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TUBAIA mutation can cause a hydranencephaly-like severe form of cortical
dysgenesis
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A Japanese pedigree with a p.A95V mutation in the MYH9 gene demonstrates
inherited macrothrombocytopenia without Alport manifestations
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Novel compound heterozygous variants in PLK4 identified in a patient with
autosomal recessive microcephaly and chorioretinopathy
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