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Background:
β-thalassemia (βT) is a group of inherited hemoglobin synthe-
sis disorders, characterized by defective β-chain synthesis.
Clinical complications related to hemostasis, including pulmo-
nary hypertension, venous thromboembolism (VTE), and is-
chemic arterial events, occur in βT with a prevalence ranging
from 1.1% to 5.3%. The exact cause of the hypercoagulable
state in βT patients remains unclear, though several factors
have  been  advocated.  Thrombophilia  might  contribute  to
VTE in βT, but studies do not show an increased frequency of
inherited thrombophilia conditions in βT patients. However,
more well-structured studies are needed to reach definitive
conclusions.
Aims:
This retrospective analysis aimed to investigate the clinical
context and indications for thrombophilia screening in βT pa-
tients.
Methods:
A retrospective analysis was conducted on hospital records
and patient charts of βT patients managed at our Reference
Regional Center over the past five years, focusing on the clin-
ical context and indications for thrombophilia screening.
Results:
Sixty-five  βT  patients  underwent  thrombophilia  screening
over five years. Nineteen had complete screening (including
both functional and genetic testing), while 18/65 and 28/65

patients had partial genetic and functional screening, respec-
tively (Table 1). Complete thrombophilia screening was most-
ly performed in patients undergoing splenectomy (56%) and
with a personal history of VTE (100%) to assess thrombotic
risk and guide anticoagulant therapy in the absence of specif-
ic guidelines. Thrombotic events were the second most com-
mon complication after hemochromatosis. None of the pa-
tients  were  homozygous  for  FII  (G20210A)  or  FV Leiden
gene mutations. One patient (3%) was heterozygous for FII
(G20210A) and three (8%) for FV Leiden. Functional screen-
ing revealed elevated anticardiolipin antibodies (aCL) and an-
ti-β2-glycoprotein I antibodies (anti-β2GPI) in less than 12%
of patients, with lupus anticoagulant (LAC) absent.
Conclusions:
The lower prevalence of antiphospholipid antibodies (aPLs)
in our cohort, compared to existing literature, highlights the
variability of aPL prevalence in βT patients and the complexi-
ties in interpreting these findings.
Moreover, the low prevalence of common genetic mutations
and antiphospholipid antibodies suggests that other factors
may contribute more significantly to thrombotic risk in βT pa-
tients. Further research is needed to explore alternative ge-
netic and acquired thrombophilic conditions in this popula-
tion. Given the known morbidity caused by thrombotic events
in βT, our data underscore the importance of personalized
risk assessment in clinical practice.
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