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TSRHC Researchiers Link First Gene to Seoliosis

After vears of surgeries, wias able to identifly the first gene
brawces and clinie visits, Judy It has been knoon for many decades associated with seoliosis Thanks
Worthington knows firsthand that zealinsis tends o bhe dvdevd o tio Judy and her famdly, hundeeds

how seoliosis, a condition of other Mood donors Lo the

rvitliene families, bul none we T

CALSES ONES spine [0 curee into : ) i ; stipdy and the research tepm at
as or=s" "ill.il.|H‘_ affected foumd i Jirst gene that 15 clear II"-'I TSRHC, there is hopse for a life
boer life aned the lives af three retated o the development of scoliosis.” Iress off seoliosis i the fulune

| generations of her Gamdly e, Caror W “Seoliosis was just something

“All five siblings had tor lives with,” said Helen Hay

senliosis — my three sisters, Nicholson, Judy's oldest sister,
my brother and 1.7 said Judy, whose two daughters, son “But when we met D, Carol Wise, that changed everything.”
and a granddaughter were also diagnosed with the same Through a study as part of the Sarah M, and Charles E
condition. Judy's treatment for scoliosis as an adolescent SeavMartha and Pat Beard Center Tor

included four surgeries and a one-year stint in a body cast, Excellence in Spine Research, Dr. Wise,

and s an adult, & curve-comecting spine implant system

mvalving two surgeries.
Juddy was ireated by Texas Scoitish

Rite Hospital for Children’s second

chiel of staff, Dr. Brandon
| Carrell, at the W, B. Carrell
Memaorial Clinie, and she knew
that her family’s medical
history could be vital
ton TSRHC'S research
sty ko findd the genes
responsible for seoliosis.

Shie wins right, and e
with the help of her
famnily and more than
50 other families, TSRHC

director of molecular gemneiics at the

SUMMER 2007



TSRHC Researchers Link First Gene 10 Scoliesis
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hospital and leader of the 10-vear
research siudy, and her tesm al
TSRHC recently announced that
they identified the first gene, CHIDT,
associabed with idiopathic seoliosis,
Idiopathic scoliosis, or IS, is the most
common spinal deformity in children,
and previoushy had no known cause
and still no cure, This gene discovery
gives the medical community clhues to
explain what causes the condition anmd
provides tools for future research.

IS poses a significant health burden
tor children, as it has a prevalence of
two Lo three percent of school-aged
youth, Children who are still growing,
particularly girds, are at the greatest
risk of developing severe spinal
curvatune. IS often appears in family
members, ndicating a genetic cause,

“At the hospital, we hove Found
Tarmilies that are strugeling with this
condition, and it is occwming over
and owver again, in generation afler
generation, and in multiple siblings
and other family members,” said
Dir. Wise,

The research feam sought out
Families with a history of 1S to
participate in their study, and Judy
and her family were among the
first to sign up.

“We collevted a sample of DNA
fromn family
mwemibers amd
analyvaed the
DMNA to tell us
where the gene
is located,” said
Iir. Wise. “Hy
looking at DN A
from enough
[amilies, we can tell where the actual
genetic change ocourmed.”

The research team conducted
genome-wide scans and follow-up
stindies of &3 familles, totaling 130
individuals with a confirmed 15
diagnosis, The findings were published
i thes May 2007 issue of the Americon
Jdowrnel of Human Genelics,

“This is the most definitive link
between genetics and scoliosis that
has been reported 20 far,™ sid
[ir. Wise, "It has been known for
many decides that scoliosis tends to
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“We've made one discovery,
and we have many more
genes lo discover, and we
will discover them.”

— D, Caror. Wise
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Nora Elenouly. Fhonn Devroy and Dr. Dongping Thang
(Right ) Din: Miaochong Groo and Dr: Corol Wise in the lab

b inherited within families, bt mow
wir have found a gene that s clearly
related o the development of scollosis.”

Although miore research is needed
to make significant strides, according
o Dr. Tony Herring, chiel of stafl
at TSRHC, this discovery lays the
groundwork for future research
that will hopefully identifly the
speciflic abnormalities that cause Uhe
Spne curvatre,

“When we understand these
mechanisms,
woir Ty bee gkl
i develop new
preventative
measures and
better freatment
methods,” said
Dr. Herring.

The news of the
gene discovery has Robin Tuley, Judy's
daughter who also has a mild form of
senliosis, very excited.

*I have two girls that are almost
grown, and [ already worry aboul
scoliosis affecting their children,™
sabd Robin, *But as they get closer to
finding o solution, it gets casier not to
be as concemed.”

According to Dr, Wise, researchers
amdd clinicians at TSRHC envision that
one day, diagnosis can take place
be=fore the curve progresses, ancd
noninvasive treatments can be applied

Visit www.tsrhc.org for more information about the gene discovery
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to correct the spinal curvature before
surgiery is necded,

"1 am so thankful to the research
growp at TSRHC for their commitment
o finding a cure for seoliosis,” sabd Judy.
“Maybe one doay my great grandehildnen
and great-great grandchildren won't have
tor deal with this disease.”

“This i= a big day for us,” said
Dr. Wise. “We are so appreciative of the
Waorthington family and of many other
Families as well. We owe it to them Uhat
we've made this much progress.”

But for Dr. Wise and her research
team, the search is nol over.

"Weve made one
discovery,” she said.
“And] we have many
I @enes Lo
digcover, and we

will discover

them.™ O
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