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	Variants
	Exon
	Position at
	NM_003468
	NM_003468.3
	REVEL
	CADD
	SIFT
	Polyphen-2
	PROVEAN
	GnomAD

	　
	　
	chr2  (hg19)
	change
	Effect
	score
	score
	score
	score
	pred
	Allele 

	1
	2
	208633397
	c.67C>T
	p.Arg23Trp
	0.209 
	24.2
	T(0.142)
	B(0.248)
	N
	3/234322

	2
	2
	208633388
	c.76G>A
	p.Ala26Thr
	0.132 
	16.6 
	T(0.242)
	B(0.062)
	N
	1/133797

	3
	2
	208633370
	c.94G>C
	p.Val32Leu
	0.158 
	19.15
	T(0.577)
	B(0.020)
	N
	1/123461

	4
	2
	208633297
	c.167A>G
	p.Asn56Ser
	0.392
	22.5
	T(0.066)
	B(0.034)
	D
	1/250344

	5
	2
	208633225
	c.239C>T
	p.Pro80Leu
	0.465 
	23.4
	T(0.066)
	B(0.046)
	D
	1/250232

	6
	2
	208633087
	c.377C>G
	p.Ala126Gly
	0.147
	22.6
	T(0.279)
	B(0.025)
	N
	0

	7
	2
	208632917
	c.547C>T
	p.Pro183Ser
	0.239 
	6.979
	T(0.428)
	B(0.000)
	N
	0

	8
	2
	208632866
	c.598C>G
	p.Leu200Val
	0.107 
	15.5
	T(0.521)
	B(0.000)
	N
	0

	9
	2
	208632781
	c.683G>C
	p.Ser228Thr
	0.297
	21.3
	T(0.616)
	B(0.019)
	N
	7/278506

	10
	2
	208632757
	c.707C>G
	p.Thr236Ser
	0.195
	22.1
	T(0.454)
	B(0.060)
	N
	2/45925

	11
	2
	208632332
	c.1132C>G
	p.Leu378Val
	0.510 
	23
	T(0.053)
	PB(0.792)
	N
	0

	12
	2
	208632034
	c.1430G>A
	p.Ser477Asn
	0.146 
	17.51
	T(0.477)
	B(0.021)
	N
	3/243410

	13
	2
	208631831
	c.1633C>T
	p.His545Tyr
	0.298 
	23.8
	D(0.037)
	B(0.071)
	N
	101/205872

	14
	2
	208631758
	c.1706C>A
	p.Pro569Gln
	0.205 
	21.4
	T(0.102)
	B(0.103)
	N
	0

	15
	2
	208631744
	c.1720G>C
	p.Ala574Pro
	0.200
	20.6
	T(0.296)
	B(0.157)
	N
	0

	Note: In gnomAD, 5% varants had REVEL or CADD scores greater than 0.856 or 29.1, while 75% had such scores less than 0.613 or 25.1.

	   All the 15 variants were not present in HGMD      
	
	
	
	
	
	
	

	Abbreviations: B=benign; T=tolerated; N=neutral; PB=possibly damaging; D=damaging.
	
	
	
	


