
Pediatric Neurology Part III: Chapter 179.
Congenital disorders of glycosylation (Handbook

of Clinical Neurology)
J. Jaeken

Click here if your download doesn"t start automatically

http://zonebook.me/go/read.php?id=B019ZU7N3M
http://zonebook.me/go/read.php?id=B019ZU7N3M
http://zonebook.me/go/read.php?id=B019ZU7N3M


Pediatric Neurology Part III: Chapter 179. Congenital
disorders of glycosylation (Handbook of Clinical Neurology)

J. Jaeken

Pediatric Neurology Part III: Chapter 179. Congenital disorders of glycosylation (Handbook of
Clinical Neurology) J. Jaeken
Congenital disorders of glycosylation (CDG) are genetic diseases due to defects in the synthesis or the
attachment of the glycan moiety of glycoproteins and glycolipids. They can be divided into four groups:
disorders of protein N-glycosylation, disorders of protein O-glycosylation, disorders of lipid glycosylation,
and disorders of other glycosylation pathways and of multiple glycosylation pathways. Of the more than 40
reported CDG, some 80% are neurological or have an important neurological component. By far the most
common neurological CDG is phosphomannomutase 2 deficiency. Isoelectrofocusing of serum transferrin,
the most widely used screening test, picks up only CDG associated with sialic acid deficiency of N-linked
glycans. Predominant neurological signs and symptoms are psychomotor retardation, epilepsy, hypotonia,
hyporeflexia, strabismus, retinitis pigmentosa, polyneuropathy, myopathy, and cerebellar
hypotrophy/hypoplasia. All known neurological CDG have an autosomal recessive inheritance except for
IAP-CDG, an X-linked pure mental retardation syndrome. No curative or effective treatment is available for
neurological CDG. Since at least 1% of the genome is involved in glycosylation, it is likely that the large
majority of CDG is yet to be discovered. In 2008, a novel nomenclature was introduced using the gene
symbol followed by -CDG, e.g., CDG-Ia becomes PMM2-CDG. CDG should be looked for in any
unexplained neurological syndrome.
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From reader reviews:

Jeffrey Brill:

The book Pediatric Neurology Part III: Chapter 179. Congenital disorders of glycosylation (Handbook of
Clinical Neurology) can give more knowledge and information about everything you want. So just why must
we leave a good thing like a book Pediatric Neurology Part III: Chapter 179. Congenital disorders of
glycosylation (Handbook of Clinical Neurology)? Several of you have a different opinion about reserve. But
one aim that will book can give many info for us. It is absolutely right. Right now, try to closer with your
book. Knowledge or data that you take for that, it is possible to give for each other; it is possible to share all
of these. Book Pediatric Neurology Part III: Chapter 179. Congenital disorders of glycosylation (Handbook
of Clinical Neurology) has simple shape however you know: it has great and large function for you. You can
appear the enormous world by available and read a book. So it is very wonderful.

Thomas Berg:

This Pediatric Neurology Part III: Chapter 179. Congenital disorders of glycosylation (Handbook of Clinical
Neurology) tend to be reliable for you who want to be a successful person, why. The main reason of this
Pediatric Neurology Part III: Chapter 179. Congenital disorders of glycosylation (Handbook of Clinical
Neurology) can be one of several great books you must have is giving you more than just simple studying
food but feed an individual with information that possibly will shock your before knowledge. This book is
definitely handy, you can bring it everywhere you go and whenever your conditions throughout the e-book
and printed ones. Beside that this Pediatric Neurology Part III: Chapter 179. Congenital disorders of
glycosylation (Handbook of Clinical Neurology) giving you an enormous of experience like rich vocabulary,
giving you tryout of critical thinking that we realize it useful in your day task. So , let's have it and luxuriate
in reading.

Terry Kiser:

Typically the book Pediatric Neurology Part III: Chapter 179. Congenital disorders of glycosylation
(Handbook of Clinical Neurology) has a lot of knowledge on it. So when you read this book you can get a lot
of advantage. The book was written by the very famous author. This articles author makes some research just
before write this book. This particular book very easy to read you can find the point easily after reading this
book.

Kenneth Lambert:

The book untitled Pediatric Neurology Part III: Chapter 179. Congenital disorders of glycosylation
(Handbook of Clinical Neurology) contain a lot of information on the item. The writer explains your ex idea
with easy means. The language is very straightforward all the people, so do not really worry, you can easy to
read the item. The book was published by famous author. The author provides you in the new era of literary
works. You can read this book because you can read more your smart phone, or product, so you can read the



book throughout anywhere and anytime. If you want to buy the e-book, you can available their official web-
site in addition to order it. Have a nice study.
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