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GOLDENHAR SYNDROME 

Deepak Kumar*, Sonika Gupta**, Niraj Gupta 

A 4 day old neonate was brought with the history 
of having yellowish discolouration of skin since 1 day. 
He was the product of a normal delivery and had facial 
cleft on right side along with preauricular tags and 
facial tag on the right side. His cardiovascular status 
was normal and he had no other apparent congenital 
malformation. His serum bilirubin value was 13mg% 
with no blood group incompatibility and G6PD levels 
were normal. Abdominal ultrasonography didn’t reveal 
any congenital renal malformation and radiographs of 
the cervical spine were also normal. Antenatal history 
was also normal. The infant was diagnosed with having 
Goldenhar syndrome with physiological jaundice. 

Goldenhar syndrome also known as oculo-auriculo-
vertebral syndrome is a sporadic or autosomal 
dominant syndrome. It is associated with abnormalities 
of first and second brachial arches and is characterized 
by unilateral or bilateral microtia/anotia/atresia, 
preauricular tags, facial tags, conductive hearing loss, 
epidermal lipodermoids, microphthalmia, mandibular 
hypoplasia, maxillary hypoplasia, macrostomia, 
cervical vertebral anomalies and congenital heart 
disease (1). An accessory tragus is consistently found 
in Goldenhar syndrome (2). Over 90% of these infants 
have ear abnormalities (small or unusually shaped 
ears, preauricular tags, and pits). Congenital heart 
disease may be present in one third of the infants. 

More than 80% of the infants have normal intelligence 
(3). The cause of Goldenhar syndrome is largely 
unknown. However, it is thought to be multifactorial, 
although there may be a genetic component, which 
would account for certain familial patterns. It has been 
suggested that there is a brachial arch development 
issue late in the first trimester. An increase in Goldenhar 
syndrome in the children of Gulf War veterans has 
been suggested but the difference was shown to be 
statistically insignificant (4). 
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A 2 months old boy was admitted to the intensive 
care unit of our hospital with convulsions. This child was 
born of normal vaginal delivery and had a birth weight 
of 2.9 kg. He was exclusively breast fed. There was 
no fever or trauma or birth asphyxia. He was admitted 
to another hospital with generalized convulsions at 

the age of 1 1/2 months. After treatment for 10 days 
there, the seizures did not improve and thus the child 
was referred to our hospital. On admission, the child 
had generalized tonic clonic convulsions. The child was 
treated with intravenous phenobarbitone followed by 
intravenous phenytoin but as the seizures continued 
and so midazolam infusion was started. On midazolam 
infusion, seizure episodes were partially controlled. 


