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301 VELALLORSYQDLASQINLILLERLUVVMLEQFLMKVYWSASGLLHVAVE
351 IITATGYSESDAEAVHKAATEKKEEELVSERTEAFTIARNLITAAADATE

401 RIMSSYKEVTELAGY TARVHEMFOVFEDVORCHFKRPRELEDAQAGSGTI
)4 #* b4 i

mRNA : BC015541
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EPA,

1 GGRACGCGOCTGETGCCCCGE GCCACCGH GAGGAG

51 GAGAAGGTGGAGAGGAAGAGACGCCOCCTCTGOCCGAGACCTCTCAAGGT
101 CCTGACCTCAGGGGCCAGGGCACTGACAG%?CAGGAGAGCCAAGTTCCTC
151 CACTTGGGCTGrCrGAACAGHECCEOGACCITECAGGECCCTGAGCTCACC
201 GCACCAGGGGCCCCAGCACCACCCOGGGGECCTAAAGCGACAGTCTCAGS
251 GGCCATCGCAAGGTTTCCAGTTGCCTAGACAACAGGCCCAGGGTCAGAGC
301 AACAATCCTTCCAGCCACCTECCTCAACTLCTGOCCTAGGCACTAGCCCC
351 AGTCCCTACGCGGCAGCCAGCCCAGGTGACATGOCGETGCTCTCCAGGCT
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ALS contents
- 107 XErM5638TF)—ZHH (178 unique variants)

- familial ALS / sporadic ALS: 70% entries are related to familial
ALS

- FEICERNICR R LUEZERERRTEHR
- ISyl a L THEo--ER+EERITHR
PD contents
- 222 XM51508TrJ—%4hH (472 unique variants)
- FICEBRMICR R LU-ER+EEKRIEH
HSP contents
- 103 XM 5988 T M)—%3hH (347 unique variants)
ALD contents
- 49 XA 5274 M) —Z (157 unique variants)
- ISyl a L THEo--ER+EERIEHR
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2=4 Resequence DB (mutation DB) [C&k>THRLNSHHl

- EFRRGERBRE

- Ex1. ALSTIEREDBELANTOGERZHEL TS,
ALS2ICEL TOAREDERIZESTLVS,

- Ex2. ZLDZERIZ—IBERZTRTHHM. ALS2TI. £ THframe-
shift deletions Tdn 3,

- ERFRGER KRB O F

- ALS2 gene: £ THOEFENEVERAICREL. EFEIBAEL,

- SOD1 p.Cys6Gly, p.Asp101His. P.Ala4VallZIEE IZEFEIRIAE
L).(<3 months).

- FIZEICHEBEDZERTH->TH, BRERITLHI7I/HICKH->THE
FHARARL 5, (SOD1 pAsp101His: kgL E7FHARE, Asp101Asn:
A FEHRBIEETE.
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DBD#ERTIEICDINT

T—ADFEIFTANEBEAIZEALTIE., P REEEXERIZEDA
$HZin->T.E LTS, BR, 77 TOGWASRRIXFEEZLMN
DR XERINDIKRIZHY ., BEHAIWVISEEEIND
GWASHLZ#dH 5. FI- AFHELFENDFE5EJournal of Human
Genetics|IZIEEDBAD T —AF G HE T HAHPI—0OV/\D
T—AR—REDRETSUEHY ., SELIEIEIT—IR—R %
BIEaRELEEZD,

T—RAR—ZADEFD=DOIZIE, T—EIR—RZERFIETHH—/\—
DHERARE PRI —/N\—ZFIA)., F-. FIRT 3D EF
ERIBEBEDAVTFUR(FYTIZHEEINSSNPOIESE. B FIEHR
ET 3D LLGD=D)DDETHBD, RT—IR—XADXEATO
DIOMBNIEWNGE T, INoDMFLLIIHBEER DO XZIEFISTIC
HEELLT=LY,
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