	Disorder
	Abbreviation
	Marker

	Phenylketonuria
	PKU
	Phe

	Benign hyperphenylalaninemia
	H-PHE
	Phe

	Biopterin defect in cofactor biosynthesis
	BIOPT (BS)
	Phe

	Biopterin defect in cofactor regeneration
	BIOPT (REG)
	Phe

	Tyrosinemia type I
	TYR I
	Tyr

	Tyrosinemia type II
	TYR II
	Tyr

	Maple syrup urine disease (MSUD)
	MSUD
	Val; Ile + Leu

	Homocystinuria (CBS deficiency)
	HCY
	Met

	Homocystinuria (severe MTHFR deficiency)
	MTHFR
	Met

	Glutaric acidemia type I
	GA I
	C5DC

	Isovaleric acidemia
	IVA
	C5

	Beta-ketothiolase deficiency
	BKT
	C5:1; C5OH

	3-hydroxy-3-methylglutaric acidemia
	HMG
	C5OH; C6DC

	Propionic acidemia
	PA
	C3

	Methylmalonic acidemia (Mut)
	MUT
	C3

	Methylmalonic acidemia (A)
	CbI A
	C3

	Methylmalonic acidemia (B)
	CbI B
	C3

	Methylmalonic acidemia with homocystinuria (CbI C)
	CbI C
	C3

	Methylmalonic acidemia with homocystinuria (CbI D)
	CbI D
	C3

	2 methylbutyryl CoA dehydrogenase deficiency
	2MBG
	C5

	Malonic acidemia
	MAL
	C3DC

	Multiple carboxylase deficiency
	MCD
	C5OH

	Citrullinemia type I
	CIT
	Cit

	Citrullinemia type II
	CIT II
	Cit

	Argininosuccinic acidemia
	ASA
	Cit

	Carnitine transporter defect
	CUD
	C0

	Carnitine palmitoyl transferase 1A deficiency
	CPT I
	C0

	Carnitine-acylcarnitine translocase deficiency
	CACT
	C16; C18:2; C18:1; C18

	Carnitine palmitoyltransferase II deficiency
	CPT II
	C16; C18:2; C18:1; C18

	Long chain 3-hydroxyacyl-CoA dehydrogenase deficiency
	VLCAD
	C14:1; C14:2; C14

	Trifunctional protein deficiency
	TFP
	C16:1OH C16OH; C18:1OH; C18OH

	Long chain 3-hydroxyacyl-CoA dehydrogenase deficiency
	LCHAD
	C16:1OH; C16OH; C18:1OH; C18OH

	Medium chain acyl-CoA dehydrogenase deficiency
	MCAD
	C6; C8; C10:1; C10

	Medium- and short-chain-3-hydroxyacyl-CoA dehydrogenase deficiency
	M/SCHAD
	C4-OH

	Glutaric acidemia type II
	GA2/MADD
	C4-C18 saturated, unsaturated

	Tyrosinemia type III
	TYR III
	Tyr

	Glycine N-methyltransferase deficiency
	GNMT
	Met

	Methionine adenosyltransferase deficiency
	MAT
	Met

	S-adenosylhomocysteine hydrolase deficiency
	SAHH
	Met

	3-methylglutaconic acidemia
	3MGCA
	C5-OH

	3-methylcrotonyl-CoA carboxylase deficiency
	3MCC
	C5-OH

	2-methyl-3-hydroxybutyryl-CoA dehydrogenase deficiency
	2M3HBA
	C5:1; C5-OH

	Isobutyryl-CoA dehydrogenase deficiency
	IBG
	C4

	Short-chain acyl-CoA dehydrogenase deficiency
	SCAD
	C4
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Table 2. List of analytes investigate
	Number
	Abbreviation
	Analyte name

	Amino acids

	1
	ALA
	Alanine

	2
	ARG
	Arginine

	3
	ASA
	Argininsuccinic acid

	4
	CIT
	Citrulline

	5
	GLN\LYS
	Glutamine\Lysine

	6
	GLU
	Glutamic acid

	7
	GLY
	Glycine

	8
	LEU\ILE\PRO-OH
	Leucine\Isoleucine\Hydroxyproline

	9
	MET
	Methionine

	10
	ORN
	Ornithine

	11
	PHE
	Phenylalanine

	12
	PRO
	Proline

	13
	TYR
	Tyrosine

	14
	VAL
	Valine

	
	Acylcarnitines

	1
	C0
	Free carnitine

	2
	C2
	Acetylcarnitine

	3
	C3
	Propionylcarnitine

	4
	C3DC\C4OH
	Malonyl\3-hydroxybutyrylcarnitine

	5
	C4
	Butyrylcarnitine

	6
	C4DC\C5OH
	Methylmalonyl\3-hydroxyisovalerylcarnitine

	7
	C5
	Isovalerylcarnitine

	8
	C5:1
	Tiglylcarnitine

	9
	C5DC\C6OH
	Glutaryl\3-hydroxyhexanoylcarnitine

	10
	C6
	Hexanoylcarnitine

	11
	C6DC
	Adipylcarnitine

	12
	C8
	Octanoylcarnitine

	13
	C8:1
	Octenoylcarnitine

	14
	C10
	Decanoylcarnitine

	15
	C10:1
	Decenoylcarnitine

	16
	C10:2
	Decadienoylcarnitine

	17
	C12
	Dodecanoylcarnitine

	18
	C12:1
	Dodecenoylcarnitine

	19
	C14
	Myristoylcarnitine

	20
	C14:1
	Tetradecenoylcarnitine

	21
	C14:2
	Tetradecadienoylcarnitine

	22
	C14OH
	3-hydroxytetradecanoylcarnitine

	23
	C16
	Palmitoylcarnitine

	24
	C16:1
	Hexadecenoylcarnitine

	25
	C16OH
	3-hydroxyhexadecanoylcarnitine

	26
	C16:1OH\C17
	3-hydroxyhexadecadecenoyl\heptadecanoylcarnitine

	27
	C18
	Stearoylcarnitine

	28
	C18:1
	Oleylcarnitine

	29
	C18:2
	Octadecadienoylcarnitine

	30
	C18OH
	3-hydroxyoctadecanoylcarnitine

	31
	C18:1OH
	3-hydroxyoctadecenoylcarnitine

	32
	C18:2OH
	3-hydroxyoctadecadienoylcarnitine

	33
	C20
	Eicosanoylcarnitine

	34
	C22
	Docosanoylcarnitine

	35
	C24
	Tetracosanoylcarnitine

	36
	C26
	Hexacosanoylcarnitine

	
	Ketone

	1
	SA
	Succinylacetone

	
	Nucleosides

	1
	ADO
	Adenosine

	2
	D-ADO
	2’-deoxyadenosine

	
	Lysophospholipids

	1
	C20:0-LPC
	C20:0 lysophosphatidylcholine

	2
	C22:0-LPC
	C22:0 lysophosphatidylcholine

	3
	C24:0-LPC
	C24:0 lysophosphatidylcholine

	4
	C26:0-LPC
	C26:0 lysophosphatidylcholine
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