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Neurofibromatosis type 1
associated with coarctation
of the abdominal aorta
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To the Editor

Neurofibromatosis typel (NF1), is an
autosomal dominant disease due to muta-
tion in NF1 gene, affecting one in 3000 per-
sons.! NF1 vasculopathy is a rare complica-
tion of NF1 with a frequency ranging from
0.4-6.4%." It includes aneurysms, arterial
stenosis, aorta coarctation, and arteriove-
nous malformations and it is highly associ-
ated with premature death. Coarctation of
the abdominal aorta is a rare complication
of NF1 in which Midaortic syndrome has an
occurrence rate of <10% among NF1
patients.> We report a case of a 25-years-old
male with NF1 and coarctation of the

Figure 1. Multiple generalized dark brown

macules over the back.
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Figure 2. Generalized dark brown macules
and several scattered café au lait macules
over chest, abdomen, and left arm. Note
arteriovenous fistula on left arm.

abdominal aorta.

A 25-year-old Saudi male presented to
the dermatology clinic with asymptomatic
generalized brown spots since childhood.
These spots continued to increase in size
and number with time, but the cause was
never investigated. No family members
have similar skin lesions. Cutaneous exam-
ination revealed numerous generalized dark
brown macules (Figure 1). In addition, he
had several scattered café au lait macules
(Figure 2). His past medical history
includes hypertension, renal artery stenosis,
and abdominal aorta stenosis. Left nephrec-
tomy was performed in 2000 due to renal
artery stenosis. He has been on hemodialy-
sis due to declining renal function since
2011. CT angiogram showed significant
focal stenosis of the abdominal aorta inferi-
or to the level of the superior mesenteric
artery (Figure 3). Furthermore, he had
stenosis of several other abdominal arteries
including right renal artery, celiac artery,
and superior mesenteric artery. Whole
exome sequencing on a peripheral blood
sample identified a heterozygous mutation
in the NF1 gene. Based on the above find-
ings, a final diagnosis of NF1 associated
with coarctation of the abdominal aorta was
made.

Coarctation of the aorta is a rare com-
plication in patients with NF1. One large
study showed that only 5 patients had
coarctation of the aorta among 2322
patients with NF1.3 Oderich et al.! reviewed
the literature from 1957 to 2005 and found

Figure 3. CT angiogram showing signifi-
cant focal stenosis of the abdominal aorta
inferior to the level of the superior mesen-
teric artery.
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that 237 patients with NF1 had associated
vascular abnormalities. Renal artery lesions
were the most prevalent (41%) while
abdominal aorta coarctation or aneurysm
were found in 12% of patients. The patho-
genesis is unknown; however, there is role
of neurofibromin deficiency in producing
endothelial dysfunction.! Several case
reports demonstrated the
between abdomen aorta coarctation and
NF1.245 Our patient developed end stage
renal disease and unilateral nephrectomy at

association

young age due to the associated coarctation
of the abdominal aorta. We believed that
early detection and frequent evaluation of
vascular involvement are essential to pre-
vent end organ complications and for timely
intervention of vascular reconstruction.
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