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Heterozygous GJB2 mutation: 
c.50C>T, p.Ser17Phe 

Val Asn Lys His 
Ser / 
Phe Thr Ser Ile Gly 

Fig. S2. Identification of a GJB2 mutation in the patient. Mutation screening of 
the GJB2 coding sequence was performed by PCR amplification from position 
c.-22-170 to position c.*77 (primers to amplify 2 overlapping fragments: 
forward primers 5’CCTATGACAAACTAAGTTGGTTCTGTCTT3’ 
and  5 ’CGGAGACATGAGAAGAAGAG3’ wi th  respec t ive 
r e v e r s e  p r i m e r s  5 ’ A G C C T T C G AT G C G G A C C T T C 3 ’ a n d 
5’GAGCCTTGACAGCTGAGCAC3’) followed by a bidirectional Sanger 
sequencing. A representative chromatogram showing a heterozygous C >T 
transition at position c.50 corresponding to a substitution of the normal 
serine codon to a phenylalanine codon (p.Ser17Phe), is shown. Nomenclature 
of the mutation refers to the GJB2 RefSeq NM_00400.5, with nucleotide 
number +1 beginning at the A of the start codon ATG.
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