
Figure 13. Sanger sequencing chromatogram for patient 11013807, showing a heterozygous

insertion-deletion which removes part of the coding sequence of the USH2A gene (chr1:216,246,601;

USH2A c.5614delinsTTAACTTGGCAT, p.(Ala1872Metfs*4), NM_206933.2).

c.5614delinsTTAACTTGGCAT is expected to cause a shift in the reading frame and a premature

termination of the USH2A protein product. An indel event at the same protein position as the one

reported here, p.Ala1872Leufs*58, has been previously reported in a compound heterozygous state in

patients with Usher Syndrome Type II.1
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