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The children were absolutely enthralled
with magician, Dave Thomen and pian- Silent Auction Update 4
ist, Jerry Roman. Alex Smith, singer,
involved all ages with his wonderful muges = 3
sic. It was quite a start for the 6th SMS = g Stepic Journey S
conference in Reston, Virginia. A re-
cord number of parents were connectiny N
as the welcome reception began. Ther Deaneds Gr 8
were hugs all around as old friends re-
united and new friendships began. ( SuperKid 10

. tute provide us with information regarc
PRISMS president, g rare disease patients. He brought the
Randy Beall, message of the importance of notjust The wonder f ul SMSe
opened the confer-  getting a disease named, but to move brought laughs and applause from the
ence on Friday forward with a study of the disease. Fory,dience as Ann Smith. M.A.. D.Sc
morning, welcom-  researchers, this includes serving as COMhon) took the podium. Her presenta-
ing over 330 par- g iants to the world, developing new ¢ i o n 6 My, how weov
ents and research-  yeatments, and training others so re- everyone realize jL;St how far such a
ers. Rick Guidottl,  gearch can occur. He left us with the small group has co
photographer from — following quote by Emest Hemingway, ichen table to a room filled with over

Positive Exposure, - o The world breaks 3gMi@ilididlsn She acthBufledgdd tHe

spoke of challeng-  \yard, some are strong at the broken | -
ing the stigma associated with difference) | 2 c'e s . 6 J important partnership between parents

by celebrating the beauty of human di- : and researchers. SMS awareness is gro\
versity. He is a delightful man who ing throughout the world, partly due to.
demonstrates, through his interactions _ | | new and improved molecular diagnostic

with our SMS individuals, that he is true
to his mission. His website
www positiveexposure.org is well worth
a visit...plus, you can see pictures of 0
SMS children from the conference.

Our keynote speaker was Dr. William A
Gahl, MD, Ph.D. Itwas an honor to
have the clinical director for the Na-
tional Human Genome Research Insti-
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A Message from
PRISMS President ¢
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Recently, more than 335 PRISMS members and guests joined together at the
Hyatt Regency Reston, Septemb&0]Tor the B International Conference
oBuilding Bridges of Hoped6, settin
SMS Research Roundtable was also held on Sdfdarhéies and researchers
came from all parts of the globe, including Australia, Canada, Denmark, Fran
Iceland, Japan, Mexico, Philippines, U.K. and the U.S.

We met many new friends andéhoguainted ourselves with families that we had
met at previous conferences. We | e
cried. | want to personally thank Margaret Miller, our conference chair, and he
committee. Maggie spent countless hours working to make this conference a
success. Jeri Gawlowski i s avea om
gueen who made those great jewelry bracelets and hoodies. Thanks, Jeri! | w
also thank our great conference sponsors. It takes a lot of money (almost

$120,000) to help subsidize the conference and we depend on your generou:
port. Also, a big thank you to our speakers, volunteers and professionals!

This year our conference silent auction raised $8590. Wow!! | want to extend
huge thanks to Kellie and John Cooney (and their volunteers) for an awesom
with such a fun event! Al s o, | wou
auction donors. Our first conference silent auction was held in 2002 at our De
ver conference and nlamw a terifit Rindiaised o n f

This was theyo nffaesmmielnyces abnd wedve | eal

with each one. While some folks believe the conferences are primarily for ne

diagnosed families, my family has always learned valuable information, met &
eing peaple and daltwdharged after each conference.

Be sure to mark your calendars now for the 2012 Conference in Denver, June
0 July 1, at the Renaissance Denver Hotel. This beautiful hotel offers a free a
port shuttle and is conveniently located midway between Denver Internationa
Airport and Downtown Denver. A special thanks to Eric and Kim Hoffman for
finding this great hotel.

Finally, please think about ways you can get involved and support eéch other

NIH, National Human Genome Research Instit§tepost conference. SMS is a journey and we so desperately need to support ec

Beth Solomon, M.S.
W.G. Magnuson Clinical Center
National Institutes of Health (NIH)

other and learn together. PRISMS can help you host a local fundraiser, host
picnic or just connect you with other local families. Or maybe you can help

PRISMS in some wéyor example, you could write an article for our newsletter
or join our SMS discussion board and help answer questions folks have poste

The PRISMS board is here to serve you. If you have suggestions or concerns

would love to hear from you!
Randy



What Is Smith -Magenis
Syndrome?

Research Rou

SmithMagenis Syndrome
(SMS) is a chromosomal disarder

-characteyi aspedficpatt

Iof qygcéﬁ,ﬁe%viorﬁagdq 8”}1
developmental features. It is
caused by amissing piece of
geneticmaterial from
chromosome 17, referred to as

eletion 17pH. e firstgrou
O en v B 11
described in|th
CM Smith, M.Aa genetic
counselor, and Ellen Magenis,
M.D,, a physician and
cytogeneticist. Although the exact
inddence is not known, it is
estimated that SMSoccurs in(1
outof 25,000 births. SMS is
underdiagnosed, but as
awareness of it increases, the
number of people identified
grows every year.

Thirty-ei ght i nvited researchebtbSMd5nd
Research Roundtable convened &mmnsored by PRISMS Professiond|
Advisory Board and NIH SMS Research Team. The invited scientific|sy
posium was funded in part by a conference granttfrer@ffice of Rare
Diseases Research, NIH, and administrative support from Office of the
Clinical Director, Nati onal Hu m3g
program at the NIHResearch presentations on both clinical and basi¢ sci
ence research topics related to SMS were presented and updated sum
of this research were later shared with the
PRISMS conference attendees at the Re- N
search Update on Saturday or as part of E
workshops presented during the confer- )
ence.
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