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K1 AEREEEEIIEE (GLEERE) OFE

F—EERE : 8.2% (109/1328)

SBEERE 11.4% (152/1328)

EEEHREBELETIABREEZE I 2REOHE !
19.7% (261/1328)

XERRE GEALEEE) :  4.6% (25/548)

X AEEES L O—REAICE T 2IBERERICEAT RS
KENC BV D KR Estudy (Egan et.al. Lancet 1996)
EBEOE—EERFLCH T 2ABREEOHEE
17.9% (1186/6611)
—MREMICH T 2E—EERERKBEDOEE :
11.3% (1017/9026)

BAA—REMICH T 2E—FEORERKEEOHEE (Hirose et. al.)
4.3% (630/15331)




22 Prevalence of Patients with a = 10% Risk
of a BRCA1 and BRCA2 Mutation

Personal history Prevalence (%)
Breast cancer 44/626 (7.0)
Ovarian cancer 25/289 (8.7)
Total 69/915 (7.5)

No cancer 1/548 (0.2)




ERBRI<E DRSS —DFERE (]3)

1. B—ANICBFHIEEELEBEDLLE T&N paired analysis

2. Affymetrix GeneChip SNP array 5.0

3. Software: Partek Genomic Suite v6.4

4. 7)L31) X Ls: Hidden Markov Model

(genomic marker >3, Copy Number Variation > 1kb Nature Rev Genet 2006)

BRCA1 mutation Sporadic ov. ca.
8 samples (8 families) Vs 28 samples

[M1RRIZHLIHTIL]




BRCA1 ovarian cancer-related UPD (Z4)

Cytoband Start (Mb) Length (Kb) BRCA1 Sporadic Overlapping
genes

6q12 65.8 1482.0 3/8 (37.5%) 0/28 (0%) EGFL11

8p23.3 0.2 20.5 3/8(37.5%) 0/28 (0%) -

16p12.2 22.5 848.8 3/8(37.5%) 0/28 (0%) HS3ST2,
USP31,
SCNN1G,
SCNN1B,
coGg7z




Sporadic ovarian cancer-related UPD (%5 )

Cytoband Start (Mb) Length (Kb) BRCA1 Sporadic Overlapping
genes

4q13.2 69.2 193.0 0/8 (0%) 9/28 (32.1%) UGT2B15

4q913.3 72.8 67.8 0/8 (0%) 11/28 (39.3%) GC

10g26.3 1319 104.4 0/8 (0%) 9/28 (32.1%) -

11p14.3 25.6 395.6 0/8 (0%) 7/28 (25.0%) TMEMI16C

13q13.3 36.8 280 0/8 (0%) 8/28 (28.6%) FREM?2

21g21.3 30.2 77.6 0/8 (0%)  9/28(32.1%) GRIKI




BRCA1 vs Sporadic (3%6)

Cytoband (B;'Rf:'; S(zo:azt:;)c

8p22 15.1 6.3 5/8 (62.5%) 2/28 (7.1%) 0.0026
12924.11 107.5 153.4 8/8 (100%) 11/28(39.2%) 0.0033
6q14.2 84.1 62.5 5/8 (62.5%) 3/28 (10.7%) 0.0064
8p21 28.7 44.2 6/8 (75.0%) 6/28 (21.4%) 0.0090




x7 S0%LLEDEFTHELTEDHSHUPDFEEL

aff LL £ OBRCALE S T8 3159 regions (19.8%)
LTRBH5hBHUPD fHis
1445 &L £ D SporadiciEH Tk iE 755 regions ( 3.8%)

LTEHSNSHUPD fEELE




QC report (3%8)

Sample: BRCA1Zr 1484 A . NormalZ 49 A, Sporadic ov.ca.Z 1442 A
Software: Affymetrix Genotyping Console 4.0
Reference: HapMap 22 samples (Japanese female, 75E1E ') 27 \EKEH ZEDNA)

IN ouT
BRCA1l 17 67
Normal 5 44
Sporadic 0 42

“Bounds: out” * == MAPD>0.35

XMAPD>0.35 A EDH U TILIE, BHFHLIRNTHIEMNHREINTIND,
(B—SAKRTEREBIN=Y 2T ILDEE . MAPD>0.30TR4t)

MAPD: the Median of the Absolute values of all Pairwise Differences between log2 ratios for a given chip




QC report (3%9)

Sample: BRCA1Z 484 A . NormalZ 1449 A . Sporadic ov.ca.Z 1442 A
Software: Affymetrix Genotyping Console 4.0
Reference: HapMap 270 samples (male & female, 75E1E') 2 7 \EKFH EDNA)

IN ouT
BRCA1 _ 45 39
Normal 22 27
Sporadic 0 42

“Bounds: out” === MAPD>0.35

XMAPD>0.35L EDH T ILIK, SBITHSIRNTHIEAHRINTLVS,
(R—SRTREIN=-Y2TILDIBE . MAPD>0.30 TR4})




