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Supplemental Figure 1. SLC5A2 missense mutations identified in Chinese patients with Familial 

Renal Glucosuria.



 

Supplemental Figure 2. Schematic diagram of the SGLT2 and missense mutations in Chinese 

Familial Renal Glucosuria patients. The SGLT2 is represented as a 14-transmembrane-domain 

protein with extracellular amino and carboxyl termini. The sites of mutations are denoted by arrows.



 

Supplemental Figure 3. The 3D SWISSMODEL of SGLT2 (Residue range: 25 to 497; Based on 

template: 2xq2A; Sequence identity: 31%; Resolution: 2.73 (X-RAY)) and the positions of the 

mutations p.K131, p.S335, p.Q448 and p.A474 in it. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



 

Supplemental Table 1. Five missense mutations in SLC5A2 gene identified in this study and their 

pathogenicity predicted by three different in silico programs (SIFT, PolyPhen-2 and Mutation Taster) 

Exon Nucleotide changes Amino acid change SIFT PolyPhen-2 Mutation Taster 

Exon 4 c.393G>C p.K131N Damaging Probably Damaging Disease causing 

Exon 8 c.1003A>G p.S335G Damaging Probably Damaging Disease causing 

Exon 11 c.1343A>G p.Q448R Tolerated Probably Damaging Disease causing 

Exon 11 c.1420G>C p.A474P Damaging Probably Damaging Disease causing 

Exon 13 c.1739G>A p.G580D Tolerated Benign Polymorphism 

 

Supplemental Table 2. The predicted effects of the deletion c.886(-10_-31)del in intron 7 on the 

putative branching point motif by in silicon program HSF3.0 

cDNA Position Branch Point motif CV for reference sequence 

(0-100) 

CV for mutant sequence 

(0-100) 

Variation 

c.886-34 CCCGCAA 78.29 49.51 Site broken 

c.886-33 CCGCAAG 50.69 70.37 New site 

c.886-29 AAGCGGG 16.84 70.36 New site 

c.886-21 AGCTGAA 79.62 39.23 Site broken 

CV, cut-off value  


