Table S1 Mutation details

Case No. Gene cDNA #rs MAF SIFT Polyphen-2 PROVEN FATHMM MutationTaster MutationAssessor ClinVar LOVD Comment
AA_018 BRCA2 €.5718_5719delCT/p.L1908Rfs*2 rs80359530 — — — — — D — Pathogenic Pathogenic
AA 044 BRCA2 €.6879T>G/p.F2293L rs1381512588 — D D N T D M — Pathogenic
Uncertain
AA_049 BRCA2 ¢.572A>T/p.D191V rs397507798 — D D N T D M —
significance
AA 011 FANCA ¢.530T>C/p.L177S — — D D T N — —_ Novel
Uncertain
AA_008 FANCA .1874G>A/p.C625Y rs139235751 0.0004 D D D D D M —
significance
AA_030 FANCA ¢.1906G>C/p.A636P 1236146369 — D P N D N M — —_
AA 041 FANCA €.205T>A/p.C69S — — T P D T N M — —_ Novel
AA_056 FANCA €.1328C>T/p.S443F s367733447 0 T B D D N M — —_
AA_142 FANCA €.2873C>T/p.A958V rs1374262828 — D D N D N M — —_
AA_143 FANCA €.2731T>C/p.W911R — — D D D D D M — —_ Novel
AA_148 FANCA ¢.83G>A/p.G28E — — D D D D D M — —_ Novel
Uncertain
AA 233 FANCA €.1682C>T/p.T561M rs148154682 0 D D D D D M —
significance
AA_165 FANCC ¢.1474C>T/p.L492F — — D D N T N M — —_ Novel
Uncertain
AA_ 171 FANCC €.436_438del/p.Y146del rs761347179 0.0006 — — — — D — — Recurrent
significance
Uncertain
AA_199 FANCC €.239T>C/p.180T rs4647419 0.0006 D P D T N M —
significance
AA_006 FANCD2 ¢.517C>T/p.P173S — — D D D T D M — —_ Novel
AA_026 FANCD2 €.3973C>A/p.L1325M rs555539811 0.0002 T D N T D M Uncertain — Recurrent
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