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Introduction 
Edward Treacher Collins, a British 

Ophthalmologist was first who describe 

this birth defect(1) . Treacher Collins 

syndrome (TCS) ) is also called: 

•Franceschetti-Zwahlen-Klein syndrome 

•Mandibulofacial dysostosis (MFD1) 

•Treacher Collins-Franceschetti syndrome 

•Zygoauromandibular dysplasia (2).   

 TCS is a genetic disorder that is passed 

down in families( hereditary) causing 

developmental anomalies in structures 

developing from 1st and 2nd branchial 

arches , that means ; jaw bones, ears , eye 

bones and lashes besides palatal and /or lip 

clefts(3). The syndrome appears to be 

transmitted in an autosomal dominant 

manner (i.e. it may be inherited from a 

parent affected with Treacher Collins with 

50% chance of passing it on) with 

incomplete penetrance and variable 

expressivity,therefore the condition may 

vary in severity from generation to 

generation and from person to person (4) . 

It may also occur in children of unaffected 

parents. The chances of Treacher Collins 

occurring again in children of unaffected 

parents are minute; 
(1) University of Polytechnic, Technical Institute 

in sulaimania, dental Nursing Department. 

 

 

 

 
however, new genetic studies could 

change this opinion (5). More than half of 

all cases  are thought to be due to new 

gene changes (mutations) because there is 

no family history of the disease, these 

mutations in the TCOF1 gene on 

chromosome 5,cause (TCS) which 

produces deficiency in protein called 

treacle that  is believed to have a role in 

facial  bones development  before birth 

(6). This condition affects an estimated 1 

in 50,000 (7) or 1:10,000 to 1:25,000 (8) 

of living births. The signs and symptoms 

of this disorder vary greatly, ranging from 

almost unnoticeable to severe (9) . People 

with (TCS) usually have normal 

intelligence and most children get benefit 

from early intervention speech and 

language programs, as well as surgical and 

orthodontic dental therapies (1,9,10).  

Case description 
Ten years old boy was diagnosed at the 

faculty of dentistry in Ibb University was 

complaining from pain in his primary 

lower 2
nd

 molar. Family history revealed 

that the boy was the only affected in his 

family and his parents were relatives. The 

boy was from a law economical Yemeni 

rural society. 

Medical history clarified that the boy 

Key words 
Treacher Collins 

Syndrome. 

Mandibulofacial 

dystosis. 

Hereditary 

diseases. 

Abstract 
This article reports a mild case of Treacher Collins syndrome 

(TCS) in a ten years old child coming to the dental clinic in Ibb 

University from a distant rural area in Yemen. We described 

thoroughly the signs & symptoms of the case and proposed a 

treatment plane that we aimed to be followed .The purpose of  this 

paper is to give informations about this malady because they are 

absent  in medical literatures of this country and to bring  medical 

staff attention to this rare condition. 
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was thin, skinny and appeared to be 

younger than his age. No systemic 

abnormalities were detected in his 

peripheries. His face was calm and funny 

(figure1) but he was quite intelligent, he 

was attending regularly a primary school 

in his village. However we discovered that 

he was complaining from a recurrent ear 

troubles with some hearing impairment 

along his life. 

Extra oral examination showed 

symmetrically elongated face with eyes 

slanting downwards, wide nose bridge, 

underdeveloped malar bones making the 

midface flat (figure 2). The premaxilla 

was pronouncingly protruded. The lower 

jaw was retruded obviously and the chin 

appeared small and tapered (figure 3).  

Oral examination showed a relatively 

large mouth with mixed dentition. Upper 

centrals were large in comparison with the 

jaws (figure 4). The boy had a constricted 

high palate and class II malocclusion with 

anterior open bite, a small and tapered 

tongue. The lower jaw was small and the 

teeth were relatively crowding, the 

primary molars were decayed. 

On the bases of these clinical findings 

the child was diagnosed to have a mild 

type of TCS and the following treatment 

plan was prepared: 

 Treatments of the chief complain. 

Together with insurance to the child’s 

relative about the good prognosis of the 

treatment in case of following the steps of 

the plan regularly.  

 Oral rehabilitation and motivation of the 

child for good oral health, beside the 

motivation of his relative to be aware 

about the boy condition. 

 A programmed scheduled for 

conservative teeth therapy. 

 Thereafter regular continuous visits for 

orthodontic treatment while the child was 

growing. 

 Continuous and regular visits to the ENT 

specialist. 

Unfortunately, we missed the patient 

after the completion of the conservative 

therapy. 

 

Discussion 
TCS is a genetic disorder affecting 

symmetrically the whole facial region 

including eye bones, zygomas, upper and 

lower jaws, chin and ears. That means all 

structures that have a neural crest origin 

(1,3,11). Severity differs but all TCS 

conditions have the same typical facial 

antimongoloid features ( bird face or fish 

face like appearance) and some type of ear 

problems which are variable in severity 

from absence or deficient external ear to 

complete deafness(9,12,15,16). The case 

was clinically diagnosed as TCS 

depending on the typical and classical 

signs and symptoms found on examination 

with what has been cited in the published 

literatures (12,13,14,15).The child had 

bilateral symmetrical deformity and did 

not show any systemic malformations in 

his body besides ,he was intelligent which 

leads us to exclude other similar 

syndromes (14, 17,18). Depending on the 

ant’s tail, our patient was the only affected 

child in his family which was consisted of 

other three brothers, this may suggest 

mutation rather than hereditary type (5). 

Some of the living births with TCS can 

pass without severe or noticeable health 

complications like in our case (19). Facial 

deformities in the mild cases can be 

repaired in several cosmetic and 

orthodontic options (1,10,20).However we 

missed our patient ,he discontinued the 

treatment program after conservative 

therapy had completed. We think that the 

negligence of such families to complete 

treatment is principally because of the low 

social and economic levels in the rural 

areas of Yemen and lack of simple health 

education programs. Moreover, lack of 

health centers in distant villages and if 

they are present the health care workers 

are not aware to these rare conditions. 

It is important to motivate physicians 

and more specifically dentists to be 

warrant to such rare cases knowing that 

the congenital hereditary malformations 

in Yemeni rural areas have a high 

prevalence percentages because Yemen is 

considered one of the least developed 

countries where numerous epidemic and 

inherited diseases spread, mainly because 
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of the lack of medical services provided to 

citizens (21,22). 

Conclusion 
Mild cases of TCS can pass peacefully 

not noticed either from the family or from 

the health staff. If the condition was not 

carefully investigated and diagnosed early 

in life might lead to more serious dental 

problems. 

Recommendations  

 We have to increase social and health 

awareness among rural societies in Yemen 

to medical disorders. 

 Bring health staff interest to these rare 

inherited cases in convergent families. 

 Encourage researches on hereditary 

disorders in Yemen. 

 

 
      Figure (1): A calm funny face.                               Figure (2): An elongated flat mid face. 

 
Figure (3): Protruded premaxilla & small chin.    Figure (4): Large upper central incisors. 

 

 



                                                                   9-6 )2016( 4….A description of Treacher  

9 

 

References 

1. Chandra S,Chandra Sh, Chandra M 

,Chandra N. Text book of dental & 

oral histology with embryology and 

multiple choice questions. New 

Delhi:Jaypee; 2004 .p:18. 

2. Martelli-Junior H, Coletta RD, 

Miranda RT, Barros LM, Swerts MS, 

Bonan PR. Orofacial features of 

Treacher Collins syndrome.Med Oral 

Patol Oral Cir Bucal. 2009 ;14 

(7):344-8.   

3. Regezi JA & Sciubba JJ  Oral 

pathology: clinical pathologic 

correlations.3rd 

ed.Philadilphia:Saunders company; 

1999. p:437. 

4. Johnston MC, Bronsky PT. Animal 

models for human craniofacial 

malformations. J Craniofac Genet Dev 

Biol. 1991; 11(4):277-91. 

5. Poswillo D. The pathogenesis of the 

Treacher Collins syndrome 

(mandibulofacial dysostosis). 

6. Br J Oral Surg. 1975 ; 13(1):1-26.  

7. Dixon J, Jones NC, Sandell LL, et al. 

Tcof1/Treacle is required for neural 

crest cell formation and proliferation 

deficiencies that cause craniofacial 

abnormalities. Proc Natl Acad Sci 

USA. 2006;103:13403–13408. 

8. National Organization for Rare 

Disorders Rare Disease Database 

(serial on the Internet). 2008 Aug , 

Available from: 

http://www.rarediseases.org. 

9. Posnick JC: Treacher Collins 

syndrome: Perspectives in evaluation 

and treatment, J Oral Maxillofac Surg, 

1997;55:1120-1133. 

10. Scully C.Oral & maxillofacial 

medicine, the bases of diagnosis and 

treatment. London:CBE;2004.p.472. 

11. Arndt EM, Travis F, Lefebvre A, 

Munro IR. Psychosocial adjustment of 

20 patients with Treacher Collins 

syndrome before and after 

reconstructive surgery. Br J Plast 

Surg. 1987;40:605–609. 

12. Ten Cate A.R. Oral histology 

development , structure, and 

function.5
th
 ed.St.Louis:Mosby 

company;2003.p.23. 

13. Phelps PD, Poswillo D, Lloyd GA. 

The ear deformities in 

mandibulofacial dysostosis (Treacher 

Collins syndrome).Clin Otolaryngol 

Allied Sci. 1981 ; 6(1):15-28. 

14. Mittman  D. L. and Rodman O. G. 

Mandibulofacial dysostosis (Treacher 

Collins syndrome): a case report. J 

Natl Med Assoc. 1992 ; 84(12): 

1051–1054. 

15. Patrick J. Willems. Genetic Hearing 

Loss ,clinical features of treacher 

Collins syndrome; 2003. p:130. 

16. Purkait,SK. Essentials of oral 

pathology .2nd ed.NewDelhi: Jaypee 

brothers; 2003. P.391. 

17. 16-Phelan I.Oral pathologyfor the 

dental hyeiginist.. 4
th
 ed. Newyork 

:Saundres company;2000.p.233 

18. 17-Chemke J, Mogilner BM, Ben-

Itzhak I, Zurkowski L, Ophir D. 

Autosomal recessive inheritance of 

Nager acrofacial dysostosis. J Med 

Genet. 1988;25:230–232.  

19. Gorlin RJ, Cohen MM, Levin LS. 

Syndromes of the Head and Neck. 

Oxford, UK: Oxford University Press; 

1990. 

20. Madhan R, Nayar S. Prosthetic 

management of a patient with 

Treacher Collins syndrome. Indian J 

Dent Res .2006;17:78-81. 

21. NORD Guid to rare 

disorders.Treacher collins syndrome. 

Lippincott:Williams & 

Wilkins;2000.p.53. 

22. Almasmari  H.Thalassemia: Deadly 

Disease Fuelled by Widespread 

Ignorance in Yemen  .(YEMEN 

POST STAFF)May 26, 

2008 Available from: 

http://www.yemenpost.net/31/Health/

20082.htm. 

 

http://www.rarediseases.org/
http://www.google.com/search?hl=en&sa=X&biw=1024&bih=604&tbm=bks&q=inauthor:%22Patrick+J.+Willems%22&ei=jNqvTZirMMvRrQf3sJyACQ&ved=0CE8Q9Ag

