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Gene: RUNX1 (HGNC:861) NM_001754.5:c.182C>G
Condition: hereditary thrombocytopenia and hematologic cancer NC_000021.9:9.34887012G>C
predisposition syndrome (MONDO:0011071) CM000683.2:9.34887012G>C
Inheritance Mode: Autosomal dominant inheritance NC_000021.8:9.36259309G>C
UUID: 3601d04a-af75-4f56-9ee2-bac3a7fla2ff CM000683.1:9.36259309G>C
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Evidence submitted by expert panel

Myeloid Malignancy VCEP

NM_001754.5(RUNX1):c.182C>G (p.Pro61Arg) is a missense variant which is absent from gnomAD v2.1.1 and v3.1.2 (PM2_supporting). This
variant has a REVEL score < 0.50 (0.316), and a SpliceAl score = 0.20 (0.0) (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.
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Absent from gnomAD.

REVEL= 0.316 which is below the threshold for pathogenicity and SpliceAl=0 which indicates that there is a very low
chance that the variant impacts splicing.

Not reported.

Variant is not found in published studies.

Variant is not found in published studies.

Variant is not found in published studies.

Absent from gnomAD.

Variant is not found in published studies.

This rule is not applicable for MM-VCEP

REVEL= 0.316 and SpliceAl=0

This rule is not applicable for MM-VCEP

Variant is not found in published studies.

Variant is missense

Variant is not in a established functional domain.



PM3 % This rule is not applicable for MM-VCEP

PM5 G % Not reported.

PM4 a 4 Variant is a missense variant.

BS1 G b Absent from gnomAD.

BS4 a 4 Variant is not found in published studies.
BS3 G b Variant is not found in published studies.
BS2 % This rule is not applicable for MM-VCEP
BP5 % This rule is not applicable for MM-VCEP
BP7 a b Variant is missense.

BP3 % This rule is not applicable for MM-VCEP
BP1 x This rule is not applicable for MM-VCEP
BP2 G b Variant is not found in published studies.
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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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