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Germline and somatic RUNXI variants
in a pediatric bone marrow failure cohort
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(A) Lollipop plot of single nucleotide variants and deletions of RUNXI. (B-F) The dysmorphic megakaryocytes found
in patients with somatic (UPN-1334) or germline (UPN-1021a, UPN-1596, UPN-1128, and UPN-1507) RUNX]I
variants. Scale bar: 10 um. (G) Summary of dysplasia in bone marrow morphology observed in patients with germline
variants of RUNXI. RHD, Runt homology domain; TAD, Transcriptional activation domain; BM, Bone marrow; PB,
Peripheral blood; MgK, Megakaryocyte.
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