
Figure 7. Sanger sequencing chromatogram for patient 12008422, showing a heterozygous

deletion removing two exons from the reading frame from the USH2A gene (chr1:216,167,537-

216,177,486; USH2A c.6326-3582_6658-1028del, p.(Asp2109Glyfs*11), NM_206933.2).

Heterozygous whole exon deletions have previously been reported as pathogenic in the USH2A

gene.1,2
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