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	No.
	ID
	Nucleotide change
	Protein change
	No. of damaging prediction
	PolyPhen2
	SIFT
	PMut
	SNAP2
	Mutation Taster2
	Mutation Assessor
	CADD
score

	
	
	
	
	
	
	
	
	
	
	
	

	1
	Ex4-1
	c.334G>C
	p.(Val112Leu)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	16.97

	2
	Ex4-2
	c.359C>T
	p.(Thr120Met)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	8.475

	3
	Ex4-4
	c.632G>A
	p.(Cys211Tyr)
	5
	Possibly damaging
	damaging
	disease
	effect
	polymorphism
	medium
	23.1

	4
	Ex6-2
	c.1005G>T
	p.(Glu335Asp)
	1
	benign
	tolerated
	neutral
	neutral
	polymorphism
	low
	3.052

	5
	Ex9-1
	c.1382G>A
	p.(Cys461Tyr)
	2
	benign
	tolerated
	neutral
	effect
	polymorphism
	low
	1.454

	6
	Ex11-1
	c.1712A>G
	p.(Gln571Arg)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	14.04

	7
	Ex12-2
	c.1891G>A
	p.(Gly631Ser)
	1
	benign
	damaging
	neutral
	neutral
	polymorphism
	neutral
	6.41

	8
	Ex12-3
	c.1922A>T
	p.(Glu641Val)
	4
	Possibly damaging
	damaging
	neutral
	effect
	polymorphism
	medium
	22.4

	9
	Ex12-5
	c.1985G>T
	p.(Arg662Met)
	2
	benign
	tolerated
	neutral
	effect
	polymorphism
	low
	8.82

	10
	Ex16-2
	c.2528G>A
	p.(Gly843Glu)
	6
	Probably damaging
	damaging
	disease
	effect
	disease causing
	high
	23.8

	11
	Ex16-3
	c.2555T>C
	p.(Leu852Pro)
	1
	benign
	tolerated
	neutral
	effect
	polymorphism
	neutral
	18.44

	12
	Ex19-1
	c.2980C>G
	p.(Pro994Ala)
	1
	benign
	tolerated
	neutral
	effect
	polymorphism
	neutral
	17.01

	13
	Ex23-1
	c.3454G>A
	p.(Gly1152Arg)
	5
	Probably damaging
	damaging
	disease
	effect
	polymorphism
	medium
	24.6

	14
	Ex23-2
	c.3489T>A
	p.(Asn1163Lys)
	2
	Probably damaging
	tolerated
	neutral
	neutral
	polymorphism
	medium
	23.4

	15
	Ex25-1
	c.3787A>G
	p.(Ile1263Val)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	3.916

	16
	Ex25-2
	c.3809T>G
	p.(Val1270Gly)
	1
	benign
	tolerated
	neutral
	effect
	polymorphism
	neutral
	13.99

	17
	Ex26-3
	c.3973C>G
	p.(Gln1325Glu)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	0.11

	18
	Ex26-5
	c.4081A>G
	p.(Ile1361Val)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	10.19

	19
	Ex26-6
	c.4256T>C
	p.(Leu1419Ser)
	1
	benign
	tolerated
	neutral
	effect
	polymorphism
	neutral
	14.4

	20
	Ex26-7
	c.4352T>C
	p.(Ile1451Thr)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	18.48

	21
	Ex26-11
	c.4543C>T
	p.(Arg1515Trp)
	3
	Possibly damaging
	damaging
	neutral
	effect
	polymorphism
	neutral
	22

	22
	Ex26-12
	c.4549A>G
	p.(Ser1517Gly)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	5.699

	23
	Ex26-14
	c.4897A>G
	p.(Lys1633Glu)
	1
	benign
	tolerated
	neutral
	effect
	polymorphism
	neutral
	22.5

	24
	Ex26-19
	c.5244A>C
	p.(Leu1748Phe)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	7.065

	25
	Ex26-20
	c.5263G>A
	p.(Asp1755Asn)
	3
	Possibly damaging
	damaging
	neutral
	effect
	polymorphism
	neutral
	6.311

	26
	Ex26-21
	c.5617C>G
	p.(Leu1873Val)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	3.796

	27
	Ex27-1
	c.5705A>T
	p.(Asn1902Ile)
	1
	benign
	tolerated
	neutral
	effect
	polymorphism
	neutral
	16.6

	28
	Ex32-2
	c.6557G>A
	p.(Gly2186Glu)
	4
	Possibly damaging
	damaging
	neutral
	effect
	disease causing
	neutral
	24

	29
	Ex32-3
	c.6563T>C
	p.(Ile2188Thr)
	1
	Possibly damaging
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	23.8

	30
	Ex35-1
	c.6844G>A
	p.(Glu2282Lys)
	2
	Possibly damaging
	tolerated
	neutral
	effect
	polymorphism
	neutral
	22.8

	31
	Ex35-2
	c.6977G>A
	p.(Arg2326Gln)
	0
	benign
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	15.18

	32
	Ex37-2
	c.7394C>G
	p.(Thr2465Ser)
	1
	Probably damaging
	tolerated
	neutral
	neutral
	polymorphism
	neutral
	23.5

	33
	Ex39-1
	c.7609G>A
	p.(Ala2537Thr)
	1
	benign
	tolerated
	neutral
	neutral
	polymorphism
	low
	20.5

	34
	Ex39-4
	c.7666A>T
	p.(Ser2556Cys)
	4
	Probably damaging
	damaging
	neutral
	effect
	polymorphism
	medium
	22.9

	35
	Ex39-5
	c.7713T>G
	p.(Asn2571Lys)
	2
	Probably damaging
	tolerated
	neutral
	neutral
	polymorphism
	low
	24.7

	36
	Ex40-1
	c.7793G>A
	p.(Gly2598Asp)
	4
	Probably damaging
	tolerated
	neutral
	effect
	disease causing
	low
	22.6

	37
	Ex44-3
	c.8696C>G
	p.(Ala2899Gly)
	1
	benign
	tolerated
	neutral
	neutral
	polymorphism
	low
	20.4

	38
	Ex44-4
	c.8759G>C
	p.(Cys2920Ser)
	5
	Probably damaging
	damaging
	neutral
	effect
	disease causing
	high
	24.8

	39
	Ex44-6
	c.9082G>T
	p.(Asp3028Tyr)
	4
	Probably damaging
	damaging
	neutral
	effect
	polymorphism
	medium
	24.3

	40
	Ex44-7
	c.9094A>G
	p.(Ile3032Val)
	1
	benign
	tolerated
	neutral
	neutral
	polymorphism
	low
	15.68

	41
	Ex44-8
	c.9164A>G
	p.(Tyr3055Cys)
	4
	Probably damaging
	damaging
	neutral
	effect
	polymorphism
	low
	23.3

	42
	Ex44-9
	c.9272T>C
	p.(Ile3091Thr)
	2
	benign
	tolerated
	neutral
	neutral
	disease causing
	low
	18.1

	43
	Ex44-11
	c.9477T>G
	p.(Asp3159Glu)
	2
	benign
	damaging
	neutral
	neutral
	polymorphism
	low
	20.4



