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Annomauus. Hapyuenne popmmposanus noina (HPII) — tepMuH, MCIOIb3yeMBbIiT /151 0003HAUYeHNST BPOXX/IEHHDBIX Hapy-
IIEHN, OBJIEKIINX 32 COO0IT aTunIHoe cTpoenne reuuranuit. [lpuannoit HOII sBysiercs HapyleHe SMOPMOHAIBHOTO Pa3-
BUTHS TIOIOBOII CHCTEMbI BC/IEACTBIE XPOMOCOMHOIL, F€HEeTYeCKOIT TAaTOMOTUY WM APYTUX HeOIarONPUATHDIX [/Is TeUeHNUs
6epemenHocTy Bosgaerictauit. HOII BredéT 3a co60I1 TPYAHOCTI CO CTOPOHBI COLMANTBHOI afjaliTalliy CEeMbM, IPUBOAUT K TA-
JKEJIBIM MICUXOJIOTMYECKIM PacCTPOIICTBAM y pebeHKa 11 ero poicTBeHHMKOB. [TacropTHbIil on pebernka ¢ HOII nomkeH 6bITh
YCTQHOBJIEH TOJIBKO IIOC/IE TIOTTHOLIEHHOTO 0OC/Ie[lOBaHNMS U KOHCY/IbTALIUIT CIELMAINCTOB B JaHHOI obnactu. IIpencrasien
K/IMHUYECKWIT CTy4dail C Ie/IbI0 MUIIOCTPALIN CIOKHOCTY AuddepeHIanbHoll AMarHOCTUKY U BBI6Opa aCIIOPTHOTO [I0Ia ¥
pebenka c ogHoi u3 pegkux Gopm HOIL

Kntouesvte cnosa: napyuieHne GpopMupoBaHus MONIA, AMCTeHe3Ns TOHA, MO3aIIN3M II0 ITOTIOBBIM XPOMOCOMaM.
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Clinical case of disorder of sex development with karyotype 47XYY
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Abstract. Disorder of sex development (DSD) is a term used to refer to congenital disorders that led to atypical structure of the
genitals. The cause of DSD is a disorder of the embryonic development of the reproductive system due to chromosomal, genetic
pathology or other adverse effects on pregnancy. DSD entails difficulties with social adaptation of the family, leads to severe
psychological disorders in the child and his relatives. Sex of a child with DSD should be established only after a full examination
and consultation of specialists in this field. A clinical case is presented to illustrate the complexity of differential diagnosis and
choice of passport sex in a child with one of the rare forms of DSD.
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BBenenne

Tepmun «napymenne ¢opmuposanus nomaa» (HOII)
B HaCTOsilljee BpeMsI CYMTaeTcss Haubomee yMeCTHBIM Jis
omucaHusi 3a00/IeBaHNI, XapaKTepU3YIUXCS HECOOT-
BETCTBMEM CTPOEHMSI HAPY>XHBIX M BHYTPEHHUX IOJIO-
BBIX OPTaHOB I reHeTHdYeckoro mona [1]. [Tpu BbIABIEHUN
TaKOTO COCTOSHUA y pebeHKa B KIMHUYECKON IPaKTUKe
JanbHeNIIasg TaKTUKa Bpadell 3aBMCUT OT IOTHOLIEHHO-
0, JOCTOBEPHOTO 1 CBOEBPEMEHHOT0 00cIefoBanms. Bol-
60p 1mojIa B JAaHHOM CJIy4ae 3aBUCUT OT MHOXXeCTBA KpH-
TepueB (pe3yIbTaTOB Te€HETMYECKOTO, TOPMOHATIBHOTO,

YIbTPa3ByKOBOTO U JAPYIUX MCCIAETOBAHUII), a TaKXe OT
CIIOCOOHOCTY TAallMeHTa K HaJbHeilllell pempofyKTUB-
HOJI QYHKIMY, BOSMOXXHOCTH a/jeKBaTHOTO MEUIIITHCKOTO
BMeIIaTeIbCTBA U a/IbHEeIIeN COuMan3auuu TMIHOCT.
HOII pebeHKa siB/IsIeTCSI BaKHOI ICUXOIOTUYIECKOI IPO-
671eMoit A1 poAuTesielt, KOTOpble TakXKe JO/DKHBI IPUHU-
MaThb y4acTye B BbIOOpe Ioa.

Hapymenns nomnosoit auddepeHInpoBKI YCIOBHO HeAT
Ha Tpu 6onbiune rpynms: HOIT 46,XY, HOIT 46,XX n cexc-
XPOMOCOMHbBIE HapyLIEHNUsdA, IPU KOTOPBIX PErUCTPUPYIOTCI
pasnuyYHble BapMaHTbhl aHOMa/IbHOT'O KapMOTHIIA.
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ENDOCRINOLOGY M.R. Shaydullina, N.R. Akramov, EV. Valeeva, Z.R. Alimetova, E.V. Kolbasina
14.01.02 CLINICAL CASE OF DISORDER OF SEX DEVELOPMENT WITH KARYOTYPE 47XYY
Ta6muua / Table 1
Pesynprarhl o6cnenoBanusa pebeHka B Bospacre 1 u 16 MecaAnes
The results of examination of the child at the age of 1 and 16 months
[TapameTp YpoBeHb B Bo3pacTe YpoBeHb B Bo3pacTe PedepeHcHBIIT MHTepBaT
(emvHUIIBI M3MeEpeHN) 1 MecAIa 16 MecsIeB Reference interval
Unit parameter Level at 1 month of age Level at 16 month of age
OCT (mMe/mm) 7,54 5,8 Mmyx. 0-1 rog <3,5
FSH (mIU/ml) xeH. 0-1 rog 1,84-20,26
men 0-1 year <3,5
women 0-1 year 1,84-20,26
JIT (MmMe/mn) 3,6 1,1 0-1 rog <6,34
LH (mIU/ml) 0-1 year <6,34
TecrocTepon (HMOIB/ 1) 6,1 <0,025 MyX. 4 gHsA-6 Mec. 0,30-10,36
Testosterone (nmol/l) JKeH. 4 mHa - 9 neT <2,15
men 4 days-6 months 0,30-10,36
women 4 days-9 years <2,15
Actpapuon (mr/m) <5 myx. 0-1 rop <86
Estradiol (pg/ml) >keH. 0-1 rog <155
men 0-1 year <86
women 0-1 year <155
AHTUMIONIEPOB 16,91 0,8 MYyX. ipenybeprar: 3,80-159,80
TOpPMOH (Hr/MII) JKeH. perrybeprar <8.90
AMH (ng/ml) pre-pubertal men 3,80-159,80
pre-pubertal women <8.90
Murnbun B (ir/mn) 65,95 3,2 Myx. 0-18 net 4,0-352,0
Inhibin B (pg/ml) xeH. 0-18 net <83,0
men 0-18 years 4,0-352,0
women 0-18 years <83,0

Brepsble cunppom Sxobca (Myxumnel 47XYY) omucan
B 1960 r. [2] 1 B HacTOAIIMIT MOMEHT He CUMTAETCS PENKOIL
MIATOJIOTMEN: COITIACHO PA3/IMYHbIM MCTOYHMKAM, KapUOTHUII
47XYY perncrpupyerca c yactoToit ot 1 Ha 1000 [3] mo 1 Ha
10 000 my>xuns [4]. OgHako o 85% MaLMeHTOB TaK 1 OCTa-
FOTCSI He BBISABJIEHHBIMM [2].

JJaHHas aHeYIIOAVS aCCOLUMMPYETCS ¢ TaKuMu (eHo-
TUNNYECKUMU OCOOEHHOCTSAMHU, KaK BBICOKOPOCIOCTD,
Makpouedanus, MaKpOOPXUIU3M, TUIIEPTENOPU3M, KIN-
HopakTunmua [2]. ¥V manuenTtoB ¢ kapuorumom 47XYY
OmNCaHa 3aflep>)kKKa TEeMIIOB MOTOPHOTO pa3BMUTUSA Ha
(b oHe MbIIIEYHOII TUTIOTOHUY ¥ TPeMOopa KOHedHocTell [2,
3]. Opguako uaimge Bcero 6ombHble ¢ cuHApPOMOM SIKobca
HIpUB/IEKAOT K cebe BHUMaHUe HapyLUIEHNEM HellpOKOT-
HUTUBHBIX QyHKIMIT (ucneKcueit, gucrpadueit, CMHAPO-
MOM TUIIEPaKTUBHOCTH, Pa3/IMYHBIMU PacCTPOIICTBAMU
ayTUCTUYECKOTO CIEeKTpa 1 HapylIeHNeM ITOBefeHIeCKIX
peakuuit, IpMBOAAIINX K COIJMAbHOMN le3afanTalyun Ia-
nueHToB) [2, 3, 5]. HecmoTps Ha Haau4dme efUHUYIHBIX
ONMCAHWUI aHOMANNI PasBUTHUs YPOTEHUTATbHOTO TPaK-
Ta B Buje MUKpodaryca, KpUNTOPX1U3Ma, TUIIOCHaiNN,
a TakXe 3aflep)KKM IO0JIOBOTO Pa3BUTUA Y MAJIbYMKOB C
kapuorunom 47XYY [2], uccnemoBaHMs B3pOCIOi IO-
NyIANUN TTallIeHTOB CBUJIETE/NIbCTBYIOT O HOPMAJTbHOM
JWIX BBICOKOM YPOBHe TecTocTepoHa [6]. Yame Bcero
NaHHAs aHOMAJIUA JUAlHOCTUPYETCA Y MYXXUMH Ipu 06-
C/IeloOBaHUM 10 MOBOAY becrmonns [7] uau nposefeHUN
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«CIIJIONIHOTO» KaPMOTUIMPOBAHNS B TIOPbMaX I IICUXHUA-
TPUYIECKUX KIMHUKAX [2, 5].

Onucanne KIMHINYECKOTO CydYas

IIpencraBneHHbIl KIMHMYECKUII COy4Yail ABIAETCA pef-
KUM IIpUMepOM HapylieHns: GOpMUPOBAHNUS MO/, COIPS-
KEHHOTrO ¢ Kapuotunom 47 XYY, M OTpa’kaeT CI0XHOCTU
BBIOOpA ITACIIOPTHOTO IOJIA Y fleTeil C IIaTO/MOTYel CTPOEHMA
IIO7IOBBIX OPTaHOB.

Pe6enox C. popguics oT TpeTbell 6epeMeHHOCTH, poTe-
KaBueit Ha poHe OP3 B IIepBOM TpMMeCTpe, YIPO3bI IIpepHI-
BaHUA OGepEeMEHHOCTH B 29 HeJie/b, BTOPbIX CPOYHBIX POJIOB.
Pocr nipu poxaennn — 54 cM, Macca — 3450 1, 7-8 6aioB
1o 1mKajne Anrap. B cBA3Y ¢ HeIPaBU/IbHBIM CTPOEHMEM Ha-
PY’KHBIX TeHUTAINII IepeBefEéH B OTHe/IeHNe NTaTOJIOTUY HO-
BOPOKJIEHHbIX, 3aTeM B 3HJOKPMHOJIOTMYECKOe OTHe/IeHNe
IS JanbHeliero obcnenosanus ¢ guarHosoM «Hapymenne
¢dopmuposannus noma. HeonaranpHas sxentyxa. Buyrpuy-
TpobHast uHpeKIVsT HeyTOYHeHHOI aTnonornn. Vudexims
MOYeBbIBOfAMIMX IyTell. [lepuHaTanbHOE IOpaXkeHUe LieH-
TpajIbHOI HEepBHON CUCTeMbl. Majble aHOMaNIuUM pasBUTHA
cepata (OTKpPBITOE OBaIbBHOE OKHO)».

B mepBblit leHb KU3HY IIPOBEJIEHO MCCTIE/JOBAHNE YPOB-
Hs1 17-OH-nporecrepona (6,0 Hmons/n, pn Hopme (N) no
15 HMOIB/) [Is1 VICK/TIOYEHVIS KMSHEYTPOXKAOIIETO0 COCTO-
AHUA — ColbTepsAmoLIell (GOPMbI BPOKIEHHON IUCHYHK-
UM KOPbl HAaAIO4eYHNKOB. [Io JaHHBIM YIBTPa3sBYKOBOTO
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Pucynok la. Buemnmii Bujj HapyKHbIX NOTOBBIX OPTaHOB Pucynoxk 16. Tumocnapus, MomonoyHas ¢popma
Figure 1a. The appearance of the external genitalia Figure 1b. Scrotal hypospadias

nccrnegoBauus (Y3V), B BospacTe 1 Hemenu mpaBoe sIMIKO
BU3YaNIM3MPYeTCs B IPOEKLMU CPeiHeNl TPeTH MaXoBOro Ka-
HaJsla, 7IeBO€ IOCTOBEPHO He OIpefleNIAeTCs, 3a MOUEBBIM IIy-
3pIpeM OOHapy>keHa Marka. KaprorunuposaHue B Bo3pacTe
1 HepmenM BBIABMIO XPOMOCOMHYIO InaTosnoruio — 47, XYY.
IloBTOpHOE OIlpeneneHne KapuoOTUIa B BO3pacTe 2 Heflelb
IA7o CIefyIIIUi pe3yabral — MO3aUIM3M IO IIOTOBBIM
xpomocoMam 47, XYY (142)/45, X0 (8).

IIpoBenénnasa B BospacTe 1 MecAla OLleHKAa 3HIOKPUH-
HOTO CTaTyca IOATBEPAVIA IIPUCYTCTBUE TECTUKYIAPHON
TKaHU y pebeHKa: 6asajbHble YPOBHU TECTOCTEPOHA, aHTH-
Pucynok 2. Hucrockonus mio/tepoBa ropmoHa (AMI), unrn6buna B (tabn. 1), momo-

Figure 2. Cystiscopy JKUTeNTbHAsI IPo6a ¢ XOPMOHUYECKM TOHAZOTPONNHOM (Te-
CTOCTEPOH UCXOIHO — 6,94 HMOIB/M, dyepe3 24 Yaca mocie
nabekyu Ne 3 mo 250 ME — 13,87 umonb/n). B cBsi3u ¢ atum
OBL/IO IIOfIIeP)KAHO pellieHIIe POLUTeNIelt O BLIOOpe MY>KCKOTO
IIACIIOPTHOTO II071a.

B Bospacte 1 roa u 4 MecseB pe6eHOK BHOBb IIOCTYIIAET
B OT/je/IeHIIe SHAOKPMHOMIOTUU JETCKOI MHOTOIPOQUIbHOI
6OIBHNUIIBI /1A TOATOTOBKY K MAaCKY/IMHU3MPYIOLel ITacTU-
Ke TeHUTaJINIA.

IIpn 06BEKTMBHOM OCMOTpEe y MajbuMKa KOHCTATMPO-
BAaHO HEIPaBIIbHOE CTPOEHME HAPY>KHBIX TeHUTAIUIL: TU-
[OCHafusi, MOIIOHOYHas (popMa; paclyerieHHas MOIIOH-

Pucynox 3a. BHemHmit Bup, fycnnasupoBaHHbIX TOHA: Ka; [IBYyCTOPOHHMII KPUITOPXM3M, Mukpodamiyc (2,0 cm).

neBasi FOHaa AnameTpoMm 1 cm Hapy>xHOe OTBepcTHe MOYEUCITYCKaTeIbHOTO KaHaja OT-

Figure 3a. Appearance of dysplastic gonads: the left gonad KPBIBAETCSl Y OCHOBAHNS IIOJIOBOTO WIEHA MEXAY YacTSAMU

with a diameter of 1 cm pacuierienHoit Moutonku (puc.1). ToHafpl B MOIIOHKe He
[aJIbIVPYIOTCAL.

ViccnenoBaHne ypoBHA FOPMOHOB CBUJETEIbCTBOBAIO O
3HAYJIMOM AMHAMUYIECKOM CHIDKEHMY He TOTIbKO YPOBHS Te-
CTOCTEPOHa, YTO €CTeCTBEHHO IPJ BBIXOfle 113 BO3PACTa MI-
Humy6eprara, Ho AMT n Vnrn6uHa B.

PeGeHKy IIpOBefieHO IIOBTOPHOE MCCIeOBaHNe Kapyo-
tuna meroiom FISH, ycTaHOB/IEHO OTCyTCTBUME MO3aMIIN3-
Ma, IOATBEPXK[EHO Ha/lu4ye AUCOMMU HO Y-XpOMOCOMe
(47, XYY — 100%). B cBsAsu ¢ mpepnmnonoxxeHreM o MOJI-
HOM OTCYTCTBMU WIM HAPYLIEHMAX B CTPYKType reHa SRY

PucyHok 36. BHelnHmii BUJ JUCIUIa3MPOBAHHBIX TOHAJ: (Sex-determining Region Y) mpoBefieHa olleHKa MOCIIENOBa-
npaBasd roHaga Te/IbHOCT! Y-XpoMOcOoMBbI SRY, IMaTOreHHBIX 11 BEpOATHO Ia-
Figure 3b. Appearance of dysplastic gonads: the right gonad TOTEHHBIX BapPUAHTOB MyTauuii rena SRY He 06Hapy>I<eHo.

ITpoBefieHa MOJIEKY/ISPHO-TeHETNYIeCKasl AMarHocTuka (ma-
Henb «Hapyuenne popmupoBaHms mmona» 38 reHOB) MaTOTeH-
HBIX M BEPOSITHO [IATOT€HHBIX BAPMAHTOB, & TAK)KE BAPUAHTOB
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C HeM3BECTHON KIMHIYECKOl 3HAYVMOCTbIO, 00BACHAIOMIX
IpUYMHY 3a060/IeBaHMsI Ha MOJIEKY/ISIPHO-TEHEeTUIECKOM
yPOBHe, He 0OHaPy>XeHO.

C Hesnplo onpesie/ieHNs IIaHa OIepaTVBHOTO BMeIaTe Ib-
CTBa IPOBeJeHa TAHIHAOKONNSA (LIIICTOYPETPOCKOMS, KOMIb-
MOCKOINA): MY HAPY>KHBIM 1 BHYTPEHHUM CUHKTepaMu
YPOTE€HUTAIbHOTO TPaKTa OOHAPy)XeH BXOJ BO BJIarajuile,
BJIaTa/lle AIVHOM 6 cM (puc. 2).

IIpn namapockommyeckoil peBuM3uy OpPIOLIHON IOJIO-
cTu OOHAPYXKEHO CTIeAyIoLee: TeBasi TOHaa OKPYIyIoi ¢op-
MBI, NPUAATOK TUIepeMUpOBaH, IUIOTHBIA. IIpaBas roHa-
Ja Ha KOHIIe MAaTOYHOI TPYOBI, [UCIIa3MpOBaHa. BHelrHmit
BUJ, 00€NX TOHaJ He TUIIYEH HM ISl AMYKA, HU IS SIMIHU-
Ka (pnc.3a, 36). JleBoe I1axoBOe KO/BLIO He 0ONMUTEPUPOBAHO.
VImeeTcss MaTKa MaJIeHbKIX pa3MepoOB.

KoHcmmmyMoM crenmaaucToB, NPVHMMABIINX ydacTye
B obOcnmeoBanuy pebeHKa, ycTaHOBIeH guarHos «Hapyue-
Hue GOPMIUPOBAHNS TI0/Id; CEKCXPOMOCOMHbIE aHOMANNM 47,
XYY; nucrenesnus rodany». B cBAsu ¢ BrICTaBaeHMEM aOCOMIOT-
HBIX TTOKa3aHUII K TOHaJ9KTOMMM (JIUCTeHesN, PacIIooXKe-
HII€E TOHAJ| B OPIOIIHOI OIOCTY CBSI3aHO C BBICOKVM PYCKOM
ManurHusanuu [8]), Haau4MeM MaTKM, BIarajauiia M BO3-
MOXXHOCTBIO IIPOBEIEHMsI OHOITAIIHOM (PeMUHU3UPYIOLeit

IUTACTMKY TeHUTANNUIT MTALEHTY PEKOMEH/JOBaHa CMEHaA Ia-
CIIOPTHOTO IIO7Ia HA JKEHCKUIl. B clydae pereHus cembu o
B])I60pe MY)I(CKOFO HaCHOpTHOI‘O 1012 peKOMeHHOBaHbI To-
HAO3KTOMMA M MHOIO3TAIIHasg MaCKyfII/IHI/I?,I/IpyIOHIaH I1a-
CTHKa HapyX(HbIX IIO/IOBBIX OpraHOB.

HecMmoTps Ha NpemynpexfieHNss 0 BO3MOXKHBIX PUCKaX
U OCTIOKHEHMAX OT HPENCTOAIUX MENULHCKUX BMeIa-
TeJIbCTB, PeKOMEHAALMM IICUXOJIOT 1 APYTUX CIELMAICTOB,
pOHI/ITe)'H/[ l'[pI/IHSI)'H/I pemeHI/Ie (6] COXpaHeHI/H/I My>1<c1<0r0 10712
pebeHKy.

3aknroueHne

AHanmus MUTEpaTYPHBIX AAaHHBIX (JOCTATOYHASA MACKY/IU-
HU3AIA HAPYXKHBIX TeHUTANINI IPU POXKJIEHUN Y HOfIaBIIA-
foliero GOMBIIMHCTBA MalIbIMKOB ¢ Kapuotunom 47, XYY),
OTCYTCTBME BBIABJIEHHBIX AaHOMAJINIT Y-XPOMOCOMBI U MyTa-
LY11, OO'BSACHSIONINX IPUYNHY 3a00/IeBaHN Y JAHHOTO AL~
€HTA, He II03BO/IAeT ICKTIOYUTh BO3MOXXHOCTb T€PATOre€HHO-
TO BO3/IeJICTBNA, IPUBEJLIET0 K GOPMIPOBAHNIO AN3TeHE3UN
TOHAJl Ha PAaHHMX CPOKAaXx OepeMEeHHOCTH, HEJOCTATOYHOI
BHYTpUyTpobHOIt cekperyn AMI' (Hannune mMatku, dasio-
IMEBBIX TPYO) U TECTOCTEPOHA, YTO Vi IIPUBEJIO K HENIPABIIIb-
HOMy OpPMUPOBAHNIO [0 y pebeHKa.
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