[bookmark: _GoBack]Supplemental data 2. PHKG2 mutations identified in the patients with GSD IXc
	No.
	Nucleic acid
	Amino acid
	ClinVar
	PolyPhen-2 (Score)
	References

	1
	c.22G>T
	p.E8*
	Pathogenic
	-
	18)

	2
	c.79_88delinsTCTGGTCG
	p.K27Sfs*33
	-
	-
	g)

	3
	c.96-11G>A
	-
	Likely pathogenic
	-
	18)

	4
	c.107C>T
	p.S36F
	-
	Probably damaging (1.000)
	f)

	5
	c.121T>C
	p.C41R
	-
	Probably damaging (1.000)
	16)

	6
	c.130C>T
	p.R44*
	Pathogenic
	-
	6)

	7
	c.144delC
	p.H48Qfs*5
	-
	-
	a)

	8
	c.158_160delAGA
	p.K53del
	Uncertain significance
	-
	18)

	9
	c.166G>T
	p.E56*
	-
	-
	g)

	10
	c.226C>T
	p.R76*
	-
	-
	f)

	11
	c.247C>T
	p.Q83*
	-
	-
	18)

	12
	c.256G>A
	p.G86S
	Benign
	Possibly damaging (0.727)
	16)

	13
	c.265_266insC
	p.H89Pfs*13
	-
	-
	8), d)

	14
	c.272-1G>C
	-
	-
	-
	9)

	15
	c.277delC
	p.L93Sfs*17
	Pathogenic
	-
	6)

	16
	c.280_282delATC
	p.I94del
	-
	-
	This study

	17
	c.317T>G
	p.V106E
	-
	Probably damaging (0.999)
	d)

	18
	c.326+1G>A
	-
	-
	-
	e)

	19
	c.431T>C
	p.L144P
	Uncertain significance
	Probably damaging (1.000)
	a)

	20
	c.433C>T
	p.H145Y
	Pathogenic
	Probably damaging (0.985)
	4)

	21
	c.454C>T
	p.R152*
	Likely pathogenic
	-
	f)

	22
	c.469G>A
	p.E157K
	Uncertain significance
	Probably damaging (0.997)
	8), 16), g)

	23
	c.502C>T
	p.R168*
	-
	-
	9)

	24
	c.553C>T
	p.R185*
	Pathogenic
	-
	c)

	25
	c.557-3C>G
	-
	-
	-
	f)

	26
	c.566G>A
	p.G189E
	Pathogenic
	Probably damaging (1.000)
	d)

	27
	c.643G>A
	p.D215N
	Pathogenic
	Probably damaging (1.000)
	8), d)

	28
	c.647+5G>T
	-
	-
	-
	18)

	29
	c.659G>A
	p.G220E
	-
	Probably damaging (1.000)
	17)

	30
	c.677T>G
	p.L226R
	Pathogenic
	Probably damaging (1.000)
	4)

	31
	c.761delC
	p.E256Sfs*12
	-
	-
	g)

	32
	c.802_805delATCT
	p.I268Pfs*12
	-
	-
	9)

	33
	c.835C>T
	p.R279C
	-
	Probably damaging (1.000)
	g)

	34
	c.859C>T
	p.Q287*
	-
	-
	9)

	35
	c.900G>A
	p.W300*
	-
	-
	2), 8)

	36
	c.925C>T
	p.R309W
	-
	Probably damaging (1.000)
	16)

	37
	c.958C>T
	p.R320*
	Uncertain significance
	-
	f)

	38
	c.1034C>G
	p.S345*
	-
	-
	b)

	39
	c.1073A>G
	p.Y358C
	-
	Probably damaging (1.000)
	18)
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