DIYgenomics Study Design Template

Genomic data + phenotype + intervention = outcome

	Study Name
	MTHFR/Vitamin B Deficiency
	Vitamin D Deficiency

	Citizen investigator(s)
	Melanie Swan, Raymond McCauley
	

	Purpose 
	Test whether individualized interventions are optimum for personalized medicine with genomic & phenotypic inputs
	

	Testable hypothesis
	Homocysteine levels may be lowered with supplementation, particularly in the instance of one or more polymorphisms
	

	Potential impact
	Over 50% population has 1 or more MTHFR polymorphisms 
	

	Related genes and variants
	MTHFR rs1801133

MTHFR rs1801131
	

	Pathway of interest
	Homocysteine metabolism
	

	Population baseline levels
	10-15 umol, increase with age and major health events
	

	Desirable levels/range
	Under 11.4 for men, under 10.4 for women; all ages
	

	Clinical trial outcome
	Decrease homocysteine levels 23%
	

	Potential interventions
	B-9 vitamin, active form of B-9 (l-methylfolate) 
	

	Source and cost of interventions
	Blood tests: homocysteine: Life Extension Foundation ($72)

Supplements: B-9: Centrum multivitamin ($13); L-methylfolate: Life Extension Foundation ($39)
	

	Protocol
	2-week washout, 2-week intervention 1, 2-week intervention 2
	

	Expert Advisors


	[Name], [Affiliation]
[Name], [Affiliation]

	

	Ethical Review
	[Name], [Affiliation]

	

	Key reference studies
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