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Figure 1

Exome sequencing of
+ 334 high-grade serous ovarian carcinoma {HG-SOC) tumor samples
+ analyzed via Hlumina or ABI SOLID sequencing platforms

+ at the human genome sequencing centers (HGSCs):
- Baylor Coliege of Medicine (BCM)}
- Broad institute Genome Center {BI)
- Genome Institute at Washington University {WUSM]}

TCGA data portal {24 November 2010):
Level 2 data from BCM: 105 patients
Level 2 data from Bi: 171 patients
Level 2 data from WIUSM: 88 patients

21,978 mutation data reported across 10,489 RefSeq gene symbols

Removed 4,339 data where mutation
status is Unknown or None.

17,639 mutation data reported across 9,083 RefSeq gene symbols

Data includes:
Mutation status: Germiling, somatic or loss-of-heterozygosity
Variant classification: Missense_Mutaticn, Silent, Nonzense_Rfutation, In_Frame_Del, Nonstop_Mutation,
Splice_Site, Frame_Shift_Del, Frame_Shift_ins, Splice_Site_indel, In_Frame_ins, Translation_Start_Site,
Splice_Site_SNP or RNA
Variant type: Deletion, insertion, SNP, DNP
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Figure 5 cont.
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Symbol Coordinates Mutations (Ref->TumorAllelel/TumorAllele2)
ERN2 chr16:23614081-23614081(+) (C->C/A)
ERN2 chr16:23619433-23619433(+) (C->C/T)
ERN2 chr16:23619788-23619788(+) (A->A/G)
ERN2 chr16:23623881-23623881(+) (G->A/A)
ERN2 chr16:23621340-23621340(+) (G->G/T)
ERN2 chr16:23611111-23611111(+) (A->A/T)
CHEK?2 chr22:27421808-27421808(+) (G->A/G)
CHEK?2 chr22:27413962-27413962(+) (G->C/C)
CHEK?2 chr22:27413913-27413913(+) (C->T/T)
CHEK?2 chr22:27422947-274229477(+) (C->T/T)
CHEK?2 chr22:27413951-27413951(+) (G->A/A)
CHEK?2 chr22:27413961-27413961(+) (C->T/T)
CHEK?2 chr22:27413962-27413962(+) (G->C/G)
CHEK?2 chr22:27413961-27413961(+) (C->C/T)
CHEK?2 chr22:27413951-27413951(+) (G->A/G)
CHEK?2 chr22:27413913-27413913(+) (C->C/T)
CHEK?2 chr22:27413910-27413910(+) (G->A/G)
CHEK?2 chr22:27421740-27421741(-) (-->-/T)
RPS6KA2 chr6:167191701-167191701(+) (T->C/T)
RPS6KA2 chr6:167191701-167191701(+) (T->C/C)
RPS6KA2 chr6:166960453-166960453(+) (A->A/G)
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RPS6KA2 chr6:166747294-166747294(+) (C->C/A)
MLLA4 chr19:40906473-40906474(+) (G->G/GG)
MLLA4 chr19:40903215-40903215(+) (A->A/C)
MLLA4 chr19:40903215-40903217(+) (AAG->AAG/-)
MLLA4 chr19:40915587-40915587(+) (A->A/G)
MLLA4 chr19:40904188-40904188(+) (A->A/G)
MLLA4 chr19:40903582-40903582(+) (C->C/A)
MLLA4 chr19:40902736-40902736(+) (C->A/C)
MLLA4 chr19:40903085-40903085(+) (T->T/C)
MLLA4 chr19:40906472-40906473(+) (-->-/T)
MLLA4 chr19:40915587-40915587(+) (A->G/G)
MLLA4 chr19:40915407-40915407(+) (G->G/T)
MLLA4 chr19:40910339-40910339(+) (G->G/A)
ADAMTSL3 chr15:82442881-82442881(+) (A->A/T)
ADAMTSL3 chr15:82442256-82442256(+) (C->C/T)
ADAMTSL3 chr15:82485191-82485191(+) (G->G/A)
ADAMTSL3 chr15:82442061-82442061(+) (G->G/A)
ADAMTSL3 chr15:82402809-82402809(+) (C->C/T)
ADAMTSL3 chr15:82383776-82383776(+) (C->C/A)
ADAMTSL3 chr15:82442196-82442196(+) (C->C/G)
ADAMTSL3 chr15:82279788-82279788(+) (C->C/G)
ADAMTSL3 chr15:82442585-82442585(+) (A->A/T)
ADAMTSL3 chr15:82442246-82442246(+) (G->G/G)
ATR chr3:143651080-143651080(+) (G->A/A)
ATR chr3:143694811-143694811(+) (T->C/C)
ATR chr3:143694811-143694811(+) (T->C/T)
ATR chr3:143686726-143686726(+) (T->T/A)
ATR chr3:143764043-143764043(+) (C->C/G)
ATR chr3:143651080-143651080(+) (G->A/G)
ATR chr3:143764597-143764598(-) (-->-/1G)
ATR chr3:143757460-143757460(+) (T->C/C)
ATR chr3:143663531-143663531(+) (T->T/A)
ENAH chr1:223768935-223768935(+) (T->T/G)
(AGGCGTTCCTGCCGCTCC-
ENAH chr1:223773696-223773713(+) >AGGCGTTCCTGCCGCTCC/ - -
GLI2 chr2:121458777-121458777(+) (C->T/T)
GLI2 chr2:121442765-121442765(+) (C->C/G)
GLI2 chr2:121462478-121462478(+) (C->C/T)
GLI2 chr2:121463541-121463541(+) (G->G/A)
GLI2 chr2:121401446-121401446(+) (C->C/T)
GLI2 chr2:121429332-121429332(+) (C->C/T)
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GLI2 chr2:121458760-121458760(+) (G->G/A)
GLI2 chr2:121449093-121449094(+) (GA->GA/-)
GLI2 chr2:121464655-121464655(+) (C->C/T)
GLI2 chr2:121425309-121425309(+) (G->G/A)
GLI2 chr2:121464403-121464403(+) (C->C/G)
GLI2 chr2:121464516-121464516(+) (G->G/A)
GLI2 chr2:121452516-121452516(+) (G->G/C)
GLI2 chr2:121464405-121464405(+) (G->G/T)
GLI2 chr2:121449096-121449096(+) (A->A/C)
GLI2 chr2:121444566-121444566(+) (G->G/T)
GLI2 chr2:121460554-121460554(+) (C->C/A)
GYPB chr4:145138162-145138162(+) (C->G/G)
GYPB chr4:145141859-145141859(+) (G->C/C)
GYPB chr4:145138162-145138162(+) (C->C/G)
KIAA1324L chr7:86379340-86379340(+) (C->C/T)
KIAA1324L chr7:86382045-86382045(+) (G->G/T)
KIAA1324L chr7:86394128-86394128(+) (C->C/T)
KIAA1324L chr7:86380315-86380315(+) (G->G/A)
KIAA1324L chr7:86394166-86394166(+) (T->T/G)
KIAA1324L chr7:86394155-86394155(+) (T->T/C)
LRRN2 chr1:202855467-202855467(+) (C->C/A)
LRRN2 chr1:202855291-202855291(+) (G->A/G)
LRRN2 chr1:202855291-202855291(+) (G->A/A)
LRRN2 chr1:202855611-202855611(+) (A->A/C)
MAP3K6 chr1:27557522-27557522(+) (G->A/A)
MAP3K6 chr1:27562063-27562063(+) (A->A/C)
MAP3K6 chr1:27555173-27555174(-) (-->-/T)
MAP3K6 chr1:27556523-27556524(-) (-->-/T)
MAP3K6 chr1:27560053-27560053(+) (G->G/T)
MAP3K6 chr1:27558970-27558970(+) (A->A/T)
MAP3K6 chr1:27560053-27560053(+) (G->T/T)
MAPK15 chr8:144873291-144873291(+) (G->A/G)
MAPK15 chr8:144873581-144873581(+) (C->A/C)
MAPK15 chr8:144875438-144875438(+) (C->C/T)
MAPK15 chr8:144875506-144875506(+) (A->A/C)
MAPK15 chr8:144873581-144873581(+) (C->A/A)
MAPK15 chr8:144875482-144875482(+) (G->C/G)
MAPK15 chr8:144875773-144875773(+) (T->C/T)
MAPK15 chr8:144875519-144875519(+) (G->A/A)
MAPK15 chr8:144872408-144872408(+) (C->C/T)
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Figure 5 cont.
MAPK15 chr8:144875519-144875519(+) (G->A/G)
MET chr7:116223379-116223379(+) (G->A/G)
MET chr7:116127036-116127036(+) (A->A/G)
MET chr7:116182714-116182714(+) (C->C/T)
MET chr7:116182714-116182714(+) (C->T/T)
MET chr7:116223379-116223379(+) (G->G/A)
MET chr7:116127172-116127172(+) (G->G/C)
MET chr7:116209369-116209369(+) (T->T/T)
MET chr7:116197011-116197012(+) (TT->TT/TTT)
MET chr7:116127088-116127088(+) (A->A/T)
MET chr7:116209369-116209369(+) (T->G/G)
NIPBL chr5:37055186-37055186(+) (A->A/G)
NIPBL chr5:37062130-37062130(+) (A->A/G)
NIPBL chr5:37056376-37056376(+) (A->A/G)
NIPBL chr5:37021621-37021621(+) (C->C/A)
NIPBL chr5:37011811-37011811(+) (A->A/G)
PCDH15 chr10:55286974-55286974(+) (G->G/T)
PCDH15 chr10:55236635-55236635(+) (G->G/C)
PCDH15 chr10:55747164-55747164(+) (G->G/T)
PCDH15 chr10:55252095-55252095(+) (G->G/A)
PCDH15 chr10:55238564-55238564(+) (G->G/A)
PCDH15 chr10:55238468-55238468(+) (G->G/C)
PCDH15 chr10:55625469-55625469(+) (G->G/A)
PCDH15 chr10:55625533-55625533(+) (A->A/G)
PPP1CC chr12:109644664-109644665(-) (GGG->GGG/GGGH)
PPP1CC chr12:109644808-109644809(-) (G->G/GG)
PPP1CC chr12:109644662-109644663(-) (A->A/AA)
PPP1CC chr12:109644829-109644829(-) (G->G/-)
PPP1CC chr12:109644827-109644827(-) (C->C/-)
PTCHI1 chr9:97249427-97249428(+) (-->-/C)
PTCHI1 chr9:97318809-97318809(+) (C->G/O)
PTCHI1 chr9:97279733-97279733(+) (C->C/T)
PTCHI1 chr9:97258384-97258384(+) (C->C/A)
PTCHI1 chr9:97279757-97279757(+) (G->G/C)
PTCHI1 chr9:97249263-97249263(+) (G->G/T)
PTCHI1 chr9:97260321-97260321(+) (A->A/T)
PTCHI1 chr9:97270905-97270905(+) (T->T/C)
PTCHI1 chr9:97258487-97258487(+) (C->C/T)
PTK2B chr8:27349753-27349753(+) (G->G/C)
PTK2B chr8:27359323-27359323(+) (G->G/T)
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PTK2B chr8:27349782-27349782(+) (C->T/T)
PTK2B chr8:27357642-27357642(+) (C->C/G)
PTK2B chr8:27357642-27357642(+) (C->G/G)
PTK2B chr8:27349782-27349782(+) (C->C/T)
PTK2B chr8:27346956-27346956(+) (C->G/G)
(GGGGGGGGGG-
RSU1 chr10:16777162-16777163(-) >GGGGGGGGGG/GGGGGGGGGGH)
RSU1 chr10:16777160-16777161(-) (-->-/T)
(GGGGGGGGGG-
RSU1 chr10:16777162-16777163(-) >GGGGGGGGGG/GGGGGGGGGGGH)
TNC chr9:116875720-116875720(+) (C->T/T)
TNC chr9:116883940-116883940(+) (T->T/A)
TNC chr9:116865917-116865917(+) (G->G/T)
TNC chr9:116833727-116833727(+) (G->A/A)
TNC chr9:116880155-116880155(+) (G->A/G)
TNC chr9:116865917-116865917(+) (G->T/T)
ABCA3 chr16:2279473-2279473(+) (A->A/G)
ABCA3 chr16:2269010-2269010(+) (G->G/A)
ABCA3 chr16:2287485-2287485(+) (G->G/C)
ABCA3 chr16:2298452-2298452(+) (C->C/T)
ABCA3 chr16:2276769-2276769(+) (G->G/A)
ADAM15 chr1:153290491-153290491(+) (G->G/C)
ADAM15 chr1:153296343-153296343(+) (C->C/T)
ADAM15 chr1:153300542-153300542(+) (C->C/T)
ADAMI5 chr1:153297148-153297148(+) (A->A/G)
ALK chr2:29270052-29270052(+) (G->A/G)
ALK chr2:29460150-29460150(+) (G->A/G)
ALK chr2:29270119-29270119(+) (G->A/A)
ALK chr2:29996838-29996838(+) (G->G/T)
ALK chr2:29794060-29794060(+) (G->G/T)
ALK chr2:29298929-29298929(+) (G->A/G)
ALK chr2:29270119-29270119(+) (G->A/G)
ALK chr2:29299735-29299735(+) (C->C/T)
ALK chr2:29316137-29316137(+) (G->A/G)
ALK chr2:29270274-29270274(+) (T->T/A)
ANKHD1-
EIFAEBP3 chr5:139908732-139908732(+) (C->C/T)
ANKHD1-
EIFAEBP3 chr5:139883903-139883903(+) (G->G/A)
ANKHD1-
EIFAEBP3 chr5:139818393-139818393(+) (G->G/T)
ANKHD1-
EIFAEBP3 chr5:139897277-139897277(+) (G->G/A)
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ANKHD1-
EIFAEBP3 chr5:139795972-139795972(+) (C->C/T)
ANKMY?2 chr7:16621912-16621912(+) (C->C/T)
ANKMY?2 chr7:16606979-16606979(+) (G->G/A)
ANXA7 chr10:74809934-74809935(-) (GG->GG/GGG)
ANXA7 chr10:74805932-74805932(-) (G->G/-)
ANXA7 chr10:74809898-74809899(-) (G->G/GG)
ANXA7 chr10:74808687-74808687(+) (G->G/A)
ANXA7 chr10:74809907-74809907(+) (C->C/T)
ANXA7 chr10:74805935-74805935(-) (TT->TT/T)
ANXA7 chr10:74809675-74809676(-) (AAAA->AAAA/AAAAA)
ANXA7 chr10:74809891-74809892(-) (CC->CC/CCO)
ANXA7 chr10:74826311-74826311(+) (G->G/C)
ANXA7 chr10:74805906-74805906(-) (T->T/-)
ANXA7 chr10:74805952-74805953(-) (AA->AA/AAA)
ASPM chr1:195327709-195327709(+) (A->A/C)
ASPM chr1:195379359-195379359(+) (C->C/T)
ASPM chr1:195337700-195337700(+) (A->A/G)
ASPM chr1:195379329-195379329(+) (G->A/A)
ASPM chr1:195337330-195337330(+) (G->A/G)
ASPM chr1:195378288-195378288(+) (G->A/G)
ASPM chr1:195339043-195339043(+) (T->C/C)
ASPM chr1:195337279-195337279(+) (C->C/T)
ASPM chr1:195339043-195339043(+) (T->C/T)
ASPM chr1:195338672-195338672(+) (C->C/T)
ASPM chr1:195336494-195336494(+) (T->C/C)
ASPM chr1:195379329-195379329(+) (G->A/G)
ASPM chr1:195325777-195325777(+) (G->G/T)
ASPM chr1:195381893-195381893(+) (C->C/A)
ASPM chr1:195337330-195337330(+) (G->A/A)
CDC27 chr17:42602388-42602388(+) (T->T/-)
CDC27 chr17:42569518-42569518(+) (A->A/G)
CDC27 chr17:42576246-42576246(+) (A->A/G)
CDC27 chr17:42571161-42571161(+) (A->C/C)
CDC27 chr17:42569557-42569557(+) (G->G/A)
CDC27 chr17:42571159-42571159(+) (A->A/C)
CHD6 chr20:39467333-39467333(+) (G->G/A)
CHD6 chr20:39553869-39553869(+) (C->C/T)
CHD6 chr20:39507731-39507731(+) (C->C/T)
CHD6 chr20:39518018-39518018(+) (T->T/C)
CHD6 chr20:39545470-39545470(+) (C->C/T)
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CHD6 chr20:39475435-39475435(+) (C->C/G)
CHD6 chr20:39514845-39514845(+) (C->C/T)
CHD6 chr20:39483980-39483980(+) (T->T/C)
CHL1 chr3:405968-405968(+) (C->C/T)
CHL1 chr3:411384-411384(+) (A->A/T)
CHL1 chr3:418318-418318(+) (A->A/T)
CHL1 chr3:407717-407717(+) (A->A/G)
CHL1 chr3:422263-422263(+) (G->A/G)
CHL1 chr3:336493-336493(+) (G->A/G)
CHL1 chr3:378459-378459(+) (G->A/A)
CHL1 chr3:361304-361305(+) (C->C/ICO)
DPYSL4 chr10:133863896-133863896(+) (C->C/T)
DPYSLA4 chr10:133863896-133863896(+) (C->T/T)
DPYSLA4 chr10:133858397-133858398(+) (GG->GG/AA)
EP400 chr12:131068798-131068798(+) (C->C/T)
EP400 chr12:131128079-131128079(+) (G->A/A)
EP400 chr12:131082509-131082509(+) (A->A/C)
EP400 chr12:131063515-131063515(+) (C->C/T)
EP400 chr12:131011628-131011628(+) (G->G/A)
EP400 chr12:131115246-131115246(+) (G->G/A)
EP400 chr12:131127940-131127940(+) (C->C/T)
EP400 chr12:131128079-131128079(+) (G->G/A)
EP400 chr12:131112628-131112628(+) (C->C/T)
EP400 chr12:131094677-131094677(+) (C->C/T)
EP400 chr12:131076295-131076295(+) (C->C/A)
EP400 chr12:131113172-131113172(+) (G->G/A)
ERBB2IP chr5:65378114-65378114(+) (G->G/A)
ERBB2IP chr5:65345187-65345187(+) (T->T/A)
ERBB2IP chr5:65357122-65357122(+) (A->A/G)
ERBB2IP chr5:65352971-65352971(+) (T->T/A)
ERBB2IP chr5:65385839-65385839(+) (C->C/G)
ERBB2IP chr5:65374782-65374782(+) (G->G/A)
FN1 chr2:215937916-215937916(+) (G->A/G)
FN1 chr2:216004847-216004847(-) (A->A/-)
FN1 chr2:216004831-216004832(-) (A->A/AA)
FN1 chr2:216008717-216008717(+) (C->G/G)
FN1 chr2:216004835-216004836(-) (CC->CC/CCO)
FN1 chr2:215967561-215967561(+) (T->C/T)
FN1 chr2:215943354-215943354(+) (G->G/C)
FN1 chr2:215957024-215957024(+) (C->C/T)
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FOXO03 chr6:109091890-109091890(+) (G->G/T)
FOXO3 chr6:108989263-108989263(+) (C->T/T)
FOXO3 chr6:108989263-108989263(+) (C->C/T)
FOXO3 chr6:109092241-109092242(+) (-->C/-)
FOXO3 chr6:108989523-108989523(+4) (C->T/T)
FOXO03 chr6:108989523-108989523(+4) (C->C/T)
GCLC chr6:53481376-53481376(+) (T->T/C)
GCLC chr6:53471703-53471703(+) (C->C/T)
GLI3 chr7:41973726-41973726(+) (T->T/C)
GLI3 chr7:41973971-41973971(+) (C->C/T)
GLI3 chr7:41972113-41972113(+) (C->C/A)
GLI3 chr7:41978556-41978556(+) (G->G/C)
GLI3 chr7:42031491-42031491(+) (G->G/A)
GLI3 chr7:41971176-41971176(+) (G->G/A)
GLI3 chr7:41972112-41972112(+) (G->G/A)
GZMB chr14:24171388-24171388(+) (G->A/G)
GZMB chr14:24171388-24171388(+) (G->A/A)
HLA-G chr6:29903892-29903892(+) (A->A/T)
HLA-G chr6:29903628-29903628(+) (T->C/C)
HLA-G chr6:29903652-29903652(+) (A->G/G)
HLA-G chr6:29905345-29905345(+) (C->C/T)
HLA-G chr6:29905688-29905688(+) (G->G/T)
HLA-G chr6:29903894-29903894(+) (G->T/T)
HLA-G chr6:29905190-29905190(+) (C->T/T)
HLA-G chr6:29905190-29905190(+) (C->C/T)
HLA-G chr6:29903661-29903661(+) (G->C/C)
HLA-G chr6:29905575-29905575(+) (A->A/C)
HLA-G chr6:29903892-29903892(+) (A->T/T)
HNF1A chr12:119921497-119921497(+) (G->A/G)
HNF1A chr12:119916500-119916500(+) (G->C/C)
HNFI1A chr12:119916508-119916509(+) (CCCCCCCC->CCCCCCCC/Ccececcccco)
HNF1A chr12:119916500-119916500(+) (G->C/G)
HNF1A chr12:119921766-119921766(+) (G->G/A)
HNF1A chr12:119921497-119921497(+) (G->A/A)
HNFI1A chr12:119901247-119901247(+) (C->C/T)
HNFI1A chr12:119921783-119921784(+) (-->-/1G)
INPP5D chr2:233698786-233698786(+) (C->C/G)
INPP5D chr2:233698838-233698838(+) (A->A/G)
INPP5D chr2:233695067-233695067(+) (G->G/A)
INPP5D chr2:233633530-233633530(+) (G->G/C)
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INPP5D chr2:233777662-233777662(+) (C->C/A)
INPP5D chr2:233737039-233737039(+) (G->G/T)
INSR chr19:7068339-7068339(+) (C->C/A)
INSR chr19:7073978-7073978(+) (G->G/T)
INSR chr19:7076412-7076412(+) (T->T/A)
INSR chr19:7101532-7101532(+) (G->G/A)
INSR chr19:7077638-7077638(+) (C->C/T)
INSR chr19:7218483-7218483(+) (G->G/T)
INSR chr19:7103753-7103753(+) (C->C/G)
INSR chr19:7094008-7094008(+) (G->G/A)
INSR chr19:7068323-7068323(+) (A->A/G)
INSR chr19:7125637-7125637(+) (G->G/A)
INSR chr19:7244848-7244848(+) (C->T/T)
ITGB2 chr21:45155102-45155102(+) (C->A/C)
ITGB2 chr21:45143505-45143505(+) (C->C/G)
ITGB2 chr21:45134408-45134408(+) (C->C/T)
ITGB2 chr21:45134343-45134343(+) (G->A/G)
ITGB2 chr21:45151408-45151408(+) (T->T/G)
ITGB2 chr21:45137799-45137799(+) (G->A/G)
ITGB2 chr21:45155095-45155095(+) (G->A/A)
ITGB2 chr21:45155102-45155102(+) (C->A/A)
ITGB2 chr21:45155095-45155095(+) (G->A/G)
ITGB2 chr21:45136247-45136247(+) (C->C/T)
KIF3B chr20:30368004-30368004(+) (G->G/C)
KIF3B chr20:30362544-30362544(+) (G->G/A)
KIF3B chr20:30361951-30361951(+) (G->G/A)
KIF3B chr20:30378311-30378311(+) (G->G/T)
KIF3B chr20:30379122-30379122(+) (T->T/C)
KIF4B chr5:154374310-154374310(+) (G->G/A)
KIF4B chr5:154375750-154375750(+) (G->G/T)
KIF4B chr5:154375434-154375434(+) (C->C/G)
KIF4B chr5:154375363-154375363(+) (C->C/A)
KIF4B chr5:154374459-154374459(+) (G->G/T)
KTN1 chr14:55173781-55173781(+) (G->G/A)
KTNI1 chr14:55148792-55148792(+) (A->A/T)
KTNI1 chr14:55208111-55208111(+) (C->C/T)
KTNI1 chr14:55173793-55173793(+) (G->G/-)
KTN1 chr14:55189516-55189516(+) (A->A/G)
KTN1 chr14:55173824-55173825(+) (AAA->AAA/AAAA)
MADIL1 chr7:1942958-1942958(+) (C->C/T)
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MADIL1 chr7:2222320-2222320(+) (C->C/A)
MADIL1 chr7:1942951-1942951(+) (C->C/T)
MADIL1 chr7:1904527-1904527(+) (G->G/A)
MADIL1 chr7:2224138-2224138(+) (G->G/A)
MKL1 chr22:39146900-39146900(+) (C->C/)
MKL1 chr22:39155704-39155704(+) (C->C/T)
MKL1 chr22:39144836-39144836(+) (G->G/C)
MKL1 chr22:39144689-39144689(+) (C->C/T)
MKL1 chr22:39155710-39155710(+) (C->C/T)
MKL1 chr22:39147040-39147040(+) (G->G/A)
MKL1 chr22:39144540-39144540(+) (C->C/T)
MKL1 chr22:39157379-39157379(+) (G->G/C)
MKL1 chr22:39144323-39144323(+) (C->C/T)
MYO5C chr15:50352071-50352071(+) (G->G/T)
MYO5C chr15:50359104-50359104(+) (G->G/A)
MYO5C chr15:50340571-50340571(+) (C->C/G)
MYO5C chr15:50359100-50359100(+) (C->C/T)
MYO5C chr15:50324876-50324876(+) (C->C/A)
MYO5C chr15:50304578-50304578(+) (T->T/G)
MYO5C chr15:50359091-50359091(+) (C->C/T)
NUMAI1 chr11:71404767-71404767(+) (T->C/C)
NUMAI1 chr11:71404767-71404767(+) (T->C/T)
NUMAI1 chr11:71402374-71402374(+) (C->C/T)
NUMAI chr11:71403282-71403282(+) (C->C/T)
NUMAI1 chr11:71403242-71403242(+) (C->C/A)
NUMAI1 chr11:71395963-71395963(+) (C->T/T)
NUMAI1 chr11:71403445-71403445(+) (G->A/G)
NUMAI1 chr11:71404046-71404047(-) (-->-/A)
NUMAI1 chr11:71402737-71402737(+) (G->A/G)
NUMAI1 chr11:71403282-71403282(+) (C->T/T)
NUMAI1 chr11:71404873-71404873(+) (C->C/T)
(CCAGGGCATCTGCAG-

NUMAI1 chr11:71404009-71404023(+) >CCAGGGCATCTGCAG/-)
NUMAI1 chr11:71404395-71404395(+) (G->G/A)
PDGFRA chr4:54841365-54841365(+) (T->T/G)
PDGFRA chr4:54835527-54835527(+) (T->C/T)
PDGFRA chr4:54822245-54822245(+) (G->G/A)
PDGFRA chr4:54838334-54838334(+) (G->A/A)
PDGFRA chr4:54833372-54833372(+) (A->A/G)
PDGFRA chr4:54841365-54841365(+) (T->G/T)
PDGFRA chr4:54839404-54839404(+) (C->C/A)
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PDGFRA chr4:54835527-54835527(+) (T->T/C)
PDGFRA chr4:54822245-54822245(+) (G->A/G)
PDGFRA chr4:54824777-54824777(+) (G->G/A)
PDGFRA chr4:54825926-54825926(+) (T->T/C)
PDGFRA chr4:54824726-54824727(+) (T->T/TT)
PDGFRA chr4:54822144-54822144(+) (T->T/A)
PHLPP chr18:58796798-58796798(+) (C->C/T)
PHLPP chr18:58714205-58714205(+) (A->A/G)
PHLPP chr18:58796489-58796489(+) (C->C/T)
PHLPP chr18:58796798-58796798(+) (C->T/T)
PHLPP chr18:58796489-58796489(+) (C->T/T)
PIK3C2B chr1:202692806-202692806(+) (C->A/C)
PIK3C2B chr1:202676026-202676026(+) (C->C/T)
PIK3C2B chr1:202665687-202665687(+) (G->A/G)
PIK3C2B chr1:202684987-202684987(+) (G->A/A)
PIK3C2B chr1:202678311-202678311(+) (C->G/G)
PIK3C2B chr1:202665684-202665684(+) (A->A/G)
PIK3C2B chr1:202665687-202665687(+) (G->A/A)
PIK3C2B chr1:202669116-202669116(+) (C->C/T)
PIK3C2B chr1:202670323-202670323(+) (A->A/G)
PIK3C2B chr1:202663951-202663951(+) (G->G/C)
PIK3C2B chr1:202704859-202704859(+) (T->C/T)
PKP4 chr2:159196682-159196682(+) (T->T/C)
PKP4 chr2:159190040-159190040(+) (G->G/A)
PKP4 chr2:159227670-159227670(+) (G->G/A)
PKP4 chr2:159226104-159226104(+) (G->G/A)
PKP4 chr2:159186089-159186089(+) (G->G/C)
PKP4 chr2:159227811-159227811(+) (A->A/T)
PLAGL2 chr20:30248315-30248315(+) (C->C/T)
PLAGL2 chr20:30248287-30248287(+) (A->A/C)
PLAGL2 chr20:30248646-30248647(+) (--->--/CC)
PLAGL2 chr20:30253404-30253404(+) (G->G/A)
PPARA chr22:44973117-44973117(+) (G->G/C)
PPARA chr22:45006675-45006675(+) (A->A/G)
PRKCI chr3:171496413-171496413(+) (C->C/T)
PRKCI chr3:171460464-171460464(+) (A->A/G)
PRKCI chr3:171482391-171482391(+) (T->T/G)
PRKCI chr3:171470980-171470980(+) (C->C/T)
RAB3D chr19:11307127-11307127(+) (G->G/A)
RAB3D chr19:11308929-11308929(+) (G->G/A)
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RAB3D chr19:11297141-11297141(+) (C->C/T)
RAB3D chr19:11297221-11297221(+) (A->A/G)
ROR2 chr9:93527032-93527032(+) (C->C/T)
ROR2 chr9:93526887-93526887(+) (C->C/T)
ROR2 chr9:93526859-93526859(+) (C->C/A)
ROR2 chr9:93526927-93526927(+) (G->G/A)
ROR2 chr9:93526081-93526081(+) (G->G/A)
ROR2 chr9:93526888-93526888(+) (G->G/A)
ROR2 chr9:93527050-93527050(+) (G->G/A)
ROR2 chr9:93526268-93526268(+) (G->G/A)
SPTB chr14:64332020-64332020(+) (C->C/G)
SPTB chr14:64329952-64329952(+) (G->G/C)
SPTB chr14:64330975-64330975(+) (G->G/C)
SPTB chr14:64322388-64322388(+) (G->G/C)
SPTB chr14:64333093-64333093(+) (G->G/T)
SPTB chr14:64329966-64329966(+) (G->G/A)
SPTB chr14:64309076-64309076(+) (C->C/T)
SPTB chr14:64333106-64333106(+) (C->C/A)
SPTB chr14:64331923-64331925(+) (CAT->CAT/-)
TBK1 chr12:63168584-63168584(+) (T->C/T)
TBK1 chr12:63144378-63144379(+) (C->C/CC)
TBK1 chr12:63154436-63154437(+) (-->-/C)
TBK1 chr12:63175583-63175583(+) (A->A/T)
TBK1 chr12:63154307-63154308(+) (AA->AA/AAA)
TNK?2 chr3:197079665-197079665(+) (G->G/A)
TNK2 chr3:197081411-197081411(+) (C->C/T)
TNK?2 chr3:197079910-197079910(+) (C->T/T)
TNK?2 chr3:197079802-197079802(+) (G->A/G)
TNK?2 chr3:197096239-197096239(+) (C->C/T)
TNK2 chr3:197079347-197079347(+) (G->A/G)
TNK2 chr3:197079910-197079910(+) (C->C/T)
TNK?2 chr3:197079347-197079347(+) (G->A/A)
TP53 chr17:7519000-7519000(+) (G->G/A)
TP53 chr17:7519168-7519168(+) (A->A/G)
TP53 chr17:7517852-7517852(+) (C->C/A)
TP53 chr17:7517577-7517577(+) (C->C/T)
TP53 chr17:7520099-7520099(+) (C->T/T)
TP53 chr17:7517869-7517869(+) (A->G/G)
TP53 chr17:7517849-7517849(+) (C->C/-)
TP53 chr17:7519186-7519186(+) (C->A/A)
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TP53 chrl7:7517747-7517747(+) (G->A/A)
TP53 chr17:7520037-7520037(+) (C->C/A)
TP53 chr17:7520087-7520088(+) (-->-/ACCGT)
TP53 chr17:7518324-7518325(+) (->-/A)
TP53 chr17:7517867-7517867(+) (C->C/T)
TP53 chr17:7519156-7519157(+) (-->-/T)
TP53 chr17:7520197-7520197(+) (G->C/C)
TP53 chr17:7518299-7518299(+) (T->T/C)
TP53 chr17:7518929-7518929(+) (A->A/C)
TP53 chr17:7518239-7518247(+) (GTGATGATG->GTGATGATG/-)
TP53 chr17:7520261-7520261(+) (C->C/A)
TP53 chr17:7520260-7520261(+) (-->C/-)
TP53 chr17:7517839-7517839(+) (C->T/T)
TP53 chr17:7518231-7518231(+) (C->C/A)
TP53 chr17:7518263-7518263(+) (C->T/T)
TP53 chr17:7518990-7518990(+) (A->T/T)
TP53 chr17:7519186-7519186(+) (C->C/A)
TP53 chr17:7517822-7517822(+) (C->G/G)
TP53 chr17:7519095-7519095(+) (C->C/A)
TP53 chr17:7518311-7518311(+) (A->A/T)
TP53 chr17:7519267-7519267(+) (G->G/C)
TP53 chr17:7517583-7517583(+) (G->G/-)
TP53 chr17:7519275-7519275(+) (G->G/T)
TP53 chr17:7519261-7519261(+4) (T->T/C)
TP53 chr17:7520272-7520272(+) (G->G/-)
TP53 chr17:7518293-7518293(+) (C->C/A)
TP53 chr17:7517625-7517626(+) (-->A/A)
TP53 chr17:7519118-7519118(+) (A->A/C)
TP53 chr17:7518960-7518960(+) (T->C/C)
TP53 chr17:7517837-7517837(+) (C->C/G)
TP53 chr17:7519138-7519138(+) (C->C/A)
TP53 chr17:7520281-7520285(+) (ATCAA->-/ATCAA)
TP53 chr17:7518996-7518996(+) (T->C/C)
(TAAGATGCTGAGGAGGGGCCAGACC->-
TP53 chr17:7518991-7519015(+) ITAAGATGCTGAGGAGGGGCCAGACC)
TP53 chr17:7517869-7517869(+) (A->A/G)
TP53 chr17:7517783-7517783(+) (C->C/A)
TP53 chr17:7517827-7517827(+) (C->C/T)
TP53 chr17:7517813-7517813(+) (T->-/T)
TP53 chr17:7519123-7519123(+) (G->G/T)
TP53 chr17:7514728-7514728(+) (G->G/A)
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TP53 chr17:7519125-7519125(+) (G->G/C)
TP53 chr17:7517743-7517743(+) (C->T/T)
TP53 chr17:7517866-7517866(+) (C->C/A)
TP53 chr17:7520099-7520099(+) (C->C/G)
TP53 chr17:7519165-7519165(+) (T->C/C)
TP53 chr17:7517610-7517610(+) (T->T/A)
TP53 chr17:7517821-7517821(+) (T->T/C)
TP53 chr17:7518291-7518292(+) (-->-/A)
TP53 chr17:7518319-7518320(+) (AC->AC/-)
TP53 chr17:7520317-7520317(+) (T->T/A)
TP53 chr17:7520148-7520157(+) (GGCTGGTGCA->-/-)
TP53 chr17:7518239-7518241(+) (GTG->-/GTG)
TP53 chr17:7519179-7519179(+) (G->A/A)
TP53 chr17:7518960-7518960(+) (T->T/C)
TP53 chr17:7519128-7519128(+) (C->C/T)
TP53 chr17:7519000-7519002(+) (GAG->GAG/-)
TP53 chr17:7518223-7518223(+) (C->T/T)
TP53 chr17:7517747-7517747(+) (G->A/G)
TP53 chr17:7519123-7519123(+) (G->G/-)
TP53 chr17:7518273-7518273(+) (C->C/A)
TP53 chr17:7514728-7514728(+) (G->A/A)
TP53 chr17:7519217-7519217(+) (C->C/T)
TP53 chr17:7517853-7517853(+) (A->A/C)
TP53 chr17:7518996-7518996(+) (T->T/C)
TP53 chr17:7518929-7518929(+) (A->T/T)
TP53 chr17:7519280-7519280(+) (C->C/A)
TP53 chr17:7519095-7519095(+) (C->C/T)
TP53 chr17:7519119-7519119(+) (T->C/C)
TP53 chr17:7518915-7518915(+) (T->T/C)
TP53 chr17:7519230-7519236(+) (GGGCAGG->GGGCAGG/-)
TP53 chr17:7518264-7518264(+) (G->C/C)
TP53 chr17:7518901-7518901(+) (C->C/A)
TP53 chr17:7519266-7519267(+) (-->-/GG)
TP53 chr17:7517744-7517745(+) (CT->-/CT)
TP53 chr17:7519244-7519244(+) (C->C/A)
TP53 chr17:7519015-7519015(+) (C->C/T)
TP53 chr17:7517818-7517818(+) (C->C/G)
TP53 chr17:7518997-7518997(+) (G->G/A)
TP53 chr17:7518909-7518909(+) (G->A/A)
TP53 chr17:7517831-7517831(+) (G->G/A)
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TP53 chr17:7518272-7518272(+) (C->C/A)
TP53 chr17:7518264-7518264(+) (G->A/A)
TP53 chr17:7518907-7518908(+) (GC->-/GC)
TP53 chr17:7518276-7518276(+) (C->C/A)
TP53 chr17:7519192-7519192(+) (T->T/C)
TP53 chr17:7517830-7517830(+) (G->G/T)
TP53 chr17:7520036-7520036(+) (C->C/A)
TP53 chr17:7519204-7519204(+) (G->G/A)
TP53 chr17:7517830-7517830(+) (G->G/C)
TP53 chr17:7519119-7519119(+) (T->T/C)
TP53 chr17:7514707-7514707(+) (C->A/A)
TP53 chr17:7518937-7518937(+) (G->G/A)
TP53 chr17:7517819-7517819(+) (G->G/A)
TP53 chr17:7514759-7514759(+) (C->C/T)
TP53 chr17:7518964-7518964(+) (C->C/A)
TP53 chr17:7517845-7517845(+) (C->C/T)
TP53 chr17:7519188-7519188(+) (C->G/G)
TP53 chr17:7520099-7520099(+) (C->C/A)
TP53 chr17:7518226-7518226(+) (G->G/-)
TP53 chr17:7519113-7519113(+) (C->C/G)
TP53 chr17:7517833-7517833(+) (C->C/A)
TP53 chr17:7519131-7519131(+) (C->C/T)
TP53 chr17:7518264-7518264(+) (G->G/A)
TP53 chr17:7517871-7517881(+4) (TAGATTACCAC->TAGATTACCAC/-)
TP53 chr17:7518310-7518321(+) (GATGGTGGTACA->GATGGTGGTACA/-)
TP53 chr17:7517842-7517842(+) (A->A/C)
TP53 chr17:7518988-7518988(+) (G->G/A)
TP53 chr17:7518951-7518951(+) (T->T/A)
TP53 chr17:7517846-7517846(+) (G->G/A)
TP53 chr17:7520060-7520061(+) (-->C/-)
TP53 chr17:7518284-7518284(+) (G->G/T)
TP53 chr17:7518305-7518305(+) (T->T/C)
TP53 chr17:7519275-7519275(+) (G->A/G)
TP53 chr17:7517849-7517849(+) (C->C/T)
TP53 chr17:7514720-7514720(+) (C->C/-)
TP53 chr17:7518902-7518902(+) (C->C/T)
TP53 chr17:7519275-7519275(+) (G->G/A)
TP53 chr17:7520040-7520040(+) (G->-/G)
TP53 chr17:7518293-7518293(+) (C->C/T)
TP53 chr17:7518990-7518990(+) (A->G/G)
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TP53 chr17:7519138-7519138(+) (C->T/T)
TP53 chr17:7518273-7518273(+) (C->C/G)
TP53 chr17:7518291-7518292(+) (-->A/-)
TP53 chr17:7519259-7519259(+) (C->A/A)
TP53 chr17:7518254-7518254(+) (A->A/C)
TP53 chr17:7518284-7518284(+) (G->A/A)
TP53 chr17:7518933-7518933(+) (T->T/C)
TP53 chr17:7518273-7518273(+) (C->C/T)
TP53 chr17:7517845-7517845(+) (C->A/A)
TP53 chr17:7517878-7517878(+) (C->C/A)
TP53 chr17:7519221-7519221(+) (A->A/T)
TP53 chr17:7520254-7520254(+) (C->C/T)
TP53 chr17:7514709-7514710(+) (-->-/AGGCCTT)
TP53 chr17:7519221-7519221(+) (A->A/C)
TP53 chr17:7519252-7519252(+) (A->A/G)
TP53 chr17:7518261-7518261(+) (T->T/C)
TP53 chr17:7517845-7517845(+) (C->T/T)
TP53 chr17:7519281-7519281(+) (T->T/C)
TP53 chr17:7517839-7517839(+) (C->C/T)
TP53 chr17:7519235-7519235(+) (G->-/G)
TP53 chr17:7518272-7518272(+) (C->C/T)
TP53 chr17:7518299-7518299(+) (T->C/C)
TP53 chr17:7517747-7517747(+) (G->G/A)
TP53 chr17:7517842-7517842(+4) (A->A/T)
TP53 chr17:7518334-7518334(+) (C->T/T)
TP53 chr17:7518295-7518295(+) (C->C/A)
TP53 chr17:7517818-7517819(+) (-->-/G)
TP53 chr17:7517577-7517577(+) (C->C/A)
TP53 chr17:7517652-7517652(+) (C->C/T)
TP53 chr17:7519168-7519168(+) (A->A/T)
(CGGGCGGGGGTGT->CGGGCGGGGGTGT/-
TP53 chr17:7519195-7519207(+) | ------------ )
TP53 chr17:7520187-7520187(+) (A->-/-)
TP53 chr17:7519280-7519280(+) (C->C/T)
TP53 chr17:7518306-7518306(+) (A->A/T)
TP53 chr17:7518928-7518928(+) (C->C/T)
TP53 chr17:7517845-7517845(+) (C->C/G)
TP53 chr17:7518257-7518257(+) (G->G/A)
TP53 chr17:7518982-7518982(+) (C->A/A)
TP53 chr17:7520042-7520042(+) (A->A/-)
TP53 chr17:7518284-7518284(+) (G->G/A)
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TP53 chr17:7518296-7518296(+) (A->A/T)

TP53 chr17:7519015-7519015(+) (C->G/G)

TP53 chr17:7518901-7518901(+) (C->C/T)

TP53 chr17:7518991-7518991(+) (T->T/A)
(CGGGCGGGGGTGTGGAATCAACCCACAG

TG-

SCgGGCGGGGGTGTGGAATCAACCCACA

TP53 chr17:7519195-7519225(+) GCTG/-)

TP53 chr17:7519249-7519249(+) (G->G/A)

TP53 chr17:7520086-7520086(+) (A->A/C)

TP53 chr17:7519167-7519167(+) (T->T/C)

TP53 chr17:7519260-7519260(+) (T->T/C)

TP53 chr17:7519225-7519225(+) (G->G/A)

TP53 chr17:7519094-7519094(+) (A->A/C)

TP53 chr17:7518993-7518993(+) (A->A/C)

TP53 chr17:7514755-7514755(+) (G->G/-)

TP53 chr17:7517577-7517577(+) (C->C/G)

TP53 chr17:7517807-7517807(+) (C->C/T)

TP53 chr17:7519255-7519255(+) (A->A/C)

TP53 chr17:7519281-7519281(+) (T->C/C)

TP53 chr17:7520219-7520219(+) (T->T/A)

TP53 chr17:7520114-7520114(+) (G->A/A)

TP53 chr17:7519251-7519251(+) (C->C/T)

TP53 chr17:7519200-7519200(+) (G->-/G)

TP53 chr17:7517819-7517819(+4) (G->A/A)

TP53 chr17:7517831-7517831(+) (G->A/G)

TP53 chr17:7519260-7519260(+) (T->A/A)

TP53 chr17:7519179-7519179(+) (G->G/A)

TP53 chr17:7517576-7517576(+) (A->A/G)

TP53 chr17:7517622-7517622(+) (G->G/A)
(AACCGTAGCTGCCCTGGTAGGTTTTCTGG
GAAGGG->-
IAACCGTAGCTGCCCTGGTAGGTTTTCTGG

TP53 chr17:7520087-7520121(+) GAAGGG)

TP53 chr17:7518990-7518990(+) (A->A/G)

TP53 chr17:7518290-7518290(+) (T->T/C)

TP53 chr17:7518927-7518927(+) (A->A/C)

TP53 chr17:7517824-7517824(+) (C->C/A)

TP53 chr17:7514743-7514743(+) (G->G/A)

TP53 chr17:7517871-7517872(+) (-->-/AGATTACCACTACTC)

TP53 chr17:7517846-7517846(+) (G->A/A)

TP53 chr17:7518945-7518949(+) (TTTCT->TTTCT/-)
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TP53 chr17:7518264-7518264(+) (G->A/G)
TP53 chr17:7518236-7518236(+) (A->A/T)
TP53 chr17:7518904-7518905(+) (CA->CA/-)
TP53 chr17:7518223-7518223(+) (C->C/A)
TP53 chr17:7518263-7518264(+) (-->-/1G)
TP53 chr17:7518288-7518296(+) (TGTTACACA->TGTTACACA/-)
TP53 chr17:7514708-7514708(+) (C->A/A)
TP53 chr17:7517845-7517845(+) (C->C/A)
TP53 chr17:7519259-7519259(+) (C->C/A)
TP53 chr17:7518275-7518275(+) (C->C/T)
TP53 chr17:7519275-7519275(+) (G->A/A)
TP53 chr17:7518263-7518263(+) (C->C/T)
TP53 chr17:7519128-7519128(+) (C->A/A)
TP53 chr17:7520036-7520036(+) (C->A/A)
VAV1 chr19:6783147-6783147(+) (T->T/C)
VAV1 chr19:6779827-6779827(+) (A->A/G)
VAV1 chr19:6779900-6779900(+) (C->C/G)
VAV1 chr19:6780836-6780836(+) (G->G/T)
VAV1 chr19:6723872-6723872(+) (G->G/C)
ZC3H11A chr1:202087937-202087937(+) (G->G/A)
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Figure 7
SEQ #Patients
ID with #Patients
No. TCGA with TCGA
mutation | mutation
Gene (including | (excluding
Symbol Approved Name EntrezID | silent) silent)
64 | TP53 tumor protein p53 7157 285 283
1 CHEK2 checkpoint kinase 2 11200 24 22
3 ribosomal protein S6 kinase, 90kDa,
RPS6KA2 polypeptide 2 6196 23 23
4 MLL4 lysine (K)-specific methyltransferase 2B 9757 20 20
28 asp (abnormal spindle) homolog,
ASPM microcephaly associated (Drosophila) 259266 19 10
19 | pTK2B protein tyrosine kinase 2 beta 2185 17 11
5 ADAMTSL3 | ADAMTS-like 3 57188 16 12
44 integrin, beta 2 (complement component
ITGB2 3 receptor 3 and 4 subunit) 3689 16 4
8 GLI2 GLI family zinc finger 2 2736 14 12
42 inositol polyphosphate-5-phosphatase,
INPP5D 145kDa 3635 14 3
24 anaplastic lymphoma receptor tyrosine
ALK kinase 238 13 4
20 | RSU1 Ras suppressor protein 1 6251 13 13
65 | vAV1 vav 1 guanine nucleotide exchange factor 7409 13 3
41 | HNF1A HNF1 homeobox A 6927 11 6
58 | PRKCI protein kinase C, iota 5584 11 1
9 GYPB glycophorin B (MNS blood group) 2994 10 10
40 major histocompatibility complex, class |,
HLA-G G 3135 10 7
43
INSR insulin receptor 3643 10 7
52 platelet-derived growth factor receptor,
PDGFRA alpha polypeptide 5156 10 7
56 | PLAGL2 pleiomorphic adenoma gene-like 2 5326 10 9
23 | ADAM15 ADAM metallopeptidase domain 15 8751 9 8
27 | ANXA7 annexin A7 310 9 8
33 | EP400 E1A binding protein p400 57634 9 6
45 | KIF3B kinesin family member 3B 9371 9 4
48 MAD1 mitotic arrest deficient-like 1
MADI1L1 (yeast) 8379 9 1
13 | MAPK15 mitogen-activated protein kinase 15 225689 9 8
14 | MET met proto-oncogene 4233 9 9
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49 megakaryoblastic leukemia

MKL1 (translocation) 1 57591 9 6
51 NUMA1 nuclear mitotic apparatus protein 1 4926 9 9
60 receptor tyrosine kinase-like orphan

ROR2 receptor 2 4920 9 8
63 | TNK2 tyrosine kinase, non-receptor, 2 10188 9 4
30 chromodomain helicase DNA binding

CHD6 protein 6 84181 8 6
31 | CHL1 cell adhesion molecule L1-like 10752 8 7
7 ENAH enabled homolog (Drosophila) 55740 8 7
61 | spTB spectrin, beta, erythrocytic 6710 8 7
26 ankyrin repeat and MYND domain

ANKMY2 containing 2 57037 7 3
32 | DPYSL4 dihydropyrimidinase-like 4 10570 7 0
39 granzyme B (granzyme 2, cytotoxic T-

GZMB lymphocyte-associated serine esterase 1) 3002 7 0
47 | KTN1 kinectin 1 (kinesin receptor) 3895 7 6
50 | myosc myosin VC 55930 7 6
66 | ZC3H11A zinc finger CCCH-type containing 11A 9877 7 0
29 | cpc27 cell division cycle 27 996 6 6
34 | ERBB2IP erbb?2 interacting protein 55914 6 4
35 | FN1 fibronectin 1 2335 6 5
36 | FOX03 forkhead box 03 2309 6 3
38 | GLI3 GLI family zinc finger 3 2737 6 5
12 mitogen-activated protein kinase kinase

MAP3K6 kinase 6 9064 6 5
54 phosphatidylinositol-4-phosphate 3-

PIK3C2B kinase, catalytic subunit type 2 beta 5287 6 3
57 peroxisome proliferator-activated

PPARA receptor alpha 5465 6
59 | RAB3D RAB3D, member RAS oncogene family 9545 6 1
62 | TBK1 TANK-binding kinase 1 29110 6 6
22 ATP-binding cassette, sub-family A

ABCA3 (ABC1), member 3 21 5 4
25 | ANKHD1-

EIF4EBP3 ANKHD1-EIF4EBP3 readthrough 404734 5 4
37 glutamate-cysteine ligase, catalytic

GCLC subunit 2729 5 4
46 | KIF4B kinesin family member 4B 285643
11 | LRRN2 leucine rich repeat neuronal 2 10446
53 PH domain and leucine rich repeat

PHLPP protein phosphatase 1 23239 5 1
55 | PKP4 plakophilin 4 8502 5 4
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Figure 13 cont.
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Figure 15

CHEBER isoform exgression {363 pativnts}
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Figure 20
SEQ
ID
NO. #Patients | #Patients
with with
observed | observed
mutation | mutation
(including | (excluding
Gene Symbol | Approved Name EntrezID | silent) silent)
1 CHEK2 checkpoint kinase 2 11200 24 22
6 ATR ataxia telangiectasia and Rad3 related 545 7 6
3 ribosomal protein S6 kinase, 90kDa, 53 53
RPS6KA2 polypeptide 2 6196
12 mitogen-activated protein kinase kinase 6 5
MAP3K6 kinase 6 9064
15 NIPBL Nipped-B homolog (Drosophila) 25836 5 5
18 PTCH1 patched 1 5727 6 6
4 MLL4 lysine (K)-specific methyltransferase 2B 9757 20 20
7 ENAH enabled homolog (Drosophila) 55740 8 7
5 ADAMTSL3 ADAMTS-like 3 57188 16 12
20 RSU1 Ras suppressor protein 1 6251 13 13
16 PCDH15 protocadherin-related 15 65217 7 5
11 LRRN2 leucine rich repeat neuronal 2 10446 5 5
14 MET met proto-oncogene 4233 9 9
21 TNC tenascin C 3371 6 5
13 MAPK15 mitogen-activated protein kinase 15 225689 9 8
9 GYPB glycophorin B (MNS blood group) 2994 10 10
8 GLI2 GLI family zinc finger 2 2736 14 12
2 ERN2 endoplasmic reticulum to nucleus signaling 2 10595 6 5
17 protein phosphatase 1, catalytic subunit, 6 6
PPP1CC gamma isozyme 5501
10 KIAA13241L KIAA1324-like 222223 6 5
19 PTK2B protein tyrosine kinase 2 beta 2185 17 11
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Figure 21
A
Fold
Category Term Count | Genes Enrichmen | Benjamini
GO0:00046TZ protein kinase MAP3KE, RPSEKAZ,
GOTERM_MF_FAT| activity g 38| PTEEE, MET, MAPKTS, 10.7 1.58E-04
G0 0004674 pratein MAF3KE, RPSERAZ,
GOTERM_MF_FAT| serinedthrecnine kinase G| 28.6|MAPEIS, ERNZ, ATR, 1.3 00032365
G0 0001882 nucleaside MAP3KE, RPSERAZ,
GOTERM_MF_FAT binding g 35,1 PTEZE. MET. MAPK 1S, 4.0 0.01208501)
G0 0032555 adenyl MAFP3KE, RPSERAZ,
GSOTERM_MF_FAT| riboruslectide binding 3 38.1(PTKZE, MET, MAPKIS, 4.3 0013dET3
G0 0001383 purine MAP3KE, RPSERAZ,
GOTERM_MF_F AT nucleaside binding g 38| PTEEE, MET, MAPKTS, 4.1 0.0135163
G0 0030554 adenyl MAF3KE, RPSERAZ,
GOTERM_MF_F AT nucleatide binding g 38.1[PTKZE, MET, MAPK1S, 4.1] 0.01478572|
MAP3KE, RPSERAZ,
GOTERM_MF_FAT G0 0005524"ATP binding g 35,1 PTEZE. MET. MAPK 1S, d4.4| 0.01650055
G0 003255 ribonuclectide MAP3KE, RPSERAZ,
GOTERM_MF_FaT binding g 38.1)| PTEZE. MET. MAPKIS. 3.5 002251523
G0 0032555 purine MAP3KE, RPSERAZ,
GOTERM_MF_F AT riboruslectide binding 8 38.1[FPTKZE, MET, MAPKIS, 35| 002251523
G0 0017076 purine MAP3KE, RPSERAZ,
GOTERM_MF_F AT nucleatide binding g 38.1[PTKZE, MET, MAPK1S, 3.4 002623272
PTEKZE. MET, MARPK1S,
G0 0006736 phosphate ERMZ, ATR, CHEKZ,
GOTERM_BP_FAT metabolic process 3] 423|PPPICC E.E| 0.00388316
PTEZE, MET, MARPK1S,
G0 000673 phosphorus ERMZ, AT, CHEK:Z,
GOTERM_EP_FAT metabolic pracess 3] d4Z3|PPPICCE E.6| 0.00355316
G0 Q00E4ES protein aming MAP3KE, RPSERAZ,
GOTERM_BP_FAT| acid phospharlation 2 38.1[PTKZE, MET., MAPKIS, 8.5 0.00RE2045
MAP3KE, RPSERAZ,
GOTERM_BEP_FAT G0 0016310 phaspharylation g 35| PTEEZE, MET, MAPKIS, 71 0.00717E24
MAP3KE, RPSERAZ,
SP_PIR_KE"OR| kinase g 38,1 PTKZE, MET, MAPK1S, 0.7 3.30E-04|
PTEZE. MET, MAPK1S,
ERMZ, ATR, CHEKZ,
SP_PIF_KE"'OR|transferase 9] 423|MLLg 59| 000125072
serinefthreonine-protein MAF3KE, RPSEKAZ,
SP_PIF_KE"wOR| kinase G) 23.6)MAaPkE1S, ERMZ, A4TH, 14.4) 0.00155422(
MAP3KE, RPSERAZ,
SP_PIF_KEv"0R| atp-binding g 35,1 PTEZE. MET. MAPK 1S, 5.5] 000557353
A0AMTSLI, THC, MET,
PCOH1S, CHEKZ, ATR,
PPPICC, GLIZ, MAF3KE,
SP_PIF_KE"w'0OR| alternative splicing 15|  76.2[NIPEL, PTE.ZB. 2.0 0016730933
MAP3KE, RPSERAZ,
SP_PIF_KE"0R| nucleatide-binding g 35,1 PTEZE. MET. MAPK 1S, 4.3 0.01307=265
MAP3KE, RPSERAZ,
UP_SEQ_FEATUR|binding site: TP 7| 53.3|PTEZE, MET, MAPKIS, 11.5] 0.00245343]
MAP3KE, RPSERAZ,
UP_SEQL_FEATUR| active site: Protan acceptor T F3.3|PTEZB, MET, MAPE1S, 9.7 0.00370675
MAP3KE, PTHZE, MET,
UP_SEQ_FEATUR| domain: Pratein kinaze G|  28.6|MAPE1S, ERNZ, CHERZ 11.6] 0.005535826
nucleatide phosphate- MAP3SKE, RPSERAZ,
UP_SEQ_FEATUR|binding region: ATF 7| 333 PTEZE. MET. MAPKIS. E.6| 0.01430434
A0AMTSLI, THC, MET,
PCOH1S, CHEKZ, ATR,
PPPICC, GLIZ, MAF3KE,
UP_SEQ_FEATUR| splice variant 15|  76.2[NIPEL, PTE.ZB. 200 0.04141215]
IPROGOTIS:Pratein kinase, MAP3KE, RPSERAZ,
IMTERFRO core 7| 333 PTEZE. MET. MAPKIS. 122 4. 45E-04
IPROT7441: Pratein kinase, MAP3KE, RPSERAZ,
IMTERPRO ATP binding site 7| 53.3|PTEZE, MET, MAPKIS, 128 E.BdE-0d
IPROAT44d2: Serinefthreonine MAP3KE, RPSEKAZ,
IMTERPRO protein kinase-related 5|  23.8|MAPEIS, ERMZ, CHEKZ 1.6 0.0134309
IPRODS27: Serinefthreonine MAF3KE, RPSEKAZ,
INTERPRO protein kinase, active site 5| 23.8|MAPE1S, ERNZ, CHERZ 11.8] 0.01635776
IPROOZ230: Serinefthreanine MAP3KE, RPSERAZ,
IMTERFRO pratein kinase 4 15.0) MAPK1S, CHEERZ 0.04 363024

123
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Figure 22
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Figure 23
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