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Diversity and Inclusion in Rare 
Disease Clinical Research

Patient enrollment can be difficult for clinical trials targeting rare genetic diseases. 
These trials typically target very small patient populations, leading to challenges in 
enrolling patients. Also, enrollment is often restricted by logistical and social barriers 
such as language, participants’ ability to take time off from work, and participants’ 
ability to travel to research sites. 

Given the barriers to identifying patients for rare 
disease studies, achieving enrollment success 
also requires more inclusive study design and 
technology-driven solutions.

Biotech and pharmaceutical companies 
increasingly recognize the importance of 
connecting to patient advocacy groups to identify 
and enroll a diverse population of patients in 
clinical trials.
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In the XTalks webinar Engaging Diverse Patient Populations in Rare Genetic Disease 
Clinical Research, Lanya McKittrick, chair of the board of the Usher syndrome 
Coalition; Steve Smith, president of patient advocacy at WCG; and, Karmen Trzupek, 
M.S., CGC, director of clinical trial services with InformedDNA, discussed how 
industry can work with advocacy groups to make rare genetic disease trial enrollment 
more inclusive. 

In this white paper, we address how to engage patient advocacy groups as critical 
stakeholders in clinical trials, leading to more inclusive patient populations. 

What Advocacy Groups Offer  
Rare Genetic Disease Studies
It is well-known that advocacy groups bring many benefits to clinical trials, such as 
emotional support and insight into patient-centric study design. But they can also 
improve access to genetic testing, interpretation, and counseling for their patient 
communities.

Genetic diseases are complex, with different subtypes that manifest symptoms at 
different points in the disease process. Patients need different information at different 
stages so they are not overwhelmed; advocacy groups can keep patients connected 
and ensure they are aware of relevant resources at the right time in their journey.

For example, Usher syndrome can manifest with deafness and blindness at different 
points. “The Usher syndrome community is diverse because of the three clinical types 
and how and when deafness and blindness present themselves,” said McKittrick. 
“We’re thinking about all of the details when providing information in regard to 
registries and anything that you want to get out to this patient population.”1

Engaging Diverse Patient 
Populations in Rare Genetic 
Disease Clinical Research
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Barriers to Diversity and Inclusion
Diversity and inclusion in patient enrollment are important for rare disease research 
because without the appropriate type and number of patients, that research will 
be less likely to progress. “It’s the patient community that will lead to a cure,” said 
McKittrick.2 But there are typically significant barriers to inclusion.

 Location: Distance to research sites can be disruptive to patients’ lives but it
has traditionally been unavoidable. In a rare disease clinical trial, sponsors may 
have only a few clinical trial sites in the U.S. But, due to the 2020 pandemic, 
both patients and sponsors are more receptive to virtual or remote services.

Telemedicine is one way to mitigate this barrier to increase inclusion. “We think 
particularly about geography and economic disparities and use telemedicine to reach 
patients and increase access to genetic services and clinical research,” said Trzupek.3

Genetic testing, interpretation, and counseling: Some patients
and families do not have access to genetic testing, and those who do often 
don’t know what to make of the results. Genetic tests have become more 
complex. According to various industry sources, there are more than 140,000 
genetic tests on the market with more coming on board every single week.4 Also, 
due to the complexity of so many genetic tests, there are significant challenges 
that community healthcare providers face when trying to incorporate genetic 
testing and interpretation into their practice.

In most rare disease 
clinical trials, sponsors 

may have only a few 
clinical trial sites in 

the U.S.
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Financial support: For some diseases, genetic testing is routinely covered 

by insurance. For others, it’s frequently denied. The result is that genetic clinical 
trials have historically been accessible to only those with the economic means 
to take time off work and travel to major medical centers.5 Patient-centric 
organizations and advocacy groups can help trials connect lower-income 
patients with resources for testing and participation.

 Language: The inclusion of non-English-speaking participants has been 

increasing, but research shows it still has a long way to go. Including patients 
who do not speak English increases participation.6 Dr. Jonathan Jackson of 
Massachusetts General Hospital has found that just by breaking down barriers 
of language and digital access, his clinical trials were able to increase patient 

participation by 60%.7

Race and ethnicity: Many communities distrust the pharmaceutical 

industry, linking a company’s interest solely to increased profits. This distrust is 
rooted in part in a long legacy of discrimination and exploitation of black 
Americans, beginning with experimentation on slaves and including the Tuskegee 
syphilis study. Engaging community level physicians of color to participate in 
clinical research has been shown to help rebuild trust in clinical research. 

Diversity and inclusion 
in patient enrollment 

are important for 
rare disease research 
because without the 
appropriate type and 

number of patients, that 
research will be less 

likely to progress.
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Solutions for Increased Inclusion
Despite the aforementioned barriers, there are ways that the pharmaceutical industry 
can increase trial inclusion: 

Wider eligibility criteria
Eligibility criteria for rare genetic disease studies have traditionally been narrow. 
Loosening eligibility criteria can increase enrollment without necessarily 
sacrificing rigor. For example, people with preexisting conditions may still be 
useful participants; clinical genetics experts can target additional subgroups to 
add value and expand participation.

Crossover trials 
Placebo trials are important to research integrity, but patients want to be on the 
active drug. To attract patients, studies can re-enroll early phase participants 
who were on the placebo into later phase studies by operating extension trials. 
Smith believes rare disease advocates are willing to take risks so drugs can be 
approved faster. Says Smith, “They want the drug … That’s the motivation for 
people … It’s hard enough to enroll enough people for a trial to succeed. We 
need all the participants we can get.”9 

Local and remote language translation 
InformedDNA leverages a roster of telephone-based medical interpreters for 
every language. This has helped to attract participants. “From the moment of 
referral, our patient care coordinators reach out to patients, not just later when 
they speak to a genetic counselor, because that’s too far into the process,” said 
Trzupek.10

InformedDNA utilizes a 
roster of telephone-based 
medical interpreters for 

every language.
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 Partnerships with community physicians 
Community physicians are the front line. They need to be involved in the 
process of setting up communication between patients and researchers, 
screening patients, getting them genetic tests, and helping patients decide on 
enrollment. 

“We partner with community-level physicians in a way that helps bring the 
services — genetic counseling and clinical research screening — right to their 
practice,” Trzupek said. “So we use telemedicine as an extension of their 
practice to make sure that they can get this done within their own clinics.”11

 Remote data collection 
Remote data collection and in-home monitoring allow patients to avoid the 
burden of excessive trips to hospitals to participate in trials. Sample collection, 
obtaining vital signs, and other services can be accomplished in the patient’s 
home. This also reduces costs to trial sponsors.

 Genetic testing, interpretation, and counseling 
Researchers can make screening available remotely through genetic testing and 
genetic counseling. When complex genetic information is made understandable, 
patients are more likely to feel engaged in the research process and more likely 
to both enroll and remain committed to the study.
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Conclusion
Genetics experts and advocacy groups are particularly important to enrolling qualified 
participants. With their unique ability to put complex information into layman’s 
language, genetic counselors are vital to gene-based clinical trials. But, the value of a 
clinical genetics expert extends well beyond recruitment.

The information revealed from genetic testing can be both scientifically complex and 
personally life-changing, not only for the individual tested but for their family 
members as well. There is a potential risk that one or more family members may 
have inherited the same condition for which the patient is being tested. How are the 
patient and family prepared for that possibility? And what if results show that the 
patient has another disorder? Genetics research also involves concerns about privacy 
infringement for individuals and their blood relatives.12

In truly patient-centric trials with diverse representation of participants, long-
term involvement of qualified genetics experts is indispensable — they offer a 
wide breadth of expertise and can discuss critical results with patients in an 
understandable, professional, and compassionate manner.

Advocacy groups are crucial to increasing diversity. Gaining trust from a rare disease 
patient advocacy group requires a long-term relationship to prove that community 
matters to the pharmaceutical company or academic center running the trials. 

Pharmaceutical and biotech companies should approach rare disease advocacy 
groups with open minds. “Pharmaceutical and biotech companies often approach us 
with specific requests, such as ‘How many patients have a specific subtype of Usher 
syndrome and what do you charge to get that information?’” said McKittrick. “I would 
like to see a shift in the model … It would be approaching us with an open mind and 
asking, ‘What kind of support do you need?’”13
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It takes work to create a system that helps enroll diverse patients. Widening 
eligibility, crossover trials, translation options, remote data collection, and 
partnership with community physicians can all help. It begins with care teams and 
communities fundamentally understanding that engaging a diverse population of 
patients is vital to improving the quality of data and, ultimately, developing lifesaving 
treatments. 
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Founded in 2007, InformedDNA is the authority on the appropriate use of genetic testing. With the largest, lab-independent, 

full-time staff of board-certified genetics specialists in the U.S., InformedDNA helps to ensure that pharmaceutical and biotech 

companies, health plans, hospitals, employers, clinicians, and patients all have access to the highest quality genetic services. 

Key offerings for pharmaceutical and biotech companies include support for clinical trial design, patient identification, and 

recruitment; patient and physician engagement; clinical genetic counseling; and, test ordering and interpretations services.

For more information, contact us:

pharma@InformedDNA.com   |   844-846-3763   |   www.InformedDNA.com
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Nation’s largest staff of board-certified genetics specialists, covering all genetics specialties, 
enables rapid deployment of resources to accelerate patient recruitment 

Support for sponsors at every stage of the drug development pipeline:

 For preclinical development 
programs: InformedRESEARCHTM 
enables sponsors to engage 
patients through trusted IRB-
approved screening programs prior 
to active clinical trial enrollment

 For actively enrolling clinical 
trials: InformedRECRUITTM 
optimizes patient identification 
by uncovering and screening 
targeted populations at the 
community level 

 For post-market programs:  
InformedACCESSTM leverages 
our extensive payor network 
to ensure successful coverage 
policies while identifying rare 
disease therapy candidates

The InformedDNA Advantage
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