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AHHOMayun

Oo6ocHosaHue. BpoxieHHbIe HapyIeHHs m010BoH auddepennrposku (BHII/) mpecrapisioT co60i reTepOTeHHY0 IPYIINY IU30HTOTEHETH-
YECKUX COCTOSHUH, XapaKTepU3YIOIINXCsd HECOOTBETCTBUEM MEXK/Ty XPOMOCOMHBIM, TOHA/THBIM U (DeHOTUITHYECKUM 10s10M. Cpesiyt HUX Uuona-
TrYecKkre POpPMbI My’KCKOTO IIceBZorepMadpoiuTiH3Ma Npu KapruoTHIle 46,XY OTHOCATCSA K YHCITy Hanbosiee IUarHOCTUYECKU CI0JKHBIX BaDUAH-
TOB, TOCKOJIBKY IIPY HAJIMUUY TECTUKY/IIPHOMN TKAHU OTMEYAeTCsl HeloTHAs MacKyIMHU3AIUs HapPYKHBIX TeHUTAJINH IPU OTCYTCTBUU BbIsIBIIsIE-
MBIX MyTallii B FeHAaX aHAPOTE€HPETYJIUPYEMOI CUCTEMBI. YUUTHIBASA KINHUKO-3H/IOKPUHOJIOTUYECKYIO HEOJHO3HAYHOCTD IAHHOU ITaTOJIOTUH,
0c000e 3HaYeHUe TPHOOpeTaeT MHTErPATUBHBIH I10/IX0/], BKIIOYAION[UH TOPMOHAJIbHBIE, IIUTOTEHETHYECKIe 1 MOP()ODYHKIIMOHAILHBIE METO/IbI
JINaTHOCTHKY, a TAK:Ke CBOEBPEMEHHOE OIpe/ieJieHHe ONTHMATbHBIX CPOKOB XUPYPIUUECKOH U TOPMOHAIBHOM KOPPEKI[UU.

IJeaw. [TpoBecTH KJIIMHUKO-3HAOKPUHOJIOTHYECKYIO XapaKTEPUCTHUKY uuonarunyeckoro Bapuanta BHII/I y pebeHka mpemybepraTHOro Bo3pacra
¢ KapuoTUIoM 46,XY U OIpeeUTh IPUHIUIBI PALMOHATIBHOH JIe4eOHO-IHarHOCTUIECKOH TAKTHKH.

Mamepuaast u mMemoodst. ViccsieoBaHre OCHOBAHO Ha aHAIN3€ KIIMHUYECKOTO HAOJTI0ZIeHUs MaJIbUMKa § JIET, IIPOXOUBIIIET0 00CIe/I0BaHNe
B 9HIOKpUHOIornueckoM otaesnennn OBY3 «Kypckas obsiacTHas JieTckas KJIMHUYecKas 6opHUIA». [IpoBeieHa olleHKa aHaMHe3a, GU3NKaIb-
HOTO CTaTyca, YPOBHEH JIIOTEMHHU3UPYIOIIEro, (OJIINKYIOCTUMYIUPYIOIIEro, aHTUMIOJ/UIEPOBA TOPMOHOB, TECTOCTEPOHA, IIUTOTEHETHYECKOTO
cTaTyca U yJIbTPa3BYKOBBIX XapPAKTEPUCTHK IIOJIOBBIX KeJIe3 M OPTaHOB MaJIOTo Ta3a C COMOCTABJIEHUEM /IAHHBIX C COBPEMEHHBIMU JINTEPATYPHBI-
MM UCTOYHUKAMHU.

Bwbteo0dut. Uanonaruyeckrie GopMbl My»KCKOTO IIceBaorepMadpoiuTi3mMa Ipu HOpMaJIbHOM MYKCKOM KapHUOTHUIIE TPEOYIOT My IbTH/UCIIATLIH-
HapPHOTO IO/XO0/a U MTPOJIOHTHPOBAHHOTO HAOJI0ZIeHus. PaHHSIs XUPypriudecKasi KOPPEKIH U TOC/IEAYIOIIUA KOHTPOJIb TOPMOHAIBHOTO PO u-
JIs1 crIOcOOCTBYIOT (DOPMHUPOBAHUIO a/IEKBATHOTO (DEHOTHIIA, CHUKEHHUIO PUCKA SHIOKPUHHBIX OCJIOKHEHUH U YJIYYIIEHUIO ICUXOCOIUATbHON
aflanTanuy B mybeprare.

Karoueevle cna0o6a: BPOXK/IEHHBIE HAPYIIIEHUS MT0I0BOH AnbdepeHIInPOBKY, MYKCKOH TiceBiorepMadbpoauTi3M, Kapuotuil 46,XY, Tumoca-
Jius, Ipeny0epTar, SHJOKPUHOJIOTHYECKOe HAOII0/IeHNe, KITUHUYECKUN CTyJai.

s yumupoeanus: Opun C.M., Ananpkos /[.A., Munenkosa T.A., PazunbkoBa H.C., Parysiuna K.U., Cepexxkuna A.B. KommuiekcHast kiu-
HHUKO-3H/[OKPUHOJIOTHYECKAasi XapaKTEPUCTHKA UANOMATUYECKOTO BapHAHTa BPOXK/IEHHOTO HAPYIIIeHHs 0JI0BOM AuddepeHnInpoBKY y pebeHKa
€ MY>KCKHM Kapuoturom 46,XY. Kaunuueckuil pazbop 8 obujeit meduyure. 2025; 6 (11): 34—37. DOI: 10.47407/kr2025.6.11.00708

Complex clinico-endocrinological characterization of the idiopathic variant
of congenital disorder of sex development in a child with male
karyotype 46,XY

Svyatoslav M. Yurin“?, Dmitry A. Apalkov, Tatiana A. Minenkova, Natalia S. Razinkova,
Kristina I. Ragulina, Alexandra V. Serezhkina

Kursk State Medical University, Kursk, Russia
Hyurinsvyat@gmail.com

Abstract

Background. Congenital disorders of sex development (DSD) represent a heterogeneous group of dysontogenetic conditions characterized by
a discordance between chromosomal, gonadal, and phenotypic sex. Among them, idiopathic forms of male pseudohermaphroditism with a 46,XY
karyotype are among the most diagnostically challenging variants, as the presence of testicular tissue is accompanied by incomplete masculiniza-
tion of the external genitalia in the absence of detectable mutations within the androgen-regulatory gene system. Given the clinico-endocrinolog-
ical ambiguity of this pathology, an integrative diagnostic strategy combining hormonal, cytogenetic, and morphofunctional assessments, along
with the timely determination of optimal timing for surgical and hormonal correction, acquires particular clinical importance.

Objective. To perform a detailed clinico-endocrinological characterization of the idiopathic variant of DSD in a prepubertal child with a 46,XY
karyotype and to determine the principles of rational diagnostic and therapeutic management.

Materials and methods. The study is based on the clinical observation of a 9-year-old boy examined in the Endocrinology Department of the
Kursk Regional Children’s Clinical Hospital. The analysis included medical history, physical status, serum levels of LH, FSH, testosterone, and
anti-Miillerian hormone, cytogenetic data, and ultrasonographic features of the gonads and pelvic organs, correlated with up-to-date literature
sources.

Conclusions. Idiopathic forms of male pseudohermaphroditism with a normal male karyotype require a multidisciplinary approach and pro-
longed follow-up. Early surgical correction and subsequent hormonal monitoring contribute to the formation of an adequate phenotypic outcome,
reduction of endocrine complications, and improvement of psychosocial adaptation during puberty.
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M YIKCKOH TICeB/IorepMadpOAUTU3M IIPE/ICTaBIIAET CO-
6011 onHy 13 HauboJiee CI0XKHBIX U IOIUMOPOHBIX
(opm BpOXKIIEHHBIX HapyIleHHH 0JI0BOH auddepeHnn-
poBku (BHII/]) u xapakrepusyeTcs KapuOTHIIOM 46,XY
NP HAJIUYHUU TECTUKYJIAPHOH TKAaHU W Pa3IUIHOM CTe-
II€HU HEIIOJIHOM MaCKy/JIMHHU3AIUH HaPY>KHBIX T€HUTAJIHH.
B KoHTeKcTe COBpeMEHHOH KjaccuUKAIUU JTaHHOE CO-
CTOSIHHE OTHOCHUTCS K IPYIIIE «He KIacCU(GUINPOBAHHBIX B
WHBIX pyOpukax» (oOpM II0JIOBOTO AU30HTOTEHE3a, II0-
CKOJIBKY OHO He YKJI/JIIBAETCA B PAMKH THITHNYHBIX HO30JI10-
THYECKUX KaTerOpui, TAKUX KaK CUHJPOM IIOJTHOU MJIH Ya-
CTHUYHOHN aH/IPOT€HOPE3UCTEHTHOCTH, JeUIUT 50-PelyK-
Ta3pl win mytanuu redia SRD5A2 [1-5].

ANU/IEMUOJIOTUYECKIE JJAHHBIE YKA3bIBAIOT, YTO 4aCTOTA
BHII]I BappupyeT B Ipejiesiax oT 1:4500 A0 1:5500 >KUBO-
POKIEHHBIX, IIPU 9TOM 3HAYUTEIbHASA JIOJIA IPUXOJUTCSA
Ha CJIyYau UAUOIATHIECKOrO reHe3a, He aCCOIUUPOBAHHbIE
C BBIABJIIEMBIMH MYTAI[USMU B U3BECTHBIX PETYJLATOPHBIX
JIOKycaxX aH/[pOreH-PelenTopHoro kackazaa [5]. eneruue-
CKasf IPHUPOJiA JIAHHOHM IATOJIOTMH OCTAETCH IPEIMETOM
WHTEHCUBHBIX HCCJIEIOBAHUM, W COBDEMEHHbBIE JaHHBIE
[IPEJIIIOJIaraoT PoJib CYOKJIMHIYECKUX MOJIEKYJISAPHBIX Jie-
(exToB, 3aTparuBarOImMX IpoIecchl bnocuHTe3a, MeTabo-
JINYECKOU aKTHBAIMU U TKAHEBOU peEIeNINY aHAPOTeHOB,
He JIOCTUTAIIIUX Iopora (eHoTUNHYecKol MaHuecra-
MY, JOCTATOYHOTO /IS UAeHTU(GUKAIIUY KOHKPETHOTO Te-
Hetnueckoro iedekra [6—10].

[TaToreHeTHyecKkass OCHOBA HAHOIATUYECKHX (HOpPM
BHII/I cBa3bIBaeTCA C AUCPETYIIAINEH KIIOUEBHIX 3BEHBEB
(eraspbHOTO aHAPOTeH-3aBUCHMOr0 MOpdoreHe3a HapyX-
HBIX T€HUTAJIUH, YTO MOXKET ObITh 00YCJIOBJIEHO Hapylie-
HUAMH 9KCIPECCUU T'€HOB, YYaCTBYIOUIUX B CHUTHAJIBHBIX
mytssx WNT/B-catenin, SF-1, NR5A1 u AR, a Tak:ke usme-
HEHUAMH YyBCTBUTEJIBHOCTH IepUGEPUUECKUX DPEeLEeNTO-
POB K TECTOCTEPOHY M JIUT'HJIPOTECTOCTEPOHY [11]. B ort-
JIEJIBHBIX CJIydasx OOCY:KIAeTcs pOJIb SIIUT€HETHYECKHX
dakToposB, omnpezensoUUxX BapuabeabHOCTh (eHoTHUIa
JlarKe IIPY WIEHTUIHOM XPOMOCOMHOM U TOHATHOM CTaTyce
[4, 12].

CoBpeMeHHBIE JUarHOCTHYecKue Ioaxoxanl npu BHIIT
OCHOBBIBAIOTCS Ha IPUHIMIIAX MYJIbTUAUCIUILINHAPHOCTH
Y BKJIIOYAIOT KOMILJIEKCHYIO KJIMHUUYECKYIO, 1aO0paTOPHYIO
¥ UHCTPYMEHTAJIbHYIO OIeHKY [1, 8]. B 0bs13aTesbHbIN qu-
ArHOCTUYECKUHA MHUHHMYM BXOZAT OIpeieIeHHe XPOMO-
COMHOTO I10JIa METO/IOM IIUTOT€HETHYECKOr0 aHaIN3a, UC-
CJIeZIOBaHNE TOPMOHAIBHOTO NMPOdIIIA (TECTOCTEPOH, JIIO-
TENHU3UPYIONUUH, (DOJIUKYIOCTUMYIUPYIOIIUA U aHTHU-
MIOJIJIEPOB TOPMOHBI), OIIEHKa KOCTHOTO BO3PACTa, a TAKKe
YJIBTPa3BYyKOBas U, Ipu HeoOxoaumocty, MPT-Busyanusa-
A OPTaHOB MAaJIOTO Ta3a W MOIIOHKU /IS IOATBEPIKIE-
HUSI JIOKQJIN3AIMHU U CTPYKTYPHI TOHAZ [5]. JlonoiHUTE b-
HOe 3HaueHHe HMeeT MOJIEKYJIADHO-TeHeTHYecKas BepH-
dbuKanus, M03BOIAIOIIAA UCKIIOUUTh U3BECTHBIE MOHOTE€H-

Hble (OpPMBI HapyIIeHUH MosaoBoH AuddepeHnupoBKy U
MIO/ITBEP/UTH UIMOTIATUYECKUI XapaKTep cocTosiHus [7].

TepaneBTruyeckas CTpaTerus B OTHOIIEHUU ITAIIUEHTOB C
WMONATHYECKUM BapUAHTOM MY’KCKOTO IiceBrorepmadpo-
auTH3Ma GOPMHUPYETCA C yIETOM CTEIIeHH aHATOMHYECKHIX
1 GYHKIMOHAJIBHBIX UBMEHEHUH 1 6a3upyeTcs Ha IPHHITH-
T1ax [O3TATHON XUPYPIUYeCKON KOPPEKIINY HAPYKHBIX I10-
JIOBBIX OPTaHOB, HAIIPaBJIEHHOW HA BOCCTAHOBJIEHUE aJleK-
BATHOU YPOTEHUTAIIBHON aHATOMUM U JIOCTI?KEHHE y/IOBJIe-
TBOPUTEIFHOTO KOCMETHUYECKOT0 pe3ysibraTa [6, 9]. B masb-
Hel1eM TpebyeTcs JHHAMUYECKOe HabJII0/IeHIE C PETYILAp-
HOH OIIEHKOW TOPMOHAJIBHOTO CTaTyca, GU3NIECKOTo U I10-
JIOBOTO Pa3BUTHS, a TAKXKE IICUXOIMOLMOHAJIBHOTO COCTOS-
HuA nanuedta. Ocoboe 3HaueHHe MMEOT (GOPMUPOBAHUE
YCTOWYMBOHN TeHJZIEPDHON WJEHTHUYHOCTH W IPOQUIAKTHKA
BO3MOXKHBIX HapYyIIEHWH IICUXOCEKCYaJbHOU a/lanTaliu B
IIOZIPOCTKOBOM U IIOCTIIyOEpTaTHOM Bo3pacre [10].

[TporHocTUYeCKH MCXOJ IPH HUANONATHYECKUX dopMax
BHII/I B0 MHOTOM OIpeziesisieTcsl CBOEBPEMEHHOCTBIO JI1-
arHOCTHKHY, KA4eCTBOM XHPYPrHYeCKOro BMENIATeIbCTBA U
JUIUTEJIBHOCTBIO IIOCJIEAYIOLIETO DHJIOKPHHOJIOTHYECKOTO
MonutopuHra [8]. [Ipyu KOMILIEKCHOM U IIEPCOHAU3UPO-
BaHHOM IIOZIXOZIe BO3MOXKHO JIOCTHIKEHUE 0JIarOnpUATHBIX
PEBYJIbTATOB B aCIEKTe COMATUYECKOT0, TOPMOHAJIBHOTO U
MICUXOCOIUATILHOTO (PYHKIIMOHUPOBAHUS TalueHTa [3, 5].
B mepcrekTuBe JjasbHEHIINE WCCIIEIOBAHISA HAIIPABJIEHBI
Ha HCII0JIb30BAHNE COBPEMEHHBIX F€HOMHBIX U SIIUT€HOM-
HBIX TEXHOJIOTUH /11 yTOYHEHHA MOJIEKYJIAPHBIX MEXaHU3-
MOB JIJaHHOH (OPMBI IU30HTOT€He3a U pa3paboTKu Iesie-
BBIX CTpaTEruii KOPPEKIUU.

KnuHnueckuin cnyvanm

B criennanm3upoBaHHOE SHAOKPUHOJIOTUYECKOE OT/Iesie-
Hue OBY3 «Kypckas obsiacTHas JeTcKas KIMHUYECKasd
GospHUIIa» OB TOCIUTATU3UPOBAH HarueHT Y. 9 jer, Ha-
IIPaBJIEHHBIN /I YIJIyOJIEHHOTO O0CJIEIOBAHUA C LEJIBIO
YTOYHEHUs HO30JIOTUYECKOM IIPUHAJJIEKHOCTH U BDHJIO-
KPHHHOTO CTaTyca IPU IOJ03PEHNN Ha HUAUONATHYEeCKHH
BapuaHT BHII/I. ITo naHHBIM aHaMHe3a, CO CJIOB MaTepH,
QHOMAaJINs CTPOEHUs HapyKHBIX IIOJIOBBIX OPTaHOB — T'H-
[IOCHA/IN JUCTAJIBHOTO THIA — ObLIa JUAarHOCTHPOBaHA
cpasy nocie poxzaeHus. C pagHero Bozpacra pebeHOK Ha-
XOMWJICSA TOJA HAOJIOeHHEM MEeXAUCIUIIIIMHAPHON
KOMAaH/IbI CIIEIIHAJINCTOB, BKJIFOUAIOIIEN JIETCKOTO YPOJIOra,
SHJZIOKPUHOJIOTA U TeHeTHKa. B 2017 r. mpoBesieHa AByX-
STalHasg PEeKOHCTPYKTHUBHAs KODPPEKIHA IOpOKa: Iep-
BUYHO BBIIIOJIHEHA OPTOTOIIMYECKAs YPETPOIUIACTUKA C HUC-
I10JIb30BAHKUEM CJIUBHCTON OOOJIOUKY IEKH, 3aTEM IIPOBeE-
JleHa PEKOHCTPYKIIHA YPETPHI 10 MOAUMUIITPOBAHHON Me-
tToguke Bracka, 4To 03BOJIMIIO TOCTHYD aHATOMUYECKOH U
(pyHKIIMOHAIPHON COCTOATEIBHOCTH HAPYKHBIX IT0JIOBBIX
OpraHoB, obecreuyuTh PU3HOJIOTHUECKYIO YPOJUHAMUKY U
CHUBUTH PUCK BTOPUYHBIX ZieOpMAaITuii.
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ITpu NOCTYIIJIEHUU COCTOSTHUE IAIMEHTA PACHEHEHO KaK
VZIOBJIETBOPUTEJIBHOE, 0e3 IPU3HAKOB JEKOMIIEHCAIUH.
dusnyeckoe pa3BUTHE COOTBETCTBOBAJIO BO3PACTY: POCT
142 cM, Macca Tejla 34 Kr, HH/IEKC Macchl TeJla B IIpejiesiax
HOPMAaTHBHBIX 3HaYeHHH. TeocioxeHre IpaBIwIbHOE, CO-
MaTH4YecKHil cratyc 6e3 BHAMMBIX aHOManuid. IIpu oOb-
€KTUBHOM OCMOTpE — Hapy’KHBIE II0JIOBBIE OpraHbl cop-
MHPOBAHBI 10 My>KCKOMY THILY, I10JIOBOe pa3BuTHe — I cra-
nus 1o Tannepy. O6e TeCTHUKYJIBI HaJIBIIUPOBAJINCH B MO-
IIOHKe, HMeJIH IUJIOTHOBATYI0 KOHCHCTEHIIWIO, 00beM
8,0 mu1. IIpu3HaKkoB JucreHe3uy, TUNOIVIA3UN U ACUM-
METPHH He BBIABJIEHO.

B xozme obciiemoBaHusA MPOBeJEH KOMIUIEKC JabopaTop-
HBIX ¥ MHCTPYMEHTAIBHBIX METO/IOB JuarHoctuku. IToka-
3aTeJId FOHA/IOTPOIIMHOB U aH/IPOTEHOB (JIIOTEMHU3HUPYIO-
muil ropMoH 2,1 MME/Mi1, GOJITHKYIOCTHMYIUPYIOIIHHA
ropmoH 2,9 MME/mJ1, TecTrocTepoH 6,7 HMOJIb/JI) HAXOU-
JINCh B Aiania30oHe (PU3MOJIOTUYECKON HOPMBI /IS TIPeIry-
6epTaTHOrO IIepH0/ia, YTO CBUJETEILCTBOBAJIO O COXPAHEH-
HON (DyHKIMOHAJIBHON aKTUBHOCTH THIIOTAIaMO-THIO(U-
3apPHO-TOHA/THON OCH M HCKJIYaJI0 NEPBUYHBIN WJIN BTO-
PUYHBIN runoronausM. OnpezesieHue KOCTHOTO BO3pacTa
o Merony Greulich—Pyle npoznemoHcTprpoBano cooTser-
CTBHIE XPOHOJIOTHYECKOMY BO3pacTy (9—10 Jiet). Ilutorene-
THUYECKOE UCCIIe/JOBAHIE IIOATBEP/INIIO MYKCKOH KapHOTHII
46,XY 6e3 CTpYKTYpHBIX abeppanuii, 4TO II0O3BOJIUJIO OT-
HeCTH CJIydal K KaTeropuu nauonarndeckux ¢popm BHII/I.

JUts yTOYHEHUS STHONATOTEHETUYECKUX MEXaHU3MOB
[IPOBEZIEH MOJIEKYJIAPHO-TEHETUIECKUH aHAIU3 C UCCIIENNO0-
BaHHEM HKCIIPECCUU KIJIIOUEBBIX T'€HOB, YUACTBYIOLIUX B pe-
TYJIAIMN TECTUKYJIOTEHe3a U aHAPOTeHOBOH CUTHAIN3a-
nuu. CexBeHUpOBaHUE KOAUPYIOIIUX peruoHoB SRY,
NR5A1, SOX9, CYP17A1 u AR He BBIABIJIO MyTallMil WiId
[IaTOTeHHBIX BAPHAHTOB, OTHAKO 3aPETHCTPUPOBAH IIOJIH-
Mopdu3M B IPOMOTOPHOH 30He reHa INR5A1, 9TO MOKET
OBITH CBA3AHO C CYOKJIMHUYECKUM CHIKEHUEM TPAHCKPHII-
[IMOHHOU aKTHBHOCTHU PELENTOPHBIX CTPYKTYP CTEPOH/IOTE-
He3a. ITOT GaKT MOXKET 0TPaKaTh MUHUMAJIBHYIO CTEIIEHb
JIUCPETYJIALNY aHZPOTEH-3aBUCUMBIX IIPOIECCOB, HE CO-
MIPOBOXK/IAIOIIYIOCH BBIPAKEHHBIMU (HEHOTUIIHYECKUMHU
JIEBUAIUAMY, YTO IOATBEPIKIAET UINONATUYECKIH XapaK-
TEP MATOJIOTHH.

VIpTpa3sByKOBOE HUCCJIEJIOBAHME TECTUKYJIAPHOTO aIllia-
paTa BBIBUJIO HOPMOTOIIMYHO DPACIOJIOKEHHBIE CHMMET-
pUYHBIE TOHA/IBI C OJTHOPOAHOU 9XOCTPYKTYPOU U YETKUMHU
KOHTypaMu, IIPU3HAKOB (UOPO3HBIX U3MEHEHUH, KUCTO3-
HBIX 00pa30BaHUH WJIM MHUKPOKQJIBIIMHATOB HE OTMEYEHO.
YpTpa3ByKOBOE HCCJIEOBAHUE LIUTOBUIHON JKeJIe3bl U
MOYEBBI/IEJIUTEJIBHOM CUCTEMBI He BBIABUJIO COIIYTCTBYIO-
el natosoruu. [anyueHT N0JIy9as MoepKUBAIOIIYIO Te-
pammio mpenapatamu toxuna xanua (Momomapus) B mpo-
dunakTuyeckot zo3e. JluHamMuyeckoe HaOIIO/IeHHE HA
NPOTS’KEHUH TOCHUTATM3ANNH XapaKTEePU30BaJIOCh CTa-
OMIBHBIM TeUeHHeM 0e3 OTPUIATETbHON KIIMHUIECKOH JIH-
Hamuku. ITo 3aBepmeHun o6ciienoBaHusA peOEHOK BBIIIU-
CaH B yZIOBJIETBOPUTEILHOM COCTOSIHUH C PeKOMeH/1anuen
peryJIsipHOrO HAOJIIO/IEHUSA Y SHIOKPHUHOJIOTA U ypOJIOra,
MOHHUTOPHHTA aHTPOIIOMETPUYECKUX [T0KA3aTesel, FopMo-

HaJIbHOTO ITPOdIIA (JTIOTENHUBUPYIONIHH, GOJITHKYJIOCTH-
MYJIUPYIOIIUN TOPMOH, TECTOCTEPOH, MHTUOWH B, aHTH-
MIOJIIEPOB TOPMOH) M KOCTHOT'O BO3PACTa JIJI1 CBOEBpEMEH-
HOTO BBIABJIEHHS IIPU3HAKOB IIyOEPTaTHOTO CTapTa U BO3-
MO>KHBIX 9HZIOKPHUHHBIX OTKJIOHEeHUH. Ha ocHOBaHMH cOBO-
KyIIHOCTH KJIWHHKO-JIA00PATOPHBIX, IIUTOTEHETUYECKUX U
MOJIEKYJIAPHBIX JAHHBIX IIOITBEPKIEH IMarHO3 UONATH-
YeCcKOro BapHaHTa MY’KCKOTO IIceB/orepMadpoauTH3MA
(Q56.1) ¢ kapuoTtumnom 46,XY.

BbiBogbl 1 06cyKAeHME

IIpescraBieHHbI KJIMHUYECKUH IIPUMeEDP JIeMOHCTPH-
PYeT CJIOKHBIN JIMaTHOCTUYECKUN KOHTHHYYM H/IMOIIATH-
geckol (popmbl BHIT/] mpu coxpaHEHHOM MY?KCKOM KapHO-
Tture. HecMoTps Ha (PeHOTUIINUYECKYI0 HM30JIMPOBAHHOCTD
aHoMayiu (TUIOCIIAUsI), HMATOTEHETUYECKas: CTPYKTypa
MOJIOOHBIX COCTOSHHMI OTJIMYAETCSA BBICOKOHM CTEIIEHBIO re-
TEPOTEHHOCTHU U MOKeT OBITh 00yCI0BJIEHA KAK MUHUMAJIb-
HBIMH HapyIIeHUsAMH aHJIPOTEH-PEIENTOPHOTO B3aUMO-
JIeCTBUA, TaK ¥ QYHKIIMOHATBHOU MOANUKAIIEeN TPAHC-
KPHUIIMOHHOW aKTUBHOCTH T€HOB, PETYJIHPYIOIINX TeCTU-
KyJIoreHe3 U crepouziorenes. Ocoboe 3HaueHHE UMEIOT Ba-
puanuu B peryysanuu NR5A1, SOX9 u CYP17A1, TOCKOIBKY
OHH CIOCOOHBI OIIPeENIATh CYOKINHUYECKHE JUCHYHKIINH
AHJIPOTEHOBON OCH, IPOSBJAIONINEC JIUIIb MUHHMAJIb-
HbIMU Jlepextamu uddepeHnupPOBKH HaPYKHBIX I0JIO0-
BBIX OPT'aHOB.

C nmpaxkTH4YecKoy TOUKHU 3PEHHs CBOEBPEMEHHAs TUArHO-
CTHKA, KOMIIJIEKCHAs] TOPMOHAJIbHAA U [IUTOTeHeTHYeCcKast
OIleHKa, a TaKXKe PAaHHASA PEKOHCTPYKTHBHO-XUPYypTHUe-
CKasg KOPPEeKIUsA C HOCJIEeAYOIUM JUHAMHYECKHIM 3H/I0-
KPHUHOJIOTUYECKUM HabiioieHreM GOPMUPYIOT KIIOUEBbIE
HalpaBJeHUs ONTHMAaJbHOTO BeJleHHsA IAIlUeHTOB C
BHII/I. JlysintesibHOE MYJIbTHAUCIHUIUIMHADHOE HabJIIozIe-
HUE C OIIeHKOH COMaTHUYeCKOro, 3H/IOKPUHHOTO U TICUX0CO-
[IUJIBPHOTO PAa3BUTHA II03BOJISIET MUHUMHU3UPOBATH PHCK
MIO3ZIHUX OCJIOXKHEHHUH U 00ecIieurBaeT a/IeKBaTHYIO ajjall-
TalUI0 B Iy6epTaTHOM M IOCTIyOEPTATHOM MEPHOZAX.
KnuHnueckoe TedeHne paccMaTPUBAEMOTO CJIydast MOXKHO
0XapaKTepru30BaTh KaK CTAOWUIBHO OJIATONPUATHOE IPU
YCJIOBUH CTPOTOTrO COOJIIO/IEHUA JIUCIIAHCEPHBIX PEKOMEH-
Jlallu¥, KOHTPOJIA ITapaMeTPOB TOPMOHAJIIBHOTO CcTaryca U
CBOEBPEMEHHON KOPPEKIINH BO3MOKHBIX OTKJIOHEHUH.

Kongauxm unmepecoa. ABTOpSI 3asIBJIAIOT 00 OTCYTCTBHH KOH(MJIMKTA HHTEPECOB.
Dunancuposanue. ViceesioBanre IpoBesieHo 6e3 GHHAHCOBOU MO/IEPIKKHU.
Baazodaprocmu. ABTOPbI BBIPAKAIOT 0JIar0apHOCTD 3aBe/Lyioleil kadeapoi meu-
arpuu Mpuse I'puropreBHe XMeIeBCKOH 32 METOTUUECKYIO TO/IEPIKKY U HAYYHOE KOH-
CyJIbTUPOBaHHeE.

Imur )e coc HccenepoBanue IpoBesieHO B COOTBETCTBUH C IIPUHIIN-

namMu XeJIbCHHKCKOH iektapanyu (BceMupHas MeIUIMHCKAs acConuanus, 2013) 1
071106peHo JTIOKaTbHBIM dTHYecKHM KomuteroM PI'BOY BO «Kypekuii rocyjapeTBeHHbIN

MeUIUHCKUN YHUBepcuTeT» Munspasa Poccun (mporokos N24 ot 15.03.2025).
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