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Please complete this lay-oriented grant abstract form which will be published on the CRF web site and in the CRF Star Facts with announcement of your award.  Please do not exceed 350 words total.  Please submit this form to us as a Word file. 

_____________________________________________________________________________

Principal Investigator (s):  

Angela Ballantyne, Ph.D, Principal Investigator; Doris Trauner, M.D., Co-Investigator
Project Title:

Patient-Reported Outcome and Health-Related Quality of Life in Adults with Cystinosis: A Study Utilizing the NIH “PROMIS” 
Objective/Rationale: Please write a lay-oriented statement of the scientific rationale for this project.  Approximately 75-85 words.
The objectives of the proposed study are to (1) gather vital information on patient-reported outcome and quality of life in the ever-growing population of adults with cystinosis, and (2) gather information on the final illnesses and specific causes of death in adults who had cystinosis and passed away during the past 10 years.  This information can then be used as one method to weigh risks vs. benefits of emerging therapies, such as stem-cell therapy.
Project Description: Please write a brief, lay-oriented description of how you will carry out the project.  Approximately 125-130 words.
Study participants will be at least 50 adults (ages 18 and older) diagnosed with cystinosis. (The goal is to obtain as many adults as possible, ideally more than 50.) This age group has been selected in order to examine outcome and quality-of-life in these individuals now that they are surviving well into adulthood.  This study will utilize a computerized online questionnaire, the Patient-Reported Outcomes Measurement Information System (PROMIS).  The PROMIS was developed as part of the NIH’s  21st century “Roadmap” for medical research, and is well validated and normed.  An additional subject group will be included as an ancillary part of this study.  Participants will be at least 20 parents (or nearest living relative) of individuals with cystinosis who died within the past 10 years.  Information on the patient’s final illness and cause of death will be gathered from parents/relatives.  
Relevance to the Understanding and/or Treatment of Cystinosis:  Please explain how the project will impact cystinosis treatment or increase our understanding of cystinosis.  Approximately 75 words.
Findings of the proposed study will contribute a quality-of-life dimension to the fund of intensive research needed to consider stem cell therapy as a viable treatment approach for cystinosis.  Moreover, the data will serve as a baseline from which future treatments/clinical trials for adults with cystinosis can be launched.

Anticipated Outcome:  Please write a lay-oriented description of what you expect to learn/discover.  Approximately 75 words.
The advent of renal transplantation and cysteamine therapy have served to extend the lifespan of individuals with cystinosis into adulthood, but they do not prevent the ultimate progression of the disease.  For this reason, it is important to learn about the longer-term effects of cystinosis on quality-of-life in adults with the disease, as well as the final illnesses and causes of death in this population.  This knowledge can then be used in the planning of and/or justification for emerging therapies and treatments for adults living with cystinosis.
