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Dear PID UK supporter, 

Welcome to our June offering! 

How is life for you as we begin the approach to the end of the shielding period?  We hear from people who are 

embracing the new found freedom that lockdown easing brings and others who are struggling with anxiety about 

what the future holds for them in the new world facing us all.  Sadly, one thing, for sure is that the coronavirus has 

not gone away and as a community we are so dependent on the actions of others to provide an umbrella of safety. 

That is why we are launching our keep the vulnerable safe campaign. Please do support it.  

 

Keep vulnerable people safe campaign 

As lockdown restrictions are lifted further, it is essential that we help 

to keep the most vulnerable in our society safe. Unfortunately, not 

everyone is aware of how their actions could be harming the future 

of those who are more at risk from COVID-19.  

We have created this image for you to share on social media to 

educate others on how they can do their bit to protect communities 

like ours.  

Please share widely and contact Emma at 

emma.bracegirdle@geneticdisordersuk.org if you would like the 

image emailed separately. 

 

 

COVID-19 updates 

Coronavirus: Dexamethasone proves first life-saving drug 

It cuts the risk of death by a third for patients on ventilators. For those on oxygen, it cut deaths by a fifth.  
https://www.bbc.co.uk/news/health-53077879 
 

New coronavirus saliva test to be trialled in Southampton 

Over 14,000 GP staff, other essential key workers and university staff and their households will participate in the first 
phase of the trial.  The test uses saliva ‘transferred’ into a sample pot rather than by using swabs from the throat and 
nose.  https://www.gov.uk/government/news/new-saliva-test-for-coronavirus-piloted-in-southampton 
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New cell therapy aims to treat lung injury from COVID-19 infection 

Researchers at Queen’s University, Belfast are leading a UK-wide clinical trial, offering a 

cell therapy treatment for COVID-19 patients with acute respiratory failure. They are 

investigating the use of mesenchymal stromal cells (MSCs) in patients with a 

complication known as Acute Respiratory Distress Syndrome (ARDS) caused by COVID-

19. MSCs have been shown in experimental models to reduce inflammation, fight 

infection and improve the repair of injured tissue.  

www.qub.ac.uk/coronavirus/research/latest-research-updates/cell-therapy-clinical-

trial/ 

Firing up COVID research 

 The UK was the first country, outside the US, to join the global COVID-19 High Performance Computing (HPC) 

consortium to speed up COVID research data processing. 

https://www.gov.uk/government/news/international-supercomputer-pact-set-to-fire-up-uk-covid-19-research 

 

Start of safety trials of new vaccine for COVID 

About 300 volunteers will have the vaccine over the next few weeks. The vaccine, 

developed at Imperial College, is based on a new approach using synthetic strands of 

the genetic code, called RNA, which mimic the virus.   

https://www.bbc.co.uk/news/health-53061288   

Over one hundred and twenty coronavirus vaccines in early development across the 

world. A further thirteen are now in clinical trials: five in China, three in the United 

States, two in the UK, one in Australia, Germany and Russia.  

 

Non-COVID research update: Genetic analysis of 1300 patients reveals new causes of PID 

A UK-wide research collaboration through the NIHR BioResource for Rare Diseases has combined whole genome 

sequencing (WGS) with a statistical programme called BeviMed to predict the existence of disease-causing changes 

in the DNA of more than 1000 people with PID.   

In the study, published in May’s edition of the journal Nature 

(https://www.nature.com/articles/s41586-020-2265-1), the research team sequenced 

the entire genetic code of 974 people with PID, and their families. The team were able 

to identify variations (changes) in genes already known to cause PID in almost 1 in 5 of 

the study participants, providing them with a genetic diagnosis for their condition.   

To help identify genetic causes for the remaining participants and other patients with 

PID, the team used a statistical programme known as BeviMed. BeviMed can be used 

to predict genes that may cause PID, by comparing the genomes of cases (people with 

PID) and controls (people without the condition). Using this technique, the team was able to identify new genes that 

cause PID. 
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The paper’s lead author, Dr James Thaventhiran, said “The use of whole genome sequencing and the analysis 

methods described in this study allow us to rapidly identify defects in known PID genes. However, the scientific 

advance comes from the ability of these methods to prioritise causal genes for validation, allowing the discovery of 

new causes of PID. From the genetic cause we can then identify immune pathways to therapeutically target to 

improve patients' health”. 

The study also provided new insight into how multiple genes can act together to cause diseases such as PID. The 

research team were able to identify a family of patients where different combinations of common and rare genes 

gave rise to different forms of PID, with varying symptoms and severity.   

This research may also help to explain why some patients with the same form of PID experience vastly different 

symptoms. Professor Adrian Thrasher, a lead investigator and Professor and Consultant in Immunology based at the 

ICH and Great Ormond Street Hospital (GOSH) explained,  “Until now, the reasons for this variability have been very 

unclear,” says Professor Thrasher, “WGS has allowed us to map out unique combinations of genetic errors in each 

patient and consider how their interactions could lead to different symptoms.” 

Combined analysis approaches to whole genome sequences from large numbers of patients with a rare disease type, 

such as PID, can provide new understanding of the genetic causes of these diseases. This is important in PID because 

it will improve diagnosis rates and allow more targeted treatment and advice, ultimately improving outcomes for 

patients. 

Advances in the understanding of rare disease are only made possible through programmes such as the NIHR 

BioResource Primary Immunodeficiency Collaboration, that bring together large numbers of people affected by the 

disease who are willing to take part in research with leading expertise in rare diseases and immunology from across 

the country and the world.   

   

 

The team have now been awarded a £4 million Collaboration Award from the Wellcome Trust to take the research 

forward. The collaboration includes the NIHR National BioResource and Genomics England and will support the UK-

wide consortium to expand the number of PID patients undergoing both WGS and detailed immune investigations, 

to further advance our ability to diagnose PID.  

Professor Smith continued, “This approach allows gene discovery in adult patients without known affected family 

members and with complex disease – a group in which this has previously been very difficult. Its application to other 

rare adult diseases therefore has the potential to allow similar advances.” 

Susan, our Director, says “Knowledge is power, and we hope techniques like these become routine for future patient 

diagnosis and treatment.  These findings are providing some PID patients with answers, ending their diagnostic 

odyssey, and helping define what the best treatments are for these individual patients. We look forward to hearing 

about and collaborating on further studies and the opportunity for more patients to take part in this important 

research.” 

If you or someone in your family has received a genetic diagnosis of PID please get in touch to tell us what it meant 

to you and your family. 

“By bringing together expertise in these rare diseases from across the UK and 

recruiting a larger number of individuals affected by them, we hope to be able to 

provide more genetic diagnoses and better treatments for patients,” said Chief 

Investigator and Director of the Cambridge Institute of Therapeutic Immunology & 

Infectious Disease (CITIID), Professor Ken Smith (pictured left). “At the same time, 

by understanding what goes wrong in the immune systems in rare cases, we hope 

to provide fresh insights into how the human immune system works more 

generally, which could ultimately benefit a much wider number of patients.” 



We need your help! 

 

 

 

Are you struggling with family finances during the COVID crisis?  

Then these are good sources of information to help find out what you could be entitled 

to:  

The Money Advice Service  

https://www.moneyadviceservice.org.uk/en/articles/coronavirus-what-it-means-for-
you 

The Citizens Advice Bureau  https://www.citizensadvice.org.uk 

Working families   https://workingfamilies.org.uk/articles/coronavirus-support/ 

Turn2us   https://www.turn2us.org.uk/get-support/Benefits-and-Coronavirus 

Don’t forget PID UK can provide you with guides to help fill out claim forms for PIP, ESA, DLA and Universal Credit. 

Get in touch with us at hello@piduk.org.  

 

A personal reflection of lockdown by Susan, our Director 

‘Self-awareness is a wonderful thing and although I have always suspected it, I can officially 

confirm I am a hoarder. Having time to spare at home, as most of us have, I decided to start 

a clear out of a few cupboards and found a stash of old spectacles - 12 pairs and 16 spec 

cases.  Some of the specs had only one branch arm working, one pair had gaffer tape in the 

middle holding the frame together (shame on me), and others were fully functional but 

from a bygone era when I was very much younger. These specs still looked good on me, but 

could I see anything clearly – no.  And it was at this point the song by Cher popped into my 

mind ‘If (I) eye could turn back time’ (apologies, it really did as that’s how my brain 

works).  Unfortunately, the rejuvenation of my eyesight is never going to happen, so I’ll be back to my local 

Specsavers when it reopens, (other retail outlets are available), to add my vintage collection to their recycling 

box.  Conclusion, I have turned into my Great Aunt Rachel and Uncle Arthur, who after they died, drawers full of NHS 

specs and dentures were found. These were free on the NHS at the time (many decades ago) and obviously my dear 

Aunt and Uncle were good ‘customers’.  The good news, I still have my own teeth.’  

 

Please do contact us at hello@piduk.org if you would like to share your lockdown stories.   

 

 

PID UK is looking for parents of children affected by PID and young people with 

PID, aged between 16 and 21 years old, to give feedback on patient information 

sheets for a new, important study which will have a major impact on how 

haematopoietic stem cell transplants (HSCT/BMT), are done in the future for 

people unable to find a matched donor.  PID UK is collaborating with the HSCT 

clinicians, Dr Su Han Lum, Dr Mary Slattery, and Dr Andrew Gennery, at the 

Newcastle Great North Children’s Hospital on this project. Please contact us at 

hello@piduk.org if you would like to help. 
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Richard’s Story 

 

“My advice to anyone who has been diagnosed with a PID would be to 

take on board everything you can to help understand your condition.” 

Richard was diagnosed with common variable immune deficiency (CVID) in 

1992. He recently shared his incredible story with us.  

You can read his full story here and watch a video of Richard sharing his 

experience with CVID here. 

Thank you for sharing your story Richard. If you would like to tell the 

community about your experience, please email hello@piduk.org. 

 

 

THANK YOU to everyone who donated to our appeal and all those who 

have set up regular giving to PID UK. We couldn’t do what we do 

without you! Thank you.  

If you’ve missed it please do have a look at our thank you video at 

https://youtu.be/9LfrkkppHD0.  

 

Fundraising ideas 

 

Take care, keep well and safe and don’t forget we are here to support you.  

With best wishes,  

Susan and Emma 

The PID UK Team  

Click to Unsubscribe  

Read our Privacy Policy 

 

 

Take on a challenge this September  

Could you complete a virtual 10k for PID UK? Walk or run 10k in one go 

or over the course of the month. Donate just £10 to take part and 

receive our full support on how to get 'up and running.' Why not ask 

some friends to join you virtually and make a team? Email 

emma.bracegirdle@geneticdisordersuk.org for more details.  

Contact emma.bracegirdle@geneticdisordersuk.org for more 

information.  
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