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Abstract

Molecular-Pathological Diagnosis of Prader-Willi Syndrome
and Angelman Syndrome

Norio Niikawa, and Shinji Saitoh

In order to establish a molecular-pathological diagnostic method for
Prader-¥illi (PWS) and Angelman (AS) syndromes, we studied a total of 66
patients with either disorder on (1)the presence or absence of molecular
deletion, (2)the parental origin of the deletion, and (3)the presence or

absence of uniparental disomy (UD) of homologues 13.

The deletion was

observed in 65% of PWS patients, and that common to these patients was

confined within a probe p34.

Analyses in AS revealed deletions with

paternal origin in 47% of patients, and suggested that the critical region
for the occurrence of AS is within a segment from p3-21 to p28 8 3-HS.
UD was observed in 4 of 8 PWS patients analyzed, while there was no AS

patient with UD.
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