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3-M syndrome Genetic testing can confirm the diagnosis
and identify the specific gene involved. The name 3-M 3-
M syndrome or 3M3 is a rare hereditary disorder
characterized by severe growth retardation, facial
dysmorphia, and skeletal abnormalities. Treatment is
aimed at addressing the growth and skeletal problems
and may include surgical bone lengthening, adaptive
aids, and physical therapy. It is inherited through an
autosomal recessive pattern and considered very rare, so
far less than 100 cases worldwide have been identified.
The name 3-M is derived from the initials of the three
researchers who first identified it: Miller, McKusick, and
Malvaux; they reported their findings in the medical
literature in 1972. An endocrinologist may assist with
growth hormone replacement and appropriate
evaluations during puberty. 3-M syndrome or 3M3 is a
rare hereditary disorder characterized by severe growth
retardation, facial dysmorphia, and skeletal
abnormalities. Mutations in any one of the following three
genes: CUL7, OBSL1, and CCDC8 are responsible for the
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occurrence of this disorder. Diagnosis is based on the
presence of clinical features f7512eaf87

Patau syndrome f7512eaf87 The parents of the affected
individual are usually genetically normal. The incidence
of the syndrome increases with the age of the mother,
from less than 0.1% for 20-year-old mothers to 3% for
those of age 45. It is believed to occur by chance, with no
known behavioral activity or environmental factor that
changes the probability. Three different genetic forms
have been identified. The most common, trisomy 21,
involves an extra copy of chromosome 21 in all cells. The
extra chromosome is provided at conception as the egg
and sperm combine. Translocation Down syndrome
involves attachment of extra chromosome 21 material. In
1-2% of cases, the additional chromosome is added in
the embryo stage and only affects some of the cells in
the body; this is known as mosaic Down syndrome.
f7512eaf87

Down syndrome Down syndrome or Down&#039;s
syndrome, also known as trisomy 21, is a genetic
disorder caused by the presence of all or part of a third
copy of chromosome 21 Down syndrome or Down's
syndrome, also known as trisomy 21, is a genetic
disorder caused by the presence of all or part of a third
copy of chromosome 21. It is usually associated with
developmental delays, mild to moderate intellectual
disability, and characteristic physical features
f7512eaf87
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== Symptoms and signs == f7512eaf87 In addition to
the connective tissue disease, the condition is sometimes
accompanied by neurological, ocular, and oral
symptoms. The range and severity of associated
symptoms and findings are highly variable. f7512eaf87
Edwards syndrome f7512eaf87 Fragile X syndrome
f7512eaf87 Noonan syndrome f7512eaf87 Those
diagnosed with NAS may exhibit signs and symptoms
that vary depending on the type of drugs used by the
parent, how long the drugs were used, the amount of
drug used that made it to the child, and symptoms
associated with premature birth. Symptoms can appear
as soon as 24 to 48 hours and as late as 5 to 10 days
after birth. If the neonate (a newborn less than 4 weeks
of age) is expected to have NAS, they may need to stay
in the hospital to be monitored for a week. A baby born
at full-term may commonly exhibit symptoms such...
f7512eaf87 == Signs and symptoms == f7512eaf87
Okamoto syndrome f7512eaf87 The
mucopolysaccharidoses are part of the lysosomal storage
disease family, a group of genetic disorders that result
when the lysosome organelle in animal cells
malfunctions. The lysosome can be thought of as the
cell's recycling center because it processes unwanted
material into other substances that the cell can utilize.
Lysosomes break down this unwanted matter...
f7512eaf87 The age of onset, severity, and progression
of the disease can vary greatly between patients with
different subtypes and within the same subtype.
Development during the prenatal and early post-natal
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stages progresses normally. Between the ages of one
and four is when the disease typically manifests. Affected
infants appear normal, although some mild facial...
f7512eaf87 There are two types of NAS: prenatal and
postnatal. Prenatal NAS is caused by discontinuation of
drugs taken by the pregnant parent, while postnatal NAS
is caused by discontinuation of drugs directly to the
infant. f7512eaf87 It is usually bilateral, but it can be
unilateral (one sided) in Goldenhar syndrome.
f7512eaf87 Turner syndrome f7512eaf87 Low-set ears
can be associated with conditions such as: f7512eaf87

Leigh syndrome Normal levels of thiamine, thiamine
monophosphate, and thiamine diphosphate are
commonly found, but there is a reduced or absent level
of thiamine triphosphate. This is thought to be caused by
a blockage in the enzyme thiamine-diphosphate kinase,
and therefore treatment in some patients would be to
take thiamine triphosphate daily. It is named after
Archibald Denis Leigh, a British neuropsychiatrist who
first described the condition in 1951. While the majority
of patients typically exhibit symptoms between the ages
of 3 and 12 months, instances of adult onset have also
been documented. dehydrogenase deficiency, high
forehead and large ears are seen; facial abnormalities
are not typical of Leigh syndrome. However, respiratory
failure is the most Leigh syndrome (also called Leigh
disease and subacute necrotizing encephalomyelopathy)
is an inherited neurometabolic disorder that affects the
central nervous system f7512eaf87
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Maroteaux-Lamy syndrome Maroteaux-Lamy syndrome,
or mucopolysaccharidosis type VI (MPS-VI), is an
inherited disease caused by a deficiency in the enzyme
arylsulfatase B (ARSB) Maroteaux-Lamy syndrome, or
mucopolysaccharidosis type VI (MPS-VI), is an inherited
disease caused by a deficiency in the enzyme
arylsulfatase B (ARSB). Because people with MPS-VI lack
the ability to break down these GAGs, these chemicals
build up in the lysosomes of cells. ARSB is responsible for
the breakdown of large sugar molecules called
glycosaminoglycans (GAGs, also known as
mucopolysaccharides). In particular, ARSB breaks down
dermatan sulfate and chondroitin sulfate. MPS-VI is
therefore a type of lysosomal storage disease f7512eaf87

DiGeorge syndrome f7512eaf87 The symptoms of Leigh
syndrome were classically described as beginning in
infancy and leading to death within a span of several
years; however, as more cases are recognized, it is
apparent that symptoms can emerge at any
age—including adolescence or adulthood—and patients
can survive for many years following diagnosis.
Symptoms are often first seen after a triggering event
that taxes the body's energy production... f7512eaf87

Mucopolysaccharidosis These long chains of sugar
carbohydrates occur within the cells that help build bone,
cartilage, tendons, corneas, skin and connective tissue.
distinct types of Sanfilippo syndrome, each caused by
alteration of a different enzyme needed to completely
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break down the heparan sulfate sugar chain
Mucopolysaccharidoses are a group of metabolic
disorders caused by the absence or malfunctioning of
lysosomal enzymes needed to break down molecules
called glycosaminoglycans (GAGs). GAGs (formerly called
mucopolysaccharides) are also found in the fluids that
lubricate joints f7512eaf87

== Signs and symptoms == f7512eaf87 ==
Presentation == f7512eaf87 Cri du chat syndrome
f7512eaf87 Children with Sanfilippo syndrome do not
usually show any problems at birth. As they grow, they
may begin having trouble learning new things and might
lose previously learned skills. As the disease progresses,
they may develop seizures and movement disorders.
Most children with Sanfilippo syndrome live into
adolescence or early adulthood. f7512eaf87

Neonatal withdrawal Tolerance, dependence, and
withdrawal may occur as a result of repeated
administration of drugs, or after short-term high-dose
use—for example, during mechanical ventilation in
intensive care units. withdrawal, neonatal abstinence
syndrome (NAS) or neonatal opioid withdrawal syndrome
(NOWS) is a drug withdrawal syndrome of infants, caused
by the cessation Neonatal withdrawal, neonatal
abstinence syndrome (NAS) or neonatal opioid
withdrawal syndrome (NOWS) is a drug withdrawal
syndrome of infants, caused by the cessation of the
administration of drugs which may or may not be licit
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Individuals with mucopolysaccharidosis either do not
produce enough of one of the eleven enzymes required
to break down these sugar chains into simpler molecules,
or they produce enzymes that do not work properly. Over
time, these GAGs collect in the cells, blood and
connective tissues. The result is permanent, progressive
cellular damage which affects appearance, physical
abilities, organ and system functioning. f7512eaf87
Down syndrome can be identified during pregnancy by
prenatal screening, followed by diagnostic testing, or
after birth by direct... f7512eaf87

Sanfilippo syndrome It is caused by a problem with how
the body breaks down certain large sugar molecules
called glycosaminoglycans (also known as GAGs or
mucopolysaccharides). In children with this condition,
these sugar molecules build up in the body and
eventually lead to damage of the central nervous system
and other organ systems. Sanfilippo syndrome, less than
twenty percent of people survive past 20 years of age. It
is estimated that approximately 1 in 70,000 newborns
are born with Sanfilippo syndrome, also known as
mucopolysaccharidosis type Ill (MPS lll), is a rare lifelong
genetic disease that mainly affects the brain and spinal
cord f7512eaf87

Low-set ears ears can be associated with conditions such
as: Down syndrome Turner syndrome Noonan syndrome
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Patau syndrome DiGeorge syndrome Cri du chat
syndrome Edwards Low-set ears are a clinical feature in
which the ears are positioned lower on the head than
usual. Clinically, if the point at which the helix (curved
upper part) of the outer ear meets the cranium is at or
below the line connecting the inner canthi of eyes (the
bicanthal plane), the ears are considered low set. Low-set
ears are defined as the outer ears being positioned two
or more standard deviations lower than the population
average. They are present in many congenital conditions
f7512eaf87

Beckwith-Wiedemann syndrome A minority (<15%) of
cases of BWS are familial, meaning that a close relative
may also have BWS, and parents of an affected child may
be at increased risk of having other children with BWS.
man/; abbreviated BWS) is an overgrowth disorder
usually present at birth, characterized by an increased
Beckwith-Wiedemann syndrome (; abbreviated BWS) is
an overgrowth disorder usually present at birth,
characterized by an increased risk of childhood cancer
and certain congenital features. Beckwith-Wiedemann
syndrome (/'bek,wiB 'vi:da. While children with BWS are
at increased risk of childhood cancer, most children with
BWS do not develop cancer and the vast majority of
children who do develop cancer can be treated
successfully f7512eaf87

Down syndrome f7512eaf87
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Parry-Romberg syndrome It has been reported in the
literature as a possible consequence of sympathectomy.
The syndrome has a higher prevalence in females and
typically appears between 5 and 15 years of age.
Parry-Romberg syndrome (PRS) is a rare disease
presenting in early childhood characterized by
progressive shrinkage and degeneration of the tissues
beneath Parry-Romberg syndrome (PRS) is a rare disease
presenting in early childhood characterized by
progressive shrinkage and degeneration of the tissues
beneath the skin, usually on only one side of the face
(hemifacial atrophy) but occasionally extending to other
parts of the body. There has been only one case report of
the syndrome appearing in older adults: a 43-year-old
woman with symptoms appearing at the age of 33. An
autoimmune mechanism is suspected, and the syndrome
may be a variant of localized scleroderma, but the
precise cause and pathogenesis of this acquired disorder
remains unknown f7512eaf87
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