Study Questions – Chapter 12
1. How many genes are predicted in the human genome? Why is this number lower than previously expected.

2. Are human genome sequences patentable?

3. What is the reference sequence used in genome studies?

4. What are the other regions in the genome, or the so-called “desert regions?” How do you know if sequences should be considered a gene?

5. What is mitochondrial heteroplasmy and how does this contribute to disease?

6. How are so many genes expressed in a tissue-specific manner leading to control of individual genes important for cell function?

7. What is HapMap and what useful sequence information can be obtained from this project?

8. How has genomic technology allowed us to answer new and previously not easily explored questions? What are examples of genomic technology used in this manner?

9. What can whole genome analysis provide and how does this information affect diagnostics?

10. What is pharmacogenomics and how is this revolutionizing drug and disease treatment regimens?

11. How is exome sequencing different from whole genome sequencing?

12. The PMP22 gene can be responsible for CMT1A neuropathy even if there are not mutations present in the sequence of the gene. How is this possible?

13. PMP22 can also cause hereditary neuropathy with pressure palsies. How can the same gene be responsible for these two different traits?

14. If a trait is quite common but not highly penetrant, how would we best go about searching for the gene that is responsible?

15. Allele A is associated with Trait X but Allele A is not causing Trait X. How can this be?

16. What is a test for association?
17. Why is it especially important to take multitesting into account in a genome-wide association study?

18. What are three of the technologies that allow for high throughput studies?

19. What are three ways for an allele to shift frequency in a population?

20. How many places in Craig Venter’s whole genome sequence are heterozygous?
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