIOUKH B IMOJIOBBIX OPraHax;

e HEIOpPa3BUTHE KIUTOPA U MOJIOBBIX I'Y0.

[TocranoBka auarHo3a Oa3zupyeTcsi Ha AAaHHbIX ocMoTpa, Y3UM opraHoB Majoro Tasa,
TOPMOHAJILHOE MCCIIEJ0BaHMs YPOBHS IOJIOBBIX FOPMOHOB (3CTpaauoil, TtecrocrepoH), 17-OI1
(17-oxcumporucrepon), JAI'DA-c  (mermaposnmanapoctepoH-cyinbbara), JIIL u  DOCr
(ponnmuKyTOCTUMYIUPYIOIIETO  TOPMOHA), NPOJIAKTUHA, HCCIIeI0BaHNE KapHOTHIIA,
Jamapockonusi. bonee paHHSS TMarHOCTHKA BO3MOXKHA TMPU OOHAPYKEHUH MaJUTHU3UPOBAHHBIX
nucreHernueckux rouan [1, 3, 10].

[TarmmeHTKN ¢ TakOH XPOMOCOMHOM MATOJIOTHEN PACTYT KaK THUIHYHBIC JNEBOYKUA U UMEIOT
KEHCKYI0 TosoByto wuieHTHukamumio [1, 9]. Xenmmnasl ¢ cuHapomom CBaiiepa B cCpeaHeM
Ha 10-12 cm Bbllle, YeM >KEHIIMHBI B CPEJHEM B MOMYJSIHMH, TaK KakK, BO-TIEPBBIX, NPHU
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ACTPOT€HHOM HEJIOCTATOYHOCTH SMU(HU3APHBIE 30HBI POCTA JOJITO OCTAIOTCS OTKPBITBIMHU, BO-
BTOPBIX, B Y-XpOMOCOME COJEp>KaTcsi TeHbl, yCKopswomue pocT. CHUKEHHE MHHEpaIbHOMN
wiotHocTu KocTHOM Tkanu (MIIKT) ¢ pasButmem octeonoposa xapaktepHo aisi XY -KEHIIMH,
MOCKOJIbKY TIOJIOBBIE TOPMOHBI UTPAIOT KIIOYEBYIO POJIb B Pa3BUTUHU U MOJACPNKAHUH 30POBBS
KOCTeH, 4To TpeOyeT aHTUPe30pOTHBHOM Tepanuu. boibHbIe, Kak MpaBUIO, UMEIOT HEPa3BUTHIC
TOHA/IbI, MOJIOBBIE TSKH, HE CIIOCOOHBIE OCYIIECTBIISATH TOPMOHAIBHYIO MM PEHPOIYKTUBHYIO
¢ynkuun. YacTbIM OCIIOKHEHHEM SIBISIETCSl pa3BUTHE U3 PYIUMEHTAPHBIX IIOJIOBBIX TSKEH
roHago0mactomsl (15-75 %), puck mociemyromeld 3JI0Ka4eCTBEHHOH TpaHChopMau (Kak
npaBmwio, oOpaszoBanus aucrepmMuHombl) — 20-60 % — Bbeme, Wem mnpu JIpyrux (Gopmax
JIMCTUHE3UHU TOHAJM ¢ Y-XpOMOCOMOW. DTH HEOIUIa3WH HEPEAKO BO3HUKAIOT C O0EHWX CTOPOH
(CMHXPOHHO WJIM METaxpOHHO), PETUCTPUPYIOTCS B PaHHEM PENpPOAYKTHBHOM, IMOJPOCTKOBOM
u  jgerckoM  Bospacte.  OOMmENpPUHATOW  TAaKTMKOW  BEJICHUA  NAIMEHTOK  SBJSETCS
mpodMIaKTHYECKass JABYCTOPOHHSSI TOHAJPKTOMHUS Cpa3y IIOCie YCTaHOBJIGHHMs auartosa [3].
B cBs3u ¢ OTCYTCTBHMEM y MAalMEHTOK (DYHKIMOHUPYIOIIUX SUYHUKOB OOBIYHO HAa3HAYaeTCs
3aMecTHTeNbHas TopMoHaibHas Tepanus (31'T) B moaApoCTKOBOM BO3pacTe € LENbI0 KOPPEKIUH
aMEHOpeH, pa3BUTHA MOJOYHBIX JKeJIe3 M MAaTKH; KpOME TOro, TOpPMOHAJbHas Tepamus
crocoOCTByeT Mpo(dUIaKTHKE W KOPPEKIMH OCTeONmeHWH W octeomoposa [1, 3, 10, 12, 13].
Cungpom Caaifepa BCTpedaeTcst peIKO M NPU  JKENAHMM TALMEHTKH  Pealn30BaTh
PENPOIYKTUBHYIO (DYHKLHUIO SBISICTCS aOCOMIOTHBIM MOKa3aHUEM K HCIIOJIB30BAHUIO IOHOPCKOTO
IeHeTHYECKOro MaTepuasia — SMOPHUOHOB WJIM OOLIUTOB.

Hea» padorbl — MnpeAcTaBUTh KIMHUYECKUHA Ciay4yald YHCTOW JUCT€HE3UHM TOHaJ
y MalueHTKH.

Martepuanasl u Meroabl. IIlpencraBien kinuHMYeckuid ciydail cuHjapoma Cailiepa
y ManueHTKu 32 JieT, MpoaHaaIu3upOBaHbl AHAMHECTHYECKHE U KIMHUYECKUE TaHHBIC, PE3YIbTaThI
71a00paTOPHBIX U UHCTPYMEHTAIBHBIX 00CIIeOBAaHHA, TOCTONIEPAUOHHBIC PE3YIBTATH U PPEKT
3aMEeCTHTEIbHON TOPMOHAIBHOMN TEpaITuH.

Onucanue nHadomawaenusi. [larmmentka H. 32 roma, B nexabpe 2024 roma mocTymuia
B akyuepckoe ooOcepBanuonHoe otaeneHue Nel V3 «I'Kb Ne3 wumenn E.B. Kiymoa»
M0 BONpPOCaM IUIAHOBOTO pojopaspemienus ¢ nuarHozom: COVID-19 (ITHP — COVID-19
nojoxurenbHelii ot 11.12.2024), nerkas ¢opma, JJHO. bepemennocts 277 aueit (39 Henmenb
4 nHS), HACTYNUBINAs B pE3yabTaTe BCIIOMOTATENbHBIX PENPOAYKTUBHBIX TEXHOJOTUH
(OKO+UKCH). I'ectanmonHast apTrepuanbHas THUIEPTEH3Us, 0€3 3HAUUTEIbHON NPOTEHHYpPHUH.
OTATOIICHHBIN THHEKOJIOTHYecKni aHamue3: Oecruiogue | (renermueckwii aktop 46 XY).
JucrepmuHOMa TpaBOro  SIMYHUKAa | CTENEHHM, COCTOSHUE TOCTe  JABYXCTOPOHHEH
canpruarooopskromu B Mapre 2013 1. 3 kiuumHW4Yeckas rpymma. ['emMaHrnoma TeYeHHU.
VYmepennble TuQQy3HbIE W3MEHEHHs MOJDKEIYAOYHOW IKelne3pl MO THIy JIUIIOMAaro3a.
Jlo6aBouHast onbka cenesenku. Hedponros cripasa. KommonaHpie KUCTBI IIUTOBUIHON JKENIE3HI.
lactpoasodaruanbhas pedrokcHas O0Ie3Hb.

Anamnesz ocuznu nayuenmku. Pomgunace ot 1-if GepemenHoctH, 1-x pomoB (oOBuTHE
ynoBHHBI). bepeMeHHOCTh mpoTekana 6e3 ocodeHnocteil. Poct nmpu poxxaennu — 52 cM, macca —
3800 rp. Pocna u pasBuBanach HOpMalbHO B JIETCKOM Bo3pacTe. Pa3BuUTHE MOJOYHBIX >KEJe3
NPECTABICHO TOJBKO HE3HAUYNTEIBHBIM YBEIIMYEHUEM cOocKa ¢ 13 neT. AKCHIUIAIpHOE OBOJIOCEHHE
¢ 12 ner. Ilybapxe c 13 ner. B Bo3pacte 14 ner crama 3amedars OTCYTCTBHE MEHCTPYAIHi,
B CBS3M C ueM oOparTwiach 3a MEIUIMHCKOM mnoMmoniplo B PecmyOnmukaHCKWi IEHTp
SHIOKPUHOJOIMM, TAe Obulo mpoBeaeHo obOcnenoBanue. I[lo pesynpratam oOcienoBaHUs
BBISIBJICHO 3HAUUTEIbHOE TMOBBIIIEHWE YPOBHS T'OHAJAOTPONUHOB, NpPU HOPMAIBHOM YpOBHE
TECTOCTEpPOHA U MPOTrecTEpOHa, CHKEHHOM YpOBHE 3cTpaauoia. [1o JaHHBIM yJIbTpa3ByKOBOTO
oOcneoBanus OpraHoB Majoro Ta3a ot 23.08.2006 roga: pazmepsl MaTki — 33x28%32 MM (opma
MaTKd  HAlNOMHUHAET  CEUIOBUIHYIO. OHIOMETpUl  cinabo  BbIpaxeH. SIMYHUKKH — HE
BU3YAIH3UPYIOTCS.

06.07.2007 roma, yuuThIiBasg OTCYTCTBHE IIOJIOBBIX JKEJI€3 IO JIAHHBIM YJIBTPa3BYKOBOTO
UCCIICIOBaHMS, HAIMYME MaTKH B BUJIE TSKa, (PU3MOIOTHUECKUI YPOBEHb TECTOCTEPOHA B KPOBH,
HalyeHTKa TOCMUTAIN3UPOBAaHA B IJIAHOBOM MOPS/IKE C IETbI0 NMPOBEIACHUS ITUArHOCTHYECKOM
namapockonuu. [lo pe3ynpTaram nanapockonuu 0OHapy>KEHbI TOHA/IBI 110 JKEHCKOMY THITY B BUIE
TSDKEH U TMIIOIUIa3MpOBaHHAsl MaTKa B BUJIE TsDKA.
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VYuuteiBasgs Bo3pacT 15 5er, OTCYTCTBME MEHCTpyalMid, pe3ylbTaThl YJIbTPa3ByKOBOIO
UCCJIEIOBAHUS U IUarHOCTUYECKOH JIamapoCKOIny, NallieHTKa HampaBjieHa Ha KapHOTUIIMYECKOe
uccienoBaHue. BpicTaBieH AMarHo3: UCTUHHAsS JucreHesus roHal, kapuorum 46 XY. HaznaueHo
JeueHue: MUKpPOQOIUINH 4 MKI/CYT €KEHEBHO C LIEIbI0 CTUMYJIILIUU POCTa IPYIHBIX JKelle3.

UYepe3 2 Mecsma OT mpHeMa mIpenapaTa OTMEYaeT POCT MOJIOUHBIX JKese3, IOSBJICHHE
MeHCTpyanuid. MecsuHble asaTcss 4 aHs, yMepeHHble, Oe30ome3HenHbie. [lo3a mMukpodommHa
yBEJIUYEHA 10 8 MKI/CyT uepe3 4 Mecsiia oT IepBOro npuema mnpernapara.

20.08.2008 roma k 3aMeCTUTEIILHOW TOPMOHATILHON TepaInuu 100aBJieH TI0(PacToH.

10.09.2012 roga manueHTKa MOJy4YaeT 3aMECTHTENbHYI0 TOPMOHAJIBHYIO TEPAIuI0 B BHJIE
LUKJIO-TIPOT'MHOBBI.

B cBA3u ¢ TeMm, YTO MAaLMEHTKA IOJy4aeT 3aMECTUTENbHYI0 TOPMOHAJIBHYIO TEpaIluio,
PEKOMEHI0BaHO MPOXOJAUTh OCTEOAECHCUTOMETPHIO €XKETOHO.

31.01.2013 ronma mo nanubiM Y3W opraHoB manoro Taza B 00JACTH MPaBOrO SIUYHUKA
00Hapy>XeHO 00pa3oBaHHUE OKPYIJIONH (GOPMBI ¢ YETKUMH KOHTypamu pasmepamu 67x41x54 mm
HEOJHOPOJHOW CTPYKTYphl C THUIIEPIXOTCHHBIMU BKJIIOUEHHSAMHU pasMepaMu 10 2-3 MM.
[TanmeHTKE pPEKOMEHIOBAHO OINEpPaTUBHOE JIeUYeHHE B IUIAHOBOM Topsnake. IlpowsBeneHa
JOBYCTOPOHHSSI roHamdKkromus. I[lo pe3ynbraTaM  THCTOJIOTHYECKOTO  WCCICAOBAHHS — —
mucrepmMuHoma.  [locneonepaliMOHHBIA  MEPUONT  OCIOXKHSJICS PEUUAMBUPYIOMIMM IHCTUTOM,
B CBSI3U C YEeM MAIEHTKE PEKOMEHIOBAHO CMEHHUTH 3aMECTUTEIbHYI0 TOPMOHAIBHYIO TEPAIHIO
Ha (pemocron 2/10.

Hacrosimas 6epemensocts Hactynuia B pesynbrate DKO+UKCU (noHopckas siiniexierka)
¢ nepoil nonbITku. Ha npoTskeHnu Bceill 6epeMEeHHOCTH MalMeHTKa MPUHUMANa MpOrecTepoH
B 103e 200 Mr exxeaHeBHO 10 37 Henelab OepeMEeHHOCTH. TedueHne GepeMeHHOCTH OCTIOKHSIIOCH
KOJIBITUTOM (KEeHIIMHE Obula mpoBeneHa caHauus). B I Tpumectpe — TOKCHKO3 JIeTKOi cTeneHuy,
B III TpumecTtpe — aHeMHs JETKOH CTENEHH, OCTpas pecHUpaTOpHas BUpPyCHas HH(peKuus
(cMMIITOMAaTHYECKOE JICUEHUE).

YuuThpiBas aKymIEPCKO-TUHEKOJIOTMYECKHH aHaMHEe3, KPYNHBIH IUIOA 1O JaHHBIM
yIBTPa3BYKOBOTO HCCIIEJIOBaHUS W HAcTyluleHue OepemeHHoctn myrteM BPT, 3aBepmuth
0OEepEeMEHHOCTh PEIICHO MyTEeM OIepalii KecapeBa CeUeHHs.

Ponopa3spelnienne ManueHTKH BBINOJHEHO ITyTEM OIEpaldi KecapeBa CEUeHHs B CPOKE
recrauun 40 Hepens 3 nHsA. Jlanaporomus mo [[xoen — Koxeny. KecapeBo ceueHue B HUKHEM
CerMEeHTe MaTKH IONEPEYHbIM pa3pe3oM. B o0racTé HMKHEro cerMeHTa BBIPaKEHHBIM BapHKO3.
3a TOJIOBKY H3BJICUEH JKMBOW, JTOHOIIEHHBIN peOeHOK My»KCKoro moja maccod 3230 rpamm,
JumHOM 54 cm. M3nunmch cBeTiible okonoruioanbie Boabl. Omenka mo mkane Anrap 8§ 6amioB
Ha 1 Munyre (2+2+1+1+2) m 9 OammoB Ha 5 wmuHyTte (2+2+1+2+2). Ilocnen ynanen
NOTSATUBAaHUEM 32 MYMOBHHY, 00OJIOUKM HAJOPBaHBI, B CBSI3U C Ye€M OBLI MPOU3BEICH KIOPETaX
nojocti MaTki. C 1enpio npouIakTUKH KPOBOTEUECHUsI BHYTpUBEHHO BBejaeH [laban 1,0. Pana
Ha MmaTke ymwurta no llMuaeny, nBypsaHeiM mBoM. [lepuToHu3anms CBOOOAHBIMH JIMCTKAMH
OpIOLIMHBI ITy3bIPHO-MATOYHOM CKIaaku. [IpuIaTku OCMOTpPEHBI C JBYX CTOPOH: BBIPAKEHHBIN
BAapUKO3 INIHPOKUX CBSI30K MAaTKu ¢ 00eux cTOpoH. [IpaBblii M JIEBBIM SUYHUKHA OTCYTCTBYET
(pucynok 1). IIpaBasg maTouynas TpyOa y[IMHEHa, U3BHTA M UCTOHUYEHA. B ammymsipHOM oTene
YYaCTOK «JIMIIOMATO3HOTO TepepoXxaeHus» (pucyHok 2, pucyHok 3). JleBas marounas TpyOa
yIUIMHEHA, U3BUTA U UCTOHYEHA. [1o pe3ynpTaraM MHTPAONIEPAlMOHHOTO KOHCHINYMA, YUUTHIBAS
HEBO3MOXKHOCTh HacTymiieHus 6epemenHoctu 6e3 BPT, ¢ menbio nmpoduinakTuky SKTOMUYECKOM
O6epemeHHocTH npu nociaeayromux BPT, npodunakTuky oOHKOIOrMYECKMX 3a00seBaHUiM
MaTOYHBIX TPYO, MPUHATO PELICHHE O BBINOJIHEHUU ABYCTOPOHHEH calbHUHIIKTOMHM. OOmias
KpOBOIIOTEps BO Bpemsi omepauuu coctaBuwia 850 mu. IlocnmepomoBoit mepuon mpotekan 6e3
OCJIOKHEHUIA.
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Pucynox 1-MHTpaonepanoHHo MaTKa ¢ MATOYHBIMHU TPydamMu

4 b

Pucynok 3-MHTpaonepanmoHHO MaTKa ¢ MPaBoii MATOYHOM TPyO0oii
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Pe3yabTaThl U uX 00cys;aeHue. CoriiacHO aHaMHE3a JaHHBIX MALMEHTKU (HaJu4ue %ajnoo
Ha TMEPBUYHYI0 aMEHOpEI0, OTCYTCTBHE pOCTa MOJOYHBIX Kele3), OOBEKTUBHBIX JaHHBIX
(monomast dopmyna mo Tammepy: Mal, Ax3, P 3, Me0, oBonoceHrHe 1O >KEHCKOMY THITY)
U pe3yJabTaToB JabOPaTOPHO-MHCTPYMEHTAJIBHBIX uUccienoBanuii  (kapuotun 46 XY,
noBeimeHHbie ypoBHU JII', ®CI', Hanuumne MaTKu, MPEACTaBICHHONW B BUJIE MBIIIEYHOTO TsDKa,
U3BJICYCHHBIE TOHAJbl, IPEACTABICHHBIE YYaCTKOM  <«JIMIIOMATO3HOI'O  IEPEPOXKICHUSI)
BBICTABIICH CIICIYIOIIAN KIMHUYECKUH IHWarHo3 — HapymieHwe QopmupoBaHus moia 46 XV,
cunapom Caiiepa.

B nocnenyromeMm nanueHTKE PEKOMEHIOBAHA 3aMECTUTENbHAs TOPMOHAJbHAs TEpanus
npernapaTaMi 3CTPOTEHOB UM TPOTECTepOHAa C LEJIbI0 CTUMYJSLUU TOJOBOTO CO3pPEBaHUS
U COOTBETCTBYIOIIETO PAa3BUTHs IKEHCKUX BTOPUYHBIX TOJOBBIX MPHU3HAKOB, a TaKke
NpOo(UIAKTUKN OCTEOTOPO3a.

B 32 roma mamumenTtka mnoctymwia c¢ jaumarHozom: COVID-19 (ITIHHP - COVID-19
nosioxkutenbubiil o1 11.12.2024), nerxas ¢opma, JIHO. bepemennocts 277 nuerr (39 nenenb
4 nus), wactynuBmas B pesynbrare BPT (OKO+MKCH). TecranvoHHas aprepuaibHas
rUnepTeH3us, 0e3 3HauyutenbHOW npoTemHypuu. OI'A. becrmomue 1 (reHermueckuii daxTop
46 XY). [ucrepmuHOMa MpaBOro SMYHMKA | CTENEHH, COCTOSTHUE IOCIE IBYXCTOPOHHEH
canpruarOOOopIKTOMEH B Mapte 2013 1. 3 kimHW4Yeckas Tpymma. ['eMaHrnoma TCYeHH.
VYmepennsle aud@y3HbIE H3MEHEHHs MODKEIYJOYHOW IKeJe3pl MO THIy JIMIIOMAaro3a.
JloGaBounas nonbka ceneseHku. Hedponros crnpasa. KommonaHeie KUCThI IIUTOBUIHOMN KEJE3HI.
['OPb.

3akioyenue. Ha ocHOBaHMM HaIMuus kano0 Ha MEPBUUHYIO aMEHOPEI0 U OOBbEKTUBHBIX
JMAHHBIX, MOJIOBOM (opMynsl 1o TaHHepy, pe3ynbTaToB J1aOOPATOPHO-MHCTPYMEHTAIBHBIX
uccinenoBanuit  (kapuorun 46, XY), IOBBIIIEHHbIE YPOBHU T'OHAJOTPOIMHOB, HAJIWYME
TUIOIUIA3UPOBAaHHON MaTKHU, HAJIMYME N3MEHEHHBIX TOHA/1) BBICTABIIEH CIAEAYIOIUI KIMHUYECKUI
IMarHo3: HapymeHue gpopmupoBanus nona 46, XY, cunapom Caaiiepa. [IpoBeneHo pagukambHOe
onepatuBHoe Jeuenue. [logoOpana rpexTrBHAs 3aMecTUTENbHAs Tepanus. Uncras qucreHe3us
roHan ripu 46, XY sBisieTcs CI0KHOU opMoit HapytieHus1 GOPMHUPOBAHUS TTOJIA.

B cBs3M ¢ BBICOKMM PUCKOM 3JI0Ka4€CTBEHHBIX HOBOOOpa3oBaHui npu cunapome Cpailepa
BaXHA pAHHAA JMAarHOCTUKA. BO3MOXHOCTH MPOBENEHUS PAJAUKAIBHOTO XHUPYPTUYECKOTO
JiedeHus1 U moAdOpa 3aMECTUTEIHLHON TOPMOHAJIBHON TEpanuy YIy4lIaeT MPOTHO3 M COXPaHSET
PENPOAYKTUBHBIA  MOTEHIMANT TMANUEHTOK, Ui pealu3allid  KOTOPOrO  MCHOJIB3YIOTCS
BCIIOMOTaTeIIbHbIE PETIPOTYKTHBHBIE TEXHOJIOTHH.

CBeneHuss O HACTYIUICHMM OEpEeMEHHOCTM Yy NAalMeHTOK ¢ KapuotunoM 46XY
JI0 HACTOSIIIETO BPEMEHU OCTAIOTCS €AMHUYHBIMU WM pPAacCMaTpUBAIOTCA Kak OCOOBIM ciryyait
B MEJMIIMHCKOMN MPAKTHKE.

HeobxonumocTh 00bEKTUBHOM OLEHKH BO3MOKHBIX PUCKOB M OCJIOXHEHHUU IIIaHUPYEMOI
OepeMEHHOCTH y MAMEHTOK C JUCT€He3Uel rOHaMd, OLICHKH IIaHCOB HACTYIIEHUS] OEPEMEHHOCTH,
PUCKOB  MaJWTHU3alMH, TNPOPUIAKTUKH  OCTEONopo3a MOJPa3yMEBAE€T CBOEBPEMEHHYIO
KOMIUIEKCHYIO PabOTy KOMaHIbI Bpadei (TMHEKOJIOTOB JETCKOTO BO3pacTa, dHIOKPHUHOJIOTOB,
XUPYProB-3HIOCKOMHUCTOB, PEMPOAYKTOJIOTOB, aKylIepOB, TEPANeBTOB MW TICHXOJIOTOB). B mTore
MIPOBEJICHHONH pPAa0OTHl BO3MOXKHO OOECIIEYUTHh ONTHUMAIBHYIO TPErpaBUIAPHYIO MOITOTOBKY,
HACTYIUICHHE U T€YCHHE OepEeMEHHOCTH, MPOPMIAKTUKY OCIIOKHEHUH M B UTOTE TIOJIOKUTEIIHbHBIN
pe3yabTaT JieueHus Oecrioius y O0JIbHBIX TaHHOW KaTerOpuH.
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PREGNANCY IN SWYER SYNDROME: A CLINICAL CASE

Peresada O.A.}, Kotova G.S.}, Hryhkevich A.N.}, Gabdullina K.1.1, Barsukov A.N.%,
Znovets T.V.2, Sheremetyeva L.Z.2, Dashkevich Yu.l.?

! Institute of Advanced Training and Retraining of Healthcare Personnel
of the Belarusian State Medical University,
2 Healthcare institution «3rd City Clinical Hospital named after E.V. Klumovy,
Minsk, Republic of Belarus

Swyer syndrome (English: Swyer syndrome), XY gonadal dysgenesis, female gonadal
dysgenesis (English: XY female gonadal dysgenesis) is a genetic disorder, a variant of
hypogonadism with a karyotype of 46 XY. In Swyer syndrome, there is complete or "pure”
dysgenesis of the testicles, and a female phenotype is formed. Introduction. Swyer syndrome
(English: Swyer syndrome), XY gonadal dysgenesis, female gonadal dysgenesis (English: XY
female gonadal dysgenesis) is a genetic disorder, a variant of hypogonadism with a karyotype of
46 XY. In Swyer syndrome, there is complete or "pure™” dysgenesis of the testicles, and a female
phenotype is formed with a male genotype. This is a congenital disease associated with the Y
chromosome [1].

Keywords: Swyer's syndrome, gonadal dysgenesis, female phenotype, primary
amenorrhea, hormone replacement therapy.
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