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Introduction  

The only a few cases reports about the Emanuel syndrome has been published. This very rare 

chromosomal disorder is caused by an extra (supernumerary) chromosome consisting of a piece of 

chromosome 11 attached to a piece of chromosome 22. It results in multiple congenital anomalies, 

including profound intellectual disability, preauricular skin tags or pits, congenital heart defects, 

kidney abnormalities, genital abnormalities in males, microcephaly, distinctive facial features and a 

small lower jaw (micrognathia), ear abnormalities. About half of all infants affected by Emanuel 

syndrome are born with a cleft palate or a high arched palate.   

 Patients and methods  

The seven-year-old girl, with g.II c.II, 40 HBD, APGAR -7. From early infancy, the delayed psychomotor 

development, generalized slenderness, delayed speech development were observed. The girl started 

to sit at the age of 13 months. Walking with support at the age of 2.5 years and walking alone at 3 

years of age. Cardiac defects (ASD II)-2012, hypotonia, and dysmorphisms of the face, bilateral 

complete cleft palate, bilateral hearing loss. Hypoplasia of one kidney was diagnosed after the birth. 

The girl under psycho-pedagogical and care speech therapy.  

Clinical diagnosis of Emanuel syndrome was confirmed by molecular studies of the gene. 

Results  

Care speech therapy lets the girl speaks simple words however she still presents developmental and 

behavioural problems. 

Conclusion  

The genetic test makes it possible to identify a genetic malformation and thus enable to early multi-

specialized child care and adjust the appropriate rehabilitation regime to the existing developmental 

disorders. 


