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WFZE R RO EE (3530) : Oculofaciocardiodental (OFCD) syndrome is a rare X—1inked dominant
hereditary trait in heterozygous females. Recently, mutations in BCOR, encoding the BCL6
corepressor, have been described to cause OFCD syndrome. In this study, we identified
a novel frameshift mutation in BCOK in an OFDC patient. Analysis of nonsense—mediated
mRNA decay (NMD), it was significantly increased in BCOR differential expression in OFCD
periodontal (PDL) cells. A novel mutation leading to a premature termination codon may
affect mRNA expression of BCOR in PDL cells.
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