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Dear Editor, 

The JAK2 V617F mutation is the most commonly acquired driver mutation of the myelopro-
liferative neoplasms (MPN), detected in more than 95 % of patients with polycythaemia vera 
and in 50-60 % of patients with essential thrombocythaemia and primary myelofibrosis (Fer-
reira Cristina et al., 2018). Patients with these MPN have a considerably increased risk of 
thrombosis, particularly at uncommon sites (Ball et al., 2018). Risk factors for retinal vein/ar-
tery occlusion include atherosclerosis, inflammation and compression, with thrombosis possi-
ble due to a malignancy-associated thrombophilic state (Ip and Hendrick, 2018). Retinal 
vein/artery occlusion is recognised as a rare but recurrent presenting feature of MPN (Tache et 
al., 2005; Arikan et al., 2011; Dhrami-Gavazi et al., 2015; Rao et al., 2016).  

In order to address the clinical value and laboratory impact of requesting JAK2 V617F mu-
tation status in patients with retinal vein/artery occlusion, a retrospective audit was performed 
on JAK2 V617F requests received at a molecular diagnostics centre for haematological malig-
nancies. From January 2006 to September 2018 inclusive, 17332 diagnostic requests for JAK2 
V617F mutation analysis were received. Of these, 29 requests (0.2 %) were identified that in-
cluded clinical details provided of either retinal vein/artery occlusion (n=11) or thrombosis 
(n=18). The median age was 49 years and comprised 12 males and 17 females. MPN-associated 
haematological abnormalities were noted as either erythrocytosis (n=4), raised haemoglobin 
and/or haematocrit (n=6), thrombocytosis (n=9) or not provided (n=10). Using a standardised 
screening assay unchanged throughout the audit period, the JAK2 V617F mutation was detected 
in five patients (17.2 %) with either raised haemoglobin and/or haematocrit (n=3) or thrombo-
cytosis (n=2). 

While the number of requests in patients with a retinal vein/artery occlusion does not ap-
preciably impact on overall laboratory workload, reflexive screening for the JAK2 V617F, par-
ticularly in those patients with the aforementioned haematological abnormalities, is justified in 
order to identify an underlying MPN. 

 
 

 

 

 



EXCLI Journal 2019;18:127-128 – ISSN 1611-2156 
Received: February 13, 2019, accepted: February 27, 2019, published: March 04, 2019 

 

 

128 

Conflict of interest 
The author declares no conflict of interest. 

 

REFERENCES 

Arikan G, Saatci AO, Kahraman S, Pişkin Ö, Men S, 
Ündar B. Central retinal artery occlusion as the pre-
senting sign of essential thrombocythemia. Turk J He-
matol. 2011;28:146-8. 

Ball S, Thein KZ, Maiti A, Nugent K. Thrombosis in 
the Philadelphia negative classical myeloproliferative 
neoplasms: a narrative review on epidemiology, risk-
assessment, and pathophysiologic mechanism. J 
Thromb Thrombolysis. 2018;45:516-28. 

Dhrami-Gavazi E, Lee W, Horowitz JD, Odel J, Muk-
kamala SK, Blumberg DM, et al. JAK2 mutation-pos-
itive polycythemia vera presenting as central retinal ar-
tery occlusion. Retin Cases Brief Rep. 2015;9:127-30. 

Ferreira Cristina S, Polo B, Lacerda JF. Somatic muta-
tions in Philadelphia chromosome-negative myelopro-
liferative neoplasms. Semin Hematol. 2018;55:215-22. 

Ip M, Hendrick A. Retinal vein occlusion review. Asia 
Pac J Ophthalmol. 2018;7:40-5. 

Rao K, Shenoy SB, Kamath Y, Kapoor S. Central reti-
nal artery occlusion as a presenting manifestation of 
polycythaemia vera. BMJ Case Rep. 2016;2016: 
bcr2016216417. 

Tache JE, Saffra N, Marshak H, Aithal S, Novetsky A, 
Huang YW. Retinal vein thrombosis as the presenting 
symptom of essential thrombocythemia. Am J Med 
Sci. 2005;329:139-40. 

 

 


