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‘Little threads’ coming together, doctor says

AUTISM from page Al

Some suffer severe cognitive im-
pairment, others are savants, Many
hattle  gastrointestinal  problems
and show a strong preference for
strict routines and repetitive be-
haviours. But socinl deficits are its
hallmark, impaired language, com-
munication and the ability to inter-
act with others,

Once considered race, autism
disorders seem to have risen dra-
matically over the last two decades.
But Dr. Szatmari said many experts
believe the increase can largely be
explained by greater awareness,
different diagnostic criteria and the
speciulized resources often made
aviiloble to those with an ASD
compared with another form of de-
velopmental condition,

Despite the growing awareness,
autism’s causes have stumped ex-
perts. Many suspect envirnnmental
triggers - prenatal hormones, tox-
ins, food allergies and infections.
But experts have long known genes
play a major role, Autism disorders
tend to runin families; if one identi-
cal twin has an ASD, there is a 65- to
92-per-cent chance the other will
also dovelop the disorder, Doctors
also see subtle forms of autism in
parcnts that may not have been di-
agnoged.

“Still, for 99 per cent of autism
cases, we don't know the underlying
genes,” Dr. Scherer said,

But with onetime sclentific com-
p(-litmq sharing their families, re-
gearchers say they had enough stat-

"gtical power to make connertinns,
‘They also had the technology torun
senome-wide scans and detect a

e(ypc of genetic mutation only re-

!cuulydlﬁquvun-(l
« "Thése mutations, known as copy

fnumber varfations, or CNVs, in-
volve vast stretches of genetic code
that are misplaced, repeated or de-
leted.

Late last year, Dr. Scherer and
other colleagues  reported  that
these quirks were far more com-
mon inthe general population than

. expectvd— that people can carry ex-
‘tra copies of genes or be missing
them completely and  still  be
_healthy.

" But in this study, the scientists
found certain CNVs were linked to
autism ~ particularly if it was not
seen in either parent or 500 DNA

control samples and if it encom-
pussed a genome region believed to
he involved in brain funetion,

“Ihese CNVs arise rindomly all
the time," Dr, Scherer said, bt
sometimes, |depending on where
they arise] they result in ASD.”

Among the key findings is the in-
volvement of a gene called Neurex-
in1, which researchers believe has
an impact on how neurons com-
municate with each other. They
have also found a suspicious region
uf Chromosome 1! that houses
genes involved in the brain chem-
ical glutnmate, an important neu-
rotrangmitter,

"Nobody knew glutamate was in-
volved i autism,” Dr. Szatmarl
said. But it is known to be involved

in epilepsy, he said, “and 20 per cent
of children with autism also have
epilepsy.

"All these stragply litle threads
ure beginning (o tie together into o
string.”

‘The second phase of the project,
ts to map the specific genes that
contribute to autism.

But in uneovering “the genelic
architecture” in the fivst phase, Dr.
Scherer said autlsm seems much
like cancer, a condition with many
faces, arising from many different
types of genetic mutations,

“We have 1o be careful,” he said,
“not to overinterpret the results.”

Genetic counsollors at Sick Kids
are already preparing for questions
from parents, many of whom heard

the study results at a meeting last
November,

Generally, purents with one af-
fected child are told they have o 5-
to 10-per-cent chance of having an-
other child with an ASD,

But Ms, Shumnan said that's a gen-
eral estimate based on population
averages, and lor some parents the
chunces could he much higher or
lower.

For Ms. Jollcoeur, it is too late 10
consider how she and her hushand,
Craig Marshall, would use the in-
formation, haviny already had their
three children, two of whom have
putism. Her eldest son, Eric, 18,
who read the National Gengraphic
with his father at the age ol 3, was
diagnosed at age 7 with Asperger

syndrome, a high-functioning form
of autism, usually characterized by
normal intelligence, obsessive in-
terests in porticular subjects wnd
striking talents, But Yric's dingnosis
came only after his brother Luce, 14,
was dingnosed at 3 with pervasive
developmental disorder, u more se-
vere form of autism.

Still, Ms. folicocur believes the
discoveries, and those aliead, will
be important for her youngest son,
Marc, 12, who does not have aspec-
trum disorder and was born before
Luc and Eric were diagnosed. “Mare
has already said he doeso't think he
would have children,” she said.
“But then he says, ‘No, | think 1
would maybe have one.”

People often ask her how she and

1]
her husband cope. I tell them lifeis
chaotic, hmy, butit’sall we have ev-

er known,” Ms, Jolicoeur said, "ll i‘c
ulso loitd anel fun,”

Her fmmily has been purl ol Dr.
Szaumarls research for more than
10 years, Ms. Jolicoeur understandy
that talk of screening for nuxisl{
traits is controversial, since those a
the mild end of the spectrum, and
their advocates, see their unusual
personality traits as characteristics
society should accept.

But she said “it is valid” for peo-
ple to have all the information they
can to make their own decisions, *1
didn't sign up to raise children with
special needs,” she said, “"but they
are your kids, and you love them
unconditionally.”




