- 766 -

21-

Southern

DNA 21-
) ; 21 ; ;

Prenatal diagnosis o congenital adrenal hyperplasa with 2t hydroxylase deficiency  YANG Yanling, QI
Yu, ZHAO Xiangtai, e a. Department o Pediatrics, First Hospital , Peking University, Beijing 100034, China

Abdract  Objective To explore the method for prenatd diagnoss of congenitd adrend hyperplasa
(CAH) with 21-hydroxylase deficiency (21-OHD) . Methods DNA mutationsdf 21- hydroxylase were detected by
Suthern hybridization , snge grand corformation polymorphism (SSCP) and anplification created redriction ste
(ACRY andyssin the proband with 2-OHD and his parents. During the fifth pregnancy , amniocentes's was
carried out a the 16th wk of gedation, and prenata gene diagnod swas performed. Results  Both point mutations
int 2, nt 656 and a deletion were corfirmed in the proband. Each parent carried one of the two mutations. ACRS
andyds on amniocytes sowed that Nether of the two defects exiged in fetus. This prenata diagnoss was
corfirmed by the norma dinicd manifedation and laboratory teds dter the irfant s birth. Concluson  DNA
andydsad amniocytes was a feasble method for the prenatd diagnods of congenital adrend hyperplada with 21
hydroxylase deficiency.
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