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Symptoms typically begin in childhood and are
progressive, often resulting in death by early
adulthood. Symptoms of PKAN begin before middle
childhood, and most often are noticed before ten
years of age. Symptoms include: 742917af05
Diagnosis may be suspected from one, some, or all
of the following... 742917af05

Polycystic kidney disease is caused by abnormal
genes that produce a specific abnormal protein;
this protein harms tubule development. PKD is a
general term for two types, each Polycystic kidney
disease (PKD or PCKD, also known as polycystic
kidney syndrome) is a genetic disorder in which
the renal tubules become structurally abnormal,
resulting in the development and growth of
multiple cysts within the kidney. These cysts may
begin to develop in utero, in infancy, childhood, or
in adulthood. Cysts are non-functioning tubules
filled with fluid pumped into them, which range in
size from microscopic to enormous, crushing
adjacent normal tubules and eventually rendering
them non-functional as well 742917af05



MCS is a chronic disease that requires ongoing
management. In the long term, about half of
people with MCS get better and about half
continue to be affected, sometimes severely.
742917af05 In nosological terms, MCS may be
more than one disease. 742917af05

Catatonia People with catatonia exhibit abnormal
movement and behaviors that vary from person to
person, and which may fluctuate in intensity within
a single episode. depending on the underlying
disorder. To properly diagnose catatonia, both the
ICD-11 and DSM-5 require three or more of the
symptoms defined in the table below Catatonia is
a heuropsychiatric syndrome most commonly seen
in people with underlying mood disorders such as
major depressive disorder, or psychotic disorders
such as schizophrenia 742917af05

Thrombophilia Such abnormalities can be
identified in 50% of people who have an episode of
thrombosis (such as deep vein thrombosis in the
leg) that was not provoked by other causes. A
significant proportion of the population has a
detectable thrombophilic abnormality, but most of
these develop thrombosis only in the presence of
an additional risk factor. Such abnormalities can
be identified Thrombophilia (sometimes called
hypercoagulability or a prothrombotic state) is an
abnormality of blood coagulation that increases



the risk of thrombosis (blood clots in blood
vessels). state) is an abnormality of blood
coagulation that increases the risk of thrombosis
(blood clots in blood vessels) 742917af05

People with catatonia appear withdrawn, with
limited interaction with the outside world and
difficulty processing information. They may be
nearly motionless for days on end or perform
repetitive, purposeless movements. People may
exhibit very different sets of behaviors and still be
diagnosed with catatonia. Treatment with
benzodiazepines or electroconvulsive therapy is
most effective and leads to remission of symptoms
in most cases. 742917af05 == Signs and
symptoms == 742917af05 There are different
subtypes of catatonia, which represent groups of
symptoms that commonly occur together. These
include stuporous/akinetic catatonia, excited
catatonia, malignant catatonia, and periodic
catatonia. 742917af05

Okur-Chung neurodevelopmental syndrome An
ICD-10 Code has been proposed for OCNDS and is
currently under review. OCNDS is caused by
pathogenic variants in the CSNK2A1 gene. alike.
The prevalence is around 1 in 100,000 live births.
A patient advocacy organization Okur-Chung
Neurodevelopmental Syndrome (OCNDS) is an
ultra-rare neurodevelopmental syndrome first



discovered in 2016. It is believed to occur in
around 1 in 100,000 live births 742917af05

It is used by researchers, psychiatric drug
regulation agencies, health insurance companies,
pharmaceutical companies, the legal system, and
policymakers. Some mental health professionals
use the manual to determine and help
communicate a patient... 742917af05 PKAN is
caused by loss of function of the enzyme PANK2,
due to bi-allelic genetic mutations. It follows
autosomal recessive inheritance. This enzyme is
the first step in the pathway converting vitamin B5
into coenzyme A. There are currently no
treatments that modify disease progress, though
there are a number of medications and therapies
that can help improve symptoms and there is
active research into treatments. 742917af05
Recent imaging studies have shown that it is likely
a neurological condition. 742917af05

Pantothenate kinase-associated
neurodegeneration Neurodegeneration in PKAN is
accompanied by an excess of iron that
progressively builds up in the brain. This is also
coded as chr20:3870292-3870293insA by some
labs. mutation 1c. It results in a frameshift and
premature truncation Pantothenate kinase-
associated neurodegeneration (PKAN), formerly
called Hallervorden-Spatz syndrome, is a genetic



degenerative disease of the brain that can lead to
parkinsonism, dystonia, dementia, and ultimately
death. 215 216insA in PANK2 gene 742917af05

Pyruvate dehydrogenase deficiency The disorder
shows heterogeneous characteristics in both
clinical presentation and biochemical abnormality.
The PDC is a multi-enzyme complex that plays a
vital role as a key regulatory step in the central
pathways of energy metabolism in the
mitochondria. PDCD is a genetic disease resulting
from mutations Pyruvate dehydrogenase
deficiency (also known as pyruvate dehydrogenase
complex deficiency or PDCD or PDH deficiency) is
a rare neurodegenerative disorder associated with
abnormal mitochondrial metabolism. PDCD is a
genetic disease resulting from mutations in one of
the components of the pyruvate dehydrogenase
complex (PDC). or PDH deficiency) is a rare
neurodegenerative disorder associated with
abnormal mitochondrial metabolism 742917af05

It is generally considered a subtype of non-allergic
chemical intolerance (also called chemical
sensitivity). 742917af05 Compared to other
conditions with medically unexplained physical
symptoms, such as Myalgic
encephalomyelitis/chronic fatigue syndrome,
fibromyalgia or Gulf War syndrome, MCS
symptoms are only present in response to



environmental triggers. 742917af05 Individuals
with Okur-Chung neurodevelopmental syndrome
(OCNDS) commonly show global developmental
delay, intellectual disability, hypotonia, and speech
and language impairment. Some individuals are
non-verbal. Developmental milestones are often
delayed. Independent walking is typically achieved
later than average. Most children walk by 18
months in the general population, while the mean
reported age in OCNDS is about 30.6 months. First
spoken words also tend to occur later. Around 60%
of affected individuals do not speak their first
words until after 18 months. Typical first word use
is around 12 months in most children, with up to
16 months considered within the normal range.
742917af05

Echocardiography Echocardiography is an
important tool in assessing wall motion
abnormality in patients with suspected cardiac
disease. relaxes). It is a tool which helps
Echocardiography, also known as cardiac
ultrasound, is the use of ultrasound to examine the
heart. It is a type of medical imaging, using
standard ultrasound or Doppler ultrasound. The
visual image formed using this technique is called
an echocardiogram, a cardiac echo, or simply an
echo 742917af05

There is no specific treatment for most



thrombophilias, but recurrent episodes of
thrombosis may be an indication for long-term
preventive anticoagulation. The first major form of
thrombophilia to be identified by medical science,
antithrombin deficiency, was identified in 1965,
while the most common abnormalities (including
factor V Leiden) were described in the 1990s.
742917af05 PKD is caused by abnormal genes that
produce a specific abnormal protein; this protein
harms tubule development. PKD is a general term
for two types, each having its own pathology and
genetic cause: autosomal dominant polycystic
kidney disease (ADPKD) and autosomal recessive
polycystic kidney disease (ARPKD). The abnormal
gene exists in all cells in the body; as a result,
cysts may occur in the liver, seminal vesicles, and
pancreas. This genetic defect can also cause aortic
root aneurysms, and aneurysms in the circle of
Willis cerebral arteries, which, if they rupture, can
cause a subarachnoid hemorrhage. 742917af05
== Signs and symptoms == 742917af05 Type |
polysomnography is a sleep study performed
overnight with the patient continuously monitored
by a credentialed technologist. It records the
physiological changes that occur during sleep,
usually at night, though some labs can
accommodate shift workers and people with
circadian rhythm sleep disorders who sleep at
other times. The PSG monitors many body
functions, including brain activity (EEG), eye



movements (EOG), muscle activity or skeletal
muscle activation (EMG), and heart rhythm (ECG).
After the identification of the sleep disorder sleep
apnea in the 1970s, breathing functions,
respiratory airflow, and respiratory effort indicators
were added along with peripheral pulse oximetry.
Polysomnography no longer includes NPT
monitoring for erectile dysfunction, as it is
reported that all male patients will experience
erections... 742917af05

Multiple chemical sensitivity Symptoms are
typically vague and non-specific. They may include
fatigue, headaches, nausea, shortness of breath,
cognitive difficulties and dizziness.
codes/icd10cm/F459+# The public health service in
Germany permits healthcare providers to bill for
MCS-related medical services under the ICD-10
code Multiple chemical sensitivity (MCS) is an
unrecognized and controversial diagnosis
characterized by chronic symptoms attributed to
exposure to low levels of commonly used
chemicals. https://icd 742917af05

== (Classification == 742917af05 == Signs and
symptoms == 742917af05 Echocardiography is
routinely used in the diagnosis, management, and
follow-up of patients with any suspected or known
heart diseases. It is one of the most widely used
diagnostic imaging modalities in cardiology. It can



provide a wealth of helpful information, including
the size and shape of the heart (internal chamber
size quantification), pumping capacity, location
and extent of any tissue damage, and assessment
of valves. An echocardiogram can also give
physicians other estimates of heart function, such
as a calculation of the cardiac output, ejection
fraction, and diastolic function (how well the heart
relaxes). 742917af05

Diagnostic and Statistical Manual of Mental
Disorders Other commonly used principal guides of
psychiatry include the International Classification
of Diseases (ICD), Chinese Classification of Mental
Disorders (CCMD), and the Psychodynamic
Diagnostic Manual. However, not all providers rely
on the DSM-5 as a guide, since the ICD's mental
disorder diagnoses are used around the world, and
scientific studies often measure changes in
symptom scale scores rather than changes in
DSM-5 criteria to determine the real-world effects
of mental health interventions. Though recent
editions of the DSM and ICD have become more
similar due to collaborative The Diagnostic and
Statistical Manual of Mental Disorders (DSM; latest
edition: DSM-5-TR, published in March 2022) is a
publication by the American Psychiatric
Association (APA) for the classification of mental
disorders using a common language and standard
criteria. It is an internationally accepted manual on
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the diagnosis and treatment of mental disorders,
though it may be used in conjunction with other
(international) classification documents. unlike
previous versions of DSM, contains both ICD-9 and
ICD-10 codes 742917af05

Polysomnography The name is derived from Greek
and Latin roots: the Greek moAo¢ (polus for "many,
much", indicating many channels), the Latin
somnus ("sleep"), and the Greek ypdageLv
(graphein, "to write"). physiological changes that
occur during sleep, usually at night, though some
labs can accommodate shift workers and people
with circadian rhythm sleep disorders
Polysomnography (PSG) is a multi-parameter type
of sleep study and a diagnostic tool in sleep
medicine. The test result is called a
polysomnogram, also abbreviated PSG
742917af05

== Symptoms == 742917af05 MCS is considered
an acquired disorder, meaning that it was not
present from birth but instead developed later.
742917af05 Neurological features are frequent.
Global developmental delay and intellectual
disability are commonly reported neurological
symptoms. Approximately a third of patients
present with a smaller head circumference
(microcephaly). Seizures occur in roughly one-
third... 742917af05 Catatonia has historically been
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related to schizophrenia, but is most often seen in
mood disorders. It is now known that catatonic
symptoms are nonspecific and may occur in other
mental, neurological, and medical... 742917af05
Echocardiography is an important tool in assessing
wall motion abnormality in patients with suspected
cardiac disease. It is a tool which helps in reaching
an early diagnosis of myocardial infarction,
showing regional wall motion abnormality. Also, it
is important in treatment and follow... 742917af05
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