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SUHRN

Polycythemia vera (PV), esencidlna trombocytéza (ET) a primérna myelofibréza (PMF) patria do skupiny Ph1 negativnych myeloproli-
ferativnych neopldzii (MPN), pri ktorych sa ¢asto vyskytuje mutdcia JAK2V617F. Tato mutécia sa vyskytuje u takmer vetkych pacien-
tov s PV a u priblizne 60 % pacientov s ET a PMF. V diferencidlnej diagnostike MPN viak vyznam tejto mutdcie stéle nie je dost objas-
neny, preto tu mé dolezitd Glohu aj bioptické vysetrenie kostnej drene. Na nasom pracovisku sme sa rozhodli vy3etrovat JAK2V617F
mutdciu v DNA izolovanej z parafinovych blokov od pacientov s PV, ET a PMF, kedZe tito mutéciu nedévno SZO odporugila vyuzivat
ako jeden z markerov v diagnostike uvedenych klinickych jednotiek. Mutécie V617F sme detekovali pomocou alelovo-3pecifickej hot start
multiplex PCR. U JAK2V617F negativnych pacientov s PV sme vy3etrovali sekvenovanim pritomnost mutécii v exéne 12 JAK2 génu. Do-
sial’ sme na nasom pracovisku vy3etrili priblizne 200 pacientov s klinicky verifikovanou diagnézou PV, ET a PMF. Nase vysledky st
u v3etkych troch ochoreni (ET, PV, PMF) zhodné s dosial publikovanymi précami. Nami implementované metodika detekcie mutécie JAK2
z parafinovych blokov umoziiuje analyzu velkého mnozstva archivneho materiélu pre retrospektivne 3tidie, a stéasne aj implementd-
ciu analyzy statusu JAK2 ako st&asti bioptického vysetrenia kostnej drene vietkych pacientov s podozrenim na PV, ET alebo PMF.
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Our experience with detection of JAK2 mutations in paraffin-embedded trephine bone marrow
biopsies of patients with chronic myeloproliferative disorders

SUMMARY

Polycythemia vera (PV), essential thrombocythemia (ET) and primary myelofibrosis (PMF) are Philadelphia chromosome-negative mye-
loproliferative neoplasms (MPN) characterized by JAK2 mutation. The exon 14 V617F mutation is present in almost all patients with PV
and in approx. 60”% of patients with ET and PMF. The importance of JAK2V617F in the differential diagnostic considerations is still
unclear and here the BM morphology examination still represents an important diagnostic tool. In the WHO classification of Ph1-nega-
tive MPNs, the identification of JAK2 mutations represents a major diagnostic criterion of these diseases. Therefore we decided to im-
plement the examination of JAK2V617F mutation in formalin-fixed paraffin-embedded biopsy specimens of patients with Ph1-negative
MPN using dllele-specific PCR. In addition, in all JAK2 Vé617F negative patients with PV we sequenced the whole JAK2 exon 12. Until
now we examined up to 200 patients with clinically confirmed MPN and our results in all three categories PV, ET and PMF are in agre-
ement with earlier published data. Paraffin embedded tissues represent a valuable source of DNA which can be used in the diagnostics
of both JAK2 exon 12 and exon 14 mutations. It is of particular importance if the fresh material is not available and there is a clinical
and/or research utility for the performance of PCR on archival bone marrow samples with PV, ET or PMF suspicion.
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Myeloproliferativne neoplazie (MPN), predtym nazyvané aij chro-
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nické myeloproliferativne ochorenia predstavuji skupinu nédoro-
vych ochorenti, ktoré vznikajo klonélnou proliferaciou kmefiovych
hemopoetickych buniek v kostnej dreni. Rozdeluju sa na chronic-
ko myelocytovd leukémiu (s pozitivitou Philadelphia 1 chromozé-
mu /Ph1/, resp. ber/abl génu) a na ochorenia bez pozitivity toh-
to chromozému, tzv. Ph1- MPN. Medzi ne patria tri najéastejsie
ochorenia: pravé polycytémia (PV), esencidlna trombocytémia (ET)
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