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Cancer genetics is quickly advancing, allowing us to gain a better understanding of disease 
processes. This enables us to adapt cancer treatment and care for women, as well as to assist 
women who are predisposed to gynaecological cancers. While the majority of gynaecological 
malignancies are sporadic, in more than 10% of cases, a predisposition to acquire cancer more 
frequently and sooner can be identified. Genetic breast and/or ovarian cancer, as well as Lynch 
syndrome, are the most prevalent hereditary syndromes we treat (LS).

Abstract

Diagnostic and therapeutic implications of genetics in gynaecology.

Siyuan Ding*
Department of Molecular Microbiology, Washington University School of Medicine, Missouri, USA

Introduction

Gynecological malignancies are caused by genetic alterations 
that can develop sporadically, be induced by an infectious 
agent (the human papillomavirus (HPV) is the causal agent for 
cervical cancer), or be inherited. It is estimated that up to 5% 
of endometrial malignancies and 10% of ovarian cancers are 
linked to a specific hereditary propensity. When compared 
to women without a family history of ovarian cancer, the 
risk of the disease is up to four times higher in women with 
a first-degree relative who has had the disease [1]. The 
discovery of genes that predispose women to gynaecological 
cancers has revolutionised how we treat those who are at 
higher risk. The key result is that those in the high-risk 
group can benefit from education, increased surveillance, 
and risk-reduction efforts. These advancements have also 
aided the development of innovative medicines for treating 
women with the condition in recent years. We used to 
identify high-risk families by taking a full family history 
and then giving genetic testing to cancer patients with a 
significant family history of related cancers. Archival 
tissue from cancer-affected relatives was occasionally 
analysed for mutations. The data was usually collected in 
multidisciplinary specialist clinics so that women might be 
counselled before being tested [2].

With the introduction of reflex testing, the technique has 
evolved. When a woman is diagnosed with cancer for the 
first time, she is offered this test, which includes testing for 
both germline and tumour (somatic) genetic abnormalities. 
This usually happens within the first three to six months 
after a diagnosis. This technique is influenced in part by the 
availability of newer medications that provide significant 
benefits to women with mutations (germline and somatic) 
[3]. Furthermore, as compared to a family history method 
alone, reflex testing greatly increases the identification of 
individuals with inherited genetic abnormalities. After proper 
counselling, if a hereditary predisposition in the woman with 

cancer is discovered, predictive genetic testing is offered to 
the unaffected members of her family. Only about a third of 
cancers are caused by genetic predispositions, thus measures 
to improve early detection and treatment of cancers that occur 
seldom are still needed. While we continue to make progress in 
the field of diagnosis and management, we must keep in mind 
the important and long-term consequences of preventative 
risk-reducing surgery on each individual woman, including 
regret and the possible influence on long-term wellbeing. 
Loss of fertility, early menopause, and a self-perceived loss 
of feminine identity can all affect women. Furthermore, the 
perception that risk reduction surgery entirely eliminates 
the risk of cancer drives the acceptance of risk reduction 
surgery. However, there is still a modest but noticeable risk of 
peritoneal cancer later in life, which is similar to or lower than 
the population risk.

In the clinic, we see two groups of women who want assistance 
in obtaining additional care. The first category consists of 
women who have been diagnosed with a cancer such as breast, 
ovarian, or endometrial cancer and are seeking guidance 
and assistance about genetic testing and its implications 
for therapy, ongoing management, and prospective family 
implications.

The second group of women includes individuals who are 
cancer-free but have been recognised as carriers due to a close 
family who has been affected. It's critical to be mindful of 
the psychological impact of the existential danger of cancer, 
and the consultation should be handled sympathetically with 
plenty of time for discussion and decision-making. This 
second group represents a distinct form of clinical interaction 
than traditional doctor-patient interactions [4].

The goal of this article is to discuss recent breakthroughs 
in the field of inherited genetics of gynaecological cancers, 
as well as possible risk reduction medicines and the current 
diagnostic and management routes.
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