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INTRODUCTION

	 Apert syndrome is a rare congenital disorder. This 
syndrome was first described by Eugene Apert 
in 1906. It is caused by a defect on the fibroblast 
growth factor receptor 2 gene on chromosome 
10.1 It is an autosomal dominant disorder or more 
commonly due to mutation in the F.G.F.R 2 gene.2 
It is characterize by early union of the coronal 
suture giving typical skull and facial deformity and 
sydactaly of hands and feet.3
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Case Report

Apert Syndrome: 
Report of a rare congenital malformation
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SUMMARY
A rare case of an adult male with malformation of the skull, face, hands and feet called acrocephalosyndactly 
or Apert syndrome is presented. Its probable cause, features and treatment is discussed. It is a unique 
case who survived upto the age of 32 years without any operative intervention and adjusted in the society 
though he has all the stigmas of the above syndrome. We have concluded and made a point that in the 
adult sufferer, facial deformity is not so important and urgent for the treatment than syndactyly, which 
handicaps the sufferer in performing the daily routine work.
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	 It occur in 1 in 200,000 to 1 in 160,000 live births4,5  
but its incidence is 1 in 65000.6 It is characterised by 
high prominent forehead flat back of occiput, flat 
or concave face due to premature union of coronal 
suture and deficient growth of midfaical bones 
leading to mandibular prognathism. Patient has 
also shallow orbit causing some degree of proptosis 
and hypertelorism.3 They may be accompanied by 
fusion of cervical vertabra specialy C5-6 7 and other 
visceral, skeletal C.N.S anomalies.8
	 The main difference from Cruzon syndrome is 
that it is accompanied by syndactyly of hands and 
feet.9 Its proper treatment is operation within first 
year of Birth10 to stop early fusion of the coronal su-
ture otherwise they get increased intracranial pres-
sure. They have difficulty in breathing causing sleep 
Apnea and mouth breathing.11 They have usually 
middle ear infection resulting into some degree of 
deafness and can also have some degree of visual 
loss.8 They are somewhat mentally subnormal and 
have dentition problems. Their height is shorter 
than general population due to short limbs but not 
as short as achondroplasia.8 As stated earlier those 
who survive with or without some sort of coronal 
suture surgery need maxillaofacial surgeon for ad-
vancement of fronto facial and mid facial part of 
skull to correct the proptosis and for cosmetic rea-
son. Syndactyly has to be operated in stages within 
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Fig.3: 3A: X-Ray Skull. 3B: X-Ray of the hand. 3C: Right hand after the operation.

Fig.1: 1A. Patient with Apert Syndrome. 
1B. Face of the case.

Fig2: 2A. Hoof shaped Hand.
2B: Syndactyly shape of a rose bud.

2C: Syndactyly of feet.
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1-2 years age10 by hand or plastic surgeon in type 3, 
4 for functioning of the hand specially thumb and 
little finger Syndactyly of feet is usually left alone.

CASE REPORT

	 A 32 year old short statured male (Fig.1) with 
low intelligence building and red eyes presented 
to us for syndactaly of both hand and syndactyly 
of feet. Fig.2-A,B,C. He had low intelligence and 
could not tell about his pediatric and birth history 
as his parents died long ago. However no one else 
in the family had this defect. With this deformity 
of hands, he could not do the daily routine work. 
Therefore, he was more interested in operation 
of the hands. His face, eyes, head and teeth were 
classical of craniosyntosis as describe earlier.

	 X-ray of skull (Fig.3A) was also typical of apert 
syndrome and syndactyly of both hands was of 
type III i.e fusion of all digits like a hoof or rosebud 
(Fig.3B) by cartilage with one conjoined nail. Foot 
syndactyly was of type IV.12

	 He was not bothered about his cosmetic 
appearance but was more concerned about hand, 
so facial deformity was left for the first author (E.R) 
to be corrected later on.
Operation: After proper investigations he was 
operated under General Anesthesia. Tourniquate of 
arm was applied. As the blood supply of neighboring 
finger was complicated and construction of thumb 
of enough length with proper first web space 
was desired so we had to amputate the second 
digit. Right hand was operated in the first stage, 
construction of the thumb and middle finger was 
done (Fig.3C) Separation of other fingers was left to 
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be managed later. Patient was discharged after 10 
days of the surgery.

DISCUSSION

	 We have reported a rare congenital malformation 
Apert syndrome or achrocephalosyndactyly. Its 
incidence is 1:65000, so it is not so rare; Apert himself 
reported 9 cases in 1906.6 They usually die in infancy 
unless they are operated for coronal suture in early 
infancy.13 Exact number of cases reported to date are 
not known. Our case is unusual that he survived upto 
the age of 35 years without any operation. He has 
got all the minor stigmas of Apert Syndrome i.e low 
intelligence, partial deafness, weak eye sight, short 
stature, facial deformity, bad dentition, mandibular 
prognathism, fused digits of hands and feet .
	 At this age, he was least worried about his facial 
features and adjustment in the society. His  main 
worry was about the syndactyly of his hands due to 
his inability to perform the daily essential work like 
washing, working, eating, writing etc. For adults 
the surgeons should give preference to his hand 
surgery than facial deformity unless there are some 
serious respiratory problems. 
	 He had the most difficult syndactyly i.e. Type III 
so the patient was badly handicapped due to hoof 
shaped hands. In the first stage we constructed the 
thumb and the first web space against the advice 
of Zucker14 who recommended the release of first 
and fourth web space in the first stage. In view of 
the severity of this deformity we amputated the 
index finger to make a reasonable web space along 
with construction of middle finger, which will take 
the function of the index finger. Till the time of 
reporting the patient is satisfied with his hand and 
he is washing, eating and writing himself by his 
right hand. We are going to plan surgery of the left 
hand and other fingers and facial deformity later on 
when he will demand it.

ACKNOWLEDGEMENT

	 We are grateful to Mr. Yasir Salim and Mr. Athar 
Adrees of Foundation Hospital Rajana Distt. Toba 
Tek Singh, Pakistan for their photographic and 
secretarial help in preparing this manuscript.

REFERENCES
1.	 Wilkie AO, Slaney SF, Oldridge M, Poole MD, Ashworth 

GJ, Hockley AD, et al. Apert syndrome results from 
localized mutations of FGFR2 and is allelic with Crouzon 
syndrome. Nature Genetics. 1995;9(2):165–172. doi: 10.1038/
ng0295-165

2.	 Goriely A, McVean GA, Röjmyr M, Ingemarsson B, Wilkie 
AO. Evidence for Selective Advantage of Pathogenic 
FGFR2 Mutations in the Male Germ Line. Science. 
2003;301(5633):643–646. doi: 10.1126/science.1085710

3.	 Amar T, Krishna V, Sona K. Apert syndrome: A rare 
presentation. J Indian Acad Clin Med. 2007;8:245–246.

4.	 Phil Foreman. Education of Students with an Intellectual 
Disability: Research and Practice (PB). IAP, 2009, p. 30.

5.	 Baker AB, Baker LH. Apert’s Syndrome. Clinical Neurology. 
Medical Dept., Harper & Row, 1979;3:47.

6.	 Bhatia PV, Patel PS, Jani YV, Soni NC. Apert’s syndrome: 
Report of a rare case. J Oral Maxillofac Pathol. 2013;17(2):294–
297. doi:  10.4103/0973-029X.119782

7.	 Carinci F, Pezzetti F, Locci P, Becchetti E, Carls F, 
Avantaggiato A, et al. Apert and Crouzon syndromes: 
Clinical findings, genes and extracellular matrix. J Craniofac 
Surg. 2005;16:361-368.

8.	 Varoli FP, Santos KCP, Costa C, Oliveira JX. Apert 
syndrome: clinical and radiographic features and case 
report. Rev Odonto Cienc. 2011;26(1):96-99.

9.	 Neville BW, Damm DD, Allen CM, Chi AC. Oral and 
Maxillofacial Pathology, 2016, Page 41.

10.	 Panchal J, Uttchin V. Management of craniosynostosis. 
Plast Reconstr Surg. 2003;111:2032-2048. doi: 10.1097/01.
PRS.0000056839.94034.47

11.	 Doerga PN, Spruijt B, Mathijssen IM, Wolvius EB, Joosten KF, 
van der Schroeff MP. Upper airway endoscopy to optimize 
obstructive sleep apnea treatment in Apert and Crouzon 
syndromes. J Craniomaxillofac Surg.  2016;44(2):191-196. 
doi: 10.1016/j.jcms.2015.11.004

12.	 Upton J. Apert Syndrome. Classification and 
pathologic anatomy of limb anomalies.  Clin Plast Surg. 
1991;18(2):321–355.

13.	 Ileri Z, Goyenc YR. Apert syndrome: A case report. Eur J 
Dent. 2012;6(1):110–113.

14.	 Zucker RM. Syndactyly correction of the hand in Apert 
syndrome. Clin Plast Surg. 1991;18(2):357–364.

Apert Syndrome

https://books.google.com/books?id=zR8H1YwOsVgC&pg=PA30
https://books.google.com/books?id=zR8H1YwOsVgC&pg=PA30
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3830245/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3252812/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3252812/

	_ENREF_18
	_GoBack
	_GoBack
	bib4
	bib6
	JOURNAL-PMED-0030101-B006
	JOURNAL-PMED-0030101-B008
	JOURNAL-PMED-0030101-B009
	bb0250
	_GoBack
	ft13
	_Hlk478698426
	_GoBack
	OLE_LINK39
	OLE_LINK40
	OLE_LINK29
	OLE_LINK38
	OLE_LINK41
	OLE_LINK42
	OLE_LINK43
	OLE_LINK37
	OLE_LINK36
	OLE_LINK44
	OLE_LINK45
	OLE_LINK46
	OLE_LINK47
	OLE_LINK22
	OLE_LINK21
	OLE_LINK48
	OLE_LINK49
	OLE_LINK50
	OLE_LINK97
	_GoBack
	_GoBack
	page4
	_GoBack
	OLE_LINK1
	_GoBack
	_GoBack
	_GoBack
	_GoBack
	_GoBack
	1756512
	_GoBack
	_ENREF_1
	_ENREF_2
	_ENREF_3
	_ENREF_4
	_ENREF_5
	_ENREF_6
	_ENREF_7
	_ENREF_8
	_ENREF_9
	_ENREF_10
	_ENREF_13
	_ENREF_74
	_ENREF_75
	_ENREF_76
	_ENREF_77
	_ENREF_78
	_GoBack
	_GoBack
	_GoBack
	_GoBack
	_ENREF_1
	_ENREF_2
	_ENREF_3
	_ENREF_4
	_ENREF_5
	_ENREF_6
	_ENREF_7
	_ENREF_8
	_ENREF_9
	_ENREF_10
	_ENREF_11
	_ENREF_12
	_ENREF_13
	_ENREF_14
	_ENREF_15
	_ENREF_16
	_GoBack
	OLE_LINK9
	OLE_LINK10
	OLE_LINK5
	OLE_LINK11
	OLE_LINK12
	OLE_LINK13
	OLE_LINK14
	_GoBack
	_GoBack
	_GoBack
	_GoBack
	Display
	_GoBack
	_GoBack
	_GoBack
	_GoBack
	_GoBack
	_ENREF_3
	_ENREF_4
	_ENREF_5
	_ENREF_11
	_ENREF_12
	_ENREF_13
	_ENREF_14
	_ENREF_15
	_ENREF_16
	_ENREF_17
	_ENREF_18
	_ENREF_19
	_ENREF_25
	_ENREF_26
	_ENREF_27
	_ENREF_28
	_ENREF_29
	_ENREF_33
	_GoBack
	_ENREF_10
	_GoBack
	_GoBack
	_GoBack

