CH Two cases of atypical CALR mutations in MPN patients
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Within the 2008 World Health Organization classification (WHO), Polycythemia Vera (PV), Essential Thrombocythemia (ET) and Primary Myelofibrosis (PMF) belong to the
“Philadelphia Chromosome—Negative” Myeloproliferative Neoplasms (MPNs) entity.
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The majority of PV carries a JAK2-V617F mutation The recently described calreticulin (CALR) mutations are preferentially associated with
(JAK2V617F). JAK2-V617F-negative and Myeloproliferative Leukemia Virus Oncogene (MPL) mutations negative ET
or PMF. (Cross N.C., 2011).
However, retrospective studies recently revealed that:
Here, we describe TWO of such atypical cases:
JAK2-V617F/exonl12-negative presumptive PV with a CALR mutation ET carrying both CALR and JAK2-V617F mutations
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CALR mutation in JAK2-negative PV JAK2-V617F coexisting with CALR mutation in ET
Exon 9 of CALR: c.1214-1225del;p.Glu405-Val409del Exon 9 of CALR: c.1099-1150del;p.Leu367-Glu383del
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In conclusion, we report CALR mutations in two atypical cases, one presumptive JAK2-negative PV and one JAK2V617F-positive/CALR-positive ET.




