Cerebral aneurysm
in a patient with
Loeys-Dietz syndrome

Sir,

The Loeys-Dietz syndrome (LDS) is an autosomal
dominant genetic disease, characterized by the presence
of cerebral, thoracic or abdominal arteries aneurysms or
dissections, and skeletal manifestations. There are two
different types: Type I with craniofacial manifestations
and a triad of arterial tortuosity, hypertelorism, and
bifid uvula or palate, and type II with cutaneous
manifestations that have no craniofacial abnormalitiesor
cleft palate, but have bifid uvula.

The symptomatic patient was a 46-year-old woman
with LDS, who presented with aneurysm rupture of
the abdominal aorta, which was surgically resolved and
genetic mutation was identified in the resected specimen
and blood, confirming the clinically suspected diagnosis.
During her stay in the institution, brain magnetic
resonance imaging (MRI) was performed, which
revealed the presence of two intracranial aneurysms,
one located in the carotid artery and one in the vertebral
artery, the latter with a wide neck [Figures 1 and 2]. The
management was decided by endovascular therapy,
thus embolization of the aneurysms was performed. The
patient evolved satisfactorily.

In 2005, this rare syndrome was described by Loeys
et al. The endovascular management of intracranial
aneurysms associated with Loeys-Dietz syndrome has
been reported rarely in the literature."!

Vascular dilatation or dissection of the aorta and/or
aneurysms and arterial tortuosity can be detected by
angioresonance or an angio view in 95% of the cases.
Patients may have mitral valve prolapse, ectasia of
the pulmonary artery, patent ductus arteriosus, atrial
septal defects or a bicuspid aortic valve. The skeletal
manifestations include: Pectus excavatum or pectus
carinatum, scoliosis, joint laxity, like: Positive thumb and
wrist signs and/or equine varus feet; arachnodactyly, flat
feet, osteoporosis, brachycephaly or trigonocephaly, and
may have malar hypoplasia with retrognathia.”

Cutaneous findings include: Thin skin with very
visible venous circulation, friable, and poor healing.
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Figure 1: Cerebral angiography, oblique view, with right internal carotid
injection showing a cavernous aneurysm

Figure 2: Vertebral angiogram with 3D rotational reconstruction image
demonstrating a right vertebral artery aneurysm

Others: Disorders of refraction (myopia), dental enamel
dysplasia, and atlantoaxial instability. Spontaneous
rupture of the spleen, intestine or uterus during
pregnancy, have also been reported. Complications
include rupture of aneurysms, with a mean age of
26 years, and a high rate of obstetric complications.!

The differential diagnosis includes Marfan syndrome,
congenital contractural arachnodactyly, mitral valve
prolapse, aortic enlargement, skin and skeletal findings,
(MASS) syndrome, vascular Ehlers Danlos, and others
pathologies. In the Loeys-Dietz syndrome, abdominal
aneurysms have been identified in 10% of patients; the
aneurysms may involve the iliac arteries. Diagnosis of the
Loeys-Dietz syndrome is based primarily on the clinical
features and is confirmed by molecular genetic testing of
the TGFBR1 and TGFBR2 genes. The approach to patients
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with intracranial aneurysms, in the context of Loeys-Dietz
syndrome, by the endovascular technique, is safe and
effective and should be considered in the integrated
management strategies for this rare disease."**!
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