(160) Z&EsE,.  (J. Nara Med. Ass.) 42, 160~164, F3

21-A Fe ¥y 7 —E/RIE (ki)
1 ZCRICEBIT 5 AR DR A
FE 5 BB I R

=k A B &R HFE Z
mR e FUTTETF H X BE T

ENEI VI
¥R B

BRI BIASNERE S
R S /"R A r oz

PRENATAL DIAGNOSIS IN A FAMILY WITH 21-HYDROXYLASE
DEFICIENCY (SALT-WASTING TYPE)

SADAAKI MIKAMI, Naoyukl MORII,

SATOKO NEZU, CHIKAKO YAMASHITA and NAoko NIINOMI
Pediatric Clinic, National Nara Hospital

YosHiHIRO TERAMOTO
Obstetrical and Gynecological Clinic, National Nava Hospital

TAkUYA NISHIMURA and HIROYUKI NAKA
Department of Pediatrics, Nara Medical University
Received March 29, 1991

Summary : A prenatal diagnosis was performed in a family with salt-wasting type of
21-hydroxylase deficiency (21-OHD). A trial of DNA diagnosis in the family, including a
patient, did not reveal informative data when DN As were restricted with Tagl and hybrid-
ized with pC21/3c probe. The level of 17-OHP in the amnion was within a normal range.
A girl was born without clinical symptoms. One HLA haplotype which was detected in the
patient was inherited from the father. With a view to increasing the number of Japanese
families which are proceeded to prenatal DNA diagnosis, it is expected that a beneficial
combination with a small number of intragenic RFLPs and/or extragenic RFLPs close to
the gene will be established and widely us:ed. Hereafter, prenatal diagnosis in early
pregnany will be important for families with 21-OHD.
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Fig. 1. Steroid 21-hydroxylase (P-450.,;) gene.
The gene is located in the chromosome 6p. C21A is a pseudogene.
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Fig. 2. Southern blot analysis after restriction with
Taql and hybridization with pC21/3c probe.
N ; normal, F; father, M ; mother, P ; patient.
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Fig. 3. HLA haplotypes in the family.
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