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Clinical Suspicion is a Key Barrier to Treatment in PNH 

Jenny, 38: Undiagnosed PNH (paroxysmal nocturnal haemoglobinuria) 

1 2

Early signs Cause missed High burden Poor outcomes
.

Case identified Diagnosed Optimal 

management & 

outcomes
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TYPICAL USE CASE: IMPROVED SPEED TO DIAGNOSIS 6*Mock patient story. Based on real patient journeys.
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EHRs Scanned, Case 
Reports Generated

Digital Clinical 
Review

Patient 
Outreach

Referral & 
Testing

Outcomes generated to support health system change
SOLUTION OVERVIEW

MendelScan
Asynchronous, multi-disease, case-finding platform - class I medical device (MDD)



MendelScan 
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Patient Cohorts and Algorithm Performance
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PERFORMANCE



NHS AI Award
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MendelScan - An innovative AI case-finding platform to accelerate the diagnosis of rare 

diseases using primary care electronic health records

Apr 2023 to Nov 2024

Aim: To evaluate for indications that MendelScan can:

● Reduce time-to-diagnosis

● Increase overall diagnosis rates

● Reduce avoidable healthcare activity associated with the pre-diagnosis phase 

● Be implemented practically, ethically and affordably

NHS AI in Health and Care Award

18-Month evidence generation project, fully funded by the Department of Health and Social Care
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1. Retrospective validation: Large scale validation on 23m NHS anonymised primary care 

patient records

2. Implementation research: Various smaller studies: 

a. Public sentiment survey

b. Patient acceptability

c. Clinician acceptability and usability

d. Health resource impact modeling

3. Real-world deployment: MendelScan deployed on 725,000 primary care records in NHS GP 

practices

NHS AI in Health and Care Award

We’re building three evidence layers required for nationwide NHS commissioning and adoption

$341B 
by 2027
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WP2: Analytical ValidationWP2: Analytical Validation

1. Retrospective case-control study

2. All cases, 2-million controls

3. 42 algorithms (34 diseases)

4. Lots of considerations…
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WP2: Analytical ValidationWP2: Analytical Validation
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WP2: Analytical Validation - PublicationWP2: Analytical Validation - Publication
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WP2: Analytical Validation - Equality (AAT)WP2: Analytical Validation - Equality (AAT)
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WP3: Public and NHS Acceptance WP3: Public and NHS Acceptance 

● Public sentiment survey

● NHS stakeholder engagement (focus group)
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WP3: Public AcceptanceWP3: Public Acceptance
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WP3: Public Acceptance WP3: Public Acceptance 

254
Respondents

93%
Endorsed the use of EHR data to 

identify undiagnosed rare disease 

patients

90%
Anticipated feeling grateful that 

their health data had been 

included 
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WP3: Public Acceptance WP3: Public Acceptance 
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WP4: Clinical Utility and Cost Effectiveness ModellingWP4: Clinical Utility and Cost Effectiveness Modelling
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WP5: Real-world deploymentWP5: Real-world deployment

● Algorithms for 32 diseases were deployed on 720,000 primary care patients in 54 GP 

practices

● 262 patients flagged, 244 reviewed

● 1 in 2 flags received positive clinical feedback

● 1 in 3 reports expected to lead to clinical action (incomplete data)

● In the reporting timeframe: 32 patients (13%) recontacted and referred
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End of Project DecisionEnd of Project Decision

● This AI Award Project produced valuable evidence, and progressed MendelScan’s 
accordance with the NICE Evidence Framework for digital health tools

● Many disease algorithms performed highly; impressive analytical performance on research 

data, significant patient and NHS benefit projected (with low implementation outlay), and real 

world performance with positive clinical feedback and high action rates. These disease 

algorithms would merit wide-scale adoption in the NHS and future algorithms, which 

perform well, should be considered under similar circumstances.



5. Oncology algorithms: Inherited cancer syndromes & others…5. Oncology algorithms: Inherited cancer syndromes & others…

3.   Alternative data access3.   Alternative data access

2.   Expansion into further primary care practices / networks2.   Expansion into further primary care practices / networks

1.   AI Award Project1.   AI Award Project

4.   Phenotype-driven algorithms: IBD, Epilepsy and IRD4.   Phenotype-driven algorithms: IBD, Epilepsy and IRD

GMSA GAIN - WP3Bi
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Thank you

peter@mendelian.co
mendelian.co
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