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FAAGAA | GAA enzyme assay FIEGAA | Pompe disease screening

FAAFAB | Fabry disease screening FIEFAB | Fabry disease screening

FHENST | Neonatal screen test FIENST | Neonatal screen test

FHELSD | Lysosomal Storage Disease(LSD) 2 & FIELSD | Lysosomal Storage Disease(LSD)
- screening

FHESCI Severe combined immunodeficiency FIESCI | Severe combined immunodeficiency
(SCID) (SCID) Screening

FIESMA | Neonatal screen-SMN1 gene FIESMA | A £ &

FIEBIO Neonatal screen- Biotinidase activity FIEBIO | # & #
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FIEGAA | Pompe disease screening
http://www2.cch.org.tw/LabSearch/Lab_Detail.aspx
?CODE=FIEGAA
FIEFAB | Fabry disease screening
http://www2.cch.org.tw/LabSearch/Lab_Detail.aspx
?CODE=FIEFAB
FIENST | Neonatal screen test
http://www2.cch.org.tw/LabSearch/Lab_Detail.aspx
?CODE=FIENST
FIELSD | Lysosomal Storage Disease(LSD)
screening
http://www2.cch.org.tw/LabSearch/Lab_Detail.aspx
?CODE=FIELSD
FIESCI Severe combined immunodeficiency
(SCID) Screening
http://www2.cch.org.tw/LabSearch/Lab_Detail.aspx
?CODE=FIESCI
FIESMA | * £ &

http://www2.cch.org.tw/LabSearch/Lab_Detail.aspx




?CODE=FIESMA

FIEBIO | # & &

http://www2.cch.org.tw/LabSearch/Lab_Detail.aspx
?CODE=FIEBIO
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g 14+ IDUA/GLA |IDUA/GLA: <10

4 14 Lyso-Gb3 N

Lyso-Gb3 : <0.8 ng/mL

Fabry disease screening | Fabry disease screening
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1. IDUA: a-Iduronidase; GAA: Acid a-Flucosidase

2. Fabry disease screenin # #| % ¢75 Acida-galactosidase A (GAL) enzyme

4 ,H_ :

1. Lyso-Gb3: Plasma Lyso-Gb3 (Globotriaosylsphingosine)

2. Fabry disease screening # |13 o :’rf: ® Lyso-Gb3 (Globotriaosylsphingosine)
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1.IDUA/GAA (4~ &) |1. IDUAIGAA (4= &) = <5
Pompe disease screening GAAenzyme | 2.Inhibition 2.Inhibition
asay (MGA/(MGA+GAA)) | (MGA/(MGA+GAA)) (4
(38 &) & ): <80%
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1. Pompe disease screening 7& p 5 Acid a-Glucosidase (GAA) Enzyme Assay @ % — = 4~ i % % =5
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2. IDUA: a-lduronidase; MGA: Maltose-glucoamylase
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Lysosomal Storage 1. & P “e(POMPE) | 1. Acid alpha-glucosidase(GAA) £23F
Disease (LSD) 2. ETIE R 2. Alpha-galactosidase (a-GLA)
screening (FABRY) 3. Acid beta-glucosidase (ABG)
3. BEZR 4. lduronidase, alpha-L (IDUA) gene
(GAUCHER) 5. lduronate 2-sulfatase (ID2S)
4, k-5 pERF - ) 6. Arylsulfatase B (ARSB) gene
(MPS1)
5. &k % B % - Al
(MPS2)
6. F5PEEy - A
(MPS6)

WA
1. B B < jz(Pompe Disease - POMPE)# Bl #1% Acid alpha-glucosidase

2. ;% 35 <z (Fabry Disease » FABRY)# ip|#7 % Alpha-galactosidase
3. B £ < Jz(Gaucher Disease - GAUCHER)# #| # <75 Acid beta-glucosidase
4. % % pEJE % — A)(Mucopolysaccharidosis I > MPS1)# |41 % Iduronidase, alpha-L-IDUA gene
5. % % pEJr % = 4] (MucopolysaccharidosisIT » MPS2)+ ir| 4% 5 lduronate 2-sulfatase » 1D2S
6. & % P&y % = A (Mucopolysaccharidosis VI » MPS6)# |41 % Arylsulfatase B (ARSB) gene
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Severe combined
EAFE G A A& ’
immunodeficiency E;; 7 £ 4 SCID-TREC E A
) Z Jz(SCID)
(SCID) screening

L H T

BcE 48 & A & & 4 2 e (Severe Combined Immunodeficiency, SCID)# %75 T-cell receptor

excision circle, TREC)
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