R ERRIE O W AEFTZ W

BAAEERHNER  dU BB @\l RE
AfnE #%  EB BT

INBAETIZE 2050 FI436E I £ED 6TAY 35 LUBHIER OB/ 218 TIT - R B, L OTI
RI148 - AQERE S E A K R M RS IO A AR @0 5, RBHEERAE OO E DFEASHE D #E
BARCASCENTES, LL, THODREDS 5T, BWIRBHIHEEE S b DD EEMOER
EIEN EEbhb, & AT, Wilson %, HFE, Tay Sachs i, Gaucher i, B R () I A %
BELBC, 72205 b VREE SRR GRS L E L 505, 6L, CNOORED
BRI OB B AR L L RET L, v 2 +2 7Y ==V S E>TT7 2=y b VR EDHED
57, 000 AiC 1 ATH 3T EDTIIC ST 20T, bHEOEREOHEE, Wilon HEH6
F@lic 1§, Tay Sachs % i2#1205 Aic 1§, Gaucher % 1320~407 AT 1 PEHEINE(FEL),

t5 45, BEIEUR O E AR SRR T 545, HE OH31 0 OFF BUERR ORBBHIE1T > 705K
@itk % &, glucese 6 phosphatase RIBAE1TH] (65%), debranching enzyme K 18%E 8 # (26
'%), hepatop hosp hor ylase% 7243 phosphorylase kinase KIBE 4 # (13%), REARH 2 H (6
%) T, DPETE Gierke FHREESTV D EFL DN D,

—F, RAOKRE T, B 0EMC2BHORBHEBEHIE O HAEMBE LS 120, TOREOE
FRE2CRTLIT BEAIZIA, EFIITH- I,

CO1 - 2 B E L HEREICET 5 2 SOHREMD 5, Gaucher Fiid Tay Sachs HE LA
T, PHAEOY EF—- vz & LTREBMEESEVRELEDNT,

7533, Gaucher 7513, EERBICHFIERE, hypersplenism 2FE# & L, BHEORBAE/LES Ty-
pe 1 (chronic nonneuronopathic form, adult form), FFHE, BMOMIcHHE, HERTE, B
WERE EOMBERSILRHICHEL, aEoRB% L > TER2 FLMICETT 5 Type I (a-
cute neuronopathic form, infantile form), 3 & UHERFERDREHER Type I (subacute
neuronopathic form, juvenile form) @3 MiIZREE ATV 3, 2T T HHBETEH, LDLH71
FRO Caucher WALV hE, ABRBIZHRE LTHRE L, TOBR, £LFNSFET-70b
@3, Type I 7%, Type M10%41, Type Il 1#ID Gaucher BEBETH 3, 1§k, TDIET,
BRIc B ABEEMRLISE SR AT - DR THATH D, FOEFMOERMBERIRS ITRT
&9 TH 5B,
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DLEORE» S A3 L, bBE® Gaucher #id Type I0%E{, DT Type I THD, Type
Mz HEHDIEN LS Th b, Sweden KBV T, Type BHBZE0bhThh, BEHICLDZ
DRBFEREEIR B L5TH 3,

—%, R2OLIBHEEREL L3 ) € F— v 2OWEFBY £4 5 &, 1- cel FOHYERTZNT
DOHBFAIDE VD, CHEFECEESOHE TH W LARET 560 AN EN, £I7T,.
Gaucher #5&, [-cell RO HAERIZHICOW TOMER/ % B35,

Gaucher FDOEE @ fibroblast @ g - glucosidase {E{#i3, ceramide glucose DAL ST, 4-
methylumbel liferyl- - glucoside (4MU- §-glucoside) Z&H & Lffﬂﬂﬁ LT, ARE, &
FER, RABOWFRICED T ZOMEMHEIE L B, FHc 4MU-8- glucosidase £ RE L1c&
%3, 4MU-B- galactosidase #EME L DAL - THS L, SRITE VT2 DS HRICHE L T
EL BV F4RAS Gaucher 7§ DEROE WIERIAFIIC DV THEAMBIIER D, KL TR/ fib-
roblast @ 4 MU- g - glucosidase iEHEARIEL 72 & 2 A, 10PIEHBORED fibroblast LEL &
WIEHAR LTV, 3R EACEERTHY, | HldbThiuEEERL. LhL, TO
HAERTIRIC 51 T, RARBEAEAL T 8- glucosidase £RET 3 HHBUORBEGE R
BEOEOCDOHLEAL, RAEEAHEALT, Z0BKEHET 5 LELHS, KRN [-cell BO
A, %KTHEB LTS o mannosidase 25, EHEKPO & DICHE LT, B8 pH ZER A
ich D, BESENLEL, SEESE Y - VAEFEKOTh LRRTY, AEEHEEFERLTH
L Km bIEEERT->TW e, #-T, CORFOFEEIAL THRE ORRBBEHEETS 2,

O EHEHER, bhbhssHL  BERLE I- cell FOMENZEETS 5.

X #® .

1) 4w BE BAAOEXKRBREFIE BAERK 38 4209, 1980
2) Owada, M., Nishiya, O., Sakiyama T., and Kitagawa T. : Prenatal diagnosis of I-
cell disease by measuring atered «- mannosidase activity in amniotic fluid
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F1 ABILYIERUERBRFIELBIEALD L&

I S43FEPRRBHIERD 8494?3’{{515%5\%35#@{\‘.%%’#{12
‘ﬁﬁi Fx#ﬁ&kliip BIAEMORE - ﬁﬁ, WHIR %
ﬂ”:ﬂ: ﬁiE*l 5ogr ; B H ? BT ' B
7a=ar vy RAE |8 1.0 1/57,000 109 | 1.0 i1/57ooo
|
R A : 69 1 0.80 1/ 71,250; 61 1 0.56 1/101,785
Tay-Sachs 27 [0.31 1/133,370; 28 | 0.26 | 1/219,230
Gaucher & ,‘ 28 Y 0.33 ' 1/172, 727‘ 15 ! 0.14 1/407,142
Wilson & i 78 0 91 : 1/ 62, 637: 103 i 0.94 ; 1/ 60,638
* 7=l P VRIERL & LTW@&E@@J&%%%LLE@
¥ rzaar YRIEEGHEEST,00AC 1AL LTHRAELL O
*2 Antcnatzﬁ diagnosis of lysosomal discase
Cascs Norm.xl Affected
Gaucher discase 14 lO 4
Tay-Sachs discase 5 4 i
Krabbe disease 1 1 0
GM-gangliosidosis 2 2 0.
1-cell disease 4 1 3
Hurler discase 1 1 0
Hunter disease 1 0 1
Total 28 19 9

x3 780 Gaucher FOFE KRR

Age at "Age at | Neurogical
oncet death symptoms
Infantile type (11)
Case 1 6 M 1Y3M (€3]
2 6M 1Y M (#)
3 5sM 8 M (#)
4 4 M 1Y1 M (#)
Juvenile type (II)
Case 5 1Y 5Y +)
Adult type (1)
Case 6 2Y s8Y* -
7 2Y 6Y* (—)
» Age splenectomy
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BEHTFIRA b OCRGEEMXTER YIMHER ﬁ
BXO—BTIH. BREOMRECERENETAIRENHYET

43 67
48 49
,Wilson ,TaySachs
,Gaucher
57,000 1
,Wilson 6 1 ,TaySachs 20

1 ,Gaucher 20 40 1 ( D



