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ABSTRACT

Background: Apert syndrome, also called
acrocephalosyndactyly, is a very rare genetic condition. It is
characterized by craniosynostosis, midface hypoplasia and
syndactyly with an autosomal dominant inheritance in most
cases. Apert syndrome constitutes 4.5% of all cases of
craniosynostosis, and it occurs in every 1in 65,000 live births

Objective: To report a case of Apert syndrome in an 18-
year-old with characteristic facial and oral features

Case presentation: An 18-year-old male with Apert
syndrome presented with the characteristic craniofacial and
oral  features:  Acrocephalic  skull,  exophthalmos,
hypertelorism, downward slant of the palpebral fissures,
depressed nasal bridge, syndactyly, retruded maxilla,
prognathic mandible, bow-shaped lips, pseudocleft and
malocclusion.

Conclusion: A multidisciplinary team of healthcare
professionals should be involved in giving early diagnosis,
early surgical intervention and comprehensive rehabilitation
to improve the quality of life of patients with Apert syndrome.
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INTRODUCTION

Apert syndrome, also called acrocephalosyndactyly,
is a very rare genetic condition. It is characterized by
craniosynostosis (early fusion of cranial sutures),
mid-face hypoplasia, syndactyl, acrocephaly and
often anomalies in other organs.*?lt has an
autosomal dominant inherited pattern; however,
some sporadic cases have been found.>*Mutation in
the fibroblast growth factor receptor 2 gene (FGFR2)
occurs in 98% of patients with Apert syndrome.57
S252W is the most common mutation, which causes
severe craniofacial anomalies, and P253R mutation
causes severe syndactyly.5®

Apert syndrome is 4.5% of all cases of
craniosynostosis, and it occurs in every 1 in 65,000
live births.9 The first documented report of Apert
syndrome in Nigeria was in 1982.*°Features such as
occipital flattening, bitemporal widening, shallow
orbits, hypertelorism, ocular proptosis, depressed
nasal bridge, down slanting of palpebral fissures
(antimongoloid slant), syndactyl of hands and feet
have been found to occur causing aesthetic and
functional concerns in Apert syndrome. 35274
Individuals with Apert syndrome often present with
features that affect oral health, such as midface
hypoplasia, prognathic mandible, high arched palate
with a midline pseudocleft, cleft of the soft palate,
anterior open bite, delayed eruption, ectopic
eruption, crowding of teeth, bilateral crossbite and
bow-shaped lip which causes the inability to achieve
an oral seal.»357%7,

Imaging studies (Skull, Spinal and Limb radiography,
CT Scan and MRI) can be used for the investigation of
Apert syndrome.*®**Molecular analysis in more than
98% of cases are caused by specific missense
substitution mutations involving adjacent amino
acids (Ser252Trp, Ser252Phe, or Pro253Arg) in exon
7 or FGFR2.%%% Diagnosis can be prenatal and often
identified in the third-trimester based on
acrocephaly, mitten-like hands and proximally
placed and radially deviated thumbs using
ultrasonograhy.>°Non-invasive prenatal diagnosis of
Apert syndrome using polymerase chain reaction
and restriction enzyme digestion of cffDNA in
maternal plasma has been reported.*

We report a case of an 18-year-old Nigerian male
with Apert syndrome having characteristic facial and
oral features.

CASE REPORT

An 18-year-old male SM with Apert syndrome
presented to the paediatric dental clinic at Lagos
University Teaching Hospital, Lagos State in Nigeria,
with complaints of “disarranged teeth”. His brother
was the informant. There were also complaints of
saliva drooling due to his inability to close his mouth.
There is a positive history of mild intellectual
disability, as he dropped out of school at JSS 2 due to
poor performance. However, he was able to learn a
skill and is currently a visual artist.

None of his siblings or relatives have Apert
syndrome. His father was 51 years and his mother 44
years when he was born. There was no known
medical condition at the time of presentation, and he
was not on any routine medication. There was a
positive history of surgical intervention for the
syndactyly of his hands when he was seven years old.
(Figure 4)

On general physical examination, there was the
presence of acrocephalic skull, exophthalmos,
hypertelorism, downward slant of the palpebral
fissures and lateral canthus, depressed nasal bridge
and syndactyly of both hands and feet. Extraoral
examination revealed retruded maxilla, prognathic
mandible, and inability to achieve oral seal due to
bow-shaped incompetent lips. (Figure 1 and Figure 2)
Intraorally, there was a high-arched palate and the
palatine processes had bilateral swellings forming a
pseudocleft (Figure 5 and Figure 6).

Patient had poor oral hygiene with a Simplified oral
hygiene index (OHI-S) score of 3.1, according to
Greene and Vermillion. Teeth present:18, 17, 16, 15,

14,12, 11, 21, 22, 24, 25, 26, 27, 37, 36, 35, 34, 33, 32,

31, 41, 42, 43, 4t 45, 46, 47; Palatally displaced 15, 25.
Maxillary canines were missing with the presence of

anterior open bite. Orthopantomogram (OPG)
showed erupted:18, 17, 16, 15, 14, 12, 11, 21, 22, 24,
25, 26, 27, 37, 36, 35, 34, 33, 32, 3%, 41, 42, 43, 44, 45,
46, 47 and unerupted teeth are 13, 23, 28, 38, 48.
(Figure 9)
Diagnosis of Angles class lll malocclusion on a class 3
skeletal base pattern complicated by impacted
maxillary canines, anterior open bite, palatally
displaced maxillary premolars, impacted third molars
and chronic gingivitis secondary to plaque and
calculus accumulation in a patient with Apert
syndrome.

Oral hygiene education, Ultrasonic Scaling and
polishing were done. The patient was referred for
orthodontic evaluation and treatment.
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Figure 5: Intraoral picture
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Figure 9: Orthopantomogram (OPG)

DISCUSSION

A French paediatrician named Dr Eugene Charles
Apert was the first to describe Apert syndrome in
1906.*Apert Syndrome is a very rare craniosynostosis
syndrome that can be differentiated most times from
other craniosynostosis syndromes such as Beare-
Stevenson syndrome, Crouzon syndrome, Jackson-

cture after scaing nd polishing

Weiss syndrome and Pfeiffer syndrome due to the
presence of syndactyly.5

Apert syndrome affects males and females equally,
and increased paternal age has been shown to be a
risk factor, as seen in the case presented above,
because the father was 51 years at his birth.***322 The
midface in Apert syndrome is underdeveloped, and
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retruded.***2Underdeveloped midface causes
shallow orbits, downward slant of the palpebral
fissures, ocular proptosis, malocclusion and
mandibular prognathism as seen in the clinical
features of the case presentation above.>??

Certain oral features such as impacted teeth, severe
crowding, delayed eruption, posterior crossbite,
class Il molar relationship, midline deviation and
anterior open bite are common in Apert syndrome
and were also present in this case report.**24 The
patient in this case also had the pathognomonic
midline pseudo-cleft on the high-arched palate due
to the bilateral swelling of the palatine process?.
Kreiborg and Cohen?5 did a clinical study of patients
with Apert syndrome and found the presence of
pseudocleft or bifid uvulain 75% of their cases®. Cleft
palate is also commonly seen in Apert
syndrome. 583

In individuals with Apert syndrome, intelligence
ranges from normal intelligence to mild intellectual
disability, as observed in the case presented above.*3
However, they are at increased risk for developing
moderate to severe intellectual disability due to
increased intracranial pressure in infancy and early
childhood.>* Early surgical intervention and
comprehensive rehabilitation are important to
prevent complications and social problems, thereby
enhancing their quality of life.>2¢

The patient was booked for an orthodontic
assessment, referral letter was written to
orthopaedic surgery for further surgical intervention
for the syndactyl. However, there were defaults in
keeping appointments. Several calls were made to
remind them and encourage them to keep to their
appointments, but the reasons for missed
appointments were relocation outside Lagos and
financial constraints.

CONCLUSION

A multidisciplinary team of health care professionals
(Geneticists, Paediatricians, Orthopaedic surgeons,
Neurosurgeons, Maxillofacial surgeons, Paediatric
dentists, Orthodontists, Otolaryngologists, Speech
pathologists, Audiologists, Nurses,
Neuropsychologists) should be involved in giving
early diagnosis and surgical intervention. Correction
of defects in the craniofacial, dental, digit and other
involved structures is needed to improve the quality
of life of individuals with Apert syndrome.
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