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INTRODUCTION: Prader-Willi syndrome (PWS), a genetic disorder that involves chromosome 15, is
the most common form of obesity caused by a genetic syndrome. Diagnosis often is delayed
until early childhood because the clinical findings are relatively nonspecific, particularly in
infancy, and the dysmorphism often is subtle.

MATERIALS AND METHODS: We evaluated 16 patients with age between 8 month and 27 years
old, clinically diagnosed with PWS following the consensus major and minor criteria. All
patients had a positive clinical score for PWS, having dysmorphic features, obesity
associated with childhood hyperphagia, hypogonadism and mental retardation.

RESULTS: All patients had unrelated healthy parents and resulted from a physiological pregnancy,
with normal birth weight and normal Apgar score. The medium age of diagnosis was 8 years
old, based on the suggestive phenotype. The main reasons for a genetic evaluation were
neonatal hypotonia, obesity and mental retardation. The minor criteria had a variable
frequency. Decreased fetal movement and infantile lethargy were found in only 4/16 (25%)
anfd 3/16 (18.75%) of patients, respectively. Small hands and feet characterized all
patients. Short stature (compared with family members) and hair hypopigmentation had a low
frequency being found in 3/16 (18.75%) cases. 9/16 (56.25%) of patients had high pain
threshold and 40% of patients had skin picking and sleep disturbance. Sleep apnea
characterized 7/16 (43.75%) of patients and was correlated with the weight gain. A
distinctive behavioral phenotype were found in 11/16 (68.75 %) of cases.

DISCUSSION: Sensitivities of the minor criteria ranges from 18.75% (infantile lethargy) to 100%
(small hands and feet). The minor criteria can sometimes reveal the diagnosis before a major
sign, and their association with the major criteria, allow a positive diagnosis of PWS. The
minor criteria can be important to avoid over diagnosis and to make a correct selection for
the molecular diagnostic tests.
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