
 

Women and Rare Disease Fact Sheet 

Sex-Based Differences in Rare Disease  

Sex differences play a critical role in how rare diseases manifest, progress, and respond to 

treatment. Biological factors, such as hormonal fluctuations, immune system activity, and 

genetic factors, contribute to variations in symptoms between men and women. Despite these 

known differences, many diseases are still primarily studied in men, leading to an incomplete 

understanding of how they affect women, ultimately impacting diagnosis, treatment, and long-

term management. 

Bias and Stigma  

Women with rare diseases often encounter bias and stigma in medical settings, where their 

symptoms may be minimized or misattributed to psychological causes. In fact the word 

"hysteria" comes from the Greek word "hystera" which means "uterus" because ancient healers 

once believed that a "wandering womb" caused the symptoms associated with hysteria. 

Historically, women have been dismissed as overly emotional or exaggerating their pain, leading 

to delays in diagnosis and proper treatment. This bias is particularly harmful in the case of rare 

diseases, where early intervention can significantly impact outcomes. Additionally, women with 

visible symptoms may face social stigma, feeling isolated due to a lack of understanding from 

both healthcare providers and society. The perception that rare diseases are “invisible illnesses” 

further complicates their struggle for validation.  

Underrepresentation in Clinical Trials 

Women have been historically underrepresented in clinical trials, leading to a significant gap in 

knowledge about how rare diseases and their treatments affect them. Many clinical studies 

excluded women due to concerns about hormonal fluctuations affecting results or the potential 

risks to fetal health if a woman became pregnant during the trial. As a result, medications and 

therapies are often developed and tested primarily on men, despite evidence that women may 

metabolize drugs differently, experience different side effects, or require distinct dosing 

strategies. This lack of inclusion has long-term consequences, as treatments may be less effective 

or even harmful for women, ultimately limiting their access to safe and appropriate medical care. 

Limited Expertise Impacts Access to Care 

Because rare diseases are, by definition, uncommon, finding a knowledgeable healthcare 

provider can be difficult. Many general practitioners have limited experience with these 

conditions, and specialists may be concentrated in only a few medical centers worldwide. This 

forces patients to travel long distances, endure long wait times, or rely on fragmented care from 



multiple providers. Without access to coordinated, multidisciplinary care, women with rare 

diseases are often left to manage their own healthcare, researching their condition, seeking out 

clinical trials, and advocating for appropriate treatment. The data on sex differences in rare 

diseases may not have been studied, making personalized patient management even more 

challenging. 

Hormonal Influences  

Hormones, particularly estrogen and progesterone, can have an impact on the progression and 

severity of rare diseases. Some conditions can worsen during times of hormonal fluctuation, such 

as puberty, menstruation, pregnancy, and menopause. For some women, pregnancy may 

temporarily alleviate symptoms due to immunological changes, while others experience severe 

flares. Hormonal therapies, including birth control and hormone replacement therapy, may help 

manage symptoms but can also pose risks or interact with other treatments. Unfortunately, 

research on how to best address these hormonal influences remains limited, leaving many 

women with rare diseases navigating treatment options with little guidance from medical 

professionals. 

Challenges During Pregnancy 

Managing a rare disease during pregnancy presents unique challenges, as many conditions can be 

affected by the physiological changes that occur. Some diseases may worsen due to increased 

stress on the body, while others may temporarily improve due to immune system suppression. 

However, the lack of research on rare diseases in pregnancy often leaves women and their 

healthcare providers without clear guidelines. Medications that are effective for disease 

management may pose risks to fetal development, forcing women to choose between controlling 

their symptoms and ensuring a healthy pregnancy. Additionally, high-risk pregnancies require 

specialized care, which is not always accessible, leading to further complications and increased 

anxiety for expecting mothers with rare diseases. 

X-Linked Diseases 

Many rare genetic diseases are X-linked, meaning they are carried on the X chromosome. Since 

women have two X chromosomes, they may have a second, healthy copy of the gene that can 

partially compensate for the mutated one, often resulting in milder symptoms compared to men, 

who have only one X chromosome. However, women can still experience significant health 

issues and are often unaware they are carriers until they attempt to conceive or have children 

affected by the condition. Genetic counseling is important for women who carry X-linked 

disorders, as they must consider the implications for their own health and the potential health of 

their children. 

Challenges in Access to Reproductive Care  

Women with rare diseases often face significant barriers in accessing reproductive care, 

particularly when they have high-risk pregnancies. Many obstetricians lack experience in 

managing pregnancies complicated by rare conditions, and maternal-fetal medicine specialists 

may not always be available, especially in rural or underserved areas. Additionally, insurance 



limitations and financial concerns can make it difficult for women to receive the advanced care 

they need. Some women may also encounter bias from healthcare providers, who may 

discourage pregnancy or provide inadequate support due to misconceptions about their condition. 

Ensuring that women with rare diseases have access to specialized, compassionate reproductive 

care is essential for improving maternal and fetal health outcomes. 

Contraception, Fertility, and Family Planning 

Women with rare diseases often face unique challenges when it comes to contraception, fertility, 

and family planning. Certain conditions may impair fertility, making it more difficult to 

conceive, while others may require assisted reproductive technologies that are costly and not 

always covered by insurance. Contraceptive options can also be limited, as hormonal birth 

control may interact with medications or exacerbate symptoms. Additionally, women with 

genetic conditions must consider the potential risks of passing on a disease to their children, 

making family planning decisions particularly complex. Access to reproductive specialists who 

understand the intersection of rare diseases and fertility remains a challenge, leaving many 

women without the guidance they need to make informed decisions. 

Advocacy 

Despite the challenges they face, many women with rare diseases become powerful advocates for 

themselves and others. Patient-led organizations, online communities, and grassroots movements 

have helped drive awareness, influence policy changes, and secure funding for rare disease 

research. Women are often at the forefront of these efforts, using their personal experiences to 

push for better diagnostic tools, treatment options, and support systems. By sharing their stories, 

educating healthcare providers, and lobbying for legislative change, they play a crucial role in 

advancing the field of rare disease care and ensuring that future generations receive better 

medical attention. 
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