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AHHOTALIMA

B coBpeMeHHoM MeauLMHe BCE Yallie NoAHMMALOTCA BOMPOCHI, CBA3aHHbIE C HapYLLEHUeM opMMpoBaHus nona. bnaropaps pas-
BMTUIO COBPEMEHHbIX METOI0B MArHOCTUKM BhISIBNIEHME TaKWX Jtoei yBennumuBaeTcs. B 3Toi cTaTbe AaHO onucaHue peaKoro
C/lyyas nauueHTa ¢ HapyLleHreM hopMMPOBaHWA NoJia M TaKTUKK ero NieyeHus. [MauveHT B Bospacte 11 Mec nocTynun Ha cTaum-
OHapHOe JieyeHme B YpoormiecKoe OTAeNeHne C AMarHo30M «HapyLueHue hopMupoBaHus nona, 46XY. YporeHuTanbHbIA CUHYC?
Annasus Bnaranuwwa?». 13 aHaMHe3a M3BECTHO, YTO NpU POXKAEHUM pebEHKa BO3HUKIM TPYLHOCTM C ONpeAeneHneM nona:
BHELLHE HapYKHble MOJI0BbIE OpraHbl HAMOMUHAJW XKEHCKWE C HeNoHoW heMuHM3aumeii. [pn KapMoTMNMPOBaHWK pesynbTaT —
46XY. MNpu pu3mMKanbHOM 0CMOTpe B AETCKOM CTaLMOHape NoJoBble OpraHbl He COOTBETCTBOBANM Kapuotuny. B naxosoi obnactu
¢ 0beux CTOPOH ManbnMpoBanMch 06bEMHbIE 06pa3oBaHMs, HaNoOMUHatOLLMe roHafbl, be3bonesHeHHbIe, NOABUXHbIE. YpeTpa
OTKpbIBasiaCb OTBEPCTUEM MOL rMNepTPOdPUPOBAHHBIM KIMTOPOM MEXAY rMnomnaa3MpoBaHHbIX Manbix nosoBbix ry6. bonblwwve
nonoBble rybbl UMenu nonepeyHbIe CKIaAKM N0 TUMY MOLLOHKM, BXOA BO BRaranuLLe oTcyTcTBoBa. beino npoBeseHo MaccoBoe
napannensHoe CeKBEHWUPOBaHWe, B XOA4e KOTOPOro BbisiBUM ABe MyTauuu B reHe LHCGR. [JuarHocTuyeckas nanapockonus
MoKasasa oTCyTCTBWE 334aTKOB MIONIIEpoBa UM BoNb(OBa NPOTOKOB. 10 3aKJYEHWI0 MYNBTUANCLMIIIMHAPHOTO KOHCUITMYMa
POAMTENAM PEKOMEH0BAHO BOCMUTaHUE pebEHKa B XEHCKOM none. B cBA3M ¢ YeM npoBenv onepaumnio — ABYCTOPOHHIOK0
OPXM3KTOMMI0. 3annaHupoBaHa heMUHM3NPYIOLLLAA FeHUTOMNACTUKA. [laHHbIA KIMHUYECKMIA Clyqaid LlEMOHCTPUPYET BELEHME
naumeHTa ¢ HapyLueHueM GopMUPOBaHMS NONA C aKLEHTOM Ha 0CHOBHbLIX MOMEHTAX, OMPELENAIOLLIMX BbIOOP TAKTUKM NIeHeHHUS.
Mes BO3MOXKHOCTb reHETUYECKMX UCCNef0BaHUIA Y NaLMEHTOB C HApYLLEHWUSMU M0/, Mbl MOXEM TOYHO 3HaTb MPUUKHY 3abo-
NIeBaHMs U NPUCTYNUTb K «afanTUBHOW» XUPYPruM paHblue — [0 BO3pacTa reHAepHoi caMonaeHTUGMKaLMK. AHann3 AaHHbIX
MyTaLWA 1 MX KITMHUYECKWX MPOSBNIEHUIA MO3BOJIUT Jy4LLIE OPUEHTUPOBATLCA B BEAEHWUM NALMEHTOB JAHHOMW MPYnMbI.
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A clinical case of an LHCGR gene mutation
leading to Leydig cell hypoplasia and disordered
sex development
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ZKazan State Medical Academy — branch of the Medical Academy of Continuous Professional Education, Kazan, Russia;
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ABSTRACT

Disorders of sex development (DSD) are increasingly discussed in modern medicine. Advances in diagnostic methods have led
to an increased identification of individuals with these conditions. This study presents a rare case of a patient with DSD and
describes the treatment strategy. A male infant, aged 11 months, was admitted to the urology department for inpatient treat-
ment with a diagnosis of 46XY DSD accompanied by suspected urogenital sinus and vaginal aplasia. According to the medical
history, the child's sex at birth could not be determined with certainty. Externally, the genitalia resembled female structures
with incomplete feminization. Karyotyping confirmed a 46XY result. Physical examination in the pediatric hospital revealed that
the external genitalia did not correspond to the karyotype. Bilateral, painless, and mobile gonad-like masses were palpated in
the inguinal region. The urethral opening was located under a hypertrophied clitoris between hypoplastic labia minora. The la-
bia majora exhibited transverse folds resembling a scrotum, and the vaginal introitus was absent. Whole-exome sequencing
identified two mutations in the LHCGR gene. Diagnostic laparoscopy confirmed the absence of Miillerian and Wolffian duct
remnants. A multidisciplinary medical council recommended that the parents raise the child as a female, and bilateral orchiec-
tomy was performed. A feminizing genitoplasty is planned. This clinical case illustrates the management of a patient with DSD,
emphasizing the key factors influencing treatment decisions. The availability of genetic testing in patients with DSD enables
precise identification of the underlying cause, allowing for early adaptive surgical intervention, before the age of gender self-
identification. Further analysis of these mutations and their clinical manifestations will contribute to improving the manage-
ment of patients in this population.
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OBMEH KITMHUHECKIM QMbITOM

AKTYAJIbHOCTb

B coBpeMeHHOM MeauumHe BCE Yalle obCyxaaloT Bonpo-
Cbl, CBSI3aHHble C HapyLieHueM dopMupoBaHua nona (HOM).
Mpv aHanu3e 6asbl AaHHBIX Hay4HOI Neproamnki PubMed 3a ne-
pvog, ¢ 2012 no 2022 r. oTMeYaeTcs yBeNMYeHne KoNnM4ecTBa ny-
6nmkaumin no 3anpocy DSD (disorders of sex development —
HapyweHua ¢opMupoBaHusa nona) bonee yem B 2,5 pasa.

H®I — 370 BpoKAEHHOE COCTOAHME, 00YCII0BMEHHOE He-
COOTBETCTBMAMU B CUCTEME BMONOrMYeckoro nona (reHeTu-
YECKWM, FOHa[HbINA, FOPMOHANLHBIA U GEHOTUNIMYECKMIA non),
YTO YacTo NPUBOAMT K HENPaBUILHOMY (HOPMUPOBaHMIO Ha-
PYXHbIX reHutanuid. B 2006 rogy esponeickoe negmatpu-
yeckoe 06LLECTBO 3HLOKPUHOMOIOB COBMECTHO C Lawson
Wilkins neguaTpnyeckuM sHAOKPMHOMOTMYECKMM 00OLLECTBOM
NMPELIOXMUM HOBYIO Knaccudukaumio HOM [1].

OHa BKJIlOYaeT TpU OCHOBHbIE TPYMMbl: XPOMOCOMHOE
HOI, HOIM 46 XY, HOM 46 XX. UHamBuoyyMbl ¢ HOT 46 XY
XapaKTepuU3yKTCA HEOAHO3HAUHBIMU UMW KEHCKUMU HapYXK-
HbIMWU TEHUTANNAMU, BbI3BaHHBIMU HEMOTHON BHYTPUYTPOO-
HOM MaCKyNMHU3aLMen, a TakKe HanuumMeM Wiu OTCYTCTBUEM
MionNepoBbIX CTPYKTYp. Knaccudmkauma HOM 46 XY no na-
TOreHe3y JeuTC Ha HECKONBKO FpynM: HapyLieHue pasBu-
TUA TOHaf, HapyLleHne BUOCHHTE3a UM [eNCTBUS TOPMOHOB
1 Apyrue natonorum nona (puc. 1) [2].

PaHblLLe HapyLLeHWe nosia onpeaensiock TofbKo No $heHo-
TUNUYECKOMY NPU3HAKY — HaNnume ABOACTBEHHBIX BHELLHUX
MonoBbIX opraHoB. Co BpeMeHeM, B CBA3U C HA4aN0M NpuMe-
HEHWUA FeHETMYECKNX UCCNedoBaHMIA, KonyecTBo 3aboneBa-
HWiA, oTHocAwmxca K HOM, 3HaumTenbHo yBenmuunocsk [3].
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[lna nonHoro NOHWMaHUs faHHoI naTonorum HeobxoamMo
3HaTb (u3unonornio GopMMpoBaHNA NONOBOW CUCTEMBI YeSI0-
BeKa. B HopMe nonoBoe pa3BuTMe MO MyMCKOMY TUMY Haun-
HaeTcs ¢ Hannumsa SRY-reHa B Y-xpoMocome. o, BanaHueM
3TOro reHa nepBuyYHbIE BUNOTEHUMANbHbIE TOHaal audde-
peHUMpYIoTCa B TeCTUKYNbI [4]. [anbHeliwee pa3sutune oby-
CNOBNEHO FOPMOHA/NbHBIMU BO3LEACTBUAMM MJlaHLLETapHbIX
1 runodu3apHbIX roHaLOTPOMNMHOB.

lMnotanamyc noaaéT curHanbl NepepHeit Yactu runodu-
3a N8 BblpaboTKM ABYX BULOB FOPMOHOB: JIOTEMHU3UPYIO-
wero ropmoHa (JIN u dbonnuKynocTMynMpyioLLero ropMoH
(OCT). Muwenbio ana OCT sensatotca Knetkn Ceptonu, Haxo-
Asdwmecs B TecTukynax. log Bo3aeicTBueM AaHHOrO ropMo-
Ha OHM HAauYMHAIOT BbIPabaTbIBaTh aHTUMIONIEPOB FOPMOH, MO-
[aBnsoLWmMiA AudhepeHUMpOBKY KEHCKUX NOJIOBbIX OpPraHoB
13 Mio/iepoBa NpoToKa. Muwwenbto ans JIT SBNAOTCA KNETKY
Jleipura, KoTopble Take HaxoasaTcs B TecTukynax. log eus-
HWEM 3TOr0 rOPMOHa, a TaKXKe XOPUOHMYECKOTO FOHaA0TPONU-
Ha NnaLeHTbl, HAYMHAETCS aKTUBHas BblpaboTKa TecTocTepo-
Ha [2]. laHHbIY rOpMOH B JasibHENLLEM SIBNISAETCS KHOYEBbIM
(aKTOpOM [N1A pasBUTUS MyXCKoro Hadana. OH 3amyckaet
CNOXKHBINA KacKag, peakumii, NpUBOAALLMIA K HOpPMUPOBaHMIO
BHYTPEHHUX W HAPYKHBIX MYXCKUX NOOBLIX OPraHoB, pa3Bu-
BaloLLMXcA 13 Bonb(oBa NMPOTOKa U NONOBOrO rpedeLLka.

HapyweHue npouecca Ha noboM M3 ONMCaHHbIX 3Ta-
MoB NPUBOAUT K HEAOCTATOMHOW MaCKYNMHM3aLWW FeHuTa-
NUiA y naumeHTa. B pesynbTate Yero y YenoBeKa C MyXCKUM
rEeHOTUNOM (EHOTUN MOXKET BbITb MOX0X Ha eHckui. 04-
HOM U3 NPUYMH TaKWUX HapyLUEHWUA MOXET BbITb rUMonnasus
(arenHe3us) kneTok Jleligura — reHeTuyeckoe 3aboneBaHue,

KNACCUDUKALIUA HoN

CXpOMOCOMHbIe Hdll'l)/

1) cuHppom TepHepa 45X;

2) cunapoM Knaiindenstepa 47

XXXY u ero BapuaHTbl;

3) 45X/46XY (cMelLaHHble rOHaAHbIe
AncreHesuu, ootecTukynsapHoe HOM);
4) 46XX/46XY (oBotecTUrynspHoe HOIM).

{46 xyHoN

HapyweHue pasBuUTUS TeCTUKYN J
1) nonHas AucreHesus roHap;

2) 4acTMYHan AUCTeHe3Ns FoHaL; ropMoHoB
3) perpeccus roHag; ;
)

4) ootecTukynsipHoe HOI.

HapyweHue 6uocuHtesa/peiicTus

1) medeKT cUHTE3a aHAPOreHoB;
2) nedexr JIM-peuentepa;

46 XX HoN

.
.- ‘\ AN

HapyweHue pasBuTus roHag, ! Dpyrue

1) roHagHas aucreHesus; aTpesus BaruHbl, 3KCTpoGUs

2) oBotecTukynspHoe HOM; | KJI0aKu U ap.

3) TecTukynspHoe HOI. '
U36biTok aHpporeHoB

1) beTanbHbIi (HEAOCTATOYHOCTD
21-ruppoKcnnasel, HeAOCTaTOYHOCTb
11-ruppokcunassl);

2) peTonnaveHTapHbIi (apomato3Has
HEeA0CTaTO4YHOCTD);

3) MaTepUHCKOro NpOMUCXOXLEHMUS
(nioTeoma).

; 3) HeuyBCTBUTENBHOCTb K aHAPOreHaM;

Jpyrue
runocnaaus, aKcTpodus
KI0aKu v ap.

4) HapyweHus cuHTe3a/pelicTeus AMI

Puc. 1. Knaccudmkaums HapyleHuii popmupoBaHus nona: HOM — Hapywenue GopM1poBaHua nona;
JII — nioTenHm3mpyroLwmii ropMoH; AMIT — aHTUMIONIEPOB FOPMOH.

Fig. 1. Classification of disorders of sex development.
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nepefatLLeecss ayTOCOMHO-PELIECCUBHBIM MYTEM, B OCHOBE
KOTOPOro NIEXWT MyTaums B reHe-peuenTope K JII Ha KneT-
Kax Jleiigura — LHCGR. BnepBble NaumMeHT ¢ [aHHOM nato-
norvei bein onucaH B 1976 rogy. [laHHas reHeTUYeCKas MyTa-
LMa A0BOILHO pefiKas M BCTpedaeTcs ¢ yacTotoii 1 Ha 1 MiiH
yenosex [1].

LHCGR-peuenTop npuHagnexuT K pogoncuHo-nogobHo-
My CEMEWCTBY, NpeACTaBnAtoLLEMY CODOM BbICOKO KOHCEpBa-
TMBHOE HaJCEMECTBO PeLLenTopoB, CBA3aHHbIX C G-b6enkoMm.
[laHHbIA peuenTop 3KcnpeccupyeTcs KneTKamu Jleiaura
¥ npuHuMaeT curian ot JII u XopuoHMYecKoro roHagoTpo-
NMWHa yenoBeKa. B pesynbTate akTMBauMu peuentopa 3any-
CKaeTCA KacKaj, peakumii Ans 0bpasoBaHus TecTocTepoHa.
LHCGR-reH nokanusyetca Ha 2p16.3 v coctout m3 11 ak3o-
HoB [5]. llonoMKa faHHOro reHa NpPMBOLAMT K NOBPEXAEHMIO
LHCGR-peuenTopa u, cnenoBatenbHo, NoTepe ero QyHKLUmMM.
N3-3a atoro kneTkw Jleiaura, Kotopble B HOpMe BbipabaTbi-
BatoT oKono 90% Bcero TeCTOCTEPOHA B MYXCKOM OpraHu3me,
CTaHoBATCA pe3ucTeHTHbIMK K JII, 1 BCKOpe pa3BuBaeTcs Ux
runonnasws [6].

Ha ceropHAWwHW aeHb BOMbLIMHCTBO YYEHBIX BbILENST
ABa TMNa runonnasuv Knetox Jlenpgura:

« [lepBbi TMN — TAXENan GopMa, NpU KOTOPOW UMEET-
€A NOHas HeyyBCTBMTENLHOCTL peuentopoB K JII u xopuo-
HWYeCKOMY rOHaA0TPONKHY YenoBeka. OHa NposBnAeTCs HA3-
KMM YpOBHEM TeCTOCTEPOHA B KPOBM W BbICOKUM ypoBHeM JII.
HapyxHble nonosble opraHbl c)OpMUPOBaHbI MO KEHCKOMY
TUMY, BO3MOXHO CNENO 3aKaHYWBAlOLLEHCS BarMHOW, AMYKK
Haxo[ATCA B NaX0BbIX KaHanax.

« BTopoii Tun — bonee MaArkas ¢opMa, Npu KoTopon ume-
eTcs YacTu4Has pesucteHTHocTb K JII. Knuinuecku nposens-
€TCA HENOJTHOW BUPUNMU3aLMeEN C HaMYMEM MUKponeHuca [7].

B naHHOM CTaTbe Mbl U3NI0XMIM KITMHUYECKUI CllyYai na-
LMeHTa ¢ runonnasuen Knetok Jleiigura 1-ro Tmna c paHee
He onucaHHoW MyTaumeii B reHe LHCGR.

KJTMHUYECKUU CYYAN

MaumeHT B Bo3pacTe 11 Mec, poaMBLLMIACA OT 300POBLIX POAM-
Tenei, NOCTYNWA Ha CTauMoHapHoe 06cnefoBaHMe U neyeHune
Mo NOBOLY HEMPaBUNbHOTO CTPOEHUS HAPYXHBIX FeHUTANUNA.
PebéHok popmncs ot 5-i bepeMeHHOCTH, nocne 3-X poLoB.
Y Opyrux aeTeii B ceMbe HapyLLEHMIA CO CTOPOHbI NO0BOM CU-
CTeMbl He BbisiBNeHo. Bo BpeMs bepeMeHHOCTU MaTb Kypu-
na v nepebonena pecnupaTopHon BUPYCHOM MHbeKumen Bo ||
TpuMecTpe. Poabl npoTeKanu TsKeno u3-3a Tyroro 06BUTHSA
MynoBWHbI Ha cpoke 40 Hep. PebEHOK poauncs 3penbIM ¢ Mac-
coi 3484 r v pamnHomM 54 cM. OueHka no wkane Anrap Ha 1-i
MuHyTe — 8 6anno., Ha 5-1 MuHyTe — 9 Bannos.

Mpn pOXAEHMM BO3HUKSIU TPYLHOCTM C AOCTOBEPHBLIM
onpefeneHneM nona y pebeHka, T.K. HapyXHble MOoBbIe
opraHbl 6bin chopMUPOBaHHBINA HEMPaBUNBHO: TEHUTANIUN
110 XKEHCKOMY TUMy, HO OTCYTCTBOBAN BX0Z, BO BNarauLe, Ma-
Nble MosoBbIe rybbl bbiM rMNoNNasupoBaHbl, KIMTOP YBENU-
UeH, 0TMeYasiach CKNIaA4aToCTb KOXM 60NbLUKMX NONOBbIX ryH,
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B NaxoBblX 06nacTax ¢ obenx cTopoH bnmxe K BosbLKMM no-
noBbIM rybam nanbNMpoBanuch OKpyrble 0bpa3oBaHus pas-
Mepamu 1 cM, HaNOMUHaKOLLMe NaxoBble FPbIKY.

B popaome npoBenu ynbTpa3ByKOBOE MCCeA0BaHNe Op-
raHoB Maroro Tasa. MoueBoi ny3bipb bbin 6e3 natonorui,
MaTKy 1 Apyrve NpouU3BOLHbIE MIOJIIEPOBA NPOTOKA 0bHapy-
YUTb He yaanoch. B naxoBbIx KaHanax HaXoaWIUCh OKPYble
00pa3oBaHus, BEPOATHO TeCTUKYNbI. [Ing fanbHeiillero 06-
CefioBaHuWs NauMeHTa Ha 3-M JeHb XU3HU NEPEBENM B OTAE-
NeHue NaTosiorMn HOBOPOXKAEHHBIX LETCKOW 60/bHMLbI. Bbi-
NOSHUIKM BONbLIOKW KOMMAEKC MCCNefoBaHU ANs OLEHKM
COMaTUYEeCKOro W HeBPOJIOTMYECKOrD CTaTyca, KOTOPbIi Bbisi-
BWJ1 CriedyloLimMe CONyTCTBYHOLME NaTonoruu: LepebpanbHas
ULWeMMS 2-i CTENEHM C TUMNEPTEH3UOHHBIM CUHAPOMOM, CUH-
[POM MbILLEYHOW AMCTOHUW, TUMOMETanus, MHhEKUMS MoYe-
BbIBOASALLMX MYTel, OTKPLITOE 0BaJIbHOE OKHO W N0XKHas XopAa
neBoro enyaoyka. Mo pesynbTataM KapuoTUNMPOBaHMUS NOA-
TBEPAWIN MYXCKOI Kapuotun 46 XY. [poBenn KOHCUnMyM co-
BMECTHO C POAMTENAMU W CREAYIOLLMMM crieuuanmcTamu: ne-
AMaTp, YpoIor, MMHEeKONOT, XMPYPF, 3HAOKPUHONOIM, TEHETUK.
B xone KoHcunmMyMa BbICTaBUAM NACMOpTHBIN Non pebéHka —
HEHCKMIA.

lMocne Bbinucku pebEHoK npoxoamn atanHoe obcnepo-
BaHMe B OTAENIEHUM 3HAOKpUHonoruu. JlabopaTopHoe uc-
CnefoBaHWe MOKa3ano HOpMabHbIE YPOBHW TUPEOULHbBIX
FOPMOHOB U CHUXEHHBIW YpoBeHb TecTocTepoHa. [lanee BbI-
MOJTHWIN reHeTUYeCKoe McclefoBaHUe — MaccoBoe napan-
nenbHoe CEeKBEHWPOBaHWE, B X0[e KOTOporo obHapyxwnm
ABe MyTtauuu B reHe LHCGR. B 9-M 3K30He BbISBUNM paHee
ONUCaHHbIA B nuTepatype BapuaHT (HG38, chr2:48698650
G>T, ¢.831 C>A) B reTeposuroTHOM COCTOSIHMM, MPUBOLALLMIA
K aMWHOKMCNOTHOW 3ameHe p.Ser2/7Arg. [laHHas MyTaums
onucaHa B MMpOBOW nuTepaType kak Male precocious pu-
berty. Mpu noMoLwM KOMMbIOTEPHOrO MOAENMPOBaHMUS yCTa-
HOBWIM, YTO AaHHas MyTaLMs pacCMaTpUBAETCA KaK BapuaHT
C HEONpeLeNEHHOM KIMHUYECKOM 3HaUMMOCTbI0. B 11-M 3K-
30He 06HapyXuUnM paHee He ONUCaHHbINA B IUTEpaType Bapu-
aHT — HG38, chr2:48687961A>T, ¢.1836T>A) B reteposurot-
HOM COCTOSIHWM, MPUBOAALLMIA K (DOPMMPOBAHMIO CTOM KOLOHA
U NpeXneBpeMeHHON TepMUHaLUmMn TpaHcnauum p.Tyr612Ter.
AnbTtepHaTtuBHbIN BapuaHT c.1836T>G (p.Tyr612Ter.) onucaH
KaK naToreHHbI npu ncesgorepMadpoamtuame. [laHHbIN Ba-
PWaHT He BCTpeyaeTca B 6ase JaHHbIX MOMYIALUMOHHBIX Ya-
ctot gnomAd 1 npuBoAMT C BonbLUel BePOATHOCTLIO K NoTe-
pe yHKLMM COOTBETCTBYIOLLEN KOMKM reHa. o coBOKynMHoCTH
[aHHBIX OTKJI0HEHMe B 11-M 3K30He pacLieHUBaeTCa KaK Bepo-
ATHO NaTOreHHbI BapuaHT.

lMocne nonHoro obcnepoBaHus bbino HeobxoauMo onpe-
[EeNUTb AanbHENLLYI0 TaKTUKY JleYeHuMs nauueHTa. B Bospacte
11 Mec pebEHOK NocTynuMA B OTLENEHUE YPOSIOrMK, TLLe NPOBe-
NN NOBTOPHOE YNbTPa3ByKOBOE MCC/lef0BaHWe OpraHoB Ma-
nloro Ta3a W naxoBblx obnacTeit pa3mMepoB TECTUKYN: CMpaBa
92x4,9 MM, cneBa 9,0x4,7 MM, 3xocTpyKTypa be3 ocobeHHo-
CTeM, KOHTYpbI YETKME, poBHbIE. [0N10BKa NpuaaTKa He and-
(epeHumpoBanack. pu ¢uM3MKansHOM 0CMOTpPe MOMOBbIE
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OpraHbl HaNOMMHAKOT JKEHCKMeE: ToNI0BKA KITUTOPa YMEePEHHO
runepTpodmpoBaHa, ypeTpa OTKPbIBAETCS 0TBEPCTUEM MEX-
LY TMnonasupoBaHHbIX Manbix NonoBbix ryd. Bxog Bo Bna-
rafuiLe OTCYTCTBYET, FOHaAbl HAXOLATCS B NaXoBbIX 0bnacTsx,
npu nanbnaumu 6e3bonesHeHHble, NOLBUMKHbIE, BO3PACTHbIX
pa3mepoB (puc. 2). [lns onucaHus HapyKHbIX NONOBbIX Opra-
HOB B JaHHOM CJTy4ae MCroNib30BaHue LUKanbl Kyurnm u wka-
nbl Npagepa bbi0 3aTPYAHMTENBHO, T. K. OHU HE 0XBaTbIBaU
B MOJIHOI Mepe BbIABNEHHbLIX U3MEHEHNM.

[ins Toro ytobbl MCKITOUMTL HapyLLEHWe CTPOEHUS Moye-
Mo/I0BOW CUCTEMBI, Mbl POBENM YPETPOLIMCTOCKOMMUIO: «Ype-
Tpa cBobopHo nponyckaet Tybyc umctockona N2 9,5, cnusm-
CcTas ypeTpbl He u3MeHeHa. CeMeHHOIM BYropoK oTcyTCTBYET.
LLleika MoyeBoro ny3blps be3 BUAUMBIX aHaTOMUYECKUX 0CO-
beHHocTeir. Copepxumoe ny3bips npo3pauyHoe. Cnusucras
MOYEBOr0 Ny3bIps He U3MeHeHa, TPabeKynsapHOCTb AeTpy3opa
He BblpaeHa. YCTbsl MOYETOHHWKOB PacronaralTcs B TUNWY-
HOM MecTe, He 3usioT». [Tpu 06cnenoBaHMM He BISBUIW Ha-
JMYMS YPOreHUTaNTBHOM CUHYCA W APYTUX MOXOXUX OTKIIOHE-
HuiA. CeMeHHOW BYropoK, CBUAETENbCTBYIOLLMIA O NPUCYTCTBUM
npocTaThl, 0TCYTCTBOBAJ.

Mocne BbINOMHEHUS ONUCAHHBIX BbILLE MCCNIELOBAHUM B OT-
LeNeHUW Ypomoruy NpoBesiv BpayebHbI KOHCUIIMYM C y4acTu-
€M poauTenen ANs onpeaeneHus fanbHeiLen TaKTUKW Beae-
HWA NauueHTa. B xope 3Toi beceabl poamnTenu, 0CO3HaBas BCe
PUCKM 1 NOHUMas CYTb BbISIBNEHHOI NaTonorum pebétka, 3a-
XOTE/M 0CTaBUTb FEHAEP EHCKUM W anu coriacue Ha one-
paTMBHOE BMeLLaTeNbCTBO. PelueHo MpoBecTy namnapocKo-
MUK, ANS Toro Ytobbl NosHOCTLIO Y6enuTbCA B OTCYTCTBUM
3a4aTKOB MIONINEpOBa UNW BONbOBA NPOTOKOB, C BO3MOX-
HOW OpXU3KTOMMeN. BospacT Ha MoMeHT onepaumn —11 Mec.

Mpu AMarHoCTMYECKOI NanapocKonuu TakKe He BbISBUIU
HW MaTKM, HU MPOCTaThl C CEMeHHbIMU My3bipbKamu. Onepa-
TUBHOE BMELLIATENbCTBO 3aKOHUMMM BunatepanbHON OPXMIK-
TOMWEN Yepe3 NaxoBblid AOCTYN. YOaneHHble TKaHW OTNpaBumn
Ha MMCTONOrNYECKOe UCCe0BaHNe.

Mo 3aK/T04EHUHO TUCTONOMOB 06HAPYXEHbI eUHNYHDIE 1~
nonsasupoBaHHble KNeTku Jlenpura. McTonormyeckas CTpyK-
Typa AMYeK NpeAcTaBnaAna He3penylo TECTUKYNSAPHYIO TKaHb
C HapyLLEHUEM apXUTEKTOHMKM, HecrpocBETHBIMM KaHabLa-
MM ¢ He3penbiMu Knetkamu Cepronu. Knetku Jleliaunra npen-
CTaBfieHbl KpalHe CKYAHO M BbIpaXK@HHO r1Monaa3npoBaHbi
(annasuu/runonnasum knetok Jleiiaura). MocneonepaumoH-
HOe TeYeHWe y MaumeHTa npoLunio bnarononyyxo. B ganbHeii-
LUEeM NyIaHUpYeTCs PeKOHCTPYKTUBHASA OMepaLys No Co3AaHuIo
BRaranuLia.

[unonnasus knetok Jlemaura, Kak v npyrue HO30M0MMK,
oTHocswmecs K HOT, sBnseTca A0BOMbHO CIOXHBIM 3abone-
BaHWUEM M 3aTparuBaeT 3HAOKPUHHYIO, PENPOLYKTUBHYIO U MO-
UEBYI0 CUCTEMBI B OpraHU3Me YenoBeKa. [11a BeAeHUs Takux
naumMeHToB HeobXoaMMO UCMO/b30BaTb KOMMIEKCHBIN MOLXOL,
C BOBJ/IEYEHMEM BOJIBLLIOTO KOIMYECTBa KBAaNMGULIMPOBAHHBIX
CrNeLMannCcToB 1 UCTO0b30BaHWNEM LUMPOKOIO CMeKTpa ucche-
[0BaHWI, YTO M NOKa3blBaeT Hall KIMHUYECKUM crydaid. Co-
rnacHo Global Disorders of Sex Development Update since
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Puc. 2. BHewwHuii BuA reHuTanuii naumeHTa, Bospact 11 mec.
Fig. 2. The appearance of the patient's genitals.

2006: Perceptions, Approach and Care, npu BengHuM naum-
eHToB ¢ HOIN BbIAENSIOT TpU TMNA NOAXOAO0B: MYNbTUAMC-
LMNJIMHAPHBIA, MHTEPANCUMINIIMHAPHBIA U TPaHCANUCLMNIN-
HapHbIA. MynbTMAMCLUMNAMHAPHBIA NOAXoL npeanonaraet
0 HOBPEMEHHbIN, HO HE3aBMCUMBbII BKNaf, 4YIEHOB KOMaH-
Obl U3 ABYX WK bonee AUCUMMAIMH. VHTepAUCLMNAMHAPHBIN
noaxod — paboTaroT BMeCTe, KaX bl C TOUKM 3pEHMSA KOH-
KPETHOM AUCLIMMUHBI, HO C MPU3HAHWUEM TOTO, YTO 3NIEMEHTI
3HaHWN M HaBbIKOB UCMOMb3YIOTCA COBMECTHO ANS PELIEHMS
06Lei npobneMbl. TpaHCAUCUMMNMHAPHBIA NoaXos, Noapas-
yMeBaeT 0HOBPEMEHHYI0 COBMECTHYH0 paboTy Bcex crelyma-
JINCTOB NS CUHTE3a HOBbIX PELLEHUI B NIEYEHUM AaHHbIX Na-
umneHToB [8]. Ytobbl OLEeHNTb BCe (aKTOpbl pUCKa pasBUTUSA
OC/IO}KHEHWUI U JaNbHENLMX NePCreKTUB NaLMeHTa, Mbl UC-
Nosib30BaNv TPaHCAUCLIMNIMHAPHLINA noaxog. bnaronaps ato-
MY Mbl CMOIM peLwnTb NpobneMy NosoBoN NPUHaANEXHO-
CTU B paHHeM [AeTCTBE M HauaTb NleYeHue, YTO OTIMYaeTCs
ot npeanoxeHHon KoHcencycoM 2006 roga pekoMeHpauuu
AnvTenbHoro Habnoaenus naumenToB ¢ HOM 6e3 KOHKpeTy-
3aumMmM nacnopTHoro nona. PelleHo onpeaenuTb Nos NauueH-
Ta JEHCKUM, 0CHOBbIBAsACb Ha ONpeAeNEHHbIX KITIO4EBbIX MO-
MEHTax, a UMEHHO:

« Pe3ynbTaTbl reHETUYECKOrO0 CEeKBEHMPOBaHUA, KOTopble
BbISBUAM ABE MyTauum B reHe LHCGR.

« Hanuume HWU3KOro ypoBHA TECTOCTEpPOHAa B KPOBM, 3a-
KIOYEHWEe TEHETUYECKOro WCCNefoBaHUs (B COBOKYMHOCTH
C MONHLIM OTCYTCTBMEM MPOM3BOAHLIX BO/b(OBA MPOTOKA
Mo AaHHbIM MHCTPYMEHTaNbHLIX 00CNeoBaHNiA) 03HaYanm,
4TO Yy NauyeHTa bonee BbIpaXeHHas NaTonorus B BULE rvno-
nnasuu Knetok Jlengura 1-ro Tuna.

o HeraTBHbIN NPOrHO3 B OTHOLLEHUM CMepMaToreHHOoV
1 TOPMOHANbHOW (PYHKLMM AIMYKA Mo pesynbTaTaM nabopa-
TOPHbIX UCCNEA0BaHMIA.

« BbicoKasn CNOXKHOCTb NPOBEAEHUS MaKyNMHU3MPYIOLLEN
MNAcTUKYU NpU AaHHOM BapuaHTe CTPOEHWS HAPYMHbIX reHu-
TaNuN [0 BOCCTAHOB/EHMA UX aHAaTOMUM U DYHKLMM U PUCK
MocneonepaLyoHHbIX OCIOXHEHWN.

o PUCKM Manurimsaumum gucreHnYHbIX roHas.
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CLINICAL EXPERIENCES

OkoHyaTesnbHBIM (haKTopoM Bbibopa nona CTan UTOroBbIi
KOHCWIIMYM Bpayell COBMECTHO C POAUTENSMM, B XOL€ KOTOpO-
IO OHM PELLWIIN OCTaBUTb FEHAEP KEHCKUM.

BonblwmHcTBo HOI reHeTMYeCKM LETEPMUHMPOBAHBI, MO-
3TOMY NOMCK NaToN0rM4ecKoro reHa ¢ bonbLueit 3 perTUBHO-
CTbl0 NO3BOJISET NPOBOAMUTL AUArHOCTUKY M NpaBUNIbHO Kiac-
cubuumMpoBatb natonorui. feHeTUUECKOe CEKBEHUPOBaHUE
[AET BO3MOXHOCTb pacluMdpoBaTh M BbIBUTb U3MEHEHMA
B le30KcupuboHyknenHoson kucnote (OHK). Mpu HapywweHu-
AIX PenpoayKTMBHOM cuCTeMbI uccneaytotca 6onee 100 reHos.
[laHHbIl TMN UccneaoBaHus, COMMAcHo MOCNEHUM AaHHbIM
ESPU 2023 ropa, cTaHOBWTCA «30/10TbIM CTaHAAPTOM» B AM-
arHoctuke natonorui HOM [9].

Ceiyac B MeamumHe BCE 6osbLLe pacnpoCcTPaHAETC MHe-
HuWe 0 ToM, 4To NaumeHT ¢ HOI caM fomxeH onpeaensTh CBOVA
Byaywmin non npu goctvxkeHun nybeprara. K coxxanenuto, ata
KOHLIeNuuA MMEeET CBOM HEJOCTAaTKN U PUCKM, O YEM Mbl Ha-
nucanu Bbiwwe. V13-3a NOBbILIEHHOTO PUCKA Pa3BUTUS OHKO-
nlormyeckux 3abonieBaHuii 1 BbIBOPa KEHCKOMO NacmnopTHOro
nona, KOHCMAMYM peLumnn BbibpaTtb bonee besonacHbl NyTb
B BUAE paHHel opxuaktomun. bonee Toro, B 2017 roay MNap-
nameHTcKas accambnesn Coseta EBponbl, EBponeiickoe obue-
cTBO AeTcKoi yponorun (ESPU), a Takxe fopyrue obuiectea
AETCKON YPOJIOrv 3aHANM OnpesenéHHyio nosuumio B feba-
Tax 0 xupypriv HOI. Bbino aexnapupoBaHo, 4To NpUMeHeHMe
XMPYpruyeckux BMeLwatenscTs y aeteit ¢ HOM TonbKo B HeoT-
JIO}KHBIX COCTOSIHUSAX HE COrMacyeTcs C onpeaeneHnem 340po-
BbA BceMupHoW opraHu3aumen 3npaBooxpaHeHus, yTBepxaa-
IOLLlel, YTO 3[10p0BbE — 3TO He MPOCTO OTCYTCTBUE DOME3HM,
a COCTOsHME MOIHOTO U3MYECKOr0, AYLIEBHOMO M COLMANb-
Horo 6narononyuus [9]. [laHHbIA acneKT 0cobeHHO aKTyaneH
B OTHOLUEHWW JeTel, T.K. B mpouecce pocTta dhopMupyetcs
He TONIbKO TS0, HO M JINYHOCTb. YETKas reHaepHas UAEHTUY-
HOCTb, Ncuxonoruyeckoe u Gusmyeckoe bnaronosyume pebeH-
Ka B paHHeM Bo3pacTe be3 CI0MHbIX MHOr03TanHbIX onepauui
YCKOpWT U 0bnerunT afanTaumio B obLuectse.

PaHblue Mbl Yalle CTanKWMBaNUCh € BPOXKAEHHBIMU U3Me-
HEeHUsIMM Nosia Ha EHOTMMUYECKOM M XPOMOCOMHOM YpOB-
He, U AN KOPpPeKuMW UCnonb3oBanuch GeMUHU3MpPYLOLLME
MW MacKyNUHWU3UpYIoLLMe onepaumu. lpu 3ToM ocTaBanuchb
COMHEHUS! B TaKTUKE OTHOCWUTENBHO roHaA. MMes Bo3MoX-
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