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Imaging View of Arterial Tortuosity Syndrome - Case Report
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ABSTRACT

Background: Arterial tortuosity syndrome is one of the autosomal recessive diseases and caused by
alterations (mutations) in the SLC2A10 gene. It is a rare disorder worldwide and in Saudi Arabia. Its
prevalence is unknown. In the medical literature, about 100 cases have been reported.
Objectives: An approach for how to diagnose a case of arterial tortuosity in newborn.

Material and methods:

A radiological view report of a case aged 21 days old female baby patient

presented to emergency department with vomiting and fever for one week.
Results: She was managed in Abha Maternity and Child Hospital and referred to the tertiary center for

advanced management and follow up.

Conclusion: Arterial tortuosity syndrome usually presents with a different set of clinical features among
reported cases and its manifestations going with the mutation type.
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INTRODUCTION

Arterial tortuosity syndrome is rare disorder
worldwide and in Saudi Arabia. Its prevalence is
unknown. In the medical literature, about 100 cases
have been reported. Arterial tortuosity syndrome is
one of the autosomal recessive diseases and caused
by alterations (mutations) in the SLC2A10 gene .

Its clinical manifestations include vascular
features like tortuosity and elongation of the major
arteries, pulmonary artery stenosis, pulmonary
hypertension and non-vascular connective tissue
related symptoms like a hernia, dysmorphic facial
features and joint and skin laxity @.

Also, ventricular hypertrophy could be seen
regularly. Many patients have an enormous face
with micrognathia ©.

In 1967, Ertugrul described the first case of this
diseases, and then numerous cases have been
reported, but the exact nature of Arterial tortuosity
syndrome is unknown &%

The study was done after approval of ethical
board of King Khalid university.

CASE DESCRIPTION

A 21-days-old female baby patient presented to
emergency department with vomiting and fever
since one week, she was born at full term gestation
spontaneously via vaginal rout at 28/3/2017. The
baby was vigorous at birth with
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good tone, regular respiration and a heart rate >100
pulses per minute, no resuscitation was required.

Baby admitted to Abha Maternity and Children
Hospital from the Emergency Department at the
age of 21 days due to frequent projectile vomiting
that continued for one week before admission. The
baby was dehydrated and irritable. There was a
history of fever. After admission to side room
abdominal ultrasound was done which confirmed
the diagnosis of pyloric stenosis, so baby shifted to
Neonatal Intensive Care Unit for surgical
intervention.

Pyloromyotomy was carried out on 27/4/2017,
and no post-operative complications reported.

After surgery a computed tomography
angiography was done which showed significant
tortuosity of the focal aorta and coarctation beyond
the branching of the left common carotid artery and
left subclavian artery (aortic arch diameter = 7 mm
and the descending aorta diameter = 4 mm). Also,
there was early branching of the pulmonary arteries
with short pulmonary trunk and narrowing of the
left pulmonary artery at its bifurcation from the
pulmonary trunk. Besides, there was multiple
collaterals in the right upper arm at the site of
contrast injection. Moreover, there was Pectus
excavation of the sternum (Figure 1).
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Fig 1c

Figure 1(a,b,c): 3D, axial and oblique coronal enhanced CT images demonstrate redundancy and tortuosity
of the aortic arch and descending aorta (yellow arrows), pulmonary arteries (red arrows) and neck arteries

(white arrow)

DISCUSSION

Avrterial tortuosity syndrome presents with a
personalized different set of clinical features. Its
manifestation depends on the mutation type.
Literature showed that the most common
presentation in all children is tortuous artery ©° 9,
There was not available gene analysis in the local
and national hospital for our case, but the
characteristic ~ angiographic  feature  showed
significant tortuosity of the aorta, focal coarctation
beyond the branching of the left common carotid
artery and left subclavian artery which is giving a
clue to the diagnosis of Arterial tortuosity
syndrome and diagnosis seemed reasonable. In the
past, this syndrome ascribed to the 20g13.1 gene
but newly evidence approved the role of another
gene in the mutation ™ ®. Some literatures indicated
the presence of an elongated typical face
micrognathia and high palate which was not
features in our case ¢ %19,

Wessels et al. concluded that approximately 41
percent of the patient died in first five years of life,
but there is one case that presented in 51 years old
in addition to one child presented with pyloric
stenosis at the age of one month ©® and here by, it
is usually miss diagnosed within other connective
tissue disorders. Callewaert et al. reported 16 cases
of Arterial tortuosity syndrome in the 12 families
that two cases were presented with stroke (18 and
23 month years old) ™.

The interventional radiological management of
syndrome is going with its consequences. For
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example, repair of peripheral pulmonary stenosis or
aortic arterial aneurysm. In the present case, our
management was like conservative due to the
consequence and patient need. Asymptomatic
arterial tortuosity does not need to any intervention
unless in the cases of stenosis or aneurysm that
needs to a specific intervention. Follow up of the
patients for the complications, and for if the
pulmonary stenosis becoming worse, appropriate
intervention should be done.

CONCLUSION

In conclusion, Arterial tortuosity syndrome
usually presents with a different set of clinical
features among reported cases and its
manifestations going with the mutation type. The
most common presentation is a tortuous artery, and
more report of this rare case can help to better
diagnosis of arterial tortuosity syndrome.
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