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brosidase D RIBOFER, FIET S Z &L B ERY
HIZEERE E vz, £ Dz, glucocerebroside
7, IR RICERL, BRI ITERE
CIRBSRETUEIE X E B E LT, 3o,
ENTD, TTobbmEERN L, B
WA &5 Typel (Adult form), FLIBEIEIAIC
EL, MBERAZH AR A% &% Type
IT (Infantile form) 3s X OHLESEY: < w385 L7
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THET 5.
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APREHRERRGR 1) © Mk 1 RR7mm, M
%9.2g/dl, ZRMER348 X 10*/mm?, ~= + 2 J »
27%, MCV 77.5, MCH 26.4pg, MCHC 34%
TERMEEGESEEM Y Lo L, HIMERS,300/
mm?®, FIRFRMER 7 %o, M/MEELE6.9 X104/ mm?
WAL T, HIMKERT 7 75308, BEEIRE10
5I0FTH - e, MiF#E34pg/dl, TEIREE G BE
Bug/dl £ HIBEETH -7, 7 — 2 ARBRL, B
B, L Lt RMERIESTRER T, /N0 . 48%,
RREHD.38% TH - 7o, ARMERF A (T1/2 *1Cr)
WE19.8H LML T, AfbERE T, BE
H6.1g/dl, y-7 = 7V »19.0% & BEEHEMN, KBR
7.7mg/dl FEE#EM, GOT 47KU, GPT 17KU,
LDH 225IU, ALP 25.1KA-U &88inL T\ i,
BorRFr—a112mg/dl Th -7z, Bh VMA
ett, a-fetoprotein IXEMETH 7. BHEE T

®1 BREFRR
Peripheral blood Bone marrow

Hb 9.2g/dl (5.50.5) (S .51.10)
RBC 348 X 10* /mm? N.C.C 9.4%10* /mm?® | 2.8X10* /mm®
Ht 27 % Meg K 0 /mm3 16 /mm?®
WBC 5300 /mm? ret. 26 %o 5 %o
Pit. 6.9Xx10* /mm? Pro. Ery. bl 0.8% 0.8%
MCV 77.511 Ba. Ery. bl 1.2% 1.2%
MCH 26.5 pg Polychr. Ery. bl 29.6% 10 %
MCHC 34 % Orthochr. Ery. bl 1.6% 0.4 %
ret. 7 %o Myelo bl. 0.8% 0.4%

Biochemistry Pro My. 0.4% 1.2%
T.P 6.1g/dl My. 7.6% 9.6%
Uric acid 7.7mg/dl Meta My. 16.4% 11.2%

. GOT 47KU Band 11.2% 17.2%
GPT 17 KU Seg. 3.2% 1.6%
LDH 22510 Lym. 24.8% 40.8%
ALP 25.1KA-U Gaucher’s cell (- 2%
T.C 112 mg/dl M/E 1.19 3.32

Leucocyte lysosomal enzyme (n. mol/mg prot./hr)
(S$.51.9) (S.54.8)
a-Galactosidase 40.0 21.9
a-Glucosidase 20.6 23.4
B-Galactosidase 104.8 62.5
B-Glucosidase 1.591 1.87
a-Fucosidase 82.5 97.7
a-Mannosidase 106.3, 390
N-acetyl-g-glucosaminidase 914 422
B-glucronidase 134.9 163
Acid phosphatase 9945 1 4690
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wave complex 234& b ht-fod, PUEEHO#ES
YR L7, Lo LZo RETZHEM #
7+ 5 BFIREE, Efi7c & hypersplenism 23 % b
Broicicot. 9 By, FF5cm, BEIX17cm &
I ote, BEER AT, Z0& X UDHTHRE
By 7e KB CRafE AR <, RN 7e RS A
PHEERRL, Wb AMEEEE VWbhD XD
et Atk % H 3 5 Gaucher fifgn & & b i
(Z OMBIZBEFIS64E 9 A, BEXTWER 1ITR
7 X 512 Gaucher MBI L Vb A EH A
b o /NEREE L ED BRI, ¥, HIERF
o lysosome B 3% & ¥ & #lE L, B-glucosidase
1.59 (1.91~6.95) &{€F L, %7cacid phos-
phatase %9945 (1107~6721) &3HEINA A4 b,

Gaucher BOHEELK % T L1z, 107 &
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8 RICIZHE THRE DI DIMBEER & /e b, RAZE
bhbhdXoicieorte, 9 AEHIC I h BT RS
DI DFEREXVBB LI, T, FEEEBILE
mL, METRR2ERT ISREBELEB
spike & wave 233O b, BEFISTE 1 A KL
biL, FEACEEEEREL LY, 3ATH,
MR AR L DT DIET Lz,

BIIRAT R | Gaucher M3 &5 v v < fi, &
BE, BF, ML, HEEMCERICSMAL T,
BEICEE O Gaucher fifga 0 xH H T h &
BB L 5 BEHL R bR, HMEENE
T oA E B, Gaucher M FaHE5E 23 4 &
h, ZORER, PMEE (BE 5 )> KIMEEE>
KRB DRI <, HE it Gaucher gD i
FEXIZEAERD LRI T, ¥, WHOE
S OIRERE L BHEKEZ KB X UK
5 R4 TR BT,

x %

A1z BT 5 Gaucher FFOHE 1L, NE, S
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DAGITH > E|EL T B, KEDOBHILFE
B %1 %5 Gaucher Mifgic X » TEE b 5 23,
Gaucher Bl IE 2 Y v <M HLE L& E
B IR, BHERESTIEEIRLZ DS
o T glucocerebrosidase K Z % ZEBH ¥ % 4L 2
Nh B, BHE, B5E KT fibroblast %2 [ MEkh o E#
Fow, B, Bk 28RS, EEEBEEOS
i EoifThbhTuws, i, RIEZKIEZ, F
KM OBEZ ST T 5, BEAR
ELTE, TVFAT vy VERBEENRKERT
EfE% R L, flio sphingolipidosis & D51
HREDHREY RSB, %7z, acid phosphatase
DiEInRe, IEHRTIES 5 A, ferritin DB HY
BHEINRTV 5,
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CRE CORERRMN, WEEBME (BB, BB,
HHiE), BEEmMAEY (enzyme replacement
therapy) 2384 b TV 5, Gaucher JFIAIZ ¥
5 s BEIC O T oA L, Rappeport D
HREBIE?, Groth DB, BBE VL0 H
5, Lo LEBHEDORESX GVHD 0@ 3 7 A
THTEL, BBEOGIIEMERE, BT glucocere-
broside & &2 H MK T L7c ST L
Tkh, & EBHECHANLERLI»S. B4
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M1leas@mb 2 THEADNTTL KCTEE
1k, MR OIECIER S EIT L., Tiebb,
BAEE IR 1 » ACBlh, ERBIL4 » A%
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WEFrkss Ui, F, MHEEEILL» BHE
225 spike OEIFHNIED D, 24 2 7 A%, 1
EBIKA W EEYRIT L 5 k%, Gau
cher OBz OWTREBERI MR E EZ A
ThHHH, FEEEETIAERE D ZR R fTh %
izl ThAd, FEREOFETo-TE,
FR59Y, B T0.55 H, &AL DIES
T, 1ENL 2EOHBIEBEEA L bR TS &
W 5, SRR O R RERIZ o T, Blom O FEM
AR S D, Type HI O2FEFIC D\ THEET
L, B 50 I FERR 24T o T EGNC R 23 A,
B o B & JEREIR A D60 % A IEHE ThH B DIk
N, FEECRIEEIIT10%103 X e -
el BT B, Fi, KIEFIOZOMOFERII
DOWTREREBEBL TER, WENEHRER
BRYEPEVRL T2 &, BRI, R,
BIET, BEEHRELLDLN, BECEHI
DA BRhZ ETHB, Co@MmToWT, LB
b3 BRI EDR LT D Gaucher A< H
BT EERERLTVA,

Z O & 52 Gaucher Mg o BEHEA EZ R
HLELTEBRERDY, WALWAERYR
LC\w5h, BloBBsd &5 Type Ltk
I, M3 FREAR T, HREER O Type IT 1
mEg, Type Il ieB T h 72, BREMIGERE
v, S, BB E AR T hniud
BREF B TE 20TV EBEbRS,

® B

4RORE, EHEETRA I, BHFH L X
UFaH I, FF4#02 T Gaucher fila % & & o7
&, Z @ Gaucher Ml o £ A B BEAY
CNEBEEPER IR &, QRO B-
glucosidase D EMAE T 2, acid phosphatase
MR ALBhizZ & X ) Gaucher B & 28 L
fo, BB, RENBT  MREERORKE &K
T, HECETEIORBITRAbRIZ L0 b
Type lll &2 L7z, AREFNE, PREEEEILLERE O

TR R R & 7 o e, FIRER, MATRE
BIZHE L, BIRER L ORER S ET L,
FEEEND TEOFBOH, BEERRE L1
BTRE L, Xy, BT, I8 B8, Vv
SUE, B3 ER 7o Gaucher A D BB 23RS b
N, BEAL, HEEROREEL Gaucher fifgD R
Bk sz 2RI RE,
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