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$80 Highlight & Haircut
Spring Special!
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o8 foils. Exp 311613
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Lafayette
between Trader Joes & the Post Office

283-2988
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50% off

Watch Battery
Now $5, Reg $10

1 watch battery per person. Exp. 3/31/13.
Usually installed while you wait. W/coupon. Restrictions apply.
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Providing Insurance and
Financial Services

It’s no accident more people trust State Farm.
| Mike Rosa, Agent
Insurance Lic. #: OF45583
1042 Country Club Drive, Moraga
925-376-2244
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P040036 02/04  State Farm Mutual Automobile Insurance Company (Not in NJ), Bloomington, IL

Blue Ridge Cabinets

Kitchens * Baths ° Custom Cabinetry

Steve Gorman (925) 798-4899
cabdesign@ifn.net

www.blueridgecabinets.com Lic. 810658

www.lamorindaweekly.com

Orinda’s Vice Mayor a
Real Ham

By Cathy Dausman

il s
Newly licensed Technician class amateur radio operators Sue Severson,

925-377-0977

Cystinosis Foundation Fights
Ultra-Rare Disease

By Sophie Braccini

Wednesday, February 27, 2013

True Claycombe, Legislative Assistant to Congressman David McKinley, 1st District of West Virginia; Valerie Hotz, Ex-
ecutive Director of the Cystinosis Foundation and Penny Hughes, whose 6-year-old granddaughter has cystinosis.

In recognition of the sixth interna-
tional Rare Disease Day Feb. 28 —
which includes events, presentations
and symposiums in 68 countries —
Moraga resident and executive direc-
tor of the Cystinosis Foundation, Va-
lerie Hotz, will return to Washington,
D.C. with a group of local people
similarly affected by the rare disease
to try to make a difference.

In 1982 Hotz’s nephew Joshua,
who was then 18 months old, was di-
agnosed with Cystinosis — a rare ge-
netic disorder that causes the
abnormal accumulation of the amino
acid cystine (a building block of pro-
teins) in all the cells of the body,
forming crystals and damaging them.
Approximately 1 in 150,000 new-
borns are diagnosed with Cystinosis
each year, according to the Genetics
Home Reference (ghr.nlm.nih.gov).

“When someone is diagnosed
with a rare or ultra-rare disease, the
whole family is impacted,” says Hotz.
“It took months to find what was af-
fecting [Josh]. At first, the parents
were told that nothing was wrong
with him, even though they were see-
ing the problems, such as excessive
urination and failure to thrive.” When
Josh was finally diagnosed, they were
told that there was no treatment, that
children with the disease did not sur-
vive for more than 10 years and that
they should just go home.

“My mother, Josh’s grandma,
Jean Hobbs-Hotz, would not believe
there was no treatment, and we all
started looking everywhere for a so-
lution. I found Dr. Sheldon Orloff
who put us in touch with the U.S.
Cystinosis specialist at UC San
Diego, Jerry Schneider, who dedi-
cated his life to researching this dis-
ease and found a treatment with
professor Jeff Thoene from the Uni-
versity of Michigan.”

A year after Josh’s diagnosis in
1983 Congress passed the Orphan
Drug Act, which allowed the federal
government to assist in the develop-
ment of medications for rare diseases.
Josh was able to become part of a
clinical study with the first drug avail-

able to counteract the disease, Cys-
teamine.

Now 30 years old, Joshua contin-
ues to take the drug. Unfortunately he
lost his vision six years ago, but has
continued his profession as a pianist.
The eye drops that protect the eyes
were developed too late for him.

Patients of rare diseases often
struggle to get a diagnosis, informa-
tion and treatment, notes Hotz. Her
goal while in Washington will be to
push for the passage of bill H.R. 460,
The Patients’ Access to Treatment
Act, which would help alleviate costs
for patients such as co-payments and
coinsurance for prescription medica-
tion.

“What we are very concerned
about is reimbursement, so patients
can have access to new treatment.”
She says that California senators
Diane Feinstein and Barbara Boxer,
and congressman George Miller are
supportive.

“The current medication has to be
taken every six hours, including at
night,” says Hotz. “There is now a
new drug coming that will be long
acting and that people will take only
twice a day, that way children won’t
have to be awoken in the middle of
the night; it will change the quality of
life for the patients and their families
tremendously.” The FDA should soon
approve the drug. The Cystinosis
Foundation wants it to be affordable.

Hotz’s mother started the Cysti-
nosis Foundation as a way for pa-
tients’” families to talk and support
each other. After Hotz raised her three
kids in Moraga, she took over the di-
rection of the foundation; her mother
is still involved.

“Since 1985 we’ve held a na-
tional convention, and after a while
we started seeing people coming from
overseas,” says Hotz. They were ap-
proached by French professor Michel
Broyer to expand the conference in
Europe. The first one was held in
2000.

“There are pockets of populations
affected all over the world,” says
Hotz. “We’ve established 12 support
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groups in 12 different countries.”

Sessions for families are held dur-
ing the conventions where they get in-
formation about the disease, its cure
and ask questions. “We also have pro-
fessional sessions for the medical pro-
fession,” says Hotz. “These sessions
have reinforced international bonds
between scientists. They get together,
brainstorm, and it’s been very fruit-
ful.”

The discovery of the gene respon-
sible for the disease was the result of
international cooperation.

In the United States, Hotz organ-
ized “Capitol Hill Days” Jan. 28
where the foundation took 10 families
affected by Cystinosis to meet their
congressional leaders and prepare for
Rare Disease Day.

The next international convention
in 2013 will be in Brazil and in 2014
in England.

For more information about
Cystinosis, visit cystinosisfrounda-
tion.org; other resources recom-
mended by Hotz include:
rareconnect.org, and the Undiagnosed
Disease Program at
www.genome.gov/27544402.

International
Rare Disease
Day is Feb. 28

The Sixth Annual International
Rare Disease Day — an advo-
cacy day that includes events,
presentations and sympo-
siums in 68 countries to recog-
nize rare diseases as a global
health challenge - is Feb. 28.
The European Organization for
Rare Diseases (EURORDIS) esti-
mates that as many as 5,000 to
7,000 distinct rare diseases
exist (also sometimes called
orphan diseases). On average
(definitions vary per country),
a disease is rare if it affects one
out of 2,000 people; there are
also ultra-rare diseases that af-
fect one out of two million.

Canoe Number Two
|

and her husband Ralph.

One of Orinda’s newest amateur
radio operators is also a famil-
iar face at city council meetings:
Vice Mayor Sue Severson. Sever-
son recently earned her Technician
class amateur radio license, and was
assigned the call sign KK6CFY. Her
husband Ralph and daughter-in-law
Pam Severson also earned their
Technician class licenses.

Severson said her “basic emer-
gency concerns” and membership
on the Orinda School Board of
Trustees led over time to her par-
ticipation in the Orinda City Disas-
ter Council as well as taking
training to become a Community
Emergency Response Team volun-
teer. She earned her latest certifi-

cation through an intensive,
short-term “ham cram” class taught
through her church.

Instructor Richard Bailey said
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his students first visit amateur
radio websites online, then meet
from 6 p.m. to 10 p.m. Friday, and
8 a.m. to | p.m. Saturday. They are
tested at 2 p.m. Bailey said Sever-
son’s class had 24 students en-
rolled, 21 of whom earned licenses.
Severson found the class fast-
paced but not intimidating, al-
though she admits “it didn’t thrill
me to see so many [basic electrical]
formulas.”

A knowledge of those formu-
las, including Ohm’s Law (which
deals with electrical resistance)
helps even entry-level amateur
radio license holders gain an ap-
preciation for and calculate the
limits of their amateur radio bat-
tery limits. She looks forward “to
getting more involved” as a Lam-
orinda emergency communica-
tions volunteer in the future.

Riding the wave of a successful 2012 canoe build
and auction, members of the Rotary Club of
Lamorinda Sunrise are enjoying smooth sailing during
their construction of a second up-for-auction canoe, al-
ready named the Rob Roy.

The multi-use rowing/sailing canoe will be built of
marine grade Sapele wood in a lapstrake (overlapping
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plank) design, featuring twin decks and an open center
cockpit. A leeboard will be included for sailing. As of
press time, no launch date had been set. Pictured from
left are Rotary members Kevin Crook, Martin Cryan,
John Fazel, Spike Spelcher, Dennis Dingman and Gary
Fulcher.
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