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#zlE B R (Limb-Girdle Muscular Dystrophy )
B SR LA 25 iE (Duchenne Muscular Dystrophy)EY,
BB IENR(— R RMENLAREE)FER - KR
A HH R ARE AR FI BT 76 IR EFER DL T s E#E 2
L%ﬁ- o
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2 1]

EAtked

o I ENLEEEE (Creatine Kinase, CK)

EILAZIER - ABgEHERE IR -
JiE 2 IE B E B N RN SR R B g i - SR AR
MEEA SRS - KREEILIEEESEHI0EM L - =
FEER R I AR RILAE R - W REE R TR
RFEEICIE - BATE F B LB s (R e B 0k - 3R
SEANREENZE RSB ILAY R E Y]
Frivvsissta s (ADETE 09 R R A R i — Cultured
Skin Fibroblast ) ffEEZIEERVHIE -

® IR M2 i et P
(Serum Aspartate Aminotransferase)

BB BEHRBER S - WE AR IE R
WZ1H -
o Mk o - RIBE Y % o3 B
(Acid a -Glucosidase Enzyme Assay, GAA)

e B S Ry R g G BRI R (Fibroblast) B
W B R METR 1027 - BEER S TTEEREE T
(Heparinized Tube) * £REE ML I 5 12 75 50 55 Bt 2 1
ZBRZER - RCE RN R g @k B E - A
REE R ELRZ ER L T - [ATIT 38 Bt R AR HRE - DA
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8
S TR

2 & e A R P (F 2 B 32 45 A7 m] 15 21 58 W] SERY A5

R HEMLEYR - BREEEZIE AR
HeTE KB AR EE AT #E Tacid « -glucosidase

Bty - [FIFF AR e B PO A48 Sl Efa -

AL e

o LB 5 I (Echocardiography)

AIFR L LEAE T DIREE R - M TR LR~ B2
& -t B 51 82 A B Ko D AR o [R]IRE AT T Lo AIE K
KR ~ THREGHEIDLENEE « €410 =EEE DL
M ik <2 PRS-

o . #&[E (Electrocardiography, EKG)

T 3 U Mk S A T B e B B T AR Y 95 EE L
HHEERRS 2 GE  AIRHAZEEFR E8VE
i EREEIETET - HLAAGEsEAR T L LR
R E PR - BRI (L SRR
N e gi=Poai= oy S

o JJL & (Electroneuromyography)

ERHNLE R R ks AT EC sk LA BB VS B -
PR R AL A B AR B AR 1+ DUEE T e %8 B sk
BN TR Y S &, B $HiEC sk LAY EE AR B
By - RERBIEZ BRI B R E - R RERE
kg ErS R g 2EIARENRS - o EEG 2R
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2 I

{14 HL 5% B EE I (myotonic discharge) {HFERR IR _E Al
BRAENRERIRS - BEIZ(fibrillation) 5 1E A 42 %
(positive sharp wave) > A fUFRHT A [E(anterior horn
cell)Z EF 2T ER -

R B A% kR A (Biopsy)

FEBBEE T B - B BN A R B R )
to P RTR ML A RRHE RS 230 2R TR R 22 -
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BRSO
(Enzyme Replacement Therapy; ERT)

JiE H E R A B IRk Z GAARE R » TS5
FREE ) - HETAT DLER TR T EGEGAAREER
Myozyme® (Alglucosidase alfa) * & H K & 3 8
FEBAAMRE S - DAk B8 CIRIE R - LT K
IR FEVESFIEAR © SR EAE2005FE 515 /N &5 42 LR
5 BE A R AT o M BCER B8 2 & B F
(EMEA) & =B & i 329 5 /= (FDA) 172 2006 - £ 1k
BREE i -

® Alglucosidase alfa (Myozyme®)

< SEJEE « DIER TR T AEEE 2 GAATEE @
AR o -#7%iHE T (acid a -glucosidase, GAA)
SR 7 IS A TE 9 2 R o e -

« FAL © F)R50mg ©

- Y R AT A -

- HE : BT B E20mg(20mg/ke) » & EEIK
FEE—K -
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ot B A T &

cEEEHE:
1. #f Alglucosidase alfaB{H & V) FEE 775 H

ARZE

2.(E PP FE B 5 2 5 36 W) 1 5 AH B I e
(Infusion-associated reactions) * i H # 4= JATE
B2/ - A MR R AL [
B MEERERE - ZBSER - SR
TER T I 1 {5 10 B e i e g

3. A ik A ELAR A 7 F 28k A 17 B 22 il
JEEH IR EEHAT -

4. H i ARA B2 A AZE - Fr AW R A
FRA AR - R JeRE A e iR R -

5. et A BRI RS L BhE R B Aifne R -

- BIfEA

1. 221 E 51 A B X J (Infusion-associated
reactions) °

25N KL R RS MBRIE S - e
BH -~ MEERERECE » M@ - F5EE « B -

3. W A BB R 1% PTRE S (R TR B IR HA B
kI I0 - IMBRETN ~ BERE ~ Bkl ~ TESTEAL
P~ TURORIE VKR SHEAR -

BEEGRENGET » BHFSEZRRERT » A&
COREIFH B BREEBRRA-RER c AMBELERZ
%o MEFmBRYERR BRASEGE TREL
Reis Fe o VAE SRR B8 R AR |
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R

R HLARTEE ST - B H G E R R EEAI R
MAAE ZENE LA rE 5 - NI E R AR PR
mEH - B LAV E - Kk E R ERIILAL
e - HILIEEFTE BEHAEY - EREHTHERN
INDLZ R R - RS ES RIMERMER EE Y
BRE - HRFEFHIVUMENREE RS - RS
REmINE e AR EE - FERERGIAEEDS - a]fe
BB IREIIRERE - BRSNS R 5
PR AR - SRR IR AR E R

FREE IR R R BT KRIAE » FEHEy A LA
FEAEEE - AR RE > A E E SR
REIVNGSEORE - HREFERGEERERS
PNarik BE S BT - Z5 AT AT & K EiH
{LEHMEFGFERAE - A T > BiEEsNMEEE
WE TG AT RAURE - —RB5IEBE IR -

B G E REIThRE IR R - FELEE NG
EHEORRE - D RRYER T o (H/GEE
REREMZHABEE " K E S RIREC T
B EBEART - FHCIREE A RS B AR R - DARGE
i R BRI
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DT R ARG R BT ¢ F kAR AR MK
R R B B — MG e o Bp T TR A E R
Fo BRBARBERNYRREFTRE - FOH—ER
2 BT A B F 4% 5| IR o

RMBEEHERGRE  EARAKFCLRE > 12
BAZRIF O EOMER | TR T AR KL TR X
MK RRREFR OB §ORFHE > B4

NN B I a2 oL NN - |
N 4
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S TR

B UEE

FHR MR LAY EE ST - JRE R & i 8 R IR
PREER R - DAL IR R R R AU BRI |
B 1 AR RECEWIMERGIR T - 288 AT LA B R T P e e
e B SRR IR K bR - S5 B —THR 2 T AR
B/ NEE T - fo gkl — ERRER % - BRABEOE 2 B E Ry
WET - EARIRFE AR - g2 R ER -

BB AT — AR PR dn TR 2 B R E IR IR LY
HiEZ— - MR TREBR BRI — T E % > HEMEB—
BRIRFEITR - B RE > PRI o5 (£ SV F R 2 S RS
HIANE] 5 I BRI FERZ 2 E &~ PIH ~ 1A 5
T o B RMWIGERRIN - TSR as T BRI S A
H R SR E SRR E ) - 1 N EA 25
HIIFIEHE - IR Al REB il B RE L FIE - fEFHE
WL -

B HE B ITIRRIZ I 5 2 I R e R Y
JRALZ — - (R ) 2R 75 5% (Chest Physical Therapy)
LB TP GE RV T R RALAE S TR
I5F » Al DAt B R P B R 2 A AT R R AITR - AR
IR - SRR 1R TR - PREERIIGR - AR FIHIIR
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oot R &

T EABRIZ R - 5 AL TR - e A
BRI - HITER B R B TR B35 i - ik
FeffiEl s iR -

7 B T 7 ZLAEE L5 B 5 IR Ry 3 Rz A HE 2T
SR RS - DAL R A BRI O IR ey - R R
SHE HELRE 119300 [R] R tE T T FR AR B AR - DABR BRI
ROEPHZER B =GR

B ] TR DU R BUTHRA RS - A
IR R PTER G - 1T IRF [ R R BT —/ INRF . Z BT B
’R_/NRFLAMR - DA hleiE ek (35 - BT
AT LARES S FETANSE - TR AT DABE T SR Y R A !
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BRI/ \ER ¢ T DR ATER
— RR2HlNiE = BERRIGEER = A8
% 5 VY~ 25 MAISEC » I > DERIGH—H -

o VI N
— TSR ERIEE

ISR ARIEEE - I AT b AL B AR i
B BIEE TR

T BERRIGER ¢

FRJCLARRE ~ IRBRAVZR R (ARG ic & A LR
R ATEZED]) > ETTZRSRIR TSR 5 HEVER BRI
BRI A 2z el -

= FREHIIE

DRSS i3 B EE B AU 077+ A5 73 Wb 0 1O it 417 i I
B fErwYiahis [ EM SR E T SR - ik
RAaiT & TSR - FratHRIERZERE - DT
fid Ry i Bl s R s DU FE R 7738 AR RO ITEE g R
HRIHIETH & EEE CGREBIFHER ) - BN E B
8 - FEEGE5~10 MR - A2 T —ERfTIE -

N
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L] %

AR R 2R - — RKHHET5~1077 8

THERIRF - ZEPERF SR AR ~ TR Bk
Il MR E SRR - AT RTRERTEID 4 - &
i HH BRI O iy B PRI ~ i B (R 8 1 25 SR IR
I - FEILEMEIE - @l TS IR RYESR - W i
T LA

Y ~ 2075 [Fih=a

ZAL5 12 R B R R T A ZAL - FHE
71 BRI DB - B4 - E2rRER % - Al
PRI AR HIER -

I BRI

P TR - — PG LA H R E
NEWFEE T ST - & OSSR YVEmE - e
[ S W R Y 3 WA 1) - B S S G R D R
ik e

-

HEK o AERERIMIRGRBFERKE > TR L IA
RErRIE AR S RF > BREFHNREL B
R KBS |
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o HE i

1. Je#8 TR EE100% HIRRKI14575E -

2 TR BB R EEE R T AR
10~12cmHg * 5i#8-12cmHg » 225d6-8cmHg -

3. PR R Sy - SRR -

4. PEAFE CEEFERH RS - DUER
KR8 - BRI E TN  IE£76-8I5) » L)
EHISIE » RYUTANEAIR-12I5]

5. MR IEIBH TR E 2 mRfl - BEHTF
DU e 45 77 FAEINA » FERK A AT #E 5
151 » /NERS~8FD o W K Athiie R 2-3 53-8 -

6. TR E R R DTG K » ERINEHEE -

7. Kt FEAEMEEEE -

8. FA TR EE100% FIER 15 5% -

o MU (R A T

FEE AR R GRS HIRIL T - B Y
TR s o DA LA B & 9B - MR R 2
TR DA R R B S TE#5X R IR ~ SR A 22 R B - B
FRDL R BRI TR i 8 B LT E - A 2 R e ke
HEEFEER - EREEREIEL - RZBRIGHRT
R H AT RERE BRI P R s

A S AT REA R LA T E s M D RE R K
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oottt %

BLRNBEE B ORI K SR NEA 7 -t A5 e
A2 SR E BRI - DA R ATl 7 TR L5 o i s s e A &
TS A AT fifig 2 -

© JEle ARUNT 35

—patas - IR AERIF R AR BEAA A -
I e i 2 R ] B (BBl Bl Y T R R
R AHFEEHRYE - EEMAREM 7 A - 5
o EEAVER o —HIFRIIRERE - Wt T LA
FEETTIE - 2B O A s o DU /e R LR
AU g5

—  FifE [EBEFEN 28 (Continuous Positive Airway
Pressure; CPAP)
{5 FH 7 8 (E BRI IR & 2 95 FE AT DL E IR - W
K RIS IERR - ik 2= @B ES - (6 R i H
EIMEDIRI AT A SR /Y225, - NETHIIE R thRER B
S FF R E R 0 A oA [ A R AR IR B R B

i
ZA

o

=~ EETERREI 25 (Bi-level Positive Airway Pressure;
Bi-PAP) :
&R B OB FFAE E BRI 23 B8 A - nlfEHEEY
HEANFRENZZRBET]  fERRAFFINEE - 5
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S TR

[BE o B (AR IR s R (5 P ] B ) AR M R AR
ERAT AR SR i R

o (T ATRINER 85

FEREEBTHARDL T AN MR R - B
BT BITHIRAVEES] - BRIZ E RS TLUEE -
—{EE TCEE e R T R ARE - I B
TP ER - o ERR AT EL T S A 2256 B o £ i -

RO - 9 R R 24/ NRRED R O P - LR
HREETSRE VIR - RE TR ARYE - EXER
FIAGES - FERYVE B - (LG as (e E Ay
AEIRERES DU N Tig R AR 4% - ILAEAITR G
G E PRI

— il B ¥ ) AL O 28 (Assist Control Mode

Ventilation; ACMV) :

A 0 FH B Y - 5 SR SRR R 7 Bl M I 5 177
B0 - T B AR [E A o RS o B AU IR R
R SHRRITHEE - BN AL E EREF - HhiEs
EEB TR ZEREA °
o [ AR R AP 5 E HR R MR %8 (Synchronized

Intermittent Mandatory Ventilation; SIMV) :

A G A M s R R E KB B R A
It - AR AE O P R AR IR+ g R AT AR it 2 R
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ot R N A &

R - DA B B A et - IR Sk g
R EsHIEE AT -

= BRI A IR 28 (Pressure-Support Ventilation;
PSV) :
LA R F 2 177 B S8 B T T i e e I IR 4R
TR B & U (P8 B R RRIRs - A TR BRIk
A8l o LU RIS AN BT AN B B R 28 B S PR DI RE ©

VY ~ =R #8(High Frequency Ventilation; HFV) :

BT AR g8 o DU S RIS R it i A &
HZ2R - MEd R n] U B G E Gk - 2R
A0 R 7 1k R A8 b T s B RS [RIHE F R BR L 5
Bl GAE o

\_
MR b BT ) R A8 vAINALF 4 89 7 X A2 SB 30 7] 3 89
FE > A—EFERAGFRE > TRHRELTRE »
W om Btk o Fm B A TR TR > 3T
VAT F R IR A R A E o R85 2tk o
RERGET— P dEGR » BFETRYEI TR~ Hk
RIAEG L o

-
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L T

B iGH

FHR RS ST T - B BINLIA S & A Ry ik A s B
MR L8 - NIRr B SR EREE RS
FRARE L - AR B R AR H AR Dl e 5 At
HIRE ]

FERZ R MR EE - RIS DA
N = WG INPAE il RPNy & S e ey et LT
HUGR TSR B!

Py AR R

1. BEEAANTIENHR -

SRRV AT DA BB T 305 B8 £ 1 EEh i =5
TSRS - (B ERE R - IS IE NN 2 - 22
SRR U H B s S e L R B T SR - A
A PLGR T e E A O SRE I - DURBER
EFEnE-- T o DFNEE o e DU
5 AAGET T SRR AP S ED - AR - W&
T DGETT R AR BTRE T 75E Sy - B0 - Ky st ARl
ok + 58 A DR B s IR ATENILIAL - ek il Bl Jek e
Hufahs -
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oottt %

2. HhENRARN A ENERIRE

HREEREES > HHE M XBEEEE
S R AR EA BRI - DUl R BRI M - BR5AU
L B R I MR I ER BRI T B TR BN R [
IRF - RS FE T T4t R BRI A% - O R R 3Lt TR S
i R R

3. EEp MR RY(ER

IR A ROGE - 20 - R BhfTds » el
55 o BT LAR AR I B JEHE R R TE B - A I
DETEEEIEENE D - ATLME B EEGHER - XK
SCHERTER ~ A0 - KRR - DAE o R 517 82 g
1 o WiHERF IERERYZEES - TLAh - HARITTEI SRR
wEhas - Bl - lintE  BEECTHREE S > 2R

FIGEHFET -

4. [T LR EE

HEAREENE AN 2B BT EERR
B BTIEBEENEREJERE - MR R B HRREREE
FOBEERAIREE - NS EERAR R R - NI Z B
AP o o BB A% 1 Br b BBl — SR ik - S 4
TEENZ S 0 E AR -
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C ZBTUR T50k] REBIEFEMA ~ BB LK > 12
M i) RaTRR > ZHEELIN > —RETR
EX &N

Hth

ARV B R BN FTLAMES BN
FeFF R AT DGETT H RS E) - (2 M TIFE
E2 - BEEG R AERFERFAR OB -
AL A B $E T DU IR Fg SR AN - ol R R
RLHEE - SERHRE TR AR - AT 8
FENGER - bR 7 B EAIMEE - S T EEEERL
BREER - SPRF AT DAZ Sl R e DB RYES » BE S
i K E RS - 52 OERE - B EREE R
CHEVEEIE | M ESREINE - REMAR AR ER
st AT DAS S O HE R RS R -

\_
BEARE TS T > {22 H s BT R R
HEEY o BREARATUAERE | AERR GG B E
FERIFRFRAIERL > LFERARRRRK 22
REF R RLETRE | FRRBERHE % > 3
K% A B 69 & AT AR, |

/
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I L B BT 8 s - A
SEpEE - EhEE SRR (e
PRI - B T T R - M
F e e AT SR PR 5 — ) EL R — A AL
S R - TS — R n s a7 S
Rl - SRR P TR B 1 B A B+ i IEGA AR
% GAABEE (IS EIR e - - E SRS
FRGAASL R RIATI R AR R T - £55%
R -

B R R M E R - B n oK B R RY
B RIE A AT S AT EER - IR RES A — (iR
FAROELR] » TR IR (Carrier) @ F5 R ESEE H A & 28
5 o ARHREARAIE - AN ERMME NG —E R
G - mE—XRIEZEF - M/ I 25%(HEk
BV 2 —)HIREER - B 352 B ACH B R B RY
AR FEGAAR A » e B R B INE - (B Y/ Nt
5 25% R R SEAEE 53 B 2K B AL B R B R 18] 15
FIGAAEERA » M HAE R o HLAN - fr/ NMZH S50
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§§§*ZQ;E:E§%§

96 R LU 2] —(EBR A FIGAAZE A - T ACEE—
BRI o T A R AR ARy — (R
AIEE R REFE 4 R S GAARESR » ] DUIE (SR
fifé

ExRE R A RENEZT - WEtEEEE T
—JEHE - ACRHRERZ AL R AR B ELE R R A AT E
aarRT Em 0 E TR LS R T A BTAYEE R A B ER (A
WUk > 38 St 7 B 152210~ 1 238 IRl A B
falre B2 14- 1 B RF I E /I A I AR B LA T
kg -

( REREk > wRHLATRA LM BT UFHEHR
B 2 A B REIRBAAR 0 AF REMENER
AR |
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OBIFR R A& #Hi8

H BT B L2 RE R ERE A RE Z AL A% - 38 LB 7%
&mfﬁﬁgﬁulﬁﬁ&’%T%ffwxﬁgﬁ
WS B E SN - iR LG e R IR ATAHE - B
AL ek %

1. BIFRRE B RIEH &
International Pompe Association(IPA)

http://www.worldpompe.org/

2. RERIEMAEEESE
United Pompe Foundation(UPF)
http://www.unitedpompe.com/

3. ERIATFERETEEE
The Association for Glycogen Storage Disease (USA)
http://www.agsdus.org/
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4, *.H*EE%%*E;*TM =
The Association for Glycogen Storage Disease (UK)
http://www.agsd.org.uk/home/

5. MM F MRS IEHE
The Acid Maltase Deficiency Association(AMDA)

http://www.amda-pompe.org/

6. Pompe Disease Community from Genzyme

http://www.genzyme.com/healthcare/services-
pompe.asp

OBIAR A& AH#H

H il 8 By JaE = EE 1 f TE =CHYAH A% - Rt A 1E
B B e R A DAy R B vk N 22 R e 2 & & (Taiwan
Foundation For Rare Disorders; TFRD) °
itk - SACH R LAERS B2 5257 10F
BEaG ¢ 02-25210717
http://www.tfrd.org.tw/
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SH LR

1.

Barry J. Goldstein : Glycogen Storage Disease, Type
IT ; emedicine :

http://www.emedicine.com/med/topic908.htm

. Excerpt from Glycogen Storage Disease, Type II ;

emedicine :

http://www.emedicine.com/med/byname/Glycogen-
Storage-Disease--Type-I1.htm

. Glycogen Storage Disease 11 ;

OMIM (Online Mendelian Inheritane in Man) :
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=2
32300

. Pompe's Disease Page

http://www.pompe.org.uk/

. Genzyme Corporation : 70zek/ie 2 FGE(2002)
.van der Beek NA, Hagemans ML, van der Ploeg AT,

Reuser AJ, van Doorn PA :

Pompe disease (glycogen storage disease type II):
clinical features and enzyme replacement

Therapy. Acta Neurol Belg. 2006 Jun;106(2):82-610.

.Birge K. Nutrition management of patients with

epidermolysis bullosa. ] Am Diet Assoc. 1995
May;95(5):575-79.
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Qe TRHESE] ?

A e E E SR TR BR 1 2K 5 i B SR R 2 JiE (acid
maltase deficiency, AMD) » DLS i GEFEE S —
I (Glycogen Storage Disorder type II, GSD type
1) - (Al Z GAARERR - 87 e P9 R I A
FFIE - 135 508 2 1Y T 8 R R A Al R R v )N S
oo

Q:HEE TREHPUE] &8 THERER 2

A AT S T AT - BRI HERETE SN
e AT IE 2 W B E WA RIIREYIORE - B HREE R
Fi WA= —RHBRE > HEgAR kS
Al FREEL RN EA G 3R - 28 5 A RE R IUE
HIEAR B B EE WL A ST ~ F ALK ~ i
R~ PO PRIEE ~ TR R S5 o o a8 Al O E AR B
o EEEZWHAILAED - FHLEREEA T
B ITEI SR MR RSE -
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QaARE %

Q: MhEH FE 1 W5 b sl 2

A TREEE 5 R Y S M R
EE AR T N5 EUTaﬁgﬁuaﬁ
25%HIRERA N RERBRE R ERI %1

M HEGE L FEan vl 2R 2

A RS R RE R B A e - ATHETT RIS Y
il > BRAIREH RER - ERBREE
fila e X Ol o S BR HH BRI OB AR K - T B SR 0T
LR A E - AIAJIRHEEYIRR2 ET - TEE T2 ET
T+ DA A A R R A A B kA R AR
Btk - ETTRERIERRIZRE AT - AT DU G 5Lt
TR E - Heto Kb 4 7 Eme /.07 e
o A8 5 e L RE AR

Q:MEZ Al wme The HECAED 2

A HrEIEHER TR R EGAAEEFE Myozyme®
(Alglucosidase alfa) * £ H X E BT ET B R EEH
AR - 2z BB LA g R IR VR e AR
DUER B4R R 5 IE AR AE » HEEESREAE2005
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B
S TR

ARy N & 22 R SR 1S R ARG 1 - BRIt
LN SRR AT SRR R REAR G - R
AR TGS -

Q: Mg HFUE | & & I UG H K 5w
RoEha T 2

A OFEKREGHF : BAKERHEBAEZFERK
%o HOIFEIOR1HE - BB EBHEA G ZE
FLUETA 2B A B KGR 2 IRIEEE - KA
PFTFR -

OF LIEwHE T - #R42 " 5L FEn 7 i E (F
7 B AR A RIE R DU AR E - A8
A A TE BN E N FE W MBS L Uke
PR L - ALK LIRSS RS B O PR -
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?

A RiEERIIREIRE > SRR EREBEE
% B AR B E S L - R AT AL
5L E R B M8 BE ( http://www.cbi.gov.tw/
welcome.jsp) * SHE A F IR 5 @ RE
L BZHL AT R A R R S AHBA AR

Q : /MR LA - 3% R
BLEEIR 2

A RIERTREE RS T AREERE
TR R B R TR 2 2 S T R
HEG  WHWEFEERBMER N BRE
B - SRR - SRS R
8 - ) BHERTERAETRRE " EERR
BHEEAG (EWE), AEE/  EPE%
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