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In Search of a Cure for CAH:
Cell-Based Therapy and the Role of Stem Cells
David T. Breault, M.D., Ph.D.

I this sue tem cells are unique given their capacity ( . )
(1) to give rise to other cells in the body (__How Stem Cells Work: Building Blocks
2005_ CAH and also (2) to replicate (self-renew) themselves, Va LEEE
Family which provides for a continuous supply of new 4
Conference cells over time. Stem cells play important roles in N
Pg 3 the normal development of an individual and Z . £
help maintain the essential functions of tissues A stem cell
Katrina Relief  and organs throughout one’s life. aﬁ:"mb:c:;""ﬁ,j \ S
Update . o Epoeyme,
Two major types of stem cells exist: Adult Cd‘;g* the
Pg3 Stem Cells and Embryonic Stem Cells. ’
CARES Family Adult Stem Cells are likely located within
News many tissues of the body serving as self- \
Pg 4 renewing cells over time. These cells have been \
definitely found in bone marrow and skin, \
NBS Update although many more tissues are expected to \
Pg5 contain adult stem cells. The clinical use of adult
stem cells from bone marrow is well established
CAH: Male to treat a variety of diseases.
Perspectlve (Continued on page 18) I )
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Family Support

Groups Is Congenital Adrenal Hyperplasia Screening Worth It?

Pe 10 Katherine Kirk, RN, MSN
Support Group creening fgr Congenital Adrenal contact the reported primary care doctor about the
Events Hyperplasia (CAH) due to 21-hydroxylase apnormal screen result.
Pg 11 deficiency, the most common form of CAH,
started in Oklahoma on Valentine’s Day 2005. I The Oklahoma State Department of Health
Parent Tips was the state’s Coordinator for CAH, a new (OSDH) achieved this milestone for Aidan and

Pg 12 position, and I was trying desperately to ensure other Oklahoma newborns after six years of

everything was prepared for the first newborns in ~ Planning and promoti.on. The Board of Health
Clinical Trials  Oklahoma to be identified at risk for this life- (BOH) approved adding CAH to the newborn
Pg 13 screening panel after an adequate funding stream

threatening disorder through screening. i .
was achieved, a requirement of the Oklahoma law

Continuous The page came at 8 a.m. as I was makingmy  that governs newborn screening. In addition to
Treatment for way to the office. Only eleven days after funding obstacles, screening for CAH stirred
Men with CAH  launching the Oklahoma newborn screening controversy in the state’s pediatric endocrinology
Pg 16 program for CAH, the first preliminary abnormal community. The medical community anticipated
screen had been identified. The result was pre- countless hours ruling out large numbers of false
released as a panic value warranting immediate positives, particularly in premature infants. Some
follow-up. Further testing was underway on the also questioned whether newborn screening for

newborn’s specimen, but the result was too critical CAH was really necessary. For example, females
to wait for the results of the second screening test.

I wrote down the name Aidan, and hurried to (Continued on page 8)
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A Message from the

Executive Director:

Dear Friends,

Happy New Year! I hope this
newsletter finds you all well and
excited to welcome 2006. A lot has
happened since our last newsletter and
there is so much more in store for this
year.

As we grow as an organization,
it becomes increasingly important to
keep our finger on the pulse of all of
our families. To help us better serve
you, we have developed a
comprehensive membership survey, to
be mailed shortly, that we hope you all
will take the time to complete and
return to us.

As you all read in our year-end
letter, CARES is focusing on research
for 2006. One of the most promising
developments is a new technique for
Embryonic Stem Cell Research (see
page 1). The implications for this
research are astounding and likely
hold the key to a cure for future
generations.

Many of you are familiar with the
controversy that surrounds this type of
research and may have very strong
feelings about it, but it is our hope that
these new embryo-sparing methods
for obtaining stem cells will help to
alleviate ethical concerns. I hope you
will read Dr. Breault’s article with an
open mind and come to your own
conclusion.

We all agree that research is a
priority for our community and I’d like
to extend a big “Thank You” to
everyone who has given to this
campaign to date. We so appreciate
your enthusiasm to keep us thriving as
the only US organization devoted
entirely to this disorder. Your
contribution is so important as we
continue to support the most
promising research while adding new
programs and staff to fit your support
and education needs.

While I am sad to say goodbye to
Renata Blumberg who was such an
integral part to our success in 2005
and the Indiana Family Conference, I
am excited to welcome three new
members to our team—Mariel Vargas,

Cheryl Karchand * 1§
Gretchen Alger #
Lin. \

A graduate of
Arizona State
University, Mariel
is leading our
Hispanic outreach efforts—working
on our Spanish website as well as
printed materials for new families.

In September, we welcomed
Cheryl Karch to assist with our
development efforts. Cheryl has a
comprehensive background in
planning and development and we
look forward to a long and fruitful
relationship with her.

I’m also pleased to welcome
Gretchen Alger Lin, who has a
SWCAH child, to our staff. Gretchen
brings 15 years of marketing,
advertising and public relations
experience to CARES. Expanding our
staff is very important as we work to
increase our outreach and provide
important programs, such as our
regional conferences, for all of you.

Our conferences are always the
highlight of my year. I get to catch up
with old friends and experience the
energy of being with our members
who all want to make the world a
better place for those with CAH. Our
2005 CAH Family Conference was a
huge success, and we are so thankful
to Riley Hospital for Children and
Clarian Health Partners for donating
their beautiful conference space. We
extend special thanks to our Riley
hosts: Dr. Rick Rink and Dr. Erica
Eugster. Your support in the months
and weeks leading up to the
conference, your graciousness and
patience helped to make it such a
tremendous success, and we are so
grateful. In fact, we thank all of our
presenters and panelists for all of your
hard work, time and travel to educate
and support our membership. Every
year, it seems like our conferences get
better. Can’t wait ‘til next year!!!

Warm Regards,

Kelly
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2005 CAH Family Conference
Riley Hospital for Children, Indianapolis, IN

The 2005 CARES Conference
was held on October 22, 2005.
Sponsored by The Riley Hospital for
Children and Clarian Health
Partners, the day featured several of
the country’s leading CAH
researchers.

We thank all of our
distinguished presenters and
panelists for their hard work and
dedication to educating families and
healthcare providers about CAH.
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Top Left: Mayté Villasefior with baby Marianna Top Right: (from left) Scott Rivkees, MD;
Richard Rink, MD; Kelly Leight; Sheri Berenbaum, Ph.D. Bottom Left: Tod Hogan, Kristie Day
and baby Lucy Bottom Right: (from left) Omar Campos, Erin Anthony, Mayté Villasefior, Kelly Leight,
Meryl Stone and Renata Blumberg.

Integral to the success of the
conference were our generous
corporate sponsors Eli Lilly and
Company, Serono, Genentech, and
Perkin Elmer, who allowed us to
keep the conference free for
attending families. Their dedication
to the CAH community is truly
appreciated.

Special recognition is also due to
our hosts Drs. Rick Rink and Erica
Eugster, whose hard work and
enthusiasm are truly inspiring. &

Next: November 2006, NJ

Katrina Update. . .Your Generosity At Work

ear Kelly,

I certainly want to extend our thanks to you and the other kind and thoughtful members of CARES who have sent
assistance to help get the pediatric endocrine services in New Orleans back in order and tide us over in the coming years
of rebuilding. We foresee a multiyear rebuilding program at the hospital. We have made an effort to find our former
patients scattered around the area and extend services to them. We have new clinical outreach to Baton Rouge and
Lafayette, Louisiana. In addition, we had the only fellowship training program for pediatric endocrinology in the area.
Two of our fellows have returned and are busily engaged in their training. The contribution of the CARES program will
be most helpful to us in maintaining the quality of the fellowship program. The monies will help us bridge the gap in
local resources in the aftermath of the hurricane.

We were the recipients of a number of computers from members of CARES and we will use them to facilitate the
transition to electronic medical records. When we were displaced from the main hospital we lost all access to records
and charts of our patients. We hope that in the new era we will have access to records electronically wherever we may
be. In addition accessibility of the staff to extra computer work stations should enhance our research efforts as well. The
donation of those computers has obviously freed up resources to be used in other aspects of the recovery.

Once again, thanks to all the membership from the faculty and staff of Pediatric Endocrinology at the Children's
Hospital of New Orleans and best wishes to all for the upcoming holiday season.

-Stuart Chalew, M.D., Director of Endocrinology, Children’s Hospital New Orleans
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From the Office
;Se Habla Espaiiol!

Tenemos una empleada que habla
Espafiol. Para hablar con Mariel,
llamela 1-866- 227-3737 o escribala
Mariel@caresfoundation.org.

New Phones and Copier!
In the Fall of 2005, CARES received
grants from E.J. Grassman Trust
and the Smart Family Foundation.
Thanks to these generous gifts, we
have purchased a professional phone
system and are the in the selection
process for a commercial printer.
These tools will enable us to better
serve our membership as we grow as
an organization. @ We are truly
grateful for these generous gifts!

Welcome!
CARES is pleased to welcome three
more employees to its family, Mariel
Vargas in our main office and
consultants Cheryl Karch and
Gretchen Alger Lin.

Mariel, a graduate of Arizona State,
brings to CARES her excellent
bilingual skills and tremendous
enthusiasm for non-profit work. To
contact Mariel, call her at 1-866-
227-3737 ext. 104 or email
Mariel@caresfoundation.org

Cheryl Karch has extensive
experience in the non-profit sector
with planning and development and
we look forward to a long and
beneficial relationship. To contact
Cheryl call her at 1-866-227-3737
exty 05 oty ceomiai‘]
Cheryl@caresfoundation.org

Gretchen Alger Lin not only brings
her 15 years of  advertising,
marketing and public relations
experience, but a personal touch as a
mother of a child with CAH. To
contact Gretchen, email her at
Gretchen@caresfoundation.org .
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CARES Family News

% Thank You, Sue!

Sue Bianchi, our Webmaster, Designer, Master Technician and
wonderful friend, is stepping down from her position at CARES. Sue
has volunteered her time tirelessly for 3 years, putting in countless
hours (often times tearing her hair out) to make sure our website is
up-to-date, beautiful and easily accessible.

We are working feverishly to hire a replacement for Sue, but these are
hard footsteps to follow! Sue, we will miss chatting with you on a
regular basis and we thank you from the bottom of our hearts for all
your hard work and dedication to the CARES community.

We Love You!

2005 CAH Conference
Indianapolis, IN

Our 2005 conference was a huge success and we couldn’t have done it
without the hard work of all of our wonderful volunteers. Thank you to
everyone who helped out in the weeks before and the day of the conference.

(In alphabetical order): Penny Barrett, Laurie Ember, Louise Fleming,
Stephanie Fracassa, Stephanie Grubler, Monica Heinze, Jenny Hendricks,
Cindy Klem, Jami Abell Patterson, Alesia Pinson and Shalimar Scott.

(Babysitters): Cody & Destiny, Lindsay Beemer, BethAnn Bolton, Nicole
Deel, Gina Dreger, Terry Krist, Chelsea Naley, Samantha Naley and Leah
Samples.

We were very fortunate to have several impromptu volunteers throughout the
day and may not have gotten everyone’s name. If you helped out on the day of
the event, please let us know. We truly appreciate all of your hard work and
would like to recognize all those who helped.

CARES Foundation encourages
all members to contact their US
Representatives today in support of
The Reconstructive Surgery Act of
2005 (HR 4022).

The legislation has been
reintroduced by Congressman Mike
Ross (D-AR) to require insurance
companies to cover medically
necessary surgery for congenital
defects, developmental
abnormalities, trauma, infection,
tumors, or disease. This legislation
is most important for females
affected by CAH who are born with

CARES Foundation, Inc.

genital differences as a result of
androgen excess.

Unfortunately, many health
insurance companies define some
surgeries as “cosmetic,” making it
necessary to define these
reconstructive surgeries as
“medically necessary.” This Act
defines medically necessary
reconstructive surgery as surgery
“performed to correct or repair
abnormal structures of the body
caused by congenital defects,
developmental abnormalities,
trauma, infections, tumors, or

Winter 2006

Supbdi‘t T‘h"e Récbnstructive Surgery Act of 2005 (HR 4022)

disease, to
(1) improve X
functions; or ‘ \,y
(2) give the &=y %

&

patient a i'! fé,‘ )
normal . i
appearance, =

to the extent

possible, in the judgment of the
physician performing the surgery.”

To take action, please write a
letter to your U.S. Representative by
visiting http://www.house.gov/
writerep and indicate your support
of HR 4022.

“The Ramblings of a Grandfather”
by Carson Doss

CARES Foundation thanks Carson

i Doss for donating several copies of his
book “The Ramblings of a Grandfather”
for sale at the Indiana Conference.

Sales of the book were a huge
success and several conference attendees
took order forms once we sold out.

We are so grateful to Mr. Doss and
his family for their continued generosity
and support of CARES Foundation.

Thank You!

If you would like to purchase a copy of
‘Ramblings,” please email Lin@thedosses.com.

Lauren Doss and her grandfather
Carson Doss pose at the signing of
“The Ramblings of a Grandfather.”

Newborn Screening: 4 States Fail for CAH

ARES continued its

campaign for universal
expanded newborn screening
throughout the final quarter of 2005.
Expanded testing for 29 disorders
including CAH began on December
5, 2005 in Kentucky. This was a
full month before testing was
scheduled to begin. Initially positive
results will be sent to the Mayo
Clinic in Rochester, MN for
confirmation; however, by the end of
the year Kentucky intends to move
the entire program in-state. With the
start of the new year, both Utah and
Nebraska will begin screening for
CAH and Washington D.C. is in the
process of implementing an
expanded newborn screening
program that includes testing for
CAH.

Newborn screening in Canada
continues to lag far behind the times.
Of the 13 provinces in the country
only two and a half — Manitoba,
North West Territories and the

Gretchen Alger Lin

western part of Nunavut — currently
are screening for CAH. Thanks to
the efforts of our newborn screening
advocate partners and CARES
members, on November 2, 2005,
Ontario approved expanded newborn
screening. By the end of 2006,
Ontario will test babies for 27
disorders including CAH.

While the majority of our efforts
are in the form of encouraging
governments to expand their
screening programs to include CAH,
we also monitor existing newborn
CAH screening programs, scientific
publications and legislative action to
ensure the best possible screening
programs for all children.

In December, CARES responded
to a paper entitled “Newborn
Screening for Congenital Adrenal
Hyperplasia Has Reduced Sensitivity
in Girls” that argued against
lowering thresholds and requiring a
second screen in the state of
Wisconsin. CARES sent letters to

the secretary of the Department of
Health & Family Services and the
the supervisor of Wisconsin’s
newborn screening laboratory
encouraging them to aggressively
pursue expanding screening for CAH
to include lower 17-OHP threshold
levels and a required second screen.

National Newborn Screening
and Genetics Resource Center
records as of November 2005
include 17-OHP threshold tiers for
27 states. For normal-birth-weight
babies 21 of 27 states have set their
cut-off at 50ng/mL or less. The
average threshold for low-birth-
weight babies in these states is
129ng/mL. Wisconsin is at 55ng/mL
and 135ng/mL respectively.

Moreover, CARES made it clear
that we believe the goal of any
newborn screening program should
be to detect as many Classical CAH-
affected infants as possible: both
salt-wasting — the focus of

(Continued on page 8)
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Calm And Healthy:
Living with CAH

Josh Eisenberg

My wife, Audrey, gave birth to
our first child, Andrew Gehrig
Eisenberg, in February 2005. At 7.5
pounds and 20 inches, he was a
healthy, bouncing baby boy. Our
only worry was put to rest when his
newborn screening test showed
negative for CAH. He would be a
carrier but would not face a lifetime
of medicine and salt-cravings.

Andrew’s birth prompted me to
consider my own life with CAH —
what did it mean? How had my life
been different because of it? Looking
back, I can say, with few exceptions,
that I have lived a normal life. Sure
there were the incidents of severe
acne, the shorter stature (5> 7 1/2°
thank you very much), and my
strange food cravings (you haven’t
lived until you’ve tried a bowl of
croutons, pickles and French
dressing), but I have generally lived
my life without much CAH-related
trauma.

While awaiting the birth of our
son, I spoke to my own parents about
my early childhood experiences with
CAH. I remember a blur of episodes
of sickness, urine samples, and bone
density tests. Fortunately, my

rofiles
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parents never made it scary. Even
now, when they tell me how sick I
was as a newborn and young child,
they gloss over the trauma and
calmly recount some of my worst
episodes concluding, “but it all
turned out OK....” Having CAH, for
me, was another part of my life, like
being near-sighted.

My parents loving, “we’ll just
deal with it,” approach set the tone
for my life experience with CAH.
Because I had such a casual
relationship with the disease, I was
never the best patient. During
college and graduate school, [ would
go days without taking my medicine.
If I felt really weak I’d load up on
Prednisone or throw some salt into
my Coke. I knew why I was feeling
poorly, but I also knew that I would
be fine.

- Having CAH, for e, was
 Onother part of my life, Like

~belng nenr-sighted.”

sterile. We were relieved when tests
verified Dr. Su’s theory related to
improper dosages of my medicine.

So here we are, a few days
before Christmas and my wife and |
are ready to celebrate Andrew’s first
holiday. I continue to live my life as
I always have, taking my medicine,
(extra when I feel ill), eating salty
foods, and keeping active—running
marathons, climbing the Hancock
Tower stairs, and chasing after a 10-
month-old. I know I will always live
with CAH, but it is manageable.

Life with CAH may have its rough
spots and even some scares, but it is
manageable with good patient-doctor
communication...and the occasional
salted Coke. v

The author, a CARES member, is a Stay-
At-Home Dad and tour guide and

The worst scare [ have
had with my CAH came in
the summer of 2002, when
my endocrinologist, Dr. Jeng
Su, found testicular growths.
Like my parents, Dr. Su did
not overreact, but presented
me with several options for
their cause, the most likely of §
which was my medication. A
few worst case scenario
options included the
possibility of cancer, or that

resides with his family in Chicago.

the growths would render me From left: Joshua, Andrew and Audrey Eisenberg

Disclaimer: Any communication from CARES Foundation, Inc. is intended for informational and educational purposes only and in no way should
be taken to be the provision or practice of medical, nursing or professional healthcare advice or services. The information should not be
considered complete or exhaustive and should not be used in place of the visit, call, consultation or advice of your physician or other health-care
provider. You should not use the information in this or any CARES Foundation, Inc. communication to diagnose or treat CAH or any other disorder
without first consulting with your physician or healthcare provider. The articles presented in this newsletter are for informational purposes only and
do not necessarily reflect the views of CARES Foundation, Inc.
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My Experience
Bobby Covitz

When asked to write this article,
the question posed to me was: how
has CAH impacted my life? Despite
maybe not being as tall as [ would
like to an assortment of daily pills, I
consider myself a healthy, normal
20-year-old college student for
someone born with a congenital
condition. Over the years, my CAH
has caused my family and I a few
scares; however, the hardest part has
been the relative obscurity of the
condition.

I was born on December 23,
1984 at Brigham and Women’s in
Boston and was back in the hospital
a month later. My aunt said |
resembled a “flick chicken.”
Regardless, it was clear to my
parents and my pediatrician that
something was wrong. Without
much help from the doctors (an
unfortunate trend during my
adolescent treatment), my mom
began to give me Pedialyte. My
mom is still unsure as to what
propelled her to give me the
electrolyte solution, but it was
obvious that my classical salt
wasting CAH wasted no time
manifesting itself.

Now, Bostonians are fortunate
enough to have access to some of the
best teaching hospitals in the
country, if not the world. My first
few years of treatment were at
Children’s Hospital. My memories
of my appointments include round-
table discussions with teams of
doctors. At one point, a doctor even
went so far as to accuse my parents
of not giving me my medications
because my bone age was running
out of control. With not much idea of
where to turn to next, we visited the
late, great Dr. John Crawford at

CARES Foundation, Inc.

Mass General. Aside from being a
great doctor, Dr. Crawford was a
great human being. It is because of
him that [ stand 5’8 '2’” instead of
5’3, And most importantly, it is
because of Dr. Crawford that I was
physically able to play football and

“For me, CAH
Ls a part of my
very nature anol
character.”

baseball, to have the same
opportunities as every other teenage
boy.

My first real experience with the
potential deadliness of CAH was in
the summer of 2002. While working
in a camp, | contracted a bug
bite that eventually brought
upon adrenal crisis. I entered
the hospital with a blood
pressure of 70/30, and for the
first 24 hours I was under
nonstop care. About two weeks
later, I was discharged with a
month’s worth of IV
antibiotics. Combined with the
accompanying fear of an
experience such as this, it was
an eye-opening experience to
say the least.

This new experience led to
some investigating into this
new side of CAH my family
and I had never seen before.
Eventually, this investigating
led us to CARES. Our first trip
to a CARES event for the New
England region left my family

Winter 2006

certain precautionary measures | can
take to just meeting people face to
face with CAH, it was a great
learning experience. It lifted this
shroud of obscurity I had concerning
CAH and made me much more
aware of how my condition can
affect me.

Thus, how has CAH impacted
me? Aside from the occasional
annoyance of having to change
doses, CAH has shaped who I am as
a person more than any book,
teacher, or movie. My day begins
and ends with CAH; as I take my
pills twice a day, I am constantly
reminded of what I had to go
through just to get to this day. For
me, CAH is a part of my very nature
and character. &)

The author, a CARES member, is a
Junior at Ohio State University
majoring in Jewish Studies .

in shock of how much we had
been missing out on. From

Left: Bobby Covitz, 20, salt-wasting CAH.
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Newborn Screening Update

(Continued from page 5)

Wisconsin’s newborn screening
program — and simple virilizing —
largely ignored by this program.

Of the 50 states, only four -
Arkansas, Kansas, Louisiana and
West Virginia - remain that do not
screen for CAH. We encourage you
to write letters of support to these
states and contact your legislators
(see box to right).

If you live in a state that does not
currently screen for CAH and would
like to contact your legislator, you
can find the contact information
here: http://www?5.Isb.state.ok.us/
legislators/Isbaddress.asp. You can
also visit http://www.newborn-
screening.org/letter.html to obtain a
sample letter to send to the governor
or other government official of any

state. V
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Please contact the officials in these states and voice your support for
universal newborn screening including congenital adrenal hyperplasia
(CAH). For help, please email the CARES office at
info@caresfoundation.org .

Arkansas

Director of Arkansas Department of
Health

Dr. Paul Halverson

4815 West Markham

Little Rock, AR 72205

Phone (501) 661-2111

Fax (510) 671-1450

Louisiana

Secretary of Louisiana Department
of Health & Hospitals

Dr. Fredrick Cerise

P.O. Box 629

Baton Rouge, LA 70821

Phone (225) 342-9500

Fax (225) 342-5568

Kansas

Secretary of Kansas Department
of Health and Environment
Roderick L. Bremby

Curtis State Office Building
1000 SW Jackson

Topeka, KS 66612

Phone (785) 296-1500

Fax: (785) 368-6368

West Virginia

Secretary of West Virginia Department
of Health & Human Resources
Martha Yeager Walker

State Capitol Complex

Building 3 Room 206

Charleston, WV 25305

Phone (304) 558-0684

Fax (304) 558-1130

CAH Screening

(Continued from page 1)

with CAH are frequently born with
ambiguous genitalia, and are
diagnosed promptly with this clinical
presentation. For males with CAH, a
diagnosis may be achieved by alert
clinicians who recognize the early
signs of adrenal crisis. The OSDH
worked closely with the medical
community to address these concerns
prior to the BOH approval.

At first glance, those who
questioned the implementation of
this program might seem hard-
hearted. But, in fact, the concerns
reflect some pragmatic realities of
the challenges inherent in screening
for this disorder. Each year, the
OSDH screening program expects to
detect two to three confirmed cases
of CAH, with as many as 30 to 50
additional newborns with abnormal

3

screen results that do not have CAH
(i.e., false positives).

These false positives are most
often associated with prematurity. It
is known that premature infants have
elevated levels of 17-OHP (CAH
screening involves detecting elevated
levels of 17-OHP). However, a
diagnostic workup must be done on
each abnormal screen result because
premature infants might also have
CAH. To address this and the
concerns of the medical community,
the OSDH implemented a two-tier
screening test. The first test,
measuring the 17-OHP level, is done
by the Public Health Laboratory. If
the first test is abnormal, then the
newborn’s specimen is sent to the
Mayo Laboratories in Minnesota for
a second test. Mayo performs a
steroid profile to assist in
determining those infants at risk for
CAH versus those with elevated 17-

OHP values related to other
conditions, such as prematurity. This
second-tier test reportedly will
dramatically reduce the number of
newborns that must undergo further
testing for CAH. This is done by
utilizing a steroid profile ratio to
determine those newborns at risk for
CAH. It is thought that false positives
are decreased by 70% to 80%.
Oklahoma is the second state to use
this new technology for CAH
screening.

Now the time had arrived to act
and as the OSDH Coordinator for
CAH, I had the responsibility to
ensure Aidan received the needed
health care services to ensure a timely
diagnosis and treatment if needed.
When the pediatrician was contacted,
Aidan and his mother happened to be
in the office waiting to see the doctor.

(Continued on page 9)

(Continued from page 8)

Despite some medical complications
in the first few days of life, he
appeared to be a resilient newborn
with few outward signs of the
potentially fatal path for which his
genes were coded. Aidan’s doctor
understood the gravity of the
screening results and acted promptly.
Within two hours the necessary
diagnostic tests to rule-out CAH were
completed and mom and baby were
on their way to see a specialist. Dr.
Kenneth Copeland, M.D., Chief of
OU Children’s Pediatric Endocrine
Program, was waiting for Aidan’s
arrival to ensure all health needs were
met to avert a potential life-
threatening crisis. Dr. Copeland has
years of experience treating children
with CAH and was actively involved
in the implementation of CAH
screening in Oklahoma.

Only five hours had elapsed from
that 8:00 a.m. page until Aidan’s
arrival at the OU Children’s
Physicians Diabetes Center. His
electrolyte lab results were available
and after a physical exam, Dr.
Copeland confirmed that Aidan had
the beginning clinical signs and
symptoms of the most severe form of

CARES Foundation, Inc.

CAH, classical salt-wasting. Dr.
Copeland immediately began steroid
treatment and hospitalized Aidan
briefly as a cautionary measure.
Within 48 hours of diagnosis, Aidan
was on his way home, ready to
resume his exploration of the new
world into which he had arrived just
10 days before.

“t have only to Look
at the face of this
bright-eyed Little baby
and his devoted
wother and the answer

Ls clear.”

My next responsibility to Aidan
is to provide care coordination
services to ensure his health care
needs are met. This long-term
follow-up program is unique when
compared to other state screening
programs.

Over the next few years,
assessment of the CAH screening
program will require the painstaking
gathering of data and the meticulous
analysis of cost/benefit ratios and
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outcome measures assessing health
benefits of screening and long term
follow-up care coordination services.
From a funding standpoint, the
scientific data will be critical in
determining the program’s success.
From the human standpoint, Aidan
benefited immediately from the
expanded newborn screening
program. He will also benefit from
the long term follow-up services that
will facilitate access to needed
services to achieve optimal health
throughout childhood.

For me, there’s no question of
the program’s success. | am
privileged to work with Oklahoma’s
newborns identified with an
abnormal screen for CAH, whether
the condition is confirmed or a false
positive. After all, what is the value
of a human life? This first and
unforgettable experience remains
foremost in my mind as I consider
the question. I have only to look at
the face of this bright-eyed little
baby and his devoted mother and the
answer is clear. &Y

Katherine Kirk is a CARES support
group leader and the Endocrine Long
Term Follow-up Nurse for CAH in the
Oklahoma State Department of Health.

Sponsor An Issue of the CARES Newsletter!

CARES invites individuals and organizations to sponsor
a newsletter for $5,000.

Over 2,000 newsletters are printed and distributed
worldwide, and your contribution will help continue to
keep them free for our membership.

The issue you sponsor will recognize your generous
contribution on the bottom of every page. Consider
enlisting your employer in this sponsorship either directly
or through a corporate matching gift.

This is a meaningful and lasting way to make your
tax-deductible contribution.

Your Name

Meryl Stone at 1-866-227-3737 or

For more information, contact

Meryl@caresfoundation.org.
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ALABAMA

Tonya Judson

(205) 991-8674
tjudson@charter.net

ALASKA

Sarah Brown “e}“
(907) 452-7772
Irichardson@gci.net

ARIZONA

Michelle May

(480) 759-0870
MMay@AmIHungry.com

NORTHERN CALIFORNIA
Adria Stoner

(916) 434-8405
stonerfamily@surewest.net

Tammy Hupp
(916) 966-9767
Tammypoo@pacbell.net

SOUTHERN CALIFORNIA
Jennifer Cribbs
(714) 968-6794
jcribbs@starbucks.com

Jami Abell Patterson
(818) 906-8668
Jami@caresfoundation.org

COLORADO

Julie Adams

(303) 439-9816
Jjccdadams@aol.com

CONNECTICUT/NEW ENGLAND
Lynn Torony

(203) 264-6898
Ltorony@charter.net

FLORIDA

Patricia Tovar

(727) 541-1683
rubentovar.1@netzero.net

Sonya Matson
(941) 722-7560
sonya_mickey@yahoo.com

IDAHO

Thomas & Amanda Hopper N
(208) 882-6617 e
Amandah59@yahoo.com

ILLINOIS

Wendy Herst
(847) 945-222
mwherst@aol.com

INDIANA

Penny Barrett

(317) 865-9320
onecent721@yahoo.com

lowa

Sandra Mostaert

(319) 265-7768
mozzdesigns@yahoo.com
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KENTUCKY

Dana Rush

(502) 499-0313
prush04@peoplepc.com

Donna Burkhead
(502) 338-1500
xxsayanythingxx@hotmail.com

LOUISIANA

Bonnie Blank

(985) 845-0667
barn415@bellsouth.net

MAINE

Jeff & Jody Spear

(207) 832-2006 W
jrspear@adelphia.net

MINNESOTA

Karen Wilson

(612) 671-3602

K. E . Wilson@aexp.com

MississiPPi

Susan Aycock

(601) 833-8373
SHAycock822@aol.com
Gina Murray

(601) 829-9850
cgmurray@bellsouth.net

MissouRrl

Cassy Wanstreet

(660) 339-7449
Wanstreet@cebridge.net

NEBRASKA

Paige Young

(402) 597-2654
younggang@cox.net

NEVADA

Julie Tacker
(702) 399-8553
julie110@cox.net

April Perrucci
(702) 658-3997
aprilandnickp@aol.com

NEW JERSEY

Michelle Cascarelli “@N
(732) 516-0916
mcascarelli@yahoo.com oW

Vanessa Perez (Espariol)
vanessaperezcares@yahoo.com
(973) 485-1651

NEw MEexico

Betty Herrera

(505) 647-8314
bettyc54@msn.com

NEW YORK (UPSTATE)

Dona Cameron
(716) 773-3972
dm0070@yahoo.com

NORTH CAROLINA
Amanda Russo

(910) 262-3757
amanda74@bellsouth.net

% CARES US Family Support Groups

Oxio

Lisa Phillips

(440) 871-3659
phillipsmandl@wowway.com

Tonia Drake
(614) 820-1584 wet
TDrake 4475@aol.com

OKLAHOMA

Margaret Williams

(580) 965-5360
maggieann02@hotmail.com

Kathy Kirk, RN, MSN
(405) 271-8001 ext43051 et
Katherine-kirk@ouhsc.edu

OREGON

Rossana Wong

(503) 239-3707
wongfam4@msn.com

PENNSYLVANIA

Joseph Thibodeaux

(412) 488-1694
joetdeaux52@comcast.net

Lisa Stipetich e
(412) 630-8287
lisas@americanfastener.com

SouTH CAROLINA

Kevin & Johnette Kinard
(803) 364-9945
kevin1@backroads.net

TENNESSEE

Jane Ann Luttrell
(865) 689-9493
|uttrelltj@bellsouth.net

TExas

Lesly Stevens

(817) 472-0253
mwlastevens@prodigy.net

Sandra Billings
(281) 861-6043
billings6@sbcglobal.net

Meridith Taylor
(512) 349-9719
meri_taylor@yahoo.com

VIRGINIA

Alesha Pierson “e\“
(757)436-5471
apierson@chubb.com

Cherry Lane

(757) 416 9630 A\
CLane10407@aol.com “%

WASHINGTON

Jennifer Butler

(425) 898-7932
jbutler70@hotmail.com

WEST VIRGINIA
Karen Bozarth
(304) 252-5922
3beez@charter.net

WISCONSIN

Lisa Jaskie

(414) 645-0782
lisa1273@msn.com

Laurel Meier
(715) 341-9697
Laurelmeier@charter.net

CARES Foundation, Inc.
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Support Group News and Events

International Support Groups

BRAZIL

Isabel Wagner

(552) 126-19-3423
isabelsw@provide.com.br

CANADA

Alison Weatherall

(905) 303-7920
Aliweatherall@rogers.com

Tina Haslip
(905) 465-0927
tinahaslip@cogeco.ca

CHILE

Valeska Rojas

(56) 071-297278
valerj33@hotmail.com
Corporacionmasvida@ 123mail.cl

CoLOMBIA

Diana Oesch X
(574) 416-4478 &
dianacesch@epm.net.co

DOMINICAN REPUBLIC

Constantino Tejeda

(809) 958-0572 e
constejeda4@hotmail.com

FRANCE

Nina McPherson-Quainton

33 (1) 40270875

014027 8409

nina@easynet.fr

GREECE

Siomos Kostas
kostasdis63@hotmail.com &?}“
00306396739581

INDIA

Mathew Jacob

0091 484 2343395

0091 9387818385
dhruvmathew@yahoo.com
giccr@atetravel.com

Sanjeev Sahni

091-11-08-11774487 N
Sks_ps@hotmail.com

MEexico

Mayte Villasenor

52 818 367-5790
maytevillaseor@yahoo.com
Sergio Varela

52 01664-621-55-50
varel@bancomer.com
URUGUAY

Mariela Sessa

00598-2 6134176

mariesessa@montevideo.com.uy

Florida Family Support Group
guest speaker

Dr. Dorothy Shulman, M.D.
All Children’s Hospital
University of South Florida College of Medicine

Saturday, March 4, 2006
1-4 pm*
Lake Seminole Park
10015 Park Blvd.
Seminole, FL 33777

RSVP:
Patricia Tovar (727) 541-1683
Sonya Matson (941) 722-7560

We look forward to hearing from you. If you can’t
make it for this date, please let us know if you
would be interested in hearing about future
meetings.

*A snack and refreshments will be provided.

Oklahoma Support Group

What: Family Picnic

When: June 3, 2006 11:30am—1:30pm

Where: South Lakes Park, Event Center
4210 SW 119th Street
Oklahoma City, OK

RSVP: Kathy Kirk, RN, MSN

(405) 271-8001 ext43051
Katherine-kirk@ouhsc.edu

Event ldea. ..
Breakfast, Lunch or Dinner Fundraiser!

Food is always a good fundraiser, so try a fundraising
breakfast, lunch or dinner event.
Remember: KEEP IT SIMPLE!

Example:
What: A Hotdog event fundraiser is a great way
to start.

How: Have your local grocer donate the hotdogs,
buns, condiments, chips and pop. You can
use a propane BBQ or boiler for the cooking.
Offer up a package deal like “1 Hotdog, bag of
chips and a can of pop for
only $3!” This way, you
can raise more, faster.

Where:Set up in a busy area,
even the parking lot of
your grocer.

IMPORTANT: Be sure to thank
your grocer by giving them
recognition for their food donation.

Thank You, Florida

We thank Sonya Matson and the Florida
Family Support Group for all their hard work
and dedication.

The group’s BBQ fundraiser in November
was a finger-lickin' success, raising almost
$700. Great Job!

10

Your Ad Here

Want to start a support group or

advertise an event? Send us an

email or give us a call and we will
get you started!

Email: info@caresfoundation.org

Toll free: (866) 227-3737

11
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v jB(')ok Review

/CAH: A Parents’ Guide

iﬁ::::"“ Written by one of our medical advisors, Scott
YPERPLASIA . | Rivkees, MD, and Carol Hsu, a parent of a

A Parents’ Guide

e« child with CAH, this book is an excellent
‘g0 | resources for both parents of newly diagnosed
children as well as the more seasoned.

o Written in language that is easy to understand,
i~ the book explains in detail all aspects of CAH
€. Y. Hsu and Scott A. Rivkees, M.D. . . .
care from genetics to prenatal diagnosis and
therapy.

We use the book in our office almost daily and recommend it to
all new members who join our organization. Comprehensive and
well written, CAH: A Parents’ Guide is a must have for all families
and individuals affected by this disorder.

This book is available online through www.AuthorHouse.com,
www.BarnesandNoble.com and www.Amazon.com.

New Proélucthp date

E-HealthKEY®

MedicAlert has developed a new comprehensive medical tool to
track and manage your health. The E-HealthKey uses a USB device
attached to your key chain to organize and manage your medical
information including medications, insurance, vaccinations and family
history.

While the E-HealthKEY is an excellent tool, it will take some time
before all medical offices and hospitals will use it. It is highly
recommended that all people with CAH wear a medical ID bracelet to
alert medical personnel in an emergency.

The Emergency Screen, which contains your basic life-saving
medical information (ie Adrenal Insufficiency) and the MedicAlert
emergency telephone number, appears each time the E-HealthKEY
program is run. In an emergency situation, medical personnel can call
MedicAlert for other pertinent information, but the remaining information
contained on the E-HealthKEY will remain secure and confidential.

The E-HealthKEY also allows for easy update of medical files and
synchronization with MedicAlert. You can update your records, attach
and email documents, print customized emergency cards and even
develop graphs using medical tests.

To order the E-HealthKEY or MedicAlert bracelets call
1-888-633-4298 or go online to www. MedicAlert.org .

12

Parent Tips
Emergency Kits

Keep your Solu-Cortef vial and
syringe in a travel toothbrush holder. It
will help to protect the needle and vial in
your purse.

Create business card sized
information cards in bright colors to
staple to permission slips and give to
caregivers.  Include your emergency
numbers, your physician's name and a
brief explanation of adrenal crisis and

physical stress.
- Natalie Rechner, WI

Breastfeedmg

The Medela Starter Supplement
Nursing System™ is a great tool for
mothers who want to breastfeed but also
need to supplement their baby's salt

intake. The system, which is attached to

you while breastfeeding, allows you to
deliver a salt solution while breastfeeding
(but you will need to ask your doctor how
to mix the correct concentration). The
Medela system is available online or
through your lactation consultant.

-Robin Hendricks, AZ
N o
Emergency Instructions

Those of you who received a Year
End fundraising letter or recent new
member packet also received our new
Emergency Instructions.

The response we received from
distributing this information has been
overwhelming and we thank you all for
your enthusiasm and kind words.
Several of you have requested additional
copies for caregivers and school officials
and we are happy to provide them free of
charge (but donations are always
welcome).

If you would like additional copies or
have not received this pamphlet, please
contact our office and we will be happy to
send them to you.

Email: Erin@caresfoundation.org
Toll Free: (866) 227-3737

CARES Foundation, Inc.
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CAH Steroid Study
Riley Hospital for Children
Indianapolis, IN

Everyone who has CAH is treated with a type of
medication known as a “glucocorticoid.” There are
several different glucocorticoids available, including
hydrocortisone (Cortef), prednisone and
dexamethasone. Traditionally, many physicians treat
children with CAH with hydrocortisone, which is a
short-acting glucocorticoid that is usually given three
times a day. Longer-acting glucocorticoids, such as
prednisone or dexamethasone, are not as commonly
used because of potential concerns related to
growth. Little is known about the effects on growth,
the pituitary gland, or CAH control of these different
types of glucocorticoids. Improved understanding of
the effects of hydrocortisone, prednisone, and
dexamethasone in children with CAH would lead to
better treatment options, including the potential of
more simplified therapy with only once or twice daily
dosing.

Our goal is to compare different glucocorticoids in
children with CAH in order to optimize growth and
control of CAH so as to avoid the consequences of
over-treatment and under-treatment.

We are recruiting children who have classic CAH,
are not yet in puberty, and are between the ages of 5
and 12 years old. Children will be enrolled at the
General Clinical Research Center (GCRC) at Indiana
University School of Medicine affiliated with Riley
Hospital for Children in Indianapolis, IN. The study
lasts for 18 weeks, but requires only 4 visits to
Indianapolis. Three of these visits will consist of an
overnight stay. Each participant will randomly be on
a 6-week course of each glucocorticoid
(hydrocortisone, prednisone, or dexamethasone).

All overnight stays, including labs, medications,
and participation compensation, will be paid for by
the study. If one is traveling a long distance,
arrangements can be made to spend the night at the
GCRC the night prior to an overnight stay at no cost.

If you are interested in learning more about our
study, please contact either Dr. Erica Eugster at
(317) 274-3889, or Dr. Todd Nebesio at (317) 274-
3889 or by e-mail (tdnebesi@iupui.edu).

(e

CAH Volunteers Needed
for Natural History Study

Principal Investigator: Dr. Deborah Merke, M.D.,
Pediatric Endocrinologist and Chief of Pediatric
Services at the National Institutes of Health Clinical

Center, Bethesda, Maryland

We are currently recruiting patients of all ages with
CAH (both classic and nonclassic) for a natural
history study at the National Institutes of Health
(NIH) in Bethesda, Maryland. By studying the
natural history of CAH in a large population of
patients, we hope to define new aspects of the
disease. This will allow us to develop new
management and treatment approaches. Participants
will be seen as outpatients at the NIH Clinical Center
in Bethesda, Maryland and may be seen once, twice,
or for ongoing care. Patients seen for a limited
number of visits will have a full report sent to their
private physician. All testing is free of charge and
will include:

e Genotyping (patients with 21-
Hydroxylase deficiency only)

e Hormonal evaluation including
evaluation for insulin resistance

e Psychological and cognitive testing
e Bone age (growing children) and

ultrasound

For more information or to volunteer, please contact
Carol VanRyzin at the NIH at (301) 451-0399

The stud1es advertlsed on this page are new, as
- provided to us by the researchers. Other studies
(prevnously advertised) are also avaﬂable and can be
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Controversy Update

CARES Foundation, Inc.

CARES Letter to Consensus Meeting Receives International Support

The Lawson Wilkins Pediatric Endocrine Society and the European Society for Pediatric Endocrinology held an
“Intersex Consensus” meeting in October, the results of which will be published in 2006. Although congenital adrenal
hyperplasia is the most common “intersex” disorder, no representative from the CAH community was allowed to attend.
Instead, Cheryl Chase, a consumer advocate from the Intersex Society of North America (ISNA), who does not represent
the CAH community, was invited on behalf of all people under the intersex umbrella. CARES Foundation, which
objects to use of the term “intersex” and inclusion of CAH as an intersex disorder, protested the meeting with a letter to
the organizers and participants. The letter objected to the exclusion of a CAH-specific advocate and made
recommendations about surgery, terminology and development of centers of excellence. A copy of the letter is featured

below.

October 2005

CARES Foundation, Inc. is
the only US organization devoted
entirely to congenital adrenal
hyperplasia and is in constant
contact with affected individuals
and families. CAH is the most
frequent disorder causing genital
ambiguity and is substantially
more common than other
disorders of sexual
differentiation.

As you are aware, the CAH
community—those affected,
caregivers and professionals—
relies tremendously on the
recommendations of LWPES
[Lawson Wilkins Pediatric Endocrine
Society] and ESPE [European
Society for Pediatric Endocrinology].
The CAH Consensus Statement
published in 2002 has become a
vital tool in the care of CAH
patients. Today, | am writing to
express concern about certain
critical aspects of the upcoming
LWPES/ESPE Intersex
Consensus Meeting. | am
concerned that these issues |
raise have the real potential of
damaging the integrity of the
consensus process and the good
names of LWPES and ESPE. In
the interest of time, the focus of
this letter will be limited to:
unbalanced representation by

14

consumer advocates; the need to
base recommendations on
scientific data; the terminology
used to identify those with
disorders of sexual differentiation
as “intersex”; and creation of
guidelines for designating centers
of excellence for the care of
those with these disorders.

In January 2005 | contacted
Dr. Peter Lee to ask that CARES
Foundation be included as a
consumer advocate at the
upcoming Intersex Consensus
Meeting. | was very surprised to
hear in September that no
representative from any of the
major worldwide CAH
organizations (CARES, CLIMB,
CAHSGA, or CAHNZ) was
included in the conference. |
have since learned that other
special interest groups, namely
ISNA, will participate in the
meeting as the consumer
representative. It is my opinion
that the unbalanced
representation of activists with
their own socio-political agendas,
poses a threat to the integrity of
this meeting and the Consensus
Statement that will result.

As we all know, medicine is
far from an exact science,
especially when it concerns
disorders of sexual differentiation.

Recommendations about such
complicated issues as genital
surgery are far too serious to be
left to lay opinion. Instead,
physicians must adhere to
credible, scientific data. To my
knowledge, the consumer
advocates included in this
meeting have no such data to
present but will offer only opinion
and anecdotal evidence.

The topics to be discussed at
the Intersex Consensus Meeting
are surrounded in controversy
and emotion. Because of this, |
cannot stress enough how
imperative it is the leaders of the
conference focus on research-
based evidence and not the
personal agendas of those
present. That said, its leaders
should also recognize the lack of
data and follow-up studies
pertaining to outcome and to the
cultural, familial and community
differences of those born with
these disorders. In addition to
encouraging the study of these
issues, leadership of LWPES/
ESPE must encourage sensitivity
and mental health training in the
medical community, recognition
of the evolution of treatment
protocols and ethical issues, and
increasing education of affected

(Continued on page 15)

(Continued from page 14)
individuals, families and the
community at large.

The inability to make specific
recommendations for disorders
included under the umbrella
“intersex” indicates a problem
with generalization. Disorders of
sexual differentiation vary widely,
each having its own physical,
emotional and social
ramifications. What is true for
one affected community may not
be true for another. In that
regard, we cannot allow
representatives from other
consumer groups to speak for the
CAH community. Because a
CAH advocate has not been
granted participation in this
meeting, | must respectfully ask
that the issues discussed by
consumer representatives
exclude congenital adrenal
hyperplasia. As a consensus
statement has already been
published on CAH, | expect it will

In Support:

Sue Elford, Chairwoman

CAH UK Support Group

 Helen Mann, Executive Director
CAH New Zealand Support Group

| Linda Powell, President
CAH Support Group Australia

CARES Foundation, Inc.

not be the focus of this
conference and such exclusion
will not be a problem.

In addition to rejecting
representation by intersex
advocates, the memberships of
CARES Foundation, CAH New
Zealand, CAH Support Group
Australia and CLIMB reject the
term “intersex” as their
classification. Affected
individuals find the
characterization offensive and
misleading, implying gender
confusion—not just genital
ambiguity. Clearly, the term has
social connotations that can
adversely affect females with
CAH. As it has before, it is time
for the nomenclature to evolve.

We urge those attending the
meeting to recommend the
designation of Centers of
Excellence for the care of those
with disorders of sexual
differentiation that will have the
appropriate tools, training and

Sincerely,

Winter 2006

experience to care for those with
these disorders and support them
and their families. This esteemed
group of experts should be able
to determine what guidelines are
necessary to deem a medical
center as a Center of Excellence.
These centers may be disorder-
specific as few medical centers
have vast experience in all of the
disorders of sexual differentiation.
This should vastly improve the
care of these individuals by
consolidating their care in the
hands of those with substantial
experience, allow for the
development of further
understanding, improve support
of families, and enhance
opportunities for research.

Thank you for taking the time
to review my comments, and |
hope you will find them helpful.
Please feel free to make the
comments available to those at
the meeting along with my
contact information.

Kelly R. Leight, Executive Director

CARES Foundation, Inc.

FAIR USE NOTICE: This newsletter may contain copyrighted material, the use of which has not always been specifically authorized by the
copyright owner. Such material is made available to advance understanding of ecological, political, human rights, economic, democracy,
scientific, moral, ethical, and social justice issues, etc. It is believed that this constitutes a “fair use" of any such copyrighted material as
provided for in section 107 of US Copyright Law. In accordance with Title 17 U.S.C. Section 107, this material is distributed without profit to
those who have expressed a prior general interest in receiving similar information for research and educational purposes. For more
information, go to: http://www.law.cornell.edu/uscode/17/107.shtml . If you wish to use copyrighted material for purposes of your own that
go beyond "fair use", you must obtain permission from the copyright owner.
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CAH CHAT GROUPS

CARES Teen Chat Group: A place for teens with
CAH to talk about feelings, questions, and life
experiences with CAH. To join, go to: http://
health.groups.yahoo.com/group/caresteenchat1/

and click on "Join This Group."

CAHSISTERS?2: A listserv for adult women with late-onset CAH. To
learn more about the CAHSISTERS2 group, go to: http://
groups.vahoo.com/group/CAHSISTERS?2 .

CARES Spanish Group: A Yahoo Group for the Spanish-speaking
CAH community. To learn more and join, go to: http://
mx.groups.yahoo.com/group/hiperplasia/ .

o\ CAH Greek Group: Listservs for Greek speaking families and
individuals affected by CAH. To learn more and join, go to
http://groups.yahoo.com/group/cahgreece or http://groups.msn.com/

cahgreece .

Attention Online Shop-a-holics: Shop www.iGive.com and donate to CARES
~ CARES Foundation, Inc. is a registered member of iGive. At the mall at www.igive.com/joinLink you
get free membership (no costs or obligations) to shop at 600+ stores, and without even knowing it, you’ll
be helping CARES at the same time. Whether you’re browsing Overstock.com for jewelry or Godiva for
chocolates, make CARES your sweetheart when a percentage of your purchase is donated. To designate
CARES as your charity of choice, search the keywords: CARES, CAH or congenital adrenal hyperplasia.

Cody Cares Medical IDJ ewelry

4155 Carson Avenue
Indianapolis, IN 46227
317-785-T7102
contact@codycaresid.com

http://www.codycaresid.com

Specializing in Custom Made and Engraved

Medical Jeweln_;.
Choose fron.
v ID Bracelets
v Shoetags
v ID Wristbands (perfect
for infants &~ spozts)

Don t wait... it could protect and save your

child’slife! It saved Cody's life!
A portion of all profits will go to CARES

Foundation, Inc.

Continuous Treatment for Men with CAH

istorically, the focus of

CAH research and
treatment advancement has generally
centered on women, as symptoms
such as genital virilization and
infertility were thought to be more
problematic. While continuous
treatment for women with classical
CAH has never been questioned,
there has been some debate as to
whether men who are not salt
wasting require lifelong treatment.
However, researchers are now saying
there is no question men with
classical CAH should receive
continuous treatment and are
indicating that what we once thought
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Erin Anthony

were “women’s issues” are
troublesome for men as well.

Transition to Adult Care
Perhaps the most fundamental
reason for poor treatment for men
and women with CAH is a lack of
adult CAH specialists. In the US,
patients found to have CAH are
usually followed by a pediatric
endocrinologist until the time of
transition, around 18 years of age.
Unfortunately, after 18, patients are
often left to find their own doctor.
Many end up seeing an internist
unfamiliar with the condition or
forego treatment altogether.

In a recent article in the journal
Hormone Research’, German
researchers Monig and Sippell
propose special considerations for
the time of transition. The
researchers recommend the patient
be transferred during the course of
an extensive consultation with the
new physician, with special attention
paid to a few major problems:
adrenal crisis, impaired gonadal
function, and adrenal tumors.

Adrenal Crisis
Adrenal insufficiency and
adrenal crisis are obvious problems

(Continued on page 17)

(Continued from page 16)

for all CAH patients, but, according
to M6nig and Sippell, there are no
reports in the literature on the
frequency of adrenal crises in adult
CAH patients.

That said, the basic biochemical
defect of CAH, insufficient cortisol
production by the adrenal glands, is
a lifelong condition. According to
the authors, there is no reason to
believe that the adrenals will begin
to function in adulthood even though
steroid replacement requirements
may change.

A 2004 article in Experimental
and Clinical Endocrinology &
Diabetes’, to which Monig and
Sippell contributed, indicates a
possible decrease in dosage for
adults. The reasoning for the change
is that, with adulthood, the goal of
treatment shifts from optimizing
growth and preventing virilization to
preservation of fertility and good
general well being and physical
performance. However, the authors
are also careful to highlight the need
to repeatedly inform adult patients
about the symptoms of adrenal
insufficiency and the need to
increase steroid doses in cases of
physical stress.

Impaired Gonadal Function
Although it has long been
expected that persistent increase of
adrenal androgens results in small
testes and impaired spermatogenesis,
normal testicular function has been
described in untreated CAH patients,
Monig and Sippell said. However,
this should not be the only reason for
infertility concerns in men with
CAH. Fertility may be further
compromised by testicular adrenal
rest tumors, caused by
undersuppression of ACTH, the
authors said. Continuous treatment,
according to the authors, is necessary
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to prevent both occurrences and
preserve normal fertility.

Another complication the
authors cite is development of
testicular hypertrophy, frequently
encountered in classical CAH. This
condition, which may at first be
visible only on ultrasound but can
grow into palpable masses more than
10cm in diameter, is usually due to
insufficient steroid treatment. It is
important to note that while these
lesions are not harmful in themselves
and do not necessarily preclude
fertility, they may, as the authors
note, impair spermatogenesis and
Leydig cell function (testosterone
production).

Another problem arises when a
CAH patient sees a urologist
unfamiliar with the condition, the
authors said. While the tumors are
of a hard consistency and resemble
malignancy, they are usually benign
and reversible if steroid therapy is
optimized. It can also be very
difficult to distinguish between
Leydig cell tumors and
adrenocortical rest hyperplasia—
putting patients at a high risk for
unnecessary removal of the testicles.

Adrenal Masses

CAH may also be associated
with increased incidence of adrenal
tumors, Monig and Sippell said.
While most adrenal masses in
patients with CAH are benign, a
mass over 5cm in diameter requires
surgical removal. This makes the
prevention of such tumors another
argument for continuous treatment of
male patients with classical CAH.

Osteoporosis

Osteoporosis is typically thought
of as another “women’s issue,” but
men with CAH should also take
note.
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According to the 2003 article
referenced before, bone loss is one of
the major complications of steroid
treatment in pharmacological doses.
At risk are patients who were
obviously over-treated for years.

Summary

CAH is a disorder affecting both
sexes equally. However, because the
symptoms of androgen excess appear
to be more of a problem for women,
men have not received the attention
they deserve. The article by Monig
and Sippell emphasizes the fact that
men with classical CAH need to
receive continuous treatment and
should be aware of problems
surrounding adrenal crisis, impaired
gonadal function and adrenal tumors.
It also highlights the need for better
education of internists, adult
endocrinologist and urologists
concerning treatment of adults with
CAH. Integral for good healthcare is
smooth and conscientious transition
from pediatric to adult care. &

Issues for Men with
Classical CAH

e Transition to Adult Care

e Adrenal Crisis

e Adjustment of Dosage

e Impaired Gonadal Function
e Adrenal Tumors

e Osteoporosis
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a) Embryonic Stem Cell derivation using previous techniques without the possibility for embryo viability. b) NEW embryo-sparing
method allows cells to be obtained at an earlier stage for viability of the embryo, as used in pre-implantation genetic testing.

Stem Cell Research
(Continued from page 1)

Embryonic Stem (ES) Cells are
derived from the early embryo, prior
to the time of implantation into the
uterus, and are able to become any
cell within the body. Given this
enormous potential, scientists hope
to one day be able to coax ES cells to
develop into a wide range of tissues,
which will serve as the basis for
treating many diseases.

The Ethical Debate
Surrounding the use of ES
Cells

Until recently, the generation of
ES cells required the destruction of
the early embryo, which raises
significant ethical and moral issues
for many individuals. Important
advances have recently
demonstrated that embryonic stem
cells can be obtained from an 8 cell
stage embryo without destroying it
in the process.

The procedure to generate ES
cells without destroying the embryo
uses well-established methods to
isolate a single cell from the embryo
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before it is implanted into the uterus.
This technique is already widely
employed by doctors to identify
genetic mutations in embryos

without their destruction. In addition,

other promising approaches, which
are designed to avoid the use or
destruction of embryos, are currently
being developed.

Cell-Based Therapy for
Congenital Adrenal
Hyperplasia (CAH)

The potential role of stem cells
in the treatment of a wide variety of
diseases, such as diabetes and
Parkinson’s disease, has recently
gained considerable attention. Cell-
based therapy involves the use of
highly specialized cells to replace a
tissue’s missing function, such as
hormone replacement.

CAH is an ideal condition for
cell-based therapy given (1) the need
for precise hormonal replacement,
(2) the need to increase steroid levels
during times of stress and (3) the
highly complex daily variation in
normal cortisol production rates.
Each of these functions could ideally

be provided by cells, which are
responsive to normal hormonal
signals.

Because individuals with CAH
may have the ability to regulate
cortisol in a normal manner, it is
hoped that replacement with either
(1) adult stem cells from the adrenal
gland or (2) ES cell-derived steroid
producing cells might restore normal
adrenal hormone production. Ideally,
cell-based therapy would also result
in partial-to-complete adrenal
androgen suppression from the
patient’s own adrenal glands, which
may be possible if sufficient cortisol
levels are produced by these cells,
though this remains to be proven.

Adult Stem Cells from the
Adrenal Gland

The adrenal gland has long been
assumed by researchers to contain a
population of adult stem cells, which
are thought to maintain this essential
tissue for the lifespan of the
individual. Proof of their existence,
however, has been lacking. Recent
studies from our laboratory have

confirmed the presence of adult stem
(Continued on page 19)

(Continued from page 18)

cells in the adrenal glands of rodents,
raising the possibility that they also
exist in humans.

While there is little doubt the
tools required to study adult stem
cells will emerge during the next
decade, it is quite clear the field of
adult stem cell biology, for tissues
other than the bone marrow, is still
in its infancy. In the meantime, ES-
cell based strategies may offer the
best potential for cell-based therapy
for individuals with CAH and other
conditions.

ES Cell-derived Steroid
Producing Cells

The ability to coax ES cells into
becoming cortisol-producing cells
would represent a major step towards
cell-based therapy for individuals
with CAH.

The methods required to turn ES
cells into mature cells of any
particular tissue will ultimately
require determining how a tissue
normally develops. For most tissues,
including the adrenal gland, these
methods are currently being
established.
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In our laboratory, we have
developed a highly specialized
screening system to help identify the
specific developmental steps
(factors) required for adrenal
development. After identifying these
factors, we hope to establish the
methods required to coax ES cells
into cortisol-producing cells and
ultimately test their ability to restore
normal adrenal function in model
systems of CAH.

Advantages of Cell-Based
Therapy for CAH

Unlike current cell-based
therapies (like bone marrow
transplantation), which require
individuals to share common
immune markers to avoid rejection,
cell-based therapies offer the
theoretical advantage of being
tailored to the individual, thus
potentially avoiding immune
rejection and the need for immune
suppressing drugs. For example,
someday it may be possible to
correct the genetic mutations causing
CAH in individuals by applying
gene therapy to an individual’s own
stem cells (adult stem cells or ES
cells), and therefore fully cure CAH.

The therapeutic potential of
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ES cells, whose unique
power to self-renew and to
develop into any human
tissue or organ, is expected to
transform the way that we
treat, prevent and cure
disease. Instead of drugs,
cell-based therapy hopes to
provide the means of
restoring normal function to
tissues and organs — including
the adrenal gland. To help
ensure that patients with
CAH are not denied the potential
future option of ES-derived
cell based therapy, we have
initiated fundamental research
in this emerging area. &Y

Blood cells
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Stem Cell Questions and Answers

What are Stem Cells?

Stem cells, the body’s master cells,
have the potential to form one, many
or all cell types of an organism and
have the ability to replicate (self-
renew).

What are Adult Stem Cells?

Cells derived from multiple tissues
with the capacity to self-renew and to
give rise to specific cell types within
each tissue.

What are Embryonic Stem Cells?

Cells derived from the early embryo
with the potential to give rise to all
cells in the body.

What is Cell-Based Therapy for
CAH?

The ability to replace adrenal gland
function with highly specialized
steroid producing cells.

Can Embyronic Stem cells be
created without destroying the
embryo?

Yes! Using well-established methods
scientists have recently been able to
generate embryonic stem cells
without destroying the embryo.

(See diagram B on page 18.)

Dr. Breault is an Assistant in
Medicine in the Division of
Endocrinology at Children’s
Hospital of Boston and an
Instructor in Pediatrics at Harvard
Medical School. In addition, he is an
Affiliate of the Children’s Hospital
Boston Stem Cell Program, and a
member of the Harvard Stem Cell
Institute and the International
Society for Stem Cell Research.
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“What’s that bracelet on your arm?”. ..

=%

This is a dialogue that goes on every day, when people wear their CARES bracelets in
public. In addition to accessorizing your family's attire, Every1CARES bracelets are a
great way to make people aware of CARES’ mission. CARES' blue silicone bracelets are
available for sale in both adult and youth sizes ($3 each). They make great party favors
and even napkin holders.

..“It’s an Every1CARES bracelet that
raises awareness about CAH.”

Consider enlisting your children’s Scout troops to sell them in your neighborhood. Let's
continue to expand the Every1CARES community!

To order, call toll-free 1-866-227-3737 or order online at www.caresfoundation.org .

Y Have you recently moved, changed your
phone number or e-mail? PFlease make sure to let us

know, so we can keep our information current. B
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Thank you, Thank you!
To those of you who have already
sent in your donation to our Year

End campaign.

It’s never too late.

For those of you who have not yet
done so, please send in your
donation. We need your help!! We
still have so much work to do
supporting families like yours who
are affected, raising awareness about
CAH and funding research for a

cure.

Please send your donations to:
CARES Foundation, Inc.
189 Main Street, Millburn, NJ 07041
or logon to our secure website:
www.caresfoundation.org .

If you have any questions about
your tax-deductible donation, call

(toll free) 1-866-227-3737.

CARES FOUNDATION, Inc.
189 Main Street
Millburn, NJ 07041
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