
GENETIC DISEASES

A list of genetic, orphan and rare diseases under investigation by researchers at or associated with the National Human
Genome Research.

This is done to learn about some genetic inheritance patterns. Now scientists are trying to use that knowledge
in exciting new ways, such as treating health problems. DNA is wrapped together to form structures called
chromosomes. Genetic counseling also helps parents understand the effects of a disorder and ways it may be
prevented or treated. Genetic testing usually involves taking a sample of someone's blood, skin, or amniotic
fluid and checking it for genetic changes. There are certain exceptions. Sometimes when an egg and sperm
unite, the new cell gets too many or too few chromosomes, which can cause issues for the child. These
procedures are referred to as Amniocentesis and Chorionic Villus Sampling. One method, the genotype-first
approach , starts by identifying genetic variants within patients and then determining the associated clinical
manifestations. Also, individuals with ancestry from Ireland are at increased risk for the Tay-Sachs gene. The
risk of having a baby with a birth defect from a genetic change increases if: The parents have another child
with a genetic disorder. According to the age of onset there are two existing forms of Tay-Sachs disease. On a
pedigree, polygenic diseases do tend to "run in families", but the inheritance does not fit simple patterns as
with Mendelian diseases. This is a bleeding disorder caused by low levels or lack of a blood protein that is
needed for clotting. It can happen either within the same chromosome or move to another chromosome. These
mutations can be due to an error in DNA replication or due to environmental factors, such as cigarette smoke
and exposure to radiation, which cause changes in the DNA sequence. Because only egg cells contribute
mitochondria to the developing embryo, only mothers can pass on mitochondrial DNA conditions to their
children. For someone to have a recessive disease or characteristic, the person must have a gene mutation in
both copies of the gene pair, causing the body to not have working copies of that particular gene. Such
mutations are not inherited from a parent, but occur either randomly or due to some environmental exposure
such as cigarette smoke. Studies have also revealed that 1 in women of all races carry fragile X and could pass
it to their children. The condition is fatal, usually by age 5. Making a chart of the family members and their
health histories can help show risks for certain problems. Examples include: Down syndrome trisomy 
X-linked recessive conditions include the serious diseases hemophilia A , Duchenne muscular dystrophy , and
Lesch-Nyhan syndrome , as well as common and less serious conditions such as male pattern baldness and
red-green color blindness. Over the past 25 years, carrier screening and genetic counselling within high-risk
populations have greatly reduced the number of children born with TSD in these groups. These include the
bleeding disorder hemophilia pronounced: hee-muh-FIL-ee-uh and color blindness. Additional resources:
Fragile X syndrome The Fragile X syndrome is caused by a "fragile" site at the end of the long arm of the
X-chromosome. Scientists still don't quite know what every gene in the human body does. Examples include:
Achondroplasia. Some diseases are caused by mutations that are inherited from the parents and are present in
an individual at birth, like sickle cell disease. Translocation This is when a chromosome segment rearranges
from one location to another. This leaves a single X chromosome for 45 total chromosomes instead of  In
these cases, usually nothing out of the ordinary happens since the body can still do the jobs it needs to do.
Sickle cell anemia is an example. This is a bone development disorder that causes dwarfism. This is a disorder
of the glands that causes excess mucus in the lungs.


