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Special Topic Issue: Molecular Syndromology 2012, Val. 3, No. 5 The medical community does not seerare
diseases as afield of priority. In fact, poor characterization of the natural causes, pathologies and low
numbers of cases make diagnosis difficult, often resulting in areal 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
thisissue 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

- Amelogenesisimperfecta— aclinically 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
isemphasized. Thisvolumeis essential reading for al researchersin the fields of human genetics and
syndromology and everyone interested in the study of rare diseases.
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From reader reviews:
Micheal Taylor:

Hey guys, do you would like to finds a new book to learn? May be the book with the headline Research of
Rare and Orphan Diseases: RE(ACT), International Congress on Research of Rare and Orphan Diseases,
Basel, February/March 2012 suitable to you? Typically the book was written by popular writer in this era.
The actual book untitled Research of Rare and Orphan Diseases: RE(ACT), International Congress on
Research of Rare and Orphan Diseases, Basel, February/March 2012is asingle of several books this
everyone read now. That book was inspired many people in the world. When you read this e-book you will
enter the new dimensions that you ever know before. The author explained their plan in the simple way, thus
all of people can easily to comprehend the core of this reserve. This book will give you a great deal of
information about this world now. So you can see the represented of the world on this book.

Jennifer Wetzel:

Reading areserve tends to be new life style in this particular era globalization. With studying you can get a
lot of information that may give you benefit in your life. Together with book everyone in thisworld can
easily share their idea. Textbooks can also inspire alot of people. A lot of author can inspire their own reader
with their story or even their experience. Not only the storyline that share in the ebooks. But also they write
about the ability about something that you need illustration. How to get the good score toefl, or how to teach
your young ones, there are many kinds of book that you can get now. The authors on this planet alwaystry to
improve their ability in writing, they also doing some exploration before they write for their book. One of
them isthis Research of Rare and Orphan Diseases. RE(ACT), International Congress on Research of Rare
and Orphan Diseases, Basel, February/March 2012.

Irvin Ehlers:

Reading can called head hangout, why? Because when you are reading a book specifically book entitled
Research of Rare and Orphan Diseases. RE(ACT), International Congress on Research of Rare and Orphan
Diseases, Basel, February/March 2012 your thoughts will drift away trough every dimension, wandering in
most aspect that maybe mysterious for but surely can be your mind friends. Imaging every single word
written in a e-book then become one application form conclusion and explanation that will maybe you never
get ahead of. The Research of Rare and Orphan Diseases. RE(ACT), International Congress on Research of
Rare and Orphan Diseases, Basel, February/March 2012 giving you an additional experience more than
blown away your mind but also giving you useful data for your better lifein this particular era. So now let us
teach you the relaxing pattern the following is your body and mind is going to be pleased when you are
finished studying it, like winning an activity. Do you want to try this extraordinary spending spare time
activity?



Evelyn Ross:

Do you have something that you enjoy such as book? The book lovers usually prefer to pick book like
comic, brief story and the biggest an example may be novel. Now, why not trying Research of Rare and
Orphan Diseases. RE(ACT), International Congress on Research of Rare and Orphan Diseases, Basdl,
February/March 2012 that give your entertainment preference will be satisfied by reading this book. Reading
addiction all over the world can be said as the opportunity for people to know world considerably better then
how they react toward the world. It can't be mentioned constantly that reading behavior only for the geeky
particular person but for all of you who wants to end up being success person. So , for al of you who want to
start looking at as your good habit, you can pick Research of Rare and Orphan Diseases. RE(ACT),
International Congress on Research of Rare and Orphan Diseases, Basel, February/March 2012 become your
Starter.
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