The 2008 International Conference on Rare Diseases and Orphan Drugs (ICORD) was held in Washington D.C. on May 20-22. It was held in conjunction with the National Organization for Rate Disorders (NORD) and their Corporate Council as part of the 25th anniversary of the Orphan Drug Act and the 25th anniversary of the establishment of NORD. The overall aim of the ICORD conference was to develop constructive international collaborations that would result in true advantages for patients with rare diseases. There were attendees from more than 20 countries and 4 continents. The conference provided individual presentations on Tuesday and Wednesday. On Thursday, breakout panels were conducted, followed by brief reports from each of the 4 panels. Separate sessions were held on numerous projects to link discoveries from academic institutions with the pharmaceutical, biotechnology, and medical devices industries; efforts to link patients to research studies and treatment centers; a look at research methodology and statistical considerations for clinical trials with small patient populations; presentations on national plans for rare diseases research and orphan products development that have been developed by several countries, including a look at global policy issues related to rare diseases; and issues related to meeting patient and family informational, psychological, and social needs across the life span as well as appropriate access to health care resources; a discussion of the World Health Organization (WHO) procedures for the International Classification of Diseases and the new initiative to provide an emphasis on rare diseases in this classification. The WHO with a tentative timeline and approval date of 2014 has held coding and Classification workshops. Phase I is the Collection of data necessary for classifying diseases; Phase II is the analysis of data to define classification approach; Phase III is Document true mistakes in ICD10; and Phase IV is to Propose a new Classification. In this presentation, Amyloidosis was grouped with other systemic diseases in Phase III under the heading of Problematic Groups of Diseases. It is listed as a metabolic disorder in E85 and Mediterranean fever is listed as Non-neuropathic heredofamilial Amyloidosis in metabolic disorders. Correcting such mistakes is a goal of this study.


A rare disease is generally considered to have a prevalence of fewer than 200,000 affected individuals in the United States. Currently there are between 5,000 and 7,000 rare diseases worldwide. These figures varied from speaker to speaker, and country to country. Since the inception of the Orphan Drug Act in 1983, 326 new drugs have been approved and 1,800 drug designations that have not been approved. Reasons for drugs not gaining approval varied from lack of funding or expertise in certain areas of drug development, to companies closing or being resold.

Amy Marcus, a Pulitzer Prize winning health writer from the Wall Street Journal, made a presentation to the attendees concerning the aspects of promoting your disease by utilizing the news media and the benefits that can result from such coverage. Among the benefits are: new patients get diagnosed, those already diagnosed are helped by the increased awareness, the public becomes more familiar, fundraising is increased, local doctors learn about the disease, researchers become interested, and drug development companies may be attracted.  In approaching your local media you must first consider, why does the world want to know about your disease? There must be a humanity aspect to the story to draw readers. If possible, identify a famous person that has been effected by the disease. Repeated exposure of the disease via TV, movies or telethons is especially helpful. Contact your local health writers in advance of any known upcoming national exposures, and then encourage your members to tell their stories to the local press. Make your organization the “expert group’ to go to for quotes or information about your disease.  Ask your Medical Advisory Committee to make presentations at conventions; physicians listen to other physicians! Some well-known rare diseases are Multiple Sclerosis, Cystic Fibrosis, ALS (Lou Gehrig’s Disease), Tourette’s Syndrome, Duchenne Muscular Dystrophy and Neurofibromatosis (Elephant Man’s Disease). 

Patient registry was a hot topic item for this conference. These registries can provide a means for communication and recruitment into clinical research studies. As a result of tracking the actual number of patients that are affected by a certain disease, researchers and drug manufacturers may also become interested in finding treatments for those patients.

On the closing day of the ICORD, I participated in one of four separate panel discussions. My panel covered: The Roles of Patient Organizations as an Advisory Council at the National Level; Standards of Care for Treatment of Rare Diseases; The Future Role of Information Centers and Help Lines; Newborn Screening; The Need for Standardization of Patient Registries; and Do Patients and Families Understand the Information They Obtain from Sources of Rare Diseases and Orphan Products? Each panel will continue to work on their topics over the coming year via email contact with each other. These topics will comprise the agenda for the next ICORD meeting to be held in Rome, Italy in 2009.
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Websites of Interest

National Institutes of Health -website to foster non-profits

www.ott.nih.gov/rd
NORD 

www.rarediseases.org
NORD genetic counselors



NORD nurse

genetic_counselor@rarediseases.org


RN@rarediseases.org
The Genetic and Rare Diseases Information Center (GARD)-Provides free access to accurate, reliable information about genetic and rare diseases. Provides both individualized assistance in finding information to patients and families, health professionals, and other interested parties and generalized information on the Web based on public inquiries. Call 888-205-2311, M-F, from noon to 6 PM EST or email GARDinfo@nih.gov.      http://rarediseases.info.nih.gov/GARD/
Rapid Access to Interventional Development, The NIH-RAID Pilot Program-This program is intended to reduce some of the common barriers between laboratory discoveries and clinical trials for new therapies. They provide services to approved projects through access to the extensive NCI contract network. Its services are intended for use by academic discovery laboratories and not-for-profit organizations. Domestic and foreign institutions are eligible. They have money to spend and need proposals! 

http://nihroadmap.nih.gov/raid/

Registry Guidelines-the how to’s of building a patient registry

www.ahrq.gov
Genetic Alliance-Disease info search

www.ncbi.nim.nih.gov
Resource Repository-resources for advocates, patient registries

www.wikiadvocacy.org
ICORD

www.icord.se
Wikigenetics-provides credible and up-to-date information on human genetics. It is a web-based encyclopedia on human genetics for the public. The content is generated by users who are allowed to view and to edit pages, frequently geneticists as well as members of lay advocacy groups. The site was initially created by Genetic Alliance in 2007 and has an advisory and editorial board. 

www.wikigenetics.org
GENETests-Information resource for healthcare providers (located at University of Washington, Seattle) to help integrate genetic services into patient care.

www.genetests.org
Human Genome Variation Society

www.hgvs.org
Genetic Testing Reference Materials (GeT-RM)-Wants patient participation

http://wwwn.cdc.gov/dls/genetics/rmmaterials/default.aspx
The Emory University CETT Program (Collaboration Education and Test Translation Program)-This program promotes the development of new genetic tests for rare diseases and facilitates the translation of genetic tests from research labs to clinical practices.

www.cettprogram.org
PatientsLikeMe-Founded in 2004 by three MIT engineers whose collective experience spans from running the world's only non-profit biotechnology laboratory to large-scale online commerce applications, PatientsLikeMe is a privately funded company dedicated to making a difference in the lives of patients diagnosed with life-changing diseases. Our personal experiences with ALS (Lou Gehrig's disease) inspired us to create a community of patients, doctors, and organizations that inspires, informs, and empowers individuals. We're committed to providing patients with access to the tools, information, and experiences that they need to take control of their disease.

http://www.patientslikeme.com/

Undiagnosed Disease Program at the National Institutes of Health

Patient Recruitment Call Center 1-866-444-8806 (to be eligible you must be 6 months old, have a disease or condition that remains undiagnosed despite ongoing care and follow up by a physician or other health-care provider and be able to travel) 

http://rarediseases.info.nih.gov/Undiagnosed
Office of Dietary Supplements

http://ods.od.nih.gov
www.cdc.gov/nchs/
ORPHANET

www.orpha.net

Swedish Database

www.socialstyrelsen.se/en/rarediseases
Steering Committee Orphan Drugs-Netherlands

www.orphandrugs.ni
