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fit A9E (Pompe disease, PD ) ;& % B4 alpha-% # & (acid
alpha-1,4-glucosidase; GAA; EC 3.2.1.20 ) st R & [apr i s bl % 34 &6, B8 E 4%
T o Bl R ok T AR (glycogen ) i pt R BT AL SAR AP 4 B 0 35
Bgda P9 0 AT LA A% 2 bR BT Aok 1T A (glycogen storage disease type II; GSD I
MIM232300 ) » & % — 184 %40 % 5 B84 B #5E  ( Lysosomal Storage Diseases;
LSD) #97kum © BRIk Lo %3 A (infant-onset PD; IOPD ) Fu b 2 7!
(late-onset PD; LOPD ) - 42 g 82 52,70 ( classical IOPD ) fA % % £ 74 S287%) 3
BA KAt m » ERGERFRIFCHL > £ A IS (floppy baby) ~ &
L% S %mumﬁa/% » KEMN— RPN B SRA TR R 8 o JF @I 5 1)
( non-classical IOPD ) 2§ % #8%, > sk SLER IR SE » JE 47 B ) it R b o 28 AV 4%
BhFWHRE » X5 ARER ~ FHFER ~ o FH > £ 2 P8 FRIFof
B BV RBECHE > EFRREATREE o —MRRK  BERTER 0 R
ERAN S ARME - R hE R IR R EGE L RS TRAR —
1B B 7 A2 (founder effect) i &80 % B E S c.1935C>A (p.D64SE ) ¥ 3%
BEE S (Hum Mutat 1998;11:306) - 4 ¥4 & 48 % B, 7% 8404 % £ 2 B3R %
1 IOPD F i 0.6~0.890% A L&y IOPDEE 2 DA —EEm R4 - X
B R A S5t 1) Bl 48 ) 25 Wi T UA R AR 64 B e

J£ 2006 % Bl FoBk i B XA EBRS XBE (ERT) Y AZ a8 alpha-
# ¥4 85 (rhGAA; alglucosidase alfa; % 4 : Myozyme ) #4237 L B
EEEAR E R AR MR AR B8 0 R RSBk o B ATERAR Xk B AR B R AE
%é@m%%%&% WmAk 122 DA REARE A LN IEE R AR 0 B &

R o o AT AR AR R R B E AR T 5 B AT B BB S
% TR 0 4 T EAEF0 BORE Y G B 0 SAEA RAT e B L TRIL A B AT I8 Sb R R B
FRIEAR o dofT A A B A S B M B R 0 B Rk B A T
SRR B 8 0 TR A R MR E

& M b B 7 2005 4 B4 AT HE AR R B 0B RE Bk bBest £ 0

KB4 T ¥4 5% (Mol Genet Metab 2012;106:281, Am J Med Genet

Part 4 2013;1644:54) » 8932 528 (10PD) Jii BuE A £ 2% 1/32,000 ~
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1/53,000 » 848 % (LOPD) % 1/28,000 ~ 1/36,000 » 458 & %4 % 1/18,000 -
7 9N BAS B AW B8R (Pseudodeficiency ) 4 B R R C.1726G>A 84tk
flteE S (FMRERAE 145%) SR HEEHEMMAD 9 EE - BTN S
e ¥ ép & I MR E R D164 A 14K GAA &M (<0.5 umol/h/L » # A
MS Bl5E) 2. BLIR AT > 3. SR WLEE B F 5 (CK>250 U/L) » 4. #8 % £
s FRK (LVMI >80 g/m2) » % AE (M8 BAEE — R A HURER RSB R T & B3
BpBA46 ERT 6% o B2 AUE £ B4 6 69 i B 230N — B (Pt
M 12~22 % S5 A% 6~34 K)o EEIEH (2~7 %) ¥4 BE
SR AAEE (—AT) WERERABEENLRLAEEERIFLES
BB R M A SR ey T AT R (J Pediatr 2015,166:800 and 985 )  4v
FAkHR bR BT AR AR E B RS R B R o BRI R — RALB 4
ERT 765 > % /6 s de Al 2] th A48 + R AW > W6 R £ 42 (J Pediatr
2016;169:174 ) « R & sk K 54 Rofo AL B FIOE 6 B4 > £ B €% 2015
ﬁﬁu&%}%éﬁ—ﬂ}\%ﬁi%g% B HRIAB IR FE T (Pediatr Neurol
2017;77:12)

SRR RENA LG ENRIR Y Fd T FUBLBL T EThiE &R
BB AT @R WY R (MS/MS) RIS E & % EaErtey 24 % TR R
JELASL o W] AR B ff & kA s (Fabry) ~ 6 % 88874 1 & (MPS1) -~ #u
X 3t7% (Gaucher) % /A BGBL AT 2 © MS/MS F ik i & B B 5 BOE A 2% K JE 64
MR PER R ~8 %0 » HATEE & 0.5%0 ~1.9%0  HEHMR MR A GHEE
AL 2 0.02 %o ~ 0.98 %o ( Clin Chim Acta 2014;431:80) - & 5 g 2644 H
IEIR T VT B B bh B % A8 5 B R BT AR S 0 B A IR B 3 1R OT DA A L M R AR
P ( Mol Genet Metab 2018,123:135) Fo4& A& ( Clin Chem
2017;63:1271 ) -2 R P FER B H A AN B A LB Z o 5B ol R EAA 5 eh1E
H A AE K L BN B B T TREGH R KRR B B P o

#2015 Bilds > & MIE ey 3EMAERLFE P o2 EXRBFREIEA
TR (9 6% 600.-; ) AR 130.-) S b3t 4 4875 85 A4 B A 69 97 4 52 66
B 73 85~95% MIRKERMAEHKR - EGHBEREL B EEER R
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MATHE R &6 R B A ARSI HE T EATEILE &% 700 ¥ 7)
2,000 ¥ (HARW 150 2] 430 ) A% > 23 T H 2 RIBALE 55 T
B HANREGOATEL © 2016 F 78 4k B S48 A R4 68 » 5 AT
BMIEE T U 1,000 ¥ (AR 215 ¥) o dofT R4 L Bz m %5
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