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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:

Jerry Linton:

Why don't make it to become your habit? Right now, try to ready your time to do the important take action,
like looking for your favorite book and reading a reserve. Beside you can solve your trouble; you can add
your knowledge by the book entitled Pediatric Neurology Part III: Chapter 193. Joubert syndrome and
related disorders (Handbook of Clinical Neurology). Try to make book Pediatric Neurology Part III: Chapter
193. Joubert syndrome and related disorders (Handbook of Clinical Neurology) as your good friend. It means
that it can to become your friend when you sense alone and beside associated with course make you smarter
than previously. Yeah, it is very fortuned in your case. The book makes you a lot more confidence because
you can know anything by the book. So , let's make new experience along with knowledge with this book.

Ryan Parker:

Now a day people that Living in the era everywhere everything reachable by connect with the internet and
the resources included can be true or not demand people to be aware of each info they get. How individuals
to be smart in acquiring any information nowadays? Of course the correct answer is reading a book.
Examining a book can help individuals out of this uncertainty Information specifically this Pediatric
Neurology Part III: Chapter 193. Joubert syndrome and related disorders (Handbook of Clinical Neurology)
book since this book offers you rich details and knowledge. Of course the data in this book hundred percent
guarantees there is no doubt in it you know.

Stan Smith:

Are you kind of busy person, only have 10 or even 15 minute in your day to upgrading your mind talent or
thinking skill even analytical thinking? Then you are experiencing problem with the book compared to can
satisfy your limited time to read it because this time you only find book that need more time to be examine.
Pediatric Neurology Part III: Chapter 193. Joubert syndrome and related disorders (Handbook of Clinical
Neurology) can be your answer given it can be read by you actually who have those short free time
problems.

Ruth Hill:

Many people spending their time frame by playing outside together with friends, fun activity with family or
just watching TV all day every day. You can have new activity to pay your whole day by reading through a
book. Ugh, do you consider reading a book will surely hard because you have to accept the book
everywhere? It all right you can have the e-book, delivering everywhere you want in your Mobile phone.
Like Pediatric Neurology Part III: Chapter 193. Joubert syndrome and related disorders (Handbook of
Clinical Neurology) which is getting the e-book version. So , try out this book? Let's see.
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