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BPOXAEHHAA ANCOYHKL A KOPbl HAANOYEYHUKOB, OBYCJIOBJIEHHAA

AEOULNTOM 11B8-TMAPOKCUNA3DbI: NO34HAA AUATHOCTUKA N CMEHA MNMOJIA
Y PEBEHKA ABYX JIET
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Oednunt 11B-rugpokcmnasbl — pegkoe 3aboneBaHre ¢ ayTOCOMHO-PELEeCCMBHBIM TUMOM HAaCIeA0BaHUA, 06YCNOBNEHHOE
HapyweHnem cTepougoreHesa B HafnoyeyHmKax B pesysbrate NaTtoreHHbix MyTaumin B reHe CYPT1B1. OCHOBHble KAWHU-
ueckne NPOABNEHVs ONpeaensTca eduUUTOM KOPTU30/a, rMneprnpoayKumein agpeHoOKOPTMKOTPOMHOrO ropMoHa, 13-
ObITOUHON CeKpeumeln aHaPOreHOB U HakonaeHem 11-04e0KCMKOPTUKOCTEPOHA, YTO MPUBOAUT K Pa3BUTMIO apTepPUanbHONM
runepTeHsun. B npouecce AMarHOCTUYECKOrO MOUCKA BaXKHO YUUTbIBATb STHUUYECKYIO NPUHAASIEXHOCTb NaLMeHTa, Tak Kak
yacToTa 3aboneBaHVA U PACNPOCTPAHEHHOCTb MyTaLUiA MMEIT 0COGEHHOCTY Cpeau OTAEbHbIX STHUYECKMX rpynn. B cTaTbe
NpeacTaBneH KNMHUYeCKnin cinydai geduumta 11B-rugpokcunasbl B pesysibTate KOMMNayHA-reTepo3nroTHbIX MyTaLuii B reHe
CYP11B1 y NaumeHTKM TIOPKCKOro NpoucxoxaeHus. Ha nprumepe gaHHOro HabnogeHns MOXHO NPOCeanTb KIMHUYeCcKne
NPOABMIEHNA N PA3BUTME OCNOXHEHWI Knaccuueckol dopmbl geduumnta 11B-ruapokcmnasbl, 3tanbl anddepeHumanbHoi
OVArHOCTVKMN NaLUUeHTOB ¢ fedbuuymtom 21-ruapoKcmnassl.

KJTKOYEBBIE CJIOBA: 8pox0eHHas oucgyHKyus Kopbl HadnodeuyHukos; 0epuyum 11B-2udpokcunasel; Mymayuu 2eHa CYP11B1; npexoespemer-
Hoe nosio8oe pazsumue.

CONGENITAL ADRENAL HYPERPLASIA DUETO 113-HYDROXYLASE DEFICIENCY: LATE
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11B-hydroxylase deficiency is a rare autosomal recessive disorder due to impaired steroidogenesis in the adrenal cortex
caused by pathogenic mutations in the CYP11B1 gene. The main clinical manifestations are determined by a deficiency of
cortisol, ACTH hyperproduction, excessive androgens secretion and the accumulation of 11-deoxycorticosterone, which
leads to the development of arterial hypertension. In the diagnostic search, it is important to take into account the ethnicity
of the patient, since the frequency of the disease and the prevalence of mutations differ between ethnic groups. The article
presents a clinical case of 113-hydroxylase deficiency as the result of compound heterozygous mutations in the CYP11B1
gene in a patient of Turkic origin. This case shows the clinical manifestations and the development of complications of
11B-hydroxylase deficiency, the stages of differential diagnosis of patients with 21-hydroxylase deficiency.

KEYWORDS: congenital adrenal hyperplasia; 11B-hydroxylase deficiency; CYP11B1 gene mutations; precocious puberty.

AKTYAJIbHOCTb

Deduuymnt 11B-rugpokcunassl — ofvH U3 BapUaAHTOB
HapyleHna CTepouporeHesa B HaAnoyeyHrKkax, oby-
CNOBJIEHHbIV MaToreHHbIMKM MyTaumamn B reHe CYPT1BI,
Kogupyolem oyHKUMIO JaHHOro depmeHTa. B pesynbTaTte
geduuymTta 113-rmgpoKcmnnasbl HapyllaeTca npeBpalle-
Hne 11-geokcnkopTtmsona B Koptnson u 11-geokcukop-
TNKocTepoHa (JOK) B KOPTUKOCTEPOH U anbgocTepoH [1].
370 obycnagnuBaeT feduLMT KOPTH30/a U TMNepnpoayK-
uno agpeHoKopTukoTponHoro ropmoHa (AKTT). Tmnep-
CTUMYNALMA HAAMoOYeUYHUKOB, B CBOIO Ouyepefb, NMpuBO-
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OUT K M3ObITOYHON CEKpeuun aHApPOreHOB, HAKOMIEHUIO
11-gpeokcukopTmn3lona 7] 11-0€0KCUKOPTUKOCTEPOHA
(11-00K), koTopbli ABNAETCA MUHEPANOKOPTUKOUAOM.
lmnepnpoaykuua 11-A0OK Bbi3blBaeT 3afep)KKy HaTpusa
B OpraHum3mMe 1 ABMAAETCA YaCTOM MPUUYUHOW apTepuasnb-
HOW runepTteH3un. Jeduuut 11B-rngpokcunassl HasbiBa-
0T TMNEePTOHUYECKOW GOPMON BPOXKAEHHON AnchYHKUUN
Kopbl HagnoyeuHukos (BOKH). B nocTHaTanbHOM nepuo-
[e apTepuanbHaa rmnepTeHsusa u rmnepHaTpuemMms, Kak
npaBunio, He ONpPeaenalTCca U3-3a TPAH3UTOPHOW pe3u-
CTEHTHOCTWN HOBOPOXKAEHHbIX 1 JeTell paHHero Bo3pacTta
K MUHepanokopTukougam [2, 3]. MoxeT onpegenaTbcsa
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NOBbILWEHHbIN ypoBeHb 17-OH-nporectepoHa, npegnono-
XUTENbHO, Kak pe3ynbTaT nogasneHna 21-rugpokcmnassl
npu BbICOKOM ypoBHe 11-geokcnkoptursona [4]. OcobeH-
HOCTW eTell paHHero Bo3pacta oOycnoBnMBaT TPYLHO-
ctn guddepeHumnanbHol amarHoctukn 11B-rugpokcm-
nasbl 1 geduunta 21-rugpokcunasel. NpegctaBneHHoe
HaMn HabnogeHre OTpa)aeT KIUHUYECKYI CUTyauuto
no3fHen AWArHOCTUKU runeptoHmyeckon ¢opmbl BOKH
W 3Tanbl AUArHOCTMYECKOro Nouncka.

OMUCAHUE CNYYAA

Poputenn pebeHKa BrepBble 06paTUIMCL 38 MEAULNH-
CKOW MOMOLLbIO B BO3pacTe 2 fieT 4 Mec C anobamu Ha oT-
CYTCTBUE ANYEK B MOLIOHKE, PaHHee OBOJNIOCEHME JTIOOKOBOM
06nacTu, yrpeByto cbirnb. /13 aHaMHe3a CTano M3BeCTHO, YTO
pebeHOK poannca OT HEPOACTBEHHOro Hpaka poawuTenei-
asepbangxaHLeB, OT BTOpol 6epeMeHHOCTH, MPOTEKaBLUEN
¢dusronornyecku. NepsBas 6epeMeHHOCTb 3aKOHUMACh PO-
XKOeHneM 340pOBOro MasbyrKa.

PebeHoK poanncs OHOLWEHHbIM C pOocToM 50 cM 1 mMac-
cou 3050 r, non nNpu poXaeHUn onpeneneH Kak My»CKOW,
obpallano Ha cebs BHMMaHME TONbKO OTCYTCTBUE fAMYEK
B MOLLOHKe. B Bo3pacTe 1 roga mama 3aMeTuna Hanvuuune egu-
HUYHBIX CBET/IbIX BOIOC Ha NTIOOKe 1 yBeNnMyeHre nosoBoro
uneHa, NOABJIEHNE YTPEBON CbiMY Ha CMUHE, rPyanN 1 Bepx-
HUX KOHEeYHOCTSX; C 1,5 roga — 6YpHbIN POCT 1 NOTEMHEHNKE
BOJIOC Ha JIOOKe, rmnepnurMeHTaLmio MOLOHKN. B Bo3pacTe
2 neT pebeHOK 6bls1 OCMOTPEH YPOJIOrOoM MO MPUYKHE OTCYT-
CTBUA ANYEK B MOLUOHKE M HarnpaBneH Ha obcnefoBaHue
B IeTCKOE SHAOKPUHOJIOrNYECKOe OTAeNeHMe.

Mpu nepBUYHOM OCMOTpe B Bo3pacTe 2 nieT 4 mec 06-
HapyXeHbl YCKOpPEHHble TeMmmnbl POCTa, POCT COCTaBAAN
96 cm, SDS pocta = +2,35 npu rapMOHUYHOM PpU3MYECKOM
pasButumn: Macca — 15 kr, UMT — 16,3 kr/m?, SDS UMT=-0,3;
runepnurMmeHTauma Koxku, yrpeBasa Cbifb Ha nuvue, rpyau,
BEPXHUX KOHEYHOCTAX; XOpoLlee pa3BUTUE MblLLL, BEPXHETO
nyieyeBoro nosca, KoHeyHocten. ObpaLlany Ha cebsa BHUMa-
HMe 0COBEHHOCTU NoBeaeHUs pebeHKa: 6ecnoKoNCTBO, pas-
OPaKNTENbHOCTb, arpeCcCUBHOCTb, OOHOC/IOXHble OTBETbI
Ha Bonpocbl. Hn3kuin Tem6p ronoca. AptepuanbHoe faBne-
Hue 85/50 MM PT.CT.,, YTO COOTBETCTBOBAIO 50-My nepLeHTu-
10 OTHOCMTENbHO NoKa3aTtenen GpuU3nyeckoro pasBuTus.

HapyxHble MonoBble oOpraHbl WUMeNN MaCKYJIMHHOE
CTpPOEHME 1 COOTBETCTBOBANM 5-I1 CTEMEeHU BMpUAn3aLUn
no lpagepy, NurmeHTMpoBaHbl. ToHaabl Mpy Manbnaunm
He onpegenannce. Pa3sutue 106KOBOro OBONIOCEHUS COOT-
BETCTBOBAsO cTagum P, no knaccndukaumm TaHHepa.

O6cnepnoBaHre pebeHka 6blIO HAYATO C KAPUOTMNUPO-
BaHMA 1 onpefeneHna KOCTHOro Bo3pacTta. YCTaHOBIEH Ka-
pviotnn 46,XX. KOCTHbIN BO3pacT COOTBETCTBOBaN 9 rogam,
TO eCTb onepexan NacnopTHbIM Ha 6,5 roga. MNpu ynbrpas-
BYKOBOM MCCNEfOBAaHMM Masioro Tasa Obina BY3yanmsnpo-
BaHa MaTtka 14x9,7x10 mm ¢ wenkowm 15,5 mm v Bnaranu-
e, pacmMpeHHOe 3a CYET aHIXOreHHOro COAEePXKMMOrO.
CneBa OT MaTKu BU3Yyanu3rpoBaHO 06pa3oBaHme o6bemMom
0,66 cm®, HEOOHOPOZHOE MO CTPYKTYPE 3a CYET aHIXOreH-
HbIX BKJTIOUYEHWI 1 JIOKaJbHbIX YY4acTKoB Gprnbpo3a, KoTopoe
ObIIO pacLeHEHO Kak AnYHuK. Mpu Y3U HapgnoyeuyHukoB
06beMHbIX 00pa30BaHMI HE OBHaAPYKEHO.

ByvpunbHbIN CMHAPOM y OEBOYKW C POXAEHUA, Bbl-
pa)keHHOe onepekeHne KOCTHOro Bo3pacTa Mo3BOAWUAN
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npeanonoXxutb Hanuume BIOKH, BeposATHee Bcero, 06-
ycnoBneHHoe feduumtom 21-rupgpokcunassl. Ona nog-
TBEPXAEHUS fuarHo3a 6b1y10 NpoBeeHO FOPMOHasibHOe
obcnefoBaHue, onpefesieHbl: MOBbIWEHHbI YPOBEHb
17-OH-nporectepoHa — 45,1 Hmonb/n (0,27-6,1);
BbICOKME MNOKa3aTenum TecTtoctepoHa — 10 Hmonb/n
(0,1-1,0) m AKTIT — 705 nr/mn (4,0-46,0). Noka3aTe-
N 3NEeKTPOJINTOB B CbIBOPOTKE KPOBM COOTBETCTBOBA-
NN HOPMANbHBLIM 3HaYeHUAM: Kanum — 4,47 mmonb/n,
HaTpun — 139,4 mmonb/n. YpoBeHb NPAMOro peHnHa —
1,32 MKkME/mn (2,8-39,9).

Ha ocHoBaHuM npoBepeHHOro 06cnefoBaHWs YCTaHOB-
neH anarHo3: «BpoxaeHHas auchyHKLMS KOpbl HaANoYeYHu)-
KOB, BUpWibHas popmax. Pogutensam npefoctasieHa MHGop-
Mauua 06 umetolemca 3ab0N1eBaHMM 1 MPOrHO3e Pa3BUTUS
pebeHKa, 0 HeOOXOAUMOCTM MPOBEAEHUS 3aMEeCTUTESIbHON
FOPMOHA/IbHON Tepanmu 1 LenecoobpasHOCTU BOCMUTAHNA
pebeHKa B XeHCKOM rpagaHckom none. Hauata 3amectu-
TesflbHasA TepanuA [IOKOKOPTMKOMAAMN (rMBPOKOPTU3OH)
B CyTOYHOW fo3e 15 Mr/M?, pa3geneHHoON Ha 3 npremMa B Teve-
Hue cyToK. B Bo3pacTe 2 net 10 Mmec npoBefieHa fJOKYMeHTab-
Has CMeHa rpaXJaHCKoro nona, pebeHoK 3aperncTprmpoBaH
B >K€HCKOM none; B 2 roga 11 mec B KNMHWKe JeTCKOW Xnpyp-
run CapatoBckoro I'MY npoBefeH 1-i1 3Tan pemmnHU3MpYio-
el NAacTUKU HapY>KHbIX NOJIOBbIX OPraHoB.

NoBbiweHHbIN ypoBeHb 17-OH-nporectepoHa B coyeTa-
HUWM C KNVHWYECKOW KapTMHOW 3aboneBaHus ABMINCL OC-
HOBaHMEM A1 MOJIEKYNAPHO-TEHETUYECKON AMArHOCTUKN
Ha yacTble MmyTauumu reHa CYP21A2 c uenbio NnoaTBepKAeHUA
fedvymta 21-rugpokcrnasbl — Hambonee YyactToro BapuaH-
Ta BUPWIbHOTO CMHApPOMa Y fieBoyek. OfHaKo npu nposefe-
HUW annenb-cneynduyeckon NonMMepasHoOn LenHOM peak-
uunm (MUP) Ha 12 ToueyHbIx MyTauun B reHe CYP21A2 yacTble
MyTauuy He O6HApPYXeHbl.

Mpogonxanocb HabnogeHne 3a pebeHKOM Ha ¢oHe
nposejeHna 3amecTuTenbHom Tepanuu. B pesynbra-
Te JleYeHUA T[NIOKOKOPTMKOMAAMU CHU3UIUCL MOKa3a-
Tenn 17-OH-nporectepoHa — 25,1 Hmonb/n (0,27-6,1)
n TectoctepoHa — 2,35 Hmonb/n (0,1-1,0). OgHako Knu-
HUYECKM He YAaBanoChb AOCTUYb XOPOLUeN KOMNeHcaunm:
COXPAHANNCb TUNEPNUrMEHTALMA, TMPCYTM3M, TOOKOBOE
OBOJIOCEHME, YCKOPEHHble Temnbl pocta — 8 cm/rog,
nporpeccupoBaHme KOCTHOro Bo3pacTa. YUmTbiBad Knu-
Huuyecky KaptuHy BJKH c Bbipa)keHHOW aHApoOreHmsa-
uuen npu ymepeHHom nosbiweHumn 17-OH-nporectepoHa,
OTCYTCTBME MUHEPANIOKOPTUKOMAHON He[OCTaTOYHOCTU
N HU3KKE NOoKa3aTenum peHrHa naasmbl, a Takxke OTCYTCTBUE
YyacTbix MyTauuii B reHe CYP21A2, 6b1n0 NPUHATO pelleHne
0 HEeobxoaMMOCTM AMArHoCTMKU aeduumnta 11B-rugpok-
cunasbl. pu cekBeHupoBaHum reHa CYPT1B1 BbiABNEHDI
2 reTepo3uroTHble MyTauum: c.896T>Cp.L.299P n c.370delG
p.H125TfsX8. YctaHoBneH pgeduunt 11B-rupgpokcmnassl,
obycnaBnuBaLWKii pa3BUTe TMNEPTOHNYECKon Gopmbl
BOKH.

C 5,5 roga noABmnacb TEHAEHUMA K NOBbILLEHWNIO apTepu-
anbHoro pasneHuaA: 110/60-120/80 MM pT.CT., UTO COOTBET-
cTtBoBano 90-95 nepueHTUII0 OTHOCUTENbHO MoKasaTenen
¢dusnyeckoro pas3sutma. K sToMmy BpemeHu feBovka nmena
pocT 116 cm, SDS +1,3, maccy Tena 19 kr, UMT 14 kr/m?2 KocT-
HbI BO3pacT cooTBeTcTBOBan 11 rogam. Josa rugpokoptu-
30Ha Ha MOMEHT 0CMOTpa cocTaBuna 13 mr/m? 1 6bina ysenu-
yeHa o 15,6 mr/m%/cyT.
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B 7,5 ropa rocnutanusnpoBaHa C }anobamu Ha yBenu-
YeHne MOJIOYHbIX Xefle3, KOTOPOe MaTb OTMeYasa Ha npo-
TAXEHUN nocsiegHero roga. lNosaBneHmne xenesmcTtonm TKa-
HU B 0ONACTM MOJIOUHbIX Kefe3 OTMeyvanocb Ha ¢oHe
COXPaHALWMXCA NPOABNEHNA TMNEPaHAPOreHnn N Npo-
rpeccMpoBaHuA KOCTHOro BospacTta. Poct 132 cm, SDS po-
cTa +1,83, ckopocTb pocTa 8,2 cM/rof, KOCTHbIN BO3pacT
cooTBeTcTBOBan 12 rogam, ¢opmyna mnosioBoro pasBu-
T — Ma,P.. BbisBnieHO nporpeccmposaHme aptepuanib-
HoM runepteHsnn — 125/80-130/80 mm prt.cT. poss-
neHns [ekomneHcauum Obuiv CBA3aHbI C HapyLEHWEM
pexuma npriema rmapoKopTU30Ha B TeUEHMe NOoCNefHero
mMecsaua. Mpu ropmoHanbHOM 06CNENOBAHUN: TECTOCTE-
poH — 6,1 Hmonb/n, 17-OH-nporectepoH — 36,5 HMonb/n,
noTenHnsnpylowmin ropmon (JIN — 0,36 mEa/mn, donnu-
Kynoctumynupyowmii ropmoH (OCr) — 1,13 mEa/mn. Yuu-
TbiBaA KAMHUYECKME MNPOABMNEHMA NpPeXAeBPEMEHHOIO
NONOBOrO Pa3BMTMA NPY 3HAYUTENBHOM MPOrpPeccnpoBa-
HUN KOCTHOro BO3pacTa, bbia npoBegeHa npoba C aHa-
JIOTOM TOHAAOTPOMNUH-PUNNINHI-TOPMOHA. Makcrmanb-
HbI BbIGpOC JII uepes 4 u nocne BBegeHus MHPI coctaBun
22 mEg/mn, ®CI — 17,8 mEp/mn. Pe3ynbratbl Npobbl COOT-
BETCTBOBAJIN FOHAAOTPONMH3aBNCUMOMY NPEKAEeBPEMEH-
HOMY NOJIOBOMY Pa3BUTUIO.

MNpoBeneHa KoppeKumA MIOKOKOPTUKOUAHON Tepanuu,
Ha3HauyeH rMapOKOPTU30H K3 pacyeTa 20 Mr/m? oTperynu-
pOBaH pexum npuema npenaparta. Ha ¢oHe npoBoaUMOro
NeYeHna ymeHbLWnacb yrpeBas Cbifb, HOPManM30Banochb
All, cHM3uNCA ypoBeHb TecToCcTepoHa Ao 1,9 Hmonb/n.
C uenblo KynvpoBaHMA CUMMTOMOB MpPEeXAEeBPEMEHHOIO
NOJIOBOrO Pa3BUTUA, MpeaynpexaeHnsa NporpeccMpoBaHms
KOCTHOrO BO3pacTa HayaTo fieyeHue andepenvHom 3,75 mr
1 pa3 B 28 gHewn.

OBCYXXAEHUE

BIKH, obycnoBneHHas peduuyutom 11B-rugpokcuna-
3bl, OTHOCUTCA K OopdaHHbIM 3aboneBaHnam — 1:100 000-
1:200 000 HOBOPOXAEHHbIX U COCTaBNAET OKOO 5% cpean
Bcex BapuaHtoB BJIKH B eBponernckon nonynauyuu [4].
NcknioueHne coCTaBnAOT OTAeNbHble STHUYECKUe rpyn-
nbl.  Hambonbwylo  pacnpocTpaHeHHOCTb  geduuunta
11B-rngpoKcunasbl MMeeT NONynsuusa MAapPOKKAHCKMX eB-
pees, xusywux B M3paune, 1:5000-1:7000 HoBOpOXAEH-
HbiX [5]. Bbicokasi yactoTa 3aboneBaHuA BbisiBNIEHa cpeau
HapoAoB TIOPKCKOro npouvicxoxgeHuns (13,5% cpegun Bcex
¢dopm BIKH), K KOTOpbIM OTHOCATCA U a3epbanaxaHupbl [6].

3aboneBaHue HacnegyeTcss Mo ayTOCOMHO-peLeccuB-
Homy Tuny. [Ina deHoTunuuyeckon peanusauum geduunta
11B-rngpoKcunassel  Heo6XoAMMO HannuMe TFOMO3UrOT-
HOW MM 2 KOMNayHA-reTepo3nroTHbIXx myTtauun. MyTauma
€.896T>C L299P, o6HapyxeHHas y Hallero nauuneHTa, ABna-
eTcA Hambornee yacTon myTauueii B reHe CYPT1B1 B Typeu-
Kom nonynauuwu [7].

MNpencrtaBneHHasa nauMeHTKa uWMeNa Khaccuyeckne
KNUHUYeckue nposasneHnsa aeduuymta 11B-rugpokcunassi:
CcoyeTaHue runepaHApPoOreHMn 1 apTepuanbHON runep-
TeH3uUn, Kotopasa MaHndecTMpoBana B Bo3pacTte 5,5 roaa.
Ha atane nepBuyHOro obcnefoBaHns y EBOYKN OTMeYa-
NUCb HOPMaJibHble MOoKasaTenu apTepranbHOro AaBneHuns
W KIVMHUKO-TOPMOHalbHble MposABieHMA 3aboneBaHus,
cxofHble ¢ fepuunTom 21-rugpoKCunasbl: BUPUIbHbIA CUH-

MNpo6nembl s3HAOKpUHONornn 2021;67(5):53-57

doi: https://doi.org/10.14341/probl12749

Mpo6nembl sHAOKpUHONorun / Problems of Endocrinology | 55

OPOM, ornepexeHne KOCTHOro BO3pacTa, BbICOKNI YPOBEHb
TECTOCTEPOHA U MOBbIWEHHbIN ypoBeHb 17-OH-nporecte-
poHa B CbIBOPOTKe KpoBu. [Mpu npoBegeHUn monekynsap-
HO-reHeTMYyeckoro ob6cnefoBaHNA METOAOM ansiefib-crneL-
ndunyeckon MNMLP vacTbie myTauum B reHe CYP21A2 He 6binin
ob6Hapy»eHbl. [1ns ncknoyeHns geduumta 21-rugpokcmna-
3bl TPpebOBaNoOCb NpoBefeHne MONHOTO CEKBEHMPOBAHUSA
reHa CYP21A2. OgHaKo HM3KMe 3HAYEeHNA PEHMHA Mna3mbl
Npv BbICOKOM YPOBHe TectocTepoHa u AKTI no3sonwnu 3a-
nogo3puTb runepToHnyeckyio ¢opmy BIKH, obycnosneH-
Hyto geduuutom 11f3-rugpokcrnassl [10]. lopmMoOHanbHbIM
MapKepoM [aHHOrO COCTOAHMUA ABNAETCA onpepeneHne
11-0€30KCUKOPTMKOCTEPOHA B CbIBOPOTKE KpoBu [8-10],
YTO He ObINIo CAenaHo Mo NpPUUYUHE TPYAHOW JOCTYMHOCTM
JaHHOro nabopaTopHOro ucciegoBaHma. Takum obpasom,
HU3KMIA YPOBEHb PEHMHA Ma3mbl MPU BbICOKOM YPOB-
He AKTI n oTcyTcTBMe yacTbix MyTaumin B reHe CYP21A2
onpepenvnn rnokasaHua oA MONeKynApHO-reHeTUYeCcKo-
ro obcneposaHus Ha geduumt 11B-rmgpokcmnassl. Mpu
cekBeHupoBaHuu reHa CYPT1B1 6binu BbisiBNEHBI 2 reTepo-
3UroTHble MyTaLMmn: MUCCEHC-MyTauma — c.896T>C p.L299P
1 geneuus HyKneoTnaa, NpuBoAALLan K CABUTY PaMKU CUK-
TbIBAaHUA U BO3HWMKHOBEHMIO CTOM-KopoHa -c.370delG p.
H125TfsX8. YctaHoeneH geduunt 11B-rugpokcunasbl. OT-
CYTCTBUE apTepuanbHON runepTeH3nn y pebeHka paHHero
BO3pacTa MOXHO OOBACHNTb TPAH3UTOPHOW PE3UCTEHTHO-
CTbi0 K MUHepanokopTukongam [2].

Mwuccenc-myTauyua c.896T>C p.L299P Bnepsbie 6Hbina
onucaHa B 2005 r. y manbuuka 2,5 roga, ypoxeHua Npaka,
He nonyyaBLIero neyeHVe U UMEILWEero Knaccnyeckue
nposeneHna BupunbHoli ¢opmbl BAKH, Bbicokmin AKTI
N yMEepPEeHHO NoBbiWeHHbIN YypoBeHb 17-OH-nporectepo-
Ha — 8,5 Hmonb/n [11]. Mpwn n3yyeHun aBTopammu L299P
MyTaumm in vitro 6bIO NMOKAa3aHO CHUXeHue pepmeHTa-
TMBHOW aKTUBHOCTU 11B-rugpokcunasoel go 1,2+0,9%.
Oeneuun CYPT1B1 TakKe NpUBOAUNN K TAXKeNON noTtepe
akTMBHOCTU 11B-rugpokcunasbl. Mo paHHbIM  Mexay-
HapogHoro KoHcopuuyma pegkux CTepougHbix 3a6o-
neBaHW, NpeacTaBMBLUEro pesynbTaTbl FEHETUYECKOro
obcnepgoBaHus 108 nauneHToB ¢ gepuumtom 113-rngpok-
cvnasbl M aHanM3 reHoTUN-GeHOTUMMYECKUX Koppens-
umn, mytauma L299P npmBoAnT K BbIPaKeHHOMY CHUKe-
HUIO CTabUNBHOCTU GepMeHTa U ABNAETCA NPEANKTOPOM
Knaccmyeckon ¢opmbl 3ab60N1eBaHUA C TAXKENBIMU KIWHM-
yecknmm npoasneHuamm [9].

B Hawem cnyvyae nepBuMYHas AMarHoOCTMKa Obina mpo-
BefjeHa pebeHKy B Bo3pacTe 2,5 roga. MNo3gHee Hauano
Tepanun 1 HefoCTaTOYHasA KOMIMJIAeHTHOCTb poauTenen
npuBenn K ObICTPOMY OMEPEXEHUI0 KOCTHOTO BO3pacTa,
paHHEeMy NOABMIEHMNIO BTOPUYHbIX MOMIOBbIX NPU3HaAKOB. [nA
KYNnMpoBaHUA MPOABNEHNA UCTUHHOIO MpeXAeBpPeMEeHHO-
ro rMosoBOro pas3BuTMsA B Bo3pacTe 7 neT notpeboBanocb
Ha3HauyeHWe aHanora roHagoTPOMUH-PUIM3UHI-TOPMOHa.
MpoaBneHNAMN JeKOMMEHCALMN N HEJOCTAaTOYHON 3bdek-
TUBHOCTU NIeYeHNs TaKKe SIBUWINCb PaHHAA MaHudecTaums
N NpOrpeccnpoBaHne apTepranbHON rMNepPTEH3NUN.

3AKJIIOMEHUE
Takum o6pasom, Hanmume y Hallero nauueHTa Kom-

NayHO-reTepo3nroTHbIX  MyTauun (MrcceHc-myTaumn
L299P n myTaumm CO CABUTOM PamMK/ CYUTbIBAHUA) B reHe
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CYP11B1 cooTBeTCTBYeT KNacCUYECKON KNUHUYECKON Kap-
TUHE C NOSIHBbIMU KNUHMYECKUMUN NpoAaBieHuamu. MNo3gHan
NoCTaHOBKa AMarHo3a u HeCBOeBpeMeHHOoe Havano Tepa-
nNUu NpMBENM K paHHeMy pa3BUTUIO apTepuranbHON runep-
TEH3MU 1 OCJIOKHEHUN B BUJE BbIPaXXEHHOro onepexeHus
KOCTHOrO BO3pacTa, UCTUHHOIO NpexaeBpeMeHHOro nosno-
BOro pasBuUTuA.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHukn ¢puHaHcnpoBaHua. MonekynapHo-reHeTuyeckmne ncce-
[l0BaHNA 6blIM NpoBeAeHbl B labopaTopun OTAENEHNA Hacne[CTBEHHbIX
sHpokpuHonatun ®IrbY «<HMUL, sHpokpuHonorum» npu ¢rHaHCOBON noa-
nepxke QoHfa nogaepxku u passutua dunantponun «KAD» B pamkax
HauunoHanbHoW 61aroTBOPUTENIbHOM NMPOrPaMmbl MOMOLLM AETAM C SHAO-
KPVHHbIMU 3a6oneBaHnaMN «Anbda-IHAo».

KoHGnUKT mHTepecoB. ABTOpPbI AEKNapupYOT OTCYTCTBUE ABHbIX
1 NOTeHLMaNbHbIX KOHGNMKTOB MHTEPECOB, CBA3AHHbIX C COAepKaHueM
HaCTOALLEN CTaTbL.

KNUHUYECKIMI CNYYAW

Yyactue aBTopoB. Paiiropoackas H.l0. — c6op v aHanus matepuana,
HanucaHwe TekcTa ctatbu; HoBrkosa E.IN.— aHann3 matepmana, onvucaHme
KNuHnYeckoro cnyvas; bonotoea H.B. — aHanu3 maTtepuana, co3paHue
KOHLeNUUN N3NOXeHWA, pefakTMpoBaHue TekcTa ctaTtby; Kapesa M.A. —
aHanu3 maTtepuiana, aHanv3 AaHHbIX JMTepaTypbl, NMOArOTOBKa pasfena
«ObcyxpeHue»; Tonbnakos A.H. — aHann3 matepuana, BbiNOJIHEHUE Te-
HeTUYeCKNX NCCNefoBaHmNii, OPMUPOBaHME FeHETNYECKOrO 3aKJTIoUeHMs,
pepakTMpoBaHue TeKcTa cTaTbu; Hukonaesa H.A. — c6op u cnctemaTsa-
LMA KNVHUYeCKOro maTtepuana, cbop n aHanus nutepatypbl. Bce aBTopbl
BHEC/ 3HauUMMblii BKNaA B MPOBefeHNe UCCIeAOoBaHNA U MOArOTOBKY
CTaTby, Npounv 1 ofobpuny GprHanbHY Bepcuio CTaTbh nepen ny6nu-
Kauuen. Bce aBTopbl 0go6punu GpriHanbHy0 Bepcrto CTaTby nepes nyonau-
KaLen, Bbpa3uan cornacme HeCTu OTBETCTBEHHOCTb 3a BCE acreKTbl pa-
60Tbl, MOApPa3yMeBaloLLylo Hafexallee n3yyeHune 1 pelleHne Bonpocos,
CBA3aHHbIX C TOYHOCTbIO UJIM AOBPOCOBECTHOCTBIO JIOOM YacTn paboThl.

Cornacne nauymeHrta. Matb pebeHka AOOPOBONILHO Moanucana VH-
dopmmpoBaHHOe cornacue Ha Nyb6nnKaLumio NepcoHanbHON MeULIMHCKOW
HPopmMaLmn B 0be3nmueHHo popme B KypHane «[pobnembl SHAOKPUHO-

nornm».
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