SPTBN5, encoding βV-spectrin protein, leads to a syndrome of intellectual disability, developmental delay, and seizures.
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Abstract (300 word limit)
Whole exome sequencing has provided larger opportunities for the discovery of novel candidate genes for intellectual disability and autism spectrum disorders. The spectrin genes SPTAN1, SPTBN1, SPTBN2, and SPTBN4 have yet been associated with neurological disorders, but currently no phenotypes have been associated with SPTBN5. This is the first report in which four different likely pathogenic variants in SPTBN5 have been found in four families with probands affected with neurodevelopmental disorders. The SPTBN5-associated clinical traits include intellectual disability (mild to severe), aggressive tendencies, accompanied by variable features such as craniofacial and physical dysmorphisms, autistic behavior, gastroesophageal reflux. 
We also provide a review of the existing literature related to spectrin genes, which highlights clinical features partially overlapping with SPTBN5.
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