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Abstract

Goldenhar� syndrome� is� an� uncommon� disorder� characterised� by� a�
variety� of� defects� including� craniofacial� tissues,� vertebrae,� and� internal�
organs.�It�preferably�affects�one�side�of�the�body.�The�origin�of�this�illness�
is�unknown�because�it�is�genetically�variable�and�can�be�caused�by�a�variety�
of� factors.�We� present� a� case� with� Goldenhar� syndrome� with�microtia,�
as� well� as� systemic� involvement,� that� was� evaluated� clinically� and�
radiographically.��The�patient�had�many�common�symptoms�of�the�illness�
as�well�as�a�few�unusual�ones.�The�many�elements�of�this�rare�disease�have�
been� examined,�with� a� focus� on� early�detection� and�a�multidisciplinary�
management�strategy.
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Introduction
Oculo-auriculo-vertebral� syndrome� (OAVS),�
sometimes� known� as� Goldenhar� syndrome,� is� a�
rare� congenital� disorder� caused� by� abnormalities�
in�the��rst�and�second�brachial�arches.�Dr.�Maurice�
Goldenhar�was�the��rst�to�describe�it�in�1952.1

The� aetiology� of� this� illness� is� still� unknown.�
Chromosome�abnormalities,�neural�crest�cells,�and�
environmental� in�uences�during�pregnancy,� such�
as�medication�ingestion,�thalidomide,�retinoic�acid,�
and�alcohol�consumption�by�the�mother,�were�all�
linked� to� the� disease's� development.� Diabetes� in�
the�mother�has�also�been�proposed�as�an�etiologic�
cause.2� In� terms� of� clinical� features,� the� patient�
may� have� face� abnormalities,� ear� abnormalities,�
eye� abnormalities,� vertebral� malformations,� and�
congenital�cardiac�dif�culties.

We� present� a� case� of� Goldenhar� syndrome� in�
this� article,� along� with� a� discussion� of� clinical�
symptoms,�the�necessity�of�early�identi�cation,�and�
a�multidisciplinary�approach�to�treatment.3

Case�Report
3� hrs� old� male� child� born� to� primigravida� of�
non-consanguineous� marriage� at� 38� weeks� of�
gestational� age� via� caesarean� section� due� to�
meconium-stained� liquor� with� birth� weight� of�
2900�gm�referred�to�our�hospital�I/v/o�meconium�
aspiration�o/e:�facial�features:�no�facial�asymmetry�
present,� hypertelorism,� antimongoloid� slant� of�
eyes,�depressed�bridge�of�the�nose�and�anteverted�
nostrils.
Eyes:�There�was�no�microcornea,�micro-ophthalmia,�
ptosis,�coloboma�of�the�iris�or�choroid�or�a�cataract.�
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There�were�no�skull,�spinal,�rib�or�limb�anomalies�
on�examination�;�strabismus�was�present.
Ears:�both�ears�had�3rd�degree�microtia
Spinal� examination:� scoliosis�was� present� clinically�
con�rmed�on�xray.
systemic� examination� revealed� murmur� on�
cardiovascular� examination� later� on� 2D� echo�
�ndings�were:�tiny�PDA,�moderate�TR,�ventricular�
septal�defect�of�3mm.
Abdominal� ultrasound� revealed� structurally� and�
functionally�normal�kidneys.
On�audiometry�test:�results�found�to�be�suggestive�
of� bilateral� otoacoustic� emissions� absent� in� both�
side�cochleae�
Neurosonogram�revealed:�no�abnormality�

Discussion
Goldenhar�syndrome�has�been�estimated�to�have�a�
prevalence�of� 1:3500� to�1:5600.4�The� speci�c�cause�
of� the� disease� is� unknown.� However,� aberrant�
embryonic� vascular� supply� to� the� �rst� arch� is�
thought�to�be�the�cause5�and�aberrant�mesoblastic�
development� in�uencing� branchial� and� spinal�
system� creation.� The� majority� of� the� incidents�
were� sporadic.� There� have� also� been� suggestions�
for�autosomal�dominant,�autosomal�recessive,�and�
multifactorial�inheritance�mechanisms.6

It�is�an�exceedingly�rare,�genetic�syndrome�with�an�
unknown�cause�that�occurs�seldom.�Positive�family�
histories�have�been�found�in�some�cases,�indicating�
autosomal� dominant� or� recessive� inheritance.7�
According� to� some� experts,� multifactorial�
inheritance� occurs� as� a� result� of� the� interplay� of�
numerous� genes,� sometimes� in� combination�with�
environmental�variables.�Defective�creation�of� the�
brachial� arches� and� spinal� system� can� be� caused�
by� abnormal� vascular� supply� of� the� embryo� and�
altered�mesodermal�migration.8

The�condition�is�mostly�unilateral�in�occurrence�
in� 85%�cases,�with� the� right� side�more� frequently�
affected�than�the�left�with�a�ratio�of�3:2.9

The� characteristic� combination� of� external� ear�
anomalies�and�ipsilateral�facial�underdevelopment�
is�the�hallmark�of�Goldenhar�syndrome�as�seen�in�
our�case.10

Patients� with� mandibular� hypoplasia� are�
common,�however�no�maxillary� insuf�ciency�was�
seen�in�our�case.�Goldenhar�syndrome�can�also�have�
a�wide�range�of�systemic�involvement.�Tetralogy�of�
Fallot�and�ventricular�septal�abnormalities�are�the�
most� prevalent� cardiovascular� anomalies� linked�
with�OAVS,�as�demonstrated�in�our�patient.11

Cleft�lip�and�palate,�macrostomia,�micrognathia,�
webbing�of�the�neck,�a�short�neck,�tracheoesophageal�
�stulas,�and�sternocleidomastoid�muscle�anomalies�
have�all�been�linked�to�cleft�lip�and�palate.�Although�
clinical�diagnosis�is�the�primary�focus,�radiographic�
examinations� can� assist� in� con�rming� the� clinical�
diagnosis.� Ultrasound,�which�may� reveal� evident�
anomalies,� can� be� used� to� get� a� precise� prenatal�
diagnosis.�
Prenatal� deoxyribonucleic� acid� testing� cannot�

be�utilised� to�diagnose� this� syndrome�because�no�
particular�genes�have�been�linked�to� it.�It�must�be�
separated�from�other�syndromes�such�as�Treacher�
Collins� syndrome� (TCS),� Nager� syndrome,� and�
Townes-Brocks� syndrome� because� the�differential�
diagnosis�is�so�vast.�In�Goldenhar�syndrome,�facial�
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involvement� is� usually� unilateral,� resulting� in�
facial�asymmetry,�whereas�in�TCS,�involvement�is�
frequently�bilateral.�The�TCOF1�gene�mutation�on�
human� chromosome� 5q31-34� is� connected� to� TCS�
and�aids�in�the�ultimate�diagnosis.�Plastic�surgery�
can�repair�the�structural�abnormalities�of�the�eyes�
and�ears�in�Goldenhar�syndrome.�Plastic�surgery�is�
usually�postponed�until�the�growth�of�the�structure�
is�completed.�
The�epibulbar�dermoids�should�be�removed.�They�

may�regrow�and� recurrence�has�been�observed�as�
long�as�12�years�after�original�surgery.�Orthodontic�
treatment�may�be�required�for�maloccluded�teeth.�
Hearing�defect�should�be�looked�for�and�if�detected,�
may�be�improved�by�the�use�of�hearing�aids�early�in�
life,�provided�it�is�because�of�conductive�deafness.

Conclusion
There� should� be� multidisciplinary� approach� via�
otorhinolaryngologist,� cardiovascular� thoracic�
surgeon,� physiotherapy,� occupational� and� speech�
therapist.� Role� of� a� pedodontist� is� signi�cant� to�
provide� optimum� oral� health� treatment� for� such�
syndromic�patients�from�birth�through�adolescence�
since�often�they�have�complex�unmet�dental�needs.�
Paediatric�dentists�and�paediatricians�should�liaise�
with�sound�referral�services�for�prompt�treatment�
of�the�affected�children.�
Medical� and� dental� professionals� should�make�

every�effort�to�diagnose�and�treat�this�illness�as�soon�
as� possible,� easing� the� emotional,� physical,� and�
�nancial� burdens� that� these� children� experience.�
The� cardiac� anesthesiologist� faces� a� dif�cult� task�
when�dealing�with�patients�who�have�this�unusual�
illness.�The�kind,�extent,�and�severity�of�craniofacial�
vertebral� abnormalities,� the� severity� of� the�
cardiovascular�condition,�the�underlying�metabolic�
abnormality,�and�the�nature�of�surgery�all�in�uence�

perioperative�therapy�for�cardiac�surgical�patients�
with�GH�syndrome.
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