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Evidence submitted by expert panel

Rett and Angelman-like Disorders VCEP

The highest population minor allele frequency of the p.Argl188Trp variant in MECP2 (NM_004992.4) in gnomAD v4.1 is 0.00001759 in South
Asian population, which is higher than the ClinGen Rett and Angelman-like Disorders VCEP threshold (=0.0000083) for BS1, and therefore
meets this criterion (BS1). The p.Argl88Trp variant is observed in at least 2 unaffected individuals (internal database) (BS2). In summary,
the p.Arg188Trp variant in MECP2 is classified as benign based on the ACMG/AMP criteria (BS1, BS2). (MECP2 Specifications v5.0; curation
approved on 4/23/2026)

Met criteria codes

BS2 D v The p.Arg188Trp variant in MECP2 (NM_004992.4) is observed in at least 2 unaffected individuals (internal database)
(BS2).
BS1 D v The highest population minor allele frequency of the p.Arg188Trp variant in MECP2 (NM_004992.4) in gnomAD v4.1

is 0.00001759 in South Asian population, which is higher than the ClinGen Rett and Angelman-like Disorders VCEP
threshold (=0.0000083) for BS1, and therefore meets this criterion (BS1).
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The information on this website is not intended for direct diagnostic use or medical decision-making without review by a genetics professional. Individuals should not change their health behavior solely on the basis
of information contained on this website. If you have questions about the information contained on this website, please see a health care professional.
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