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T4 % 3 ] Bone dysplasia, [ ] Bone fractures and thin cortex, [_] Joint contracture, [_] Mild
hepatosplenomegaly, [ ] Huge hepatosplenomegaly, [ ] Muscle weakness, [_] Cardiomyopathy, [ ] Facial
dysmorphism, [_] Mental retardation, [ ] Renal failure, [ ] Pain, [_] Others:
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Lysosomal storage disease (DBS. dried blood spot, WB: whole blood)
[ ]MPS (suspect Type ) ((J DBS; [] heparinized WB)
[ ] Urinary GAG (HS/DS/KS) quantification ((C] dried urine spot; [] liquid urine)
[ ]Pompe disease (] DBS; [] heparinized WB)
[ ] Fabry disease (] DBS; [] heparinized WB)
[ ] Gaucher disease (] DBS; [] heparinized WB)
[ ] Niemann-Pick A/B disease (] DBS; [ ] heparinized WB)
[] Chitotriosidase activity (] DBS; [ ] heparinized WB)
[ ] GM1 gangliosidosis (] DBS; [] heparinized WB)
[ ] GMZ2 gangliosidosis (heparinized WB only)
[ ] Krabbe disease (heparinized WB only)
[ ] Metachromatic leukodystrophy (heparinized WB only)
[ ] Fucosidosis (heparinized WB only) [ ] Wolman disease ((] DBS; [] heparinized WB)
[ ] TPP1(CLN2) disease (heparinized WB only)

[ ] Biomarker:

Other inborn error of metabolism (DBS test)
[ ] Tandem Mass, [ ] CAH, [ ] Galactosemia, [ ] Succinylacetone, [ ] MMA
[ ]3-OMD, [ ] C26:0LPC, [ ]Biotinidase

Mutation analysis (EDTA WB)
[ ]SCA Type ,[_]DRPLA, [ ] Huntington disease, [ | Kennedy disease, [ |BTD
Mitochondrial: [ ] nt3243, [ ] nt8344, [ ] nt8993,[ |nt10191,[ |nt13513,[ |4977bp deletion

Others
[ ] Urine Pterin analysis(Urine 7 ¥k )(i¥ P4 B2 4 » FA RiFEL Tk £ 4K %5 T %7
W% % 2000 ~)
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