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B BABRM FHEBBERE D) —X No. 13

GI28E 1017ins24del4
Cl142y D313Y E341K  1040insl
S65T P146S R220X V269A V316E R342Q 1010dell9
W44X E66Q Y86X Al156T P265R (223G Q279E N320D R342X 1032del2
MII  R49L M72V A97V A156V D266N N224D M284T G328R  E358K 1045del2l
A20PP C52R S78X RI112C W162C 418dell 716ins1 W226X W287X 802del4  G361R  1072del3
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brain MRI (FLAIR image)—l

multiple lacunar infarction
of periventricular region
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2194A A 2505-15

|

2381T
(Gieselmann, et al, 1991)

(Polten, et al, 1991)
(Fluharty, et al, 1991)
(Bohne, et al, 1991)
(Kappler, et al, 1992)
(Fluharty, et al, 1991)

528
436T 445A 609A
400A 799G

436 T Ser 96 to Phe,

identified in pseudo-deficiency allele
609A exon 2 splice donor site mutation
2194A exon 7 splice donor site mutation
A 2505-15 11 bp deletion in exon 8
400A Arg 84 to Glu
799G Ile 179 to Ser
2381T Pro 426 to Leu

mutation identified in a Japanese patient
445A Gly 99 to Asp

(Polten, et al, 1991)

(Kondo, et al, 1991)
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leukodystrophy) a
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BT 5 LAaZREOLHIIEERD DY, &
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BRARIICIIFAERAIC X D 2LIRE, EER B
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F 721X ABOBERRIED 7280 12 B AR 12
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WML R oo LRI KRERELZHRRETH 5.
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