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Dear Editor:

The last few years have magnified different challenges for public health at international level. One
could directly think of the COVID-19 pandemic, however, although it is the most recent and mediatic
example, it has not been the only important discovery described in these years. Along with scientific
and technical advances and the development of various health science research projects, diseases have
been described that could be considered new, and which have increased the clinical-epidemiological
characterization of others that were little studied before. A clear example of this is the discovery of
VEXAS syndrome.

First reported in December 2020, it is considered a new autoinflammatory condition of acquired
etiology. Named VEXAS (Vacuoles, Enzyme E1, X-linked, Autoinflammatory, Somatic), this syndrome is
due to mutations of the enzyme ubiquitin 1 (UBA1) and was discovered after whole exome sequencing
of 2560 patients. Twenty-five cases were reported and all corresponded to the male sex.!)

According to early research concerning this syndrome, a new disease category described as
hematoinflammatory disorder it could be defined. Primarily because somatic mutations occurring in
the blood, causes inflammation at the systemic level, affecting multiple organs, especially the bone
marrow.
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VEXAS syndrome has been shown to have significant morbidity and to be capable of reducing life
expectancy. The optimal standard of care for this disease, however, has not been adequately
defined.®

In a study by Beckel, et al.!¥), patients diagnosed with VEXAS had anemia with a high rate of
macrocytosis and thrombocytopenia (91% of cases). The same research estimated an estimated variant
prevalence of 1 in 14 thousand individuals and 1 in 8 thousand patients over 50 years of age.(!)

The pathognomonic finding of VEXAS is the presence of cytoplasmic vacuoles in myeloid and erythroid
precursor cells, although it requires an objective differential diagnosis, since this type of vacuoles are
present in other conditions such as zinc toxicity, alcoholism and copper deficiency.®

VEXAS syndrome is most commonly diagnosed in men over 50 years of age. Clinical manifestations of
the disease include skin lesions, ocular symptoms, venous thrombosis, myalgia, chondritis, intermittent
fever of unknown origin, and inflammatory processes affecting multiple organs. The most common
dermatological findings include periorbital edema, urticaria, erythema nodosum, neutrophilic
dermatoses and erythematous papules. Several authors have described significant pulmonary
involvement in the disease.*?

A study published by Georgin-Lavaialle, et al.?) succeeded in reporting the different clinical phenotypes
of VEXAS syndrome, where clinical-biological profiles and the associated UBA1 mutation were taken
into account. However, it raised the need for further prospective research to confirm the data
obtained and determine the correct management of the disease, since they failed to know the efficacy
of treatments and the limited number of deaths due to VEXAS did not help in formulating accurate
conclusions on survival.

With so many questions about this recent and seemingly common condition, science must continue to
push for research to expand clinical and epidemiological knowledge about VEXAS syndrome.

Cuba, having an aging population (the disease being common in this age group) cannot postpone
studies to determine its incidence in the country and the clinical characteristics of its evolution.
Likewise, the professionals of the specialties related to its diagnosis and/or treatment should be
updated in this subject, in order to know how to recognize the syndrome and establish an opportune
protocol for its management.
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