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 Established in 2014

 The major aims is to provide diagnosis to patients and to foster research
on novel diseases, their mechanisms, and their pathways.

 UDNI involved originally Austria, Bulgaria, Hungary, Italy, United States
and Sweden.

 A continuously growing number of countries is joining the network

UDNI Background

www.iss.it/web/iss-en/rare-diseases



UDNI: 
the first Conference in 

Rome (2014)
and 

the we published the 
white paper (2015)
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 To improve the level of diagnosis and care for patients with UND through the
development of common protocols designed by a large community of investigators.

 To facilitate research into the etiology of undiagnosed diseases, by collecting and
sharing standardized, high-quality clinical and laboratory data, including genotyping,
phenotyping, and documentation of environmental exposures.

 To create an integrated and collaborative community across multiple Countries and
among laboratory and clinical investigators prepared to investigate the pathophysiology
of these newly recognized and rare diseases.

 TO SHARE: Best practices, protocols, consents, phenotypes, genomic data, functional
analyses and models, knowledge management tools

UDNI AIMS
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UDNI is partially modelled after the NIH UDN and its Manual of Operations, a handbook
that details the network’s research procedures and facilitates consistency across all
participating institutions.

 The UDNI consists of a Governing Board and Members.

Specific Committees and Working Groups are established to work on specific issues of
interest

 A dedicated web site
www.udninternational.org

Governance
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UDNI PRINCIPLES UDNI IMPLEMENTATION APPROACHES

1
Engage centers with experience in undiagnosed 
and rare diseases

Open membership to clinical and non-clinical members from around the world who are conducting undiagnosed diseases
research.

2 Foster a collaborative research community Hold periodic face-to-face meetings in international venues.

3 Establish a cooperative governance structure Develop a process for membership involvement in key UDNI-wide decisions.

4 Design common research procedures Clinical and basic research adheres to specific procedures (Applications, Evaluations, Sequencing).

5 Provide a high-quality patient evaluation Establish UDNI-wide clinical and phenotypic evaluation methods and guidelines for patient acceptance.

6 Provide a high-quality patient experience Acquire feedback from patients

7
Collect data in accordance with recognized data 
standards

Annotate clinical data with Human Phenotype Ontology. Follow international standards for human genomic data sharing.

8 Protect patient data Develop and use accepted informed consent procedures, according to international standards for protecting research
participants.

9 Expect broad data sharing Share data both within and outside of the UDNI partner (Data Sharing).

10 Stimulate dissemination of research results Publish research results. Develop policies for UDNI-wide publications.

11 Ensure a high-functioning network Establish formal procedures for monitoring the progress of the UDNI.
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1st UDNI conference September 2014, Rome 2nd UDNI conference June 2015, Budapest 3rd UDNI conference February 2016, Wien

4th UDNI conference November 2016, Tokyo 5th UDNI conference August 2017, Stockholm

7th UDNI conference April 2019, Dehli, India 8th UDNI conference February 2020, The Netherland

9th UDNI conference April 2021, Mayo Clinic, Minnesota USA

6th UDNI conference June 2018, Naples

Turin 10th UDNI conference,  31 January – 1 February, 2022



https://www.udninternational.org/schede-10-groups_with_udn_programs_activities_ongoing



UDNI Program Committee Group: linking the Program to a scientific meeting is considered beneficial

UDNI Communication Group: to coordinate UDNI information transfer; to provide information on how to apply to the UDNI, to
coordinate and publish the UDNI newsletter.

UDNI Membership Committee: reviewes all applications for membership and accept new members on a rolling basis.

UDNI Functional Study Group: to help clinicians find research collaborators and to submit cases to experts for opinions

UDNI Data Sharing Group: to make recommendations regarding UDNI sharing that involves rules of submission, storage and access.

UDNI Patient Engagement Group: to provide a patient perspective to issues like data sharing and to offer clarity and transparency.

UDNI Genetic Counseling Group: to address the genetic counseling needs of patients and their families who participate in an
Undiagnosed Diseases Program.

UDNI Educational Group: to address educational issues related to undiagnosed diseases

UDNI Developing Countries Group: to address the issues (difficulties and opportunities) for providing diagnoses to patients with
undiagnosed and rare diseases in Developing Countries

UDNI specific Groups
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On line application
for clinicians, 
researchers and 
patients

www.udninternational.org



UDNI Participating
Countries

(2014 – 2021)
www.udninternational.org
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ARGENTINA

AUSTRALIA

AUSTRIA

BELGIUM

BELGUIM

BRAZIL

BULGARIA

CANADA

CHILE

CHINA

ECUADOR

FRANCE

GEORGIA

GERMANY

GHANA

HONG KONG

HUNGARY

INDIA

ISRAEL

ITALY

Countries:  10 in 2014 > 39 in 2021
JAPAN

KOREA

MALI

MEXICO

NEW ZELAND

PAKISTAN

PHILIPPINES

SAUDI ARABIA

SERBIA

SINGAPORE

SOUTH AFRICA

SPAIN

SRI LANKA

SWEDEN

SWITZERLAND

THAILAND

THE 
NETHERLANDS

TURKEY

USA



UDNI PATIENTS ASSOCIATIONS
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UDNI PATIENTS ASSOCIATIONS

www.udninternational.org
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A new web area totally 
dedicated to Patients.

www.udninternational.org
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This area is totally compliant with the European General Data Protection Regulation (GDPR, art. 
13 EU Regulation 2016/679) and to its Privacy Code (as amended by European Legislative 
Decree 101/2018).
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ATTACHMENTS (new version with DPO consent to be used for UDNI purposes)
Ethic Informed Assent; Wilhelm Foundation Privacy; Informed consent for publication of patient images
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Pictures of URD patients coming from Wilhelm Foundation are posted on the front page of the website with the aims to 
illustrate, to study, to improve knowledge and (hopefully) to reach a diagnosis to Patients with an unsolved condition. 

 Forty-eight patients need for a definitive diagnosis.
 Images are rotating at least once a week to change their position in 

the website as well.

https://www.udninternational.org/en-ricerca_patients



https://www.udninternational.org/schede-154-edwin
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Global UDNI Network activity

Dark blu: very intense website activity
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https://www.facebook.com/udninternational/

https://twitter.com/UDNIss



UNDIAGNOSED DISEASE NETWORK 
INTERNATIONAL (UDNI)

STRATEGIC PARTNER OF MJC RUD

Working together:
in all UDNI activities

in the UDNI Working Groups
in other initiatives i.e. 
International Courses



Turin 10th UDNI conference,  31 January – 1 February, 2022
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