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Joubert syndrome (JS) is a rare autosomal recessive condition characterized by a peculiar midbrain-hindbrain
malformation, known as the molar tooth sign (MTS). The neurological presentation of JS includes hypotonia
that evolves into ataxia, developmental delay, abnormal eye movements, and neonatal breathing
abnormalities. This picture is often associated with variable multiorgan involvement, mainly of the retina,
kidneys, and liver, defining a group of conditions termed Joubert syndrome and related disorders (JSRDs),
that share the MTS. To date, 16 causative genes have been identified, all encoding for proteins expressed in
the primary cilium or its apparatus. Indeed, JSRD present clinical and genetic overlap with a growing field of
disorders due to mutations in ciliary proteins, that are collectively known as “ciliopathies.” These include
isolated nephronophthisis, Senior–Løken syndrome, Bardet–Biedl syndrome and, in particular, Meckel
syndrome, which is allelic at JSRD at seven distinct loci. Significant genotype-phenotype correlates are
emerging between specific clinical presentations and mutations in JSRD genes, with relevant implications in
terms of molecular diagnosis, clinical follow-up, and management of mutated patients. Moreover, the
identification of mutations allows early prenatal diagnosis in couples at risk, while fetal neuroimaging may
remain uninformative until the late second trimester of pregnancy.
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From reader reviews:

Sylvia Healey:

The publication untitled Pediatric Neurology Part III: Chapter 193. Joubert syndrome and related disorders
(Handbook of Clinical Neurology) is the guide that recommended to you you just read. You can see the
quality of the reserve content that will be shown to you. The language that article author use to explained
their way of doing something is easily to understand. The article writer was did a lot of research when write
the book, and so the information that they share to you is absolutely accurate. You also might get the e-book
of Pediatric Neurology Part III: Chapter 193. Joubert syndrome and related disorders (Handbook of Clinical
Neurology) from the publisher to make you much more enjoy free time.

Robert Bell:

Spent a free the perfect time to be fun activity to accomplish! A lot of people spent their spare time with their
family, or their own friends. Usually they carrying out activity like watching television, about to beach, or
picnic in the park. They actually doing ditto every week. Do you feel it? Do you need to something different
to fill your current free time/ holiday? Could possibly be reading a book could be option to fill your free
time/ holiday. The first thing you will ask may be what kinds of guide that you should read. If you want to
test look for book, may be the guide untitled Pediatric Neurology Part III: Chapter 193. Joubert syndrome
and related disorders (Handbook of Clinical Neurology) can be excellent book to read. May be it could be
best activity to you.

Carla Arbogast:

In this era globalization it is important to someone to obtain information. The information will make a
professional understand the condition of the world. The fitness of the world makes the information quicker to
share. You can find a lot of recommendations to get information example: internet, newspapers, book, and
soon. You can view that now, a lot of publisher in which print many kinds of book. Typically the book that
recommended for you is Pediatric Neurology Part III: Chapter 193. Joubert syndrome and related disorders
(Handbook of Clinical Neurology) this reserve consist a lot of the information from the condition of this
world now. This particular book was represented how do the world has grown up. The language styles that
writer make usage of to explain it is easy to understand. Often the writer made some study when he makes
this book. This is why this book suitable all of you.

Ella Straw:

As a student exactly feel bored in order to reading. If their teacher questioned them to go to the library or
even make summary for some e-book, they are complained. Just minor students that has reading's heart and
soul or real their passion. They just do what the teacher want, like asked to go to the library. They go to at
this time there but nothing reading really. Any students feel that examining is not important, boring along



with can't see colorful pics on there. Yeah, it is to be complicated. Book is very important in your case. As
we know that on this era, many ways to get whatever you want. Likewise word says, many ways to reach
Chinese's country. So , this Pediatric Neurology Part III: Chapter 193. Joubert syndrome and related
disorders (Handbook of Clinical Neurology) can make you really feel more interested to read.
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