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	[bookmark: _Hlk59553523][bookmark: _Hlk59555987]Sample ID
	I-2
	II-3
	II-13
	II-10
	III-6
	III-12
	III-9

	Variant
	2:143718326-C-T
	2:143718326C-T
	2:143718326-C-T
	2:143718326-C-T
	2:143718326-C-T
	2:143718326-C-T
	2:143718326-
C-T

	RS ID
	rs199529102
	rs199529102
	rs199529102
	rs199529102
	rs199529102
	rs199529102
	rs199529102

	Gene
	KYNU
	KYNU
	KYNU
	KYNU
	KYNU
	KYNU
	KYNU

	Coding DNA change
	[bookmark: _Hlk76840432]c.C716T
	c.C716T
	c.C716T
	c.C716T
	c.C716T
	c.C716T
	c.C716T

	Protein change
	p.A239V
	p.A239V
	p.A239V
	p.A239V
	p.A239V
	p.A239V
	
p.A239V


	Zygosity
	het
	het
	het
	het
	het
	het
	het

	ACMG
	PM1,PM2, PP2, PP3
	PM1,PM2, PP2, PP3
	PM1,PM2, PP2, PP3
	PM1,PM2, PP2, PP3
	PM1,PM2, PP2, PP3
	PM1,PM2, PP2, PP3
	-

	ExonicFunc
	missense SNV
	missense
SNV
	missense SNV
	missense SNV
	missense
SNV
	missense 
SNV
	-

	SIFT,Polyphen2_HVAR,Polyphen2_HDIV,MutationTaster,CADD
	D/P/D/D/
26.2
	D/P/D/D/
26.2
	D/P/D/D/
26.2
	D/P/D/D/
26.2
	D/P/D/D/
26.2
	D/P/D/D/
26.2
	-

	GnomAD_ALL_AF
	8.15E-06
	8.15E-06
	8.15E-06
	8.15E-06
	8.15E-06
	8.15E-06
	-

	GnomAD_ALL_AN
	245406
	245406
	245406
	245406
	245406
	245406
	-

	GnomAD_EAS_AF
	0.00011606
	0.00011606
	0.00011606
	0.00011606
	0.00011606
	0.00011606
	-

	GnomAD_EAS_AN
	17232
	17232
	17232
	17232
	17232
	17232
	-

	AF in 1000G_Chinese
	0.00166113
	0.00166113
	0.00166113
	0.00166113
	0.00166113
	0.00166113
	-

	AF in ExAC_EAS
	0.00011606
	0.00011606
	0.00011606
	0.00011606
	0.00011606
	0.00011606
	-

	AF in Novo-Zhonghua-WES
	0.00019433
	0.00019433
	0.00019433
	0.00019433
	0.00019433
	0.00019433
	-

	AF in Novo-Zhonghua-WGS
	0.00088183
	0.00088183
	0.00088183
	0.00088183
	0.00088183
	0.00088183
	-


















