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MaTtrowkuHa A.C., AbovweBa E.A., buouk E.E
OIbY «HMNLU sHaookpuHonorun» MuHsgpasa Poccuu

CvHugpom MOH1: guarHocTnyecKkmu nyThb y naumeHTa ¢ HectaHgapTHOU MmaHudecTaumen 3aboneBaHusA

MATEPUATIbI U METOAbl: OnucaHne KNUHNYECKOro criyyasa HectaHaapTHOU maHudecTaumm cuHgpoma MOH 1.

BBELNEHUE.

Obpa3oBaHNA OKOMNOLLMTOBUAHBLIX Xene3 cCTaHOBATCA nepBbiM npossrneHnem M3OH-1 y bonee yem 85% nauneHtoB. MaHndectaumna MOH-1 ¢
onyxonu runogunaa BoigBnsatoTca npumMepHo y 20% naymeHToB, B TO BPEMSA KaK ANsl MHCYINTMHOMbI 3TOT NokasaTernb cocTaBnseT He boree 10 %.

PE3YIIbTATDI.

[TaumeHTKa J1. ¢ 15 neT cTpagana peungmempyrolen 3BeHHoOU bonesHblo 12-nepcTHom KNLWkK, B Bo3pacte 30 neT ctanu BO3HUKATbL aNM3oabl
rmnornnMkeMmnmn, guarHocTUupoBaHa MHCYNMHOMA. B cneunann3anpoBaHHbIM CTaLMOHap XeHLWMHe bblna BbINONHEHA SHYKNeaumnsa obpa3oBaHus
rofioBKWN Noa)Xenyao4yHou xeneabl. B TeveHne nocnenytowimx 19 net y naumMeHTKMU coXpaHAnoch yaoBNeTBOPUTENBHOE CaMOYyBCTBUE, K Bpadam He
obpaLlanacs.

YxyaweHue coctoaHua ctana otMmedatb ¢ 2015 roga (B Bo3pacTe 53 MneT), korga Havyanu Bo3HUKaTb ann3odbl NoTePU CO3HaHUA BCrneacTemne
runornukemun. o pesynetatam MPT ¢ KOHTpacTupoBaHMeM ObIfi BU3yann3npoBaHbl TPU 00 bEeMHbIX 00pa3oBaHUA NOAXKENYyAOYHOU XKere3bl U
BnepBbie 0OHapyXeHO obpa3oBaHUe NpaBoro Hagno4vevyHuka. B cBA3n ¢ peunamBoOM UHCYIIMHOMbI B TOM XKe roay npounsBeaeHa noBTopHas
9HYKNeauuna onyxonen noaxenygovyHou xeneabl. ['1o gaHHEIM MOPJONOrMyeckoro nccrieqoBaHmnsa onepaymMoHHOro matepuana gmarHocTupoBaHsbl
HEWPOIHOOKPUHHBLIE Heonnasnn noaxenyngovHon xenessl Grade 1.

B 2021 r. B BO3pacTe 59 net y XeHLWwmnHbl BNepBbie AnarHoCTMpOBaH NepBUYHbIU rMnepnapaTupeos, B nocreaytowem nogreepxaeHHsit B PIbY
«HMWU sHaokpuHonorun» Munsgpasa Poccuun: ITI 329,1 nr/mn (15-65), anbOyMnH-ckoppekTnpoBaHHbIN Kanbuun 2,81 mmone/n (2.15-2.55),
runepkanbunypua 13,9 mmons/cyT (2,5-8). [Npn KOMNMeKCHOW OUeHKe TAXXeCTu 3aborieBaHns BbIsIBFZIEH OCTEONOpPoO3 J1y4eBOU KOCTU CO
CHMXEHNEM MUHEpParibHOM NNOTHOCTU KOCTU A0 - 4.7 SD no T-kputepuio , 3po3uUBHbLIN racTpoayoaeHUT 1 33odarut .[1pn Tonnyeckon
anarHoctuke (Y3, MCKT c B/B KoHTpacTupoBaHmem, TAb co cmbiBom Ha T, cunHTurpadomnm ¢ OP3KT-KT) BusyannsmposaHbl 0o0pa3oBaHUSA
npaBbIX (BEpXHEWN, HUXKHEWU, MHTPATUPEOUOHON) N NIeBOU BepXHen OKONoLWMTOBUAHDbIX Xerne3. B xoae ganbHenwen AMarHoCTUKN Y naumueHTKu
TakXe BbIsIBfIEHbI: MUKpOageHoMa ageHormnodgusa, oopasosaHume SIV neyeHun, Hanboree COOTBETCTBYOLLEE HENPOIHOOKPUHHOM OMyXOsu,
KNCTO3HOE Obpa3oBaHMe nepeaHero cpenocTteHus, MHOXXeCTBEHHbIE 0Opa3oBaHUA rosIOBKU M XBOCTA NOOXKeNyAOYHOM XKene3bl,
obOpa3oBaHMe NpaBoro HaanovYe4yHnka 6e3 JOCToBEPHOW rOpMOHaribHOU aKTUBHOCTM.

B cBA3K C MHOXXECTBEHHbLIM MopaXXeHnem 3HAOKPUHHbIX XKernes npoBeaeHO reHeTUYeCcKoe nccneaoBaHne, NoATBEPKOAEHO HaNM4Yue MytTauum reHa
MEN1 - B 10 3k30He oOHapyxeHa 3ameHa ¢.1417G>T B reTepo3nUroTHOM COCTOSAHUM.

3AKITIOMEHMUE.

[Tpn nevyeHmnn monodbiX NaumeHToB ¢ HEMPOIHAOKPUHHBIMU ONyXOoNneBbIMM 0Opa3oBaHNAMU pa3nMYHOW foKanusaunum TpebyeTcs UCKIoYeHne
HacreacTBeHHOro xapakrepa 3aboneBaHus, B YacTHOCTU, cuHapoma M3OH1. [laHHbIN KNUHUYECKUI criydan HecTaHaapTHOM MaHuUdbecTauun
cuHgpoma MOH1 geMOHCTPUpYeT BaXHOCTb NPOABIIEHNSA HACTOPOXEHHOCTMN B OTHOLLEHUN HAcneaCTBEHHOW NaTonorMm U NpoBeaeHuns
CBOEBPEMEHHOW pacLUMPEHHOWN NTabopaTOPHO-UHCTPYMEHTANIbHON ANArHOCTUKU U MOSTEKYNAPHO-TEHETUYECKOro aHanmsa
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KOHTAKTDI.

OTaeneHne NaTtosiormm OKONOLWMTOBUOHBIX XKene3s
N HapyLleHUN M1nHepanbHOro oomeHa
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MukpoadeHoma aurnogu3sa

Obpa3sosaHue rnpasoz2o
Haoro4YeyHukKa




