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1. Foreword

As an MP with a young constituent who suffers from Alpha-1
antitrypsin deficiency (Alpha-1), | welcome the policy
recommendations in this report. Alpha-1is a rare genetic
condition that usually affects the lung and liver, frequently
causes disability and can significantly reduce life expectancy.

The report allows patients with Alpha-1to make their voice heard
and share their experiences of living with the condition with
parliamentarians and officials. The testimonies by patients, their
families and carers from across the country clearly demonstrate
that more needs to be done for the Alpha-1 patients in England.

It is important not to lose sight of patients affected by rare
diseases and to invest in specialised services and effective
therapies that are needed by only a small group of citizens.
| welcome that the Alpha-1 community has now come together
and look forward to working with the Alpha-1 Alliance, NHS

England and MPs on the recommendations included in this report.

Together we have the opportunity to ensure that the expertise
within the NHS is used to best support the specific needs
of Alpha-1 patients.

Mark Pawsey MP

England 2013

Chairman’s Statement

As a practising clinician and scientific researcher who has worked
for two decades within the field of Alpha-1 antitrypsin deficiency
(Alpha-1), | welcome this report and fully endorse the policy
recommendations arising from it. In the course of my own clinical
practice, many Alpha-1 patients have described their experiences
to me, and these are mirrored closely in the findings of the survey
that are summarised in this report. It provides a representative
account of how sufferers from this condition are affected in

many aspects of their lives and acts as a compass to guide the
development of care for Alpha-1 patients in England.

Although scientific understanding of this rare, inherited condition
has improved vastly over the course of the 5o years since its initial
discovery, awareness of Alpha-1amongst healthcare workers, and
recognition by policy-makers, has lagged significantly behind that
of other rare diseases of comparable severity and frequency.

In the last 20 years, the clinical management of this complex
condition has advanced in other European countries, whereas there
has been little progress in improving care for affected patients

in England. The necessary clinical expertise and the will to improve
the care of Alpha-1 patients already exist within the NHS but there
is currently no care pathway that delivers optimal and integrated
care for Alpha-1 patients.

| feel privileged to represent the Alpha-1 community as their
chairperson, and look forward to working with the Alpha-1 Alliance
in order to support patients in England in obtaining equitable access
to integrated healthcare services for their condition that rival those
of other European countries.

Dr Ravi Mahadeva
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2. Executive Summary

Alpha-1 antitrypsin deficiency (Alpha-1) is a rare genetic condition
that affects both children and adults and can cause severe lung
and liver disease. There is considerable variation across the
country in patient access to specialists and appropriate therapies,
and no care model currently exists within the NHS that provides
integrated clinical management for the unique needs of the
different clinical aspects of Alpha-1.

The Alpha-1 Alliance, an unprecedented coalition of the Alpha-1
patient community and expert clinicians, commissioned a national
survey of Alpha-1 patients, their families and carers to establish
the level of unmet medical need that Alpha-1 patients currently
experience in England. The report demonstrates that considerable
gaps exist in the delivery of integrated healthcare services in

the NHS for this complex disease. Based on these findings, our
recommendations are for a multi-disciplinary service that will:

1. Raise awareness and knowledge of the condition amongst
clinicians and other healthcare professionals.

2. Improve patient information about the disease, its implications
and available treatment options.

3. Ensure early and correct diagnosis.

4. Detect high-risk patients.

England 2013

5. Integrate and coordinate all aspects of clinical care and
genetic counselling.

6. Link genetic, respiratory, hepatology, transplantation and
paediatric services.

7. Ensure equitable access to all clinical services required for
optimal care.

8. Improve access to augmentation therapy and future effective
therapies for those patients who will benefit.

9. Provide national benchmarking for optimal standards
of integrated care.

10. Deliver all of the above through national Alpha-1 centres
of excellence in tertiary hospitals with interdisciplinary
medical expertise.

A national highly specialised service that implements these
recommendations would facilitate the consistent delivery of
integrated multi-disciplinary care. Such a holistic approach for
care is widely believed within the clinical community to have
considerable long-term benefits for Alpha-1 patients.
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3. Introduction

Alpha-1 antitrypsin deficiency (Alpha-1) is a rare genetic disorder
that leads to significant disability and early mortality. Alpha-1
most commonly results in lung and liver disease, which may be
S0 severe 3s to require organ transplantation in early life. It can
also affect other organs such as the skin. Alpha-1 associated
lung disease is often initially diagnosed as asthma or chronic
obstructive pulmonary disease (COPD), and the average delay

in correctly diagnosing Alpha-1is greater than seven years.

Patients with lung disease may be affected in a variety of ways.
The commonest symptom is shortness of breath, which can
significantly limit their ability to work and perform normal daily
activities, and may progress with age leading to potentially fatal
lung failure. Patients are particularly prone to chest infections
that worsen these symptoms and lead to an increased risk

of hospitalisation and death. Chest infections are a particular
problem in the winter months, so that patients tend to avoid
going ‘out and about’. Patients with liver disease are often

tired and weak. They can also feel sick and lose their appetite,
which interferes with their normal daily activities. When this is
severe, individuals experience jaundice, sickness, diarrhoea and
potentially fatal liver failure.

England 2013

Although extensive expertise in Alpha-1 exists in England, there
is considerable variation across the country in patient access to
specialists, and no access to augmentation therapy for Alpha-1-
associated lung disease. There is also no care model within the
NHS that provides integrated clinical management for the unique
needs of the different clinical aspects of Alpha-1.

This report, and the recommendations contained within it, is
informed by the findings of a survey of patients, their families

and carers. It contributes to a campaign to establish a nationally
commissioned highly specialised service for Alpha-1that provides
equitable access for patients to optimal, integrated clinical care for
this complex disease and the unique needs of Alpha-1 patients.

Find out more online
www.alpha-1-alliance.org.uk
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4. The Alpha-1 Alliance

The Alpha-1 community has established the Alpha-1 Alliance,
which is an unprecedented coalition of patient groups and
leading clinicians in the field. The objectives of the Alliance are
to raise the profile of the unmet medical need of Alpha-1
patients and to campaign for better access to specialist
services for these patients, which include integrated care and
augmentation therapy, via a nationally commissioned specialised
service. The Alpha-1 Alliance includes the Alpha-1 UK Support
Group, Alpha-1 Awareness UK and Alpha-1 Advocacy & Action
and is chaired by Dr Ravi Mahadeva, who represents other
leading specialists.
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5. Purpose of the report

- To identify the areas of unmet medical need for Alpha-1 patients.

- To evaluate differences in access and quality of available medical
care for Alpha-1 patients across England.

- To establish the impact of the unmet medical need on relatives
and carers of Alpha-1 sufferers.

- To improve parliamentarians’ and policy-makers” understanding
of the needs of the Alpha-1 community, including those of their
families and carers.

- To ensure the Alpha-1 community’s views are represented
in policy discussions about relevant healthcare services.

- To secure ongoing political support for the improvement of
healthcare services that are available to the Alpha-T community.
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6. Methodology

The survey was conducted online amongst English patients, their
families and carers from November 2012 to August 2013, and
was accessible via the main Alpha-1 patient support charities’
websites. Results were collected anonymously. The majority of
questions were asked only of patients; those questions that were
asked of family members and carers are specified in the report.
The questions were developed jointly by the Alpha-1 Alliance
Secretariat in consultation with the Alliance Executive.

England 2013

7. Demographics

162 respondents from all parts of England returned completed
surveys; 93 responses were submitted by patients and 69 by
family members or carers. The analysis that informs this report
includes all responses. The vast majority of patient-respondents
reported to suffer from the most severe form of Alpha-7,
genotype PiZZ. Most respondents reported to experience
predominantly lung-related symptoms, although 18% of

respondents reported liver problems.

To download this report visit
www.alpha-1-alliance.org.uk
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8. Survey results

8.1 Diagnosis
Age at diagnosis Delayed diagnosis
The majority of respondents were diagnosed with Alpha-1 Nearly a third of patients experienced a delay of more than 10
between the ages of 36 and 65, with 37% having received the years after the initial onset of their symptoms before receiving
diagnosis between 36 and 45 years of age. a correct diagnosis of Alpha-1. Many of the respondents reported
that they had to consult many different doctors before finally
receiving the correct diagnosis, which left them in a position
of uncertainty as to the cause of their symptoms, sometimes
for many years.
How old were you when you were first diagnosed with Alpha-1? After first experiencing symptoms, how long did it take for @
you to receive a diagnosis of Alpha-1?
% of respondents % of respondents
0 5 10 15 20 25 30 35 40 45 50 0 5 10 15 20 25 30 35 40 45 50
Age

<25
26-35
36 -45
46 - 55
56 - 65

65+

“ 74/\3 Sgwaw\s C}ﬂ/e,a/w,d sAo/H',é? aé’%e,ll binth,
ancdl I was déa?v\ose,d af age b4
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Misdiagnosis %
Many respondents reported that they were initially misdiagnosed Many respondents reported that the long journey that they
and received treatment for other respiratory conditions, the encountered through the healthcare system without receiving
commonest being asthma, before being correctly diagnosed. the correct diagnosis had impacted substantially on their quality
of life. Patients felt helpless about not knowing the cause of
their progressively worsening symptoms and about the lack
of response to the medications that they had been prescribed.
"Finst ob,a?:y\osed with asthma a?eol 40 but %ﬂ’h Mo SL?.’V\S "I+ was Like ?pm«\?, ‘Hx/wu?lx a tfunneld with o li_?/rf
oo” LM«)ﬂhovema'y\f QJ%&A several geam od’ fheatment a mew at +he end.”
OI.LQ?'V\OSLS % COPD was gaen At age 6S I was 52%@&3 sent
fo see a /L@S/L/lafo/l? Sfoe,c/;aﬂs" who clid a bloodl test which "1 5&2!— W,éefal? Lost and desentecl by the MHS"

indlicated I was an /M/QAQ."
"7 had a ‘mas%a/l? (lbness’ i 1994 50;1 which

"Yeans 05 wy\z)%IaLmed sevene lo'n?, lash':y\? chest L'»\Jec%my\s I was AoS/ifa,&'}ad 50/1 X - 3 weeks and a,eﬂxou?fx
+reated as asthma.” eveny fest and scan was carnied out, there was

o ob‘.a?%osis madle.”
"I uess i was ol a femn yean /a/u;oot that I was +reatecl

0’0/1 bronchitis. I was hevil on a Wg basis andl, "7 saw 1O on 15 cloctons beof’o/w, /w,au'vw\?
a,eﬁ\m?l\ I was ?afﬁm? Shonten ué’ bheath, mo wone Fests a o&‘a?mosi,s. I hadl o ask 4o hawe +he test dowe.”
wene done.”

"Havivna, beew diaanosed with asthwa X7

7 7 d
ago Ive Jlost count oé’ hows many, doctons i+ has
Faken beof’o/w, 7 was /).ade,/mad fo a ZW\? spe,a/_a,&'sf "
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Need for early diagnosis

Respondents commonly felt that an early correct and accurate
diagnosis, combined with advice on lifestyle changes, would
have been greatly beneficial in decelerating the progression
of their condition.

"Because ™"y bnrother was dia?,v\osed with /w/o/xa—/ .
I was tested which I think was a 'vvxao'\,oll s+e79

in Savi_‘m?, ’W\? health ancl C’J\a%?m«? ’W\? ,&'_0’2,57‘21&
befone i+ was too Late.”

"74/\2 health has bee-n Mamb,ég stable w\aw\,é?
as a nesubt % ea/w? di_a?:y\osis. !

"15 I had been ob;a?w:se,ot eanlien, I wodd have
awided sowe 05 the activities which have exacenbatecl
my condlition”
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8.2 Burden of disease

The survey indicated that Alpha-1 affects patients’ lives at many
different levels and represents a major burden for patients, and
for their families and carers.

"I#s a 5‘/’&610/,2 dechease % Zua,&'fy % A‘Yja. "

General activity and mobility

The inability to be active and mobile as a result of the shortness
of breath and associated immobility that most patients experience
was highlighted by many respondents.

"74/\3 Liven and lum?s ane aﬁwﬂ‘wt, and ™y /Ag&;aal
stamina has ?_mz\e,. 77\;%?5 A e;vxa,o?ad OLO/_‘V\?, ane vow
Al;s%o/x? 50/1 me.”

"when Yo can’t breathe /o/wpe/w?, ,&;50, aAcm?es. "
"I ?,2,+ se,va/w,é? bheathless o exention, wal/am? up
Wills ancl aa/l/lgi_‘vx? bcz?,s, and I O’au +inecl wost

00” the +ime.”

"I aw abnost housebound /la,e?i:y\?, on w\? w\oédi_%?
scooten 4o ?a+ me out 4 about.”
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Everyday activities

Respondents reported that, as the condition progresses,

it has a significant impact on their ability to live a normal
and fulfilled life. Many patients struggle to perform normal
everyday activities.

"7 am 39 and ba/xd? able 4o dness w\asa,%’/
I+ has +aken O'V\,fg, szva yeans fo ?ef o +ALS 5+a?e,."

"7 caw do veny 5&4’ ‘avahgotag’ Fasks 1_5 May neguine
any wodlenate exention”

"UQIKL'V\?,, C&’Vnéi,'y\?, SFaiNs, OLOL'V\?. houSewon K.
became vL/u‘ua,é,é? L'vvyoossible,. !

"7 have 4o pace w\?se,eoﬂ in ?a%ﬁm? dnessed
oh éaﬁu'_m?. "
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Work and social life

Respondents were asked to detail how their health problems
reduce their ability to work, or to take part in recreational and
social activities. The responses clearly demonstrate how severely
Alpha-1 affects patients’ ability to engage in employed work and
in a fulfilling personal life, with a profoundly deleterious effect
on their quality of life.

"7 had +o ?,Lva «7& wohK because 05 CAhonic ,ewvx?,
/onoblaw and chest imoﬂaa%ms. "

"7 hadl +o nretine e,a/i,éy as I was unable 1o D’u,%e_,é
w\y wonk commitmensts due fo w\? bh_aaﬂu'n/\?. !

"’24/\2 soc.ial A‘é’a S.Ma/w, at wonk 1 s%/m??&
in many, wags sometimes 1 O’e,a,é isolatecl

from Ome,mts. !

"7 cavonof make a'y\? a/lha'y\?aw\a'yd‘s fo visit
5&1%\4;8? and (f/u'.amds as I am a,éwaas Suﬁa/u'm?
from chest imfections !

"’24/\3 cinche 05 O’/uamols (S now veny small and
I have JLost all w\? oldl 0’/).4_2:1«0[5 due 4o me bain«?.
w\osf‘,ey house bourncl.”
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Independence

The survey showed that many patients feel distressed about losing
their independence and becoming a burden for their families, often
at a young age and at the time they are trying to bring up a family.

"I shm??ja fo s+a3 at home and Lok aﬁ’%a/x the
kids whibst ™"y W%@, sLm?jeAm\oLaou? 5&%/0/\.‘/’5
the Oﬂaw,ég."

"T#’s heantbreakime, havin iy wonny about
7 g PN JOmLy wer

2014, b?,adw\tn?. a ynuisance fo Fhewm, seum? the 5@/1

in Fhein eyes when Yo ane /00011,82. !

"I+ is veny %Mv‘ é’o/x my husbaoncl who is +M}ﬂ/9eot

in my same wonldl..”

"I am /Mf%? ywwch houseboundl t+hese otags and need
oxys.em 24/7. 1 have been Sthusyebivey, Fo bheathe
ow for oven 20 geans andl some olags i all seewns
a bit foo wwch I can wo ,l?m«?.e,/l dnrive ’W\? can and
I hawe 4o M,,é? o g son fo Fake wme av\?w/\e./w,."

"7 have 5014’1«\0[ it hand #o ?,?;f others +o do So ’w\a'yxg
od’ +/\L’Y\?,5 50/1 we that I /Louh'.’y\elg dicl d'\,uS‘/' a 2&&/1

oh fwo a?o. "
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Mental health

Several respondents reported that the disease also affects their
social well-being and mental health. They also feel anxious about
their future and that of their families.

"I hae sevene bouts 05 da/onassm."

"I ﬁmd i+ hand o deal with /os%Aolo?LaaM?

atf +imes.”

"'W\eq«\%a/&é? i+’s a aAa,Mem?a as 1 hae fwo gouns,
childnen that I wish 4o see roW uP. !

"When I nealized +hene is o a&)’wﬁva Freatment
5o/l A,éfoAa—/ in FALS C",owvu"h.?, I became mone and
Mone oLe//wssacL !

"I don't Kwow what the 5u+u/w, holdls 50/1 me I
400 scaned 4o Look.”
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8.3 Impact on patients’ family and carers

The survey suggests that most carers of Alpha-1 patients are
family members who, as a direct consequence of the condition

of their loved ones, experience a significant impact on their own
ability to have a productive and fulfilling life. In our survey, family
members and carers reported that the flexibility in their own work
and social lives was significantly reduced by having to care for

an Alpha-1 patient. They also reported experiencing anxiety about
the effects of the disease on the patient, and on their families.

"74/\2 husbandl’s condition has c.Aam?e,ol "y ,&'_0’0.51‘3,80,
— doss oof’ Lv\olefoamotm\aa, doss oof’ income., AOILOLC?S ane
d%ﬁmﬁ as he can't cope with heat, coldl on hilds”

"I have 4o cane Joh hen (5’u££—ﬁw\a andl av nof able
fo netunn Fo wonk.”

“Thene anen't many Hu;m?s we can s+L do %o?aﬁxa/x.'

"

England 2013

To read patient stories
online visit
www.alpha-1-alliance.org.uk

"7 can't k_e,efﬂ aa',oé as I had 4o K“f %a/am?
Fime oﬁ 4o dook a0’+a/1 "y oLau?_/wLah., I have
fo be hen wunse as well as hen wwon.”

"I+ mmeans Aavi:y\?, o take a lof 05 +ime oﬁ wonk.
50/1 Aos/o/faﬂ Q/Q/Ooé‘vu‘me;vu‘s, sickess efe.”

“The constanst worry about my chibclnen’s health
andl we_%a/xa LS sfhes%u and ot ?,oool é’o}l M?
health eithen!”
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8.4 Access to medical services and treatment
Primary care
44% of respondents reported having to visit their GP more

than once every three months to receive help for their condition,
indicating a high unmet medical need.

On average, how frequently do you visit your GP because
of your condition?

% of respondents

0 5 10 15 20 25 30 35 40 45 50

GP visits
Never 29
Less than

once a year

Once or
twice a year

Every
2 - 3 months

Monthly

More than
once a month

“ Nof a,éwags ea52 +o ?a% an &’W\e,/l?,e:y\a?
&Y ap/oi:y\/"w\a'y\/'.

England 2013

Secondary care

Utilisation of medical services in secondary care was also high
amongst respondents, with almost half of the patients needing

to attend clinical specialists in relation with their Alpha-1 at least
twice a year. Only 43% of respondents said that they had seen

a specialist respiratory nurse for their condition. Some respondents
commented on encountering barriers to easy access to doctors
leading to potentially harmful delays in obtaining treatment.

On average, how frequently do you attend appointments
with a specialist clinician for your condition?

% of respondents

0 5 10 15 20 25 30 35 40 45 50

Frequency of
appointments

Never
Less than one
visit each year

Once visit
each year

Two visits
each year

Three or more
visits each year
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Accident & Emergency attendances

39% of respondents reported having to attend Accident &
Emergency in the preceding five years, indicating that Alpha-1
patients experience episodes of acute medical need that are not
preventable by current routine care arrangements. A third of
respondents were admitted to hospital for their condition in the
preceding five years.

Prescribed medicines

The majority of the respondents receive only standard
prescription medications for relief of their symptoms and
additional treatments on those occasions when they suffer acute
episodes, such as respiratory infections. Many respondents
reported being dependent on long-term supplementary oxygen
therapy, access to which varied.

“The o'y\,ég Freatwent I heceive ahe "y
/m,e,sc/u;bed inhalens.”

"7 am on oxgz,.em /b houns a olag."

"7 have /Aoé,éaw\s with +he oxysen /onida/x."

England 2013

Get in touch
info@alpha-1-alliance.org.uk

Most patients reported having easy access to routine
prescriptions via their GP or specialist nurse, but difficulty

in obtaining emergency medication was identified as a problem.
Several patients highlighted the cost of prescription charges
when multiple medications were needed.

"Sovmefimes it is d%iauﬂ% #o ?e% a SL%/M? 05 stenoids
at Shont ofice. Docton a)ﬁﬂe,a/-s me Fo Funn ‘7& at the
Sungeny whew I Least can 90 out.”

"Access to this Fhreatwenst iS ot aa53 as I vow have +o
?_U' ¢ /A&SW%M a month which I cannof aﬁo/wl. !
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Genetic counselling

The survey showed that genetic counselling was rarely
proactively offered by NHS doctors to patients following a
diagnosis of Alpha-1. Many respondents reported that genetic
counselling was only provided after it had been explicitly
requested by them. Only 26% of respondents had received any
genetic counselling. Of those, three-quarters rated their overall
experience of genetic counselling as ‘very good or good"

How would you rate your overall experience of receiving
genetic counselling?

% of respondents

0 5 10 15 20 25 30 35 40 45 50
Rating

Very good
Good
OK

Poor

Very poor 0.0

“ I hadl 4o ask on many 0CCaSioNS baD’o/w,
I was /w,ofa/maot (5’011 ?av\aﬁa Cou‘V\San_‘V\?,.
The senvice was veny ?oool once 1 ?m‘ thene.

England 2013

In general, respondents found genetic counselling important
and very helpful in understanding the disease and its
implications for other members of their family.

"I+ L»vyoh.ovaol my wy\olanﬁav\oli_m? oO’ the conclition”

"I+ wadle g wige nealise how important it was
+o ?e/- Aansa% festecdl for +he sake of oun chilolnen.”

"We builbt a Dﬂaw\/_,é? tree and discussecl +he
implications on Aavi_m?. childnen”

Find out more online
www.alpha-1-alliance.org.uk
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Pulmonary rehabilitation

43% of respondents said that they had seen a specialist
respiratory nurse for their condition at least once, but only 54%

of patients had managed to participate in pulmonary rehabilitation
programmes. Although the quality and benefit of pulmonary
rehabilitation was assessed very positively by patients, the limited
access to this service appears to be a major problem and was
repeatedly criticised.

"7 Ofom«\ol +he ?ama/xa,e Lv\D"o and education
//wvi_o[aot in Fhe counse via Lectunes and videos
4o be excellent.”

"7+ was bav\zo’tai.a,é bt I was ‘”"‘eﬁ ?Lve,% one Counse
é’Lva geans ago andl ot been oo’b’ah.ad any since.”

"“Thene s a 9 month waL‘ﬁm? List o ?z+ /u,@w\o'vxa/)?

nehab in my anea.”
"I+ 4ook 3 geans 4o ?01 a /oﬂaaa."

"7 cannot 9,0,% /Ou,ew\ofy\a/l? Nehab because I Rive
+o0 éb/m é’/ww\ weanest clinic.”

England 2013
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Organ transplantation

Some patients reported either having undergone lung
transplantation or being on the waiting list for transplantation,
which is considered the only effective means for prolonging
life for Alpha-1 patients currently available in England.

"7 was lua/(_g e,mou?,/\ 1o hae a ZLO’E,—CLAQM?L%? couble
Am? +/1cm5/£cm+ J'.qu ol a %a/x a?o. /.Loﬂa (S So,

o wwuch betten wow.”

Regional inequalities in access to appropriate healthcare

Results from the survey suggest that a large variation in access
to both healthcare professionals with specific expertise in Alpha-1
and tailored treatments exists across England.

“There 5 wo #rheatmens é’o/)_ /oaopla Like we loca,u?."

" Coocl &%/ﬂoll% 5/mm Local /l&S/LM%o}\? Feam 75’ Mjw',h.@,d-,
but W? 'W\o‘vxolag 4o F/uld.a?."

"I+ seewms Fo be a /9o5+coota lo+/‘e,/).2 - many M}o/\as
Live wean BLAW\L’V\?,AQ’W\ (ADAPT ) on Caw\é;m;d?,a
— fon me Fhene is Moﬂu‘.v\?."
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8.5 Quality of care

Reports of the quality of treatment and support patients
receive for their condition varied significantly and were rated
as ‘very good or good’ by 44% and as ‘poor or very poor’ by
27% of respondents. This indicates that there are no uniform
care standards for the treatment of Alpha-1in England.

The lack of awareness of the disease and the available options
for treatment were criticised by many of the respondents.

How would you rate the quality of the treatment and support
that you currently receive?

% of respondents

0 5 10 15 20 25 30 35 40 45 50
Rating

Very good
Good

oK

Poor

Very poor

England 2013

Awareness and knowledge amongst healthcare professionals

The majority of respondents highlighted the lack of medical
knowledge about the disease amongst GPs. Only 22% rated their

GP’s level of knowledge about the condition as ‘good or very good’,

whereas almost half of the respondents felt that their GP had
‘poor or very poor’ knowledge of Alpha-1. This result is reflected
in the long delay patients experience before receiving the correct

diagnosis, which is likely to be a consequence of a lack of awareness

of the condition.

How would you rate your GP's level of knowledge of Alpha-1
and its effects on your health?

% of respondents

0 5 10 15 20 25 30 35 40 45 50
Rating

Very good
Good

oK

Poor

Very poor
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Information provided by the NHS

The survey suggested that the level of knowledge about the Respondents were generally not satisfied with the level of
disorder amongst specialist clinicians also differed across England, information they receive for their condition, with 73% of patients
although it was rated as ‘very good or good’ by over two-thirds and 84% of family members and carers feeling that the NHS does
of respondents. not provide sufficient information about available services and

treatments for Alpha-1.

How would you rate your specialist clinician's level Do you feel that you have enough information about NHS
of knowledge of Alpha-1 and its effects on your health? treatments and services available to patients with Alpha-1?
% of respondents % of respondents
0 5 10 15 20 25 30 35 40 45 50 0 10 20 30 40 50 60 70 80 90 100
Rating Patients
Very good Yes
Good No
OK
Family
Poor members
and carers
Very poor
Yes
No
“ 74/\3 consubtant has in oLefH\ Kmowlad?a. “ T was ol to Lok on +he imfennet.
The consulfant is veny /émowlad?wbla I hadl o Lw\D’oAma%m ?Lve:m fo me by any
about A,@//\a-/ , but hen M?x:shxa/xs ane ot wmedical /n_ooﬂas&oma,é. ALL my /a«\ow,éad?a of +he

disonclen is O’Am«v\ online neseanch and ,ee%iéa%s.
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Medical treatment, care and support

Respondents expressed their concern about the lack of adequate Overall, 62% of patients felt that they are not receiving the
treatment and care options for their disease that exist in England. care and support they need for their condition on various levels.
This opinion was mirrored by family members and carers.
In particular, respondents expressed their dissatisfaction with
“Thene is wo Freatment in {v\?jm«d, So de,a,&'v\? the lack of knowledge about Alpha-1 amongst healthcare
0P is +he wonm.” professionals, and inadequate support structure in the NHS for
their unique and complex needs.

"I don't O’ad t+hat cdloctons considlen wmew Freafments,
d’\,us% Ae,éy on #he standand ones available.”

% of respondents

0 10 20 30 40 50 60 70 80 90 100

! . . "
The threatment 1 ?z 4 JOA w\? Agﬂka'/ “ “existens. Patients Are you getting all the care and support you need?

Yes 38.0 @

No

Family |s the Alpha-1 patient you care for getting all the care
members d tth d?
and carers @nd support they need?
Yes 42.0

No

“ I é’e,e,,é Lot own 62 the NHS.

The &/ oﬁaﬂs ua/xg Little S«jﬂ/éohf
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8.6 How should NHS services improve to meet Alpha-1
patients’ needs?

Information, care and support

Respondents were asked what additional information, care and
support they feel they need to cope better with their condition.
Patients as well as their family members and carers felt the

need for the NHS to improve in all of these areas. The majority

of respondents stated that awareness and knowledge about the

condition needed to improve amongst healthcare professionals,
particularly GPs and specialist nurses. The level of information
provided by the NHS on the disease, its implications for patients
and their families, on the location and availability of specialist
clinicians with expertise in Alpha-1and on available treatment
options were also highlighted as areas that require urgent
improvement. Several respondents felt that, due to the low
profile of Alpha-1and the current lack of treatment options for
the condition that are made available in England, they did not
receive the same level of attention and care as other rare
respiratory conditions, such as cystic fibrosis.

"7 would bike to Koow which S/eai,a,&‘,sﬂ and
AoS/L%a,es have expeniemce andl skill in daa,&m?
with Al}o/xa—/. A 0'\145% wWiSh f/\&? all Kyvew a bif
mwohe about it and its Conseguences !

“There ~eeds to be monre awanewness andl betten
education and /‘AQL’V\LM?, QW\O'V\?J/' heatth andl
cane /A%essma,és. "

England 2013

To read patient stories
online visit
www.alpha-1-alliance.org.uk

"Doctons weed 4o tfake +he ilbvess as sa/uwslg
as %Aa? do +o agsﬂa éi_éh.oszs, as A,é/oka—/ can
also Leacl +o death.”
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ancl mone /ohoaah‘.va. !
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Medical services and treatment options

Respondents were asked what services and treatments for
Alpha-1 sufferers they feel the NHS should provide or improve
access to. Respondents most frequently called for more

equal access to services, a nationally uniform approach and

best practice standards, and access to treatments such as
augmentation therapy, that are available in many other countries.
The need for a multi-disciplinary approach and better services
for affected children was also highlighted.

"we weed a wy\iﬁomm c}ﬂ/hoaal\ andl ot a /905+aoola
101%@12. !

"we sneed access 4o au?’vy\&'vvfa‘h',o'y\ +Ae,/w}>ﬂ2 and othen
new Freatmenst o/ﬂh',o'y\s. "

"A minimawomn auwjy check on the sava/w,ly a&)’wﬂd,
o imclude Iu'v\?, ancl Lien checks.”

"I#'s mot all about the Ima?s. !

England 2013

To download this report visit
www.alpha-1-alliance.org.uk

"National awanreness ProgNamome and mone senvices
Ioca,é,ey 0”0/1 childnen oLLa?w:saol with A,éfoAa—/. "

"A’vxg‘f/\iﬂ/\?. +hat ’W\i.?/\‘f come wunden the A@QdJ.’V\?,

yn

‘Best Phactice’.

"Access +o sfoe,cu‘_a,&# aowmsa,éltn?. wof om,l?? O’oh
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Support for a national highly specialised service 0. Summa ry

All respondents to our survey were unanimous in their strong The results of a national survey of Alpha-1 patients, their family
support for the establishment of a national highly specialised members and carers highlighted the acute unmet medical
service for Alpha-1. Many patients expressed the notion that such need that Alpha-1 patients currently experience in England.

an expert-led service could fill the gap they currently experience A number of particular issues with the current level of care

in their clinical care, improve access to optimal treatment, provide were emphasised by patients including:

multi-disciplinary management of their condition and grant

more continuity. - lack of awareness and knowledge of the condition amongst

healthcare professionals that result in long delays before
receiving the correct diagnosis
“The be:y\e?)’i+ o a wational senrvice woulol be betten

acoess 4o both #heatwent and redated senvices.” - lack of patient information about the disease, its implications

and available treatment options

"we weed #reatmenst and a)feﬁ% Freatwent cemtres.” - inequitable and restricted access to services (e.g. GP and
consultant appointments, genetic counselling, respiratory

"It wadel be heldpful +o momiton Chamses R

in patients cue fo /u//\a-/-" - the need for coordinated services for Alpha-1 patients, in

particular, agreed standards of care and identifiable specialist

"I an amazedl that Hhe WNHS amol its /QA_OO’QSSLDMQ,@S services with expertise in the condition

hae ot et up a national sehvice Q/ewdy” - inequitable and restricted access to adequate therapies such
as supplementary oxygen

- lack of multi-disciplinary care pathway that integrates lung,
liver and transplant services

- lack of access to treatments, such as augmentation therapy,
that are available in many other countries, such as
augmentation therapy.
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10. An example of a care model - ADAPT
and the UK national Alpha-1 patient registry

The Antitrypsin Deficiency Assessment and Programme for
Treatment (ADAPT) programme and the associated national Alpha-T
registry were established at Queen Elizabeth Hospital Birmingham
in 1996 and has been funded predominantly by industry. The
demographic and clinical data collected by ADAPT are amalgamated
in the national disease registry. Clinical research at ADAPT has
contributed significantly to the worldwide knowledge-base and the
current understanding of Alpha-1and associated conditions.

ADAPT is run by a team of expert clinicians, specialist nurses and
a research team and offers a comprehensive programme of care
to Alpha-1 patients which includes:

- information on the disease, including the genetic and healthcare
implications for patients and their families

- comprehensive, state-of-the-art clinical assessment

- advice on appropriate lifestyle and self-management
to minimise progression of the disease

- recommendations on clinical management for implementation
by local treating clinicians

- annual follow-up and clinical review at the ADAPT centre

Patients are usually referred to ADAPT by their specialist clinician
following a diagnosis of Alpha-1, or they may get in touch with
ADAPT via a patient support group. ADAPT provides financial
support towards patients’ travel costs to the centre.

England 2013

Many respondents of our survey reported their positive
experiences of ADAPT. The comprehensiveness and quality

of the service provided at ADAPT were praised, and patients
feel that ADAPT offers significantly more support and care to
them and their specific needs than the NHS currently provides.

aA ?a/_maol MuCh 05 "y K'V\owled?& O’Aaw\ ADAPT
in Bmmm?f\am :

"ADAPT is CTW\Q?J.‘V\?. and withot thewm I would (5’&1
Zw‘fe, wonthless. ’ﬂ\ay /(_e,e,/o e Lv\O’ko\eoL and I
5&2 Lookecl ao”d‘-a/x."

"I have access to e)yom%s in A’[/ﬂ/\a" at ADAPT

"74/\3 :ye,cia,&;sﬁs do ot have +he s/ae,ci.a,&# Q,ZWG,‘VWL
Like ADAPT in I?L/nvu‘y\?/\am does which tests mwone

sam&'h‘ve.,e? and. aaau/w&a,e?. “

"ADAPT ane e_xae_/ofma,é. Bt it’s a ,Qm/\?, J'ou/w\o_?

avaﬂg time - 400 /Mus miles.”

"ALL t+he advice andl recomvmedations for
fhreatment I heceive (s O’/w«w\ the AZ/QAQ-/ é'/aaa&#
"y GF and consubtant m«\,é? /oh.asa/uba what H\ay
ane told.”
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11. Recommendations

Alpha-1is a severe and complex disease and affected patients
have a variety of unique medical needs. The existing gaps in

the care for Alpha-1 patients in England can be addressed most
effectively by a national highly specialised service within the NHS
that ensures optimal integrated care for patients. Based on the
results of the national patient survey, our recommendations for
the remit of such a multi-disciplinary service should include:

1. Raising awareness and knowledge of the condition amongst
clinicians and other healthcare professionals.

2. Improving patient information about the disease,
its implications and available treatment options.

3. Ensuring early and correct diagnosis.
4. Detecting high-risk patients.

5. Integrating and coordinating all aspects of clinical care
and genetic counselling.

6. Linking genetic, respiratory, hepatology, transplantation
and paediatric services.

England 2013

7. Ensuring equitable access to all clinical services required
for optimal care.

8. Improving access to augmentation therapy and future effective
therapies for those patients who will benefit.

9. Providing national benchmarking for optimal standards
of integrated care.

10. Delivery of all of the above through national Alpha-1 centres
of excellence in tertiary hospitals with interdisciplinary
medical expertise.

A national highly specialised service that implements these

recommendations would facilitate the consistent delivery of ®
integrated multi-disciplinary care. Such a holistic approach for

care is widely believed within the clinical community to have

considerable long-term benefits for Alpha-1 patients.
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