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ABSTRACT

Goldenhar Syndrome is a rare, generally sporadic condition, whose physical manifestations include asymmetric incomplete facial development, 
epibulbar dermoids, auricular malformations e auricular appendices, vertebral anomalies, central nervous system disturbances, ocular 
irregularities and visceral abnormalities. Its etiology is not fully understood, with its incidence ranging from 1:3500 to 1:5600 live births, and 
a gender ratio of 3:2 (male: female), presenting more frequently in children with congenital deafness. The purpose of this case report was to 
describe clinical presentation of Goldenhar syndrome in a five-year old male with no significant family history, where almost all of the classic 
signs of the condition were present. Considering its involvement in craniofacial structures, its rarity, and its wide spectrum of symptoms 
and associated systemic abnormalities, knowledge of this condition is paramount for the dental surgeon.

Indexing terms: Craniofacial abnormalities. Diagnosis. Goldenhar syndrome.

RESUMO

A Síndrome de Goldenhar é rara e suas principais manifestações físicas incluem assimetria e desenvolvimento facial incompleto, tumores 
dermoides epibulbares, malformações na orelha e apêndices auriculares, anomalias vertebrais, distúrbios no sistema nervoso central, 
irregularidades oculares e anomalias viscerais. A etiologia desta condição não é claramente esclarecida e apresenta-se geneticamente 
variável. A incidência da Síndrome de Goldenhar pode variar de 1:3500 até 1:5600 nascidos vivos e relação por sexo de 3:2 (masculino: 
feminino), apresentando mais frequentemente em crianças com surdez congênita. O objetivo deste trabalho é apresentar um caso clínico 
de Síndrome de Goldenhar em paciente infantil de 5 anos de idade do sexo masculino, sem história familiar relevante relacionada à 
síndrome e que apresenta características claras desta condição. Considerando o envolvimento das estruturas craniofaciais da Síndrome de 
Goldenhar, sua raridade e o amplo espectro de sintomas e anormalidades sistêmicas associadas, o conhecimento desta condição é primordial 
para o cirurgião-dentista.

Termos de indexação: Anormalidades craniofaciais. Diagnóstico oral. Síndrome de Goldenhar. 

INTRODUCTION

Goldenhar syndrome, also known as Oculo-
Auriculo-Vertebral Spectrum (OAVS), lateral facial 
dysplasia, Goldenhar complex or first and second branchial 
arch syndrome1, is a rare condition that was first described 
in the early 1950s2. 

It is considered a variant of craniofacial (hemifacial) 
microsomia (CFM), a group of congenital malformations 
that occur during the embryonic development of the 

first and second branchial arches, which give rise to the 
ear, face and eyelids3-5. Therefore, patients present with 
the classic signs of CFM, such as unilateral asymmetric 
incomplete facial development, which may affect the 
mandible, maxilla, ears, soft tissues and nerves, as well as 
epibulbar dermoids and vertebral anomalies6-7. 

The incidence of Goldenhar syndrome ranges from 
1:3500 to 1:5600 live births, with a gender ratio of 3:2 
(male:female), presenting more frequently in children with 
congenital deafness, at a rate of approximately 1:1000 live 
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births8-9. Although its etiology is not yet fully understood, it 
has been postulated that an abnormal embryonic vascular 
supply, or disruption to the mesoderm, among other 
factors, may lead to a defective formation of the branchial 
arches10. 

Although most cases are sporadic, the presence 
of an autosomal dominant genetic marker, as well as 
multifactorial heredity have been suggested. However, 
while some chromosomal studies have not revealed any 
specific genetic abnormalities, it has been suggested 
that the 22q11 locus contains important genes that may 
influence regulatory signaling events in the development 
of the pharyngeal arch, which could potentially contribute 
to craniofacial dysmorphism11. 

The use of drugs such as thalidomide, retinoic 
acid, tamoxifen and cocaine during pregnancy have 
been suggested as risk factors for the development of 
this syndrome, while gestational diabetes, rubella and 
influenza have also been proposed as potential etiological 
factors12-13.

Taking into consideration its involvement in the 
formation of craniofacial structures, its rarity, its vast 
spectrum of physical characteristics and potential associated 
systemic abnormalities, knowledge of Goldenhar syndrome 
is paramount for dental surgeons14. 

Therefore, the present study reports a case of 
Goldenhar syndrome in a five-year-old male, with no 
significant family history, where almost all of the classic 
signs of the condition were present. Early diagnosis 
and management of Goldenhar syndrome by pediatric 
dentists can have a significant impact on the health of 
affected children.

CASE REPORT

A 5-year-old male was referred to the Pediatric 
Dental Clinic of São Leopoldo Mandic Dental School, 
Campinas, Brazil, seeking advice regarding dental treatment. 
The mother described an unrelenting need for dental 
treatment, with the chief complaint being "rotten teeth".

The patient medical history revealed consultations 
with neurologists, cardiologists, otolaryngologists and 
orthopedic surgeons, as well as sessions with speech and 
language therapists. A congenital heart defect was also 
reported (ventricular septal deviation, VSD), which was 
corrected surgically.  

The family history was unremarkable, with the 
patient’s siblings reported as healthy and without any 

congenital malformations. No teratogenic medications, 
alcohol or illicit drugs were used during pregnancy. The 
patient was born at term by caesarean section, and was 
considered appropriate for gestational age. Breastfeeding 
continued until 45 days of life, where formula milk was 
then introduced.

General examination revealed a mild scoliosis, with 
the presence of cuneiform vertebrae. Asymmetry of the 
face with unilateral CFM (left-sided) as well as hypoplasia 
of the muscles of mastication and facial expression, and 
the mandible, maxilla and zygomatic bones was observed. 
Unilateral (left-sided) macrostomia with excessive extension 
of the labial commissure (lateral extension of the angle 
of the mouth in a cleft fashion), which had undergone 
surgical repair (Figure 1), was also observed.

Micrognathia, left maxillary and mandibular 
hypoplasia and subsequent dental malocclusion, with 
the presence of cross-bite and open bite, and incomplete 
lip seal were also observed. In addition, an obvious nasal 
septum deviation was detected.

Figure 1. Photograph showing the frontal view of the patient’s face.

Microtia, pre-auricular skin tags and a narrow 
auditory canal were also observed on the left side (Figure 
2), with a diagnosis of partial deafness  established by an 
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otolaryngologistist. A small coloboma and a convergent 
strabismus were observed in the left eye.

His dental history, began at six months of age, 
reporting regular visits to the dentist (ever four months, 
on average). The mother reported a high intake of sweets 
by the patient, which may explain the presence of multiple 
active caries lesions found during intraoral examination. 	

Figure 2. Photograph of the left-side of the patient’s face.

Figure 3. Periapical  radiography showed maxillary atresia.

	 Clinical examination revealed the presence of 
a mixed dentition, compatible with the patient's age, 
and a sharp deviation from the dental midline were also 
observed. 

Periapical radiographs also revealed multiple caries 
lesions, as well as the morphology of the primary dentition, 
which also demonstrated physiological root resorption.

Panoramic radiography (OPG) confirmed the mixed 
dentition and, also revealed morphological changes in the 
coronoid process of the mandible and absence of the left 
condyle, with hypoplasia of this region showing reduced 
thickness of the ascending limb, in addition to irregularities 
in the supporting structures of the teeth. It is important 
to highlight that technical difficulties were encountered 
during radiographic acquisition due to the difficulties in 
immobilizing the patient within the equipment. Periapical 
radiography emphasized the maxillary atresia observed on 
the left side (Figure 3).

The information described in this case report was 
obtained from details provided by the mother, as well as 
from clinical, radiological and photographic data from the 
medical and dental records.

DISCUSSION

Reporting of individual case reports has heavily 
influenced the history of dentistry and its scientific 
development. Sharing of individual experiences, discussions 
on diagnosis and treatment plans, and the presentation 
of patients for intra-professional learning have been 
considered excellent strategies for spreading knowledge 
between professionals.

The patient described, herein, presented with 
clinical features compatible with Goldenhar Syndrome, 
showing manifestations of the classic triad of ocular, 
auricular and vertebral signs, associated with facial and 
cardiac malformations15-17.

Facial asymmetry, characteristic of CFM, with the 
presence of mandibular hypoplasia, a small coloboma, and 
preauricular skin tags, were observed. The patient also 
presented vertebral defects and congenital heart disease 
(VSD), consistent with the description of associated 
anomalies described in the literature, the prevalence, of 
which, is reported as varying between 5 and 58%18-19.

The presence of syndromes that manifest in 
craniofacial malformations, particularly those that affect 
the oral cavity, require not only a prompt and precocious 
diagnosis, but also strict planning by a multidisciplinary 
team to prioritize and screen for potentially serious 
events20-21, a finding that was observed in the present 
clinical case. 

In addition, associated cardiac and renal 
manifestations, which are often present in this syndrome, 
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require treatment with the appropriately trained team22-23, 
as demonstrated in this report by the surgical intervention 
for the VSD.

Auricular malformations and partial deafness 
(unilateral), as well as speech and language therapies, 
provided by specialists in otorhinolaryngology and speech 
therapy, are also paramount for the development of the 
affected individual.

It is important to highlight that, according to Brosco 
et al.24 only 6% of patients with Goldenhar syndrome 
manifesting with unilateral auricular malformations 
reported hearing loss in the contralateral ear. This finding 
was corroborated by the current report, which describes 
deafness on the left side only. 

Gorlin et al.25 reported that 40 to 60% of patients 
with Goldenhar syndrome may have wedge-shaped 
vertebrae, spina bifida, scoliosis, synostosis or fusion 
of several vertebrae or semi-vertebrae. Therefore, the 
presence of anomalies of the vertebral column is now 
considered characteristic of this condition. In agreement 
with the aformentioned statistics, several abnormal 
vertebrae, as well as a mild scoliosis, were observed in the 
current case report.

One must not neglect the role of the dental 
surgeon in cases such as described herein. A precarious oral 
condition may compromise other treatment approaches 
necessary by the multidisciplinary team, once again 
reiterating the importance of inter-professional working 
relationships.

In order to correct the malformations of the face 
and jaws, a team consisting of maxillofacial and plastic 
surgeons, along with orthodontists are required. The aim of 
treatment is to achieve a well functioning and esthetically 
pleasing outcome, allowing the patient to lead as close to 
a normal life as possible.

CONCLUSION

In conclusion, a critical analysis of the current 
case and comparison with the literature allows one 
to conclude that the craniofacial malformations 
presented in this report are of paramount importance 
for dental surgeons. In addition, knowledge of its 
clinical characteristics and systemic manifestations are 
necessary in order to achieve a satisfactory outcome, 
both functionally and esthetically. Additionally, treating 
these patients in a multidisciplinary team will allow 
timely interventions that will provide the most benefit 
to these patients.
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