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Elucidation of prevalence, clinical features and pathogenic mechanism of PDZD7
mutations which was identified as a novel gene causing nonsyndromic hearing loss
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We genetically analyzed 336 individuals in 334 families, registered as
hearing-loss patients who have no other symptoms, with the onsets at 15 years old or under, and with
unknown etiology after our routine analysis. Seven patients in 6 families had biallelic variants in
PDZD7, a deafness gene. Including 4 patients in 2 families, which were previously detected, the
patients exhibited that the onset was at 4 years of age or earlier. Most of the patients showed
moderate-level of hearing loss. Variant curation revealed that the 3 variants among the 5 detected
ones were pathogenic or likely pathogenic. We constructed expression vectors for green fluorescence
protein- and/or 3xflag-tagged PDZD7 and WHRN, which is a protein associated with PDZD7. The vectors
are used for in-vitro functional assays to elucidate deficiencies in formation of the protein
complexes in the hearing-loss patients.
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