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BHEVE L ZESEAE ( spinal muscular atrophy , SMA ) J& 224}
JUR 0 B DL A B 2Bt AR R 0 32 i e G
Btk %, EEBUR RN T 5q 11-13 LAY SMN (survival
motor neuron ) & [Kl o 1ZBUR R ABE#EH 2 1/50~ 1742,
SMA M ABEAHRZRH 1/10 000~1/6 000, SMA Jji7E 322 R
HHEAT A o B30, G K B EZ LTS WLk 1R
Ko LZE40 Rl S S s 55 B0 2k Ry 2 BE R B 3 R O i T
e, N TR, e S B O R, Fe 4 te Kz B g
73, AT EBIET . A SUR LI I A= 27 hr 35 5 I PR 43 2
YIIRTT IRTT VA E—25aR  DME ) KR IF TAE & %z
WA R IIAIR

1 SMA K& ARE SR 58

B SMA fiv 45 LI, %37 112 W 5 43 29— B DA R 26 30
R JAESR P SMIN 35 R AG T A1) AR B BH A 2R 43 )
95% 100% , ©. J& 4 %06 1 — L2 Wi ik, 29 95% 1y
SMA BETFFE SMNI 55 7 F (k) 56 8 M F a4l & sk,
HAE 2 5% M BEREGIERAE, SMN2 2y SMNI 1[5 5
S PIE RAEAE 5 AL 2200, T SMN2 FEH AN BT
7 L5 6 RifsE C>T 28748 25 SR T SMN2 A4 B 7
AR T 454, S B2 90% () SMN2 premRNA 4k 51 7

WA R B e gt | e 2 Hh R A FRE | B W e e ) U 2
A K,

R _EARYE SMA B 00 R0 47 i K e Rz sl e o
Hoyhy 4 Al S AL &SRS Ta 1b 1e 3a 3b MR
AT I AL ] I DR 3R B AN — B, ™ o AR A 22 S W3, Horh
1 A SMA 8L ™8, Z4E 2 AFNSETS, 2 .3 B LR AE
FARANA G I LA FIHE . B SMN2 $5 U1K 5O Y ™
R U SC AN WTIESE 7 9 3 BLKE SMN2 45 DL
ST RIBRAE S LFE 1, (H SMN2 BEPH % DU IRAE SMNT
B A E— &9 . LT Sq13 X i e o T
#5 1 ( neuronal apoptosis inhibitory protein, NAIP ) i 33 FH Wr
caspase-3 Fll caspase-7 [T 1 400 1 4 A6 0 1=, i 2% 3 5] 19
SRS M 22 703 BE R T, VAIP S PR A il 2t B4 I 552
55 SMA ™ i f i 5L R O R T Sq13 KB Y
GTF2H2 %A (general transcription factor Il h subunit 2, if
ek 7 TH2) 5 NIAP SR B IE ARG, PR AE — T 2t vl
S SMA e E A, JUH Y SMNT-SMN2-NAIP =%
B A BOICT SMA &M AR I T L st R w1 B AL
#2244 5 4% ( phosphorylated neurofilament heavy chain, pNF-
H) o — i 28 T0 R S P 200 B SR S5 R A 1, TR o L 5
AR RIS L AV, BE RS S e 1 B SMA i 2 72
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