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	Proband
Sex
	Gene
	Exon/ Intron
	Transcript
	DNA
Change
	Predicted
amino acid change
	Mutation
Type
	Inheritance
	HGMD
	ACMG Classification
	SIFT/MutTaster/PolyPhen
	CADD_Phred
	dann
	MetaSVM_pred
	MetaLR_pred
	M-CAP_pred
	Novel

	1
	F
	GJA3
	exon2
	NM_021954.4
	c.176C>T
	p.P59L
	nonsynonymous SNV
	AD
	DM
	LP
	D/D/D
	29.4
	0.999
	D
	D
	D
	Bennett, et al. 2004

	2
	M
	CRYGD
	exon3
	NM_006891.4
	c.418C>T
	p.R140*
	stopgain
	AD
	DM
	P
	-
	36
	0.993
	-
	-
	-
	Jackson, et al. 2020

	3
	M
	CRYBA4
	exon6
	NM_001886.3
	c.464C>T
	p.P155L
	nonsynonymous SNV
	AD
	-
	VUS
	D/D/D
	26.5
	0.998
	D
	D
	D
	Yes

	4
	F
	BFSP2
	exon3
	NM_003571.4
	c.697_699del
	p.E233del
	nonframeshift deletion
	AD
	DM
	LP
	-
	-
	-
	-
	-
	-
	Zhang, et al. 2004

	5
	M
	IARS2
	exon9
	NM_018060.4
	c.1067G>T
	p.G356V
	nonsynonymous SNV
	AR
	-
	P
	- /D/D
	33
	0.998
	D
	T
	D
	Yes

	
	
	IARS2
	exon21
	NM_018060.4
	c.2575T>C
	p.F859L
	nonsynonymous SNV
	
	DM
	VUS
	- /D/D
	31
	0.999
	T
	T
	T
	Li, et al. 2018

	6
	F
	CRYAA
	exon1
	NM_000394.4
	c.61C>T
	p.R21W
	nonsynonymous SNV
	AD
	DM
	P
	D/D/D
	29.6
	0.999
	D
	D
	D
	Hansen, et al.2007

	7
	M
	GJA3
	exon2
	NM_021954.4
	c.589C>T
	p.P197S
	nonsynonymous SNV
	AD
	DM
	LP
	D/D/D
	27.8
	0.999
	D
	D
	D
	Ponnam et al 2013

	8
	F
	CRYBA1
	exon4
	NM_005208.5
	c.272_274del
	p.G91del
	nonframeshift deletion
	AD
	DM
	P
	-
	-
	-
	-
	-
	-
	Lu, et al. 2007

	9
	F
	ARL2
	exon1
	NM_001667.4
	c.44G>T
	p.R15L
	nonsynonymous SNV
	AD
	DM
	LP
	D/D/B
	27.3
	0.996
	T
	T
	D
	Yes

	10
	M
	CRYBB3
	intron1
	NM_004076.5
	c.-20-123G>C
	-
	intron variant
	AD
	-
	VUS
	-
	-
	-
	-
	-
	-
	Yes

	Abbreviations: SPO, sporadic case; F, female; M, male; D, damaging; T, tolerated; B, benign; HGMD, Human Gene Mutation Database; DM, Disease-causing Mutation; ACMG, American College of Medical Genetics and Genomics; P, pathogenic; LP, likely pathogenic; VUS, uncertain significance; “-”, Data Not Available.



