7 FRHES

Bl Rl

FAT I RS SeiREEAE
T 103-0007 FREFERHRX HAMGEN] 2-17-8 &wHTEREV



v, AR,

£ P —E1L & i

&

KEY WORDS SUMMARY

CF VI~
 FEBER
- SNP

- SRA

(U

EhMZRBIITVWEYEZ, FoRrYv— (BXUKR/
R) THBD, b b7 AOEERHIHIZIZHELICHRE
ENHIE, Folry—2EF ULt 3ENEDS

LAEFIEE b AEDHBRBED SN B LDk
te. 77 APROERGEERIERTH D, ZhdIC
DWW, bbb DFES NV — T WBEEE L 1= BT DIfFZE
R EZHEANA LIz,

l.théﬁAﬁ@Ew%%Ht BIZF

£ b EFENBEORMBERE A 256, EORMHEHT
X, & MRLERREDIF Y-, L
Lo, fHxDBMETFORMEE A L&, 2R3
FTLHERMBERLC IR 20 TiERWw, bivbih

ENERARDT / LLEBHA S
nhadZc

g B mEstd

EMF/LEEARY / LADEERILERIZOVWT, bhbhOHRS
W—=THhREBERLEERICOVTHBNTS. —DEF e EAEIEC
BUI3EREI-FEGEF 13 EDLETHS. 65—, ERLRH
RELTITbNEF N >—02 BLEBEDS / LRIIAEEE NS /
LEDLEETHS3., EboDFED, BRI EVHIERIHBNT, £
BRDELICODEDELEHoTULWEWIbIFIZEUVHA R WY, IEEERT)
FEDZDBRKRIBERLEDT, 4 HhLLREHRESHEZEEAEITH
SHERLEETH 3.

F, Eb, FURUY—, TV, AT T—F DA
IR TRBHFEEINTWIEHE - N EEF R
DNA 7= R—ZXp o R LI fER, 103E2FR L
7z, ZLTENTNDOBEEFORMBEIERL, ZDk
BRI 21T - 129,
£ 103 OB ETD > b, 45BEFIXHERERIZ
RENZPoTM, B DESBEEFDI b, MBELETF
(59%) 1XE b EF 3Ny P h bR R LTy
FAY—=%BELI. —H, 0#EET 17%) &F >
Ny o= I8, F7 4EEF (24%) TlEE +
ETVIBENENI TAY—EBR L, D%b, #
BFD6E HWIE, BORMBERL Y — v 2RT
, BOD2ETOR, BMORHBEREL L2008
F—EFTEIEVI/REL T,
ZOFRRELT, UFTOEdRIenELZONS, &
b EF Y —DRERIKIFB X Z 500~600 FERTT

Kirano Takashi, SAITrou Naruya/ * LI RFEFEERBOR A HEEERER WL A8, § ENDEEEHI7RRTE BE

#F, REMRREREAFEGFIFN AR TR
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R 1. (N ENDBEFORMBICESTIE FOREBAROKETD
FZRERY L FERARERBOLLER

BRCA1 17/2 40/24
APOE 6/3 7/7
PRM2 8/3 14/7
HCR 7/5 17/20
FOXP2 2/1 1/19
ZFY 2/1 1/6

0.027* 0.001**
0670 . 0.004**
1.000 0.005**
0520 0.032*
0.034* 0.048*
0183 0.048*

n: ERAEERY, s AEBRE, p (n/s) : FAXRBRK L ARBRE 4 LEL /2
CENDT 4w v—OEERSE, p (A L) MEFEE (acceleration index) ) FEE,

* 5%LNILTHE, %% D I%BLNILTHE.

HrrEZOHNTVE, TRIIHLT, EhEFNr
Y —QHBEHEN TV T LKL IzDIE, BXZ 70077
ERTHhBEEZONTWS, DFD, Eh - Froiy
Y— o IV TOHBEEN»S TV IMVHIKL T D, &
b e F NV —0IK T B & TORARI S BRI &
EZoNTW3, 20X 3I2 DOOMEHEDMOERHAL
BT WIZEE, ORI & 2% 85T O RGH
DX — o HMBRICHEE Z ZATREMED R R B EF 2 6
3, Eb e FUNRYY— e Y FIZBT BEETFRFE
DI D& 5B, MO THEEOERIRE
NTWn32™9,

bhbhid, 25 L THEELZZNETNLDOEETDOR
iz s W, WEORKRELRE (73 /BRE2EZE
BEDOE) LHRBETH (7 I/ BE2EX HHEED
Z) 2 bOETELZbD EEAR (F >
V—, V7, 70U —F ) OETELCIzDDE
S THBRRT o7z, BEORBREL & FEFRRELE
PHKT 22k oT, ZOEETFIIBIT5BERMEIK
DINY — 2 Zff# TS5 2 ENTE S,
ITRZNOBEETIEBWT, & M OFRABERK LR
HFEPHOEE (nonsynonymous substitution/synon-
ymous substitution : n/s) ZEANREDFh (n/s) &Lk
BLI-L &, 2200DEEF (BRCAL1 &L FOXP2) ¥
WTERREE AN (RDY. 72, & ORI
B 2 ERBERBOEEY, BEABEOK TOIH RERE
BOERLHBELTEDL SWIIES N TR 2 ERT
FEIE & 72 B hNERfREL (acceleration index)® % Fbig U 7z

2(382)

(Kitano T et al, 2004V X b tZ5 )

23, 6HDEETFICBWTE b DR CIERZEERE
DEBOEENERICEN > TR EWS A LN
7o, REBOBEFIIEREKICE L TEHT LT
bl LTBY, 61, M EFEAED X
5 IR RE IR D 8y — B IZIERICTH S, Ly
Latss, o< —HMOMETFIEELTE, EO ALK
DINF—BH 5N, LardZhRicE->TEL
Tw3BEbH 5, DL 5 RBETH, b EENRE
EDOKRERERPLEAHL T E—HE2HS TS LFH
25ZEHTES, I2ez21E, FOXP2@3REY 7 vy
VAERE 7 4 — 27~y FDNARE R A4 > %&b DEE
HAFE3hTED, Zhidt NOSEREHO¥ES DK
BHEFEBRBICEE T ELEZ 5N TNBEID,

EHwhbhbiid, t b EF vy —pdb@EEks
BERABELTHS, EDL VDT S/ BEBHEIE
BLlerz2@MEL, EETHWET—% X2y b (AR
26,199 7 3 BERE) 513, 4THED 7 S BRE#S
ENOBTEESN: (0.56%). & N OELRTORE
239 32,000 i T, FEETFOFEEDOT 3 BEIL 447
BELRET LY, E VOB TEULT &/ BEBRK
i3 X % 80,000 1/ (32,000%447X0.0056) THh 5 &
BIxh3, Z0k> e8I, MU TERL, A
BOT—F DERBICL>CHREERZDBDTHS, 20D
2112, &t rOMEMOETCIE, EAREDY ) L%
W LB BN EETH 2 EBbh b,
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2002 i, E b EF U Y—R KT 3, AT
BZUHTOT / AMIEHTEE LY, Zhid, 64,116 D
FrNRY—DHMBEANLHEMR (bacterial artificial
chromosome : BAC) % F\, FKIHEH] % ®-E L T,
Tz bO7  AEFILHRT 2 2 k> TUiTbh
Jo. TOENEFURYY—DHES 2 LMD 5ER
i, BN EFUNRYI—DT ) LDOHEEILEITE 2 ED
TW I ZTOE—HELZHLbDOTHY, & ORER
GEFEBIENET 2 F Y —D BAC 7 u—Y 25
SICHEET A Z ETREE ko, £, BSNIRH
EF%Ed LI, £ N EFURUYY—DF ) AEROIEE
A DERIT 1.23% LE Iz,

2004 FEIC 1, E MUADEREETRLHTO—DD
PR OSBRI OWREDS, F 280 P —0 22 B
BRIz DWW TITbY, 2 OEERFIREIZ, bosE
D2 T N—T (BACEWILERT - 7 ARER ST v
5§ —, ENBIEREWER), FAVD3TIv—7 (v
I AT T 7 FRIBFEWGER, N A VEMLFEL Y
g —, WA VGFEGMIEWERH), FEO LEE 7
J LR v 5 —, REOHE LG LML L U8R
BOESIGHKES /Aty —0 8 W o E RSt
FiZ& > T, F23rY—0 22 B,
b T 21 BRAEICHYE L, 21 BLREKIZE TR
BOYEVREETH S, Fr8rY—0 22 BREHEKIT
B &% 33.3Mb T, ZDOEFHEIZIZ 304 {H D BAC
su—rEiERVTiThbille, EEOES 2HET 2
£, b MO 21 BREMKIZ, Foo80Y—0D 22 HHE
ELXBRT, BEZ1%E»-7, ZOBbRIFEREL
T, Vv MoaEBk Ok 3 RIEESIOBADEEH &
FDIED TROREL AN O THIEEZONS,
Rz, FHv AluBdF O ASEESE b O 21 FHEA L
FUNY—D 2 BREEDODHHIZTRKEL B> T
Wiz,

Fiz, b2 BREMKE F 80— D 22 Fetn
EOEEDEEDE NI 1. 4% ThH->7:. ZDHEII,
REGECH % b L ICE SNz E b e F oY —DF )
L&fhEb LIZRD 5NIAE(1.23%) X VETE» ST,

e e v, AR, b bk L ieE

F N Y—D 22 FBREK T, 272 DBEEFH
EROUohiz. —H, b bD 21 FBREME LTI, 284
DBEBTGCFBERIITOSNT WS, IhsES iz E8E
FD8INTIX, FEINIEHE DRI S D
EBERETLEBRDbND XS REENAONI, T2, &
TR OKRERERLE LTI, H2BFS & w3 #EIE
F 12k KAP L WO HERETF5 DDA 6 DOBETH
EPMEBWTDARADNZDIZX L T, HNRPA1
LK1, RPLP1LK1, FAM28ALK1 w3 3D 0Di#
BFBF =B TDAEALNT:, ZhbiEw
TheA Y arORWEEFTHD, BZHE ML
FUNRYY—DBRIE L Ted L2 FNENTHEEFIC & -
THASNhIBETTHIEEZONS, %72, EVT
BBELRTFEBE>TWBE Y RY—LEHERLEF
(RPL13AP) B8F o XY —ZBWTEREZbRLTY
Twgctash, —H, E b TAHALND 4DDBERLET
(C21orf81, C21orf115, C21orf104, C21 orf19)
2T N Y —TRATEEEIT L > Tz,

F7z, MEORBERY A b ORIBELRE EIE
FEFREHY 1 b bz h OIFFBELECE 231 BEFICD
WU Lz 25, 208 &% 10%DEET TH
FTEE LD HIERBELHOEEGDIZS EHH WD
ZEbrolz, —7, HRABRELEE LY b RFEELL
DEEDIE S BIEFEICHOEELEF DV DOPHERINT
BY, z0s 3@k (purifying selection) 1 & -
THEELTWB EFZ 5T,

BB, FYRNUY—0 2 FLREBHEDS ) ARG %
WELIZEZED, &2 BRAKICBT 32—
FH% A (single nucleotide polymorphism : SNP) ®#f
B EBWETEZIENTES, 2D, VDb
SNP 23, ‘A & “T" twS ko CHRIhIEE, %
NIHYTEF o0 Y—D% 4 T T Thhi,
T BEEETHD, A BE MORKETELT, 20
FANT A & T OFBEo LHEET 2 2 &5
TE5%, ZOHEEZHAVT £ D2 BREMELED
21,435 D SNP @ 5 5 19,985 ® SNP D #H 5% % # &
L, BEBEBRO Y - RER LI, FREBY, HE
DIy ayBDIEIN N T Y AN—Y 3 VEH
IdE Ao, VIV Ya VBEROELTS
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xR 2. b NBREFEF LA BLREROEEBR -

a. ENDEEBROEIS (%)

£ A — 29 (703) 36 (880) 140 (3422) |
at) T | 28 (681) — 151 (3654) - 35 (838) |
B C | 44 (747) 203 (3424) — 45 (760)
2 G | 196 (38292) 45 (762) 49 (822) —

b. FUNYI—DIBREIDEIE (%)

A
T 2.9 (206) —
C

— 3.6 (252)

51 (250) 19.2 (946)
G 20.8 (1024) 4.4 (215)

3.7 (261) 12.6 (893)
13.2 (930) 4.0 (284)
— 52 (258)

53 (262) —

FEMAOHFIERBICHRES W IR RERE

(Watanabe H et al, 2004 X D 5|F)

GoA R C>T OL>%Fk (ZFnzeh19.6%&
20.3%) DIES25, ‘A->G ® T->C 0k>%u%E(
(ZNnZNn14.0% L 15.1%) EbbHiAohiz (2
a)l, ZnZrid, [EbD¥ / ATIEGCEHEED 0%
UTFTha] EIEBEWCFELRWHDTHo72.
FiRIZ, F 80 Y —0 22 FHEMED 5,781 D SNP
PEFLIEZS, ‘A->G R T->C O& 5 RE
(ENZN12.6% & 13.2%) Ht rDOZhi D bETE
CBZEXI iz (R2b)0, B, Fy3rY—0D2%F
etk SNP 1 BAC 7 u—> DA —N—F v F4EE
DIENTI /TS, ZhoDBEHREAWT, GCER
BEBED LS I L T h RS 2 L, BER
ERNEFUNRUY—LDBIRGCHEERWNARTHD,
EMTIRR2.2%EETGCERVEZ T AR H
B5—HT, FNrI—TI340.5% TR ZHRFT 2
O RERBA SNz,

EEDEPICYH, FUNYP—DBACZu—r%H
WicENTIX, Y BefifEe, HOXA 7 9 X ¥ —4Hi%, Rh
7 7 A —iHE, TEHEBEGEEDTFEEE (major
histocompatibility complex : MHC) $HIE 7% iz B W
THEDENTWDS, £/722003F12H X, &7/ 4

Yaw b VYV — T I VAR BF N LD
7 TNVEHIT— 5 H, KEDOT o — RERTE Vv
VN VREESED T )Ny — T TR Y — S )
V—R2&NT, DNAF = X=X L CHHTgEE & -
Tw3, Z0k3>iZ, ForY—0fsT—% 134K
CEBEI N Tw3, DNA Data Bank of Japan
(DDB]) Offistic &2 &, £MET U FHICZ W v
FY—RBHFSNTBY, 2006FE3H O H T,
194,009 = > h U —, 458,320,365bp £ &> T3, t
b EW S EYREORHIME Z T L T v OFHA%Z
EBLLT, SBVEZ TV Ebns, 22T
EESDLEZDIZ, b bEF Ny Y- R HEL
el &, ZZIZE N EF Ny Y—THEDZERR
HoTd, EFDRMEF RV Y—DRFEDEL 5T
ZOFARR I o Tep ZHERT 2 2 LETERVLEWLD
ZEThB, DFV, TOEDE P EF NN
SIELIeH e, EPDRMTELTZOH», F 2
V—DRFETELCTD» I, 2EHEDLED A ST
X, oI T B LRTERY, ZOEEBELLD
R CECTOPRHERT 20121, TV IRLT TV
V=8 VI EDNENRBEICR D, ZDIzD, FUNv
V=PRI TIERL, TVIRA TV —FrEnolE
POENREDT ) LEHIFENT & SREBLEL % >TL %
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