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o HAE, AV|-AEHE AY BA HAE, @i AE WS (simple sequence repeats; SSRs)9] A&, 9@ W&
doEtel= O3 (SNP)9] AE, Ev T3Fd @i Zo] thdd (amplified fragment length polymorphisms;
AFLPs)®] HE5& 33T,
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[0125]

[0126]

[0127]

[0128]

[0129]

[0130]
[0131]

[0132]

[0133]
[0134]

[0135]

[0136]

[0137]

[0138]

[0139]

SS90l 10-2334702

olAFA 9138 U}
delel Age A A Wrh AR B AANREIA A S Ao adsAe, 98 99 9rhe
st ool fHAFelN el fAHEA e ¥k et

shupel FAANA, Q3H A Boh AR 19 st oyl Bl YOoERE Hn £5S EFAT:
WS, wd F mt a9 9o WH, A4, 49 oY dad A Y /e 93, A FNW 4, A9
o Azl Aol dEe ETFG AL E= oE o Y, ol 3 47 A, T ANt
Ag, ARF A, FRE 2, FA od, $5d, telolE @ ME/AF

shupel TAANNA, A4 9F Brhe D& AH FoIA AY, olde] H 4] £ R FAW o) Hol
= e}

shubel FaRelold 237 919 WAk Azt vhee] 59 Y17 Bok Uk WA QA o4 ugAlY 919
(2 59 1)) BAhE AlFe)

shubel FaelolA QA 18 Bkl o8 ARE 5-9 W e oF 1% WA oF 3ol
= vk el AdE 919 Bkl o8l AR 59 B oF 15w UA of 2ol

shbel TRl Q4 97 WA Axs A AN FEke B A7 o4 dAel A9 (5 &
%ol WS AF@.

shubel FaelolA QA 18 Bkl o) A4E 79 AW oF 156 1A ok 30%elth.

= vk oA AdE 919 Bkl o8l AR 59 B oF 206 UlX oF 25%0]t,

A4 9 HFrt Zr—i!f‘]'gl o &, H]Z‘"‘;__;il o=, 71]% =4 (BCRAT) (Gail &, 1989, 1999 and 2007;
Costantino &, 1999; Rockhill &, 2001), $-2 29 (Claus &, 1994 and 1998), Z&}-$-2~ 3%, BOADICEA
(Antoniou %, 2002 % 2004), BRCAPRO (Parm1g1an1 5, 2007), £# 249 (Jonker %, 2003), &z~
¥ Al (van Asperen %, 2004), Tyrer-Cuzick B4 (Tyrer %5, 2004), WAl~¥ HH A]~¥ (Evans 5, 2004)

=0 3§
e X

o

F

ofrt

shube] ool A, 1A 91F H7F Aabe AlY mElolth. ] HAake Az o gAY 5-d ¥ EE 7
AEE F4s7] A8 AHEE Aok Ad 2de oF 98t 9 f18e] NCI 289 AEFA XA A
ZARARRL, v A A wkabel whEl WHEE §3 A HF = o] SAE A% SAIHR Edo|th. A
mae FAA V7] AA AEAd e B 1] fEs F43] flEl o Akl il WY (o]#le]
T A g o] ol W A AlmeA HAY FAopFAde =A), 1Y ARl FA4b olE (9
o A Ay E Ao A A A d™), E dE FH (B, A, =) FolA fEge o
o]-g3htl. 35 WA 744 ¢13<] 280,000 o]AE EdHE A NCI 2 v o 3 23dd A+, #
ek HE FW ZEAE (BDDP)RHFE], 2 NCI A, 8, 3 ook A} (SEER) RO R HE o=
2 kol AREEQUTE, ol FHA m=l ool digh ke oA Fddek @ 4 AE (CARE) AT-EH-E
9l SEER ©lolEl el ©lolEle] 7|WrEQIth. CARE F7habe HS5A +8eS 711 1,607 o34 2 ool gle

AL mae w9l dgel ot Yoeld AYHAD U A9 Bad Bhe AFHES v
Slth. B, e wel o o] tistel "YFHAG . oo MF olg tiste] iy 1%

23E dolEelA Ed AY o FxsA FYsAR, olde] Yoz opzesbA vzl
A AR AaPAE 5 Ak BEe Sz oy, obAlobA] MFQ o R EA vFel oo Hs

S
o
%)
N
~
N
>4
r
H
<
=
D
=
(@]
[t
N
o
S
|
z
o
H
<
=
D
=
(@]
[t
N
o
S
E
7

£ = =l Fr
AA RS AYAACY (Tyrer 5, 2004). 21Ho| %= E435FaL, Tyrer-Cuzick =& #
A4 99 Hr23Y EEHo 189, Tyrer-Cuzicks NAZF BRCAI/BRCA2 EAWo] = 7Hd2A A-H5F
FA et 7heAdS FAS ] 8 3-AdY JHAE ol s Aot 4] B o
o 24, AAF A, 71, 2 24, A4, 274, "9, HRT AFE 2 3 249 o

%)

T OE oA, 944 913 Hr7F A= BOADICEA E@elt}. BOADICEA EE-2 Zhp/do] BRCAI 2 BRCA2 A
Poluel, Aden e A9 wa 1L 9P 2=, OF e W ARE wgshs dia



[0140]

[0141]

[0143]

[0144]

[0145]

[0146]

[0147]

[0148]

[0149]

[0150]

S=S0ol 10-2334702

= AT s B2 B4 Algoz HAFEAY (Antoniou 5, 2002 and 2004).
o fubete] 7MEH S zE Aol A] BRCAL/BRCA2 S Wo] 7549 o= 4 o 98 FAHS &

E

T oE deA, 94 9E8 H7t dx= BRCAPRO Ro|th. BRCAPRO X2 F/0® BRCAI % BRCA2 &% 0]

S IPNE Rdo|t}, EdAWe] Aol & AT, oF dE (FY, ZYARES, vEeAE), *
Fxpo]l d& 9 A2 WHol A# (Parmigiani 5, 1998). A7) LuElHe Hete] 7fEHS zke= A A o)A
BRCAI1/BRCAZ EARI¢] 7FsAd el o5 4 o 919 F4& 3&gtt.

Nl

T OE oda, 444 93 Frt dAxe FEhes Bdo|ty. FEkes BREe fed wAle] Mg 99
H7tE At A7) Rde ¢oF 9 A RolE 2R AFERE HolEHE ol&sle] NTHATt. Ay nd
2 By fdke] 71EEo] B dlolERt E8SIAARE (Claus 5, 1991), Hagte] 7HEEl #3 dlolHE
FSEE U dulolEHAT (Claus 5, 1993). AA=Z, 4 93 Frie 29 S2$2 E24H 1%
Fx=dth (Claus 5, 1994). 7] Bde 24 A3 Wik, 2 39 ol 24 137 2 Ady "Fehex &%
H 2avdel A JRE HYAZI7] Y F71E HEEH AT (van Asperen 5, 2004).

orquq 0]‘64 317[:

shte] SHeA, 2 AMANE] WHE §d44 A% HrF S 98] fud EAel diste] o4 Al 9
H Hobe] #S Aotk E tE WA, ol WHE §ud EAd diste 23E A9S AlEsty] H8 o
42 98 Hrks m=d HAAIZ S Qo

A7 F47 98 HArle gy ddE dd FEortels v Aol tiste] 727) ol el FARIF A T
FAe] FAAES EEAZozZN ). sEE Faldoe] Q1A wiel o] fe WA 9¥S T
71 ZF NP 1.0 23, oS vtz siAE 1.02 239 3y 3ghe] wxa|E zh=t, A7) SNPY] o=,
HAGH o2 ® 6 A 1104 AFd 2, T o9 3 oy A nHFN dd wFH LEfol= T

Sbel FRelolA, B AL BES Fag A 9 FReortels tEAe] Hol% 67l ¥ 7 wi
orol= Aoty AuEn A w3 2]

B4 wel e ottels daygomny Adwd, ®
2 = = gaael dojm 687, Holx 6971,
4o)% 707 ¥ Seo) o} olabut A vl @l el ortels thyygozyE Mew,
Jeix g pEdedels da4e ¥ 6 Bt ol59 ) ol4u AR WHRAA B FEegds o
gy owne Qe
%

A FE A A vHY SNP= FEl| Foke] sETvbel o) dA A", A7) SNPe o
E rs29815829F A3 A# mH A rs1219648 ' rs2420946 (F 1A AwH F7E 73 o), SNP
rs38036622F 743t A B|HEH rs12443621 H rs8051542 (F 2014 AFH F7FE Fsd o), = OSNP
rs44150842F 73 A w|HEPQA rs10941679 (F 394 AFH FHE eI o)E Egsig. Aol
rs133870429F A HlHPGA NP o= & 49014 AF3GTE. & 604 AW T2 SNPell disle] 7] A
Fl th¥ S HAPMAP dlo]EjHo] =& o] &3] s'rtel osf ulg- gA &l=d 4+ Urt.

shibel PRGN, E 6014 molH ©A R ortols A Ei o5 st olgut A% MHFeNA @
g wEeerels ddgel Hojw 727, Helw 737], HE w4, Holw 757, Hlw 767, Holw 787,
AL 797], Aolx 807, A= 817, A= 827], AHolx 837, Hol= 8471, A% 857, A% 8671,
Hoj= g77], Holw 887l BRAL, F7b PN, E 704 welzl, How 677, o 687, o=
6970, Holw 707) Ei olEe] sh} o4 Aw MBI Wl Il ertel= tgye B,

7271, Aol 737, AL 7470, Aok 757), HoJx 76

71 FA A, Holx 707], Holx= 717, F
] 817, Aol= 827], Aol 8371, Aok 847H, #Holke

o]
A, A= 7870, A= 7970, A= 807l, Ao
N, A= 867, Holx= 877, Aolx= 88719
A7, AHol% 677, Ho% 687], Hol% 6971,
Y eEtel= @S HrkEAL, 9] A SNP

SINE

_‘ﬁ_
% 707 E o)Eel sht ol A MBYIA ©
t O 6 EE olEe] St ot An PPN B

-

(T



[0151]

[0152]

s==4

BEEES
E 1
DbSNP rsl 2| Ab2EE] SNP 21Xl D’ r? LOD
D
rs2981582 | 123342307 | rs3135715 123344716 1.000| 0.368| 15.02
rs2981582 | 123342307 | rs7899765 123345678 | 1.000| 0.053 244
rs2981582 | 123342307 | rs1047111 123347551 | 0.938| 0.226 9.11
rs2981582 | 123342307 | rs1219639 123348302 1.000| 0.143 6.53
rs2981582 | 123342307 | rs10886955 123360344 0.908 | 0.131 542
rs2981582 | 123342307 | rs1631281 123380775 | 0.906| 0.124 533
rs2981582 | 123342307 | rs3104685 123381354 0.896| 0.108 4.58
rs2981582 | 123342307 | rs1909670 123386718 | 1.000| 0.135 6.12
rs2981582 | 123342307 | rs7917459 123392364 ( 1.000| 0.135 6.42
rs2981582 | 123342307 | rs17102382 123393846 1.000| 0.135 6.42
rs2981582 | 123342307 | rs10788196 123407625 | 1.000| 0.202 9.18
rs2981582 | 123342307 | rs2935717 123426236 | 0.926| 0.165 7.30
rs2981582 | 123342307 | rs3104688 123426455 0.820| 0.051 2.07
rs2981582 | 123342307 | rs4752578 123426514 | 1.000| 0.106 5.15
rs2981582 | 123342307 | rs1696803 123426940 | 0.926| 0.168 7.33
rs2981582 | 123342307 | rs12262574 123428112 1.000| 0.143 7.39
rs2981582 | 123342307 | rs4752579 123431182 | 1.000| 0.106 5.15
rs2981582 | 123342307 | rs12358208 123460953 | 0.761| 0.077 2.46
rs2981582 | 123342307 | rs17102484 123462020 | 0.758 | 0.065 2.39
rs2981582 | 123342307 | rs2936859 123469277 | 0.260| 0.052 1.56
rs2981582 | 123342307 | rs10160140 123541979 | 0.590| 0.016 0.40
ulA . uAE S3sl= 1Mbp AR HAPMAP

SNP rs29815828 ol
(http://hapmap.ncbi.nlm.nih.gov)oll A rs2981582¢ 0.05 2T o] r2& zl= nlA7E AdEQict. AaE SNPY

o], r28 7k 9 rs2981582¢] wjE D' 1Ela A

A7 Bzt

_20_
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[0154]

[0155]
[0156]

s==4

X2

DbSNP rsID 2| x| AMBHE| SNP =IBN| D’ r2 LOD
rs3803662 51143842 | rs4784227 51156689 | 0.968| 0.881| 31.08
rs3803662 51143842 | rs3112572 51157948 | 1.000| 0.055| 1.64
rs3803662 51143842 | rs3104747 51159425| 1.000| 0.055| 1.64
rs3803662 51143842 | rs3104748 51159860 | 1.000| 0.055| 1.64
rs3803662 51143842 | rs3104750 51159990 | 1.000| 0.055| 1.64
rs3803662 51143842 | rs3104758 51166534 | 1.000| 0.055| 1.64
rs3803662 51143842 | rs3104759 51167030 | 1.000| 0.055| 1.64
rs3803662 51143842 | rs9708611 51170166 | 1.000| 0.169| 4.56
rs3803662 51143842 | rs12935019 51170538 | 1.000| 0.088| 4.04
rs3803662 51143842 | rs4784230 51175614 | 1.000| 0.085| 4.19
rs3803662 51143842 | rs11645620 51176454 | 1.000| 0.085| 4.19
rs3803662 51143842 | rs3112633 51178078 | 1.000| 0.085| 4.19
rs3803662 51143842 | rs3104766 51182036| 0.766| 0.239| 755
rs3803662 51143842 | rs3104767 51182239 | 0626| 0.167| 4.88
rs3803662 51143842 | rs3112625 51183053 | 0671| 0.188| 5.62
rs3803662 51143842 | rs12920540 51183114 | 0676| 0.195| 5.84
rs3803662 51143842 | rs3104774 51187203 | 0671| 0.188| 5.62
rs3803662 51143842 | rs7203671 51187646 | 0.671| 0.188| 5.62
rs3803662 51143842 | rs3112617 51189218 | 0.666| 0.177| 544
rs3803662 51143842 | rs11075551 51189465 | 0.666| 0.177| 544
rs3803662 51143842 | rs12929797 51190445| 0676| 0.19| 587

rs3803662 51143842 | rs3104780 51191415| 0.671| 0.184| 565

rs3803662 51143842 | rs12922061 51192501 | 0.832| 0631 19.14

rs3803662 51143842 | rs3112612 51192665| 0.671| 0.184| 565

rs3803662 51143842 | rs3104784 51193866 | 0.666| 0.177| 544

rs3803662 51143842 | rs12597685 51195281 | 0.671| 0.184| 565

rs3803662 51143842 | rs3104788 51196004 | 0.666| 0.177| 544

rs3803662 51143842 | rs3104800 51203877 | 0625 0.17| 4.99

rs3803662 51143842 | rs3112609 51206232 | 0599 | 0.163| 486

rs3803662 51143842 | rs3112600 51214089 | 0.311| 0.016| 057

rs3803662 51143842 | rs3104807 51215026 | 0.302| 0.014| 052

rs3803662 51143842 | rs3112594 51229030 | 0.522| 0.065| 156

rs3803662 51143842 | rs4288991 51230665| 0.238| 0.052| 153

rs3803662 51143842 | rs3104820 51233304 | 0528 | 0.069| 1.60

rs3803662 51143842 | rs3104824 51236594 | 0.362| 0.067| 193

rs3803662 51143842 | rs3104826 51237406 | 0.362| 0.067| 193

rs3803662 51143842 | rs3112588 51238502 | 0.354| 0.062| 1.80

SNP rs3803662-& o 2] uhA | HAE SHsE IMbp YA o= HAPMAP

(http://hapmap.ncbi.nlm.nih.gov)el A rs3803662¢] 0.05 Z¥}o] r2& zte wlA7F M=),
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SS50ol 10-2334702

o]Z, r2& 7 2 rs38036620] tiE D' zEla AR$EE LOD gk, Wk o}yl NCB Build 36904 diz] w2
A7} BRI,

%3
DbSNP rsID Q%] AMEHEISNP | 9I%] D’ r2 LOD
rs4415084 44698272 | rs12522626 | 44721455 | 1.000 10| 4737
rs4415084 44698272 | rs4571480 | 44722945| 1.000| 0976 | 40.54
rs4415084 44698272 | rs6451770 | 44727152 | 1.000| 0978 | 44.88
rs4415084 44698272 | 1920328 44734808 | 1.000| 0.893| 39.00
rs4415084 44698272 | 1920329 44738264 | 1.000 10| 4737
rs4415084 44698272 | rs2218081 | 44740897 | 1.000 10| 4737
rs4415084 44698272 | rs16901937 | 44744898 | 1.000| 0978 | 45.06
rs4415084 44698272 | rs11747159 | 44773467 | 0948 | 0747 | 2879
rs4415084 44698272 | rs2330572 | 44776746| 0952| 0.845| 3431
rs4415084 44698272 | rs994793 44779004 | 0952| 0.848| 34.49
rs4415084 44698272 | rs1438827 | 44787713 | 0948 | 0.749| 29.76
rs4415084 44698272 | rs7712949 | 44806102 | 0948 | 0.746| 29.19
rs4415084 44698272 | rs11746980 | 44813635| 0.952| 0.848| 34.49
rs4415084 44698272 | rs16901964 | 44819012 | 0949 | 0.768| 30.54
rs4415084 44698272 | rs727305 44831799 | 0972| 0746| 27.65
rs4415084 44698272 | rs10462081 | 44836422 | 0948 | 0.749| 29.76
rs4415084 44698272 | rs13183209 | 44839506 | 0.925| 0.746| 2855
rs4415084 44698272 | rs13159598 | 44841683 | 0952 0.848| 34.19
rs4415084 44698272 | rs3761650 | 44844113 | 0947 | 0.744| 2868
rs4415084 44698272 | rs13174122 | 44846497 | 0971 0.735| 26.70
rs4415084 44698272 | rs11746506 | 44848323 | 0973 | 0764 | 29.24
rs4415084 44698272 | rs7720787 | 44853066 | 0952 0.845| 3431
rs4415084 44698272 | 19637783 | 44855403 | 0948 | 0.748| 29.16
0158 rs4415084 44698272 | rs4457089 | 44857493 | 0948 | 0.762| 29.70
rs4415084 44698272 | rs6896350 | 44868328 | 0948 | 0764 | 29.46
rs4415084 44698272 | rs1371025 | 44869990 | 0.973| 0.785| 30.69
rs4415084 44698272 | rs4596389 | 44872313 | 0.948| 0.749| 2976
rs4415084 44698272 | rs6451775 | 44872545 | 0.948| 0.746| 29.19
rs4415084 44698272 | rs729599 44878017 | 0948 | 0.748| 29.16
rs4415084 44698272 | rs987394 | 44882135| 0.948| 0.749| 2976
rs4415084 44698272 | rs4440370 | 44889109 | 0.948| 0.748| 29.16
rs4415084 44698272 | rs7703497 | 44892785 | 0.948| 0.749| 29.76
rs4415084 44698272 | rs13362132 | 44894017 | 0.952| 0.827| 34.09
0159] rs4415084 44698272 | rs1438821 | 44894208 | 0.951| 0.844| 34.52
[0160] SNP rs4415084- o 2] uhA | HAE SHsE IMbp YA So=  HAPMAP dolEAE

(http://hapmap.ncbi.nlm.nih.gov)oll Al rs4415084¢] 0.05 %39 r2& zte= wlA7E AdEdrt. A5 SNPe
o], r2& Ik 92 rs4415084¢) sk D' 1Al AL LOD b, Wk ofu)E} NCB Build 36914 the] wlA Y
Y7} B},
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[0161]

[0162]

[0164]

[0165]

[0166]

SS90l 10-2334702

X 4

DbSNP rsID X AF2HEl SNP AX| D’ r? LOD

rs13387042 217614077 | rs4621152 217617230 | 0.865| 0.364| 15.30
rs13387042 217614077 | rs6721996 217617708 | 1.000 | 0.979| 50.46
rs13387042 217614077 | rs12694403 217623659 | 0.955 033 1424
rs13387042 217614077 | rs17778427 217631258 | 1.000| 0.351| 16.12
rs13387042 217614077 | rs17835044 217631850 | 1.000 | 0.351| 16.12
rs13387042 217614077 | rs7588345 217632061 | 1.000 | 0.193 8.93
rs13387042 217614077 | rs7562029 217632506 | 1.000 | 0.413| 20.33
rs13387042 217614077 | rs13000023 217632639 | 0.949 | 0.287| 12.20
rs13387042 217614077 | rs13409592 217634573 | 0.933| 0.192 7.69
rs13387042 217614077 | rs2372957 217635302 | 0.855| 0.168 5.97
rs13387042 217614077 | rs16856888 217638914 | 0.363 | 0.101 331
rs13387042 217614077 | rs16856890 217639976 | 0.371| 0.101 3.29
rs13387042 217614077 | rs7598926 217640464 | 0.382 | 0.109 3.60
rs13387042 217614077 | rs6734010 217643676 | 0.543 | 0.217 7.90
rs13387042 217614077 | rs13022815 217644369 | 0.800| 0.319| 1294
rs13387042 217614077 | rs16856893 217645298 | 0.739 | 0.109 3.45
rs13387042 217614077 | rs13011060 217646422 0956 | 0.352| 1471
rs13387042 217614077 | rs4674132 217646764 | 0.802 | 0.327| 13.10
rs13387042 217614077 | rs16825211 217647249 | 0912 | 0.326| 1295
rs13387042 217614077 | rs41521045 217647581 | 0.903 | 0.112 4.70
rs13387042 217614077 | rs2372960 217650960 | 0.678 | 0.058 212
rs13387042 217614077 | rs2372967 217676158 | 0.326 | 0.052 1.97
rs13387042 217614077 | rs3843337 217677680 | 0.326 | 0.052 1.97
rs13387042 217614077 | rs2372972 217679386 | 0.375| 0.062 2.28
rs13387042 217614077 | rs9677455 217680497 | 0.375| 0.062 2.28
rs13387042 217614077 | rs12464728 217686802 | 0.478 | 0.073 2.54

SNP rs13387042-& =] ulA | A E %7}3 St 1Mbp AR HAPMAP dolHAHE
(http://hapmap.ncbi.nlm.nih.gov)oll A rs133870429 2] 28 zt= ulA7E AEE T, A3E SNPY
o]F, r2& g % rs13387042¢] whF D' @A o%ﬂf D %k, %%k olye} NCB Build 3694 thal whA<]
HA7F Bz,

el PRGN, S UL 6 oSl St ol A YA W A eniels
@ el Helxl BE S\Pe] H7hE EFHE),

b«

E 6% X 7S FH NPE AT, B NPE AR A TUT NP 23] de9HA] @& Aol dAd
Zoltk. WMo, & 6ollA SNP= 3 7 B 8E EeHA. ® 72 U, ofz A mi=el ¥ sjady o
A FE SN & A% 82 Wl ofZ 7 vi=dl R s|ady A A gEo] ofd S\pE o

Z7F FaAdol A, 72 WA 8870, 73 WA 87 7N, 74 WA 86 7N, 75 WA 85 7, 76 WA 87 7N, 75 WA 86
AN, 76 WA 85 N, 77 u%z] 84 7N, 78 W= 83 74, 79 WA 82 A, 80 WA 81/ @Y FEE Qe THE

Ao Hrtda, o7l A F 7oA Holzl SNPe] Hol® 607), Hol% 6171, Hol® 6271, AHol= 6371, Hol%
6470, A= 657, Aol 667], A% 6770, AL 6870, Hol% 697, A% 707 EE= o9 sl oAt
7 A% HH YA TG FEHQEE EALS HrbEa, doje] ymA] SNPE X 6 T o]E9] dht o]
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[0167]

[0168]
[0169]
[0170]
[0172]

[0173]

[0174]

[0175]

[0176]
[0178]

[0179]

[0180]

[0181]

[0182]

[0183]

[0184]

[0185]

[0186]

[0187]

SS=50l 10-2334702

W Av Aol @

ll
&
to
kuj
o
[
o
ofh
oX,
(o
fru
-z
An)
rx

CEEN

=
she] FEde A, H7tE SNPe] = = AEF AS (NRDE o835t AMtdE A odFaA & AEF 74
o] 7]¥keElt} (Pencina %5, 2008).

shubel TN, B AAHE]
Fb FHANA, B ARG el & ARF AR 0.05 Epol,

Fotel m ovte FEANM, B WG Bl = ARF AHE 0.1 E3polrh,
=N

St SNP Ao A 913 "SNP ¥ ALk

lo
My
)
M
u
X
2
rlo
(e
=
P
3
o
O

Adlel BEA NP G AF A CSNP AROE BHE 7 el e HA4E AU 99 el wEE
2 F grh. 2a-%0h 99 e 1 gg, 89 48 Rdse], £t we-94d WHa4, B, o

Az, Aol diske] ool wnE AP oxwlel, 1, i, B EEY Auld 93
ol 1 549 M, B, % BBE LIS AN A8 & e B

S i
- -1 2 = -
Ztethdl | ols #f-AAE L Hardy-Weinberg B8-S FAH3E, (1 -p), 2p(1 - p), ¥ p o Ht ¥EE zt=
7 s 3

(HURPHY
rllo
do
o
E=1 £ ‘b
:(o

~
= NPl t et R-dxd a4 98 #he 2 tS o]E Hisd 7|Hsle] Fehy Hi AoiE $18o] 19]%
F R 4 drh. BoldeR, fRIYA e Ao H Aud 3o T
2 2 2
(n) =0 -p) +2p(1 -p0OR+pOR
249 9% @ 1/, T5/p, 2 E=/n= AA AB, 2 BB SAAH ALgET. ¥ $AAFLS 19 A
2 9|glo 7 nAEL}.
fFATEE ALk B]-SNP tha Aol diste] = 4= Ut
Z3H 94 Ho X A4 98 A5

SRS WAl iste] <1zt o1 PSR 5] Ae K49 AW WAk 99 A9 B =
FAA, 871 ol g & gk

(918 (= 94 FH7F x NP 9&)] = [9AF FH7F 98] x SNP; x SNP, x SNP; x SNP, x SNP; x SNPg x SNP;, x

7] el Aol NP S0l BE Aol A AR A v-s\p d@Ael AE & v
4 WA A4 B elal ATE 9F AaolsL, S A S\ A S\l lE A 99 A4
B, 27he 37] AuE ke el 18] Pu WS 2] Slal BT, S\ AW A5k 19 A B
APe 2ES AT H/ AR, NP TN EAS FFW, 2FE G5l dael BE FA4IL AR

=i =~ =
e BE 99 714 94 B2k 99 #4949,
shube]l oA ek Aol diste] QIZF o tiAS] HdS [d4 B 5-d 9] x SNPy x SNP, x
SNPg X SNP/1 X SNP5 X SNP6 X SNP7, X SNPg, e X SNP72 %oﬂ -JOH ﬁ]ﬂ'%d[‘
T OE el e Al digte] QIZE oA didAel fE> [9 B7F 91991 x SNPy x SNP, x SNPs x
SNP1 X SNP5 X SNPG X SNP7, X SNPg, e X SNP72 %oﬂ -04?‘5]1 ﬁ]ﬂ'%dr
T ouE RN e 2l diste] 13 oA tidAle] A (9
SNPg X SNP4 X SNP5 X SNPG X SNP7, X SNPg, e X SNP72 %oﬂ Q]TS‘H 74]/1\_]_'%1;]'

o

7} 1 93] x SNP; x SNP, x

shtel &AM, W7 Ad EEE olgste] A Ad A HeE A, 7] 7oA,
A (5 =34 5-d AL x SNP 99) A splel o8 Algw:

(918 (F AY 5-d 98 x NP 98)] = [AY 53 4g] x SNP; x SNP, x SNP; x SNP; x SNP; x SNPs x
SNP7, X SNPg, e X SNP72 %‘
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A Hee
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tE EdelA,

Fube] Faeell A,
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SNP7,
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2y F9 RIC 2389 ¥ f9FEds
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ok (20% 4 ¢

L
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SHAl
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| FEe e
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T 9
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=
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4 Yo AF

[0193]
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=
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=
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[0197]
[0198]
[0199]
[0200]
[0201]
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[0203]
[0204]

e

il
)

H
o
—

X

= oAl

s}ske] A

2 oA,

o}

3

[0205]

FJUAERE, HEE,

HERZZE,

A A ] =B

3 Stz o ~EZAOF ] 3

3]

leol <]
£

o=

72 (SERMs).

(2)

[0206]
[0207]
[0208]



[0209]

[0210]

[0211]

[0213]

[0214]

[0215]

[0216]

[0217]

ghubo] ool A, SERM T Wastas AsiAls oidAel A w2 FoE).

shhel clolA), A, GEAA, AT, AERE, PAERE, MEE, Lodsw b e
& upgAlel A wE Folw

At}
stute] FEeell A, 2 AAWES] W ek A AFel HAF Y Fol 2 0 2l diste]
oo aiAe] RS Brketr] Sl ARgET. dE S0l 2 AAWES] W o] fueke] w2 ¥
= AASE A w44 st AR dAae sed g vk, 2ol wkeiA, 2 JRAHES] Y ol
T T Al AdS ArlEe AF 2 eAA st AR dAEe] FHE 5 . ddHew,
A I ol e W RS AXMske A st A8 dAuel stdd des
glok. 2 ZHA 8] ol Ao wid g QoA ol2A AR Aol ek A oA Eel

Z3l7] Q3 e AES FAAFEEE] A8 vhA (dE E9H,
M= 2 A& A AREE 5 otk o E 5o, A7
, 236,480 Z1AEa; @7 PCROl whdlel, US 10/341,832& =
E}OM el 40}0% NS AT, S, FFASA o]drbee 2 oy Zefolw AdAo] o]gt
Eokls ‘gau(o igo)"7k vk, 7] ol 87bsdk Zetolm e gl MY AxESY, FFAsH o8& ks <l
AR AE 2 g84 AARZ, 7lE T oshdE 2 USR] HAAE ke SNPE SEZA17]7] 93] Eﬂ‘ro]‘ﬂ
2 3% 4 OW} —r7}E SN 2 X33 A (=2 59, SNPE ¥ T3 Q= E)9 HEo| A}% Els

= E9, AE5e v EEYEe] 49

3R, A% mane gAuAs
%

APHor ®a vAE, vAdgdoR dygFat Bol¥ slo]Hg]=3} (allele specific hybridization;
| stolB =g} (Ao ASH ifﬂ)e ET, B3l 7l=elA

, = gyyd (S\P) HE, T3F @ Zdo] vy

(amplified fragment length polymorphism; AFLP) &, SZ¥ 718 M9 A=, FAYE SZ9 gdA
DNA (randomly amplified polymorphic DNA; RAPD) #H<&, A<k v Zo] t}aA (restrlctlon fragment length
polymorphism; RFLP) HAZ, XW]—X]iE] Al BA HE, I A9 dbE (self-sustained sequence
replication; SSR) A& % dd-71= I t}JFA (single-strand conformation polymorphisms; SSCP) HES

AR o2 el 9§ Zﬁ%%ﬁk

ﬂHN‘

TSI BEE SNPE 2 A FFo] 783 S Eols Zekoln o] o= ¥ 5o AlTHr. =
H7P7F XS kel o], o5 FElayrEdLEte] =Yt stolH e Estehs Alw 9o AEe, (AdE BHol
A3 FF AMEH F dE ) 5 Y/EE 3 "W ¢ 7, JbestAle 5 H/EE 3l o #&, 1
T U A2 EULEE Aols Zte (2Hy = %—?5}1 olds] FFell AHEE ¢ Se), e Al
ad A% ML S TR Selder Alvd FYlaw o] =t dfolBeEstels ol ¢
A Al M Dol ZIRksto] AAE AL AHs] SF AR g Jle Zekoln S AAsH] s A ¢ g
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[0218]

[0219]

[0221]

[0222]

[0223]

[0224]

S50l 10-2334702

0| ME
rs889312_for TATGGGAAGGAGTCGTTGAG (M%*—! H01)
rs6504950_for | CTGAATCACTCCTTGCCAAC (M
rs4973768_for | CAAAATGATCTGACTACTCC (M
rs4415084_for | TGACCAGTGCTGTATGTATC (M

rs3817198 for | TCTCACCTGATACCAGATTC (M YAl & 5)
rs3803662 for | TCTCTCCTTAATGCCTCTAT (M YAl & :6)
rs2981582_for | ACTGCTGCGGGTTCCTAAAG (MY Al S 7)
rs13387042_for | GGAAGATTCGATTCAACAAGG (M DAl B 5:8)
rs13281615_for | GGTAACTATGAATCTCATC (A & Al S:9)
rs11249433_for | AAAAAGCAGAGAAAGCAGGG (M QA HS:10)
rs889312_rev | AGATGATCTCTGAGATGCCC (A QA HS:11)
rs6504950 rev | CCAGGGTTTGTCTACCAAAG (M EAIHEH §:12)

14973768 rev | AATCACTTAAAACAAGCAG (A Al
rs4415084 rev | CACATACCTCTACCTCTAGC (A Al HS:14)
I

rs3817198 rev | TTCCCTAGTGGAGCAGTGG (A QA H &:15)
rs3803662_rev | CTTTCTTCGCAAATGGGTGG (Al P Al B 5:16)
rs2981582_rev | GCACTCATCGCCACTTAATG (A G AIBH S:17)
1s13387042_rev | GAACAGCTAAACCAGAACAG (A QA HH 5:18)
rs13281615_rev | ATCACTCTTATTTCTCCCCC (A YAl S:19)
rs11249433 rev | TGAGTCACTGTGCTAAGGAG (A & Al &:20)

= Al 83 ee]ay S Bl = Zefolu o] o,

A T, & ARAUES] Zepeln = AR RA A, Ee (dE SY, B-0AM 994 BaE o
gstol) dlefel AP o A Fo], <leje] Frbe xA3} DH%] E= Hﬁ} A glel S ke o]
FolstAl A71stel FEE FE JPAEE S&AH. AN TN, Zefoln= wAHA] @Fa, HEeE
& 8 A7) wEl ol dE 5, oPhREA Ee ofadelE A V|G ofF AT dF 7l
A, =271 2l ol PR A& 29 oEE BErlels fAlE ol A7) fEelEe] JMIEE F8ett.

& RAUEe]) Zefeln vt qleje] 54 A7le] GEHF B AFHE= Aol qrHA Fen. dF 59,
Lol mA FAARE B A HR RS SEAT7] S8 AR Zetolvls wuE frlxste] WA 9o, =
= o5l Ao g SH AFHA Furh. Zepeln AEE flste] oo AYe Aol dEHE
& DA dn AR A, v SEL HolR Aok 20 wIEHEelE, B digkoR, Ao
2 Ao® 50 FEUQEelE, EE fgtroR, o2 Aol 100 wEHQEE, EE UijbHoR, Zo|w
Aol 200 EEl el = FE s Aakdth. ]lele] A7l fEE e EoM TIAE BdR TEs
o] g3tel HED & itk V1A 2ABAMY o] T AVIE T W Al WA dE o AEd F
ATt

FAHA 107 (S =9, dZYoERA Al DNAZ o] &dte] AAE ZZH
o Sike] stolHE]=stE o] &3tk HIAFAoR: &N, a4, T, EE

= vEl=sl A4S 233 stelung =gt 29 ggFdx dEe F83itk. kY slolrE =
3ol thgk B9 ¢kl Tijssen (1993) Laboratory Techniques in Biochemistry and Molecular Biology—-
Hybridization with Nucleic Acid Probes Elsevier, New Yorkoll 4], %t o}u2} Sambrook 5 (supra)ollA] 27
A=

EANAH O "Taglan™" TEHZ HFHAT, o]Z-EAH EEouAY LuuiZd ot ZTznE o]&d
PCR AEE & ANl wet =3 $8d 5 Qv o]5 ZaHe 279 dold I duw FAd Fe
(dE =9, 20-25 97]) S RHSAFZ s 3

7} mzuyol 3 wrie] AH duvt wART. SEuTIYoEe|s TaH Qe peR i3
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SS90l 10-2334702

alite] FRdolA, Zejolule] Mol G7HE, Hol= 68HE, HolE OME, Aol 70HEE ¥ 7RHE A
gy e FEYerels tad Er o5 AR WHRA v FRUerds dade id Ane
=3
[ Xa]

¥ owe] 2o AFe Tebol el ol E selA AT,
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R Bd-97] W (A EW wd-FFASEl= gy, SNP)E FHATH. PR Zefolv] o] 7k PR
Zholmli= DNA A Wskel st PelolA) 5AF Ba-d7] wael Qs wMAR & vk, H%e], PR
seolvji c1o] POR Eetolr] A FelolA olel FAE DNA AQ Wek L WAl DA NS s 9
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[0275]

SS90l 10-2334702

7S UEhlE SNPE 3E 6014 BTk, 887le] SNP7F A o2 glE Tt 7770e] SNPE <l
M gRAIEAolaL, 78702 SNPE ofZ Al m=elel A AFRAlEAolaL, 82 s F]ad A HRrAEA o]
ok 707H9] SNP= (7 zEgtolx siele] o] AAle; Far w3 7) ¥l ofx g bA wsel Bl 6]
el Al FrRAFAolth. U] 18709 NP (Rl & 8)= s71E AWAlTgeltk: el (o F¢ A R
ofa) AAlE; FHaL =g E 9), ofZHIHA W=l (HF AR EHH sidel os) AAE: FHa =g E 10)

3
S/ sy (W2 = |l o AAlE; Al =g F 11).

#6
@I OpI 2|3}

" SNP AxEE | wuan 2% RHI} wel | AoEe | 82y

1| resi6488 136,22 1 10,566,215 LT ——— '

2| m11s52440 1p132 1 114,448,389 5YTH

3 | rsll240833 1pil2 1 121280613 FOGRIB

4 | r=BETRI14 1g3xi 1 202187176 LGREe

5 | rsazas730 19321 1 204,518,842 MO

6| rsl27106% 2pddl 2 15,320,803 B5R1

7| rs4849887 2q14.3 2 120,487 546 INHEB

B | m2o18194 29311 2 172,972,971 Dex?

91 1550623 20311 d 174 212 894 COCAT

10 | 51045485 2q33.1 . 202,149,589 CASPS

11 | rs13387042 2q35 2 217905832 7.0 B ——

12 | 516857608 2q35 2 218,296 508 TNSI

13 | 6762644 3pi6l E] 4742276 ITPR1

14 | 4973768 241 3 27,418,013 SLCHAT

15 | rsl2493607 3pda.l 3 30.682.939 TGFERZ —
16 | 5790517 4qd4 4 106,084 778 TET2 %
17 | rsgmzEsa: 49343 4 175806476 | Apamze E_
18 | rsl00696%0 tplsad 5 L21a.790 TERT : = = =
19 | rsl0941679 5pl2 5 44,706,493 MRPSI0

20 | rel0STHITE 5112 5 58,184,061 RABIC

21 | rsl3%3747 sqild 5 5B.337.481 POE4D 2 E

22 | 151432679 5q33,3 5 158,244,083 EBF1

23 | 111242675 £p2s3 @ LilgETa FOXQI - =
Fo rs20d.247 bpid ] 13722523 RANBPS  E E

25 | rsl7529111 bgld & B141BH6Y FAMaGA 1 -

26 | rs2maE210 6g25.1 0 151.948,366 |  coonter

27 rsT20aTs Tgas ) 184074929 | ARMGEFS

28 | isoEa3444 EpL2 ] 29,509,616 pLsPg

29 | reE472903 Bq21 11 ] 76,230,301 HNEAG

30 | 2923559 8q2111 | 76,417,937 HNF4G

31 | 513281615 Bq24.21 ] 128355618 | POUSEIE

3z | 11780156 Hg24.21 8 124/194:641 MYE

33 | ssiotio70 ap2l3 9 22.062,134 CORNIB

32 | rs10759243 9yl | 110,306,115 KLF4

35 | rsBBESHBG 9q3lz 9 110888478 KLFd

36 | 152360205 10p15:1 10 5886730 | ANKEDIG

37 | 707276 i0piz 31 10 22,032 942 MLLTIO E '_;' {
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[0276]

[0277]
[0278]

& | mitaranae | 1opizm 19 pasear | owacr E = =
39 | mioeesien | 10gzLz 10 BAZTBEEE | ZNFFES
an | rroso1n 104223 10 EOEAL14E | Zaazr - | =
41 | rs7o04m19 105252 10 e | reenz '
42| rs2omas7e | 10queas | imaamas | o2
a3 | matteeena | wgreaz 10 | 1zueeseon | reee %
44 | rs3817198 11pl5s 1 1,909,006 LRI
45 | 3903072 11g13.1 1 65583066 | swmxa2
a5 | ssaz19 114133 11 69331642 | conor =
a7 | wrsersies | 11g133 11 68,379,161 FGF1
48| wiig06se |  11q783 1 911 | same E = ==
a9 | mizemessz | ampaai 12 1443303t | arewe i
50 | 10771399 12p1122 12 28 155080 T = =
51| 17356807 1222 12 96,027,750 nrve B = :
52 | midmaonn | equean 12 | uisaesu s E
53| mis7ieas | 1mpan 13 saoraess | emcaz
54 | rs2238007 Viq113 1 37132760 PAXD
55 | womaray 1423 14 68567965 | R4DSILL
56 | rsesesene | 14qren 14 GBEGOAZE | RADSIA
57| isaar7ee 14giz11 14 sLBa 06 | CoDCgsC
sa | rs3m03se2 16q121 1 52,585,341 ToxE
sa | rarsiraae | 1eqiza 16 53,813,367 FTa
60 | rs1107589s | 1eq1a2 16 53855291 Fro
61| m13azmess | 1eqz3z 1% soesosos | eomo
62| 156504950 17q2 17 s30s647t | srxerd
63| msaTels 18q113 18 24337424 AGEd
64 | rs1436904 18q11.2 18 2570667 | chsre
L 19p13.11 19 aem0d | mamands
66 | seeoss0l | ispan 19 18571141 £Li
67| rsavenonz | 1sqiam 19 14386513 | kCwNM
68 | moma3003 | 215211 21 150832 | e
69 | 132300 22q122 2 671877 | Emuo2
70 | rssoo193t | 2dqu3 2 20876234 | Sasmd
71| rsvesears ap1a 4 18819365 TRl
72| rssq1s084 5pl2 5 44662413 FGFIO
73| rerrasise 5p1s3d 5 1,282,204 TERT
74 | rsz7Isi0e Sp1533 5 1.297.373 TERT
75 | eseseans Sqll2 5 seoiteed | amema
76 | rs2067980 54112 5 44982215 | amepsao
77 | s2180341 Bq2Z3 ] 17a7a4as | ANFI4G
78 | reoamssvn 6qa5 ] 149285665 TAEZ
79 | Rs1ze6z670 | eqEsa ] 151597.721 ESR1
0 | s37sTaE 651 & 151004113 | coenmr
81| saris7a0s 7971 7 103647589 RELN
ad rel0822013 ]l:q:fl 2 10 B2aEZ21A INEIGS
83 | rszomisez 10626 10 121502803 | roemz
Bd | res34367 11q133 1 a513006 | cownpl
g5 | rsrasaosze | 11q133 1 B3516650 | coNDI
86 | 2363956 19P13 10 17283315 | Anker
g7 | wsmmazre | aoquaz 0 32588005 | ovwersl
g8 | mivemusr | 2aqan 2 sa7aspm | enexcisar
&
et 98-S HEE SNP (n=83)
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[0279]

SS90l 10-2334702

£ 7
HRTE opZ 2|3}

# 5P A= 99 o $3 FEA wel | Hol=9 | slamy

1] rs616488 1p36.22 1 10566215 | Pexie E 5

2| rsi15s2a49 | 1p132 1 114,448,383 |  5¥76 | |

3 rs112459433 1pll 2 1 121,280,613 FCGRIR E
a| rme678014 1932.1 1 202187176 |  LGR6

5| ru245m39 1932.1 1 204518842 |  Mpwma ﬁ
6| rs12710696 2p2a1 F 19,320,803 ORI ﬁg'
7| rsasases7 7q1432 ? 120487546 |  wse %Eg
8| ma016304 2q311 2 1e72571 | bwe : !

a| re1ss0623 29311 Z 1721289 | cocar E
10 | rs1085485 2q331 2 202149589 |  CAsPE iE :

11 | rs13387042 2435 2 Aro0ssiz | e éi_E
12 | rs16857609 2g35 . 218296 508 TSI %
13 rsh 762644 Ip2b.1 3 4742276 PRI ':

14| rsa973788 3pas.1 3 27416013 | sicaaz |

15 | rs12493607 1p34.1 3 30682930 | ToreR2 %
16 | res9790517 4q24 4 106,084,778 TER2 ‘I ; }I ' II
17 | reb828523 4q3d 1 4 175846426 | Apamze =

18 | rsio069690 | Sp1sa3 5 1279790 TERT E =

19 | rs10041679 Sp12 5 as706498 | MRPsz0 i T

20 | rsa0a72076 | squi2 5 S8184061 | RABIC

| m13sarar Sqll.2 5 58337481 | Posep =

22| 1432679 5q33.3 5 158244083 |  E8F1 ' |
23 | rs11242675 | 6p253 § 1318878 | roxQ: | | I
24| rizoaza7 6p23 B 13722523 | mangPo '

25 | 17520111 6ql4 § 81418669 | FAMAYGA

26 | 204210 6925.1 B 151,948,366 | Coorfo7 '

2T 5720475 Igias 7 144,074,929 ARHGEFS i&
28| rs9693444 8pl2 8 29509616 | DUSPd

29 | 6472003 | sga11 8 76230301 | HNFIG ===
30 | rsasazsse | sqaill 8 6417937 | HvEaG

31 | 1328615 | aquan 8 128355618 | PousFis E = £

32 | rs11780156 | 8q24.21 8 129,194,641 MYC :

33 31011970 ":’Jp}fl.i 4 22062114 COKMNIB E
3 | rslo759243 |  9q312 9 110306115 |  KiFd

35 | rss65688 89312 9 110888478 | kiR ﬁ
36 | rsa3so20s | 10p1sa 10 ———pT—— =~
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37| rs7072776 10pl12.31 10 22,032,942 MLLTIO

38 | rs11814448 10p12.31 10 22,315.843 ONAICT  E——x

39 | rs10995190 10q212 10 64,278,682 ENFIG5 %
40 15704010 10g223 10 80.841.148 IMIEL ﬁ
41 | rs7904519 10g25.2 10 114,773,927 TCFALZ

a2 | 152981579 1092613 10 123,337,335 FGFRZ F:

43 | rs11199914 1002612 10 123,093,901 FGFR2 T

a4 | rs381T7198 11p15.5 11 1.909.006 L5F1

45 | rs3903072 l1g151 11 65,583,066 SNYE2

46 15554219 11gl33 11 69,331,642 CONDI  E = = = =

47 | 75915166 119133 1 69,379,151 FGF3 -

48 | rsl1820646 11g243 11 129.461,171 BARXZ | I |
49 | rs12422552 12p131 12 14,413,931 ATE7IP %
50 | rs10771399 12p11.22 12 28,155,080 PTHLH § g

51 | rsl7355007 ldgid 12 96,027,759 NTNG —

52 | rs1292011 12q24.21 12 115,836,522 TBX3 4
53 | rs11571833 13q13.] 13 32,972,626 BRCAZ

54 | rs2236007 149133 14 37,132,769 PAX i 1
55 | 999737 14023 14 BASETOES RADSILT = £

56 | 152588800 149241 14 6BEE0428 | RADSIB = i
57 | 941764 14¢32.11 14 01841060 | copcesc E i 3:
58 | rs3803662 16q12.1 16 52,586,341 Tox3 5;
50 | fs17817449 16q12:2 16 53,813,367 FTo

60 | rs11075995 160122 16 53855291 FTo

61 | rs13329835 160232 16 80,650,805 cove2

62 | rsfB504950 1722 7 53,056,471 STXBPY %
63 rsad7ilh 18g112 18 24,337,424 AQPd —_— -
B4 | 51436904 18qll2 18 24570667 CHSTY %

65 | mai70 19p13 11 19 17380704 | sasam: | -+
66 | reaBoRE0] 19p13.11 19 18,671,141 ar P
67 | rsavepemz | 19quadn 19 44286513 | kovns  E ' 3
68 | reag23003 21q71.1 b 16,520,832 i E : : -
69 | 1132390 22q12.2 2 29621477 EMIDI %
70| resoni930 22q13.1 a2 g7 | sz |DV—=F i
[0280]
[0281] el of=xggHA w=ml B slady Jek (n=70)& AA TEA NP
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# 8
Zha e ofza|7}
SNP A 29 ke | habal FEX A oj=el
ISTEO6175 4pl4 Fl 38819365 TLRE
rsd41 5084 5pl2 5 A46b2513 FGEIO
157726159 5p15.33 5 1282204 TERT
152736108 5p1533 5 1.297,373 TERT
15889317 Sqll2 5 SE03LEEE | AAPIKI
152067980 Sq117 5 44982215 | Mmess0
152180341 Bg2d.3 & 1272185 RNFI4E
153485370 625 3 149285665 TAB2
RS12662670 B> 1 L] 151,547,721 E5R1
153757318 6251 6 151914,11 Coona?
1$17157903 Tqi2 7 103987589 RELN
1510822013 10212 ] B2492218 | ZNF3E5
152981582 1ge 10 121592803 FGFR2
sE1A367 11gl33 11 595139946 CCNDE
rs78540526 | 11g133 11 63,516,650 CENDY
52363956 19p13 19 17,283,315 ANKLET
is2284378 | 20q11.22 20 32588095 | DYMAREI
rs17879961 22q121 22 78725009 | cHEKZISTT
Hal

Wi Ol Ot a|Fi| O|=0l Sl S| AT 28
a2l

orZ 2|77 o=l

5|01 Y

[0282]

[0283] WL, obLE|7HAl v=l B s auy Het (n=18)& A A FEo] obd SNP
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[0284]

5

¥ 9
A
Hat Bt ,;T " sesmsaT
SNP AR e

rs616488 1 A/G 033 09417 0.96 AA 1.04 GA 0.98 GG 0.92
rs11552449 1 /T 017 1.0810 1.03 CC 097 TC 1.05 TT 1.14
rs11249433 1 A/G 0.40 1.0993 1.08 AA 093 GA 1.02 GG 1.12
rs6678914 1 G/A 0414 0.9890 0.99 GG 101 AG 1.00 AA 0.99
rs4245739 1 A/C 0.258 1.0291 1.02 AA 0.99 CA 1.01 CcC 1.04
rs12710696 2 G/A 0.357 1.0387 1.03 GG 097 AG 1.01 AA 1.05
rs4849887 2 /T 0.098 09187 0.98 CC 1.02 TC 0.93 T7T 0.86
rs2016394 2 G/A 0.48 0.9504 0.95 GG 1.05 AG 1.00 AA 0.95
rs1550623 2 A/G 0.16 0.9445 0.98 AA 1.02 GA 0.96 GG 091
rs1045485 2 G/C 013 0.9644 0.99 GG 101 CG 0.97 CC 0.94
rs13387042 2 A/G 049 0.8794 0.89 AA 113 GA 0.99 GG 0.87
rs16857609 2 /T 0.26 10721 1.04 CC 096 TC 1.03 TT 1.11
rs6762644 3 A/G 0.4 1.0661 1.05 AA 095 GA 1.01 GG 1.08
rs4973768 3 /T 047 1.0938 1.09 CC 092 TC 1.00 TT 1.10
rs12493607 3 G/C 0.35 1.0529 1.04 GG 096 CG 1.01 CcC 1.07
rs7696175 4

rs9790517 4 /T 0.23 1.0481 1.02 CC 098 TC 1.03 TT 1.07
rs6828523 4 C/A 0.13 0.9056 0.98 CC 1.03 AC 0.93 AA 0.84
rs4415084 5
rs10069690 5 /T 0.26 1.0242 1.01 CC 0.99 TC 1.01 TT 1.04
rs7726159 5 C/A 0.338 1.0359 1.02 CC 098 AC 1.01 AA 1.05
rs2736108 5 /T 0.292 0.9379 0.96 CC 1.04 TC 0.97 TT 091
rs10941679 5 A/G 0.25 1.1198 1.06 AA 094 GA 1.06 GG 1.18

rs889312 5 A/C 0.28 11176 1.07 AA 0.94 CA 1.05 CcC 1.17
rs10472076 5 T/C 0.38 1.0419 1.03 TT 097 CT 1.01 CC 1.05
rs2067980 5

rs1353747 5 T/G 0.095 09213 0.99 TT 1.02 GT 0.94 GG 0.86
rs1432679 5 A/G 043 1.0670 1.06 AA 0.94 GA 1.01 GG 1.08
rs11242675 6 T/C 0.39 0.9429 0.96 TT 1.05 T 0.99 cC 0.93
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rs204247 6 A/G 043 10503 1041 AA| 096 GA'| 101 GG | 106
rs17529111 6 A/G 0218 10457 1021 AA| 098 GA'| 103 GG | 107
rs2180341 6
rs9485370 6
rs12662670 6 T/G 0.073 11392 102 TT | 098 GT | 112 GG | 127
rs3757318 6
rs2046210 6 G/A 0.34 10471 103 | GG | 097 AG | 101 AA | 106
rs17157903 7
rs720475 7 G/A 025 0.9452 097 | GG | 103 AG | 097 AA | 092
rs9693444 8 C/A 032 10730 105 CC| 095 AC | 1.02 AA | 110
rs6472903 8 T/G 018 09124 097 TT | 103 GT | 094 GG | 086
rs2943559 8 A/G 0.07 11334 102 | AA| 098 GA| 111 GG | 126
rs13281615 8 A/G 041 10950 1081 AA| 093 GA| 101 GG | 111
rs11780156 8 T 0.16 10691 102 CC| 098 TC | 105 1T | 112
rs1011970 9 G/T 017 1.0502 102 | GG | 098 TG | 103 TT | 108
rs10759243 9 C/A 039 10542 104 CC| 096 AC| 101 AA | 107
rs865686 9 T/G 0.38 0.8985 0.92 1T | 108 GT | 097 GG | 0.87
rs2380205 10 c/T 044 09771 098 CC| 102 TC| 100 1T | 097
157072776 10 G/A 0.29 10581 103 | GG | 097 AG | 102 AA | 108
rs11814448 10 A/C 0.02 1.2180 101 | AA| 099 CAl 121 CC | 147
rs10822013 10
rs10995190 10 G/A 0.16 0.8563 095 | GG | 105 AG | 090 AA | 077
rs704010 10 c/T 038 10699 1.05 CC| 095 TC| 102 TT | 109
rs7904519 10 A/G 046 1.0584 105 | AA| 095 GA'| 100 GG | 106
rs2981579 10 G/A 04 12524 1211 GG | 083 AG| 103 AA | 129
rs2981582 10
rs11199914 10 C/T 032 0.9400 096 CC| 104 TC | 098 TT | 092
rs3817198 11 T/C 031 10744 105 TT | 096 CT| 103 cC | 110
rs3903072 11 G/T 047 0.9442 095 GG | 105 TG | 100 1T | 094
rs554219 11 C/G 0112 11238 1.03 CcC | 097 GC | 109 GG | 123
rs614367 11
rs78540526 11 C/T 0.032 11761 101 CC | 099 TC| 116 1T | 137
rs75915166 11 C/A 0.059 10239 100 CC| 100 AC| 1.02 AA | 105
rs11820646 11 /T 041 09563 096 CC| 104 TC | 099 TT | 095
rs12422552 12 G/C 026 10327 1021 GG | 098 CG | 102 CC | 105
rs10771399 12 A/G 012 0.8629 097 | AA| 103 GA'| 089 GG | 0.77
rs17356907 12 A/G 03 09078 095 | AA| 106 GA'| 096 GG | 087
rs1292011 12 A/G 042 0.9219 094 | AA | 107 GA'| 099 GG | 091
rs11571833 13 AT 0.008 1.2609 100 | AA| 100 TA| 126 TT | 158
rs2236007 14 G/A 021 0.9203 097 | GG | 103 AG | 095 AA | 088
rs999737 14 (2] 023 0.9239 0.97 CC| 104 TC | 096 TT | 0.88
rs2588809 14 C/T 016 10667 1.02 CC| 098 TC| 104 171 111
rs941764 14 A/G 0.34 1.0636 104 | AA| 096 GA'| 102 GG | 108
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rs3803662 16 G/A 0.26 1.2257 112 GG | 089 AG | 1.09 AA | 1.34
rs17817449 16 T/G 0.4 0.9300 0.94 T 1.06 GT | 098 GG | 092
rs11075995 16 A/T 0.241 1.0368 102 AA| 098 TA| 102 1T | 106
rs13329835 16 A/G 0.22 10758 103 AA | 097 GA | 104 GG | 112
rs6504950 17 G/A 0.28 0.9340 096 | GG | 104 AG | 097 AA | 091
rs527616 18 G/C 0.38 09573 0.97 GG 103 CG | 099 CC | 095
rs1436904 18 T/G 0.4 0.9466 0.96 T 1.04 GT | 099 GG | 094
rs2363956 19 G/T 0487 1.0264 103 GG | 097 TG | 1.00 1T | 103
rs8170 19 G/A 0.19 10314 101 GG | 099 AG | 102 AA | 1.05
rs4808801 19 A/G 0.35 0.9349 0.95 AA| 105 GA | 0.98 GG | 092
rs3760982 19 G/A 046 1.0553 1051 GG | 095 AG | 1.00 AA | 106
rs2284378 20
rs2823093 21 G/A 0.27 09274 0.96 GG 1.04 AG | 096 AA | 0.89
rs17879961 22 A/G 0.005 13632 1.00 AA | 100 GA | 136 GG | 185
rs132390 22 T/C 0.036 1.1091 101 1T 099 CT | 110 CcC| 122
[0286] rs6001930 22 T/C 011 1.1345 103 1T | 097 CT| 110 CC | 125
[0287] W) SNP (n=77). THY/APOEA ERd AFAR (AE 5N rs616488e] thakel A FEE] BYFAol
2 GE B BEA). 1 vl 0k 49 HERAR S £ ARFAA AF DEFARE o, diel
L2l A5 49 ARRAAE A8 AAFAAL AS olna,
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H* 10
s | or
tyg | dus | w2 ) s ol Ha
x| Ex | oEs
SNP B4 we | @m

rs616488 1 A/G 0.86 103 1.05 AA| 095 | AG| 098 | GG | 101
rs11552449 1 /T 0.037 09 0.99 CC| 101 | CT| o091 | TT | 082
rs11249433 1 A/G 0.13 0.99 1.00 AA 100 | AG| 099 | GG | 0.98
rs6678914 1 G/A 0.66 1 1.00 GG | 100 | GA| 100 | AA | 100
rs4245739 1 A/C 0.24 0.97 0.99 AA| 101 ] AC| 098 | CC| 095
rs12710696 2 G/A 0.53 1.06 1.06 GG 094 | GA| 100 | AA| 106
rs4849887 2 C/T 0.7 116 1.24 CcC 081 | CT | 094 1T | 1.09
rs2016394 2 G/A 0.72 1.05 1.07 GG 093 | GA| 098 | AA| 103
rs1550623 2 A/G 071 11 115 AA | 087 | AG| 096 | GG | 105
rs1045485 2 G/C 093 0.99 0.98 GG 102 | GC | 101 | CC | 1.00
rs13387042 2 A/G 0.72 112 118 AA| 085 | AG| 095 | GG | 1.06
rs16857609 2 C/T 0.24 117 1.08 CcC 0.92 CT | 108 1T | 1.26
rs6762644 3 A/G 046 1.05 1.05 AA| 096 | AG| 100 | GG | 105
rs4973768 3 C/T 036 1.04 1.03 CcC 097 | CT| 101 1T | 1.05
rs12493607 3 G/C 0.14 104 101 GG | 099 | GC| 103 | CC| 107
rs7696175 4

rs9790517 4 C/T 0.084 0.88 0.98 CcC 1.02 CT | 090 1T | 0.79
rs6828523 4 C/A 0.65 1 1.00 CC| 100 | CA| 100 | AA | 1.00
rs4415084 5 /T 061 11 113 CC| 089 | CT| 098 | TT | 107
rs10069690 5 /T 057 113 115 CC| 087 | CT| o098 TT| 111
rs7726159 5

rs2736108 5
rs10941679 5 A/G 021 104 1.02 AA| 098 | AG| 102 | GG | 106

rs889312 5 A/C 033 1.07 1.05 AA| 096 | AC| 102 | CC| 109
rs10472076 5 T/C 0.28 0.95 0.97 T 103 TC | 098 | CC | 093
rs2067980 5

rs1353747 5 T/G 0.98 101 1.02 TT 1 098 | TG | 099 | GG | 1.00
rs1432679 5 A/G 0.79 1.07 111 AA| 090 [ AG| 096 | GG | 103
rs11242675 6 T/C 051 1.06 1.06 TT ] 094 | TC| 100 | CC| 106

rs204247 6 A/G 034 113 1.09 AA| 092 | AG| 104 | GG | 117
rs17529111 6 A/G 0.075 0.99 1.00 AA 100 | AG| 099 | GG | 0.98
rs2180341 6

rs9485370 6 G/T 078 113 121 GG 082 | GT | 093 1T | 1.05
rs12662670 6
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rs3757318 6 G/A 0.038 111 101 GG | 099 | GA| 110 | AA| 122
rs2046210 6 G/A 0.6 0.99 0.99 GG | 101 | GA | 100 | AA | 099
rs17157903 7
rs720475 7 G/A 0.88 0.99 0.98 GG | 102 | GA| 101 | AA| 1.00
rs9693444 8 C/A 037 106 104 CC| 096 | CA| 101 | AA| 108
rs6472903 8 T/G 0.9 102 104 TT| 09 | TG | 098 | GG | 1.00
rs2943559 8 A/G 0.22 107 103 AA| 097 | AG | 104 | GG | 111
rs13281615 8 A/G 043 106 105 AA ] 095 | AG | 101 | GG | 1.07
rs11780156 8 /T 0.052 0.84 0.98 CC| 102 | CT | 085 TT | 072
rs1011970 9 G/T 032 106 1.04 GG | 096 | GT | 102 | TT | 1.08
rs10759243 9 C/A 0.59 102 102 CC| 098 | CA| 100 | AA| 102
rs865686 9 T/G 051 109 109 TT| 091 | TG | 100 | GG | 1.09
rs2380205 10 (@2) 042 0.98 0.98 CC| 102 | CT ] 100 | TT | 098
17072776 10 G/A 049 104 1.04 GG | 096 | GA| 100 | AA | 104
rs11814448 10 A/C 0.61 104 105 AA] 095 AC| 099 | CC| 103
rs10822013 10 T/C 0.23 1 1.00 TT| 100 | TC| 100 | CC| 100
rs10995190 10 G/A 0.83 0.98 0.97 GG | 103 | GA| 101 | AA| 099
rs704010 10 (2) 011 098 1.00 CC| 100 | CT | 098 | TT | 096
rs7904519 10 A/G 078 113 121 AA| 082 | AG| 093] GG | 105
rs2981579 10 G/A 0.59 118 122 GG | 082 | GA| 09 | AA| 114
rs2981582 10 G/A 049 105 1.05 GG | 095 | GA | 100 | AA | 105
rs11199914 10 /T 048 097 0.97 CC| 103 | CT ] 100 | TT | 097
rs3817198 11 T/C 017 098 0.99 TT| 101 | TC| 099 | CC| 097
rs3903072 11 G/T 0.82 0.99 0.98 GG | 102 | GT | 101 | TT | 1.00
rs554219 11 C/G 0.22 1 100 CC| 100 | CG | 100 | GG | 1.00
rs614367 11 G/A 013 0.96 0.99 GG | 101 | GA | 097 | AA| 093
rs78540526 11
rs75915166 11 C/A 0015 144 101 CC| 099 | CA| 142 | AA| 205
rs11820646 11 (@2) 0.78 098 097 CC| 103 | CT | 101 | TT | 099
rs12422552 12 G/C 041 102 102 GG | 098 | GC | 100 | CC| 102
rs10771399 12 A/G 0.96 119 140 AA| 072 | AG | 085 | GG | 1.01
rs17356907 12 A/G 0.79 102 103 AA| 097 | AG| 099 GG | 101
rs1292011 12 A/G 0.55 103 103 AA| 097 | AG | 100 | GG | 1.03
rs11571833 13 A/T 0.003 0.95 100 AA'| 100 | AT | 095 | TT | 0.90
rs2236007 14 G/A 0.93 0.9 0.82 GG | 122 | GA| 109 | AA| 098
rs999737 14 T 0.95 103 106 CC| 095 | CT | 097 | TT | 100
rs2588809 14 () 029 101 101 CC| 099 CT| 100} TT | 101
rs941764 14 A/G 0.7 11 114 AA| 087 | AG | 096 | GG | 106
rs3803662 16 G/A 051 099 0.99 GG | 101 | GA | 100 | AA | 0.99
rs17817449 16 /G 0.6 105 1.06 TT| 094 | TG | 099 | GG | 104
rs11075995 16 A/T 018 107 103 AA| 098 | AT | 104 TT | 112
rs13329835 16 A/G 0.63 108 110 AA | 091 | AG | 098 | GG | 1.06
rs6504950 17 G/A 0.65 106 108 GG | 093 | GA | 098 | AA| 104
rs527616 18 G/C 0.86 098 0.97 GG | 104 | GC| 101 ] CC| 099
rs1436904 18 T/G 0.75 098 0.97 TT| 103 | TG | 101 | GG | 099
rs2363956 19
rs8170 19 G/A 019 113 1.05 GG | 095 | GA| 108 AA| 122
rs4808801 19 A/G .33 101 101 AA ] 099 | AG| 100 | GG | 101
rs3760982 19 G/A 047 1 1.00 GG | 100 | GA ] 100 | AA| 100
rs2284378 20 /T 0.16 106 1.02 CC| 098 CT| 104 TT| 110
rs2823093 21 G/A 0.57 103 1.03 GG | 097 | GA| 100 | AA| 103
rs17879961 22
rs132390 22 T/C 0052 0.88 0.99 TT| 101 | TC| 089 | CC | 078
rs6001930 22 T/C 013 102 1.01 TT| 099 | TC| 101 | CC| 104
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[0291] olxg7HA ml=rd SNP (n=78). ¥1&/3x= (M-93)ozA Yebd dHFHA (dE E9 rs6164880] tiste] A
t 99 AR,

M 11
2y | R
AT | s EE; u =y g Ha

snp o415 HEE L
rs616488 1 A/G 0.33 09417 096 | AA 104 | GA| 098 | GG | 092
rs11552449 1 /T 0.17 1.0810 1.03 cC | 097 TC 1.05 T 1.14
rs11249433 1 A/G 040 1.0993 108 | AA| 093 | GA | 102 | GG 112
rs6678914 1 G/A 0414 0.9890 099 GG | 101 | AG| 100 | AA| 099
rs4245739 1 A/C 0.258 10291 102 AA| 099 | CA| 101 cC 1.04
rs12710696 2 G/A 0.357 1.0387 103 | GG 097 | AG 101 | AA| 105
rs4849887 2 /T 0.098 09187 098 | CC| 102 | TC| 093 TT | 0.86
rs2016394 2 G/A 048 0.9504 095 GG | 105 AG| 100 | AA| 095
rs1550623 2 A/G 0.16 0.9445 098 | AA 102 | GA| 096 | GG | 091
rs1045485 2 G/C 0.13 0.9644 0991 GG | 101 | CG| 097 | CC| 094
rs13387042 2 A/G 049 0.8794 089 AA| 113 | GA| 099 | GG | 087
rs16857609 2 /T 026 10721 104 | CC| 096 | TC| 103 T 111
rs6762644 3 A/G 04 1.0661 105 | AA] 095 | GA| 101 | GG | 1.08
rs4973768 3 /T 047 1.0938 109 | CC| 092 | TC| 100 TT | 110
rs12493607 3 G/C 035 10529 104 | GG | 09 | CG | 101 | CC| 107
rs7696175 4 T/C 038 114 111 | TT] 090 | CT| 103 | CC| 117
rs9790517 4 C/T 023 10481 102 | CC| 098 | TC| 103 1T | 107
rs6828523 4 C/A 0.13 0.9056 098 CC| 103 AC| 093 | AA| 084

rs4415084 5

rs10069690 5 C/T 026 1.0242 101 | CC| 099 | TC| 101 TT | 104
rs7726159 5 C/A 0338 1.0359 102 | CC| 098 | AC| 101 | AA| 105
rs2736108 5 /T 0.292 09379 096 | CC| 104 | TC| 097 TT | 091
rs10941679 5 A/G 025 11198 106 | AA] 094 | GA| 106 | GG | 1.18
rs889312 5 A/C 028 11176 107 | AA] 094 | CA| 105 ]| CC| 117
rs10472076 5 T/C 038 1.0419 1.03 TT] 097 | CT| 101 | CC| 105
rs2067980 5 G/A 0.16 1 100 | GG | 1.00 | AG| 1.00 | AA| 1.00
rs1353747 5 T/G 0.095 09213 099 TT| 102 | GT| 094 | GG | 0.86
rs1432679 5 A/G 043 1.0670 106 | AA| 094 | GA| 101 | GG 1.08
rs11242675 6 T/C 0.39 0.9429 096 | TT| 105 CT | 099 | CC| 093
rs204247 6 A/G 043 1.0503 104 | AA] 09 | GA| 101 | GG | 1.06

[0292]
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[0294]

rs17529111 6 A/G 0.218 10457 | 102 | AA| 098 | GA | 103 | GG | 1.07
rs2180341 6 G/A 023 09600 | 098 | GG | 1.02 | AG| 098 | AA| 094
rs9485370 6
512662670 6 T/G 0.073 11392 | 102 | TT| 098 | GT | 112 | GG | 127
rs3757318 6
rs2046210 6 G/A 0.34 10471 | 103 [ GG | 097 | AG| 101 | AA| 106
rs17157903 7 T/C 0.09 093 | 099 | TT 101 | CT| 094 | CC| 088
15720475 7 G/A 0.25 09452 | 097 | GG | 103 | AG| 097 | AA| 092
rs9693444 8 C/A 0.32 10730 | 105 | CC| 095 | AC| 102 | AA| 110
rs6472903 8 T/G 0.18 09124 | 097 | TT| 103 | GT | 094 | GG | 0.86
152943559 8 A/G 007 11334 | 102 | AA| 098 | GA| 111 | GG | 1.26
rs13281615 8 A/G 041 10950 | 108 [ AA| 093 | GA| 101 | GG | 111
rs11780156 8 C/T 0.16 10691 | 102 CC| 098 | TC| 105 | TT| 112
rs1011970 9 G/T 0.17 10502 | 102 | GG | 098 | TG| 103 | TT | 108
rs10759243 9 C/A 0.39 10542 | 104 | CC| 096 | AC| 101 | AA| 107
865686 9 T/G 0.38 08985 | 092 | TT| 108 | GT | 097 | GG | 0.87
rs2380205 10 C/T 044 09771 | 098 | CC| 102 | TC| 100 | TT | 097
157072776 10 G/A 0.29 10581 | 103 [ GG | 097 | AG| 102 | AA| 108
rs11814448 10 A/C 002 12180 | 101 | AA| 099 | CA| 121 | CC| 147
rs10822013 10
rs10995190 10 G/A 0.16 08563 | 095 | GG | 1.05 | AG | 090 | AA | 0.77
rs704010 10 C/T 0.38 10699 | 105 CC| 095 | TC| 102 | TT | 109
rs7904519 10 A/G 046 10584 | 105 | AA| 095 | GA | 100 | GG | 1.06
rs2981579 10 G/A 04 12524 | 121 | GG | 083 | AG| 103 | AA| 1.29
rs2981582 10 T/C 042 11900 | 117 | TT| 08 | CT| 102 | CC| 121
rs11199914 10 /T 0.32 09400 | 096 | CC| 104 | TC| 098 | TT | 092
rs3817198 11 T/C 031 10744 | 105 TT| 09 | CT| 103 | CC| 110
rs3903072 11 G/T 047 09442 | 095 | GG | 105 | TG| 100 | TT | 094
rs554219 11 C/G 0.112 11238 | 103 | CC| 097 | GC | 109 | GG | 1.23
rs614367 11
578540526 11 /T 0.032 11761 | 101 | CC| 099 | TC| 116 | TT | 137
1575915166 11 C/A 0.059 10239 | 100 | CC| 100 | AC| 102 | AA| 105
rs11820646 11 c/T 041 09563 | 096 | CC| 1.04 | TC| 099 | TT | 095
1512422552 12 G/C 0.26 10327 | 102 | GG | 098 | CG| 102 | CC| 105
rs10771399 12 A/G 0.12 08629 | 097 | AA| 103 | GA| 089 | GG | 0.77
rs17356907 12 A/G 03 09078 | 095 | AA| 1.06 | GA| 096 | GG | 0.87
rs1292011 12 A/G 042 09219 | 094 | AA| 107 | GA| 099 | GG | 091
rs11571833 13 A/T 0.008 12609 | 100 [ AA| 100 | TA| 126 | TT | 158
rs2236007 14 G/A 021 09203 | 097 | GG | 1.03 | AG| 095 | AA| 0.88
rs999737 14 /T 023 09239 | 097 | CC| 104 | TC| 096 | TT | 0.88
rs2588809 14 /T 0.16 10667 | 102 | CC| 098 | TC| 104 | TT | 111
rs941764 14 A/G 0.34 10636 | 104 [ AA| 096 | GA| 102 | GG | 1.08
rs3803662 16 G/A 0.26 12257 | 112 | GG | 089 | AG| 109 | AA| 134
rs17817449 16 T/G 04 09300 | 094 | TT| 106 | GT | 098 | GG | 092
rs11075995 16 A/T 0.241 10368 | 102 | AA| 098 | TA| 102 | TT | 1.06
rs13329835 16 A/G 022 10758 | 1.03 | AA| 097 | GA| 104 | GG | 112
rs6504950 17 G/A 0.28 09340 | 096 | GG | 104 | AG| 097 | AA| 091
rs527616 18 G/C 0.38 09573 | 097 | GG | 103 | CG| 099 | CC| 095
rs1436904 18 T/G 0.4 09466 | 096 | TT| 104 | GT | 099 | GG | 094
rs2363956 19 G/T 0.487 10264 | 1.03 | GG | 097 | TG| 100 | TT | 103
rs8170 19 G/A 0.19 10314 | 101 ) GG | 099 | AG| 102 | AA| 105
rs4808801 19 A/G 035 09349 | 095 | AA| 105 | GA | 098 | GG | 092
rs3760982 19 G/A 046 10553 | 1.05 | GG | 095 | AG| 100 | AA | 106
rs2284378 20
rs2823093 21 G/A 027 09274 | 096 | GG | 104 | AG| 096 | AA| 089
rs17879961 22 A/G 0.005 13632 | 1.00 | AA| 1.00 | GA| 136 | GG | 185
rs132390 22 T/C 0.036 11091 | 1.01 | TT ] 099 | CT| 110 | CC| 122
rs6001930 22 T/C 011 113451 1.03 | TT | 097 | CT| L10 | CC| 125

_43_

5

10-2334702



[0295]

[0297]

[0298]

[0299]

[0300]

[0302]

[0303]

[0304]

[0305]

[0306]

[0308]

[0309]

SS90l 10-2334702

sl2vlY SNP (n=82). W&/Ago 2 vehd ydFAA (dE 59 rs616488¢ thate] A %59 A
Zbolal G= @ eEolth). 1 mrke] R 4% dHFdA v 4% ddFAA7E 93 ddFdA27E obyar, w
ol 1 231 F5 2% dEFAA7 919 dEFaAd As

%
AAld 2 - 98 94

Lo,
k=)
%
o

2A3tE ~3EY B oUE HUREREH o2E A AsHE Agd A o4 e FEFe wet
el 98 HrleE 235 (De la Cruz, 2014; Advani and Morena-Aspitia, 2014). %% Gx32 2 3744
1A= el gk Tl HgAelA HE8S dtfar o AT (Lichtenstein 5, 2000; Mahoney %,
2008). HAow YIS Hrier] s, ¥2 FAHLAE I mEHET. AA, U 9IS =2 Y

=
rarz AsiAs Iy o €3 (D) +94% 98 H7F =7 (BRADE o] &3ty F%F HArtdd (Gail &,
1989; Costantino 5, 1999; Rockhill %, 2001). BCRATE 7ZHQl=e] el @ Jfo 93 AxE HYA 7|
T3 AR 15 RS \AJAT

sha, fusrel dtel Bxe) 3%
984 A% (% 2004 o]
= ]

o “
AEs weE A

AAe 3 - f1 913 =y SNP ¥ Hgee =8
2 A9 dFEdd U 9% o5 mdo] lth. ©]E-2 BOADICEA (Antonio &, 2
(Chen %, 2004; Mazzola %, 2014; Parmigianin %, 1998) (o] & E¥E 4
of ZlubETh: ek b dE DA Fol ol vl A5 R fer
9 (BCRAT) (Costatino &, 1999; Gail %, 1989); % FHele] thak 7)<l ¢13 01}9]— =

A 238k, Tyrer-Cuzick 22 (IBIS) (Tyrer 5, 2004)& 233}, 7iA 3
A oS B 1o FAA Al st ozl A3y 5‘2_ o kel #ste] oJ o] AA3
o7 F&% FEE ATT F QY] S8 s AHA HHEEE JHAoF g},

I

Q1 Fetoll Al AlY, Tyrer-Cuzick, BOADICEA ¥ BRCAPRO E 2| A1 HEEE JjAstr] 93

7y 918 oS Edle gliete], AFAd UL 5-d H e ALE ATk, BCRATO disle], EEl A Ao

o2 ATHJY. NP Y dFs 2o e FEIE HUHA Hde &

(p) ¥ UdFdx & 224 (R)Y 37/ B7HE o83t A=,

7} SNPell 0}0% TESEA S HAY Hd AFLS ) FAAE sk 1/u, OR/u, 2 OR2/u=EA ALt

HATE. SNP 91 AeE ous | tsted 28" 98 #E SAFo=MN AMAENATT (Dite
2013). Z+ 938 o= ndd st g 59

P

%, 2 238 99 g 299 oyd 59 AP NP AP AFE T4
Foza AMHAL. AEEe daw A% S FH WOt AAL Avgozn 4=,

E 12 2429 ) 919 S mael diste] A3 19 A5 919 A5 vERd o ke Aude A
Aeg wojzch,

A6l 4 - 9ol Az

B s BE A oge Q%2 Aslshn ARsA delelrhs
. 2 AAeelA 39l o4 (17e] Wel, 139 of E

st Fel % o 37 54L& AAm
- 454, R 94 ARe 240N, R B 264, UGS 7 dE A e, Aol B % AL

s et
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[0310]

[0311]

[0312]

[0313]

2] ATH]

SS90l 10-2334702

W ool FHAES ofEdla, HhHel X 14 9E ARt ARAES AEg).
#£ 12
Y 22F AUC (95% CI)
A (BCRAT) 0.64 (0.60, 0.68)
Tyrer-Cuzick (IBIS) 0.57 (0.54, 0.60)
BOADICEA 0.66 (0.63, 0.70)
BRCAPRO 0.63 (0.60, 0.67)
A x SNP 0.66 (0.62, 0.70)
Tyrer-Cuzick x SNP 0.63 (0.59, 0.66)
BOADICEA x SNP 0.69 (0.66, 0.73)
BRCAPRO x SNP 0.68 ((0.65, 0.71)
T E4A A A0 WA 9 7zt A9 A g 956 A T2k (CD).
% 13
W
=
z
OF
ol ol 0
o i =
o o =] K
?J = = OF
R ™ i 5 3r
ok o o % %
3l al al al <l !
El E IS =) ) o
SNP
15616488 AA GA GG C 1.039618 A 1.008205 H 1.035308
1811552449 cCc I¢.. TT C 1.051833 H 0.962701
rs11249433 AA GA GG C 1.117892 A 0.982653 H 1.194769
156678914 AA AG GG C 0.987091 A 1 H 0.915171
154245739 AA CA CC C 1.01382 A 0.98412 H 1.039425
1512710696 CcC CT TT C 1.049692 A 1.055409 H 1.166034
154849887 TT TC CcC C 0.857621 A 0.808706 H 0.829796
152016394 TT TE CC C 0.997323 A 0.978295 H 0.975891
151550623 AA GA GG C 0.908137 A 0.871808 H 0.878429
1s1045485 cC CG GG C 0.938736 A 0.998587
1s13387042 AA GA GG C 0.993331 A 0.948939 H 1.01897
1516857609 CC TC T C 1.107487 A 1.26368 H 0.925313
156762644 AA GA GG C 0.949146 A 0.95554 H 1
154973768 CcC TC TT C 1.00338 A 1.010683 H 0.99415
1512493607 CC CG GG C 0.963974 A 1.069587 H 0.98049
17696175 cc CT TT H 0.889419
19790517 CcC TC TT C 1.025289 A 0.898013 H 0.975968
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[0314]

156828523
1$10069690
187726159
182736108
rs4415084
1s10941679
182067980
rs889312
1510472076
181353747
1$1432679
1511242675
18204247
1s17529111
1s2180341
1s9485370
1$12662670
rs140068132
183757318
1s2046210
1517157903
18720475
159693444
136472903
182943559
rs13281615
rs11780156
1s1011970
1810759243
1s865686
182380205
187072776
rs11814448
1510822013
rs10995190
15704010
187904519
1s2981582
rs11199914
1$2981579
183817198
1$3903072
18554219

AA
ce
CccC
CcC
cC
AA
AA
AA
CcC
GG
Ce
CcC
AA
CC
AA
GG

AA
GG
AA
CcC
AA
AA
GG
AA
AA
CcC
GG
cc
GG
CcC
AA
AA
CcC

CcC
AA

AN

CcC
AA
cc
GG
CC
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TC
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GA
AG
CA
€T
GT
CT
€T
GA
GA
AG
GT
GT
AG
GA
AG
¢
AG
AC
GT
GA
GA
TC
TG
AC
GT
TC
AG
CA
TC
AG
TC
AG
AG

AG
CT
TG
CG

ce
TT
AA
TT
TT
GG
GG
cC
TT

T
TT
GG
TT
GG

TT
GG
AA
GG
TT
GG
cC
T
GG
GG
TT

AA
TT

GG
CcC

GG
TT
GG
GG
TT
GG
T
TT
GG

a0 a0

o]

a0 anan

a0 nann

(9} @]

a

aaooaanan

1.025003
0.987534
1.011211
0.912448

1.055621

0.93726
1.009498
1.015122
1.075619

0.98634
1.056916
1.072022

1.271798

1.062128

1.027974
1.099367
0.941869
1.260936
0.926426
1.045846
1.084334
0.959028
0.972037
0.974259
1.082781
1.207448

0.768167
1.01525
1.062365

0.977163
0.825006
1.102875
0.995744
1.228619

> >

> > o x> > >

>

> > > > P

> >

1
0.866783

0.88832
1.022746

0.955353
0.977169
1.000396
1.028053
0.997989
1.171088
0.981572

1.221864
0.991968

0.99758
1.075326
0.984248

1.03779
1.067791
0.717489
1.020439
0.976811
0.996429
1.017014
1.040416
0.991047

1.034045
0.984326
1.052608
1.0504
0.998551
0.817208
0.966964
1.006438
1

T T [=aji=n iy e niyaniiie sfia nia niia

j==jiye =iya e n e i« niie o n iy« niye niian e n e e o

jas)

T O E T T

1.047208
0.959287

1.033912
0.958607
0.908413
0.996367
0.992839
1.063017
0.989997
0.988385

0.98952

0.64565

1.086778
0.898805
0.981073
1.013401
0.983538
1.291322
0.910495
0.987094

1
0.904272
0.957381
1.027348
1.026394
1.138045

0.85433
1.016022

1.245195
1.00117
0911712
1.031305
1
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[0315]
[0316]

[0317]

[0318]

[0320]

[0321]

[0322]

1s75915166
15614367
178540526
rs11820646
1$12422552
rs10771399
rs17356907
rs1292011
rs11571833
1$2236007
1s999737
rs2588809
1s941764
13803662
rs17817449
rs11075995
rs13329835
r$6504950
18527616
r$1436904
152363956
rs8170
rs4808801
r$3760982
1s2284378
152823093
rs17879961
rs132390
rs6001930

AA
CcC
CcC
€
CcC
AA
AN
AA
AA

CcC
CcC
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AA
GG
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AA
cC

GG
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AA
AA
€
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T
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CG
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GG
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T
GG
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T
T

o]

0000

0z
0x
o

[olol ool oo oo ool oo oo ol oMo No N o N o RO Ne!

1.045421

> >

1.367753
1.036821
1.015361
0.769715
1.057703
0.985492
1.583253
0.876031
0.957111
1.113946
0.958115
1.093586
1.058443
0.982496
1.040798

1.03801
0.946903
0.988372
1.026921
1.051206
0.979005
0.951001

e S A T e e i i e

b e

0.964855
0.996378
1.220497
1.101661 A

>

5.749988

2.046497
0.970062

0.991081
1.003476
0.715272
1.008286
0.996833
1.0003
1.215585
0.973708
1.014209
0.873439
1.000176
1.039212
1.116585
0.978846
1.040832
0.99431
1.010075

anjiya=iianiianiian

1.216084
1.003367

1
0.981073
0.995657

junfi=cfianiian{ia e i niia i i nian Jia il n e niian

jas)

0.784156
1.014717 H

1.085822

1.056268
1.082454

0.8386
1.007441
0.990975

0.896463
0.943739
1.119679
0.888152
1.042648
1.016399
1.210334
1.070623
1.007493
0.968908
0.993221
1.008453
1.053933
0.966099

0.98693

1.054888

1.1273

0.674828
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<110> Genetic Technologies Limited

<120> Methods for accessing risk of developing breast cancer
<130> P1170005

<160> 20

<170> PatentIn version 3.5

<210> 1
<211> 20
<212> DNA

<213> Homo sapiens

<400> 1

tatgggaagg agtcgttgag 20
<210> 2

<211> 20

<212> DNA

<213> Homo sapiens

<400> 2
ctgaatcact ccttgccaac 20
<210> 3
<211> 20
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<212> DNA
<213> Homo sapiens
<400> 3

caaaatgatc tgactactcc

<210> 4
<211> 20
<212> DNA

<213> Homo sapiens
<400> 4

tgaccagtgc tgtatgtatc

<210> 5
<211> 20
<212> DNA

<213> Homo sapiens
<400> 5

tctcacctga taccagattc

<210> 6
<211> 20
<212> DNA

<213> Homo sapiens

<400> 6

tctctectta atgectctat

<210> 7
<211> 20
<212> DNA

<213> Homo sapiens
<400> 7

actgctgcgg gttcctaaag

<210> 8
<211> 21
<212> DNA

<213> Homo sapiens
<400> 8

ggaagattcg attcaacaag

oin
1]
Jm
el

20

20

20

20

20

21
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<210> 9
<211> 19
<212> DNA

<213> Homo sapiens
<400> 9

ggtaactatg aatctcatc

<210> 10
<211> 20
<212> DNA

<213> Homo sapiens
<400> 10

daaaagcaga gaaagcaggg

<210> 11
<211> 20
<212> DNA

<213> Homo sapiens
<400> 11

agatgatctc tgagatgccc

<210> 12
<211> 20
<212> DNA

<213> Homo sapiens
<400> 12

ccagggtttg tctaccaaag

<210> 13
<211> 19
<212>

DNA

<213> Homo sapiens
<400> 13

aatcacttaa aacaagcag

<210> 14
<211> 20
<212> DNA

19

20

20

20

19
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<213> Homo sapiens
<400> 14

cacatacctc tacctctagc

<210> 15
<211> 19
<212> DNA

<213> Homo sapiens
<400> 15

ttccctagtg gagcagtgg

<210> 16
<211> 20
<212> DNA

<213> Homo sapiens

<400> 16

ctttcttcge aaatgggtgg

<210> 17
<211> 20
<212> DNA

<213> Homo sapiens
<400> 17

gcactcatcg ccacttaatg

<210> 18
<211> 20
<212> DNA

<213> Homo sapiens
<400> 18

gaacagctaa accagaacag

<210> 19
<211> 20
<212> DNA

<213> Homo sapiens
<400> 19

atcactctta tttctcccce

oin
]
Jm
el

20

19

20

20

20

20
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<210>
<211>
<212>
<213>

<400>

20
20
DNA
Homo sapiens

20

tgagtcactg tgctaaggag
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