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Mitochondrial Disease Communlty Reglstry

www.umdf.org/registry

Who?
Patients, caregivers & family members
Confirmed diagnosis NOT required

Why?
Need patient data collected over time in order to
improve diagnoses and develop treatments

Key
Registrants have full control of privacy settings S
e Allow, deny or “ask me”
e Who can see anonymous data —
* Who can analyze anonymous data | A
e Who can contact you about research studies = = ow
and clinical trials
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MDCR Current Status

% Registrants

e June 2019: ~2,500 registrants 25 = Affected
e Single static survey . W Careglver
Family

— ~100 Q’s/~50K Responses
: . Biological Gender
— Baseline demographics

— Diagnostic State Male
— Opinions on patient-centered Female

drug development 0 20 40 60 80

* |nternational: 46 countries represented!
— ~90% from the US
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Presenter
Presentation Notes
Focus on information that will foster therapeutic development
Mitochondrial disease is highly variable and it will be impossible to collect all possible interesting data.
Rather, given the current state of knowledge and research priorities, what are the most important pieces of information that patients can provide to facilitate current and near-future research efforts (e.g. next 12-18 months)?
Focus on information that can be BETTER reported (or ONLY reported) by the patient (versus their doctor)
For example, recommend not asking patients to report specific laboratory values, drug therapies (name of drug, dosing, etc.), or other clinical findings from MD-prescribed assessments.
Maximize longitudinal participation by minimizing patient burden and emphasizing key data of clinical interest (i.e., “pack light”)
Longitudinal information is critical, so we must find a balance between the breadth of signs, symptoms, and other information requested from the patient and the level of detail that we collect for each patient reported item
Assume we can identify cohorts of patients for more in-depth study of emerging data trends
We will have the opportunity to identify patient cohorts who share common signs, symptom, or other information and to follow-up for more specific details or to perhaps design a well-controlled study.


MDCR Data Snapshots

Self-Reported
Diagnostic State

M Definite
M Probable
Not

Classified
M Possible

m Unlikely
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Sample of Mitochondrial Disease Types Currently
Represented in MDCR

Mitochondrial DNA Mutation Syndromes
LHON, LHON+, MELAS, MERRF, MIDD, MILS, NARP

Mitochondrial DNA Deletion Syndromes
CPEO, KSS, ADOA

Nuclear Gene Disorders
Leigh’s, MNGIE, Alper’s, SANDO

Biochemical Disorders
Complex |, Complex II, Complex Ill, Complex IV,
Complex V, CoQ Deficiency

System-Based Disorders
Encephalomyopathy, Encephalopathy,
Mitochondrial Myopathy
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Near-Term Growth Initiatives

* [nter-connectivity
— Ensuring MDCR can connect/share with other data
repositories
e Data Collection Diversification
— Longitudinal Patient-Reported Outcomes
— Patient Genetic Data
— Patient Biosamples & Virtual Repository

e Globalization

— Establishing a network platform with international PAG
partners

* Ensure we are identifying and characterizing as many patients as
possible to improve readiness for clinical trials
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