
INTERPRETATION
Ectodermal dysplasia (ED) characterises a group of disorders 
where two or more structures derived from the ectoderm 
exhibit developmental disturbances.1 These include teeth, 
skin, hair, nails and sweat gland defects.2 In some cases, 
ED may cause problems with hearing and vision and might 
also be associated with cleft lip and/or palate.2 ED is a rare, 
diffuse, non-progressive, hereditary disorder3 with more than 
150 subtypes.1 There are different forms of ED – the fi rst 
form occurs as X-linked recessive and the second form as 
autosomal dominant. In the X-linked recessive form males 
more commonly develop ED, while females only present as 
carriers of the abnormal gene. The autosomal dominant form 
is clinically present if either of the parents has ED, thus there 
is a 50% chance of ED transmission to their child.4

The head and neck manifestations of ED include the 
following:1-3

• Enamel hypoplasia
• Malformed teeth (teeth that are smaller and pointed)
• Anodontia or hypodontia
• Malocclusion or ectopically-positioned teeth
• Cleft lip and/or palate
• Reduction in salivary fl ow
• Thin or sparse hair
• Reduced density of eyebrow/eyelash hair
• Nail dystrophy
• Abnormal functioning of the sweat glands
• Frontal bossing
• Saddle nose
• Periocular skin wrinkling and pigmentation

Diagnosing ED requires a multidisciplinary approach. ED 
is usually diagnosed during early childhood but, due to 
the wide range of clinical symptoms, some individuals are 
only diagnosed in adulthood.4 Many children with ED are 
diagnosed after a dental examination when the primary teeth 
have a delayed eruption pattern or when the teeth in the oral 
cavity are atypical in shape.5 Agenesis of teeth is a common 
fi nding – this includes anodontia (complete absence of 
permanent teeth), oligodontia (if six or more teeth are absent) 
and hypodontia (if less than six teeth are absent). The most 
common absent teeth are the maxillary lateral incisors and 
fi rst premolars, followed by the mandibular central incisors 
and fi rst premolars.5 Dental agenesis can affect jaw growth 
of the alveolar bone and favours a tendency for skeletal 
class III development.6 A thorough clinical and radiological 
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CASE
A 9-year-old female patient presented to the clinic with a main complaint of abnormally shaped and missing teeth. Upon 
clinical examination, the patient had a repaired cleft lip and palate and sparse hair of her eyebrows. Intraoral and radiological 
examination revealed generalised enamel hypoplasia, multiple conical-shaped teeth and multiple congenitally absent teeth.
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Figure A: Clinical image showing the enamel hypoplasia (white arrow). Figure B: Panoramic radiograph showing congenitally missing teeth, 
enamel hypoplasia and conically shaped teeth.
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examination should be performed and, if ED is suspected, 
the patient should be referred for genetic testing to confirm 
the diagnosis.2 

Treatment often depends on the case’s complexity and the 
patient’s age, with some treatments only commencing after 
growth is completed.2 Treatment may include preventive oral 
care, including good oral hygiene with regular dental visits. 
Functional and aesthetic rehabilitation should be performed 
via a multidisciplinary team approach. The goal of early 
treatment is to resolve the problem of multiple missing teeth 
and to enhance jaw growth to achieve better function.7 The 
initial dental treatment should mainly focus on prevention of 
caries and restoring tooth alterations to improve the patient’s 
occlusion.7 Rehabilitation of the occlusion includes partial 
or complete removable dentures, orthodontic expansion 
devices, dental implants and/or crowns.1 Together with this 
approach, a psychologist and speech therapist should aid 
the patient to improve social acceptance.8 After growth is 
completed, the specialities of maxillofacial surgery together 
with orthodontics and prosthodontics will be required.5 This 
case report highlights the importance of dentists identifying 
the clinical and radiological features of ED as they may be 
the first line of diagnosis.
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