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Congenital hypothyroidism 1:4000
PKU 1:12,000
Medium chain acyl-CoA dehydrogenase 1:10,000
Galactosemia 1:60,000
Maple syrup urine disease 1:200,000
Homocystinuria 1:200,000
Biotinidase deficiency 1:70,000
Congenital adrenal hyperplasia 1:19,000
Cystic fibrosis 1:4000
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NUCTICS P R TG T

MS/MS S 3108kl b

1
2
3
4
5. Biotinidase Deficiency
6
7
8

. MPS1
. MPSII
. Galactosemia

. Pompe disease (infantile)
. Gaucher; Beta-glucosidase
. Congenital Adrenal Hyperplasia
9. Krabbe; Beta-galactocerebrosidase
10. Niemann Pick A/B; Sphingomyelinase
11. GAMT deficiency (creatine synthesis defect)
Panel A-B
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Panel A T

Amino acid disorders

1. Phenylketonuria

2. Maple Syrup Urine Disease
3. Nonketotic Hyperglycinemia

Disorders of Beta-oxidation of fatty acids
6. MCAD Deficiency 8. LCHAD Deficiency
7. VLCAD Deficiency 9. SCAD Deficiency

Disorders of organic acid

10. Glutaric Acidemia

11. Isovaleric Acidemia

12. Propionic Acidemia

13. Methylmalonic Acidemia

14. B-Ketothiolase Deficiency

15. HMG-CoA Lyase Deficiency

16. Multiple Carboxylase Deficiency
17. 3-Methylcrotonyl-CoA Lyase Deficiency
Disorders of carnitine metabolism
18. CPT 1 Deficiencies

19. CPT II Deficiencies

20. Camitine Transporter Deficiency

Disorders of urea cycle

21. Argininemia

22. Citrullinemia

23. Arginosuccinate Aciduria

Other disorders

24, Hypothyroidism

25. Glucose -6-phosphate Dehydrogenase Deficiency

4. Tyrosinemia Type I
5. Homocystinuria



