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GENETIC DEFECTS ASSOCIATED WITH FEMALE INFERTILITY AND PREGNANCY LOSS

Defects in chromosome segregation during meiosis are known to contribute greatly to aneuploidy or
abnormal chromosome number in offspring. Aneuploidy due to mis-segregation of chromosomes is a
leading cause of birth defects and pregnancy loss, yet our understanding of how these occur is largely
lacking, indicating the need for further studies. Using gene knockout technology, we recently
demonstrated that CTF18, an evolutionarily conserved gene, plays critical roles in both female oocyte
development and fertility in mice. Our findings suggest that CTF18 plays an important role in
maintaining the early ovarian follicle pools in mammals, and it is well known that diminishing ovarian
follicle numbers correlates with decreased fertility and premature menopause in women. We also
showed that loss of function of CTF18 leads to chromosomal defects during meiosis, and death in almost
half of CTF18-deficient embryos; these findings are consistent with aneuploidy as a cause of embryonic
lethality. Our studies will provide insight into infertility and reproductive disorders in women, and
ultimately lead to better treatments.
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