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Variant: NM_001083962.2(TCF4):c.269A>G (p.Asn90Ser)

Version: 1.0

CA234991 4 :
= HGVS expressions
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Gene: TCF4 (HGNC:6925) NM _001083962.2(TCF4):c.269A>G (p.Asn90Ser)
Condition: Pitt-Hopkins syndrome (MONDO:0012589) NC_000018.10:9.55461054T>C

Inheritance Mode: Autosomal dominant inheritance CM000680.2:9.55461054T>C
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Evidence submitted by expert panel

Rett and Angelman-like Disorders VCEP

The allele frequency of the p.Asn90Ser variant in TCF4 is 1.5% in Ashkenazi Jewish sub population in gnomAD, which is high enough to be
classified as benign based on thresholds defined by the ClinGen Rett/Angelman-like Expert Panel for Rett/AS-like conditions (BAl). The
p.-Asn90Ser variant is observed in at least 2 unaffected individuals (internal database) (BS2). Computational analysis prediction tools
suggest that the p.Asn90Ser variant does not have a deleterious impact; however this information does not predict clinical significance on
its own (BP4). In summary, the p.Asn90Ser variant in TCF4 is classified as benign based on the ACMG/AMP criteria (BAl, BS2, BP4).

Met criteria codes

BAl v The allele frequency of the p.Asn90Ser variant in TCF4 is 1.5% in Ashkenazi Jewish sub population in gnomAD, which
is high enough to be classified as benign based on thresholds defined by the ClinGen Rett/Angelman-like Expert
Panel for Rett/AS-like conditions.

BS2 v The p.Asn90Ser variant is observed in at least 2 unaffected individuals (internal database)

BP4 v Computational analysis prediction tools suggest that the p.Asn90Ser variant does not have a deleterious impact;
however this information does not predict clinical significance on its own

Curation History (@'


https://erepo.genome.network/evrepo/ui/summary/classification/8ab7cf89-4df9-4ee4-ac6a-8b22d634ebb3/version
http://clinicalgenome.org/affiliation/50022
https://cspec.genome.network/cspec/ui/svi/affiliation/50022

Showing 1 to 1 of 1 rows

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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