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N NEYEHUIO

HukoneHko [.C., KypoBa l0.A., AganumoBa H.C.

HayuHble pykoBoauTenu: AOKTOpP MeA. HayK, npod.
J1.M. Ky3eHKoBa, KaHA. Me. HayK E.B. YBaknHa

HaunoHanbHbIN MeQULMHCKUIA UCCrenoBaTeNbCKUN LEHTP
3gopoBbs geten Munsgpasa Poccmmn, Mockea, Poccus

KnioueBble cnoBa: demu; MUOMOHUYecKas ducmpogusi
1-20 muna; duacHocmuka; fieyeHue

AKTyaqabHOCTh. MuoToHn4eckast auctpodus 1-ro tuma
(DM, 6onesns IllTeitHepra) — pacnpocTpaHEHHAS MbIIICUHAS
JTHCTPOdUS, XapaKTePU3yOIAsicsi KOMIUIEKCOM HEBPOJIOTMUECKHUX,
KapANOJIOTHYECKHUX U PECITUPATOPHBIX HapyIleHui. Panuss ana-
THOCTHKA U JUHAMHYECKOe HAOMIOICHUE CHIXKAIOT PUCK BHE3AII-
HOH cMepTd U uHBanuau3anuu. Ilesb: mpencTaBUTh COBPEMEH-
HBIE JJaHHBIE O NAaTOreHe3e, KIMHUYECKOH KapTUHE, JUarHOCTH-
ke u BeneHun DM1.

PesyabraTbl. DM1 o0ycnosnena skcnancueit CTG-moBro-
poB B 3'-HeTpaHcaupyemon obnactu rena DMPK (dystrophia
myotonica protein kinase) 1 PHK-onocpenoBanHoO#i TOKCHYHO-
ctbio (cBszbiBanne CUG-PHK ¢ 6enxom MBNL u cruaiic-nuc-
pErynanus MHOXECTBA F€HOB), YTO OOBSCHAET MYJIbTUCUCTEM-
HOCTH (heHOTHNA. Bemyiie nposBIeHNs: MUOTOHUS/ TUCTAIIbHAS
c1abocTh, KaTtapakTa, yJUIMHeHne uHTepBaia PR u AV-010kaibl,
€1a00CTh ABIXAaTEIBHBIX MBI U CHHAPOM OOCTPYKTHBHOTO aIl-
HO5 cHa (COAC), GhyHKINOHATBHbIE HAPYLIEHHUS JKeJIYI0YHO-KH-
HIEYHOI'0 TPAKTa, HHCYIMHOPE3UCTEHTHOCTh U MATOJIOIHS IUTO-
BUJHOM Kene3bl, KOTHUTUBHBIE U IIOBEJEHYECKHE HAPYLICHUS.
BonbHEIM ¢ DM1 HEo0X0quMO MYJIBTHAMCIHUIUTMHAPHOE COIIPO-
BOXK/ICHUE, BKITIOYAIOIIEee KApAHOKOHTPOJb C PACCMOTPEHHEM TIPO-
(PUITAKTHYECKOTO TEKTPOKAPAMOCTUMYIIATOPA IPH HAPYIICHUIX
IPOBOJAMMOCTH WM apUTMUSX; IPOPUIAKTHKA PECIIUPATOPHBIX
ocnoxHeHuil u neuenne COAC; peaOunuranys 1 HyTpUTUBHAS
noasiepxkKa. [y KynupoBaHUsS CHMITOMOB MHOTOHHH JOKa3aHa
s dexTHBHOCTh MeKcHIIeTHHA NP 00s13aTtenbHOM DK -MOHHUTO-
punre. TapreTHble OAXOABI (AHTHCMBICIIOBEIE OJIMTOHYKJIEOTH-
b, CITAaHC-MOXYNISITOPBI) HAXOAATCS Ha PaHHUX dTarax KIMHU-
YECKUX UCIIBITAHUH.

3axmouenne. DM1 — PHK-onocpenoBanHas MyJIbTUCH-
CTeMHasl JUCTPO(USI ¢ BEICOKMM PUCKOM CEPIEUHO-COCYIUCTBIX
HapymeHni. ONTUMANBHOM cTparerueil Ui yMEHbIICHUS YHcia
OCJIOKHEHUH SIBJISIOTCS PaHHSSI ANarHOCTHKA, CHMIITOMATHIECKast
Tepanus U MyJIbTUANCIUILIMHAPHEIA oaxox. [TlepcrieKTuBs cBs-
3aHBI C Pa3BUTHEM TapreTHON Tepanum.



