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(B EEA) (glucose-6-phosphatase) M/ MRETRER R
-8 |11g23 G6PT FENE-A-HEREE | R [R5 — Tl (B L)
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BTR |17925.2-253| GAA BRIEREH S aEma Ly | RRESRWREL
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BT - ERRAR AL
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BIAL|3pl2 GBEI il v FTBRELLPA FrigiER - ik
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BREAM 1113 PYGM AR RR L RS B BB S [
(phosphorylase) K ~ HIEREAR
BAE 142122 |PYGL TR (L B il FTRRIEA ~ BEPA(IRE -
(phosphorylase) g - B
EEFREENGE
HEM (129133 |PKEM HLPA R SRR Al IASEAI B, | FEREESAE -
(phosphofrutokinase) MR YA AL
SHA |Xp221-222 | PHKA2 IR RRRERE(EE | PR FODRE | ERE AR
(phosphorylase kinase) WA
Hfth 326.1-q26.3 | GLUT2 HEREREOR 1 EREN - FREA

(glucose transporter-2)
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G (Infantile Type)

I AE 3 51E H AR R R A £t 7 S AR 71
i R R B IR - AR B BRI ) » SRR
EMELE - S BB EEIZENEY -
1 ELAEB 5780 5 N e 2 T B WPz o A A A 4
INECHERF (R HURS EH - W1 AT RE WL 2 I Ry 4 R 5B
(Failure to thrive) - HAAIERBAEE S « FFEK
ARG REE - FLAIAY IR R B A B B2 H & fa Je A
1Y+ BRURysE (R B R R - HE LRI R &
i e D E R E KM AZE - SO F R
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BEIMEEIFR T - BA U &8 305 R &
BICR NI » REAE 1% 58 3R B P L RHE R v
/N A T EEAN I /S -

% A% (Adult Type)
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HINSE R Pt e St iE = S RY SN R o n-—pl- 7
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5 H =00 BB AT R PR B i R S
M FIAS B~ B AL I~ B HRE Rz b 8 2 B 5 R O Vi
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i B 7 8L (Limb-Girdle Muscular Dystrophy ) 2138
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Atk

o [l /5 LA (Creatine Kinase, CK)

ELAZIER - A BG R SR RN
JiE H S i N RO LR s R e v i - SR SRR
HEET &SRS - R EHIERESH10ELE - H
IR R I AR LR B - RN R IR E TR
FEJRE R EOAE - B S T L I e E A Bl o 3R
SEANRHEZE RS EN Y A e @yl
FRE AR e ( RBS 2 19 K7 A BE Al — Cultured
Skin Fibroblast ) {#3&IGMERHIE -
® L7 K 128 i Pk gt iy
(Serum Aspartate Aminotransferase)

BRI AEN B ER S - EEAREZE R
AR -
o it o - ARV T
(Acid a-Glucosidase Enzyme Assay, GAA)

R Bt Gy R A HE R B (Fibroblast) BRI
W REEEMEFELIOZT - WERESPIERRE
(Heparinized Tube) ! » PREEIM AR §S 12 2 50 70 B 2= [
MHZ BEARZER - IRIEE PRI R B i Eak [F DA
A REE B AL BRI o TR ot SR M RS
DIRZ 1 fifrte BRI i F < B 32 90 A w5 21 58 A1) SRR
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HETZ KB EREEE AT TAcid o -glucosi-
dasel# A » [FIRFHE2 (e H SOE T 4 Fd i -

AU

o LB 5 I (Echocardiography)

AIFR ML LRAS T REE R » ST T R Lol sz 182
B R B B8R 5 A ke A AR o [RIE AT RS Lol R
KB » THEGELELENEE - EHLL=EEE
I i S Z FHEE BT -
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(Enzyme Replacement Therapy; ERT)

JiE 2 IUERY #2248 B IR Z GAABE R - TS 15
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REVEEHRIME S - DASGE B DIRAE R ~ LA R
MR VRN © SR EAE2005F 5 R A 5 52 R
AT ESERGN MERE R ELEHF
(EMEA) k5 B & i 35 i B J= (FD A) thiiR 2006 5% 1
PEEE b -

® Alglucosidase alfa (Myozyme®)

- HEFERE - DIER TR ELE ZGAARSR @
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- i - MR AR E S BEA

- & - BAT#EE20mg(20mg/ke) * B EFIK
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B E AT — bR O IR 4R e R2 th R BN BIR DY
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EE R ETRR I - 5 5 2 0 IR AR
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. EEIEERIFIN 28 (Bi-level Positive Airway Pressure;
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1. EFEE RIEHE

International Pompe Association(IPA)

http://www.worldpompe.org/

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

3. EEATEERETEIE S
The Association for Glycogen Storage Disease (USA)
http://www.agsdus.org/
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4. REFHRFEERGS
The Association for Glycogen Storage Disease (UK)
http://www.agsd.org.uk/home/

5. BB EF MRS IEHE
The Acid Maltase Deficiency Association(AMDA)

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

6. Pompe Community from Genzyme

http://www.pompe.com

OBIAR A& #Hi8k
H HiG Y e 2 EE 14 S TR =UAYAH R - R A A
oA B[] R ] DAYE 30 Bk N 52 R S 4 & (Taiwan
Foundation For Rare Disorders; TFRD) °
ik - SAEHT R LARES B 5257 10F
BEaE 1 02-25210717
http://www.tfrd.org.tw/
SETRLER -
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. Barry J. Goldstein : Glycogen Storage Disease, Type
II ; 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-I1L.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 * #2k/RE B FSE(2002)

6. 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.
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