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X-MAID disease caused by a novel synonymous MSN
variant that disrupts mRNA splicing
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« MSN encodes moesin, a cytoskeletal adaptor protein
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FIGURE 5: PBMCs were isolated from blood samples collected from the brothers
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B | | _ retention of intronic sequences that result in a premature stop codon. These aberrant splicing events were observed at low levels in the carrier through immunoblotting experiments using anti-moesin antibodies (N-terminal

mother and were absent in the healthy controls. and C-terminal). We observed that moesin expression was absent in the brothers’

LCLs, in contrast to LCLs from healthy male controls.

3 ) qPCR analysis validated RNA sequencing results CONCLUSIONS

* This research highlights that a synonymous variant can
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FIGURE 1: A Family pedigree. The MSN c¢.795G>A variant was
discovered by an |IEl gene panel and segregated with disease in 1 82 195 208 497 577 . " - : :
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FIGURE 2: The variant is located beside the canonical splice donor site and is <« <®
predicted to impact splicing based on in silico prediction tools, such as SpliceAl. FIGURE 4: Quantitative PCR validated the splicing events, revealing minimal MSN transcript levels in the brothers, consistent with transcript degradation.



