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Clinical and molecular genetic study of elucidation of a cause of Moebius
syndrome
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1. Ildentification of an incomplete form of Moebius syndrome: We present 4
patients with an incomplete form of Moebius syndrome, characterized by congenital bilateral facial
nerve paralysis and other cranial nerves involvements without abducens nerve paralysis. Cranial MRI

of the patients showed hypoplasia of the brainstem and facial nerves but normal abducens nerves.

2. Genomic analyses on the ﬁatients with Moebius syndrome: Whole exome sequencing analyses were
performed on 9 patients with typical Moebius syndrome, 2 patients with an incomplete form of Moebius
syndrome, and 5 patients with atypical Moebius syndrome. No candidate gene responsible for Moebius

syndrome has been identified. Medical exome sequencing analyses performed on 2 patients with
atypical Moebius syndrome revealed a de novo known TUBB3 mutation and a de novo novel CHD7 mutation,
respectively.
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