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Supplementary Table 9. List of metabolites experimentally measured in the present work that are currently used as primary or secondary 

markers for Inborn errors of metabolism 

 

URINARY 

MARKER 
DISEASE 

ABNORMAL 

CONCENTRATION 

(M/mM creatinine) 

REFERENCE 

Glycine 

Non-ketotic hyperglycinaemia 4753.0-6114.0 [1] 

Isovaleric acidemia 500.0 – 5000.0 [2] 

Propionic acidemia 2000.0-2500.0 [2] 

Ornithine transcarbamilase deficiency 2000.0-5000.0 [2] 

Arginosuccinic aciduria 2000.0-5000.0 [2] 

Transient immaturity of transporters 2000.0-6000.0 [2] 

MMA Cbl A deficiency 2000.0-5000.0 [2] 

Alanine 

Hartnup disease 400.0-1400.0 [2] 

Piruvate carboxylase deficiency 700.0-1400.0 [2] 

Ethylmalonic encephalopathy 70.0-1400.0 [2] 

Amish lethal microcephaly 427.6-681.4 [3] 

Valine 

Maple syrup urine disease (MSUD) 20.0-50.0 [2] 

Hartnup disease 40.0-500.0 [2] 

Leucine 

Hartnup disease 50.0-200.0 [2] 

Mapple Sirup Urine disease 80.0-240.0 [2] 

Isoleucine 

Hartnup disease 50.0-500.0 [2] 

Mapple Sirup Urine disease 50.0-500.0 [2] 

Glutamine 

Hartnup disease 300.0-3000.0 [2] 

Fumaric aciduria 154.0-512.0 [4] 

Glutamine deficiency, congenital 0.00-8.00 [5] 
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Phenylalanine Phenylketonuria > 414.76 [6] 

Tyrosine 

Tyrosinemia (Tyr) > 150.0 [2] 

Methylmalonic aciduria 150.0-15500.0 [2] 

Hartnup disease 50.0-500.0 [2] 

Tryptophan Hartnup disease 80.0-240.0 [2] 

Ornithine 

Hyperdibasic aminoaciduria I 8.90-14.0 
[7] 

 

Lysinuric protein intolerance 16.1-51.00 [8] 

Cystinuria 350.0 (200.0-500.0) 
http://www.met

agene.de 

Sarcosine 

Sarcosinemia 100.0-5000.0 [2] 

Glutaric aciduria type II 25.0-100.0 [2] 

Tyramine Dihydropyriminidase deficiency > 400.0 [2] 

Betaine 

Dimethylglycine dehydrogenase deficiency 1200.0-5000.0 [2] 

Homocistinuria 1200.0-5000.0 [2] 

4-Hydroxyproline 

 

Iminoglycinuria 0.00-250.0 [9] 

Hydroxyprolinemia > 2960.0 [10] 

Lactic acid 

Primary lactic acidemia 500.0-3000.0 [2] 

3-Methyl-glutaconic aciduria type IV 500.0-1000.0 [2] 

Biotinidase deficiency 500.0-75000.0 [2] 

Pyruvate decarboxylase deficiency 500.0-3000.0 [2] 

Ethylmalonic encephalopathy 400.0-3000.0 [2] 

beta-

Hydroxybutyric 

acid 

Propionic acidemia 100.0-5000.0 [2] 

Long Chain 3-HydroxyacylCoA 

Dehydrogenase deficiency 
100.0-5000.0 [2] 
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Maple Sirup Urine disease 200.0-1000.0 [2] 

Pyruvate Carboxylase  

eficiency 
200.0-600.0 [2] 

b-Ketothiolase deficiency 50.0 – 200.0 [2] 

Fructose-1,6- biphosphatase  deficiency 4.00– 48.0 [2] 

Glutaric aciduria type I 200.0 – 800.0 [2] 

Isovaleric acidemia 200.0 – 1000.0 [2] 

Citric acid 3-Methylglutaconic aciduria 500.0-25000.0 [2] 

Succinic acid 

2-Ketoadipic acidemia 400.0-1200.0 [2] 

3-Methyl-glutaconic aciduria type II 400.0-1200.0 [2] 

Ethylmalonic encephalopathy 400.0-1200.0 [2] 

D-2-Hydroxyglutaric aciduria > 86.16 [11] 

Pyruvate carboxylase deficiency 400.0-1200.0 [2] 

Fumaric aciduria 400.0-1200.0 [2] 

Fumaric acid 

2-Ketoadipic acidemia 100.0-1000.0 [2] 

Fumaric aciduria 3000.0-4000.0 [2] 

Ethylmalonic encephalopathy > 100.0 [2] 

Pyruvic acid 3-Methyl-glutaconic aciduria 50.0-200.0 [2] 

Hippuric acid 

Argininemia 200.0-5000.0 [2] 

Argininosuccinic aciduria 1000.0-15000.0 [2] 

Citrullinemia 200.0-50000.0 [2] 

Transient infantile liver failure 1000.0-15000.0 [2] 

Ornithine transcarbamilase deficiency 300.0-10000.0 [2] 
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Methylmalonic acid Isovaleric aciduria 50.0-500.0 [2] 
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