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Evidence submitted by expert panel

Rett and Angelman-like Disorders VCEP

The p.His51GIn variant in MECP2 (NM_004992.4) is absent from gnomAD v4.1 (PM2_Supporting). However, the p.His51GIn variant is
observed in at least 1 unaffected individual (PMID 21300488) (BS2_supporting). Computational prediction analysis tools are inconclusive
for this variant. In summary, the p.His51GIn variant in MECP2 is classified as a variant of uncertain significance based on the ACMG/AMP
criteria (PM2_supporting, BS2 _supporting). (MECP2 Specifications v.4.1; curation approved on [5/7/2025])

Met criteria codes

BS2_Supporting B v The p.His51GIn variant is observed in at least 1 unaffected individual (PMID 21300488).

PM2_Supporting a v The p.His51GIn variant in MECP2 is absent from gnomAD v4.1 (PM2_Supporting).

Not Met criteria codes

BP4 a % Computational prediction analysis tools are inconclusive for this variant.
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