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The study to elucidate the background of molecular genetics that cause
holoprosencephaly spectrum disorders the diversity of phenotype
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A Targeted NGS panel was performed in 5 HPE cases and 3 Binderoid complete
cleft lip / plate cases. Among them, a de novo reported frameshift variant was identified on the
causative gene SIX3 in a HPE case. In 2 cases of HPE, the variants with unclear pathological
significance were found, but it was difficult to narrow down the candidate variants. The remaining
two HPEs are still being analyzed. A missense mutation in KAT6A was identified in a Binderoid
complete cleft plate suspected case and diagnosed as Arboleda-Tham syndrome.
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