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	Location
	Nucleotide Change
	Predicted Effect on
Coding Sequence
	Reference

	Missense Mutations 

	1
	Exon 1
	c.179C>T
	p.T60M
	Maki N et al.(2004)

	2
	Exon 3
	c.437G>T
	p.C146F
	Miao Z et al. (2009)

	3
	Exon 3
	c.488C>A
	p.T163M
	Syrén ML et al. (2002)

	4
	Exon 3
	c.496G>A
	p.A166T
	This study

	5
	Exon 4
	c.571G>C
	p.A191P
	This study

	6
	Exon 5
	c.634G>A
	p.G212S
	This study

	7
	Exon 6
	c.791C>G
	p.A264G
	Wang Y et al. (2015)

	8
	Exon 6
	c.848C>A
	p.S283Y
	Lin SH et al. (2005)

	9
	Exon 7
	c.911C>T
	p.T304M
	Miao Z et al. (2009)

	10
	Exon 8
	c.1075A>G
	p.N359D
	Miao Z et al. (2009)

	11
	Exon 10
	c.1262G>T
	p.C421F
	Simon et al. (1996)

	12
	Exon 10
	c.1285G>A
	p.E429K
	Wang Y et al. (2015)

	13
	Exon 10
	c.1288T>G
	p.C430G
	Shao L et al. (2008)

	14
	Exon 10
	c.1315G>A
	p.G439S
	Shao L et al. (2008)

	15
	Exon 11
	c.1393A>C
	p.T465P
	Miao Z et al. (2009)

	16
	Exon 12
	c.1456G>A
	p.D486N
	Simon et al.(1996)

	17
	Exon 13
	c.1664C>T
	p.S555L
	Cruz et al. (2001)

	18
	Exon 13
	c.1667C>T
	p.P556L
	Miao Z et al. (2009)

	19
	Exon 15
	c.1832A>C
	p.N611T
	Miao Z et al. (2009)

	20
	Exon 15
	c.1841C>T
	p.S614F
	Dong H et al. (2010)

	21
	Exon 16
	c.1963C>T
	p.R655C
	Simon et al. (1996)

	22
	Exon 22
	c.2570A>G
	p.Y857C
	Miao Z et al. (2009)

	23
	Exon 23
	c.2738G>A
	p.R913Q
	Andras P et al. (2007)

	24
	Exon 24
	c.2782C>T 
	p.R928C
	Lemmink et al. (1998)

	25
	Exon 16
	c.1975G>A
	p.V659M
	This study

	26
	Exon 23
	c.2675T>C
	p.L892P
	This study

	27
	Exon 26
	c.2968G>A
	p.R990K
	Dong H et al. (2010)

	Nonsense Mutations

	28
	Exon 3
	c.452G>A
	p.W151*
	This study

	29
	Exon 5
	c.739C>T
	p.Q247*
	This study

	30
	Exon 12
	c.1452C>A
	p.C484*
	This study

	Splicing Mutations

	31
	Ivs7, ex8
	c.965-1_c.977delGCGGACATTTTTGinsACCGAAAATTT
	Splicing
	Shao L et al. (2008)

	32
	Intron 7
	c.964+2T>C
	Splicing
	Dong H et al. (2010)

	33
	Exon 24
	c.2883G>A
	Splicing 
	This study

	34
	Exon 24
	c.2883+2T>C
	Splicing 
	This study

	35
	Intron 13
	c.2548+253C>T
	Splicing 
	Yi-Fen Lo et al. (2011)

	36
	Intron 21
	c.1670-191C>T
	Splicing 
	Kandai Nozu et al.(2009) 

	Deletions

	37
	Exon 2
	c.340-347delACTGATGG
	p.T114Afs*142
	Shao L et al. (2008)

	38
	Exon 2
	c.402delG
	p.R135Afs*8
	Miao Z et al. (2009)

	39
	Intron 7
	c.964+2T>C
	p.A285Rfs*48
	Dong H et al. (2010)

	40
	Exon 14
	c.1740delC
	p.M581Cfs*30
	Wang Y et al. (2015)

	41
	Exon 24
	c.2877-78delAC
	p.R959Sfs*11
	Lin SH et al. (2004)
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