B SR RS (At B IR R )
(4y#0) HREEMEE
A YV — AIROIREBRNA, HREOR
(53#8) BFEE EHBR |
KIEKFRFEELRFER /NRREE B

HMREE

1 9FE AR L,

VY Y= LFEORN TR BREERBERDO 1 S2TH D7 7 v YR DRE
AR A2 S XT 0o, BEFRFEZITo, BERAL 9FITHOWTY 238k
WU BRI ORI L2 ADNAZ AN TRT 7 Y U EHEIE L,
TEL DHPLC I TR V—= v VT 5 B4 L, FRER450%80

A HIRER

7Ty SIROIRERT 2 7y ~RBIE
EHERERBEOEELRERNERRTHY | F
HRBOBHBEPE D RERETHDL L
BRIAINTWD, BRICBT28EBETFER
EREA L, REMLOMELP~LLER
& L7,

B. ®WRFE

77 v HORERY ; B THELFN
Rl LA 1 94 (FLIEE L 641, L4
W2/, RABH) xtic, XFEL2H
WTRERIEZBLE, Vo SmRawn LR
JERRMESF MR B4/ & DNA R H L7, &
T 7 Y% PCR{IBIZTHERE L Denaturing High
Performance Liquid Chromatography (DHPLC
B I TEREAZ ) —=0 7L, BROR
bnaxy v ZBE LT Direct Sequence {5
ICTERRIEEIT T,

C. WRF/EER _

25y~ YRORIEMEE LB TRE L
AAAL OB 2BIEFITOERELT
oYU R RMIRY, DHPLC HBIC TEREEO
ERMHB LT, SEBICHFE
EDDLTFETHD,

No. |[phenctype |genotype pol ymorphism
1 I P302A/W115X 1289V
2 J W647X/166M
3 I 12Del-3ins/R204X {1289V
4 1
5 I [R204X/1234T 1289V
6 I 12Del-3ins/?

7 I L364R/TE52P 1289V
8 I L618S/7
9 I lbase del/1546T

10 A
11 1 0312Q/
12 1
13| unknown




14 1 03120/ ' 1Y SN E vel 35, 494-497; 2003 A

15 A 1289V/1289V al b RF— A T11, TIIH, HHRE
16 I 1289V /0312¢ 1) Chikara KOkUbU, Bettina Wi llTl, Tomoko
Kokubu, Matthias Wahl, Isabel Rodrigo,

17 I 12Del3ins/T652P [0312Q/

8 I R5158/7 Norio Sakai, Fabio Santagati,

Yoshihide Hayashizaki, Misao Suzuki,
19 J 12Del1-3ins/%?

Ken-ichi Yamamura, Kuniya Abe and Ken ji
Imai, Undulated short-tail Deletion

D. =ER
27 v RORERER  RAANS T v
~IFIZ 12Del-3Ins MBI L SR X4,
ZHICB L TITHIFREER @ RFLP & v THl
FlohHT&E s, FEFHOEEN 4 EH
RESINLOT, ZOBEEEICLELD
B+ BBEEBRTHETITETHS, N
SEEED, RARCEMBROBEE _
F ol Y ¥y — ARPFRS : 03.12.04, HE
b RBHEZBZONDDOT, EDLHIRE

EARRIEERE 11 B 3 i f ) AR EE
BAE IR R ST D OB IRAT LT ’ N
L FOBFUTONT

Mutation in the Mouse Ablates Pax1 and
Leads to Ectopic Activation of
Neighboring Nkx2-2 in Domains that
Normally Express Paxl, Genetics 165:
299-307, 2003

Tl
BEHBAKX FXEE., WERTF. ST, I
EEF, XK#EE—
E. &% . ‘

46 B BAERNBEEHES  03.11.20-22,

Y=LKl ELTIES5000A i

Ay

Il | £ b . Bk, 3

i AHET S L j_?n . BERHA HZ A Hallervorden-Spatz JEBRHMEOREYE

ik, BHiBE, fETIERL EAEER -

OEMROL LTEEEZRL T LER
bild, 4 OREL LD ESND Y VY
8. ®ER, AT, KiE—

—LHRTHLN, TO—2>—>DEBDOIR
. . » EEBEERGE 11 B2 R flio it B IR Rk
A HIZIEHERT L &0, SH%DIBE
@) PSG AT & NIPPY ic L S A e

DIRIZERS 2 LR ) . 2hnb b B - ‘
B NEHE, GRETF, HKEE, BRGT. B
N ? - ik, AMMET, & =i, IHET. KE

AL, BHRR, FRE., BEHF. B2

ZAbhd, gy
%45 @ BANEHRESES 03,05, 22-24,
R
IV BICREANEOGAETEE - LY
6. BARR CPEO 1 SEM OO BRERES, FhIRSS LM ST
Fa i - H", R
WX HRFK

\AHFR, LE B, HXAE, RET.



SE B
BHRFR, pilET, Bl BIES, K

HWE—
3 E R A RTRR MR RS - 03.02.22, KER

ABE, SEE, L T KEE—
BURREERBH T % & 7 L7 BEIUR 1T BY D Aisk Bl
ZHEEFX KRB, LB B BEHEEK

¥ ¥R
EMAEFEL-HIEE Alexander 3 1 FlOHR RN PAEIEIRIZ I 1T 5 Myotonic Dystrophy AR
&l T AR 2

BHHAKX., MERDT, NIRRT, TRE—B.
FMEgET, EER. & SEE. KNE—
55 2 0 [ AR BRI 94 ; 03. 1. 15

BHHEAR . UE E, & =Eh, KEE—
AR ALD T A i R D ERER | diffusion MRI

& BEFBITIZOWT
EHERT BEHER, WEEE, phxEE, Isodicentric chromosome 15 00 1 fEH] & SCERAY
BT, S3wE, BY B, KEE—, =5

WK, AT BRsLE, FIREE,

# FiE
wWE—

2 1 EEEEMEIR S FBEDISES ; 03.6. 14
BB ELE LT idicEFATTHSI1



BAMNFEHERFHERS (BERERAREMRITES %)
ST REREE

LI FrERIRA LT AVBERERSEORE : YT U F—v A
BEOHZ 7 T Y R=v AR 2ERHEORE

SHEFRE ME ¥ ERFBREFRESHES - BRREFFERARE

WREE

SAVY/ - LRORFERELRTIL, FRICHBESHERESTETIA0I0E. 4
HHEROBEMBAICERETIOELRAETIFENLETHD, Frid, —ROBIT
TR T A Y — AT Y P OEMSETICLVRETLITY F-VABIUY
S RT Y F—ACBOWTCERT AHESERORMELRE YT 2D, L7 F U &Hl
ALkl a v T s 7R iz, TOHRE, LIFLOoBT, /X2 rPal
¥e@ Macckia amurensis ZRWERART oy T4 7LD, TROLDORADOBEHNR
DR RBAE MR BT T AR RBIBRIETEL LR RIHLE, ZD
FEGHBIETES THIO . RERTCBW. 26103, BREOFMICLRISL

HfFEnD,

A BHEEAM

FGA ST Y F—E, YT
E AR a0 RRICTFEET 2V
TV IE A MK BT DBRE R H T D,
IDTA Y= AET ) F—EOEEE
TiokD, ¥TUR=VREHTZZ LT
U R—v 28R4 5, MHER, —RAL
GA S — LT Y F - EOEETIZ
Lo, g7, HFIIEMFZOEMLIZMH
ZAYY —AERBERE/ TS A

DRFIE S RMBEEFERETICL D,

UT NMER AR ARSI MEHRIE SN T
HRAIZ ST B EEXBRLD,

Beift, ZAL B ORBIZRET DG i3
D= HOEBMRTAENRIAE N, £ O
DI HOHRAFEARS T D, 18
FOEFEMIC BV Tk, BFEOHRNICER
LTWA Y TARERERESEL SRR
TEDLDPPEELRD, LML, THET
S SNk, AR RELE
HiovRAARY b R B RoEm i {4
ga~ b T7 44— TRINT 2 FIHE
i, FMRLD, ELOREEL
WL H, TITHEOREHEEILLY
FLEMBLT., YHMERTEETL VT
IWEEE AR S OB EDRE i,




B. ®WfEFk

B LIFL LB

biotin ®#5& X ¥ 7 Macckia amurensis
(MAM, Siac2-3Gal % 3B &) .
stramenium (DSA, GalBl-4GlcNAc % 325R) .

Datura

Phaseolus vulgaris (PHA, GalNAc % 3R .
Galpl-

Arachis hypogaea (PNA,
3GlcNAe>Gal % B B L U¥ Wheat germ
agglutinin (WGA, GlcNAc *» EE#) k. &
fbETHE (HE) »oWALL, VY Y—
LhDw—H—Th2D lysosome-associated
membrane protein-1 {(LAMP-1) (23 550
{&1Z Southern Biotechnology (Birmingham,
AL, KE) P LMALE, ., Cy3-
conjugated goat anti-mouse IlgG F(ab),
& streptavidin—fluoescein
isothiocyanate (SAv-FITC)iX. £ ¥ N
Jackson ImmunoResearch (West Grove, PA,
H¥[E) & BD Bioscience {San Jose, CA, #
EA 58N L=, Peroxidase—conjugated

anti-biotin I Zymed (San
Francisco, CA, X[E) LA LT,

mouse

b) R AR
TTRBEBHEL TS LT Y Py
AD 2 ZHDBE, HAFI T Y F—vR
O 2 AOBELILEFEHBO 2 ftROIER
MAHETFRIRL A B & L THV

e) LI FULEEICRD 2 ERE

BAAHESE MR & Lab-Tek chamber slide
IL, K@) THEL.
4% paratormaldehyde CTHEIE L/, €O

(Nunk, Naperville,

#. Mil% phosphate-buffered saline T
B L. 1% bovine serum albmin TR
B L7, &kiZ. biotin-conjugated MAM, DSA,
PHA FE72iX WGA & HU LAMP-1 k& VT
&4 ~#%ic. Cyd-conjugated goat
anti-mouse IgG F(ab’), & SAv-FITC THiL
BL, £#ESL—F—FBHMA AT
AT I (LSM510, Carl Zeiss, Oberkochen,
R ) FdfE L s e BmmEE (Axiovert
100M, Carl Zeiss) THIZELT,

d) vxZRFLTovTLUY
HEAERMESF IR O REIR 2 3 & L T,
FHBITLEM T T sodium dodecyle sulfate
polyacrylamide 4 /L &bk B) & 17 V>,
polyvinylidene difluoride B (Immobilon,
BAIVRT, BR) WEELL, 5K
% biotin {fb L 7= MAM T ¥ L |
peroxidase-conjugated mouse anti-biotin
TRIC &, MMM TRIE L7230 Fik
chemi luminescent detection system ( ECL,
Biotech,

Amersham Pharmacia

Buckinghamshire, #E[E) TwH[{E® L=,

(B~ E)
AFEOERICE L TIX, STEFRORH
BEASDOEELG,

C. HIRER
a) 19 Vg i)

MAM 2Ly FURaICEY VT
Yy R—ABROBH S 7 b T U F—LA
B R T RORLIR IR O B A AR D b



foo TORIEIL LAMP-1 OFNI—F L7,
—J, EEMNBE OB T, MAM 1233
AREMERL SN o, £, DSA,
PHA, PNA 311K WGA loxt4 AR tkic
LCid, HkRENR L L& BE &
DEICENH LR o T,

b xR TuyTLwS

B RRME Ml ORI IR E BB E Loy
TRE Ty T4 T EIToEF, VT
YR—=2ABLRH T2 FoT ) F—R
THL, BT IREIC MM ISRUST B8
FAEH LN, EFEXBTE, MM IR
By Ridsbiiahoi,

D. EE
HBLFMN B L OEILERFET, 7
VR—RABLUHZ7 b7 ) F—2
D RFE B RO EEIEBRAEF ML IT MAM 12
ST AMEMNRFEL, Thid) Y Y —Ai
%E#é:éﬁ%ﬁéntommmsmw—
al KEILTDZ B, AT, B
KR CERT DT LABENREESEELR
HLTWE EEBZ LD, KL, kD
FEERT, fETHY ., PEORKRT
SEHETHD Z &b, BEPIEFIED
AR EE X LNS,

L7 F o MM E2RIA L lalb S ase
DEAFTayTATET, VTIUEF
—VABLOHZ 2 T Y F— 2O
R BT 2T ABEAEES LR

HT2Z EMBFETH 21,

F. Bt

FEFFIL. FIRIBERE SRS AT
R R IR R /NS B R O W
& o T,

G. 3R
Kotani, M., Yamada, H., Sakuraba, H.:
Cytochemical and biochemical
detection

of intracellularly accumulated sialyl
glycoconjugates in sialidosis and
galactosialidosis fibroblasts with
Maccia amurrensis. Clin. Chim. Acta, in

press



A F@F R e e (BATER B iR £ TR)
AR EH
ZA VY — NROFRBROBRI R OERE ORI B D5
S—w ey 7R A - BREOFIEICET D85

SyHAETSRE EHEIE KERFEFR/LER

e s

2= Ly ZH(NPD)A - B BULEMER 7 4 T3 = ) F—BASM)BF I L 0 = Y
A TGS AL AT 4TI aL AT O LOERT KRB TH S, ASM 1£F
AV —LBATHINYA PO R EORBIC L YR END, 74V —b~
DF—4 T 427 targeting)ds L UHRIEA 210 BI3 2 ASM OfEENFMEALNETDH
#T, ASM @ lysine ZEEEICH L COS-1 fifas AV - RER TR L1z, Plysine % alanine 2
FH L= ASMIE T 4 ¥ YV — A~OBERRDT 5 & RBCAIRA SN L TR0, Pysine
7 ASM O I targeting 12 E LTV = & BB B4k % o7, ASM-GFP(Green
Fluorescence Protein)#4 &[4 AV Plysine—alanine DR % 4k 5 L — — B CHIR

LxT,

A. BrEAH

——7 E v Z7HNPDA - B Bz T4
— LR 7 4 T Y S —E(ASM)D R
BICIVBY - F—h T4 77— A
A7 4rId3ixy A(SMEalL AT a—H
EWMTH5EBTHD, ASM 371V — 4
(TS ARBEE (I-ASM: lysosomal ASM)
ELTHH, TR T A VY —LlliE
ST END, FEERIT Zn* S

L2 H LTORBRMEICRERERBE S50,

TASS —WZELIMEROLT A Y S — b
FIFEIET A Zn OB B OND, —FHl
Fastsy i ASM (s-ASM: secretory ASM) %
P REEN e AN FOBRERRE v 7
7= ZINTOWRMALE L D, R
BB T interferon-18  (INF-18) <2
interferon-y  (INF-y)7c &' cytokine #i# T,
FASM AVETF L s-ASM BB+ ARSI

FLLENBRSAAEIATV D, M
FUFP T D ASM OFapRIHEIZE L TH
BT HILRARBORESE LD L THE
EEZ T, AT NPDA - BRIOHIEM
A2 EME LT ASM D F A VY —b~D&
% (trafficking) (ZB%5 42 ASM EAOMHE
LOMEEH L ET IR EIT T,

B. BFRFE

1) ASM @ lysine BRI (4 5 KRES
Cathepsin D 72 ¥ OETIZ LD T4 Y /- A
E AN GlcNAc-phosphotransferase (Z3R5% X
Y UEBEESTAOIE, F0U VLK
DI3BMEPRERT THDZ LHAns
N—FILEDERBIZHLHNI SN, £O
KR CEPFED) Vo REET 7=l
FTAHETA VY — h~OBENEL LBkt
SFWHBHIMNT 5, ASM 2T D Y ik
DFA VS — LEE~OBRFEE L DO,




ASM IZfFET D 13 D Y VU ikie e
N7 7= RECEELCEAWHILARC
R Ed7-, 28 ASM cDNA (ZfEET 5 13
BOY PoAKET Do N2 ThENT T
=zt P2 PCR-overlapping % AWV Tk
FL13EOER ASM cDNA 2{EREL7-, %
NENLOLER ASM cDNA % UEILEN M2
By #—p91023B)iIc 77/ o— L,

COS-1 #MIC b A7 2y v 3 LK
Pis & OS> ASM BERTEM & AIE L1z,
BERTEM O E T BRIE S DV i 53R i
10041 I# LT 50t 3E (20nmol “C-
sphingomyelin, 0.08 » Ci/20nmol in 0.2%
taurodeoxycholic acid), 50| BefgF H U o
Lo 7 7 —(1.0moli, pH5.0, 4% Triton X-
100, EDTA 0.02mmoliL or Zn* 0.1 mmol/L) %
Mz 37°CC 1 Befd 50 i 6 B¥fE] incubation
L7, KMt 200 o} icecold 30%
trichloroacetic acid & 400 41 2.5% bovine
serum albumin % N2 424k L vortex L 10 min
ZIRFRE. 10 min &0 L7, Ll 50041 %
Wiz Thyr Lz,

2) ASM-GFP & E R % B\ it

1) OfERHS Plysine DI R(KIZNN T A
VS = D LR A ST B S LT
HZEBHOMhERSTEDN, ZOI LR
ASM-GFP O@&EE %« My Tl ~7, wild-
type ASM-GPF & K93 ASM-GFP %# COS-1
HMfaic — @R R I SRR LU0
MmN E L, COS-1 MikaiZ3EH &
7 wild-type ASM-GFP & K93 ASM-GFP
%4t S L — - B BE(Zeiss 510 META)IZ
THE LT,

C. R
1) ASM @ lysine L83 |C B4 2 BEd

13 [ FE R ASM cDNA(KS3, K104, K105,

K118, K124, K183, K187, K249, K305, K347,
K419, K433, K576)% COS-1 Mitic B & ¢
FRETPN ASM TEE% EDTA /Sy 7 7 — T
d1 ASM fEtEE Zn?' Ry 77— TRIEL, TF
% ASM cDONA OREBIEMHEELHEBR L, €
DFEFE ASM TEMEDEILIZ DWW TETF § 74
—ZicaEan, OmEOEHRICERSR
L(K104), @ F K T T 5 (K249, K305,
K419, K433, K576), Q@#IRATEHIZIET L
LR ASHE R R IR ME I TR (K105, K118, K124,
K183), @AM KT (K187, K347).
O PIE M ME T 9 2 R HE P IS L L 5
(K93).

K93 1XHERRN TIXIEEH ASM cDNA 3
% 1:(303.0422.1 nmolimg/hn)iZ & L THI 60%
DEAE(182.7431.2 nmoifmg/hr) &R LT 7z
2, EEHitCIZIEHR ASM cDNA (407.3:72.8
nmol/mg/hr} (= ®F L T K83 1 # 120 %
(478.1£112.6 nmolmg/hn) @ L H %77 L T
7
2) ASM-GFP Bt&E B 4 V- ad
wild-type ASM-GFP & K93 ASM-GFP D4
EEORIERE R, ASM-GFP BEERICE
VT Plysine DER(KINAT A ¥ — A4
~DEHE T b R RS 5 15 % H
ZHDEMHEOHBEER LTV, 2200EA
LT COS-1 MRRLPIO A 1o BE LT 3446
AlL—F—BMBICTEHELEZE Z 5 wild-
type ASM-GFP ZSEZHHIZM < BHL THY
MBI T TREMRB L Ao T (K
1). —H. K93 ASM-GFP I8 H» -
B i T —ICim< BH L Ty (K
2) TORBRILEBREHOMEL—HLT
TRV

_66 J—



D. EBBLUER

HRBMERIZBNWT 93 UV BREEZT S =
CICEM R D LB ASM Thb b T A
Y= ASM ISR A5 ASM D EIE
LRABZEERBLE, ZOZEIX O3 Y
CoRIED ASM OMELEELRT I /BT
BHHTEHERLTUNE,
1
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HHE B |k
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=)0 WIS 13
HMEE-B | iR
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YL i #Igst H13
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KEFFE MEEREEEES KA BF | HEFEHEO | Ligd WE | 2003 188-200
DELEHMEERESE | W B & A
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MBRETEEEO ST
Hig
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R
KFH # Wilson J% KR E SRADNRE | EEER | AR | 2003 165
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BEEEBR | AR
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Horl— M —IE R
oA ERmE,
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FRUE .
AR LA HEEE, AU | KERE S RORE | EFEER | B | 2003
ER—ir2 BEFEET 13 1R
HME B, |777V)V—FORE | HEZE/|Fabry B & | Vv | B ENR &
Bl ok ke i ErCERZE | ATAT
TOFEEDHM | — F T
R Vo v
7
R B 777V —HROBE |FERD, | Aonual T EY | BHE | 2004 231-6
W B I, | Review T #
W F B 2004
#H, HEHR
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<HERED

REERA T A BNE Bk # N— HRE
Kimura T, Ohashi T, | Antitumor immunity against | Cancer Gene | 10 833-9 2003
Kikuchi T, Kivota H, | bladder cancer induced by ex | Ther
Eto Y, Ohishi Y. vivo expression of CD40 ligand
gene using retrovirus vector
Meng XL, Shen JS, | Braintransplantation of | J Neurosci Res | 74 2686-T7 2003
Ohashi T, Maeda H, | genetically engineered human
Kim SU, Eto Y. neural stem cells globally
corrects brain lesions in the
mucopelysaccharidosis type VII
nouse
Kobayashi H, | A botulism case of a 12-year—| jpn J Infect Dis | 56 73-4 2003
Fujisawa K, Saito ¥, | old girl caused by intestinal :
Kamijo M, Oshima S, | colonization of Clostridium
Kubo M, Eto Y, Monma | botulinum type Ab
C, Kitamura M.
Arita J, Tomikawa M, | [Rhythmic fast activity on EEG | No To Hattatsu. | 35 239-42 2003
Matsushima H, EtoY, | in a patient with Mollaret’ s | Japanese
Morikawa T meningitis]
Hakuba N, Watabe K, | Adenovirus—mediated Gene Ther. 10 426-33 2003
Hyodo J, Ohashi T, | overexpression of a gene
Eto Y, Taniguchi M, | prevents hearing loss and
Yang L, Tanaka J, | progressive inner hair cell
Hata R, Gyo K. loss after transient cochlear
_ ischemia in gerbils
Sakamoto T, Kawazoe | Adenoviral gene transfer of | ]. Neurosci. | 72 54-64 2003
Y, Shen JS, Takeda | GDNF, BDNF and TGF beta 2, but | Res
Y, Arakawa Y, Ogawa | not CNTF, cardiotrophin-1 or
J, Oyanagi K, Ohashi | IGFl, protects injured adult
T, Watanabe K, Incue | motoneurons after facial nerve
K, Eto Y, Watabe K. | avulsion
Yokoo T, Ohashi T, | Gene delivery using human cord | Kidney Int 10 833-9 2003
Utsunomiva Y, blood-derived CD34+cells into
Okamoto A, Suzuki T, | inflamed glomeruli in NOD/SCID
Shen JS, Tanaka T, | mice
Kawamura T, Hosoya
T.
Yokoo T, Sakurai K, | Stem cell gene therapy for |Curr Gene Ther |3 387-94 2003
Qhashi T, Kawamura | chronic renal failure
T.
Anzai C, Morokawa N, | CFTR gene mutation in Japanese | ] Cystic | 2 14-8 2003
Okada H, Kamidono S, | individuals with congenital | Fibrosis
Eto Y, Yoshimura K. | bilateral absence of the vas
deferens
iR s Fabry % : NERNE 35 1380-3 2003
iy o FERMHEEAE-33 Fabry i INEAF 35 461-7 2003
e BERWFRIEOBE DS HIRE 44 1342-52 | 2003
THiRRE Fabry ¥% NEAE 35 1380-3 2003
iR T 7V —HRBEIIHT D o~ | /NRBEEK 56 133-43 2003
KE+d e H5s b F—¥ A HAERED
£ HEER ER PR A AR
T AANZ 77U —RBEICET | /NEHBHE 8 14354 2003
K+ i HEERFEITRE B 1 g4 —7
RBORBR
TS TAMA L BERHR R 10 1691-7 2003
KA nAaVA a7 4— AN ki 35 451-4 2003
EHEE B IR NV s 44 677 2003
Ao P o NREFE 44 7034 2003

M




REHEKA BT A VA R #E | AP HiRRAE
H Wi BEMATEEORIREEE NRE 44 1920-8 2003
Matsuda J, Suzuki 0, | Chenical chaperone therapy for | Proc Natl Acad | 100 15912-7 2003
Oshima A, Yamamoto | brain pathology in Gy~ | Sci USA
Y, Noguchi A, | gangliosidosis
Takimoto K, Itoh M,
Matsuzaki Y, Yasuda
Y, Ogawa S, Sakata
Y, Nanba E, Higaki
K, Ogawa Y, Tominaga
L, Ohno K, Iwasaki
H, Watanabe H, Brady
RO, Suzuki Y.
Takaura N, Yagi T, | Attenuation of ganglioside G, | Gene Ther 10 1487-93 2003
Maeda M, Nanba E, | accumulation in the brain of Gy,
Oshima A, Suzuki Y, | gangliosidosis mice by neonatal
Yamano T, Tanaka A. | intravenous gene transfer
Matsuda J, Suzuki 0, | Chenical chaperone therapy for | Proc Natl Acad | 100 15912-7 2003
Oshima A, Yamamoto | brain pathology in Gy~ | Sci USA
Y, Noguchi A, | gangliosidosis
Takimoto K, Itoh M,
Matsuzaki Y, Yasuda
Y, Ogawa S, Sakata
Y, Nanba E, Higaki
K, Ogawa Y, Tominaga
L, Ohno K, Iwasaki
H, Watanabe H, Brady
RO, Suzuki Y.
EDNET Fabry WBEM S DY A bhA v | BARERMKBRE |19 119 2003
ik ] i OBE WM
BEINEF Gaucher J& | BAFIZEH T 5 Y4 | BAEXABE |19 109 2003
bt JaR ] koA g ¥ DR WESM
A it A, Lo ZEHEORK LHE R & FRIK 22 45-9 2004
Maeda M. et al. Vesicular acetylcholine | Neuroscience 48 305-14 2004
transporter can be a | Res
morphological marker for the
reinnervation to muscle of
regenerating mortor axons.
H T, HeZ VA F—rZ2 (GM1H | AREFR 35 455-60 2003
YNGR AR LU GM2
He VA P—irR)
Ad T & ERMCRELLZEROBED | AEMESR 33 1157-9 2003
Tl s TETFTH - KERER
HEREIE
Matsuzawa F. et al. | Structural basis of the GMZ | J Hum Genet 48 h82-9 2003
) gangliosidosis B variant
Tanaka A. et al. Different attenuated | J Hum Genet 48 574-4 2003
phenotypes of GM2
gangliosocidosis variant B in
Japanese patients with HEXA
mutations at codon 499, and five
novel mutations responsible for
infantile acute form
Takaura N. et al. Attenuation of ganglioside GM! | Gene Therapy 10 1487-93 2003

accumulation in the brain of GM1
gangliosidosis mice by neonatal
gene transfer




RBERAEKXL LY A M REH4 B AR HiNRAE
Migita M, Hamada, H, Glucocerebrosidase level in | Eur. J. Paed 162 524-5 2003
Fujimura, J, | the cerebrospinal fluid during
Watanabe, A, | enzyme replacement therapy -
Shimada T, | unsuccessful treatment to the
Fukunaga. Y. neurological abnormality of
type 2 Gaucher disease
Igarashi T, Mivake | Lentivirus— mediated | Gene Ther 10 219-26 2003
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