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TUBB2B

A range of cerebrocortical development malformations (MCD) ranging from simplified gyral patterns
to the complete loss of gyri and sulci is associated with mutations in a cluster of highly homolog B-
tublin genes, such as TUBB2A and TUBB2B.

CASE REPORT: The fetus had pachygyria, asymmetrical perisylvian polymicrogyria, dysplasia of the
lateral sulcus and insula, agenesis of the splenium and partial agenesis of the body corpus callosum,
cerebellar superior vermian hypoplasia with agenesis of the inferior vermis. Karyotype and microarray
were normal. Trio Medical Exome Sequencing detected a de novo novel heterozygous mutation
€.862G > A (p.E288K) in the tubulinpathy genes. Long-range PCR and Sanger sequencing specific for
TUBB2A and TUBB2B gene detected a heterozygous variant ¢.862G > A specific to TUBB2B.

CONCLUSION: The combination of LR-PCR amplification and medical exome sequencing allows
mutational assessment in tubulinopathy genes. Our study expands the spectrum of malformations
associated with mutations in the B-tubulin gene TUBB2B *.
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