Table S2. Biochemical features of BKTD patients identified by NBS and SMS
	NBS
	SMS

	Patient No.
	C4OH
	C5OH
	C5:1
	Patient No.
	C4OH
	C5OH
	C5:1

	1
	0.92
	1.86
	0.31
	5
	2.48
	1.42
	1.22

	2
	0.87
	0.78
	0.21
	9
	N/A
	N/A
	N/A

	3
	2.5
	0.99
	0.28
	11
	1.15
	0.44
	0.02

	4
	2.19
	0.45
	0.03
	12
	N/A
	N/A
	N/A

	6
	0.46
	0.6
	0.28
	13
	N/A
	1.3
	0.2

	7
	0.8
	1.32
	0.48
	14
	N/A
	1.43
	0.43

	8
	1.02
	0.87
	0.27
	15
	N/A
	1.43
	0.43

	10
	0.26
	1.8
	0.46
	20
	0.79
	2.02
	0.4

	16
	N/A
	2.72
	0.62
	21
	0.79
	2.02
	0.4

	17
	1.49
	0.78
	0.14
	22
	N/A
	N/A
	N/A

	18
	1.5
	0.85
	0.16
	25
	N/A
	↑↑↑
	↑↑↑

	19
	N/A
	3.4
	0.89
	26
	N/A
	↑↑
	↑↑

	23
	3.58
	1.31
	0.31
	27
	N/A
	↑↑↑
	↑↑↑

	24
	1.22
	0.71
	0.2
	28
	N/A
	↑↑↑
	↑↑↑

	　
	　
	　
	　
	29
	N/A
	N/A
	N/A

	Median
	1.40 
	2.72 
	2.39 
	　
	2.09 
	3.53 
	3.25 

	Median (NBS plus SMS)
	1.38 
	1.36 
	0.37 
	　
	　
	　
	　


NBS: newborn screening, SMS: selective metabolic screening, N/A: not available.
[bookmark: _GoBack]C4OH: 3-hydroxybutyrylcarnitine, reference value: 0.02-0.3 μmol/L, C5OH: 3-hydroxyisovalerylcarnitine, reference value: 0.06-0.5 μmol/L, C5:1: tiglylcarnitine, reference value: 0-0.05 μmol/L.
↑↑↑: massive elevation, ↑↑: medium elevation.

