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INTRODUCTION

Congenitally missing teeth, a multifactorial dental anomaly, the result
of disturbances during the early stages of development, is one among
the foremost common anomalies with negatively affect both esthetics
and oral function. We are presenting a special case of a patient with a
rare combination of non-syndromic, non-hereditary, bilateral
mandibular congenital dental aplasia, clinically manifested in the
permanent dentition, as an isolated case, probably determined by a
spontaneous, de novo mutation, associated with a maxillary central
incisor (1.1) in avestibular position. The study was performed in
Bucharest, Romania by a multidisciplinary team in accordance with the
Declaration of Helsinki - Ethical Principles and Good Clinical

Practices and after acquiring the patient’s informed consent.

congenitally missing teeth, non-syndromic, non-hereditary, de novo

Congenitally missing teeth, congenital absence of teeth, congenital dental aplasia, or dental

agenesis, a multifactorial dental anomaly, the result of disturbances during the early stages of

development, is one among the foremost common anomalies with negatively affect both

esthetics and oral function through complications like malocclusion, periodontal damage,

changes in jaw density, decreased chewing capacity, the difficulty of speaking (strident
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sounds), trouble eating, alterations in skeletal relationships and an unsatisfactory

appearance.l*™"

Congenitally missing teeth are classified based on the number of missing teeth in hypodontia,

oligodontia, and anodontia. In mild cases, usually less than three teeth are missing.®

The prevalence of congenitally missing teeth in primary dentition is between 0.1% and 2.4%,
and in the permanent dentition ranges between 0.15% and 16.2%, excluding the third

molars.t* ¢

In the European population, congenitally missing teeth affect approximately 7% of the
population and mainly the female sex, with the predominance of bilateral maxilla congenital
dental aplasia.l”

MATERIALS AND METHODS
We hereby present the case of a male patient (proband I119 of the genealogical family tree)

aged 17, with a normal general phenotype and with no family history of genetic disorders.

The study was conducted in accordance with the Declaration of Helsinki - Ethical Principles

and Good Clinical Practices and after acquiring the patient’s informed consent.

The clinical and paraclinical oral investigations, performed by the Orthodontics Department
of L.D. Dental Clinic, and the genetic study, performed by the Genetics Department of A.S.
Medical Center, in Bucharest, Romania, entailed the following stages: the anamnesis, the
clinical oral and general medical examination, the radiological investigation, the

photographic examination, and the investigative genetic genealogy.

RESULTS

The clinical oral medical examination highlighted, a maxillary central incisor (1.1) in
a vestibular position and two mandibular congenitally missing teeth (3.5 and 4.8) in the
permanent dentition (Fig. 1 - Fig. 3). The radiological exam confirmed the clinical oral

diagnosis (Fig. 4).
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Figure 1: Intraoral frontal view in occlusion denoting the clinical dental phenotype.

Figure 2: Intraoral occlusal view of the upper arch highlights the clinical dental
phenotype.
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Figure 3: Intraoral occlusal view of the lower arch denoting the clinical dental

phenotype.

-

Figure 4: Panoramic radiograph showing two mandibular congenitally missing teeth
(3.5 and 4.8) in the permanent dentition.
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Based on the data listed in the medical file for congenital malformations, we further

performed the family pedigree of the studied family (Fig. 5).
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Figure 5: Family pedigree.
I = first generation, Il = second generation, Ill = third generation ] congenitally

missing teeth (3.5 and 4.8), Bl \cstibular position (1.1)

The analysis of the genealogical family tree illustrates the existence of an isolated case of
congenitally missing teeth in the permanent dentition, not hereditary, probably determined by
a spontaneous, de novo mutation, associated with a maxillary central incisor (1.1) in

a vestibular position.

DISCUSSION

Congenitally missing teeth are also classified as either isolated, which refers to those cases
without syndrome, or syndromic, which occurs as part of a syndrome such as ectodermal
dysplasia, Rieger syndrome, Ellis van Creveld syndrome, Witkop syndrome, van der Woude
syndrome, Book syndrome, hemifacial microsomia, Bloch-Sulzberger syndrome, and many
others.B*Y In the nonsyndromic form, it occurs as an isolated trait that affects variable
numbers of teeth and appears either sporadically or as an inherited condition within a family

[12, 13]

pedigree.
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Congenitally missing teeth has significant clinical implications.> * Clinical management
necessitates the help of several specialties, requires rigorous multidisciplinary planning, and
has economic implications.™® The ideal team must include the following specialists: general
dentistry specialists, orthodontists, pedodontists, prosthodontists, oral and maxillofacial
surgeons, laboratory technicians, psychologists, clinical geneticists, dermatologists, and

speech-language therapists.®!

CONCLUSION

The presented case illustrates a rare combination of non-syndromic, non-hereditary, bilateral
mandibular congenitally missing teeth, clinically manifested in the permanent dentition, as an
isolated case, probably determined by a spontaneous, de novo mutation, associated with a

maxillary central incisor (1.1) in a vestibular position.
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