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1 ax L} 57 L 501¢ B %4 Jc.360+1G>C (intron 5) in-irame exon 5 skipping M2

2 | BX % 3% u 30f¢ 0, R BE  pCysidiX(exonT) PTC in exon 7 Actuator
3 ax 5 42 Ll 20f% R wE BE £ . Arg153X (exon 7) PTCinexon 7 Actuator
4 BF ] 47 L 301 R R e xE 520delC {exon 7) PTCinexon8 Actuator
5 A% % 32 £} 20t¢ RE B [plle216 Ala217del(exon 8) in-frame deletion in eson 8 Acluator
6 "m % 62 . 402 L& 1823 h%fE  fcBBidupA (exon B) PTCinexon 9 Actuator
7 B x 52 L 401% s h%fE  fc.8250elTA (exon 10) PTG in exon 11 M3

8 | Bk B 4 % 0/ BB MR ER BWE Jc89941GT ntron 11) novel cypic donof spic site & w

bp upsiream, PTC in exon12

9 aF 8 49 L ES: ] R NE HE RE R N . Pro307His {exon 12) missense mutation M

10 =F -] 58 L 4018 X RE I PWLE o 956delC (exon 12) PTC in exon 12 M4

1 ZF 1 42 " 30f¢ HE R P 1Thr(exon13) missense mutation Phosphorylation
12 | 8% B 61 5 50% A A N RE R i p (exon 17) PTC in exon 17 Nucleotide
13 | Bk B 66 #L 501% 0N wE, Ba PR JpA93X(exont?) PFTCinexon 17

14 ax ] 54 E ] 501% R OB hHE [p.GIn504X (exon 17) PTC in exon 17 Nucleotide
15 ax ] 80 L ] 25 L ¢ .GIn505X (exon 17) PTC in exon 17 Nucleotide
1 | mm & 55 %L 201 S, B M, HE RE wa | 1570:275C (intron 17) ;‘;‘:fn";’:: o 17 skipping, Nucleotde
17 ® -4 ER: ] F8§ EN::] L] ] L eus41Phe{exon18) missense mutation Nucleotide
18 ®E FBH TH F84 T8 Feg N .1825-1831delCAAATAG(exon19) PTC in exon 20 Nucleotide
19 B -] 68 4L 604 R, RE AL P WE  [p.LeuB32Pro (exon 21) missense mutation Hinge
20 Bk B 40 HL 2048 HE WE, BE PEGE  Jc.1906-1909dup(exon2t) PTC in exon 21 Hinge
21 K4 KB 28 5 88 Fa T8  Asnb47His (exon 21) missense mutation Hinge
22 H& ES 80 A 2018 M, Wi, BE Mk j £nd . GIn70BX (exon 22) PTC in exon22 M5
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