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Case Report

Congenital Absence of the Inferior Vena Cava and Genetic
Coagulation Abnormalities: A Rare Associated Risk Factor
for Recurrent Idiopathic Deep Vein Thrombosis

Matteo Parma, MD, Daniela Belotti, BIOL.Sci.D, Sara Marinoni, MD,
and Enrico Maria Pogliani, MD

Haematology Division San Gerardo Hospital, Universita di Milano-Bicocca Monza, Italy

Summary: Congenital absence of the inferior vena cava (AIVC)
has been reported as a risk factor of deep vein thrombosis (DVT) in
young people. DVT is caused by an interaction between congenital
coagulation abnormalities and acquired risk factors. We observed
an 18-year-old patient with AIVC who developed recurrent deep
vein thrombosis at the left leg. Molecular studies showed an
etherozigousity for FV Leiden gene (G1691A) and a homozigousity

for methylenetetraidrofolate reductase gene (C677T) in absence of
folate and vitamin B , deficiency. After the second DVT episode, the
patient has been treated with heparin and oral anticoagulant without
discontinuation.

Key Words: Thrombosis—Absence of inferior vena cava—Factor V
Leiden.

The incidence of deep vein thrombosis (DVT)
in Western population is estimated at 1 in 1,000
individuals per annum (1). DVT is caused by an
interaction between congenital coagulation ab-
normalities and acquired risk factors (2).
Congenital absence of the inferior vena cava
(AIVC) has been reported as a risk factor of DVT
in young people (3-6). However, the percentage
of AIVC in patients with DVT could have been
underestimated because the standard diagnostic
tool (compression B-mode scanning ultrasono-
grapy) does not allow accurate examination of
abdominal veins because they cannot be ade-
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quately compressed (7). Nevertheless in few
cases, recently reported, we cannot observe a
congenital thrombophilic state. We report a pa-
tient with recurrent DVT caused from acquired
and congenital risk factors.

CASE REPORT

In 1990, we observed an 18-year-old patient
in whom a deep vein thrombosis at the left leg
developed. Inferior vena cava congenital absence
was identified on abdominal contrast-enhanced
computed tomography. Coagulation study
showed normal plasma levels of antithrombin III,
protein C, and protein S. LAC and anticardiolipin
autoantibodies were not present.

The patient was treated early using heparin
and oral anticoagulation for 12 months; during
this period, complete resolution of thrombosis
occurred. Eight years later, a new deep vein
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thrombosis developed in the right leg; molecular
studies showed an etherozigousity for FV Leiden
gene (G1691A) and a homozygosity for methyl-
enetetraidrofolate reductase gene (C677T) in the
absence of folate and vitamin B,, deficiency.
The patient has been treated with heparin and
oral anticoagulants without discontinuation.

DISCUSSION

The prevalence of congenital venous malfor-
mations has been estimated at 1% of the general
population (8) and IVC abnormalities are present
in approximately half of these cases. All previ-
ously described congenital conditions predispose
to development of DVT by inducing a hyperco-
agulable state.

In recently reported cases (4,5), no patients
present with congenital coagulation abnormali-
ties in association with IVC anomalies; on the
contrary in our patient, presenting with an IVC
anomaly, we showed the concomitant presence
of factor V Leiden and MTHFR mutations.

In a patient series with IVC anomalies, there
were no recurrences of DVT in the subsequent 24
months of oral anticoagulant (OA) therapy but
it is doubtful that a long-term follow-up would
be necessary. In our patient, a new DVT event
occurred 8 years after OA discharge, perhaps be-
cause two congenital coagulation abnormalities
were present. When observed for a long time,
IVC abnormalities in young people are presum-
ably associated with a constant lifelong throm-
bosis risk; of course, in our patient, who presents

with two congenital risk factors for DVT, it would
be mandatory to continue OA drug just after the
first DVT event.

In conclusion, further studies are required to
evaluate the long-term outcome of patients with
AIVC, and the optimal duration of warfarin ther-
apy in the patients with AIVC and an associated
thrombophilia state.
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