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The diagnosis of primary ciliary dyskinesia (PCD) requires the presence of the
characteristic clinical phenotypes and either: 1) specific ciliary ultrastructural defects identified by
transmission electron microscopy; or 2) identification of mutation in one of the genes known to be
associated with PCD. The diagnosis of PCD is not easy. We have identified ciliary ultrastuructual defects
in ten out of 21 PCD SUSﬁected patients, by assessing about 100 cilia per Eatient before reaching a
diagnosis. Moreover, we have conducted genetic analysis in 21 patients with suspicion of PCD and found
disease causing mutations in four patients. The analysis of their genomic DNA revealed compound
heterozygous mutations in DNAH5 in one patient, homozygous mutations in DNAI1l in two siblings, and
heterozygous missense mutation in DNAH1 in one patient. Although these four mutations we found were from
known PCD causing genes, all the four were novel mutations and probably unique to Japanese populations.
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