
This year is our groupôs 20
th
 anniversary! This is a cause for reflection, celebration and 

gratitude. 

We have been on a long, at times challenging, but always interesting and deeply 
rewarding journey since the Alpha-1 UK Support Group was first established. 

The group, initially called ñAlpha-1 UKò, was started in 1997 by five founding members 
as a discussion and self-help platform, true to the motto ñfrom patients for patientsò. 
Our remit and objectives have since evolved, and the article on the next page provides 
a brief summary of how the charity works towards its objectives. 

The group renamed itself ñAlpha-1 UK Support Groupò in 2008 and registered as a 
charity two years later. Our membership has steadily grown since, and today we have 
almost 600 registered members and many more supporters.  

Thanks to the founding membersô enthusiasm for digital technology, in 1997 we were 
one of the very first patient groups to launch our own website. The group also 
embraced social media platforms - we have been on Facebook since 2008 and started 
a Twitter account in 2010. Today, our closed Facebook group has over                  
2,700 members from around the world and is one of the main communication 

platforms for patients, families and supporters. 

We are lucky to always have had keen fundraisers amongst our members and 
supporters - on average, more than 30 fundraising events are being held for our 
charityôs benefit every year. Additional income is generated by generous donations 
from members and supporters and, occasionally, grants from pharmaceutical 
companies. Another valuable gift we receive is the time that members and supporters 
commit to the charity, without which we would not be able to operate.    

THANK YOU for your continuing support! 

Welcome.... 

...to our Autumn 2017  Newsletter 

A massive thank you to all our members for their loyalty and  
support over the years and a very special welcome to all our new 

members - we hope you enjoy being part of our group! 

Issue 16 

Autumn 2017 

We would like to thank everyone who has contributed to this issue of our annual Newsletter. 
We hope you find this Newsletter informative and are inspired by the members storiesô and the 
examples of fundraising for our group. This Newsletter also pays tribute to our dear friends 
who passed away in the last year, and who we remember with deep affection and respect. 

In This Issue 20 years Alpha-1 UK Support Group -    
some key facts about the charity 

by the Trustees 

20 Years A-1 UK Support 1 

Onwards and Upwards 2 

Research Update 3 

Genetic Testing Guide 4 

14th Annual Meeting 6 

2nd Scottish Gathering 7 

Alpha-1 Global 8 

A Debt of Gratitude 11 

Member Stories 12 

Obituaries 24 

In Memoriam 29 

Poetry Please 30 

Fundraising/Awareness 32 

Merchandise 37 

Trustees & Committee 38 

Who are we? 
What are our objectives? 
What is Alpha-1? 

39 

1  



 

2 

specialised management by a multidisciplinary team of 
clinicians trained in the multi-organ aspects of Alpha-1. 

Since the Alpha-1 UK Support Group started 20 years 
ago, it has provided a much-needed platform for patients 
with alpha-1 antitrypsin deficiency (Alpha-1), their 
families and friends, for communication, education about 
the condition, advice on how to gain access to relevant 
clinical expertise, and emotional and practical support.  

All new group members are sent a Welcome Pack 
containing information leaflets, the latest Newsletter and 
other materials, such as posters and branded 
merchandise, to help them raise awareness or fundraise. 

Every year, we hold a national meeting and regional 
meetings where our members, their families and friends 
can share their experiences of living with the condition, 
and provide advice and support for each other. These 
meetings are usually also attended by external guests 
and speakers, including expert Alpha-1 clinicians or 
representatives from pharmaceutical companies working 
in Alpha-1 who keep us updated on the latest 
developments in research, disease management and 
new treatments. 

In addition, the charity owns a range of equipment that is 
available to members on a long-term lease basis to 
assist them in maintaining their independence for longer 
and improving their quality of life. This includes 
nebulisers, portable oxygen concentrators, portable air-
conditioning units, mobility scooters and an electric 
wheelchair.   

All of these activities are at the core of why the Alpha-1 
UK Support Group was established. However, since  its 
inception 20 years ago, the focus of the charityôs work 
has significantly broadened to keep pace with the 
challenges faced by all rare disease patient 
communities, particularly in view of ever-increasing 
pressures on limited healthcare budgets and, with the 
rise of treatment for rare disease, the growing 
competition for healthcare resources .  

Over the last ten years our group has had to evolve, 
building a stronger profile and voice in the UK and within 
the global Alpha-1 community. In addition to providing 
support for our members, we have adopted a patient 
advocacy role and we actively engage with clinicians, 
pharmaceutical and biotech companies with an interest 
in Alpha-1, NHS bodies and health technology appraisal 
agencies (such as NICE), to improve access to care and 
effective treatments for AATD. 

It is generally accepted that, in order to optimise the 
prognosis of Alpha-1 patients, they require highly 

Two decades of patient support - onwards and upwards! 

by Dr Sandra Nestler-Parr, Trustee 

Simplified schematic of NHS service commission-
ing in England. All currently operating specialist 
NHS Alpha-1 services/clinics are funded locally by 
hospitals or CCGs (red circle). Once the Specialised 

Service for Alpha-1, recently approved by NHS Eng-
land, is operational in a few formally selected hospi-
tals across the country, the service will be funded 
nationally by NHS England (green circle). During the 
Service Development process (red-green arrow), 
NHS England works closely with expert clinicians, 
patients, commissioners and other stakeholders to 
agree the ñService Specificationsò. These determine 
which Alpha-1 patients are eligible for the service, 
what tests, treatments and procedures the Service 
provides, the level of expertise required by the 
healthcare professionals providing the Service, how 
patients get referred to the Service, which elements 
of care the Service shares with the patientsô local 
specialists and GPs, etc. The Service Specifications 
ensure that all centres that will be chosen to provide 
the Specialised Service work to the same expertise 
and care to the same, agreed standards. Once the 
Service Specifications and the number of centres 
necessary to ensure equality of access to the Service 
for all patients across England have been agreed, 
centres can apply to become providers of the Service 

and will be chosen based on patient need and cen-
tresô ability to meet the Service Specifications. 
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Two decades of patient support - onwards and upwards! 
(continued) 

A brief update on novel treatment approaches for Alpha-1 

by Dr Sandra Nestler-Parr, Trustee 

However, the national patient survey we conducted a 
few years ago clearly highlighted the lack of access to 
the necessary clinical expertise and coordinated health 
services. About three-quarters of respondents stated that 
they were given little or no information about AATD, and 
over half rated their healthcare professionalôs knowledge 
of the disease as ñpoorò. (The results of the patient 
survey in England and Scotland are available to 
download on our website as policy reports at 
www.alpha1.org.uk/index.php/alpha-1-patient-survey.) 

Our efforts have started to pay off - after launching our 
national patient survey and policy recommendations in 
the English and Scottish Parliaments in 2014, after three 
years of campaigning at national level, after several 
expert centres in England setting up locally funded NHS 
Alpha-1 services (please see our 2016 Newsletter for 
details at www.alpha1.org.uk/index.php/newsletters), 
and after we submitted two applications for the 

establishment of a nationally commissioned (i.e. funded), 
Specialised NHS Service for Alpha-1, we are delighted 
to report that, earlier this year, the Prescribed 
Specialised Services Advisory Group has finally 
recommended that such a service be commissioned by 
NHS England (see www.gov.uk/government/uploads/
system/uploads/attachment_data/file/598394/
PSSAG_2017_report.pdf). 

Nationally commissioned Specialised and Highly 
Specialised NHS Services support people with a range 

of rare and complex conditions that require coordinated 
multidisciplinary care by clinicians with hands-on 
expertise in managing the relevant condition, which is 
usually not available at community and local hospital 
level. 

Although the biggest hurdle has been taken by receiving 
agreement in principle to create a Specialised NHS 
Service for Alpha-1, we are not yet on the home straight. 
It could be a long and rocky journey until the Service is 
conceptualised in detail, developed, established and up 
and running. 

The schematic on page 2 illustrates and explains the 
basic process of how care arrangements and funding for 
Alpha-1 patients need to be transitioned from currently 
locally commissioned care to nationally commissioned 
specialised care that will eventually be provided under a 
Specialised Service agreement by centres, formally 
selected based on objective and transparent criteria. The 
development of these criteria, or Service Specifications, 
is a complex, consultative, transparent process, led by a 
committee of NHS officials, expert clinicians, patient 
group representatives and other stakeholders. We have 
very recently started to engage with NHS England, so 
you can rest assured that the charity will represent the 
patient communityôs interest with a strong voice. 

We will keep you posted on our progress with these 
discussions! 

The last year has again seen exciting advancements in 
the development of novel therapeutic approaches for 
Alpha-1 with the potential to address its underlying 
cause, representing a real step-change from AAT 
augmentation therapy. The latest research news was 
presented at the 3

rd
 International Research Conference 

on Alpha-1, held in April in Lisbon, and included reports 
on the advances of innovative technology platforms, 
such as stem cell and gene therapies and their potential 
application in Alpha-1. Another growing area of interest 
discussed at the meeting is the utilisation of the 

beneficial effects of augmentation therapy in other target 
diseases, such as diabetes or transplant organ rejection. 

A summary of the Alpha-1 Research Conference can 
also be found on page 9, and some of the presentations 

are available as videos at the Alpha-1 Global website at 
http://alpha-1global.org/en/alpha-1-global-event-
archive/3rd-international-research-conference-on-alpha-
1-antitrypsin-and-6th-alpha-1-global-patient-congress/. 

Since the detailed update in our 2016 Newsletter on the 
status of access to AAT augmentation therapy in the UK, 
there is, unfortunately, little news to report. Respreeza

È
 

received negative reimbursement recommendations by 
the Scottish and Welsh health technology assessment 
agencies and is therefore not currently available on the 
NHS in these nations. In England, a decision by NICE on 
which process to pursue for the assessment of 
Respreeza

È
 is still pending. The decision of Irelandôs 

Health Service Executive not to reimburse Respreeza
È
 

has resulted in a considerable level of public protest and      
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When people get diagnosed with alpha-1 antitrypsin 
deficiency (AATD) they naturally have a lot of questions 
about the condition and, when they see us in our AATD 
clinic, it is not uncommon for them to ask questions like 
ñHow did I get it?ò, ñWhat do the results of my genetics 
test mean?ò and ñHow is my health likely to be affected 
by this?ò. This kind of question doesnôt come as a 
surprise because AATD is a complicated condition and it 
is understandable that patients may need to have 
information repeated or may want to hear it from more 
than one doctor, since most doctors have slightly 

different ways of explaining things. However, hearing this 
kind of question from patients attending a specialist clinic 
is occasionally a cause for concern when it becomes 

clear that the test for AATD may have been performed 
without their prior knowledge or without an explanation of 
why the test was being done and what the answer may 
mean. Of course, these issues are important for any 
clinical test but they are even more important with testing 
for AATD, because it is a genetic test. 

AATD is an inherited condition, which means that it may 
be passed on in families through the genes; each person 
has two copies of the AAT gene, one inherited from their 
father and the other from their mother. There are 
approximately 100 variations of the alpha-1 antitrypsin 
(AAT) gene and it is generally the case that both copies 
of the gene have to be an abnormal variant in order to 

A brief update on novel treatment approaches for Alpha-1 
(continued) 

A reminder on the guide to genetic testing 

by Professor David Parr and Dr Beatriz Lara, University Hospital Coventry 

media attention. Both the healthcare decision makers in 
Ireland and Respreeza

È
ôs manufacturer, CSL Behring, 

have come under attack by the Irish Alpha-1 community 
for their failure to negotiate a compromise - decision 
makers are not convinced that the drug offers value for 
money, and the manufacturer has not offered a price 
discount that the health care payers are willing to accept. 

There have been a few other setbacks in the last yearé 
Kamadaôs inhaled AAT augmentation therapy product, 
which was also trialled in the UK in a Phase 3 clinical 
study, has not obtained regulatory approval by the 
European Medicines Agency, following the companyôs 
recent withdrawal of its marketing authorisation 
application. However, encouragingly, Kamada 
announced its plan to commence a new Phase 3 pivotal 
study of inhaled AAT for the treatment of Alpha-1, 
thereby demonstrating continuing commitment to bring 
their inhaled AAT product to market. 

Shortly after our 2016 Newsletter report about the 
promising progress in the clinical development of 
effective RNAi therapies for Alpha-1 liver disease by 
U.S. biotech firms Arrowhead Pharmaceuticals and 
Alnylam Phamaceuticals, both companies announced in 
short succession the discontinuation of the clinical trial 
programmes for their respective drug candidates 

following unexpected toxicology findings.  

Despite these initial setbacks in the development of what 
could be the first specific therapy for Alpha-1 related liver 

disease, both companies stressed that they remain 
committed to developing RNAi therapeutics for Alpha-1 
liver disease with new drug candidates. 

Our research update concludes with the promising 
notion that there may soon be light at the end of the 
tunnel: Apic Bio Inc., a U.S. based pre-clinical stage 
biotech company that develops gene therapies for a 
range of diseases, announced less than a month ago 
that it has achieved a pre-clinical proof of concept for its 
lead gene therapy product for the treatment of Alpha-1. 
Having demonstrated efficacy in vitro and in vivo, the 
companyôs Alpha-1 drug candidate is currently 
undergoing further pre-clinical studies in non-human 
primates. Apic Bio is hopeful that it can test this 
potentially curative gene therapy in humans in the near 
future. 

By the way - did you know? Research, partly conducted 
at an archaeological excavation site of Viking latrine pits 
in Denmark, has resulted in a new theory as to why the 
gene defect that causes Alpha-1 has been able to 
survive. According to a 2016 publication by UK 
researchers in the journal Nature Scientific Reports, 
deviant forms of the Alpha-1 protein are thought to have 
protected the Vikings from massive worm infestations by 
binding to an antibody that evolved to protect people vital 

organs from diseases caused by worms, which presen-
ted a survival advantage at the time. So, what once 
protected the Vikings from one health problem, now puts 
Alphas at risk from entirely different health conditions. 
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cause a significant risk to health. When both AAT genes 
are abnormal, there are many potential health effects 
that can lead to various lung and liver problems (as well 
as other rarer conditions). On top of this, the influence of 
the environment and personal habits, such as smoking 
and drinking, play major roles in determining whether 
and to what extent an individual person experiences ill-
health, if at all. 

All of these influences taken together create a 
complicated and wide range of potential scenarios! It 
takes time and specialist expertise to be able to provide 
patients with an understandable and accurate 
explanation of the commonest scenarios, but the time to 
do this is before the genetic test for AATD is performed; 
this is called ópre-genetic test counsellingô. Once the test 
results come back, it is possible to give more precise 
information about what the test result means, and this 
explanation may need to include the findings of other 

tests such as breathing tests and scans; this is called 
ópost-genetic test counsellingô. 

The terms ópre-genetic test counsellingô and ópost-
genetic test counsellingô apply to genetic testing in 
general, not just to AATD testing. They are just part of 
the best practice standards that are applied to the use of 
genetic testing and which should be followed by all 

doctors, whether they are GPs or hospital doctors, and 
by companies that provide what is known as óDirect to 
Consumerô (DTC) testing.  

In the UK, there are several organisations responsible 
for providing guidance to health care professionals and 
the public on the use of genetic tests. The guidance on 
best practice for doctors and advice for users of health 

services provide a good framework and lists the 
principles that should be adhered to when undertaking 
genetic testing. Some of this information is quite 
complex and the details differ according to whether the 
genetic testing is being done for someone with 
symptoms of ódiseaseô or for someone who is well but is 
related to an affected patient. However, there are some 
common themes and principles that should be followed 
in order to avoid confusion and worry.  

In any case, patients should always speak to their GP or 
their hospital doctor about the possibility of genetic 
testing if they think they may need it. Best practice 
includes obtaining a referral from a GP, or specialist 
doctor if applicable, for genetic testing to be carried out.  
If the doctor thinks genetic testing may be appropriate, 

they should usually refer their patient for genetic 
counselling as well.  

It is also important to consider all implications of having 
a test for a genetic disease: some people may, for 
example, experience difficulties in finding or renewing 
insurance cover (for travel, private health or other 
insurances) after having had a genetic test, irrespective 
of the outcome.  

The use of postal test kits for genetic conditions, where 
testing kits may be sent through the post to family 
members of known patients (often called ópre-
symptomatic testingô), should also follow the best 
practice guidelines for genetic testing. However, the 
logistics of using postal test kits clearly present an 
obstacle to being able to adhere to best practice 
standards, particularly the ability to provide direct face-to
-face genetic counselling. Leaving the counselling to a 
family member with AATD, even if they have a good 
understanding of how the condition affects them 
personally, or searching for information about the 
disease on the internet, is not a substitute for 
professional genetic counselling. The use of postal test 
kits for genetic testing is therefore not recommended by 
the NHS. 

We encourage anyone wishing to learn more about 
genetic testing to read the information available on the 
websites below, using the links provided. The specialist 
NHS clinics for AATD patients that are now running in 
Birmingham, Cambridge, Coventry, and London should 
also be able to provide advice and guidance by 
telephone or email. However, since there is no substitute 
for face-to-face discussion in a clinic appointment with 

an expert, some patients may prefer to be referred by 
their GP for an outpatient consultation. If you would like 
to do this, you simply have to ask your GP to make a 
referral through óChoose and Bookô to the expert clinic of 
your choice ï often it takes only one appointment to put 
minds at rest. 

Suggested links: 

NHS UK Genetic Testing Network:  http://ukgtn.nhs.uk/ 

NHS Choices ï Genetic testing and counselling: http://
www.nhs.uk/Conditions/Genetics/Pages/genetic-testing-
and-counselling.aspx 

Genetic Alliance ï Benefits and risks of genetic testing: 
http://www.geneticalliance.org.uk/information/services-
and-testing/benefits-and-risks-of-genetic-testing/ 

A reminder on the guide to genetic testing  
(continued) 

http://ukgtn.nhs.uk/
http://www.nhs.uk/Conditions/Genetics/Pages/genetic-testing-and-counselling.aspx
http://www.nhs.uk/Conditions/Genetics/Pages/genetic-testing-and-counselling.aspx
http://www.nhs.uk/Conditions/Genetics/Pages/genetic-testing-and-counselling.aspx
http://www.geneticalliance.org.uk/information/services-and-testing/benefits-and-risks-of-genetic-testing/
http://www.geneticalliance.org.uk/information/services-and-testing/benefits-and-risks-of-genetic-testing/
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Cheltenham, 24
th
 September 2016 

Our 15
th
 annual gathering was held at the Juryôs Inn 

Hotel in Cheltenham, in the beautiful Cotswolds, on 
Saturday, 24

th
 September 2016. 

The event is one of the largest annual gatherings of the 
UK Alpha-1 patient community where Alphas and their 
families can meet and socialise with fellow patients and 
be updated on news about research, treatment options, 
care options and other relevant topics by leading experts 
in the field of Alpha-1 Antitrypsin Deficiency.  

This year, at the request of our members, we reduced 
the number of formal presentations to provide more time 
for our members to socialise and to have the opportunity 
of one-to-one conversations with our external guests. 

Joanna Shakespeare, Head Respiratory Physiologist, 
University Hospitals Coventry & Warwickshire, delivered 
an excellent practical session entitled ñCan you improve 
your inhaler technique?ò. She demonstrated the many 
different inhalers that are now available and the varying 
techniques required to ensure that inhalers are used 
correctly and patients get the best possible benefit from 
their inhaler. 

Dr Sandra Nestler-Parr, one of our Trustees, gave an 
update on the latest research news, the status of access 
to augmentation therapy in the UK and the specialist 

Alpha-1 NHS clinics. More details on all of these topics 
can be found in last yearôs newsletter which can be 

downloaded on http://alpha1.org.uk/attachments/

article/51/A1UK_NEWSLETTER%20ISSUE%2015%
20AUTUMN%202016.pdf.pdf. 

The panel members of our interactive ñMeet the Expertsò 
session were Professor David Parr and Dr Beatriz 
Lara from the Alpha-1 specialist centre at University 
Hospitals Coventry & Warwickshire, Joanna 
Shakespeare along with industry representatives Eddie 

Owens, General Manager at CSL Behring UK ,and 
Peter Leone, Vice President of Arrowhead 
Pharmaceuticals. Peter had travelled from the U.S. 
specially to be able to join our meeting! The panel 
answered many questions from our members in the 
audience. 

This was followed by a break-out session where 
everyone had an opportunity to speak with the industry 
representatives and health care professionals.  

Many members had dinner together and stayed until 
Sunday morning. 

15th Annual Social and Information Day, Cheltenham 2016 

L-R: Eddie Owens, Peter Leone, Joanna 
Shakespeare, Beatriz Lara, David Parr 
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Kirkcaldy, 3
rd
 June 2017 

The 2
nd
 Scottish Meeting of our charity was organised by 

Fay Whittaker and Graham Dalton and was held at 

Cluny Clays Activities in Kirkcaldy Fife, on Saturday,       
3
rd
 June, between 11 and 5 pm.   

The event was intended to be a social occasion where 
Alphas, and their families and friends could meet and 
chat and socialize. We had the pleasurable company of 
Mr Andrew Deans, Respiratory Nurse at the Royal 
Infirmary of Edinburgh, who has been working in the 
field of Alpha-1 for many years and was happy to 
answer our questions and give advice. 

Anyone who felt energetic enough had the opportunity to 
take part in any of the many leisure activities available at 
the venue. After a buffet lunch, we held a quiz for the 
adults - we were told that it was rather challenging, to 
say the least!  

A treasure hunt was organised for the children. Clues 
were hidden throughout the adventure playground, and 
everyone thoroughly enjoyed running around trying to 

find them. Many of the children also took advantage of 
the golf driving range during the day. 

We received very positive feedback from the meeting - 
everyone who attended told us that they had a lovely 
time and found the opportunity to talk with other Alphas, 
and to exchange experiences and advice, of great 
benefit. 

Graham was our official photographer for the day and, 
considering that he was fighting a chest infection at the 
time, he did a marvelous job which was greatly 
appreciated. 

2nd Scottish Gathering, Kirkcaldy 2017  


