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Mutation Analysis of Nuclear Receptor Subfamily 5 Group A Member 1 in 46, XY Female Sex Reversal.
Yingqiu, Dai Meizhen ,Fan Lilong ,Zhang Yang. Center Lab of Taizhou Hospital , Zhejiang 317000, China
Abstract

Chen Xuejiao, Xu Huihui,Pan

Objective To investigate the mutations in NRSA1 leading to 46,XY female sex reversal. Methods Genomic DNA was
extracted from peripheral blood leukocytes and exons 2 —7 of the gene encoding SF —1 (NR5A1) were PCR - amplified. And direct se-
quencing was carried out to detect the mutation. Clone sequencing and repeated trial was applied to detect the results of DNA sequencing.

Mutation was screened in 110 normal individuals who were unrelated persons with normal phenotypes to exclude the possibiblity of poly-

morphism by restriction enzyme digestion. Results

in exon4 in patient 4. p. G146A in normal individuals was detected in 37.3% mutation rate. Conclusion

We did not observe the mutation in 5 cases except a polymorphic mutation of p. G146A

Although we only detect a poly-

morphic mutation, there are so many other reports that NRSA1 mutations is a relatively frequent cause of 46,XY DSD in humans.
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GACCTG - 3'; R3: 5' - CGAAGGCCAATGGTACTATCC - 3';
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- AGAGAAGGGCTCTGGGTAGC - 3'; Exondamplicon2, F4a: 5" —
TCTGAGTACCCGGAGCCTTA -3';R4a:5" - AAGGATGGCCCTATC-
CAAAG -3";Exon5,F5.5" - ATCTGGGTAGATGGGCACAG -3";R5:
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GCACCTCCAATC - 3';R6:5" - CTCTGGCTGTCTCCACCTCT - 3';
Exon7,F7:5" — ATGCCCATGTCTTTGATGGT - 3'; R7:5" - GGT-
GGGCATCAGAAAATGAA - 3', 41 % i) PCR F Bt K/N4r 5 R .
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