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Investigation of a regulatory mechanism underlying androgen production in the fetal
testis
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MAMLD1 Mastermind-like domain containing 1
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MAMLD1 (Mastermind-like domain containing 1) has been identified as a gene respons
ible for with hypospadias in humans. The Mamldl mRNA expression was gradually and steadily increased from
12.5 to 18.5 day post coitum in the fetal testis of wild-type male mice. To study the role of MAMLD1 in mi
ce, we produced Mamldl knockout mice. Mamldl knockout male mice showed mildly but significantly reduced fe
tal testicular mRNA levels of genes exclusively expressed in Leydig cells (Star, Cypllal, Cypl7al, and Hsd
3bl). These results provide the evidence that MAMLD1 plays a role iIn androgen production, indicating the p
resence of a mechanism shared between mouse and human. Further studies will explore the MAMLD1-dependent m
olecular network in the steroid hormone production and the pathological condition of MAMLDl1-mutated patien

ts.
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Female +/- (n = 49) x Male +/Y (n =9)
Female +/+ Female +/- Male +/Y Male -/Y
85 (25.0%) 84 (24.7%) 85 (25.0%) 86 (25.3%)

Female +/- (n = 46) x Male -/Y (n = 14)
Female +/- Female -/- Male +/Y Male -/Y
82 (23.0%) 94 (26.4%) 96 (27.0%) 84 (23.6%)
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