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WFZe R RO EE (3530) @ Clinical analysis of mutation—positive patients indicated that
loss of function of MAMLD1 leads to various clinical features including abnormal genitalia,
testosterone deficiency, impaired spermatogenesis and infertility. [/n vitro assays
suggested that Mamldl enhances Cypl7al expression primarily in Leydig cells and permit
to produce a sufficient amount of testosterone for male sex development. Collectively,
it is likely that SF1-MAMLD1-CYP17Al1 axis plays a critical role in regulation of
testosterone production in the testis.
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Clinical findings

Age at exam. (yr) 0.01 20 7.0
Testicularvolume (ml) 1-2 2
Penile length (cm) 25 35

LH (IUL) 31 02 02-—55
FSH(IU/L) 22 0.8 13—103
Testosterone (ng/mL) 26 02 01—=07
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