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Genomon GO! Get Mutations!

https://github.com/Genomon-Project
Since 2010

A suite of bioinformatics tools for analyzing
Cancer Genomes and RNA—-seq data
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Diagnosis: Acute Myeloid Leukemia
Age: Unspecified Gender: Unspecified

Summary Drugs Molecular Profile

Include all in PDF Report

FIP1LY

PDGFRa

( LEGEND 4

| <

Show: All Level of Evidence =

PDGFRA FIP1L1-PDGFRA ““

PDGFRA is a tyrosine-protein kinase that plays an essential role in the regulation of embryonic
development, cell proliferation, survival and chemotaxis. It is important for the differentiation of bone
marrow-derived mesenchymal stem cells and it required for the development of the skeleton, the mucosa
lining in the Gl tract and of intestinal villi. Depending on the context, PDGFRA signaling either promotes or
inhibits cell proliferation and cell migration. In addition, the receptor is also involved in wound healing
through cell migration and it plays a role in platelet activation. Somatic mutations in the PDGFRA gene are
present in approximately 35% of GIST (PubMed: 12522257). The protein is amplified and mutated in 15%
glioblastoma (PubMed: 24120142) and high level of expression defines the proneural subtype of this
tumer (PubMed: 20129251).

FIP1L1-PDGFRA The PDGFRA fusions can transform hematopoietic cells and activate downstream

See all notes signaling activity (PubMed: 12680384). Cells expressing FIP1L1-PDGFRA induced
leukemia in vivo (PubMed: 21224473). FIP1L1-PDGFRA causes a truncation of the
juxtamembrane domain, which is thought to remove the autoinhibitory activity of
the kinase (PubMed: 16630743).
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“informative” : “identification of an interesting feature that may not have prognostic or
therapeutlc relevance at this time”
“actionable” : “identification of a potential target or risk factor that affects the treat%ent

plan.”
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