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Cungpom MOH1: anarHocTtu4yeckun nyThb y nauumeHTa ¢ HectaHgapTHOM MaHUdecTaumeun 3adboneBaHuA

MATEPWATIbI U METOObl: OnucaHue KINUMHUYECKOro criyyasi HectaHaapTHou maHudectauum cuHapoma M3H 1.

BBELNEHUE.

ANT : ANT

Obpa3oBaHNA OKOMOLLUTOBUOHBIX XKefe3 cTaHOBATCA nepBbiM nposasneHnem MOH-1 y bonee 4yem 85% naumneHTtoB. Manndectaumsa MOH-1 ¢ {perms el A tpions L

onyxonu rmnodusa BbigBNATCA NPUMepPHO Y 20% naumeHToB, B TO BpeMS Kak Ans MHCYNMHOMBI 9TOT Nnoka3aTtenb cocTaBnsaeT He bonee 10 %.
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[TaumeHTKa J1. ¢ 15 net cTpagana peungmBmpyrolen s3BeHHOWU B6one3Hbo 12-NnepCcTHOM KNLWKK, B Bo3pacTe 30 NeT ctanu BO3HUKATb aNM3oabl
rMnorrnMkeMmnmn, AuarHoCTUpoOoBaHa MHCYNMHOMA. B cneumann3anpoBaHHbIX CTaLMOHap XeHLWMHe bblna BbINONMHEHA SHYKNeaumnss obpa3oBaHuS
rONoOBKW Noa)XenyaodHou xenesbl. B TedeHne nocnenytowmx 19 net y naymeHTKM coxXpaHanoch yaoBneTBOpUTENbHOE caMOYyBCTBME, K BpadaM He
obpallanacs.
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YxyaLweHne coctosaHua ctana otmedatb ¢ 2015 roga (B Bo3pacTte 53 neT), korga Havanm BO3HMKAaTb aNn304bl NOTEPU CO3HAHUS BCNeacTBue
rmnornmkemun. Mo pesynsratam MPT ¢ KoHTpacTupoBaHuem Obinn BU3yann3mpoBaHbl TPU 00 beMHbIX 00pa3oBaHNA NOAXKENYyA04YHOMN XKene3bl U
BriepBble 0OHapyXeHO oOpa3oBaHMe NPaBoOro Hagno4Ye4yHunka. B cBsA3n ¢ peunanBOM MHCYNIMHOMBbI B TOM XXe rogy npov3seaeHa noBTOpHas
SHYKIeauus onyxonemn nogxxenyaodHom xeneabl. 10 gaHHbIM MOPAdONIOrM4ecKoro nccrnegoBaHnst onepaLyuoHHOro Matepuarna guarHocTMpoBaHb|
HEeMpPO3HOOKPMHHbIE HEONMa3un noaXxenyaodHom xenesbl Grade 1.
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B 2021 r. B BO3pacTe 59 net y XeHLWwmnHbl BNepBblie AnarHoCTMpPOBaH NepBUYHbLIU rMnepnapaTupeos, B nocriegytowem nogreepxaeHHsin B PIrbY
«HMWLU anpgokpuHonorumn» Munsgpasa Poccuu: T1TT 329,1 nr/mn (15-65), anbbyMunH-cKOppeKTUpoBaHHbIN Kanbuun 2,81 mmonb/n (2.15-2.55),
runepkanbunypua 13,9 mmones/cyT (2,5-8). [Npn KoMnnekCHoOW oueHKe TaXXecTu 3aboreBaHns BbIsiIBFYIeEH OCTEONnopo3 J1y4eBOU KOCTU CO
CHMXEHNEM MUHEPaAribHOM NOTHOCTU KOCTU A0 - 4.7 SD no T-kputepuio , 3po3uUBHbIN racTpoayoaeHUT 1 33odarut .[1pn Tonnyeckon

anarHocTtuke (Y3WU, MCKT c B/B KoHTpacTtupoBaHuem, TAb co cmbiBoM Ha 11T, cumHTUrpadoumn ¢ OPIKT-KT) BusyannsmposaHbl o6pa3oBaHUsA ' - o ¥4 : "'~. £ 4 MukpoadeHoMa aurnoghu3sa
npaBbIX (BEPXHEN, HWXKHEWU, MHTPATUPEOUOHON) N NIeBOU BepXHen OKONoLWMNTOBUAHDbIX Xerne3. B xoae ganbHenwen AnarHoCTUKA Y NauueHTKu - ek N w

Takke BbIABNEHbI: MUKpOagaeHoMa aaeHorunodusa, oopasosaHume SIV nevyeHun, Hanbornee cCooTBETCTBYOLLEE HEMPOIHOOKPUHHOW OMYXOSu, ¥ P, A 2t F 20w Q |

KNWCTO3HOE oOpa3oBaHMe nepeaHero cpeaoCTeHUs, MHOXEeCTBEHHbIE 0Opa30BaHUA FONMTIOBKM U XBOCTAa NOAXEeNyAO4YHOU Xerne3bl, ) 5 Q " - X

obpasoBaHMe NpaBoro Hagno4e4yHnka 6e3 focToBepHOU roOPpMOHaNbHOU aKTUBHOCTMN.

Obpa3zoeaHue rpasoa2o Haorno4YyeyHuUKa
B cBA3K C MHOXXECTBEHHbIM MOpPaXeHUeM 3HOOKPUHHbIX XXernea3 npoBeAeHo reHeTUYECKOE nccrneaoBaHne, NOATBEPKAEHO HaN4YmMe MmyTaumm reHa

MENI1 - B 10 3k30He 0OHapyXeHa 3ameHa ¢.1417G>T B reTepo3nroTHOM COCTOSIHUM.

3AKJITIOYEHMUE.

[Tpn nevyeHnn monodbiX NaumeHToB ¢ HEMPOIHAOKPUHHBLIMU OMNyXOoNeBbIMM 0Opa3oBaHNAMU pa3nMYHOU NloKanusaunm TpebyeTcs UCKYeHne HacneacTBEHHOrO Xxapakrepa 3aboneBaHud, B YacTHOCTU, cuHagpoma MOH1. [laHHbIN KNMHUYeCKui
crydyan HecTtaHgapTHoM MaHudbectaumm cuHgpoma MOH1 geMOHCTPUpPYET BaKHOCTb MPOSABNEHUA HACTOPOXEHHOCTU B OTHOLLEHUWN HAceACTBEHHOW NATONOMMMU U NPOBEOEHUA CBOEBPEMEHHOW pacLUMPEHHOU NTabopaToOpHO-NHCTPYMEHTANBLHON
ONarHoCTUKN N MONEKYNAPHO-reHeTUYEeCKOro aHanmaa
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KOH®EPEHLINA NO OHKOSHAOKPUHOJIOTMA U AYTOUMMYHHbBIM
JHAOKPUHOJIOTMYECKUM 3ABOJIEBAHUAM
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