Study Questions – Chapter 13
1. What is a karyotype and how is the karyotype determined?

2. Describe pre-implantation genetic diagnosis and what it is used for.
3. How is in vitro fertilization (IVF) performed?

4. What is alpha fetoprotein and how is it used in genetic diagnosis?

5. What are SNPs and what information can be gained from large-scale SNP analysis?

6. What are the standard forms of prenatal screening and prenatal testing?

7. What approaches are used to detect small genetic abnormalities and why is this information valuable?

8. Why would you need to see a medical geneticist?

9. What maternal serum proteins can be used to evaluate risk of neural tube defects or aneuploidy in a fetus?

10. If we have a genetic testing result for a particular gene does that necessarily tell us what phenotype will result?

11. What are three different things that direct-to consumer testing companies test for?

12. What is the difference between a test and a screen?

13. Neonatal screening asks about traits like phenylketonuria but does not ask about other traits like Huntington disease. Why would we do newborn screening for the one but not the other?

14. Once a gene has been found and a test is known, how can someone find out whether this gene is involved in their trait if there is no test available from the clinical testing labs?

15. What are two non-medical uses of genetic testing?

16. When evaluating risk associated by assaying the AFP level, why does it matter that we have a correct estimation of how advanced the pregnancy is?

17. When doing pre-implantation genetic testing, why is it possible to sample cells from an embryo without causing damage?

18. Why is it a good idea to get your medical information from a doctor or an official source such as the GeneReviews rather than from Internet sources found through keyword searches?

19. What risk factors besides tremors might indicate a need to test for Huntington disease repeat expansion?

20. What is genetic matchmaking and what can it accomplish?
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