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HecmoTpa Ha pacnpocTpaHeHue CKPUHVHTOBbIX
NPOorpaMm Mo paHHelN ANArHOCTUKE BPOXAEHHbIX
3aboneBaHwuii, B Poccuiickonn Oepgepaumm n B mupe
B L|€/IOM BCTPeYaloTca cfiyyan no3fjHero BbiABe-
HUA BPOXAEHHOW ANCPYHKLMUMN KOPbI HAAMOYEYHN-
koB (BLAKH), korga npu gnutenbHoW BUpUAN3aLun
HepeaKko NpUXoanTCA pelaTtb BONpoc 06 onpege-
NIEHUWN MONOBOWN NMPUHAANIEXKHOCTW, NMPVHUMAA BO
BHUMaHVE He TOJIbKO MeAWLMHCKME MOoKasaHus,
HO 1 camoonpepfeneHne nauneHTa. B ctatbe npu-
BefleH pefKkui cnydvan yCTaHOBJIEHWA AMarHosa
runeptoHmyeckon ¢opmbl BOKH Bo B3pocnom
Bo3pacte. [py poxaeHUN y nauymeHTa oTMeYeHO
HenpasuJibHOE CTPOEHME HapyKHbIX MOMOBbIX Op-
raHoB, 3aPErncTPUPOBAH B XKEHCKOM MoJe, AMarHo-
cTnpoBaHa BJKH, ogHako, B cBA3M € coLmanbHbIMM
baKkTopamu, neyeHunsn 1 HabngeHNA He NPOBOAM-
nocb. OTCYTCTBME NIEYEHUA NMPUBENO K Mporpeccun
BMPUIbHOrO CUHAPOMA, HapyLUEHNO MOJIOBOW ca-
MougeHTdUKauum (NaLmeHT XEeHCKOro rnona cuu-
Tan ceba Manbymkom), KOHEYHOW HU3KOPOCIOCTU
N GOPMMPOBAHMIO apTeEpPUANbHON FUNEPTEH3UN.
MaumeHT BrepBble 06paTWICA 3a MEAULUHCKON
nomoubto B Bo3pacTte 19 net. [InarHoctmka ru-
nepTtoHnyeckon ¢popmbl BAKH 6bina ocHoBaHa Ha
KNUHUYECKON KapTMHE BUPWIBHOFO CUHAPOMA
B COYETaHW/ C HU3KOPEHWHOBOW apTepuanbHON
rmnepTeH3nen, AaHHbIX MyJIbTUCTEPOUAHOIO aHa-
N13a C onpefeneHnem CTepouaHbIX npeaLwecTBeH-
HNKOB KOPTU30/1a 1 pe3yNibTaToB MOJeKyNAPHO-Te-
HeTnYeckoro aHanmsa reHa CYP11B1. HasHaueHve
3aMeCTUTENbHOW  TIOKOKOPTUKOUAHOW Tepanumn

npv MO3AHEeN [UarHOCTMKE TUNepPTOHNYECKon
dopmbl BOKH He pelwnno Bcex npobnem naymeH-
Ta. HapyweHue nonoBol camovaeHTUOMKauum
y MaumeHTa XEHCKOro rosia MpuBesio K CMeHe na-
CMOPTHOrO M0J1a Ha MY>KCKOW, BblI0 MPOBEeAEHO X1~
pypruyeckoe fieyeHne B COOTBETCTBUM C BblOpaH-
HbIM MOJIOM, Ha3HaY€Ha 3aMecTuTeNbHasA Tepanus
nonoBbiMy ctepoupamu. CToikaa apTepuanbHas
rMnepTeH3us noTpeboBana HasHauyeHus [onosn-
HUTENIbHON TMMNOTEH3MBHOW Tepanun. OnucaHue
IaHHOTO KJIMHWYECKOro HabnoAeHUs Mopuepku-
BaeT HeobXoAWMOCTb MPUHMMATb BO BHUMaHUE
NCcYXocoumnanbHble, STHUYECKME U PENUrMO3HbIe
daKTopbl, a TakKe NpuBNEKaTb K BEAEHWNIO TaKmX
NauveHToB CNeLnannucToB 3HAOKPUHONOMMYECKO-
ro, NCUXMaTPUYECKOro, aHAPONOrMYECKOro 1 rmHe-
Konoruyeckoro npoduns.

KnioueBble cnoBa: BpoOXAeHHas AucyHKUMA
KOPbl HaANOYEYHMKOB, HAAMOYEYHUNKN, apTepuanb-
HasA runepTeH3us, Bupwunmsauusa, 11B-rugpokcnna-
3a, TpaHcceKcyanvsm

Ana yntnposanma: JlyueHko AC, PoxunHckaa J14,
Kapesa MA, benas »KE, Maranesa MC. lNo3aHee Haya-
10 NleYeHVs TMNepToOHNYECKOM GOPMbI BPOXKAEHHOW
ANCOYHKLMN KOPbl HaAMOYEUYHMKOB M CMEeHa Mosa
y B3pOC/IOro MauveHTa. AnbMaHax KANMHNYECKOW
mMeauumHbl. 2018:46(3):276-81. doi: 10.18786/2072-
0505-2018-46-3-276-281.
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poxpeHHas AUCHYHKLMSA KOPBI Haf-

noueunrkos (BJKH) - rpynma ayro-

COMHO-peIleCCUBHBIX 3aboJeBaHUIL,

obycnoBneHHbx fedexramMu  epmeH-
TOB MM TPAHCIHOPTHBIX O€NKOB, YYacTBYIOIINX
B OMOCHMHTe3e KOPTH30/a B KOpe HafMoOdYedHN-
KOB. VIMelomuiica mpu 3TOM 3abojeBaHUU [e-
¢buuur xoptmsona ompenenseT U36BITOUHYIO Ce-
Kpeluo KOPTUKOTPOIMH-PUIM3UHT TOPMOHA
u agpeHokopTukoTponmHoro ropmona (AKTT).
[Tosbrmenne ypoHsa AKTT cnocobcTByer passu-
THUIO TUNIEPTPOGUYU HaiTIOYEYHUKOB, HO He IPUBO-
IUT K HOpMaju3alluu YpOBHA KOpTuU3ona. J3-3a
(dbepMeHTAaTUBHOTO 6/10Ka OTMevYaeTCs HaKOIIeHUe
IIpefilIeCTBEHHKOB KOPTU30JIa I aH/|POTEHOB, KO-
TOpble He 3a0/MOKMpOBaHbI fedekToM (epMmMeHTa
(1, 2].

ITpn Bcex ¢opmax BIIKH peiictBue depmen-
Ta MOXKET HapYIIAThCs KaK IIOTHOCTHIO, TAK I 4a-
CTUYHO, IO9TOMY CIIeKTP KIVHUYECKUX IPOsBIIe-
HUII IIpM JAHHOJ IaTOJMOTUM BOCTAaTOYHO IUIMPOK.
Hamnbonee tsaxensle ¢popMbl, IpU KOTOPBIX €CThb
HaJ[TOYeYHNKOBAsA HeJOCTATOYHOCTDb, HA3bIBAIOT-
€A KJIACCUYECKUMM — UX JIETKO AMAaTrHOCTUPOBATD,
TaK KaK KJIMHUYeCKMe MPOSIBIEHNUA JOCTATOYHO
apkue. [Ipn Hexmaccuyeckux popmax, HaIpOTUB,
HabJII0/laeTCsA CTEPTOCTb CUMIITOMOB, UTO 3aTPYH-
HAeT IMaTHOCTHKY [3].

B HacTos1ee Bpems onucaHo ceMb popm BIKH
(medext StAR-mporenHa, gedpuuut 20,22-gecmona-
3bl, 17a-ruppoxcninassl/17,20-n1muasel, 3P-rugpok-
CUCTepOUAeTUAPOreHassl, 21-TUAPOKCIUIA3HL, fe-
¢bunut 11B-rugpoxcniassl, OKCULOPefyKTassr) [2].
Hamnbonee gacras ¢popma - medpuuur 21-runpoxk-
cunasel — o0ycnopineHa Mytanueir reHa CYP2IA2,
pacnpoCcTpaHeHHOCTh cocTaBnsder oT 1:10000 mo
1:20000. Hdeduuur 21-rmapokcmaaspl 3aHUMAET
95% B cTpykType cnydaes BIKH [4].

BIOKH - opgnHa u3 Hambonee YacTBIX IpHU-
9MH HapymeHus c¢opmupopanusa moma 46 XX,
0OYC/IOBIEHHOTO  MPOAYKIMel  aHAPOTEHOB.
I'MnepaHApOreHNsA MPUBOAUT K MaCKy/IMHU3ALUN
HAPY>KHBIX TeHUTAJINII Y HOBOPOXX/[EHHBIX C Kapu-
orunom 46 XX [5]. IIporpaMMbl HeOHaTaJabHOTO
CKPMHMHTA [TO3BOMSAIOT 0OHAPYXXMBATh OOMBIUINH-
cTBO cnydaeB Kiaccmuecknux ¢opm BIKH, pen-
K1e popMbl OOBIYHO AMATHOCTUPYIOTCS B IIEPBBIE
HECKO/IBKO HeJie/lb NMOCTHATaAbHOrO mepuopa [6].
OpHakKo M B CTpaHaX CO CKPMHUHTOBBIMU IIPO-
rpammamu, 1 6€3 TaKOBBIX BCTPEYAIOTCS CAydan
HO3JHell AMaTHOCTUKY, M BO3HMKaeT HeoOXOmu-
MOCTDb CMEHBI I10JIa Y B3POC/IBIX TALIEHTOB [7].

B paHHOI cTaTbe MpeAcTaBIeH KIMHUYECKMUIT
Cy4ail TUIePTOHMYeCKOoit Gopmbl 3aboIeBaHMS,

Jlyuerko A.C,, Poxurckas J1.A4., Kapesa M.A., benas XK E., Maearesa M1.C.

BO3HUKaWINeil BemencTBue pedunmra  11-ru-
Opokcumasbl npu Myrtanum B reHe CYPIIBI.
PacnipocTpaHeHHOCTD 3TOIT HGOPMBI 3a60I€BaHMS —
okorno 1 uHa 100000 HOBOpOXAeHHBIX. edurut
11B-ruppokcuaaspl HapyllaeT KoHBepcuio 11-me-
30KCMKOPTU30/7a B KOpTU301 U 1l-me3oKcukop-
TUKOCTEPOHAa B KOPTUKOCTEPOH, MX HaKOIJIEHUE,
B CBOIO O4Yepefb, MIPUBOAUT K ITOBBILIEHHON IIPO-
AYKIOUM aHAPOCTEHAVIOHA IO He3a0JIOKMpPOBaH-
HbIM IyTAM. BbllleyKkasaHHble M3MEHEHNA CTAHO-
BATCA NPUYMHON BUPUIMU3ALUYU U 3HAYUTENBHOM
MacCKy/IMHMU3AUUM HAPY>XHBIX ITONOBBIX OPTraHOB.
Hakomnnenue 11-1€30KCMKOPTUKOCTEPOHA, ITPOAB-
TIAIOIIET0 MMHEPATOKOPTUKOUJHYIO aKTUBHOCTD,
00'BsCHsIET HOBBILIEHNE APTEPUATBHOTO JABIEHIUS
y BaHHOJI TpyINbI anyueHToB [8]. OCHOBHBIE KIN-
HIUYeCKIe IPOSBIEHNS TUIIEPTOHNIECKOI POPMBI
BIKH: HenmpaBuabHOE CTPOEHME HaPY KHBIX TeHU-
Tanuil npu Kapuorumne 46 XX, aprepnuanbHas I'u-
NepTeH3NA C TUIIOPEHVHEMMEN ¥ TUTIOKaneMueit,
CHVDKEHME KOHEYHOIO pPOCTa BCNIENCTBME IIPEX-
JeBpeMEHHOI0 3aKPbITUS 30H PocTa cKeeTa [9].

KnuHnuyeckoe |-|a6mo.qe|-||/|e

TManuent [I., 19 net, 06paTtnics B KIMHUKO-AMATHOCTH-
gyeckoe ortpeneHne OI'BY «HMUI] 9HIOKPUHOMOTUI»
¢ >xanmob6amMu Ha HUBKUIL POCT, HEIIPAaBU/IbHOE CTPOEHIE
MIOJIOBBIX OPTaHOB, IIOBBIMIEH)E apTePMaNbHOTO HIaB-
JIeHWs, OLIYIeHMe CepAleOueHns, ObICTPYI0 YTOMIIse-
MOCTb.

Jlo obpaujenus manueHT HUTfE He 00CIeOBAsCH.
Crapmnit pe6eHOK B ceMbe 3[0pOB, BTOPOil pe6eHOK
POAMICA C HEIPAaBUIbHBIM CTPOEHMEM HapY>XHBIX I10-
JIOBBIX OpPraHOB, OTMe4Ya/nach NIpOTpeccus BUPUIBHO-
ro CMHJIpOMa, JIeBOUYKa yMepna B 3 rofja OT HEM3BeCT-
HoO¥t mpudnHbl. IlanueHT - TpeTuit pe6eHOK B CeMbe.
Popgurenu 61M3KOPOACTBEHHBINI Opak OTPULIAIOT, OffHA-
Ko 06a popuINCh B OHOM U3 cen ['pysun, 3atem mepe-
exanu B [lommockoBbe.

IIpn pokjieHuM OTMedYajaoCh HENMPaBUIbHOE CTPO-
eHJe Hapy>KHBIX IIOJIOBBIX OPTaHOB, IMAarHOCTUPOBaHA
BIKH, manmeHT 3aperucTpupoBaH B >XEHCKOM IOJIe.
B cBs13u ¢ Havya/IoM 60€BbIX [eiICTBUIT IIALMEHT GBI BbI-
HYy>XJieH 6exarb B Poccuio, Tfie 10 HaCTOAILLEr0 MOMEHTa
He OBI/I0O BO3MOXKHOCTY IIO/IY4YNUTh Y/JOCTOBEPEHNME INY-
HOCTM U PerucTpanuio, YTO M CTAJ0 IPUUNMHON IO3[-
Hero obpauenusa. Co cl0B popuTesneii, ¢ IEPBOTO roja
JKM3HU OTMEYaoCh YCKOPEHMEe TEeMIIOB POCTa, HOABIIe-
HIe IPM3HAKOB BUPUIN3AINI, OJJHAKO yXe K 10 Tomam
pocT ocranoBuicsa. C ceMMJIeTHEr0 BO3pacTa MaLMeHT
cqyuTaer cebs MabIMKOM ¥ BOCIIMTBIBACTCS POJUTENS-
MM KaK MajJb4VK. B IIKOJIe He YYM/ICs, YNTATh U MMCATh
BBIYUMJICA [OMA, [I03’Ke CBEPCTHUKOB. Jlo obpameHus
apTepmanbHOE JaB/IeHNe HIKOT/Ia He U3MePsNIOCh.

[No3nHee Hayano neveHvA I’MﬂepTOHVMECKO\;\ (bOprl BpOMD,eHHOIh ,ElVlCd)yHKLMl/I KOpPbl HaANOYe4YHNKOB 1 CMeHa MoJia Y B3pOC/IOro nauneHTa
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Tabnuua 1. [laHHble 1abopaTopHbIX aHanV308 naumeHTa [l. Ha MOMEHT NepPBUYHOTO 06paLLEeHA

Mokasatenb 3HaueHune PedepeHcHbIN frana3oH
MynbTcTeponaHbIN aHanms3 KPoBsun
KOPTW30/1, HMONb/N 11 150-650
11-pe30KCUKOPTI30/1, HMOML/N 1241 0-16
AHAPOCTEHAMOH, HMONb/N 14,51 1,4-79
TECTOCTEPOH, HMONb/N 1531 0,7-2,5
nporecTepoH, HMonb/N 14 0-3
KOPTUKOCTEPOH, HMOJb/N 0,241 3,8-66,5
21-0€30KCNKOPTN30S1, HMOSb/N <0,1 0-1,24
ernaposnvaHapoCcTepPoH, HMOMb/N 2,221 15-65
17-OH-nporecTtepoH, HMonb/n 4491 0,24-3,9
17-OH-nperHeHoNoH, HMonb/n 5,47 0-6,8
Brioxvmnyecknii aHanns Kposu
HaTpUi, MMOJTb/N 138 136-145
XJ1I0p, MMOJIb/N 105 98-107
Kanui, MMonb/n 31 3,5-5,1
P€3yﬂbTaTbI d)I/BI/IKaJ'IbHOI'O, ﬂa6opaTopHoro Jleuerve

M MHCTPYMEHTANIbHOIO NCCNefoBaHnA

IIpu ocmoTpe obpaian Ha ce6s BHUMaHME JUCIIPOIIOPIIN-
OHa/IbHBIN HU3KMIT pocT (137 cM) 3a c4eT YKOPOYeHM s KO-
HEYHOCTeJi, BBIPaXKeHHBIIT rupcyTnsM (33 6aa 1o ukasne
Deppumana — Fomnses [10]). Hapys>kHble 0/10BbIe OpraHbI
copMmpoBaHbl HellpaBUIbHO, Bupuansanusa III creme-
Hu 1o IIpajepy, oT™Medanach BbIpakeHHas runepTpodus
Knuropa. JKenesucras TKaHb B IPOEKIMU MOTOYHBIX XKe-
71e3 He MajbIMpoBanach. ApTepuanbHOe laBleHNe Ha MO-
MeHT ocMoTpa 180/140 MM pT. CT.

Ha ocHOBaHMM HENPaBUIBHOTO CTPOEHMA HAPYKHBIX
MIOTIOBBIX OPTaHOB, IPOTPECCUPYIOUIEN BUPUIM3ALUN
B JIETCKOM BO3pacTe, HU3KOTO KOHEYHOTO POCTA B COUETa-
HIM CO CTOJKOJ apTe€pMUaNbHON TUIIEPTEH3MEN y TallIeHTa
3aIofio3peHa runepronndeckas popma BIIKH.

IIposemeno mabOpaTOpHOE MCCTENOBAHUE — 3HAUNU-
TeJIbHOE TIOBbILIeHNE YPOBH:A 11-I€30KCMKOPTU30MA TIPU
Pe3KO CHIKEHHOM ypOBHE KOPTU30/Ia IO TBEPKAaeT u-
arHo3 feduiura 11B-ruspokcunassl (tabm. 1).

BropbIM 3TamoM OBIIO IPOBELEHO TeHeTHYecKoe IC-
cnefosanne rena CYPIIBI, obHapy)KeHa TOMO3MIOTHAs
myTtauus c.421C>T p.R141X.

Hauvaro neyeHue npegHN30/I0HOM B [i03e 7,5 MT B CYTKMU:
2,5 MI yTpoMm, 5 Mr BedepoM. [I/11 KoppeKLum apTepuab-
HOJ I'MIIePTEeH3M N JJOIOMHUTENbHO HasdHadyeH HU e UIINH
HpOJIOHTMpOBaHHOTO jAeiictBua 20 mr yrpom. Ha ¢one
Ha3HAYEHHOTO JIe4eHM A MallYIeHT OTMEeTI/I 3Ha4UTeNbHOe
ylydileHye o6lero caMo4yBCTBMA, HO HMOSIBIIACH MeEH-
CTpPYa/nbHOIOAO0OHA A peaKIy.

[TanmeHT, KOTOPpOMY Ha MOMEHT Hayaja JIe4eHU:
6b110 19 71T, KaTeropuyecky OTKAa3bIBAaJCA OT CaMo-
UAeHTU(UKALMHU B )KEHCKOM I1071e. YUMUTBIBAsI HAYasI0 I1a-
TOTEHETMYECKOI Tepalny U OXugaeMslit apQekT akTu-
Bal[M AMYHUKOB, [ HpefoTBpalieHNns QeMIHN3AINN
Hayara Tepamns TeCTOCTEPOHOM (cMech adupoB) 250 Mr
1 pa3 B 3 Hegenu. K rumnoTeH3nBHOI Tepanuy OblT 06aB-
JIeH NepUHJIONPUI 5 MT YTPOM, apTepuanbHOe JaBIeHNe
HOpManu3oBanock. IlomyuyeHHbIe [JaHHbBIE CBUMETENb-
crBoBanu o Komnencanuu BIKH (nopmanusarus AKTT,
17-OH-nporectepoHa, CTabMIM3aLMs apTepUaTbHOTO
IaBJIeHUA Ha CYOHOPMa/TbHBIX Iupax u yaydieHue 06-
mwero cocrostuusi). ITokasarenn mabopaToOpHBIX MCCTIENRO-
BaHUII BO BpeMs CTalMIOHAPHOTO HaOIIOfleHN A IpuBeJie-
HBI B Ta0OL. 2.

KnuHuyeckme HabnogeHua
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Tabnuua 2. [laHHble 1abopaTopHbIX aHanM3oB nalueHTa [. BO Bpems cTalyoHapHoro HabnoaeHna 8 OIbY «<HMIL sHaokpuHonorims

MwuH3apasa Poccmn

Mokasatenb 3HaueHune PedepeHcHbIii AnanasoH
AL PEHOKOPTUKOTPOMHBIV FOPMOH, Nr/mMn 11,99 7-66
17-OH nporecTtepoH, HMonb/n 1,23 -
PeHuH (npamoit), MKME/mn 84,061 4,4-46,1
Buoxummyeckmin aHanms Kposu

HaTpuii, MMONb/N 138 136-145

XN0p, MMONb/N 103 98-107

Kanui, Mmonb/n 4,2 3,5-5,1

ITo maHHBIM y/IBTPa3BYKOBOTO MCCAELOBAHUA HAIIO-
YEYHMKOB OTMeYanach ABYCTOPOHHAA y3elIKOBas IUIep-
IIa3Ns, CIIpaBa HEYETKO OIpPefe/AoCh M303XOreHHOe
ob6pas3oBaHMe AMaMeTPOM 1 cM, KOTOpoe ObIIIO paclieHeHO
KaK BTOpMYHasA afleHOMa.

YuurbiBad caMOMIeHTUQDUKALVIO TAlMeHTa B MYX-
CKOM TI0JIe, IIPOBEeHbl HeOOXoAyuMble O00CIe[OBaAHNMS
IJ1 CMEHBl MACIIOPTHOTO IO/MAa M ONEepPaTUBHBIX BMelIla-
TenbCTB. [1o JaHHBIM yIbTPa3BYKOBOTO MICC/IEIOBAHMA Op-
raHOB MaJIOTO Tas3a y MalyeHTa MMeIach MHGAHTIIbHAS
maTka (pasmepamn 4,9%x2,4x1,6 cm), COOTBETCTBYIOIIA
10-11 ropmam, yBenMyeHHbIE AMYHUKN C MEITKOKMCTO3HOI
CTPYKTYypOIl: IpaBblil AMYHUK 3,8x2,6x 1,7 cM, o6beM
8,8 cM’, CTPyKTypa ¢ MHOXXeCTBEHHBIMIU (OJIIMKYIaMU
nuamerpom 0,6-1,2 cm; nmeBbI AMYHUK 3,6 X2,7 X 1,7 cMm,
06beM 8,7 cM’, CTPYKTYpa ¢ MHOXEeCTBEHHBIMU (OTIIN-
kynamu guamerpom 0,6-0,9 cm. IlanmenTt ocmoTpen ru-
HEKOJIOTOM, PEKOMEHIOBaHO 00CTIejOBaHNe B MHCTUTYTE
[CUXUATPUU ¥, IPY OKOHYATETBHOM BBIOOpPE MYIXKCKOTO
HalpapjieHusA IICUXOCOLMAJbHOM afalTaliuy, IpoBe-
IeHMe SKCTUPIALMY MaTKM C NpuUAaTKaMy Ha IepBOM
3Tane ¥ MacKyJIMHU3UPYIOUIeil IIAaCTUKN HAPY>KHBIX re-
HUTaJNil Ha BTOpOM. [lasee NpoBefileHO CTallMOHapHOE
o6cnenosanue 8 OI'BY « HMMUII ITH um. B.I1. Cep6ckoro»
Munsppasa Poccun, B Xoie KOTOpOro He BBIABIEHO IPO-
TUBOIIOKAa3aHUN K CMeHe I10J1a.

IIpoBeseHa maciopTHasA CMeHa I10/1a, B OT/e/IeHUN H-
noxkpunHol ruHekonoruu PI'bY «HMMII snpoxpuHOIO-
TUM» BBIIOJIHEHA 9HJOCKONMYECKasA SKCTUPIALUA MaTKA
C mpuparkamy, 6e3 IOCTEONEePAIVIOHHBIX OCTOXXHEHMIL.
ITocne mpoBeleHHOrO BMeNIaTeNbCTBA MALMEHT BbIINCAH,
PeKOMEH/IOBaHa IOBTOPHAA TOCIMUTAIN3ALMA 11 BBIIION-
HeHMS MAaCKyIMHU3UPYIOLIEl ONepanuy Ha Hapy>XHBIX
TeHUTaNNAX.

B manbHelieM, TOMUMO MacCKy/IMHU3UPYIOLIeil OIle-
paunm, IIAHUPYETCA PORO/DKUTD HAO/IIOIeHNe TTaljMeH-
Ta /714 BBIABIEHM A M KOHTPOJIA OCTIOKHEHN I TUIIepTOHNM,

Jlyuerko A.C,, Poxurckas J1.A4., Kapesa M.A., benas XK E., Maearesa M1.C.

AVHAMVKIU BTOPUYHOI a/feHOMBI Ha/JIIOYeYHIKA I OL[€HKI
3¢ dekTUBHOCTI IeYeH M.

06¢cyxaeHne

HecMoTps Ha mmpoKoe pacpocTpaHeHye CKpMHIH-
TOBBIX IIPOTPaMM, B IMTEpaType BCTPEYAIOTCs OIN-
caHuA cay4aeB HosfHelt guarnoctuky BIKH u ne-
CBOEBPEMEHHOTI0 Havajia 1e4eHNs, KOTa NalMeHTKI
¢ xapuotumoM 46 XX omyianT cebs B MYXCKOM
nonte [7, 11]. B Takmx cuTyanusax Ha IOJIOBOE CaMO-
oIpeie/ieHIe, IOMMMO CaMOTO 3a00/IeBaHN, BIMSET
colMajpHasi, ceMeifHasi M penuruosHas cpepa [12],
U pellleHNe O BBIOOpe IO/Ia MMeeT MHOXECTBO IICH-
XOCOIMaIbHBIX IIOCTIEICTBUIN.

[Ipy poxpeHUM y Hallero mamyeHTa ObII ycTa-
HoBjeH guarHo3 BJIKH n ompepenen »KeHCKMit Mo
BocnuTanuA. Ilpu agexBaTHON perynAapHoOi 3aMe-
CTUTENBHON Tepanuy y pebeHKa TOMKHBI ObIIN OT-
CYTCTBOBAaTh CUMIITOMBI HapacTalolleil BUPUIN3a-
L[}, CBOEBPEMEHHO HACTYIIUTh IybepTaT, KOTOPbII
IIpoTeKas OBl B COOTBETCTBUM C SVATHO30M IO SKeH-
CKOMY TIONY, MMeJICsA Obl YIOBIETBOPUTENbHbIN KO-
HEYHBIN pocT. TakuM 06pa3oM, mpy TUIEePTOHMIE-
ckoit popme BIKH y neBouyek He HOKHO BOSHUKATD
HapyLIeHU]I IIOJOBOM caMoufeHTH(UKauuyu Ipu
CBOEBPEMEHHO YCTAHOBJIEHHOM [MarHose, paHHEM
Hayasle [JIIOKOKOPTUKOMIHON Tepally 1 a[JeKBaTHOM
pose. OTCyTCTBUE JOMKHONM MEAMIIMHCKON OMOLILI
BC/IE/ICTBME BHEIIHMX COIMA/JbHBIX MPUYMH MOXKET
IIPUBECTM K BBIPaXXEHHOJ BUPWMIN3ALUY B I€TCKOM
BO3pacTe, BbI3bIBaIOLIEll HapyIIeHMe [I0JI0BOJ CaMO-
npenTrdukanyy. Ham nmanmeHT B paHHEM JeTCTBe
OKAa3aJcsi HeNlerajbHbIM OeXeHIleM, 4YTO CJieIao
HEIOCTYITHOM MENMIMHCKYI0 IIOMOILb BIJIOTh IO
B3pocnoro Bospacta. [losgHee Havaso0 Tepanuy npu-
BEJIO K CMeHe ITaCIIOPTHOTrO 0J1a, IPOBEEHNIO Kale-
YalMX OIepaltii IO yJaleHNI0 300POBbIX OPraHOB

[No3nHee Hayano neveHvA I’MﬂepTOHVMECKO\;\ (bOprl BpOMD,eHHOIh ,ElVlCd)yHKLMl/I KOpPbl HaANOYe4YHNKOB 1 CMeHa MoJia Y B3pOC/IOro nauneHTa
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KoH$pnuKT nHrepecos

ABTOpPbI fieKNapupYIOT OT-
CyTCTBVE ABHbIX 1 NOTEH-
LyanbHbIX KOHGIMKTOB
NHTEPeCcoB, CBA3AHHbIX

¢ ny6nvKaumen HacTos-
Lien cTaTbu.
®uHaHcMpoBaHne
Pa6orta BbinonHeHa 6e3
npuBneYeHVs AONOHN-
TeNbHOro GprHaAHCMPOBa-
HVIA CO CTOPOHbI TPETbUX
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Late initiation of treatment for congenital
adrenal cortical hyperplasia and gender change

in an adult patient

A.S. Lutsenko' « L.Ya. Rozhinskaya' « M.A. Kareva' - Zh.E. Belaya' «

|.S. Maganeva'

Despite the implementation of screening pro-
grams for early diagnosis of congenital disorders,
both in the Russian Federation, as well as world-
wide, there are still cases of late diagnosis of con-
genital adrenal cortical hyperplasia (CAH), where
after long-standing virilization clinicians often
face the need of gender assignment, considering
not only the medical indications, but also the pa-
tient's self-identification. In this article, we present
a rare clinical case of patient with hypertonic type
of CAH diagnosed in adulthood. At birth, the pa-
tient had ambiguous genitalia; the diagnosis of
CAH was made, and the patient was assigned to
female gender. However, due to some social fac-
tors, the patient was not followed up and received
no treatment. The lack of treatment resulted in
progression of the virilization, disturbance of the
patient's gender self-identification (the female pa-
tient considered himself male), final short stature
and arterial hypertension. The patient attended
endocrinology clinic for the first time at the age
of 19. The diagnosis of hypertensive type of CAH
was based on clinical manifestation of the virile
syndrome combined with hyporeninemic arte-
rial hypertension, as well as the results of multis-
teroid blood analysis with identification of steroid
cortisol precursors and the results of the genetic
testing for CYP11B1 gene mutation. Administration

of glucocorticoid replacement therapy after the
late diagnosis of hypertonic type of CAH did not
resolve all of the patient's concerns. The disorder
of the gender self-identification in a female patient
resulted in the change of the passport gender to
the male one, with surgical correction in accor-
dance to the chosen gender and replacement an-
drogen therapy. Persistent arterial hypertension
required additional anti-hypertensive treatment.
This clinical case highlights that psychosocial, eth-
nic factors and religious factors should be taken
into consideration, as well as the multidisciplinary
involvement of endocrinologists, psychiatrists, an-
drologists and gynecologists is necessary for the
management of such patients.

Key words: congenital adrenal cortical hyperpla-
sia, adrenal gland, arterial hypertension, viriliza-
tion, 11beta-hydroxylase, transsexualism
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