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The prevalence of obstructive sleep apnea (OSA) is conserva-
tively estimated at 9% in women and 17% among men aged
50e70 years [1]. The resultant intermittent hypoxia results in a
widely recognised secondary erythrocytosis [2]. In contrast, the
most frequent form of primary erythrocytosis is the myeloprolifer-
ative neoplasm of polycythemia vera (PV) that is characterised by
the presence of the JAK2 V617F somatic mutation in approximately
98% of cases [3]. Leucocytosis, thrombocytosis, splenomegaly, bone
marrow erythroid hyperplasia and a low serum erythropoietin are
also commonly present in PV patients. Despite the above distinc-
tion, OSA patients with an erythrocytosis are sporadically referred
for molecular detection of the JAK2 V617F, presumably in order to
exclude co-existing PV. An audit was therefore performed to deter-
mine the clinical and laboratory impact of JAK2 V617F testing in pa-
tients with OSA-associated erythrocytosis.

At a center for hematological malignancy molecular diagnostics
that receives greater than 2000 JAK2 V617F diagnostic tests per
annum, from January 2006 to June 2022 inclusive, 73 requests for
JAK2 V617F mutation status were identified with clinical details
provided of OSA and either erythrocytosis and/or raised hemoglo-
bin and/or raised hematocrit. The median age of OSA patients
was 67 years (range 32e90 years) of which 37 patients (50.6%)
were male. The JAK2 V617F mutation was detected by an allele-
specific PCR technique unchanged throughout the audit period.
The JAK2 V617F mutation was not detected in any of the 73 cases
analysed.

While OSA is a prevalent cause of secondary erythrocytosis [4]
the possibility exists of OSA-associated erythrocytosis and concom-
itant PV: a single case is identified in the literature with the PV un-
confirmed by absence of JAK2 mutation analysis [5]. Despite
molecular investigation for the JAK2 V617F in OSA-associated
B.V. This is an open access article
ytosis not affecting laboratory workload, this audit indi-
t routine testing for PV is unnecessary.

Ethical considerations

This non-interventional, retrospective study was performed as
routine standard of care and in accordance with the World Medical
Association Declaration of Helsinki. Patient consent was required at
the referring center.

Declaration of competing interest

The authors declare that they have no known competing finan-
cial interests or personal relationships that could have appeared to
influence the work reported in this paper.
References

[1] Veasey SC, Rosen IM. Obstructive sleep apnea in adults. N Engl J Med
2019;380(15):1442e9. https://doi.org/10.1056/NEJMcp1816152. PMID:
30970189.

[2] Mithoowani S, Laureano M, Crowther MA, Hillis CM. Investigation and manage-
ment of erythrocytosis. CMAJ (Can Med Assoc J) 2020;192:E913e8. https://
doi.org/10.1503/cmaj.191587. PMID: 32778603.

[3] Regimbeau M, Mary R, Hermetet F, Girodon F. Genetic background of polycy-
themia vera. Genes 2022;13:637. https://doi.org/10.3390/genes13040637.
PMID: 35456443.

[4] Jalowiec KA, Vrotniakaite-Bajerciene K, Jalowiec J, Frey N, Capraru A,
Wojtovicova T, Joncourt R, Angelillo-Scherrer A, Tichelli A, Porret NA, Rov�o A.
JAK2 unmutated polycythaemia - real-world data of 10 years from a tertiary
reference hospital. J Clin Med 2022;11(12):3393. https://doi.org/10.3390/
jcm11123393. PMID: 35743463.

[5] Shih LY, Wang ML, Fu JF. Simultaneous occurrence of multiple aetiologies of
polycythaemia: renal cell carcinoma, sleep apnoea syndrome, and relative poly-
cythaemia in a smoker with masked polycythaemia rubra vera. J Clin Pathol
2000;53:561e4. https://doi.org/10.1136/jcp.53.7.561. PMID: 10961184.
Stephen E. Langabeer*

Cancer Molecular Diagnostics, St.James's Hospital, Dublin, Ireland

* Corrresponding author. Cancer Molecular Diagnostics, St. James's
Hospital, Dublin, D08 W9RT, Ireland.

E-mail address: slangabeer@stjames.ie.

26 August 2022
Available online 15 October 2022
under the CC BY license (http://creativecommons.org/licenses/by/4.0/).

https://doi.org/10.1056/NEJMcp1816152
https://doi.org/10.1503/cmaj.191587
https://doi.org/10.1503/cmaj.191587
https://doi.org/10.3390/genes13040637
https://doi.org/10.3390/jcm11123393
https://doi.org/10.3390/jcm11123393
https://doi.org/10.1136/jcp.53.7.561
mailto:hbaysmdoutlookcom
http://crossmark.crossref.org/dialog/?doi=10.1016/j.sleepx.2022.100058&domain=pdf
www.sciencedirect.com/science/journal/25901427
www.elsevier.com/locate/sleep
https://doi.org/10.1016/j.sleepx.2022.100058
https://doi.org/10.1016/j.sleepx.2022.100058
http://creativecommons.org/licenses/by/4.0/

	Absence of JAK2 V617F-mutated polycythemia vera in obstructive sleep apnea-associated erythrocytosis
	Ethical considerations
	Declaration of competing interest
	References


