Table SVI. In silico analysis of variants detected in the present study.

Amino acids Mutation REVEL MaxEntSca NetGene
Location Gene M-CAP
change PolyPhen-2 Taster (>0.5) n BDGP 2
chr14:8155 PROBABLY Disease Possibly
TSHR p.C176R 0.718
8933 DAMAGING causing Pathogenic
chr14:8160 PROBABLY Disease Possibly
TSHR p-R450H 0.943
9751 DAMAGING causing Pathogenic
chr14:8160 Disease Possibly
TSHR p.R528S 0.303
9984 BENIGN causing Pathogenic
chr14:8161 Disease
TSHR p.K618*
0254 causing
chr15:4540 DUOX PROBABLY Disease Possibly
p.D137E 0.53
4068 2 DAMAGING causing Pathogenic
chr15:4540 DUOX PROBABLY Disease Possibly
p.R376W 0.421
2093 2 DAMAGING causing Pathogenic
chr15:4540 DUOX Polymorphi
p-E389K 0.111 Likely Benign
1791 2 BENIGN sm
chr15:4540 DUOX PROBABLY Disease Possibly
p.-V407F 0.37
1737 2 DAMAGING causing Pathogenic
chr15:4538 DUOX p.G1521* Disease
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3766 sm

chr8:13398 Polymorphi
TG p-S1912N 0.071 Likely Benign
0087 BENIGN sm
chr8:13398 Polymorphi
TG p-11931V 0.361 Likely Benign
0143 BENIGN sm
chr8:13403 Disease
G p.L2282fs
1903 causing
chr8:13404 PROBABLY Disease Possibly
G p.12394M 0.397
2211 DAMAGING causing Pathogenic
chr8:13412 PROBABLY Disease Possibly
G p.R2585W 0.117
5846 DAMAGING causing Pathogenic

PolyPhen-2, MutationTaster, REVEL and M-CAP were used to predict the effects of missense and indel mutations; MaxEntScan, BDGP, and NetGene-2
were used to predict the damaging effects of splicing mutations with a wild-type/mutant score; — means depletion of the 5 splice site. PolyPhen-2,
Polymorphism Phenotyping v2; REVEL, Rare Exome Variant Ensemble Learner; M-CAP, Mendelian Clinically Applicable Pathogenicity; BDGP,

Berkeley Drosophila Genome Project; NA: not available.



