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Children with neurodevelopmental disorders often have poor oral health and dental abnormalities. An 
increasing number of genes have been associated with neurodevelopmental conditions affecting the 

oral cavity, but the specific dental features associated with many genes remain unknown.

I N T RO D U C T I O N

The goal of this study was to report the types and frequencies of dental 
manifestations in children with neurodevelopmental conditions of known genetic 
cause.

O B J EC T I V ES

An online survey was administered through Simon’s Searchlight, an international 
cohort of individuals with genetic neurodevelopmental disorders of known 
molecular cause and often associated with autism spectrum disorder. 
• The questionnaire assessed ectodermal and dental features could be easily 

identified by caretakers.
• Responses were analyzed as a whole across all conditions and for each genetic 

condition separately. Frequencies were compared across conditions and with 
the sibling cohort which served as our control group.

M E T H O D S  &  M AT E R I A L

R ES U LT S

Significant Findings in Specific Conditions

R ES U LT S

Deciduous Dentition Abnormalities in CSNK2A1

The study characterized three new pathogenic gene variant/oral 
manifestation pairs:
CSNK2A1/abnormal deciduous teeth
• Knockout studies in animal models of pathways related to CSNKA2A1 

have shown significant defects in tooth morphology.
• No malformations were recurrent in the six patients who were 

evaluated. Further focused evaluations may help identify specific 
patterns of developmental dental defects.

DYRK1A/late deciduous eruption
• May serve as a clinical marker for early referral to a pediatrician or 

geneticist to evaluate for this genetic condition.
• Delayed eruption is associated with a negative impact in the quality of 

life for a toddler, including dietary restrictions and implications for 
permanent dentition.

PPP2R5D/sialorrhea
• Multiple available interventions and devices for drooling can have an 

immediate positive impact on the quality of life for individuals 
diagnosed with this genetic condition.

D I S C U S S I O N

Unmet dental care remains a significant healthcare issue for children with NDDs, which 
highlights the need for tailored recommendations to improve monitoring. We hope to 
show through this study that parent-based information is an effective way for to gather 
information about dental presentations for children with neurogenetic conditions and 
such information paves the way for personalized and improved dental care for these 
individuals.

C O N C LU S I O N
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Affected individuals
Average age: 11.4 years; standard deviation: 
11.0 years

Unaffected sibling control group
Average age = 8.2 years; standard deviation of 
4.7 years

Data were collected from 620 individuals with genetic diagnoses and 
145 siblings 
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