
 
 

 
 
 
 
 
 
 

 
 
Room 206b, Neuadd Meirionnydd, Heath Park, Cardiff, CF14 4YS 
+44 (0) 2920 687648 
emma@geneticalliance.org.uk  
www.geneticalliance.org.uk  
 
Registered charity numbers: 1114195 and SC039299 
Registered company number: 05772999 
 

Page | 1  Genetic Alliance UK 

 

Consultation response 
Draft Service Specification for Genetic Services for Welsh residents 
Response from Genetic Alliance UK, 3rd August 2015 
 

Introduction 
1. Genetic Alliance UK is the national charity supporting all those affected by genetic conditions. We 

aim to improve the lives of people affected by genetic conditions by ensuring that high quality 
services and information is available to all who need them. Our membership represents more than 
180 voluntary organisations working for a wide range of conditions, many of which pose complex 
health and social care needs. We actively support research and innovation across the field of 
genomic medicine. 

2. Genetic Alliance UK operates through project and policy work. One of our projects, Syndromes 
Without A Name (SWAN UK) supports families of children with undiagnosed genetic conditions. It 
is estimated that around half of all children who attend genetics clinics in Wales do not get a 
diagnosis for their condition – they may be affected by novel genetic mutations or chromosome 
rearrangements. Due to lack of a diagnosis, many families experience difficulties in accessing help 
and support from various services including health, education and social services. 

3. We welcome the opportunity to respond to this consultation. 

Genetics pathway for children with an undiagnosed genetic condition 
4. There are many thousands of genetic conditions which affect patients and families in Wales, yet 

more than half of children with learning disabilities and children with multiple congenital problems 
do not have a definitive diagnosis to explain the cause of their symptoms1. As many as 50% of 
children who are in contact with NHS Regional Genetics Services may not get a diagnosis.  

5. Early diagnosis of genetic conditions can provide significant benefits, both practically and 
psychologically for parents of children who have an undiagnosed condition. A diagnosis offers the 
patients’ clinician and family a greater understanding of health difficulties and a clear genetic 
diagnosis can enable more focussed treatment choices and therapeutic planning and better access 
to information about their prognosis and future needs. 

6. The current service specification for genetics services does not include a clear pathway for those 
with undiagnosed genetic conditions. The experiences of SWAN UK members suggests that access 
to informed, expert health professionals is crucial to obtaining a diagnosis. Many families of older 
undiagnosed children have had no recent contact, or any contact at all, with genetics services. 
They may not be aware of the emerging tests available that have the potential to detect the 

                                            

1 SWAN UK website: undiagnosed.org.uk/information-and-resources/what-does-swan-being-undiagnosed-
mean 

http://undiagnosed.org.uk/information-and-resources/what-does-swan-being-undiagnosed-mean
http://undiagnosed.org.uk/information-and-resources/what-does-swan-being-undiagnosed-mean
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underlying cause of their child’s condition. Some of these families may have had negative 
experiences in the past with professionals involved with their child’s care and many have been 
told to stop pursuing a diagnosis. 

 
7. In the search for a diagnosis, the experience of members of SWAN UK show that many families 

are bounced between health professionals and have no route to access the necessary genetic 
services. The inclusion of a defined pathway and gatekeeper for patients diagnostic odyssey 
within the service specification would reduce the burden on families and provide a more 
streamlined and consistent approach in their search for a diagnosis.  

Generic care pathway 
8. Our point regarding access to services for families with children affected by undiagnosed 

conditions applies more generally for those that are yet to receive a diagnosis for a known 
condition. As the draft service specification notes, there is no generic pathway and current 
pathways are disease specific. We could not analyse these, as the link in the draft service 
specification did not seem to link to care pathways, but we are reluctant to agree with an 
approach that relies too heavily on specific diseases. 

9. We would like to see assurance that for patients who do not receive a diagnosis from these 
pathways, there is a mechanism by which patients are supported in finding a diagnosis by routes 
other than those specified in the disease specific pathways.  

Specific referral criteria for clinical genetics services 
10. The service specification discusses referral criteria for clinical genetics services on page 13 of the 

document. The inclusion of a list of eligible services could cause confusion for services that do not 
appear on this list. It is suggested that the service specification should include further details about 
how to complete a referral for services that may not be explicitly listed within the specification but 
may be eligible for referral.  

Laboratory Genetic Tests and the Individual Patient Funding Request (IPFR) process 
11. Currently not all UK Genetic Testing Network (UKGTN) recommended tests are commissioned by 

WHSSC. The service specification outlines an interim measure between tests being recommended 
and tests being commissioned which would involve the preferred provider requesting funding via 
the IPFR process. A recent report published by Genetic Alliance UK2found that patients and 
families who are already anxious and concerned about not having a diagnosis for their loved 
ones condition, can find this route particularly distressing by adding another level of uncertainty.  

12. Patients have reported substantial delays in the processing of IPFR applications and a lack of 
accountability 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. Genetic Alliance UK does not support the use of the IPFR process as 
an interim decision-making tool.  

Engaging with patients and the public 
13. WHSSC, the All Wales Medical Genetics Service (AWMGS) and patient organisations should 

collaborate to engage with health professionals, patients, families and the public about how to 
access genetics services. Accompanying guidance to the service specification for clinicians, the 

                                            

2 Genetic Alliance UK; ‘Improving access to specialised services and therapies for Welsh patients’: 

www.geneticalliance.org.uk/docs/accesswales.pdf 

 

http://www.geneticalliance.org.uk/docs/accesswales.pdf
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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.  

Conclusion 
14. Genetic Alliance UK is committed to working with WHSSC and the All Wales Medical Genetics 

Service to improve commissioning processes for genetic services across Wales. The work 
undertaken to date to develop the draft commissioning policy for genetics services is significant 
and represents a positive step forward by striving to provide improved outcomes and better 
quality of care for patients and their families. We are keen to review the referral pathway from 
clinical to laboratory services that is referred to on page 27 of the document to ensure that it 
meets the needs of the population of patients affected by undiagnosed, rare and genetic 
conditions.  
 

15. Genetic Alliance UK believes that the introduction of a policy for commissioning genetics services is 
a key gateway for health professionals, patients and families. With continued new developments 
in Next Generation Sequencing (NGS) technologies advancing at a rapid pace, it enables genetic 
testing techniques to become more sophisticated, undertaken concurrently and at a faster rate, 
which will improve the rate and breadth of the search for a diagnosis. Early and accurate 
diagnosis will aid understanding which will allow patients to better manage their condition and 
plan for the future.  
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