










A Snapshot of Life with Autism

Indeed, Maura Buckley attests that Tyler had the benefit of his
older brother's diagnosis in that she, her husband and physicians
were vigilant for signs of autism from the moment of birth. She
believes that early treatment for Tyler, who is now six, is to thank
for the fact that "he defies his diagnosis." Hc communicates
relatively effectively using sign language and he just began using
his first sentenccs, while his older brother is completely non-verbal.

Another hallmark of the program is thorough medical work-ups
and attention to co-existing medical conditions.

"So many of these children have chronic pain issues or other
medical problems that prevent them from learning and maximally
benefitting from their therapies and interventions," says
Dr. Ncumeyer. Some have hearing loss, which inhibits language
development; others have epilepsy, motor disorders, food allergies,
metabolic disorders and psychiatric disorders. Many have sleep
disorders, and some defined syndromes such as Fragile X Syn­
drome, Rett syndrome or Tuberous Sclerosis complex. "Once you
take away those underlying medical problems, or mitigate them,"
she says, "development blossoms."

"Many medical problems cause odd behaviors or exacerbate them
like head-banging or large hvitrnes, because many autistic patients
are non-verbal so they act out physically what they are feeling
inside," says Lurie Center gastroenterologist Timothy Buic, MD.
"In the past, the medical world thought, 'autistic kids just behave
that way; and doctors would try to address the behavior. But now
we can identify an underlying medical condition, and if we can
treat the medical problem, thc behaviors frequently either diminish
or go away altogether."

Indeed, Dr. Buie and his colleagues at MGHjC and elsewhere
havc plenty of anecdotal evidence to suggest a significant link
between gastrointestinal (GI) disorders and autism, and somc
experts believe that up to 50 percent of autistic individuals have
GI disorders like gastro-esophageal reflux, inflammatory bowel
disease such as Crohn'S disease and functional issues like irritable
bowel syndrome and constipation. Dr. Buie and collaborators have
published studies showing that many autistic individuals possess
a Specific genetic abnormality implicated in GI disorders, but
more studies need to be done, he says.
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As patients at the Lurie Center LADDERS program, Neil and

Tyler have some of the best medical minds and services at

their disposal. Still, the Buckleys face a daily struggle,
making it hard to imagine how families with more modest

care endure.

Neil Buckley takes 15 daily medications, Tyler a bit fewer.

With advice from therapists. their parents have rigged their

house, and their lives. in countless ways to address the boys'

needs and keep tantrums to a minimum. When Neil wants

something, he uses a communication device With pictures

of things like popcorn, cereal and water. The living room is
cozy but spare. since the boys' sweeping physical move­

ments wpuld topple breakable objects. A den and attic have

been retro-fitted with a trampoline, swings and balls

because the boys require almost constant physical activity

to stay calm and happy. In the den, parents Maura and Paul
built a loft for Gillian, so their daughter would have a safe

place to hang out when her brothers were acting out.

Maura and Paul both work part-time so they can be "aU

hands on deck: she says, when the boys come home from

school - though the expenses. many of which are not
covered by insurance, have strained them financially.

They have a live-in nanny, and their afternoons are filled

by sessions with speech and occupational therapists. At
bedtime. the work isn't done; Maura sleeps beside Tyler

every night. propping his head up untit morning In order to
minimize his reflux, which still wakes him up about seven

times every night.

When problems arise - and they do almost weekly - Maura

reaches out to Dr. Bauman or Or. Buie, like the time when

Neil began experiencing a massive arm tick. Maura video­

taped it and sent it to Or. Bauman bye-mail. who responded
that it was GI-related, not neurological. She forwarded the

video to Or. Buie, who speculated at the diagnosis and a

meeting confirmed it bile was shooting up into Neil's

stomach from his Intestine because of poor motility from

his mitochondrial disease and his arm movements were a

response to the pain.
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Another piece of the autism puzzle is beginning to come together,
as its genetic underpinnings are coming to light. In December,
an international team led by scientists at Mass General, Johns
Hopkins University and the Massachusetts Institute of Technology
announced its discovery of a set of mutations on a particular gene
active in the nerve cells of autistic patients. The finding followed
an earlier discovery by the same team of abnormalities on
chromosome 16 that were associated with autism. Mark J. Daly,
PhD, a member of the Center for Human Genetic Research at
MGH, was the senior author of these groundbreaking studies.

Meanwhile, with increasingly advanced imaging.. researchers are
focusing in on the architecture, brain waves and chemistry of the
autistic brain. Scientists from the MGH-TRA SCEND Research
Laboratory, which conducts research at the Lexington site, have
made a series of discoveries in this area. The group found that
the brain's "white matter" is enlarged in children both with and
without autism who have language problems. Now, the team,
led by Martha R. Herbert, MD, PhD, a pediatric neurologist and
TRANSCEND's director, is investigating how this starts early

in life.

Such studies are shedding light not only on why autistic
individuals have trouble communicating.. but also on what is
malfunctioning in their bodies and brains. "Ultimately, I expect
we will learn broadly about the biological basis for human
communication and also how the brain and the body affect

each other," says Dr. Herbert. "That's a tremendous 'side benl'llr
to these studies and I expect that they may be helpful in expand­
ing our understanding of other diseases like Alzheimer's,
dementia and other neuro-degenerative disorders."

Despite the advances, patients and their families today face
tremendous challenges in staying healthy and overooming the
many roadblocks related to the disorder. One is the paucity of
clinicians with expertise in autism and the challenge schools
face in coping with the growing number of autistic children;~
Lurie grant includes a mandate to address those needs.

'11le wonderful thing about the Lurie gift is that it will enable
us to augment the care we have offered at LADDERS, which
has a unique capability to support medical problems in children
with autism," says Dr. Neumeyer. While many other programs
evaluate children and send them back to their pediatrician for
care, "we have the ability to offer life-long care surrounding tht.>
disability, which also provides us with an opportunity to learn
more about autism and care for autistic adults.".

The Lurie Family Autism Center: What's Happening Next

The $29 million gift from th. Nancy
Lurie Marks Family Foundation for the
formation of the Lurie Family Autism

Center will go towards recruiting 8
director, hiring new staff and expand·

Ing clinical research and educational
initiatives. Some of the specific
nur-term goals include:

· Recruitment of physicians with a_pertlse In
neurology. gastroenterology. psychiatry and
psychopharmacology, and experts In audiology.
nutrition and adult internal medicine

• Formation of audiology and phlebotomy labs and
potentially an electoencephalography [EEG lab).
and labs for specialized testing

• The development of a program designed to assess
autistic children, adolescents and adults WIth
regaro to their needs for assisted technology and
alternative means of communication

· Afellowship program for young investigators and
physicians-In-training

• In coordinatIon with MassGeneral Hospital for
Children·s Child and Adolescent Health Policy
Program, headed by James M. Perrin, MD. a
wide-sweeping advocacy and education program
that will educate caregivers at Mass General and
beyond about autism and how best to recognize
signs of autism and treat patients with autism

• Establishment and augmentation of behavioral
programs for psychiatric inpatient care at MeLr
Hospital's inpatient autism program

· Recruitment of a neuropsychologist and neurOll·
sychology fellow to the Lurie Center LADDERS
program in collaboration with McLean Hasp tal

· Expansion of research infrastructure and
development of new studies on the origins, cour
and lreatment of autism

• Establishment of a family support center that
offers resources and referrals to schools,
vocational counseling and SOCial service agf'rH
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