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CASE REPORT

Abstract:

Goldenhar syndrome is a rare congenital anomaly 

involving the first and second branchial arches. It 

has been reported with the incidence between 

1:3500 and 1:5600, with a male: female ratio of 

3:2. The exact etiology is unknown. Most of the 

cases have been sporadic. This paper presents a 

rare case of Goldenhar syndrome in a 6 year old 

boy reported to us for the fabrication of removable 

ear prosthesis for esthetic purpose. 
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Introduction:

Goldenhar-Gorlin syndrome is also known as 

facio-auriculo-vertebral dysplasia, unilateral 

craniofacial microsomia, first arch syndrome, first 

and second branchial arch syndrome, unilateral 

mandibulo facial dysostosis, unilateral intrauterine 

facial necrosis, auriculo-branchiogenic dysplasia, 

facio-auriculo-vertebral malformation complex [1, 

2]. We are reporting a case of Goldenhar syndrome 

in a 6 year old boy with ear deformities, ocular 

dermoids, facial paralysis, mental retardation and 

skeletal abnormalities with hypoplasic malar and 

maxillary bone.
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Case Report: 

A 6 year old male patient, born of nonconsan-

guineous marriage, presented to our department 

with the complaint of deformed left ear since birth. 

It was associated with decreased hearing. Medical 

history revealed cleft palate surgery at the age of 1 

year. The child was born of a full-term normal 

delivery and there was no history of any maternal 

illness during the pregnancy. But the child was 

cyanotic at the time of birth. All other family 

members were normal. Personal history showed 

normal bowel and bladder habits, undisturbed 

sleep. On general examination, he was conscious 

and cooperative but had reduced grasping power 

and learning skills. Vital signs were within normal 

limits with no peripheral signs. Altered posture was 

noticed as the shoulder levels were not at same 

level (Fig. 1). On extra oral examination, facial 

asymmetry was detected due to hallowing of left 

cheek and hypoplasia of left malar region, 

hypoplasia of maxillary bone and prognathic 

mandible (Fig. 2). Facial profile was straight and 

leptoprosopic facial form was noticed. Deformed 

left ear and ear tags were seen on the right side (Fig. 

3). Hypertelorism was present. Ocular changes 

showed whitish area near outer canthus of both 

eyes approximately measuring 1x1cms suggestive 

of epibulbar dermoids on both sides (Fig. 4). 
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Cranial nerve examination revealed left facial 

nerve paralysis as he was unable to raise his 

eyebrows, no wrinkles on the forehead and unable 

to blow the cheeks on left side. On intraoral 

examination, palatal scar noticed suggestive of 

previous surgery for cleft palate and hard tissue 

examinations showed multiple root stumps and 

Angle's class III malocclusion. The ortho-

pantomograph showed mixed dentition (Fig. 5) 

and the lateral cephalograph revealed malar and 

maxillary hypoplasia (Fig. 6). We diagnosed the 

patient as a case of Goldenhar syndrome on the 

basis of multiple accessory tragi, ocular dermoids, 

hypoplastic malar process, facial nerve paralysis, 

mental retardation and skeletal abnormalities. 

Patient was referred for auricular surgery 

followed by ear prosthesis replacement. 
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Fig. 1: Altered Posture As the Shoulder Levels 
were Not at Same Level

Fig. 2: Hypoplasia of Left Malar and Maxillary 
Process and Left Deformed Ear

Fig. 3: Accessory Ear Tags in the Preauricular 
Region on Right Side

Fig. 4: Ocular Changes showing Dermoids in 
the Conjunctiva of Left Eye

Fig. 5: Orthopantamograph showing Mixed 
Dentition
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Discussion:

Oculoauricular dysplasia, consisting of 

preauricular appendages, fistulas, and epibulbar 

dermoids, was first described in 1952 by the Swiss 

ophthalmologist; Maurice Goldenhar Gorlin et al. 

(1963) included vertebral anomalies as signs of 

the syndrome and suggested the name Oculo-

auriculovertebral (OAV) dysplasia for this 

condition. Smith (1978) used the term facio-

auriculo-vertebral sequence to include both 

Goldenhar syndrome and hemifacial microsomia 

[2]. 

Goldenhar syndrome is a condition with a 

prevalence ranging from 1:3,500 to 1:7,000 live 

births, and a male-female ratio of 3:2 [2]. Although, 

most cases are sporadic, familial occurrences have 

been observed [3]. The etiology of GS remains 

unknown. Recently, Hartsfield (2007) [4] reviewed 

the literature and suggested that GS is resulted of 

some type of vascular perturbation and/or neural 

crestopathy during a critical time of embryo-

genesis. Although autosomal dominant, autosomal 

recessive and multifactorial inheritance patterns 

have been reported in the literature, most of GS 

cases are sporadic. 

Principal deformities of the Goldenhar syndrome 

are often combined with various malformations, 

such as:

• Cleft lip and/or palate tongue cleft, unilateral 

tongue hypoplasia, and parotid gland aplasia.

• Rib anomalies and anomalies of the 

extremities.

• Congenital heart disease (ventricular septal 

defects), anomalies of the urogenital and 

gastrointestinal system (ectopic kidneys, 

uretropelvic junction obstruction, and 

imperforate anus), anomalies of the central 

nervous system (occipital encephalocele), 

and anomalies of the larynx and lungs 

(tracheoesophageal fistula, esophageal 

atresia)

• Complex retardation of mental development 

[2]. 

In the present case, cleft palate, skeletal 

abnormalities, facial paralysis, mental retardation, 

hypoplasia of malar and maxillary process were 

noticed. 

Other syndromes associated with multiple 

preauricular tragi include Treacher-Collins 

syndrome, Wolf-Hirschhorn syndrome, Nager's 

acrofacial dysostosis, Wildervanck syndrome 

(cervicooculoacoustic syndrome), Townes-

Brocks syndrome and Delleman syndrome [5, 6]. 

Treacher Collins syndrome is associated with 

maxillary and mandibular hypoplasia but is not 
 associated with ocular and aural anomalies [7].

The treatment for this syndrome varies with age 

and systemic associations. But the main concern is 

for cosmetic purpose in uncomplicated cases. 

Reconstruction can be done with rib grafts in 

patients with mandibular hypoplasia and an 

underdeveloped maxilla can be lengthened by a 

bone distraction device. Reconstruction surgeries 

of the external ear may be performed at the age of 

6 to 8 years. In patients with milder involvement, 

jaw reconstruction surgeries can be done in the 
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Fig. 6: Lateral Cephalograph showing 
Hypoplastic Malar and Maxillary Bone
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early teens; epibulbar dermoids should be 
 surgically excised [7, 8]. Structural anomalies of 

the eyes and ears can be corrected by plastic 

surgery [7]. In otherwise uncomplicated cases 

without any systemic associations, Prognosis of 

the disease is good.

Acknowledgement:

Authors are thankful to the Department of Oral 

Medicine and Radiology, A.B Shetty Memorial 

Institute of Dental Sciences, NITTE University, 

Mangalore. 

Anusha Rangare Lakshman et al.JKIMSU, Vol. 6, No. 3, July-September 2017 

References
1. Gorlin RJ, Cohen MM, Hennekam RCM. Syndromes 

of head and neck 4thed. New York:Oxford University 
press; 2001.

2. Kokavec R. Goldenhar syndrome with various clinical 
manifestations. Cleft Palate Craniofac J 2006; 
43(5):628-634.

3.  Rollnick BR, Kaye CI, Nagatoshi K, Hauck W, Martin 
AO. Oculoauriculovertebral dysplasia and variants: 
phenotypic characteristics of 294 patients. Am J Med 
Genet 1987; 26(2):361-75.

4. Hartsfield JK. Review of the etiologic heterogeneity of 
the oculo-auriculo-vertebral spectrum (Hemifacial 
Microsomia). Orthod Craniofac Res 2007; 10(3):121-8.

*Author for Correspondence: Dr. Anusha Rangare Lakshman, Department of Oral Medicine and Radiology, 

Century International Institute of Dental Sciences and Research Centre, Poinachi, Kasargod, Kerala 

Email: dr.anusharl@gmail.com

5. Miller TD, Metry D. Multiple accessory tragi as a clue 
to the diagnosis of the oculo-auriculo-vertebral 
(Goldenhar) syndrome. J Am Acad Dermatol 2004; 
50(Suppl 2):11-3.

6. Schaffer JV, Antaya R. Genodermatoses. In: Bolognia 
stJL, Jorizzo JL, Rapini RP, editors. Dermatology. 1  ed. 

Elsevier Ltd; 2003: 926.
7. Kulkarni VV, Shah MD, Parikh AA. Goldenhar 

syndrome: A case report. J Postgrad Med 1985; 
31:177-9. 

8. Sharma JK, Pippal SK, Raghuvanshi SK, Shitij A. 
Goldenhar-Gorlin's syndrome: A case report. Indian J 
Otolaryngol Head Neck Surg 2006; 58(1):97-101. 


