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Archetype adventures in Genomics-land

● Frontline Phenotypics data 
○ 100K Genomes project

● Genetic variants
○ CSR4 / HighMed

● GA4GH ‘Phenopackets’



Genomics England - 100K Genomes project



Genomics England phenotypics

● 26 templates
○ 13 Rare disease ‘output’

○ 11 Cancer ‘output’

○ 2 ‘input’

● 99 archetypes
○ 44 international

○ 27 localised

○ 28 purely local

http://ckm.apperta.org/ckm/#showProject_1051.61.28



CSR4/HighMed Genetic variants



GA4GH and Phenopackets



SOCIAL INFORMATION







✅ Social summary

✅ Housing summary

✅ Housing record

✅ Occupation summary

✅ Occupation record

✅ Communication capability

✅ Interpreter request

✅ Translation requirement

✅ Language

✅ Religious affiliation

✅ Gender

💬 Education summary

💬 Education record

✏️ Income

✏️ Social network

✏️ Dwelling

✏️ Living arrangements

✏️ Nutrition



CHALLENGES GOING 
FORWARD



From frontline to analytics 

Frontline data formats   ⇏

analytics/research/registry formats

● open vs. closed questions
○ questionnaires

○ “Diagnosis”: Diabetes 

○ “Diabetes” : “yes”;”no”

● AORTIS
○ Feblowitz: Summarization of clinical information: 

a conceptual model

● Need for quality curation



100K Genomics: “Duration of HRT”

“HRT”

“Climesse”



LHCRE and Data lakes?





How many children under 18 years of 
age live in the same dwelling unit as 
the patient?

Number of own children

0-6 years 7-12 years 13-17 years

Number of others’ children

0-6 years 7-12 years 13-17 years



Continuous
improvement

Standard

Standard





Principles for modelling the clinical world

● Low participation threshold

● Changeability

● Governance

● Vendor independence

● Sharing and free licences

● Use case independence



● Gradually and step by step 
instead of all in one go

● Constant maintenance 
instead of 5 year revision 
cycles

● Careful selection of what to 
standardise and what not to

● Some standardisation is 
infinitely better than no 
standardisation

Pragmatic 
standardisation

Photo: Haukeland University Hospital https://www.flickr.com/people/haukeland/

https://www.flickr.com/people/haukeland/
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Oh Glasgow...



The Borg CR10 Scale:
‘Spinal tap’ edition


