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<. Prenatal DNA diagnosis of a single-
1;7 gene disorder from maternal plasma

Hiroshi Saito a, Akihiko Sekizawa a, Taro Morimoto a, Makoto
Suzuki a, Takumi Yanaihara

Department of Obstetrics and Gynecology, Showa University School
of Medicine, 1-5-8 Hatanodai, Shinagawa-ku, Tokyo 142—-8666,
Japan

Abstract

Achondroplasia is a short-limb disorder caused by a point mutation
in a single gene. To diagnose such a disorder prenatally requires
the use of invasive procedures such as amniocentesis. However,
using PCR and restriction fragment length polymorphism analysis,
we were able to detect the mutation in the plasma of a woman
carrying a fetus suspected of having achondroplasia. The detection
of a fetus-derived mutant gene from maternal plasma may
therefore permit non-invasive prenatal diagnosis of single-gene
disorders.

Lancet, 2000;356:11/0
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