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Beejienne. [Mporpeccupyromue MBILIEYHBIC
quctpoun  (IIM]]) — KIMHMYECKH H TEHETHYECKH
TeTeporeHHas IpyIma HacaelCTREHHRIX 3aboreRaHui,
XapakTepHu3yrolasics NEpBHYHbLIM MOpaKeHHEM
CKeNeTHOM MyCKyNaTyphl He BOCTIATMTEILHOIO XapakTepa
[1]. IlepBoe xmmmmueckoe omucanwe IIMJI caeman Ch.
Bell 81830 romy. Duchenne de Boulogne r1849 r. U
Meryon B 1851 r. Ha ocHOBaHMH pe3yJIbTaTOB ayTONCHA
W MHKPOCKOITMM CKEJIETHBIX MBIIIL, CIIMHHOIO MO3ra H
nepudepuIecKHx HEPBOB ToKa3alm TOJTHYIO
COXPaHHOCTB HEPBHOM CHCTEMBI y Takux 00bHBIX. [2].

Ha panHBli MOMEHT WMCHONB3YETCAd pasIHuHbLIE
cucreMatuk [IM]J], B OCHOBY KOTOPBIX HOJOKEHBI
paznuymg  TororpadHH MBIIEYHOrO TMOpakeHus, THNA

HachuelnoRaHWd H T.JA. B 3aBHCHMOCTH  OT
NPeUMYIIECTBEHHOI Tonorpaduu MBIIIEYHOTO
[HOPAXEHUA BBIACTIOT: [OACHO-KOHCYHOCTHBIC, JIMILE-
ToIe9e-IonaTo4HeIe, JHCTAIBHEBIC, H OKYIo-

(apunreansaeie (GopMel. Bee 9TH rpymmibl  BKIOYANOT
HeCKOJIbKO IeHeTHIECKHX BapHAHTOB, /Ui GONBIIMHCTBA
W3 KOTOPBIX MISHTH(HMIMPOBAHBI TeHBI W ONpeJIeNeHb
JIOKAA3AIIHs ¥ (PYHKLUH X GeTKOBBIX MPOIYKTOB [3].
Ilens HacTosmero 0630pa — AaTh TPE/ICTABICHHE O
COCTOSHMM HAayYHBIX pa3spaboTok M OTMETHTh

30

OCHOBHBIE JIOCTHAKEHHA B W3YYE€HWM KIHHUKM |
HCIONB30BaHAH METOJIOB MONEKYIAPHO-TEHETHIECKOTO
aHaJIW3a MPOrPECCHPYIONIHX MBIIEYHbIX THCTPODHH.

OcoGeHHOCTH KIHMHHYECKHX TMpOsIBJIeHHH H
nuarnoctaxn MV

Haubormbinee KOMHYECTBO TEHETHYECKUX BapHAaHTOR
cpemn TIMJI  ommcaHo Ui TIOSICHO-KOHEYHOCTHBIE
mbimeussie  guctpodum (ITKMJI), npencrasisiomye
coDOM reHeTHYECKH M KIMHWYECKH TIeTepOreHHY0
rpymry, OOBEIMHAEMYI0 10  IPEeHMYIIECTBEHHOM
JIOKATM3allid  MHOJMCTpO()HEECKoro  mpomecca B
MBILITAX [UIEYEBOTO H TA30BOTO Hosca [4].

I[MMK]J] noapasfesioTcs B 3aBHCHMOCTH OT THIA
HACJICIOBAHKHA HA TPH NOATPYIIbLL € aYTOCOMHO-
JNOMHHAHTHBIM, AYTOCOMHO-PELECCHBHBIM H  X-
CLEIUICHHBIM PELECCHBHBIM THIIOM HACIIEIOBAHH.

I'pyrma  TIKMJI, Hacnmemyionmxcs — ayTOCOMHO-
NOMHHAHTHO, (opMHpYeT TMepBblii  THI,  KOTOpHKIiA
BKIFOYaeT B ceba 8 reHeTHUeCKHX — BAPHAHTOB,
0003HaYaeMbIX GykBaMu aHrmicKoro aindasura (0T A 10
H). TIMKJI Broporo Tuna Bkmouaer B ceba 14
reHeTudeckHx BapHaHtoB (0T A 1o N) ¢ ayrocoMHO-
peliecCHBHBIM  THIIOM HacliefoBaHus. Tpersa rpymma
ITKM]I BxmroyaeT B ce0s 2 reHeTMUECKHX BapuaHTa ¢ X-
CIETIEHHBIM pelleCCHBHBIM THIIOM Hacnenopars — [TM]T
Jhromenna u bexkepa u [TM]1 Smepu — Jpeiidyca [5].

Haubonee  pacnpocTpaHEeHHBIM  TeHETHUECKHM
papuanToM ITKMJI ¢ AP THmoMm HacnenoBaHus SBIFETCA
tim 2A  (OMIM: 253600) [6], oOyciooBIeHHBI
MyTauHaMid B rede Kaiblmua-3 (CAPN3) [7]. Ten
CAPN3 kaptupoBaH Ha Xpomocome 15g15.1-q21.
[Mponyxtom rena CAPN3  sBnserca  dpepMeHT
cynepceMeicTBa  KaIbUHI3ABUCHMBIX  IIHCTEHHOBBIX
npoTeas, PACHCIUBIOMMA P MbIIEYHBIX OENKOB H
depMeHTOB M TeM caMBIM NPHHUMAIONIAN yyacTue B
MpolleccaX CHHXPOHM3AIMH MbIIIEYHOTO COKpaIleHHs,
MHO(pHOpHIIOreHese " CapKOMepHOM
PeMOJIeTUPOBAHUHA [8.9,10]. HccnenopannsMu
TOCNeIHUX JIeT T0Ka3aHo, HTO MyTalldd B TeHe
KaJlblIHHA pacrpeenensl HepasHoMepHo. bonee 60%
MyTalHii B reHe KambIIHHA JOKATH30BaHO B 3K30HaX I,
4, 5 n 11, KoTopsle KOZUPYIOT Haubollee BaXKHbIE A
(yHKIMOHHPOBaHUA Y4YacTKH Kanbiwea-3 [11, 12,13],
TaK HasbiBaeMble ropsuHe 5K30HBL. Kpome ToroO,
OTHENILHBIE MYTAlWH SBIMEOTCA MaXOPHBIMH, T.€.
Haubonee  YacTo  BCTPEYAIOTCS B HEKOTOPBIX
nonysauax [14,15].

[lepBoe coobumenne 06 AP Bapuanre ITKMJ[ Gbuiio
onybimkoBano B 1884 r. epasom B.K. Porom, kotopstit
ommcan creunduyeckuit (eHotHn y 22-IeTHEro
naunenta [11]. IlepBeiMu cuMnTomamu 3abo0ieBanms
ABISIIOTCS  MBllIEYHas cnabocTh W YTOMIIAEMOCTb,
KOTOpBle Pa3BMBAIOTCH TMOCTENEHHO, MO3TOMY TOYHO
ONpeJIeNuTh BO3pacT JebloTa 3aboneBanHus yaaetca He
Beerna. Ilpu atoil opme 3aboneranus mpeobiamaroT
CHMITTOMBI CO CTOPOHBI MBINII Ta30BOTO MOSCA.
BonbHble HAYHHAIOT UCIBITHIBATE TPYAHOCTH MpH Oere,
OpicTpoit Xonpbe, MpBDKKAX, MNpH NOAbEME Mo
JIECTHHIE, BCTAaBaHWM CO cTyra M mnona. Iloxonka
CTAHOBHTCS nepepanuBaromeiics. ITo Mepe
HpOrpeccupoBanms 3ab0JeBaHMS MEHSETCS OCAHKa, B
POLECC BOBJICKAIOTCSA MBIIIIBI [LUICYEBOTO 110siCa,
OIyCKAKOTCA HaJIUIedbsi, HOABIIOTCH «KPbUIOBHHBIC









