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[Y[3) Objectives of the UDN

1. Improve the level of diagnosis and care for patients with
undiagnosed diseases

2. Facilitate research into the etiology of
undiagnosed diseases

3. Promote an integrated and collaborative
community to investigate these difficult to
diagnose diseases

L Undiagnosed

Diseases Network

Solving Medical Mysteries Through Team Science




[[Z) Undiagnosed Diseases Program

- Began in May 2008

* NIH Clinical Center

« Thorough, one-week evaluations
* No cost to patients

 Un-insured and under-insured
patients welcomed
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[Y[3) UDN Data Sharing and Outreach

| W —-06 UDN Manual of
i - Operations (MOO) v
E . Matchmaker
* Network-wide Protocol Exchange
* Single (Central) IRB o
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N[5 UDN Participant Pages

Participant 005

On this page, you will find information about a UDN participant. We
are trying to find others with the same or similar condition. (Sharing

inf~rmation on this website is not a requirement of UDN
F
i sinant 001
participa

~~rintions about participants who give explicit

Participant 013

¢ ‘ maie,
syndrome IS a condition
2

1 e sY
fects, poor immu™
ding heart de
T R i
b rol
¢~ i Known as 224112

syndrome, andis typically caused by

deletion ©
ut testing for the
mother and sister are similarly affected, b
The participants

been negative.

Not Required for UDN Participation

To date 63 participants!  https://undiagnosed.hms.harvard.edu/participants




) Why Matching Matters: NACCH1

u Undiagnosed L —
Diseases Network o U OF Someone
< lea se contact us!

Male, age 20 months

CONTACT US

Symptoms:

* Seizures
* Cataracts
* Small head size (microcephaly)
* Global developmental delay




) Why Matching Matters: NACCH1

BAYLOR = SR

5 Participant Pages

i r@%e ° I
UITNdonosed  GeneMatcher  07®7ieeel{lizerncre || GENETICS

READY WITH ANSWERS

Individual 1 Individual 2 Individual 3 Individual 4 Individual 6 Individual 7

A Recurrent De Novo Variant in NACC1 Causes a Syndrome Characterized by Infantile
Epilepsy, Cataracts, and Profound Developmental Delay

January 26, 2017
The American Journal of Human Genetics




[Y[3) UDN Data Sharing and Outreach

ClinicalTrials.gov

https://undiagnosed.hms.harvard.edu/research/
publications_page

To date 28 publications!




mStatus of UDN Phase i

™

Renewed for another 5 years!

* Coordinating Center

-
S -

* (Clinical Sites
* Metabolomics Core

* Model Organisms Screening Center

* Sequencing Core

Upcoming Council Review in May 2018 L n
Anticipate award Fall 2018 Undiagnosed

Diseases Network
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