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PAcnpocmpaneHHbix

Heupoguobpomamosz I-muna — o00wo u3 Hauboiee

cpeou  peoKux HacieoCmeEeHHbIX
HetPOKONCHBIX 3a0071e8aHULL, cmpeyaloujeecs 8 NONYIayul

KEYWORDS ¢ wacmamou 1:2000-3000 nosopoxcoennvix. Coenacho
Hetipogubpomamos I-muna, demozpagpuueckum  noxKazamensim, 6  Pecnybnuke
cKellemHule oucniasuu, V3bexucman, 20e esxcecoonas poxicoaemocms cocmasisem
8POHCOCHHDLU ncesooapmpos oxono 900.000 oemeti, npocHo3upyemoe 4YUCIO HOBbIX
20JICHU, CKOJIUO3, PaHHss cayuues HO1 oocmueaem 295-300 demeii 6 200.

ouaznocmuka, 2er NF'1

Lenp uccaexoBaHuA: M3yduTb CTPYKTYpPy U 4YACTOTY cHenuPUUYECKUX KOCTHBIX
JebopMaliMy y NalMeHTOB ¢ HelpodrubpomaTo3oM 1ro Tuma /jisi paHHeH [UAarHOCTUKU U
IPOTrHO3UPOBAHUSA TSXKEJbIX CKeJIeTHBIX OCJO0XKHEHWH B COBPEMEHHON KJIMHUYECKOU
NPaKTUKU Y30€eKUCTaH.

['en NF1 aBasieTc 0o4HUM U3 OCHOBHBIX T€HOB CYIIPECCOPOB OIYX0J1€BOr'0 POCTa AJis
TKaHel opraHusMa. [Ipu nospexzaenun reHa NF1 B ogHOM u3 xpomocoM 17-u mapsl,
YTOYHMUJIA 3KCNEPT, TOJbKO NOJIOBHMHA CUHTE3MPYyeMOro HeMpopUOPOMHHA CTAHOBUTCS
fiepeKTHOU. B pe3sysibTaTe oTMevyaeTCsl CMellleHHe paBHOBECUS POCTa KJie TOK B CTOPOHY
npoaudepanuu. OJHAKO OCTABLIMNCS HEMOBPEX/JEHHbIM aJslJieJibHbIK (HaxoAsIIMicA B
napHoi xpomocoMme) reH NF1 ele npojosmkaeT CUHTE3 HOPMaJIbHOTO HeMpoPpUOPOMHHA.
Torpa BO3HMKAWT JA06pOKayeCTBEHHble HOBOOOpa3oBaHUA. K KOXHBIM MNpPOSBIEHUAM
H®1 oTHOCATCA runepnUrMeHTUPOBAaHHbIE MATHA LiBeTa «Kode C MOJIOKOM», NMATHA IO
TUIy BEeCHYLIEK B TPyAbO); K
opTa/IbMOJIOTUYECKUM NpPU3HAKAM -IJIMOMbl 3PUTEJIbHOIO HEPBa, KOTOpPble C POCTOM

HETHUIIMYHbLIX MeCTax (HO,ILMbIU_IKI/I, nax, I1mozn

MOTYT MNPUBECTH K HapYyUIeHUsM 3peHHus BIUIOTb /0 CJeNoTbl, U y3eJakd Jluia
(ramapTOMBbI paZly>kHOM 060JI0UKH ).

CkeneTHble aHOMauK: KocTHbie gedopmanuu BoisABasATCA ¥ 10-25% nanueHToB €
H®1 u yacTo ABJASIOTCS epPBbIM KJIMHUYECKUM MapKepoM 3a60JieBaHUs.

[IceBnoapTpo3: BpoxAeHHBIN JIOXKHBIM CyCTaB rojieHU BcTpedaeTcs Y 5% 60JIbHBIX
H®1, npu aTom 0 84% Bcex ciydaeB MceB0apTpo3a y AeTel acCOLMUPOBAHbI UMEHHO C
HellpoprUOpPOMATO30M.

[lnekcudopmHubie HelpopHUOpPOMBI: JlaHHBIEe onyxXoJsu obHapyxuBawTcsd y 30-50%
NalLUEeHTOB; B IOJIOBHHE CJy4yaeB OHU BbI3bIBAIOT CEpbe3Hble OCJO0XXHEHWS, BKJIOYas
JleCTPYKIIUIO IpUJIerawlileil KOCTHON TKaHHU.
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Juarnoctuka: C 2021 rosa B KJIMHAYECKYIO IPAKTUKY BHeJ[peHa TapreTHas Tepalnus,
YTO /JieJlaeT PAHHIOK MOJIEKYJISPHO-TeHEeTUYeCKyl0 JAUarHoctuky (metosn MLPA)
KPUTHUYECKH BaXKHOU JIJ11 COXpaHEHUSI MOOMJIbBHOCTHU NMalUeHTa.

BeiBoa: CBoeBpeMeHHBIM MOHHUTOPUHI COCTOSHMS KOCTHOM CHUCTEMBbl Yy JeTed C
nATHaMU «Kode C MOJIOKOM» MO03BOJIIET NPefOTBPAaTUTh NATOJIOTUYECKHE IepeoMbl U
MHBaJINM3aLUI0, 06ecrnieyrBas 60Jiee 61aronpusaTHbIN IPOrHO3 KayecTBa »KU3HHU.
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