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0O6ocHoOBaHHMe. B cTaTbe npeacTaBaeH peaKuii cayydan HapylweHus popmmpoBaHus nona (H®I), 46-XX-male, semoHcTpm-
pytoLmit He06X0AMMOCTb CBOEBPEMEHHOM IMArHOCTUKN, KOHCEPBATMBHOIO M XMPYPrM4€CKOro 1€4eHms, NOJYEPKHYTa BaXK-
HOCTb MYy/IbTUAUCLMITIMHAPHOIO noAgxoAa. B cBsi3u ¢ Masiok 4acToToN BCTPEYaeMOCTH JaHHOHM NaToorum B paHHEM BO3-
pacTe onMcaHMe HOBOro cjy4asi npeAcTaBiseT HECOMHEHHbIA MHTEPEC M HAaYYHO-MPAKTUYECKYIO 3Ha4YMMOCTb. OnucaHmue
KJIMHU4YecKoro cayyas. [lpuBefieH KIMHUYECKMI CayYal naumeHTKku 12 net ¢ guarHo3om «lectukynspHas ¢opma HPl
npu Kapuotune 46,XX». OnucaHbl 3Tanbl AUArHOCTUYECKOro MOMCKa, Criocobbl T€YEHMS B 3aBMCMMOCTU OT BO3pacTa,
TeyeHuss 3abosieBaHus, OTBET Ha Tepanuio. 3aKaryeHue. lauyneHtam ¢ guarHo3om H®PI pekomeHg0BaHO MOCTOSIHHOEe
HabngeHne Bpayei-crneynaanucToB C LIE/IbI0 Ha3HAYEHUS N KOPPEKLMU KOHCEPBATUBHOMN Tepanuu, PeLieHus BOMpoCcoB
0 XMPYPruYECKUX METOAax Ie4YEeHUS, Yy IIEHUS] KA4eCTBa XN3HU 1 peann3aLmnu penpoayKTMBHON QYHKLMH.

KntouyeBble cnoBa: HapylueHne onpeaeneHus rnosa ssnM4eK, ANCreHe3uns rosioBbiX Kenes3, CMHAPOM ae ns LLlanensi, cMHApom
XX My)XYUHbI
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OBOCHOBAHME Cpean mMHoroo6pasvsi NMOPOKOB pPa3BUTUA y AeTen
HapylweHna nonoBoro pasBUTUS — 3TO TEPMMWH, C HapyLWeHMaMM NOMOBOro pas3BUTUS 0co60e MECTO 3aHMU-
Mcnonb3yembln AN 0603HaYeHUsI PasUYHbIX PeaKuX MatoT HapyweHusa dopmupoBaHusa nona (HPMM). 3T BpoOXK-
COCTOSIHWUW, KOTOPblE XapaKTepU3YKTCH XPOMOCOMHbLIMMU, [LeHHble 3aboneBaHMA XapaKTepu3yloTCH HeMnpaBW/bHbIM
rOHaAHbIMW W FEHWUTaNbHLIMKU HECOOTBETCTBMUSMM B pas- CTPOEHUEM HaPYXHbIX W BHYTPEHHUX MONIOBbLIX oOpra-
BMTUKM nona [1]. HOB. YacToTa AaHHOro COCTOSfiHMSA cocTaBnger 1 crydvaw
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46,XX Testicular Disorders of Sex Development: Case Report

Background. The article presents a rare case report of sex development disorder (DSDs, 46-XX-male), demonstrating the need for
timely diagnosis, conservative and surgical treatment, and emphasizes the importance of a multidisciplinary approach. Due to the
low frequency of occurrence of this pathology at an early age, the description of a new case is of undoubted interest and scientific
and practical significance. Case Repot. A case report of a 12-year-old female patient diagnosed with 46,XX testicular disorder of
sex development is presented. The stages of the diagnostic search, treatment methods depending on age, course of the disease,
and response to therapy are described. Conclusion. Patients diagnosed with disorders of sex development are recommended to
be constantly monitored by doctors in order to prescribe and correct conservative therapy, resolve issues about surgical treatment
methods, improve the quality of life and implement reproductive function.

Keywords: testicular sex determination disorder, gonadal dysgenesis, de la Chapelle syndrome, XX male syndrome

For citation: Sibirskaya Elena V., Karachentsova Irina V., Annakulieva Ayna S., Ivanovskaya Tamara N., Kirillova Yuliya A., Melenchuk

Irina A., Kovaleva Alena A. 46,XX Testicular Disorders of Sex Development: Case Report. Pediatricheskaya farmakologiya — Pediatric
pharmacology. 2025;22(3):308-314. (In Russ). doi: https://doi.org/10.15690/pf.v22i3.2917



Ha 4,5 TbIC. XMBOPOXAEHHbIX AeTen. AHOMabHOE CTpoe-
HWE HapPYXHbIX MOJIOBbIX OPraHoOB, rOPMOHaNbHas Heao-
CTaTOYHOCTb, 6ecnnofme BeayT K GOPMUPOBAHUIO TAHKENbIX
NMCUXONOTMYECKUX PACCTPONCTB Y pebeHKa M ero poACTBEH-
HWKOB [2]. 3TO He NO3BONISIET CBOEBPEMEHHO U JIOCTOBEPHO
onpeaennTb non pe6GeHKka B paHHEM Bo3pacTte U TpebyeT
cneumnanbHbIX MeTo40oB 06cneoBaHNs, a TaKKe yvyacTus
cneunanucToB pasnuyHoro npoduna [3]. C pasBuTHMEM
COBPEMEHHbIX METOAOB MOJIEKYNSAPHO-TEHETUYECKOW Ana-
FHOCTMKM B MNOcCfiegHee AecAaTUNeTMe OTKPbIT Lenbld psj
HOBbIX perynatopos AndbepeHUMPOBKN roHaa, Hapylue-
HUSA 9KCNPECCUM KOTOPbIX MOTYT NpnBoanTb K HPI [4].

46 ,XX-TecTuKkynspHble H®PIM — rpynna reHeTM4ecKku
[eTEPMUHUPOBAHHbLIX GOPM MEPBUYHON HEAOCTATOYHOCTH
TECTUKYN Y MYyXK4nH. B 80% cnyvyaeB 3aboneBaHve pa3BuBa-
eTcs B pedynbraTe KpoccuHroepa reHa SRY Ha X-xpomocomy
B npolecce menosa rametoreHesa y otua. CMHAPOM onu-
caH B 1964 r. Bpadyom A. ge na llanenem Kak dopma
rMNOroHagM3Ma y MYXYMH, MMelWwnx Kapuotun 46,XX.
PacnpocTtpaHeHHoCcTb cocTaBnaseT 1 cnyyanm Ha 20 Toic.
HOBOPOMX/EHHbIX Manb4ynKoB. BblaensoT ase GpopMbl CUH-
apoma: SRY-no3utuBHbIn (80%) n SRY-HeratuBHbIM (20%)
[5]. Y SRY-no3uTUBHbIX NauMeHTOB C XX-UHBepcHen nona
Yalue oTMe4yatoT HopMasbHYO MackKynuHu3dauuio, a y SRY-
HeraTMBHbIX NaUMEHTOB C XX-UHBEPCUEN Nofia vaule obHa-
PYXWUBaOT NMPU3HAKK AedulmTa BHYTPUYTPOGHOM MacKy-
NIMHW3aUMKM (TMnocnaguio, KpUNTOPXM3M, ABOWCTBEHHOE
CTPOEHME MOJIOBbLIX OPraHoB), BbIPa*XEHHbIM MEPBUYHbIN
rMNOroHaau3Mm, Npu 3TOM MOTYT OTMeYaTbCs KaK TECTUKY-
NFapHas, Tak 1 oBoTeCTUKynspHasa dopmbl HOM. B nocnea-
HEM ciy4yae 3TO O6YC/NOBNEHO HenonHow auvddepeHum-
POBKOM TrOHaj MO MyXCKOMY TUMYy, peaKo OTMevyaemoMu
y SRY-N03UTUBHbIX 46,XX-MYXUWH [6].

KJIMHUYECKUA NPUMEP

MaumeHTka K., 12 neT, B cBA3K C }Kanobamu Ha nepwu-
OAMYECKYID YTOMSIEMOCTb, OLLYLIEHUE <«MPUIMBOB», MNPU-
6aBKy pocTa Ha 3 cM B TeyeHuMe 3 MeC HanpaB/ieHa
Ha MNOBTOPHYIO rocnuTanM3auun B TUHEKONIOrMYeckoe
oTtaeneHne O60COGNEHHOrO CTPYKTYPHOro noapasaenieHuns
«Poccuiickasa petckaa KauMHM4eckaa 6onbHuua» Prooy
BO «PoccuicKkui Hay4yHO-UccnefoBaTeNbCKU MeauLMUH-
CKuM yHuBepcuteT uMm. H.M. Muporosa» MuHu3gpasa Poccuun
(Muporosckn YHuBepcutet) — PAKB.

M3 aHaMHe3a N3BEeCTHO: pebeHOK OT TpeTbeln 6epeMeH-
HOCTH, BTOPbIX POJIOB, Te4eHne 6epPeMEHHOCTU OCIOKHEHO
TpUxoMOHMa3oM. Mcxoabl npeabiayuinx 6epemMeHHOCTeN:
nepBas — Masb4uK, NPaKTUYECKM 3[10POB; BTOPas — BbIKK-
[Oblll Ha paHHUX cpoKkax. PogoBble TpaBMbl: Kedanorema-
ToMa 06enx TeMEHHbIX KocTel. BpokaeHHble aHoManuu:
cocyauctoe o6pasoBaHWe (reMaHrmoma) Ha KOXe CrMUHbI
clieBa, OTKPbITOE 0Ba/lbHOE OKHO, OCTPbIA MHPEKLMOHHbIN
[IaKPUOLUMCTUT, KOPOTKas y3[evyKka fi3blka, HenpaBWibHOE
CTPOEHWE HAPYKHbIX MOM0OBbLIX OpraHoB. B nepnoa HOBOPOXK-
[EHHOCTU (A0 28 AHen) nepeHecna aHuedanonaTuio rmMnokK-
CUYECKU-ULIEMUYECKOrO reHesa, CUHAPOM ABMUraTesbHbIX
HapyleHW, HeoHaTabHble CyaoporM B Bo3pacte 1 AHS.
B panbHenwem geBoyka Habnoganach y I€TCKOro 9HAOKPU-
HoJlora No MecCTy XuTenbcTBa. [pM NPOBEAEHUN KapUOTH-
NUPOBaHWs GblN BbIABAEH HOPMabHbIA }EHCKUI KapuoTun
46,XX; SRY-otpuuatenbHbii (AMLX+, AMLY-).

[ns yTOYHEHWS AMarHo3a nauneHTKa 6blna HanpasneHa
B PAKB.

BriepBble geBo4Yka 6bina obcnegoBaHa Ha 6a3e oTae-
NleHus 3HaoKpuHonorum B Bo3pacte 10 mec. Mpu o6cneno-
BaHWW: CTPOEHUE HapPYMKHbIX MONOBbLIX OPraHoB — ypore-
HuTanbHbIn cuHyc (YIC) Il cteneHn (runepTpodmnpoBaHHbIN

KIUTOP C TOJIOBKOWM M KpaWHeW MnaoTbto, HanoOMUHaOLWKUK
Nos0BOM YNieH, 60JbluMe NoNoBble ry6bl MOLWOHKOOOPA3HbI,
obLliee OTBEPCTUE YPOreHUTanbHOro CUHyca OTKpbliBaeTcs
Yy KOPHS KIMTOpa no Tuny runocnaguu) [7]. fTmnokoptmMuuamMa
BbISIBNIEHO He 6bl10, AaHHbIX 3@ BPOXKAEHHYIO AMCOYHKLMIO
KOpbl HAAMOYEYHMKOB He MONy4eHO, 3aMecTUTeNbHasa rop-
MOHanbHasa Tepanus He Ha3Hadvanacb. [lpu npoBeaeHuun
Npo6bl C XOPUOHUYECKUM ToHagoTponuHom (XI) ypoBeHb
TecTocTepoHa coctaBun 3,7 HMonb/N. MpoBeaeHa ypeTpoum-
CTOBArMHOCKOMNMSA: Bnaranuvwie BnagaeTt B CUHYC Ha ypPOBHE
Ta30BoOW agnadparmbl, BXOA CyKEH A0 2 MM, ANlMHa BRaranu-
wa — 4 cm, WernKa MaTku B TUMMYHOM MecTe. [10 OKOHYaHUK
o6cnefoBaHUs NauMeHTKa BbiMMCaHa € peKoMeHzauuen
AMHAMUYECKOro HabN4eHUS N0 MECTY KUTENbCTBA.

Bbina noBTopHO rocnutanuavposaHa B PAKBE B BO3-
pacte 1,5 neT. lpoBeaeHa noBTopHas npoba ¢ XI: BbIGpOC
TectocTepoHa cocTtaBui 3,9 Hmonb/n. MpUHATO peleHne
0 NpoBeJeHMN NepBOro atana GeMUHUIUPYOLWER NNACTUKK
Hapy>KHbIX NOMOBbLIX OPraHoB.

Bo Bpems rocnutann3daumm B Bo3pacTe 8 1eT NnpoBejeHa
npo6a ¢ XI, KNIMHUYECKU oTpuLaTenbHas, OgHaKo BbIGpOC
TecTocTepoHa cocTtaBun 8,48 HMonb/N. KOCTHbIN BO3pacT —
7,5—8 neT no AaHHbIM PeHTreHorpadum KOCTEN KUCTH.

[aHHble ynbTpa3ByKoBoOro nccneaoaHusa (Y3W) opraHos
Manoro Tasa (OMT): maTKa B Buae Taxa, 25 X 5 x 11 MM,
3HAOMETPUM He onpeaensieTcs. ANYHUKKU: NpaBbii 16 X 9 MM,
C HEYETKMMU KOHTYpamu, GONMKYNAPHbIM annapaT He pas-
BWT; NE€BbIN PACNONOXEH BbICOKO, 12 X 7 X 11 MM, GONIUNKY-
Nibl YETKO He onpeaenstoTcs.

[eBoyKa Oblna nepesegeHa B OTAENIEHWE TMHEKONOMUK
4N peleHna Bompoca O roHajaktomuu. o pesynbra-
TaM o6cnefoBaHMsa NpoBeAeH KOHCUAMYM B COCTaBe Bpa-
Ya-3HAOKPHUHOSOra, Bpaya-rMHeKkosnora, no peaynbratam
KOTOPOro BbIHECEHO 3aK/lO4YeHUE: nauMeHTKa ¢ HopMaib-
HbIM YXEHCKMM Kapuotunom 46,XX; SRY-oTpuuaTenbHbIM
(AMLX+, AMLY-), B pgonyb6eptaTHOM nepuoae He UMeeT
NPM3HaKoB BuUpuAM3auuu. [loKazaTenn OHKOMapKepoB
B Hopme. OnpegeneHve roHagHoro nona W UCKIOYEHME
roHago6nacToMbl NPU AMArHOCTUYECKOM nanapoCKOMuu,
6voncun roHag He nNpeacTaBiSeTCHd BO3MOXHbIM B CBA3U
C Manon MHPOPMaTUBHOCTbLIO UCCNefOoBaHUsS (Manblii pas-
Mep uccnegyemoro matepuana). lNpu npoBefeHUn guarHo-
CTMYECKOM NanapoCcKOoMuu, yuuTbliBas BO3PaCT NaLMEHTKH,
OTCYTCTBME Havana nyéepTaTHOro nepuoaa, He NpeacTaBu-
10Cb BO3MOXKHbIM 0TAnddGepeHLnpoBaTb HopManbHo chop-
MUPOBaHHbIN SAMYHUK NPU BHYTPUYTPOGHOM BUPMAU3ALIUM,
AVNCrEeHETUYHYIO rOHaAy € BblPaXEHHbIM CTPOMabHbIM KOM-
NOHEHTOM, OBOTeCcTUC. PekoMeHoBaHa BblKuAaTenbHas
TaKTWKa Ao Havana nybepTaTHOro nepuoja, AMHaMuM4yecKoe
HabnoaeHne He pexe 1 pasa B 8—12 Mec B yCN0OBUAX CTa-
LMoHapa. PeweHne BoNpoca 0 roHag3KTOMUKU N0 peaynbra-
TaM KOMMJIEKCHOro 06¢cnefoBaHus, Npy OTCYTCTBUMU KIMHMU-
YeCKMX NPOosIBNEHUN BUPUAN3aLMKM — He paHee 11-12 ner.

Ha6nioganacb N0 MeCTy XuUTenbCcTBa y Bpavya AETCKOro
3HAOKPUHONOra. BbinonHeH nepBbit aTan GeMUHU3UPYIO-
Len NNacTUKM HapyXKHbIX NOMOBbLIX OPraHoB.

B Bo3pacte 11 neT nauueHTKa Oblla BHOBb MJiaHO-
BO rocnutanuavpoBaHa B PAKB B oTgeneHus rmHeKono-
MU W 3HAOKpUHONoruu. Mpu wnccnegoBaHMM FrOPMOHaNb-
HOro nNpoduns ypoBeHb TeCTOCTEPOHa OO6LLero cocTaBun
12,76 HmMonb/N. Ha doHe Ha3HayYyeHus Tepanuu acTporeHa-
MU (3cTpagunona Banepar) 6bl10 OTMEYEHO CHUMKEHUE YPOB-
HA TeCcToCTepoHa, NtoTenHuaupyolero ropmona (JI), don-
NUKynoctTumynupytouiero ropmoHa (PCrI), no gaHHbiM Y3U
MOJIOYHbIX XKeNe3 ¢ ABYX CTOPOH BU3yann3npyeTcs Kenesm-
CcTasl TKaHb. Y4UTbiBas NOMOKMUTENbHYIO AUHAMUKY Ha GOHe
NpPoOBOAMMOW Tepanuu, PEKOMEHAOBaHO MPOAOSIKUTL rop-
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KIMHUYECKUW CNYYAN

MOHaNbHYIO Tepanuto acTporeHamu (3cTpaguona Banepar)
B f03e 1000 MKr 1 pa3 B AeHb B HEMPEPbLIBHOM peEXMME
noa KoHTponem yposHs JII, PCI, TectocTepoHa, acTpagmona,
yepes 2 Hea — KoOHTponb ypoBHA JII, PCI, TecToCcTEPOHA,
acTpaavona, Y3 OMT. BTopoi aTan GeMuHU3npyoLen
NNacTUKU PEKOMEHAO0BaH Nocne MeHapxe.

MpoBeaeHo reHeTUYeCKoe ncecnegoBaHne — obHapyxeHa
reTepo3nroTHas MyTaumsi HyKNeoTMAHON nocneaoBaTesbHO-
CTW B 9K30He 9 reHa WT1, 4To MOXKeT HabnoaaTbCs y NnauneH-
TOB € cMHApomMoM Ppeitzepa, onyxonblo Bunbsamca, cuHapo-
MoM [eHuca — [pawa, cuHgpomom Muyema. locTtynuna
noBTOpPHO NnaHoBo B PAKB ans ganbHenwero nevyeHus.

lMpoBeAeH KOHCUAMYM B COCTaBEe Bpaya-xmpypra, OHKO-
nora, yponora, rmHeKonora, B XoAe KOTOPOro MPWHATO
peleHne: Ha OCHOBaHUM FeHEeTUYEeCKOro aHanusa PUCK
ManurHu3aLmm HEBbICOK, OAHAKO, YYUTbIBasi BbICOKUI ypoO-
BEHb TECTOCTEPOHA, 4719 aAeKBaTHON ropMOHabHON Tepa-
nMM PEKOMEHAOBAHO NPOBEAEeHWe NanapoCKOMuK, roHa-
43KTOMUK ¢ 06enx cTopoH. B Boadpacte 11 neT npoBeaeHo
onepaTMBHOE yaaneHne AMCreHeTUYHbIX roHa nyTem nana-
POCKOMNMYECKOro goctyna. B noctonepaunoHHom nepuoge
nauMeHTKa NpPoOAo/IKaeT nojsyvyaTb acTpaguona Banepart
B Ao3upoBKe 500 MKr/cyT.

lpoToKon onepauuun: B aCENTUHECKMX YCI0BUSAX noche
cooTBeTCcTBYlOWeEN 06paboTKM onepauuMoHHOro nons
no BepxHemy nofcy nynka BeBegeH 10-mM Tpoakap,
HanoXeH KapboKcuneputoHeym 12 MM BOA. CT. U BBeAeH
nanapocKon. B TMNMYHbIX TOYKax B NpaBoW M NeBOM Nof-
B3OWHbIX 06/1acTax BBefAeHbl 5-MM M 5-MM TpoaKapbl
4NS MHCTpPYyMeHTapus. MNauneHTKka nepeBefeHa B MNOoXe-
Hue TpeHaeneHb6ypra.

O6HapyXeHo: B 6pIOLLIHOM NOIOCTU BbINOTa HeT. lNevyeHb
He yBe/nMn4yeHa, KOPWYHEBOro LiBeTa, MOBEPXHOCTb rnag-
Kasi, Kpah ocTpbli. KenyHbl Ny3blpb Cepo-rosayboro use-
Ta, B CrnaBWeMmcsi COCTOsSiHMK. Kpyrnas cBfi3Ka MNeyeHu
He yTosfuleHa, He oTeyHa. enygoK chaBLWMICS, NOBeEpX-
HOCTb He W3MeHeHa. [lapueTanbHas M BuUcuepanbHas
6ploWwmrHa BO BCeXx OTAeNnax He uM3meHeHa. lleTnn TOHKoM
KUWKM W TONICTOM KWLWKKM He paclwmpeHbl, MOBEPXHOCTb
po3oBas, OpblKeMKa He u3MeHeHa. YepBeob6pasHbii
OTPOCTOK OCMOTPEH Ha BCEM MNPOTSXEHWU, HE WU3MEHEH.
Teno MaTku No cpegHew NMHUK B BUAE MbIWEYHOrO TSXa,
CEepO3HbIM MOKPOB PO30BbIK. MaToyHble Tpybbl He orpe-
gensotca. B naTtepanbHbiXx KaHanax 3a MOAB3AOWHbLIMU
cocygamu ¢ 06enx CTOPOH BU3yaNlu3UPYIOTCS roHagbl: npa-
Basa — 20 x 10 x 22 mm, neBasg — 28 x 15 x 15 mm, cepo#t

OKPacK#u, oBasnbHOM GOpPMbl, MOBEPXHOCTb FNajKas, C OKpy-
aoWUMKU TKaHAMU He cnasiHbl. C NMoMOLLblo GUMNONSPHOM
Koarynsiumu nepeceyeHa 6pbixeiKa roHaa cnesa 1 cnpasa.
MakponpenapaT M3B/IeYeH Yepes JIeBYl0 KOHTpanepTypy.
OTnpaB/ieH Ha rMCTONOrMYecKoe uccneaoBaHune. Tpoakapsl
yaaneHbl. Ha KOy HanoxeHbl BHYTPUKOMHbIE LBbl — MOHO-
Kpun 3.0. KpoBonoTtepsi MUHUManbHas (puc. 1, 2).

MaTtonoroaHaTomMU4yecKoe 3aKjlo4yeHune

MakKpocKonuyeckoe onucaHme

1. O6pa3oBaHWe Cepo-KenToro LBeTa,
3,5%x1,8x%x0,7 cm.

2. 06pas3oBaHue ceporo LBeTa, paamepom 3 x 1,5 x 1 cm.

MuKpocKonuyeckoe onncaHue. B uccnegoBaHHom mate-
puane TKaHb roHaj npeacraBneHa MHOMOYUCAEHHbIMK Tec-
HO pPacnofOXeHHbIMU CEMEHHbIMW KaHasbLiaMu, B KOTOPbIX
onpeaensitotcsa kKnetkn Ceptonn. Ctpoma oteyHa. HekoTopble
KaHanbLbl aTPOPUYHbI, TMaNMHU3UPOBaHbl. Mexay KaHanb-
Lamu onpegensaioTcs Knetku Jlengura. benoyHaa o6ono4-
Ka WKpoKas, KonnareHM3npoBaHHas, MecTaMn UCTOHYEHa.
OKpysKatoLwune TKaHM 06USIbHO BaCKynapu3npoBaHbl.

3aknyeHne: mopdonornyeckas KapTuHa cCOOTBETCTBY-
€T CUHAPOMY HEYYBCTBUTENBHOCTU K aHApPOreHaMm.

pasmepom

B Bo3pacte 12 neT naumMeHTKa MNocTynaeT Ha nnaHo-
BylO rocnutanusauunio B POAKB B oTgeneHne rmHeKonoruu
c HanpaBnswowum amarHo3om «N91.0 lMepBuyHaa ame-
Hopes». COoCTOSIHME MpPW MOCTYNJEeHUU YAOBNETBOPUTENb-
Hoe, CO3HaHWe sicHoe. TenocnoXeHne HOPMOCTEHMYECKOE.
dusnyecKoe pas3BUTHE CpeaHee, ANCrapMOHMYHOEe 3a cYeT
mMacchbl Tena: poct — 153 cm (nepueHTunb 50-75%), macca
Tena — 48 Kr (nepueHTunb 90-97%), MHAEKC Macchl Tena —
20,5. KoXHble NOKPOBbI YACTblE, 6/1€4HO-PO30BOM OKPACKH,
cocyauctoe obpal3oBaHWe (remaHrmoma) Ha KOXKe CMMHbI
cneBa B CTaguM WHBOJIOLMKW, BUAUMBbIE CNU3UCTble 060-
JIOYKM YUCTbIE, BNTaXKHble, GU3M0N0rMYHON OKpacku. OTEKOB
HeT. MNepudepunyeckne nuMPaTU4ecKmne y3nbl He yBenunye-
Hbl. Hag Nerkumu SICHbIM NEeroYHbIi 3BYK, [blXxaHWe Be3u-
KynsipHoOe, XpUNnoB HeT. TOHbl cepaua PUTMUYHbIE, SICHbIE.
[aTonorn4yeckne Wymbl OTCYTCTBYIOT. MBOT MArKun, 6e3-
60M1e3HEHHbIN, AOCTyneH rny6oKon nanbnauuun. lNeyeHb,
ceneseHka He nanbnupytoTcs. CTyn perynspHbii, opopm-
NIeHHbIN, 6e3 NaTonornyeckmux npumecen. MoyencnyckaHue
cBo60ogHOE, 6e360/Ie3HEHHOE.

Mpn rMHEKONOrMyecKoM OCMOTPE: Hapy¥KHble MNoso-
Bble OpraHbl cHOPMUPOBaHbI MO GUCEKCyalbHOMY TuUMYy.

Puc. 1. A — roHagaKTomus ¢ 06enx CTOPOH: 3Tan onepauun. b — nanapockonuyeckas KapTuHa opraHoB Manoro Tasa
McToYHUK: U3 doToapxmBa otaeneHus ruHekonorun PAKB, 2023.

Fig. 1. A — gonadectomy on both sides: the stage of surgery. b — laparoscopic picture of the pelvic organs
Source: archive of the Department of Gynecology, Russian Children’s Clinical Hospital, 2023.



Puc. 2. JucreHeTnyHble roHajbl, yaaneHHble NyTeM lanapocKonM4yeCcKon onepauum

NCTOYHUK: U3 poToapxmBa otaeneHuns runekonorun PAKB, 2023.
Fig. 2. Gonadal Dysgenesis removed by laparoscopic surgery

Source: archive of the Department of Gynecology, Russian Children’s Clinical Hospital, 2023.

Knntop runeptpodmposaH Ao 3 cMm. fonoBKa chopmupo-
BaHa. YI'C IV cTteneHun. Ha NnpoMeXXHOCTM BM3yanuaumpyeTtcs
Bxoa B YIC. bonblwune nonosble rybbl MOWOHKOOOGPA3HbI.
CteneHb Bupuansauum no Npagepy — 5. BoiaeneHus ceeTt-
nble, cnuancTtole. Popmyna nosoBoro pa3sutns: Ax2 Ma2-3
Pu3 Me abs.

BbinonHeHo Y3W ¢ ponnnepomMeTpuven LWWMTOBUAHOM
M NapaluTOBUAHBIX XKeNes, MOIOYHbIX Kenes, B X04e KOTO-
pOro NaTofiormm Co CTOPOHbI 06CNeayeEMbIX OPraHOB BbisiB-
JIEHO He 6bl10.

Y3 OMT: maTka npeactaBieHa MblEYHbIM THXOM
paamepamu 43 X 12 X 22 MM, 3HAOMETPUIN YETKO He BMU3Yya-
nunanpyetcs. MpaBbiii U NEBbIV ANYHUKKU HE ONpeaensTcs —
COCTOIHME Mocne roHag3aKToMuu. CBOOGOAHAS MMUAKOCTb
B MaJ/loM Ta3y He BbisiB/ieHa. [latonornyeckmne o6pa3oBaHus
B MaJioM Tagy He onpeaenstTcs (puc. 3).

[Mpn cTaHgapTHOM NnabopaTopHOM MccneaoBaHUK (Ku-
HUYECKUN aHanu3 KpoBW, BUOXMMWUYECKUW aHan3 KpPOBM,
06K aHanM3 MO4YM) OBHapyKeHbl enKoumuTonenus (3,7 x
109/n) 3a cueT abCoNOTHOM nmdoneHuu (1,7 x 10°/n), cHu-
YKEHHbIN NOKa3aTeNlb cpeiHeEN KOHUEHTpauuMmM remornobumHa
B apuTpoumtapHon macce (MCHC) (30,2 nir).

B nokasaTtenax aHanvsa oTAeNSeMOro n3 Mo4enonoBbIX
OpPraHoB OTK/IOHEHWI HE BbISIBNEHO.

AHanM3 Ha ropMOHbI U BUTAMUHbI MOKa3a/ NOBbILEHHbIE
3HaveHusa JII (23,16 ME/n) n ®CI (56,38 ME/n), a Takxe
runepnponakTuHemuto (768 mME/n).

BpemeHHas wKana
XpOHONOrMs KatoYeBbiX COObITUM pa3BUTUA 3aboseBa-
HUSA Y nauneHTKkn K. npeactaBneHa Ha puc. 4.

OBCYXAEHMUE

B gaHHOM paboTe npeacTaBNeHO OMUCaHWE KJWHUYe-
CKOro ciyyasi: nauneHTKa ¢ peakum 3abonesaHnem — SRY-
HeratuBHoW dopmon 46,XX HPI, 3a KoTopow npoBoAMTCS
OnHamMmun4yecKoe HabnogeHne ¢ 10 mec KMU3HU Mo HacTosLee
BpemMs. Y AeBOYKM OOHapyrKeHa retepo3nrotHas myTtauus
HYKJIEOTUAHOM NocnenoBaTeNbHOCTU B 3K30He 9 reHa WTL,
4YTO COMpSXKEHO € 60/iee BbICOKOW BEPOATHOCTbIO Pa3BUTUSA
BPOXAEHHbIX 3ab60/ieBaHUn MOYEMNONOBON CUCTEMbI, B TOM
yucne u ¢ HOr.

KnuHuyeckas KapTuHa cuHapoma ae nsa Lanens retepo-
reHHa. CTpoeHne HapyXKHbIX MONOBbLIX OPraHOB Konebnetcs

OT NPaKTUYECKN HOPMAIBHOTO MO MYXCKOMY TUMY C MUKPO-
OpPXMAM3MOM [0 OBOWCTBEHHOrO CTPOEHUS C rMnocnaguen,
KPUNTOPXM3MOM B COYETAHUM C MATONOrMYECKOM 3adep-
KOWM pocTa, T’MHEKOMaCTUEN, TMNeproHaaoTPONHbIM FMMAOro-
Haan3momMm, Hekpo3oocnepmuen [8]. UMeHHO NoaToMy Heob-
X0AnMO AnddepeHUMpoBaTb AaHHYO NATONOIMIO C APYrMMHU
BapuaHTamu HapylleHun GopmMmMpoBaHus nona, CUHAPOMOM

Puc. 3. YnbTpa3ByKoBOE MccnegoBaHMe OpraHoB Masioro Tasa
nawuMeHTKU: MaTKa, NpefcTaB/ieHHas B BUAE MblLLEYHOro Tsxa
McToyHuk: KapadeHuosa W.B., 2024.

Fig. 3. Ultrasound examination of the patient’s pelvic organs:
uterus, represented as a muscle band
Source: Karachentsova L.V., 2024.
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E CLINICAL CASE

KJIUHUYECKUU CNTYHAHU

MepBoe o6¢cnegoBaHme
B POKB: YI'C lll ctenenun

Havano tepanuu actpagnonom,
NanapocKkonnyecKas

ABYCTOPOHHAA rOHaA3KTOMUA

10 mec 1,5ropa

demuHU3MpYyLoLLas NnacTuka
Hapy»XHbIX NMOSOBbLIX OPraHoB

11 net

12 net

CocTosiHWe noce roHaaKTOMUHK,
nnaHoBas rocnuTann3aumsa ans
KOHTPONS COCTOAHUSA U 3GPEKTUBHOCTH
3aMecTUTENbHON rOPMOHabHOM Tepanum

Puc. 4. XpoHONormsa Kno4eBbIX COObITUI y NauneHTKK K. ¢ TeCTUKynspHon dopMow HapyweHusa GopmupoBaHus nona npu Kapuotune 46,XX
Mpumevanue. POKB — Poccuiickasn getckas KnMHuyecKas 6onbHuua; YIC — yporeHuTanbHbI CUHYC.

Fig. 4. Chronology of key events in patient K. with 46,XX testicular disorders of sex development
Note. RCCH (POKB) — Russian Children’s Clinical Hospital; US (YI'C) — urogenital sinus.

TeCTUKynspHon demuHmsaumm (cuHapomom Moppuca), auc-
reHe3usmMu roHag. luarHo3 MoxKeT 6biTb YCTaHOBNEH Nepwu-
HaTa/bHO, NOCTHaTa/bHO, B Mpeny6epTaTHOM uaun nyéepTat-
HOM BO3pacTe.

Ba)KHbIM 3Tanom BeAeHMs OaHHOW KaTeropuu naum-
E€HTOB ABSIETCS TPaMOTHbIM M MHAWBMAYaANbHbIA AWArHo-
CTMYECKMI MOUCK, KOTOPbIA HE MMEET eaWHbIX CTaHAapToB
W anropuTMOoB.

MepBbiMK WAramun ABNSIOTCS c60p aHamMHe3a u GuU3n-
KanbHblh ocMoTp. [lpu onpoce Heob6XOAMMO BbISICHUTD,
Kakue npenapaTbl MpMHMMana MaTb BO Bpemsi 6epemMeH-
HOCTW, ecTb 1 nogobHble cnydyam HPM B cembe. bbiBatoT
cflydyan OTCPOYEHHOWM AMArHOCTUKWM, MO3TOMY y NaLMeHTOB
6ofiee cTapwero Bo3pacTa cnegyetr ob6paTtuTb BHUMaHue
Ha JaHHble aHaMHe3a: NepBUYHYIO ameHopeto, 6ecnnoaune,
BUPUAN3ALIMIO.

Ba)KHbIM M HEOTbEMAEMbIM 3TANoM ONpeAeneHus KOH-
KpeTHOM POpMbl AUCreHEe3UU ABNSETCA reHeTu4Yeckoe obene-
[loBaHWe C OnpeaefieHneM KapuoTuna M NosIoBOro Xpoma-
TMHa B GYyKKalbHbIX Ma3Kax, 4YTO MO3BOJMIAET ONpPEeAEenuTb
XPOMOCOMHbIM MOJT HOBOPOXAEHHOro. [Ans aganbHenwen
BeprMdMKaUMM AuarHo3a MOryT 6biTb MCMOIb30BaHbl MHCTPY-
MEHTaslbHble METOAbI ANArHOCTUKK, Takme Kak Y3W, nanapo-
cKonus ¢ 6uoncuen, reHutorpadums MU MarHUTHO-pe30HaHC-
Has ToMorpadusa, a TakKe nabopaTopHoe uccregoBaHue
KPOBMU C onpeaeneHMeM ropmMoHanbHOro cnexkrtpa [9].

MHPOopMaTUBHBIMKU  BUOXMMUYECKMMKU  MapKepamu
ong anddepeHumanbHON AMarHOCTUKK SBASIOTCS FTOPMOHbI
runotanamo-runodusapHon cuctemsl, Takue Kak JIF u dCr
(B MCXOAHOM COCTOSIHUM MNIM MOCAE CTUMYASLMU PUIUSKHT-
rOPMOHOM NOTEMHU3UPYIOWErO FOPMOHA), aHTUMIONIEPOB
FOPMOH, UHTMOUH B, MHCYNIMHONOLOGHbIM NenTui 3, cTepouna-
Hble TOPMOHbI HaANO4YEe4YHMKOB M MOMOBLIX XKeNes (BKatYvas
KOPTU30/, albAOCTEPOH, TECTOCTEPOH M MX MPEALIECTBEH-
HWKKW: AUTMAPOTECTOCTEPOH M 3CTPaAMON) U TOPMOH FMMo-
d13a — aApeHOKOPTMKOTPOMHbLIN ropmoH (AKTI). YpoBeHb
CTEPOUIHBLIX FTOPMOHOB M3MEPSIOT UCXOAHO WK MOCE CTU-
mynsaunn AKTT (ropMOHbI HaANo4YevyHMKoB) u/wnm X' (nono-
Bble FOPMOHbI) [10].

CornacHo gaHHbIM nuTepatypbl, reH SRY npucyTcTByeT
y 85-90% nauueHToB C 46,XX-TECTUKYNSPHON dopmon
H®M ny 10% nauneHToB ¢ 46,XX-0BOTECTUKYNSAPHOM dop-
mMon HPIM [6], To ecTb y GOMbLIMHCTBA MALMEHTOB C AaH-
HbIM AMarHo3om reH SRY TpaHcnouMpoBaH B X-Xxpomocome
WM ayTOCOMHbIX XpOMOCOMax. B Halem cnyyae reHeTmye-
CKWMW aHanua reHa SRY noKasan oTpuuaTteNnbHbl pe3ynbrar.
YuuTbiBas, 4To coobuieHna o SRY-oTpuuaTtenbHbIX clydasax

BCTpeyalTcs peako, npumepHo B 10% oT obuiero yucna
cnyqyaeB HOM 46,XX, atmonorus dopmMupoBaHWs roHam,
B KOTOpbIX onpegenstoTca Knetku Ceptonu u Jlengura,
B C/ay4Yasix C oTpuuaTenbHbIM pedynbratoMm SRY ocTtaeTtcs
Hen3BecTHoM [11].

Bonpoc o KoppensiuuMn Mexay reHeTMYeCKUMM Hapy-
WeHn MU U GEeHOTUMUYECKOM KapTUHOW Yy NauMeHTOB
¢ 46,XX-TecTuKynsipHbim H®I ocTaetcsa AMCKYCCUMOHHbLIM.
B cooTBETCTBMM C AaHHbIMW NMTEpaTypbl, NaLMeHTbl CO
SRY-N0o3UTMBHON GOPMON JaHHOM NaTonornn nmetoT 6onee
MaCKY/IMHHOE CTPOEHME HapyKHbIX MOS0OBbIX OPraHoB, ABOW-
CTBEHHOE CTPOEHME FreHUTaNnm oTMeveHo y SRY-HeraTuBHbIX
naumeHToB [8]. Tak)Xe BaXKHO y4uUTbiBaTb, YTO GeHOoTUNnNYe-
CKasi BapnabenbHOCTb Y NauneHToB € 46,XX-TeCTUKYNSAPHbIM
H®IM MoXKeT 6bITb CBA3aHa He TOIbKO C Ha/IMYMEM U/IN OTCYT-
cTBMEM reHa SRY, HO ¥ Cc apyruMn dakTopamu, TakUmu
KaK aynavkauuu unun geneumn reHos SOX9, SF-1, WNT4
n DAX-1, myTaumu v noteps GYHKLUUU APYrMX FreHOB, acco-
LMMPOBAHHbIX C Pa3BUTUEM OpPraHnM3Ma Mo My}KCKOMY THNY,
KOTOpble cleayeT pacCcMOTPETb A5 Aa/IbHENLLIENO U3YYEHMS
[12, 13].

3AK/IIOYMEHUE

[JaHHbIM KIMHUYECKUK Ccllydan aBASETCS NPUMEpPOM
o4yeHb peakon dpopmbl HOIM. mMarHo3 noctaBneH Ha OCHO-
BaHWW PU3MKaNbHbIX, N1abopaTopHbIX, MHCTPYMEHTaNbHbIX
METOA0B MCCNeoBaHUs.

Takum obpasoM, BepuduKaung auarHola nNpoBOAUTCS
Ha OCHOBaHWW AaHHbIX aHamMHe3a, BHELWHEro BWAa reHu-
Tanum U onpeaeneHnss BO3MOXHOCTU UX XMPYPruYeCcKowm
KOpPEeKUMK, KIMHUKO-1abopaToOpHbIX, MONEKYNSPHO-LMTO-
reHeTnyeckoro uccnegoBaHun, Y3 OMT, uucTtoypeTpo-
CKoMnuu, nanapocKkonuu ¢ 6uoncuen [14]. MNMpobnembl ana-
FHOCTMYECKOro MOWCKAa WM YCTAHOBMIEHUS AMArHo3a [0 CUX
NMop OCTalTCH aKTyaNbHbIMU, U CYLLECTBYET HEOGXOAMMOCTb
B [JanbHeNleM M3YyYeHWW METO0B AMArHOCTUKM C LEeNbio
noa6opa NpaBuIbHON Bpa4yebHON TaKTUKM, YYHLLIEHUSA Kade-
CTBa YXWM3HU MaLMEHTOK WM pelleHns BOMPOCOB O BO3MOXK-
HOCTK peanu3aunn penpoayKTMBHON QYHKLKUKW B ByaylieMm.
OnepaTvBHOE yaaneHne AUCreHETUYHbIX FrOHa4 NPOBOAMTCS
C Lenblo npeaynpexaeHns aanbHenlen ManurHu3auuu.
Mo faHHbIM 3apybeXKHOW NUTepaTtypbl, YacToTa pPas3BUTUSA
roHago61acTtoM UM aucrepMuHom coctasnseT oT 7 go 30%.
Bonpoc 0 He06X0AMMOCTH XMPYPrMYecKom KoppeKLumm HDM
pelwaeTcs UHAMBMAYANbHO HA OCHOBAHWWN PE3YNbTaTOB KOH-
CynbTalMN CMEXHbIMU cneunanucTaMm U ¢ y4eToM UHTepe-
COB KOHKPETHOro nauuneHTa [9].



UWHO®OPMUPOBAHHOE COI/IACUE

OT poauTens nauMeHTKM TMONlyYEHO MUCbMEHHOE
[N06poBOIbHOE MHPOPMUPOBAHHOE cOornacue Ha ny6au-
KaLWio OMnucaHua KJIMHUMYECKOro ciyyasi, Mcnonb3oBa-
HWEe MEeAMUMHCKUX AaHHbIX MauMeHTKM (pes3ynbTaToB
ob6cnenoBaHus, nevyeHns, HabnaeHns) B HayyYHbIX Lensx,
Ha ny6auMKauuio M306paxKeHWn NauUMeHTKM B Hay4yHOM
ypHane, BKOYaa ero afeKTpoHHYo Bepcuio. [lata noa-
nucanua: 07.02.2024

INFORMED CONSENT

A written voluntary informed consent was obtained
from the patient’s parent to publish a description of
the clinical case, to use the patient’s medical data
(examination results, treatment, observation) for scientific
purposes, and to publish the patient’s images in a
scientific journal, including its electronic version. Date of
signing: 07.02.2024.
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