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Coffin-Siris syndrome is a congenital disorder characterized by intellectual
disability, growth deficiency, microcephaly, coarse facial features, and hypoplastic or absent fifth
fingernails and/or toenails. The majority of affected individuals represent sporadic cases. The genetic
cause for this syndrome has not been elucidated. We reported that five genes are mutated in CSS, all of
which encode subunits of the Brahma-associated factor (BAF) (also known in yeast as the SWI/SNF)
ATP-dependent chromatin-remodeling complex: SMARCB1, SMARCA4, SMARCE1l, ARID1A, and ARID1B. In addition,
we perform whole-exome sequencing in additional CSS patients, identifying de novo SOX11 mutations in two
patients with a mild CSS phenotype.
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