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Accelerated Access Review Interim Report 
Review of innovative medicines and medical technologies 
Written evidence submitted by Genetic Alliance UK, 4th January 2016 
 

Introduction  
1. Genetic Alliance UK is the national charity working to improve the lives of patients and families 

affected by all types of genetic conditions. We are an alliance of over 180 patient organisations. 
Our aim is to ensure that high quality services, information and support are provided to all who 
need them. We actively support research and innovation across the field of genetic medicine.  

2. Rare Disease UK (RDUK) is a multi-stakeholder campaign run by Genetic Alliance UK, working 
towards the delivery and implementation of the UK Strategy for Rare Diseases1, signed by all four 
health departments in the UK and published by the Department of Health in November 2013.  

3. Genetic Alliance UK speaks from the perspective of families affected by genetic conditions who 
look toward innovation and research as a means to deliver effective therapies for currently 
untreatable conditions. We welcome the opportunity to respond to this review. 
 

4. We strongly agree with the first proposition of the interim report, “Putting the patient centre 
stage”. However, we are told that the interim report was intentionally high level, and it does not 
contain much detail as to how this might be implemented in practice. Indeed the questions posed 
under this proposition are broader and more basic than the related questions from the initial 
stage of engagement. We therefore have included our previous response as an annex to avoid 
repeating our comments. We also look forward to the more concrete proposals for putting 
patients at the heart of innovation which will no doubt be in the final report. 

Question 19: How could patient-led outcome measures inform the evaluation of new 
products and the decisions made by regulators and other key bodies in the system? 
5. According to a recent study of historical decisions at NICE2, the best predictor of whether a 

treatment will receive a positive recommendation is the cost per Quality Adjusted Life Years 
(QALY) that is calculated. While cost per QALY measures can provide a useful indicator of an 
individual’s anticipated health gain following a medical intervention, they do not fully capture the 
benefit a treatment can offer to patients and families, particularly if they are affected by a rare 
condition. Therefore, it is clear that the health economist’s tool box needs updating so that funding 
bodies can make decisions that enable patients with rare conditions to access new treatments, in 
line with public and government opinion and the equity standards of the NHS constitution. 
 

                                            

1 UK Strategy for Rare Diseases. Department of Health, published November 2013, available at: 
www.gov.uk/government/uploads/system/uploads/attachment_data/file/260562/UK_Strategy_for_Rare_Diseases.pdf 
2 The Influence of Cost-effectiveness and Other Factors on NICE Decisions. Office of Health Economics, published 
November 2013, available at: www.ohe.org/publications/article/factors-influencing-nice-decisions-136.cfm 
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6. The Department of Health previously consulted on value-based assessment of new medicines, 
which would have permitted NICE to formally consider additional aspects of ‘value’, beyond End 
of Life considerations, for the first time in its appraisals. These included wider society impact and 
burden of illness. Though the model of value based assessment was not perfect, a broader 
understanding of ‘value’ and its use to justify the cost of effective medicines was welcomed by 
patients. Unfortunately this has since disappeared from the agenda, which we consider a missed 
opportunity to achieve a more accurate representation of a medicine’s value as perceived by 
patients, their families and carers and wider society than that represented by QALYs. 

7. In order to measure disease burden and the benefit of a new treatment, health economists often 
use a type of survey called an EQ-5Di. They ask patients to complete this survey before and after 
starting a treatment and use the difference between their responses to quantify the value of a 
treatment. This measure of ‘health related quality of life’ encompasses five areas of wellbeing 
(mobility, self-care, usual activities, pain/ discomfort and anxiety/ depression), with three or five 
degrees of measurement e.g. no difficulties, some difficulties or extreme difficulties. It is valued by 
health economists because it is easy and quick, ensuring that as many patients as possible provide 
feedback.  

8. When we consulted our members, they felt that the crude nature of the EQ-5D made it 
inappropriate for capturing the particular type and range of symptoms, emotions and 
disadvantages experienced by patients affected by rare conditions. They felt that an in-depth 
measurement of disease burden and treatment benefit was of greater value in a rare disease 
context than a quick and easy method. Consequently, they called for a more sensitive system to 
be introduced, tailored to rare disease indications. 

9. Importantly, patient representatives noted that while improvements to the existing quantitative 
method for capturing health outcomes (the EQ-5D and its equivalents) was necessary, it should in 
no way be seen as a way of undermining or replacing qualitative data and the value of 
information that can only be truly captured through personal testimony.   

10. Another aspect of the EQ-5D that concerned patient representatives was that the general public, 
and not the patient community, determined the ‘value scores’ attributed to each wellbeing state. 
This is based on the rationale that since the general public finance the NHS, they should determine 
what the health service values most6.  

11. Patient representatives were concerned that the quality of life impact of apparently minor 
improvements may be undervalued by the general public due to a comparatively limited 
awareness of rare diseases and how they affect patients and their families. They therefore asked 
for those members of the public who participate in the process to be better informed before they 
determine value measurements.  

12. Genetic Alliance UK carried out a Citizen’s Jury3, a structured and in-depth study into how patients 
with serious and/or rare conditions perceive risks and benefits, and how effectively current 
regulatory decision making reflects their preferences. 

13. Jurors argued that insufficient weight is given to psychosocial factors in the evaluation of 
medicines for licensing. Applications for new medicines are judged primarily upon biomedical 
evidence and clinical outcomes. For patients, there are likely to be psychological and social 
factors that are equally as important. Jurors would like to see regulators broadening the range of 
issues which they consider when deciding whether to approve a new medicine, with greater weight 
placed on the psychosocial aspects of serious and/or rare conditions, and on the potential for new 
medicines to alleviate (or exacerbate) them. Jurors have generated a list of 25 psychosocial 

                                            

3 New Medicines for Serious Conditions: Weighing the Risks and Benefits (2011) available at: 
www.geneticalliance.org.uk/docs/citizens-jury-report.pdf 
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factors that are important to them to be included in the assessment of risks and benefits of new 
medicines.  

14. NICE is already engaged with addressing some of these issues through participation of NICE 
International with a research project called ADVANCE-HTA. This project aims to identify ways of 
improving the value measurements for rare diseases in health technology assessments and to 
better understand how value measures may differ between patients and the general publicii. 
Genetic Alliance UK welcomes the opportunity to work with ADVANCE-HTA and NICE International 
in order to explore these issues through our patient group members, and feed this into the 
development of new tools for measuring the health related quality of life for patients affected by 
rare diseases. 

Question 20: What are the key concerns for patients across the whole pathway of an 
innovation product? 
15. Patients affected by serious and/or rare conditions often have few or no effective treatments 

available to them.  There are between 6,000 and 8,000 known rare diseases, yet only about 100 
medicines licensed in the EU for a rare condition. For this reason, the primary concern for patients 
affected by genetic or rare conditions is, firstly, availability of a treatment, and secondly, its 
efficacy. 

16. Because of their unique circumstances, such patients may well be willing to take greater risks than 
the system currently allows, and should be given that choice. Key questions for regulators in their 
marketing authorisation decisions are ‘do the advantages outweigh the disadvantages of taking 
the medicine?’ and ‘are the side effects acceptable?’ In the case of serious and/or rare conditions, 
regulators should lower the threshold of what they consider to be acceptably safe, giving more 
weight to psychosocial benefits and involving patients in the decision making. 

17. Patient groups express concern that the benefits sought in new medicines research is frequently 
targeted on improvements in what researchers believe are easily measureable rather than what 
matters to patients. Consulting patients earlier in the research process may lead to research 
prioritising other areas of benefit such as relating to quality of life, potentially leading to 
different technologies being followed up. 

18. Patients affected by rare or genetic conditions experience a number of health inequalities, such as 
relating to time to diagnosis and access to treatment. There are several aspects to health 
inequality experienced by rare disease patients: between people living with the same rare 
condition; between people living with one rare condition and those with a different rare condition; 
between people living in communities with a high prevalence of rare conditions, and those in 
communities with a lower prevalence; and between people living with rare conditions and those 
living with common conditions.  

19. The UK government published the UK Strategy for Rare Diseases in 2013 as a first step to 
addressing the unmet healthcare needs of the millions of people living with a rare disease in the 
UK, and who currently struggle to get access to integrated care and support from the NHS. 
Genetic Alliance UK believes that an effectively implemented plan for rare diseases has the 
opportunity to address many of the inequalities currently experienced by patients affected by 
rare diseases and their families.  

20. Patients are also concerned about transparency. Patients affected by genetic or rare conditions 
understand that there is a need to prioritise investment into specialised treatments and 
interventions on the grounds of clinical and cost effectiveness, and that this should take place 
regardless of any external financial pressures. What is essential, however, is that the process for 
doing so is both transparent and fair, and takes account of the patient, public and governmental 
support that exists for ensuring that patients affected by rare conditions are able to access 
effective treatments.  
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Question 21: How can we make sure our proposed system architecture includes 
sufficient opportunity for patient interaction?  
21. Patients’ experiences and preferences should be represented in all the processes which lead to the 

development of new medicines, from the initial determination of research priorities, right through 
to the regulatory processes which grant and remove marketing authorisation. This would ensure 
that the benefits which really matter to patients, and the levels of risk they are prepared to 
tolerate are considered in the decisions. This is particularly important for serious and rare 
conditions, where the absence of a treatment can leave patients with few other options. Patient 
representatives (such as patient group members) should be supported as joint decision makers, 
alongside clinical experts, throughout the process. 

22. There are four main contributions patient voice can make, and an effective system architecture 
would utilise all of them. Patients can provide valuable information based on their knowledge and 
experience of the condition and treatment. A trained and disinterested patient can use their insight 
into the potential beneficiaries point of view to make decisions as an active member of any 
decision making body. Patient perspective is also central to designing appropriate, accountable 
decision-making processes and policies. Finally, the patient acts as an individual, making decisions 
about their own health care. 

Question 22: How could the acceleration of the most transformative products apply in 
particular therapy or disease areas? 
23. It it is vital that patient perspectives be taken into account in determining which products are 

transformative and should be accelerated. Patients are the best judges of what constitutes an 
unmet medical need, and their views should be at the centre of this scheme. 

24. We support the application of adaptive licensing pathways and early access schemes, with 
appropriate safeguards and surveillance, as a means of accelerating access to transformative 
medicines for patients with rare and genetic conditions. 

25. The impact that ‘gaps’ in the evidence provided by the manufacturer, including clinical trial data, 
have on the outcome of an health technology evaluation was one of the greatest concerns of 
patient representatives who engaged with our patient charters. Sometimes these ‘gaps’ are 
unavoidable, either because the target patient population is very small or because the nature of 
the condition makes it difficult to reliably measure treatment benefit. However, some ‘evidence 
gaps’ could be addressed with further research.  

26. When NICE issues its guidance on an HST, it can choose to make the treatment available only in 
the context of further research. A Citizen’s Council report from NICE on the use of this type of 
recommendation concluded that ‘treatments for life-threatening conditions where there is no other 
remedy available’ should be given the ‘benefit of the doubt’ with an ‘only in research 
recommendation’ rather than a ‘no’. Patient representatives agreed with this statement and 
proposed that in the context of rare diseases research recommendations be made more 
frequently to enable additional data to be gathered in support of future NHS-wide commissioning 
while making the treatment available.  

27. However, patients have experienced exclusion from clinical trials for a number of reasons 
including their age, disease state or living too far away from the trial centre. Therefore, in order 
to facilitate equitable access while allowing additional evidence to be gathered, patient 
representatives were keen for NICE to ensure that studies carried out as part of research 
recommendations take a broader, more inclusive approach to eligibility than standard trials. 

28. We are of the opinion that for innovative medicines in the field of rare diseases that regulatory 
bodies need to stop viewing health technology assessment as a single yes/no decision. Rather, for 
innovative treatments with less evidence available, decision-making should be more like the model 
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used for screening programmes, with decisions reviewed regularly and mechanisms for 
encouraging further research into the technology between cycles.  

29. It is also important that any type of conditional approval procedure also ensures the compatibility 
of the evidence requirements with all relevant regulatory bodies, as it would not be conducive to 
accelerated access for a medicine to, for example, receive expedited marketing authorisation 
from the EMA under the Priority Medicine programme, only for UK access to be delayed because 
the supporting evidence did not meet the standards of NHS England or NICE. 

Question 23: How could each component of the accelerated pathway for medicines, 
devices, diagnostics and digital health products work? 
30. We have no comment to make in response to this question.  

Question 24: What are the pros and cons of different ways of reimbursing innovative 
products? 
31. We have no comment to make in response to this question. 

Question 25: What could be the role of key national bodies in delivering the 
accelerated pathway and how can these bodies ensure patients are embedded in all 
decision-making processes? 
32. As mentioned above, it is vital that all forms of patient voice are fully utilised in all bodies and at 

every stage of the pathway. Additionally, in order for patients and public to be involved in 
funding decisions, there is a need for funding decision makers to proactively engage patient 
groups, including supporting their formation where they do not exist. Funding decision-makers 
should also increase transparency, consistency and accountability of their decisions through 
ensuring that patient voice is valued, ensuring stakeholder engagement is high quality and 
improving the structure and content of the website. 

33. Patient representatives feel that getting a valuable patient engagement in new health technology 
is dependent on patient groups being encouraged to form and then being adequately supported 
throughout the engagement process. Without this, there is concern that the patient voice would be 
absent. Patient representatives recognise that financial input, as well as coordination and support, 
is required in order to enable new patient groups to form.   

34. The Department of Health or NICE were discussed as potential sources of this funding, although 
patient representatives were hesitant about asking them to provide the practical support. Instead, 
it was suggested that this was an area where the involvement of Genetic Alliance UK or similar 
organisations could be particularly constructive. As an organisation, Genetic Alliance UK has 
already received funding for a project that helped new patient groups to form in Scotland and 
would be interested in opportunities to continue this work nationally in the future. 

Question 26: How useful do you find our proposals for a new system of guidance and 
support? 
35. While early provision of guidance and support is potentially hugely valuable to developers, we 

are seeing in existing regulatory processes, such as in the UK Advanced Therapy Medicinal 
Product (ATMP) sector, that many developers are not utilising the opportunities to engage with 
regulatory bodies that already exist. A key challenge is how to encourage developers to 
communicate with regulators such as the MHRA or EMA earlier and more often than is common 
practice. It is not sufficient for the advice and support to be available, its availability needs to be 
promoted widely. Any new system will need to proactively engage with developers and 
encourage them to consider their interactions with regulatory bodies as a conversation rather than 
a single hurdle to be overcome. 
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Question 27: How can we ensure that the proposed new system for supporting 
innovators complements and streamlines current systems and avoids duplication? 
36. The rare disease landscape in England would benefit from streamlining and rationalisation of all 

rare disease commissioning routes, including those run by NICE. This would lead to clearer 
pathways for patients to access treatments and fewer incidences of disappointment and anguish in 
the patient community. 

37. There are currently eight routes through which licensed medicines for rare conditions can be 
evaluated and/or commissioned to enable patient access on the NHS. These routes are managed 
either by the National Institute for Health and Care Excellence (NICE) or NHS England, however 
there is 

38. Currently it is not clear how or why one medicine evaluation approach or access pathway is 
selected over another. A lack of system coherence also means that time and money is wasted 
because two publicly-funded bodies, NICE and NHS England, have evaluated the same medicine 
simultaneously a number of times. Moreover, with such a multiplicity of approaches and pathways, 
the risk of making inconsistent decisions that result in inequitable access to medicines for patients 
with rare conditions is increased. As a result, some life-changing medicines are not being made 
available to the patients who need them even though less effective medicines are being funded. 
There is a need to rationalise and streamline all medicine evaluation pathways, with a defined 
role and decision making framework at each stage.  

39. There is already a commissioning pathway within NHS England established to enable accelerated 
access to innovative technologies, Commissioning through Evaluation, however this is hugely 
underutilised. Patient representatives were positive about the potential application of NHS 
England's Commissioning through Evaluation (CtE) to medicines for rare diseases. They agreed that 
pilot schemes enabled the development of a higher quality evidence base than might otherwise 
be available for a rare disease medicine, where randomised controlled trial evidence is less 
prevalent. They also felt that it had the benefit of considering a treatment in a ‘real-world’ 
scenario, allowing patients to access medicines in a controlled way while avoiding the strict and 
unrealistic patient eligibility requirements associated with clinical trials. This type of approach 
would leverage the potential of the NHS to provide a testing environment for treatments, and 
would be a pragmatic solution to the problem of evidence gaps in rare disease medicine. 

40. Consequently, they were disappointed to discover that no medicinal product has so far been 
selected for CtE. Moreover, they were concerned by the lack of information still available on CtE, 
such as what the eligibility requirements are or who will manage the programme, despite it being 
launched two years ago in September 2013. With this in mind, patient representatives called for 
NHS England to develop a framework for the application of CtE to rare disease medicines as a 
matter of priority. 

41. We are concerned that the proposals outlined in the interim report simply add additional 
pathways and bodies to the already overcomplicated system, without removing any or clarifying 
entry requirements. Instead it might be more effective to better exploit existing flexibilities, and 
rationalise and streamline all the pathways to commissioning. 

Question 28: Are there any quick wins or significant barriers to innovation that our 
proposals for a new system support do not address? 
42. In England the processes of health technology assessment are a major barrier to uptake of 

innovative technologies, as described above, and these issues are not addressed in the interim 
report. 

43. Genetic Alliance UK supports the development of a framework within the NHS that would ensure 
that new or repurposed medicines with the potential to effectively address unmet medical need 
are made available to the patients that want and need them in a fair, cost-effective and 
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equitable manner; and that ensures  progress and findings are disseminated within the medical 
community. 

44. As for quick wins, we would suggest that there are some approaches that reduce the costs to the 
NHS of innovative new medicines, which might encourage a more proactive uptake of innovative 
technologies. 

45. In many cases the optimum dosage of a medicine may be less per person, or may involve it being 
taken over a reduced period of time. This would have a significant impact on anticipated 
treatment costs and therefore, on the outcomes of cost-effectiveness deliberations during medicine 
evaluations. Patient representatives felt that dosing was an area that could be explored 
collaboratively by patients and their clinicians. It should be acknowledged that this use would be, 
by definition, off-label use. A recent proposal by the Clinical Reference Group for metabolic 
disease at NHS England to review the effective doses for some high-cost enzyme replacement 
therapy was closed for reasons that remain unclear to Genetic Alliance UK. 

46. An additional consideration is that in many rare diseases, medicines are intended for delivery 
throughout life. Some of these medicines can restore life expectancy to near normal levels. This 
creates a scenario in which patients take an expensive medicine for many years. Just as it has 
been difficult to study the correct dosage of rare disease medicines, there has been little work 
done to explore maintenance dosing, and dosing in the later stages of life. 

47. Patient representatives were keen to ensure that pursuit of this approach is organised and 
monitored within the framework that NHS England provides. They felt that as the direct 
commissioner of orphan medicines, NHS England is well placed to carry out this form of post-
market authorisation analysis, with the aim of improving patient care and rationalising 
expenditure on medicines. 

48. Patient representatives agreed that patients need to take responsibility for their role in ensuring 
NHS resources are spent as effectively as possible. They felt that this recommendation should be 
true for all patients, but that it is perhaps most important for patients who are prescribed 
expensive medicines. Many representatives at our workshop felt that there was more that patients 
with rare diseases could do to work with the NHS in order to manage their medicines budget more 
effectively. 

49. The importance of adherence is best known regarding antibiotic use, where if a patient does not 
complete the course of treatment the infection may return. For chronic and/or progressive 
conditions, poor adherence can render the medicine ineffective. In some cases, the doses missed 
when the condition has not fully progressed may be the most important for future outcomes. With 
a number of rare disease medicines also commanding a high price, adherence is important simply 
because untaken medicines are a waste, often literally ‘money down the drain’. If patients choose 
to alter how much medicine they take without consultation with their clinician, they may also risk 
suffering adverse events while receiving little or no benefit from the medication that the NHS is 
still paying for them to receive.  

50. One of the most difficult issues that a doctor and patient must tackle together is when a medicine 
is not working. This conversation is hardest to have when the condition is progressive, and the 
medicine that they are currently taking is their only option. Patient representatives at our 
workshop acknowledged this difficulty and recommended that more be done to inform and 
enable patient concordance, which involves patients and clinicians working together to reach an 
agreement on treatment regimens. 
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Question 29: How can the NHS be incentivised and supported to introduce innovative 
technologies? 
51. There is much more that could and should be done to address the barriers that currently inhibit the 

adoption and integration of research and innovation into the NHS. This includes ensuring that: all 
NHS staff training includes developing the knowledge and skills required for innovative thinking; 
greater value is attributed to successful innovation at all levels and that it is officially recognised 
and rewarded; research regulation and permissions are streamlined; collaboration between the 
NHS and research communities is actively encouraged; suitable incentives and funding initiatives 
are put in place; and that registries are created to enable the collection and exploitation of real 
world patient data, and promote the sharing of research findings and best practice. 

52. We would like to emphasise that innovative products should not be valued simply because they 
are new, but should contribute something new clinically to patients and carers. We are concerned 
that approaches which penalize organisations for low use of innovative products may promote 
indiscriminate uptake of cheaper new technologies to avoid penalties, rather than supporting the 
uptake of those technologies of greatest benefits to patients. 

53. We understand that the AAR team are considering supporting the model of a database of 
innovative medical treatments proposed in the Access to Medical Treatments (Innovation) Bill. We 
share the widespread concerns about this database and the Bill more broadly. We do not believe 
the Bill will achieve its aim of encouraging medical innovation, and more importantly we are 
concerned that the Bill in its current form may adversely impact on patients and medical research, 
in part because it lacks clarity. 

Question 30: How could a fund to support system re-design operate and how could it 
be funded? 
54. Genetic Alliance UK welcomed the creation of the 'Specialised Services Commissioning Innovation 

Fund', and was disappointed by its suspension. We recognise the need for financial incentives to 
promote innovation, particularly in the rare disease field, and would therefore ask that the 
Department of Health consider the reopening of this fund as soon as reasonably possible. This 
could be funded using some of the PPRS rebate, as is the case with the New Medicines Fund in 
Scotland. 

Question 31: How could this proposed new system architecture be developed in a way 
that galvanises the NHS to promote innovation? 
55. We have no comment to make in response to this question. 

Question 32: What are the costs and benefits of this new approach, which positions the 
NHS as an active partner in promoting innovation? 
56. We have no comment to make in response to this question. 

Question 33: How should we define the remit and priorities of the Innovation Exchange 
function and the Innovation Partnership? 
57. We have no comment to make in response to this question. 

Question 34: Should the proposed Innovation Partnership and Concordat be held to 
account by a supporting co-ordinating committee? Should the proposed Innovation 
Partnership and Concordat be supported by a light-touch coordinating committee, 
perhaps independently chaired, to ensure that the key participants hold themselves 
individually and collectively to account for their leadership and management of the 
innovation pathway? 
58. We have no comment to make in response to this question. 
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Question 35: What are the costs and benefits of the proposed new system architecture 
to accelerate the development of, and access to, the best new products? 
59. We have no comment to make in response to this question. 
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Accelerated Access Review 
Initial Engagement Questions 
Written evidence submitted by Genetic Alliance UK, 11th September 2015 
 

Introduction  
1. Genetic Alliance UK is the national charity working to improve the lives of patients and families 

affected by all types of genetic conditions. We are an alliance of over 180 patient 
organisations. Our aim is to ensure that high quality services, information and support are 
provided to all who need them. We actively support research and innovation across the field of 
genetic medicine.  

2. Rare Disease UK (RDUK) is a multi-stakeholder campaign run by Genetic Alliance UK, working 
towards the delivery and implementation of the UK Strategy for Rare Diseases4, signed by all four 
health departments in the UK and published by the Department of Health in November 2013.  

3. Genetic Alliance UK speaks from the perspective of families affected by genetic conditions who 
look toward innovation and research as a means to deliver effective therapies for currently 
untreatable conditions. We welcome the opportunity to respond to this review. 

 

Question 1: How can we develop a systematic way to share patient and NHS needs 
with innovators? 
4. The scale of the challenge to the NHS that rare, genetic and undiagnosed conditions present is 

difficult to ascertain. Currently the NHS does not record health information to a sufficient 
granularity for individual rare diseases to be visible in the data. It is not currently possible to 
know how many UK citizens are affected by almost any rare or genetic condition. (Where it is 
possible, it is usually due to independent data collection by a patient organisation or research 
project.) Far less is it possible to tell possible to tell how old patients are and where they live. 
 

5. Without this basic information it is impossible for the Government health departments in the UK 
and their NHSs to plan effectively and build a health service that is suitable for delivering 
healthcare for the patients that Genetic Alliance UK and its Rare Disease UK campaign represent.  

 
6. The collection and sharing of patient outcome data would be a key enabler of medical innovation 

in the NHS. Interrogation of this data could enable the identification of patient subgroups that are 
most likely to benefit (or not) from a treatment in order to reduce adverse outcomes or wasted 
expenditure caused by inappropriate prescription, and could ultimately be used to withdraw 
treatments not performing as expected. This information would be valuable to doctors looking for 
the most effective treatment for their patient, as well as cost-saving for the NHS by minimising the 
inappropriate application or medicines or procedures. 

 
7. The National Congenital Anomaly and Rare Disease Registration Service (NCARDRS) can deliver 

this information. The visibility and ability to plan alone will be step change for our community, but 
the full benefits that such a store of information could deliver are difficult to predict. In short, 
NCARDRS has the potential to be the biggest influence on improved healthcare for patients with 
rare diseases in England (and hopefully the rest of the UK) in a generation. 

Question 2: Would a single point of access for advice to innovators be helpful? 
8. We have no comment to make in response to this question. 

                                            

4 UK Strategy for Rare Diseases. Department of Health, published November 2013, available at: 
www.gov.uk/government/uploads/system/uploads/attachment_data/file/260562/UK_Strategy_for_Rare_Diseases.pdf 
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Question 3: How can we give innovators more clarity on data requirements throughout 
the whole pathway? 
9. Many rare diseases are severe and life-limiting. For individuals or families affected by most rare 

diseases, the day-to-day challenges of managing a severe condition are made worse by the 
absence of an effective treatment or cure. These patients look to research as the source of new 
therapies to address their unmet health need. In order for progress to be made, patients 
recognise that the rarity of their conditions means that research relies on the effective sharing and 
use of their medical data, nationally and internationally.  
 

10. Patients in the rare disease community therefore tend to be familiar with the need for their data 
to be shared and used widely. Given the small number of individuals affected by these conditions, 
patients recognise that collecting as much data as possible is vital to help research into the 
prevention, cause and treatment of rare conditions. Indeed we have anecdotal evidence of 
patients' and patient organisations' frustration at not having their information shared with 
researchers due to overly restrictive consent requirements. 
 

11. Rare disease patients recognise that there is an inherent risk that they could be identified 
personally from some of their data. Despite this, rare disease patients are willing to share their 
medical data in order to drive research. For these patients, not sharing data would be detrimental 
to research efforts and as a result, to potential scientific advancements that could improve their 
quality of life. 

Question 4: How do we better engage all patients in new health technology? 
12. Within the rare disease patient community there is significant unmet medical need, and patients 

rely on the development and availability of new medicines to improve the duration and quality of 
their lives. So it’s crucial that right from the beginning, throughout the whole pathway of research 
and development, research takes the priorities of patients into account.  
 

13. The best way to achieve this is for researchers to collaborate with patient groups and clinicians 
throughout research and development. Patient organisations believe that their voice and 
engagement would make major, positive changes to priorities at several stages in the medical 
innovation process. 

 
14. The natural history of many diseases, including most rare diseases, is poorly understood and this 

makes the development of effective interventions more time consuming and expensive than needs 
to be the case. Investments in disease research need to be more strategic with less duplication and 
a greater sharing of assets and data before there are likely to be new therapies. 

 
15. Patient groups express concern that the benefits sought in new medicines research is frequently 

targeted on improvements in what researchers believe are easily measureable rather than what 
matters to patients. Consulting patients earlier in the research process may lead to research 
prioritising other areas of benefit such as relating to quality of life, potentially leading to 
different technologies being followed up. 

 
16. While patient representatives agreed that in many scenarios the objectives of clinicians and 

patients were likely to be closely aligned, they were keen to ensure that the views of medical 
professionals were not allowed to become synonymous with the patient voice. They reasoned that 
even the best clinicians cannot fully appreciate the nature of a condition or second-guess what 
patients will value or tolerate. Patient representatives were also keen to ensure that the needs of 
patient communities were not overlooked even in the absence of a clinician with specific expertise 
in their condition. 

 
17. Patient representatives feel that getting a valuable patient engagement in new health technology 

is dependent on patient groups being encouraged to form and then being adequately supported 
throughout the engagement process. Without this, there is concern that the patient voice would be 
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absent. Patient representatives recognise that financial input, as well as coordination and support, 
is required in order to enable new patient groups to form.   

 
18. The Department of Health or NICE were discussed as potential sources of this funding, although 

patient representatives were hesitant about asking them to provide the practical support. Instead, 
it was suggested that this was an area where Genetic Alliance UK could be particularly 
constructive. As an organisation, Genetic Alliance UK has already received funding for a project 
that helped new patient groups to form in Scotland and would be interested in opportunities to 
continue this work nationally in the future.  

 
19. Collating and sharing patient data can help improve our basic understanding of the natural 

history of rare diseases. This type of information is essential as a basis for making research 
funding decisions or for enabling evidence-based commissioning. It is important in both cases to be 
able to estimate disease burden in order to demonstrate the impact that a new treatment or 
preventative therapy may have. It also provides a research resource itself, either for 
epidemiological studies, such as recording patient outcomes following a new treatment, or for 
service provision planning. 

Question 5: How can we build on existing regulatory flexibilities for innovative 
products? 
20. We support the application of adaptive licensing pathways and early access schemes, with 

appropriate safeguards and surveillance, as a means of accelerating access to transformative 
medicines for patients with rare and genetic conditions. 
 

21. The impact that ‘gaps’ in the evidence provided by the manufacturer, including clinical trial data, 
have on the outcome of an health technology evaluation was one of the greatest concerns of 
patient representatives who engaged with our patient charters. Sometimes these ‘gaps’ are 
unavoidable, either because the target patient population is very small or because the nature of 
the condition makes it difficult to reliably measure treatment benefit. However, some ‘evidence 
gaps’ could be addressed with further research.  
 

22. When NICE issues its guidance on an HST, it can choose to make the treatment available only in 
the context of further research. A Citizen’s Council report from NICE on the use of this type of 
recommendation concluded that ‘treatments for life-threatening conditions where there is no other 
remedy available’ should be given the ‘benefit of the doubt’ with an ‘only in research 
recommendation’ rather than a ‘no’. Patient representatives agreed with this statement and 
proposed that in the context of rare diseases research recommendations be made more 
frequently to enable additional data to be gathered in support of future NHS-wide commissioning 
while making the treatment available.  
 

23. However, patients have experienced exclusion from clinical trials for a number of reasons 
including their age, disease state or living too far away from the trial centre. Therefore, in order 
to facilitate equitable access while allowing additional evidence to be gathered, patient 
representatives were keen for NICE to ensure that studies carried out as part of research 
recommendations take a broader, more inclusive approach to eligibility than standard trials. 

 
24. Patient representatives were positive about the potential application of NHS England's 

Commissioning through Evaluation (CtE) to medicines for rare diseases. They agreed that pilot 
schemes enabled the development of a higher quality evidence base than might otherwise be 
available for a rare disease medicine, where randomised controlled trial evidence is less 
prevalent. They also felt that it had the benefit of considering a treatment in a ‘real-world’ 
scenario, allowing patients to access medicines in a controlled way while avoiding the strict and 
unrealistic patient eligibility requirements associated with clinical trials. This type of approach 
would leverage the potential of the NHS to provide a testing environment for treatments, and 
would be a pragmatic solution to the problem of evidence gaps in rare disease medicine. 
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25. Consequently, they were disappointed to discover that no medicinal product has so far been 

selected for CtE. Moreover, they were concerned by the lack of information still available on CtE, 
such as what the eligibility requirements are or who will manage the programme, despite it being 
launched two years ago in September 2013. With this in mind, patient representatives called for 
NHS England to develop a framework for the application of CtE to rare disease medicines as a 
matter of priority. 

Question 6: Do any parts of the existing development and regulatory pathways need 
to be redesigned to help accelerate access to new transformative health technology? 
26. The rare disease landscape in England would benefit from streamlining and rationalisation of all 

rare disease commissioning routes, including those run by NICE. This would lead to clearer 
pathways for patients to access treatments and fewer incidences of disappointment and anguish in 
the patient community. 

 

27. There are currently eight routes through which licensed medicines for rare conditions can be 
evaluated and/or commissioned to enable patient access on the NHS. These routes are managed 
either by the National Institute for Health and Care Excellence (NICE) or NHS England.  

28. The topic selection process at NICE currently is disproportionately crucial to the future evaluation 
of a medicine. Since recommendations in our Patient Charters on the Highly Specialised 
Technology programme and other routes to access rare disease medicines in England, there has 
been an increase in transparency in the Topic Selection process at NICE. 

29. This decision making process still lacks transparency when compared to other steps in the pathway 
though. We are not able to see detail on why decisions are made, with all positive 
recommendations explained with the same phrase: "Anticipate the topic will be of importance to 
patients, carers, professionals, commissioners and the health of the public to ensure clinical benefit 
is realised, inequalities in use addressed, and help them make the best use of NHS resources." We 
are not able to see which individuals were involved in the decision, with vague terms such as "the 
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topic selection team" used. It seems that no patient or public voice is involved in this stage of the 
health technology appraisal process. 

30. NHS England has representation in these discussions, and is frequently described as being a 
partner in this stage of the decision making process, though coordination between the decision at 
this stage and NHS England's future actions is not apparent. At the recent round of decision 
making at NHS England the results of a number evaluations of rare disease medicines were 
ignored pending a decision from NICE's HST programme. This meant that NHS England resources 
were wasted evaluating a treatment that NICE was already evaluating. Patients were aware of 
this, and were disappointed to find a decision was postponed after a seemingly valid evaluation 
process. 

31. The reason we are so concerned with transparency and decision making at this stage in the 
process is that this is the crucial point at which treatments are assigned to evaluation pathways. 
Whether a treatment is evaluated by NICE or not is crucial to its likely commissioning in the future, 
either because of NICE's published threshold on cost-effectiveness being a barrier, or through the 
mandate to commission that a positive NICE outcome has. 

32. The Topic Selection process is a key decision for the future of a medicine, but it does not seem to 
consider all potential evaluation routes equally. Rather, this is a "take it or leave it" opportunity 
for selection for one of NICE's routes, which ideally should be informed by the potential 
alternative routes that non-selection could trigger. 

33. Currently it is not clear how or why one medicine evaluation approach or access pathway is 
selected over another. A lack of system coherence also means that time and money is wasted 
because two publicly-funded bodies, NICE and NHS England, frequently evaluate the same 
medicine simultaneously. Moreover, with such a multiplicity of approaches and pathways, the risk 
of making inconsistent decisions that result in inequitable access to medicines for patients with rare 
conditions is high. As a result, some life-changing medicines are not being made available to the 
patients who need them even though less effective medicines are being funded. There is a need to 
rationalise and streamline all medicine evaluation pathways, with a defined role and decision 
making framework at each stage. 

34. NHS England evaluates more rare disease medicines than any other body (including NICE). NHS 
England's remit in terms of determining whether medicines for rare diseases will be made 
available on the NHS is significant. Firstly, NHS England is the responsible commissioner for the 
specialised treatments and services required by those with rare conditions, meaning that it 
manages the available budget. It also coordinates its own evaluation procedure in order to 
determine which medicines and treatments should be prioritised for funding. Finally, it also is the 
managing body of three other access routes: the Cancer Drugs Fund, through which some cancer 
medicines can be accessed; Commissioning through Evaluation, a scheme that enables a treatment 
to be made available on a time-limited basis in order to determine whether it merits long-term 
commissioning; and the Individual Funding Requests and Clinically Critically Urgent routes, which 
should fill gaps in commissioning policies. Patients with life-threatening rare diseases are reliant on 
NHS England for access to the medicines they need. NHS England is well positioned to continue in 
this role but it must ensure that the patient voice is heard during decision making. 
 

35. NHS England’s appraisal process needs drastic streamlining and rationalisation to enable timely, 
patient-focused and transparent commissioning of rare disease medicines. Patient groups that we 
consulted agreed there are too many steps in the process for evaluating medicines and that NHS 
England should streamline their unwieldy governance structure so they can make faster and fairer 
decisions and ensure their limited finances are spent where they are needed most. NHS England 
should be clear who is making the decisions about which medicines are evaluated and which are 
funded, and what criteria are used to make these decisions. 
 



 

Page | 15  Genetic Alliance UK 

 

36. NHS England missed a golden opportunity to make progress in this area with its "Investing in 
specialised services" consultation, examining the prioritisation process, which published its findings 
this month. This should have been an opportunity to listen to patient groups on what needs to 
change in order to make the process work for patients. Instead, NHS England’s response to the 
consultation showed that they will not be making any major changes to the framework as a result 
of the consultation. In response to submissions on the topic of the ‘principles’ underlying decisions 
(to which we alone wrote 2,000 words), NHS England delivered two sentences, barely scratching 
the surface of the areas that need deep thought and clear decisive action from NHS England. 
 

37. There are overarching problem areas that need to be addressed within the prioritisation 
framework, and many of these have not been addressed in NHS England's response to the 
consultation. We have identified 21 points within our consultation submission that NHS England has 
not addressed adequately. The process has only delivered tweaking of minor aspects of the 
proposed framework. NHS England does not appear to be listening to the concerns of patients 
and their representatives. 
 

38. For NHS England to fulfil its organisational promises to be ‘open and transparent’, ‘prioritise 
patients in every decision’ and ‘listen and learn’, it must optimise existing communications and 
engagement platforms. Patient representatives called for NHS England to improve the way it 
engages with patients so that it can benefit from the insight patients offer. As a critical information 
source and point of contact with the public, they identified NHS England's website as requiring 
urgent updating so that NHS England can be transparent about its evaluation procedures and 
patients can find out if a relevant evaluation is happening and who to contact. The lack of 
progress in making important meetings transparent is stark. The Patient and Public Voice 
Assurance Group has been calling for its own minutes to be made public for twelve months, but 
there continues to be problems within the system for approving this simple step. 
 

39. Where there are gaps between commissioning policies or where no decision has been made on 
access, NHS England's solutions should be more accessible, more transparent and more effective. 
When a patient is not part of the population defined by a commissioning policy at NHS England, 
yet has special reason to request access to a treatment there should be a straight-forward, 
accessible and transparent route to access a decision. The same applies for when there is urgent 
need for a treatment for which there is no commissioning policy. This area has been beset by 
confusion and poor communication. The Standard Operating Procedure for the Clinically Critically 
Urgent route for access (which is supposed to be used when the patient is at risk of imminent 
significant and irreversible clinical deterioration) was only published this year after years of 
misuse of the Individual Funding Request route for this purpose. 

 
40. Poor coordination between NICE and NHS England means that time and money are being wasted 

because both of these bodies are considering the same medicines simultaneously. The most recent 
decisions on investment by NHS England included two much awaited decisions on treatments for 
Duchenne muscular dystrophy and Morquio syndrome (both life limiting conditions affecting 
children). Both decisions were to refuse access until NICE reached a decision on its appraisal. Time, 
money, and hope were wasted in this dual evaluation. 

Question 7: What data is needed to generate sufficient evidence of safety, efficacy 
and value throughout the product lifecycle? 
41. With increased flexibility of evidence requirements and availability of adaptive licensing 

pathways comes a requirement for more strenuous post approval gathering of data on product 
safety, efficacy and value. 
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42. Continual assessment of treatment efficacy and long-term follow-up was considered by patient 
representatives to be a research priority5. They felt knowledge of real-world outcomes over a 
longer time period was particularly important with treatments for rare conditions, where 
recommendation decisions may have been based on limited clinical trial data. Patient 
representatives agreed that the collection of this type of data should be built-in to routine care, 
regardless of whether NICE guidance was positive or if the treatment was recommended only in 
research; and that the data should form a key part of the information NICE uses to review its 
guidance. 

 
43. Indeed, patient representatives were keen to see this type of follow-up research made an integral 

part of the service NHS England provides to patients affected by both rare and more common 
conditions. It was suggested that digitisation of health records, which could be accessed and 
contributed to by patients as well as their clinicians, could be a way of capturing this data and 
making it available. A move towards creating and managing patient data registries in order to 
improve the quality of health care provision has received recent support in government3. 

 

Question 8: How can we increase patient and public involvement in the development of 
innovations? 
44. The willingness to accept risk or adverse outcomes with a new treatment varies considerably both 

between and within patient communities. Whether it is what risk of adverse drug reactions can be 
tolerated or what improvements matter most, different patients have different perspectives and 
these may change over time as an individual ages or their disease progresses. This issue raises 
questions that are best addressed on a personal basis by patients and their families.  
 

45. Genetic Alliance UK explored how patients and families affected by genetic conditions perceive 
these issues in our ‘Risks and Benefits’ project6, which we have expanded with a project that 
captured the perspective of patients from across Europe. For NICE and other regulatory bodies 
seeking to take decisions in an open and transparent manner, reflecting the complex, variable 
and personal nature of the patient perspective of benefit/risk when issuing generic guidelines is a 
key challenge. 

Question 9: How can we make the current funding system more flexible? 
46. A relatively small proportion of NHS England’s budget is spent on rare disease medicines, but, at 

least superficially, it can appear easier to make savings by not funding a high cost medicine for a 
small patient group than by changing poor resource management elsewhere in the NHS. 
 

47. However, it is important not to confuse cost and cost-effectiveness. A treatment may itself 
command a high price, but may bring significant clinical benefit to the patient and, therefore, may 
also save money for the NHS in the long-term if the patient no longer needs to access other 
treatments or services. Numerous studies have also shown that there is broad public support for 
ensuring the NHS meets the needs of rare disease patients, particularly when the treatment is 
required by children. 
 

48. According to a recent study of historical decisions at NICE7, the best predictor of whether a 
treatment will receive a positive recommendation is the cost per Quality Adjusted Life Years that is 
calculated. While Quality Adjusted Life Years can provide a useful indicator of an individual’s 

                                            

5 Patient Charter: Patient perspectives and priorities on NICE’s evaluation of highly specialised technologies. Genetic 
Alliance UK, April 2014, available at: www.geneticalliance.org.uk/hstcharter.htm 
6 New medicines for serious conditions: weighing the benefits and risks. The verdict of a jury of patients. Genetic Alliance 
UK and the Welsh Institute for Health and Social Care, March 2012, available at: 
www.geneticalliance.org.uk/docs/citizens-jury-report.pdf 
7 The Influence of Cost-effectiveness and Other Factors on NICE Decisions. Office of Health Economics, published 
November 2013, available at www.ohe.org/publications/article/factors-influencing-nice-decisions-136.cfm 
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anticipated health gain following a medical intervention, they do not fully capture the benefit a 
treatment can offer to patients and families, particularly if they are affected by a rare condition. 
Therefore, it is clear that the health economist’s tool box needs updating so that funding bodies 
can make decisions that enable patients with rare conditions to access new treatments, in line with 
public and government opinion and the equity standards of the NHS constitution. 
 

49. The Department of Health previously consulted on value-based assessment of new medicines, 
which would have permitted NICE to formally consider additional aspects of ‘value’, beyond End 
of Life considerations, for the first time in its appraisals. These include wider society impact and 
burden of illness. Though the model of value based assessment was not perfect, a broader 
understanding of ‘value’ and its use to justify the cost of effective medicines was welcomed by 
patients. Unfortunately this has since disappeared from the agenda, which we consider a missed 
opportunity to achieve a more accurate representation of a medicine’s value as perceived by 
patients, their families and carers and wider society than that represented by QALYs. 
 

50. We agree with the need to prioritise investment into specialised treatments and interventions on 
the grounds of clinical and cost effectiveness, and that this should take place regardless of any 
external financial pressures. What is essential, however, is that the process for doing so is both 
transparent and fair, and takes account of the patient, public and governmental support that 
exists for ensuring that patients affected by rare conditions are able to access effective 
treatments.  
 

51. Other suggestions for making the funding system more flexible detailed in our patient charters 
include: greater clarity on how ICERs are calculated; Patient Access Schemes to be able to be 
developed without the engagement of NICE: NHSE to be able to consider commissioning proposals 
for service and medicine simultaneously; and removal of NHSE’s annual commissioning cycle. 

Question 10: How should NICE evolve to keep pace with advances in technology? 
52. NICE is resourced to carry out in-depth technology appraisals that are able to closely examine the 

benefits and costs, both clinical and financial, of making a new medicine available on the NHS. If 
a positive recommendation is made, there is a mandate for that medicine to be commissioned. This 
allows for a robust consideration of all the evidence and ensures equitable access to approved 
medicines across England.   

 
53. However, NICE only appraises a small number of medicines for rare diseases: between 2002 and 

2013, 18 orphan medicines have been appraised by NICE. Only four of these were for non-
cancer indications, less than 10% of the orphan medicines for non-cancer indications that the 
European Medicines Agency (EMA) licensed in that same period. Despite the introduction of NICE’s 
Highly Specialised Technology (HST) Evaluation Programme in April 2013, this is unlikely to 
change. The HST programme is resourced to evaluate three medicines a year, and in its first year 
of operation only issued guidance on one. 

 
54. NICE’s ability to effectively appraise medicines for rare diseases is constrained by their capacity 

and methodology, as well as the limits imposed by the Health and Social Care Act. As a result, 
patient representatives felt that NICE should ensure it only appraise those rare disease medicines 
where such an appraisal would add value to the NHS without duplicating the work of NHS 
England. 
 

55. NHS England will need to evaluate those rare diseases medicines that NICE does not select for 
one of its appraisal routes. Since NICE evaluates so few medicines for rare diseases, NHS England 
is by default the primary appraisal body for rare disease medicines. The allocation of resources 
for health technology appraisals must be sensible and reflect the requirements of the NHS. 

 
56. We believe that the in-depth evaluation and the potential for mandated commissioning that NICE 

can provide has a role in appraising rare disease medicines but want to ensure that the whole 
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system works effectively together. We would like to see this addressed through improved 
communication and cooperation between NICE and NHS England so that the most appropriate 
access route is selected for each medicine and that duplication of effort between NICE and NHS 
England is avoided.  

 
57. With the move towards stratified medicine, we will soon see more medicines that, like those for 

rare diseases, are targeted at small patient populations. These will need to be evaluated 
appropriately if the best new medicines are to be made available to patients. Patient 
representatives were concerned that the ability of NICE to contribute to the evaluation of these 
new medicines was limited due to the restricted capacity of three HST evaluations a year. If NICE 
were able to allocate their resources more flexibly between the HST Evaluation Programme, STAs 
and MTAs, NICE would be more able to adapt to the future of drug development and ensure that 
the most appropriate appraisal methodology is selected for each medicine. 

 
58. Patient representatives also raised a number of concerns regarding the current eligibility criteria 

for the HST programme. For example, NICE has asserted that under the current criteria, 
eculizumab (Soliris) would not have qualified for an HST evaluation. Patient representatives 
agreed that medicines such as eculizumab were exactly the type they would expect NICE to 
evaluate in this way so called for clarity over the reasons why it would be filtered out and for 
these criteria to be amended. 

 
59. A key concern was the criterion stating that the medicine needs to be targeted at a patient group 

that “is distinct for clinical reasons”. They were concerned that NICE’s interpretation of ’clinically 
distinct’ has not kept pace with improvements in our understanding of disease and does not 
recognise patient subgroups defined by symptoms, genetics or biomarkers. As a result, 
qualification for an HST evaluation is determined by the number of patients with the condition as 
defined by historic characterisation and naming rather than the underlying biological cause for 
which the medicine has been specifically developed.  

 
60. The current HST eligibility criteria also rule out stratified medicines designed to treat patients with 

rare but molecularly defined forms of common conditions. This is at odds with government policy, 
which aims to augment the development and use of ‘stratified medicines’, tailored to the genetic or 
molecular basis of an individual’s condition. An example is ivacaftor (Kalydeco), a medicine that 
has been developed to treat the 5% of cystic fibrosis patients whose condition is the result of a 
specific genetic mutation. NICE’s current criteria do not recognise this subgroup of patients as 
‘clinically distinct’, and therefore the medicine would not be evaluated through the HST 
programme as the number of patients affected by cystic fibrosis (over 10,000 people in the UK) is 
too great. 

Question 11: What are the options for a long-term strategy for reimbursing new health 
technology in the NHS? 
61. A ring-fenced fund for rare disease treatments, similar to the Cancer Drugs Fund, has been 

proposed by some as a solution to current problems in accessing rare disease medicines. Genetic 
Alliance UK does not support the use of ring-fenced funding to maintain access to medicines and 
services for rare diseases, or for any group of patients. We believe that the best means to ensure 
that all patients are able to access effective medicines and services on the NHS is by establishing 
a system for evaluating and commissioning them that is timely, transparent and fair to all. Below 
we outline our reasoning in more detail. 
 

62. One justification given for the CDF is that without the fund some patients would not have access to 
any treatment for their condition. Unmet medical need is not a problem faced by cancer patients 
alone though, and many other patients, including those affected by rare conditions, are currently 
unable to access medicines or therapies for their condition. A fund that only addresses the medical 
needs of some patients and not others when resources are restricted leads to inequity.  
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63. Ring-fenced funds make it more difficult to adapt resource allocation to patient need. Once a 
ring-fenced budget is put in place, it becomes much harder to justify either increasing or 
decreasing the amount of money allocated for that purpose. This means that is possible for either 
too little or too much of the limited NHS budget to be spent on one group of patients or type of 
condition. As a result, those patients whose medicines or services are financed by the fund may not 
receive the care or medication they require, or alternatively, they may receive disproportionately 
more while other patients, whose medicines or services are not paid for by the fund, lose out.  

 
64. An ideal scenario for the evaluation and commissioning of medicines and services would allow 

each to be assessed on its own merits by balancing the benefit it offers to patients against the cost 
and then funded accordingly. Particular strategic priorities can be factored in to the cost 
effectiveness analysis, allowing us to take account of different evidence bases for a treatment’s 
effectiveness or value a particular type of treatment in a scalable manner, such as the ‘End of Life’ 
weighting that NICE uses to apportion additional value to life-extending treatments for terminally 
ill patients.  

 
65. Additionally, there should be an opportunity after an evaluation has taken place for the NHS to 

review what it is paying for to make sure it is always getting the best value for patients out of the 
money it has to spend. Having budget silos and ring-fenced funds as part of this structure 
complicates commissioning for a number of reasons:  

 
66. It is difficult to incentivise investment into a medicine or service if the cost-savings are felt in a 

different budget, for example the budgetary impact of a medicine will not be offset by the cost-
savings that may result from reduced service need, such as physiotherapy, if that would normally 
be paid for out of a different budget. 

 
67. The eligibility criteria for a fund will by necessity rule out some treatments or conditions and it is 

possible that some patients will find themselves falling between the gaps of all the funding pots 
and unable to access any medicines or services. There is also the risk that a medicine or service 
won’t be commissioned and paid by one ring-fenced fund on the assumption that it will be 
captured by a alternative fund.  

 
68. If medicines and services are paid for by a number of distinct funding pots it is likely that each 

will have their own criteria regarding cost-effectiveness. This can mean that potentially unfair and 
inconsistent decisions are made if one ring-fenced fund considers a medicine to be cost-effective 
when consideration through another’s process would not have found it to be. As a result patients 
may be unable to access an effective medicine for their condition on the grounds of cost while a 
less effective medicine for a different condition is made available. 

Question 12:  How can patients and the public be involved in funding decisions? 
69. As mentioned above, in order for patients and public to be involved in funding decisions, there is 

a need for funding decision makers to proactively engage patient groups, including supporting 
their formation where they do not exist. Funding decision-makers should also increase 
transparency, consistency and accountability of their decisions through ensuring that patient voice 
is valued, ensuring stakeholder engagement is high quality and improving the structure and 
content of the website. 

Question 13: How can we reduce or remove barriers to using transformative health 
technology? 
70. In England the processes of health technology assessment are a major barrier to uptake of 

innovative technologies, as described above. 
 

71. Genetic Alliance UK supports the development of a framework within the NHS that would ensure 
that new or repurposed medicines with the potential to effectively address unmet medical need 
are made available to the patients that want and need them in a fair, cost-effective and 
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equitable manner; and that ensures  progress and findings are disseminated within the medical 
community. 

Question 14: How can we strengthen incentives to use transformative health 
technology? 
72. On this, Genetic Alliance UK welcomed the creation of the 'Specialised Services Commissioning 

Innovation Fund', and was disappointed by its suspension. We recognise the need for financial 
incentives to promote innovation, particularly in the rare disease field, and would therefore ask 
that the Department of Health consider the reopening of this fund as soon as reasonably possible. 

Question 15: How can the system support uptake of transformative health technology? 
73. We would like to emphasise that innovative products should not be valued simply because they 

are new, but should contribute something new clinically to patients and carers. We are concerned 
that approaches which penalize organisations for low use of innovative products may promote 
indiscriminate uptake of cheaper new technologies to avoid penalties, rather than supporting the 
uptake of those technologies of greatest benefits to patients. 

Question 16: Could patients help unblock some of the barriers to the adoption of 
innovation in the NHS? 
74. In many cases the optimum dosage of a medicine may be less per person, or may involve it being 

taken over a reduced period of time. This would have a significant impact on anticipated 
treatment costs and therefore, on the outcomes of cost-effectiveness deliberations during medicine 
evaluations. Patient representatives felt that dosing was an area that could be explored 
collaboratively by patients and their clinicians. 
 

75. An additional consideration is that in many rare diseases, medicines are intended for delivery 
throughout life. Some of these medicines can restore life expectancy to near normal levels. This 
creates a scenario in which patients take an expensive medicine for many years. Just as it has 
been difficult to study the correct dosage of rare disease medicines, there has been little work 
done to explore maintenance dosing, and dosing in the later stages of life. 

 
76. Patient representatives were keen to ensure that pursuit of this approach is organised and 

monitored within the framework that NHS England provides. They felt that as the direct 
commissioner of orphan medicines, NHS England is well placed to carry out this form of post-
market authorisation analysis, with the aim of improving patient care and rationalising 
expenditure on medicines. 

 
77. Patient representatives agreed that patients need to take responsibility for their role in ensuring 

NHS resources are spent as effectively as possible. They felt that this recommendation should be 
true for all patients, but that it is perhaps most important for patients who are prescribed 
expensive medicines. Many representatives at our workshop felt that there was more that patients 
with rare diseases could do to work with the NHS in order to manage their medicines budget more 
effectively. 

 
78. The value of adherence is best known regarding antibiotic use, where if a patient does not 

complete the course of treatment the infection may return. For chronic and/or progressive 
conditions, poor adherence can render the medicine ineffective. In some cases, the doses missed 
when the condition has not fully progressed may be the most important for future outcomes. With 
a number of rare disease medicines also commanding a high price, adherence is important simply 
because untaken medicines are a waste, often literally ‘money down the drain’. If patients choose 
to alter how much medicine they take without consultation with their clinician, they may also risk 
suffering adverse events while receiving little or no benefit from the medication that the NHS is 
still paying for them to receive.  
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79. One of the most difficult issues that a doctor and patient must tackle together is when a medicine 
is not working. This conversation is hardest to have when the condition is progressive, and the 
medicine that they are currently taking is their only option. Patient representatives at our 
workshop acknowledged this difficulty and recommended that more be done to inform and 
enable patient concordance, which involves patients and clinicians working together to reach an 
agreement on treatment regimens. 

Question 17:  How should the health and care system address the affordability 
question? 
80. The NHS is currently facing an unprecedented squeeze on its finances, with the NHS budget being 

cut in real-terms for the last four years. This funding pressure comes at a time when a growing and 
aging population are requiring additional healthcare expenditure and the costs of new medicines 
and health technologies are rising. That being said, in the last year spending on medicines 
accounted for only 15% of NHS England’s specialised commissioning budget. 

 
81. Patient representatives noted at our patient charter workshops how the term ‘affordability’ had 

started to be used to explain why medicines are not approved for funding on the NHS. They 
found this unpalatable not only because of the relatively small proportion of NHS England’s 
budget that is spent on rare disease medicines, but because of the poor resource management 
they felt currently took place in the NHS. Many attendees were able to give anecdotal examples 
of wastage or inefficiencies within the NHS from their own experiences.  

 
82. Patient representatives agreed that in order to justify blocking patient access to a rare disease 

medicine through the NHS on the grounds of ‘affordability’, NHS England had to first demonstrate 
that they are capable of managing their existing funds effectively. In achieving this, they 
recognised that NHS England will need to introduce tools and initiatives that are designed to drive 
savings. 

 
83. Patient representatives felt that uptake of innovation, including new medicines, should be able to 

occur outside of the context of cost-cutting exercises. Importantly though, they also agreed that 
‘cuts’ or ‘efficiency savings’ were necessary if NHS England is to begin affording innovative 
medicines in the coming years. They therefore called for NHS England to be more open about 
when it was introducing money-saving initiatives and to stop using ‘innovation’ as a guise. 

Question 18: What data is needed to generate sufficient evidence of safety, efficacy 
and value throughout the product lifecycle specifically for the pharmaceutical industry? 
84. We have no comment to make in response to this question. 

 

                                            

i Sample UK English EQ-5D. EuroQuol, available at: 
www.euroqol.org/fileadmin/user_upload/Documenten/PDF/Products/Sample_UK__English__EQ-5D-
3L.pdf 

ii Advance-HTA: Rethinking the future of Health Technology Assessment. Advancing and strengthening 
the methodological tools and policies relating to the application and implementation of Health 
Technology Assessment (HTA). Homepage: www.advance-hta.eu/index.php 


