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Abstract

Birt-Hogg-Dubé Syndrome (BHD syndrome) is an autosomal dominant disorder characterized by lung cysts, spontaneous pneumothorax,
bilateral multifocal renal tumors and cutaneous follicular fibroids. BHD syndrome is caused by germline mutations in the FLCN gene,
which is involved in AMPK and mTOR signaling. In Asians, spontaneous pneumothorax is the earliest and most common symptom
of BHD syndrome. The most reliable method for clinical diagnosis of BHD syndrome is genetic testing of the FLCN gene. This paper
reviews the clinical manifestations, genetic mechanisms and advances in treatment of BHD syndrome, and provides references for
subsequent basic and clinical research.
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