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AnHoTanys. BeedeHue. HapyweHue ghopmuposarus noaa (HPII) mosxicHo onpedeaums kak
2emepozeHHy0 2pynny 8poxc0eHHbIX 3a60.1e8aHUll, 06YC/N06/1eHHbIX Hecoomeemcmeauem mexcdy
2eHemuYecKuM, 20HaOHbIM U heHomunuveckum nooM. PachpocmpareHHOCMb QaHHOU hamosio2uu,
y4dumolgas epodcdeHHyo ducyHkyur Kopwul HadnouevyHukos (BAKH), 1 cayuail Ha 4000-5000
HogoposcdeHHbIx. TTonoeas dugdepenyuposka naoda skaouaem 8 cebs npoyeccbi opMuposaHus,
JdugepeHyuposKuU 20Had, MpaHcPHopMayuu 8HYMpeHHUX U HAPYHCHBIX N0108bIX 0p2aH08. OCHOBHOLI
npuuuroti HPII c kapuomunom 46 XX siensemcst usbbimouHas aHopozeHu3ayust niooa. Ilpuvunamu
8HYyMpUymMpo6HOU BUPUIUIAYUU HAPYHCHLIX NOJI08bIX 0P2AHO8 MO2ym 6blmb npucymcmeue 8
opzaHusme zeHa SRY, duczeHemuuHbie 20Hadvl, npodyyupyroujue mecmocmepoH Uau U3bblmoYHast
npodykyusi aHdpozeHo8 8 kope HadnoyewHukos. B/IKH - epynna 3a6o.1e8aHuil ¢ aymocoMHO-
peyeccusHbIM MUNOM HacAe008aHUS], BO3HUKAIOWUX 8csiedcmaue deghekmos 00H020 u3 hepmeHmos
U/IU MPAHCNOPMHbIX 6€/1K08, y4acmeyowux 8 buocuHmese kopmu3oa. Bepuguyuposams duazHos
H®II nossossitom daHHble HEOHAMA/AbHO20 CKPUHUH2A, MUWameabHO COOPAHHbIL AHAMHE3, OYeHKA
KAUHUKO-/1060pAMOPHbIX U UHCMPYMEHMAAbHLIX OAHHbIX, PE3y/bmaimos YumozeHemu4eckozo,
20PMOHA/ILHO20 U MO/EKYASIPHO-2EHEMU1ECKO20 UCCAE008AHUSL

Onucanue KAUHUYecKo20 cay4as. Kaunuueckuil cayuaii 1 onucvigaem pebeHka c
conbmepsarwel @dopmoii depuyuma gepmenma 21-zudpokucaassl. [IpodemoHcmpuposaHo
3HAYeHUe HEeoHAMaAa/IbHO20 CKpuHuHza (uccaedoeanue 17-OH-npozecmepoHa) 045 paHHel
duaezHocmuku B/JJKH u HasHauyeHusi 3amecmumenvHol mepanuu. Kaunuueckuil cayuail 2
onucblgaem npumep 080MeCMUKyApHO20 HapyweHus popmuposarusi noaa 46XX. IokazaHvl
amansl AUAZHOCMUKU U C/I0HCHOCMU, KOMOpble M02ym 803HUKAMb hpu depugukayuu duazHo3a
Y HOBOPOJCOEHHBIX C 8bISIBAEHHbIM HENPABUAbHBIM CIPOEHUEM HAPYHCHBIX NO/108bIX OP2AHOB.

3akatoyeHue. KomniekcHoe o6caedogaHue U My AbmMuducCyunauHapHslii nodxod
noseo.isiom gepuduyuposams duazHo3 npu pasHuix popmax HPII, umo eausiem Ha danbHeliwyro
MaKmuKy JiedeHusl, HabawdeHUs1 U COYua/bHOU adanmayuu pebeHKa, CHuUxcaem puck
3/10KAYecmeeHHbIX HOB00OPA308AHULL

Katoueswle caosa: HapyweHue popMupo8ausi noaa; 8poxcoeHHast QUCHYHKYUsL KOpbl

Hadno4evyHukos, demu, Henpasus/ibHoe cmpoeHue HApyHCHblX N0/108blX OPp2AHO8
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Annotation.Introduction. Disorders of sex development (DSD) can be defined

T;ng;gm as a heterogeneous group of congenital diseases caused by a mismatch between
genetic, gonadal and phenotypic sex. The prevalence of this pathology, taking into
SZYFO(?SOM account the Congenital Adrenal Hyperplasia (CAN), is 1 case per 4000-5000
newborns. Sexual differentiation of the fetus includes the processes of formation,
/:;Cff_tzesm differentiation of gonads, transformation of internal and external genitalia. The

main cause of DSD with 46 XX karyotype is excessive androgenization of the fetus
due to the presence of the SRY gene in the body or increased production of
androgens by the adrenal cortex. CAH is a group of autosomal recessive diseases
characterized by a defect in one of the enzymes or transport proteins involved in
the cortisol synthesis in the adrenal cortex. The diagnosis of DSD can be verified by
neonatal screening data, a carefully collected anamnesis, an assessment of
clinical, laboratory and instrumental data, the results of cytogenetic, hormonal
and molecular genetic studies.

Case description. First clinical case describes a child with variant of 21-
hydroxylase deficiency CAN. The importance of neonatal screening of
Adrenogenital syndrome (17-OH-progesterone ) for early diagnosis and
prescription of hormone therapy has been demonstrated. Second clinical case
describes a case of 46 XX ovotesticular disorder of sex development. The stages of
diagnosis and the difficulties that may arise in verifying the diagnosis for
newborns with identified abnormal structure of the external genitalia are
outlined.

Conclusion. Comprehensive examination and a multidisciplinary approach
make it possible to verify the diagnosis for various forms of neurofibromatosis
type 1, which influences further treatment strategy, follow-up, and social
adaptation of the child, and reduces the risk of malignant neoplasms.

Keywords: disorders of sex development, congenital adrenal hyperplasia,
children, abnormal structure of the external genitalia
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BBeaeHue

«Hapymenue ¢dopmupoBanusa nosa (H®PII) MoxxHO onpefesuTb KaK reTepOTeHHYIO TPyIILy
BPOX/l€HHBIX 3a60/1eBaHUH, 06yC/I0BJIEHHbIX HECOOTBETCTBUEM Me/y reHeTUYeCKUM, FrOHaJHbIM U
deHoTHUnMYecKUM nosioM» [3]. PacnpocTpaHeHHOCTb JAaHHOHM NMAaTOJIOTUH, YYUTBIBAask BPOXKJEHHYIO
JIUCOYHKIMI0O KOpbl HajamodyedHUkKoB, 1 ciaydyah Ha 4000-5000 HoBopokAeHHBbIX.  [loJsioBast
IuddepeHIMPOBKaA IJIOAA BKJIOYAET B cebs mpoleccbl GopMUpoBaHus, I1uddpepeHIMPOBKU roOHa,
TpaHchopMalMM BHYTPEHHUX U HAPYXKHBIX MOJ0BbIX opraHoB [3]. Hanuuue reHa SRY omnpepesnsert
InddepeHIMPOBKY FOHA/bI [10 MYyKCKOMY TULY, AU depeHIIUPOBKA IUYHUKA 3aBUCUT OT reHoB DAX1,
WNT 4 u np. 3Tan oKoH4YaTeJ1bHOT0 GOPMHUPOBAHHS HAPY>KHbBIX [10JIOBBIX OPTaHOB [0 MY>KCKOMY THUIY
TpebyeT KOHTPOJIS1 aHAPOreHaMH, 110 XKEHCKOMY —He 3aBUCUT OT TOpMOHOB. OcHOBHOM npryrMHOoi HOTI
¢ kapuoTtumnoM 46 XX siBjsieTcs U30bITOUHAS aH/poreHU3alus mioAa. [[pyuMHaMu BHyTPUYTPOOHOU
BUPWJIM3AL MU HApY>KHBIX MOJIOBBIX OPraHOB MOIYT ObITb NPUCYTCTBUE B opraHu3Me reHa SRY,
JYCTeHeTUYHbIe TOHA/bl, IPOAYLMPYIOLe TECTOCTEPOH MU U36bITOYHAs NMPOAYKLMS aHAPOTeHOB
KOpOH HaJINO04YeYHHKOB. BpoxkaeHHas auchyHKIUSA Kopbl HagmodeyHwukoB (BJAKH) - rpynma
3a60/ileBaHUN C ayTOCOMHO-PeLleCCUBHbIM THUIIOM Hac/JeJ0BaHHs, BO3HUKAIOLIUX BCJe[CTBUE
fedeKToB 0lHOT0 U3 pepMEeHTOB UJIM TPAHCIIOPTHBIX 6€JIKOB, yYaCTBYIOLMX B OUOCHUHTEe3€e KOPTH30J1a
[2]. MomaBasiomee GosabmnHCTBO caydaeB BJKH npuxomutca Ha agedunut 21-rHApOKCHJIa3HI.
KinHudyeckass kapTHHaA 3a6oJieBaHUSA 0OYC/0BJEHA HU30BITKOM HAJANOYEYHUKOBBIX AHAPOTEHOB B
COYEeTaHUHU C CUMITOMAaMH XPOHUYECKON HaAIOYE€YHUKOBOW HEJOCTAaTOYHOCTHU: CPBITMBAHUA, PBOTA,
OTCYTCTBHME TpUOABKA MacChl TeJa, 3JeKTPOJIWTHble HapyuweHus. HWccaegoBanue 17-OH-
IporecTepoHa B paMKax HEOHATaJbHOTO CKPUHHHIA CIIOCOOCTBYeT paHHEH JUarHOCTHKe U
CBOeBpeMeHHOMY Ha3HaueHUIo Tepanuu [1]. [Ipu apyrux Bapuantax H®II BepudunupoBaTh guarHos
MO3BOJISIIOT TIIaTeJbHO CcOOpaHHble JlaHHble aHaMHe3a, OLleHKa KJIHWHUKO-1abopaTOPHbIX U
WHCTPYMEHTAJIbHBIX JAaHHBIX, pe3y/bTAaTOB LUTOT€HEeTUYeCKOr0, FTOPMOHAJbHOTO U MOJIEKYJ/ISIPHO-
reHeTU4YeCKOro HccjlefoBaHuA. Ha KIMHWYecKMX [pHMepax MpPOJeMOHCTPUPOBATb 3Tallbl
JuddepeHIMaNbHON JUAarHOCTUKU HapylleHUs: GopMHpPOBaHUSA MoJia Yy JeTel, POAUBIIUXCA C
HeINpaBUJIbHBIM CTPOEHUEM HapyKHbIX [10JIOBBIX OPTaHOB.

OnucaHve KJIMHUYECKOro cj1y4yas

Knunnueckuid ciayyal 1. Pebenok A. 01.2023 r. p. [Ipu poxxZieHUU BbISIBJIEHO HENpPaBUJIbHOE
CTpOEeHHE HAPYKHbIX MOJIOBBIX OpraHoB. M3 aHaMHe3a: OT BTOPOUW GepeMeHHOCTH, MPOTEKABIIEH C
yMepeHHbIM MaJjioBoAueM, GeTo-MIalleHTapHbIMU HapylieHUusAMU. CTapuiuii pe6eHoK 340poB. Posibl B
CpoK, 6e3 ocobeHHocTel. [Ipu poxkaenuu Mmacca tesia 3330r, airHa Tesa 48 cMm. Anrap 8/9 6asnios. [Ipu
MOCTYIJIEHUHU B UHPEKLIMOHHOE OTAeseHUe 4151 HoBopoxkAeHHbIx HKML um. 3.U. Kpyrsoii (Ha 2 cyTku
’KU3HU) COCTOSTHUE cpeaHed Tshkectn. Macca Tesa 3060 r. coceT aKTUBHO, HEOOUJIBHO CPBITUBAET
nocje 1-2 kopmieHnuil. Koxxable nokpoBbl HKTepuyHble (I cTenenu no Kpamepy), runepnurMmeHTanus
apeoJ, maxoBOW 06/1aCcTH, N0JIOBBIX T'y6, kauTopa. Y/] 48 B munyty; YCC 152 B mMunyTty. [losoBble
opraHbl chopMUpPOBaHbl HelpaBUIbHO. CTeneHb BUpuansanuu no Prader III (runeprpodus kautopa
2,0 cM, OTBepCcTHE YPOreHUTAJIbHOI'0 KaHala OTKPbIBAETCS] Y OCHOBAHUS KJIMTOPA, 60JIbILNE T0JI0BbIE
ryobl runepTpoPprUpoBaHbl, CKIag4yaThie). Pe3ysbTaT HeoHaTaabHOTro ckpuHUHra 17-011 853 HMoub /1.
17-OH-nporectepoH B cbiBOopoTKe KpoBU (MeTogoM UDA) 6osiee 60 HMOJIB/J, Kanud 5,9 MMOJb/ I,
Hatpuil 136 Mmousb/a. Kapuotun 46 XX. 3akjmueHHe [AETCKOTO 3HJOKPHUHOJIOTa: BPOXKAEHHas
JUCPYHKLIUS KOPbl HaJMO4YEYHUKOB, JepuuuT 21-ruapokcuiasel, conbrepswmas ¢opma. C 5 ans
’KM3HU HayaTa 3aMeCcTUTe/IbHasA FOpMOHaJIbHasi Tepanusi ruApoKOpPTU30H 15 Mr/mM2, GyApOKOPTUOH
0,2 mMr B cyTku. Peructpanua pebeHKa B KeHCKOM NAacIOPTHOM II0Jle COMHEHUH He BbI3blBasa. B
Bo3pacte 7,5 wMecaneB B @®IBY «HMMUI] 3HAOKpUHOJOTHUH»  BBINOJHEHA  ONepanus
KJIMTOpOJIAaOHUOIIJIACTUKU. B HacTosimee BpeMa Ha GOHe 3aMeCTHUTeJIbHON Tepaluy KJIUHHWYecKas U
JlabopaTopHasi KOMIIeHcalusl.

Knuaudeckuit ciay4yai 2. Pe6erok B., 08.2023 r.p. HapymeHue cTpoeHHs1 HapyKHBIX MOJIOBBIX
OpraHoB 3amno/i03peHo npu ckpuHuHroBoMm Y3U mioga. U3 anamHe3a: oT 6epeMeHHOCTH, Ha ¢oHe
HU3KOMU MJIalleHTaluy, CTapUI0KOKKOBON NUHeKIMY, aHeMUH. /|Boe cTapiiuXx AeTel 3/,0poBbl. Posbl
CpOYHbIe, onepaTUBHbIE (Cy>keHUe Ta3a). Macca Tesia 3800r, fuinHa Tesia 54 cm. Anrap 8/9 6annos. Ha
Y3HU Bu3yanusvpoBaHa MaTKa B BHJE TsKa M IUMYHUKU. 3aKJI0UeHUe TeHETUKA: Heslb3d UCKJIIOYUTh
XPOMOCOMHYI0 MaTOJIOTHI0. PeKoMeHJ0BaHO KapUOTHUIHUPOBAaHUE, IMepeBOJ, B HHQEKIHOHHOE
oTaesieHde Ajs1 HoBopoxaeHHbix HKMIL um. 3.U. Kpyrsoit. I[lpu noctynieHuu (Ha 4 CyTKU KU3HU)
cocTosiHUe cpefiHel TspkecTu. Macca Tesa 3690 r. Y/] 48 B mun. YCC 148 B muH. KopmieHue no
Tpe6OBaHHIO, HE CpbIruBaeT. KoxkHble MOKPOBLI 6J1€/JHO-PO30BbIE, THUNepIUrMeHTanuu HeT. [loyioBble
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opraHbl chopMUPOBaHbl HeNMpaBuibHO. CTeneHb Bupuansanuu no Prader Il (runeptpodus kautopa
JUinHOM 2,0 cM, OTBEPCTHE YPOreHUTAJIbHOrO KaHala OTKPbIBAETCSl Y OCHOBAHHUS KJIUTOPA, 60JIblINeE
MoJIOBbIe TYObl TUNepTPOoPHpPOBaAHBI, CKIaf4aThie). Pe3yabTaT HeoHaTaJlbHOrO CKpuHUHra 17-0I1
4,59 umoub/a. Kapuotun 46 XX. 17-OH -nporectepon (Metogom UDA): 14,2 umoab/a (Ha 5 cyTku
*ku3Hu), 31,4 HMosib/a1 (Ha 10 cyTku *kusHu). Kaauit ot 3,3 g0 5,0 MMosib/1; HaTpuit oT 141 mo 145
MMoJib/J1. TectocTepoH MeHee 0,2 HMOJIb/J1. Y3W opraHoB MaJioro Tasa: npaBas roHaza 10x4,7MM B
MaxoBOM KaHase, JieBasd 9,4x5,7 MM B JieBOM MaXoBOM KaHaje (AW4Kku?). 3ak/O4eHHE JIETCKOro
3HA0KpHUHoJoTa: HapyueHue dopMupoBaHus noJia? Bpoxk/jeHHas AUCcPYHKIMS KOPbI HA/INMTOYEYHUKOB
(BAKH), BupusibHasa ¢popma? PekoMeHJ0BaHO MPOBeJIeHUE TeJeMeJUIIMHCKOW KoHCyabTanuu ¢ THI]
PO ®I'bBY «HMUI] sHAOKpUHOJIOT UK » AJ151 BbIGOPA AaJIbHEHIIIeH TAKTHUKH JieueHUs. B Bo3pacTe 14 nHei
BO3HUKJIU aJIoObl HA HabyxaHUe OOJIbIION MOJIOBOM I'y6bl cripaBa. [[poBesieHa peBU3Us B MaXOBOU
006J1acTy cripaBa. Bo BCKpbIThIX 060J104Kax 0GHAPYKEHO 06pa3oBaHMe PO30BOTO 1LBETA, IOX0XKee Ha
SMYHUK C MAaTOYHOU TPy6GOH C coxpaHeHHbIM KpoBoobGpaijeHrueM. [lo pe3ysbTaTaM KOMILJIEKCHOTO
o6cnenoBanus, npoBeZeHHo TMK 3apeructprupoBaHa B KEeHCKOM NMacHopTHOM moJie. B 3 Mecsana
obcnenoana B HMUI| snjokpuHosioruu. Ha ocHoBaHuU MyJbTUCTepougHOoro aHaiausa BJIKH
uckimwodena. JII' 2,34 Ea/a, ®CI' 5,54 Exg/n (cooTBeTCTByeT MUHU-Iy6epTaTy), TecTocTepoH 2,06
umoJsb/a (0,2-2,2), actpaguos 96,82 nmosb/a (50-120). [IpoBeaeHa npo6a ¢ XI'Y, noaTBepAvBIIas
Ha/IM4Me TeCTUKYJISIPHOW TKaHU B OpraHu3sMe (MakCMMaJsIbHbIN BIOPOC TecTocTepoHa 12,2 HMOJb/ 1),
a"HTuMwoJiepoB ropmon 19,31 ur/ma (H 0,1-8,9). Y3U opraHoB Masioro Tasa: BbisIBJieHA MaTKa
HOpPMaJIbHBIX Pa3MepoB, cjeBa SUYHUK 10xX5MM, cripaBa roHajia He BU3yasusupyetcs (oBoTecTHUC?).
[IpoBesieHO TMOJIHOE CeKBEHUPOBaHWEe 3K30Ma: oOHapyxeH reH SRY (BeposiTHa TpaHCJOKalus
cermeHTa Y-XpoMocoMbl Ha X-XxpoMocoMy). JluarHos: OBOTeCTUKYJISIpHOE HapylleHre GopMUpOBaHUE
noJia, 46 XX. B Bo3pacrte 6 mecaues B HMUL] agg0KkpruHOIOTUH TPOBEJ€eHA ONepanus FrOHaZJIKTOMUHU
c/eBa, pe3eKlys MNpaBod ToHaAbpl. Kiutoposabuomnsactuka. Pe3dynbTaTaMu MopQOJIOTHUYECKOTO
WCCIe/IOBAaHUS TOJATBEPKAEHO OBOTECTUKYJApHOe HapylieHHe ¢opMmupoBanus mnosa (HOI).
PekoMeHJ0BaHO NPOAOIKUTD aZJallTALIUI0 B YKEHCKOM NAaCIOPTHOM IOJIE.
06cyxaeHue

KnuHudeckuit ciydaid 1 leMOHCTpUpyeT 3HaUYeHHe HeOHATaJbHOTO CKpUHUHTA Aedunura 21-
rufipokcrosiasbl npu BJJKH B paHHeM ycTaHOBJIEHUM [yarHo3a, BEpHOM BblOOpe MoJia, HA3HAaYeHUH
Tepanuu /0 MosiBJIeHHUs] CUMIITOMOB Ha/INOYeYHUKOBOU HEJJOCTATOYHOCTH, KOTOpPble MOTYT YIPOXKaThb
»KU3HU HOBOpPOXJeHHOro. KinHUYecKUi ciay4aild 2 JeMOHCTpPUPYeT CJA0KHOCTH, BO3HHUKaOLIMe B
npoliecce BbIO6Opa M0J1a, YCTAHOBJEHUHW HO30JIOTUYECKOTO JHUAarHosa y [JAeTed, POAUBIIMXCH C
HelpaBUJIbHBIM CTPOEHHUEM HApY>KHbIX M0JIOBBIX OpTaHOB. B ciy4yae peakux BapuanToB HOII ToyHas
BeprduKaLUsa JUarHosa U BbIOOpP TAKTHKU JajbHeHLIero JieyeHdUsi TPeOyT o06c/ae/j0BaHUS B
yCca0BUSAX PellepabHbIX KINHUK. JTO JJaeT BO3MOXKHOCTb 33/1eiCTBOBATh BECh apCeHal UMEIIIUXCs
Ha CerojHs JWarHOCTUYECKHUX BO3MOXXHOCTeH. BbIsABJIeHUe [AUCTreHETUYHbIX TOHAaJ SBJSETCA
MOKa3aHUeM JJis1 OIePaTUBHOTO yAaJleHUsI B CBSI3M C BBICOKUM PHUCKOM Pa3BUTHUS 3/I0Ka4eCTBEHHBIX
HOBOOOPA30BaHHUM.

3akoyenve

[Ipu HapyuweHUU GopMHUpPOBaHHE 10J1a YCTAHOBJIEHHUE JUATHO3a C/Ie/lyeT HAYMHATh KaK MOXKHO
panbuie. [lpu BJIKH ananvM3 pe3ysbTaTOB HEOHATAJbHOTO CKPUHUHra IOMoraeT u36exaThb
JUarHoCTU4YecKux olun6ok. KommekcHoe o6ciaefoBaHHe W MYJbTUAMCUUIIMHAPHBIA MOAXO[
N03BOJISIIOT BepUPUIUPOBATh AUArHO3 NpH 6oJiee pegkux popMax HOII, uTo BausAeT Ha JaabHENIYIO
TaKTHKY JieueHUs, Hab/I0JeHUsl U COLMa/IbHOM aJlanTaluy pebeHKa, CHWXKAaeT PUCK GOPMHUPOBAHUS
3JI0Ka4eCTBEHHBIX HOBOOOPAa30BaHUH.

HUHdopmupoBaHHOe corjiacue
[losyyeHbl NOANHCAHHbIE 3aKOHHBIMHU MPEACTABUTEJSMUA MNalMeHTOB HHGOPMHUPOBAaHHbIE
COTJIacHsl Ha MCMOJIb30BaHUE MEJUIIMHCKHX JaHHbIX B HAYYHBIX Le/sIX B 06e31M4eHHoN dopme. JaTa
noanucanus 10.04.2024 r.
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