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The Structural Variation Filter allows to filter analysis variants based on their presence in a CNV
included in this Analysis. Only CNV with a selected aberration types are retained.
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The Benign Variant fitter filters a list of variants based on their presence in a controlled set of benign
variants or reference set. Select and configure the sets you want to include in the filtering.
Combinations of multiple sets can be applied such that a variant goes to the MATCH output when
the variant is found in all, any, or a minimal number of sets.
Conditions
Match Any of the following conditions:
dbSNP
dbSNP Allele frequency 0.01
dbSNP Allele count 200
dbSNP Validation Status validated
dbSNP Suspicion Flag not suspected false
1000 Genomes
1000 Genomes Allele frequency 0.01
1000 Genomes Allele count 200
ESP6500
ESP6500 Allele frequen: 0.01 N R —
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Gleeson_Exome_reference_set Allele frequency 0.01 AL fT- , Eﬂ ﬂﬂ'J @*A )\ %D iR ;& ?E }—$~— :_5 /A _;H\: ;& ?E }—$~—
Gleeson_Exome_reference_set Allele count 200
ALL Excime. rafaance, set (EVS. dbSNP. 1000Genomes) A{ETEMEE
ALL_Exome_reference_set Allele frequency 0.01 MNERMEK > 1% TR, BMAEER IR
ALL Exome reference_set Allele count 200 N
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Chromosomal aberrations: 9 regions (total) > B regions (selected) 2o
Y Filterand label regions ~ | [ Prioritize by phenotype | 4+ Addregion | [l Delete selected regions | [P Exportregions =

Selected regions
Label  Below reporting threshold, Benign, Likely benign, Likely pathogenic, LOH greater than 10Mb, LOH greater than 3 Mb, Pathogenic, Variant of unknown sig Unlabeled
Type Homozygous deletion, Deletion
ST ERERRRRAEREL
Label Region type Location Size g % % § 8 8 3 3 3 3 8 8 % ]
Likelybenign [l Deletion 5:180,378,753- 180,430,789 O 52Kb 2090 O . . . )
© Ukelybenign [l Defetion 1:54701619-54788759 Q 67.1k6 D B D D | )
. Ukelybenign [l Homozygous deletion 15:87.830,571-87.878,196 Q, 45Kkb W) B B W ¥ @ ] e
Likely pathogenic il Defetion 16:88465300-88579362 Q, 1141kb ) B B @ O ‘. . . . [
Ukelybenign [l Deletion 17:43574907-43651,158 Q. 763K0 ) @ @ @ @ D ]
Likely benign [l Homozygous deletion X:76,324809- 76378644 Q. 538kb & & & & . . . .| @
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