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BBEOEHUE.CuvHapom He-lNpywn peakoe reHetnvyeckoe 3abonesaHume. Okono 1 us 50000 mnageHues | MATEPUANDBI U METOJJ,I:I [Mloa Hawnm AMHaMn4YecKMM HabnoageHnemMm Haxoaunacb nauveHtka M. BnepBble

poxaaeTtcsa ¢ geneuven 18qg. Tun HacnegoBaHUAA — ayTOCOMHO-A4OMUHAHTHbLIN, NMPU 3TOM ABe TpeTu obOpaTuBLUasACA B IHOOKPUHHOE oTAerieHMe B Bo3pacTe 2r 7mec. Poautenu pebeHka npu nepBMYHOM obpaLleHUun
criydyaeB MOHocoMUU 18p ABNAKOTCA pe3ynbTaTOM HOBOU MyTaLUW. npeabABANa XXanodbbl HA HU3KUN POCT, 3a4€PXKKY MOTOPHOrro pa3BUTUA C POXAOEHUSA, 3a0ePXKKY pevyeBOro pasBuTuUs.
[Mpu oueHke pmnanyeckoro pa3sBuTmuA Obiria BbisiIBZIeHa HU3KOPOCNOCTb: pocT 77 cMm SDS pocrTa: -3,97. Bec 9,5 kr. UMT =

16,3 kr\m2 SDS UMT: -0,57.
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PE3YJNIbTATbI. [[poBeaeHHOEe MONEKYNAPHO-reHeTU4YeCKoe uccregoBaHme BbISABUNO Aaeneunto KOpoTkoro nne4vya 18 xpomocomsbl (cuHapom e Npywin). Y oeBoYKM umenum mecto peHoTunmn4yeckue oCobeHHOCTU, XapaKkTepHble Ans
AAHHOro cCUHApPoOMaA: HenponopuuoHaribHOe TesioCrioXeHue 3a cHeT YKOPOYeHUs1 BepXHero cermMmeHTa Tena, WWMPOKUM BbICTyNakoLwWmMn nood, KOpPoTKaA wWwed ¢ WeUnHOU CKNaaKkoun, oTTomnbIPeHHble HU3KO NOCaXeHHble YU, NNOCKO-
BaribrycHasl yctaHoBKa ripaBsou ctonbl. KOCTHbIN BO3pacT Ha MOMEHT obOpalieHus coorBetcTBoBan 1,5 rogam. Tak Kak B coctaB cuHapoma [le 'pyw MoxeT BXOAUTb NMMNONUTYUTAPU3M U CBA3aHHbIU C HUM AedPULUUT ropMoHa
pocTa, ObIfI0 NnpoBeAeHO obcrneaoBaHMe ANA UCKIMKOYEHUA HeAOCTaTOYHOCTU ropMoOHOB runodusa. T4ce. - 13.94 nmonb\n (11,10-18,10), TTT - 4,23 mkME\mn (0,35-5,50), anekrtponutbl B npeaenax Hopmbl. UPP-1 Ob1n 6nunxe K
HUXHEeU rpaHuue Hopmbl - 40,4 Hr/mn (11-206). B cBA3KM ¢ 0COOEHHOCTLIO KITMHUYECKOU KapTUHbI Y pebeHKa U Hannm4ynem reHeTU4YeCKoro cCUHOgpoma, ans Kkoroporo xapakrepeH CTI-aedununT, Obina npoBegeHa tenemeguumMHcKas
KOHCYINnbTauusd, B Xxoae KOTOPou pebeHoK obin npurnaweH Ha rocnutanu3auuio B 'HLU P® ¢I'bY "HMULU aHpokpuHonorun™ Munsgpasa Poccuum ¢ uenbio nposeaeHus anarHoctuku CTI-gedumnumnrta n peweHus sonpoca o
npoBeAeHUN ropmMoHaribHou 3amectutenbHou Tepanuu. Npu noctynnedun B FrHU P® ®I'bY "HMWULU anaokpuHonorun” Munsgpasa Poccuun gesoudke M. 6b15no 2r 9 mec. PocTt 77 cMm SDS pocrTa: -3,97. lNo pe3ynbTatam
nabopatopHoro oocrieaoBaHusa Obiria BbisBNeHa rmnonMHCyrimvHeMm4yeckasa runornmkemMums (rnoKosa BeHo3Hou KpoBu 2,03 mmons/n, nicynuH < 0,2mkE/Mmn, C-nentupg < 0,162 Hr/mn), Ha poHEe KOTOPOU ObISNT HU3KUN YPOBEHDbL
comaTtoTponHoro ropmoHa (CTIN) — 2,37 Hr/mn. NpoBeaeHHoOe obcrneaoBaHue noaTBepAnno Hannyue nsonuposaHHoro CTI-gedpumunTta, xapakrepHoro ana cuigpoma fAe Npywu. fleBoyke M. Obina MHMUMMpPOBaHa Tepanus
ropMmoHoM pocTta B go3e 0,033mMr/kr/cyT, exxeqHeBHO, NOAKOXHO B BeyepHee Bpems. B Bo3pacTe 3r 4 mec Obifnia nOBTOPHAA rocnMtanu3auna B 3HOOKPUHHOEe oTAerieHusa And oueHKU 3apheKTUBHOCTU Tepanun 1 npu
HeoObXxoaMMOCTH KoppeKuumn Tepanmu. Ha dooHe npoBoanmMoun Tepanmm oTMe4yeHa NonoXxutenbHaa AMHaMUKa: pocT 85 cm, SDS pocTta -2,86. Takum obpa3zom, 3a 8 mecsiLeB Tepanuu AeBoYKa Bbipocna Ha 7 cM, SDS pocTa

yBenu4iuncsa Ha 0.59.
CuvHppom e Npywm peakoe reHeTuvyeckoe 3aborneBaHue. B pesynbTaTe Hawero KNMHUYeCKOro HadonoaeHus nosiy4yeH norioxXuTenbHbIN pocTocTUMynupyrowen adpdekt tepanmm ComMaToTpONUHOM NMPU HU3KOPOCIIOCTM,

ceAzaHHou ¢ CTI-gedpuuntom y pedbeHka c cnHapomom fe Npywn.

3AKNIOYEHUE. B paHHOM KNMHMU4YeCKOM crniyyae usonumposaHHoro CTI-gedoununta npun cuigpome e Npywun Habnoaaetca Bbicokasa 3P peKTMBHOCTb Tepanum ropMOHOM POCTaA, YTO ynyJlwlaeT KOHTAKTbl. PoMaHeHKO

POCTOBOM NPOrHO3 U Ka4eCcTBO XWU3HU pebeHKa B byayuieMm. E.C. 89823184953
NMepmsakoBa O.1O.
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