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Clinical and pedigree genetic analysis of intellectual developmental disorder with cerebellar ataxia caused by a
truncated variation in RORA gene
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[Abstract] Objective Systematic genetic analysis revealed that the variation of RORA gene was the
cause of intellectual developmental disorder with cerebellar ataxia. Methods In this study, whole exome
sequencing (WES) was applied for detection a 4-year-old boy manifested as intellectual developmental
disorder with cerebellar ataxia. Results The study found a de novo variation c. 79C>T (p. R27 % ) of the
RORA gene is the cause of this phenotype. Conclusions It is confirmed that WES detection is critical
method for diagnosing of growth retardation in children, which enriching the RORA gene’s pathogenic
locus spectrum and phenotypic characteristics, which lay a solid foundation for accurate treatment and
aristogenesis of this family.
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