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2.5.4 Genetic Screening:


Definition: Genetic Screening is a screening test diagnosis for changed genes.

· Genetic screening is the use of simple diagnostic tests performed on a large number of individuals to identify those who are at high risk of having passed on a specific genetic disorder.

· Involves the testing of apparently healthy people in the population to identify those at increased risk of a genetic disorder, themselves or whose children (including future children) may be at increased risk.

Types of Genetic Screening

Carrier Screening: Considered by couples who want to have children, but who wre concerned that they may carry a gene for a certain disorder that has potential to affect their children.

Pre-natal screening is available to those individuals who have a higher risk for passing a disease gene on to the child. It is used to determine the genetic make up of the unborn child.

New born screening identifies biochemical or other inherited conditions in newborns that may result in mental retardation. 

Presymtomatic testing is used to predict adult onset disorders. It is also used for estimating the risk of developing adult-onset genetic disorders (e.g. Huntington’s disease), cancers and Alzheimer’s disease.

Forensic/Identity testing is employed to identify suspects in criminal cases (especially murder, rape and other violent assaults) and analysis of family relationships in disputed paternity and immigration cases. 

The value of genetic screening depends on several factors:

· The accuracy of the test

· The reliability of the interpretation of the results

· The ability to treat the condition

· The quality of genetic counselling available.

Advantages of Genetic Screening:
· Can cause a feeling of relief or anxiety depending on the outcome of the test results.

· Provides an opportunity for the individuals to seek genetic counselling  so that the risk of inheriting a genetic disease may be reduced.

· Individual has an opportunity to seek medical help, prepare for, and possibly help prevent, a genetically caused condition.

· Helps people make more informed decisions about their future.

· Some diseases are treatable

· May help prevent premature death.

Disadvantages of Genetic Screening:

· May lead to high anxiety

· Risks stigmatisation 

· Loss of health or life insurance

· Loss of employment of educational opportunities

· Loss of ability to adopt a child.

· Privacy of other family members threatened.

· Inability to predict the severity of the outcome of the disease.

· May lead to selection of traits wanted by the parents. 

Genetic Screening in Ireland:

· National Centre for Medical Genetics, Crumlin: 

Identifies genetic disorders such as Down’s Syndrome, Cystic Fibrosis, Muscular Dystrophy.

· Temple Street Hospital: “Heel Prick Test”

 screens for 4 metabolic disorders: PKU, Galactosemia, homocystinurea, maple syrup urine disease. The test also screens for hypothyroidism. All new born babies receive this test.

Since 2010 all new born babies are screened for Cystic fibrosis. An early diagnosis can decrease damage caused to the lungs by excessive secretions.
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