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WFZER R OMEEE (330) : In order to understand the mechanism of pulmonary cyst formation
in Birt-Hogg—Dubé (BHD) syndrome, I examined the germline FZCNmutation in patients with
BHDS and functional assay of lung fibroblasts isolated from patients with BHDS. Germline
FLCNV mutations I identified distributed all exons of the FLCOVN gene, but four mutations
were frequently demonstrated in our Japanese BHDS patients. Genotype—phenotype
correlation is currently under investigation. As for functional analysis of BHDS lung
fibroblasts, I examined proliferation and the ability of migration and gel contraction.
As compared with human fetal lung fibroblasts (HFL), lung fibroblasts from BHDS showed
decreased migration toward fibronectin while proliferation and gel contraction ability
was similar to those with HFL. In addition, the expression of 7GF beta 1, fibronectin,
type I collagen was decreased in BHDS lung fibroblasts when determined by real-time PCR.
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FLCN mutations found in 113 families with BHDS
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(D Characteristics of pulmonary cysts in
Birt-Hogg-Dubé syndrome: Thin-Section CT
findings of the chest in 12 patients.
Tobino, K., Gunji, Y., Kurihara, M., Kunogi, M.,
Koike, K., Tomiyama, T., Johkoh, T., Kodama, Y.,
Sasaki, S., Kikkawa, M., Takahashi, K., Seyama,
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@ Clinical and genetic spectrum of
Birt-Hogg-Dubé syndrome patients in whom
pneumothorax and/or multiple lung cysts are
the presenting feature.
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T., Kobayashi, T., Shindo, N., Kumasaka, T.,
Gunji, Y., Kikkawa, M., Iwakami, S., Hino, O.,
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FLCN mutation and clinical manifestations of
patients with Birt-Hogg-Dubé syndrome whose
presenting feature was pnuemothrax and/or
multiple lung cysts, 2011.5.15, Denver, USA
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