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Endometriosis, a disease characterized by the presence of endometrial-like tissue outside the uterus,
causes unique health issues at each stage of a woman's life. Adolescents and young adults often suffer from
dysmenorrhea, women in their 20s and 30s may suffer from perinatal complications such as infertility,
placenta previa, and premature birth, and women over 40 years of age are at risk for ovarian cyst
malignancies, premature ovarian failure, cardiovascular events, and osteoporosis. The disease must be
managed throughout life. Special consideration is required for rare types of endometriosis occurring in
locations such as the thoracic cavity, urinary tract, and bowel. In addition, adenomyosis, a related disease in
which endometrial-like tissue forms within the myometrium, has similarities and differences with
endometriosis that need to be understood.

Advances in molecular biology analyses, including comprehensive genetic analysis, have facilitated
research linking the molecular and clinical features of endometriosis and adenomyosis. In this study, patient
registries and molecular/genomic and clinical information can be utilized to predict health problems
associated with endometriosis and adenomyosis, improving women's health outcomes.

This study focused on health issues associated with endometriosis and adenomyosis, including rare sites
of endometriosis, adolescent and early onset, infertility, perinatal complications, malignancies in ovarian
cysts, early menopause, and hormone therapy-resistant pelvic pain. Researchers used patient registries to
conduct genomic and molecular analyses to elucidate the molecular mechanisms and pathology of these
diseases.

Key findings include:

1. Rare sites of endometriosis: Genomic analyses revealed differences between common sites and rare sites
of endometriosis, suggesting different molecular mechanisms and the need for targeted therapies.

2. Adolescent and early onset: A subtype of adenomyosis lacking KRAS mutations was identified with distinct
clinical characteristics, including more severe pain and reduced CA125 levels.

3. Infertility: Endometrial genomic mutations, particularly KRAS and PIK3CA, were associated with
infertility in patients with endometriosis and adenomyosis.

4. Perinatal complications: Endometriosis and adenomyosis were associated with an increased risk of
placenta previa, preterm birth, and other complications, and certain types of adenomyosis were associated
with various perinatal outcomes.

5. Malignancy caused by ovarian endometrioma: Endometriosis was associated with an increased frequency
of concurrent ovarian cancer in patients with endometrial cancer, and certain mutations were identified
in seromucinous ovarian tumors.

6. Premature menopause: Predictive markers for menopause in endometriosis patients receiving dienogest
therapy were identified, along with risk markers for cardiovascular disease and osteoporosis.

7. Hormone therapy-resistant pelvic pain: Factors contributing to progesterone resistance in adenomyosis
were identified, and activation of the IL-6/STAT3 pathway suggests a potential new therapeutic strategy.

This study provided clinical evidence for predicting and managing various health problems in patients
with endometriosis and adenomyosis. It is expected that the findings of this study lead to the development
of new diagnostic and therapeutic strategies in the near future.



