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M1 RAa7HKEBEL chaining &

HWIREHROE (T0~90%) 7/ AESIOBIZIFET D i B IRTE S L7 22 51l
BB &3 272010, A a7 KEMEITER LS, ZORBEZfE< 72912 chaining
BTG SN, — RIS, B ICRTE SN ERIE SN S 2 ORREA > T D L &
B, BERZRV, AT ORICE 2 X,

A a7 KRKEME: T8 P OBIGALE sx DO TALE ex-1 (sx <ex) F Tulifie L7-
Ay SCFH A Plsx, ex) ERLT HLEIZARE), 2 203FF] P,Q THMELL-HS X
FH Plsx, ex), Olsy, ey) Of% ., FEALEZRTEEA T (score) & & HIT,

A = (P[sx, ex], O[sy, ey], score)
ERBLL, 774 A2 FEMY, 2WcFm EOBRIGA (sx, sy) & THR (ex, ep) ZHES
MCEHT D, KHEFE sx, ex, sy, ey, score 1L A.sx, A.ex, A.sy, A.ey, A.score E BT 5, 77
A AN A B T Aex<Bsx 7" Aey<Bsy I2HIE A<B LEFET D, 4y THETTD
FNEF] Ay < Ay < ... < Ay (k> 1) Z 8 (chain), 1O AT % X, i Aiscore (Ay.chain_score
LR, HORSZ k LEET D, 4 TERTTL2HIIEERDY 55, REQRAa7%b
OFEITENCRFE SNICEHK A RET 5, A a7 R KOHEZBRTLIMEL, X a7k
RERIEE & RS,

1) 774 A FOFE n LT 5, FHAROKRK, AL BIERA Olog n) K THEAT
TELZLERELT, HT 74 A FTRTT DA 7 K%L Onlog n) TR
®4% chaining 7 /L3 U XL %R L,

(2) 7e¥REFHEE Onlog n) TEITTEX LT L, 2O, UTOMEEAAGHLET
FEBHE X,
I. VAF YOTRTOM (Cey, O 1%, T y EIE Cey LEHOAT
C.chain_score W J7 OME TRIFFIZFNEIZ Y — h STV 5.
II. WEEHT F7A4 A b B THRTTH8HDAaT B.chain_score i, B TH T
T HEO P THRK.

(3) BEFFEIE & X, HMEDREMI D K KR IRMRE O R & R D — iKY
BT 7 —F TR TH D, BEHENEIL, 7 X B ARSI OB EE R
JHEE. LIZ LI 5725, chaining HEIREHEIED 1 D& 5 2 b5 BEH 2R~
Y. —J5., #pYEHEEIZHE-S < Needleman-Wunsch, Smith-Waterman 77 /L =3 X A
LH# LT, chaining 73U ZALARHNMHEZ L0, BLOHE D AL TRV
R i 1 R Y T O



ME2 AREBEEFOERYEE

N—yfwf/mﬁlﬁgwi%ﬁﬂﬁé’ki K= XA FCEBARIZR V(L DT <
$1000/N), BB H T 2 BIE T EOERZHE LN FaifIc s 2 Tnd, 5
AL LT, HOAREBICREL TWANENEZEMHEICHEI TE L5120, BFED
TG WAMEICR D Z E RSN TS, 20X 9 RERTANEERAIL. B Rmi#o
HEEN R Afwé$$ﬂ%“%@1o&@#%bh&m NEBIR AT 2 FREo
BRI 72 HFRIZOWTE R L,

(1) BEBAOMEEE S 2T, By E., X, iz, WEOEHEO S —7 — R&fi-> Tk
NE, FEBEEREREEHRZEROBBRICOWTESE LR — T o~ v TR
BT,

@) 7L MR, REES AT RERICOVTHBE L, T UL 4B OHERE
PaPp BAG T (unordered) AA,AB,BB DHEEZE % paa, Pag, Ppp & alilh T 5 & &
PUTF DN g =« T A 8= F PR 22 ERALT B Bl &

Pa =DPaat (1/2)PAB
Paa = pa’

PaB = 2PAPB

(B) TUHALRKENBYIEIND EN—T 4 — « UL RTINS T HEEZD
N5, LS, ORI REHREZONDEN?

@) "TrEATERBEFROBENEHRIAL, NT a7 RICWATET LR EHEHRF
BZHD LT EDL I REEZRL TV AT L, Rl—7T &7 LT L)L
A B MOEEREEOEENWEBMLLZBE L TEEINTND Dy &, $HE6H
> TitE X,

(5) mB%EﬁM¢5%%¢:owTﬁ%b EBUE LT Dug’ 12 WTIR, D' & fif
BINLHP R P T v v 7 LIk~ X,



i 3 Genome Wide Association Study (GWAS) & E N4/ LG

/7 ) AHBEfENT (Genome-wide Association Study, B L C GWAS) X, & h7J A4
BB BB EE 50 TEONEZ BRI L, SALE OB 78 & x50 B o BIBITR % fghir 9
HFETHD, HRHEHE L CURRKERMF, BIES T IRYE) O V=T P RELE
FiEwwm T AT ) DMEFTOEET TH Y . b b7 DOIEFENEA TV = 2002 42 5]
DFHLNFEER SN TND, 2002 FETAHDEMTIT 50 FEOMEZBHTHZ L TERE
AR FTH-T2 (K1 FVALE), £D%a X ME TR0, 2007 41213KE 23andMe #
DR AT T —E A Z B L TV D, S 512 2009 2 A0 B IIXR IS — 7 o —0
ERLIZUS, & 1EEOBEFREZRHLRNERE LT,

(1) DNA FOBANMBIZBITATLLE Aa 55, T A BMEMELRIERXROEBRD
JFIR ERDNENEHET IO D A ZFRE L IIMHET L, /220
BRI DR BRI RIT T RO I 2] D 72D b b 4 v XLk LI hyak -~
K.

Q) FLOMETIETD 1 SOMBEIZERERK T2, 7 AR TEEBER T O 2 7R
5722, DNA Lo nfil (72 & 21X n=500,000)0 OALE ClEfs FRAZBRIL XD,
DBABFHNREHLZ R > TV DRB LHBET 21 E2MARD 72010, IR

(n HOFT X TONEOBEFRIREITFABI L e
EHEKEQ TREL, ZORERNEZEHNTIBLETRNFETIONE > D E R
TZEFARTHD, bLZDOLX

[ BN BV CEAR A28 B BT BE L 72
EWV ORI A A EAKE o THRELTLED &, &@;a&%%ﬂt Y/ T
INEZLEMRERE S MES, ZEMREMBEZ BT 5 72912 Bonferroni fiiEA LIXL
b, ZOMIENR, EOXIRTLRETL0EHI L, TOZYEMELZR~L,

(3) DNA LD nfHOMEZBIRT AR, ATLED 2 ODONE A B OB B O LS
Dy’ M1 DL XTI, FFRFICRIRT X TRV, ZOBHZHAE L,

(4) GWAS (3T BHEESFORRICEZ KRR EL E X TR TH D, 72L& 213 2007 4F
{21 Science #E7Y Breakthrough of the Year (23 A TV % ([RM4EICHE &7z iPS
H by 710 ITBEINTVD), LALERIEZ, B FLbERREL LTELLTWD
bFcERz VI HHLH D, ZOHAEZLUTFOXF—T — R&o THIIE L,
Fo X, =XV A buy, BEFa— REKRE, 7 LVEE



(6) W=7 oV —Z2fio THREFHEMRD FHE L Z2ORM %L, LTOXF—U—
R %4> CRHiE X,
T —HE, S A REES, HEEE, DNAWR, 774 A M ~T
nEA . BEEE, HESA AR Y K LES



IR 4 ESMAT

1987 4, A T WAEREIR O BAER R T2 RE T 2 ST 7L 2 ) X L% Eric
Lander f#1:& Phil Green 1# 15 3$2ME L7-, 521X, Lander 1#1:% 1980 24 v 7 X
74— FK%. Green 1H11% 1972 I NV T 4L =TF KENA—7 L—RTHEFOHE B
FRAEL TS, TOREMFE~LET 7u—F L, ZOEEMFTT LI ALEERL,
AGBZETRLFIHINTWAET LI XAD 1D Lolz,

1) AT tEELEORELZRBET L7200 6 23 > 7244 IBD (Identical By
Descent) & Xfifh>, 7 L /L, ordered/unordered genotype GE{z 1), 3 %D %
— U — R&fo Tl X, F7-MEFREHENT (affected sib-pair) & 13{iH>% ., IBD,
WAL MR EDOF— U — R &> TR L,

(2) unordered genotype, IBD X OH#H T 2MEAZ L TFTO LIk 345, X, (=
1,2,..,M) %8BT 2% P(Xy - X1 |L) PGNP (Xjor - Xu|l) HHKRACT D I %
HEE L 72\, Hidden Markov Model (& Y #E 3 285N 7 v 2V X A ZFIHE X,

i DNA EoOfrE
X; fri&E i @ Sibl/2 @ unordered genotype
I fZi& i @ IBD (I; =0, 1,2) #LIK 72 Tl

=

P(1;) i i © IBD 21 & 725 Hk#
P(X;&I) & i T X; &1; DI DR

P(X;|I;) IBD 231 ®& X X ZBINT D SlFfHHkess
P(X; | I;) = P(X; &1,)/P(I;)

P | Ii—) Ly oI, ~ERT DR

() N i LALE 41 OMOMBZRE 0 55, EBWER P, =2]1_,=1) BLXW
P(Ii=0|1i_1=2)7£’ﬂ€?fbcto

CB D A B A ? A
(4) SHEEEAT 7T L T Y XA EHESE ST ABICEDPR O O
% IBD vector &I HD 2 DDER % B
k), Zo2o0xFRZFICHWT, IBD iz>
B A D A A B A

vector % I; . unordered genotype X; %
ABCD BL UM AAAB & Lo b X, R PX, &) Z/K~xRKRDLE,



I 5 XMH#E

W —7 o —D W KIZL Y, CpG A D AFALIKEE, DNA NEZ SN TWVW5HE
A v 8 BIEDEMOREZFEMCBH TED L IR TETND, ¥/ LARITHED
FHAS & F i L 72D 1X ENCODE FHliToh 0, 2010 4FEi2y 3 7 a w3z Sl 2012 4R (2
E ROT—ZEAH LTS, ZERREMIREOED LS AR, et —%, =
NoP— =XV A ha O EOEN TEEFICHBLT 50035 L < b S vz, 2013
AT, EEARAMBEEETEa— NT2557 7 28O % 1E, BAF koo e X b
VHID2TFZBHOY DUN AT LI ND Z & THIHIIRICBIT 2B A 6 TEY .
AIE IR E S HE LI FE T A T/ b~ & 2 L, BAREEE FPERETEIND L 9127
LV BIRNRHMEINTND

(1) N%%W774%% /N iﬁ/b¢®cm}®/ﬁ//%%wM% ExYIETDH
e, T2 OREERICH TTHMAE L, £/2DNA ML X b 8 EIKITE
é‘ﬁ‘b\flﬂémlﬁ (X7 VA Y —2=3a7) % Micrococcal Nuclease % fif > THEFEAIIHE
ET DI iE Rl X

Q) 7 LhEXRBEIZEIL, FREOKEZHET I LOEREZ., UTOSELEZMFE-T
AR JL
DNA A F L, v & N AEff, B A M2 H3, ANy 7L, RY a— A EEIK

(3) DNA DA FILRIRAER b A b AEMRIRREIL, [F—DMREED 1 Rt D X E L TT 1y
JILLTHET D22 NS, ZOLIRKMEHET L2 ENEETHL, £ T
FEAEDL) {Li]i = 1,2,...,n} 75, EWVICEDLRm HOXEOES § =
{(XE L 1j=1..,m} T, BEH Tigesky PMARERD S ZRDLMEIZHONTER
%y m=1 OBPA. On) THETHT7ALTY XLZRL, ¥ 0n) THETE LR
~k,

4) m=2 OYE, EHBEKRD 1KR [cf,cp] WCH LTUUTFDES HNAOHEARK Y Lo
N | 33 5 e
A) e, dq] & [dacy] DM 2 KM & 72D dy <dy DMFAE,
B)[QQ]&®xb%ﬁwEﬁ1(#ffbf[%Q]k}(ﬂm 2 X[,
OMEEZFH LT, Omn) FEl Tl 2 K Z2FHR T 27030 XA EiR_ X,



