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Few years ago...

• BAME

• Asian

• Mixed Race

• Irritable Bowel Syndrome (IBS)
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Now...

• BAME

• Asian

• Mixed Race

• Irritable Bowel Syndrome (IBS)



05

Now...

• Person of colour

• British-Vietnamese

• Mixed 

• Lactose Intolerant 
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How does genomics describe me? 

“
• Admixed individual  

• Likely European and East Asian

• Likely “Unassigned Ancestry”

• (Variant of LCT gene affects 

lactose digestion) 

Genomics England, aggV2 PCs with Inferred Ancestry Assignment

Inferred Ancestry Assignment
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And then I dug further...

“

We need more individuals 

of Black Ancestry

“
You can tell someone’s 

race from their Genome

Myths!

“

When we say East 

Asian superpopulation, we 

actually mean Han-Chinese. 

We don’t have enough of the 

others in our dataset.
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and further... 

New York Times, Why White Supremacists Are Chugging Milk (and Why Geneticists Are Alarmed) 2018

Nature, Too many scientists still say Caucasian, A.Popejoy, 2021
Epigenetics & Chromatin, Accurate ethnicity prediction from placental DNA methylation data, V.Yuan et al
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The point is, langauge is always changing 
and context specific. 
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The point is, langauge is always changing 
and context specific.  

... but when we’re dealing with genomics, 
it’s essential to  understand when context 
switching causes bias, unclear science and 

siloes in problem solving
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Working at Genomics England
• Set up and owned by the United 
Kingdom Department of Health and Social 
Care 

• Whole genome sequencing diagnostics 
for rare disease and cancer.  

• We also equip researchers to find the 
causes of disease and develop new 
treatments
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Number of individuals by ancestry in Genome Wide 
Association Studies (GWAS) compared to Global Population

• 78% - European Ancestries in Genome Wide Association Studies (GWAS) compared to 2% of people from African Ancestries

• Polygenic Risk Scores 4.5x more accurate for European ancestries over African ancestries 

Nature, Clinical use of current polygenic risk scores may exacerbate health disparities, A. Martin, 2019
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My job as a designer...

The Problem A Solution
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My job as a designer...

The Problem A Solution
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My job as a designer...

Is this 
the right 
problem?

Working 
towards 
defining 

The 
Problem

Wider 
Discovery

Deeper 
dive
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How do we reinvent the way 
language is reviewed and used in 
genomics, escpecially with terms 
that also have a socio-political 
meaning? 
*we used Race, Ethnicity and Ancestry as a starting point
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Past Efforts: 

PubMed, The clinical imperative for inclusivity: Race, ethnicity, and ancestry (REA) in genomics, A.Popejoy et al., 2018

NHS Race and Health Observatory, The Power of Language, 2021 
TOPMed, Recommendations on the use and reporting of race, ethnicity, and ancestry in the NHLBI Trans-Omics for Precision Medicine, 2021
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But there is a gap...
• Co-creation and authorship across disciplines and experiences  

• People who are most affected by language use being involved

• Assumption-free terminology choices 

• Timely and frequently updated resource

• Pracical guidance for use in multiple contexts

• Agreed shared values for prioritisation during conflict
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The Language Toolkit
Work in progress

Traffic Light system
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The Language Toolkit
Work in progress

Individual entries

• Definition 

• Importance for Genomics England

• Use in other contexts

• Alternatives

• Debate around this word

• Words associated with the debate

• Learn more - including ‘golden’ examples
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The Language Toolkit
Work in progress

Navigation

• Alphabetical 

• By context 

• By rating
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The Language Toolkit
Work in progress

Tailored Learning Aids

Genomics contexts
Social contexts

Visible in  a genome
Not visible  in a genome(though inferences can sometimes be made)

Not visible  in a genomeShows where genomic variants have come from, which can be helpful for determining someone's risk of disease.

You need to take a genetic test to know your ancestry. At Genomics England, we follow a standard for grouping ancestry by five larger reference groups, sometimes called “super populations”

Commonly used racial categories in the UK include: Commonly used ethnic categories in the UK include:

A context-specific identity term, now widely agreed to be a socio-political construct.  

Refers to a person’s specific cultural, religious and social 
background.

My genome has substantial West African ancestry which links to Sickle Cell Disease.

European

American

South Asian

White

South East Asian

Latina/Latino  and Arab

White British*

Taiwanese

SyrianAfrican

East Asian

Brown

Black
Indian*

Nigerian Yoruba

* note that only two of these are options on the current UK census

Ethnicity

Genetic ancestry Race

I would call myself mixed race (Black and White), but I am often assumed to be White by others because of my lighter skin tone.

My ethnicity is 
Jamaican British, 

because I feel like 
this best captures the cultural activities and groups that I 

align with.

A simplified 
quick guide

Ancestry, race 
and ethnicity
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Co-Creation Sessions ... 
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Black
The social implications and 
legacy of race in genomics

Image of Henrietta Lacks, Wikipedia
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Black
Amber Listed

The social implications and 
legacy of race in genomics

Image of Henrietta Lacks, Wikipedia
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Consanguinity
Biased cultural associations

Google Search “Consanguinity” as of 2022
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Consanguinity
Green Listed

Biased cultural associations

Google Search “Consanguinity” as of 2022
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Super Populations
When genomics is taken out of context

Hapmap3 Superpopulation codes, 2019
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Super Populations
Amber Listed

When genomics is taken out of context

Hapmap3 Superpopulation codes, 2019
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It’s no good if you can’t use it! 

Changing visual 
language - less 

‘policing’

Removing Toggles Adding new filters 
and views

Removing 
Homepage

 Clutter

Accessibility
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We are FAR from finished

Initial 
Launch

(November)

Monitor & 
Evaluate 
impact

Integrate 
as part of 
welcome 

week

Make 
consultation 
mandatory 

for all 
comms

Regular, 
annual 
reviews

Inciting long term change
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Thank you to our collaborators
• Semine Long-Callesen, History of Science 

Researcher
• Dr Sam Tallman - Genomic Data Scientist
• Dr Ed Hollox -  Genomic Data Scientist
• Mahantesh Biradar, M.Tech - Genetic Epidemiology 

and Research Fellow
• Dr. Anna Need - Human Geneticist
• Amanda Pichini -Genetic Counsellor 
• Lyra Nightingale - Ethics Lead
• Aman Ali - Community Organiser, Muslim 

Engagement and Development
• Dr Furaha Asani - Public Scholar and Writer
• Dr Sasha Henriques - Principal Genetic Counsellor 
• Salim and Hasha Shaikh, Summaiya - Research & 

Projects Directors, Smartlyte/ Get Families Talking

• Dr Alice Popejoy - Reseacher
• Ewan Birney - Director General 
• Dr Matteo Fumagalli, Clinician 
• Melanie Martin, Copywrityer
• Dr Daniel Rhodes - Senior Bioinformatician
• Dr Maxine Mackintosh - Diverse Data programme lead
• Thuy Nguyen - Senior Bioinformatician
• Diksha Srivastava - Policy lead

Co-Authors Copy, Reviewers and proof-readers

18 in-depth sessions with:
5 patient advocacy groups

5 researchers (science and social)

5 population geneticists/ bioinformaticians

3 clinicians and genetics counsellors
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