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CRN Family Conference Set for July 14 -16, )

2011 in San Francisco, California

The Cystinosis Research
Network is pleased to
announce its 2011 Fam-
ily Conference will be
held July 14 -16 at the
Hotel Nikko in San Fran-
cisco, California.  This
will be CRN's fifth

family conference,

with previous events
held in Orlando, Florida (2003), Salt Lake

City, Utah (2005), San Antonio, Texas

(2007) and Atlanta, Georgia (2009).

Please plan to join us as we demonstrate

how CRN is building a "Bridge to the Future"
through our support of the Cystinosis com-

munity through Research, Family Support

and Education and Awareness efforts. You'll
learn about new research findings, receive
updates on cystinosis and rare disease or-
ganizations from around the world, meet

and renew friendships with our inspirational
families, have the opportunity to participate in
research studies, and interact one on one with
many of the world expert clinicians treating and
researching cystinosis today.

Continued on page 3

Cystinosis Research Network Awards NIH
Cystinosis Fellowship

The Cystinosis Research Network is pleased the NIH, National Human Genome Research
to announce that it has awarded its National Institute. She has experience in clinical and
Institutes of Health Cystinosis Fellowship to bench research in general and biochemical
Galina Nesterova, MD. William A. Gahl, MD, genetics (diagnosis and treatment of inborn
PhD, of the National Human Genome Re- errors of metabolism) in particular. Her ma-
search Institute, will direct the three -year jor interests are renal genetic disorders with
fellowship whose goal is to train an expert in focus on nephropathic cpst
nephropathic cystinosis at the NIH. The in- syndrome and nephrocalcinosis. Under Dr.
tention of the fellowship is to provide the Gahl's mentorship, Dr. Nesterova hopes to
next generation with an authority in the dis- accomplish a wide range of objectives dur-
ease, a vitally important unmet need in the ing the fellowship including continuing clini-
community. Dr. Nesterova, who received cal evaluation of cystinosis patients at the

her initial medical training in Russia, cur-
ently serves as a Medical Genetics Fellow at Continued on page 3 )
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Cystinosis

Research Network

*denotes President Emeritus

Message from the President
Christy Greeley

By Christy Greeley
AiBridge to the Futureo

As we approach the holiday season, it is diffi-

cult not to reflect on the past year and give
thanks for the many bl es
new families diagnosed earlier, children receiv-

ing better treatment, adults living long and
productive |ivesémuch pr
tive research occurring
patients being diagnosed and treated appropri-
ately in countries acros
specialists committing to a career spent caring

for and researching cyst iPA% Q% BKAGIARCERYd mor e
families becoming advocates for their own chil-

dren and adults advocating for themselves. A real shift in not only the cystinosis com-

munity but also the greater community of rare disease has occurred over the past ten

years that our family has been touched by this disease.

With these accomplishments noted and appreciated, The Cystinosis Research Network

has made a concerted effort to search for the missing pieces. Which aspects of the
communityds needs are not being met? I'n the p
idea to establish an endowed clinical fellowship at the National Institutes of Health under

Dr. William Gahl to focus primarily on the care and research of patients with cystinosis.

We were fortunate to have Dr. Galina Nesterova accept the position this Spring.

It was also noted this year that as our children are being diagnosed earlier, treated

more effectively through adolescence and maturing into accomplished adults, there was
no existing reference for families and professionals to utilize in guiding them through the
journey of transition from pediatric and adult care. The Cystinosis Adult Care Initiative
group has been working for the past several months to address this issue.

Families continue to express their most pressing need as the ability to connect with
other cystinosis families. We look to expand the ways in which this can occur. We have
increased our support for local family gatherings this year and have begun work on our

biennial family conference to take place July 14 -16, 2011 in San Francisco, California.
We have added a link to the website where you can find information about other families
in your area ( http://www.cystinosis.org/families -in-your -area ). CRN also continues to

host our General Support and Teen Support Email lists as well as a Facebook Page and
Cause i these avenues for connection are essential daily meeting places for many in our
community. We view our role in facilitating the ability for the community to come to-
gether and share as one of our greatest and most vital accomplishments.

In this issue of The Cystinosis Advocate youdél | find more informat.i
above, as well as further updates from all of our standing committees, including:

Finance 1 CRN has completed our annual audit, which confirmed the financial health of
our organization. Jeff Larimore has accepted the position of Treasurer, taking over from
Brittney LeBeau, who stepped down from the position this summer after four years of
dedicated service. = CRN's support comes from a wide range of individuals and compa-
nies, without whose generosity CRN would not be able to function.

Research 7 New and promising research is being funded by CRN. Look for updates in
this newsletter on current progress. Announcements regarding newly funded research
projects will be available soon.

The Cystinosis Advocate
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Please check out the CRN website for the newly added Article Library, a bibliography of many critical research
and reference articles about cystinosis for families and professionals.

This issue includes a summary of the results of the Cystinosis Patient Survey, conducted this summer in conjunc-
tion with Sigma Tau Pharmaceuticals. Thanks to everyone who participated, the information gathered has en-
abled Sigma Tau to prepare for the anticipated approval and launch of the cysteamine eye drops in the very near
future.

Finally, the International Pediatric Nephrology Association meeting took place in August. CRN sponsored the

concurrent Cystinosis Symposium which attracted hundreds of participants from around the world. Information
from the event is included in this newsletter. The program book from the event can be accessed via the home
page of the website at http://www.cystinosis.org/filemanager/file/CRNProgramBookFINAL.pdf

Family Support T As mentioned, this issue contains information about the Cystinosis Adult Care Initiative, pho-
tos from this summero6s Family Gatherings, and other
our greatest focus now. I n consideration of the
CRNb6s efforts to assist in the communityods
you will plan to join us next summer.

beauti fu
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growth, our the
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Education and Awareness TYou will find information on this committeebds a
cystinosis groups around the world, scholarship information, updates from our National Organization for Rare

Diseases board member Marybeth Krummenacker and more.

Finally, 16d |ike to welcome our new board members, Coll een Har
Larimore, Jenni Sexstone and Rich Jordan. All have already made significant contributions to CRN and the com-
munity and we thank them for their dedication and selflessness in their service on the CRN Board of Directors.

We remain dedicated to our mission of not only working to find improved treatments and an eventual cure for
cystinosis, but also never losing sight of the importance of providing support to our community. Please consider

becoming involved,
and you can make a difference.

Warmest Regards,
Christy Greeley
President and Executive Director

Cystinosis Research Network
Awards NIH Cystinosis
Fellowship (cont.)

Continued from Page 1

NHGRI, research into Fanconi's syndrome and
nephrocalcinosis in cystinosis patients and mo-
lecular testing of cystinosis patients. She intends
to also maintain cystinosis databases, work to
further educate The medical community about
cystinosis and promote public awareness of the
disease. Dr. Nesterova has committed to becom-
ing a personally available resource for CRN, the
medical community and families and individuals
living with cystinosis. She can be contacted at

nesterovag@mail.nih.gov___ with any questions or i Fhem and the r'e_f.t of the plgnnlng

concerns regarding cystinosis diagnosis or treat- committee for committing to staging Fhe ot pliace:

ment. conference. If you have any questions or ke
suggestions for the conference, please feel sk L

CRN gratefully acknowledges the Harry A. and free to contact the planning committee at \'P

Margaret D. Towsley Foundation and Eastside info@cystinosis.org o

High School, Greenville, SC, for their generous hotel nikko

financial support of the NIH Cystinosis Fellow- See you all in San Francisco! -san. )

ship. : L0190

whet her

itds as a committee

CRN Family Conference Set for July 14

volunteer,

-16,

2011 in San Francisco, California (cont.)

Continued from Page 1

More information on the Hotel Nikko can be found on their web-

site at  www.hotelnikkosf.com

Ideally located in the very heart of

the city, Hotel Nikko is a short walk from fine shops, theaters and

restaurants at Union Square.

We are so fortunate to meet in San

Francisco next year, a beautiful city which will provide a wonder-

ful backdrop for our community to gather.

Registration materials will be available early next year on the

CRN website and will also be mailed to families.

The Jordan and

Jondle families have graciously agreed to host the event - we

fundr
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CRN Education and Awareness Update

By Paula Shal

Vice -President,
Education and Aware-
ness

| have been writing the
Cystinosis Research Net-
work newsletter for the
past five years, and it has
been a unique vantage
point to witness the pro-
gress CRN has made. |
used to have to scour for
submissions, and now
there is more newsworthy
information than we can fit
in one issue!

There are exciting initia-
tives taking place in Re-
search and Family Support
as well as Education and
Awareness. We are so
proud that Marybeth Krum-
menacker was asked to be
the Chair of the NORD Ad-
vocacy Committee.

Anyone who knows Marybeth
or has seen her speak knows
that she will represent NORD
well in this capacity, which
benefits all rare disorders.

On page 20 is a list of the
medical meetings CRN will
exhibit at in 2011. We are
always looking for volunteers
to discuss cystinosis and ex-
hibit at these meetings. At
the time of publication Tahnie
and Pam Woodward just re-
turned from exhibiting at ASN
in Denver, CO. ASN is the
American Society of Nephrol-
ogy and is primarily attended
by adult nephrologists. As
many of our children with
cystinosis transition into
adulthood, adult nephrologists
are a very important group to
educate. As an adult with
cystinosis, Tahnie was a great
representative at ASN.

We are proud to have
awarded TWO sibling schol-
arships to Nikolaus Gard and
Laurin Friend. See page 15
for more information about
them. Applications for our
2011 scholarships for both
siblings and individuals with
cystinosis will be available in
the first part of 2011.

And speaking of scholar-
ships, one of my roles for the
2011 Family Conference is to
lead the process of awarding
scholarships that provide
assistance for some families
attending the conference. At
CRN, we recognize times are
tough, and we are commit-
ted to helping families attend
as much as possible. Stay
tuned for application infor-
mation in early 2011 at
www.cystinosis.org. Hope to
see you in San Francisco!

~

J

CRN Family Support Update

By Cheri Friend
Vice President
Support

- Family

The CRN Family Support
Committee supported our
community by sponsoring a
dinner at the Midwest re-
gional family gathering which
was held in Story City, lowa
July 23 "25. The family gath-
ering was hosted by the
Hoffmann family (see write
up from Doretta Hoffmann
on page 21). CRN encour-
ages our cystinosis families
to hold regional gatherings
especially during the off
years when we do not hold
our family conferences. If
you are interested in hosting
a family gathering in your
area, please contact Cheri
Friend at
cfriend@cystinosis.org __ or
(678) 546 -4798.

The Cystinosis Advocate

The Family Support Committee
also oversees the Adult Care
Excellence Initiative that is
currently in progress. The
members of this focus group
meet on a monthly basis to
report on the progress of their
sub -groups. The initiative is
divided into 3 subgroups: 1)
Clinical Practice Guidelines for
Cystinosis 1 Pediatric through
Adulthood, 2) Transition from
Pediatric Care to Adult Care,
3) Identify Research and
Treatment Needs to Improve
the Quality of Life for Adults
with Cystinosis. Eachsub -
group is diligently working to-
wards the end goal of provid-
ing printed guidelines/
materials related to each of
these topics at the upcoming
family conference in San Fran-
cisco.

We are also implementing sev-
eral additions to the CRN web-
site in the area of family

support. Look for the follow-
ing changes coming soon!

Looking for families in your
area? - You can now request
contact information for other
cystinosis families in your

area at http://
www.cystinosis.org/families
in-your -area

This is a great way to meet
and network with other cysti-
nosis families who live close
to you. This type of connec-
tion can go a long way in
helping you feel you are not
alone in this journey.

In Loving Memory i We will
be adding an area on the
website to honor those who
have lost their lives to cysti-
nosis. Family members who
have lost a loved one to
cystinosis will be able to post
a short memorial and photo

in remembrance of their

loved one.
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Marybeth Krummenacker Appointed

Chair of NORD Advocacy Committee }35 NORD

The Cystinosis community is ONE community but we all come together with different voices and different opin-

ions and backgrounds. The opportunity to be heard is just that - anopportunity 0 t o respect each ot he
ferences but speak with one voice. Cystinosis Research Network is fortunate to have Marybeth Krummenacker

representing the cystinosis community on the Board of Directors of NORD (National Organization for Rare Disor-

ders), which represents over 6000 rare disorders both in Washington D.C. and around the world. NORD speaks

with one voice on behalf of the 30 million people Iliving with

NORD Board of Directors President, Frank Sasinowski, recently asked Marybeth to chair the Advocacy Committee

for NORD. With the advent of health care reform, there are changes happening almost daily. Whether we agree

or disagree, it is important to pay attention to how it may affect our community. Marybeth has over twenty

years experience as an advocate for both cystinosis and other organizations. This new position will allow her to

be a fAplayer at the tabled regarding the issues relating to cy:¢
will impact our lives every single day. As this newsletter goes to press, Marybeth will be traveling to Washington

once again for the Board of Directors meeting as well as the Fall Corporate Council Meeting.

As the Advocacy Committee sets their agenda, Marybeth would like to stress that making contact with your local
and national officials to voice your concern has never been more important.

European and U.S. Research Leaders Announce
Collaborative Effort

Dr. Bill Gahl recently participated in a meeting in Iceland in which the European Commission and the NIH agreed to coordinate research
funding. The article and photo below were reprinted with permission from NORD.

Following a meeting in Reykjavik, Iceland, the European Commission and the U.S. National Institutes of Health
(NIH) have announced their intention to join forces on rare disease research. The two institutions plan to coordi-
nate their research on rare diseases and to make major investments in this research field in the years to come.

The objective is to accelerate medical breakthroughs for people affected by rare diseases. Currently, although
there are nearly 7,000 diseases recognized as rare in the U.S., only about 200 of them have specific treatments.

NORD President and CEO Peter L. Saltonstall and Sharon Terry, President of the Genetic Alliance, participated in
the meeting in Iceland as representatives of the
patient community in the U.S.

"We believe this type of international collaboration
represents a major step forward in rare disease
research," Mr. Saltonstall said. "NORD fully sup-
ports efforts to join hands across the ocean to im-
prove the lives of patients and their families."

Dr. William Gahl (middle row, far left), Clinical

Director of the  National Human Genome Research
Institute atthe NIH, attended the European  -USA
Bilateral Workshop on Rare Diseases and Orphan
Products meeting in Reykjavik, Iceland in October,
2010
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CRN Financial Update \

By Christy Greeley, Interim Treasurer

It is with the greatest respect, admiration and our deepest gratitude that

! CRN accepted the resignation as Treasurer from Brittney LeBeau in Septem-

ber. Brittney has worked tirelessly over the past four years to ensure that

CRN's financial systems adhere to the highest level of scrutiny for a non -
profit organization. During this time period CRN has grown from a small to

a medium sized non -profit. ~ To match that growth, all of our financial sys-

tems had to be updated, including transfer of all accounts and registration of

CRN in the State of lllinois, adoption of the Quickbooks system, hiring of an
accountant for taxes and bookeeping services, and finally the incredibly time
consuming process of yearly audits. All of these systems which Brittney is
directly responsible for instituting ensure that CRN is completely financially
transparent, compliant with all non - profit rules and regulations, and fiscally
healthy for many years to come.

In addition to this work, Brittney has been responsible for all CRN budgeting,
expense reporting, checks and deposits, and many other additional duties

such as printing and mailing of the CRN newsletter. She has also held multi-
ple fundraisers, raising over $100,000 for CRN. All of this while caring for her two beau-
tiful children, Alexis and Evan, who both have cystinosis. She is a model of hard work,
diligence and integrity.  We have been blessed as a community for her contributions and
we wish her all the best in her future as she goes back to school and focuses her full

attention on her family. Brittney will remain on the CRN Board of Directors until her

term ends in July 2011 to assist with transition issues. We welcome Jeff Larimore as
our new Treasurer. Jenni Sexstone has also taken on a portion of the Treasurer role as
well in her capacity as a hew board member and member of the Finance Committee by
overseeing the 2011 Conference Budget. Please help us to thank Brittney for her amaz-
ing and invaluable contributions to CRN and the cystinosis community!

This July, CRN's annual audit for fiscal year 2009 was completed. In 2009, CRN re-
ceived approximately ~ $450,000 in total income with $375,000 in total expenses, giving

an overall net income of $75,000 for the year. Nearly 70% of the total expenses went
toward research.  We are deeply grateful for the support of so many of the cystinosis
families and their friends and colleagues. We would not be able to support the commu-
nity without your help!

For the current fiscal year January through November 2010, CRN has received over
$300,000 in donations, with many donations still expected the last month of the year.
Expenses have kept on track with budget expectations. We anticipate meeting our
fundraising goals for the year and look forward to a financially sound 2011.

/

Living with Cystinosis Survey

The Cystinosis Research Network requests your help to identify issues of concern in the
cystinosis community, and to better understand how cystinosis affects the lives of patients
and families.  The Living with Cystinosis Survey addresses issues related to Living with
Cystinosis and Loving Someone with Cystinosis.

The information collected from this survey will be used to design and support programs, ser-
vices, and advocacy efforts on behalf of individuals with cystinosis. It will also be used in
the Adult Care Initiative Project.

The results of this survey are anonymous and confidential. The survey may take 15 -20 min-
utes to complete. The link to the survey is on the CRN website at WWW.Cystinosis.org

Please note: This is a different survey than the Cystinosis Patient Survey that was open in

July and August and had an emphasis on eye drop usage (see results from this survey on

page 11.) WE TRULY APPRECIATE YOUR PARTICIPATION!

The Cystinosis Advocate
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Raptor Pharmaceutical Corp DR
Phase Ill Clinical Trial Started

Six US and French hospitals are recruiting cystinosis patients for a Phase
Cysteami nereldseCapr t r
sules (DR Cysteamine). Below is the patient recruiting ad for the US

3clinicaltial of Raptor 6s

sites.

Phase 3 Study of Cysteamine Bitartrate Delayed
sules (RP103)

This multi -center research study will investigate a new cysteamine drug
(RP103) for the potential twice a day treatment of cystinosis. RP103 will
be compared to the existing four times a day treatment (Cystagon

The study will require the time commitment of 20 clinic visits over 10

weeks. Most of these clinic visits occur in clusters of 3
Screening Visit (Week 1)

Run-in: Weeks 2 and 3
take Cystagon ©

-release Cap-

®)’
-11

-4 days in a row: study at Emory University

3 clinic visits during week 2; 1 clinic visit during week 3

Period 1: Weeks 4,5, 6
take RP103 or Cystagon  ®©

3 clinic visits during week 4; 3 clinic visits during week 6

Period 2: Weeks 7, 8, 9

take the opposite of what was taken during Period 1
3 clinic visits during week 7; 3 clinic visits during week 9

Follow -up Visit, 1 week later

or the option to enter a longer study with RP103

There will be blood draws, overnight fasts and other evaluations. Travel and accommodations for participating in
the study will be provided at no cost to the patient. Daily living expenses for a family member or guardian ac-

companying a minor will also be covered.

Eligible patients must be on a stable therapeutic dose of Cystagon

®, be able to swallow Cystagon

whole, not have received a kidney transplant and take all medications orally, not through a gastric tube. More

information can be found at www.clinicaltrials.gov

An extension study to determine the safety of long

-term administration of Cysteamine Bitartrate Delayed

release Capsules is planned. Patients who complete this Phase 3 study will be offered the opportunity to be

treated with Cysteamine Bitartrate Delayed

Therapeutics withdraws its application with the FDA (for whatever reason).

If you are interested in participating and would like more information, please contact:

Margo Kamel, working with Dr. Larry Greenbaum at Emory University in Atlanta, GA

Email: cystinosistrial@oz.ped.Emory.edu

Phone: 404 -712-9923

Heat her Price, wor ki
Email: hprice@childrensmemorial.org
Phone: 773-755-6368

with Dr. Craig Langman

ng

Xiaoxiao Gao, working with Dr. Minnie Sarwal at Stanford University Medical Center in Stanford, CA

Email: xiaoxiao@stanford.edu
Phone: 650 -521-6072

pharmaceutical corp.

Mason Reed, John Binder, and Mitchell Smith
participated in Delayed Release Cystagon

-release Capsules until they are approved by the FDA or until Raptor

at

Page 7
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CRN Research Update

By Elva Smith

-Vice President  -Research

Research studies for the improved treatment, and ultimately a cure, for
cystinosis continue to be a vital part of the basic commitment of CRN to the
cystinosis community. At this time, we have a total grant commitment of
nearly $700,000.00. CRN remains most appreciative of the expertise and
dedication of our grant recipients, and we look forward to expanding our
support in promising new studies.

In the past six months, two of our research grants have reached conclusion:

Jess Thoene ,MD, University of Michigan,
Cystinosiso. Grant awarded: 30 Au
hurricane Katrina. Request for time extension, received 31 August 2007;
request grangeidng®. fiofot al awar d:
received 22 November 2007 and FI NAL report
payment for this grant is complete. The two reports can be found on the CRN web site
www.cystinosis.org _ under Research/Research Updates.

Children's Hospital at Montefiore, Bronx, NY. "Proposal for a North American Cystinosis Re-
search Platform". One year grant of $36,000.00 awarded for development. Payment has
been provided and was equally divided between Drs. Kaskel and Goodyer. The Research
Platform is currently in the planning stage and Drs. Kaskel and Goodyer are collaborating

with other organizations in the interest of streamlining the registry projects currently in ex-
istence .

CRNb6s Most recently awarded grant study:

Rosaleen Anderson, PhD , Sunderland Pharmacy School, University of Sunder-
land ,"Proteomic investigation of cystinotic cells and the effects of cysteamine treat-
ment".  Grant awarded: 23 November 2010 for a term of 2 years in the amount of GPB
80,926.00 or $130,366 based on the exchange rate for 15 November 2010.

Studies that are on  -going are as follows:

Elena Levtchenko , MD, PhD  University Medical Center Nijmegen, The Netherlands,
AStudy of ATP metabolism in human cystino

cystinosis in vivoo Grant awarded: 11
through December 2007. Total award: $68,090.00. A 6 month Progress report received

10 July 2008.  fiFinal report 0 received 5 February 2009. However, an email from Dr. Lev-

tchenko i ndicamhew pathdthisprofea is ot finished yet due to the techni-

cal difficulties with the MRS apparatus, but we have good hope that the problem will be

report, but has not accepted it as a dAfinal
of 15 October 2010. An update from Dr. Levtchenko was received in September 2010 as

foll ows: fiRegarding the ATP study, in Leuve
tional yet, this is a major problem, which | can't overcome, because I'm dependent of the

them every two months. We have now a good lab in Leuven/Belgium, which works in close

now associated with the Department of Pediatric Nephrology, University Hospital, Leuven,
Belgium. Balance remaining on grant: $17,022.50 Continued on Page 9

~
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Paul Goodyer , MD Montreal Children's Hospital, Montreal, Canada, and Rick Kaskel, MD
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solved and this part of the study will be finished i n 2 0 0C’N acknowledged receipt of this

0O re

n (a

technique which is not yet ready. Technical department still makes promises... I'm mailing

collaboration with Nijmegen, so for sure will apply for the new projects . ®r. Levtchenko is
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CRN Research Update (Cont.)

Catherine Tuleu , PhD  University of London, School of Pharmacy (other names on grant: Ken Nischal , Olufemi
Rabi u, Rajni sh Sekhri BoldNawaM)an 6 tfi (Hoviefl capnmdent of cysteamine in sit
topical treatment of corneal crystals in cystinosiso, TGHelaa t  a we

ary 2010. Total award: Pounds 103,000.00, approximately US$203,500.00 at that time. Extension of time re-
guested due to Bol ad=l-DBlnedsyegraptedréss report recd6d July 20«
67,400 pounds. Final report is still pending.

Leticia Belmont, M.D ., Unidad de Genetica de | a Nutrician, Instituto Nac
of I ntraleucocitary Cystine by High Performance Liquid Cromatogt
Awarded: 5 November 2008ifadl |l 10698&ar (Halklal d@a8ard: $31,972.00.
funding, was given at the IPNA meeting in NYC, 31 August 2010 and a progress report was received September

2010. Dr . Bel mont stated in an email received 8 October 2010: f

with the new reagents and column to determine if these settings can achieve the objectives of the determination by

HPLC and then compare it with the determination by tandem MS/ MS
couraged Dr. Belmont to conduct the repeat studies and submit a new proposal for the mass spectrometry compatri-

son.

Hank J. Blom, M.D., M.M.C. Wamelink, and E. Levtchenko , VU University Medical Center, Amsterdam, The

Net herl ands: fANewborn Screening of Cystinosiso. Grant Aiwarded:
Spring 2010). Total Award: 45,000 euros, or approximately $67,500.00 at that time. Initial payment was proc-

essed; interim report still pending.

Francisco Emma, M.D. and Anna Taranta, Ph.D ., Bambino Gesu Childrenb6s Hospital an
Ro me, I'taly: AFunctional ChabtKGberi GnanbnAwar €gdt i BoBomember 20C
(January 2009 i December 2010). Total Award: $114,480.00. 1 S'progress r ep28-09. 2r"tRrdgkbss -

port recéd 17 July 2010. B $42®300¢ Theerma i ni . —

gress reports can be found on the CRN web site Www.cystinosis.org under Re-
search/Research Updates.

Jess Thoene, M.D .. University of Michigan, Ann Arbor, MI, "Feasibility of

Cystinosin Replacement Therapy in Cystinosis", Grant awarded 9 -25-09 for two
years (1 September 2009 to 31August 2011). Total Award: $165,732. 6-
month progress report, received 11 March 2010; 12 month Progress Report

received 15 September 2010. Balance remaining on grant: $82,866.00.

SN
Dr. Ewa Elenberg with Shea and
Cystinosis Patients", Grant awarded 25 September 2009 for 1 year (1 October Colleen Hammond
2009 to 30 September 2010). Total award: $21,000.00. Initial payment of

$5,213.00 made on 12 April 2010. Balance remaining on grant: $15,750.00.

Ewa Elenberg, MD , Texas Children's Hospital, Houston, TX "Quality of Life in

é )

RARE DISEASE DAY USA

Alone we are Rare. Together we are Strong.

The third annual observance of Rare Disease Day U.S. will be February
28, 2011. Cystinosis Research Network will be a Rare Disease Day part-
kner. Visit http://rarediseaseday.us/ to find out how you can be involved.
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tional Pediatric Nephrology Association

By Marybeth Krummenacker

Over five years ago, the Cystinosis Research Network was given an opportunity. Dr. Frederick
Kaskel asked us to be a major sponsor of the International Pediatric Nephrology meeting

- (IPNA) that was going to be held for the first time in New
York City. CRN and its Board of Directors jumped at this
opportunityééeven though we m
what we were getting ourselves into! It was a commit-
ment that we felt, as an organization, was one that we
needed to makeé..and so we di
years there were many telephone conference calls with
key people involved in both setting an agenda and playing
an active role as a sponsor. The opportunity finally came
to fruition this past August. The 15 " Congress of the
International Pediatric Nephrology Association took place
in Aug. 29 -Sept. 2, with Dr. Kaskel leading CRN as the
President of the Congress.

As part of our commitment to being a major sponsor of

. this historical meeting, on August 31 ' a half day session
Dr. Bill Gahl, Marybeth Krummenacker, Dr. was held devoted to the lastest research in cystinosis from
Frederick Kaskel, and Christy Greeley around the world. The afternoon began with a box lunch
provided by CRN as well as a
Gahl served as the moderator as well as organizer of the entire agenda. There was an oppor-
tunity for doctors from around the world to |ist

ers and scientists on everything from the Mouse Models for Studying Cystinosis by Dr. Corinne
Antignac, Newborn Screening by Dr. Silhoun Hahn, to the North American Cystinosis Research
Network Registry by Dr. Paul Goodyer. The day was filled with information, timely topics, and
Q&As after each speaker. CRN Board Member Marybeth Krummenacker was a speaker repre-
senting not only CRN but the National Organization for Rare Disorders (NORD), where she sits
on the board. Marybeth spoke from her personal experiences and 20+ years of living with
cystinosis. It was a productive day for CRN and the cystinosis community!

CRN hosted a dinner for the speakers the night before the meeting so that they could network
and informally discuss cystinosis issues. CRN is honored to have had a once -in-a-lifetime
chance to partner with IPNA. Thank you to Dr. Kaskel for giving us this opportunity.

Laura Krummenacker and Shea Hammond

The Cystinosis Advocate
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Survey Sheds Light on Needs of

Cystinosis Patients

As many of you know, throughout July and August, the Cystinosis Research Network (CRN) fielded the Cystino-
sis Patient Survey designed to help CRN and its partners better understand and address the unique needs of the

cystinosis patient community.

CRN is happy to report that we received survey responses from more than 150 cystinosis patients in the United
States. A special thanks to those of you who participated. The time you spent completing the survey questions
will help us to identify new approaches for helping patients and their families face this rare disease.

Through the survey responses, we were able to identify various key learnings regarding those living with cysti-
nosis in the United States and particularly, their experience with the cysteamine eye drops.

We are happy to share top  -line results with you and hope you find the information enlightening.

CRN looks forward to working with its partners to determine how best to implement the knowledge gleaned
from the Cystinosis Patient Survey. Please feel free to contact CRN with any questions regarding the survey

project.

The Cystinosis Patient Survey was made possible thanks to support from Sigma -Tau Pharmaceuticals, Inc.

Cystinosis Patient Survey Key Learnings

Cystinosis patients and their families get information from a variety of resources, but primarily from their

nephrologists and from patient advocacy groups.

Where does the patient/family get cystinosis information and resources?

Other families/patients
NIH

Nephrologists

Pharma companies
Internetsearchers

Nurses

Specialists
Primary care doctor

Patient advocacy groups

: 80%

0% 10%

20%  30%  40%  50%  60%  70% M%

Patients report that the most helpful resources at diagnosis include disease information, treatment information

and meeting other cystinosis patients & families.

Which resources were most helpful at diagnosis?

Study results

Questions to ask doctor/specialist
Tips for finding doctor/specialist
Chat rooms

Support groups

Opps to meet other families/patients
Financial resources and info

Info on the disease

Info on treatment options

— ‘19%

| 29,

U
0%  10%  20%  30%  40% 50%\50_%%)% 80%

Continued on page 12
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Survey Sheds Light on Needs of Cystinosis Patients (cont.)

Patients report wanting to have more information regarding doctors that treat cystinosis.
Additionally, they indicate they would like new resources, access to online support groups
and financial help for treatment.

Which resources would be helpful if they were made available?

| 109
Other: Trial/study information [N

Resources, such as brochures and fact sheets
Infore doctors experienced in treating cystinosis
In-person meetings with other patients/families
Online patient and family support groups

Financial help to access treatment

0% 10% 20% 30% 40% 50% 70Y% %
About half of all cystinosis patients have Almost all patients report having experi-
received at least one kidney transplant. enced crystal formation in their eyes.
Has the patient received a kidney transplant? Has the patient experienced cystine crystal formation in their eyes?
2% 2%
a% </°

50%
mYes ®No = Noanswer

)\

Average = 4.5 years / Minimum = .25 years / Maximum = 28

48% EYes MENo mNoanswer

4

94%

More than half of the patients that have
experienced crystal formation in their eyes
use the cysteamine eye drops for treatment.

Has the patient experienced a decrease in cystine crystal formation or
prevention since using the drops?

12%

mYes ®No

‘\_/8/8%

Patients that do use the eye drops tend to follow the recommended procedure for storing
the drops in the refrigerator. However, some patients report not following the procedure.

Which resources would be helpful if they were made available?

Other: Trial/study information
Resources, such as brochures and fact sheets
Infore doctors experienced in treating cystinosis 78%

In-person meetings with other patients/families

Online patient and family support groups

Financial help to access treatment

T T T T
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CRN Welcomes Six New Board Members

-~ J_-: Cystinosis Research Network added six new members to its Board of Directors in July. Two of
..\ the six are returning to the board after a short hiatus. All members bring an abundance of

..., knowledge and experience and are sure to keep CRN headed towards our mission and vision.
New board members include:

Colleen Hammond

Colleen and her husband Jack founded CRN in 1996. They live in Massachusetts. Colleen and

Jackds son, Shea (age 21), has cystinosis and has
leen took a hiatus from CRN to obtain her nursing degree. She is currently leading the adult

transitioning project for CRN. CRN is thrilled to have Colleen back on the board.

Pam Woodward and
Colleen Hammond

Jessica Jondle

Jessica is a 28 -year -old with cystinosis and is a full time middle

school teacher. She lives in California with her husband, Wayne,

who just got out of the Marine Corp. Jessica previously worked in
the publishing industry as a proofreader, writer, and, most recently,
an editor. Jessica is interested in helping adolescents with cystinosis
deal with self -image and coping issues. The Jondle family is one of
8 the host families for the 2011 CRN Family Conference in San Fran-
cisco.

Rich Jordan

Rich Jordan
Rich lives in California with his wife, Mary, and their four children d Caitlin, Patrick, Joe and Jessica Jondle with
Conner. Joe has cystinosis. Rich is a Communications Team Leader at CoreNet Global Dr. Schneider
WorkPlace. Rich earned a BS in Industrial Design from San Jose State University and an

MBA in New Venture Management from California State University -Hayward - School of
Business and Economics. The Jordan family is one of the host families for the 2011 CRN
Family Conference in San Francisco.

Jeff Larimore

Jeff Larimore lives in South Carolina with his wife, Katie, and their four children 0 Jessica,
Caroline, Daniel and Sarah . Sarah has cystinosis. Jeff is the CFO and COO of Southern Re-
alty Development Corporation of Columbia and Arnold Construction Corp. He earned his BS

in Accountancy from the University of Akron and is a Certified Public
Accountant . Jeff has accepted the role of Treasurer for CRN, replacing
Brittney LeBeau.

Katie and Jeff Larimore

Jennifer Sextone

Jennifer lives in Ohio with her husband, Jim, and their two daughters, Jordan (age 6) and

4 Josie (age 2, with cystinosis). She works as a Financial Analyst for F&W Media. Jenni re-
ceived her BSBA with a double major in Accounting and Finance from Ohio Northern Univer-
= sity and has her MBA from the University of Dayton. Jenni will be serving on the Finance

o Committee, and she is already assisting with the budget for the 2011 Family Conference in
San Francisco.

The Sextone Family

Pam Woodward

Pam is returning to CRN after a short hiatus. Pam was the Vice President -Family Support for two terms. Her family

also hosted the 2005 CRN Family Conference in Salt Lake City,
will be an asset to the future of our organization.


http://www.facebook.com/photo.php?pid=5059245&id=501297546
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Delayed -release Cystagon Studies at Emory \
University Bring Cystinosis Families Together

By Elva Smith and Frankie McGinnis

ltds not all about blood draws, EKGs, and new
teamine (RP 103) research study is now taking place in several locations in the United
St ates. For the patients coming to Childrenos

there are some pretty special perks. The best is the camaraderie and fun the young folks

At the clinic, they learn that they are not alone in their cystinosis world. They discover

friends, both old and new, who are also struggling with swallowing pills, gulping down

| gallons of water, making frequent trips to the bathroom, having to wear dark glasses in

the bright sunlight, dealing with such things as cravings for certain food and ticklish tum-

i mies, and waking up nightly to take their life -saving medications. Hopefully, the latter

will soon be a thing of the past as the 6 -hour meds are replaced with the 12 -hour time -
release cystagon.

The folks coming to Emory have established a s
course, with his bright bow  -ties and juggling acts, as well as the wonderful, compassion-

ate nurses who seem to have everlasting patience. And the kids themselves, along with

their parents, siblings, and grandparents who have congealed into one big family unit. A

lot of the thanks goes to Lorna Smith who has opened her home and vast back yard as a

playground for nerf  -dart battles, lego  -building contests, and even an occasional quick -dip
in the now very cold swimming pool.

eThE cy&tmgsis families have individually enjoyed trips to the Georgia Aquarium, the Coca -
co aaExpo, the Center for Puppetry Arts, and Stone Mountain. Group events have included

an exciting dinner at Medieval Times with knights in shining armor, dancing horses, simu-

lated sword fights and lancet thrusts. A big thank you for this event goes to Jonathan Rico.

Other weekend excursions included trips to Six -Flags Over Georgia and the Gwinnett County
Fair, and a Halloween Party!

A special dinner was held on Tuesday, October 19 ™ at the Mexico City Gourmet
restaurant. In attendance were the Smith, Rico and Friend families from Geor-

gia, the Patterson family from North Carolina, the McGinnis family from South
Carolina, the Binder and Thomas families from New York, the Reed family from

Texas, and the Jones family from Florida. It was a very noisy but a most heart -
warming event! The wait staff eventually decided to leave pitchers of water on

the tables! A spe-

cial thanks to

Frankie McGinnis for

making the arrange-

ments as well as to

Mason Reedébés grand-

parents, Frank and

Rhonda Broce for

their generosity

when we all got the surprise that

they had picked up the tab!

Cystinosis is not fun; but with

such an awesome group sharing

its challenges, much of the sting

seems to go away. Along with a

search for better treatments and Back row: Jennifer Binder, Dana Jones, Rhonda Broce, Tori Jones,
ultimately a cure, that is a basic Frank Broce, Elva Smith, Annie Patterson, Frankie McGinnis

goal of the Cystinosis Research Front row: John Binder, Glenn Jones, Mitchell Smith, Mason Reed,

Network: unconditional sup- Emily Patterson, Laura McGinnis
port for the cystinosis family.

The Cystinosis Advocate
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