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Towards genomic database of Alexander disease to identify variations modifying disease
phenotype.
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7L ¥¥ v & —JK (Alexander disease; AxD) (3 glial fibrillary acidic protein (GFAP) jE{n 1A%
I & 210 TR B ANEE TH 5. AxD IZMHRGIEMRE & {RAT R ICF 2w TREMEATHY,
IERERREEAAY, R 3FIIc I NS, KIMERA & g L, EREERENY, FRA AxD ©
IR WHIEFIE 2L, GFAPZERD KRy M ARy MIRD LNz, GFAP ZRLIAMNCE
RO L REA BRI T 2 RFOFEELSFERINTE 2. HFE, B8RRIV, 7/ 47
A FBLEAENT 2 W CREM O L ARV ICBE § 2 8 n S IRE SN T2 7223, AxD TiIERED &
R EBRBUMERMIE{R T (X R TH 5.

S X, FEREEIN ICBhE 3 2 KB EHEE T2 H O 210 3 2 7201, IEREEREEEAIA, R
AxD BH IO TR 217 o 72, MREIAFCEETREZTV, GFAP~T o ZR 2RO -
& Td 2 31 PIOMEBTEREEN R £ 72 (X AxD EFTH 5. GFAPERDEIC X B FE
Fln~DOHERZWET 5720, GFAP BRIZEFMETHY —1ThH % PROVEAN %l
T”Neutral” % 7z 1¥"Deleterious” IC/3#A L /2. £ ¥V — L v — 27 T A (whole exome-sequencing;
WES) & DNA ~A 27 u7 LAIIC XY 77 L7 —2 2B L, FIEk % BIVER, GFAPZ
FUNRTFHMAERERL LT, BNV TV MCOowWTr Y XT 4 v 2 [AIEOHTIC X 5 BT % 1T -
7z. KT AxD R HREA L & O BIE G S T B 33 ORHEIE T L 72, IERGT B A7 Y,
IS AxD o SR IR < (5-72 %), 10-30 mkfR & 60 it x v — 27 L3 % "IEHETH o 72.
GFAP ZEEGHEFHNT 9 #]T Neutral, 22 T Deleterious # 2L, REFEMICEEEZRD -

(Neutral 58.0£8.8 ji#%, Deleterious 38.9+8.8 %, p<0.01). FEAELEfHICBE 3 2 EAHfENT <l WES
T46 NV TV b, w4 70T L AMHTT 645SNPs 28 p<0.01 /R L7228, 7/ L7 4 FL~_LiC
BT LHEEAREICIEIES o7, AxD JFHEICBEE 3 2 GBS T- DT Tld GAN, SLCIAZ,
CASP3, HDACs, PI3K D XY 7 v M IC p<0.05 ORR# 23R E 7z, GAN 13 GFAP & A4, SLC1A2
7N I vigE, CASP31Z7 A bu#4 b o viability, HDACs & PI3K 13 GFAP ¥ &
DRH A TN T3, SRIOHIE L AxD 2 & UMY B8R FREDT 7 7 4 Figtr e L
TIIMACTRYIOWME T, FIEFIICEEL 5 2GR OERTZFEL 7.

PLEDAGR X OEE TH 273, AxD ORERBEMERF2ZFEST 272007 ) L7 — 2 X —
A DRI T CHAE L A 20T, EY LMD 250 L B0 5.
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