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Health&Science
‘Our understanding of brain function in
both health and disease is growing at a
very fast rate.’
Professor PERRY BARTLETT, director of the Queensland
Brain Institute at the University of Queensland
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Don’t miss the best chef in the world: Ferran Adrià
Good Food Month and Phaidon Press present the world’s most celebrated chef - Ferran Adrià, from the world’s best

restaurant - Spain’s elBulli. To launch his new book A Day at elBulli, Phaidon Press is bringing Ferran Adria to Australia.

He will give his only Sydney talk on Friday October 17 at the State Theatre from 7pm, followed by a Q&A with leading

food identities hosted by Sue Bennett, editor, Good Living, The Sydney Morning Herald.

Tickets now on sale @ ticketmaster.com.au or phone 136 100.

$40 talk only; $75 premium incl. talk and book (save $40 on RRP of $75) plus booking fees.

good food month special event
T H E  S Y D N E Y  M O R N I N G  H E R A L D
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Ondeafears
More than seven out of 10 children
will have at least one case ofmiddle
ear disease, or otitismedia, by their
first birthday, a report by Access
Economics shows. Andmore than
half amillion Australianswill be
affected bymild tomoderate temp-
orary hearing impairment due to the
condition. ‘‘What is particularly
confronting is the number of anti-
biotics being prescribed formiddle
ear disease and the long-term
implications otitismedia can have
on children’s health and learning,’’
Clinical Associate ProfessorHarvey
Coates of theUniversity ofWestern
Australia said.

Bears in space
Water bears are the first animals to
have survivedexposure to the
vacuumand radiationof space. Last
year researchers atKristianstad
University inSweden sent 3000of the
multicellular, invertebrate animals,
about onemillimetre in size, ona
12-day space trip. ‘‘Ourprincipal
finding is that the space vacuum,
which entails extremedehydration
and cosmic radiationwerenot a
problem forwater bears.On theother
hand, theultraviolet radiation in
space is harmful towater bears,
althougha few individuals can even
survive that,’’ they reported in the
journalCurrentBiology.

Chimpsgoodchums
After anargument there’s oftennoth-
ing better thanahug froma friend.
Now it seems chimpsuse the same
comforting techniques. British
researchers observed22adult chimps
atChesterZoo over18months,
recording256aggressive incidents.
In half of the cases, once the fightwas
over, another animalwould console
the victim. –GuardianN&M

Women avoid Pap smears
Australian women still let embarr-
assment and busy lifestyles get in the
way of Pap smears, with many
avoiding the procedure for more
than three years. One woman in 10,
aged 28 to 34, has never had a Pap
smear, which is recommended every
two years. The online survey of 1003
women conducted for the Cancer
Council foundmore than half the
respondents cited embarrassment as
the main reason they delayed Pap
smears, while 45 per cent thought
they did not have the time. – AAP

Bipolar risk for older dads
The older a man is, the more likely
he is to father children who
develop bipolar disorder as adults,
a large Swedish study shows. The
researchers examined health
records of more than 7 million
people with known biological
parents to find 13,428 with bipolar
disorder. The highest risk was in
fathers 55 and older. –NYTimes
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I’ve got my life back – diagnosis and surgery ease the pain

Telling sign ... a CMT-affected foot.

Backonhis feet ...GrantMagnus,whohasthe raregeneticconditionofCharcot-Marie-Toothdisease,whichaffectshis feetandhands,withhisdaughters,ElizaandScarlett. Photo: FionaMorris

MISDIAGNOSISplaguedGrant
Magnus, a36-year-old defensive
driving instructor fromHolsworthy.
‘‘Aged five, Iwas initially diagnosed
with autismandmuscular dystrophy,
because I could do longdivisionbut
couldn’twalk upanddownsteps.’’

Magnushad tendon transfer
surgery in2000, severingand
reattachingmore thanadozen
tendons in his calves, feet and toes
to alleviate pain, straightenhis feet
and toesand increasehismobility.

Theoperationwas successful and
Magnus celebratedby takingpart in
a cancer charity bike ride fromCoffs
Harbour toSydney.
‘‘The surgery changedmy life,’’

Magnus said. ‘‘I can’t speak highly
enoughof it ... without it I probably
wouldn’t bewalking now.
‘‘Before the surgery itwas very

painful towalk andmy feetwere all
twisted. The biggest problem forme
now iswinter;my feet and recently
myhands achewhen it’s cold.’’

Magnus’s daughters, Eliza, 9, and
Scarlett, 7, have the samecondition
as their father, CMT, but thanks to

an understanding, helpful school
and support at home, they are
thriving.

Self-esteemcanbeabig problem
forCMTchildren, particularly if the
parents and school don’t understand
what’swrong. Slow, illegible
handwriting canbeabig problem
and teachers aren’t always
sympatheticwhen there is no
diagnosis; amessynotebookcanbe
attributed to lazinessor abad
attitude, notDNA.

Magnus’s children’s schoolwas
madeawareof thegirls’ condition so
theywouldnot have toendurebeing
misdiagnosed like their fatherwas.

‘‘Theycan’t runas fastas theother
kidsand theyhavesometrouble
writing, butat themoment, theyare
copingwell,’’ he said. ‘‘Theschool is
talkingaboutgettinganexpert in to
talk to thekidsaboutwhatCMT is.’’
CMT symptoms can increasewith

age, so the girlsmay eventually
require surgery.

HANDED DOWN Some other common inherited neurological conditions

! HUNTINGTON’SDISEASE causes gradual
deterioration of the central nervous systemanddeath.
There is no cure. Itmainly affects adults, usually
appearing between the ages of 30and50. InAustralia,
seven to 10 people in every 100,000will be affected.
Huntington’s is caused by a defective gene that results
in the destruction of brain cells. The gene can be passed
fromonegeneration to the next. If a parent has it, a child
has a50-50chance of inheriting it.

! JUVENILEMYOCLONICEPILEPSY is one of the
most commonepilepsy syndromes. It accounts for 7 per
cent of all cases of epilepsy. JME seizures usually begin
aroundpuberty; 15 per cent of childrenwith childhood
absence epilepsy develop JME. It ismore likely in people
whohave familymemberswith generalised epilepsy. The

seizures ofmore than80 per cent of peoplewith JME
arewell controlledwithmedication.

! DUCHENNEMUSCULARDYSTROPHYoccurs in one
in 3500 live births. Duchennemuscular dystrophy and
Beckermuscular dystrophy cause similar patterns of
weakness, althoughDuchenne ismore severe. They
usually lead towheelchair dependence and early death.

! MYOTONICDYSTROPHYoccurs in one in8500
births and is themost commonadult formofmuscular
dystrophy. It causesmusclewasting; symptoms include
the inability to release the hand fromagrip. No specific
treatment has been found, thoughbraces can be used
to supportmuscles. Associated heart problems,
cataracts and other abnormalities can be treated.

The heirloom no one wants

Charcot-Marie-Tooth
disorder, themost
common inherited
neurological condition, is
poorly understood,writes
EleanorLearmonth.

‘M
y feet hurt,’’ is
one of the most
frequently
moaned sen-
tences in the

English language. It is such an every-
day problem, particularly for women,
that few of us stop to consider it may
be a symptom of a serious genetic
condition: Charcot-Marie-Tooth dis-
order. CMT, named after the scien-
tists who discovered it, is the world’s
most commonly inherited neurologi-
cal condition.

Yet in many respects, it is a con-
founding and confusing illness. It is
poorly understood, even by doctors,
and the symptoms span a spectrum of
everyday problems.

Take a quick quiz . . .
1. Did you hate sport at school?
2. Do you have trouble
opening jars?

3. Do you feel the cold badly?
4. Do your feet often hurt and do
you have trouble finding
comfortable shoes?

5. In all honesty, do you think your
feet look a bit weird?

If you were nodding your head to
any of those questions, or if they ap-
ply to your children, you may want
to note that 60 per cent of Aust-
ralians who have it are undiagnosed
and have probably never heard of it.

So what is CMT? Simply put, it is a
degenerative and progressive disorder
of the nervous system that primarily
affects the parts of the body furthest
from the brain: the hands and feet.
While the brain is unaffected, the feet
and hands become weaker and insen-
sitive over time.

It is a multi-gene disorder. Aus-
tralian and international research has
identified more than 50 different
kinds of CMT, and the number is still
rising. CMT Type 1A is the most com-
mon form and is not life threatening.

Other variants, for example CMT
Type 3, are far more severe. Luckily,
there are only a few kinds that are fatal.
Other forms are confined to very
specific groups, such as families where
a cultural tradition of marriage be-
tween first and second cousins is com-
mon and long-standing.

Worldwide it is estimated that
about 2.6 million people suffer from
CMT, and it is found equally across
race and gender.

The disorder also varies greatly
between indiv iduals. Pat ients
usually have only some of the wide
variety of symptoms and they can
range from almost unnoticeable to
severely disabling, even within the
same family.

The most visible symptom is
typically a highly-arched foot. This,
in turn, can cause painful feet, trips
and falls, as well as problems with
running, walking, and extended
periods of standing.

Sufferers may also be clumsy, have
an odd way of walking, slow reflexes
and bad balance. Simply put, we are
not likely to bemembers of the Bolshoi
ballet or on anyone’s Olympic team.

I say ‘‘we’’ for the obvious reason.
Diagnosed with CMT at 29, I became
the first-known sufferer inmy family –
the gateway patient of my clan. CMT

has subsequently been found in a
grandparent, a parent, a sibling and
both my children.

Like many other CMT patients, I
knew something was wrong but had no
idea that my various idiosyncrasies
were all attributable to one source.
Growing up, one just gets used to the
weirdness.

My hands shook so I avoided be-
coming a waitress and learned
quickly that authority figures tended
to consider shaking the sign of a
guilty conscience.

On the plus side, I got to ride in a
Japanese police car and experience a

lights-in-the-eyes police interrog-
ation. On the down side, my luggage
frequently gets a little more atten-
tion than is normal at customs.

Pain in my feet eventually drove me
into the hands of doctors, but a defini-
tive diagnosis took twoyears, andmany
wrong turns. By that time I was also
having trouble with my hands.

Another common symptom is the
gradual loss of sensation and weakness
in the fingers, causing trouble with
chopsticks, pegs, buttons or zippers as
the finger muscles gradually atrophy.

As the peripheral nervous system de-
teriorates, the CMT sufferer starts to

feel the cold badly in their hands, feet
and legs.

Given the range of physical problems
that CMT causes, why does it remain
largely unrecognised and undiagnosed
in Australia? Part of the problem lies in
the nature of genetic conditions.

‘‘You often just think you’re normal
because your mother or father was like
that too,’’ says Dr Joshua Burns, a CMT
researcher undertaking a study into the
disorder at the Children’s Hospital at
Westmead.

‘‘You might think, say, having highly-
arched feet or weak hands is just nor-
mal within your family.’’

He says people are therefore more
inclined to put up with the problems
rather than actively seek a diagnosis.

The condition slowly manifests itself
during childhood or adolescence, even
into the late 20s, making it harder to
notice, and easier to ignore.

Often a child’s classmates will detect
something is wrong long before the
family has noticed. In the playground,
diagnosis often takes the shape of a
nickname.

Mine was ‘‘Parko’’, a jocular allusion
to Parkinson’s disease. My school
friends had acknowledged there was a
problem 15 years before my doctor.

Many CMT patients report similar
stories. In an online CMT forum, five
different people, from Ireland to Iowa,
reported being known as ‘‘chicken-
legs’’ at school, all before they had
been diagnosed.

The condition also moves between
generations in a complex manner.

‘‘It shows all forms of inheritance –
dominant, recessive and X-linked,’’
says Professor GarthNicholson, a lead-
ing researcher into neurogenetic dis-
orders from Sydney’s Anzac Research
Institute.

In the case of dominant inheritance,
children have a 50 per cent chance of
developing CMT. In recessive inherit-
ance the possibility is cut to 25 per cent.

If the genetic defect is carried on the
mother’s sex chromosome (X-linked in-
heritance), the sons have a 50 per cent

chance of developing CMT, while any
daughters have a 50 per cent chance of
becoming a carrier.

‘‘It can also occur spontaneously,
where there is no family history,’’
Nicholson says. This new mutation
can then be passed on to children.

While research on CMT has in-
creased exponentially over thepast dec-
ade, many doctors haven’t kept pace.

‘‘Most doctors still don’t know much
about CMT; a lot can’t recognise it,’’
Burns says. ‘‘Patients tend to get
misdiagnosed with other things like
post-polio, or told there is nothing
wrong.’’

Alarmingly, the condition can bemis-
taken for drug or alcohol addiction.

Although being diagnosed with a
genetic disorder can be a big, multi-
generational drag, not knowing what’s
wrongmay beworse. Correct treatment
will minimise the harm and may pre-
vent misdiagnosis and mistreatment.

‘‘If left unmanaged, many CMT
sufferers end up having joint replace-
ments later in life that could have been
avoided,’’ Nicholson says.

Once diagnosed, treatment may
include physiotherapy, orthotics and
occasionally surgery.

The Charcot-Marie-Tooth Association is
holding a seminar and awareness day at
Concord Hospital on Sunday.
Phone 9767 5105 or visit its website –
www.charcot-marie-tooth.org




