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Birt-Hogg-Dube syndrome (BHDS) is a hereditary genodermatois and charcterized by
fibrofolliculomas of the skin, pulmoary cysts with/without pneumothorax, and renal tumors. FLCN genetic
testing is required to establish the diagnosis. In this Broject, we examined the expression of the FLCN
gene and the amount of folliculin protein in peripheral blood mononuclear cells (PBMC) from BHDS patients
to see whether these analyses have a diagnostic significance. Real-time PCR revealed no significant
difference in the FLCN expression by PBMC between normal subjects and BHDS patients. Furthermore, no
significant differecen in the amount of wild-type folliculin protein was found in PBMC between normal
subjects and BHDS patients. Interstingly, the amount of wild-type folliculin protein in PBMC varied among
unrelated BHDS patients who had the identical germline FLCN mutataion.
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