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Filtering of potential false positive SNV calls

Filter1: remove SNVs marked as Low support in original VCFs

Filter2: remove somatic SNVs observed in the 1KG/DBSNP datasets 

Filter3 : Apply the 1000 Genome Mask (only accounting for SNVs present in highly 
mapable region of the genome)

Filter4: remove SNVs observed in the low complexity region of the human genome 
(approx. 2% of the genome)
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• TTN:	Rhabdomyosarcoma Antigen	MU-RMS-40.14
• encodes	a	large	abundant	protein	of	striated	muscle
• Diseases	associated	with	TTN	include cardiomyopathy

• MUC16:	 Mucin 16,	Cell	Surface	Associated
• Ovarian	Cancer-Related	Tumor	Marker	CA125
• O-linked	glycosylation



























• UTRN:	Utrophin
• may	serve	as	a	functional	 substitute	for	the	dystrophin gene
• Increased	expression	of	utrophin in	plasma	of	ovarian	and	breast	

cancer	patients


