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ALS

ALS

30

ALS

3-5

ALS 90%

6000
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ALS
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NovaSeq

TARDBP OPTN

FUs S0D1 TBK1 SQSTM1 MATR3 TUBA4A
NEK1 HNRNPA2B VGP ELP3 SETX HNRNPA1 CCNF PNF1
VAPB C21orf2 CHCHD10 NEFH ANG DNCT1 | CHMP2B POLDIP2
UBQLN2 FIG4 PFN1 ARHGEF28 ALS2 SPG11 EWSR1 TAF15
SIGMAR1 ANXA11 DAO ERBB4 MAPT TIA1 GLE1 PRPH

Dols-Lcardo O, et al. INNP, 2018
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B2 ANXAll ZRES FEEH
Anxazz R
HGVD skein cuae

ExXAC EAS/AII

" a) mANXAL14] b) W-ANXALLED

1) 2
Probable Pathogenic= Allele frequency <0.001
Possible Pathogenic = Allele

frequency <0.00001 Possible Pathogenic mutation
OPTN 2 CHMP2B MARTS3
>0.001 CCNF
3) probable/possible
2 FUS
TDP-43 FUS

C.

140 Exsome 4) Probable/Possible 9

60 Mb 23.4 ALS

Probable/Possible
1336101 depth 103 41.9
x 104.7 40 depth 9 X
82.1 exon
1) Probable Pathogenic mutation 13.9
TBK-1 2 1
1 ANXA11 D.
intron SQSTM1 140 9 ALS
1 2 TBK-1
ANXA11 57
1 7 ALS Tohnai G. et al.
c.1086+1G>A intron 11 Neurobiol Aging, 2018
MmRNA
exon 9-13 PCR ANXA11
1 ANXA1l1 mRNA 275 4 ¥ v 7 5HE
[o]

91 80 57 94 96

intronll
(Kathrin M, et al. JNNP 2018
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1) Y.Haatano et al. A novel splicing variant of
ANXA11 in Japanese sporadic ALS patients.
(2019) 30th International Symposium on
ALS/MND ( )

2) T.Ishihara et al. Exome analysis in 54
autopsied Japanese sporadic ALS patients..
(2019) 30th International Symposium on
ALS/MND ( )
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