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Know your ABCs:
multiple muddling myeloid mutations



Outline

• What’s with the names?!

• Functional aspects of gene mutations

• Prognostic importance



Recurrent mutations in MPN



Origins of the names

• JAK= Janus kinase

• CALR = calreticulin

• MPL= myeloproliferative leukemia

• ASXL= “additional Sex-Combs like”

• EZH= “enhancer of zeste homolog”

• SRSF= “serine and arginine rich splicing factor”

• TET= “ten to eleven” – chromosome translocation

• VAV= sixth letter in the Hebrew alphabet



Functional aspects









What to do with the information?

• No “mutation-directed therapy” currently

• “Bad” mutations may drive decision to transplant

• HOPEFULLY THIS WILL CHANGE!
• RAS inhibitors
• p53 pathway inhibitors
• Specific JAKm inhibitors
• CALR directed immunotherapy
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