	Supplementary Table S3. Biallelic GJA1 variants associated with human conditions

	Position
	NM_000165
	NM_000165
	Status
	      In-silico prediction         
	gnomAD
	Allele
	Reported
	With ocular
	Ref

	Chr06
	Change
	Effect
	　
	①
	②
	③
	④
	⑤
	AC
	Count
	Phenotype
	Phenotype
	


	Biallelic variants associated with ODDD

	121767999
	c.6delT
	p.D3Tfs*5
	Com het
	/
	/
	/
	/
	/
	/
	1
	ODDD
	MO, MC
	Jamsheer et al. (2010)

	121768090
	c.97C>T
	p.R33*
	Homo
	/
	35
	/
	/
	/
	/
	2
	ODDD
	MO
	Richardson et al. (2006)

	121768294
	c.301C>T
	p.R101*
	Com het
	/
	34
	/
	/
	/
	1
	1
	ODDD
	MO, MC
	Jamsheer et al. (2010)

	121768435
	c.442C>T
	p.R148*
	Homo
	/
	34
	/
	/
	/
	/
	2
	ODDD
	MO, MC
	Taşdelen et al. (2018)

	121768220
	c.227G>A
	p.R76H
	Homo
	0.934
	28.9
	D
	P
	D
	3
	2
	ODDD
	No
	Pizzuti et al. (2004)

	Biallelic variants associated with nonocular phenotypes

	121768024
	c.31C>T
	p.L11F
	Homo
	0.954
	25.8
	D
	D
	D
	/
	2
	Deafness
	No
	Liu et al. (2001)

	121768064
	c.71T>C
	p.V24A
	Homo
	0.916
	27.1
	D
	P
	D
	/
	2
	Deafness
	No
	Liu et al. (2001)

	121768162
	c.169C>T
	p.Q57*
	Homo
	/
	35
	/
	/
	/
	1
	2
	SUDS
	No
	Wu et al. (2017)

	121768709
	c.716G>A
	p.R239Q
	Homo
	0.513
	22.1
	T
	B
	N
	7
	6
	CD
	No
	Hu et al. (2013)

	(Continued)

	121768841
	c.848C>T
	p.P283L
	Homo
	0.797
	23.8
	D
	D
	N
	/
	2
	HEM
	No
	Chen et al. (2005)

	121768862
	c.869C>A
	p.T290N
	Homo
	0.434
	22.6
	D
	D
	N
	/
	2
	HEM
	No
	Chen et al. (2005)

	121769048
	c.1055A>G
	p.E352G
	Com het
	0.679
	25.2
	D
	D
	N
	/
	1
	HEM
	No
	Britz-Cunningham et al. (1995)

	121769083
	c.1090T>C
	p.S364P
	Com het
	0.445
	20.6
	T
	B
	N
	/
	2
	HEM
	No
	Britz-Cunningham et al. (1995)

	121769087
	c.1094G>A
	p.S365N
	Com het
	0.633
	24.1
	D
	P
	N
	/
	1
	HEM
	No
	Britz-Cunningham et al. (1995)

	121769120
	c.1127G>A
	p.R376Q
	Homo
	0.857
	25.6
	D
	P
	N
	52
	2
	HEM
	No
	Dasgupta et al. (2001)

	Note: All these variants were recorded as DM in HGMD. Com het = compound heterozygous, Homo = homozygous, AC = allele count, "/" = not available.

	     ODDD = oculodentodigital dysplasia, MO = microphthalmia, MC = microcornea, SUDS = sudden unexplained death syndrome,

	     CD = craniometaphyseal dysplasia, HEM = heart malformation.

	     In silico prediction: ① = REVEL, ② = CADD, ③ = SIFT, ④ = Polyphen2, ⑤ = PROVEAN, D = damaging, P = possible damaging, B = benign, N = neutral.

	     Percentiles score of REVEL: 75%=0.612, 95%=0.882, percentiles score of CADD: 75%=23.80, 95%=27.31.


