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Full steam ahead for EXPRESS!  

Launched in October 2020, the R21 pES service has 

been offered across the country to families where the 

pregnancy indicates a fetal anomaly that is likely to 

have a genetic basis.   

With collaborative effort from colleagues around the UK and input from a PPI Advisory 

Group, our research will use a variety of methods to evaluate the new pES service. Our aim 

is to provide feedback to guide service delivery with the bigger picture being that a well-run 

service will maximise the quality of care for parents undergoing prenatal diagnosis. 

A key part of our research relies on us hearing your views and experiences, so read on to 

find out more about the EXPRESS study and how you can get involved. 

 

The R21 prenatal exome sequencing (pES)    

service is now well underway, and so is the   

EXPRESS study! 
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Now that pES is being offered as part of national mainstream care, it is more important 

than ever that its implementation is evaluated, and this is the purpose of the EXPRESS 

study—a 3-year NIHR HS&DR funded project. 



But first: An update on the R21 service so far 

 pES has been discussed for more than 400 

cases. 

 Cases have been referred from across Eng-

land following discussion with local GLHs, 

clinical geneticists, and fetal medicine teams. 

 Testing is being done in two GLHs - North 

Thames and Central and South. 

 The turnaround time is an average of 13-14 

days (from receipt of sample to final report). 

 The diagnostic yield is around 36% . 

What do health professionals think of the service?  

Exploring the future goals and potential 

challenges for the service has been the 

first aim for the EXPRESS study. 

We have now conducted 20 interviews with 

professionals across all seven GLHs        

including clinical geneticists, fetal medicine 

consultants, genetic counsellors, and fetal 

medicine midwives.  We have also run the 

first of a series of planned ethics workshops for professionals from a range of back-

grounds. 

In our interviews, we explored how stakeholders feel the pES service has been de-

livered at the outset of implementation. In particular, we were interested in their 

views on the ambitions for the service as well as the perceived potential challenges 

of implementing a novel technology as part of mainstream care.  

 

*accurate up to 09/07/2021 

The facts and figures at a glance*: 



What do health professionals think of the service?  

Training and education is paramount 

“...I’ve got the consultants who are really keen to develop it, but I think the screening midwives across the 

area don’t have that support.”  P5, FMU midwife. 

“...they're doing the R21 educational kind of webinars really aren't they...they picked really contentious 

cases which I thought was interesting, it was good for the FMU people to hear, you know, why there 

might be a discussion about the case.” P8, Clinical geneticist. 

Implementation will bring challenges 

“...I think one of the challenges in fetal medicine at the moment is that a lot of the care is being delivered in 

non-tertiary settings...and I think it’s making them aware of the opportunities for getting this sort of testing 

in patients...because they felt a degree of comfort in managing them themselves.” P12, FMU consultant. 

“I personally am finding it difficult to get my head around who’s doing what testing where, and 

what we can and can’t now order in terms of tests…” P7, Genetic counsellor. 

“...although the technology is fantastic, requesting the test is still paper shuffling, completely paper shuf-

fling, so it’s hugely time consuming to request anything other than a normal test.” P11, Clinical geneticist. 

The benefits of the R21 service are substantial 

“...I think it can make, will make a big difference to families.” P13, Genetic counsellor. 

“...very important from my point of view is your recurrence risk can be identified and you can be of-

fered mechanisms in a future pregnancy to avoid having another affected one.” P1, Clinical geneticist. 

“...for the families where we find something it is enormously helpful, not just for termination of preg-

nancy to make that decision, but also possibly for treatment…” P11, Clinical geneticist. 

With this information, we have been able to build a comprehensive picture that will al-

low us to identify the similarities and differences across the GLHs for many of the pro-

cesses involved including patient referral, pre-test counselling and the record of dis-

cussion, communication between clinicians, and returning pES results. Preliminary 

analysis of the interviews has provided real insight into professionals’ experiences of 

the service as it stands.  

Here’s a snapshot of some of what they’ve told the EXPRESS research team: 

“...the samples that go to local labs, we've had to set up a whole new delivery system for couriers...so, 
you know, the actual logistics of those things is not straightforward.” P6, Clinical geneticist. 

“...there needs to be a module on genomics whether you're a nurse, whether you're a midwife, whether 

you're a health visitor, whether you're a doctor...it has to happen”. P13, Genetic counsellor. 



What’s next for EXPRESS? 

Running the R21 service on a day-to-day basis: How does it work where 

you’re based? 

To supplement our interviews, we will also be asking professionals to complete a short survey 

(taking around 10-15 minutes) which will help us to answer questions about how the R21 service 

is being delivered and what educational resources are available or needed. 

Quantifying factors like the monthly referral rate and the additional clinic time needed to of-

fer pES are also important because we need to understand what resources are needed to 

run the service efficiently. 

As well as gathering professionals’ views of the 

service, we’ll also be speaking to parents who have 

been offered pES (recruited through FMUs) and 

who have previous experience of fetal anomalies 

but who have not had pES (recruited through Antenatal Results and Choices (ARC)). 

Parents are also a key part of our research 

We hope to gain an in-depth understanding of what it’s like to be on the receiving 

end. By interviewing parents, we can use what they tell us to develop recommenda-

tions for parent information and counselling needs. 

Join our webinar! 

Find out more about the EXPRESS study by coming along to our webinar! 

Join Professor Lyn Chitty (GOSH), Dr Melissa Hill (GOSH), Dr 

Hannah McInnes-Dean (Antenatal Results and Choices), and 

Dr Jean Ledger (UCL) as they tell you all you need to know 

about the EXPRESS study and how you can be involved.  

Professionals across all GLHs and clinical settings are         

welcome! 

Date:  28th October 2021 Time: 12pm - 1pm 

Zoom link: https://ucl.zoom.us/j/99336452045   Meeting ID: 993 3645 2045 

Dial by location: +44 203 481 5240 (then enter the Meeting ID above followed by #) 

https://ucl.zoom.us/j/99336452045


Get involved in our research 

Our research relies on you! 

By taking part in our research you will provide invaluable 

information not only about the processes involved in R21, 

but about service delivery as a whole. 

Your input is crucial to the development of the pES service and we really do appreciate the time 

you take to be a part of our research! So if we do call on you, we’d love it if you got involved! 

We’ll be using combination of surveys and interviews to 

do this, but we will also need help from you to gather 

data that will allow us to look at how the service is being 

delivered across the country. 

This could involve collecting information such as pregnancy outcomes following the offer of pES 

or recording the reasons why pES is declined (by either families or clinicians). 

This research is funded by the National Institute for Health Research (NIHR) Health Services and Research Delivery 

(HS&DR) programme (NIHR127829). All research at Great Ormond Street Hospital NHS Foundation Trust and UCL Great 

Ormond Street Institute of Child Health is made possible by the NIHR GOSH Biomedical Research Centre (BRC). The GOSH 

BRC also part funds Melissa Hill and Lyn Chitty. The views expressed are those of the authors and not necessarily those of 

the NIHR or the Department of Health and Social Care. 

Need to contact the EXPRESS research team? 

If you would like to join our mailing list to find out more about our research or have any other 

questions, then you can get in touch with us by email at: express@gosh.nhs.uk 

For more information about the service, or to refer to cases, please contact: 

North Thames GLH Testing Laboratory at gos-tr.londonnorthglhrapidsequencing@nhs.net or 

Central and South GLH Testing Laboratory at bwc.rglprenatalexome@nhs.net.  

Join us in the new year for our second ethics workshop 

on “Ethics and prenatal genomics” in partnership with 

the UK Genethics Forum. 

Date: 8th February 2022 

Venue: Wellcome Collection, 183 Euston Road, NW1 2BE 

Time: Details to be circulated nearer the time 

Come along to our next ethics workshop 


