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HGVS expressions

NM_001754.5(RUNX1):c.893C>T (p.Pro298Leu)

NM_001754.5:c.893C>T

NC_000021.9:g.34799375G>A

CM000683.2:g.34799375G>A

NC_000021.8:g.36171672G>A

CM000683.1:g.36171672G>A

NC_000021.7:g.35093542G>A

NG_011402.2:g.1190337C>T

ENST00000675419.1:c.893C>T

ENST00000300305.7:c.893C>T

ENST00000344691.8:c.812C>T

ENST00000399240.5:c.620C>T

ENST00000437180.5:c.893C>T

ENST00000482318.5:c.*483C>T

NM_001001890.2:c.812C>T

NM_001754.4:c.893C>T

NM_001001890.3:c.812C>T
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NM_001754.5(RUNX1):c.893C>T (p.Pro298Leu) is a missense variant which is completely absent from all population databases with at least

20x coverage for RUNX1 in gnomAD v2.1.1 and v3.1.2 (PM2_supporting). This missense variant has a REVEL score < 0.50 (0.163) and a

SpliceAI score ≤ 0.20 (0.01) (BP4). In summary, the clinical significance of this variant is uncertain. ACMG/AMP criteria applied, as specified

by the Myeloid Malignancy Variant Curation Expert Panel for RUNX1: BP4, PM2_supporting.

Met criteria codes

PM2_Supporting   This variant is completely absent from all population databases with at least 20x coverage for RUNX1 in gnomAD

v2.1.1 and v3.1.2 (PM2_supporting).

BP4   This missense variant has a REVEL score < 0.50 (0.163) and a SpliceAI score ≤ 0.20 (0.01) (BP4).

Not Met criteria codes

PS1   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PS2  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PS3   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BA1   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PP1   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PP2  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PP3   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PP4  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PM1  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PM3  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline



Curation History 

PM5   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PM4   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PM6   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BS1   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BS4   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BS3   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BP3  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BP1  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BP2   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

PVS1   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BP5  No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

BP7   No code specific comments provided, please refer to the summary above or general recommendations provided in

the guideline

https://erepo.genome.network/evrepo/ui/summary/classification/8cac9689-c611-4ada-9cc6-196038b09afe/version
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