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We aimed to establish the PCD diagnostic system following ATS guidelines and
clarify the Japanese phenotypic and genotypic patterns. Seventy-six cases were screened and

measured nasal NO concentrations. Of the 76 cases, 21 cases showed below the cutoff levels and were
diagnosed as probable PCD cases. Gene analyses were performed in 49 cases, and 7 cases had
compatible mutations. All 7 cases showed lower NO levels (7/21). We reevaluated a case diagnosed
with diffuse panbronchiolitis refractory to macrolide therapy, and identified a large homozygous
deletion spanning exons 1 to 4 of the DRC1. Further investigations in the U.S large cohort found
that this mutation might be a founder mutation in the Asian. To improve awareness of the disease,
we presented our data at several conferences and wrote a review article. Furthermore, we increased
the number of genes related to PCD increased to more than 40 and improved the electron microscopy
protocol, referring to the U.S method.
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