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Abstract

Cystic fibrosis (CF) is an autosomal recessive disease caused by pathogenic variants in CF transmembrane
conductance regulator (CFTR) gene, which was designated as an intractable disease in 2015 in Japan. While CF is
the most common hereditary disease in Europeans, it is quite rare in East Asia including Japan. Our recent study
indicated that clinical phenotype of Japanese CF patients is similar to European patients, but the prognosis is worse.
The spectrum of CFTR variants in Japanese CF alleles is entirely different from that in European CF alleles. Typical
cases of CF are characterized by recurrent bronchitis, slim and short stature, summer fatigue, and newborn intestinal
obstruction. Although CF is rare in Japan, clinicians should list CF for identification when young children have a

combination of those symptoms.
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