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CuHapom CBariepa ABASIETCS PEAKUM FrEHETUYECKUM HapyLIEHUEM, PU KOTOPOM HabilogaeTcs AMCreHe3usi FroHag v Kapuo-
™mn 46, XY. B noctHatasibHOM M ripenybeptaTHOM riepuoge AaHHoe 3abosieBaHNe He UMEET KIIMHUYECKMX MPOSBACHUM
n npotekaer 6eCcCcMMNTOMHO, YTO 3aTpyAHAET AUarHoCTuKy. [lepBbie NMPU3HaKM CUHAPOMAa MOSABASIOTCA B My6epTaTHOM
nepuoje B BUAE HEAOPaA3BUTHUSI BTOPUYHbIX MOJI0BbIX MPU3HAKOB. B JaHHOM 0630pe npefacTaB/iEHbl KPUTEPUU, MCXOAS
M3 KOTOPbIX MOXHO MOCTaBUTb TaKOM AMarHo3, Kak cuHapom Caviepa. BbigeneHbl OCHOBHbIE METOAbI AUArHOCTUKM, pac-
CMOTPEHbI BO3BMOXHOCTHU KaK OMepaTuBHOIo JIEYEHNS NALMEHTOK, TaK U MEMKaMEHTO3HOIro — 3a CYET 3aMeCTUTEIbHOM
ropMoHasibHOM Tepanuu. Bepupukaums cuHapoma crnocobeTByeT 6osiee TujatesbHOMY 06C/Ie[0BaHUI0, 4TO MO3BOJUT
onpeaennTb TaKTUKY BEAEHUSI N M36eKaTb OCI0HEHUI CO CTOPOHbI APYr1X OpraHoB M CUCTEM.
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BBEJEHME MW nponopuuamMu [1]. Y HUX oTmevanocb Hefopas3BuUTUE
CuHapom Caawnepa (XY-aucreHesus roHag) — 970 MOJIOYHbIX Xenes3, HO NPKU 3TOM reHnTanuu 6binn chopmu-
reHeTM4yecKoe HapylleHwe, BapuaHT rmMneproHagoTpon- pOBaHbl MO XEHCKOMY TUMY (XOTS Y OAHOM U3 KEHLLUH Obl10

HOro runoroHagmama c kKapuotunom 46, XY. B 1955 . yBenuMYeHne Knautopa), Habnwganocb HoOpmMalbHOE OBO-
AHIMIMMUCKUIA 3HAOKpuHoNor [xepanba CBavep onucan noceHne TobKa U NoAMbIWEeYHbIX BNagnuH. XpOMOCOMHbIN
ABa KJMHUYECKMX ciyvasi, B KOTOPbIX 60MibHble MNauu- aHanM3 NauMeHTOK NoKasas, YTO KapuOoTUM MKEHLLUH Obl
EHTKM 06paTuinCb C amMeHopeen M eBHYXOMoJ0G6HbI- 46, XY. 3aboneBaHue, BnepBble onucaHHoe CBanepowm,
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Swyer Syndrome: Clinical Case of Gonadal Dysgenesis
in a 15-year-old Girl

Swyer syndrome is a rare genetic disorder in which gonadal dysgenesis and karyotype 46, XY are observed. In the postnatal and
prepubescent period, this disease has no clinical manifestations and is asymptomatic, which makes diagnosis difficult. The first
signs of the syndrome appear in puberty in the form of underdevelopment of secondary sexual characteristics. This review presents
the criteria based on which such a diagnosis as Swyer syndrome can be made. The main diagnostic methods are highlighted,
the possibilities of both surgical treatment of patients and drug treatment due to hormone replacement therapy are considered.
Verification of the syndrome contributes to a more thorough examination, which will allow you to determine management tactics and
avoid complications from other organs and systems.
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OPMEHTMPOBOYHO BCTpPeYaeTcs C YyacToTon 1 cny4van
Ha 80-100 TbIC. [2].

OM6pMOreHes NosI0BOM CUCTEMbI MPSIMO 3aBUCUT OT Habo-
pa MosIoBbIX XPOMOCOM 3MOGPUOHA. YporeHuTanbHbIA TPaKT
pa3BuBaeTca Ha 4-6-# Hen rectauuMM U3 LIEIOMUYECKO-
ro anuTenusa: obpasyloTcs MOYKWM, HAAMOYEYHWKM, FOHaAdbl
M pPenpoayKTUBHbIM TpaKT. leH SRY (sex-determining region Y)
HaXoaMTCS Ha KOPOTKOM niedye Y-XPOMOCOMbI Uy 60Sb-
LUMHCTBA MJIEKOMUTAKOWMX, B TOM YWUCAe y YenoBeKa, npu-
HMMaeT HenocpeAcTBEHHOe yyacTve B anddepeHLMpoBKe
roHajg no My»Kckomy Tuny. Npu cunTbiBaHnm reHa SRY cuHTe-
3upyeTcs GaKTop TPaHCKPUMLWUK, KOTOPbIA CUrHaNM3uMpyeT
0 TPaeKTopuu PasBUTUS UHAUDOEPEHTHbIX TOHAL B SWUYKK
Ha 6-M Hep rectauuun. SRY uHayuupyeT akcnpeccuio SOX9,
KOTOpPbIA, B CBOK O4Yepeflb, aKTUBUPYET U MOAAEPHKMBAET
aAndbepeHUMpPOBKY roHag No MyXCKomy Tuny. Takum o6pa-
30M, B C/lyYae MHaKTMBaLuMuK reHa SRY (Hanpumep, aeneuuu
KOPOTKOro njaevya Y-XpOMOCOMbI) MW HEYyBCTBUTENbHOCTH
K/IETOK OpraHu3ama K MnpoayKTaM TPaHCKPUMUMKM OaHHOro
reHa roHajbl npeacTaBieHbl COEMHUTENIbHOTKAHHbIM TAXOM.
OnddepeHUnpoBKa HapyKHbIX U BHYTPEHHKUX NMOJIOBbLIX Opra-
HOB W[ET MO }XEHCKOMY TUMY B C/ly4ae OTCYTCTBUS rOPMOHab-
HOM aKTUMBHOCTU deTaNbHOro iMyka, OHO He BbipabaTbiBaeT
AHTUMIONNIEPOBCKYIO CYy6CTaHLMIO, TaK KakK, COrMacHO 3aKOHY
ambpuronornn Kapna ¢oH bapa 0 3apoabilieBOM CXOACTBE,
Nto60K Nnoa CTPEMUTCHA K GEMUHMU3ALINN.

[MpW NONHOM areHe3wu roHaj comaTUyecKkue aHoManuu
OTCYTCTBYIOT: MaTKa He6Oo/blUMX pasmMepoB, TPyObl TOHKKE,
[I/IMHHbIE, 3a4acTylo U3BUTble, Bnaranuuie emkoe. OgHako
Ha MecTe SMYHUKOB MMEIOTCS NIMLLb PYAUMEHTLI FOHa B BUE
TAXa, KOTOPble NPU F'MCTONIONMYECKOM UCCNeaoBaHUKU npes-
CTaBNSAOT CO6OM CTPOMY CO CTEPWUSIbHLIMW CEMEHHbLIMMU
KaHaTMKaMu, BbICTNaHHbIMK KJieTKamu CepTonu He3penoro
TMNa U TUNUYHBIMKU KneTKkamu Jlenaura. MNpu ropMoHanbHOM
nccneoBaHUKU onpeaensieTcs NoBbIWEHHbIA YPOBEHb FOHaA-
[IOTPOMWHOB, HU3KUI YPOBEHb 3CTPaamnofia, TaK KaK Hapy-
lleHa cucTemMa 06GpaTHOM CBA3W, @ B PYAMMEHTAPHbIX SWY-
HWKax He ocyllecTBNseTcs BbipaboTKa 3cTporeHoB. OaHaKo
npu 310Ka4eCTBEHHON TpaHchopMaLuu pPyaAUMEHTapPHbIX
roHaj B roHago61acToMy ypoBeHb rOHaAOTPOMMHOB M 3CTPO-
reHoB OKasblBaeTcs B npefenax pedepeHCHbIX 3Ha4YeHuH,
TaKXe BTOPWYHbIE MONOBbIE MPU3HAKM HE COOTBETCTBYIOT
HOpMaMm nosioBon GopMysbl NO TaHHeEpY, MO3TOMY HEO6XO0-
[IMMO KapuoTUMUMPOBaHWE C LieNblo YTOYHEHUS AnarHosa [3].

MpUYrMHON AnCreHesnn roHaa SBASIOTCH MyTalMK reHOB
WT1, SRY, SOX9, DHH, ATRX, ARX, SF1, MAP3K1 n NR5A1,
KOTOpble OTBETCTBEHHbI 3a AMGDEPEHUMPOBKY SMYKa,
HECMOTPSA Ha MYXXCKOW TFEHOTUN, MM 4Ype3MepHas IKC-
npeccua daktopos DAXI, SOX9, KoTopble NpensaTcTBYOT
HopManbHoM anddepeHunpoBke anyka [4]. 10-20% »KeH-
LWKMH ¢ cuHapomom CBanepa mmetoT geneunto B AHK-cBSa-
3blBatolLen ob6nactn reHa SRY2, B TO BpeMS KaK B OCTallb-
Hbix 80-90% cny4yaeB reH SRY aBnsieTcs HOpMalbHbIM,
W TOoraa, BEPOsiTHEE BCEro, BOBJMIEKAOTCA Apyrue daKkTopbl,
yyacTBylouwme B anddepeHuUnpoBKe smdKa [4]. Pag aBTopoB
cymTaloT, 4To cuHapom CBavepa — 370 pubocomonaTus,
cBsi3aHHaa ¢ MHOroKpaTHbIMKM MUcceHcamu B PHK-renvkase
DHX37, HO BCe ele BeayTCst MOMCKM OAHO3HAYHbIX AOKa3a-
TeNbCTB AaHHOW rMnoTessbl [5].

MHTepecHO 3amMeTuTb, 4TO cuHapom CBarepa MOXKeT
ObITb OGHAPYXEH He TONMbKO Yy NIOAEN, HO U Yy APYrUX mie-
KonuTatowmx. Tak, B OJHOM W3 MCCNeAoBaHWM Ha Kpyn-
HOM poraTom CKOTe C MoA03pPeHWMeM Ha WMHBEpCUIo nona
npu KapuoTUNUPOBAHWKM OTMETUNIM AENEUMI0 y4acTKa Xpo-
MOCOMbI ¢ reHOM SRY, a TaKe MyTauuu B HYKNEeOTUAHOM
nocnefoBaTeNbHOCTM 3TOr0 reHa W APYrux Npuv HEemnosIHOM
neneumn Y-xpoMmocombl. [py HEKpONCKUKM roHaa 0Cco6en KeH-

CKOro nona 6b110 0GHaPYKEHO, YTO FTMCTONOMMYECKas KapTu-
Ha COOTBETCTBYET HEJOPA3BUTbIM AUYKaM [6].

O6bl4HO 3a60neBaHUe AUarHOCTUPYeTCA B paHHEM Mnoa-
POCTKOBOM BO3pacTe, YTO CBSA3AaHO C OTCTaBaHWEM B pa3Bu-
TUM BTOPUYHbIX NOMOBbLIX MPU3HAKOB U aMEHOPEEN, HO MOXKET
o6GHapy*XuMBaTbCA M BO B3POC/OM BO3pacTe y MNaLMEHTOK
C OMNyxonsiMM Masnoro Tasa, Kak npaBunio, roHagobnactoma-
Mu (4o 30% cnydaes). Npn Gu3nKanbHOM 06CNEfO0BaAHUU
o6pauiaeT Ha cebs BHUMaHWe BbICOKWI UMK Bbllle CpeaHero
POCT AaHHbIX NALMEHTOK B CBA3M C NO3AHNM OKOCTEHEHWEM
TOYEK pocTa U3-3a geduLnTa 3CTPOreHoB [7], YTo BbIABASET-
Csi Ha peHTreHorpaduu ¢ onpeaeneHmemM KOCTHOro Bo3pacra.

M3BeCTHbI Cy4yaun No34HeN NOCTaHOBKU AnarHo3a naum-
€HTKaM BBMWAY HEOAHO3HAaYHbIX PEe3ynbTaToB MarHUTHO-
pe3oHaHcHon Tomorpadun (MPT) 1 obunusa 3abonesaHui,
CBfA3aHHbIX C NepPBUYHON ameHopeew [8].

JleyeHne cuHgpoma CBaKnepa HanpaB/ieHO Ha ycTpa-
HEHWE HEeOOoCTAaTOYHOCTU GYHKLMKU SAMYHMKOB W BKIOYaeT
B ce65 MHAYKLMIO MONIOBOI0 CO3PEBAHMS C MOMOLLbIO 3CTPO-
reH-coflepXKallux NIeKapCTBEHHbIX CPeACTB AN pa3BUTUSA
BTOPMYHbIX MNOMIOBbIX MPU3HAKOB M ANWUTENbHYIO KOMBUHUPO-
BaHHYIO 3aMeCTWUTENbHYIO Tepanuio ropMOHaNbHbIMKU Mpe-
napatamu, coaepalluMm 3CTPOreHbl M NPOrecTepoH [9].

[Onsa ocyuwecTBNeHUA PenpoayKTUBHOM GYHKLMU KeEH-
LWKMHaM ¢ cuHagpomom CBamepa HeobxoauMo 06paTUTbCs
K BpadaM-penpolyKTonoram, BOCMoib30BaTbCs MeTogamu
BCMOMoOraTtefibHbIX PEenpoayKTUBHbLIX TEXHONMOMMA C AOHOP-
CKOW MpOrpaMMom, MOCKOJSIbKY COGCTBEHHbIE ANLEKNETKU
y MauUMEeHTOK C AaHHbIM 3abofieBaHWEM He CO3peBaloT.
MpumeHeHe BCcnomMoraTtesibHbIX PENPOAYKTUBHbLIX TEXHOJO-
rMi SIBNSETCA ycnewHbiM METOAOM peanun3almn penpoayk-
TUBHOM QYHKLMU, TaK KaK NaTtoNorMm, CBA3aHHOM C UMNJaH-
Tauuen naogHoro AnLa B 3HAOMETPUA U ero pasBUTUEM
npv NpaBuibHOM BeJieHUM 6epeMeHHOCTU U J03MPOBAHHOM
ropMoHanbHOM NoaaepXke, He Habnogaetcs [10].

KJAUHUYECKWUI NPUMEP

O nauueHTe

MauneHTtka K., 15 net. Pe6eHoK OT 6-i 6EPEMEHHOCTH,
npoTeKkaBlwen 6e3 OCNOXKHEHUN, U 2-x poaoB. Macca Tena
npupoxaeHnn — 3900r, annHa — 49 cm. [NpodunakTmyeckume
NPUBMBKK cAeNaHbl Mo BO3pacTy, GU3MYECKoe pasBuUTHE
rapmMoHu4yHoe. XpoHrnyeckune 3aboneBaHus oTpuuaet. Pocna
W pasBMBanacb No Bo3pacTy. ANNepronorMyeckuin aHamHes
He oTsroweH. MeprMoa HOBOPOXK/EHHOCTM U paHHero JeTcTBa
npotekan 6e3 ocobeHHOCTEN. B netcTBe nepeHecna 6poOH-
xuT, OPBU v BeTpsiHyto ocny.

AHamMHe3 3aboneBaHus: B AeKkabpe 2022 . (3a Mecsl,
[10 OCMOTpa) NOSABUINUCH NEPUOAMYECKME GONM BHU3Y KUBO-
Ta, 6pUragon CKopow MeaMLMHCKOW MOMOLIM AOCTaBJieHa
B CTaUMOHap Mno MecCTy xutenbcTBa. Mpu o6cnegoBaHum
B CTaLlMOHape No MEeCTY XUTeNbCTBa Gblfia BbIiB/IEHA anna-
31 MaTKW U AUYHUKOB.

dusukanbHoe o6cnegoBaHue

Ha MoMeHT nocTynneHus B SHBape POCT NaLMUEHTKU —
173 cm, Mmacca Tena — 54 Kr (MHAeKc macchl Tena — 17,7),
aHOMa/ui Co CTOPOHbI CEepaeYHO-COCYAMCTON, MOYEBbIAE-
NIMTENBHOM W AblXaTeNbHOW CUCTEM He BbiiBieHO. UBOT
npu Nanbnaumm 6bi1 MArKUM, AOCTYMNHbLIM Fy60KOM Nanbna-
LMK BO BCex oTAenax, 6e360ne3HeHHbIM. Co3HaHWe nauu-
E€HTKM SICHOE, COCTOSIHME YAOB/ETBOPUTENIbHOE, MEHWUHre-
anbHas cMMNTOMaTMKa OTCYTCTBYET. B CBA3M C BbICOKUM
pUcCKoM Tpomb6o3a m3-3a runepaktuBHocT VIII dakTopa
cBepTbiBaHus (206%) nauneHTKa 4ONOMHUTENbHO Nosy4Yana
AHTUKOArynsaHT — HWU3KOMOJNEKYNSPHbIA FrenapuH nNpsamMoro
[encTBus.
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[AnarHocTuyeckue npoueaypbl

Bblfn BbINONAHEHbI PYTUHHbIE @aHaNU3bl: FreMOrNo6UH —
130 r/n (N 115-150 r/n), aputpountsl — 4,46 x 1012/n
(N 3,6-5,1 x 10%2/n), rematokput — 41% (N 35-45%),
TpomGouuTel — 343 x 109/n (N 160-360 x 10%/n), neit-
KouuTbl — 2,34 x 109/n (N 4-9 x 102/n), HelUTpoduAbl —
54,7% (1,28 x 109/n) (N 48-78%), 303MHOGUNbLI —
10,3% (0,24 x 109/n) (N 0,5-5%), 6a3odpuasl — 2,1%
(0,05 x 109/n) (N 0-1%), numdouutsl — 17,5% (0,41 x 10%/n)
(N 19-37%), MoHoUMTbl — 15,4% (0,36 x 102/n) (N 3-11%).
Buoxumuyeckuit aHann3 KpoBMW: anaHUHaMUHOTpaHcde-
pasa — 89 Ea/n (N < 40 Ea/n), acnaptaTaMMHOTPaHC-
depaza — 69 Ea/n (N < 40 Ep/n), naktataeruvapore-
Hasa — 202 ME/n (N < 250 ME/n). Koarynorpamma
6e3 NaToNOrM4ECKUX USMEHEHUN.

MauneHTKe 6blna NpoBeaeHa peHTreHorpadua KocTen
KUCTU M 3ansacTbs ANs OnpejeneHus KOCTHOro Bo3pacTa,
no pes3ynbraTtam KOTOPOK BblAaHO clieayioliee 3aKloyeHue:
onpeaensoTca f94pa OKOCTEHEHUS CeCaMOBUAHbIX KOCTeM
B | nsfcTHo-banaHroBbix cycTtaBax, 4TO COOTBETCTBOBasO
KocTHOMY Bo3pacTy 11-11,5 net. bbIio BbigaHO Hanpas-
NeHne Ha B3TMEe KpPOBM ANA onpefeneHus ypoBHA rop-
MOHOB: NlOTEUHU3MpPYLOWM ropmoH (JTN) — 41,35 ME/n
(N 3,35 ME/n), donamKkynoctumynmpytowmnin ropMoH (PCry —
104,06 ME/n (N 3,52 ME/n), nponaktmH — 198,52 MME/n
(N 196-288 MME/n), tectoctepoH — 0,45 HmoONb/n
(N 0,62 HMmonb/n), acTtpaguon — < 37 nMoAb/n
(N 155,5 nmonb/n), gernapoanuaHapocTepoH-cynbdar —
5,78 MKkmonb/n (N 2-10 mkmonb/n), anbda-dbeTonpotenH —
4,1 ME/mn (N < 10 ME/mn), 6eTa-cybbeamHuLa XOpPUOHHUYe-
CKOro roHagoTponuHa Yyenoseka — 2,1 ME/n (N < 5 mE/n).

MauuneHTKa 6blia BbiNKUCaHa M3 cTauuoHapa ¢ AuarHo-
30M «gucrepmmHoMa 3B» Ans NOBTOPHOM rocnutanu3dauuu
B MapTe TOro e rofa c Lenbto NpoBeAeHUs UCCeYEHUS Ony-
X0K B OPIOLLIHON NOMOCTH, KoTopas 6blia BU3yann3mpoBaHa
npu KomnbloTepHon Tomorpadum (KT).

Mpwu ynbTpa3ByKOBOM uccnegoBaHun (Y3UM) 3a MoyeBbIM
ny3bipemM B ManoM Ta3y O6bln0 BbiiBNeHO 06pa3oBaHue
91 x 104 x 88 MM HEOAHOPOAHON CTPYKTYPbI C *KUAKOCTHbI-
MM y4acTKaMu 1 neperopogkamu. Matka v roHagbl He onpe-
genanuck. MonoyHble xenesbl: cnpasa — 9 X 42 MM, chne-
Ba — 9 x 46 mM. Ha KT BuM3yanusunpoBanocb KpymnHoe
reTeporeHHoe KWUCTO3HO-CONUAHOE MYNbTUHOAYNSPHOE
obpa3oBaHne C YETKUMU GYrpuUCTbIMU KOHTYpaMu 06LUM
pazMmepoM 83 x 98 x 120 MM. CONNAHbIN KOMMNOHEHT HaKa-
nnivBan KOHTpPacTHOe BeLlWecTBO B apTepuanbHylo dasy
no 52 HU, B BeHo3Hyto — o 67 HU, ycnoBHO KMCTO3-
HbIW KOMMOHEHT MNPaBW/IbHOW OKPYron GOopMbl KOHTpaAcT
He HakanauBasn. bbin TakXe BbIIBNEH W3MEHEHHbIR JIUM-
doysen cneBa BAOMb MOAB3LOLWHbLIX apTepun pasmepom
4O 22 MM, Nepu- U UHTPaHOAYNSAPHO, MPEUMYLLECTBEHHO
no nepeaHe-HUXHEN CTEHKe, BU3yannu3npoBanncb n3BuTble
apTepuasnbHble CTBOAbI A0 2,3 MM B MaMeTpe (HeoaHruore-
He3d), B HUXXHUX OTAenax Onyxofiv Ha ypoBHE MPOMENKHOCTU
BU3yanu3npoBanucCb 3KTa3npoBaHHble 40 4 MM W3BUTble
BeHbl. MaTKa 1 SM4HUKM KaK OTAEeSIbHblE CTPYKTYPbI HE onpe-
aenanuck. Tonorpadus manoro tTa3a 6bi/la HE UIBMEHEHA.

MeauUMHCKMe BMellaTeNbCTBa

MauMeHTKa KOHCYNbTMpOBaHa [ETCKUM OHKOJIOroM:
uMmeloTca y6eauTeNbHble [aHHble 3a OHKOMaTOoNoruio
M 03/710Ka4yeCcTBAEHUE OMyXOaM, UCXoAs M3 pesynbTaToB
KT o BM3yanusauuu KPYMHOrO reTeporeHHOro KUMCTO3HO-
COMMHOTO MYNLTUHOAYNAPHOrO 06Pa3o0BaHNUsA ¢ 6YrpUCTbI-
MW KOHTYpamM WM HaKOMNEHUEM KOHTPaCTHOro BellecTBa
B apTepuanbHyl0 U BEHO3HYI0 dasbl, U3MEHEHUN NUMbO-
y3na cfnesa BO/Mb MOAB3AOLIHON apTePUU U HEeoaHrmo-

reHes3a Nno nepeaHe-HUXHeW cTeHKe obpas3oBaHus. bbino
PEKOMEH/I0BaHO onepaTuBHOE Nle4eHMe B IKCTPEHHOM
nopsiilke — yaaneHue o6pa3oBaHUs C MNOCNEAYIOLMM TUC-
TONOrMYECKUM MUCCNeJ0BaHUEM.

Bbbina npoBefeHa nanapoTomMus, yaaleHWE OMyXomu
3a6pOWKNHHOIO MpoCcTpaHcTBa. BbinonHeHa cpeauHHas
nanapotomus. MaTKka He onpeaenanach, Onyxofib 3anosHs-
Nla 06BbEM OT JIOHHOIO COYSIEHEHMS 10 aHYCa, LUIMPOKUM OCHO-
BaHMEM 3a6pIOLWKNHHO Npunexana K npaBoi NoaB3/0LWHOM
ob6nacTn, K 3afHen CTeHKe Mo4eBOro nysbips. B nesou
noAB3/0WHON 06/1acTu OblNa BbiBEHa roHajaa pasmepoMm
2,5 x 1,5 x 1,5 cmM ¢ npunexawmm MnaoTHbIM TSXKOM, BMO-
cnefcTBUU OHa OblNa UccevyeHa B XoAe [JaHHOW onepauluu.
Becb peseLunpoBaHHbIM MaTepuan 6bin HanpaBieH Ha nNaTo-
JIOro-aHaTOMUYeCKoe nccneaoBaHue.

KnuHuyeckui guarHos

Mo pe3dynbTaTtam NaTtosoroaHaTOMUYECKOro 3aK/0YEHNS
yAaneHHbIX TKaHelh matepuan Gbln onpedeneH Kak 6una-
TepanbHas AWCrepMMHOMa C npopacTaHWeM 3a npeaenbl
Kancy/bl SMYHWKA crpaBa, pacnpocTpaHeHeM no GptoLn-
He. BblIo BbIIBNIEHO Hannyne neTpuduKaToB, OTCYTCTBUE
B cTpome cneBa GOMIMKYN0B, 4TO CBWAETENLCTBOBAO
0 TpaHchopMaL MM roHaao61acToMbl B AUCTEPMUHOMY.

MauuneHTKa 6blna HanpaBfieHa Ha KOHCY/bTaLMIO K FreHe-
TUKY 4151 NPOBEAEHUS KAPMOTUMMPOBAHUS, NO pe3ynbTaTaMm
KOTOporo Obl nocTtaBneH auarHos: «CuHapom CBanepa
(4ncTas areHesns roHag npu Kapuotune 46, XY). lNepBUYHbIN
rMNepProHaAoTPOMHbIA TMNOroHaAN3My.

[AMHaMHUKa 1 ucxopbl

MauneHTKa 6blna BbiMMCaHa C PEKOMEHAALMAMM: KOH-
TpONb PeHTreHorpadun KUCTU — 4yepe3 6 MeC, KOHTPOJb
ropMOHasibHOro npodunsg — 4yepes 6 Mec, 3aMecTUTeNIbHasN
ropMoHasbHas Tepanus npenapaTtoM acTpaawuona Banepa-
Ta — 2 Mr/cyT.

Mocne 4 6n1OKOB NOANMXMMMOTEPANNK PEBEHOK NepeHec
TPOMBO3IMOBOINI0 apPTEPUIN HUKHEW OONN MPaBOro NEerkoro,
B CBA3WM C 4YeM OblIM Ha3Ha4YeHbl aHTUKOArynsHTbl. bbina
Ha3Ha4yeHa Tepanus B BMAE 2 MI/CyT 3cTpaanona Banepara
exxeaHeBHO U 3,75 mr/cyT BapdapuHa.

CnycTs 6 Mec pe6eHOK MOCTYNWA B OTAENIEHUE TMHEKO-
JIOTMK AN1S1 KOHTPOIbHOro 06¢cneaoBaHus n neveHna. Ha Y3U
reHUTanui 3a MOYeBbIM Ny3bIPEM BU3yaM3NPOBAIUChL MaT-
Ka, NpeAcTaBfieHHas B BuWAe Tsa, M Bnaranuvile. Matka
pa3mepom 40 x 19 x 28 MM, 3HAOMETPUM — 4 MM, BbICOKOM
3XoreHHocTu. foHaabl yaaneHsbl. bbina npoBegeHa KOHTPOb-
Has peHTreHorpadusa KOCTEN KUCTU NS ONpeeneHns KocT-
HOro BOo3pacTa, KOTopbiM cooTBeTcTBOBaN 11-11,5 rogam.
Mo pe3ynbTaTam 06cnieaoBaHns 1eBOYKa Gblna nepeseieHa
Ha Tepanuio KOMGWHMPOBAHHLIM Opa/ibHbIM KOHTpaLEenTH-
BOM, cojepxauwmum gesdorectpen 150 MKr U 3TUHUNSCTPA-
anon 30 MKr, B HEMpepbIBHOM pexume 3—-6 mec, ganee
no cxeme 21-7.

Yepes nonroga AeBovka 6Gblna rocnutanuMauvpoBaHa
B OTAENIEHWE TMHEKONIOrUKU ANS MOBTOPHOrO0 KOHTPOMbHOIO
o6cnenoBaHus. Mpoxoauna Tepanuito KOMGUHWPOBAaHHbLIM
OopanbHbIM KOHTpauUenTuBoM c fAesorectpenom 150 MKr
n aTuHUNacTpagunonom 30 MKr (HenpepbiBHO) U Bapdapu-
HOM no 3,75 mr/cyT. OTMeYana yBenmyeHune pocta Ha 5 cMm.
Ha momeHT ocMoTpa ee pocT coctaBnan 179 cm. bbino npo-
BEIEHO KOHTPO/JIbHOE peHTreHorpadmnyeckoe uccnenoBa-
HWE KOCTEN KWUCTH, NMPU KOTOPOM GblI0 BbISIBJEHO Hanuyue
CMHOCTO30B B KOHLIEBbIX danaHrax, 4To COOTBETCTBOBAO
KocTHomy Bo3pacTy 13,5-14 net. Mpun Y3WN manoro tasa
MaTKa NpeacTaB/eHa B BMAE MbIWEYHOTO TsAXa pas3me-
pamum 41 x 15 x 22 MM, M-3X0 NIMHEWHOE, COCTOSIHUE



nocsfie roHagaKTomMuun. B pesynbrate Tepanuun yposeHb PCI
6bin paseH 37,69 ME/n (N 3,52 ME/n), I — 9,14 ME/n
(N 3,35 ME/n), actpagmona — < 36,7 nmonb/n
(N 155,5 nmonb/n), TectoctepoHa — 0,76 HMONb/N
(N 0,62 Hmonb/n). OTMeYeHa NONOXUTeNbHass AUHaAMMKKa,
B CBSI3M C YeM OblI0 NPUHATO pelleHre NPOAOIKUTL Tepa-
NMUi0 KOMGUHUPOBAHHbBIM OpPasbHbIM KOHTPALLENTUBOM, UME-
IOWMM B CBOEM cocTaBe gesorectpen 150 MKF U 3TUHWUA-
acTtpagnon 30 MKr, B pexume 21-7 B TeyeHne 3-6 Mec.
PekomeHaoBaHbl HabntoaeHWe TMHEKolora Mo MecCTy
WUTENbCTBA M MOBTOPHAsA rocnuTann3auns Yyepes nonroja.

BpemeHHas wkKana
XpoHonorust Te4eHuss 60/1e3HN NaLMEHTa, ee KIIloYEBbIE
co6bITUS U MPOrHO3 NPeACTaBEHbl HA PUCYHKE.

OBCYXAEHMUE

MonHas 46, XY aucreHesus roHag (cuHapom Cavepa) —
04YeHb peaKoe (YacTtoTa BcTpevaeMocTn 4o 1 Ha 100 Tbic.),
a NnoTomy 1 04eHb TPYAHOE B AMArHOCTUKE 3a60o/eBaHueE.

CuHApPOM Yalle accouuupyeT ¢ MyTauuen reHa SRY,
O[IHAKO HaNn4yme Tex e CUMNTOMOB MOXET ObITb XapaKTep-
HbIM W ANS APYrMx reHeTUYeckux 3abonesaHunin. Hanpumep,
cuHapom dpansepa na-3a mytaumm reHa WT1, 41o, NOMUMO
oTcTaBaHus B GOPMUPOBAHUN BTOPUYHbLIX MONIOBbLIX MPU3Ha-

KOB, XapaKTepunayeTcs ele U HeEPPOTUYECKUM CUHAPOMOM
(runepanbByMUHYpHS, TUNOanbOYMUHEMUS, TUNepaMnuae-
MWSI, OTEYHbIM CUHAPOM). TaKXe M3BECTEH TaKoW CUHAPOM,
KaKk cuHapoMm [eHuca — [pawa ¢ pasBUTUEM OMyXo/u
Bunbmca (Hedpobnactoma). MyTtaums reHa SF1 npuBoauT
K NepBUYHON HAANMOYEYHUKOBOMN HEJOCTATOYHOCTH, YTO NPO-
ABNSAETCS B BUAE TUNEPNUrMEeHTaLuU, CHUMNKEHUS apTepu-
aNnbHOro JaBfieHns u Maccobl Tena; MyTauus reHa SOX9 acco-
LMMPYET C MPOSIBJAEHUAMU KaMMNOMEMYECKOW AMChnnasum
N XapaKTePU3YETCH WCKPUBNEHUAMMU ANMHHBIX TpyG4yaTbiX
KocTen; mMyTauus reHa ATRX NpuBOAMT K a-Tanaccemuu,
3a4epKKe GU3NYEeCKOro pa3BUTHUS U HapyLleHnto GopmMupo-
BaHua nona [11, 12].

MepeyncneHHble CUHAPOMbI ABAAIOTCS MOBOJOM AN
MCMNONb30BaHUA MOJIEKYNSPHO-TEHETUHECKOTO MCCNeao-
BaHWA C LieNblo BepudUKaLMK aAnarHola B Tex ciaydasx,
Korga 970 HeoO6X0AMMO KaK BcrnomorateflbHbii MeToj
JIMarHOCTUKM.

O6bI4HO NepBON }Kanobon y NauneHToK B npenybeprtar-
HOM M ny6epTaTHOM nepuoaax SBASETCS 3aJeprKKa Nnono-
BOr0 pas3BWTUS, 4TO XapaKTepuayeTcs cnabopasBUTbIMU
MOJIOYHbIMU XKenesamu, ameHopeen, HeJoCcTaTo4YHbIM 0BO-
JNIOCEHWEM, runoniasuein MaTKku N reHuTanbHbiM UHGAHTH-
IM3MOM (HECopa3mMepHoe Te10 MaTKM MO OTHOLLEHWIO K LIEW-
Ke MaTKW), eBHYXO0MnoJoOHbIM TenocnoxeHnem, atpoduen

15.03.2023
locnutannzaumsa B r/o PAKB
A5 ONepaTUBHOrO NIeYeHus.

MpoBefeHa nanapoTomus, yaaneHue
OMyX0J/in 3a6PIOWUHHONO NPOCTPAHCTBA.
[UCTONOrMYECKOE 3aKI0YeHNe:

20.10.2023
lfocnutanusauyua B r/o POAKB
L1151 KOHTPOJIbHOIO
06CNef0BaHNS U eYEHUS.
Y3/ OMT: BM3yan1u3unpoBaancb

22.01.2023 6unatepanbHas gucrepMMHomMa MaTKa, npeacTtaBieHHas
Bnepsble C MpopacTaHueMm 3a npeaenbl Kancynbl AUYHUKa B BUJe TsXa, 1 Bnaranuiuie.
AmarHoctupoBaHa cnpasa, pacnpocTpaHeHWeM No 6ploLInHe. [oHapbl yoaneHsi.
annasuns MaTtku KoHcynbraumg reHetuka: cuHapom Ceavepa Rg KOCTEW KUCTU: OTCTaBaHue
M AUYHUKOB (4yncTan areHesus roHag, 46, XY). [epBUYHbIH KOCTHOro Bo3dpacTta (11-11,5 ner).
(B cTaumoHape rMNeproHafoTPOMHbIA TMNOroHaan3Mm. MNepeBog Ha Tepanuio KOK
no Mecty HaszHavyena 3I'T — acTpagnona Banepar (nesorectpen 150 mKr
KUTeNbCTBA) 2 mMr/cyt 1 aTuHUNacTpagmon 30 MKr)
l | | | | | >
| | | | | |
20.02.2023 13.09.2023 10.04.2024

focnutannaauuns B ruHekonornyeckoe otaenenne POKB.
Rg KOCTeM KUCTU: OTCTaBaHWe KOCTHOroO BO3pacTta
(11-11,5 neT).
Y3 OMT: o6pa3oBaHue 91 x 104 x 88 MM HEOAHOPOAHOWM
CTPYKTYPbI C }XUAKOCTHBIMU y4acTKaMu
1 neperopoaxkamu. MaTKka 1 roHajbl He onpeaensioTcs.
KT: kpynHoe (83 x 98 x 120 mMm) reTeporeHHoe
KUCTO3HO-CcoNnaHoe o6pa3oBaHune ¢ 6yrpucTbiMu
KOHTYpaMu 1 HaKoMieHMeM KOHTPaCcTHOro BelecTBa
B apTepuanbHytlo U BEHO3HYO a3y, UBMEHEHHbIN N1/Y
cfeBa BLOMb NOAB3AO0WHOM apTepuUn, HEOaHIMoreHes.
KoHcynbTauma 4eTCKoro OHKoAora: UMeTCs AaHHble
3a OHKOMaTO/I0M1I0 U 03/10Ka4YeCTBEHME ONYyX0H,
pPEKOMEHA0BaHO onepaTUBHOE NeYeHne
B 9KCTPEHHOM nopsaKe

PucyHokK. BpemeHHas WKana HabnoaeHns 3a nayMeHTom
Figure. Timeline of patient observation

MNocne 4 kypcos MNXT
pebeHOoK nepeHec
TPOM603IM60INIO
apTepuin HUKHeWN

[07M NpaBoro
Nerkoro, B CBSA3K

[focnutanusauusa B r/o POKB
N9 NOBTOPHOIO KOHTPOSIbHOMO
o6cnefoBaHus.
YBenunyeHune pocta Ha 5 cMm.

Rg KOCTeW KUCTU: COOTBETCTBYET
KocTHomy Bo3pacTy 13,5-14 ner.

c 4yeM 6blin OTmMeYeHa NonoxKuTenbHas
Ha3Ha4yeHbl AMHaMUKa, pelweHOo NPOAOIKUTb

aHTUKOarynsHTbl Tepanuio KOK.
(BapdapuH PekomeHaoBaHbl HabnogeHne
3,75 mr/cyT) rMHeKosiora no MecTy

HUTeNnbCTBa U NOBTOPHasA
rocnutanusaumna 4epes nonroga

MpumeyaHune. 3I'T — 3amecTUTENbHAsA rOpMOHanbHas Tepanus; Y3 — ynbTpadBykoBas AnarHocTuka; OMT — opraHbl Manoro Tasa;
Rg — peHTtreHorpacdus; KOK — KOMGUHMPOBaHHbIN OpanbHblil KOHTpauenTus; KT — KomnbloTepHas Tomorpadus; n/y — numboysen;

MXT — nannauatnBHas xuMuoTepanus.

Note. HRT (3I'T) — hormone replacement therapy; US (Y3W) — ultrasound; PO (OMT) — pelvic organs; Rg — radiography;
COC (KOK) — combined oral contraceptive; CT (KT) — computer tomography; LN (n/y) — lymph node; PCT (NXT) — palliative

chemotherapy.

w
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E CLINICAL CASE

KIUHUYECKUU CNIYHAU

CNU3KCTOM 060N04YKM BRaranumuia, HeaopasBUTUEM MOMOBbLIX
ry6 v KnuTopa.

B cBA3KM C APKON KIMHUKOW 3a[epKKW MOJIOBOro pas-
BUTUA nocTny6epTaTHas AMarHocTMKa CUHAPOMa [0BOJIbHO
penka. CTOUT OTMETUTb, 4TO NosHas 46, XY agucreHesns roHaj
yBeNMYMBaAET PUCK pa3BUTUS roHagobnactombl (4o 30%).
[oHago6nactoMa Npu cuHapome CBanepa Hepeako 6biBaeT
[IBYCTOPOHHEN W WMMeEEeT TEHAEHLMIO K O3/10Ka4eCTB/IEHUIO
W NpeBpalleHnio B AucrepMmnHomy B 22% cnydaes [13, 14].
Tak, Npu NpoBeaeHun GUoncun peseLMpoBaHHOro Bo Bpems
nanapocKonuu Matepuana y nauueHTku 15 net 6bina BbisiB-
neHa aucrepmvHoma 3B. TaK KaK garke npu Mcnosib30BaHUK
BbICOKOTOYHbIX MPT- 1 KT-uccnegoBaHuii HEBO3MOXHO TOYHO
YCTaHOBWTb NPUPO/Y OMYXO0/U, a TEHAEHLIMS K 03/I0Ka4yecTBIe-
HUIO BbICOKA, TO MaLMEHTKAM PEKOMEHAYETCS NPOBOANTL MPO-
dunaKkTUyeckyto 6unatepasnbHyl0 rOHaA3KTOMUIO C nocneay-
oMM FTMCTONOMMYECKMM UCCefoBaHMeM o6pa3sLoB [15, 16].

3AKJ/IIOMEHUE

CuHapom CBanepa — I3TO reHeTUYecKoe HapylueHue,
cBA3aHHOe ¢ AnddepeHLMpPOBKOM Mona W npuBoasguiee
K OMCreHe3uWu roHaj, 4To, KaKk cneacTBue, NposiBiaseTcs
OoTCTaBaHMeM B GOPMUPOBAHUM BTOPUYHBIX MONOBbLIX MPU-
3HAKOB U Pa3BUTUEM NEPBUYHON aMEHOpPEN.

OueHb BaKHa paHHASa AnarHocTuKa cuHapoma CBanepa,
TaK KaK OH CBfi3aH C BbICOKMM PUCKOM TaKKX 3J10Kaye-
CTBEHHbIX OMyxofnemn, Kak roHago6nactoma v AUCrepMUHO-
Ma, KOTopble MOryT pas3BMBaTbCsi M B paHHEM BoO3pacTe.
[Ons cBOEBPEMEHHOW ANArHOCTUKM U BO M3GEXKaHWe OCIIONK-
HEHUIN pPEeKOMeHAoBaHO BCeM MalLWMeHTKaM C MNepBUYHOM
ameHopeel B Bo3pacTe cTaplie 15 net npoBoAnTb Uccne-
[O0BaHWe ropmMoHanbHoro npoduns, Y3M opraHoB manoro
Tasa U B JaNbHeNllleM pellaTb BONPOC O HEOOGXOAUMOCTH
KapuOTUNMPOBAHUS, B OTAENbHbIX C/lyYasaX — MOJSIEKYNSAPHO-
reHeTM4ecKoro nccnegoBaxus [12, 17].

JleyeHne cuHgpoma Csavepa TpebyeT MyNbTUAWUCLIK-
NIMHAPHOro nojxoja, NPUBIEYEHUS HECKONbKUX CreLu-
aNnCTOB, BK/OYAs reHeTUKa, r’MHeKoora, aHA0KpMHoNora,
OHKOMOra, KJMHWYECKOro rncuxonora, A8 npegoTepadlie-
HWS 03/10KAYECTBIEHNS, MHAYKLIMM MONOBOr0 CO3pPEBaHUS,
KOPPEKLUN PEMPOAYKTUBHON YHKLMKU M MCUXONOrMYECKON
noaAepPKKM nauneHTos [18, 19].
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