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Do you take your teeth for granted? Most of usathml beyond the occasional trip to the
dentist hardly give them a second thought. And valaiut your hair? It might have
unruly days, but be honest - does it ever reallg gou cause for concern?

Now a study funded by Action Medical Research haderimportant progress towards
understanding more about a group of rare disedfgiag the growth and development
of body tissue, resulting in improved treatmentdofferers - and potentially impacting
on more common conditions such as skin cancer aea @n the effects of ageing.

The two-year 88,000 GBP project, led by John McigrBtofessor of Molecular
Dermatology at St John's Institute of Dermatoldgyadon, focused on searching for
genes that might have 'malfunctioned’ in peopl@& bath inherited abnormalities of the
hair, skin, teeth and nails.

This malfunction can lead to a range of conditio®30 in all - known as ectodermal
dysplasias. With each condition, the symptoms eage from mild to severe. Some
sufferers cannot sweat because of the malformafisweat glands, some may be born
with missing fingers and toes, others need dentamdsdental implants from childhood
due to misshapen teeth, and some have fragiletlskireasily cracks and bleeds.

No known cure

It's thought that as many as seven in every 1000@i@s could be affected in some way
and though the first ectodermal dysplasia syndrasa identified in the 1860s, there is
still no known cure.

Things start to go wrong in the womb, when the bdéwelops its tissues and organs. The
outermost layer of the developing child is called ectoderm and it is defects in its
formation that lead to ectodermal dysplasias. Tdtede=rm contributes to so many parts
of the body - from the fingernails to the braimat a sufferer can be affected in many
ways.

And as well as the physical discomfort caused kyctimditions, patients with highly

visible skin and tissue disorders also have tauputith the stares of strangers, and the
psychological impact can be profound.

I mportant findings



Professor McGrath's study has made some impotitadd, funearthing new genetic faults
in several disorders; and about 30 of the knowrsymes have been properly classified
for the first time, which means that patients Wil able to receive a more accurate
diagnosis and better genetic counselling about thewdisease can be passed on.

The research also discovered a new gene that @rabhin individuals with another
form of ectodermal dysplasia called Kindler Syndeotih is a very rare disease, with
fewer than 100 cases ever reported, and resuttérinfragile skin that blisters easily
after trauma. Skin also becomes wrinkled and edsitgaged by sunlight.

"Many of our findings will contribute towards thetter management and treatment of a
range of conditions that can make life very diffidor those affected," said Professor
McGrath.

He added, "Our discoveries have opened up a wieviefield of research that has
relevance not only to the a study of ectodermapligsas, but to wider fields in health
research such as the process of wound healingst®eof getting skin cancer and the
nature of skin ageing.

"Though our remit was to focus on conditions tHégd relatively few people, the spin-
off research from our findings could potentiallygact on millions.”
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