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Two Cases of Birt-Hogg-Dubé Syndrome with Pulmonary Cysts
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Birt-Hogg-Dubé (BHD) syndrome is a rare autosomal-dominant disease caused by germline folliculin (FLCN) mutations, char-

acterized by fibrofolliculoma or trichodiscoma, renal tumors, and multiple lung cysts with or without spontaneous pneumothorax.

Here, we report two cases of BHD syndrome that presented with bilateral pulmonary cysts. One patient was a 39-year-old woman

who had a history of pneumothorax, multiple papules on her cheeks, and a family history of the same skin lesions and renal cell car-

cinoma in her father. BHD syndrome was confirmed by molecular tests that revealed a missense mutation in FLCN gene (exon 4,

¢.31T > C). The other patient was a 56-year-old man who showed FCLN gene polymorphism and typical radiopathological features

of multiple cysts in the lung, but apparently no other manifestation. (Korean J Med 2014;87:477-483)
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Figure 1. Multiple firm, dome-shaped, and skin-colored papules
present on the nose and cheeks of the 39-year-old woman.
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Figure 2. (A, B) High-resolution computed tomography (HRCT) shows multiple thin-walled cysts of variable size and shapes in both
lungs. (C, D) Coronal CT image shows that multiple cysts were located predominantly in the bilateral lower medial area and subpleura.
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Figure 3. (A) Coarse collagen tissues and dilated blood vessels around the hair follicle are histologically consistent with angiofibroma
(H&E staining, x 100). (B) Histological image of acrochordon showing collagen tissue covered by epithelium (H&E staining, x100). (C)
FLCN gene analysis revealed novel gene mutation: substitution of T in exon 4 on chromosome 17 resulting in a missense mutation.
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Figure 4. (A) Chest CT scan shows multiple bilateral pulmonary cysts (B) Follow-up CT scan (after 30 months) showed no significant

changes in the bilateral cysts.

Figure 5. Pathological findings of unruptured pulmonary cyst of the 56-year-old man. (A) The cyst wall expands towards the visceral
pleura and is partially incorporated into the parenchyma and interlobular septum (H&E staining, % 12.5). (B) The lining of cyst wall is
thin, non-septated, and has no inflammatory changes (H&E staining, x 100). (C) Scanty cytokeratin immune-positive activated pneumo-
cytes are highlighted on the cyst wall by immunohistochemistry staining for cytokeratin (x 200).
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