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Abstract

Early diagnosis of Pradér—WiIli syndrome(PWS)
with molecular-genetic technique.

Norio Niikawa and Tsutomu Kamei¥

A total of 16 patients with confirmed PWS or with suspected PWS were
studied cytogenetically and molecular-genetically. Southern hybridizations
using p3-21 and PML as probes which were isolated from inv dup(15)
revealed that patients with del(15q9) all had one copy of 2.2 kb fragment
and one copy of 6.4 kb fragment, each corresponding to p3-21 and PML,
respectively. However, 2 patients with t(15;15) accompanied with a small
chromosome deletion had no DNA deletion. Patients with suspected PWS had
either one copy or two copies of such fragments. These findings indicated
that the two probes are usefull for an early diagnosis of PWS, but cannot
always be used for the diagnosis, because these probes do not locate
within the PWS gene but are closely linked to the gene.
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