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An estimated two million people are living with a 
rare disease in Ukraine. Many of the 6,000 rare 
conditions are often disabling and frequently life-
threatening, even in normal times. When faced with 

a war, it adds an extra layer of complexity and uncertainty.

Limitations of disease
Since February 2022, EURODIS-Rare Diseases Europe 
has mobilised the wider rare disease 
community to help Ukrainians living with 
rare diseases because the community 
we serve is as vulnerable as it gets. How 
can someone with a rare skin condition 
survive in a basement while hiding from 
missiles without the risk of catching an 
infection? How can someone needing 
mandatory daily inhalations survive in 
a city that is cut off from electricity for 
months? And is there a way to flee the war 
if you are wheelchair-bound?

Providing necessities
The Rare Barometer survey on Ukraine results shows that 
nearly 40% of Ukrainian families living with a rare disease 
were forced to move internally or abroad. At least eight 
in ten reported at least one interruption of the care they 
usually receive. Satisfying basic needs — a place to live, 

food, water, hygiene products and clothing — is also an 
issue for many.

Various organisations and governments across the globe 
have mobilised their resources to support Ukrainians living 
with a rare disease, and a lot has been achieved, but there 
is more to be done. The humanitarian consequences of the 
war will remain in place for years to come. While our task 
is to cover the most urgent needs, we should also consider 

longer-term priorities, which require more 
sustainable solutions. 

How to help those affected
We encourage international actors to 
proactively include Ukrainians living with a 
rare disease in their response programmes 
and take their complex needs into account 
— from accessible housing to adjusted 
employment opportunities to expensive 
treatments. After all, supporting the most 
vulnerable is our common mission. 
We should not feel helpless. Everyone can 

do something to help those in need — by welcoming them, 
providing essentials or advocating for policies that facilitate 
their displacement. Let’s unite, leaving no Ukrainian with a 
rare disease behind. 

More info at 
eurordis.org/

rare-barometer/
english/

How can someone with a 
rare skin condition survive 
in a basement while hiding 
from missiles without the 
risk of catching an infection? 

Greater patient engagement in rare disease drug 
trials is not just a ‘nice to have.’ Like many others, patients with hypoparathyroidism 

around the UK are now experiencing difficulties accessing 
the essential medication that keeps them alive. Over recent years, there has been an increased level 

of research and development into the rare genetic 
condition hereditary angioedema (HAE).Naomi Litchfield, Global Patient 

Advocacy Lead at contract research 
organisation Bionical Emas, who 
specialise in facilitating clinical 

development of new treatments for rare 
diseases, says: “Positive patient engagement is a 
crucial part of the drug development process.”

Creating connections
As a former Senior Clinical Research Nurse at 
Great Ormond Street Hospital, Naomi cared for 
rare disease patients participating in clinical 
trials and early access programmes and has seen 
the impact investigational drugs can have. Now, 
she and her team are enabling partnerships 
between pharmaceutical companies and 
patient advocacy groups throughout the drug 
development process.

Early, often, transparent
“Patient engagement must be early, often, and 
transparent,” says Naomi.

The process starts at the drug development 
preclinical stage, with the creation of an access 
policy and a patient communication plan. 
“Companies need to understand the patient’s 
condition, and that means listening,” she says. 
Naomi and her team create materials to support 
the patients, from education materials about 
clinical trials and early access programmes to 
communication templates and frequently asked 
questions documents. 

Communication between parties
At the clinical development stage, the team looks 
to reduce patient burden as much as possible. 
Considering the patient perspective early in 
clinical development supports the choice of 
clinically meaningful endpoints, which can be 
particularly challenging in rare diseases. 

Patient engagement with payers such as 
the NHS or health insurers can also be really 
valuable. A clear understanding of patients’ 
needs here can create efficiencies and accelerate 
timelines — especially important in rare 
diseases,” says Naomi. “Many are progressive 
and hard to diagnose, so after a long diagnostic 
journey, patients and families may not have 
much time.”
Once a new drug is commercialised, the team 
helps plan communications — where their 
relationships with patient groups can help — 
and provides feedback from trial participants 
for future clinical development. “Feedback 
to patients is also vital,” she says. “Many take 
part in clinical trials; not just for early access to 
new treatments but to help future generations. 
Positive patient engagement benefits all parties.”

Hypoparathyroidism is rare, serious 
and affects all ages. Insufficient 
parathyroid hormone leads to low 
calcium levels in the blood which 

cause distressing symptoms and, without 
treatment, can be fatal. 

It is a challenging condition to manage 
as there is no readily available replacement 
parathyroid hormone. Treatment relies  
on high-dose One Alpha (alfacalcidol) —  
an oral active vitamin D. 

Patients can’t access drugs
Patients around the UK are having difficulty 
accessing their essential medication. 
Switching brands often destabilises calcium 
levels leading to urgent hospital admissions 
and restoring stability can take several months.

One of the 2022 key priorities of the UK Rare 
Disease Framework Action Plan is ‘improving 
access to specialist care, treatment and drugs.’ 
Instead, we are seeing the withdrawal of 
existing medication. 

Immediate action
Parathyroid UK and their medical advisers 
have recommended immediate action to 
the DHSC and called upon the Society for 
Endocrinology to highlight the matter to 
its members. Hypoparathyroidism should 
be recognised as a rare condition requiring 
protected access to essential medicines for 
patients with this condition. 

This medication needs to be added to the 
Medicines Repurposing Programme. We 
need a secure supply and the NHS is ideally 
positioned to make these drugs for itself. 

Long-term needs
In the long term, new ways to prevent and treat 
the condition and access drugs are needed. 
Cases are likely to rise as thyroid operations 
(currently 10,000 pa) increase, so efforts to 
optimise surgical outcomes and reduce the 
risk of post-surgical hypoparathyroidism are 
crucial and include restricting work to key 
centres, improving surgical techniques and 
adopting new intraoperative technologies. 

Parathyroid UK is involved in a UK-wide 
multicentre trial (the NIFTy trial) of one such 
technology and awaits a new device being 
tested in a clinical setting that will allow 
patients to check their calcium blood levels  
at home. 

Research takes time and requires funding. 
In the meantime, patients who are already 
struggling to manage a rare and underserved 
condition find themselves more at risk.

As a result of heightened research, 
there are more HAE treatment 
options available that can help  
to both prevent and control  

the disorder.

The severity of HAE
“People with HAE are prone to attacks of 
painful swellings in the skin or mucous 
membranes, which can affect the limbs, 
face, abdominal areas and throat. 
Untreated swellings of the throat can be 
life-threatening,” explains Luke Robinson, 
General Manager UK, Ireland and Nordics 
at BioCryst Pharmaceuticals, a biotech 
company that is addressing unmet needs  
of people with rare diseases. 

One of the challenges of HAE is its 
unpredictability. “Attacks can be triggered 
by an injury or infection, surgery, dental 
treatment, certain medicines, pregnancy and 
stress,” says Robinson. “Where there is no 
apparent cause, it could be triggered by  
stress or anxiety.”

Treatment options
International guidelines recommend that 
patients are assessed at every visit to identify 
the most suitable course of treatment.  

HAE is a lifelong condition, but there are 
treatments. For acute attacks, patients are 
given subcutaneous injections, or — if that fails 
— intravenous therapy. Some patients carry 
the medicines with them and are trained to 
self-administer, but people who have frequent 
attacks may qualify for prophylactic treatment.

The mainstays of an effective acute or 
prophylactic treatment include factors such as 
ease of administration, speed of resolution of 
swellings and the degree to which attacks are 
prevented or reduced in severity. 

Advantages for patients
Robinson says: “For patients, an effective 
treatment plan means better control of the 
unpredictable nature of HAE which could 
improve their quality of life — physically, 
mentally and emotionally.”

“BioCryst is committed to supporting people 
living with rare diseases, including HAE, by 
helping them manage the obstacles they face 
in their day-to-day life.” 
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New HAE guidelines  
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Paid for by Bionical Emas Paid for by Parathyroid UK Paid for by BioCryst

Find out more at bionicalemas.com
Find out more at parathyroiduk.org Find out more at biocryst.com

INTERVIEW WITH
Naomi Litchfield  
Global Patient Advocacy 
Lead, Bionical Emas

WRITTEN BY
Linda Whitney

WRITTEN BY
Anastasiia Saliuk
Senior Project Manager 
for Ukraine Response, 
EURORDIS-Rare 
Diseases Europe

Ukrainians with rare diseases often rely on luck to live. Even those with debilitating symptoms and limited mobility with the most urgent needs are unable to access essentials. 
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LifeArc has scientific 
research facilities 
in Stevenage and 
Edinburgh and a 
specialist science 
team at the Francis 
Crick Institute in 
London. They have 
committed to invest 
over £1 billion by 
2030 to make life 
science life changing 
and will be launching 
further initiatives 
to support rare 
disease translational 
research. 
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Medicine R&D is difficult and takes a long time. 
With licensed medicines only available for 
around 500 of the 7,000 rare diseases, turning 
ideas into treatments for rare and ultra-rare 

diseases is even harder because of the lack of funding and 
the complexity of understanding rare diseases with limited 
patient numbers.

Promising research
Self-funding medical research charity LifeArc is finding 
ways to change that, helping researchers overcome research 
challenges and get treatments to patients faster. 

“We are providing advice, funding and science to help 
turn promising research into potential treatments,” says Dr 
Catriona Crombie, Head of the Philanthropic Fund at LifeArc.  

The Philanthropic Fund awards grants to academics 
with promising projects focused on treatments, devices 
and diagnostics that could support people living with rare 
diseases. 

Dr Crombie says: “To date the fund has awarded, over  
£9 million to research looking at 33 rare disease indications, 
exploring all kinds of approaches from cutting edge gene 
therapy, through to the use of antibodies or repurposing 
existing medicines.”

Accelerating gene therapy research  
“New classes of highly specialised medicines, including 
gene and cell therapies, offer huge potential to transform 

the lives of patients with diseases that are debilitating  
or life-shortening with limited treatment options,”  
says Crombie. 

“But a big barrier for academics is how to develop them 
to a point that they can start trials in patients. These are 
highly complicated treatments and academics can find it 
difficult to get access to the specialist facilities, materials, 
manufacturing processes and the expertise that can ensure 
the treatments can be used in a clinical trial,” Crombie adds.

To address the challenge, LifeArc and the Medical Research 
Council (MRC), with support from the Biotechnology 
Sciences Research Council (BBSRC), announced an £18 
million investment to create a national network of innovation 
hubs for gene therapies. 

Boosting initiatives
Medicines repurposing – where a medicine used or in 
development for one condition is researched for another 
condition - offers exciting potential for treating rare 
diseases. But it is not an easy route, and aspects like 
intellectual property or the format of the medicine can 
create challenges. 

“We have partnered with The Medical Research Council 
to create a repurposing medicines toolkit. It’s a free, 
online resource to help researchers, charities and others 
navigate the complex path to patient access for repurposed 
medicines,” Crombie explains.

We aim to support academics, charitable organisations and other institutions to transform their ideas  
into tangible solutions. 

Injecting hope and funding into the search  
for rare disease treatments  
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