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7E i B by 75 ( Lysosomal Storage Diseases; LSD ) &% & B /A 8538 /9 7 7]
kR R B E G 2 AT R BT 50 B c H YR AFTRE
BB 0 A4 =48 (Fabry ~ Hunter MPSII ~ Danon ) & X-t:Hfi#4F - 4%
B 5 TR FD T RS A A BB FTSGE (o Pompe fE R K > Danon K. .
%) B5H AT HE (Gwo: Gaucher % 3t ~ Fabry k77 3% K& ~ Niemann-Pick &
2 -z 39% ~ Krabbe 348 5%. . %) > vk £ BT#HE (Ro: MPS1 A Hurler #f
#)/Scheir #% 3 ~ 1 %4 Hunter $%4% ~ I A ~ IV A ~ VIA, | %) 3 &K
B 0 T AR AT ARAL R Bl 09 40 8k P9 o SR HE b R SR AR R T RE MO AR © B
SRR EHER TR E AL (CNS)» Hum B4 H 18§ 2L HRE
JE 0 TR LERB T ik FHiefe st sh ( Hematopoietic Stem Cell
Transplantation » HSCT ) &# 7 K 4 » 8§44 7575 ( Enzyme Replacement
- Therapy » ERT) R 9/ F $4 (ko @ KB/ BB ER LS Miglustat ) P
EHTAS B SN AT BRI AR ERMBLE o AR W ko TR AR R
e n| Fieib 8 4 Sk is R AL B T A AR TG EAN » FRR BER D
i oA > b F EAEFo BB 6 B 0 SAMA ROT AR I TAR A B AT I 76 SLIRIR AR
B E AR o T A A R A L B ) B AR Ay SRR & 0 AR T AR
W) B &) 0 To R AL RPN IR R

M@ 2005 4B 45 AT AR BB B 6 R B RUE M et =
B4k 5 S 4338 F ¥ ¥ A 7 (Mol Genet Metab 2012,106:281, Am J Med Genet
Part 4 2013;1644:54) » 3R 5% (IOPD) Jit B KJE %4 £ & 1/40,000 ~
1/55,000 » B8 % (LOPD) % 1/18,000 ~ 1/30,000 » % 4 B4R EANSH
C.172G>A vy # ( Pseudodeficiency ) #9tufl8 E & (allele freq. 14.5% ) » i&
Bbh B EMMA D EE - BEATBENBRHGEGHEE > FaE—RXNH
RREE RS W T LB s BRT 4 B8 RMEEHRG SRS T2
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#aE) LAl AR E

o —H (PArs HAE% 9~14 K) - kB (2~7 %) MAEALHER
By g AEE (B—kT) LERERBENSHEARBEIRTES T8
Be B OB 374 LR B g T AT sk (J Pediatr 2015;166:800 and 985 ) »

BRI KEA S MEEGBMERITH A i B LSDe 2006 ik
AThRBE R E o MR SO BMAR  BRAMAEELSGEMENELRS
1/15,000 ~ 1/25,000 » % 428348 % B & IVS4+919G>A 5 8 B 5k o4 0 45 B A
(B ~1/1,600) ( Circ Cardiovasc Genet 2009,2:450) » 4] 5 3% B 46 74 F i 8b F-
B2 T O AR 6B SR B AT R A ey AR o 2008 A 2010 F & HILE 5
PIRAAERATRE S BT | & (MPST) R RBREAMAERLGE » T+ 5 EMAE
REELER > B MPSL #4445 1/18,000 ~ 1/50,000 ( Orphanet J Rare
Dis 2003;8:147 ) » %35 £ 2& 1/100,000 ~ 1/300,000 ( Clin Chim Aacta
2014;431:80 ) o hofe] ¥ 7 & 7, 7 & 45 569 8o K18 485 38 48 LSD by & A B 4
$ (o:MPS g I-HS > [-S» o [-H; X#tmay 1A > 28 » fo 3 A) » RBFE
LM EREG G A B AT & AR o

SHWE LSD #4 G SRy a b TR B LML Eh ik R
2| B AT 2 @A A &0 g kA (MS/MS) R 52 % EEgE ey £ 4 T AR B
i & bt 4 4 LSD ( Clin Chim Acta 2014,431:80) > MS/MS 7 ik 6 & it B K
Bk 5 RO 69 A g e R B ~8 %o » HALIA B & 0.5%0 ~ 1.9 %0 ° FREAM
R BGHE RSN ES 0.02 %0 ~0.98 % B ATR T Ll 44 LSD sA 4k
B B B bR B B E 3 4o MPS 11 & MPS VI d 48 LSD £ & 64 T 471 -

#2015 B4 4BMEMN3IEGKET O EARBEREFRATHE
(F &M 600.-) 2o i 448 LSD A L& » T35 85~95% Wy R &EE
FHEHR - GEGRBEEESANSERTRATEE T 2RERMER ) &4 -
AR AR AR B AR T B 04 S 3t 38w P B U R 89 LSD sk BIG % B A 0 £-48%8 LSD
BRTHEASFE G U 8IS B2 2463 EX%E 44 T A 2 R4S
HEEBIFHEALTAHNEL - oM RPFE X REEEEEFNEETA
A ARE @A E -
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