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cAL703160 HGVS expressions
143609 (ClinVar) 4 NM_001110792.2:c.554C>G
Gene: MECP2 (HGNC:4204) NM_001110792.2(MECP2):c.554C>G (p.Pro185Arg)
Condition: Rett syndrome (MONDO:0010726) NC_000023.11:9.154031310G>C
Inheritance Mode: X-linked inheritance CM000685.2:9.154031310G>C
UUID: 0eb2f9c0-b8e7-43b8-b168-c9f3156d805d NC_000023.10:9.153296761G>C
Approved on: 2025/5/7 CM000685.1:9.153296761G>C
Published on: 2025/6/30 NC_000023.9:9.152949955G>C
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Criteria Specification Information

Evidence submitted by expert panel

Rett and Angelman-like Disorders VCEP

The highest population minor allele frequency of the p.Prol173Arg variant in MECP2 (NM_004992.4) in gnomAD v4.1 is 0.00005278 in the
South Asian population (not sufficient to meet BS1 criteria). The p.Prol73Arg variant is observed in at least 2 unaffected individuals
(GeneDx internal database) (BS2). The p.Prol73Arg variant is found in a patient with an alternate molecular basis of disease (GeneDx
internal database) (BP5). Computational prediction analysis tools suggests a deleterious impact; however, this information does not
predict clinical significance on its own (PP3). In summary, the p.Prol73Arg variant in MECP2 is classified as likely benign based on the
ACMG/AMP criteria (BS2, BP5). (MECP2 Specifications v.4.1; curation approved on [5/7/2025])

Met criteria codes

BP5 D v The p.Prol73Arg variant in MECP2 (NM_004992.4) is found in a patient with an alternate molecular basis of disease
(GeneDx internal database)

BS2 D v The p.Prol73Arg variant in MECP2 (NM_004992.4) is observed in at least 2 unaffected individuals (GeneDx internal
database)
PP3 D v Computational prediction analysis tools suggests a deleterious impact; however, this information does not predict

clinical significance on its own (PP3).

Not Met criteria codes

BS1 D P 4 The highest population minor allele frequency of the p.Prol173Arg variant in MECP2 (NM_004992.4) in gnomAD v4.1
is 0.00005278 in the South Asian population (not sufficient to meet BS1 criteria).

Curation History (@'
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