Fik 8 EEEAELEEENA
[BRAIS AR Y —= v 7 OREERICE Y 5B

BEMEB-HSD b F—ERBEQEEBETFAIY -2
(AR - RAAT U= TREER—RKAY V=2 T E ZRAZ Y= T DH VI
9 5H9%)

s R R BAEZS

TR GMI-H > Y VA R— L ADRBFREDAZ Y —Z 2 THEERF Lz, RABEHEFR
GMI-H >/ )4+ R—L AR EABZICIHEOLERNH B, TOMDRFEITHRIET S0
HERTREEETNTRIETESHEEHEIL TB LERD 5. 43 PCRIET cDNA ZER L.
T ANTCHRIET L RN OREEZRET S HEEMIL, SA3ALOREERIH L. LL,

ZTOHETIESS —HDallele DREFERIT 2 Z ENTERMAS T, H. TRTOREERINT
2121324 ) 1\ DNA OIS BET, E hR—=FH S 7 N F—E0T ) LOBEEMRITL. A7V

—Z 2T OHEEHLTHIENEREEEZ SN,

EHLEE : GMI-H U F L R—Y A, R=FH 57 b F—¥, #BBEFAIU-Z2T

MR BEEL-AT2 P —ERIEER REBEONE, EETEEOMEIEZOS A
HEmnAAICE<, B-HI 0 b ¥ —PHfs  IEZL5NS, SERERTARORLGEE
FRFEIZED GMI-H UV R~ X« & mat L7z,
WFEABKY & REEH WF7P2A) &

FFORBICEBASI NI TUR—2RAY & #BRBIUHIE  HER GMI-T 2 TUA R
WS 2DDERENE SNTWS, ZHE6DE  — P AFORBRMEFBIEZ RV, KGR
BOTAAL U270 BREYORE. ¥ S AGPC HEICT RNA 208Uz,

'EBRKFEETRBEMR. PR ERE AR SR
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RT-PCR %12 T cDNA Z{ERL L 7z, RT-PCRIZ
GeneAmp RNA PCR kit (Perkin-Elmer) %
Hnwiz, K10k HI25 D0 fragment IZ72,
PCRZ{T>7z.

Bl

human acid § -galactosidase cDNA

ATG RT-PCR fragments TCA
2068

ot 3

B x

212bp ]
189 833 2

68300 g 1420

641bp 14 2050

678bp
1921 2302

401bp

4

5

PCRO T4 =13 FOHDEH W,

fragment 1:

Primer1937 : TAT CTA GAG ACT GCA GAG
CCG GGA GGCTG

Primer077E : GTC TGG ATG GCG TTC AGC
CCA

fragment 2:

Primer4041: CAG CCATTT CGC TAC ATC
TC

Primer1936: CCA GCC AGT ATA GAA TTC
AGA :
fragment 3:

Primer079E: GGA AGT GTG AGC CCA AAG
GA

PrimerO80E: CAT CCA CAG CAA CAT ATG
CT

fragment4:

Primer4043:TCC CCC AGGGAG TCC TTGA
Primer1934:TAG AGC TCT CAT CAT ACA
TGG TCC AGC CA

fragmentb:

Primer076E: TGA TCC AGA ACT ATG TGC
TG

Primer078E: CAC CTT TAA AGC TTC CAT
TCC

PCR E#1d pGEM T—vector kit (Promega) %

HwTHy 7 70— 7 %170,
Thermosequenase cycle sequencing kit
(Amersham) & Cyb5TZI )V L 7z universal
primer ZfiNTS =V I ADKILETD /2.
— 2 I 2 XX ALFred DNA sequencer
(Pharmacia Biotech) 2 TfFo 7z,

fEE  cDNA QTN TOWFZEI—I T2 AL
FHER, 1335 FBD CHATIRERL T/ (K 2).
TOERE, YITryo—=FO5 70—-29
NTCIHo/. L. ZOEREST JLALN
WTHRTDEANTOTHDZENHHAL, B
HS—HD allele DERZBRHT DI LI TER
MmoTz,
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X 2

Point mutation

C1335T(S434L)

Mutation:C T TA CCCC

NormalC TTJACCCC

FE . SEEEETREZRETLOSHEEL T
cDNA DM AiEZERS L2, ZOHR, O&
D0 alele DRFEIRIBRETEZNEI—FHD
alele ORFEEZMIET S I EIIRBETH - 72,
DFED, ZOHETIH mRNA DR REERREFIZ
RHPHEET, BRNICTRTOBETREE %
BMHTAZENTERY, TRXTOEETRE
ERMT %1213, 7/ L DNA O30 E
L35, 3-HI0 b —VHEETOY ) L
B TATIEHE N ER>TWERY | Bk
TRESIEH SN TN TN, S5, <
VADKIEEBEBIIL BRSNS ) LEE
ZHSMIL, TS ALALNIVTOREETFAT Y
—ZV T DOHEEELLTOLFTETH S, £
FEHOEROESHBBIEICKD, FREDOKR

BT BRMERUED FRERETDLED H
=

R
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BEHTFX A b OCRGEEZMXTERYIMER @
BXO—8BTIH. BREOBRATEENEThIRANBYET

o GM1-
GM1-

PCR cDNA
S434L allele
DNA




