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Abstract Objective: To investigate the bone marrow pathology. clinical features, hematological parameters
and gene mutations of patients with essential thrombocythemia(ET) and early primary myelofibrosis(pre-PMF),
thereby guiding treatment and improving prognosis. Methods: The diagnosis of ET was reassessed according to
the WHO 2016 criteria, and its clinical features and related genetic tests were analyzed. Results: There were 78
patients with originally diagnosed ET, 24 patients(31%) were re-diagnosed as pre-PMF, and 54 patients(69%)
were ET. Compared with ET patients, pre-PMF patients were older at onset(P=0. 001), had higher white blood
cell counts(P=0.001), higher platelet counts(P =0.030), and higher lactate dehydrogenase levels(P =10. 004)
and lower hemoglobin(P =0. 001). The incidence of thrombotic events in pre-PMF was higher than in ET(P =
0.014), and there was no significant difference in splenomegaly and gender distribution between the two groups
(P=0.389, P=0.307). There was no significant difference in the distribution of JAK2V617F, CALR and MPL
gene mutation load between the two groups and within the group. A total of 43 patients underwent next-generation
sequencing, and 14 patients(33 %) were detected with gene mutations, 8 patients(57%) were pre-PMF, including
3 patients with ASXL.1 mutation, 2 patients with EZH2 mutation, 1 patient with SRSF2 mutation. 1 patient with
U2AF1 mutation, 1 case with SF3B1 mutation, 1 case with TET2 mutation, 1 case with TP53 mutation, 1 case

combined with ASXL1, EZH2 and TET2 mutation. Six cases(43%) were ET, including 2 cases of U2AF1 muta-
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tion, 1 case of SRSF2 mutation,2 cases of TET2 mutation and 1 case of SETBP1 mutation. Two or more coexis-

ting high-risk molecular mutations (HMR) were undetected. The number of HMR in pre-PMF patients was high-

er than in ET(P =0.033). Conclusion: This study shows that the combination of bone marrow pathology, clinical

features, hematological parameters and gene mutation can help to differentiate ET from pre-PMF.
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