[bookmark: _GoBack]Supp 1. Frequency of alleles detected in patients
	DNA change
	Amino acid change
	Number (percent)

	c.1208C>T
	p.Ala403Val
	14 (28,5%)

	c.898G>T
	p.Ala300Ser
	11 (22,4%)

	c.1139C>T
	p.Thr380Met
	9 (18,3%)

	c.688G>A
	p.Val230Ile
	5 (10,2%)

	c.1066-11G>A
	Splicing
	3 (6,1%)

	c.728G>A
	p.Arg243Gln
	3 (6,1%)

	c.782G>A
	p.Arg261Gln
	3 (6,1%)

	c.842C>T
	p.Pro281Leu
	3 (6,1%)

	c.1114A>T
	p.Thr372Ser
	3 (6,1%)

	c.529G>A
	p.Val177Met
	3 (6,1%)

	c.158G>A
	p.Arg53His
	3 (6,1%)

	c.638T>C
	p.Leu213Pro
	2 (6,1%)

	c.1187A>G
	p.Lys396Arg
	3 (6,1%)

	c.1222C>T
	p.Arg408Trp
	2 (4,08%)

	c.533A>G
	p.Glu178Gly
	2 (4,08%)

	c.266dupC
	p.Ala90CysfsTer12
	1 (2,04%)

	c.168+5G>C
	Splicing
	1 (2,04%)

	c.601C>T
	p.His201Tyr
	1 (2,04%)

	c.916A>G
	p.Ile306Val
	1 (2,04%)

	c.506G>A
	p.Arg169His
	1 (2,04%)

	c.464G>A
	p.Arg155His
	1 (2,04%)

	c.1162G>A
	p.Val388Met
	1 (2,04%)

	c.838G>A
	p.Glu280Lys
	1 (2,04%)

	c.1010G>C
	p.Gyl337Ala
	1 (2,04%)

	c.1162G>A
	p.Arg252Trp
	1 (2,04%)

	c.131_133delAAG
	p.Glu44DEL
	1 (2,04%)

	c.631C>A
	p.Pro211Thr
	1 (2,04%)

	c.842+1 G>A
	Splicing
	1 (2,04%)

	c.842C>G
	p.Pro281Arg
	1 (2,04%)




