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Introduction:  

Prader Willi Syndrome is a rare disease whose frequency is estimated at 1/25000 births. It is characterized by an axial hypotonia during the first two years of life followed by morbid obesity and mental retardation. In 60-70% of cases, it is the loss of a more or less large part of chromosome 15 inherited from the father (microdeletion 15q11 deletion or-q13). We report the case of a newborn with Prader Willi syndrome by maternal disomy.
Observation: This is a newborn with no particular family history. The pregnancy was complicated by intrauterine growth restriction (IUGR). The delivery was by Caesarean at term. The natal weight was 2000g, the PC was 32 cm. There was a facial dysmorphia (almond eyes, a narrow front), peripheral and axial hypotonia and a low suction. Deep tendon reflexes were present. The testes were located above. The standard karyotype was normal (46 XY). The fluorescence in situ hybridization (FISH) revealed maternal disomy.
Conclusion: Maternal disomy is present in 20 to 30% of Prader Willi syndromes. It is characterized by minimal facial dysmorphia, better IQ and mild behavioral disorder. The recurrence of the disease is less than 1%; however, genetic counseling is essential.
