Hindawi Publishing Corporation

Case Reports in Ophthalmological Medicine
Volume 2015, Article ID 435967, 3 pages
http://dx.doi.org/10.1155/2015/435967

Case Report

Hindawi

Craniofacial Microsomia: Goldenhar Syndrome in
Association with Bilateral Congenital Cataract

U. D. Shrestha®? and S. Adhikari?

!National Academy of Medical Sciences, Kathmandu, Nepal
*Tilganga Institute of Ophthalmology, PO. Box 561, Gaushala, Kathmandu, Nepal

Correspondence should be addressed to U. D. Shrestha; ujjowala@gmail.com
Received 6 July 2015; Accepted 17 September 2015
Academic Editor: Vishal Jhanji

Copyright © 2015 U. D. Shrestha and S. Adhikari. This is an open access article distributed under the Creative Commons
Attribution License, which permits unrestricted use, distribution, and reproduction in any medium, provided the original work is
properly cited.

Craniofacial microsomia (CFM) includes a spectrum of malformations primarily involving structures derived from the first and
second branchial arches. Patients with hemifacial microsomia and epibulbar dermoids are said to have Goldenhar syndrome (GHS).
Four-month-old boy with whitish pupillary reflex presented with the features of GHS in pediatric ophthalmology clinic. The child
had ocular and auricular manifestations. There were no vertebral anomalies, but he had bilateral congenital cataract. The peculiarity
of this case is the presence of the bilateral total congenital cataract, in association with CFM. There is absence of epibulbar dermoid
or lipodermoid in the eyes, although the child had features of GHS. In addition to it, anesthetic intubation was smooth in this case.
Any case diagnosed with CFM and/or GHS needs treatment through multidisciplinary approach, consultation in ophthalmology

department is one of them.

1. Introduction

CFM includes a spectrum of malformations primarily involv-
ing structures derived from the first and second branchial
arches. Characteristic findings include facial asymmetry
resulting from maxillary and/or mandibular hypoplasia;
preauricular or facial tags; ear malformations that can include
microtia (hypoplasia of the external ear), anotia (absence of
the external ear), or aural atresia (absence of the external ear
canal); and hearing loss and ocular abnormalities. Hemifacial
microsomia often refers to craniofacial microsomia with
maxillary or mandibular hypoplasia. People with hemifacial
microsomia and epibulbar dermoids may be said to have
GHS or oculoauricular dysplasia. The pathognomonic triad
of GHS includes CFM, dermolipoma, and vertebra skeletal
anomalies [1].

2. Case Presentation

2.1. Chief Complaint. Four-month-old baby was referred with
the chief complaint of white pupillary reflex in both the eyes
on 14 July, 2013. The antenatal history was uneventful. The

patient was born at 36 weeks of gestation and was delivered by
normal spontaneous vaginal delivery (NSVD). The child did
not have major illness after the delivery. He was not admitted
in intensive care unit (ICU). There was no family history of
facial syndromes or ocular conditions.

2.2. Ocular Examination. The child followed the light with
both eyes (OU). Eyelids were normal OU.

Extraocular motility was full in all cardinal positions of
gaze. Nystagmus was present. Anterior segment examination
revealed normal conjunctiva and cornea. Pupils were round,
regular, and reacting, OU. On the lens, total cataract was seen,
OU (Figures 1 and 2). Fundus was not visible. Hence ultra-
sound was done. There were no echo dense opacities, OU. On
facial examination the child had facial asymmetry, presence
of skin tags on left cheek. Preauricular tags were present on
both sides (Figures 2 and 3). He had high arched palate.

For both the eyes, lens aspiration with anterior vitrectomy
was planned under general anesthesia, as the child was
only four months old. Left eye was operated on 9 August,
2013. Right eye was operated on 30 August, 2013. Difficult
intubation is expected in GHS patients because of facial and
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F1GURE 1: Child with cataract in the right eye.

FIGURE 2: Child with cataract in the left eye and preauricular tag.

oral abnormalities especially mandibular hypoplasia and lim-
itation of neck movement resulting from vertebral anomalies.
In this case the anesthetic intubation was smooth. There was
no difficulty in airway management [2]. No single airway
test can provide a high index of sensitivity and specificity for
prediction of difficult airway in patients of GHS. The airway
and anesthetic management of GHS patients depend on the
type, extent, and severity of craniofacial-vertebral anomalies,
associated cardiovascular problems, and nature of surgery.

Postoperatively, retinoscopy and refraction were done in
four weeks after the cataract surgery.

He was prescribed the aphakic glass of +16.00 D. On 3-
month follow-up, the child had alternate fixation with the
glasses.

3. Discussion

CFM describes the spectrum of abnormalities that primarily
affect the cranial and facial development before birth. CFM
patients have microsomia, facial asymmetry between the
two sides. In about two-thirds of cases, facial asymmetry is
bilateral. The facial characteristics in CFM typically include
unilateral maxillary or mandibular hypoplasia. It results in
dental problem and breathing, feeding, and speech difficulty.

GHS is also known as oculoauricular-vertebral spectrum
or variant of hemifacial microsomia. It is a developmental
anomaly of maxillofacial skeleton, apparent at birth. It results
in macrostomia and lateral facial clefts. GHS is dysmorpho-
genesis which occurs due to aberrant development of the first

FIGURE 3: Child with preauricular tag and the skin tag in the cheek.

and second branchial arches [3]. It has prevalence from 1 to
9/100000 live births and incidence rate is 1 per 25000-45000
births, with a male to female ratio of 3: 2.

It is mostly unilateral (70-80%). Anomalies in patients
with this syndrome include preauricular skin tags (90%),
hemifacial microsomia (77%), vertebral anomalies of differ-
ent size and shape (70%), microtia (52%), CNS malformations
(47%), cardiac malformations (39%), epibulbar dermoid cyst
(39%), unilateral maxillary hypoplasia, and genitourinary
anomalies [4, 5]. Oral cavity malformations include high arch
or cleft palate and tongue abnormalities. This patient had the
high arched palate [6, 7].

Other ocular anomalies include microphthalmos, micro-
cornea, and anophthalmos. Deficient neural crest migration
into the developing eye can lead to coloboma which can be
present in eyelid, iris, and choroid [8]. Corneal hypoesthesia,
extraocular motility disorders like strabismus, blepharopto-
sis, anomalous lacrimal drainage system, polar cataract, and
retinal and optic nerve anomalies may be present.

Microtia can result from aberrant migration of neural
crest cells into the first and second branchial arches during
early embryonic development.

GHS is known for its classical triad of epibulbar dermoids
or lipodermoids, auricular appendages, and pretragal fistulas
[8]. However, this child did not have any epibulbar dermoid.
According to Baum and Feingold, 24% of cases do not have
any epibulbar dermoids, 23% have bilateral dermoid, and 53%
have unilateral epibulbar dermoid [9]. Polydactyl is one of the
unusual associations in GHS [10].

This is the case report to describe GHS in association with
bilateral congenital total cataract. Congenital cataract is the
opacification of the lens and its capsule. The aetiology of the
cataract is: in one-third cases-idiopathic, in one-third cases-
maternal infections and the rest of one-third casesgenetic and
hereditary.

Developmental genes PAX 6 and PITX3 affect the lens
development [11]. Any problem during embryonic lens devel-
opment leads to congenital cataract formation.

The most common aetiologies of all pediatric cataract
include intrauterine infections, metabolic disorders, and
genetically transmitted syndromes [12]. However, CFM most
frequently occurs as a simplex case with unknown etiology.
It is unclear what genes are involved in CFM. It is not well
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understood why certain disruptions to development affect the
first and second pharyngeal arches in particular.

Although the etiology of this disease is not fully under-
stood, autosomal recessive or dominant inheritance is pos-
sible. The majority of patients with hemifacial microsomia
including GHS are sporadic cases [13].

CFM and GHS are diagnosed clinically. They are the
diagnoses of exclusion. Genetic study is important nowadays.
However, till now no definite genetic test has been described
to diagnose CFM and GHS vyet [14].

4. Conclusion

The peculiarity of this case is the presence of the bilateral
total congenital cataract, in association with CFM. There is
absence of epibulbar dermoid or lipodermoid in the eyes,
although the child had features of GHS. In addition to it,
anesthetic intubation was smooth in this case. Congenital
cataract should be considered as one associations of the
GHS. Any case diagnosed with CFM and/or GHS needs
treatment through multidisciplinary approach, consultation
in ophthalmology department is one of them.

Conflict of Interests

The authors declare that there is no conflict of interests
regarding the publication of this paper.

References

[1] U.D. Shrestha and S. Adhikari, “Goldenhar syndrome in asso-
ciation with duane syndrome,” Journal of the Nepal Medical
Association, vol. 52, no. 185, pp. 33-35, 2012.

[2] E Roodneshin and M. Agah, “Management of anesthesia in
Goldenhar syndrome: case-series study;,” Tanaffos, vol. 8, no. 4,
pp. 43-50, 2009.

[3] E. Senggen, T. Laswed, J.-Y. Meuwly et al., “First and second
branchial arch syndromes: multimodality approach,” Pediatric
Radiology, vol. 41, no. 5, pp. 549-561, 2011.

[4] S.Bayraktar, S. T. Bayraktar, E. Ataoglu, A. Ayaz, and M. Elevli,
“Goldenhar’s syndrome associated with multiple congenital
abnormalities,” Journal of Tropical Pediatrics, vol. 51, no. 6, pp.
377-379, 2005.

[5] J. Cohen and N. C. Schanen, “Branchial cleft anomaly, congen-
ital heart disease, and biliary atresia: Goldenhar complex or
Lambert syndrome?” Genetic Counseling, vol. 11, no. 2, pp. 153-
156, 2000.

[6] D.S. Chauhan and Y. Guruprasad, “Goldenhar syndrome with
Tessier’s 7 cleft: report of a case,” Journal of Maxillofacial and
Oral Surgery, vol. 14, supplement 1, pp. 42-46, 2015.

[7] O. Engiz, S. Balci, M. Unsal, S. Ozer, K. K. Oguz, and D. Aktas,
“31 cases with oculoauriculovertebral dysplasia (Goldenhar
syndrome): clinical, neuroradiologic, audiologic and cytoge-
netic findings,” Genetic Counseling, vol. 18, no. 3, pp. 277-288,
2007.

O. Villanueva, D. S. Atkinson, and S. R. Lambert, “Trigeminal
nerve hypoplasia and aplasia in children with goldenhar syn-
drome and corneal hypoesthesia,” Journal of American Associ-
ation for Pediatric Ophthalmology and Strabismus, vol. 9, no. 2,
pp. 202-204, 2005.

[8

[9] J. L. Baum and M. Feingold, “Ocular aspects of Goldenhar’s
syndrome,” American Journal of Ophthalmology, vol. 75, no. 2,
pp. 250-257,1973.

[10] D. Mishra, B. P. Sinha, and R. Kumar, “Goldenhar syndrome
with unusual association of pre-axial polydactyly,” European
Journal of Ophthalmology, vol. 19, no. 6, pp. 1063-1064, 2009.

[11] G.Halder, P. Callaerts, and W. J. Gehring, “Induction of ectopic
eyes by targeted expression of the eyeless gene in Drosophila;”
Science, vol. 267, no. 5205, pp- 1788-1792, 1995.

[12] S.Lambert, “Lens;” in Paediatric Ophthalmology, D. Taylor, Ed.,
p- 455, Blackwell Publishing, London, UK, 2nd edition, 1997.

[13] U. Burck, “Genetic aspects of hemifacial microsomia,” Human
Genetics, vol. 64, no. 3, pp- 291-296, 1983.

[14] C.L.Heike, D. V. Luquetti, and A. V. Hing, “Craniofacial micro-
somia overview;, in GeneReviews, University of Washington,
Seattle, Wash, USA, 2014.



MEDIATORS

INFLAMMATION

The Scientific Gastroenterology Fou Journal of .
World Journal Research and Practice Diabetes Research Disease Markers

et
International Journal of

Endocrinology

Journal of
Immunology Research

Hindawi

Submit your manuscripts at
http://www.hindawi.com

BioMed
PPAR Research Research International

Journal u,f
Obesity

Evidence-Based p : _ {:

Journal of Stem Ce”S Complementary and 8 ' 1 3 Journal of
Ophthalmology International Alternative Medicine < ) Oncology

Parkinson’s
BINEENE

Computational and . z
Mathematical Methods Behavioural AI DS C dicine and

in Medicine Neurology Research and Treatment



