Supplementary table S1   SLC12A3 mutations identified in 54 Chinese patients with GS
	Patient

number
	Gender
	Presenting age (years)
	Position
	Nucleotide

change
	Homo/Het/
CoHet
	Predicted
protein change
	Reference

	1

	F
	40

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

	
	
	
	Exon 8
	c.1077C>G
	
	p. N359K
	10

	2
	F
	21
	--
	--
	--
	--
	

	3
	F
	19
	Exon 15
	c.1868 T>C
	Homo
	p. L623P
	15

	4
	M
	16
	Exon 16
	c.1963C>T
	Het
	p. R655C
	16, 17

	5
	F
	20
	Exon 1
	c.179C>T
	Homo
	p. T60M
	9, 10, 18, 19, 20

	6
	F
	34
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Exon 12
	c.1456G>A
	
	p. D486N
	6, 9, 10,

	7
	F
	14
	--
	--
	
	--
	

	8
	M
	33
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Exon 7
	c.911 C>T
	
	p. T304M
	19,21

	9
	M
	25
	Exon 1
	c.179C>T
	Homo
	p. T60M
	9, 10, 18, 19, 20

	10
	F
	47
	Exon 8
	c.1077C>G
	Homo
	p. N359K
	10

	11
	F
	26
	Exon12
	c.1456G>A
	CoHet
	p. D486N
	6, 9, 10,

	
	
	
	Exon 25
	c.2929 C>T
	
	p. R977*
	6, 22

	12
	M
	13
	Exon 7
	c.947G>T
	CoHet
	p. G316V
	23,24

	
	
	
	Exon 12
	c.1456G>A
	
	p. D486N
	6, 9, 10,

	13
	M
	42
	Exon 3
	c.433_434 insAGATTC
	CoHet
	p. I144_R145insQI
	This study

	
	
	
	Exon 16
	c.2029G>A
	
	p. V677M
	23

	14
	M
	32
	Intron 24
	c.2883+2 T>C
	Homo
	splice defect
	This study

	15
	M
	16
	Exon 24
	c.2877_2878del AG
	Homo
	p. Arg959fs
	9, 25

	16
	M
	19
	Exon 8
	c.1077C>G
	Het
	p. N359K
	10

	17
	F
	26
	Exon 16
	c.1963C>T
	Het
	p. R655C
	16, 17

	18
	M
	9
	Exon 10
	c.1288T>G
	Het
	p. C430G
	9

	19
	F
	10
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Exon 17
	c.2099 T>C
	
	p. L700P
	This study

	20
	M
	34
	Exon 12
	c.1456G>A
	Homo
	p. D486N
	6, 9, 10,

	21
	M
	43
	Exon 8
	c.1000 C>T
	Het
	p. R334W
	26

	22
	M
	20
	Exon 5
	c.739 C>T
	CoHet
	p. Q247*
	This study

	
	
	
	Exon 15
	c.1868 T>C
	
	p. L623P
	15

	23
	M
	6
	Exon 8
	c.1000 C>t
	CoHet
	p. R334W
	26

	
	
	
	Exon 17
	c.2053_2054del AG
	
	p. Arg685fs
	This study

	24
	M
	20
	Exon 16
	c.2016G>T
	Het
	p. M672I
	This study

	25
	M
	27
	Exon 1
	c.248G>A
	CoHet
	p. R83Q
	27

	
	
	
	Intron 7/Exon 8 
	c.965-1_976delinsACCGAAAATTTT
	
	splice defect
	10, 28

	26
	M
	13
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Exon 12
	c.1456G>A
	
	p. D486N
	6, 9, 10,

	27
	M
	21
	Exon 4
	c.533C>T
	Homo
	p. S178L
	26

	28
	M
	22
	Exon 15
	c.1924C>T
	Het*
	p. R642C
	29

	
	
	
	Exon 15
	c.1856G>A
	
	p. G619DΔ
	This study

	29
	F
	44
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Exon 12
	c.1456G>A
	
	p. D486N
	6, 9, 10,

	30
	M
	29
	Exon 4
	c.536T>A
	CoHet
	p. V179D
	This study

	
	
	
	Exon 12
	c.1456G>A
	
	p. D486N
	6, 9, 10,

	31
	M
	26
	Exon 23
	c.2675T>C
	Homo
	p. L892P
	30

	32
	M
	24
	Exon 10
	c.1208G>A
	CoHet
	p. G403E
	This study

	
	
	
	Exon 24
	C.2877_2878del AG
	
	p. Arg959fs
	9, 25

	33
	M
	48
	Exon 3
	c.486_490delinsA
	CoHet
	p. Ile162fs
	10

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

	34
	M
	27
	Intron 7/Exon 8
	c.965-1_976delinsACCGAAAATTTT
	Homo
	Splice defect
	10, 28

	35
	M
	27
	Exon 6
	c.788_805dup
	CoHet
	p. I263_V268dup
	31

	
	
	
	Exon 16
	c.1964G>A,
	
	p. R655H
	6, 20

	36
	M
	33
	Exon 1
	c.179C>T
	Het
	p. T60M
	9, 10, 18, 19, 20

	37
	F
	35
	Exon 10
	c.1326 G>A
	Homo
	p. N442K
	32

	38
	M
	32
	Exon 10
	c.1262G>T
	CoHet
	p. C421F
	This study

	
	
	
	Exon 23
	c.2671C>G
	
	p. L891V
	This study

	39
	F
	12
	--
	--
	
	--
	

	40
	F
	3
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Exon 17
	c.2129C>A
	
	p. S710*
	22, 25

	41
	M
	1
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Intron 15
	c.1926-2 A>T
	
	Splice defect
	This study

	42
	F
	20
	Exon 1
	c.179C>T
	CoHet
	p. T60M
	9, 10, 18, 19, 20

	
	
	
	Exon 13
	c.1664 C>T
	
	p. S555L
	24, 26

	43
	M
	43
	Exon 5
	c.634G>A
	CoHet
	p. G212S
	This study

	
	
	
	Exon 6
	c.788_805dup
	
	p. I263_V268dup
	31

	44
	F
	26
	Exon 7
	c.911 C>T
	CoHet
	p. T304M
	19, 21

	
	
	
	Exon 8
	c.1077C>G
	
	p. N359K
	10

	45
	M
	20
	Exon 12
	c.1452C>A
	CoHet
	p. C484*
	This study

	
	
	
	Intron 23
	c.2747+2T>G
	
	splice defect
	This study

	46
	F
	15
	Intron 22
	c.2660+1G>A
	Het
	Splice defect
	30

	47
	M
	12
	Exon 24
	c.2782C>T
	Homo
	p. R928C
	16

	48
	M
	18
	Exon 12
	c.1456G>A
	Het
	p. D486N
	6, 9, 10,

	49
	M
	19
	--
	--
	--
	--
	

	50
	F
	29
	Exon 7
	c.908G>T
	CoHet
	p. G303V
	This study

	
	
	
	Exon 12
	c.1456G>A
	
	p. D486N
	6, 9, 10

	51
	F
	52
	--
	--
	--
	--
	

	52
	F
	22
	Exon 24
	c.2877_2878delAG
	Het
	p. Arg959fs
	9, 25

	53
	M
	15
	Intron 3
	c.506-1G>A
	CoHet
	splice defect
	22, 33

	
	
	
	Exon 12
	c.1456G>A
	
	p. D486N
	6, 9, 10,

	54
	M
	33
	Exon 12
	c.1456G>A
	CoHet
	p. D486N
	6, 9, 10,

	
	
	
	Exon 16
	c.1964G>A
	
	p. R655H
	6, 20


Abbreviations and note: M: male; F: female; del: deletion; ins: insertion; CoHet: compound heterozygous; Het, heterozygous; Homo: homozygous; dup: duplication.  
Δ:p.G619D is considered as a suspect mutation. GenBank accession number NM_000339.2 is used as a reference sequence. Intron sequences can be found in NT_010498.15.
