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BBeaeHnue

BpoxxzgenHasa pauchyHkuMs Kopbl HagmnodyeyHukoB (BJJKH) mnpencraBisier
COO0OM CeMeNCTBO ayTOCOMHO-PELIECCMBHBIX 3a00JIeBaHUK, KOTOpble HapyILIAlT
CTepoUioreHe3 Ha/INMOYeYHUKOB. JlepuunT Tpex crienupuieckux ¢epMeHTOB CBSI3aH
C BUpUWJIM3aLMEN JieTel xKeHCcKoro noJia [1]. B HacTosiee BpeMs BbigesieHo 7 popM
BJIKH: peakvii ¥ caMblid TSDKesIbIMd BapUaHT — JIMIOWAHAsA TUIEPIVIA3Us KOpbI
HaTIOYEYHUKOB (MyTalliM reHa, Koaupymwinero 6esok StAR); peakuil — aeduuur
20,22-necmonasbl (1loa-ruapokcuiiasbl); 0oJiee paclpoCTpaHEHHble — JeQUIUT
17a-ruapokcuiasbl/17,20-11asel, aeduuuT 3B-TUAPOKCUCTEPOUAAETHIPOreHA3bI;
camble 4actble - gebunut 21-ruapokcunasel, Aebunut 11B-ruapokcuiassl,
NepuunT okcuzopeykTasel [2]. Haubosee pacnpoctpanenHou npuunHor B/IKH Bo
BCEM MHpe, Ha KOTOPYH NpUxoAuTcs 6osiee 95% ciyyaeB, sBaseTcsd AepUIUT
21-ruapokcuiasel. Pe3ysbTaTbhl CKpUHMHITa 6,5 MWJIJIMOHOB HOBOPOXK/EHHBIX,
IpoLIeAIINX BO BCEM MUPE, MIOKa3bIBAlOT OOLIYI0 PacnpOCTPaHEHHOCTb MPUMEPHO
1 Ha 15000 >kMBOpPOXK/IEHHBIX [3].

Ienb uccaegoBanus

[IpencraButh KauMHWdeckud ciaydau BJIKH y peBoykn ¢ nepBUYHOU
aMeHopeel U HU3KOPOCJOCThIO.

MaTepuasibl U METOABbI UCC/IEA0BAHUS

M3ydyeHa kapTta amOyJlaTOpHOTO TNalMeHTa C  pe3yJbTaTaMHU
JJabopaTOpHbIX (OMOXMMHUYECKUN aHa/M3 KpOBH, ONpeJesieHhe KapHUOTHUIIa,
rOPMOHAJIbHbIM NPOQHUIb UIMTOBUAHOW >KeJsie3bl, HaJlIOYeYHUKOB, IMOJIOBbIX
TOPMOHOB) M UHCTpyMeHTaJbHbIX (Y3W opraHoB Masioro Tasa, IIMTOBUHOMN
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’Kesie3bl, HAJANOYEeYHUKOB; peHTreHorpapus kucty; MPT runodusa c
KOHTPACTUPOBAaHUEM) METO/IOB UCC/I€JOBAHUS.

Pe3ysibTaThl M UX 06CYKAEHUE

[lanpentka 17 JeT, o6paTuiaacb C KajJ0b6aMM Ha HapylleHHUE
MEHCTPYa/IbHOTO LIMKJ/Ia MU HU3KUM pocT. U3 aHaMHe3a 3a60/1eBaHUS YCTaHOBJIEHO,
4yTO B 15 JIeT OTCyTCTBUE BTOPUUYHBIX M0JIOBBIX IPU3HAKOB, HU3KOPOCJIOCTh. [Ipu
ob6csaenoBanuun: Y3U OMT - rumoreHe3usi MaTKM U SIMYHUKOB; JIaOOPATOPHO -
HU3KUe YPOBHMU M10J10BbIX TOpMOHOB. KapuoTtun 46XX. KoHcy/ibTUpOBaHa e TCKUM
TMHEKOJIOTOM — B JIEYeHHH I10JIy4aeT 3aMeCTUTE/IbHYI0 TOPMOHAJIbHYIO Tepaluio
3CTporeH/mporecTepoH. B aHaMHe3e KM3HU TEMIIbl POCTa pebeHKa HU3KHe, pOCT
namnbl — 160 cM, pocT MaMbl — 156 cM. O6'b€KTUBHBIN CTAaTyC HA MOMEHT OCMOTpaA:
TEJIOC/IOKEHUE IPOINOPLIMOHA/IbHOE, acTeHW4YecKoe. KoxkHble IOKpOBBI -
YI,0BJIETBOPUTEIBHON BJIAXKHOCTH. [[0AKOXKHO-)KUPOBOU CJIOW PAa3BUT YMEPEHHO.
[eMoguHaMyKa - He HapyuleHa. KMBOT MArkuid, 6e360s1e3HEHHBbIA. CTyJl
perysispHbid, odopmieHHbIA. [losloBoe pa3BuTHMEe 10 KEHCKOMY THUILY,
AxOMaOP1Me c 15 netr Ha ¢oHe 3aMeCTUTE/JIbHOW TOPMOHAJbLHOM Tepanuy,
NPOJOJLKUTENBHOCTBIO 1-2 fHA, ckyaHble. LlluToBUAHAA KeJjie3a He YBeJIUYEHa,
6e360sie3HeHHad. Poct - 146 cMm, «-2,68 SDS» o Bo3pacty, poct Ha 12 JseT, Bec -
34,0 kr, «-4,26 SDS» no Bo3pacty, UMT - 15,95, UMT SDS - «-2,59».

Ha MomeHT o6pamenusa: Y3W, pe3yibTaTbl YpOBHEH TOPMOHOB
IIMTOBUJHOM 3>KeJsie3bl OMNpele/IUIN (QYHKLIMIO 3YTUpPeo3 06e3 CTPYKTYPHbIX
HapyuieHud. B pauHamuke Y3UM OMT - runomiasuss MaTKM U SUYHUKOB
coxpaHsetrcsd. I[lpu o06cnef0BaHMM TOPMOHOB HAAINOYEYHUKOB OTMEYEHO
noBbilieHue ypoBHd 17-OH go 10,98 ur/ma (npu Hopme 0,33 - 2,64 Hr/ma),
AKTT -po 51,4 nr/ma (HopMma 0-46 nir/mJji). YpoBeHb MOJIOBBIX TOPMOHOB Ha
doHe Tepanuu sctporeH/nporectepoH: JII' - 2,15 MME/n (¢.¢. - 1,2-12,5), ®CT
- 4,59 MME/n (b.¢. - 3,2-15), nposaktuH - 85,4 MkME /M1 (HopMa), acTpaauon
- 39 (¢.¢. - 15-112). BeiaByeH HuU3kuM ypoBeHb UDPP-1 - 146 Hr/ma (HopMa
163-903 ur/mua). MPT runodusa - CTPpyKTypHBIX MU3MEHEHUU He BbISIBJIEHO.
Y3U Haano4YeyHUKOB I[I0OKa3blBaeT YMepeHHOe yBeJW4YeHUe HX pPa3MepoB,
CTPYKTypa HalI0YeYHUKOB HEOJHOPOJHAS.

[IpescTaBieHHBIA KIMHUYECKUU Cay4dad JAEeBOYKHU C HU3KOPOCJOCTBIO U
aMeHopeel Ha GOHe rUMNOIJIa3MU OPTaHOM MaJsIoro Tas3a, BblsBJeHHOU B 15 JseT,
TpeboBaJi0 IMIMPOKOr0 KOMILJIEKCHOTO 3HJOKPUHHOIrO 06ciaenoBaHUsl. Penkue
ciyqyau  B/JIKH  aBidTcA NpUYMHOUM aMeHOped. BBICOKMKA  ypOBeHb
17-rugpokcunporecTepoHa B CbIBOPOTKE KPOBU YOeJUTeIbHO CBU/IETE/ILCTBYET
0 JUarHose BpPOX/JEHHOW NaTOJIOTUM HaAno4eyHUkoB [4]. Ilo MHeHHUIO
OOJIBLIMHCTBA aBTOPOB [Jil JUAarHOCTUKU 3a00JieBaHUSA CjelyeT NMPUMEHSITh
npo6y c AKTT, npuyem, korpaa ucxoHbii ypoBeHb 17-OHP B kpoBU HaxoguTCs B
npezesiax 6-12 Hmosb/n [5]. B HameMm ciydae, ypoBenb 17-OH 6b11 paBeH
10,98 Hr/mJj, 4To 3KBUBaJeHTHO 27,4 HMOJIb/J WU SIBJSETCS MOBbIIIEHHBIM
nokasaresieM. Ha oCHOBaHWY 0O'b€KTUBHBIX JAHHBIX, pe3yJIbTaTOB aHAJIM30B U
JIMAaTHOCTUYECKUX MPOLEeAYyp V AeBOUKHK 17 JieT HaMHy NpeAnoJiarajics AuarHos
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BJIKH. /[lnsg pneTanbHOro NmOATBEPXK/JEHUS AWarHo3a M BepUPUKALUU POPMBbI
B/IKH Heo6xo11MM0 nIpoBeieHHe reHETHUYEeCKOT0 UCC/IeI0BaHUs.

3aK/loyeHue

[lo3gHAA [AUArHOCTUKA, HeCBOEBpeMeHHasd U HeKOppeKTHas Tepanusd
BJAKH npuBojdaT y AeBOYeK K HapylleHUAM pOCTa U MOJIOBOrO CO3pEeBaHUH,
6ecrnioauto. C npoo6siemoi B/IKH BcTpeuaroTcsl Bpauu HEOHATOJIOTH, eUaTpPHhI,
3HJIOKPUHOJIOTH, TUHEKOJIOTH, TeHeTUKU. PaHHAA ycTaHOoBKa auarHosa B/IKH
BO3MOXXHa OJsiarojiapsi MNpPOBEJEHHWI0 HEOHATAJbHOIO CKPUHHUHIA, UTO
npefoTBPATUT OTa/IeHHbIE HeOJIaroONpUsATHbIE NOCJIEeCTBUSA 3a00/1eBaHUS.
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