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Genetic exploration in the cause of developing rare lung diseases using whole
exome sequence analyses
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Pleuroparenchymal fibroelastosis (PPFE) is a rare pulmonary fibrosis that is
clinically characterized by upper lobe predominant fibrosis. The etiology remains unknown as well
as other idiopathic interstitial pneumonias. To explore causative genes in developing PPFE as well
as familial interstitial pneumonia (FIP), whole exome analyses or DNA sequence analyses with sanger
method were performed in genome from 9 cases with adult-onset PPFE and 47 cases with adult-onset
FIP. Deleterious variant In telomere-associated genes or cell adhesion factor associated genes were
identified in all PPFE cases. Of FIP without PPFE, 57% was found to carry deleterious variants in
surfactant-associated genes.
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