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The Undiagnosed Diseases Network International (UDNI) welcomes 
the entrance of a new journal, Rare-Open research in rare diseases, into 
the rare disease community. The primary aspiration of both the UDNI 
and the journal is that the relationship of the two entities will evolve 
into a synergistic collaboration to advance awareness, investigation, 
and treatment of rare and undiagnosed diseases.

The UDNI, modeled after the USA’s National Institutes of Health 
(NIH) Undiagnosed Diseases Program (UDP) [1,2] and Undiagnosed 
Diseases Network (UDN) [3,4], was established in 2014 with the 
support of the NIH Common Fund and the Wilhelm Foundation, an 
advocacy group for rare and undiagnosed disorders based in Sweden. 
The UDNI has held 11 international conferences from which have 
emanated a charter, best principles and practices, a Board of Direc
tors, several Committees (Membership, Program, Communications), 
and a handful of Working Groups (Data Sharing, Functional Studies, 
Patient Engagement, Diagnostics, Developing Nations). A website is 
managed out of the Istituto Superiore di Sanità / Italian National 
Institute of Health in Rome (https://www.udninternational.org/). 
The establishment of the UDNI was announced in a 2015 White Paper 
[5] and a 5-year follow-up was published in 2020 [6]. Current in
itiatives include the Diagnostic Working Group’s effort to provide a 
forum for discussion of undiagnosed cases that lack access to a UDP 
and a Developing Nations Working Group program to connect in
choate UDPs in Low- and Middle-Income Countries with other UDNI 
members’ programs. Specifically, the Champions Initiative, a joint 
effort of the UDNI and the Wilhelm Foundation, has already identified 
local leaders in four nations, i.e., Mali, Democratic Republic of 
Congo, Ghana, and Pakistan to serve as examples of how the UDP 
concept can be globally expanded.

The UDNI can contribute to several of the new journal’s aims. 
Network members have extensive expertise in genetic variant analysis, 
new DNA technologies, and clinical biochemical testing. As founders 
and leaders of undiagnosed diseases programs, they are at the forefront 
of rare disease diagnostics (Diagnostic Working Group), phenotypic 
expansions, new disease discovery, disease mechanism investigations, 
and gene function studies (Functional Studies Working Group). The 
UDNI’s reach is international (Developing Nations Working Group) and 
patient-oriented (Patient Engagement Working Group). The UDNI now 
has more than 130 members representing over 40 nations throughout 
the world. The Network is dedicated to implementing the principles 
recently elucidated by the United Nations General Assembly in its 
Resolution on People Living with Rare Diseases (Addressing the 
Challenges of Persons Living with a Rare Disease and their Families) [7]
recommending international collaborations to leave no person with a 
rare disease behind in the development of national legislation, regula
tions, policies, and responses to these actions and avoid limitations 
preventing individuals from reaching their full potential. The Primary 
mechanism for achieving this goal consists of sharing data, expertise, 
and resources. The UDNI now hopes to work with Rare-Open research in 
rare diseases to broadly disseminate information about rare and un
diagnosed diseases and to implement the UDNI goals.

UDNI Governing Board (Olaf Bodamer, Helene Cederroth, William 
Gahl, Roberto Giugliani, Eric Klee, Manuel Posada De La Paz, Olaf Horst 
Riess, Domenica Taruscio).

Declaration of Competing Interest

The authors declare that they have no competing interests.

https://doi.org/10.1016/j.rare.2023.02.002 

2950-0087/Published by Elsevier B.V.  This is an open access article under the CC BY license (http://creativecommons.org/licenses/by/4.0/). 

]]]] 
]]]]]]

⁎ Correspondence to: NIH Undiagnosed Diseases Programof Directorof the Clinical Director, National Human Genome Institute, National Institutes of Health, 10 
Center Drive, Bldg. 10, room 10C-103, Bethesda, MD 20892, United States.

E-mail address: gahlw@mail.nih.gov (W.A. Gahl).

https://doi.org/10.1016/j.rare.2023.02.002
http://www.sciencedirect.com/science/journal/29500087
https://www.journals.elsevier.com/rare
https://doi.org/10.1016/j.rare.2023.02.002
https://doi.org/10.1016/j.rare.2023.02.002
http://creativecommons.org/licenses/by/4.0/
http://crossmark.crossref.org/dialog/?doi=10.1016/j.rare.2023.02.002&domain=pdf
http://crossmark.crossref.org/dialog/?doi=10.1016/j.rare.2023.02.002&domain=pdf
mailto:gahlw@mail.nih.gov


References

[1] W.A. Gahl, C.J. Tifft, The NIH undiagnosed diseases program: lessons learned, JAMA 
305 (2011) 1904–1905.

[2] W.A. Gahl, T.C. Markello, C. Toro, K. Fuentes Fajardo, M. Sincan, F. Gill, H. Carlson- 
Donohoe, A. Gropman, T.M. Pierson, G. Golas, L. Wolfe, C. Groden, R. Godfrey, 
M. Nehrebecky, C. Wahl, S. Yang, A. Madeo, C.F. Boerkoel, C.J. Tifft, D. Adams, The 
NIH undiagnosed diseases program: insights into rare diseases, Genet Med 14 (2012) 
51–59.

[3] W. Gahl, A. Wise, E.A. Ashley, The undiagnosed diseases network of the NIH: a 
national extension, JAMA 314 (2015) 1797–1798.

[4] K. Splinter, D. Adams, C.A. Bacino, H. Bellen, J.A. Bernstein, A.M. Cheatle-Jarvela, 
C. Eng, C. Esteves, W. Gahl, R. Hamid, H. Adams, B. Kikani, D. Koeller, I. Kohane, 
B.H. Lee, J. Loscalzo, X. Luo, A. McCray, T.O. Metz, J.J. Mulvihill, S.F. Nelson, 
C. Palmer, J.A. Phillips III, L. Pick, J. Postlethwait, C. Reuter, V. Shashi, D. Sweetser, 

C. Tifft, N. Cheatle-Jarvela, M. Wangler, M. Westerfield, M. Wheeler, A. Wise, 
E. Worthey, S. Yamamoto, E.A. Ashleyfor the Undiagnosed Diseases Network, Effect 
of genetic diagnosis on patients with previously undiagnosed disease, N Engl J Med 
379 (2018) 2131–2139.

[5] D. Taruscio, S.C. Groft, H. Cederroth, B. Melegh, P. Lasko, K. Kosaki, G. Baynam, 
A. McCray, W.A. Gahl, Undiagnosed diseases network international (UDNI): white 
paper for global actions to meet patient needs, Mol Genet Metab 116 (2015) 
223–225.

[6] D. Taruscio, G. Baynam, H. Cederroth, S.C. Groft, E.W. Klee, K. Kosaki, P. Lasko, 
B. Melegh, O. Riess, M. Salvatore, W.A. Gahl, The undiagnosed diseases network 
international: five years and more!, Mol Genet Metab 129 (2020) 243–254.

[7] United Nations, Resolution adopted by the General Assembly on 16 December 2021, 
2021 available at 〈https://rdd.tibushost.com/wp-content/uploads/2022/01/Final- 
UN-Text-UN-Resolution-on-Persons-Living-with-a-Rare-Disease-and-their-Families. 
pdf〉.

W.A. Gahl, O. Bodamer, H. Cederroth et al.                                                                                                                                                              Rare 1 (2023) 100002

2

http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref1
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref1
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref2
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref2
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref2
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref2
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref2
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref3
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref3
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref4
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref5
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref5
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref5
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref5
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref6
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref6
http://refhub.elsevier.com/S2950-0087(23)00002-9/sbref6
https://rdd.tibushost.com/wp-content/uploads/2022/01/Final-UN-Text-UN-Resolution-on-Persons-Living-with-a-Rare-Disease-and-their-Families.pdf
https://rdd.tibushost.com/wp-content/uploads/2022/01/Final-UN-Text-UN-Resolution-on-Persons-Living-with-a-Rare-Disease-and-their-Families.pdf
https://rdd.tibushost.com/wp-content/uploads/2022/01/Final-UN-Text-UN-Resolution-on-Persons-Living-with-a-Rare-Disease-and-their-Families.pdf

	Position paper of the undiagnosed diseases network international with respect to the establishment of the journal Rare-Open research in rare diseases
	Declaration of Competing Interest
	References




