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Special Topic Issue: Molecular Syndromology 2012, Vol. 3, No. 5 The medical community does not see rare
diseases as a field of priority. In fact, poor characterization of the natural causes, pathologies and low
numbers of cases make diagnosis difficult, often resulting in a real ordeal for patients and their families. This
special issue of Molecular Syndromology presents six selected contributions of the First International
Congress on Research of Rare and Orphan Diseases which brought together courageous researchers working
on rare and orphan diseases. It shows the growing research interest in rare and orphan diseases, the new
experimental approaches, such as next generation sequencing and therapeutic possibilities. Topics outlined in
this issue are:

Current debates on the emerging technical, medical and ethical issues●

Potential optimum use of the available technology●

Molecular genetics of Charcot-Marie-Tooth diseases●

Amelogenesis imperfecta – a clinically and genetically heterogeneous group of inherited defects of enamel●

formation
Smith-Lemli-Opitz syndrome – an autosomal recessive disorder characterized by multiple congenital●

abnormalities and mental retardation
Strategies for therapeutic suppression of nonsense mutations in inherited metabolic diseases●

Furthermore, the involvement of patient organizations in the development of orphan drugs for rare diseases
is emphasized. This volume is essential reading for all researchers in the fields of human genetics and
syndromology and everyone interested in the study of rare diseases.
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From reader reviews:

Darlene Johnson:

The book Research of Rare and Orphan Diseases: RE(ACT), International Congress on Research of Rare and
Orphan Diseases, Basel, February/March 2012 can give more knowledge and information about everything
you want. So why must we leave a very important thing like a book Research of Rare and Orphan Diseases:
RE(ACT), International Congress on Research of Rare and Orphan Diseases, Basel, February/March 2012?
Wide variety you have a different opinion about e-book. But one aim which book can give many information
for us. It is absolutely appropriate. Right now, try to closer using your book. Knowledge or information that
you take for that, you may give for each other; you could share all of these. Book Research of Rare and
Orphan Diseases: RE(ACT), International Congress on Research of Rare and Orphan Diseases, Basel,
February/March 2012 has simple shape however, you know: it has great and large function for you. You can
appearance the enormous world by open and read a publication. So it is very wonderful.

Ross Larson:

This Research of Rare and Orphan Diseases: RE(ACT), International Congress on Research of Rare and
Orphan Diseases, Basel, February/March 2012 book is not ordinary book, you have after that it the world is
in your hands. The benefit you obtain by reading this book is usually information inside this book incredible
fresh, you will get facts which is getting deeper an individual read a lot of information you will get. This
Research of Rare and Orphan Diseases: RE(ACT), International Congress on Research of Rare and Orphan
Diseases, Basel, February/March 2012 without we know teach the one who reading through it become
critical in pondering and analyzing. Don't end up being worry Research of Rare and Orphan Diseases:
RE(ACT), International Congress on Research of Rare and Orphan Diseases, Basel, February/March 2012
can bring once you are and not make your tote space or bookshelves' grow to be full because you can have it
in the lovely laptop even cellphone. This Research of Rare and Orphan Diseases: RE(ACT), International
Congress on Research of Rare and Orphan Diseases, Basel, February/March 2012 having good arrangement
in word as well as layout, so you will not sense uninterested in reading.

Rita Merritt:

Now a day people who Living in the era exactly where everything reachable by connect with the internet and
the resources inside can be true or not need people to be aware of each information they get. How a lot more
to be smart in obtaining any information nowadays? Of course the reply is reading a book. Examining a book
can help folks out of this uncertainty Information specifically this Research of Rare and Orphan Diseases:
RE(ACT), International Congress on Research of Rare and Orphan Diseases, Basel, February/March 2012
book because book offers you rich details and knowledge. Of course the details in this book hundred per cent
guarantees there is no doubt in it as you know.



Danny Solberg:

Reading a e-book tends to be new life style in this particular era globalization. With examining you can get a
lot of information that can give you benefit in your life. With book everyone in this world can share their
idea. Textbooks can also inspire a lot of people. Lots of author can inspire their reader with their story or
even their experience. Not only the story that share in the guides. But also they write about advantage about
something that you need illustration. How to get the good score toefl, or how to teach your sons or daughters,
there are many kinds of book which exist now. The authors nowadays always try to improve their expertise
in writing, they also doing some study before they write on their book. One of them is this Research of Rare
and Orphan Diseases: RE(ACT), International Congress on Research of Rare and Orphan Diseases, Basel,
February/March 2012.
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