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The molecular analysis of idiopathic normal pressure hydrocephalus as
ciliarydyskinesia
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Normal-pressure hydrocephalus (NPH) is usually sporadic,but some casese were
reported as familial. We found 3-generated familial cases including 4 patients and one showed
several psycotic symptoms. In orde to identify responsible genes in the family, we used whole-exome
sequencing (WES) and analyzed cases. We identified a loss-of-function variant in the CFAP43 gene
linked to this disease in this family. Considering result of further study of Cfap43 knockout mice,
we conclude mutation in CFAP43 elicits abnormalities in cilia and leads to NPH.
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