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4770 

Compare the sequence reads to the constitutional genome to 
identify a filtered set of loci as having somatic mutations in some 
tissue of the human subject, each locus of the filtered set having at 
least a specified number of sequence reads with a sequence variant 

relative to the constitutional genome 
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4970 

Compare the sequence reads to the maternal genome and the 
paternal genome to identify a filtered set of loci as having de novo 

mutations in the fetus, each locus of the filtered set having at least a 
specified number of sequence reads with a sequence variant not in 

the maternal or paternal genomes 
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of the female subject and a paternal genome 

of a father of the fetus 

Sequence the sequencing library of analyzable DNA 
molecules to obtain a plurality of sequence reads 
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FIG. 49 

Apply any other filtering criteria to 
identify loci with de novo mutations 

Use identified de novo mutations 
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