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Mutation Allele
12Del3Ins 11
166M+1289M 9
R515H 3
G270D 2
L6188 2
S52F 1
W115X i
a393Del 1
Ex6Del 1
R204X 1
T2621 1
P302A 1
Y354X 1
L364R 1
Ww410G 1
W647X 1
T652R 1

Total 39

G270D /G270D Infantile

B#EA Krabbe /5 EEIZH135 12Del3ins
& 166M+1289V (34X THDF~4 TRDYE
T 50%allele 56 THY. Hot spot &&
Zbh3d, ThICLBHBHFA Krabbe FDZE
RAOV V=T HFRICDVWTHRILE,

2)

e, ChEeRBELORBETRLAEBLDET

RITTRT,
Correlation between Genotype-Phenotype
{Genotypel {Phenotypel
12Del3ins/12Del3ins Infantile (two)
12Del3ins/ R204X Infantile
/W647X Infantile
/T652P Infantile
/T2621 Infantile
/7 Infantile
12Del3ins/I66M+H1289V Juvenile (two)
I66M~+I289V/I66M+1289V  Adult (three)

L6188/7 Infantile
L6188/ Ex6Del Adult
L618S / 166M+I289V Adult
R515H/? Infantile
R515H/R515H Infantile

3)
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iz, BEREAORD. B&R NSE 0
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