
Supplementary Figure S5. Protein stability prediction (CUPSAT) suggests a destabilizing 

effect of the p.Ala703Thr mutation in SLC4A2. 

The patient mutation in SLC4A2, c.503T>C, p.Ala703, was modeled on the crystal structure of the 

human SLC4A1 paralogue (Arakawa T Science 350:680-4, 2015).22 Ala400 in SLC4A1 

corresponds to Ala703 in SLC4A2. Thermal protein stability was predicted (http://cupsat.tu-

bs.de/index.jsp) for the paralog SLC4A1. CUPSAT predicts destabilization of SLC4A2 for 

p.Ala703Thr. 


