
THE CLINICAL DESCRIPTION OF ACHONDROPLASIA MEDICAL

CONDITION

Characteristic features of achondroplasia include an average-size trunk, short arms and Health problems commonly
associated with achondroplasia include .

The intelligence and life span in individuals with achondroplasia is usually normal. Nonetheless, something
has to be recommended for the care of affected individuals. Because achondroplasia is much more common
than any other dwarfing dysplasia, the most common of such matings is between two individuals both of
whom have achondroplasia. It is the most common form of disproportionate short stature. This is the case for
the dachshund , basset hound , corgi and bulldog breeds. These are now again somewhat out of date. All
people with achondroplasia have short stature. Because dwarfism is relatively uncommon, children may feel
isolated from their peers. Other people with achondroplasia inherit the condition from a parent who has
achondroplasia. Varus deformity: Symptomatic bowing of the legs varus deformity requires referral to an
orthopedist. However, each child may experience symptoms differently. Growth hormone deficiency is a
relatively common cause of proportionate dwarfism. It causes abnormal cartilage formation. One would
anticipate that recurrences to average statured parents should be no greater than occurrence in the population
as a whole. Other care guidelines for example see [ 2 , 3 , 4 ] and clinically oriented reviews such as [ 5 , 6 , 7 ]
are also available. Sandra L. The dwarfism was inherited dominant in the offspring from this litter. The
FGFR3 gene makes a protein called fibroblast growth factor receptor 3 that is involved in converting cartilage
to bone. FGFR3 is comprised of an extracellular domain with three immunoglobulin-like regions, a
transmembrane domain and an intracellular tyrosine kinase [ 43 ] Fig. Description Achondroplasia is a form of
short-limbed dwarfism. Craniocervical junction constriction: Predictors of the need for suboccipital
decompression require evaluation by a medical professional. These cases are caused by spontaneous mutations
in the FGFR3 gene. A DNA test can be performed before birth to detect homozygosity , wherein two copies of
the mutant gene are inherited, a lethal condition leading to stillbirths. FGFR3 in achondroplasia The mutation
that results in achondroplasia is a gain of function mutation [ 50 ] rather than an inactivating mutation. This
positive selection within germinal precursors, rather than an actual increased mutation rate, probably explains
the prevalence of achondroplasia. It occurs in one in every 15, to one in 40, live births. Other disorders for
which there is convincing evidence of similar effects include Apert syndrome, Noonan syndrome, and
multiple endocrine neoplasia type 2B [ 59 ]. A magnetic resonance imaging MRI or CT scan may be needed
for further evaluation of severe muscle weakness hypotonia or signs of spinal cord compression. People with
achondroplasia commonly have breathing problems in which breathing stops or slows down for short periods
apnea. Affected Populations Achondroplasia appears to affect males and females in equal numbers.
Achondroplasia is the most common type of dwarfism, in which the child's arms and legs are short in
proportion to body length.


