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This book describes
Riley-Day Syndrome,
Diagnosis and Treatment and Related Diseases which is seen in some
of my patients in my Family Clinic.

 


(What You Need to
Treat Riley-Day Syndrome)

 


This e-Book is licensed for your personal
enjoyment only. This eBook may not be re-sold or given away to
other people. If you would like to share this book with another
person, please purchase an additional copy for each reader.

 


If you’re reading this book and did not
purchase it, or it was not purchased for your use only, then please
return to Smashwords.com and purchase your own copy.

 


Thank you for respecting the hard work of
this author.

 


 





Introduction

 


I have been writing medical articles for my
blog: http://kennethkee.blogspot.com (A Simple Guide to Medical
Disorder) for the benefit of my patients since 2007.

 


My purpose in writing these simple guides was
for the health education of my patients.

 


Health Education was also my dissertation for
my Ph.D (Healthcare Administration).

 


I then wrote an autobiography account of my
journey as a medical student to family doctor on my other blog:
http://afamilydoctorstale.blogspot.com.

 


This autobiography account “A Family Doctor’s
Tale” was combined with my early “A Simple Guide to Medical
Disorders” into a new Wordpress Blog “A Family Doctor’s Tale” on
http://kenkee481.wordpress.com.

 


From which many free articles from the blog
was taken and put together into 800 eBooks.

 


Some people have complained that the simple
guides are too simple.

 


For their information they are made simple in
order to educate the patients.

 


The later books go into more details of
medical disorders.

 


The first chapter is always from my earlier
blogs which unfortunately tends to have typos and spelling
mistakes.

 


Since 2013, I have tried to improve my
spelling and writing.

 


As I tried to bring the patient the latest
information about a disorder or illness by reading the latest
journals both online and offline, I find that I am learning more
and improving on my own medical knowledge in diagnosis and
treatment for my patients.

 


My diagnosis and treatment
capability has improved tremendously from my continued
education.

 


Just by writing all these simple guides I
find that I have learned a lot from your reviews (good or bad),
criticism and advice.

 


I am sorry for the repetitions in these
simple guides as the second chapters onwards have new information
as compared to my first chapter taken from my blog.

 


I also find repetition definitely help me and
maybe some readers to remember the facts in the books more
easily.

I apologize if these repetitions are
irritating to some readers.

 



Chapter 1

 


Riley-Day syndrome

 


Riley-Day syndrome is an inborn nervous
system dysfunction disorder affecting both sensory and autonomic
nervous system.

In Riley Day syndrome, peripheral neuropathy
is of the autonomic sensory type.

A child with Riley Day syndrome can cry
without tears but with an emotional expression on the face. This
was most interesting for me.

 


What is Riley-Day syndrome?

 


Riley-Day syndrome is a nervous system
disorder that involves both sensory and autonomic nervous system of
the body.

 


This syndrome is an inherited disorder and
hereditary transmission is autosomal recessive.

 


Riley-Day syndrome is an inborn nervous
system dysfunction disorder and steadily progressive with rising
age of the involved children.

 


At the time of birth, no classic dysmorphism
is evident but slowly typical facial expression develops.

 


Abnormal genetic mutation is involved in the
development of the disorder.

 


At the medical level, it can result in a wide
range of signs and symptoms, all of them resulting from sensory
dysfunction and considerable involvement of the autonomic nervous
system

 


Riley-Day syndrome is also known as Familial
dysautonomia, HSAN III

 


The Riley Day syndrome is a form of autonomic
sensory neuropathy of genetic-hereditary origin that is part of the
peripheral neuropathies, causing a dysfunction of the sensory and
autonomic nervous structures as a result of a genetic change.

 


The peripheral neuropathy, also termed
peripheral neuritis, is the name used to categorize a group of
disorders that happens a result of the presence of one or more
lesions in the nervous system due to disease or development of
nerve injury peripherals.

 


This form of changes often produce events of
localized pain in the extremities, hypotonia, spasms and muscle
atrophy, loss of balance, in-coordination, loss of sensitivity,
paresthesias, changes in sweating, dizziness, loss of consciousness
or gastro-intestinal dysfunction besides others.

 


Particularly in the peripheral nervous
system, its nerve fibers move out from the brain and spinal cord to
the complete body surface (internal organs, skin areas, extremities
etc.).

 


Its important function is bidirectional
transmission of motor, autonomic and sensory information.

 


Classification

 


There are different forms of peripheral
neuropathies:

1. Motor neuropathy

2. Sensory neuropathy

3. Autonomic neuropathy

4. Mixed or combined neuropathy

 


Based on the function of the type of nervous
fiber that is affected the nerves are:

1. Motor nerves

2. Sensory nerves

3. Autonomic nerves.

 


In Riley Day syndrome, peripheral neuropathy
is of the autonomic sensory type.
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In this pathology, both nerve terminals and
autonomic nerve terminals are involved or injured.

 


The nerve terminals account mainly for the
transmission and control of perceptions and sensory experiences
while the autonomic nerve terminals are accountable for the
transmission and control of all data related to the non-conscious
or involuntary progressions and activities of the human.

 


Generally, sensory-autonomic neuropathies are
likely to fundamentally involve the thresholds of sensory
perception, the transmission and processing of stimuli linked to
pain, the control and regulation of respiration, cardiac function
and gastrointestinal function.

 


Riley-Day syndrome can be categorized as a
neurological affectation in which damages and injuries can be
differentiated in the axons or cytoskeleton of autonomic and
sensory neurons.
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What are the causes of Riley-Day
syndrome?

 


Causes

 


Family dysautonomia or Riley Day syndrome has
a genetic causative nature.

 


In this autosomal recessive disorder, the
child receives a pair of the defective gene from each parent and
develops the Riley-Day syndrome.

 


At the genetic level, Riley Day syndrome is
caused by the presence of a mutation on chromosome 9, distinctively
in the localization (9q31)

 


The involved genetic mutation happens in
IKBKAP gene present on the long arm (q) of the chromosome 9
(9q31).

 


Particularly, it is linked with a mutation of
the HSAN3 gene (IKBKAP) sited on chromosome 9, at the 9q31
location.

 


The IKBKAP gene is accountable for
comparatively lacking biochemical instructions for the production
of a protein termed IKK complex.

 


In Riley-Day syndrome, the absence or poor
production of this cause the signs and symptoms typical of this
pathology.

 


The Riley-day syndrome is rare type of
genetic disorder mainly happen in Eastern European people,
particularly Ashkenazi Jews.

 


Incidence

 


The Riley Day syndrome is an infrequent
disease; it has a specific incidence in people of Jewish descent,
particularly in Eastern Europe.

 


Different studies have estimated its
incidence in approximately one case per 3,600 births.

 


While this pathology is hereditary and is
present from birth, no higher incidence has been identified in any
of the sexes.

 


Also, the average age of people suffering
from Riley-Day syndrome is 15 years, since the probability of
reaching 40 years of age at birth does not surpass 50%.

 


Normally, the main causes of death are linked
to pathologies and pulmonary complications or sudden death due to
autonomic deficit.

 


What are the symptoms of Riley-Day
syndrome?

 


Symptoms

 


Some of the symptoms are altered breathing,
digestion, production of tears, arterial pressure changes, stimulus
processing, taste, pain perception, temperature, etc.

 


Some of the classic characteristics of
Riley-Day syndrome are:

 


1. Severe kyphoscoliosis means combination of
abnormal outward and lateral curvature of the spine.

2. Short physique

3. Crying without tears, but with an
emotional expression is a typical distinctiveness of the Riley-Day
syndrome.

But usually it is noticeable after seven
month of the affected child.

4. Autonomic nervous system controls several
involuntary functioning of the body, including blood pressure
management, regulating heart rate, perspiration secretion, sense
organ activity management, emptying of bowel and bladder and
digestion.

Therefore hampering of the autonomic nervous
system functioning provides several difficulties and disorders.

5. Feeding difficulty because of
gastrointestinal dysmotility.

6. Dysautonomic crises” related symptoms,
like lack of coordination in oropharyngeal functionality,
abnormality in peristalsis in the esophagus, inconsistent gastric
emptying, vomiting attacks, erratic reflux of gastro-esophagus.

These symptoms are prominent after 3 years of
the affected child.

7. Chronic lung disease, which can cause
aspiration problem

8. Restrictive lung disease, which often
causes holding of breathing and resulting of that leads to
fainting

9. Weak muscle

10. Retarded growth

11. Failure to response pain sensation or
difference of temperature

12. Diarrhea or constipation

13. Uncoordinated movement

14. Convulsion

15. Decreased taste sensation due to smooth
and pale tongue surface

 


The Riley-Day syndrome supplies a pattern of
complex neurological involvement, followed by important alterations
related to autonomic cardiovascular functioning, ventilatory
response, pain, perception of temperature or taste, swallowing,
gait or the expression of muscle reflexes.

 


Medical findings may differ significantly
among affected persons;

 


The most frequent normally are:

 


Musculoskeletal manifestations

 


The physical characteristics are normally not
obvious at the time of birth, thus, body dysmorphisms tend to
develop over time, mainly due to the bone formation and poor muscle
tone.

 


In the facial configuration, a peculiar
structure seems to develop with a significant flattening of the
upper lip, particularly evident when smiling, prominent jaw and
erosion of the nasal passages.

 


Also, short stature or the development of a
severe scoliosis (curvature or deviation of the spine), are some of
the most frequent medical features.

 


Autonomic manifestations

 


The changes of the autonomic area are
considerable and comprise some of the most disabling symptoms for
people suffering from Riley-Day syndrome.

 


1. Alacrimia: partial or total
lacrimation.

 


This medical disorder is one of the cardinal
symptoms of Riley-Day syndrome, since tears are often absent from
emotional crying from the moment of birth.

 


2. Feeding deficit:

 


In almost all affected people there is a
significant difficulty to feed normally with efficiency.

 


This is mainly caused by factors such as poor
oral coordination, gastroesophageal reflux (the stomach content
returns to the esophagus due to a poor closure of the esophagus),
abnormal intestinal motility, recurrent vomiting and nausea, among
others.

 


3. Excess secretions:

 


It is possible to observe an excessive
increase in body secretions, such as diaphoresis (profuse
sweating), gastrorrhea (excessive production of juice and gastric
mucosa), bronchorrhea (excessive production of bronchial mucosa),
and sialorrhea (production excessive saliva).

 


4. Respiratory alteration:

 


Hypoxia or oxygen deficit in the body is one
of the most frequent symptoms of Riley-Day syndrome.

 


Also, hypoxemia or deficit of oxygen pressure
in the blood is also frequent.

 


On the other hand, many patients can develop
chronic lung diseases, such as pneumonia, by aspiration of
substances and food.

 


1. Dysautonomic crisis:

 


Brief events of nausea, vomiting, tachycardia
(rapid and irregular heartbeat), high blood pressure (abnormal rise
of blood pressure), hyper-hidrosis (excessive and abnormal
sweating), increased body temperature, tachypnea (abnormal rise in
respiratory rate), pupillary dilation, among others.

 


2. Cardiac changes:

 


Besides those mentioned above, orthostatic
hypotension (sudden decrease in blood pressure due to a postural
change) and brady-rhythmia (abnormally slow heart rate) are very
frequent

 


Also, it is also frequent to see a rise in
blood pressure (hypertension) in emotional or stressful
situations.

 


3. Syncope:

 


In many cases, a transient loss of
consciousness can happen due to a sudden decrease of blood
flow.
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