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Abstract: Objective To summarize the clinical characteristics of a child with Christianson syndrome, and analyze the SLC9A6 gene mutation in order to
provide evidence for genetic counseling. Methods There was a boy aged eight months. Clinical general data and genetic results were collected and
analyzed. The child presented with microcephaly and global developmental delay. Sanger sequencing of proband’s cDNA was used to evaluate
the impact of a splice site variant on mRNA structure. Bioinformatical tools were used to investigate SLC9A6 protein structure changes. Results We
identified a novel hemizygous splicing variant [NM_001042537.2: ¢.611T>G(p.Phe204Cys)] in SLC9A6 by trio-based exome sequencing, resulting
in skipping over exon 4 . This variation has not been reported in the literature. Conclusion Our finding extends the catalog of pathogenic intronic
variants affecting SLC9A6 pre-mRNA splicing and provides a basis for the genetic diagnosis of CS.
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