FER 4 EEEEECBEERE
T « A7)V —=V T RT LD
FHli I BT S 3T,

GmH T NFYRF—VADAI ) = THEORK
(FHEIAR : TR « ATV —Z VT REBRE BT 5515)

BH OFEARV Y KB HELD | RE BV 8K #2°

(E#) B-HF5 I bp vy —tERBIZEDFIERIEINBGMHT VT VAV
—Y RiE. BERAICELIBE - R 8 RARO3IHIcoMINh 5, 2T,
BRAMTHAARZHBIZRSNBI51TE WHBEFEREIZOWT., BREE
{5 T8 (polymerase chain reaction: PCR) %47\ . BIFREEE O R
MOBREPRZIZA T —Z v T EOMREE2EA L. BiER. BEOZEIL
HEID ERTETH - AREEZHICDIEHIUETHD . SHEH
hELEZBNE,

(REBLE] GuA Y7 VFyY F—Y AEAY, (REE2H. PCR,
I KR 5 38 R AT

(A HE]
@4 7 ADNADEE @B-TZ7 by ¥ —YBEFD
EEBEBIXUGWHA Y TYZVF ]
—Y ABRAEDOBREL ZOFREHK PCRIE. 8- 7 by ¥ —¥
DY NFRRE 2T B RS MR DNAQIITE&AGL LIV v

27077 -V, Jx - 2 (170 HM) iI2HoWTUTOT
. ER%ER NasellEic kD GAT -T2, VR
DNA%#DBLUERELE, + 5’ -AATGCCACCCAGAGGATGTTTGAAA

DEFEEHBEREFZEBSWIZEH (The Tokyo Metropolitan Institute of
Medical Science) 2)ZRIZBWiAMPE (Tokyo Metropolitan Komagome
Hospital) 3)HEZFEFI K% (Tokyo Women’s Medical College)
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1T-3’. 7 F & > X : 5’ -GTCTGGAT
GGCGTTCAGCCCAGCCA-3" . ¥ X B &

U7 oF v RAT54 7 —%%&%R1
ugesidmTag DN AKRY XS5 —+
BIUHEYBOFERMDNAZE W,
2100 x 1O IHE (50mM KC1, 10mM

Tris -HC1(pH8.3),1.5mM MgCl-,0.01

%(w/v)gelatin,0.1mM dNTPs) &

BRI A ZHE : 94°C 19, 7=
—Y 7 1 65'C, 2. 3R : 72°C,

13 [ET30H 1 7 NfTo =,
(D39 1 BE 1 D il R e 3R R Y

PCRIZ&L » T LN EHIEEY

%#Bsu36 I THIFREERUE L., 4%

THU—RTNVERKSTIE.

FIDLTORAL FRBL E,

(EReEE]

B-HS57 by ¥ —¥RBEDY
EDTHBGA T IVFY F—Y
ZliE. EOFEmFHIC &> T BH
IR - R AR O3B oI R

TBNEXRABBREBETT. 7L
RENZ. BEORMARER - 81k
Rk FREZ 220 SEO

FwhA - BREEEICED . BE3

RETIETT S, HREIZ. 2LE
BN AT IE < ETLBRIREN
BB RITHREICELL Ty
B0 ERITHURARIIZ., —RICEH
FEHLBEICRRL. YA M7 - #

BREE2 COHRBNARERELER L

L. BEOR#BE L B, R, £

RROZBWIZMAPDB-HZ 7 by
¥—t@EHMEIC L > TITbh T
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Zo LML, COFETRERRESE
OZHIIEETHD . GmiH T
UFy F—y AOREEZHEICE.
S FEIBENT 70 —FNARAR
tEZONE, B-HZV bV ¥ —
Y RBEORRBLZFOELIET
THREXhTWS (K1) ., ¥0
R, ARETRERZBREGTFE
HERUEN, HIRE - A .

ENFFBHETIE. BYRFEOE
HR201C - I511T - W2TILA RO =,
Exid. RARTHAA I GEI
AHHONBIHITEWHERICEHL
FDAIY —Z T EOBFEL R
PCRZAWELROBFEAER
LE. 108% - UBORE LM%
RIDRI V- v T %ETLE
HRE.BH20ICRT, BE2UT
DIEZEDBETIE. Bsudb I Iz &

2 T1T08EH D P C RIgigrEH

WIS E N & 28R iz w2z Y)
WEhTBh, BERINNTORERE
ARTHAZ VML 72, BE
1k, PCREEEDOD—ZE»¥Y)
BrEhTBh., ~AFUEEHKTH
2tEZIONE, £, G Y
TIFY F—y ARARTIZEM
5 %2 RO W D PORRDTE
BIRTWEY, BEIZHWER
T = v T EERZRZEICIGH
TEZLDHUWEETH B, B3I,

AR% - BEDS AEGUTI6AZS
RELEHKEERT (BBEOES
HEE1EAE-THB) . H2LH
Ric, ZEIITOEELARB S



2> T, EROBRERVFET
BARTRETH-> FREZDWH T
R0, CODESICHRFEMD D
WIEERKIERZ E Ick > THREZ R
TWABEROREM, PCRicK
A FREENERAHEWSZ LI
T, HELOBRICHETES
LIl , BRI Y- v T
BRI IAHTAZERREST.
BEZOCIRAEORYFE R A
RlceD . HETHILEIENS,

(B1)

B-Galactosidase Gene Mutation in GurGangliosidosis and Morquio B disease

(3]

1)Yoshida K., Oshima A., Shim-
-mnoto M., et al:Am. J. Hum.
Genet. 49:435-442, 1991
2)Yoshida K., Oshima A., Saku-
-raba H., et al:Ann. Neurol.

J1:328-332, 1992

Phenotype No. of case  Source

T b ok

Mutant Alleles and Genotype

A 51 Do~ Thr G\|[ ;?::g{;m;ldmls

BU) 201Axg—Cys

C  457Arg—Ghn DD?

D Duplication IK
(exon1l,12) ‘g. L

E 10 Lau — Pro QQ?

g 42;?:‘: i :-—lm Late infantile~Juvenile:

-+ His

H 509Trp —Cys

I 123Gly — Arg

J 316 Tyr— Cys Adult / Chronic:

K  494Gly—Cys IE

L Duplication
(in exon 3) Morquio B disease

P() 49Arg—Cys

Q(12) 457 Arg— Ter

ZZ<

zZ
~

N Nishimoto eta). O. Oshimis etal. Y. Yiwhida ot ol



(B2)

c 1 2 3 4-1 5 6 7 8-1 8-2 9-1 9-2 10-110-2 10-3

Normal L 170bp J

Mutant t 78bp 1 92bp |

Bsu36 1(CC' TNAGG)

(E3)

U] m (m) )

F M 8-1 8-2 (bp)
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BEHTFX A b OCRGEEZMXTERYIMER @
BXO—8BTIH. BREOBRATEENEThIRANBYET

B GM1

1517 (polymerase chain
reaction:PCR)



