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Abstract
Primary ciliary dyskinesia

Kozo Morimoto***: Minako Hijikata™
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Primary ciliary dyskinesia (PCD)
congenital disease characterized by an
autosomal recessive or X-linked disorder; it
causes abnormalities of motile cilia in the
respiratory tract, other organs and sperm
flagella. PCD patients show a variety of clinical
presentations such as sino-pulmonary
symptoms, infertility, and situs inversus. In
particular, bronchiectasis is common and can
develop into respiratory failure. More than 40
causative genes have been reported but cover
only approximately 70% of the variation in
PCD. Therefore, a comprehensive approach,

including electron microscopic analysis and

measurement of nasal nitric oxide, is

recommended by ATS guidelines. A systematic

review of Japanese cases revealed that the

diagnoses of PCD have been made solely by

electron microscopic analysis, and the

proportion of abnormal findings is different than

the proportion in Western countries.

We opened a PCD clinic in Tokyo according

to ATS guidelines in 2017. We report a case of a
patient with PCD with a deletion in DRCI who

was diagnosed with refractory diffuse

panbronchiolitis, and we found that this

genotype might be common in the Asian

population. Future research and development of

new gene panels are warranted to clarify patient

characteristics in Asia.
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