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Study on causes and mechanisms of trigonocephaly syndromes
using Next-generation sequencers.
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There are many syndromes with trigonocephaly. However, almost all the syndromes have
not been identified their responsible genes and their mechanisms. The aim of this study
was to identify abnormalities in the patients with trigonocephaly and to establish the
gene—scanning system for responsible genes for trigonocephaly

We identified a partial deletion of 9q34.11 in a patient by array-CGH, a mutation in
the ASXLI gene in a patient with Bohring—-Opitz syndrome by whole exome analysis using
Next—generation sequencer, and mutations in CD96 or ASXLI in six patients by direct
sequencing analysis. We also established gene—scanning systems for CD96 and ASXL1 by
gPCR-HRM method

For the mechanismsof trigonocephaly, we found that CD96 interacts with an extracellular
matrix protein, laminin.
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