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1. Foreword

As a patient suffering from Alpha-1 antitrypsin deficiency
(Alpha-1), | welcome the policy recommendations in this report.
Alpha-1is a rare genetic condition that usually affects the lungs
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 Scotland.

It is important not to lose sight of patients affected by rare
diseases and to invest in specialist services and effective
therapies that are needed by only a small group of people.

| welcome that the Alpha-1 community has come together to
form the Alpha-1 Alliance and look forward to working with
NHS Scotland and MSPs on implementing the recommendations
included in this report. Together we have the opportunity to
ensure that the expertise within NHS Scotland is used to best
support the specific needs of Alpha-1 patients.

Karen North
Chair UK, Alpha-1 Alliance

Scotland 2014

As 3 practising clinician and scientific researcher who has worked
for three 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 and their families are
affected in many aspects of their lives and acts as a compass to
guide the development of care for Alpha-1 patients in Scotland.

Although scientific understanding of this rare, inherited condition
has improved vastly over the course of the 50 years since its
initial discovery, awareness of Alpha-1amongst healthcare
professionals, as well as recognition by policymakers, has lagged
significantly behind that of other rare diseases of comparable
severity and frequency.

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

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

Professor William MacNee
Chair Scotland, Alpha-1 Alliance
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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 Scotland
in patient access to specialists and appropriate therapies, and no
care model currently exists within NHS Scotland that provides
integrated clinical management for the unique needs of the
different clinical aspects of Alpha-T.

In 2013, 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 affected
patients currently experience in Scotland. The report
demonstrates that considerable gaps exist in the delivery of
integrated healthcare services in NHS Scotland for this complex
disease. Based on these findings, our recommendations are for
a multidisciplinary 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.

Scotland 2014

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 existing and future effective therapies
for those patients who will benefit, such as augmentation
therapy, once they are licensed.

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 nationally commissioned highly specialist service that
implements these recommendations would facilitate the
consistent delivery of integrated multidisciplinary 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
so severe as 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 most common symptom is shortness of breath, which can
significantly limit their ability to work and perform normal daily
activities, and which 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.

Scotland 2014

Although extensive expertise in Alpha-1 exists in Scotland, there
is considerable variation in patient access to specialists, and no
access to specific therapies for Alpha-1 associated lung disease.
There is also no care model within NHS Scotland that provides
integrated clinical management for the unique needs of the
different clinical aspects of Alpha-T1.

This report, and the recommendations contained within it, is
informed by the findings of a survey of Scottish Alpha-1 patients,
their families and carers. It contributes to a campaign to establish
a nationally commissioned highly specialist service for Alpha-1
that 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

In 2012, the Alpha-1 community established the Alpha-1 Alliance,
an unprecedented coalition of patients and leading clinicians

in the field of Alpha-1from across the UK. The objectives of the
Alliance are to raise the profile of the unmet medical need of
Alpha-1 patients and to campaign for better and equitable access
to healthcare services for these patients, including the provision
of coordinated multidisciplinary specialist care via nationally
commissioned expert centres and timely access to any existing
and forthcoming licensed and effective medicines for this
condition. The Alpha-1 Alliance is chaired by Karen North in the
UK and Professor William MacNee in Scotland.

Scotland 2014

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

- To evaluate differences in access to and the quality of available

medical care for Alpha-1 patients across Scotland.

- To establish the impact of the unmet medical need on relatives

and carers of Alpha-1 sufferers.

- To improve parliamentarians’ and policymakers” understanding

of the needs of the Alpha-1 community, including those of
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 available to the Alpha-1 patient community.
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6. Methodology

The survey was conducted online amongst Scottish Alpha-1
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 and clinical experts in the field.

Several survey findings were complemented by data from

a systematic audit of Alpha-1 patients identified in Scotland
since 1999, which was conducted in 2014 by Professor William
MacNee from the University of Edinburgh and his team. The
audit is based on patient-level data provided by the Information
Services Division (ISD), a division of National Services Scotland,
part of NHS Scotland.

Scotland 2014

7. Demographics

36 respondents from all parts of Scotland returned completed
surveys; 31 responses were submitted by patients and 5 by
family members or carers. The results presented this report
include all responses. The vast majority of patient respondents
reported suffering from the most severe form of Alpha-1,
genotype PiZZ. Most respondents reported to experiencing
predominantly lung-related symptoms, and one fifth of
respondents also reported liver problems.

The systematic audit of ISD data identified 191 PiZZ patients
in Scotland (94 female, 96 male, 1 unknown).

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

8.1 Diagnosis

Age at diagnosis

The majority of respondents were diagnosed with Alpha-T1

between the ages of 36 and 65, with over one third having
received the diagnosis between 36 and 45 years of age.

How old were you when you were first diagnosed with Alpha-1?

% of respondents

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

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

65+

Scotland 2014

Data from the Scottish patient audit confirmed the survey results,
with two thirds of patients found to have received the diagnosis
of Alpha-1 between the ages of 30 and 59 years.

Age at diagnosis of Alpha-1?

% of respondents

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

Many respondents reported that they were initially misdiagnosed
and received treatment for other respiratory conditions, most
commonly asthma, before being correctly diagnosed with Alpha-1.

"I was dewastated., with ﬁeah. 05 an unknown 514/14/}.0,. !

“The cloctons aﬁwags dm?mosad my conclition as asthma,
ancl t+he wedication /OAQSCAJ)QDL was inhalens and tablets.
1 Jowwi that t+hese #nreatwents wene ot Suﬁ'.cj,a'y\f

to hedp wy pnoblems !

"I hae beesn +o%a,€,€2 exhausted. 0’0/1 2&&/15; I was ,éooféim?_ 0”0/1
a O[—LQ?’Y\OSLS, bt ot one 50/1 which thene is wo medication
available. 4o Ad/o W\? conclition.”

"I was Labelbdecl as weunotic at +he age 40, agten Aavi.'y\?.
been vae,sﬁ?a%eol ’W\Q“/\? Fimes 5}\,004« +he a?,e 05 25
without 9.@,{'1‘1:%9. a olia?mosis. In my case Mh‘fﬂa 0NN
ane inwolbeod - chest, skiw, Lien.”

Scotland 2014

The long journey through the healthcare system that respondents
encountered before receiving the correct diagnosis was reported
to have 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.

"Aé”%e,/x Aaw’m? beesn Freated o asthma [ yeans, at +he
age 05 40, ™"y /).&S/L/\,a%o/t? Yuhse 5u+ my ,&cy\?j wene

in Such a bad condition that furthen Lmvash?ahm was
necessany. She oclidl an /M/Aa—/ tost J‘,us+ to nube if out!”

"I was nedieved. 4o #muy Know what was whons. !

"I had a very awéu expenience. For a vwomben % yeans

I was tnreated [ bronehitis. I saw oLLﬁaM,w& Ghs, thewn
a AQS/LM‘/‘O/).? consubtant. He +old we, 05%0./1 IOO/CLM? af
W\? Im«? /\LS‘}'DA? 05 chest mé”ec%wy\s, that Moﬁuim? Senious
was whona, with me.”

(%]
=
jus ]
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Delayed diagnosis

A third of patients experienced a delay of more than seven years
after the initial onset of their symptoms before receiving 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.

After first experiencing symptoms, how long did it take for
you to receive a diagnosis of Alpha-1?

% of respondents

0 5 10 15 20 25 30 35 40 45 50

Scotland 2014

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.

"K'V\OWLM?, the oLi_a?:y\osLS has /\d/ad we o do abl
I can #o neduce +he condition’s /ohasam% and
/oﬂmﬁa,é &hm.e waaa% o my wau—éum?. !

"I was exhxaw\d? concenned and wornied about
+he dama?a it may cw/wad? have a\(f&;aﬂd &50/1&
I was dm?mosad. "

"I hae chanaed vy Lifestule Jete by —

7 G Lefestyte comy 7
?Lve,m 79 S’W\OKL‘V\?. was the sl‘m?Ia b/.??as% health
Lwyﬂ/xovamamdL 0’0}1 me.”

"I was a bit shoeked af b&iﬁ\? toldl at the a?a oé’

S that I had /Lé//xa—/ because., oévLousI?, I was borm

with +his otadxaw;v\ag 1 believe the +est (j’oll A’l/l\a—/

shoulol have bees clone sconen, es/oaai_au? since I was
oli,a?mose,ol with COPD when I was /w.,éah‘ve.,é? goong,. !

“ I hacdl beewn 4o "y doctons with chest L’Mé’aah'mms
many Fimes and H\ag coldl ot Fell we what
was w/uw\?. 1 saw af Lleast Dﬂ‘,va cloctons.
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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.

"Sice oua?w:&'s, ™"y health has w:h‘aaaug detenionated

and wy guakity of Life is venry peon mow. !
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.

"/M/Aa—/ h%a,&éy dovminates "y I%e, I av now
/9/1&7‘1‘3 well houseboundl.”

"I becowe breathless i I hae 4o walk 47;95+QL/15,
and I can't ,&'_5% oh aa/)_h_? av\?‘/'/u':vx?.. "

"1(5’ I am out sAo/a/aL‘m?, I hae o hx? and. /oa/xk_ as
%QAQSlCa%'lAavaabluabad?z+AaflMd-
nof w\ama?a without.”

"I live at the bottomn °0’ a hibl and whewn we moved
i, L was able 4o walk ‘7& the hll I hawe beesn
wnable 4o do #Ais for some 4eans ow. !

Scotland 2014

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.

"5/\944/&/14'_7\9., ol/w.ssm«\?, 7"31_%9_ Shoes, sluy/m«?,
oloi:v\?, the ?a/wlam, Ao,&d,a?tn?, - Q’V\?J’/\L’V\?
/Agsi.ca,é S a 5+M??ja. !

"I amn a,éwags tined and wnable +o do even
suwyﬂa Fasks without (5’0,0,2;.%? bhreathless.”

"fvangday tasks ane downe in 5+a?es %’y\?
and /“Z%'M? my way f‘/\/lou?f\, with /w?.u,éa/m

bheaks 4o /La?_ai:vx w4 bheath”

"éhnlmmi.m?, was Smne,ﬂu‘_m?. 7 usecl 4o do oladg
and I wiss i+ a Lot

To read patient stories
online visit
www.alpha-1-alliance.org.uk
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Work and social life

Respondents were asked to detail how their health problems

limit 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 lead

a fulfilling personal life, with a profoundly deleterious effect

on their quality of life.

"I had #o ?J;va up the O'Lob I doecd - as a social wohKen
I had 4o do howme visits and canny chilodnesn who
Wene i cane which I amw o Im«\?ah able 4o co."

"1# aﬁwﬁs all the ‘Hu‘.%?.i I Loved #o do in ,&'_5&:
WOAKL‘V\?, STOPPED, /Magi.m? in the /oa/lk. with the
kids STOPPED, sex ,21‘0’0, STOPPED, O’Aw:nols STOPPED
VLSH'LM?,, social Life STOPPED.”

"I cavnof do a 5u£—ﬂw\a pr as 1 0'“‘5* don't have
the enenay. "

"/M/o}\a-/ Aas /ﬂhavavd'e,o[ e (f/ww\ +a/<i_m? /oam‘ in
Oﬂawﬁy ?Q%AE,AL'V\?S , Soccal ML?f\fS out, oh /ﬂahﬁoh.wd:vx?,
amy 50}1%\ 00’ /okgsl.aa,é exencise.

"50&;&,&@3 7 used +o Lo ?,ouy\?, out and h&aﬂeg

e;vx&o‘aad da‘vxai.m?. - I can't even ?.ef b% 50/1

one olamaa Mow.'

Scotland 2014

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 a time when they are
trying to bring up a family.

"Now g wife ot ov\,ég Look's a0’+e,/1 g fuo Kids
who ane S and 6 9&&/7.5 olcl, she weedls 4o Look ao’%a/l

e foo. !

"I am veny Iuak_g fo hae my husbandl - without
AiS s‘yafoo/x% and. Loe I would be in Aos/a/fal a flof
Mohe 00’1‘@,7\. "

"I cannot Sunvive without +he aid 00’ ’w\y wi_ﬁa andl
I hae +o MI? on Aen oLo/_m? many ‘f‘/\i_’V\?.S weeded
fo /cae/ me alive.”

"I netinecd e,a/\.lg and av vow aom(fi_‘vxed 4o
home andl /a/tmaq«\zmhé? attached 4o an oxyaen

concemtnaton.”
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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.

"Sometimes I é’wi so alone and Amu?, and with
/oe,o/oia who I onu?fd' wene close O’va\ds o Icm?a/m
vLSi_+i_7\9. on /QAO'V\LM?, A ée,?i:y\ fo O’e,d Like a lefoa/x. !

"74/\3 oods ane dow ancl some olaas I don't wanst
fo ?y out o bed.”

"Iy o medication (5’011 olefh.e,ssm - /}lyoAa—/ mwade
e housebouncl and I wow Live a jw;a+ and sedlate

2;_0’0, 51?,8&. !

"I S%/m??jed 50/1 a lom?, Fime with /oo/i menfal
health as I hadl lost abl "y c«mﬁxdamca aé’/—a/x
6&4’.%?, so 28"

"I 0”4‘:\«0[ e veny %L‘M% 4o e,md',o? Q’V\?f‘/u:’n? andl
2,&% ota/o/xessaol about KMOWL’V\?, that I cavonof do +he
f/\i_’y\?j with v é’awu'_,é? that I used +o do.”

Scotland 2014

8.3 Impact on families 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.

"I lost ™y Spouse 4o A@/Aa—/. %\3 L’é’a was Fohn apa/m%
as a nesulbt because oé’ +he Hoss I hae Suﬁened. "

"I haen't had chibdnen oo’ ™y owm /oa/xhég because
Vi O’e,aA /assi_m? A,éfoka-/ on o +hem.”

“This clisease is Ao/m%a. 74/\3 fwo bhothe As Suﬁa/xed
/-a/mﬂd? awnd /oasseot away at gounsy, a?as 05 40 and
35 yeans. !

"I hae beesn a consfant Souhce oO’ 547,9/90/1+ 50/1 ™y

bhothen, but iF is oLLD’b’é‘_wf "

“The é’awlg has become closen as we anre 5M?A%ameot
we will lose him.”
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8.4 Access to medical services and treatment A
00

Primary care Secondary care

Over 40% of respondents reported having to visit their GP Utilisation of medical services in secondary care was also high

more than once every three months to receive help for their amongst respondents, with almost half of the patients needing

condition, indicating a high level of unmet medical need. to attend clinical specialists in relation with their Alpha-1 at least

Some respondents commented on encountering barriers to twice a3 year. Only 38% of respondents said that they had ever

easy access to doctors, leading to potentially harmful delays seen a specialist respiratory nurse for their condition. Of those,

in obtaining appropriate treatment. the majority found the consultations beneficial and desire more

frequent access to these nurse specialists.

On average, how frequently do you visit your GP because On average, how frequently do you attend appointments

of your condition? with a specialist clinician for your condition?

% 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
GP visits

Frequency of
appointments

Never

Less than Never
once a year Less than one
~ Once or visit each year
twice 3 year Once visit
Every each year

2 - 3 months -
Two visits
Monthly each year
Three or more
More than visits each year

once a month

“ I wouldl bike 4o hae betten access to ™"y “ whewn I do ?U- fo see ™"y lm«\? S/&CLCL&_S‘f
docton when I hae a chest Lv\D’e,a‘fm. thenhe is o'vx,ey ve,/ly Litthe consulbtation +ime
with hivn
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Accident & Emergency attendances and hospital admissions

42% 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.

In addition, 46% of respondents were admitted to hospital for
their condition in the preceding five years, with many patients
reporting multiple admissions in this period.

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. 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.

"I was told that I av on all the available
wedication suitable 0’0}1 ™y condition.”

"I hae beemwn 24:V?,’V\ easy access fo wmedication
142 "y cloatons.”

"I neceive standand COPD +reatmwents; 'V\oﬁu':y\?,
%a/x?aﬂ,d at M/ol\a—/ ywﬁofiaau? "

Scotland 2014

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

Many respondents reported to be dependent on long-term
supplementary oxygen therapy, although access to reqular
monitoring varied.

"I have /uAcAaseoL ™y owm /omﬁzéia oxje,.em
concenthrator — +he one available own +he NHS
LS wof Switable 50/1 w\g 2/.5&5%2,8& "

"I am vow neliant on Sojﬂ/ola'w\e,m%aﬁg oxg?,e,m
X4 houns a ola? !

"I'vi o home oxy?,am and was toldl %Aay wi Ll visit
me sLx—-*w\omH\,@?, ot I hae hacl /Aoé,éaw. I think
the visits shoulol be a bit wone 5/165«4&%/’ Fhan once
eveny six Mo FAS gy !
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Genetic counselling

The survey showed that genetic counselling was rarely In general, respondents found genetic counselling important
proactively offered to patients by NHS Scotland doctors following and very helpful in understanding the disease and its

a diagnosis of Alpha-1. Many respondents reported that genetic implications for other members of their family.

counselling was only provided after it had been explicitly

requested by them. Only 17% of respondents had received any "I# was veny impontant ancl Ad/oaot alleviate many
genetic counselling. Of those, however, 80% rated their overall feans ancl concerms.”

experience of genetic counselling as ‘very good or good".

“The aow\salﬂm? was ?,ooo/, !

"Gewetic aow\sauLm? /ohothaot +he o/ﬂ/ﬂo/)_ﬁn/u'fg 0’0}1
othen D’mfvu;l? membens to be 4estecl”

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

"’77@? e)ﬁp[am\eot +he natune oé’ the disease, ancl I
Fhen infonmed. w\? SL&@L'V\?S who wene also +ested.”

% of respondents

0 5 10 15 20 25 30 35 40 45 50 60
Rating

Very good

Good (LX)

OK 0.0

Very poor 0.0

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

“ 7 wouldl have Liked +he (%/omhmjfg fo S/oeak.
4o a ?e,v\ah‘,c sfoe,ai,a,&# about "y cond.ition.
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Pulmonary rehabilitation Organ transplantation

Only half of the respondents had managed to participate in Some patients reported either having undergone lung
pulmonary rehabilitation programmes. Although the quality and transplantation or being on the waiting list for transplantation,
benefit of pulmonary rehabilitation was assessed very positively which is considered the only effective means for prolonging life
by patients, the limited access to this service appears to be for Alpha-1 patients currently available in Scotland.

a major problem and was repeatedly criticised.
"Dnash;ca,el?, in 20/0 T peceived a bilatenal lum?
"1 found it veny beveficial It was about fwo ancl Fransplant”

AQJO’ guvw ago and I woaddd Like veny ruch 4o hawe

avothen session.” "I was assessecl d’o/m Am? %/»av\s/oﬁamm%m, bt I was
ol I'wn #oo (04 d’oh A vow.”
"I had a veny ?.oool AQS/LAQ%OA? wuhse. 14’5 a

Shame fhat these wuhses canwnwotf viSit at howme . . L .
Regional inequalities in access to appropriate healthcare

when gou neach the Laten s+a?e,5 o gour iLbess.”

Results from the survey suggest that wide variation exists across
Scotland in access both to healthcare professionals with specific

" . . .
T olicl Vanit be’“%ﬂ dm /9“2 d expertise in Alpha-1and to tailored treatments across Scotland.

Nehabilitation as it Lwyo/ww.ot ™y 0’7_%»\@55 Love bs,
and. ﬁ\ay albso gave aclvice o diet” "I hae 4o +rawld fo sa/9W+a elionics 50/1 the oLLO’b’aMM%
//wélo_w\s with g conclition.”
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i+ Fook me tuo yeans 4o ?ej a /Maca. " “The /w@’)mwxa/l? nehab was ot available locauy and I
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"/uiw\ma/x? Nhehab /oneol invaluable in éoosh':v\?, ™y be. nun M?Ma/w? 62 avahy Local health aw/‘l\o/).if?. !
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1 did f, thene wene o o,&éow—u?ﬂ classes available.
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8.5 Quality of care Awareness and knowledge amongst healthcare professionals 3
00

Reports of the quality of treatment and support patients receive Many respondents highlighted the lack of medical knowledge about

for their condition varied significantly and were rated as ‘very the disease amongst GPs. 44% rated their GP’s level of knowledge

good or good’ by 60% and as ‘poor or very poor’ by a quarter about the condition as ‘good or very good’, but more than a third of

of respondents. This indicates that there are no uniform care the respondents felt that their GP had ‘poor or very poor” knowledge

standards for the treatment of Alpha-1in Scotland and that of Alpha-1. This result is reflected in the long delay patients

regional variations exist in the quality of care and the availability experience before receiving the correct diagnosis, which is likely

of support for this condition. The lack of awareness of the to be a consequence of a lack of awareness of the condition.

disease by healthcare professionals and the available options for
treatment were criticised by many of the respondents.

How would you rate the quality of the treatment and support How would you rate your GP's level of knowledge of Alpha-1
that you currently receive? and its effects on your health?
% of respondents % of respondents
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The survey suggested that the level of knowledge about the
disorder amongst specialist clinicians also differs across Scotland,
although it was rated as ‘very good or good’ by nearly two thirds
of respondents.

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

% of respondents
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Rating
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Very poor

“ 74/\? consubtant (S ok and seewms to Krow
the Sg’wf%dw\s efe. MHoweveh, he iS wot an
/H;ﬂ}\a—/ s/pe,cz;a,&sf

74/\9 Lien consubfant was mwost Azl}ﬂoﬂu,é

Scotland 2014

Information provided by the NHS

Respondents were generally not satisfied with the level of
information they received for their condition, with all family members
and carers and 77% of patients feeling that NHS Scotland does not
provide sufficient information about the disease, available healthcare
services and treatments for Alpha-1.

Do you feel that you have enough information about NHS
treatments and services available to patients with Alpha-1?

% of respondents
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Medical treatment, care and support

Respondents expressed their concern about the lack of adequate
treatment and care options that exist in Scotland for their disease.

“Thene ane o s/owz_o'za Freatvments on Sevices (5’011
/mh'avu‘s with M/Aa-/ - 4he M3 &79/90117‘ (S via 5479/90/1%

?J‘Lonyﬂs Do 62 /ah'av&s 50/). /ah’a»&s. "

"I neceive standand COPD +reatwents, but ’V\D‘f/\i.’y\?,
%a/m?a%e,d at /M/o/xa—/ s/oe,c%zaa,él? !

“Thene is a lack 00’ information, advice, +reatmwenst
o/oh'm«\s andd /Lac:»?w+m ooﬂ +he olisease.”

"I don't 5&2 &?ﬂfﬂoh%ed eg the NHS, in confrast #o one
oé’ 4 S(SFONS who LS on au?w\e,v#a%m %Aa/w}ﬂg in Ba,%as/-. "

"I dow't belbieve I have even had any neal &79/90/17‘
Mla—/‘i:vx? +o ’w\? AI}OAQ-—/. !

Scotland 2014

Overall, 44% of patients felt that they are not receiving the 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 the lack of
knowledge about Alpha-1 amongst healthcare professionals, and
with the inadequate support structure in the NHS for their unique
and complex needs.

% of respondents

0 10 20 30 40 50 60 70 80 90 100

Patients Are you getting all the care and support you need?

Yes 56.0
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members d t th d?
and carers 2Nd support they need?
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No
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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 NHS Scotland 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 NHS Scotland on the disease, its
implications for patients and their families, the location and
availability of specialist clinicians with expertise in Alpha-1and
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 available in Scotland, they did
not receive the same level of attention and care as other rare
respiratory conditions, such as cystic fibrosis.

"324'_7\9, oli_a?‘vxose.d with /4,8/91\62-—/ shouldl o
,ém?a/x be the ée,?j:yvvxtvx?, 05 a d',m}l’v\e,? intfo
the ko’

"we weed wmone Lw%o}lw\ah’.om about Necent
neseanch and available Freatwents and betten
access o /M/o/\a-/ spe,céa,&;s%s. "

"I+ woulcl be impontant o have systems in place
fo i.w\w\edi.a%a,ég, Au}o 'V\ew,e? di.a?:y\osed s%a/w. !

Scotland 2014

To read patient stories
online visit
www.alpha-1-alliance.org.uk
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Medical services and treatment options

Respondents were asked what services and treatments for Alpha-1
sufferers they feel NHS Scotland 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 that are available in many other countries.

The need for 3 multidisciplinary approach was also highlighted.

"ALp /oah‘_am%s shoulcl have +he same cane, attention
and Freatwments aailable 4o +hewm.”

"éfao,aia,&;% Freatwent centnres that wold hae +he
a)yoa/lh‘sa 4o oli_a?:vxose,, Mmonifon, Dﬁo,elow-ryﬂ and #neat
when the condition 9,0,%5 wonse.”

"Avaz;@aéu;@ifg and é’/w,juz'v\ay oé’ /ulw\mm?
Nehabilitfation Sessions Should be i.wyohoved,. !

"Access +o au?mam%aﬁw\ Hw,% ancl othen aofbﬂe,ah‘_va
A,Q/QAQ-/ S/Q,CLD’LC Freatvments, in bive with +he
standand i ofhen couontnies.”

"Howe visits 5/),004/\ A&S/L/La/'o/l2 nuhses and. ?amuuw
assessyments shoulol be mone 5/»&59@7\%. !

Scotland 2014

High burden in the working population

The Scottish patient audit found that over three quarters of
patients with the most severe form of Alpha-1 are below 60

years of age, and 50% are less than 50 years old. This group of
patients represents a working population, and the disease will
therefore impact significantly on these individuals’ ability to sustain
their livelihood. This data confirms that Alpha-1is a disease that
first affects people at a young age and, because of its chronic

progressive nature, will worsen with age and reduce life expectancy.

Therefore, early effective management is essential to prevent
or delay disease progression, and this is best achieved through
dedicated specialist centres with appropriate expertise in Alpha-1.

Current age of Alpha-1 patients in Scotland (PiZZ genotype)

% of respondents
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Support for a nationally commissioned highly specialist service for Alpha-1

All respondents to our survey were unanimous in their strong support
for the establishment of a national highly specialist service for Alpha-1
in Scotland. Many patients expressed the notion that such an expert-
led service could fill the gap they currently experience in their clinical
care, improve access to optimal treatment, provide multidisciplinary
management of their condition and facilitate more continuity of care.

"A ational senvice woulcl Ae,l/o to establish standlandl
/Aoaaolmas 0"0/1 LOLQ,’VWLLd?L’V\?_ and 7‘/1&6#4’3«9, /ahamﬁs )
naising, ?ama/uw awaneness and +/1a/;mm? intenestecl
clinicians.”

" Doctons Cu/l/l&’yxﬁé? fheat us as COPD /oah'enm‘s, not

as /M/Aa—/ /oah‘e,mf-s. we hawe associatecl /Qhoé,@e,'wxs which
ane Wlefu? wnheldated to COPD (skiwn disease, Liven
disease and many wone) which an /-M/O/\a—/ ‘S/oacia,&;s’l-
woulcl /ﬂi,c/é up as nelatecl issues. Ewo?y\iji:n?, Fhis woulol
impnor. pespense and Freatment Fimes M,suﬁm?

in the Savi:vx?_ oh /ﬂ/lolovx?,uvx?, 05 &5&. !

"5/ac¢aw+ centnes woulol /Aow,ota /ohm‘—s 00" contact
0"0/1 e,.ype,zx%s who wndlenstand +he condition.”

"I+ woulcl hopefully give access to augmentation thengpy
which has bee-wn available 50/1 oer X0 3&1/15 in ofhen
CountNnies whene is has shown +o be a saé’e, and eame,éi;aLal
Freatment for a“aaﬂ,ol patients !

Scotland 2014

9. Summary

The results of a national survey of Alpha-1 patients, their family
members and carers highlighted the acute unmet medical

need that Alpha-1 patients currently experience in Scotland.

A number of particular issues with the current level of care were
emphasised by patients including:

- Lack of awareness and knowledge of the condition amongst
healthcare professionals, resulting in long delays before
receiving the correct diagnosis.

- Lack of patient information about the disease, its implications
and available treatment options.

- Inequitable and restricted access to services and adequate
therapies (e.g. genetic counselling, respiratory rehabilitation,
supplementary oxygen).

- The need for coordinated services for Alpha-1 patients - in
particular, agreed standards of care and identifiable specialist
services with expertise of the condition.

- Lack of multidisciplinary care pathway that integrates lung,
liver and transplant services.

- Lack of access to specific licensed treatments, 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) and the associated national Alpha-1 registry
was 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.

Scotland 2014

Many respondents to 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 Scotland
currently provides.

"I ?aimzd YA oé’ ™"y K'y\owle,d?e, dlwfw\ ADAPT

n B . "
N Bz_/rw\m«?_/\am.

"ADAPT is aw\a;i_v\? and without thewm I would
é’aa,é Zw‘_%a wonFALess. 77\&3 Kae/ e Lv\é’mmad
and I 5&@2 Lookecdl aé’%a/x."

"I hawe access 4o a)yoam‘s in A[/Q/\Q—/ af ADAPT
"74/\2 consubtants do wot haw the sfoaciaﬂsa‘
eguipment that ADAPT have in ELAW\L'V\?J\QM

and. which tests mone sevxsi.ﬁve,ég and aaaumf'aﬂg."

"ADAPT ane e,x(‘.EfH.o%al. But it's a lo%?. J,Ou/l‘mf,y

eveny fime — 400 /,éus mibes.”

"ALL the advice awnd necowmendations 50/1
fhreatwent I neceive is é’/uyw\ the Aﬂ//xa—/ s/oeai.a,&s%s
at ADAPT. 74/\2 &Y and consubtant o'vxlg /QAG,SCAL&
what they ane tolol.”
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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 Scotland can be addressed most effectively by

a national highly specialist service within NHS Scotland that ensures
optimal integrated care for patients. Based on the results of the
national patient survey, our recommendations for the remit of such
a multidisciplinary 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.

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

Scotland 2014

8. Improving access to existing and future effective therapies for
those patients who will benefit, such as augmentation therapy,
once they are licensed.

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 nationally commissioned highly specialist service that
implements these recommendations would facilitate the consistent
delivery of integrated multidisciplinary 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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