
Welcome to our event!
For those attending on Zoom, 

please submit questions via the Q&A Box 



9:30 - Welcome

9:45 ς The journey of a genetic sample: Request to result 

11:00 ς Coffee break

11:30 ς Ψ²Ƙŀǘ L ǿŀƴǘ Ƴȅ ƘŜŀƭǘƘŎŀǊŜ ǇǊƻŦŜǎǎƛƻƴŀƭǎ ǘƻ ƪƴƻǿ ŀōƻǳǘ ƎŜƴƻƳƛŎǎΩ

13:00 ς Lunch and networking

14:00 ς Equity: Meeting real world needs

15:30 ς Coffee break

16:00 ς Highly specialised testing: Now and the future

16:45 ς Closing remarks

Follow the genomic testing pathway for prostate cancer patients all the way from early conversations with families to the support they receive 
along the way. 

Join us for a roundtable discussion with patients, families and carers about how we as healthcare professionals can support them through a 
genetic testing journey.  

Hear from the North Thames Genomic Medicine Service team about how we are centring equity in all that we do, from targeted projects, 
creating an equitable workforce and our organisational strategy. 

This session will focus on how highly specialised laboratories in the North Thames region are improving patient lives. 



A year in the North Thames 
Genomic Medicine Service
Anthony Sullivan ς North Thames GLH COO





An expert in liquid biopsy delivery

ÅPhase 1: GMSAs partnered with commercial provider to deliver 
testing across 40 trusts

ÅPhase 2: Technology transferred to Royal Marsden NHS lab to deliver 
testing across 80 trusts

ÅPhase 3: b¢ ŀƴŘ b² D[IΩǎ ŎƻƳƳƛǎǎƛƻƴŜŘ ǘƻ ŘŜƭƛǾŜǊ млΣллл ǘŜǎǘǎ ǘƻ 
patients across England 

ÅPhase 4: To be commissioned test on the test directory starting from 
the 1st April 2025!

Lung cancer ctDNA pilot



ÅLiquid biopsy tests results returned 2 weeks faster than tissue biopsy
üTranslates to faster access to targeted treatment

ÅLaboratory: Successful transfer of commercial test to NHS lab setting

ÅEconomic savings: estimated to save the NHS £11 million / year (net)

An expert in liquid biopsy delivery
Lung cancer ctDNA pilot - outcomes



An expert in liquid biopsy delivery
Liquid Biopsy network of excellence
ÅNetwork was stood up in 2024 to provide an evidence-driven framework to 

expedite the evaluation and introduction of ctDNA and other liquid biopsy 

tests into clinical diagnostic service in England

ÅThe framework assembles a collection of key assessment reports for each 

clinical use pathway to be packaged as an overall evaluation report 

Å The overall framework for each clinical use case will be presented to the 

Genomics Unit at NHSE to consider as guidance for decision making 

purposes on the clinical pathway's suitability for commissioning on the 

national test directory 

ÅThe network is working with NICE, industry partners, academia and NHSE 

to enhance engagement and partnership working to horizon scan for future 

drugs linked to liquid biopsy indications and align processes for Test 

Directory applications 



Pathway 
implementation 
considerations 

Workforce and 
operational delivery 
considerations 

Application and Testing 
technology requirements 

Health 
Economics 
evaluation

Key Assessments of the network  

Patient and 
Public input 

into all 
assessments



An expert in liquid biopsy delivery
Launch of national ESR1 testing
Breast ESR1 testing was a clinical use case being assessed in the 
network of excellence 

In December 2024 NICE published its recommendations for the 
use of elacestrant, a drug used in the treatment of breast cancer.

The license for elacestrant requires identification of ESR1 variants 
from plasma only. 

Testing for ESR1 variants in breast cancer requires the genomic 
test to be performed on circulating tumour DNA (ctDNA) taken 
from a blood sample rather than tissue.

In January alongside the NW GLH, the NT GLH stood up a service 
to deliver national ctDNA testing for ESR1.

Lƴ ƭŜǎǎ ǘƘŀƴ п ǿŜŜƪǎ b¢ ŀƴŘ b² D[IΩǎ ǎǘŀǊǘŜŘ ǘŜǎǘƛƴƎΣ ŘŜƭƛǾŜǊŜŘ 
education sessions and has since created patient information 
leaflets and videos.



The Generation Study
A national research study 

The Generation Study, led by Genomics 
England in partnership with NHS England, 
will offer whole genome sequencing 
for newborn babies. 

The sequencing identifies 200+ treatable, 
rare conditions shortly after a baby is born 
rather than when symptoms might appear 
later in childhood. 

In numbers (as of 27 Feb):

Å 27 sites live across 18 NHS Trusts

Å 5,814 parents enrolled

Å 3,842 samples taken (89% cord blood)

Å 3,102 cases sequenced and through our 

pipeline



The Generation Study
The North Thames picture
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in the North Thames 
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Moving towards automated labs
In 2024 our Royal Marsden laboratory 
became the first lab in the UK to 
integrate robotic technology into its 
cancer genomic testing pipeline, in 
partnership with Automata 
Technologies.

The team estimate that the 
installation will double the 
ƭŀōƻǊŀǘƻǊȅΩǎ ƎŜƴƻƳƛŎǎ ǘŜǎǘƛƴƎ 
capacity and expand the range of 
tests it can perform within its existing 
laboratory space. 



Our digital journey
National Order Comms project ς Alpha Phase

Our bioinformatics cloud project

A national project to take the genomic test directory digital. Our NT GMS team are 
taking part in the Alpha Phase, a proof-of-concept testing phase.   

Working with IT teams, Bioinformaticians and Industry Partners to understand how we can 
move our bioinformatics pipelines onto cloud services.

Admin automation
Our Informatics team are working closely with the Rare & Inherited Disease admin teams 
to understand how we can use digital solutions to streamline labour intensive parts of 
the administrative processes. 



9:45 ς The journey of a genetic sample: Request to result 

Session leads ς Dr Angela Brady, Consultant Clinical Geneticist, and Liz Bancroft, Chief Nurse 

The role of CPGCs ς Dr Madhuri Warren,  CPGC Pathology Lead ς Barts Health NHS Trust

Our Genomic Laboratory Hub teams ς Beth Kimpton, NT GLH General Manager

????? GENETIC COUNSELLORS



Prostate Cancer Genomic 
Testing: The Testing Journey



Overview

1. Introduction to prostate cancer testing ς Liz Bancroft

2. Test requesting  - mainstream pathway - Liz Bancroft  

3. Test requesting family history pathway - Angela Brady 

4. Role of CPGCs ς Madhuri Warren 

5. Our GLH team ς Beth Kimpton

6. Patient discussion ς video from Eddie Blair

7. Role of genetic counsellors ς Ailidh Watson

8. Education and training ς Liz Bancroft & Angela Brady



Background 
Most common cancer in people assigned male at birth in the UK
ÅAffects 1 in 8 men in the UK by age 80

Å>50,000 new cases per year

Å>12,000 deaths per year

Risk Factors

Age

Ancestry -  highest risk in Black African/Caribbean

Å1 in 4 risk of PrCa 

Å2x risk of death from PCa 

ÅMore likely to present at a young age

Family history

Å Risk increases with closeness and number of affected relatives

Deaths from prostate cancer



Genetic basis of prostate cancer

ÅMost cancers are caused by somatic variants acquired during our lifetime. 

Å~5-10% are caused by germline variants in rare cancer susceptibility genes

ÅProstate cancer is the most heritable cancer 

Å~ 60% of prostate cancer is thought to have an inherited component

Established germline genetic factors

ÅRare genetic variants 

     (eg BRCA1, BRCA2, Mis-Match Repair genes and other DNA repair genes)

ÅCommon genetic variants (polygenic risk score)



Genetic predisposition to prostate cancer 
- rare variants

BRCA2: Prostate cancer risk 4-5 times general population

ÅAbsolute risk is  ~50-60% by age 85

ÅFound in ~5% of men with metastatic (advanced) PrCa

ÅBRCA2 carriers are diagnosed younger, higher grade disease, significantly worse survival 

BRCA1: Prostate cancer risk 2-3 times general population

ÅAbsolute risk is ~30% by age 85

Mis-Match Repair genes: MSH2, MSH6, MLH1

ÅLynch syndrome  - bowel, endometrial and ovarian cancer            

Å Evidence of increased PrCa risk (up to 3-5 times) ~30-35% by age 85

Å Reports of predisposition to young onset, more aggressive disease



BRCA1 and BRCA2

DNA Repair: BRCA1/2 genes help protect against cancer by repairing DNA damage.

Prevalence: ~1 in 400 people (0.5%) carry a BRCA1/2 variant, with higher rates in certain groups (e.g., 
Ashkenazi Jewish ancestry, Whalsay in Shetland ς 1 in 40).

Inheritance: Carriers have a 50% chance of passing the variant to their children.

Family Testing: At-risk relatives can undergo predictive testing.

Impact on prostate cancer management: 
For people with metastatic prostate cancer who have either a germline or somatic BRCA1 or BRCA2 
variant can be treated with PARP inhibitors (e.g., Olaparib).



How does genetic information help with 
managing prostate cancer / risk 
Currently no prostate cancer general population screening programme

PSA screening debate 

Å ²Ƙŀǘ ƛǎ ŀ ΨƴƻǊƳŀƭΩ t{!Κ 

Å What screening interval?

Å Optimal imaging?

Å When to biopsy?

Overdiagnosis / overtreatment

Screening high-risk individuals 

Å Benefit outweigh potential harms?

Å Research ongoing internationally

General 
Population 
screening

Screening in men 
with a Family 
History

Screening in 
Black men

Screening in BRCA2 
carriers

American Urological 
Association

No Yes from 40 years Yes from 40 
years

Not specified

American Cancer 
Society

No Yes from 40-45 
years

Yes from 40-45 
years

Not specified

European Association 
of Urology

No Yes from 45 years Yes from 45 
years

Yes from 40 years

NICE UK No Not specified Not specified Not specified



How does genetic information help with 
managing prostate cancer / risk 

ÅIdentifying people with increased cancer susceptibility is important because it offers 
opportunities for intervention

ÅFor the prostate cancer patient:
Å Precision medicine - targeted treatments

ÅFor their family members:
Å Risk-reducing surgery (eg risk-reducing mastectomy / oophorectomy for female BRCA1/2 carriers
Å Chemoprevention (e.g. aspirin (Lynch Syndrome), tamoxifen (BRCA1/2)
Å Intensive surveillance for cancers (eg breast cancer (BRCA1/2), colorectal cancer screening (Lynch 

Syndrome)
Å Modification of lifestyle/non-genetic factors (eg smoking, diet, alcohol intake, exercise)

ÅImportant for all clinical staff to take a family history and consider whether the pattern of cancer in that 
family suggests underlying genetic susceptibility and refer for genetic testing where appropriate



National Genomic Test Directory

https://www.england.nhs.uk/wp-content/uploads/2025/01/rare-and-inherited-disease-eligibility-criteria-V7.1-OFFICIAL-2.pdf



Patient with 
prostate cancer

Hereditary cause 
suspected

No hereditary 
cause suspected

Germline testing 
(R430) ς where 
criteria met

Tumour testing 
(M218) if mCRPC

+ Germline testing 
(R444.2) if tumour 
testing fails or 
BRCA1/2 variant 
detected

Germline variant confirmed: refer to 
clinical genetics

Mainstream 
Pathway



NICE approved PARP inhibitor treatment

Nb (Feb 24) ς Olaparib and Abiraterone approved by NICE for mCRPC (no previous ARTA and in 
whom chemotherapy is not clinically indicated). Regardless of BRCA status. 

June 2023: The R444.2 germline test and M218 somatic (tumour) test 
were introduced for people with metastatic castration resistant 
prostate cancer (mCRPC) to screen for pathogenic BRCA1 or BRCA2 
variants to identify those eligible for treatment with PARP inhibitors 
(e.g. Olaparib).

Olaparib Eligibility Criteria ς NICE approved May 2023
Confirmed somatic and/or germlineBRCA1or BRCA2ǾŀǊƛŀƴǘΦ

Hormone-relapsed metastatic prostate cancer (previous ARTA 
treatment).

Performance status 0-2





R430 ς Inherited prostate cancer

Å April 2023 - Inherited Prostate Cancer panel added to the NGTD for 
either young onset (<50y) or metastatic prostate cancer (<60y) 

Å Offers NHS genetic testing to highest risk men / families
Å Those who test positive are managed via Clinical Genetics unit

Testing Criteria
- Diagnosed with prostate cancer <50
- Diagnosed with prostate cancer (any age) and of Ashkenazi Jewish 

ancestry
- >1 grandparent from Whalsay (Shetland) and prostate cancer at any 

age
- Diagnosed with metastatic prostate cancer <60
- Diagnosed with prostate cancer and a strong FH of prostate / other 

cancers (needs to have a 10% chance of finding a pathogenic 
variant)

Genes Tested: BRCA1, BRCA2, MSH2, MSH6, MLH1, CHEK2, ATM, PALB2



R208 ς Inherited breast 
cancer and ovarian cancer

Testing Criteria

Living affected individual with prostate cancer AND a family history of 
breast/ovarian/pancreatic cancer with a pathology adjusted 
aŀƴŎƘŜǎǘŜǊ ǎŎƻǊŜ ƻŦ җ мрκCanRisk score of 10%

Genes Tested: BRCA1, BRCA2, PALB2, ATM, CHEK2, 
RAD51C and RAD51D 



R210 ς Inherited MMR 
deficiency (Lynch Syndrome)

Testing Criteria

Lynch-related cancers comprise: 
Colorectal cancer, Endometrial cancer, Epithelial ovarian cancer, 
Urothelial cancers, Transitional cell cancer of renal pelvis, 
cholangiocarcinoma, Small bowel and upper gastrointestinal cancers, 
Glioblastoma, endocervical cancer, multiple sebaceous tumours, 
PROSTATE, gastric and pancreas

Genes Tested: MSH2, MSH6, MLH1, PMS2, EPCAM







Dr. Madhuri Warren

Consultant Histopathologist

CPGC Pathology Lead, 

Barts Health NHS Trust

Barts Health CPGC & GCIP Initiatives



Barts Health NHS Trust configuration and local population 
demographics

Our core catchment area spans 6 local authorities:

We are part of the NE London ICB and cancer alliance 

along with BHRUT

Barts Health NHS Trust and Lewisham and Greenwich 

hospitals form part of the East and South East London 

Pathology partnership (ESEL)

Local population statistics:

Cancer statistics Cancer incidence 
per annum NEL 
(% of pan London)

London wide 
cancer incidence 
per annum

lung 888 (20.1%) 4,405

colorectal 790 (19.8%) 4,000

prostate 1119 (19.1%) 5,840

endometrial 187 (18.0%) 1,036

melanoma 197 (15.5%) 1,272

breast 1173 (19.8%) 5,895

Total population 1.31 million

Population growth rate: 15% per annum (one of highest 

in UK)

Healthy life expectancy (HLE):

Tower Hamlets worst female HLE in London

Hackney  2nd worst male HLE in London

Percentage of smokers in Tower Hamlets = 20%

Uptake of bowel screening: 43-50%

Uptake of breast screening: 36%

Uptake of targeted lung health check 59.1%

It is imperative to focus on improving diagnosis and 

access to cancer treatments in our region since our 

population contributes ~20 % of cancer cases in London



Genomic testing TAT:  
2022 (IHC lab 
instead of 
CPGC) (days)

Aug ςDec 
24 (days)

Improvem
ent  (days)

Genomic test request to receipt 
at CPGC* 0 0 0

Genomic test request to CPGC 
dispatch 6.3 4.3 2

CPGC dispatch (to GLH)to 
receipt at GLH 2.5 1.2 1.3

Genomic test request to receipt 
at GLH 9.8 5.5 4.3

Barts CPGC history and achievements to date

Historic figures:  
2022/23:        estimated new cancers* in local population            =  2,325  

                                          number of solid tumours sent for genomic testing  =  1,600  

                                          percentage of potentially eligible cancers tested    =  68.8%

CPGC (Jan -Dec 2024)
                                          estimated new cancers* in local population             = 2,813 

                                          number of solid tumours sent for genomic testing   = 2,490  

                                          percentage of potentially eligible cancers tested     = 88.5% 
(21.7% improvement) 

* Cancers include lung, colorectal, endometrial, melanoma, lymphoma 37% improvement in cellular pathology TAT 

since CPGC set up
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Audit Results:

Improving TAT for molecular testing of lung adenocarcinoma

Barts CPGC QI TAT improvement project Oct 24 -Mar 2025

step in pathway

turnaround times (days)

mean minimum

pathologist sequencing request to sections cut
1 0

sections to pathologist ->H&E review -> sections 
back to lab-> sent to RMH

7 2

sent to RMH to booked in at RMH
2 0

RMH RNA sequencing TAT
17 11

RMH Result on O&V downloaded by Molecular 
and e-mailed to oncologist 

1 0

TOTAL PATHWAY TIME (TAT pathologist request to 
report sent to oncologist in days)

28 13

2024:  

RNA sequencing request -> result to oncologist: mean TAT 28 days

ROS1 fusion detection rate = 2.3%. 

RNA sequencing failure rate = 4.7%. 

ROS1 IHC positive rate = 34%  

False positive IHC rate = 32%  

PPV 5.5%

2022/23:  

Historic ROS1 FISH TAT = 40 days; 

ROS1 IHC to FISH TAT= 46 days; 

Failure rate = 31%;  

Positive FISH detection rate = 0% (annual positive FISH detection rate 

= 1.3  %) ; 

ROS1 IHC positive rate = 26%  

False positive IHC rate = 25%  

PPV 11%

Key Improvements:  

TAT improvement = 12 -18 days  

Failure rate reduction = 28%  

Detection rate increase = 200%

Historic timeline:
Biopsy 

date

Biopsy 

H&E report
NGS 

report

3-5 days

ROS1 IHC 

report

46 days

53-8 days

4-7 days

ROS1 FISH 

report

6 days

40 days

chemo

Proposed timeline:
Biopsy 

date

Biopsy 

H&E report

3-5 days

?14-21 days

RNA seq 

report

? days

NGS 

report

Also ALK, NTRK 

fusion proteins 

detected

4-7 days

chemo

18-28 days



Audit Results:

Colorectal Carcinoma Audit Results (2)

Barts CPGC QI TAT improvement project Oct 24 -Mar 2025

2024 retrospective audit:

% of cancers ST3/4 = 88%

MMR failure rate = 0% 

MMR detection rate = 9.5% 

NGS failure rate = 1.6% 

NGS detection rate = 12.6%

step in pathway

TAT (days)
2022 
mean

Retrospective 
2024 mean

2024 
minimum

Prospective 2024 
mean

Prospective 2024 
minimum

Specimen transport 
local hospital to RLH*

2.63 1.11 0 0.6 0

Specimen cut up 

overall
16

Overall 11.2 0 3.5 0

Biopsy 2.6 0 3.1 0

Resection 23.7 1 4.2 0

Sign out from lab ->H&E 
authorisation

4.14 4.17 0 5 0

Overall TAT specimen 
date to HE report 

overall

27

Overall 20.3 3 13 0

Biopsy 9.3 3 10 2

Resection 35.9 8 16.7 6

MMR request to 
authorisation

6.7 4.0 1 6.4 1

Pathologist request 
MMR + sequencing to 
authorisation

26 26.4 6 19 15

% tumour content 
assessed 31% 89% 95%

Key 

Improvements:  

Resection cut up TAT =19.5 days

Specimen date->H&E report=19.2 days

MMR request to authorisation =2.7 days

Increase in % of samples with tumour 

content assessment = 64%

 

Historic timeline:
Resection

date
Resection

H&E report

NGS 

report

3 days

MMR IHC 

report

35-40 days

7 days6 days24 days

chemo

4 days

Cut up slides

36 days

71 -76 days

Proposed timeline:
Resection 

date
Resection

H&E report

?

21 days

NGS 

report

4-7 days

chemo

28 days

3 days

Cut up
slides

4 days



Å Stephen Rodgers ï CPGC & IHC Operational Lead, Cellular pathology
Å Jamie Hughes ï CPGC / CVLP Associate Manager, Cellular Pathology 
Å Marianne Grantham ï Head of Cytogenetics and Molecular Pathology, 

Barts Health NHS Trust
Å Toby Hunt, Divisional Manager, Barts Health NHS Trust
Å Tom Butler, Medical Director, ESEL Pathology Partnership

Barts Audit Teams

Å Lung adenocarcinoma audit team: Dr K Giaslakiotis, Dr M Warren, Dr T 
Farooque, Prof L J Jones, S Thiruvengatham

Å Colorectal carcinoma audit teams: Dr L Beltran, Dr M Rathbone, Dr M 
Liaquat, Dr V Sheshappanavar, S Thiruvengatham

Acknowledgements
Barts CPGC Management Team





Sample testing ς our genetic technologists

Our technical team process samples 
in each of our labs, they operate 
testing equipment in the lab and 
have specialist knowledge of each 
testing process.

We have over 170 technologists 
working across our labs in the North 
Thames Genomic Medicine Service. 



Analysis pipelines ς our bioinformaticians 

Bioinformaticians work closely 
with teams across the GMS to 
build analysis pipelines for all the 
genomic data we generate. 

We now have 14 bioinformaticians within the North Thames 

GMS!



Interpretation and reporting ς Our clinical 
scientists
Clinical scientists provide 
expert knowledge to the 
genomic service-users. They 
handle referrals, request 
tests, analyse results, and 
also write reports.

Over 170 clinical scientists across the North Thames GMS work 

to provide testing results to clinical teams. 







Genetic Counselling

What happens when we find a germline variant that highlights a 
predisposition to cancer(s)?



Genetic Counselling
For the patient:

ÅReferrals for 
screening/management

ÅPsychosocial impact (positive and 
negative) and support

ÅImplications for family 
planning/reproductive choices

ÅDisclosure of genetic results - 
impact on insurance 

For family members:

Å Results may affect relatives

Å Access to testing/management

Å Importance of sharing results 

Å Discuss strategies ŜΦƎΦ Ψǘƻ ǿƘƻƳ ƛǘ 
Ƴŀȅ ŎƻƴŎŜǊƴΩ ƭŜǘǘŜǊǎ

Å Refer for genetic counselling



Genetic Counselling

Anger Guilt Denial Blame Relief Shame Fear
Empow
erment

Uncerta
inty

Conflict

òAre there any 

treatments or 

preventative measures 

that can be taken?ó

òHow/where can we learn more 

about this?ó òIs this my fault?ó

òWhat does this mean for 

my other children/family 

members?ó

òWhat does this mean for 

my/my childõs future?ó

òWhat does this mean 

for future children?ó

òWhat do we know 

about this gene?óòCan we fix the 

gene?ó



Education and Training

Genomics Education Programme: https://www.genomicseducation.hee.nhs.uk/



Join us on 20th June 
for an education day 
focussed on prostate 
cancer genomic 
testing ς 

Registration opening 
soon!



We will be back at 11:30

We are taking a short break



14:00 ς What I want my healthcare professionals to know about genomics

Dr Fiona Calvert

Comms and 

Engagement Lead

Pooja Dasani

Genetic Counselling 

Lead

Jason Dunlop

Patient and family 

representative

Amber Dobinson-Evans

Patient and family 

representative

Harri Pessoa de Araujo

Patient and family 

representative



We will be back at 14:00

We are breaking for lunch!



14:00 ς Equity: Meeting real world needs

Developing the NT GMS Equity Strategy

Å Dr Shazia Mahamdallie, Equity Lead

Equity and community: local change makers East London Foundation Trust Mental Health Services  

Å Dr Nick Bass, Mental Health Lead

Equity and workforce: spotlighting Genomic Associates  

Å Arti Patel, Senior Genomic Associate

Equity and data: NTGMSA Equity of Access Dashboard  

ÅMegan Luker, Data and Performance Analyst

Å Balbir Lehto, Information Analyst

Equity and research: can the Generation Study do better?   

Å Dominic Studart, Regional Results Coordinator 

Å Yvonne Muwalo, Regional Results Coordinator



 

NT GMS Equity Strategy ς bitesize!

¢ƻƳƻǊǊƻǿΩǎ ƎŜƴƻƳƛŎ ƳŜŘƛŎƛƴŜ ǘƻƎŜǘƘŜǊ

    NTGMS 2025 Showcase
          Dr Shazia Mahamdallie, Health Equity Lead, NTGMS



Evenly/equal 
distributed 
tools, resources 
and 
information

Custom tools, 
resources and 
information 
that address 
inequality

Tailoring support to ensure equal, opportunity to access, and delivery of 
the Service



Inequity is at the core of genomic medicine

Inequity is experienced by the communities we serve - we are leaving population groups behind - 
leading to missed diagnoses and misdiagnoses, and thus disparities in care. 

Genomic research: 
Ethnic biases persist in genomic research methodologies and databases. 

ÅGWAS studies (2016) 81% of European bio-geographical ancestry, but Europeans are 16% of the global population.

ÅgnomAD (2023) 77% European vs 5% African or South Asian ancestry.

ÅUnder-representation > VUSs  + reduced biological understanding of disease > misdiagnoses/reduced drug efficacy 
(PMC5292722). 

ÅRecruitment into genomic databases can favour cost-effectiveness and convenience sampling over 
representation. Targets of numbers rather than time hinder inclusive conversation. 

Genomic Healthcare:
Ethnic minority groups, marginalised communities face challenges in accessing genomic services ς language and 
mistrust.

https://www.researchgate.net/publication/309035113_Genomics_is_failing_on_diversity
https://gnomad.broadinstitute.org/news/2023-11-gnomad-v4-0/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5292722/


Developing the strategy in two slides! 





Author: 
Dr Shazia Mahamdallie, Health Equity Lead, North Thames Genomic Medicine Service (NTGMS)

Support by NTGMS Senior Leadership Team: 
Å Dr Angela George, Co-Medical Director, NTGMS
Å Dr Sophia Varadkar, Co-Medical Director, NTGMS
Å Paul Ryves, Programme Director, North Thames Genomic Medicine Service Alliance
Å Anthony Sullivan, Chief Operating Officer, North Thames Genomics Laboratory Hub

Thanking the time and contributions of:
NTGMSA PPC Panel; Moses Adegoroye; Cynthia Amo-Ameyaw; Elizabeth Bancroft; Dr Nick Bass; Leanne Barrett; Cheryl Berlin; Dr Angela Brady; 
Simon Burn; Dr Fiona Calvert; Dharmisha Chauhan; Adele Corrigan; Dr Faye Dannhauser; Pooja Dasani; Natalie Ellery; Demetra Georgiou; 
Merrie Gowie; Denzil James; Professor Anwar Khan; Monika Kosicka-Slawinska; Balbir Lehto; Megan Luker; Bethany Lumborg; Yvonne Muwalo; 
Dr Marie Nugent; Arti Patel; Tina Prendeville; Ravinder Sehra; Dr Dania Shoeb; Dominic Studart; Dr Shereen Tadros; Dr Tosin Taiwo. 

Collaborators Thank you

>30 hours of conversation



Listening ς 

what do the people 
of NTGMS want?

>30 hours of conversation



Every clinical staff member across the NTGMS can use the 
[Equity of Access] dashboard to analyse patient 
demographics relevant to their testing activity at key points in 
the pathway. This functionality will support analysis in equity 
of access/accessibility, enabling a deeper understanding of 
testing pathways and prioritising interventions to deliver 
equitable genomic testing.

We have, and 
link ethnicity 
data, across 
health records.

Improved 
upfront 
community 
engagement.

Ψ/ƭƻǎƛƴƎ ǘƘŜ ƭƻƻǇΩ ŀǎ 
a standard; we must 
always feedback to 
the communities we 
work with.

Write lay summaries and disseminate 
them, for all our research findings.

Provide guidance or a 
framework of how 
research can be more 
representative of our 
population.

Equity means 
engagement 
and we need to 
do more of this.

To better 
understand 
what the 
barriers to 
[genetic] testing 
are.

Improve    
awareness of the 
benefits of 
genomic testing, 
for patients and 
staff.  

Challenge if we have a 
fair and transparent 
recruitment process, 
and make the needed 
changes.

c

Change targets for 
consent conversations; 
resourcing time and 
targets will help improve 
equity. 

I want the next 
generation to see 
people like me and 
know that they, too, 
can become scientists.

I want to see leadership roles reflect the 
diversity of our population. This can bring 
equity, as decisions can be informed by 
lived experiences rather than relying on 
extrapolation.

Equal, fairer access to careers in 
genetics; attracting, developing, 
and retaining a diverse 
workforce to better serve our 
[NTGMS] diverse populations.

Provide all people with 
what they need, making 
sure they are guided to 
the right places and 
resources with less 
delays.

Equal, fairer access to 
careers in genetics; 
attracting, developing, 
and retaining a diverse 
workforce to better serve 
our diverse populations.

Empower the 
workforce and 
communities to 
reach equity

Earmarked and 
sustainable resourcing 
for equity.

Is it equity of access? 
I want to see 
equitable benefits.

I want the NTGMS to be a fairer and 
aspirational place to work, and to be 
anchored in the community, sharing 
knowledge confidently and sensitively, so we 
can ask questions. Let us be a genome service 
that is for everyone, at their time of need and 
provided in a way that makes sense. 

Empower people to be 
able to ask questions. 

To consider equity in all current and future initiatives within the 
NTGMS, benefiting both the workforce and the health of the 
population we serve.

To improve how we 
work through stronger 
integration between 
the workforce and 
service users.

To promote a holistic 
understanding of societal 
factors impact health, 
recognising 
intersectionality, and 
addressing health inequity 
through equal quality 
education so everyone can 
navigate the system, access 
services, understand their 
health and ask questions.                          



EquityRight
   Time Right 

People

Right 
Test

Right 
Info



CŀƛǊΧΧǇƭŀƴƴƛƴƎ

Χ
development ΧǇǊŀŎǘƛŎŜǎ



Initial activities were outlined during the development of the 2022 strategy and follow-up of over 30 hours of stakeholder engagement conducted between 
December 2024 to date. Pillars are defined through landscaping, activities and which groups sit together to deliver, as:

Understand 
neighbourhood-level 
experiences, to create 
collaborative resources 
that help to ask 
questions and make 
informed decisions, 
bringing equity into 
the work we do.

Support equity 
across the 
workforce through 
motivating, fairer 
workforce planning, 
development and 
practices.

Improve aspects of 
data, structure and 
processes, to guide 
and equip equitable 
service delivery

Embed equity into 
all research projects 
and programmes.

Together within neighbourhoods Workforce for all Accessible service for all Representation in research

Pillars

Community Workforce Service Research

Framework/guidance > pilots > iteration > implementation > share & rollout > policy



Types of projects ς 
will be contingent on partnership 
building, listening to people and 
patient-facing funding



Elements of a strategy

Vision Purpose Principles

Pillars Priorities Phases
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