
Why	are	we	aggrega*ng	
•  What	is	our	point	here		

–  H1:	SVs	cause	SNPs	(BMR	shi>)?		
–  H2:	SNPs	cause	SVs	
–  H3:	there	is	another	factor	that	causes	both;		

•  Order	maIers:	What	happened	first	what	happened	later?	

•  Germline	common	SVs	+	germline	rare	SNVs?	
–  Adjusted	for	ethnici*es/subpopula*on	

•  Germline	common	SVs	+	any	cancer	SNVs?	
•  Soma*c	SVs	+	SNVs	(probably	mostly	co-occurrence)		

	



Which	call	set	for	Gm12878	

•  Genome	in	a	boIle	(NIST)?	
•  2014	Lumpy	paper	(high	confidence)		
•  2018	Nanopore…probably	not	great	for	SVs	

•  1000	Genome?	
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ALL	the	SVs	



Dele*ons		
only	 0.
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Inser*on	
only	 0.
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