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Community Introduction



2

Our mission

Use the power of shared experiences to provide relief to patients and 

families navigating rare and complex conditions

To do this, we amplify the rare disease experience using health data to:

- Empower patient to better their care and help one another

- Accelerate research for treatments and cures
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There is immense value in the 

medical record, but those are 

trapped in various institutions

Patient-reported 

information

Genetic testing 

results

Longitudinal/

outcomes data

Medical/hospital 

records/EMR

Imaging/scans

Pharmacy/PGx

Polygenic risk 

scores

Difficult to get access to all of 

your medical records to help 

inform your own care

There is no single longitudinal 

view of the patient’s care

Confidential

Valuable patient data is trapped
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It can take years to 

collect enough data to 

understand the 

disease and how it 

evolves over time

Expensive and 

difficult to execute in 

rare disease

Participants have to 

travel to a clinic for 

data collection

Traditional models are falling short

$2.3B 10+ y $1 Trillion95%
Average cost of 

drug development
Time to develop 

successful therapy
Rare Diseases have 

no treatment
Economic cost of 379 

rare diseases 
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Get access to all your medical data in one place and 
digitally power research, all with your consent

We’re here to change that
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Two-sided platform where patients and caregivers have the power to share real world 

data and receive benefits 

Pharmaceutical Companies

Patient advocacy 

groups

Research 

institutions

Care teams

Clinicians

Genetic data

Medical records / EMR

Imaging & scans

Surveys

Claims and prescription

Designed with the needs of families and advocacy groups at heart
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Upload to the 

patient’s digital 

account

De-identify and share 

consented data to 

drive research

Collect a patient's 

health data

Codify and structure 

the data

How does it work?
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Patients are partners

○ Citizen users “own” their data 

and direct who it is shared with

○ All medical records & annotated 

data are made available to users

○ Business model supports 

revenue sharing with participants 

& advocacy groups, in 

compliance with relevant law

Research ethics prioritized

○ De-identified Citizen data is 

only shared with the express 

consent of participants

○ All use of Citizen data must be 

covered by the participant’s 

consent

○ All use of Citizen data must be 

reviewed by an IRB

Patients are partners! And we are committed to you



Benefits to patients

● Easiest way to power research

● Access all your medical records in one 

place

● More control and understanding of your or 

your loved one’s healthcare

● Help build important natural history 

research for your condition
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We have partnerships with over 80 patient advocacy groups, 70% of which have come to us organically.

Confidential

80+ advocacy group partners, and we are just getting started
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○ Established broad relationships with healthcare 

providers across the US, where we have retrieved 

medical records from >3,000 unique institutions or 

offices

○ Records encompass all data generated and stored 

within the EHR, and can include images and recordings

○ Collection follows the patient throughout their journey; 

on average, medical records are obtained from multiple 

providers per patient

Comprehensive and longitudinal medical record collection

Map generated using Datawrapper1 1https://app.datawrapper.de/. 

Medical records retrieved from >3,000 unique institutions



12
www.citizen.he

alth

Pre clinical: characterize the condition and design a more 

effective study

Help researchers understand diagnosis and symptoms that can 

help design more effective models and studies

What is my patient population experience and what percent are 

experiencing them? 

Most common diagnoses Most common presenting diagnoses

Presenting diagnoses in Rett Syndrome
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Pre clinical: Identify drug development opportunities

Generate a deeper understanding the 

treatment landscape and opportunities

What are the most common symptoms that 

are not being addressed by today’s therapies?

Our Mission
SYNGAP1: categorized medication indications

SYNGAP1: categorized diagnoses 

Movement disorders a 

common symptom, but 

few correlating therapies



Pre clinical: Identify drug development opportunities

Generate a deeper understanding the treatment landscape and 

opportunities

What are the most common symptoms that are not being addressed by today’s 

therapies? What may be a good endpoint?

Our Mission



Citizen enables immense research acceleration

Example Manuscripts

● Characterizing a rare neurogenetic disease, SLC13A5 citrate 

transporter disorder, utilizing clinical data in a cloud-based 

medical record collection system (2023)

● Delineating clinical and developmental outcomes in STXBP1-

related disorders (2023)

● Increasing Clinical Trial Participation of Black Women 

Diagnosed with Breast Cancer (2024)

● Comprehensive phenotypes of patients with SYNGAP1-

related disorder reveals high rates of epilepsy and autism

(2024)

● Autism gene variants disrupt enteric neuron migration and 

cause gastrointestinal dysmotility (2024)

● Validation and clinical discovery demonstration of breast 

cancer data from a real-world data extraction platform (2024)

Example Research Posters

● Comparing phenotypes across five developmental and 

epileptic encephalopathies (DEEs) through evaluation of 

2490 patient data years (2022)

● SYNGAP1-related disorder genotype-phenotype analysis 

through a digital registry (2023)

● A novel patient-centric longitudinal data registry platform 

generates insights into real-world cholangiocarcinoma 

(CCA) clinical practice (2023)

● A Novel Relationship between Interictal Epileptiform 

Discharge Burden and Gross Motor Developmental Delay 

in SCN2A Developmental and Epileptic Encephalopathy

(2023)

● Expanding the phenotype of CHD2-related disorders 

through 97,010 phenotypic annotations (2023)

● Patient characteristics, treatment patterns, and outcomes 

in patients with cholangiocarcinoma (2024)

https://www.frontiersin.org/journals/genetics/articles/10.3389/fgene.2023.1109547/full
https://www.frontiersin.org/journals/genetics/articles/10.3389/fgene.2023.1109547/full
https://www.frontiersin.org/journals/genetics/articles/10.3389/fgene.2023.1109547/full
https://academic.oup.com/brain/article/146/12/5182/7439358?login=false
https://academic.oup.com/brain/article/146/12/5182/7439358?login=false
https://link.springer.com/article/10.1007/s40615-023-01644-z
https://link.springer.com/article/10.1007/s40615-023-01644-z
https://onlinelibrary.wiley.com/doi/10.1111/epi.17913
https://onlinelibrary.wiley.com/doi/10.1111/epi.17913
https://www.biorxiv.org/content/10.1101/2024.05.28.593642v1
https://www.biorxiv.org/content/10.1101/2024.05.28.593642v1
https://academic.oup.com/jamiaopen/article/7/2/ooae041/7676015?searchresult=1&login=false
https://academic.oup.com/jamiaopen/article/7/2/ooae041/7676015?searchresult=1&login=false
https://drive.google.com/file/d/1fqq5jScb-xkz2Je5kSY9fNQ7BSJTTRZa/view
https://drive.google.com/file/d/1fqq5jScb-xkz2Je5kSY9fNQ7BSJTTRZa/view
https://drive.google.com/file/d/1fqq5jScb-xkz2Je5kSY9fNQ7BSJTTRZa/view
https://drive.google.com/file/d/1Ebsel3WQpRnLihFZP0fE8YsULX49i2sv/view
https://drive.google.com/file/d/1Ebsel3WQpRnLihFZP0fE8YsULX49i2sv/view
https://drive.google.com/file/d/18yYoFVxSj8uql5p_Aosj6xaSZtSfDyHJ/view
https://drive.google.com/file/d/18yYoFVxSj8uql5p_Aosj6xaSZtSfDyHJ/view
https://drive.google.com/file/d/18yYoFVxSj8uql5p_Aosj6xaSZtSfDyHJ/view
https://drive.google.com/file/d/1mx3sgvRiu9N7vGjDxZiGNODVgOhLnOhT/view
https://drive.google.com/file/d/1mx3sgvRiu9N7vGjDxZiGNODVgOhLnOhT/view
https://drive.google.com/file/d/1mx3sgvRiu9N7vGjDxZiGNODVgOhLnOhT/view
https://drive.google.com/file/d/1RWZLb2wSIH8uKCww2EQF1qfcHmBNZiKC/view
https://drive.google.com/file/d/1RWZLb2wSIH8uKCww2EQF1qfcHmBNZiKC/view
https://drive.google.com/file/d/1lwSF0jADOSI3DFPOlupds7IeiKgdLYku/edit
https://drive.google.com/file/d/1lwSF0jADOSI3DFPOlupds7IeiKgdLYku/edit


Hear from our patients and families

citizen.health
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