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[ Abstract] Objective Hypospadias is one of the most common congenital malformations of the male ex-
ternal genitalia with elusive etiology. Evidences indicate that MAMLD] is mutated in 10% patients with isolated
hypospadias. We directly sequenced the MAMLD] gene in 100 sporadic Han ethnic patients with hypospadias
and 200 X-chromosomes to further elucidate the role of this gene in hypospadias. Two different heterozygous nu-
cleotide variations were identified. Of the 2 variations, one had previously been reported as a polymorphism: c.
1985A > G ;One new variation; c. 1699C > T. Both of these variations were also found in control X-chromo-

somes. In a word, these findings, together with the indicated roles of the gene, imply that it should not be im-

B

portant gene for Han ethnic patients with hypospadias and ¢. 1699C > T is a new SNP.
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MAMLD1-EXON2 MAMLD1 -F2a CTCTCAGGATTCACTTTG MAMLD1-F2b ACCAAGTTTGCACAG
MAMLD1-EXON2 MAMLD1 -R2a ACCTTCTCACTTCTCCCT MAMLD1 -R2b ACAGTCTGATCTGTGC
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MAMLD1 -EXON3-1 MAMLD1 -R3A1 GCTGCAACTAGAAGCA MAMLD1-R3Bl1 GCTTTAATGTGCCAAAC
MAMLD1 -EXON3-2 MAMLD1 -F3A2 CCACTGTTCCTTACTATG MAMLD1-F3B2 TTCAAGAGCTGCTAGA
MAMLD1 -EXON3-2 MAMLD1 -R3A2 GCTTGACAGTAAGGCATT MAMLD1-R3B2 TATTGGACGACATGCA
MAMLD1 -EXON3-3 MAMLD1-F3A3 ACCAGTGCCTCAGTGGCA MAMLD1-F3B3 CTACAAAGCAGCAAG
MAMLD1 -EXON3-3 MAMLD1-R3A3 GTAAATGGCTCCGTGGC MAMLD1-R3B3 CTGCTGCATGATCAT
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