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2146447 (ClinVar) [4 NM_001754.5:c.1071G>A
Gene: RUNX1 (HGNC:861) NM_001754.5(RUNX1):c.1071G>A (p.Pro357=)
Condition: hereditary thrombocytopenia and hematological cancer NC_000021.9:9.34792507C>T
predisposition syndrome associated with RUNX1 (MONDO:0100083) CM000683.2:9.34792507C>T
Inheritance Mode: Autosomal dominant inheritance NC_000021.8:9.36164804C>T
UUID: 89d87f97-5584-481e-9d7b-61d6e8fd11c5 CM000683.1:9.36164804C>T
Approved on: 2024/6/24 NC 000021.7:9.35086674C>T
Published on: 2024/6/24 NG_011402.2:9.1197205G>A
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This synonymous variant has a SpliceAl A score of 0.00 (BP4). Evolutionary conservation prediction algorithms predict the site as not being
conserved (PhyloP score -0.008 (< 2)) (BP7). In summary, this variant meets criteria to be classified as likely benign. ACMG/AMP criteria
applied, as specified by the Myeloid Malignancy Variant Curation Expert Panel for RUNX1: BP4, BP7.
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PhyloP100way= -3.096 Splice Al A score = 0.00 BP4: This synonymous variant has a Splice Al A score = 0.00

PhyloP100way= -3.096 Splice Al A score = 0.00 BP7: Evolutionary conservation prediction algorithms predict the site
as not being conserved (PhyloP score -3.096 (< 2.0) or the variant is the reference nucleotide in one primate and/or
three mammal species) (BP7).
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