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Lysosomal storage disease——Update of the treatment
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I. Lipidosis
(1) Gaucher disease

II. Mucolipidosis
(1) I-cell disease

(2) Niemann-Pick disease

(3) Fabry disease

(4) Krabbe disease

(5) Metachromatic leukodystophy
(6) Farber disease

(8) GM1 Gangliosidosis
(9) Multiple sulfatase deficiency
I. Muopolysaccharidosis
(1) I % (Hurlersyndrome, Scheiesyndrome)
(2) 0% (Huntersyndrome)
(3) 1% (Sanfillipposyndrome)
(4) V% (Morquiosyndrome)
(5) VI (Maroteaux-Lamysyndrome)
(6) VIE!(Sly disease)
(7) Hyarulonidase deficiency

(7) Tay-Sachsdisease/Sardhoff % (=GM2 Gangliosidosis)

(2) Fucosidosis

(3) Mannosidosis

(4) Sialoidosis

(5) Galactosialidosis
V. Pompe disease(GSD 1)
V. Sphingolipid activator deficiency
V. Lysosomal membrane transport deficiency

(1) Cystinosis

(2) Sialic acid storage disease

(3) NCL

(4) Cobaramine transport deficiency
VI. Protease deficiency

(1) Catepsin D deficiency

(2) Catepsin K deficiency

(3) Peptidase I -NCL

(4) Palmitoyl protein thioesterase

40 LLEDERDH 5.
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Mucopolysaccharidoses (mucopolysaccharidosis)
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Hhsis |

oTwh F7, HERLIFIhLZIDITL,
SV EFERD> SERIEI D, L) BHICHET
T5. RICKEBELERTLLI5HOHE
¥, ERERZRT.

4. & L o

a. LJ%PEE IHE (Hurler #5), TH/SE
(Hurler/Scheie #%), IS & (Scheie %)

a-L-iduronidase RIEIZ & D, FU< ¥ V5
BB LU T VRBROSHRBIEES AT
W5, BRIAVERKREZR L, EAEE! O Hurler 7,
] @ Hurler/Scheie &, #4EE! @ Scheie &
Ao T2, BEERIERKNTSHY,
FTRTOBEZPEICHBETEL DT AW

Hurler %13, A IZBESAEOHFTHEET
HY, IFLALIZI0RETITIITETS. 64
Ba6 2 W, FFiE B4%, HRER,
MEHE, ARRE EST2LICRIrN5.
1RUToRET SHRLHREELETLHIL
bdHsH FLREILY, BAVv=7, BEAV=
THARBDOLNEZ ALV, BFIL, RO
I LAKREVD, 6-8 7 AURBRIRERE
EARIY, 100cm ITEL V. FiEid, 24
REE—27 L LTEDH%, #%EBT5 FERE
WA T, BEHRERPERICL2MERED
DICSEOEF IV v, EXERYE, BHEE
AHEEIZEZ ), BEHEOFE, BoZE0
BHSREDOLND. 1EE TICABRE»ZD
LTS 5. RAELR 5. REHAKIEE
DI-DFEENENPTLET S, ¥ v MIHBAERD

Akemi Tanaka: Department of Pediatrics, Osaka City University Graduate School of Medicine KB 3 K%K

FEERFRTER ¥/ hNRES

0047-1852/10/ ¥40/R/JCOPY
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THhLHEF DD L. BXHETIE HAZFOR

B, AFRE - RREESORLMSM, RIS,

JRO MVvagodik, s@FoMBIX - Bk
BE, HEBINROEEAL(BREL FRE
1b) & 2%, R#E © diaphysis 395K L, meta-
physis (372, epiphysis DH.LIZRERRTH
5 BREBIVABEEHEOERIIART,
WREZRT. SREIZECR. BT
AR, MWERRBLLRY, Whwbht—
ROEREZRT. $EE 4 < diaphysis 233
KLTEEEZRYT. HAEMHOTREE, TRk
RYSE, OAENEREETH 5.
Hurler/Scheie #(3, Hurler % & Scheie 7% ®
FROBKREZFEZRTHDOEHET. Hurler %
I DBELETLRBRHLTH S, HEEEILW
NI OTHTH D, BEND L ISFEOENR
2, SEHMOEEFZEDOLNLESDL H 5.
3 EYKEAE I HEEED 2 WEFTIRIETE A
RO, EROFERIIZ-6KT, £0
HEITT S, 10EMAETT I, ARRE, W
e, BEARKEE, LBFOBEDLD, £FE
DFEZ EX2F. LA EDEFIIRAIET

5. A%, PAEBNEEENERERTS 5.

Scheie &%, 5L, BAEIHHME, KEIIR
Fpese - Wk, ARES FEELZ SR -
TL A, 1020 RDOBICBHENE Z EHE W,
HMRER BF ME, ARE FREERSHE
REEBOLY, BEROEEIIE 130-150
cmZETAH. HMEBREETHAE BIZBWT

3 ABRREHUSMNRARE, RREELEZD,

FEAROEEL & 23, AERTREEICX
B EEREHENER % A 5. KEIIRFE, BEFRFICL
IEEHNERTH-0M%E - BRRZ S, i
FEHICETET ALY TE S, R LOF
EVETH 5.

b. L% ¥EAE 112 (Hunter #%)

Zhiy, BEER PHEB, BERICSTLN
5. iduronate 2-sulfatase {EHE D RIBIZ L Y &
A LAaLHEEIREENOEREZET 575
AERBIAOhEZ L. /2, EE~DLDI%
BoOLEERE LTRFEONMEZER/TZLD
BIRED, B Lk, KEAEEICECAL

ha. Zhid, RROEEEL ZBRE CHA,
BEAPICHEBTAZ LD LIELIED L. BB
R, Mo L aBHEIE FEEESERIEZE
RKTHrOEERY, XEHEUSHRELAT
»5.

Hunter JREFER X, 2-4 MOEIZ, HZER,
BKaE BEFR B HEE SeREE
D6 D #ITT A, Hurler e MUTW 525 #
TIRRPELHL CTHEREL 2. BAV=T,
BREAV=TLELL AOND. BREEIED
5T 5. BUOKRELZRD LA, BEMER
DEEL L VBERE~D L ISREOLEIC L
ByDEEZLNTWA. By RIHER,
THOBEHEE, EMKERE L ETHEOME
BEXZ2L, 10-15KTRET 5. E2EHEI,
FAENOFEREER.LBFORE, OHEX,
EmE, TEROFNMUIZEZO0A2THS.

Hunter /A RIANZ, 3-5&FEIC, HAER,
KR BLEF B FEREFZOLN
5. BEHEE MEEEZ AFEROEICRD
s, 20U EICET A ENTES.

Hunter REFERIZ, 5-7ROEAIC, BEFR,
M RO NG, EER L RKROFEIRS
HELETT 208 EBTHY, MEEEZZW
HED 140-150cm <5 WIET 5. BEHEE,
FREEERE, MHRoD, £FICKEEY
X727, SOBRUEIETAZ LD TEDD,
0RELY, RERERLALZTRCT SIE
BlHAOENE L% 5.

c. LS PESE I & (Sanfilippo 8, San-

filippo FEIRE¥)

Sanfilippo i, A LFEWIZ4DOEEIISG
iF5h 5. §74bbH, heparan N-sulfatase K8
#E (ARY),  a—N-acetylglucosaminidase K1BJE (B
#l), acetyl CoA: a—glucosaminide acetyltrans-
ferase R4B%E (C &!), N-acetylglucosamine 6-
sulfatase RIBFE(DB) D 4D TH5S. BAILB
WTIRARDSR DS, BEREFZAIZKS. B
AATHE, &LABEOAAS. 7 it
1512 B#&! ® common mutation %33 Y founder ef
fect R ENTW52 CH, DRI, &H5
LINTHA.
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BRARAER L LTI, WTFhoBERIZBWTH
REPDP L 5TV HMOLISEELEREY
HREOPRMBREMERIFHN T, FHERK
IBETH 5.

2-6 RBEUTERDVER T 5. £H), EBR%T
B, REEW HVWE ZEIEOLIL H
BRREHERSERICETL, 7-8&T T
SRINEET L. EEOEErALNEZVEE
GBIT T AERLH 5. 10&RICR 5L, EIR
BE FEE EERESAOK FELOa
%7 b biH%d A, Sanfilippo®ix, A3%
BHE MBI M2 R - BOERIEE
FHIIBETHE-D, DHIELY. BED,
FIZEREEATH A 10RRTEAE LR
0, %1320 RAE IR EBBRYSE R & TR
TT A% 30K 40RICEFTETAEMDD
5. ARDSHEBRERETHSL LVbhTWa.

d. L 3%¥EE IV & (Morquio %)

Zhd, H{b2ER I AR (N-acetylgalacto-
samine 6-sulfatase K$BJ%E) & B £ (3-galactosi-
dase RIBJE) L 12 Hbha. HELLTIE A
BIABEEBIZE .

BRRIICIX, BOERIEBN T, »aSH
FEOHTHRLBNEDEREZRL, HED 100
cmBl#TH 5 HMEEIEESIhLV. AER
EhHAH BRI, HEMEIEL STV,

SR - T, AR NBEOZEER, &%

EyEk H3 EF AERRSKOIrND.
e, HEAROINEER, &aF, A%, WE
DB, FROFNMEGREZET. SR
B, SEE, FEORBRLISALNLD. BRE
& T3, epiphysis 2 L T metaphysis A3
KT 5. BEEIEV. 8BS, BET
BRI KT 54, KEMEHTIE, BOER
DHBTRIT 5. WREBEEOEBAE L WHF

DRI Z T, FHBEOERAREEL, Cl,

C2LR)VTHEFIY)HEEBEIEBSI NS, F

DT rik HE, VIR, VIEIZHALNED,

IVAPRDEETHS. BEIELEL ETREO
BEE 729 REREICENELZEDERD,
208, B0RRTRET 5. BEOHEKRL
LCRFOEE, oL A VEOREAZ H

ZEHDIBDOLNS.

e. L J%PEE VI B (Maroteaux - Lamy #7%)

Maroteaux —Lamy %13, Hurler 552807 H4&
FRRZRTA, MEEIIEE S\, N-acetyl
galactosamine 4 —sulfatase (arylsulfatase B) DK
Hicks, ohd, EER BERND L.

EER O AR Hurler i & X < BLTw
3. BOERLSHEHMHED, BIC1IREI VR
Do BAVZT, BREANV=THELA
Lbhad EEIL 6-8REAICELL HFERI
100cm #BETH 5. ARRES, FEE KEEoO
Bk, BF, FREEER, EHE, KK
- BEFORENL SN, 10-20 R LA
EIZEVEET S, BEXHRED Hurler w & & <
BTz BREOEEIEHT EEHOE
BA%E, BEEOAENAONS. HEBIIE
EL, MragiiklTcws #EERHEO
EEAEICED, L1, 12 TRE2E23T4. KiE
B EAL Tl epiphysis DFERALEYH Y, B
HERPRL ZoTHREEZET S, RBFEIE
diaphysis 234 & 72 ) &3 5. Morquio % &
R, Cl, C2L XV TOHEBOREEI RS
5.

f LS PEE VIIE (Sly %)

B-glucuronidase RIBICX W22 5. HESE
BMoF4ERMTIE BEKEE LTRDOH,
JEIRH % -3 LR RIS TS 5. EERIL,
IHRICPTH Y, 3RET TICHL OERIH
ha BERZ 4RVBICGER BN B0
BB ELERT, HEEED ARREDLZED
L, KAMBAERE ICRE 2 AKAA
OENLZENVIROFHTH 5.

g LIBPEENXE

I, WHREETSHL2ICShY ER
I ICEMTH S, BOHE B O BKIRESER,
BEORKEE, BEAOREZ DD 5D HEE
K BEERIT R

5. W LEFIZH a

ZhnE, FTEHKRERICE ) 4 aSHE B
IZETHAB BE-7:%01E Rbor oL
SET). BUIIRT LI LRBELRLILHE
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] L L AOh N Dk Y)5EIEI0)

KEE, BEFW, vHEL BE~AV=7, B .

- Hurler 7 V=T BERE FEA Y 1 R4

Scheie #% | BEF, ARERS, LHE 5 6%
ZEOEN, SEOENh, HEHR KEIE,

e | TR mmk mmmsm 2w =

BRHERY Mg, BEE 5 6

111 ¢ HRBEE, £8E RERE £E 2, 3%

V#E BEYR, BHE XW 1, 2%
BEK, M FEE BREAV=T,

VI BEALV=7, FFREX 2 3%

VII & ifﬁliﬂur]erﬁb:ﬂi%. BAERNE TV RN 2 3R

DMt ZFD - HIELISHEETH D, BRE
% A ASREOTER L EBRIRAERAD & RBI S HEE &
h, KM SRR CTEEREEORIBZERT S
rIZXY, HEDWICESL RbLAaSHES
B X UOBRHEEONEIX, HESXH(SRL) T
HISATRETdH 525, WIh b RRZHEIIED L
nNTwZwv, ZOLHILISHEELEZ D
WICESLZ LIIBEHTH DD, B XEMME
RIZRD ITITEBRAKEY)TH B, R2I12EWK
BTILROONLMBERE T L7

L IS HEE L BDOIERE R TAS R A
ZREOPEMINE 2D R VHEICIE, 23K
F—Y2%8E9. Tk &xiE MEFOZED
FAVYV - ABEEEOLERAPALR, Zhdt
HEESWIHE DL,

6. BRETR a

HAE, BRARMICTEE 2 HEEICIE, &l
fafehl b BERMTHRIE L 23 4. EMHHRE
Hilx, 1980 FEfL L WiThbhTwa, $EVEH S

LashTwaoid, 18, 1A, VIRICTHAS. i
T, BEEMTAHEED IR, MY, VIR IZBW
TRERZHIC X DEEDSTHEIC R o TV 5,

BRICOWTIE, EmEHMLBHE L BEEMT
FELIZIBLALEZRRDON TR, BHS
PR, FRERORD, HIRREFR
WEORL, RbsaLHER (VO VRE)D
BT, KB LU0CERZOMEROZE(L, MEHTE
BOWKTHA InboxpRi, HmEME
BHTRESBRIELAIIENTL 205 BEH
THRETIHRORBBIILIDERLLTHS. A
B, B, LDREFICOVTIE, $RIELHI TR
V. I OWTHREIBTH S, 2, MR
ZLVEBRTHLI L L, BRICHEFENIIARTT
B LEZELLTWAILIZLAbDES
BEns.

WThOBEREICBVWTY, —HOBETIE
THEVZ AN, %L Dlgis TIIIERDOERD
ATHEITEZBDLEKR DS, LoL, HHFIC
I DHFEFIEDL EHBSNS.

X R

1) Neufeld EF, Muenzer J: The mucopolysaccharidoses. In: The Metabolic and Molecular Bases
of Inherited Disease, 8th ed(ed by Scriver CR, et al), p3421-3452, McGraw-Hill, New

York, 2001.

2) Triggs—Raine B, et al: Mutations in HYLAI, a member of a tandemly distributed multigene
family encoding disparate hyaruronidase activities, cause a newly described lysosomal
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disorder, mucopolysaccharidosis IX. Proc Natl Acad Sci USA 96: 6296—6300, 1999.
3) http://www.aldurazyme.com/global/az__us_home.asp
4) http://www.elaprase.com/
5) http://www.naglazyme.com/
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EXMEERHREE |
Inherited lipid metabolic disorders |
ZATEIERTUVGARBIE |
Inherited lipid metabolic disorders |
TATEIERTUVARBIE |
Inherited lipid metabolic disorders
ZATEIERTUVARBIE
Inherited lipid metabolic disorders |
ZAXTEIERTUVARBIE |
Inherited lipid metabolic disorders
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Inherited lipid metabolic disorders |
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Inherited lipid metabolic disorders
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Inherited lipid metabolic disorders
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Inherited lipid metabolic disorders
ZAXTEIERTUVARBIE 5
Inherited lipid metabolic disorders
TAXTEIERTUVARBIE
Inherited lipid metabolic disorders
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Inherited lipid metabolic disorders
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Inherited lipid metabolic disorders
TAXTEIERTUVARBIE
Inherited lipid metabolic disorders
TARATEIERTUVARBIE 5
Inherited lipid metabolic disorders
ZARXTEIERTUVARBIE
Inherited lipid metabolic disorders
ZAXTEIERTUVARBIE |
Inherited lipid metabolic disorders
ZAXTEIERTUVARBIE
Inherited lipid metabolic disorders
ZARXTEIERTUVARBIE |
Inherited lipid metabolic disorders
TARXTEIERTUVARBIE |
Inherited lipid metabolic disorders
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Inherited lipid metabolic disorders
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Inherited lipid metabolic disorders
TARXTEIERTUVARBIE |
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*1 YEFR—-YZ0O9E &R

W%

HHU T (R A K ALD JEA

(RIS TEIN

GM1-# > 271 %Y F—Y X | GM1-ganglioside

UiRAT | B S EaE, AFRRAE, R

(AR) (B—galactosidase) 2BAR. cherry red spot, BZA1t
GM2-# 7))+ Y F—Y A | GM2-ganglioside 1%RT | B RE B, KSRE, ¥
Tay—Sachs #& (B-hexosaminidase) cherry red spot, FEE B
Sandhoff 7% AKXIE
(AR) AB k3§
Gaucher glucocerebroside 1A | ReREE, ZWLTME S5,
(BRA®DBH D) (B-glucosidase) f&# acid phosphatase ® L5,
(AR) Gaucher iz
Niemann —Pick % sphingomyelin 1T | FHLFEME, meeREE &
(AR) (sphingomyelinase) #J8, cherry red spot, Niemann
—Pick KA

metachromatic leukodystrophy | sulfatide 125 | AAEBRERE, HITHRE &
(AR) (arylsulfatase A % 7z % cerebro- B RIEE

side sulphate)
FERRAL sulfatide, & 2% %%, cholesterol | 1-2/&% | A L +HISRZER, FiEE FZ
(AR) sulfate (any arylsulfatase A, B, 1t, A aZHR

C)
globoid cell leukodystrophy psychosine, cerebroside(galac- | 1#&RT | BB RERE, WHE, HEER
(Krabbe ) tocerebroside S—galactosidase) FER
(AR)
Wolman % cholesterol ester, triglyceride 1iRAT | REERE HME TH %BF
(AR) (acid lipase) B, et
Refsum 7% phytanic acid BEN | EB)kHE, HEM. ichthyosis
(AR) (B—oxidation) ~KRA

EhkA BRSO BEREI NS, FEE
BDOIA V= LBE~DYFFVRIN, ) VB
fEBELZEPMONTVWS. LA - T, &I
TFRELBERI NI ER-RELOME &
ZIXEFRE L OBEITRIE STV 5.
RIIRTITEL, A747TYVEF=V R
DEEEBIFHMONTWEY. ThoDERAD
I LEFER, MR oK, REREEOMRVE
B & L Tid Gaucher 7%, Niemann-Pick #%7% &
PHEOSN TV,

3. Gaucheri®® o

Gaucherm o4 vV V—2HEDOD T Va+r LT
0y ¥y —EOBEERBIZL ) BRRARKICKE
W7 vakxl7ay FRERT S BRI

1, 2, 3EmMOTEY, 1BIIIFEMRRTE
A2 BFRE, MERBoOBEAZET 5. 2RIIHER
TEHRARBPICREL, 2-3RFTICRET
35, JENIHESUMAERTHY, HEMIE
ET A, 3RIERMIZIZ3a-3cIiZHEENA.
a. " B

Gaucher JEORIE®FE, /vatktLrsud ¥y
— P RgEEED 1 F@RLICBEL, BEFOY
4 3 7kbTHY, 1OV IVBREN
5. cDNADGHH 6 4977 I /B E 1918
DY TFVRTF EhbkD, 5FEIZ 65,000
ThHb Fhatkl 7ol ¥—Y¥oBEXREIC
Xy, ryvakrvrrav R, H4 a3y R,
R ICKBICERT A AR 2RITI
R DA Y U HEHET S, Gaucher i



FF - RBEERAEMRE (55 2 hR) 1 AT (L) 521

A7 4 v ITHERE

a B
fuc — gal —NAcgal — gal —glc —ceramide
a
N A(‘:gal l blood group A glycosphingolipid
a-galactosaminidase

B B B B a-galactosidase
fuc — gal — NAcglc — gal — glc — ceramide ———— l——» fuc — gal — NAcglec — gal — glc — ceramide

g: J_ blood group O glycosphingolipid
blood group B glycosphingolipid I a-fucosidase

NAcgal £ gal - gal LA gle 2 ceramide gal— NAcglc — gal — glc — ceramide
l B-galactosidase

globoside l E——
B-hexosaminidase A and B

1' Gy gangliosidosis (Sandhoff) | NAcgle™ gal — gle — ceramide

trihexosylceramide | B-hexosaminidase (probabl.y A and B)
a-galactosidase I [ Gy, gangliosidosis, certain types I
gal — gal — glc — ceramide ——{ —— gal — glc—ceramide

M / l lactosylceramide B-galactosidase

idosis, Krabbe di |

Gus ganglioside gle— ceramxde
neuraminidase
8 8 glucosylceramide B-glucosidase
a
NANA — gal — glc — ceramide 1’ Gaucher disease

sphingomyelinase ceramidase
PC ceramide ———— ——— ceramide —— — sphingosine
| Niemann-Pick disease l Farber disease ]

Krabbe disease

ceranude — gal < |- ceramide —gal— SO,

[ metachromatic leukodystrophy ]

1 R7«42dVERFO#EE ), 2BAHEZORRED)
fuc: fucose, gal: galactose, glc: glucose, NANA: N-acetylneuraminic acid.

ODREZFERIZS0EU FMohTBY, B3 HERELD, BAAN- - E7 V7 AT 144P
DEIBLY YV VOBIEFREDOMUARE  OERIRDIEL, RICFUIZERILZ DI
NTW5, BRELBEFRIHAEEMEL LT ¥ Y AIIN3IT0SERD60% L EE L

TWw5. D5, FIHAATIZIBOER TS\ 1444P

AT ANEHAATIIHOHICEETFERD ZRTIE ROIEE L TERERNHICZHINT

v
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secretory granule

a. plasma
membrane lysosome
early h trax}sport
® (endocytosis endosome : i% vesicle
& =~ S \ 3
{ /70 O\ late
AT g(}, endosome
;I clathrin-coated (low pH,
vesicle
clathnnj recycling of
coated pit M6P receptor P\ uncoated
( transport
(\ vesicle
i @) ]
exocytosns = { clathrin-coated
(\ ) V\/\r! vesicle
ah f
N (k!
trans—Golgi \\/ N { clathrin-coated
reticulum ) pit
o @9
lysosomal enzyme
b. , £
rough ER Golgi Cﬁ
s s '%)O e
o0 E P P lysosomal
oo | olgbo fah o B
OO~ O ﬂ """""""
o Og
T\ N
=] N
o0y R
o) '-
QO :‘ "O{11-P-PD
O - secretory
% o '—" protem
b
o J -

lysosomal enzyme
(® phosphorylated
£3 lysosomal enzyme

% secretory protein

(')D MG6P receptor

¢~ clathrin subunits

O mannose

0O N-acetylglucosamine
O galactose

A glucose

& ribosomal subunits
0 polypeptide chain
0 docking protein
< sialic acid

B2 v/—ZX-6-

JoBICEBSA VY — LBOREBRF
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0 c1orf25—> GBA —» < MTXP GBAP = «+—MTXI THBS3 —»
| I
o (kb) G202R N37OS A55 L444P
Scale N188S | F213I R463C
b. ATG ATG Ivsz +1 R120W R257Q GBZSR R496H
11
C. N
mutations

per exon

’ LSJ

z 2

T

10

43

49

49

3 Gaucher FOBIZF & ZDREFER

ai /natl7uy¥—¥oRIZF#E GBA: glucocerebrosidase gene, GBAP:

brosidase pseudogene, MTX: metaxin.

glucocere-

b: /hatlL7uvy—E0RIzFUTr V) EER1I50FTERIZTFER.
CH/IIZVIITLORIZTFRE. (Hruska 5, 2008)

#£2 Gaucher BOBEKNIE

B A 11 471 y472 47 3a 24 73b ¥4 73c
SR | SIRM~ B FLEH bk i IR RH
JFF e i +/+++ ++ +++ +++ +
AER = +++ ++ ++ ++
FIER +~+++ —/+ ++ +++ +

DEWPRT D ICHVERINC3RICBITT 3
zedmohTns

b. & &

Gaucher W Tt/ VvarlL 7u s ¥ — ¥ O
ERBICIVEETHE I VvakL 7Oy R
EWT 5 BEEREOBKBETH ZHRMR, H5
VIZEMIRAREBEICEL ) AT h, FBRTEFIC
WAMEICIEE D 10-100 55 S KBICERT
5. TDZOIZHFE, MREASEHICERT 5.
*r7u7 7 —UbEEILENR, £ DY A

AVEBMTAIEICLY, MEEE KEE
DFERICR 2 LRSI NS.

T A v v oERSMREL LTERAL,
MRNY 7V EREEEL, MRatE &7
COHBIZZFOMDOYE F—Y ADJRREL H it
BOBBELTELZLNATWVS

c. BREREER DFFE

BEERRICIZ 4 71, 2, 3EEEhG. &
% DEERIIFBE R 2 ITRT.

5471 TIZHE, BROEX»EHIIRD
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i, B, BEML, WREEIC X S ER,
BREEELREVNALNS 257Y NBETIIER
RIERDVPBEEOBREDALNSD. ¥4 72135
B 3-5 AEIFMETROE, F7-6EE
#HEEZEDEN, B nystagmus, HEHR, He

TR EREEBRERAH T 5. HHERRIIITE,

IR, SERBRAER, ML CTRIEL, R
WA E2 AL T1-3REF TICRT
T5 2ETHHAERBICREL, REKEZ
235, HAEREDLVIZERBEMTRET S
BRERIATDHEET S 38II Y { 7H53a-
BclZBEh, HEED LV IXBEMRER L W»
b, MEERIEW- ) LHNS. WA
b3 2R HIEERIC L Y R% 5.

d B E

P, BB OE K 7% & DERERIER DT A B
R L LCi3&m, m/MMREs, BEERR7
74 —+¥, ACENBEIZEETHA.

% 72 B BRI T Gaucher Mifig # £ H720 5.

BERPTIRZVaLL 7Oy FOHEAE .

HilEk, KMEEFMRRToOp I Vayy—E
DERRBEZEHT A LICL ) BIIHEET
5.

BIZFERORFELEETH 5.

e. ;"ﬁ &5.7)

THEFEE L L TEI 2 I ERNEH R
2479, BRI AHTVhARIORS, %
EERIEETHS. WRER WTEHRLRY
35472 3OMBROBETIIEETH .

WiE#EL LTCCHOMBB L Y BRIL 22k L
WA L%60U/kgEDH7-0 2:8HIC 1 EEHE
BiET A 6-124 A CTAM, /KO R
B9 5. ACP, ACEMEIXMET 5. BEK
PR AR RE R\ X B R TR IR R A
V. RO AR C IR BE 72 2L B A LD TG R
(Genz) DIREEDSEIG S IR 72,

BREBEEIILIN A T 1 ROFHRIIRESE
Iz

4. Fabry#® nJ

a B =

ASE I a—galactosidase DEEFZRRIBIC L Y 1

ENEMREEFLICE, L, T4 OM
@2 ceramide trihexoside (CTH) 7&K 3 5°.

FICOEREROER (RER, LALE% L),

BEREE(Y V7R, BAS), KMEER(LE
AIE) R, HEREL CZEREREET 5.
ANBRAE 4-5 8 & Y DU D 2R
T, 30-40 RARICBROLAEIER, HRAE
RIERTREL, K75, LHEELTE
B MMLKEET 5 (E4). BEZTFRED 300
LU EHRESATWS., BEERIIX-EHE
HRIEERZ LD, —BEEII4FACLIAL
Wb Twa, 4 5) 7 TIIHFHERTAZZ)
—= VI TBRD3500 AMIZ1IANEEETH S,

b. & H

Fabry #% 13 a—galactosidase DEEFERIBIZ X D
FICBEOMENEMAIZIZ CTH, ceramide di-
hexoside (CDH) %z £ 2%/ L, BA2, LAZ,
MiE#E R EDIERE 2T 5. a—galactosidase
DBEEFDRBEITXq21 - 23-q22 IZFHFFEL, #
ZFDH A XX 12kbTH Y, 72OV ¥
5B, cDNAGH 631D Y 7T
FRNE38EOT7 I/ BLY 25 Fabrymo
BEFRFERIESICAONLTL 300 ELED
EREFMONA TV BREFRELLTI—E
EEBERUSNCEH, REZEDBALN, BFEE
FEEOBE VTR, BR LR, RoER
R EICHERED S.

C. ﬁﬁ . umﬁ&&lo.ll)

Fabry % ® a—galactosidase DEERERIBD -0
IZGb3AEMT A FICEMTHMEE LTI
oL, RE, MELREEHTHL AR
SR PR DR A DR, AR~ OEMARE
LEzohs. BREME BE ERLLEOE
KYBEMCHY, BERIF22r%0nIELH
BEH TR, FBVEAEZ EIZIZANRZ V.
HEMREEICIZEER L TODY) Y0NRE,
BEMEIVEMOME AEE 53R,
EHNRALNE, BALIF20-40 %A TAHALN
HZD 0B TEARRI o261 BDOLNS.
BEECLIRE AT7u—EEGEHEOLI R
ERDY VNIREBTIEEL V.

DERE LTI, RERR, ABEE, OA2%



