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Executive summary 

This report makes 14 recommendations for improving access to specialised services and 
therapies for patients with rare conditions. 

 

 
Rare disease patients in Wales should receive equitable and timely access to the 
specialised advice, services and therapies that they need 

 

 
Fundamental overarching recommendations 

1. Develop a robust, transparent and flexible national process    AWTTC and WHSSC 
for appraising new diagnostics and therapies for rare diseases 
 

2. Improve engagement mechanisms to ensure that patients and the   WHSSC, CEEG for Rare 
public are key stakeholders in developing new appraisal    Diseases and AWTTC 
pathways in Wales 

Access to diagnostic genetic tests for patients with undiagnosed conditions 
 
3. NHS Wales should develop a robust and timely national    Welsh Government, WHSSC, All 

process for evaluating and commissioning genetic diagnostic    Wales Medical Genetics Service 
tests for rare diseases 

 
4. NHS Wales should review the funding provision for rare    Welsh Government, WHSSC, All 

diagnostic genetic tests to ensure equitable access for     Wales Medical Genetics Service 
patients across Wales 

 
5. Regional Genetics Centres should be allocated additional    Welsh Government, All Wales 

resource to comply with audit requirements of UKGTN    Medical Genetics Service 
 
6. NHS Wales should set out a clear system of referral that    WHSSC, All Wales Medical  

enables undiagnosed patients to access genetic diagnostic    Genetics Service and patient 
tests both inside Wales and in other parts of the UK                organisations 

 
7. Formal commissioning processes should replace the use of    WHSSC and All Wales Medical 

Individual Patient Funding Requests for Welsh patients to   Genetics Service 
access diagnostic genetic tests provided in other parts of the UK  

  
8. Stakeholders must work together with Welsh Government to    Welsh Government, NHS Wales, 

enable patients to benefit from advances in genomic medicine   Public Health Wales and Welsh            
                                   Universities 

Premise 

Recommendation        Action by 
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Access to specialist clinicians, services and treatments not available in Wales 
 
9. Guidance and support for health professionals should be developed  WHSSC and the Wales 

to improve access to specialist centres in other regions of the UK   Deanery 
through cross-border referrals 

 
10. The process for accessing specialised services and clinicians in   WHSSC and CEEG for  

centres outside of Wales should be reviewed to improve clarity         Rare Diseases 
and timeliness for Welsh patients 

 
11. Clarify the appropriate circumstances and process for when patients  WHSSC and CEEG for 

will need to use Individual Patient Funding Requests to access          Rare Diseases 
tests, therapies and services outside of Wales 

Improving the Individual Patient Funding Request Process and ensuring it is used 
appropriately 
 
12. IPFR applications should only be used in circumstances when it is   WHSSC and AWTTC 

possible for the exceptionality criteria to be met 
 

13. NHS Wales must produce clear guidance for clinicians and patients  WHSSC and AWTTC 
on the IPFR process and its appropriate use  

 
14. Communication between IPFR panels, clinicians and patients must  Local Health Boards,  

be improved in order to enhance timeliness and efficiency of   WHSSC and AWTTC 
decision making processes 
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Introduction 

 
It is estimated that 175,000 people living in Wales are affected by a rare genetic condition; nearly 
6% of the population. Rare conditions are often serious, progressive and life-limiting, and in many 
cases are life-threatening. The simple fact that a disease is rare should not prevent patients from 
gaining access to the expertise, services and therapies that they require. 

As an umbrella organisation with nearly 200 patient group members representing patients from 
across the UK, Genetic Alliance UK takes an overarching strategic view of rare genetic conditions and 
the processes through which patients are able to access specialised services and therapies. This 
document builds on the premise that Welsh patients with rare diseases should be able to receive 
equitable, timely access to the healthcare that they require, and represents a multi-stakeholder voice 
on the improvements needed to enable this to take place. 

For the past 18 months, Genetic Alliance UK has asked patients and families, patient organisation 
representatives, healthcare professionals and NHS providers to share their personal experiences or 
thoughts on access to specialised services and therapies in Wales. This was done through three focus 
group events, held across Wales, which engaged with 46 individuals and organisational 
representatives. Alongside these events, qualitative data was collected through questionnaires 
distributed to over 30 patients and families affected by rare diseases. This allowed those who were 
unable to attend the focus groups in person to contribute their experiences of the process. 

The evidence indicates an acute failure by the NHS to ensure that patients in Wales receive equitable 
access to specialised services and therapies based on clinical need.  

Accessing specialised services 
A specialised service is one that is only provided by a small number of centres across the UK and is 
likely to be required by a relatively small patient population. In Wales, NHS services are provided 
through seven Local Health Boards (LHBs), each responsible for providing the required health services 
for their population. Specialised and highly specialised services may not be available locally, and so 
where necessary LHBs ‘purchase’ services from other providers. These could be other Heath Boards in 
Wales or from providers in England. This process of ‘referral management’ is coordinated, planned 
and funded on behalf of the LHBs by the Welsh Health 
Specialised Services Committee (WHSSC). 

WHSSC has established clinical leads in a number of 
specialties which act as clinical gateways to services and are 
responsible for authorising referrals to centres in England. 
Where there are no contracts in place between WHSSC 
and providers in England or further afield, clinicians are 
required to submit a request for their patient to access a 
service by completing an Individual Patient Funding Request 
(IPFR) for consideration by an IPFR panel.  

Accessing specialised therapies 
Many medicines or therapies for rare conditions are unlikely 
to have gone through a national assessment by the National 
Institute of Health and Care Excellence (NICE) or the All 
Wales Medicines Strategy Group (AWMSG) to determine 
whether they meet the required standards of clinical and 
cost-effectiveness to be made routinely available on the 
NHS. In these cases, a medicine or therapy can only be 
accessed by making an application through the IPFR process.  

What is the Individual Patient 
Funding Request (IPFR) Process? 

In order for a patient to access a 
specialised service or therapy that 
is not routinely available in NHS 

Wales but that their clinician 
agrees they need, their clinician 

must submit an IPFR on their 
behalf. The application must 

provide evidence to demonstrate 
that their patient is clinically 

exceptional: “The patient’s clinical 
condition is significantly different 

to the general population of 
patients with the same condition 

and as a result the patient is likely 
to gain significantly more benefit 
from the intervention than might 

normally be expected.” 
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Recommendations 

This document has been shaped by the testimonies of patients and families within the rare disease 
community. They have identified four main areas of focus within specialised services and therapies: 

 Fundamental overarching recommendations 

 Access to diagnostic genetic tests for patients with undiagnosed conditions; 

 Access to specialised services and therapies that are not routinely available in NHS Wales 

 The success of the Individual Patient Funding Request (IPFR) process 

We have found that there is currently unacceptable inequity of access to specialised care and 
therapies in Wales across the rare disease community1. The recommendations made within this report 
build on the experiences gathered from patients and families, patient organisation representatives, 
healthcare professionals and NHS providers and identify practical steps that can be taken to address 
this issue and improve the patient journey for all those affected by a rare condition in Wales.  

Fundamental overarching recommendations 
 

 

Action by: AWTTC and WHSSC 

Recommendations in this report aim to increase equity of access to specialised therapies in NHS 
Wales. As discussed throughout this document, the absence of the correct process for appraising 
orphan and ultra-orphan medicines and funding routes for patient cohorts has led to a misuse of other 
processes within NHS Wales. In particular, an over-reliance on the IPFR process, which is not the 
appropriate route for ensuring equitable and timely access to patients. 

The All Wales Therapeutics and Toxicology Committee have responsibility for horizon scanning for 
new therapies that are licensed for use to treat rare conditions but have yet to receive an appraisal 
by NICE. AWTTC have the expertise to develop a process which would provide an interim decision 
regarding access to the medicine ahead of an appraisal by NICE. AWTTC should lead on producing 
evidence summaries and where appropriate, referring rare and ultra-rare medicines as well as pre-
appraised therapies for appraisal by the AWMSG. 

Clear and robust guidance for patients and clinicians on how this process will work, which medicines 
will be eligible for appraisal and the outcome of receiving a positive recommendation for patient 
access should also be developed in collaboration with patient organisations, underpinned by clinical 
expertise. The Clinical Evidence and Evaluation Group (CEEG) for Rare Diseases established by 
WHSSC would be well-placed to lead on developing guidance for such a process. 

                                            

1 See Annex 1 for an overview of findings that have informed recommendations 

 
Develop a robust, transparent and flexible national 
process for appraising new diagnostics and 
therapies for rare diseases 

 

 

 
1 
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Action by: WHSSC, the CEEG for Rare Diseases and AWTTC 

Engagement with patients and the public is central to improving the visibility of WHSSC as an 
organisation. Improved communication and engagement activities which are patient-friendly will 
support the development and further implementation of appraisal mechanisms that are robust and 
better understood by patients and healthcare professionals. Clarification of the responsibilities of 
WHSSC, Local Health Boards and health professionals in the accessing of specialised therapies will 
also enhance understanding of these processes. 

Patients as well as patient organisation representatives noted that they are not currently involved in 
the process. Stakeholders felt that many patient organisations could provide objective, professional 
advice and information on a treatment therapy in the context of the clinical needs of patients. The 
Patient and Public Involvement Group (PAPIG) established by AWTTC would be a key mechanism to 
engage with patients, patient organisation representatives and the public to enable them to input into 
the appraisal process.  
 
One way of improving transparency and increasing patient confidence in a system is making it more 
accessible to patients and the public. A website is a key tool for doing this. WHSSC could improve the 
quality and accessibility of its website information on accessing orphan and ultra-orphan therapies 
through working with the CEEG for Rare Diseases and other stakeholders. 
 
Genetic Alliance UK has worked with patient organisations from across the UK to consider NICE’s 
Highly Specialised Technology2 process from the patient perspective and NHS England’s specialised 
evaluation and commissioning routes3. These documents are examples of good practice and have 
been endorsed by the patient community. Genetic Alliance UK is currently investigating the possibility 
of producing a third document focussing on access to therapies in Wales. 

Access to diagnostic genetic tests for patients with undiagnosed conditions 
The delay or failure to provide a correct diagnosis has a detrimental impact on the quality and length 
of a patient’s life by creating uncertainty and preventing access to the right information or the most 
appropriate treatments.  

SWAN UK (syndromes without a name) is 
a Genetic Alliance UK initiative which 
supports the parents and families of 
children with undiagnosed genetic 
conditions. Parents have highlighted the 
struggle they can face in trying to access 
diagnostic genetic tests for their children.  

 

                                            

2
 Genetic Alliance UK, ‘Patient perspectives and priorities on NICE’s evaluation of highly specialised technologies: Patient Charter’ (2014) 

Accessed here: http://geneticalliance.org.uk/docs/hst-patient-charter_final.pdf 
3 Genetic Alliance UK, ‘Patient perspectives and priorities on NHS England’s commissioning of medicines for rare diseases: Patient 
Charter’(2014) 
Accessed here: http://www.geneticalliance.org.uk/nhsenglandcharter.htm 

Improve engagement mechanisms to ensure that 
patients and the public are key stakeholders in 

developing new appraisal pathways in Wales 

 

 
2 

 

‘A diagnosis offers the patient, their family and 
clinician, a greater understanding of health difficulties. 
A clear genetic diagnosis can enable more focused 
management, treatment choices and therapeutic 
planning as well as better access to information about 
their prognosis and future needs through utilising new, 

advancing medical technologies.’ 
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Many were never offered testing, whilst others were forced to pursue further action in order to gain 
access to tests. For those that have been successful, there are often extensive time delays waiting for 
results to be returned.  

A recent survey conducted by Rare Disease UK4 found that 29% of patients with rare conditions 
waited over two years for a diagnosis.  

Inequity of access to diagnostic tests in Wales for rare 
diseases has resulted from a failure of NHS Wales to 
develop the appropriate commissioning structures and 
processes to make tests available to patients.  

Reports from patients and patient organisation 
representatives indicate a lack of genetics service pathways 
in Wales. Patients rely on their clinician to inform them of 
opportunities to access tests.  

Often, no pathway for accessing tests has been made available due to the lack of a commissioning 
framework and of a clear pathway for making tests available to Welsh patients. 

The UK Genetic Testing Network (UKGTN) publishes an annual report which outlines genetic testing 
activity across the UK. The Wales Regional Genetics Centre (RGC) did not submit a complete data set 
for 2011/20125 so the UKGTN had to use the previous year’s data to fill in the gaps. With this data, 
the report concludes that there has not been a significant increase in the total number of genetic tests 
or a change in the types of genetic tests performed by the Welsh RGC between these years. The 
absence of the actual data, however, makes it impossible to accurately assess the current trend. 

As part of UKGTN’s report, they compare genetic testing activity in Wales with the other home 
nations of the UK. With the caveat that the most up-to-date data from Wales was not fully reported, 
this reveals a gap in the provision of genetic tests to patients in Wales with activity rates for genetic 
tests the lowest in the UK. 

 

 
                                            

4
 Rare Disease UK, ‘Experiences of Rare Diseases: Patients and Families in Wales (2013) Accessed here: 

www.raredisease.org.uk/documents/Research%20Report/rduk-walessurvey-report-2.pdf 
5 UK Genetic Testing Network, ‘Molecular genetic testing rates in the United Kingdom 2011/12’ (2013) Accessed here: 

http://ukgtn.nhs.uk/fileadmin/uploads/ukgtn/Documents/Resources/Library/Reports_Guidelines/UKGTN%20Report%20on%20molecu

lar%20genetic%20testing%20activity%20rates%20in%20the%20UK%20201112.pdf 

29% 

71% 

Over 2 
years for a 
diagnosis 

Less than 2 
years for a 
diagnosis 
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Individual Patient Funding Requests (IPFRs) 
Some genetic tests are not routinely available for funding through NHS Wales. Clinicians may be 
required to make applications to fund tests through the IPFR process. For patients and their families 
who are already anxious and concerned about not having a diagnosis for their loved ones condition, 
this route can be particularly distressing by adding another level of uncertainty.  

Patients have reported substantial delays in the 
processing of IPFR applications and a lack of 
accountability by LHBs and WHSSC for funding 
applications. Patients are often left uninformed about 
progress and must chase organisations themselves in 
order to gain information about whether a funding 
decision has been reached. This additional stress can 
have a negative impact on the long-term wellbeing of 
patients and their family.  

 

  Action by: Welsh Government, WHSSC and All Wales Medical Genetics Service  

The All Wales Medical Genetics Service (AWMGS) provides clinical and genetic testing services for 
patients across Wales. In order to make genetic tests available to patients, AWMGS must purchase 
tests from the UKGTN and other international providers. New genetic tests are appraised nationally 
by UKGTN then commissioned at a local level in Wales. Once tests have been approved by UKGTN, 
they become available to the clinical community and more importantly, available to patients and 
families affected by, or at risk of, rare diseases. Early diagnosis and management of these conditions 
can provide significant benefits, both practically and psychologically for parents of children who have 
a rare genetic condition. 

Since 2002, the AWMGS has received an annual budget of £50,000 for rare genetic tests and 
despite annual increases in the number of tests available for patients through the UKGTN, no further 
funding has been made available.6 As a result, Welsh patients and families often face great 
difficulties in gaining access to tests which provide hope for a diagnosis. 
 
Due to the disparity in funding arrangements across LHBs in Wales, some Health Boards have made 
tests available to patients, whereas patients living in other areas have not been able to access rare 
genetic tests. Clearer guidelines on a national level as to what should be funded by Local Health 
Boards must be developed to ensure equitable access to genetic tests for patients and their families. 

WHSSC has committed7 to the development of a robust and timely commissioning process for 
diagnostic genetic tests. The process is expected to enable NHS Wales to take into account the rapid 
rate of development of new diagnostic tests and make these available to the Welsh population within 
a reasonable timeframe. Given the wealth of health benefits that can be achieved for patients and 

                                            

6 See Annex 2 for a table of figures which shows the number of new rare genetic tests available and associated costs of making tests 

available to patients in Wales 

7
 Welsh Government, ‘Draft Welsh Implementation Plan for Rare Diseases’ (2014) Accessed here: 

wales.gov.uk/docs/dhss/consultation/140228welshplanrarediseaseen.pdf 

NHS Wales should develop a robust and timely 
national process for evaluating and 
commissioning genetic diagnostic tests for rare 

conditions  

 

 
3 

 

‘WHSSC originally sat on the 
IPFR…for a number of months. It 
was only when we contacted them 
after months of nothing did they 
inform us they had decided not to 

fund this.’ 
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their families through accurate and timely diagnosis, provision for equitable access to genetic testing 
for patients should be a priority.  

 

Action by: Welsh Government, WHSSC and All Wales Medical Genetics Service 

Welsh Government and Welsh commissioners, WHSSC should review funding arrangements to ensure 
that they continue to sustainably provide new genetic tests as they are developed and validated. The 
Task and Finish group that has been established by WHSSC to take forward aspects of this work 
should lead a review of funding provision to ensure it can meet patient need and allows patients to 
receive equitable access to genetic tests across Wales.  

 

  Action by: Welsh Government and All Wales Medical Genetics Service 

RGCs from across the UK are asked to provide genetic testing data annually to the UKGTN for the 
purpose of audit and accountability. The Welsh Government will need to provide support and 
additional funding to the Welsh RGC in order to enable them to comply with the UKGTNs requests to 
collect and submit the necessary data accurately and on time. The UKGTN’s annual audit is the only 
means by which an analysis of genetic testing activity across the UK can be compared to ensure that 
patient access to genetic tests in Wales is keeping pace with the rest of the UK. 

 

Action by: WHSSC, All Wales Medical Genetics Service and patient organisations 

Patients and their families have experienced delays in processing applications for diagnostic tests 
both inside Wales and in other parts of the UK. Further time delays waiting for the result of the 
request have meant significant periods of 
uncertainty for families in receiving a decision 
about whether or not they are able to access a 
specialist based outside of Wales. The WHSSC 
Patient Information Leaflet regarding ‘Referral to a 
Specialised Service’ indicates that referrals across 
border ‘will not affect the waiting time for your 

NHS Wales should set out a clear system of 
referral that enables undiagnosed patients to 
access genetic diagnostic tests both inside Wales 

and in other parts of the UK 

 

 
6 

 

Regional Genetics Centres should be allocated 
additional resource to comply with audit 

requirements of UKGTN 

 

 
5 

 

NHS Wales should review the funding provision 
for rare diagnostic genetic tests to ensure 

equitable access for patients across Wales 

 

 
4 

 

‘We had to fight to get a referral to a 
specialist. This is in a condition where speedy 

diagnosis and treatment can make a 

difference in prognosis.’  
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appointment’. The development of a clear system of referral for patients to access diagnostic genetic 
tests in Wales as well as through cross border referrals should include timescales for how long the 
processing of applications will take and when patients and their families can expect to receive their 
genetic test results.   

WHSSC, the All Wales Medical Genetics Service (AWMGS) and patient organisations should 
collaborate to support the development of such systems. Accompanying guidance for clinicians, the 
patient and their family on how to access diagnostic genetic tests is essential in order to improve 
understanding and communication of how genetic testing can be an important clinical tool for 
diagnosing some rare conditions. This will ensure that requests for tests are appropriate and 
responsive to clinical need.  

 

Action by: WHSSC and All Wales Medical Genetics Service 

In cases when commissioning agreements or referral arrangements are not in place, patients rely on 
the IPFR process to gain access to specialised services. A number of issues have been identified with 
how this system works for patients accessing tests in Wales or other parts of the UK.  

Numerous reports by patients and patient organisation representatives reflect on delays in processing 
paperwork, misplaced applications, lack of communication with the requesting clinician and patient, 
and funding issues between the LHB and WHSSC regarding responsibility for funding the request. 

Agreements should be developed between WHSSC and the seven LHBs to outline each body’s 
responsibilities with regards to funding and arrangements for diagnostic genetic tests. This would 
enable clinicians to better understand commissioning arrangements and therefore use the correct 
process for accessing diagnostic tests on behalf of their patient.  

The issues that prohibit patients in Wales from being able to readily access diagnostic genetic testing 
in other parts of the UK are similarly preventing patients from accessing other specialised therapies 
and services that are only available outside of Wales.  

This is considered in more detail in the section below, ‘Access to specialist clinicians, services and 
treatments not available in Wales’.  

 

 

Action by: Welsh Government, Public Health Wales, NHS Wales and Welsh Universities 

Infrastructure investment is needed to enable NHS Wales to keep pace with new developments in 
technologies and to translate innovation into mainstream clinical practice. There are current 
opportunities for Welsh institutions to develop a proposal for the development of infrastructure to 

Stakeholders must work together with Welsh 
Government to enable patients to benefit from 

advances in genomic medicine 

 

 
8 

 

Formal commissioning processes should replace 
the use of Individual Patient Funding Requests for 
Welsh patients to access diagnostic genetic tests 

provided in other parts of the UK   

 

 
7 
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take forward genomic medicine in Wales, particularly as the Welsh Government is supportive of the 
need for greater investment in this area. It is essential for stakeholders to work collaboratively to 
ensure that advances in new diagnostics translate to patient benefits from access to innovative, 
emerging therapies.  

The availability of funding to aid on-going development costs for new technologies such as next 
generation sequencing is essential to allow the NHS to keep pace with this constantly evolving field of 
development. A process to access funding which fills the gap in terms of on-going costs associated with 
reagents, staff time for developing protocols and validating clinical services locally is essential. This 
will allow Wales to be part of a progressive health service that embraces new medical technologies 
which are fundamental to genetics research and providing diagnoses for patients. 

Access to specialist clinicians, services and treatments not available in Wales 
Effective commissioning and planning frameworks are needed to ensure that patients with rare 
diseases can access specialists where they are not available locally or in preferred centres in England. 
It is estimated that there are between 6000-80008 rare conditions and it is highly probable that 
clinicians with the necessary expertise will not be available at local levels in a number of disease 
areas. Referral systems should be robust and sufficiently flexible to support patients in accessing 
specialist diagnosis and treatment advice in specialist centres where they can receive the care and 
treatment that they need.  

A survey of patients in Wales undertaken by Rare Disease UK revealed that access to specialist 
knowledge and services remains a major problem for Welsh patients, with 35% of respondents either 
experiencing difficulties or being unable to access a medical specialist in Wales.9 Feedback from the 
patients who attended focus groups led by Genetic Alliance UK in 2013 supported this view, with 
many having needed to be referred to specialists in other nations of the UK.  

Inequity of access to specialised therapies for patients living in Wales has led to a number of families 
being forced to take drastic action, relocating their family and moving across the border to gain 
access to the therapy. A disparity remains between those therapies that are available to patients in 

Wales compared to those made available across the 
border in others countries of the UK.   

Currently, in cases where a rare disease specialist is not 
available locally to provide diagnosis or treatment advice, 
the referral management policy overseen by WHSSC 
would apply.  

‘Preferred providers and clinical gatekeepers’ 

If a Welsh patient needs to see a specialist in another part 
of the UK, NHS Wales prefers to refer the patient, where 
clinically appropriate, to a hospital that falls within one of 
its ‘preferred providers’ where contract monitoring 
mechanisms are in place. For some services, preferred 
clinicians based in Wales  act as ‘Clinical Gatekeepers’, 
which means that they are  authorised to commit WHSSC 
funding that enables a Welsh patient to receive treatment 
at a ‘preferred’ hospital outside of Wales.                                                                                                                             

                                            

8 European Union action in the field of Rare Diseases (2009) Accessed here:  

http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:C:2009:151:0007:0010:EN:PDF 

9 Rare Disease UK, ‘Experiences of Rare Diseases: Patients and Families in Wales (2013) Accessed here: 

http://www.raredisease.org.uk/documents/Research%20Report/rduk-walessurvey-report-2.pdf 

Referral management in NHS 
Wales 

Where clinically appropriate, 
patients should be referred to 
hospitals in England that are 
‘preferred providers where 

contract monitoring mechanisms 
are in place’. For some services, 
preferred clinicians will act as 
‘Clinical Gatekeepers’ and are 
authorised to commit WHSSC 

funding for treatment at preferred 
specialist centres outside of Wales.  

(Specialised Services Referral 

Management Policy, 2013) 
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In cases where there are no contracts in place between WHSSC and a healthcare provider outside of 
Wales, referrals are authorised by either WHSSC or the LHB prior approval team.10 In cases where 
no clinical gateway is in place for a particular specialised service, the WHSSC prior approval team 
will provide the necessary authorisation. However, where a referral is for a non-specialised service, 
the relevant LHB’s prior approval team will provide the authorisation. In this section, we focus on 
applications that would require prior approval from the WHSSC team. 

For exceptional cases, applications for funding at a non-preferred centre can be made in line with the 
All Wales policy on making individual decisions. The policy11 sets out the definition of exceptional as 
defined in the Oxford Dictionary as being “of the nature of or forming an exception: out of the 
ordinary course, unusual, special”. The policy includes guidance about what will be considered as part 
of the application process which includes evidence-based considerations in addition to economic and 
ethical considerations. 

The IPFR process is considered in greater detail in the final section of this report.  

Patients and carers have highlighted the latter two routes for accessing clinicians at specialist centres 
in England, through WHSSC prior approval and the IPFR process, as being particularly challenging. 

 

Action by: WHSSC and the Wales Deanery 
 
WHSSC should develop guidance and undertake training for healthcare professionals regarding care 
pathways and processes for accessing referrals to specialised services. Guidance should include 
information about timescales for processing referral applications and making results available to 
patients. Following a positive decision for access to a specialised service, the guidance should set out 
the timescales in which patients should expect to be seen at a specialist clinic. Better linkage between 
WHSSC and LHBs with regards to improved communication and transparency of decision making is 
fundamental to ensure strengthened processes for accessing cross border referrals. 

 

Action by: WHSSC and Clinical Evidence and Evaluation Group (CEEG) for Rare Diseases 

Many experiences relate to the struggle that patients, parents and carers have faced in gaining 
access to a specialist where there are no formal contracts in place with centres in England or further 

                                            

10 Welsh Health Specialised Services Committee, ‘Specialised Services Referral Management Policy’ (2013) Accessed here: 

http://www.wales.nhs.uk/sites3/Documents/898/Referral%20Management%20Policy%20v1.0.pdf 
11 Accessed here: www.wales.nhs.uk/sites3/documents/898/item%208%20-%20ipfr%20funding.pdf 

 

The process for accessing specialised services 
and clinicians in centres outside of Wales should 
be reviewed to improve clarity and timeliness for 

Welsh patients 
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Guidance and support for health professionals 
should be developed to improve access to 
specialist centres in other regions of the UK 

through cross-border referrals  
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afield. In some cases, the clinician’s lack of specialist knowledge of the rare condition causes 
difficulties when completing the paperwork for a referral. Feedback from patients and their families 
indicate that they are unsure as to who is responsible for funding the genetic tests they access in other 
nations of the UK. Their concerns relate to the lack of information about whether LHBs are responsible 
for funding genetic tests or whether this responsibility falls within the remit of WHSSC. Patients can be 
left with little support, unable to access specialist advice and frustrated by a process where they are 
disadvantaged because their clinician lacks expertise in their condition. This results in inequity of 
access to specialists for patients with rare diseases, and absence of appropriate diagnostic and/or 
treatment advice.  

Patients and clinicians have reported similar experiences as those detailed under recommendation 5. 
These relate to the IPFR process, a lack of timeliness in processing applications and poor 
communication between parties involved in submitting the application, the patient and the NHS body 
responsible for feeding back the result of the funding request.  

The current process for accessing cross border services should be reviewed by WHSSC in partnership 
with healthcare professionals and patient organisations. Improving understanding of the referral 
process for clinicians and patients and clarity on how the process works would ensure that the correct 
system is being used. Stakeholders would also benefit from greater transparency about how 
processes are linked together and any routes of recourse if they receive a negative decision in 
response to a funding request.  

 

Action by: WHSSC and Clinical Evidence and Evaluation Group (CEEG) for Rare Diseases 

IPFRs play a crucial role for patients who require access to cross border specialised services and 
treatments. As a result, it is pivotal that the process is robust, timely and transparent. Clarity is needed 
in respect of the IPFR application process and when it is appropriate to complete a ‘prior approval’ 
IPFR application and an IPFR application based on the ‘exceptionality’ criteria.  

The IPFR process picks up those medicines that have not been nationally appraised by NICE or 
AWMSG and do not have a commissioning policy attached to them. 

IPFR panels are currently required by Public Health Wales to provide data on the requests they have 
received and the decisions they have reached on an annual basis, for auditing purposes. To date, 
WHSSC and Cwm Taf Local Health Board have not published their IPFR data for the period of 2013/ 
2014. There are no sanctions in place for LHBs when data is not provided and organisations are 
unable to hold LHBs to account if they do not publish their annual IPFR records. Lack of transparency in 
making information publicly available so that it can be scrutinised leads to frustration within the 
patient community. It also prevents organisations from drawing comparisons across Local Health 
Boards to determine progress. 
 
From the data that is available, it is known that between 2012 and 2013, there were 406 IPFR 
applications for medicines12. Of these 406 requests, two medicines accounted for over 100 of the 
                                            

12 Public Health Wales; ‘Annual Report for Wales: IPFR and Top-up Payments’ (2013) Accessed: 

https://www.google.co.uk/search?q=IPFR+Wales+annual+report&rlz=1C1TEUA_enGB528GB528&oq=IPFR+Wales+annual+report

&aqs=chrome..69i57.8303j0j7&sourceid=chrome&es_sm=122&ie=UTF-8 

Clarify the appropriate circumstances and 
process for when patients will need to use 
Individual Patient Funding Requests to access 

tests, therapies and services outside of Wales 
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406 IPFR applications. This indicates that there is clearly a need for a concrete policy for these two 
medicines, and that in these cases, the IPFR process is not being used appropriately, a view echoed by 
clinicians. The IPFR process is particularly important to medicines, and is often used inappropriately as 
a route of access in the case of patient cohorts, where a group of patients require access to a 
particular medicine that is not routinely available through NHS Wales. In these cases, it is the 
responsibility of WHSSC to conduct a rapid evidence appraisal and develop a commissioning policy 
for patients to gain access to the medicine in a timely way.  

Clearly then, the IPFR process acts as a mechanism for many patients to access medicines that are not 
routinely available on the NHS, many of which should be subject to a national appraisal or cohort 
funding through a commissioning policy. It should be a priority for WHSSC in collaboration with the 
CEEG for rare diseases to undertake a rapid review of the processes for accessing specialised 
services and therapies and to provide clear and robust guidance regarding the appropriate 
circumstances for clinicians to use each process.  

Improving the Individual Patient Funding Request Process and ensuring it is used 
appropriately 
In this report, we have discussed the use of the IPFR process to access specialised services and 
therapies. This section will focus on the use of the IPFR process to access new medicines and how 
systems can be improved to ensure appropriate use of the process.   

A recent report13 suggested that many rare disease medicines that have been licensed have not gone 
through an evaluation process to determine whether they are cost-effective enough to be made 
routinely available on NHS Wales. As a result, clinicians who want their patient to be able to access 
that medicine must rely on the IPFR process. This provides a potential avenue to secure the funding 
needed to make the treatment available to a patient but on a case-by-case basis. In order to be 
approved, an IPFR application must demonstrate why the patient applying for the treatment differs 
from other patients affected by the same condition in order to justify the NHS making the treatment 
available to that one individual when they are not making it routinely available to all similarly 
affected patients. This is based on the equity principle: that it would be unfair for one person to 
access it if others who could benefit are not permitted to do so.  

A patient must therefore be able to demonstrate that they are ‘clinically exceptional’.   

Exceptionality and equity of access 
In order to provide evidence of ‘exceptionality’, the application must contain sufficient clinical 
information and supporting evidence to demonstrate that:  

 the individual patient is significantly different to the general population of patients with the 
condition and;  

 as a consequence, is likely to gain significantly more benefit from the intervention than would 
normally be expected of patients with the condition in question.  

The ‘exceptionality’ criterion14 poses one of the most serious and challenging issues for patients 
affected by rare diseases, their carers and health professionals. For patients with rare diseases, 
demonstrating that you are a ‘unique’ patient when you are already part of a small group of patients 
whose condition is considered rare is practically impossible. 

                                            

13 Leela Barham, ‘Orphan Medicines: Special treatment required?’(2012) 
Accessed: socialwelfare.bl.uk/subject-areas/services-activity/health-services/2020health/147277orphan_medicines_2012.pdf 
14 Accessed here: www.wales.nhs.uk/sites3/documents/898/item%208%20-%20ipfr%20funding.pdf 
The ‘exceptionality’ criteria require the clinician to provide evidence that: ‘The patient’s clinical condition is significantly different to the 
general population of patients with the same condition and as a result is likely to gain significantly more benefit from the intervention 
than might normally be expected.’ 

 

http://socialwelfare.bl.uk/subject-areas/services-activity/health-services/2020health/147277orphan_medicines_2012.pdf
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Action by: WHSSC and AWTTC 

The current definition of clinical ‘exceptionality’ is too onerous to apply to patients with an orphan or 
ultra-orphan disease due to the fact that they are required to demonstrate that the clinical 
presentation of patient is unusual or rare and that the patient will derive greater clinical benefit from 
the treatment than other patients with the same disease. For patients with rare diseases, the evidence 
required to make the case that the patient’s clinical condition is significantly different to the general 
population of patients with the same condition is practically impossible to produce.  

There are two factors contributing to this problem. Rare diseases generally produce a range of 
variable symptoms across a spectrum. It is therefore difficult to prove one patient’s exceptionality to 
the rest of the patient population. Secondly, populations are very small in rare diseases, there is often 
relatively little information known about the condition. It can be difficult to prove that one patient is 
different from a population about which little is known. 

The Minister for Health and Social Services, Mark Drakeford recently announced that; ‘it is not 
appropriate to routinely use the IPFR process to determine access to orphan and ultra-orphan 
medicines’15. It is critical that any new processes that are developed by WHSSC and AWTTC to 
provide access to these medicines are developed in collaboration with the patient and clinical 
community.  

As discussed further below, it is essential that clinicians receive adequate training and guidance 
regarding the appropriate use of processes for accessing services and therapies. Improved 
knowledge and understanding of the options for accessing new therapies will ensure that applications 
are submitted through the appropriate routes, and patients receive a timely response to the request.  

                                            

15
  Welsh Government, ‘Written statement – Individual Patient Funding Request (IPFR) Process – Next Steps’ (2014) Accessed here: 

http://wales.gov.uk/about/cabinet/cabinetstatements/2014/ipfr/?lang=en 

IPFR applications should only be used in 
circumstances when it is possible for the 

exceptionality criteria to be met 
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Case Study: Parent’s experience of the process for accessing 
 specialised therapies via the IPFR process 

‘We were very unhappy about this process and dissatisfied by the whole experience. This was a 
very difficult and stressful experience for our family, having to apply twice for this, due to there not 

being enough evidence and then the decision for the treatment still to be rejected. P’s symptoms 
were getting worse and it was evident that we needed to get this treatment as soon as possible.  

Our whole family had to move to England to start P’s treatment, this was the best decision to make, 
we don’t know how long it could have taken, if at all for our request to be accepted. It was a 
massive upheaval. There is proof that this treatment works as P and lots of other patients are 

benefiting from this treatment every day.’ 
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Action by: WHSSC and AWTTC 

Even when an IPFR application is appropriate, or is the only available option open to a clinician and 
their patient, the process itself can be a barrier to patients receiving the service or therapy they need.  
Clinicians have described the completion of IPFR applications for patient access to specialist 
treatments in the UK as lengthy, complex and burdensome. Clinicians are required to complete a 
substantial amount of paperwork which imposes on valuable clinical time. Patients rely on their 
clinician to have the necessary knowledge and clinical expertise to complete the request. Reports from 
patients and carers highlight that some clinicians do not have the required level of understanding of 
rare diseases to provide the level of evidence to complete the application.  
 

  

NHS Wales must produce clear guidance for 
clinicians and patients on the IPFR process and its 

appropriate use  
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Case Study: IPFR requests for Everolimus to treat tumours  
caused by the condition Tuberous Sclerosis Complex (TSC) 

The Tuberous Sclerosis Association (TSA) recently submitted a Freedom of Information request to 
LHBs in Wales regarding the number of IPFR applications submitted to fund the licensed 

treatment Everolimus. Fewer than 5 IPFR requests were submitted over a period of 5 months 
(from 1 April 2013) for access to the drug to treat kidney tumours in TSC. None of the 

applications were successful. The drug, which is proven to reduce the size and development of 
tumours in patients with TSC, is not available via the IPFR process. 

Patients have no alternative route of access to this life-changing therapy. 

Case Study: A carer’s experience of cross border referral to access specialised services using 
an IPFR 

‘An IPFR was entered for specialised services in London….we were always told a decision 
would be made next week but when we chased it up a couple of weeks later, they asked 

questions that were previously unasked. This happened a number of times. Any contact was 
because we chased up the referral, an Assembly Member and a Member of Parliament that 

we contacted for help also got the same treatment we did. The Head of the LHB was told 
different information on the progress of the referral to us when we asked. 

After months of not hearing from WHSSC, we contacted them again to chase up the referral 
and soon after received a letter to inform us that it was a health board issue. The LHB 

originally told us to go to WHSSC and even when the Head of the LHB chased up the issue we 
were told it was an issue for the health board to fund.  

The system is broken and needs change. 
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In some cases, even when the applying clinician is a specialist and does have the necessary expertise, 
an IPFR may grant access to a treatment for a specific time period only. This will mean that further 
applications will need to be submitted in order to ensure that a patient can continue to access a 
treatment or therapy that they are benefiting from receiving. This process can be time consuming and 
stressful for patients who may worry that the medicine that is helping their condition may be suddenly 
withdrawn if an IPFR application is refused.  
 
Patients and clinicians would benefit from improved guidance and advice on using the IPFR process to 
access specialised services and therapies. Working with the patient and clinical community to produce 
guidance which is easily accessible and user-friendly would empower those using the process by 
enabling them to gain a better understanding of how the process works and expected timelines for 
receiving a response to their request.  
 

 

Action by: Local Health Boards, WHSSC and AWTTC 
 
Poor communication has emerged as a key issue that stakeholders have with the current IPFR process.  
Feedback from the events and questionnaires held to engage with patients and patient 
representatives revealed that many patients did not understand the process. In some cases, patients 
were not aware that their clinician had made an IPFR application on their behalf.  
 
There was agreement that the IPFR process lacks transparency and it was not clear to patients or 
patient representatives who to get in touch with in order to check on the progress of their application. 
A number of responses from patients to our questionnaire revealed patients’ experiences of making 
contact with WHSSC or their LHB on numerous occasions to try to obtain information about their case. 
This led to a great amount of frustration and distress for the patient and their family.  
 
Experiences show frequent time delays in relaying the results of applications to clinicians, as well as to 
the patient.  This was compounded by the fact that many specialised clinics run on a part-time basis, 
which can make it more difficult for patients to gain access to the clinician who submitted their 
application.  
 
Patients also reported that their requests were frequently being denied without sufficient explanation 
of the reasoning. In those instances where a decision did contain an explanation, this was rarely 
communicated back to them.  
 
Following the review of the IPFR process in Wales, AWTTC will take on a coordinating role for IPFR 
applications. Patients and families would value a point of contact to answer questions about their 
application, notify them of timescales for processing requests as well as any process for appealing 
decisions if the request is denied.  
 
As previously discussed, it is crucial that clinicians receive adequate training regarding the IPFR 
process so that they are able to complete applications appropriately but also so they are able to 
explain the process to the patient and their family. Improved communication is key to empowering 
patients to take an active role in their care and treatment. 
 

Communication between IPFR panels, clinicians 
and patients must be improved in order to 
enhance timeliness and efficiency of decision 

making processes 
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Action required 
The implementation of recommendations contained in this document will require action from a number 
of organisations, notably Welsh Government, the Welsh Health Specialised Services Committee, the 
All Wales Medical Genetics Services and the All Wales Therapeutics and Toxicology Committee. It is 
essential that improvements across access to specialised services and therapies are acted upon 
efficiently and effectively by stakeholders.  
 
A summary of key recommendations for action are set out below: 
 
Fundamental overarching recommendations 
15. Develop a robust, transparent and flexible national process for appraising new diagnostics and 

therapies for rare diseases 
16. Improve engagement mechanisms to ensure that patients and the public are key stakeholders in 

developing new appraisal pathways in Wales 

Access to diagnostic genetic tests for patients with undiagnosed conditions 
17. NHS Wales should develop a robust and timely national process for evaluating and commissioning 

genetic diagnostic tests for rare diseases 
18. NHS Wales should review the funding provision for rare diagnostic genetic tests to ensure 

equitable access for patients across Wales 
19. Regional Genetics Centres should be allocated additional resource to comply with audit 

requirements of UKGTN 
20. NHS Wales should set out a clear system of referral that enables undiagnosed patients to access 

genetic diagnostic tests both inside Wales and in other parts of the UK 
21. Formal commissioning processes should replace the use of Individual Patient Funding Requests for 

Welsh patients to access diagnostic genetic tests provided in other parts of the UK   
22. Stakeholders must work together with Welsh Government to enable patients to benefit from 

advances in genomic medicine 

Access to specialist clinicians, services and treatments not available in Wales 
23. Guidance and support for health professionals should be developed to improve access to 

specialist centres in other regions of the UK through cross-border referrals  
24. The process for accessing specialised services and clinicians in centres outside of Wales should be 

reviewed to improve clarity and timeliness for Welsh patients 
25. Clarify the appropriate circumstances and process for when patients will need to use Individual 

Patient Funding Requests to access tests, therapies and services outside of Wales 

Improving the Individual Patient Funding Request Process and ensuring it is used appropriately 
26. IPFR applications should only be used in circumstances when it is possible for the exceptionality 

criteria to be met 
27. NHS Wales must produce clear guidance for clinicians and patients on the IPFR process and its 

appropriate use  
28. Communication between IPFR panels, clinicians and patients must be improved in order to enhance 

timeliness and efficiency of decision making processes 

This document has been produced through consultation with patients, patient organisation 
representatives and health care professionals. Genetic Alliance UK represents the patient perspective 
and supports the development of new, effective routes of access to services and therapies in 
collaboration with the patient community to ensure that improvements across the patient journey are 
realised. Timely and effective access to specialised services and therapies will reduce the burden on 
NHS resources as a result of timely and more effective diagnoses leading to improved management 
and treatment options for patients. 

The Welsh Government Implementation Plan for Rare Diseases commits to developing and 
implementing improvements across the rare disease patient journey. This document highlights the key 
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areas of focus for the Welsh Government and NHS Wales in relation to specialised (including 
diagnostic) services and therapies.  

Annexes 

Table of Abbreviations 
 
AWMGS All Wales Medical Genetics Service 

AWMSG All Wales Medicines Strategy Group 

AWTTC All Wales Therapeutics and Toxicology Committee 

CEEG Clinical Evidence and Evaluation Group 

IPFR Individual Patient Funding Request 

LHB Local Health Board 

NICE National Institute for Health and Care Excellence 

UKGTN United Kingdom Genetic Testing Network 

WHSSC Welsh Health Specialised Services Committee 
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Annex 1 
Below is a summary of the key findings made in this report. Recommendations aim to address the 
current inequities that have been identified by Genetic Alliance UK and member organisations for 
patients accessing specialised services and therapies. 

Access to diagnostic tests for patients with undiagnosed rare conditions in NHS Wales 

 Inequity of access to diagnostic tests for patients living in Wales. 

 Absence of a commissioning model for accessing diagnostic tests. 

 Lack of funding for ongoing costs of genetics services. 

Cross border referrals to access specialists in other countries of the UK 

 Inequity of access to specialists with knowledge of rare conditions. 

 Routes to access expertise from specialists outside of Wales are lengthy and complicated, with 
little support for patients and carers. 

 Individual Patient Funding Requests for cross border referrals lead to delays and lack of 
accountability by Local Health Boards and WHSSC in respect of funding responsibilities for 
specialised services.  

Access to specialised therapies that are not routinely available in NHS Wales  

 Inequity of access to medicines or therapies that have not been nationally appraised by the 
National Institute of Health and Care Excellence (NICE) or AWMSG. For patients with rare 
diseases, the IPFR process provides the only alternative route of access to new potentially life-
changing therapies. However, due to small patient numbers and a reduced evidence base, 
attempting to access therapies that have not been nationally appraised becomes impossible.  

 The ‘exceptionality’ criteria requires a patient to demonstrate that they are a ‘unique’ patient. For 
rare disease patients, you are already part of a small group of patients whose condition is 
considered rare and so ‘exceptionality’ becomes practically impossible to evidence. 

 Lack of knowledge of the IPFR process and evidence required on the part of the clinician 
submitting the application leads to delays in process. 

 Inequity of decision making across IPFR panels (LHB’s and WHSSC) regarding funding of requests.  

 Lack of a clear funding route via LHBs or WHSSC to fund therapies through IPFR applications. This 
leads to time delays and deterioration in patient’s condition which causes a greater burden on 
NHS resources. 

The report draws on the principles of ‘prudent healthcare’ and aligns with Welsh Government 
priorities as detailed in ‘Together for Health’16 and the Implementation Plan for Rare Diseases.17 

  

                                            

16
 Welsh Government; ‘Together for Health: A Five Year Vision for the NHS in Wales’. Accessed here: 

http://www.wales.nhs.uk/sitesplus/documents/829/togetherforhealth.pdf 

17 Welsh Government: ‘Draft Implementation Plan for Rare Diseases’(2014) Accessed here: 

http://wales.gov.uk/consultations/healthsocialcare/disease/?lang=en 
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Annex 2 
 

Year tests 
commissioned 

Number of new 
genetic tests 

Cost estimate to 
Welsh population 

2005 4 £1,939 

2006 6 £23,639 

2007 13 £14,991 

2008 20 £39,445 

2009 23 £13,013 

2010 24 £38,739 

2011 41 £41,285 

2012 40 £18,383 

2013 41 £36,134 

*2014 60 £30,000 

Total  £257,568 
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