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1 Tuv_008 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2  pathogenic variant. 

1 out of 3 siblings is deaf.

2 Tuv_011 c.[-23+1G>A];[wt] C/C T/T G/G C/C C/C T/T G/G C/C A/A
hearing loss due to 

SLC26A4
familial

N x N: each of parents (nt) is potential carrier of one SLC26A4  pathogenic 

variant and one of them – potential carrier of one GJB2  pathogenic variant. 2 out 

of 4 siblings are deaf.

3 Tuv_033 c.[-23+1G>A];[wt] C/C T/T G/G C/C C/C T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: one parent has wild GJB2  genotype, another - nt (potential carrier of 

GJB2  pathogenic variant). 1 out of 4 siblings is deaf.

4 Tuv_076 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
hearing loss due to 

SLC26A4
familial

noncomp.D x D: both of parents are homozygotes for SLC26A4  pathogenic 

variant, in addition, one of them  –  carrier of GJB2  pathogenic variant. The only 

offspring in this family is deaf.

5 Tuv_078 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
single pathogenic 

SLC26A4  allele
sporadic

N x N: both parents (nt) are potential carriers of GJB2  or SLC26A4  pathogenic 

variants. 1 out of 3 siblings is deaf.

6 Tuv_080 c.[-23+1G>A];[wt] C/C T/T G/G C/C C/C T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2  pathogenic variant. 

1 out of 3 siblings is deaf.

7 Tuv_093 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
familial

noncomp.D x D: one of parents is heterozygote for SLC26A4  pathogenic 

variant, another (nt) – potentially carrier of  GJB2  pathogenic variant. The only 

offspring in this family is deaf.

8 Tuv_128 c.[79G>A];[516G>C] C/C T/C G/G C/C C/T T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2 pathogenic variant. 

1 out of 2 siblings is deaf.

9 Tuv_153 c.[-23+1G>A];[wt] C/C T/T G/G C/C C/C T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2  pathogenic variant. 

1 out of 2 siblings is deaf.

10 Tuv_184 c.[-23+1G>A];[79G>A] C/C T/C G/G C/C C/C T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2  pathogenic variant. 

1 out of 3 siblings is deaf.

11 Tuv_185 c.[235delC];[wt] C/C T/T G/G C/C C/C T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2  pathogenic variant. 

1 out of 4 siblings is deaf.

12 Tuv_190 с.[109G>A];[wt] C/C T/C G/G C/C C/C T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
familial D x N: both parents are not tested, 2 out of 12 siblings are deaf.

13 Tuv_231 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
hearing loss due to 

SLC26A4
sporadic

N x N: one of parents is heterozygote for SLC26A4  pathogenic variant, another 

– double heterozygote for GJB2  and SLC26A4  pathogenic variants. 1 out of 6 

siblings is deaf.

14 Tuv_233 c.[-23+1G>A];[wt] C/C T/T G/G C/C C/C T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2  pathogenic variant. 

1 out of 10 siblings is deaf.

15 Tuv_246 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
sporadic

N x N: at least one of parents (nt) is potential carrier of GJB2  pathogenic variant. 

1 out of 10 siblings is deaf.

16 Tuv_250 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
no pathogenic SLC26A4 

variants
familial

noncomp.D x D: one of parents is homozygote for GJB2  pathogenic variant, 

another  – wild GJB2  genotype. The only offspring in this family is deaf.

17 Tuv_265 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
hearing loss due to 

SLC26A4
familial

N x N: one of parents is heterozygote for SLC26A4  pathogenic variant, another 

– double heterozygote for GJB2  and SLC26A4  pathogenic variants. 2 out of 6 

siblings are deaf.

18 Tuv_300 c.[516G>C];[wt] C/C T/T G/G C/C C/T T/T G/G C/C A/A
single pathogenic 

SLC26A4  allele
familial

noncomp.D x D: one of parents is homozygote for GJB2  pathogenic variant, 

another – homozygote for  SLC26A4  pathogenic variant. The only offspring in 

this family is deaf.

References:
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