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Radio-Tartaglia Syndrome Caused by SPEN Gene Mutation: A
Case Report and Literature Review
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Abstract: Objective To analyze the clinical features and genetic variation of patients with Radio-Tartaglia syndrome. Methods The clinical and molecular

genetic data of a child diagnosed with Radio-Tartaglia syndrome were retrospectively reviewed. Clinical data of other 34 patients diagnosed
with Radio-Tartaglia syndrome were also reviewed.Results: The patient was a 4-year-old boy with global developmental delay, speech delay and
craniofacial dysmorphism :a narrow forehead , high-arched palate,slanting eyes. Genetic tests of the patient and his parents were conducted
for further diagnosis, the result suggested a pathological mutation ( De novo) in SPEN gene:NM_015001.3:exon11: c.6398T>A (p.Leu2133*).
Thus, a Radio-Tartaglia syndrome diagnosis was concluded. Conclusion Radio-Tartaglia syndrome is a rare neurodevelopmental disorder caused
by de novo truncating mutation in SPEN gene, characterized by global developmental delay with impaired intellectual development, speech
delay, variable behavioral abnormalities, autistic features, CHD and craniofacial dysmorphism. Brain imaging may show nonspecific defects;
rare patients have seizures or pyramidal signs.No cure has been found by now, which calls for attention of the clinicians and researches.
Follow-ups are needed for the prodiognosis and timely interventions for the patients. We have discovered a new pathogenic variance in SPEN
gene,c.6398T>A (p.Leu2133*) leading to Radio-Tartaglia syndrome in this study .
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