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Abstract.   

Phelan-McDermid Syndrome (PMS) is a 

rare genetic condition caused by a deletion 

of the terminal end of chromosome 22 in 

the 13.3 region, as well as, by point 

mutations within SHANK3 gene. The most 

characteristic clinical symptom is global 

developmental delay, absent or severely 

delayed speech, hypotonia and autism 

spectrum disorder. The syndrome is 

underdiagnosed and its real incidence 

remains unknown, but more than 2,000 

cases have been reported worldwide. In the 

present investigation patients diagnosed 

with PMS for twelve years were recruited 
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throughout the Spanish territory. The 

clinical patient information was obtained 

from the referral doctors using two 

standardized questionnaires completed with 

data from the medical reports and the 

interview with the parents. The molecular 

diagnosis of the disease was carried out 

using different formats of microarrays. 

Data were processed using Microsoft Excel 

and Statgraphics Centurion XVII. 

Currently, there are 201 people diagnosed 

with PMS in Spain with a prevalence of 

4x10-4/10,000. The community with the 

most diagnosed patients is Madrid and 

there are no significant differences in terms 

of sex. The mean age at diagnosis is around 

6.67 years. Therefore, the prevalence of the 

disease in Spain is very low, and it can be 

stated that it is very likely that there are 

more people with this syndrome in the 

population. 
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