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| would like to tak@s opportunity
to thank all of thosbko attended
this year's KDA cordace in Las
Vegas. Furthermorechairman of
this year's conferoommittee, |
would like to thank conference committee members]

o Len Janicki

o Bud Goodnight

o Ted (TJ) Noack

o Paul Deschamp

o Terry Waite

o and last but far from least a very
special thanks to Jerry Brown who
passed away early in the year.

Also onsite volunteer work, Susanne Waite. Withou
their help, the success of this conference woutd no

have been possible. (Continued orpage 2)
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Discussion Summary
Contributed by: Ed Meyertholen, Member at Large

The 2007 KDA Conference allowed many of the redeens
who investigate Kennedy’s Disease to meet withvildials
with KD and their families. This is a unique oppuority for
those of us living with KD not only to interact withese
researchers, but also to hear about the prograshak been
achieved in understanding and treating this dise@abe
KDA is lucky to have such a dedicated group of rstigs in
our corner!

Lenore Beitel, Ph.D.

Dr. Diane Merry

The researchers who attended the KDA conferenseyéar
in Las Vegas included members of many of the |labt t
study KD. This includes scientists from Dr. Fisebk's lab
at NIH/NINDS in Bethesda, Dr. Merry's lab at Thomas
Jefferson University in Philadelphia, Paul Tayldegb at the
University of Pennsylvania as well Lenore Beitei, [P.
from McGill University in Montreal. Each group gaa
presentation highlighting the recent advanceshhaé been
made in their respective labs.

The results of the research presented at the ngetimarily
described investigations probing the biochemical
mechanisms by which nerve cells die in individ wailth

KD. Itis hoped that by understanding the disease
mechanism, scientists will be able to target itwdtugs in
order to prevent cell death and thus prevent thectau
wasting symptoms of KD.

The general consensus seems to be that the catise of

(Continued on page 2)




(2007 Conference Special Thanks - continued from pab

Special recognition and hat's off is necessarytfer
presenters:

Ed Meyertholen

Angela Kokkinis, BSN, RN, NIH

Alison La Pean, MS, CGC, NIH/NINDS
Kenneth Fischbeck, M.D., NIH/NINDS

Diane Merry, Ph.D., Thomas Jefferson University

Lenore Beitel, Ph.D., McGill University

Udai Bhan Pandey, Ph.D. University of Pennsylval

Maria Pennuto, Ph.D., NIH/NINDS
Isabella Palazzolo, Ph.D., NIH/NINDS

Heather Montie, Ph.D., Thomas Jefferson Univers

Chris Orr, Ph.D., Thomas Jefferson University
Dr. Gerald Weeks

and John Coakley Sr. as Master of Ceremonies.

How do you thank someone who significantly contréaiito

the silent and live auction bidding wars and helipedease
the total proceeds? We sincerely hope Ed Noadk wil

graciously accept the invitation to lead our auttgain. His
sense of humor, showmanship, and professionalangstiing
abilities added an extraordinary flair to this ysafter-dinner

event and helped in our fundraising!

We hope to see you all again next year in WashmBte.
and until then please stay safe.

-- J. Murray Williams, Sr. Vice President, KD
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Attendees listening to the Researcher

Panel the Dinner banqu

Roger & Beverly Stoufer
Associates from USA enjoying

i i

KDA Conference Attendees: Men’s Group Photo

(Research Panel Discussion Summary - continuedtfrpage 1)
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Dr. Kenneth Fischbeck, NIH/NINDS

nerve cell death in KD is due to the inability bétcells
to adequately destroy the protein that is affeatatlis
disease, namely the androgen receptor (AR). Ndyreal
cell contains many copies of the AR protein. # it
inactive state, that is, when no androgens (such as
testosterone) are present, the AR protein is fonrle
cytoplasm of the cell. It appears that the cetidpable of
recycling the protein when it is located only ie th
cytoplasm. Thus, the cell is constantly destroyifty
copies of the protein and replacing them with newer
copies. The destruction of old AR is done by ai&le
cell structure called a proteasome. As long a®thee no
androgens (such as testosterone), everything afiisut
recycling process is hormal. However, in individuaith
KD, the presence of testosterone changes everytfihg
testosterone binds to AR and in doing so, activites
protein. The activated AR now enters the nucléss,
home to the cell’s DNA, where it ultimately stimtda the
synthesis of new proteins. It is the synthesithe$e new
proteins that cause the effects of testosteromeimal
individuals. The effect of testosterone on thetgin
synthesis of cells occurs also in individuals vi{iB. The
problems begin when the cell now tries to desthay t
activated AR that is now in the nucleus. In norgells,
this proteasome mediates the recycling of AR by
completely degrading the AR — no problems. Howgvel
in KD cells, the proteasome in the nucleus appieae
unable to completely destroy the AR that is inrtheleus
and there is a build up of a toxic fragment of iR
caused by the partial digestion of the proteintzy t
proteasome. This indicates that the deleteriofessf of
KD should only occur if testosterone is preserthasis
the stimulus that sends the AR into the nucleus.

If this disease model is correct, then preventiegtiuild
of these toxic fragments (or finding a way to remov
them) should prevent cell death and prevent the dbs
muscle tissue that is characteristic of KD. Th&oadly,
there are two possible ways to accomplish thikeeifind
a way of preventing the mutant AR to enter the euslor
find a way to adequately destroy the mutant AR dhce
does enter. Research presented at the meetirghbasm
that both of these approaches are able to prevént K
symptoms in model systems (such as mice, fruis #ied

(Continued on page 3)




Photographs from the Conference:

For morewww.kennedysdisease.org/kda_conf 2007 hilites.htm (Research Panel Discussion Summary - continued frpage 2)

cell cultures). For example, Dr. Maria Pennut®of
Fischbeck’s lab presented data that showed that the
application of a messenger protein knowressilin-like
Growth Factor 1 (note, this is not insulin) to cells prevent
the AR from entering the nucleus of the cells dngst
prevents the formation of the toxic fragment.

14

Dr. Udai Pandey of Dr. Taylor’s lab presented data
demonstrating that the accumulation of the toxagfent is
reduced when an alternate AR disposal pathway 1 thiag
the proteasome) is activated. Specifically, thetvated a
Lori & Duane Benson, John QegkSr., Vice President dlsposal pathway known as autophagy.

Associates from the USA MC, ansi$on John Coakely, Jr. This work was, in part, possible due to your cdmftions to

the KDA as Dr Pandey was a recipient of a KDA recea
grant last year.

Not only are your donations needed, they are dfsatere!

Dr. Merry and members of her lab, described several
projects dealing with the biochemical mechanismsvhich
the AR enters the nucleus. While none of thesdirfiys are
a cure in themselves, they do point the way fathfur
research that may lead to the development of tleeitap
procedures for preventing the symptoms of KD.

Heather Montie, Thomas Alexandre Negekda
Jefferson University & sgociate from Brazil
Isabella Palazzolo, NIH/NINDS

Elizabeth & Patrick Hill

Paula & Mike Goynes & Will Edel Bud & Anne Gamight

Associates from the USA Associates from thé\US Associates from Canada

Rick & Sharon Webb Ed & Linda Redifer . . £ : R L _ et Ve ST

Associates from the United Kingdom ddiates from the USA » Mary Redifer, Didai Pandey, Mrs. Pandey & TJ Noack
& Ed Meyertholen Researcher and Associate from USA

Associates from USA
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Rick Van Ettn gela Kokkinis
& Gerry Montie — from USA KDA FoundeBOD Members

=r 5" 1 rer -
Bill Pratt & Bob Phibbs Ron & Nancy Martin
Associates from USA Associates from USA




Funding Research is Critical

RESEARCH JUST DOESN'T HAPPEN ...
ITHAS TO BE FUNDED BY SOMEONE

As we mentioned last fall, the federal governmezst feduced the funding available for medical redeaAs a result, research
projects for Kennedy’s Disease, along with otheséx known, lower public profile illnesses are geseriously under-funded.

Research is crucial to finding treatments and a éur this disease that has affected all of owdivFrom December 2005
through November 2006, the KDA awarded $75,00@search grants. Please help us to achieve ows fps2008 in funding
$100,000 in research grants! Please send a dar@dtemy amount. Donations to the KDA are tax axithle in the US.

Genetic Counseling & KD
Presented by
Alison La Pean, MS, CGC from the NIH

Contributed by Susanne Waite

Kennedy's Disease is a genetically inherite
disease. A mother carrying the KD gene ca
pass that gene to any one of her children.
Each child would have had a 50/50 chance
inheriting the KD gene from their carrier
mother. A father with KD, can ONLY pass
the KD gene to his daughters — each and ey
time, giving them carrier status. Sons cannotribi from a
father with KD.

Genetic Counseling can help you better understaad t
inheritance pattern, but more than that, it cap lyeu plan for
future children (learning about potential optiordiscuss fertility
and sexual issues, and help family members unadet stee
disease better including parents who may feel dui to their
passing the gene along. This type of counselisg e&n suggest
coping strategies and offer support.

The NIH is open to anyone seeking this type of seling at no
charge. However, you would need to make your gewet and
lodging arrangements when visiting the NIH. Conh#scson for
an appointment at:301) 496-8969 .

Back row, L to R: Terry Waite, David Stack, Dudenson
Front row, L to R: Darwyn Pilling, Boyd Benson

Exercise & KD
Presented by
Angela Kokkinis, BSN, RN from the NIH

Contributed by: Susanne Waite

Those with Kennedy’s often wonder, should | be eisémng?

Some have been advised by their medical doctortonot
However, this is a difficult question to answero studies have
been formally made to determine a definitive answBut some
observations have been made. Those who do ligittse with
KD, seem to have little adverse affects. Thewenggative affect
if one overdoes it, and there is normal atroplgnié does not do
any exercise.

Some exercises suggested for your consideration are

- Isometric (resistance training that uses muscléseobody to
exert a force either against an immovable obje arfixed
position for a set duration of time.) DO NOT DO ESE
EXERCISES IF YOU HAVE HIGH BLOOD PRESSURE.
Examples are: Isometric bicep and tricep curl or
Light bands or weights for strength training tophiglcrease
muscle, tendons and ligament strength and imprewxibflity

Flexibility exercises to stretch and elongate thesote such as
Yoge or Pilates (continued on page 5)

Woman'’s Group Photo




Holiday Shopping
PROCEEDS GO TOWARDS
KENNEDY’'S DISEASE RESEARCH

HoLIDAY CARDS are available. $5.00 + shipping.

COOKBOOKS

The KDA has a wonderful cookbook, “Recipes fromuard the
World” containing 300 recipes contributed from KDA
Associates. $10.00 + shipping ($12.00 in the Ushipping).

KDA T-SHIRTS! $20.00+ SHIPPING.

Please go to the KDA Website to see photographdiadaut
how to orderwww.kennedysdisease.org/kda store.html

SHOP ONLINE & MAKE A DIFFERENCE!!

Don't forget, you can shop online through the KD &ed
Partners with stores such Amazon, Office Depot,ydac
PetMeds, 1800Flowers and more! When you enteutirdhe
KDA site tothese shops’ online websites, they donate to the
KDA up to 10% of your purchase price!

Go to:www.kennedysdisease.org/help shopping.html

The 2007-08 KDA Board of Directors and Officers

President - Bruce Gaughran

Treasurer , Founder & Executive Director - Terryi&a
Senior Vice President & Secretary - J. Murray \ditlis
1st Vice President - John Coakley, Sr.

2nd Vice President - Ron Wiker

3rd Vice President - Paul DeSchamp

Member at Large - Mike Goynes

Member at Large - Ed Meyertholen

A publication of the
Kennedy's Disease Association.

Editor for this issue: Susanne Waite
Founder, President Emerita, Past-President

Comments, suggestions, and questions should becsent
kennedysdiseaseinfo@gmail.com

) %% (% (
The Kennedy’s Disease Association
P.O. Box 1105

Coarsegold, CA 93614

Phone:559-658-5950
Email: info@kennedysdisease.org
Web Site: www.kennedysdisease.(

(Exercise & KD continued from page 4|)

Aerobic (shorter/higher intensity exercises) sueh a
swimming and exercising in a pool (tennis or sjmon
might be out of the question for most living ith KD

Anything you feel you can do safely

Ask your doctor for a referral to a local physittadrapist
who can help you develop a long term plan. Theylelp
you determine specific training, range of motioereise,
and telp with stiffness and tightness of mus.

KDA Chat Room
Chats are scheduled for the first and third Satuodaach
month at 10:30 Eastern Time. If you missed a gjai,can
still read the transcripts at:
http://www.kennedysdisease.org/disc_transcriptd.htm

NEW!!I Significant Others Chat:

These chats, specifically for significant others (ives,
significant others, carriers, etc.), are scheduletbr the
2" Saturday of each month . Participants can chat
either anonymously or not — these chats will NOT &
saved, posted to the Web site nor distributed by #
KDA.

The first Significant Other chat is scheduled for
1/12/08 at 8:00 a.m. pst

KDA Forum

“Have you visited the forum recently?”

The KDA forum is alive and well. There are mangits
posted covering a variety of subjects. The bemefithis
forum service include: No advertising and Email
notification of message replies. Visit the forumaur web
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Sharing information about Kennedy's Diseas
with those who seek it

0]

Creating a support system for those living with
Kennedy's Disease

Increasing public awareness of Kennedy's
Disease and its effect upon families

Increasing awareness of Kennedy's Disease|in

the medical community

Raising funds, with an aggressive target to
earmark at least 70% of every dollar donated




