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Consultation Response 
Refreshing the Public Health Outcomes Framework 
Genetic Alliance UK response, 2nd October 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. We 
actively support research and innovation across the field of genetic medicine. 

2. Rare Disease UK (RDUK) is a campaign initiative run by Genetic Alliance UK. It is the national 
alliance for people with rare diseases and all who support them. RDUK is a stakeholder coalition 
brought together to work with Government to develop a UK Strategy for Rare Diseases, which 
was published by the Department of Health in November 2013. RDUK continues to campaign for 
the implementation of the Strategy across all four home nations of the UK. 

3. SWAN UK (Syndromes Without A Name) is a patient and family support initiative run by Genetic 
Alliance UK. It is a UK-wide network providing information and support to families of children 
without a diagnosis. It works to support the development of high quality information and services 
for families of children affected by undiagnosed genetic conditions and raise public and 
professional awareness of undiagnosed genetic conditions and the unique challenges faced by 
affected families.  

4. We welcome the opportunity to respond to this review, though we find the online format of the 
consultation unsuitable for the broader, non-indicator specific nature of our response. 

Consultation Response 
5. A rare disease is defined by the European Union as one that affects less than 5 in 10,000 of the 

general population. They are typically life-threatening or chronically debilitating conditions that 
require special, combined efforts to enable patients to be treated effectively.  

6. There are between 6,000 and 8,000 known rare diseases, and around five new rare diseases 
are described in medical literature each week. 1 in 17 people, or 7% of the population, will be 
affected by a rare disease at some point in their lives. This equates to approximately 3.5 million 
people in the UK and 30 million people across Europe – so rare diseases are not actually rare. 
They represent a significant cause of illness, making considerable demands on the resources and 
capacity of the NHS and other care services. 

7. In the UK, a single rare disease may affect up to about 30,000 people. The vast majority of rare 
diseases will affect far fewer than this – some will affect only a handful, or even a single person 
in the whole of the UK. 
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8. At least 80% of rare diseases have an identified genetic origin and 50% of new cases are in 
children1. Other causes of rare disease are infections, allergies, deterioration of body tissues and 
organs and teratogenic effects. As well as their main disease, some patients have other conditions 
that make treating and managing their disease even more difficult. 

9. Over recent years, policymakers have become increasingly aware of the way in which rare 
diseases affect the lives of individuals, their families and carers and the cumulative impact they 
have on health and social care systems. 

10. In November 2013, the Department of Health published the UK Strategy for Rare Diseases, which 
seeks to improve services and research and to help reduce the barriers that people with rare 
diseases have to overcome when living with their condition. It is the first time since the 
establishment of the NHS that patients and families affected by rare conditions have had a clear 
and strong commitment from the Governments of the UK that their healthcare needs will be met. 
The challenge now is to maintain progress, to ensure the promise of the Strategy becomes reality 
in the years ahead. The UK Strategy for Rare Diseases is signed by the health ministers of each 
country in the UK, with cross-party support, and contains 51 distinct commitments that are designed 
to improve health and social care for rare disease patients. 

11. Genetic Alliance UK recognizes the importance of a tool such as the Public Health Outcomes 
Framework for local transparency and accountability, providing a means for benchmarking 
progress within each local authority and across authorities, and driving sector-led improvement. 

12. We are concerned that of 68 public health indicators and over 140 sub-indicators in the current 
Public Health Outcomes Framework, there is not a single indicator relating to the unique challenges 
facing those living with a genetic or rare condition; nor has one been proposed as part of the 
changes being consulted on for 2016 onwards. In contrast, four indicators specifically address 
mental health issues and six address the effects of substance misuse. 

13. If the indicators are, as claimed, intended to cover the full spectrum of what is understood as 
public health, it is important not to focus solely on the most common conditions, as this can leave a 
blind spot of rarer conditions adding up to more than 3.5 million Britons. 

14. In the UK Strategy, and pertinent to this consultation, all four Governments of the UK committed to:  

Commitment 11: “Work to achieve reduced times for diagnosis of rare diseases, whilst 
acknowledging that more needs to be done to ensure that undiagnosed patients have 
appropriate access to coordinated care e.g. to help disabled children who are thought to have a 
genetic syndrome or condition that science has not yet identified” 
 
Commitment 15: “Improve education and awareness of rare diseases across the healthcare 
professions” 
 
Commitment 23: “Continue to develop service specifications for rare diseases. This will include 
country specific care pathways and a ‘generic’ care pathway that sets out best practice that can 
be applied to all patients with rare diseases in the UK (particularly where there are no disease 
specific pathways).” 
 
Commitment 29: “Improve systems to record genetic and other relevant information accurately to 
record the incidence and prevalence of disease and support service planning and international 
planning” 
 

                                            

1
 http://www.eurordis.org/sites/default/files/publications/Fact_Sheet_RD.pdf 
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15. The challenges of identifying a single suitable indicator to add to the next version of the Public 
Health Outcomes Framework that will help us understand how well we are improving and 
protecting the health of people affected by rare and genetic conditions demonstrates the blind 
spot of the current outcomes framework process. Many of the most important outcomes, such as 
relating to time to diagnosis and access to treatment for those with rare diseases, are not easily 
measurable in the manner expected of framework indicators at the moment. However, this is 
evidence of the need to better understand how we can both achieve and measure these positive 
health outcomes, such as conducting further work to fully specify the indicators, rather than a sign 
that this health inequality is not important. 

16. When the Public Health Outcomes Framework was originally proposed, it was intended to help 
the proposed public health system identify and address the causes of health inequalities to make 
progress against unacceptable variations in public health outcomes and to clarify which parts of 
the delivery system would be primarily responsible for making improvements in specific areas2. 
The Equality analysis published in 2012 acknowledges that disability impacts on the length and 
quality of life, and can adversely affect access to services, though at that time outcomes and 
indicators were not readily available by impairment group. In order for the Public Health 
Outcomes Framework to truly address health inequalities, the data must be gathered at sufficient 
granularity to measure differing outcomes by impairment type, as well as whether the condition is 
rare, due to the unique challenges of living with a rare condition. 

17. The selection of indicators and issues for the Public Health Outcomes Framework is an important 
document in that it communicates what patients can expect to receive from their NHS, and NHS 
England is legally mandated to promote the NHS Constitution. The refreshing of the Public Health 
Outcomes Framework presents a vital opportunity to formally recognise the responsibility that 
NHS England, and the NHS bodies of the devolved nations, has in actioning the commitments of 
the UK Strategy for Rare Diseases. Genetic Alliance UK would welcome an opportunity to meet 
with the Department of Health to discuss how the commitments made within the UK Strategy of 
Rare Diseases could be appropriately incorporated into this and other health outcome 
frameworks, such as how an appropriate indicator might be designed. 

 

Alastair Kent OBE, Director 

                                            

2
 Improving Health and Care; The role of the Outcomes Frameworks. Department of Health, published November 2012: 

available at:  


