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	Sample.ID
(Unaffected)
	I-1, II-1, II-3, II-4,
II-10, III-6, III-12
	II-13
	II-13
	I-2, II-3
	III-6

	Variant
	6:148865257-A-G
	6:148792617-A-G
	6:148841011-C-T
	6:148855037-G-A
	6:148853942-C-G

	RS.ID
	rs208696
	rs1883625
	rs13196292
	rs770362998
	.

	Gene
	SASH1
	SASH1
	SASH1
	SASH1
	SASH1

	Coding.DNA.change
	NM_001346507:
exon11:c.A1934G,
NM_001346508:
exon11:c.A2423G,
NM_001346509:
exon11:c.A2300G,
NM_001346505:
exon18:c.A2516G,
NM_015278:
exon18:c.A2651G,
NM_001346506:exon19:c.A2279G
	NM_001346505:
exon6:c.A357G,
NM_015278:
exon6:c.A492G,
NM_001346506:
exon7:c.A120G
	NM_001346507:exon3:c.C474T,
NM_001346508:exon3:c.C474T,
NM_001346509:exon3:c.C351T,
NM_001346505:exon10:c.C1056T,
NM_015278:exon10:c.C1191T,
NM_001346506:exon11:c.C819T
	NM_001346507:exon8:c.G1148A,
NM_001346508:exon8:c.G1637A,
NM_001346509:exon8:c.G1514A,
NM_001346505:exon15:c.G1730A,
NM_015278:exon15:c.G1865A,
NM_001346506:exon16:c.G1493A
	NM_001346507:exon7:c.C857G,
NM_001346508:exon7:c.C1346G,
NM_001346509:exon7:c.C1223G,
NM_001346505:exon14:c.C1439G,
NM_015278:exon14: c.C1574G,
NM_001346506:exon15:c.C1202G

	Protein.change
	p.Q645R
p.Q808R
p.Q767R
p.Q839R
p.Q884R
p.Q760R
	p.G119G
p.G164G
p.G40G
	p.L158L
p.L158L
p.L117L
p.L352L
p.L397L
p.L273L
	p.R383H
p.R546H
p.R505H
p.R577H
p.R622H
p.R498H
	p.T286R
p.T449R
p.T408R
p.T480R
p.T525R
p.T401R

	ExonicFunc
	missense SNV
	synonymous SNV
	synonymous SNV
	missense SNV

	missense SNV


	SIFT
	0.0,B
	-
	-
	1.0,D
	1.0,D

	Polyphen2_HVAR
	1,P
	-
	-
	0.999989,D
	1,D

	Polyphen2_HDIV
	0.862863,N
	-
	-
	0.000000,D
	0.000000,D

	Mutation Taster
	-1.1,N
	-
	-
	2.045,M
	2.775,M

	CADD
	-
	-
	-
	0.056567386
	0.051068327

	GnomAD_ALL_AF
	0.58508646
	0.14494979
	0.08025875
	1.22E-05
	-

	GnomAD_ALL_AN
	276554
	272860
	217970
	246156
	-

	GnomAD_EAS_AF
	0.35618037
	0.12304058
	0.08433161
	-
	-

	GnomAD_EAS_AN
	18850
	18628
	14692
	-
	-

	1000g_Chinese
	0.585064
	0.217252
	0.081869
	-
	-

	1000g_EAS
	0.6257
	0.1948
	0.0804
	-
	-

	1000g_ALL
	0.58508646
	0.14494979
	0.0802588
	0.00001219
	-

	esp6500si_all
	276554
	272860
	217970
	246156
	-




