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Two sisters with one disease: Giant cell arteritis within one family
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Giant cell arteritis (GCA) is the most
common of the vasculitides, with the incidence
varying from 21.57 in Scandinavia to 7.26 per
100,000 in the rest of Europe. GCA follows a
polygenic inheritance pattern and rare familiar
clustering.®* Thomsen et al.” reported a study in
which only 1% of observed individuals diagnosed
with GCA had a first-degree relative with GCA.
Moreover, calculated familiar concordant risk
for GCA was 2.14, and it was only significant
for individuals having a female relative affected.
A similar study showed the concordant familiar
risk for ankylosing spondylitis, systemic lupus
erythematosus, Sjégren syndrome, systemic
sclerosis, polymyositis/dermatomyositis, and
rheumatoid arthritis to be 18.42, 14.04, 8.63,
4.50, 4.03, and 3.03, respectively.® Difference
in familiar risk for concordant disease, presented
as SIR (standardized incidence ratio), is shown in
Table 1 using parents and siblings as probands,
using both if applicable.’ Herein, we report
on the cases of two sisters, who had GCA

diagnosed within less than a year, and their
brother.

Case 1- A 67-year-old female with an
unremarkable medical history and positive family
history of pancreatic cancer was admitted to our
department following one month of fever without
any infection signs. The patient complained about
unilateral blurry vison, malaise, and weight-loss.
Laboratory results showed elevated C-reactive
protein (CRP) and erythrocyte sedimentation rate
(ESR) without leukocytosis and normocytic anemia.
The patient continued to spike fever despite
being administered wide-spectrum antibiotics.
Detailed work-up and computed tomography were
performed and showed inflammatory changes in
subclavian and axillary arteries. An inflammatory
signal was later confirmed using color Doppler
ultrasonography in both subclavian arteries and
the right axillary artery, while temporal arteries
showed no signs of inflammation.

Case 2- A 63-year-old female with a
positive family history of pancreatic cancer was
hospitalized after several months of low-grade
fever, fatigue, weight loss, and intermittent upper
abdominal pain spreading to the back. The
patient complained of left temporal headache.
Initial laboratory workup also revealed elevated
CRP and ESR without leukocytosis, discreate
normocytic anemia, and no other pathological
results. Color Doppler ultrasonography was
done, and it showed signs of inflammation in
both temporal arteries (halo sign).

Case 3- A 58-year-old male with an
unremarkable medical history, recently reported
blurred vision, and progressive poor eyesight in
the right eye presented to our clinic. The patient
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Table 1. Familiar risk of concordant autoimmune disease

SIR (standardized incidence ratio)
Autoimmune disease Parents only Siblings only Both parents and siblings
Giant cell arteritis (GCA) 2.04 1.94 N/A
Rheumatoid arthritis (RA) 2.64 2.86 7.17
Ankylosing spondylitis (AS) 16.12 16.57 80.28
Polymyositis/dermatomyositis (PM/DM) N/S 7.39 N/A
Sjogren syndrome (SS) 8.01 941 24.69
Systemic sclerosis (SSc) 4.28 3.92 N/A
Systemic lupus erythematosus (SLE) 13.30 13.55 19.53
For PM/DM only sibling risk was significant so parent risk is not shown (N/S); Familiar risk for GCA, PM/DM and SSc for individuals
with both parents and siblings affected is not available (N/A) since no such cases were observed.”

is currently under ophthalmologic workup, and
the differential diagnosis includes ischemic optic
neuropathy.

Patient 1 is the older sister of Patient 2, and
Patient 3 is their brother (Figure 1). Patients 1
and 2 were diagnosed with GCA, started on
glucocorticoids, and are currently in remission on
low-dose oral methylprednisolone. Patient 3 is
still under examination, and his clinical symptoms
might include elements of GCA.

In conclusion, the majority of the studies
about familiar risk of GCA are done in the
North-European area, in which population the
incidence of GCA is higher in general. Further
studies of familiar risk are required in populations
with lower background incidence of disease.
GCA should be considered in elderly patients
presenting with unexplained inflammatory
condition, particularly if a first-degree relative with
concordant disease is present.
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Figure 1. Family tree. Patients 1 and 2 (black circles) diagnosed with GCA and Patient 3 (cuboid with the question mark)
with probable GCA. Other deceased and living members of the family shown as circles (females) and cuboids (males).

GCA: Giant cell arteritis.
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