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Abstract

Goldenhar’s syndrome is a rare variant of oculo-auriculo-vertebral
dysplasia characterized with ear,cardiac, and vertebral anomalies,
facial asymmetria and mandibular hypoplasia. The etiology of
Goldenhar’s syndrome still remains unclear. Here we report a case
of a 5 day old female with Goldenhar’s syndrome and intracar-
diac aneurysm. (The Medlical Bulletin of Haseki 2011, 49: 90-2)

Key Words: Goldenhar’s syndrome, microtia, intracardiac

Ozet

Goldenhar sendromu kulak, kalp ve vertebra anomalileri, fasiyal
asimetri ve mandibula hipoplazisi ile karakterize okulo-aurikulo-verte-
bral displazinin nadir bir varyantidir. Goldenhar sendromunun etyolo-
jisi hala belirsizligini korumaktadir. Burada, intrakardiyak anevrizmasi
ve Goldenhar sendromu olan 5 gunlik disi bir olguyu sunduk. (Ha-
seki Tip Balteni 2011; 49: 90-2)

Anahtar Kelimeler: Goldenhar sendromu, mikrotiya, intrakardiyak

aneurysm anevrizma
Introduction length 49 cm, and occipitofrontal head circumference
35 cm. Physical examination revealed bilateral dysplasia of
Goldenhar’s  syndrome  [(oculo-auriculo-vertebral ~ the external ears and bilateral preauricular skin tags

syndrome (OAVS)] is a congenital condition characterized
by various anomalies classically involving the face, eyes,
and ears. This disorder was first described by Dr. Maurice
Goldenhar in 1952 (1). Later, in 1963, Gorlin et al. named
it as oculo-auriculo-vertebral syndrome (2). The incidence of
OAVS has been estimated to be 1:3500-1:5600 live births,
with a male:female ratio of 3:2 (3). Familial history sug-
gesting an autosomal recessive and dominant pattern of
inheritance has been reported. However, the majority of
the OAVS cases are sporadic and without a known etiolo-
gy (4-6). Here, we report a newborn with Goldenhar’s
syndrome and intracardiac aneurysm.

Case Report

The patient, a 5-day-old female infant, was the second
child of nonconsanguineous young parents: the mother
was 29 and the father was 34 years old. The first child was
healthy. Delivery was uneventful; birth weight was 2700 g,

(Figure 1). The child developed severe respiratory distress
and was transferred to the neonatal intensive care unit.
Ultrasound of the cranium and abdomen were normal
and x-ray of the spine showed normal vertebra. Left inter-
atrial septal aneurysm was detected on echocardiography
(Figure 2). Karyotyping of lymphocytes from peripheral
blood with GTG banding was normal (46,XX).
Ophthalmological assessment was normal. The child pro-
gressed with ongoing improvement to the respiratory con-
dition. She is currently followed up, receiving medical
treatment and awaiting heart surgery.

Discussion

Goldenhar’s syndrome (oculo-auriculo-vertebral spectrum)
is a condition featuring the following triad of anomalies: ocular
anomalies, otic anomalies, and vertebral anomalies (7,8).
Multiple malformations, including congenital heart disease,
have also been reported (9).
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The etiology of Goldenhar’s syndrome is itself related
to vascular disruption, particularly of branches of the
internal and external carotid arteries, which leads to
morphogenetic alterations in the structures derived from
the first and second branchial arches of the first
pharyngeal pouch, the first branchial cleft, and the
primordial of the temporal bone (10,11,12). In addition,
studies with animal models have suggested that
Goldenhar's syndrome occurs due to a vascular disruption
in the embryo, at 35 to 40 days gestation (8,13).

Figure 1. Patient with Goldenhar’s syndrome: Bilateral dysplasia of
the external ears, bilateral preauricular skin tags (A,B)
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Affected individual may have unilateral microphthalmia,
and upper eyelid coloboma, hypoplastic jaw, hypoplasia of the
facial musculature, microtia, low set ears, preauricular tags,
pretragal blind-ended fistulas, dysplasia of the external ear,
hemivertebra or hypoplasia of cervical, thoracic or lumbar
vertebrae, epibulbar dermoids or lipodermoids, cleft lip and/or
palate as well as cardiac, renal and central nervous system
anomalies (3,8,14). In some cases, the development of
specific features and the severity of the clinical presentation
were related to cerebral alterations frequently described in the
literature (15,16).

In this paper, we report an unusual coincidence
of Goldenhar's syndrome and intracardiac aneurysm that
has not been described previously. The patient had
bilateral dysplasia of the external ears and bilateral preauricular
skin tags. The echocardiogram revealed left interatrial septal
aneurysm. The child developed severe respiratory distress and
was transferred to the neonatal intensive care unit. Ultrasound
of the cranium and abdomen were normal and x-rays of the
spine showed normal vertebra.

The real frequency of cardiovascular malformations in
subjects with of Goldenhar’s syndrome is unknown due
to the different results published in the literature (5% to
58%) (17,18). Previous reports have described congenital
heart diseases, and tetralogy of Fallot was the most
commonly encountered cardiac malformation affecting 6
out of 13 infants with Goldenhar’s syndrome (19)

Since the majority of Goldenhar’s syndrome cases are
sporadic, the risk of recurrence is low, although some
authors have reported empirical risk of up to 6% for first
degree relatives of affected children. To our knowledge
this is the first report of a coincidence of intracardiac
aneurysma and Goldenhar’s syndrome.

Figure 2. The echocardiogram image of the patient with Goldenhar’s
syndrome: The arrow show the left interatrial septal aneurysm
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