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Evidence submitted by expert panel

Rett and Angelman-like Disorders VCEP

The p.Serd425Pro variant in FOXG1 is present in one XX and one XY individual in gnomAD v2.1.1 (0.00176%) (not sufficient to meet BS1
criteria). The p.Ser425Pro variant is observed in at least 2 unaffected individuals (GeneDx internal database) (BS2). The p.Ser425Pro
variant is found in at least 3 patients with an alternate molecular basis of disease (GeneDx internal database) (BP5_Strong). In summary,
the p.Ser425Pro variant in FOXGL1 is classified as benign based on the ACMG/AMP criteria (BS2, BP5_strong).
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Met criteria codes

BP5_Strong B v The p.Ser425Pro variant is found in at least 3 patients with an alternate molecular basis of disease (GeneDx internal
database) (BP5_Strong).

BS2 E v The p.Serd425Pro variant is observed in at least 2 unaffected individuals (GeneDx internal database) (BS2).

Not Met criteria codes

BS1 a x The p.Serd425Pro variant in FOXGL1 is present in one XX and one XY individual in gnomAD v2.1.1 (0.00176%) (not
sufficient to meet BS1 criteria).
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