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Abstract

DNA studies and prenatal and early DNA diagnoses of
Duchenne muscular dystrophy (DMD), Lesch-Nyhan disease (LND),
21-hydroxylase deficiency (210HD), and Prader-Willi syndrome (PWS).

Norio Niikawa

A total of 41 DMD, 2 LND, 19 210HD and 25 PWS patients were studied
molecular-genetically in order to collect the basic data for the estab-
lishment of prenatal and/or early diagnosis of the diseases. 0f 41 DMD
patients, 17 (41%) had a deletion within the DMD gene. Fifteen kinds of
RFLPs were detected using 14 cloned DNAs as probes which are located near
or within the DMD gene. From these results, a diagnostic rate for Japanese
DMD patients with DNA analysis is 62%. Of the 19 210HD patients, 14 had a
deletion pattern. One had a true deletion, 4 had the gene conversion, and
9 were a deletion/point mutaion genetic compound. Five new RFLPs were
detected in the 210H gene. Thus, the diagnostic rate for 210HD patients is
78.8%. Of the 25 PWS patients, 19 had a deletion.

From the basic data described, prenatal diagnoses were performed succe-
ssfully in 4 embryos from DMD families, in 7 from 210HD families, and in 2
from LND families. Early DNA diagnosis is possible for PWS.
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