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Abstract

The present master’s thesis attempted to investigate the clinical profile and characteristics of Coffin

– Siris syndrome (CSS), with emphasis in language ability (phonological, phonetic, grammatical,

lexical and pragmatological) at preschool age. Coffin – Siris syndrome is characterized by mild to

severe intellectual disability, hypotonia, delayed development of speech or motor skills, hypoplasia

of fingers and specific facial features described as coarse. The research was based on a case – study

of  a  six-year-old  boy  with  CSS  diagnosis.  Five  different  tasks  were  employed,  in  order  to

investigate in a quantitative and qualitative manner the child’s linguistic and metalinguistic abilities.

The tasks included description of an image and the process of his favorite game, narration of a joke

and stories with succession of events, a word definition task, as well  as a vocabulary test.  The

participation of the child in all of the tasks were audio – recorded and then transcribed. The results

indicated that the child can describe an image sufficiently, according his age’s demands and his

diagnosis. He has some difficulties at narration, but with the suitable investigator’s questions, he

reaches the main aim. His definitional skills are at the typical age – level, using different types of

definitions. Results showed a better performance on noun definitions compared with adjectives or

verbs. Finally, his lexical knowledge is at a high level, whereas pragmatological skills are not. It

would be interesting for future studies to investigate in a multidimensional manner and on the basis

of a substantially bigger sample children diagnosed with rare syndromes, specifically with regard to

their language ability, because similar references are missing from the current literature.    

Key – words: Coffin – Siris syndrome, language development and ability, definitional skill, lexical 

knowledge 
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