BEAGEE HERMREERITTEEE
T4 —2{ (777 ) —RED) (BT L AN RIS

H B RE 194 6 A 21 B OK) 12 B~
B O EREESERKE GHESE=E

12 : 00

PERARE i E=H O BESERKRS)

TRE o E—BR (BAEFBERRRFFRR R
12 : 10

1. SAYI—LFEORY )—2JEORF
JER 8RR EEZ (BBKE - EFMESEERRENILYE 7 —)
1) 777V —ROAZ V) —=2 7T 55
C AR, RESFEET. ZW UE. EERSUR (RRARKREE T RN R FD

) FGA VS —ARFAY N —= T DR
ARNEBE . Sk B’ FREZ (W) ERSTHEFHS)

3) R—F 2V R R OEERBIZEBIT D Glucocerebrosidase (GBA) #{x ¥ ? reseqeunce fi#HT
I ML BB, FERG. Al E % OJE & AR
(RRUK R A R - #RANEE)

12 : 40
0. $HRAREORHSR |
FER : MR — CRIBRFAERR - BREDRFRBEERMNE)
1) MREMEMND T4 Y — LROIRR
CBE K, =BT AAES (BRERKE - A% - T EMFERE)

2) A VY —LIRICH D H LWRRRIE OB
C— /) BIER, R (EREREALRT « KFE)

3) GM1-H v 7 U A R—3 APREM S T E S < H LWIBEIEORR
CAEEETE. bk T (BEUKRF - AmEEE BT 4 —)

17



13: 10

Il FAREREDORFED JER B T (BBURYE - AmeaXEtr s & —)
1) FJu=F—E@#AERIE b oL X0 =4 —F¥) OBRFEMER & Mg ~0R 5%
CHE B INEER KRS - ST LFEE=E)

2) MINEETFREOX v U 7 — RO « FEY A PR =2 L—=3 a9 Ui E O 515
CRIINES (LB RFEREEFR - BEES TR

3) AT ZFHED TR, 1BRICBET D%
RS, RR (B REERE VF —, BEDE)

13: 40
V. S4YY—LREDESR JEE : WEHHER (KRR - BRI/ NERE)
1) 777V —~TuBEORRE
C/NRIEA, HEEE, KB, & EsBGEREESERKE /NEB/DNA EZHERT

2) b ZHERE IR/ MBI DEE
D AR (R KRY - EXHESHEREN R 5 —)

3) LA ZHHEOMEERE ORKE
D BT A (RIS R RS « EFFSERFENEES)

4) 777V —IRRE IR > EEME QOL OFREMS
D —E B EE RV b T AERE - RNEL

G
e
%

o S G P

14 : 35
V. 54V —LFERBDNAFI—H—DRA%E

BE : B 1 KEXE - B EES)
D 74 YY—ROBME, HBRICET D%
D FE R (AR - BEE/NEARE)

VI. 54V J—LRE~OEMRMEBEOHM. 71 K51 OERK
. R miE S KERE - BN EEY)
D bRENC T 2 SRR R BICH T 5 & g
D MR — GRIBRFEST - HREDRFRHEERR )

18



VI. 54 Y Y —LFEDFBREOREM EE . #IES (LR XFERGEEL - BEEZFHEEE)
1) I-cell J/\ DR REMEAT
C KKFEE, BEHRE (KRR - EEFER/NRRIEE)

2) =—< Yy 7 A/BRHIC I SRR E ke
CERE M KmKRYE: - EEHAREES)

3) FAERMREAZ ) —=o FRBICERAINE, GML V7V 4y R— AD—f]
C EWIER (TER - VLR - BEER)

4) Brainstem pathology of a model mouse of Niemann-Pick disease type C.
: Luan Zhuo, FEEEEN ., KEHR (BIKFZEFTRARZ/NEED
REBRNE tpremE)
5) A7 4 v AMERREMRMET T NV~ U ZADIERK & IR RE D fRYT
D AEMF GRIBRY - KRB FEIF LRI 2 —)

‘ BTFE 16:00

19




EAESBE BAMRERITEERE
T4 Y= b (77 7Y —RED) BT 2 RENIEHERE

H B SERR 204E 11 A 27 B OR) 12 e~
B AREEASERRE ST 7L UAA—ABEENL IR
BRETFE /KR HFE

12 : 20

BEERE g mECEREESER KRS

R Wi 4 T (A 55 184 (R R 030 S SRR

12: 30

1. 54— LROFER JEE  mEE SUR, B R

1) T-cell i EDFTF 2T R MY —
: BINER (FER Z EHFkb

2) Pompe #5. MPSI BL U MPSII DA Y —= 7 HEIZDOWNWT
CALNIERE ., ok . ABREZ CGEESTHEFRHR)

3) LB T ABEMATER L O AR Y —= 0 75T 2 BEFRIEO S
BRI R (ESREERE S —)

4) Ao ZFHEREICRT SEFEE QOL OMENT
i et AC Ay - w aVl N )

5) AMBEEZRW-ZT7 7 7V —mORT ) —=
CIRERA BT, AT, TR (BRI BRI SR R 2 ER)

13:20
0. 54V J—LEDOREREN FER - EEE R, B BR
6) L) v F—Y AMBIBEICAH LIS AEEER OB AT
2 AR EAUNF TN D)

7 BAALDY E R— R, TMOREMHENT
D {EHE R (KIRKE)

20



8) =—< 'y /IROMRNAT 1 I ] ERL ZOMAMEHICET SR
i . FHRE GBKERE)

9) Wity —Fr Y —2RHWE, N—F Y UIROEREBBZ M EG T OBERT
ZH M, EE T, BB A, O AR GEERFEHRENED
ok B, Bk R KFEERSMIERT)

10) HBERELERMITS AT A MUSTag ZHA L7 7 7V —ROZMER
cHEE B (HIBERELRE)

11) PRV CRIE~ T AIHREHRBERIET 5
: I AHF CRIBRFASER BRI v & —)

12) ~LF YV — MR OZETR X OYREEAER B4 A HF5E
CTEBMT (R RKPAEGRFRENESE T ¥ —)

13) ~LF ¥ Y — AR D 53155 REREAT
A HRERE, MLAREL, SFTRMEE (BILKRFERER - EFIEZEWIED)

o S S A .
15: 00
M 54— LREDER R KHE L, gk &

14) BTN T RIZBITDH7 I vy Xa EEOBRSER
C IAE Y (ABREEEALRE)

15) LAaZPHE 18, TR OBERFHTEEORE
s B T A (RBR T SR KB E e )

16) BYMAE VR br 7 0 —OHAREREFIER
D ZEfRRT. 28— BE EEAERNKE)

17) == = {0 PARIFRERIER ~ DO TRRRIE D BR %
—HRHEEH T vy Nu O~ U AEKICHT DR -
D REPBER, B, “EIEH (BEOREEFE)
ARER], BREED (B2 TERAS P RBERT)
AR (EREREALRT)

21



18) N—F ATy by F—CRETERMYT & & WAL Ru U HROBE
DEERESE T MPETLE. BME (RECKFAMREM ISR 4 —)

19) A Y 7 7R KB A3 ZHEHEORBRAITEE
CEKEEZ. TTEEG. BdbiTA, Bz, FRER. FTEER
(B RZEZHERERTE V¥ — ERBRBREERE ¥ — RIRTLKE,
ENREEREZ—, B2 V=v7)

20) Ly FUANAERWCREFEARROBRT

R GORRBESER KF)

16 : 20
MREZEBOMNEICHLT
g B GUOTERESER RN R

22



BAEE EAMERE AR
TA VY=LK (T 77V RED) T DREM IR

H B SERE 21412 A 11 B (£) 12 B~
B T EEEERSERKY GHESE=

RETR AV 18
12 : 20
BERRI R B GO R ER RS R AR
TRl KRR (RS S IR SR TR
12 : 30
1. REHE R Rl R

D A ZFEOBREFIRICET DBERMIRRIECHET 5 EHHE
BB, BB (BLREEREF— BRKREE

2) T4 VY —LMFBEICET L RERE QOL OFFENR
g e A C Ay -y Al I 1 T R A )

3) AERWET 7 T U —RDOARAS Y —=
s AT AR, EEESCR (REAR K KPR E F TSR

4) BRI % AV 72 GSDI % (Pompe /&) A 7 U — = FIEOHE
—@2t o —glucosidase IZxt9 B4R Y 7 v —F APk & BEAB{LIE DR —
e B, AEREZ. BIBAL 7O B(EH) KRS THESBR)
KFnE #E&FRERFRFR DNERES)
HH & iF A (KIRT LR FRFRESL 7R3 E NRES)
APREE], KRS, FREESE. A, UIRE GOREERERNRS)

5) =—<r « Vv 7R CRIBE OFEME
D F)IREE, KREFHSR (BIKFE SN NERE)

e A G

G
¥
%

23



13 : 40
0. fRAEMRAT EBE &% f. TE M7
6) DALY T =2 F—FrEAVES I DNy a SRRO D OFHME O L

CAME, METE, HEE T (BRORFAMEE A EE U Z )

7) I-celi #&® Autophagy OFENTIZDOWT
P RREE, R KKK EREREFH AR N REREFEL)

8) ——<r v/ A/BE . MPNIEE AT A5
CSEHARL MUTETF. B 6 K RRE AR EE R N R 08 )

9) Fabry HOFH~—F—& LTD Lyso-Gb3
IR, BE B ORERSRESITEFEER)

10) 73—F v Y VIR OEBBEZMERF & L TO glucocerebrosidase E{a 1
~ A ZRITIZ X DIRET~
=2 ML i BRGOEREMEHEARD)
KERAT, FHEER (FFRFRNED

11) A x Y — AEREEMREORR
s TEMIT (R RZEAEMBERAETIRXEE & —)

12) ~ULFF Y — AR EE O 4 FHEiE
A hEHE, HILAEE. STEMEE (B I RFERER - EEIKFENIIEED)

13) VRV VKRBT RAEHNET A Y — AIE ORI B 2058
D IS HERTF GRERFR R EER R o # —)

. S R S oAy
15: 20
Il. JAMEAH R RE BSE BE &

14) A YV — AIRICHT D LR EIER 5
D IARFEZ (ERREEBALR R TR

15) N X —EFEHBIRICR T 2BEAMTEREODR
DRI, TEATER, ERIETF. FEOE AREKREEFSH/NERS)

24



16) BERBIHI T HNLE—Y « TAT 7 TN F—F « X—F OEYEHEIZ OV T
c FREEEF. Bhd o (KRR SRE R EF R R E NRIES)

17) A4 YV —LFRRBISHT DLV FUANANT Z—2 VB FIRERB LV
1PS HfE & FIV T AT - TERBH 3
s AR E E] GROR AR ER K F: DNA BHE S 5ERT)
R R BEREN RFRFHRE))

18) AAV RY X —Z 82T A YV — bIH OB TR
cBE BEAARERKRFEES TFEYMFHEE)

19) 4 V7 TR L D A LFEEOTBRAAN : 5 28
CEKEEZ, B BT A, RiEZ., FREE, FiEER, TEEER
(s B R ZZEZHEERM Y &7 —, RIS RFERFEREFEOR R ENRESE,
ESREERE VA —, By MDA AKRE, FTEI7 V=2 7)

20) FMERZEIZRIT B SERIENH BT REITH T 5 & MR BE
CEEIRTE. REEIE, REHID, THKEE,
A TL, /NMFERS, MIETEER, AR —
CRIERFEFH AR RERBEERNT)

16 : 30
MREZEOLIEIZEAL T
FAARHE B 35 R B S ER KR SRR

25



R R 1R DEHE

I.




A B AT TR R A B & (BRATER BT ARFT 75 3E)
wEM IR E

AV —LREFITBTHREEEWL 20 E LTV M LHE
W5

G —B@EEBRY IR iR

MRES

FA Y= BRI, VY Y — ANORR & TR S fREESR O KB E T ITEE DR TIC
L REPEE SN, FODICRET L —BHOLERERBRFEETH D, KELTWH
HEEROFEFIC LV 30 AP MbI, RENLERE L Ta—vali, 777V —
B, R~YR, AaBPEEREREENTWD, 46, @EEE QOL #HE T 58
IR & LT Short-Form 36-Item Health Survey(SF-36) i L. RAELRMR
EL LTI —Y = RBICR LT G-QOL SRAEE, 7 7 7 U —Jwicx LT F-QOL
FAEZE, R~VFICR LT P-QOL &, L aZHEIcx LT M-QOL AEZE X {E
L. FEEBMSE Lz, WA 16 FEICTHFAE L L CHUBRERF DT A Y Y — LA
FIZBITS QOLAEEIT-T2, TOH%, TNOLORELZEICLTERI1TEEL VL

TR & /BRI

R4tk QOL M £ UHIEE T > .

EFAEZ RS LTz, R 17T EEIL, R -YRBHE ZXI8IC, Phk 18 FEIX, v =
19 FEI, 77 7 U —RBEEREIT, AL 20 RIS, Lo Sl
ERE LRI, EREE QOLRELTo /o, El, P21 EEX, 74 YV —4

AR, BE, BaEhTnadId—vafF,. 777U —K. B Y5, Lok
FE (1B I8 VIR (e AR ISRIEOR DM, £72. BB L O, 1BED
PRI 2 AT A O D MELREBNT — 2 kb L EZ BN D,

A BARBE®

FTA D —AFE, VY — AN Ik
Sy fRBESR O KB FE I IEME DR TIC L v A3
EIN, TOREDIIIIET D —EOL RN R
HIETHD, KB L TWABEROREEIC LV 30
REAH O, RBHRERE LTI—Y 2R,
Zr 7 VIR, RUYR, REPFERLTND,
AFROBBNE, BREFREE LTIV Y —
LFEBEICRIT A REEREE QOL OFFHM &7V,
ERREFINETAZ LT D,

B. IR A%
1. % &
LERY S NINRERESRENETA Y Y —

29

LHEE, BLOERER “I—v = BER
UBoE” “77 7V —RBE LFEOR” X
VRROR” “HARLALFEROR” B L
TWHHD O L, FERLOEERECEREOR
BV F B IRT B1T o T2,

2. f2EEME QOL O EFAih

AR TITEFBOREL LT 16 LU EDOKHIZ
SF-36 #fERA L7, BHFEIX, v=aT7 Vi
- THRREHAL, EREREICL - THEL
EDLETNREDRERREREH L, 0B
BEHIC LY, EEREEHEIT 50, ZEERFET 10
2720 BEEEED» O OTHEL LT 5 Z & AF
RBLeoT, Flo, HETMREDHEE Y Sk



FERE, WMREEELEHL, EREBHELOL
BEIT-o T,

Fio, RKBEERAMREL LT, I—voR/ioxt
LTI G-QOLAEE, 777V —¥wicxt LTI
F-QOL PEZ, R ~YRics L Tit P-QOL #
BE L LEEICE LTI M-QOL AEE L&
ToAZHERR L, SF-36 & AT R EITITWVREH
IZ QOL DOFFAli 24T > 7=,

(RE E ~DERE)

WL, [~V R EE I BROBRATEE
O TEERABRICET 5 mEEs] 12, £,

M2 e St CERR 16 4F 12 A 28 HEGET  3UGH
Bl BEAREHE) | CEOSX AHBREUNT
VAR OMEBEEBRSORR 2/ TIT o7,

AEIOFENL, X EE D QOL B LU ADL %
WL T i — FMAERXTIT2 6O THY ., £
i, K4 OFREMITER T TR, o, BAk
WL O HBBENEETERVE I LEAFER
DIRFEAERITV, T o r— MERTWET HIE
bR~ b Ly, £, BER
FERAVDHO TR,

C. AR#ER
1. AREOERHEN

a) WK
ElE, £ TOLBEOF» /L, BEILE
X, 100% (23 £) Thoto, FEEPERA -
BT, 02D 30 mARICE < A L., R
10 B ARIZ 74 (30%) R bhviz, MERliE. B
4 %5, Lotk 6 BlokMNE < BERDIT/N
IRENC R O JRE CIRRLIRER 3 44 (13%) .
ANRRI 12 4 (52%) . FRATED 8 4 (35%)
T, MRERRLE R,

d— = fR
BEUNIE, 57 2 DEBEOH»LRELI, EIRE
X, K9 8 BT o T, FmlERRE] - MR TR,
0mEM D 30 IEMRICE < i L. KriZ 20 3L
Tz R, Wk, Bk 6F. &t

b)

30

c)

d)

a)

4 Elc, BN Ao, BERGIZN
R RO FE T 1R (RRAT S 7213,
BHEIEMFRRAD) 25 30 44 (52%) . 284 (RLIRA
Foik, AfEEE) 2 10 4(17%). 3 B
(BEERE 713 matErER) 28 18 4 (31%)
T, 18R LE AbNT,

777V —¥H

EILX, 50 % DRAEDHF»HE LI, BUNE
I, 89 7 EITH o Te, FEREIRE - R T,
30 %M B 50 IRARITZE < 434 L 20 bl B2
45 4 (96%) T, 20 AN 2 4 (4%) TH-
7o HEBNE, BE6F, Ltk 4EIT, BN
ZRbNT, BEE LT, BABIRZL,
A CILE BUR B0 4 (60%), ~7 Al
154 (30%) (HEZY (LWEEY) 2344 (84) T,
HHANELZ R b,

b R

B, 78 4 DEBOF M LB LT, Flf
BRI - PERITIE, 0B D 20 ERITE L 43
AL, R 20 AT 53 4 (68%) THY |
FRIZ 10 TR DS 25 44 (32%) Th o7z, MRl
i, B8 El, L 2%IT, BENZIAD
iz, FREICIX T8I 84 (10%) (Hurler 4
4. Hurler-Scheie 1 4, Scheie14), M4
(Hunter) i3&x b2 < 50 4 (64%) Th o7z,
IT # (Sanfilippo) X, 9 4 (12%) ., IVE#
(Morquio) 1, 84 (10%). VIZ! (Marteaux—
Lamy), VIZ!(Shy)iX. #hZh 14 (1% T
Hotr, RELNIZIZhTZ>Tna2, I8
BEbE Ao,

2. AEHMREORERT

EEROEEZEOHR T, FCEERRE O
B LT, SF-36 O~ = a7 /VZHEV, 16
WU EEBRE L, 128 L0 EITo T,
R L Ca—v i3 4B 174, &
H174), 777U —¥K 48 4 (B 30 4.
M 18 44) . AL HHE 31 4 (B 24 4.
TET4) R UYE 134 (B T4, kik6



b)

c)

d)

&) Thole, FEWEHSMIT. 16 mMA D
60 LA EE TR 3 L, HFIC 20 B0 D
30 NICEZ K Rohd k., Bt 78 4,
7zt 48 4T, BHUESLZ I R ohiz, REH
ERSH TIE. I — Y 2 FIRSEHBIC O
L. 777U —¥E 30 e 40 mRics
LT e, A ZHE 10 AR5 20 %
RIZHH LT, R38R OB A
R S (16 LA XS

TR RE/R

FREHEA G HEE) A RFUL L ERZ LI
8 DO T RERA(0-100 52) ZEHH L7,
2— 3z fF T, B AR (PF) 70.3 5. H
HEEIEE (F ) (RP) 74.3 A, HEORS
(BP) 74.1 A, 2FM@FRE (GH) 52.1 /A,
EH(VT) 57.5 M, A iE#EE (SF) 76.4
R, BEAEEEME RE) 75.6 &, Lo
BEMH) 69.1 AThot, T4V —LJK
£ TiX, PF56.0 &, RP62.8 /i, BP 68.7
/. GH 42.0 &, VT 51.9 52, SF 69.3 /&,
RE 68.6 i, MH 64.9 5T, ERIZ¥E[ED 8
SO TFAREBRICHE_NETEEEZRLT
VW,

EREEEICE SIS RaT I T

WRIC2 =2 T VICHEVEREEEICE S
2ar ) rRBEH L, A4 VY —AFRE
&%, PF 27.7 &, RP 35.9 &, BP 47.6
/. GH 38.1 &, VT 45.0 /i, SF 40.9 &,
RE 40.6 /i, MH 46.2 5T, ERIZE®[ED 8
OO TFMNREBERICE_RETEELZRLT
W, BRI B IRKEEE (PF) 38 L OVH B EiHeE
(&) (RP) . 28R (GH) CTEREE
I ~FRARIE TR D b,
BEEY~Y —2a7
EREREICE SIS RaT ) v IrEd s, &
BB IIT 2 S FEEERE (PCS) . FArEf
BEE (MCS) #EH Lz, 99— =T
PCS 39.4 /5. MCS50.3 5 ThH-olz, 777
Y —® i, PCS43.2 &, MCS 44.9 R THh

31

o7, AaLFERETIEL, PCS 12.8 &, MCS
55.6 R ChoTz, £z, R~YF T, PCS
6.7 K, MCS 492 R ThH-oT=, T4V —
LR T, PCS 31.4 8, MCS 49.3 51 T,
EREEEDY < — R 3 7 IR
R BRI T b 00, i
REEITERRIETER LTV,

3. RERRMREDOHENR

a)

b)

c)

AR~
TRt 17 FEOWMERRLY ., RUFICE
VT HERIRMBEE E L THIAIOIRT, A4
REMBRBOOI, B OFPIFRREIIHR L
THEFR LV EERFBREZEASH, &H,
BFEOBAZIT> TV, FHIETOMERAR
HEEEDOETORBRE b6 EE
RERO—2LEBZ b, ZTOZERRR
JREE TR HEHREE QOL DOET, i
HEHREREOCKRTERVTVWDLEEXL
iz,
=
Frk 18 EEOREMEL Y,
B3 E.%H?é@%%f( & UCHPINE, AR,
. RERZ EEO b, HEAE
®ﬁT%ﬂ@%%tETEE&ﬁ®®—O
tEZLNE, ZOZERIT—V o RBEI
BT A EEME QOL DT, R & RAE
BEORTEZBVW TS EEZLNE,
777V —
Fr 19 FEOPEFREIY. 77TV R
IR DEERMSEE LT, WEO®ER,
FHEE, DHEEE, BFHEEE R CFED
B, EBITIER—RA A —H =M BT A
WAIH, BEEEDETOHMBE b6 H
ERRRERE L TEADNIL, 2O ENT 77
U —RRBEIB T 2 EEE QOL DT,
BICEBHREECRTE2HANTND & E
Z b, Elm. HOERH Y SERE S
BENH DD, T4 Y —LFED 4FRBIC

BN,

=B e

&



B THE— RO DK T30 b,
I AL BERE

TRk 20 FEORERRLY ., A ZPEC
BT HERRAVEM L LT, BIRECHEM 0 R
W ENRO O, AEAEEOKRTOHRE
L bTEERRERELTEZONE, IO
TENATEERERE KT D EERE
QOL OIET BRI H IR REE DX T 2/
TWa EEBZ LN,

d)

D.#% &

BAE, T4 VY —ARICBIT3WROFMORH
BRI & LT, BRBICR T 2 BEERIR O
HgE, FESCEREOBRVLIKRRE, iz,
LRI B A RBEY I EARE ST
W5, LoaL, iEFETIE, BEROFMmICBWTE
BEOZITFTHLBERT OTRITIL - TR
B QOL OFENEETHDH B2 bNBHLEHI
7y [ERT U b AL OBREREESE U CHiKE
IZRIBMIT SN TETWD, AFFIE. BIE,
AENTWD A—T =i, 777 U —F, R
R, S SEHE (18 TR VIRD \ouh3 A EER A
FFEOF M, Eo, BHBE L OLEL 1K
ORISR & BT 5 7o D OB B
TR B EEZBND,

R 16 FEE, SRR DO T A Y Y —LIK
B & X RICEARY ADL B L ORI QOL @
FEEITV, BE L 2EFRELHLG Lz, AR
17 B, RU-YREBEEZHNRI, FR 18 FE
X, AV RBEEHRIC, 19FEIX, 777
U —IRBEERRIC, FRk 20 FEIX, L LHE
FEBE B XtIc, @HEEE QOL RE LT/,
Fh, KEEL, T4 VY —LIFEAED QOL
EBLUOBEETo ., R~YK, 93— @R
ETA VY —hIFE, fHx OBRKRIERCIBSRES
FIMET AT THEATATHY, BEEBHICK
5 EBRFMERETH S QOL OFMLEEY
72 ADL OFHEBSBETH S LEX b, 51k,
Ro~YREE, 777V —HRAEICE LU TIER

7S
[FO

1

32

# ADL & % BAgA U, B4ERYIC QOL BHF AR
LJADL#AEA®TEL TV 5D, ik 22 £E, K
VAYRREICBIT S ADL AT OHEF B L U
FETH D,
BHRBIZBIT DT ORKERE LT, RU~YFRP
d—3 xfFRAEIC I DR QOL OFFHEIL,
E RAZ I RETO T REFSSICB W TE
EZ 7L B EOREER L SR E Tt
I E AR E Z TR A HE 3580 b vz, i,
RN ERE O SRR U CIRER R
TERDONT, T4 V) —LFEE, —RBHET
ZONDHRBEIEL DETERY, BOTHL
FRTHDT &, £, RBZLICRONLZIE
BEELH-TERTHDL Z LITMA, BEMHTT
PRIEDHGR SNTRBS, RAGBOKRE, &bic
ITERIENREN. SN TR WERR R Y EIKIc b5
OEMEORRITRAZEETHY ., £Z<DF
PREZHFA DTV, S bIZHEEBHDER
DERE, WAL OEH, BIEOFIRTER O,
7o, ARBPEBHERB TH D720 OIFHECK
R (FH) T DR, FROT R Effkx B
RBHEICARLE b0 L, FEMEEEOKT
DR FEFAMRRE DR T 2R L TnD &E X
bz,
TEROFBEFIFRTIL, REBE, SOHERER,
FETRR EN, ZOEESE, EROWAMS, EA -
MR ESTOEEMR EOEAND, AL —K
RSN TE =, Linl, IETEH, BEF8H
DEBHI MR Z EER T 5 Z L BKRE 24
WThy, BESLHET v A A (patient-based
outcomes) & FEITI, EROFMIZENTHER
DZTFTH 2 BEORRITIL - o R HEE
QOLMNEETHDLEEBEXOND LD BFE
B QOL %, EHT v b A A OBEERIEEL
LCHBIEMABMN TS TE TV D,
EBM (Evidence-Based Medicine) ¢ 4 B &\
DbNOAEROAT v 7D HIL, BEBERBIZHID
EBM ZEROBEFICHEHATD] EWIHIRLE
BE/235HE T, QOL 3 L N ADL O F i, ERT



T RHADZ RRA LV FELTARETETE
BlhdEEZLND,

E.#& &

WpE 16 FREEVE, SBR@lrh o7 1 Y Y — LR EA
H R RICEAR ADL 8 X UMERRE QOL OF
HEREZITV, IO OFEEL S LITFRR 17 FE
X REFAEARE U, YR 17 BEE, R
REBEEREIC, TRk 18 EFIL, I— Vo RBRE
ERBICI9EEIL. 7 7 7 U —IRBE BRI,
R 20 FEEEVE, A ZHHERE 2RI, RUERR
H QOLFAEL1To7e, £7o, AEEIX, 74
Y — MFEEO QOL TR L UM 1T o 12,

BE, RU-~Y5BRE, 777V —RBAFICEL
TIEEAN ADL #EZ B L, B4EIC QOL ©
BEFAER L O ADL AEZ TELTWD, KE
EiX, Ro-Y50EHB LU TETHD, £
oy TA YY) —LRBED QOL AEICKITAE
TG AT A AT LABEBERTH D,

Eifas
SEIOFEIHBHTEN ., “F—=ff BE

REUBOK” “T77 ) —REELFEOR”
ReNROR” “BERLAASHEEROR” O

SEOERICHEEZRLET,

F. @EREIRER
&z eiel,

G HIRFEXR

1. IMBF

1D B PEH—&, HFHEEE I =FmAU R
7w 7. genzyme japan, BLE, 2007

B fEh—&: 77y 7V e EFRIIOEH
2. 77T V=AY RT v T, RAREK
BUK, W, 2007

2)

2. /X

1) Tsuboi K : Enzyme Replacement Therapy in

33

Patients with Fabry’s Disease. The Journal of
INTERNATIONAL MEDICAL RESEARCH,
35(4) : 574-581, 2007

BEH—®E : AT D Gaucher fHOIFEE -

P IBROBR. KT v T 1 7,17(6) ¢
78-87, 2007

2)

3. HRER
D Baftki, B 777V —FH~Tuil
IR DERRKIER OMRES. 5 78 Bl H AZ@EE
FRgACkE# &, 4, 2009.12.26
TR, PEH—BR, LRSS BRAT 77
U —R OB - R BB OME. % 78 BIH A
AOEEF R S &, 48, 2009.12.26
o B, R, FEWET 77—
2B DHRZE & ERE DMt % 78 [EIH
AR BEFHEREBLEM S, 4 HE,
2009.12.26
AR, FH—%, FiF KX: 777V —0R
CWERIEE. 55 78 [l H AR E i b et
£, 4R, 2009.12.26
Yokoyama M, Sugiura Y, Tsuboi K, Niimi T,
Akita K, Sato S,

2)

3)

4)

5)
et al. : A case of
hypoventilation syndrome associated with
Pompe disease using adaptive servo
ventilation. The 3rd International Symposium
of Lysosomal Storage Diseases, Nagoya,
Japan, 2009.9.26-27
6) Yamamoto H, Ito F, Nakashima T, Tsuboi
K : Auditory dysfunction in Fabry disease.
The 3rd International Symposium of
Lysosomal Storage Diseases, Nagoya, Japan,
2009.9.26-27
Tsuboi K, Nitta M, Ueda R : Investigation on
Health Related QOL of Patients with Fabry

The 9th International

7

disease in Japan.
Symposium on Lysosomal Storage Diseases,
Frankfurt, Germany, 2009.4.24-25

8) MEMET, KIBF, HEH—#: 1YY —A



9)

10)

11)

12)

13)

14)

RICBIT D BRE=—XOFENE. % 78 EH
AXBEFRERBBILEN S, £45E,
2008.12.19-20

PEE—&%, SRR E R, SRR R, KHER :
FREBAZERZER LIV o RZRED
FEARG O, 5 18 Bl B AEFRFNRES,
B, 2008.1.25-26

P —k, SRR ER, AKIFIES : BRRFHEMEA
EAHERALET 7 7Y R GE OREERD
fEMr. % 78 Bl B A E R =,
458, 2008.12.19-20

FE—&k, {CHIER, EAFE= : Gaucher JRA
TR AR QOL OMKREFRE. §
100 MBAARFESERRERS, KR,
2008.4.11-13

P —  BRAEEAZELZER L d—V =
SR HaE O, 5 6210 A AREBEEESRE,
i, 2008.6.7-8

AR SR, BEH—ER  BHE Pompe FRITXY
HEERMFRIE  EGIRE. % 76 B HAZRE
EamuEtEm s 458, 2007
FEH—E . O— 3 = ®ICBIT 5 NK Mfargst
& O LAK fARiE MO & BRHE. % 49 E
AARGERRHBRE ¥ W, 2007

34

15) 5 s, BPh—dk @ ¥ERUR T2 (Pompe J5)
B DEEEMARIEOHE . 5 86 B HVEER
REERHRGES, 458, 2007

16) fEH—# : I — = ®ICIIT 5 NK MR
B LU LAK HifgiEMEORE. % 69 [ H A
¥R 49 B B ARBRLEYS SRBS,
Fiik, 2007

17) B —8k . 7 7 7 U —9R 11 EHNC xS EER
WHRFEORS. % 104 BB AN ZRHEE
%=, KBx, 2007

18) FEH—&, BAHEK: T4 VY —LAFBEILE
JAANBRAHERICHT OTE. B 17TRBEAR
TR E, IRE, 2007

H. ¥R EEDOHRE - Z8IRR
sl

(& X#]

D @EE—, $IBL LA BEME QOL RE
SF-36v2 BAFEM~ == 7 /. NPO #EEER
FHAmAR FEHE, 2004

BERE— GBI LA BES a7 7 A NVEIR
FE (SF-36 % HIMZ) . BEER D728 @ QOL i
Ny Ry 7, BE¥ER, 2001

2)



R BB T IEE w8 & (BEIETEIR BT AR 725 36)
WEMEREE

LD SREEDERBIRBEEDHRIZONT

SyHBEgEE Bl

Rz (BN EREERE 2 —BERRETR)

MEES
BAANLZHEE T RITR

BECH LT, BRERREZITVWEORMME L Za
AR L, b, BEFROBRMARKECHT IRMY/HEICONT, 7
V= MREEITV, FHREIER 2 & Ot EN IR T W BT OBEREMTRIEIC
HLTh, EAOHRENENZ LARINT,

W hE K4

H R (REER - B2
/NEEIE (BREER - BRRAR)
HEEREF (REER - BRRER)

A BIERE™M

2o ZHEEOBRMTRIEO RN - REeMiZo
W LT, S b2, BERAEIEL =TT
HBREFBEOBEBRELTo T,

B. ARAE

(1) 2AaZPHERERRAIT U RIFAL B0
T — A% A SEHETR, BXOTRSE
WRE L, TOMREEHMICRIBEIE L,
T — MREICLD ., A BHEORERM
FERIEIC R DB HIRELR L2 oW TR
;L7

(2)

(fRERE ~DELE)

R IAIEIL, A CTHER S DN R
ENEMT 2 MEBOMIE T 0 7T bbb sh
2o ZOBFEIE, EMREERYE S —mEER
ROEREH/TTUT T,

C. AIRMHER
(1) BERMAREORYDEL ZEMIZOVWT: &

35

B U723~ TOEFIT, R w o VEBROEKT,
HARBOEF, KEOREL, FEL - 58
HNOYE, MERFFEPEROUE, BHEsh %
BREOUGE, FEMirTEgOWEL B,
F IR ERES R DI RERID B o T2 3,
BREEEEZBETH, Hle AF I FHIRA
TuaA FRIZERIICES T 2R EEXTTo T
LZAH BREZBERTLZLBTEL,

B FEPIEIC KT 5 Bl
AARLILBEEROSICHET 2 BERIE
T v r— N EITo iR, BRTRED
PIRBBERTH D, FFITARRER IR
BRI TERVEVWS L ERB L L
T, FHOBREMTRELFET LBER
BRRIEEAETH D Z EPRINT,

(2)

D. £ &

BRI, B 1o 3-4 BB O S —
AR D EVITRETH Y, BEFIEICE > T
FHIZAENKEW, Lhb, WESNRZVETL
TZREFICHT BRI MEE R o
AR ICIIIRPEFF TE R, AU D
P oT, £ ODBREFRENBERMIAERIEOZEA
EHFLTVWD, ZiE, e x. MEEEIC
B ThH-ThH, HLREOHELHEE OB X 53
HETLHZLICLY, BEOEFEDOEQOL)A,



BETDHILEBRSLEATOEINLTH D,

E.

O

b SHHE OBERMIRIED ., AANBHEITH

LT, BRICEATELZL, BLO, BEFIE
OEENBE W EBRENT,

F.
1.
1)

2)

1)

2)

3)

MRHER

X RER

WLz, HPEE, AR, ZREEE
PUSTIET: b 3 SRR 2 B A ORIE D
BALHER~R - A7 ) —= 7 O e
BAwZ +« 27 ) —= 78485, 18(1)
23-28, 2008

Okuyama T, Tanaka A, Suzuki Y, Ida H,
Tanaka T, Cox GF, Eto Y, Orii T : Japan
(JET) Study:

Idursulfase Enzyme Replacement Therapy

Elaplase Treatment
in Adult patients with attenuated Hunter
syndrome (Mucopolysaccharidosis I, MPS
I1). Mol Genet Metab, 99(1) : 18-25, 2010.1,
Epub

. PRER

WLk, BPES, FEEN, BRHT A,
AR, KiGH, WHEST, 4H &,
DRETE, AREE R, R, TERER
Ao VI ERREITALINT 7 —F
DEREERBEIIC OV T, 5 49 [B B ARERNK
BEEER, 1L, 2007.11.15

Tanaka T, Migita O, Oda E, Mihara K,
Kosaki R, Okuyama T Enzyme
Replacement Therapy for Japanese Patients
with Mucopolysaccharidoses. International
Symposium of Lysosomal Storage Diseases,
Maihama, 2007.11.30

BLRZ  BERMARIE, A Y 7 IR RED
BAR-MPS 1-VI. % 12 [B1 H AR A 2 ZFHEMSE
£, B, 2008

36

4)

5)

6)

7)

8)

9)

10)

11)

ANEARE, BPEER, A RIS, MBEEN,
N EE, NERE, KEBEAT, BILRE
Z o AEERWTERFAZ Y —= Tk
DfEEt. BB EARYR « A7 V—=J5
%, BT, 2008

Okuyama T, Tanaka T : Enzyme Replacement
Therapy for Mucopolysaccharidosis Type I in
Japan. Society for the Study of Inborn
Errors of Metabolism Annual Symposium,
Lisboa, 2008.9.2-5

Tanaka T, Furujo M, Kubota T, Ohashi T,
Tanaka A, Suzuki Y, Eto Y, Orii T, Okuyama T
: Eat Using Galsulfase for Maroteaux-Lamy
Syndrom in Japan. Society for the Study of
Inborn Errors of Metabolism Annual
Symposium, Lisboa, 2008

BILGEZ ARBRINE S N - B RFRRE S &
fRAv Y VTR, BARNEBLRESH
53 [Elk=, ik, 2008

H R, AR ES, EER, MEXER,
EREEE, T OLHE, RS, R,
OB, ER/TRE, BILEE  ERAHAREE
R A HARBREI VY U7 BARA
HBEYS %53 EKS, Bk, 2008
Okuyama T : Recent Clinical Progress
In LSDS: New Data from LSD Clinical
MPS I Disease,
11th Annual Asia LSD

Trials and Registries,
Japanese case.
Symposium. Beijing, 2008

HH R, AP diTAH, REZ, HFHE=E,
BRLEs, EREEN, T/EER  Hunter JEM
FERLA 10 Blick i 2B RMAERE  JET
Study DOVREAAE. 5 50 Bl A ARG RABIRET
FaHR, KT, 2008

H R, SWESF, NATIER, ARBEE R,
K+, BHHITH, SRRz, BILELZ,
oz, PriE R  Maroteaux-Lamy fE(ERE
R BEERHTRE~EN 3 FEFIOTEIRA.
% 50 [E] B ARG RAHRE F2HE, KT, 2008



12)

13)

14)

ANEARER, HPEES, AHEEMS, BBEEN
NEBE RS, NRERE, KBEART, BILE
Z R AYFA ) —= S BRNEAD
BEFEAEORE. % 50 [0 B ARERNHEE
FRRE, KT, 2008

SHEEE, FOAE, MaET, FEESNT,
INEEEE, BEEEE, R, B LR
FAn=F hT U AHNNRIT T—F (0TC) K
HIEDEEN 7Y 7. & 50 BIHALE
RBEREFERE, K7, 2008

ANEREFEEE, EYRREER, NEGER, REEEER,
FHRES, NEREE, BILESZ  AZHE 1
Bkt R ARE- RGBT OFH
e - ZRMEDOFHE-. B 1IBEIBART A VY —

37

LsHRFES, WA, 2008

16) HEREF, WETF, NNEEER, P,

REES, NHE B, BLUTZ : A aZBHED
BEFIRICBIT SERMRRIELHER~ X
c A Y == BT D EHFEE. & 51
AARZERRHARFESBE, BUR, 2009.11

G. MM EEDHRE - BHNE (FEZET,)
1. HEFIS

L

2. RAHEEK

L

3. £ M1t

L



RS BB U R & EHE R BRI )
MEDTEREE

SAYV—LR(T7TIVRED) ICEHTHHR

SEBTEE  ERE UK BARFERT R

AR ET R/ NER R B BR)

MREE

77 7 ) —iwiE X EEEEEROERRBMETETHY, a ¥77 FF—ED
RBIZE > THRIET S, bhvbhit, BREEOAROAIEEEZHNT, RBALFEE
HANWET7 7 T —ROBER AR IV —= T O ay bAXT 4 B1To 17,

A BIREBR

7 7 7V —Fik XEEERER RO SRR
FIETHY VY —LBERTHD a HF77 b
Z—BORBIZL > TRHET D, T8I DERAI
L CERMRRENEASH, BF D QOL ©
WENFREIC o, ZORD, 777V —HD
BHIRR L BHBRENEREL 2> T, LL,
77 7V —ROERITZHETH L0, BEDOZ
WHIREECH D Z & b RV, bivbiud,
HERARMOBEE RN 7 7Y RO AR
IV == T EITo T,

B. i AL

bhvbhid, FERARLBEEEBWZT 77
U= OT AR ) —=r T &2iTol,
Chamoles b DFELZHE L, AEILEED o B
T "X —CEREEERE LT,

—

(B ~DELE)
AIFRITREAKR A MEE RS OAGE & REE ~
DI L RIBIZESNWTT o T2,

C. RHER

RRAHRZIIUDETAHEARIIBWT,
TOHFER< AR V== T ICMAT, 77
TV —RmOFHAERCBITEZAI ) —= T DN
Avy hAET 4 BiTo Tz, AR E RV o 7

38

77 MU A —BIEEREEEAWT, SRR
WHESWET 7 7Y —ROHERRA I Y —= S
AT o 00, X LI o - HulshiX, BRI, B,
TR, BER, RER, FIRE, #FEHO—
. MBERO—EOERSR Tho T,
EMIEEOF AR LT, 77 7Y —FOHR
BREBEBEIT Y TICL EOL BRI E
EOIREERENREL toTo, THE TICHAE
IRIZBWTH 182,000 445 33 4 DEERTEMED R
HIREHENHL MR- T, EEEEORHARE L
FHRIKH LT, BRI TEY U TETD, o H
F0 N —PRETHENEIT o, £OFTE
GFREZRDIZLON 26 L THoTo, FiIT,
BRI T 7 7 ) —HICRDOONIERIT44D5
RIZBOBN, TOZEnG, 777V —FED
OBREICIT HHEEX BHEDOK 5,700 412 14,
HHRE T 7 7 ) —ROMEL, BEOK 23,000
£ 14 ThD EHEIN,

D. & %

TDRZ Y == Sk o TERRSWZHER
DRERDIFNZITH Z & T, FRICGEETH 7 7
7Y —ROBIERMOBM b AREL e o7, [AERD
FEERWD Z LT, RADT 77 Y —J/IZOW
THREREEOBEE B EICRZMIATO 2 &30
REL7roT,

TDAZ NV —= v ko ThREIBITS



