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Project Overview and Specific Aims
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.
Aim #1: The first aim of the proposed study is to provide vital information on patient-reported
outcome and quality of life in the expanding population of adults living with cystinosis.
Aim #2: Although treatment is serving to extend the lifespan of patients with cystinosis, there is
currently no available cure and the disease and/or its complications are fatal. A second aim of
this study is to gather information on the final illnesses and specific causes of death in adults
who had cystinosis and passed away during the past 10 years.
Aim #3: This study represents a 1-year extension of the original 1-year study, so that
information could be obtained from a larger and more representative sample of the cystinosis
population.
Progress in Meeting Aims of Study
Recruitment
We continue to identify and recruit participants for this study. We have been utilizing both our
group and individual contacts, including the following:
We have established alliances with numerous cystinosis and related groups or organizations,
both nationally and internationally. These include the Cystinosis Research Foundation (CRF);
Cystinosis Research Network (CRN); Cystinosis Foundation; Cure Cystinosis International
Registry (CCIR); NYU Emerging Adulthood Study; AIRG France; Cystinosis Australia (support
group & Facebook page); German, Brazilian, Italian, South African, Mexican, and Canadian
support groups/associations. Our approved recruitment advertisement is periodically sent to
these groups and organizations for posting/distribution, thereby reaching large audiences within
the cystinosis population.
In terms of recruitment of individuals we know to be eligible, we have identified potential
participants through cystinosis meetings and cystinosis media, including publicly available
websites and magazines/newsletters. We have also solicited participation from individuals who
indicated in advance that they would be interested in participating in this new study, and from
individuals in our research records from previous studies.
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Lastly, we have been following-up with individuals who indicated their intent to complete the
PROMIS questionnaire but who have not yet done so. Some individuals have found it difficult to
complete due to personal/medical demands. We have also been following up with parents/
nearest living relatives, several of whom have found it difficult to participate, and we are
attempting further outreach to enroll additional parents/nearest living relatives of deceased
individuals with cystinosis.
The outcome to date of these recruitment efforts is shown below:
Broad Advertising w/ Recruitment Ad

14 groups/organizations

Recruitment of Adults with Cystinosis
Number of cystinosis individuals who have completed
PROMIS
42 adults with cystinosis
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Number of cystinosis individuals who have been sent the link
but who have not yet completed the PROMIS
20 adults with cystinosis
Recruitment of Parents/Relatives
Number of parents/relatives we have personally contacted

7 parents/relatives

Number of parents/relatives who have completed PROMIS

2 parents/relatives

Number of parents/relatives who indicated intention of
participating but who have not yet done so
5 parents/relatives
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Participant Enrollment
As of 3-1-14, 42 adult participants with cystinosis completed the study (20 males, 22 females),
and 2 parents have completed the study. Preliminary data for the adult group follows.
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Preliminary Data for Adult Sample
The age range of the sample is 18 to 59 years old, with a mean age of 31 years. The data
presented below represent all participants, and summarize a sampling of the general indices
within the study. Once data collection is complete, more detailed data analyses will be
performed.
The tables and figures that follow show demographic information, compliance, other medical
diagnoses, and select quality of life indices.
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Future Plans
We plan to keep the study open for enrollment for an additional 4 months, during which time we
will continue to advertise and actively solicit participation from adults and parents/nearest living
relatives. The final 2 months will be a period for analyzing data, interpreting results, and
preparing a manuscript for publication.

