Supplementary Table S2 Comparison of genetic features of GS patients in different large cohorts

	Cohorts
	Ethnic groups
(main samples)
	Patient number
and inclusion criteria
	Genetic testing methods and detection rate
in SLC12A3 gene
	CLCNKB gene
analysis
	Frequent
mutations
	Phenotype features and
correlation with genotype

	Current study
	Chinese
mainland
	54 (unrelated)
clinical diagnosis
of GS
	Direct
sequencing
(DS)
	Homo/CoHet:70.4%;
Het:20.4%; WT：9.3%
	
No mutation
identified
	
T60M
D486N
	Male patients had higher systolic blood pressure and urine protein excretion.
Higher urine calcium to creatinine ratio was observed in patients without mutated alleles.

	Vargas-
Poussou
et al. 27
	European
(France)
	448 (unrelated)
clinical diagnosis
of GS
	
DS
	Homo/CoHet:70%;
Het:18% ; WT：11.6%
	
3%
(14/448)
	R861C
L859P
c.1880+1G>T
G741R
C994Y
c.2883+1G>T
	
Large-scale mutations were not associated
with the severity of phenotype.

	
	
	
	MLPA
QMPSF
	Additional 24 large rearrangement mutations (LRMs) were identified in 51(47%) Het patients
	
	
	

	Glaudemans et al.
	European
(Netherlands)
	163 (unrelated)
clinical diagnosis
of GS
	DS
and
MLPA
	Homo/CoHet: 84.7%
Het:15.3%
( LRMs were identified in 8 patients by MLPA)
	
Not detected
	G741R
c.2883+1G>T
L272P
	
Not reported

	Tseng et al.
	Taiwan
	117 (92 families)
diagnosis of GSΔ
	SSCP
HPLC
MLPA
cDNA analysis
	Homo/CoHet:92% (85/92)*
Het:8% (7/92)
(One LRM was reported)
	Positive patients
removed
	c.2877_2878delAG
T60M
T163M
c.1670−191C>T
	Male patients had earlier age at presentation and more severe hypokalemia. 
Patients with homozygous and deep mutations of c.1670-191C>T had more severe phenotype


Abbreviations and note: del: deletion; CoHet: compound heterozygous; Het, heterozygous; Homo: homozygous; MLPA: multiplex ligation dependent probe amplification; QMPSF: Quantitative Multiplex PCR of Short Fluorescent fragments; SSCP: single-strand conformation polymorphism; HPLC: high performance liquid chromatography.
Δ: Patients with CLCNKB mutations (n=10) and negative SLC12A3 mutations (n=6) were excluded. * The authors reported 14 patients (12%) had triple SLC12A 3 mutations.
