	Table S1: literature research and in silico analysis of missense and nonsense mutations of this cohort



	mutation
	protein
	POLYPHEN
	SNAP
	Pmut
	MUpro
	literature

	c.2T>G
	p.M1R
	probably damaging
	non-neutral
	PATHOLOGICAL
	-0.12270181
	novel mutation

	c.85C>T
	p.R29X
	benign
	-
	-
	-0.31631396
	affected
1


[ ADDIN EN.CITE ]


	c.127G>A
	p.E43K
	benign
	neutral
	PATHOLOGICAL
	-0.28605691
	carrier
2[]


	c.199T>C
	p.Y67H
	benign
	neutral
	NEUTRAL
	-1
	carrier
3


[ ADDIN EN.CITE ]


	c.233T>C
	p.I78T
	benign
	non-neutral
	NEUTRAL
	-1
	affected
4


[ ADDIN EN.CITE ]


	c.464T>C
	p.M155T
	possibly damaging
	non-neutral
	NEUTRAL
	-1
	affected
2[]


	c.533A>C
	p.K178T
	possibly damaging
	non-neutral
	PATHOLOGICAL
	-0.81020244
	novel mutation

	c.616C>T
	p.R206C
	probably damaging
	non-neutral
	PATHOLOGICAL
	-0.99192803
	affected
5


[ ADDIN EN.CITE ]


	c.698T>C
	p.I233T
	benign
	neutral
	NEUTRAL
	-1
	affected
6


[ ADDIN EN.CITE ]


	c.799G>T
	p.G267R
	possibly damaging
	non-neutral
	PATHOLOGICAL
	0.74393442
	affected
7


[ ADDIN EN.CITE ]


	c.977T>C
	p.M326T
	probably damaging
	non-neutral
	NEUTRAL
	-0.76746561
	affected
8


[ ADDIN EN.CITE ]


	c.982A>G
	p.M328V
	benign
	neutral
	NEUTRAL
	-1
	novel mutation

	c.985A>G
	p.K329E
	benign
	neutral
	NEUTRAL
	0.51849322
	affected
9[]


	c.1010A>C
	p.Y337S
	probably damaging
	neutral
	PATHOLOGICAL
	-0.71322747
	novel mutation

	c.1033G>T
	p.D345Y
	probably damaging
	non-neutral
	NEUTRAL
	-0.18060873
	novel mutation

	c.1225C>T
	p.L409F
	possibly damaging
	non-neutral
	NEUTRAL
	-0.52935173
	novel mutation

	c.1229T>G
	p.I410S
	probably damaging
	non-neutral
	PATHOLOGICAL
	-1
	novel mutation
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