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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 Diseases, signed by all four 
health departments in the UK and published by the Department of Health in November 2013. 

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. 

What do you think are the barriers to high quality maternity services? 
4. Genetic conditions can be severe and life limiting, often without a treatment or cure. The best 

defense against some of these conditions is early diagnosis. For many conditions getting timely 
diagnosis and treatment can have a substantial impact on how severe the condition will become. A 
barrier to high quality maternity services for these patients is a lack of training for clinicians on 
how to recognise rare conditions early enough to enable steps to be taken to mitigate their 
effects. Clinicians need to ‘think rare’. For example, with many metabolic conditions, when 
clinicians identify the condition soon after birth, dietary changes can be made to stop the 
progression of the condition. If not spotted early the damage may be irreversible.  

5. While these conditions are rare, it is not rare to have a rare disease – in the UK 3.5million people 
will be affected by a rare condition at some point in their life. Clinicians are likely to come across 
multiple rare conditions in their careers and they should have the appropriate training to 
recognise and ensure these situations are dealt with, usually with an appropriate referral.  

6. In the context of antenatal testing the time between appointments, testing and referrals can also 
pose a problem for couples. Systems for referral and testing can act as a barrier if women do not 
get the appropriate care quickly enough. We welcome the UK National Screening Committee 
(UKNSC) recommendation to introduce NIPT (supported by evidence from the RAPID study) into 
the set of options available but we would like to emphasise how important it is that the time 
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between referral, tests and appointments is as short as possible in the crucial phase following the 
18-20 week ultrasound scan.  

7. To offer women and couples full reproductive autonomy it is essential that they are given the time 
and space to consider their options before and after genetic testing during pregnancy. This can 
only happen if the process is quick, as some decisions that may be considered are time sensitive – 
whether that be specific treatment for the condition during pregnancy, or the choice to terminate 
the pregnancy.  

What do we need to do to make maternity services better? 
8. For genetic and rare disease patients, better maternity services rely on earlier diagnosis. Early 

diagnosis is key to tackling these conditions, and can have medical and social implications 
throughout an individual’s life. Prenatal testing and newborn screening can both provide families 
with time to come to terms with their child’s condition and empower them to make better decisions 
about where they live, what school they choose, or personal choices about the future of their 
family. 

9. Screening programmes need to be based on evidence – the UKNSC carefully considers which 
programmes will be the more beneficial – but we must make sure that the absence of screening 
programmes is not standing in the way of enabling timely access to an effective treatment.  

10. Early diagnosis through screening and better training for health professionals can enable couples 
to choose to avoid the birth of another affected child, if they so wish. For example, it has been 
shown that the average time it takes for a child to be diagnosed with Fragile X is approximately 
three years. Within that time frame, between 25 and 39% of affected families will have had a 
second child also affected by the condition1. It is clear from this evidence that delays in diagnosis 
can mean that couples are not given the opportunity to exercise reproductive choice.  

11. For diagnosis to happen quickly screening is an important tool, but it is also important that 
clinicians have the appropriate training to be able to identify when another clinician’s expertise 
might be necessary to diagnose a rare condition.  

 

Alastair Kent OBE, Director 

 

                                            

1 Bailey et al., 2009: http://www.ncbi.nlm.nih.gov/pubmed/19581269 


