
Northern International Medical College Journal

January 2020 � Volume 11 ��Number 2 475

1
Prof. Dr. Mahmuda Hassan

 Professor

 Dept. of Paediatrics

 Ad-din Women’s Medical College 

Dhaka 

2
Prof. Dr. B H Nazma Yasmeen

 Professor and Head

 Dept. of Paediatrics

 Northern International Medical 

College, Dhaka

3
Dr. Masuma Khan

 Assistant Professor 

 Dept. of Paediatrics

 Ad-din Women’s Medical College 

Dhaka

4
Dr. Afsana Mukti

 Assistant Professor  

Dept. of pediatrics

 Ad-din Women’s Medical College 

Dhaka

Correspondence

Prof. Dr. Mahmuda Hassan

Professor

Dept. of Paediatrics

Ad-din Women’s Medical College 

Dhaka

e-mail: mahmudahasn@yahoo.com

Apert Syndrome: A Rare Genetic Disorder  

M Hassan1, B H N Yasmeen2, M Khan3, A Mukti4

Abstract

Apert syndrome is a rare type I acrocephalosyndactyly syndrome having autosomal dominant inheritance due to 

mutations in the fibroblast growth factor receptors gene. New or fresh mutations are also frequent. It is characterized 

by dysmorphic face, craniosynostosis, severe syndactyly of the hands and feet. Apert syndrome affects the first 

branchial or pharyngeal arch, the precursor of the maxilla and mandible. Disturbances in the development of branchial 

arches during fetal period create extensive malformation in different parts of the body. Management of Apert syndrome 

requires a multidisciplinary approach. We, hereby, report a case of a 45-days old baby with Apert syndrome.
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Case Report

was born by normal vaginal delivery at term in a 
hospital. There was also no significant postnatal 
history. He was the first issue of a non-
consanguineous parents. Both the parents were 
healthy and in third decade of life. No family 
history of similar problem or any other 
congenital abnormality was reported.

On admission, he was active and alert. His 
weight was 3.1 kg, length was 52 cm. He had 
brachycephaly with head circumference of 30cm, 
flat occiput, had prominent forehead, anterior 
fontanelle was wide with sutural diasthesis 
involving sagittal and mitopic sutures. Coronal 
suture was fussed with ridging. The mid-face 
was hypoplastic and there was also pinched 
nose, downward slanting of palpebral fissures 
and trapezoid mouth. Intra-orally cleft palate 
with deficient premaxilla,V-shaped maxillary arch 
were found. He had syndactyly, hands appear 
spoon-shaped, characterized by fusion of all the 
fingers. In both feet all toes fused giving it a 
club-like feature.

During admission his temperature was 1020 F, 
respiratory rate was 62 breaths per 
minute.Vesicular breath sound with bilateral 
rhonchi with crepitation was detected on 
auscultation.With all above findings we 
provisionally diagnosed the patient as a case of 
Apert syndrome with pneumonia.

Complete blood count (CBC), C-reactive protein 
level (CRP) and X-ray chest were done. Results 
of all these investigations favoured the diagnosis 

Introduction

Apert syndrome is a rare type I acrocephalo-

syndactyly syndrome which was first described 

by Eugene Apert, a French physician, in 1906.1 

It is characterized by craniosynostosis, severe 

syndactyly of the hands and feet, and 

dysmorphic facial features.1,2 The incidence of 

Apert syndrome is approximately 1 in 50,000 to 

80,000 live births.3

Diagnosis of this syndrome can be done at birth 

by assessing the physical appearance of the 

baby. Investigations including radiographs,  

magnetic resonance imaging (MRI), genetic 

testing, X-rays and CT scans can be used to 

confirm the diagnosis. In our context only X rays 

and/or CT scans of the skull may be done to 

accurately diagnose the condition. MRI, genetic 

testing is not available everywhere and not also 

affordable for many of us.

Case report

A 45-days old baby boy was admitted in the 
Paediatrics department of Ad-din Women’s 
Medical College Hospital, Dhaka, with a history 
of cough and cold for 5 days and fever with 
respiratory distress for 2 days. His parents were 
very worried about the symmetric syndactyly of 
both hands and feet of their child. His antenatal 
period was uneventful.There was no history of 
taking any medicine or exposure to any infection 
of the mother during the antenatal period. He 
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Fig 3 : Syndactyly involving feet

Fig 4: hand, single nail over the matted finger

Fig 5: Syndactyly of hand, spade like hands 

Fig 6: Small Cleft palate with deficient premaxilla, V-shaped maxillary arch 

of pneumonia.Only injectable Amoxicillin was given for his 
treatment. Oxygen was given SOS. Expressed breast milk was 
given through N/G tube until respiratory distress was subsided. 
After 5 days of treatment, patient’s condition was improved, and 
we discharged the patient with the advice of further 
management.

During discharge, we counseled the parents about Apert 
syndrome. The patient had complex combination of multiple 
deformities. Various multidisciplinary surgical interventions 
would be required for correction of facial dysmorphisms and 
syndactyly of his hands and feet. Therefore, we referred the 
baby to the Paediatric Surgery department, and the Plastic 
surgery department of Dhaka Medical college hospital, Dhaka as 
well as to the Maxillofacial and orthodontics surgery department 
of Dhaka Dental College Hospital, Dhaka. Finally, we reassure 
the parents that with proper treatment in early life, Apert 
syndrome has good outcome in both intelligence and appealing 
appearance in adult life. 

Fig 1: face of the baby, depressed nose and trapezoid mouth

Fig 2: Flat occiput with shortened antero-posterior diameter
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There may be cleft soft palate, byzantine-arch palate, choanal 

stenosis, and anomalies of the tracheal cartilage.1Mouth 

breathing, observed in most cases of Apert syndrome.13

Syndactyly involving partial to complete fusion of the digits 

results in a spoon-like deformity of the hands and feet.1,2 In this 

case severe syndactyly of the hands and feet are present (figure 

3,4,5).

Anomalies of the viscera,elbows and shoulders, skeleton and 

central nervous system may present with impaired mental 

function.9,10 But in this case no other associated congenital 

anomalies were found. 

Conclusion

Apert syndrome usually diagnose at birth by the characteristic 

physical appearance of the baby. With all the characteristic 

findings present in our patient we finally diagnosed him as a 

case of Apert syndrome with pneumonia.  
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Discussion

The rare clinical abnormality, Apert syndrome must be 

differentiated from other craniofacial syndromes such as 

carpenter syndrome, Crouzon syndrome and Pfeiffer syndrome. 

Carpenter syndrome, is an extremely rare, type II 

acrocephalosyndactyly syndrome, having  autosomal recessive 

inheritance. It is characterized by a pointed, cone-shaped, or 

short, broad head with presence of extra or fused digits.4,5

Crouzon syndrome is also a rare genetic disorder having 

autosomal dominant inheritance. It is characterized by 

craniosynostosis which may presented as brachycephaly, 

turricephaly, frontal bossing, plagiocephaly etc.Hypoplastic 

maxilla, mandibular prognathism gives the characteristic facial 

appearance. Exophthalmos, hypertelorism are also common 

features.6 About 30% of patient develop hydrocephalus.7  

Pfeiffer syndrome, a rare genetic disorder is also characterized 

by the craniosynostosis and presented with high prominent 

forehead, proptosis, hypertelorism maxillary hypoplasia.Thumbs 

and great toes are deviated from the other digits. Syndactyly 

may be present. Hearing loss is present in more than 50 % 

patient.8

Specific characteristic features differentiate these syndromes 

from each other.

The clinical features of Apert syndrome are distinctive. In skull 

coronal suture fuses prematurely before 3 months, leading to an 

acrocephalic head with shortened antero-posterior diameter, and 

a high prominent forehead. The mid-face is hypoplastic. Ocular 

anomalies include hypertelorism, proptosis, downward slanting 

palpebral fissures. The nose is short and wide with depressed 

nasal bridge.9-11 Craniofacial findings of the Apert syndrome 

include closed coronal suture during birth and the presence of a 

large anterior fontanel with metopic suture, which was present 

in this case.  Cone-shaped head with shortened antero-posterior 

diameter, and a high prominent forehead, temporal regions 

appear protruding, while the occiput is flattened, same as this 

case (Figure 1,2).

The oral cavity of Apert syndrome patients is also characteristic. 

The clinical findings include a reduction in the size of the maxilla 

which may result in tooth crowding and an anterior open bite of 

the maxilla. The mandible is within normal size and shape and 

simulates a pseudo prognathism.11-12 Intra-orally maxillary arch 

is high, and V shaped, sagittal narrow palate also seen with 

lateral palatal swellings with prominent central fissure and mostly 

presents with a pseudo palate, as seen in this case (figure 6).

Dental anomalies such as impacted teeth, dental crowding, 

delayed eruption, ectopic eruption, supernumerary teeth, and 

thick gingiva are also common feature as child grows up.6,7 
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