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Variant: NM_001369369.1(FOXN1):c.1376C>A (p.Ser4597er)

CA8459509 (£

837219 (ClinVar) 4

Gene: FOXN1 (HGNC:8456)

Condition: T-cell immunodeficiency, congenital alopecia, and nail
dystrophy (MONDO:0011132)

Inheritance Mode: Semidominant inheritance
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HGVS expressions

NM_001369369.1(FOXN1):c.1376C>A (p.Ser459Ter)
NM_001369369.1:c.1376C>A
NC_000017.11:9.28534947C>A
CM000679.2:9.28534947C>A
NC_000017.10:9.26861965C>A
CM000679.1:9.26861965C>A
NC_000017.9:9.23886092C>A
NG_007260.1:9.16007C>A
ENST00000577936.2:c.1376C>A
ENST00000579795.6:c.1376C>A
ENST00000226247.2:c.1376C>A
ENST00000481916.6:¢.*1195+69104G>T
ENST00000579795.5:c.1376C>A
NM_003593.2:c.1376C>A
NM_003593.3:c.1376C>A
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The NM_001369369.1:c.1376C>A variant in FOXN1 is a nonsense variant predicted to cause a premature stop codon in biologically-

relevant-exon 8/9 leading to nonsense mediated decay (PVS1). The highest population minor allele frequency in gnomAD v4.1.0 is 8.475e-7
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(1/1180000 alleles) in European (non-Finnish) population, which is lower than the SCID-VCEP threshold (<0.00002412) for PM2_Supporting.
No homozygous individual has been observed (PM2_Supporting). A pathogenic variant p.GIn474Ter curated by the SCID VCEP causes
premature termination codon in the same exon and downstream to the variant under assessment (PM5_Supporting). In summary, this
variant meets the criteria to be classified as pathogenic for SCID. ACMG/AMP criteria applied, as specified by the ClinGen SCID-VCEP: PVS1,
PM2_Supporting, PM5_Supporting. (VCEP specifications version 2.0.0)

Met criteria codes

PVS1 B v The c.1376C>A (NM_001369369.1) variant in FOXN1 is a nonsense variant predicted to cause a premature stop
codon in biologically-relevant-exon 8/9 leading to nonsense mediated decay.

PM5_Supporting B v A pathogenic variant p.GIn474Ter curated by the SCID VCEP causes premature termination codon in the same exon
and downstream to the variant under assessment (1pt). 1pt in total for PM5, PM5_ Supporting is met.

PM2_Supporting a v The highest population minor allele frequency in gnomAD v4.1.0 is 8.475e-7 (1/1180000 alleles) in European (non-
Finnish) population, which is lower than the SCID-VCEP threshold (<0.00002412) for PM2_Supporting. No
homozygous individual has been observed in the gnomAD v4.1.0. (PM2_Supporting)
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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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