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3““[]“']“""3“ ﬂdeﬂHET“Hﬂ: CJ'Iy‘-IaI7I CeMeunHoro N30JTINPOBAHHOIO ,EI,erI/ILI,I/ITa [TTIOKOPTUKONAOB Y OAEBOYHKW
JIOCTUXXEHUSA U NepcneKTUBbI et ot oy AN 21w e BB
BBEOEHUE. CemenHbIn usonupoBaHHbIN gedunumnt rnrokokoptukonaos (CUAIN) — opgHa u3 peakux _ 18g,°, ", R R BT
cdoopm nepBUYHOUN HAANOYEYHUKOBOU HEOQOCTAaTOYHOCTH, NpoaBnAaoLlasaca aedpmumtTom KoOpTru3ora npw "t MATEPUANDbI U METOObI. [leBo4Ka ¢ naonmpoBaHHbIM AedULUTOM rNMIOKOPTUKONAOB, aCCOLUNPOBaAHHbLIM C
COXpaHHON MUHepanokopTukougHon chyHkumn. KnuHnyeckme cMmntTomMbl 3adboneBaHns NPOABAAIOTCS natonorvmeu reHa MC2R.

rMNOrNMUKeMUYeCKMMMU COCTOSAHUAMMW, YacCcTbiIMU WHMEKUNOHHbIMM 3a00rfieBaHNSMMU B [OETCKOM
BO3pacte W runepnurMeHTauMen KOXM WU CnU3nUCTbiX. BBuay Hepepkoro npeobGrnagaHusa
Hecneuundu4eCKUX CUMNTOMOB, AMAarHOCTUKaA CMHAOpPOMA 4alle BCero npoucxoauTtT HeCBOEBPEMEHHO.
YacToTa BCTpeyaeMOCTU OaHHONoO cuHApomMa He onpepeneHa. fABNAACb reHeTUYeCKU reteporeHHbIM
3aboneBaHuem, npeumywiecteseHHo npu CUI' sbiaBnaoTca agedekTbl B reHax MC2R, MRAP.

PE3YJNIbTATbI. eBo4yka O., 2016 r.p., ¢ nepBOro roga pocria ¢ onepexeHumem no pocty (B 1 rog SDS pocTta +2.82), CMYrnon OKpacKOU KOXHbIX MOKpPoBOB. [lepeHeceHHble 3aboneBaHusA. BHeOONbHMYHAA NMPaBOCTOPOHHSAS
nHeBMoHuA, OPBU po 3-4 pa3 B roa, BeTpsAAHasA ocna, raCTpo3aHTepuT. HacneactBeHHOCTb MO 3HAOKPUHHOM NATONIOMMU. caxapHbIN auabeT 2 Tvna y nanbl, OpaT No NIMHUM OTUA — N3ObLITOK Beca, BbICOKMN POCT, ABOOPOAHbLIE
OpaTbA NO NMMHUM MaMbl BbICOKOro pocta. Mama (no HauMoOHaNbLHOCTU YyBaLllKa, CMyrias Koxa) poct 165cm. lNana (no HauMoHaNbLHOCTU PYCCKUU) pOoCcT 176 cM.

BnepBble runornmkeMm4yecKkoe COoCTosiHMe y AeBOYKU ObINIO BO3HUKNO B Bo3pacTte 2 neTt 4 mec., korga Ha (hboHe OCTpOro pecnupatopHoro saboneBaHusi oTMe4YeHa pe3Kasa cnaboctb U 3acpmkcmpoBaHa runornukemusa 1,84
MMOJb/N, KynupoBaHHasA BBeAeHMEM rmnioKo3bl. [MoOBTOpHbIE 3aNU30A4bl MNMMNOrNMIMKeMUYEeCKUX COCTOAHUN CTanu oTMevaTtbCa 4Yepe3 2 roga Ha poHe ocTpbiX 3adboneBsaHun. aHBapb 2021r. (1,68MMonb/n Ha ooOHe raCTpPoO3HTEpPUTA);
man 2021r. (rnukemua 2,3 mmonb/n Ha choHe BeTpsAHOU ocnbl); mapT 2022 ropga (rnmukemua 0,5 mmonb/n Ha ¢poHe racTpoaHTepuTa). BnepBble OCMOTpPEeHa AETCKUM 3HAOOKPUHONorom B Bo3pacTte 4 r./ mec. OTKNMOHEeHUU B
ropMmoHaribHoOM npodurne He BbisiBrIeHO (Man 2021 roaa). kopTu3on B npepenax pedepeHCHbIX 3Ha4YeHUU, ypoBeHb TPOMHbIX FOPMOHOB rmnodusa B npeaenax pedepeHCHbIX 3Ha4Y€eHUN, YPOBEHb NMUKUPOBAHHOIoO reMmornobuHa B
Hopme - 4,9%. buonoruyecknn BO3pacT NO pe3yrnbTaTaM pPeHTreHorpammbl KUCTeN PyK paBeH 6 rogam. Yepe3 1 rog (mapt 2022r.) peBodyka obcnepoBaHa noBTOpPHO. Bo3pacTt 5 netr 6 mec. NMpu ocMmoTpe cCoCTOsSHME
yooBrietBoputenbHoe. [leBoYKa rmnepcTteHUYeCcKoro TesrioCrioXXeHusl, KpynHble 4YepThbl NMua, «KpynHbie» nagoHu U cTonbl, BbiCOKOro pocrta (129 cm, 3,51 SDS), Bec no pocty (28 kr, UMT 16,83 krim2, 0,91 SDS). NoaKkoXxHoO-
XUpPOBas Krnet4yaTKa pa3BuTa paBHOMEpHO, AocTaTo4yHO. KOXHble MOKPOBbLI CMYIFION OKPACKNM C OpPOH30BbLIM OTTEHKOM, NOAYEPKHYTOCTb €CTECTBEHHbLIX CKMaaoK, rMnepnurMeHTaums KOJIeHOK, JIOKTen. Typrop TKaHewn
domnsuonorunvyecknn. OtekoB HeT. CepaeyHble TOHbI SICHble, pyuTM npaBunbHbin. YHCC 94 B MuH Al - 90/50 mm pT.cT. LUnToBMAaHas xxene3a. 0 cteneHn, MArkou KoHcucteHuuu. NonoBoe pas3ButTue:. Tanner |, N0 XXeHCKOMY TUny.

ObcnepoBaHa. BbissBneHbl HU3KUe noKasaTenu rnmkemMun Ha poHe ocTporo 3aboneBaHus. rmukemusa 0,5 mmonb/n - 2,74 mmonb/n — 4,22 mMmonb/n. OTCyTCTBME 3NEKTPOSIMTHbLIX HapyLweHun. HopmMmanbHble YPOBHU MHCYINUHA (4,9
MmKMe/mn), rmuknpoBaHHoOro remornoouHa (4,52%). OI'TT. rmmkemuna Hatowak — 4,32 mmMmonb/n, rmukeMus 4yepes 2 4yaca nocne Harpy3km — 3,95 mmonsb/n. lNpun ropmoHanbHOM uccnegosaHun. koptuson 0,0 mkr/gn, AKTIT — 6onee
476,0 nr/mn, 17-OH - 0,1 Hr/mn, penuH 103,7 MKME/mn; anbpoctepoH 67,6 nr/mn, CTI- 0,005 Hr/mn. MNpu ynbTpasByKOBOM oOcnegoBaHUu naTtonorum He BbISIBIIeEHO. buonornyeckmm Bo3pacTt no pesynbTtaTamM PeHTreHorpamMmmbl
KUCTen pykK paBeH 7/ rogam. [leBoyke BbiCcTaBneH gnarHo3: E27.1 NepBn4yHaa xpoHn4yeckasa (n3onmpoBaHHaa rmoOKOPTUKOMAHAA) HaanovYe4YHMKoBas HegoctaTo4yHoCcTb. Con.. E 34.4 BbICOKOPOCNOCTbL KOHCTUTYLMOHArNbHas.

MHnummpoBaHa 3amMmecTutTenbHaa Tepanusa TabneTupoBaHHbIM NpenapaTtoM rmapokopTuioHa (Kopted). Ha dpboHe Havyana npuema KOTOpOro oTMe4YeHa OoCTpad anrieprmyeckas peakuus B Buge nosiByieHUA BblPpaXeHHOro oTeka
ryd, 4to nocnyxuno NoBOoAOM AN CMeHbl rnpenaparta 3aMecTUTeNbHOU Tepanun Ha NPeaHU3ONIOH B 3KBUBaNeHTHou po3e. [1eBoyka obcnepoBaHa Ha 6a3ze NTHU P® ®I'bY «HMULU anpokpuHonormn» MuHspgpaBa Poccuu,
npoBeAeHO MOJIEKYNSAPHO-reHeTu4YecKoe uccriegaoBaHuve. lNoaresepxaeHa cemenHas rrIOKOKOPTUKOUAOHAA HeOooCTaTOYHOCTb | Tuna, natonorma reHa MC2R. Ha dhoHe npoBoguMoun TepanmMm COCTOAAHUE AEBOYKU CTabunbHoe.

JANn3onoB runornmKkeMmmn He oTMe4arnochb, B Te4eHue roga npudaska B pocte 3 cMm (AMHamuka pocta ¢ 3,1 SDS go 2,16 SDS), KynupoBaHa riokanbHas rmneprnmrmeHTauma KOXHbIX NOKPOBOB.
KOHTAKTDI.

Ko3apeHko Bepa

3AKINIOYEHUE. Takum oOpa3om, npeacTtaBNEeHHbIN KIMMHUYECKUN criyyan HarnsagHo WNCTpUpyeT TPYAHOCTU AOAMArHOCTUKU peakoro HacneactBeHHoro cuHapoma. Tak, B HaweM cnydae,| | [ eHHagbeBHa, K.M.H.,
NMUrMeHTaunsa KOXW, BbICOKOPOCHOCTb NepBOHa4vYaribHO ObIfIM COOTHECEeHbl C KOHCTUTYLUMUOHANbHbLIMNU OCOOEHHOCTAMU pebeHKa. MnornMkemMmn4yeckme COCTOSHUA OTMeYariMCb TOJIbLKO Ha (PoHe| | 3aMeCcTUTENb rMaBHOIo Bpaya
OCTpbIX 3aboneBaHMU, BHE KOTOPbLIX cCaMO4YyBCTBUEe pebeHKa Obino yaoBnetBopuTenbHbIM. OTCyTCTBME U3MEHEHUU ropMoHanbHoro npodwuna npu nepBuvYHOM obcnenoBaHUM OEBOYKU He| | NO OETCTBY, OETCKUU

| NO3BOSIUNO YCTAaHOBUTb OKOH4YaTeNIbHbIN ANarHo3 B boriee paHHeM Bo3pacte. OnncaHme nauMeHToOB C CeMeNHbIM U3OJIMPOBaHHbLIM AeULUNTOM FIIOKOKOPTUKOUAOB, BKO4YaloLwee MONeKynapHo-| | aHaookpmHonor bY XMAO-

! reHeTUYeCKyl0 ANArHOCTUKY, NMpeAcTaBnseT GonblUOM MHTEepec ANA WM3YyYeHUS ITOoro peakoro 3aboneBaHWUsi, HECBOEBPEMEHHOCTb OMWAarHOCTUKM KOTOPOro MoOXeT NpuBoAuTb K TsxkenbiMm| | KOrpbl «HedTetoraHckas

nocneacTBUAM OJ1S1 340POBbSA U XKU3HU NMaLMUeHTa. OKPY>XHas KNMMHNn4YecKast
oonbHMUa nmeHun B.N.
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