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Molecular pathogenesis of betal tubulin disorders
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TUBB1/Tubbl mutations identified in congenital macrothrombocytopenia of
human, dog and big cats were functionally analyzed and classified in 1) abnormal oligomeric
aggregation and the disruption of microtubule structure, 2) expression-level dependent abnormal
microtubule structure and 3) normal microtubule structure (functional polymorphisms). The former
tyﬁe of mutation resulted in the decreased expression ofa tubulin and Gl arrest leading to the
inhibition of cellular proliferation.
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