Testing for Genetic Disorders
1) Maternal/paternal testing or testing of child once born

a. Karyotypes

b. Blood tests – usually testing for a protein or enzyme presence
c. DNA analysis – sequence in a gene.
2) Fetal testing – testing done before baby is born

a. Over 200 conditions can be tested for

b. Amniocentesis (followed by  another test)
i. 14-16 weeks pregnant

ii. Removes amniotic fluid from the sac that surround the fetus

1. Look at chromosomes and proteins of “loose cells” in the amniotic fluid

c. Chorionic villi sampling

i. 8-10 weeks

ii. A sample of chorionic villi taken (cells derived from the zygote that grow between the mother’s uterus and the placenta)
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Karyotype – Down syndrome – simian crease, lowered ears, almond wide spaced eyes
                   Turner’s syndrome (single X chromosome – lack of secondary sexual 

characteristics.

Amniocentesis 


Down Syndrome  

Karyotype done on cells extracted

Sickle Cell Disease   - 
DNA analysis – pain, infections, chronic anemia (test at birth)

Cystic Fibrosis 
 DNA analysis; test for CFTR gene in parents; after birth, salt and mucus accumulation
Tay Sach’s disease – enzyme assay; after birth see cherry red spot on back of retina, mental and physical capabilities decrease.
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