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The Niemann–Pick disease group is now divided into two distinct entities: (1) acid sphingomyelinase-
deficient Niemann–Pick disease (ASM-deficient NPD) resulting from mutations in the SMPD1 gene and
encompassing type A and type B as well as intermediate forms; (2) Niemann–Pick disease type C (NP-C)
including also type D, resulting from mutations in either the NPC1 or the NPC2 gene. Both Niemann–Pick
diseases have an autosomal recessive inheritance and are lysosomal lipid storage disorders, with visceral
(type B) or neurovisceral manifestations. The clinical knowledge is updated taking into account recent
surveys in large cohort of patients, particularly for type B and type C. The diagnosis of NP-C is often
delayed due to the wide spectrum of clinical phenotypes. Systemic manifestations, if present, always precede
onset of neurological manifestations. Most common neurological signs are vertical supranuclear gaze palsy,
cerebellar ataxia, dysarthria, dysphagia, and progressive dementia. Cataplexy, seizures, and dystonia are
other common features of NP-C. For both ASM-deficient NPD and NP-C, strategies for laboratory diagnosis
of patients and prenatal diagnosis are discussed. Recent progress towards enzyme replacement therapy in
type B patients and management of the neurological disease in type C patients are finally highlighted.
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From reader reviews:

Katherine Anderson:

Hey guys, do you would like to finds a new book to learn? May be the book with the subject Pediatric
Neurology Part III: Chapter 176. Niemann-Pick diseases (Handbook of Clinical Neurology) suitable to you?
Often the book was written by famous writer in this era. The book untitled Pediatric Neurology Part III:
Chapter 176. Niemann-Pick diseases (Handbook of Clinical Neurology)is one of several books in which
everyone read now. This particular book was inspired many men and women in the world. When you read
this e-book you will enter the new age that you ever know before. The author explained their idea in the
simple way, and so all of people can easily to know the core of this e-book. This book will give you a lot of
information about this world now. In order to see the represented of the world in this book.

Wilma Blue:

This Pediatric Neurology Part III: Chapter 176. Niemann-Pick diseases (Handbook of Clinical Neurology) is
great reserve for you because the content that is certainly full of information for you who have always deal
with world and also have to make decision every minute. This specific book reveal it information accurately
using great organize word or we can claim no rambling sentences inside it. So if you are read this hurriedly
you can have whole info in it. Doesn't mean it only provides you with straight forward sentences but tricky
core information with lovely delivering sentences. Having Pediatric Neurology Part III: Chapter 176.
Niemann-Pick diseases (Handbook of Clinical Neurology) in your hand like getting the world in your arm,
facts in it is not ridiculous just one. We can say that no guide that offer you world inside ten or fifteen tiny
right but this reserve already do that. So , this really is good reading book. Hey there Mr. and Mrs. occupied
do you still doubt that will?

Sandra Alexander:

Is it an individual who having spare time then spend it whole day through watching television programs or
just laying on the bed? Do you need something new? This Pediatric Neurology Part III: Chapter 176.
Niemann-Pick diseases (Handbook of Clinical Neurology) can be the reply, oh how comes? A book you
know. You are therefore out of date, spending your free time by reading in this brand new era is common not
a nerd activity. So what these guides have than the others?

Jonathan Hickman:

With this era which is the greater man or woman or who has ability in doing something more are more
treasured than other. Do you want to become certainly one of it? It is just simple approach to have that. What
you must do is just spending your time very little but quite enough to enjoy a look at some books. One of
many books in the top record in your reading list is usually Pediatric Neurology Part III: Chapter 176.
Niemann-Pick diseases (Handbook of Clinical Neurology). This book which is qualified as The Hungry
Inclines can get you closer in turning out to be precious person. By looking up and review this publication



you can get many advantages.
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