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Goldenhar syndrome with left bronchopulmonary agenesis:

A rare association

B. Ghimire, B. Thapa, U. K. Shrestha , P. Sayami

Cardio Thoracic and Vascular Unit, Department of Surgery, Tribhuvan University Teaching Hospital, Nepal.

Correspondence to: Bikal Ghimire, T.U.T.H, Kathmandu, Nepal.

Email: bikalghimire@gmail.com

Abstract

An eleven years female presented with recurrent chest infection since childhood with markedly
diminished air entry on her right chest and mediastinal shift. She also had vague facial deformity with
multiple auricular appendages. Computed tomography showed collapse of the left lung and on
thoracotomy, complete agenesis of the left lung was noted. Goldenhar anomaly is rare and presents
with variable degree of external anomaly. Its association with bronchopulmonary agenesis is extremely
rare with few cases reported in the world literature. Features of other congenital should be sought for
in a child with facial asymmetry, external auditory appendages, malformation of the, nose, soft palate,
lip and mandible etc so that appropriate treatment can be administered.

Introduction

Goldenhar’s syndrome is also known as the Goldenhar-
Gorlin syndrome (Maurice Goldenhar, Robert James Gorlin).!
It presents with variable features but the consistent findings
are, hemifacial microsomia, weakness of the muscles of
mouth and teeth, dermoid in the eye, some degree of hearing
loss, external auditory appendages etc.'? Patients may also
have skeletal, cardiac, renal and CNS abnormality. It is more
common in the males (70%).

Casereport

Our patient was an 11 year old female suffering from recurrent
bouts of chest infection treated with medications since
childhood. She suffered from low grade, intermittent fever
with occasional shortness of breath and unproductive
cough. On examination, she had slight deformity of the face
with deviation to the left and multiple ear appendages (Fig.
1, 2). She had high arched palate with moderate hearing
loss on her left ear.
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Slight deformity of the face with mandibular
hypoplasia on the left side

Fig. 1:
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Fig. 2: Auricular appendages

The trachea was deviated to the left with diminished air
entry on that side. Computed tomography scan of her chest
showed collapsed left lung with gross mediastinal shift to
the left, crowing of ribs and tracheal shift to the left. The
Lobar bronchus was not visualized but the right lung was
hyper inflated. With the impression of left lung collapse,
she underwent left thoracotomy. The operative findings
noted were, complete agenesis of left lung with a short left
bronchial stump and a large thymus gland. Extensive
literature review and correlation of her facial abnormalities
finally led us to conclude it as a rare case of left
‘Bronchopulmonary agenesis’ with ‘Goldenhar anomaly’.
On further investigations, she did not have any cardiac or
vertebral anomalies. On examination of the eye, there were
no epibulbar dermoids and there was no evidence of mental
retardation. The pregnancy and delivery were normal and
the mother also had not taken any teratogens during her
pregnancy.
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Fig. 3: Chest X —ray showing tracheal deviation
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Fig. 4: CT scan of the chest with gross mediastinal shift
Discussion

Goldenhar syndrome is also known as
oculoauriculovertebral spectrum or OAV syndrome. It has
variable presentation and involves malformation of the
external ear, nose, soft palate, lip and mandible etc but is
usually asymmetrical hence it is also called hemifacial
microsomia specially if there is no other internal organ
involvement.? The defect involves structures arising from
the first and second branchial arches, the first branchial
pouch, the first branchial cleft and the primodia of the
temporal bone.*

The diagnosis of this condition is controversial due to
varied clinical presentations.’ There has been a few reports
of pulmonary agenesis and goldenhar syndrome in the
literature.*”** When pulmonary agenesis is associated with
Goldenhar syndrome, it is referred as an expanded Goldenhar
complex. Most of the case reports have been of infants.
Our patient exhibited microtia with peri-auricular appendices
and facial asymmetry which is considered a typical feature.'
Cleft lip is observed in 5% of the cases and the frequency
of cardiovascular anomaly ranges from 5 to 58% but our
patient had a high arched palate with no evidence of cleft
lip or any cardiovascular anomaly.!! 2

In our patient there was no familial occurrence and the
mother also had not taken any medication during pregnancy.
Though two neighboring microdeletions of 5q13.2 were
reported in a patient with Goldenhar syndrome, no definite
genetic origin has been identified.”* Goldenhar’s syndrome
may be a sporadic event occurring early in the
embryogenesis.

Pulmonary agenesis has been reported in patients with
Goldenhar syndrome and most of them are unilateral.” Most
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of these patients suffer from respiratory distress in the
neonatal period. Our patient was diagnosed with the
anomaly very late and was being treated for recurrent chest
infection.

Conclusion

Any child with facial asymmetry, external auditory
appendages, malformation of the, nose, soft palate, lip and
mandible etc should be investigated for other associated
congenital malformations of the internal organs so that they
can be managed early.
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