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1. 3-Hydroxy-3-methylglutaric aciduria 

2. 3-Methylcrotonyl-CoA carboxylase deficiency/3-Methylglutacon aciduria/2-methyl-3-

OH-butyric aciduria 

3. Argininemia 

4. Argininosuccinic aciduria 

5. Beta-ketothiolase deficiency 

6. Biotinidase deficiency 

7. Carnitine acylcarnitine translocase deficiency 

8. Carnitine palmitoyltransferase deficiency type I 

9. Carnitine palmitoyltransferase type II / Carnitine acylcarnitine transporter deficiency 

10. Carnitine uptake defect 

11. Citrullinemia type I and II 

12. Classical galactosemia 

13. Cystic fibrosis 

14. Glucose-6-phophate dehydrogenase deficiency 

15. Glutaric acidemia type I 

16. Glutaric acidemia type II / multiple acyl coA dehydrogenase deficiency 

17. Holocarboxylase synthetase deficiency 

18. Homocystinuria 



19. Isovaleric acidemia 

20. Long-chain L-3-hydroxyacyl-CoA dehydrogenase deficiency / Trifunctional protein 

deficiency 

21. Maple syrup urine disease 

22. Medium-chain acyl-CoA dehydrogenase deficiency 

23. Methionine adenosyl transferase I/III deficiency 

24. Methylmalonic acidemia 

25. Multiple carboxylase deficiency 

26. Propionic acidemia 

27. Remethylation disorders (methylenetetrahydrofolate reductase, methylcobalamine 

deficiencies) 

28. Severe combined immunodeficiencies 

29. Short-chain acyl-CoA dehydrogenase deficiency 

30. Spinal muscular atrophy 

31. Thalassemia 

32. Tyrosinemia type I 

33. Tyrosinemia type II 

34. Very long-chain acyl-CoA dehydrogenase deficiency 

35. x-Adrenoleukodystrophy 


