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Abstract: Scheuthauer —Marie —Sainton Syndrome is a rare autosomal dominant skeletal dysplasia which is
commonly known as cleidocranial dysplasia. General manifestations of scheuthauer-marie-sainton syndrome
includes open or delayed closure of fontanel, hypoplastic or aplastic clavicles, short stature and tooth
abnormalities. Dental manifestation includes retention of multiple deciduous teeth, impaction or delayed
eruption of permanent teeth, presence of supernumerary teeth. Here is a case report of 13 year old female child
suffering from scheuthauer-marie-sainton syndrome and a chief complaint of missing upper front teeth which
was treated by operculectomy.
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. Introduction

Scheuthauer- Marie —Sainton Syndrome, commonly known as cleidocranial dysplasia is a rare
congenital defect of autosomal dominance inheritance which was first described by Marie and Sainton in 1898.*
It is a well defined clinical phenotype arising from deregulation of intramembranous and endochondral
ossification due to mutation in Cbfal.? It has been suggested that 70% of patients with cleidocranial dysplasia
have a point mutation involving Runx2 and 13% have a deletion. In patients whose mutations are not found by
traditional sequencing, the deletion/duplication assay, either Reverse transcription - quantitative real time
polymerase chain reaction (RT-gPCR) or Multiplex Ligation-dependent Probe Amplification (MLPA), needs to
be done.? Occarance in males and females are equal.®

Characteristic features of cleidocranial dysplasia are absence or reduced size of one or both clavicles,
brachycephaly with parietal and frontal bossing, hypoplastic maxilla and zygoma, and relative mandibular
prognathism. Other skeletal abnormalities include delayed closure of the fontanels, pubic symphysis and coxa
vara, as well as anatomical changes in the vertebrae and phalanges.*

Oral manifestations include short lower facial height in older individuals, acute gonial angle, anterior
inclination of the mandible, and mandibular prognathism, however young individuals have normal jaw
proportions and mandibular morphology. These differences are attributed to pronounced horizontal mandibular
growth resulting from impaired vertical maxillary growth and eruption of permanent teeth. The dental
manifestations include delayed exfoliation of primary teeth, delayed eruption or noneruption of permanent teeth,
supernumerary teeth, retention cysts, and enamel hypoplasia.’

Hence here is a case of 13 year old female child suffering from cleidocranial dysplasia. Her main
concern was bad appearnce because of missing upper front teeth. As the inscial bulge was present but was
delay in eruption, operculectomy was performed for fast eruption of tooth.

I1. Case Reports

A 13 year old female child reported to the department of pedodontics with the chief complaint of
missing upper front teeth. There was a family history of consanginious marriage but with no specific medical
history. All the siblings were found to have no abnormalities. On extra oral examination, there was increased
intraorbital distance, apperance of saddle nose i.e., bridge of nose was wide and flat, underdeveloped maxilla
and slight prognathic mandible were present (figure 1). Her shoulders were drooping and she could approximate
her shoulders anteriorly. On intraoral examination, upper front teeth i.e., tooth number 11 and 21 were missing.
Teeth present were 16, 15,14.53,52,62,63,24,25,26,36,75,74,73,32,31,41,42,84,85,46. Generalized spacing was
present with no carious tooth except for little stains and plaque (Figure 2). As approximation of shoulders was
a classic sign of cleidocranial dysplasia further investigations were done. PA view radiograph revealed open
anterior fontenella, orthopantomograph revealed multiple impacted teeth, chest x ray revealed hypoplastic

DOI: 10.9790/0853-141134143 www.iosrjournals.org 41 | Page



Dental Management Of Patient With Scheuthauer-Marie-Sainton Syndrome

clavicles thus ensuring the diagnosis as cleidocranial dysplasia or also called as Scheuthauer —Marie —Sainton
Syndrome (figure 3,4). As the chief complaint of patient was missing front teeth, operculectomy was performed
to expose the incisal edges of 11 and 21 (figure 5). The patient is under continuous observations for eruption of

teeth.

I11. Figures And Tables
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OPERCULECTOMY of 11 and 21
Figure 5
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IV. Discussion

Scheuthauer- Marie —Sainton Syndrome, also called as cleidocranial dysplasia, cleidocranial dysostosis
or mutational dysostosis is a rare congenital disorder which occurs due to haploinsufficiency caused by
mutations in the CBFAL gene (also called Runx2), located on the short arm of chromosome 6, which encodes
transcription factor required for osteoblast differentiation It results in delayed ossification of midline structures
of the body, particularly membranous bone.® CBFAL gene is vital for differentiation of stem cells into
osteoblasts , so any defect in this gene will cause defects in membranous and endochondral bone formation.’
Clinical features of this syndrome has a wide range of variability. There can be introcession on the forehead and
occiput ® bossing (bulging) of the forehead, open skull sutures, large fontanelles, hypertelorism, delayed
ossification of bones forming symphysis pubis producing a widened symphysis coxa vara can occur limiting
abduction and causing trendelenburg gait, short medial fifth phalanges, sometimes causing short and wide
fingers, vertebral abnormalities, on rare occasions, brachial plexus irritation can occur, scoliosis, spina bifida
and syringomyelia have also been described. * **

Dental problems include hyperdontia of both primary and permanent teeth which may lead to
crowding, impaction of teeth and malocclusion. There can be midfacial hypoplasia which can worsen the
condition. Articulation and mastication may be compromised, and the cosmetic appearance of the dentition may
be unsightly. Excess teeth may be normal or misshapen and situated in front, behind, or within the normal upper
and lower rows of teeth. The supernumerary teeth may be arranged uniformly as a double row or placed
chaotically on the jaws.™

Treatment plan varies according to the expression of the dental anamolies where in orthodontic and
surgical corrections may be required. Prosthetic appliances can be required for missing teeth which includes
placement of removable or fixed dentures or implant supported dentures depending upon jaw growth and age of
the patient.’* **In the present case the main concern of the patient was the missing upper front teeth and the
clinical bulge was seen with it. Thus operculectomy was performed which is exposure of insical edges of teeth
for fast eruption of teeth. Continuous monitoring of teeth is must for further remaining treatment.

V. Conclusion
Dentist has a very important role in diagnosis and management of Scheuthauer- Marie —Sainton
Syndrome and dental problems are of more concern for the patient as esthetic point of view. Thus treatment plan
depends on chronological and dental ages of patient which may better the psychology and quality of life.
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