I'eHeTHUYecKHe acneKThl MATOreHe3a CIIMHAJILHON MbIIIEYHOMI aTPOCI)I/II/I
Hewuy /luana Hukonaesna

Benopyccxuii 2ocyoapcmeernnuiii meouyunckul yHusepcumem, Murnck

Hayunwtii(-e) pykosooumens(-u) - I'puzopoeuu Bukmop Bacunvesuu, benopyccruii
20Cy0apcmeenuvii MeOuyuHcKul yrusepcumem, Munck

BBenenue
CMA — renernueckoe 3a0oiieBaHUE, MOpaKaioliee O0JIACTh HEPBHOH CHUCTEMBI,

OTBEYAIOIIEHl 3a KOHTPOJb JBW)KEHUI NPOM3BOJBHBIX (CKEIETHBIX) MbIIL. 3aboseBaHue
XapaKTepU3yeTcsl ayTOCOMHO-PELIECCUBHBIM THUIIOM HACJIEOBaHUs U JIOBOJIBHO 4acTOM
BcTpeuaeMocThio. [Ipobnema CMA cocTouT B TOM, 4TO 60s1e3Hb ObIcTpO mporpeccupyet u 50%
JIeTe He JOXKUBAIOT J0 2-X JIETHETO BO3pacTa.

eanb uccaenoBanus

N3yunth reHeTrueckre NpuUnHEL, 6y1arogapst KOTopbiM paszpuBaercs CMA,

MarepuaJjbl 1 METOABI
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AHanu3 JaHHBIX HAaydyHOW W Y4eOHOH JMTepaTypbl, a TaKKe CTaTel Mo BOIpocaM
narorenesa CMA.

PesyabTarsl

K BozHukHOBeHHI0 CMA npUBOAST MyTalluu B TeoMepHoi kormmuu reHa SMN (SMN1),
KOJMPYIOMIETO OCJIOK BHDKUBAEMOCTH MOTOHEHPOHOB. OCHOBHBIM THUIIOM MYTAallUH B 3TOM I'eHE
SIBJISIFOTCSL JIEJICIIUU AK30HOB 7 m/mim 8, KoTopble BBIABIAIOTCA Y 90% OomphbiXx. 'en SMN1
uMeeT IeHTpoMepHyro komuio SMN2. OHM AEMOHCTPHPYIOT O€CHpeleeHTHBI ypPOBEHBb
TOMOJIOTUM — cOCTOAT W3 9 sk30HOB (1, 2a, 2b, 3 - 8) W pa3nmMuarOTCsl BCETrO JIUIIb S5
HyKJeoTuaamMu: 3 B HUHTpoHax 6 u 7; 2 B sk3oHax 7, 8. I'en SMN2 TOnpkO YacTH4HO
(GYHKIIMOHAJIEH M TIO3TOMY HE MOXET MOJHOCTHIO KOMIICHCHPOBATh OTCyTcTBHEe reHa SMNI1, V
OONBHBIX C Jenernueil Sk30HOB 7 w/wim 8§ reHa SMNI B TOMO3UTOTHOM COCTOSHUU
9KCIpeccupyercss Manas 4acth (¢GyHknuoHaabHoro FL-SMN-Genka (full-length  SMN),
npoayuupyeMoro renom SMN2.

BriBoabl

Ha ypoBHE aMHHOKHCIIOTHOTO COCTaBa HAOJIOIAETCs MIOJIHASI TOMOJIOTUS MEKy T€HaMU
SMNI1 u SMN2. BcneactBue pasnuyusi B HYKJICOTHIHOW I10CJIEA0BATEIBHOCTH OCHOBHOM
tpanckpunt reHa SMNI1 sBisercst nmomnouenusiM (full-length SMN) u cocroutr u3 Bcex 9
9K30HOB, B TO BpeMsl Kak TpaHCKpuNT reHa SMN2 He coaep>KuT 3k30Ha 7 u/uiu 8.



