
Rare diseases are a heterogeneous collection of
disorders with very low prevalence (in Europe ≤1
case per 2000 inhabitants), which are generally of a
chronic and progressive nature. A considerable
number of these diseases presents orofacial
manifestations, which require dentists to assume a
special responsibility in these patients’ clinical
approach.

INTRODUCTION

The aim of this study was to report the most
prevalent dental-skeletal disorders in patients with
rare diseases.

OBJECTIVES

The study group consisted of 93 patients, in whom 66 different entities considered rare diseases
were diagnosed. Depending on the primary target system, the patients were distributed into 8
disease groups (Figure 1). We detected dental abnormalities in 52 patients (55.9%), the most
common being dental agenesis (Table 1). Skeletal abnormalities were observed in 75 patients
(80.6%) (Table 2). The most prevalent biotype was mesofacial (59.1%) and only 7 patients (7.5%)
had a confirmed cleft lip and/or palate.

CONCLUSIONS
Dental-skeletal abnormalities are common in
patients with rare diseases, and their clinical
patterns are related to the group of disease
categorized based on the primary target system.
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MATERIALS & METHODS

We retrospectively analyzed the medical records of
patients with rare diseases who underwent
orthopedic/orthodontic diagnosis/treatment in the
Special Care Dentistry Unit of the University of
Santiago de Compostela (Spain), between 2002
and 2020.
The following dental variables were recorded:
dental eruption abnormalities (chronology and
ectopia); abnormal numbers (agenesis and
supernumerary teeth); and disorders in tooth
morphology, size and structure. The following
skeletal variables were analyzed: posterior-anterior
plane (Angle class and affected bone base); vertical
plane (facial biotype, presence of anterior open bite
and overbite); and transverse plane (presence of
crossbite, scissor bite and maxillary compression).
We also recorded the presence of cleft lip and/or
palate.

RESULTS

Sagittal Plane Transverse Plane Vertical Plane

n (%)
Predominant disease group 

(%) n (%) n (%)

Class I 18 (19.5)
- Maxillary 

compression 40 (43.0) Open bite 26 (27.9)

Class II 37 (39.7) Neurological disorders (60) Crossbite 19 (20.4) Overbite 10 (10.7)

Class III 38 (40.8) Skeletal dysplasia (55.5) Scissor bite 2 (2.1)

Types of abnormalities Most prevalent finding Predominant disease group (%)

n (%) n (%)

Dental eruption 20 (21.5) Ectopic eruptions 17 (18.2) Head and neck syndromes (60)
Chronology 
abnormalities 7 (7.5)

Abnormal numbers 26 (27.9) Agenesias 22 (23.6) Genodermatosis (100)
Supernumerary 
teeth 5 ( 5.3)

Disorders in tooth 
morpholgy

20 (21.5) Size 14 (15) Sensory disorders (50)
Structure 12 (12.9)

Table 1. Dental abnormalities in patients with rare diseases (n= 93)

Table 2. Skeletal abnormalities in patients with rare diseases (n= 93)
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Figure 1. Patients distribution (%) according to disease
groups


