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GABA-TRANSAMINASE DEFICIENCY ASSERTION CRITERIA
Table 1. Metabolomics identifies altered levels of molecules connected to GABA metabolism in GABA-transaminase deficiency patients*
	Patient
	Age
	Gender
	Ethnicity
	ABAT variants
	Sample
	Matrix
	2-pyrrolidinone
	Succinimide
	Homocarnosine

	1
	15 mon - 2 y
	Male
	Hispanic
	c.454C>T (p.P152S) and c.1393G>C (p.G465R)
in trans

	CSF01A
	CSF
	7.05
	5.76
	2.60

	
	
	
	
	
	U01A
	Urine
	3.77
	4.94
	1.56

	
	
	
	
	
	P01A
	EDTA Plasma
	6.16
	ND
	ND

	
	
	
	
	
	P01B
	EDTA Plasma
	6.88
	ND
	ND

	
	
	
	
	
	P01C
	EDTA Plasma
	4.73
	3.83
	ND

	2
	6 y
	Male
	Hispanic
	c.631C>T (p.L211F) 
homozygous
	U02A
	Urine
	0.69
	1.55
	0.87

	
	
	
	
	
	P02A
	EDTA Plasma
	1.92
	0.62
	ND

	3
	4 y
	Male
	Caucasian
	c.168+1G>A and 
c.638T>G (p.F213C)
in trans 
	P03A
	EDTA Plasma
	2.74
	1.80
	ND

	
	
	
	
	
	CSF03A
	CSF
	5.18
	1.57
	1.91

	4
	6 y
	Female
	Caucasian
	c.1394G>A (p.G465D)
homozygous
	P04A
	EDTA Plasma
	3.58
	2.01
	ND

	
	
	
	
	
	CSF04A
	CSF
	Significant rare#
	2.25
	2.75


*Z scores are shown.  
ND – Not Detected
[bookmark: _GoBack]#Reference ranges were not definable for 2-pyrrolidinone in CSF on platform version 2.  2-pyrollidinone is considered a rare molecule on this platform due to limited detection in the reference population; raw values are considered in the interpretation of this finding.


