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CdLS Foundation

Cornelia de Lange Syndrome Foundation, Inc.
Reaching Out, Providing Help, Giving Hope
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National Cornelia de Lange Syndrome Awareness Day anks 20 years

Two decades later, families of children born in 988 uggle for awareness, understanding
NATIONAL (March 25, 2009)—Even as the 2@nniversary of Cornelia de Lange
Syndrome Awareness Day is celebrated on May 9, maople still ask, C-d-what?

While 20 years has seen much scientific succeskiding the discovery of three
genetic mutations responsible for the syndrome—whauses a range of medical, physical
and cognitive problems—CdLS remains mostly unknosuen among medical professionals.

In 1989—the first year CdLS Awareness Day waslraked across the country—the
CdLS Foundation, founded in 1981, was staffed tgmaparents and volunteers crammed
into a small make-shift office.

Children born with CdLS that year faced many arades, but unlike the children
born just a decade earlier, their families had supfpom an organized group pushing for
increased knowledge, research and understanditig dittle-known syndrome.

20 years after the first CALS Awareness Day, pgarehchildren born in 1989 remain
grateful for the information the Foundation—nowffgtd by 10 professionals in an office
building near Hartford, CT—has provided over tharge but many still see a void in the
awareness and understanding of the syndrome bythethublic
and professionals.

When Justin D’Ancona (pictured, at right) was diesgd
with CdLS shortly after birth, the doctor sent thmily home with

a few pamphlets about CdLS.




“We decided right at Justin’s birth, we would focus his abilities, not disabilities,”
says his mother, Sharon, who lives with her fanmliyWindham, NH. The family didn’t
contact the Foundation for five years, but as dustiered the school system, the D’Anconas
recognized their need to network with other CdL&ifi@s and seek support for school issues.

“In the beginning we plugged away on our own, brgradhe years, our needs for
support have increased,” says Sharon. Because neatfty care and educational
professionals are not familiar with CdLS, the Foafimh’s support proved vital for the
family, especially when Justin nearly died fromiesgpon pneumonia and ensuing
complications at age 10. Justin’s doctors werenerphone with Foundation medical experts,
who answered questions and facilitated care duhaegritical time.

Sharon says 20 years after Justin’s birth, awaseole€dLS is still lacking among
health care and educational professionals: “Yout ggmeralize people with CdLS as people
with special needs. Unless you know CdLS, you camierstand how to work with or care
for a person with it.”

For example, individuals with CdLS are prone tetgaesophageal reflux disease and
other gastro-intestinal issues. The pain assocuitdthese conditions often manifests as
self-injurious behavior (e.g. banging head, sciatgkkin) or other behavioral changes.

Some parents, like Cathy Campi of Oakland, CA, B
have found it a struggle to get doctors to acdepiQdLS
diagnosis. “I still don’t feel the doctors are bugyiinto

CdLS,” says Cathy, mother of Stephen (picturedigdit),

also born in 1989 but not diagnosed until age 15#phen



is among the growing population of individuals wdan't display the prominent, more classic
signs of CdLS.

As researchers learn more about CdLS, theyJsetimousands of men, women and
children, just like Stephen, remain undiagnosednisdiagnosed, for years. That's because
researchers are finding that CdLS is not a “one-8ts-all” syndrome. While individuals
with the textbook appearance of CdLS are identédly prominent eyebrows, excessive
body hair, missing fingers, and mental retardatibare are others with less prominent
physical features and only moderate learning disiaist

“There’s simply not enough knowledge of CdLS in thedical community —
especially about people who are mildly affectee [8tephen,” says Cathy.

Cathy says she and her husband always knew somethout Stephen was different,
but it wasn’t until an astute geneticist faxedi®to to a CdLS research group at Children’s
Hospital of Philadelphia (CHOP), that the familyt foe answer it had been seeking. Almost
immediately, the CHOP group, which has discovenamnidf three known gene mutations—
responded: “He’s one of ours.”

“When | looked at the CdLS Foundation Web site samt pictures of babies with
CdLS, it was like looking at Stephen as a babyys<aathy.

Cathy says the diagnosis gave her family a “comm@to something. The
clarification helped us out a lot. There had beést af denying our instincts over the years.”

Michelle Reed of Kearney, NE, had the same déjexperience as Cathy Campi

when she first saw photos of children with CdLS.



“My daughter, Beth Ann (pictured, at left), waseady a
‘tween’ before | discovered the CdLS FoundationLEavas Beth
Ann's ‘working diagnosis,’ but when | saw my fiGtILS Foundation
Family Album (a book with photos of children witldCS), | knew
for sure what we were dealing with.”
Michelle echoes other parents about lack of awasabout
CdLS. “Usually I am the one informing teachers,tdox and others about CdLS.”

Even in major metropolitan hubs, there’s no gute@ne will find a doctor with
knowledge about CdLS. “In our experience, awarepné€xLS
by doctors is limited, even at the major medicailtees in New
York City,” say Linda Blumkin. Her daughter, JessKlurfeld
(picture, at right), grew up in New York City anthda often

referred doctors and educators to the CdLS Founrl &ir

information.

Jessica is now at a residential facility in Pernvesyla, fortuitously close to the CdLS
experts at CHOP, who have made a positive differemdessica’s care.

In recent years, the family has been dealing aitbther aspect of awareness:
Jessica's awareness of why she is the way sh@&/eshave started to use the name Cornelia
de Lange Syndrome or CdLS to explain that theeeksown reason for her behavioral
challenges and medical issues,” says Linda.

“We try to help her feel that she is an importaatticipant in efforts to understand

CdLS, and have solicited her cooperation in aegisitike giving blood or posing for photos



of her hands, feet and face for the doctors rekeag¢he syndrome. She is happy to help her
doctors in this way, and glad that they are trymgelp her.”

Linda recalls a story about her then three-yedrsoh’s keen observation at a CdLS
conference 16 years ago: “As we were waiting tckhn at the hotel, Michael (Jessica’s
unaffected twin) stared at a young girl in a seotiear us in the lobby and said, "That baby
looks just like Jessica." We mentioned this teftiMedical Director] Dr. Laird Jackson, who
said Michael had succeeded in diagnosing CdLStlzatche wished there were more doctors

who could do what he had just done.”

What is CdLS?

CdLS is a genetic syndrome present at birth androog in about 1 in 10,000 live births. It
affects males and females almost equally, andusdon all races and ethnic backgrounds.
An estimated 20,000 people in the U.S. have CdLSdwain undiagnosed and/or without
support services.

CdLS is not hereditary imostcases; rather it is caused by a random changeeimb
three genes during conception. In one percentsds;a parent has the gene change in his or
her eggs or sperm—resulting in the child having E@lven though the parent does not.

Although individuals with CdLS range from mildly severely affected, most have
similar physical characteristics: small size, hazad feet; eyebrows that meet in the middle;
long eyelashes; upturned nose; and thin, downtuipedSome individuals have limb

differences, including missing fingers or arms, gadial joining of the toes.



Common medical problems include gastro-esophagélakrdisease, bowel
malrotation, hearing loss, congenital heart defetd feeding difficulties.

Behavioral issues, including self-injury, aggreasiand obsessive-compulsive acts,
are not uncommon. More than half of people with S@ite considered to be on the autism
spectrum. Mental retardation or learning difficestiare often present. With proper diagnosis
and medical care, people with CdLS can live alfig] well into adulthood.

For more information about CdLS, gowovw.CdLSusa.or@r call 800-753-2357.




