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Figure 1

Exome sequencing of
334 high-grade serous ovarian carcinoma (HG-SOC) tumor samples
anslyzed via Hifumina or ABI SOLID sequencing platforms

at the human genome sequencing centers {HGSCs):
- Baylar College of Medicine (BCM)
- Broad institute Genome Center {Bi}
- Genome {nstitute ot Washington University {WUSM)
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TCGA data portal {24 November 2010
Level 2 data from BCM: 105 patients
Levei 2 data from Bl 171 patients
Leve! 2 data from WUSM: 88 patients

A 2

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

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

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

Data includes:

Wtation, in_Frame_Dal, onstop_Miutation,
Indet, In_frame_ins, Translation_Start Sita,
. SNPorRNA

n, insertion, SNP, DNP

Ger
Variant classification: Missenze_Riutation, Silent, N
Spiice_Sits, Frame_Shift_Del,Frame_Shift_tns

Splice,
Variant type: De

Figure 5

(57) Abstract: The present invention relates to markers for
high-grade serous ovarian cancer (HG-SOC) and methods
and uses thereof for diagnosing high-grade serous ovarian
cancer (HG-SOC) and/or determining the prognosis of a sub-
ject suffering from high-grade serous ovarian cancer (HG-
SOC) by determining the presence or absence of a mutation
in a CHEK?2 marker or mutations of markers from a 21 -gene
panel comprising ADAMTSL3, ATR, CHEK2, ENAH,
ERN2, GLI2, GYPB, KIAA1324L, LRRN2, MAP3KS6,
MAPKI15, MET, MLL4, NIPBL, PCDHI15, PPPICC,
PTCHI1, PTK2B, RPS6KA2, RSUI and TNC. It also relates
to the use of markers CHEK2, RPS6KA?2 and MLL4 in pre-
dicting the risk of developing high-grade ovarian serous
ovarian cancer by determining germline mutations in at least
one of these three markers.
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