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CONCISE REPORT

Possible familial Mediterranean fever in a Caucasian patient
with systemic lupus erythematosus
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We report the case of a Caucasian man with systemic lupus erythematosus who had recurrent fevers
and abdominal pain. He was later found to carry E148Q polymorphism of MEFV, the gene respon-

sible for familial Mediterranean fever.
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Introduction

Among the many potential features of systemic lupus
erythematosus (SLE) are serositis and fever. We
report the case of a patient with SLE who had both.
Unusually, he was subsequently found to carry a
mutation in MEFV, the gene responsible for familial
Mediterranean fever (FMF).

Case report

A 57-year-old male Caucasian presented in 1991 with
a malar rash and photosensitivity. Investigations dem-
onstrated a persistently raised ESR (50-90 mm in the
first hour), normal CRP and elevated autoantibody
levels: ANA 1:80, speckled pattern, anti-Ro > 1:64,
anti-dsDNA 550 units/ml (normal 0-30). Anticardio-
lipin antibody levels were not measured at the time but
were subsequently normal. He was hypocomplemen-
taemic with 0.37 g/l C; (normal 0.7-1.7 g/l) and
0.04 g1 C; (normal 0.16-0.54 g/l), and had mild
hypergammaglobulinaemia. There was mild anaemia
(Hb 12.0 g/dl), modest leucopenia (WBC between 2.0
and 4.0 x 10°/1) and mild thrombocytopenia (platelets
100-140 x 10°/1). A diagnosis of SLE was made.

In 1994, his symptoms worsened, with severe
arthralgia. He was started on hydroxychloroquine
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with alternate-day low-dose aspirin. His symptoms
stabilized.

In 1998, he developed intermittent abdominal pain,
which began in the periumbilical area and radiated to
the right hypochondrium. These attacks were charac-
terized by severe discomfort for 4-6 hours, gradually
settling over a few days. They were thought to repre-
sent episodes of abdominal serositis, possibly lupus
related. In 2001, he had a normal colonoscopy and
colonic biopsy.

In June 2002, he reported recurrent low-grade fevers,
which had increased in frequency to twice a month. In
retrospect, he had had intermittent fevers for over
25 years. He generally found ibuprofen very effective.

In 2005, he underwent appendicectomy for perfo-
rated appendix. Postoperatively, he developed bilat-
eral pleural effusions and a pelvic collection, which
was drained under ultrasound guidance. The fluid
was straw coloured, and microscopy of the fluid
showed scanty white blood cells. No organisms were
grown in culture.

Subsequent testing showed that he was heterozy-
gous for the E148Q polymorphism of MEFV, the
gene responsible for FMF. He was started on regular
colchicine (500 pg daily). Over the next 6 months, he
had only one episode of mild fever and was free of
abdominal pain.

Discussion

SLE is associated with several causes of abdominal
pain, and peritonitis is common, but is not usually
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periodic.! FMF is an autosomal recessive disorder
characterized by sporadic paroxysmal attacks of
fever and serosal inflammation.? It has been described
most frequently in ethnic groups from the Eastern
Mediterranean, but it occurs in other ethnic groups
also. We are not aware of any reported cases of genet-
ically confirmed FMF in patients with lupus in the
English literature. Indeed, there is some speculation
that FMF may protect against SLE.? The pyrin
E148Q mutation occurs in 20% of the world popula-
tion but is very uncommon in Northern European
Caucasians such as our patient. On its own, MEFV
E148Q is not adequate to cause FMF, but it can con-
tribute to an inflammatory phenotype.* A number of
these patients respond well to long-term colchicine
prophylaxis.

The clinical features of our case were not suggestive
of antiphospholipid syndrome. The abdominal pain
may have been due to lupus serositis or to an FMF-
related syndrome, although the last episode was
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clearly caused by appendicitis. The partial response
of the fevers to low-dose colchicine suggests that
they were due, at least in part, to disease associated
with his MEFV mutation. Our case illustrates the dif-
ficulty in diagnosing the cause of recurrent fevers in
patients with lupus and the need to consider alterna-
tive diagnoses.
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