
 Sequence quality
 Coverage ≥ 10x
 Genotype Quality ≥50

Germline raw data

Germline analysis pipeline

 Pathogenic prediction tools
 - CADD>15
 - LRT “Deleterious”
 - Mutation Taster “Disease causing” or           
“Disease causing-automatic”
 -PhypoP_46way_Placental >1.6
 -PolyPhen2_HVAR “Probably damaging” or 
“Possibly damaging”
 -SIFT “Damaging”

Filtered data

 Functional effect
 Truncating: nonsense, frameshift and splicing
 Missense       pathogenic predicting tool ≥3/6 

 Allelic frequency ExAC/gnomeAD_exomes 
 - Dominant analysis ≤ 0,1%
 - Recessive analysis ≤ 1%

 Gene function
 Functional bibliographic terms


