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¥ K ® X % GM1 — Gangliosidosis (Genetic B — Galactosidase
Deficiency) ; Identification of Four Mutations in
Different Clinical Phenotypes among Japanese Patients
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GMLl-H o7V Ay R= R, BB - H57 F oy —F¥ORBITLVEI ZFLREELHUBBEDOY VY —21F
FRIET, ERIRAICRLIERY - BHER - RARIO 3RUTHT S b, FURBIBAEERY OSSR OIEE, BEE, SEER
RERL, HEBETRC TS0 L, BEMRRIE - XL E PPEL, EHIMARIZ VR b=T7 18 & D#EEN
BRAEIRD TR T, BRALIBEE THEET 5,

ERB-HS7 b F—EDDNARIBBFEITRESLIZE > T/ u—= v/ EdhTHEY, BLAREREERE LD
BEE % N2 BT, BRADIES 9 KK 12Fic >\ TET L7,

[F#E:75 & ]

RERDE FB-HS57 M F—EcDANZRHW ) =% v Tay 74 7Tk, ARETmRNAEN B LTH
BIEFIN D - 120, BER - RABTRE - YA XEBEERBEED D -7,

PCR #i8L, 7/ u0—=> U/ cDNAZFEED ¥ — 7 TV X TL4HO SERRENRD bh, BOBDORERK
BNZHETH » oo LR TIE mRNAELBD UTOWEEST Arg® —Cys (CGC—TGC) DEENA 51, mRNA
AIRIERIE U TOIAER T Arg™—Ter (CGA—>TGA) OERNRD bhiz, 7/ LDNA %PCR gL, ASO (allele
specific oligonucleotide hybridization) iE% FH W\ THE L7 allele status 13, BIENEKRHDOERE LD compound
heterozygote T, %32 homozygote T& » 7z,

FEERITIE 46)26T Arg™ —Cys (CGC—>TGC) DEFED, RAR TR 6 H2HITle™ - Thr (ATC—~ACC) O
ERNAD o, FNFNEIEBERIZHREPN Hhal site DK, Bsu36lsite DEREDEBI Lz, #/ LDNA %
PCR WHRL, o DFRBRTHIL Lz s 2 5, HERIE—PF|DA homozygote THUIRADZER & D compound
heterozygote T&H b, B AREZ£H) homozygote TH » 7z, BHIIRE - HFEROE EIL, mutation hot spot T
¥ 5 CpG site THEEIZ » TV,

PSVLARZ ¥ =% 72 COS — 1 B TORBEER T, 4BOEROVWTh bBRERDO LRIEASNT, Tho
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DEENMRBORRTH 5 I ORI NI,
[} #E]

FEREDHAALB I 2 BEFRECOVTREHSOHED?H D, RARUCOWTIRIZEAE DEFITLINOER
2 homozygous LA LNBFIEIHONT W, SEFHL IR INEHEI O/ TRE, SHLOBETIR LH LI
Dot EFROEROEHEICAONE I ERFLNC Ulc, BFEEIDERIZ compound heterozygote DI TH 5
N3 I ENBOD, THUIRRAZOESFRIER A LB — 12 DI N THEER TR EERERICE 50 &0 2 2 & &1
sz EBEbNE, —AAREOERIIODVTREHSOBRELDOETHE LA ENLIFIDADERT, Hlx DR
RSN B DOV B W EHRAII NG, MMEDEFIIERY S EROLVWERICh->THh, HER . RARDC
NODRENPHEARSZ NI EEIMDDOE LD, IORKIZH INSDERVASNBZNE S ML B0 AR
RITIT SN0,

WMXNEBEEORRODES

A&, RO SBAIL DI B RVHRIREL, MR TBEMRBTHEGML - A7 U4y F—y
ZDHRANIZB S 2BIZFEREHLOICLLDDOTH 2, FEBICB I LREBBRTHIMEL - H57 by—
EOB/EFIC, LR - HER - RARORERRE TENENER - L SERERVAH4BERES Nz, 20D
LEER - MARTIE, BOBDIHEOERENZDON, BEARRINSOERENB NI 7, T 5DH
RiZ, BRRENCEMNICRIDEN D TR, COBFREEOBERH 2 5 X THRKEL, SBOMEDER I DI
5HDTH %,

LD ENS, K idtEL (BE%) ORARS5ICES 5,
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