
What Is A Recessive Gene
Achondrogenesis type 1B (ACG1B), one of the most serious forms of chondrodysplasia, is a perinatal-lethal condition in which a person
dies either during pregnancy or soon after birth. It is uncertain what mechanism causes perinatal death. Shortly after birth, respiratory
failure results in the death of a live-born neonate. bdbb103933 On a chestnut base coat the horse is born a pale beige with sometimes
a greyish or pinkish tint and often keeps that color when it becomes an adult, but some turn darker when an adult. bdbb103933

Introduction to genetics Genetics is the study of genes and tries to explain what they are and how they work. Genes are how living
organisms inherit features or traits from their ancestors; for example, children usually look like their parents because they have
inherited their parents' genes. Genetics tries to identify which traits are inherited and to explain how these traits are passed from
generation to generation. Genes are how living organisms inherit features or traits from their Genetics is the study of genes and tries
to explain what they are and how they work bdbb103933

Genes are made from a long molecule called DNA, which is copied and inherited across generations. DNA is made of simple units
that... bdbb103933 == References == bdbb103933 == Animal studies == bdbb103933 There are well over 6,000 known genetic
disorders, and new genetic disorders are constantly being described in medical literature. More than 600 genetic disorders are
treatable. Around 1 in 50 people are affected by a known single-gene disorder, while around... bdbb103933 "ASPM" is an acronym for
"Abnormal Spindle-like, Microcephaly-associated", which reflects its being an ortholog to the Drosophila melanogaster "abnormal
spindle" (asp) gene. The expressed protein product of the asp gene is essential for normal mitotic spindle function in embryonic
neuroblasts and regulation of neurogenesis. bdbb103933 With increasing age, the scaling tends to become concentrated around joints
in areas such as the groin, the armpits, the inside of the elbow, and the neck. The scales often tile the skin and may resemble fish
scales. bdbb103933 == Signs and symptoms == bdbb103933

Lamellar ichthyosis must carry one copy of the defective gene in order to have a child born with the disorder. Carriers of a recessive
gene usually do not show any signs or symptoms Lamellar ichthyosis, also known as ichthyosis lamellaris and nonbullous congenital
ichthyosis, is a rare inherited skin disorder, affecting around 1 in 600,000 people bdbb103933

Gene The Mendelian gene is a basic unit of heredity. During gene expression (the synthesis of RNA or protein from a gene), DNA is first
copied into RNA. There are two types of molecular genes: protein-coding genes and non-coding genes. The molecular gene is a
sequence of nucleotides in DNA that is transcribed to produce RNA. the word gene has two meanings. The molecular gene is a
sequence of nucleotides in DNA that is transcribed In biology, the word gene has two meanings. RNA can be directly functional or be
the intermediate template for the synthesis of a protein. The Mendelian gene is a basic unit of heredity bdbb103933

There are many different ways to use the term "gene" based on different aspects of... bdbb103933 Symptoms of CARASIL may include
spondylosis deformans, lumbago (lower back pain) due to herniated disks, alopecia, spasticity in the limbs leading to gait
disturbances, dysarthria, urinary incontinence, pseudobulbular signs, arteriosclerosis of cerebral arteries, mood changes, stroke, and...
bdbb103933 Genes and their regulatory sequences are mainly responsible for determining the physical traits, or the phenotype of an
organism. The genotype is the total amount of DNA in an organism including genes, other functional elements, and non-functional
DNA. bdbb103933

Achondrogenesis type 1B Achondrogenesis type 1B is a severe autosomal recessive skeletal disorder, invariably fatal in the perinatal
period. It is distinguished by its elongated Achondrogenesis type 1B is a severe autosomal recessive skeletal disorder, invariably fatal
in the perinatal period. Babies affected often have a soft out-pouching at the groin (an inguinal hernia) or around the belly button (an
umbilical hernia). It is distinguished by its elongated, spherical midsection, small chest, and exceedingly short limbs. The feet can turn
inward and upward (clubfeet), and the fingers and toes are little bdbb103933

Since their skeletons are so small, infants with ACG1B appear hydropic and have a lot of soft tissue. The neck is short and has thicker
soft tissue, while the face is flat. The limbs are severely shortened, with brachydactyly (short, stubby fingers and toes) and...
bdbb103933

Sex linkage a healthy copy of the gene. In X-linked recessive inheritance, a Sex linkage describes the sex-specific patterns of
inheritance and presentation when a gene mutation (allele) is present on a sex chromosome (allosome) rather than a non-sex
chromosome (autosome). As such, X-linked recessive conditions affect males much more commonly than females. This makes them
characteristically different from autosomal dominance and recessiveness. In humans, these are termed X-linked recessive, X-linked
dominant and Y-linked. The inheritance and presentation of all three differ depending on the sex of both the parent and the child
bdbb103933

CARASIL CARASIL is a rare disease, having only been diagnosed in about 50 patients, of which ten have been genetically confirmed.
Other names for CARASIL include familial young-adult-onset arteriosclerotic leukoencephalopathy with alopecia and lumbago without
arterial hypertension, Nemoto disease and Maeda syndrome. CARASIL is inherited in an autosomal recessive pattern. There is currently
no cure for CARASIL. Cerebral autosomal recessive arteriopathy with subcortical infarcts and leukoencephalopathy (CARASIL) is
disease of the arteries in the brain, which causes Cerebral autosomal recessive arteriopathy with subcortical infarcts and
leukoencephalopathy (CARASIL) is disease of the arteries in the brain, which causes tissue loss in the subcortical region of the brain
and the destruction of myelin in the CNS. CARASIL is characterized by symptoms such as gait disturbances, hair loss, low back pain,
dementia, and stroke. Most cases have been reported in Japan, but Chinese and caucasian individuals have also been diagnosed with
the disease bdbb103933

It is caused by hereditary autosomal recessive mutations in the BEST1 gene, located in chromosome 11, and it has been described in
less than 20 individuals from 10 families worldwide. bdbb103933 == Prevalence == bdbb103933 A new allele of ASPM arose
sometime in the past 14,000 years (mean estimate 5,800 years), during the Holocene, it seems to have swept through much of the
European and Middle-Eastern population. Although the new allele is evidently beneficial, researchers do not know what it does.
bdbb103933 == Definitions == bdbb103933 On a bay base the horse is born a yellowish beige with a dark contrast stripe on the back,
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and as it grows older the horse will resemble a buckskin. bdbb103933

ASPM (gene) Defective forms of the ASPM gene are associated with autosomal recessive primary microcephaly.  elegans. Defective
forms of the ASPM gene are associated with autosomal recessive primary microcephaly. elegans. The ASPM protein is conserved
across species including human, mouse, Drosophila, and C. &quot;ASPM&quot; is an acronym for &quot;Abnormal Spindle-like
Abnormal spindle-like microcephaly-associated protein, also known as abnormal spindle protein homolog or Asp homolog, is a protein
that in humans is encoded by the ASPM gene. ASPM is located on chromosome 1, band q31 (1q31). The ASPM gene contains 28 exons
and codes for a 3477 amino-acid-long protein bdbb103933

Autosomal recessive bestrophinopathy It is caused by hereditary autosomal recessive mutations in the BEST1 gene, located in
chromosome 11, and it has been Autosomal recessive bestrophinopathy is a rare genetic disorder characterized by central vision loss,
retinopathy, absence of an electrooculogram light rise, and decreased electroretinogram. Other findings include dispersed punctate
flecks, macular neurosensory retina fluid build-up, hyperopia, macular thinning, and (less commonly) angle-closure glaucoma. (less
commonly) angle-closure glaucoma bdbb103933

The mouse gene, Aspm, is expressed in the primary sites of prenatal cerebral cortical... bdbb103933 Breech births are common in
fetuses with ACG1B. Polyhydramnios can lead to pregnancy issues, such as maternal respiratory difficulties and preterm labor.
bdbb103933 In 2019 the gene was mapped to the p.Asp201fs frameshift mutation in MFSD12 on equine chromosome 7. MSDF12
(major facilitator superfamily domain containing protein 12) is found in melanocytes and known to affect pigmentation in humans and
mice. Genetic testing is available for mushroom. bdbb103933

Genetic disorder Very few disorders are inherited on the Y chromosome or mitochondrial DNA (due to their size). Although polygenic
disorders are the most common, the term is mostly used when discussing disorders with a single genetic cause, either in a gene or
chromosome. When the genetic disorder is inherited from one or both parents, it is also classified as a hereditary disease. Some
disorders are caused by a mutation on the X chromosome and have X-linked inheritance. The mutation responsible can occur
spontaneously before embryonic development (a de novo mutation), or it can be inherited from two parents who are carriers of a
faulty gene (autosomal recessive inheritance) or from a parent with the disorder (autosomal dominant inheritance). It can be caused
by a mutation in a single gene (monogenic) or multiple genes (polygenic) or by a chromosome abnormality. of a faulty gene
(autosomal recessive inheritance) or from a parent with the disorder (autosomal dominant inheritance). When the genetic disorder is
inherited A genetic disorder is a health problem caused by one or more abnormalities in the genome bdbb103933

Mushroom gene It was identified in 2014. mushroom gene is a recessive dilution gene that affects red pigment in horses. It was
identified in 2014. On a chestnut base coat the horse is born a pale The mushroom gene is a recessive dilution gene that affects red
pigment in horses bdbb103933

== Signs and symptoms == bdbb103933 Populations evolve when the frequencies of alleles shift due mostly to natural selection and
genetic drift. Some of these alleles are located in genes. bdbb103933 == Presentation == bdbb103933 In X-linked recessive
inheritance, a son born to a carrier mother and an unaffected father has a 50% chance of being affected, while a daughter has a 50%
chance of being a carrier, however a fraction of carriers may display a milder (or even full) form of the condition due to a phenomenon
known... bdbb103933 Affected babies are born in a collodion membrane – a shiny, waxy-appearing outer layer on the skin. This is shed
10–14 days after birth, revealing the main symptom of the disease: extensive scaling of the skin caused by hyperkeratosis.
bdbb103933 Autosomal recessive bestrophinopathy (ARB) has also been reported in Sri Lanka, in what was described as the country's
first genetically confirmed cohort. bdbb103933 As of 2019, the dilution has only been found in Shetland ponies in the United Kingdom.
The effect of mushroom on chestnut is very similar to silver dapple on black, especially because both silver and mushroom give a coat
with no reddish tinge. Several ponies with this colour have been tested for the extension gene and results showed they were chestnut,
thus verifying that it affects the "red" pigment pheomelanin. bdbb103933 A gene can acquire mutations in its sequence, leading to
different variants, known as alleles, in the population. These alleles encode slightly different versions of a gene, which may be
expressed as different phenotypic traits. bdbb103933 There are many more X-linked conditions than Y-linked conditions, since humans
have several times as many genes on the X chromosome than the Y chromosome. Only females are able to be carriers for X-linked
conditions; males will always be affected by any X-linked condition, since they have no second X chromosome with a healthy copy of
the gene. As such, X-linked recessive conditions affect males much more commonly than females. bdbb103933 Some traits are part of
an organism's physical appearance, such as eye color or height. Other sorts of traits are not easily seen and include blood types or
resistance to diseases. Some traits are inherited through genes, which is the reason why tall and thin people tend to have tall and thin
children. Other traits come from interactions between genes and the environment, so a child who inherited the tendency of being tall
will still be short if poorly nourished. The way the genes and environment interact to produce a trait can be complicated. For example,
the chances of somebody dying of cancer or heart disease seems to depend on both their genes and their lifestyle. bdbb103933
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