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Frameshift Not predicted to undergo NMD

(single exon gene)

Upstream of most distal de novo LOF variant (p.468) PVS1

GT--AG
1,2 splice 

sites
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(Single exon to full 

gene)
Full gene deletion PVS1
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Initiation 
Codon

No known alternative start codon in 
other medically relevant transcripts No pathogenic variant(s) upstream of closest potential in-frame start codon PVS1_Supp

FOXG1 (NM_005249.4) 

Downstream of most distal de novo LOF variant (p.468) PVS1_Strong

Single exon gene - N/A

Single exon gene - N/A

Downstream of most distal de novo non-truncating variant (p.480) PVS1_Moderate




