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This book, combining and updating two previous editions, is a unique source of
information on the diagnosis, treatment, and follow-up of metabolic diseases.
The clinical and laboratory data characteristic of rare metabolic conditions can be
bewildering for both clinicians and laboratory personnel. Reference laboratory
data are scattered, and clinical descriptions may be obscure. The Physician’s
Guide documents the features of more than five hundred conditions, grouped
according to type of disorder, organ system affected (e.g. liver, kidney, etc) or
phenotype (e.g. neurological, hepatic, etc). Relevant clinical findings are
provided and pathological values for diagnostic metabolites highlighted.
Guidance on appropriate biochemical genetic testing is provided. Established
experimental therapeutic protocols are described, with recommendations on
follow-up and monitoring. The authors are acknowledged experts, and the book
will be a valuable desk reference for all who deal with inherited metabolic
diseases.
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This book, combining and updating two previous editions, is a unique source of information on the
diagnosis, treatment, and follow-up of metabolic diseases. The clinical and laboratory data characteristic of
rare metabolic conditions can be bewildering for both clinicians and laboratory personnel. Reference
laboratory data are scattered, and clinical descriptions may be obscure. The Physician’s Guide documents the
features of more than five hundred conditions, grouped according to type of disorder, organ system affected
(e.g. liver, kidney, etc) or phenotype (e.g. neurological, hepatic, etc). Relevant clinical findings are provided
and pathological values for diagnostic metabolites highlighted. Guidance on appropriate biochemical genetic
testing is provided. Established experimental therapeutic protocols are described, with recommendations on
follow-up and monitoring. The authors are acknowledged experts, and the book will be a valuable desk
reference for all who deal with inherited metabolic diseases.
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Editorial Review

Review

From the book reviews:

“It is a unique source of information on the diagnosis, treatment, and follow-up of patients with inherited
metabolic diseases. … much of the information is presented in tables which gives a good overview and
makes the information easily readable. … the book supplies clinicians and clinical biochemists with data that
should facilitate the diagnosis and treatment of patients with inherited metabolic diseases.” (Christian
Staufner and Verena Peters, Journal of Inherited Metabolic Disease, Vol. 37, 2014)

From the Back Cover

This book, combining and updating two previous editions, is a unique source of information on the
diagnosis, treatment, and follow-up of patients with inherited metabolic diseases. The clinical and laboratory
data characteristic of the ever-growing number of rare metabolic conditions can be bewildering for the
general clinician. Reference laboratory data are scattered and clinical descriptions maybe obscure. The
Physician’s Guide documents the features of more than five hundred conditions, grouped according to
disorder category.  Relevant clinical findings are provided and pathological values for diagnostic metabolites
are provided. Signs and symptoms are provided for each disorder from birth through adulthood. In addition,
the role of biochemical genetic testing is outlined. Treatment protocols and experimental therapies are fully
described, with guidance on follow-up and monitoring. The authors are acknowledged experts from across
the world, and the book will be invaluable to all who deal with patients with inherited metabolic diseases,
including pediatricians, internists, neurologists, and clinical geneticists, as well as clinical and biochemical
geneticists.

Users Review

From reader reviews:

Julie Gailey:

Nowadays reading books become more and more than want or need but also get a life style. This reading
behavior give you lot of advantages. The benefits you got of course the knowledge the actual information
inside the book that will improve your knowledge and information. The information you get based on what
kind of publication you read, if you want get more knowledge just go with training books but if you want
experience happy read one together with theme for entertaining such as comic or novel. The actual
Physician's Guide to the Diagnosis, Treatment, and Follow-Up of Inherited Metabolic Diseases is kind of
reserve which is giving the reader unstable experience.

Patricia Cockrell:

This Physician's Guide to the Diagnosis, Treatment, and Follow-Up of Inherited Metabolic Diseases tend to



be reliable for you who want to be considered a successful person, why. The key reason why of this
Physician's Guide to the Diagnosis, Treatment, and Follow-Up of Inherited Metabolic Diseases can be one of
the great books you must have is usually giving you more than just simple studying food but feed a person
with information that maybe will shock your before knowledge. This book is definitely handy, you can bring
it all over the place and whenever your conditions throughout the e-book and printed versions. Beside that
this Physician's Guide to the Diagnosis, Treatment, and Follow-Up of Inherited Metabolic Diseases giving
you an enormous of experience for example rich vocabulary, giving you trial of critical thinking that we
know it useful in your day exercise. So , let's have it appreciate reading.

Frederica Dawkins:

The reason? Because this Physician's Guide to the Diagnosis, Treatment, and Follow-Up of Inherited
Metabolic Diseases is an unordinary book that the inside of the publication waiting for you to snap this but
latter it will distress you with the secret the item inside. Reading this book close to it was fantastic author
who also write the book in such awesome way makes the content inside of easier to understand, entertaining
technique but still convey the meaning thoroughly. So , it is good for you for not hesitating having this
anymore or you going to regret it. This amazing book will give you a lot of positive aspects than the other
book have got such as help improving your skill and your critical thinking way. So , still want to hesitate
having that book? If I have been you I will go to the reserve store hurriedly.

Jimmy Miller:

What is your hobby? Have you heard in which question when you got pupils? We believe that that concern
was given by teacher to their students. Many kinds of hobby, Every person has different hobby. And you also
know that little person such as reading or as studying become their hobby. You need to understand that
reading is very important and also book as to be the factor. Book is important thing to increase you
knowledge, except your personal teacher or lecturer. You discover good news or update with regards to
something by book. Amount types of books that can you take to be your object. One of them is niagra
Physician's Guide to the Diagnosis, Treatment, and Follow-Up of Inherited Metabolic Diseases.
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