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clinical sequence results
casq age |sex ! - genetic diagnosis]
diagnosis gene mutation mutation
1 1| oyom M| Fowo FKTN C.647+2084G>T (svA) FCMD
3 BESIEE FKTN p.RATX (svA) FCMD
5 | 6y6m | M FCMD FKTN p.HI72R (svA) FCMD
7 SMA 6 6 | 4y7m | F LAMAZ p.R1350X p.R1350X (homo) MDCIA
7 |18y7m| M LAMA2 p.R1549X MDCIA
FCMD - 5 CMD - 5 2 12 |16yllm| F CMD POMT2 p.Y141S p.L187F LGMD2N (MDDGC]
’ ’ 13 | 2y9m M| BMDLGMD | POMT2 p.D3BOA p.HAL6Q LGMD
- ) mRNA  124bp
- 14 | 5y5m | M| BMD+FCMD? FKTN R47X, splicing mosaic BMD+FCMD
BMD/LGMD;5 Pena Shokeir 1 4 plicing BMD exont553
15| 9om |M| BMDILGMD | DMD |p.R3345X, somatic mosaic DM'?ng"E“‘“C
NEM by RYRL
18 | 2ylm [ M RYRL p.1573 P>L p.2529D>N mutations
_ 19 [130m| M NEB p.DA97R fs X2 ? NEM2
m p.
ABI SOLiD 21 | 2y6m | M ccocrs R108X M
29 | Iyém | M SMA like ISPD p.L407S ? MDDG A7
4 31 | ayam | m | Penashokelr | papey p.A246V p.1335S cMs

10
10 1 SOLiD 11 FKTN ; 3 oMD; 1 LAMAZ ;2
17 42 POMTZ ; 2 RYR1 ; 1 DMD+FKTN 5 1



NEB ; 1 lon Torrent 3 RAPSN ; 1 Nemaline Myopathy With Ophthalomoplegia

ceoers 1 ISPD ; 1 14 Identified Through  Massively Parallel
Sequencing. Am J Med Genet A 2012;158(A):
T772-778.
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