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Supplementary Table S1: basic information of each homozygous suspected-pathogenic variants and prediction of their pathogenic effects

	Gene
	CHROM
	POS
	Reference 
SNP
	REF
	ALT
	Reference sequence
	MAF
	 HGVS (DNA) 
	HGVS (protein) 
	Consequence
	Clin Var
	HDMG
	SIFT
	PolyPhen
	Mutation taster
	CADD
	ACMG
Guideline

	CNGA1
	chr4
	47937655
	rs375412499
	C
	T
	NM_000087.3
	<0.01†
	c.839G>A
	p.Arg280His
	 missense variant
	Uncertain significance
	Disease Causing
	deleterious
(0)
	probably damaging
(0.999)
	disease causing
	LB(27)
	Pathogenic §

	KCNV2
	chr9
	2718802
	rs75645675
	T
	C
	NM_133497.4
	0.04‡
	c.1063T>C
	p.Phe355Leu
	 missense variant
	Conflicting interpretations of pathogenicity​
B(1);LB(1);Uncertain significance(1)
	Not registered
	tolerated (0.24)
	benign (0.058)
	disease causing
	LB(15)
	Uncertain Significance



†　Highest minor allele frequency observed in any population including 1000 Genomes project Phase3, NHLBI GO Exome Sequencing Project, and Genome Aggregation Database
‡ Japanese population in 1000 Genomes Phase3
§ This is the first time to classify the variant as pathogenic in accordance with the ACMG/AMP guideline1 by fulfilling PS4, PM1, PM2, PP2, PP3, and PP4 (without our result, it is interpreted as likely pathogenic with no applicable to PS4)2
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