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Human Gene POU4f1
1. Diagram of POU4f1 with exons and introns
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[bookmark: _GoBack]The black boxes denote the coding regions while the blue regions depict the untranslated regions
2. POU4F1 gene has POU domains as the functional domains, which are associated with the function of the neuroendocrine system and the development of an organism. The POU specific domain is marked with a line at the coding region of the first exon in figure above.
3. The SNPs at position 352 and 1301 of the POU4F1 cDNA causes substitution in the coding sequence of the genes, thereby leading to silent mutation. As a result, the Brn3a transcription factors becomes dysfunctional. The phenotypic expression of this problem is marked defects in sensory axon growth and abnormal sensory apoptosis.  Loss of Brn3a function also results in the ectopic expression of transcription factors normally detected in earlier developmental stages and in other areas of the nervous system. The SNPs has been conserved with the 19 orthologues having a 1:1 ration while ancient paralogs are retained at 24.83 percent.
4. If I was to study the SNPs, I would want to know if they are associated with any disease susceptibility and what functional variation they cause in the coded amino acid chain. I would also want to know what mutations predisposed by the SNPs lead to deformities and the correct variants for normal functioning. The experiment that I would use to detect the SNPs would be through the use of restriction fragment length polymorphism (RFLP), which is considered to be the simplest and earliest method to detect SNPs. SNP-RFLP makes use of the many different restriction endonucleases and their high affinity to unique and specific restriction sites. Researchers have found SNPs that may help predict an individual's response to certain drugs, susceptibility to environmental factors such as toxins, and risk of developing particular diseases. SNPs can also be used to track the inheritance of disease genes within families.
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