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Wolf-Hirschhorn Syndrome (WSH) is a rare 
disease (1/50,000 births) caused by a deletion 
in the distal moiety of the short arm of 
chromosome 4. The classic presentation of this 
polymalformative syndrome includes a unique 
facial phenotype, developmental delay, 
intellectual disability and epilepsy. 
 

INTRODUCTION 

The objectives of this study were to report the 
most representative oral findings of WHS, to 
relate them with other systemic manifestations 
of the disease and to establish a phenotype-
genotype correlation. 
 

OBJECTIVES 

A standardized dental examination were applied in 31 patients of the Spanish Wolf-Hirschhorn 
Syndrome Association (AESWH) with previous medical recordings and genetical studies.  
The clinical and radiological oral exam was held among 6 reference Dental Center strategically 
distributed throughout Spain and consisted in an examination of the oral cavity, with special 
emphasis on the presence of: downturned corners of the mouth, abnormal frenula, cleft lip/palate, 
ogival palate, tooth eruption, morphological, numerical and structural tooth abnormalities, 
intermaxillary relationships, tooth malocclusions, and the presence of harmful habits.  
 

MATERIAL AND METHODS 

Among the most prevalent findings of the oral examination, soft tissue alterations are described in 
Table1 while dental abnormalities are described in Table 2. 
 
 
 
 
 
 
 
 
Of the 11 patients whose age and level of cooperation allowed for radiological tests, 7 (63.6%) 
showed agenesis and 5 (45.5%) oligodontia.  
The noteworthy skeletal characteristics included a high and narrow palate in 5 (16.7%) patients, a 
cleft palate in 5 (16.7%) cases, micrognathia/Angle’s class II in 8 (61.3%) and crossbite in 5 (38.5%). 
Twenty (64.5%) patients had bruxism. 
We detected a strong correlation between oligodontia and psychomotor retardation (p=0.008) and 
between oligodontia and cardiac defects (p=0.060). Micrognathia/Angle’s class II was related to low 
weight (p=0.04), short stature (p=0.036) and cardiac defects (p=0.035). Crossbite was related to the 
onset of febrile seizures (p=0.035). 
The presence of oligodontia was correlated in a statistically significant manner with the size of the 
deletion of the short arm of chromosome 4 (p=0.009). 

RESULTS 

CONCLUSIONS 
Certain oral manifestations prevalent in WHS 
can form part of the syndrome’s phenotypic 
variability. The phenotype-genotype correlation 
of most oral findings remains unknown, but 
they appear to be associated with large 
deletions and it is likely that some candidate 
genes are located outside the WHS critical 
region. 
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Donwnturned 
mouth corners Abnormal frenula  Cleft lift or palate Ojival palate 

10 (32,2%) 4 (12,9%) 5 (16,1%) 5 (16,1%) 

Delayed tooth 
eruption Microdontia Conoid teeth Fused teeth Dental 

attrition Caries Enamel 
hypoplasia 

23 (74,2%) 8 (25,8%) 8 (25,8%) 2 (6,4%) 23 (83,8%) 7 (22,5%) 3 (9,6%) 

Figure 2. Dental agenesis 

Figure 1. WHS patient 

Table 1. Soft tissue alterations prevalence 

Table 2. Dental abnormalities prevalence 


