
Table S2. Bioinformatic predictions of the functional significance of a novel missense variant c.1545T>G 

(p.Phe515Leu) in the SLC26A4 gene. 

Prediction software tools 
Deleterious 

threshold 

Prediction 

(Scores) 
References 

FATHMM 

(http://fathmm.biocompute.org.uk/) 
< - 1.5 

Damaging 

(- 3.16) 
[Shihab et al., 2013] 

Mutation Taster 

(http://www.mutationtaster.org/) 
> 0.5 

Disease 

Causing 

(0.99) 

[Schwarz et al., 2014] 

PROVEAN 

(http://provean.jcvi.org) 
< - 2.5 

Damaging 

(- 4.20) 

[Choi et al., 2012; Choi et al., 

2015] 

PolyPhen-2 

(http://genetics.bwh.harvard.edu/pph2) 
> 0.85 

Possibly 

damaging 

(0.849) 

[Adzhubei et al., 2010] 

MutPred2 

(http://mutpred.mutdb.org/) 
≥ 0.67 

Possibly 

damaging 

(0.54) 

[Pejaver et al., 2020] 

Condel 

(https://bbglab.irbbarcelona.org/fannsdb/) 
> 0.49 

Damaging 

(0.55) 
[González-Pérez et al., 2011] 

SNPs&GO 

(https://snps-and-go.biocomp.unibo.it/snps-and-go/) 
- 

Disease-

related 

Polymorphism 

[Calabrese et al., 2009] 

CADD 

(https://cadd.gs.washington.edu/) 
> 15 21.8 [Rentzsch et al., 2018] 

Align-GVGD 

(http://agvgd.hci.utah.edu/) 
> C65 

Low 

(C15) 

[Tavtigian et al., 2005; Mathe et 

al., 2006] 

MutationAssessor.org 

(http://mutationassessor.org/) 
> 3.5 

Low 

(1.19) 

[Reva et al., 2007; Reva et al., 

2011] 

SIFT 

(https://sift.bii.a-star.edu.sg/) 
< 0.05 

Tolerated 

(0.33) 
[Sim et al., 2012] 
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