COEIBHHPHRKBEOERR. RREOBETHD. B, BRWLULL
BW (TW/ANATC SNP EERBRECOMICEBIENHD ) EERES (RBREBCS
W3 ELTHERRERET SN, ERBRTEOEDHIC, FRIEREDIIER H,
Cl, FRERESET DMK (TN SNP EEBRE S ORICBHENTZL )
ZRBEREH CRETD. RRREOMRELZIOIBRBRHETHD., BERS
DR PHCRDENNE, WZERBIEHINBCELCEDS,

TBD5. BEERIVBRASNTHD THRENMBRLEVEREIERTIC
ENHEHZNICTREBDINDITHD, COBKICHNT, BEEE (BB
N3RE) CRENSD. ABHTRREHENBES LA UL, REBREOHRTE,
RED/ISA-S-CHSIBRBOFHEZRELTHD. BRDHSOTEAD
HRAZWADCELCLDEARREE (SNP BGFEBEREE) ERD. RER
ECHBZRERHBEIINDIUBEFHT S, CV\SFRERD, FEEE
SNP BIICH I SRENBHRHF EIMEECSRUVELELZVNY, CTTRE
REEBROBREDVWCUTICHEDHTHTS.

BE-IRBIERT CREETINERELEES) TR BERE H, I3 TSNP
PLIL (HBDINVEREFE) CHRBERIBIEN B (RUTHD)) IR H,
[ TSNP PUIL (HBNLBEFE) EEEERBENDHD RIITEL)] &
L. SNP 7L (B3INGBEFR) EABRRELCDON\TOLRE (DORE
HREBND) CEJE, BUMOREEGTSCELES.

BIZE |10 ICHRT KD 22 DBIRNEBONTEETD, MIIBERETS
CHOME BB MHBTHD. BERRHOEE TH.

o (4,+4,+a +a)(4a,- A:ﬂ,)2
2=
(A, + 4, Xa, + a, YA, +a )4, +a,)
— (ZN"' 2WAIGJ - Azai)z

(A4, + A, )a + a, J2N)2M)

(X 8)

TSA5NS.
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F10.1 SNP PLILBBZE

BER ks B
SNP 7L L
A A, A; AtA;
a a a a+a;
&t 2N (=Ar+ay) 2M (=Az+a;) 2N+2M
BERNEG. NEE MBESHLI-BE.

102(1C1} BEERKRHOEETO 1, HHBORBEEIST (S OIHEEL
DIETFRLUTNIN. 22 BRRICETIRSE, 7, RHBREBE 1(=2-1)x(2-1))
DY DBICED (SNPBEFUTEHURL 23 DBRICEISIBESNEHER 2
(=(2-1)x(3-1)) THD).

EETE
S BEHE 1
; _
2 BH/E 2
31 \\
% - - AEREE (a=0.05)
: =¥
S SR S
3.84 5.99 xz SHE

102 /HREBOREREDH (F2)

EHE | 8LU L CEBIS/OTE, TNZNHEE. BEOBRTELTLS, SBER 005
(EHPOBR TFTEW) CT5, REBR, TN2Nics (BHE 1), 599 (BHE2) THD.
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—RC. BFELVBREMHBERHL. ZOBULOBRERHBNESNIR
BOCLZHEBRRE P EL5. BERE P HCOBRRNEVBEIC. BERE
H ZRH (MRS H EIFR) TINCONTOREEEEKEE LU, B a
TRI. 102072377 (BBE 1) TR, «=0.05 [CRELEBOEEREEH
& (BEBE 2 TRER) THRUTWNSD. 2,/ #itEB1 334 (BB 2 TIZ 5.99)

DEZICERWER P=0.05 EBRDCEERKTD. #-T. 7,°>3.84 (BBE 1)
DBE. BEER P<0.05 £RD, BREBR H EZRHNUIES X T, IEEKE 5%
DEET. SNP PLIVERBEBIENH D) ERBRTD. —7H5. 2,°<3.84 (8
BE 1) TEEERE P20.05 £EB0D. BERS H ERIRL. COBSOBRIZ
(BRKE 5S%UDEET. SNP PUILEERBERBBMENHDIERVNZBL &5
D,

ECBT, BEKE=005 EVWS50EF, @—RILTT 20 ABREEFTOE. 2
DOI50 1 QRBRERHZR> TRALTUESBREDNHICEERKET S,
COBDRY., IBO5. R H THIDICHERHLTULESERD ) OTE
ZEIHOBR (BB CLU (X102), COBBNERTIRRZTHS
(COTENS, BREKEDTEEBBRREEL D),

K102 BERLCHBITD2DO091T0BIRERHHOER

BREER

s BIREER (H,) Z8H MREBR (Ho) £8BR
(AEEHY) (AEELL)

EELMEST S (H)
HEBEMELALY (Ho)

BN 1-p

%1 OB

F 2 H0BES

=B TH MRS TVNBICEMOS T Ho BRIRLTLEDSBD | OTEES 2
HOBE (BEE) CLU. @BATRT. B 103 [C}. B 1 BOBEaEE 2
BOBBRADEODDZEANICT Y. BRBIRE H SLUTIIRS H D&,
N3 CTILOBRREMIFTBOREEEDHNZNZNHNESBONEETS, —
RUTHSDBLIIC, HIBEBKEERTEIIE., B 1 BOBSe E2HO
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BRDNTNED—BICEED.

Ho TOH5 % Hi TO5 %
B o
HEKE BREMEHE

103 H1HOBR«EHE 2 EDBEBLOBFENY

COMENMRRBFL—-FADTTHD, BRKEEEEIDCETHADRIS
ZNESKULKDLETDE EBORATDBBOIKRESBEO>TULES BZE, oF

NE<UTHEIBOBREMSZESETDIE. E2HDBEMBT),

TNTR., TRV H THIEE, HEELKRHAU H, ZRRIIBE] .
EDXDICLUTRODITENTEDTHION. K102ICHRITLDIC, CORE
3 1-FTRHEN. REBEICHIIBELHD (BEH) &L,

AR UERSIC. E 1 BOBRaCHE 2 WOBRAS. BEKEDEETIR ML —
FADODRRICHIN, IREY A ITEXRECTIICET. TNHOBBEESIC
BE<HEIDICCNTREBD. DACBELERED.

COEIBRET A INDEKRFE. BRERHBOFELAY 1 ICREENBICE
CBRTD. B 103 DBICHNT, BEKEMRLEEL. BEY 1 ZOHEZL
SUEBSIC.B2BOBRMEDLSCELTINCOVTORAEED 104
[CMT. REY A IZERESTITELLD., BERS H BLUKIIRE H, D
ECETOREFRHBORERBESNNTNENSLLZD, ZOBR. E2H0D:BE
DRBHAHETID (BN 1-p38F D).
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i BEH4/4X %

Ho Hq
Ho H1
Ho H1
X BA

A

104 BAYA IEH 2 EBOBR (BIEMK) COBNDVICONTOHERE

BRUKS oI BT L, BRELD S MIEDMBENDWEDAZZOH B0~ K)E 2126,
EWOBES (WBROMSTEM) IELTSRREERANCHRLTNS,

>T. HEBIESNP BIFICHINT, ULENWEZEZSFRRMESS
TOICHICHEBRFEERT A IEHOSNUDEELTEL CEREETHD,
BE-URNERAVSEBCOULTPIO-—FTIBS. BREYL IEZRTE
TICHICER. £ 1WOBRa B2 BOBIRS (BHH 1-8). Fv Xt &
EFEEIIRDBEE), URDPUIVEE. MBEEREDERREEETRT
DUEBNHD. RIBOBHAODIEIC . Genetic Power Calculator (Purcell et
al. 2003: http://pngu.mgh.harvard.edu/~purcell/gpc/). CaTS (Skol et al 2007-
http://www.sph.umich.edu/csg/abecasis/CaTS/index html). QUANTO (Gauderman 2002a:
2002b; http://hydra.usc.edu/GxE/)/RED WEB o RO DU -1 PEBHETIC
EN'TE, MABWCHUTENDTBRCECES QBCRBOHEHAERL
TWHWDDT, CTBREALEL),

BEVEOCETRHDIN, BEEEE (BRSH SNP OMROAZS) 58E
LTHRERIBLERTNE, RODIEDERINST (B, BDON-EELT
SaM (o) THITEMDBEZENSTETH S,
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P

AT TTHRALERSIC, RROKHEE, BRDRLUZNERTT DM~
DNSA=F-NFEITIEREL, BEBIOBHUEEREDS/ISX—5—
ZHTETS. CVOEHRHFETHS. IBHE, RAT-—INESNEDIZ/L
A=Y -—THRESNIBREV'FETIDSTHD. EVVSBBECEDESE
We =73 RATHEHRFELENDIEEDB TR, BRDOFEZOECOERTE
LBV EB3A.BAT-INBSNEDICRESHOBRENHIRTEOT,
NAZHEI TR, BAT—INSOBEDFTRRUEEZERUZ LT, A1 ARE
EXEND TRRDRER) EEXD. COLXIBRRERETIEHOEEICH
DRI ZNER) ZUTICRBNT B,

MEBEDOEDIC, XBRUY Z2 DDHBNEREZTHE L. X HEE. YRZ
DBRTHIBSEERD, EBLOD,

PX): BRXDNERIDIRER (BEIRR)
PXY)! BRYDMERBUEEVSRH T . BEXDNERI IRV ERR(E
RER)

THD RAZXDEBDSBERE PXY)ER IDKSICRICENTES,

PY [ X)P(X)

P(X|Y)= Fo

(=X 9)

—RIC. REXDV'RA-TEBRY FTRLERZIRSBLOTH I, #BHFT—
PICERTE, TREX TRHNIERHOBR Y ORHNERE P(YX)) ERDB
CER+DIRETHD. 2. REXOBRY OBAIRE P(X), A(YV)E., =5 -
WEARBLLCIORMEDITENTES. #-T. A IDTERR. BT —
IRBREOBR (R IDED) 15, REORER (RIDED), IBHE TERY
TRENDTERORE X ORHIERE PX|Y) I EHEITICENTEIENS
CEEEKRLTD,
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ORROBEFEMEANE LT, BEANCHBLTHLS, BECEBCRS
LTS (BR X) B8, MESNCEGFBHETSCECLD 99.5%DRE
TEHBRE M8 20, —7H5, EBCRBELTLEL HRBEX) 88
(d. ZOBEFEHICKD, 9%DRET MNEM) CSNIBEEEZD, ==,
BRWEBEDS, COERBOERER 5% (BFIRE P(X) THRITENER
ELTEZABNTNBETD. HIADCORGFRHESHERR B &
HEEINE (BRY) 88, COBMBRIED B4, IEDE, COANRE
MCEECRELTL\DRER (BEEE PX)Y)) EHELTHBE, X1 IDE
Bhs,

" P(Y | X)P(X)
FELY)= P(Y | X)P(X)+ P(Y | X)P(X)
- 0.995 x 0.05
" 0.995 x0.05 + (1-0.99) x (1—0.05)

(10
=0.8397~0.84

ERD. - T, BEFEHEZIINRBEBCEBBLTIRER 5%THHo
T (EREDSOHE) B BERICIBEMRR 4%N\CHEBIRETENET
ECBDI(CDEOIBEMDSE 16%DRABUNERTIENSEETEH D),
CCT . BEDIUBAICRITI DA Y ZOBEDT EEA 1 ZEF (Bayes factor)
ERES. LERDATR, BR X (RBICBRBLTNIENSES) ICHTBIANT
ZAEFE.

0.8397/(1-0.8397) _ o

0.05/(1-0.05) (1t

ERHBENDB,

N1 ZBF>. XA THEFZCHBNTETIVRBROBICEBENT\INET
HD N IWREEE BICOREWBEESE DIC BE, EFILEIROEDHOM
DEAECDU T E[Congdon 2007 FE]ICED), —RBIELEKRELTICTL
EET. RAZBFICONTESDUBBENITHLDS., F—4 x ZEAEILE
B (AR, BEFRHTEG .2 BULEOT-IYBHETEBSEFT—IX
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DBILx) IZ 2DDEFTIL M, MiZLEB U, WTNHERRT IENSHESE
BAD. N1 ZXBF BBTRICKNEZS5ND,

B p(x}M,)= Ip(el !Ml}p(rlgl!MI}igl
N p(le'J) Ip(go |Mo)p(x|90,Mo)d€n

(& 12)

CCT pxM)IFEFTILM DOEDARE (Marginal likelihood) &ELiFN,. BFF
IWEBBT B/ A—5—6, 6 (BEDHREECDISVIALER) EB\BTET.
XDROBADESICRITCENTES, EFIVCELNSA—I -0 DD HERE
TAEZRD (LEOTEE) L. ETILMOBDABERD. ZNESDHEAN
TZXAFERBLTD (RELEICBTNBY,. AELTRE 2 DORS (BERE
BH EXURB H] ICHBITDINSA—I—0DBAMEBOLEROTINDC &
CBE).RFEOBILAEDORDAZEIEZEOTBAEEKRLTLBIOTIC TR
NN CREZRFIENETSIBMORY - K& (Bos 2002; Congdon 2007 73
E) ETBELCLTUVEEZELN. X1 XBF B>l &3, BRAT-IHSEE
FTILMDETIMEIDERDS LW EEZEBEL, Bo<l DIBSRBZORER
3.

CORDIC RAZXFFD 1 KOKEZEVWHDNENDDBERICER IZEFILER
TRIDTHIN, BONLEBEBELDOISCRRINEINDICOVNTDOHL K
12DV ED (Jefreys 1961; Congdon 2007) & 103 ICRY. kDRGSR
ICEHTSBTEINS ZBFN 995 ERDSNECEN S, EEREBEICOINTO
NBEFEZE) ETILD TMEBHRE] ETILEVERHDSULNERBRT I ENT
HETHD.
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F103 RAZRFICEISEFTVBROHC ES1Y

RAZXEF B, ETIVERICET 21 XBAFH DRI
1 EYhEL ETIOEXH

1-3 BLEASEETIVLIEXH

3-20 EFIIEXH

20-150 ETIVISDODTOHLEHL

150 L b ETI I BEWEBH

Jefreys 1961, Congdon 2007 LUk

CNETICHBANLELDIC, A1 THEEATERAONSNANR B EESHNRE
(BHBINBBHDHE) EUTMDABTENTES. PICEXE. HESNIE
EEXOBEERL. REUCBHRR (LK) OEREICAE<KETS. =
B SA =S -8B BN oD . ZNEORRABRNER TH-EDT B,
At LEEAARDOBRERFTNVDICROZICENBHCBEIBESDBL), CDLDS
BRAZWMOEHIC, RETHR., AWEACHEHBZEOVEDTHBIVILD
JERTEVTNINOEZBINT AL TN SOBERR (HIEBESH)
ORAZABFEYIAL-YIVICKORDBICENTREB > TN S,

EFRKBORECLETS SNP ZRATIMWSEE DL, HIZIL. SNP ER
B, EEOCHEEZOBRETICET, A1 IBENSOPTO—FHERAE
& SNP BTN\ BOATETHICLERBRICRREINDICETHS S, N1 L
BN ZBAFREDEBRVARLZNZNTHIN . B<OHARICHT,
NS ZRBEZRANCES - HFEBIESHORERNT TICAEN TS (Lunn et

al. 2006; Marchini et al. 2007; Morris 2006; Servin and Stephens 2007; Sillanpai and
Bhattacharjee 2005),
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...

SEOKEEME SNP BTZRETDIE. 7/ ASEBTORRNPYYI -V
Y+ A8 T 1 (Genome-wide association study) [CLDEBBRBUZTRERTETS
CVIRNEBREAESN, K- T, BEIEE - KEEESDLVBLDE MHB,
FODB<DSNP BRGFENSREENDCELCEDITHSS,

ER. TOLIBHARDSDHNREABCERL TN ETHZS, COT
R} BECBABBOCENI IRVICETZC FEBOHBICBREDITIT
W<, ENDRA TRUBFHR P TO-FICKDBUEHABBRENEREND TS
SOCLEZRKT D, — 71 ZDRIBRRICH>TH. RROMIHBHER (2
E. BERE) OERNBERBURTHDD, N1 IMHRESHL KRS
BRICXATIRBZEL /NN -FU—EL, ZNEEBVCBRITETHRNERT S
CERBVSETERL,

LD UED'S, MEOEXEE NWDICLTRERET—9ENETIN CHB
CEE/RNTRNITRL. ERICREEZNE SNP BIEFEO, HRT Y TILICHE
UTIERE - BMICERRRSNIZEE (BXE, BESSR) ZNEIT ST N, HEt
FHREERERCRITOHRR THICEERRICEMUTHER,
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< FREBREE >

Bonferroni M#fiiEA (Bonferroni correction)
ERKZEEBETEDY N?ﬁbﬁfﬁ%ﬁ. ZERTICRIDEBKE T IFHETHD HE,

SERTICHISBRKEORIEZEZE LT, BE—RNCASNTEEY, RTNTERKE
BESR, 947 11 I5— (ARRATINEMREHE. BoTRRLUTLEDTE) 584
FCEEBMERICH I, AFRBTNCROIFESIREZ>TNS.

CGH (Comparative Genome Hybridization) 7%

251 FASZACTERRBAZEOMIT, BIROEBRTEBMUISIES DNA &2% DNA (51X
[FEEMABEID DNA) ERMSHICNA TUSF A -3 VEEBTET, I BOBTILERE
FRDCENTEDFHEDT L.

Cockran-Armitage trend test

PIDTI—=23 29T 1 DBERERELE LU TPUIBE THYBEER ST ED—8n
TH MG FETONTREOLDENFENEREE I IO TCEATNSEVSBREHD
M PULITORERRENT LREFEORED 2 BOBRENEB>TINBDT, &) P EE
BBCENTEOTELENNTEE. /272, Hardy-Weinberg PHIHWE)ID SO NN D & (6
ZIE, AT =PULILOFREBSEDBEICBEHTHENSOFNIELD) . BEFETO
REQHGAEURBSHHD. 7/ ASERIATIE, 2 RROU——IIDEHERIZ SNP &
BT U2V, ZOMR. HWE D5 0fEED'SH > TEXTE S Cockran-Armitage trend test 1
BUBEEETHD.

Common Disease-Common Variant (CD-CV){R5.~ Common Disease-Rare Variant (CD-RV){R5#

BMEEOBRETEDH D SNIEEE (common disease) 3, MEBEREBBEHERE HHEMIC
HWHES>TRECVVZIDIBEATERETHD, F2. TORGCERESE—TEL. EROBSHE
LFOEIRT, HBVEEEEREN LT, RBREICEDIEEZISNTID, 7/ LAOBHE
MDSOBEBICELD, HOESNEEBORECEDIEREBSMPLILODLELS &H5—8., i
HOBEMNTREREBELTNSEEAZDC LB DTN TH D, BEN THEITDIERET I
FEPUIOEDREDEL (LA (common variant]. {E$8E [rare variant]) 7Y, CD-CV
HBELU CD-RV REDIBEIEERTHD.

copy number polymorphism (CNP : O —8%1Y)
EHIC 1% EOERTHEETS CNV DCE, PES—VREFHOR\SBRREGEIHE
CNP DRI HITHD.

False discovery rate (FDR)
BRRRARIASNCRED DS, RFICRRBFRRMDIETHIEODOES. H3 p @H'ERK
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$be§i5ﬁﬁt3.nmm£%ET§3n5.CCT.NngﬁtmﬁimﬂE.Eﬁf

[, SASNEZ p BLVECEBREOREEDY, ZTU T4, 3. RERBIBETHIRED.
INTOREICT T IBESDEEBERT.

FDR Z—EOKEUTICHBEIT SFES UTIE. Benjamini and Hochberg (1995) . Storey et al.
(2003) . FBELU Storey et al. (2004) MMBIEZNTIND, TTTIR. TRNTOBREEERED
BELBICNM V-1 i 20 | EXMNB X2, BRETOpBEGEIC ol (BRETOD
p EZERAKELLEEED FDR) ZHE L. COBNHIELE ¢ LDNEN\EDEERE
B3,

Fisher's exact test

NAZERFEICHBNT, BEED s UTFORIHDGFETIEBEERLS, 2T, IBIEROT. 5
DOSHEZEZ T, INTOEHPSHEERENL, BONET—INEONDEREZHELT D, &
BOPIYII -3 A7 1+ TRELDBEYERNDIDT, N1 -EBTT+ITHD.

Representational Oligonucleotide Microarray Analysis (ROMA)

2003 £FIZ Rob Lucito SICK > THESNEZ., CNV EEBHITILODOFEETHD. 7/ hAESIE
EBRTHLELULY, PCR TIBBT DI LT, BROFELDES / LAOBEEEIDER. SHm
EoRLEERIRLUE.

PUST—Ta s AT

3 SNP N'EBEBIEL TV DN ERET DFETH D, S MEIEARODAETCRES
BUBKTHIIN BEFICHNTHREERBEE, HIBEFERELBENSEBHFAEE
CHDBOFERNEREEGETDICEENN BHEFZOBRGCTFERNIERATHEAEH
LTHFETDENSTETHD, BIHDBS, ZORGFERNRETHINBRBEL\,

Pl CGH
E3RMD CGH ZTRHLSNIABERADDDDIC, 251 RASAREOER EICTO—T
DNA ZHESEE, LWDRBVYT 207U+ Z CGH ICA UIEFi,

WRFEAE 1 22 (Genotype relative risk)

2DOPUIL (M, m) D'573D SNP DIBS, 3 HRAOETGFE (MM, Mm. mm) HEEENES
o SBRECFEOBBRE (RER) LkOCEE, BEFEETYZADELE, BZE. m PL
LB ZOPUILTHDBE. BIEFE MM K0T D Mm H30)\FE mm BGFEOE G FE4E
MURADEHET ST EICKD, TO SNP OEBADBHDOTS (B, L%, BEEAGTETIL
BE) BEBRTICENTEEER D,

BIFREEDY

WEFRBBOBAZEOC L. BLFH'I— FI39V/NOBRIIOERZRNEDD, LS
Z<OBRGFICBNT, (D BNZBLRESNDICE,. ) ZOBRNSENREGHICRE
SNTNSTEBLED'S, £ FOEROEBEDOBETHFIEENTND, BHATRR, XD
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HORRICBNT, FVINDHELANILTIZE< RNA LA TROZBVEHRELTNBTED
5, RCFESNESLEELA,

BLAOREN RRRS

ERRRVBE—-THOBN'S, TR, KECLICRECHHIBRNIRZDC L, BRFES
CHBNTR, BEEANEBRECEDDICEBHATIEOD. KS5TIHRERFNERBC
CEZBGARBEUC LU, —7, BEBRARHS LY. BEOBRERICRBENDZCEBEIC
KDEEBREICLVCEDIBSERRBRE LS.

W HFE)

EMEDICHIDPLUIVEE (ERERABGTFEE) ORSHZRENZNOC S, HBHRH
SROURNDEIEFEN UCPUILDOGER REFT—-ILELENIREFOERESHS
DIVF LTI VT (MENBE) ICLDERBTTENTE, BEBRBORTLICHT
DPLIVARRBERDMBICHENT S, LEN ST, RICEFICENZRAER LIV
CELUEELTE, COBREICEIVEDNSENDNDCENHS.

1 ZH/EEE

2RAYUENGHET DIBS, BRED. JIODBETRL, TN2NORILORIIMERETS
FETHD. BRERESZNZNORILINRITHD, IIIFRHZZILVEOERICEENDHS
THd.

R IR (RN

REtF TEEDBIDEDIDEHOENDED, REBICRENBNENDCEERTET S, 2N
ZRRRKRCD. BREBROSBETEDIEERENDBIEW), BERSNSETCEG\E.
BRENZNEED.

{@rst

HEIPUIDEBERSET BEN SBREBLED TN DB\ THICETHB. HBIF2 M
BIETHIEMTERRTHD, MROUDERBIEREL. HOANCEETE. HIRETL
PYFEREBIET DL ST ERBL, WIANBBIFEB L, ZNICHESBBUDLE LS,

#H¥#:Z (Recombination)

BHDNOE. WEUEZDDREREBED—D, HDI—EORBTANSHY (BBI) .
HERSAREBRBIRGETFOMHIENE THIREFMRENIRL, CNICL->TRSE
BFRBOEN, BRELT, BEEE-—DORBELICHELUTVVE=DOPLILY, BEHIC
BERHEORICUBIDRC ST,

HHRZDRCIER R 3, 2RELOBEMCEELTHY., BEFEMOERNAZ
WEE, EEZNERCNOTIC, BRELTHEBRZIEEEL< TS,

5T« 7IVEF') Y (graphical modeling)

REUSHRIMEEANESEE U, SERT-YOMEREERTHRITTIVE. Ry FD—2
TS5DICL > TRIFE KRBT —H\OMAY0, BEHSUOBIC SN TETHO.,
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SHBEHERENDIPTIO—FD—DOTH3B.

RHEEZE (deletion variants)
1 kb LIFDIERBSINRET DY / LABEESR,

TILEEPIVI -3 - 2951

Blit HapMap SESICEDT ) ABHERT D SNP T—INK—2DTETIND, 0D 30—50 5
SNP Z@RICHTEYTTDTSY I —LDTETND. BABRICTEVTICLD., B
DBRFEBOC MEROBSEREFIREENDLSCED, ZOEIOR CERRET
BIEDEREBZ O TND,

B®h
REREICHI SREERIRBTHDIEEL. E L BRERERANTIRROC S EBL0.
(D) =1- (82 BOBISORR) TRHSN D,

JE—% 5 (copy number variation, CNV)
1 FOXR=ADSEMAIIN—2UITRET /) LSBEDEEE L I3RAT BT ET. ZOBBICS
FNI/RIGEFOIE-LHENE L BBV T BT/ ABEERDE,

MEAE Y (glomerulonephritis)

RBUORENRET, BOROMEE >CERD TRIELORITNABREBY THD, BR
HREBROSICINENHDIBES. AREIIBRAEOKNAZEOBAICHSBED 2 T)L—TI-
ABIEN., RAMBZSICAYEEBYICHIBTENTES,

BZRIR

EMETNICHIT STRERPUIVAEICEEES 2 3TBROV EOTHY, BRATAC EL
INd. BRBRIZ. KBITDE, FOBRRREBDEARIRE ICS1IS1. C. Darwin 1 [
DER] IEBNWTELDOREHE UTIRIBUE MNNatural selection] 12, Fé& LT, FOERRIR
DCETHB MU EUEERERPUILDBEFEDEDL D SEUNCENTHIBSICIRIE
DERERY, ENUEERBSICIRAOBARBRIZNZNEXED,

EEBSMRIGF
ARTE. SRFEEORECEHDIREFOCEERBEBERNET &L,

o) W= 5 —28 (Charcot-Marie-Tooth disease)

BLMREWERBEOVEOT, T - RER UHE UZOREUHOBEOHHOE FELD
HEETIEBTHD. RKTIRBUVERT, 2500 AIC—ADEISTREL. 15 12 R TRE
93, BEEAC UTRERBEEMERE, BROESURE, X ROKEREEAG. S8R
B ITNBVJRERNES<HENDERICE TN DDDIATICHIIBTENTES,
CMT1 [REERMOE CBEDICK IR CEEENE LSBT TS, F/=, FIEBROEER
BTIVRFR/IWINHENDOERETT, ERLTVIREFTHEDBNT
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CMTIA:17P11.2-P12 (PMP22)& CMTIB:1q21.2-q23 (MPZ), CMTX1:Xq13.1 (C32)0' %D, ZNIC
WLUT, CMT2 BHREUEPHE T IHEBE T, BRECBIFRTERE U ZETFENVEE
EH7, HEHENRIIICETIRSND. SOECS, EMRARERRLS, WEREENE
93, BLFEEBEHCBRONTIS.

2ER

HIRGFRECOBRN BEORRVES I IRBOC &, HIZ L, SRFEBICHITR
HIMGFUEEOEDOBNT, RERREES2IIEEDESH S5BER (penetrance) &
HEIDSTENTED.

B 1 BOER
RERBREICHIDMBERAVETHIOICEHOST, REERERANTIRVDTE, Typel
error VIFBECEREND. B | HOBIRNE CIRRI, RHRTEOEBERIC—NT S,

32 BoEiR
REMEEICHITDRERRIMATHDIICEEHS T, BREBRERRTDIRVDT &, Type NI
error D@EMEELIIND.

LERTEDOHIE
BRERECHBNTESSADTRAMERTROELTHICNE) P BERED, L% T2+
DOEHMTHIET DUBD'HSD,

ChY7ZeRA LR

EMOEFICH LTEMICERNICERSRERARROT &, DI RAERICIXERRIRDW)
STEREL, BEFUICKDEMRENOP L /IVEENEB T D, 28, MPre) 2=20me
R BEIC TPUBER | OHBE5T. RONTOSDFNWHDURREREBETHS P
UISHENER] EZFNDICELCBRBENEL,

—a—3IbxRwv FI—727 (neural network)

AN 2 —0Y GBI 2\ O 1-0VHSHREBEENUTESESITIY. v+
TREECT, ZOESEFLEAN-1—OYNGRBEFTIEIVE 1 -9 — L THEEL. 2
NICH > TRERE/SIEHOFE. BIDBE, BWM/\—ET FOVEREL. /\v270/8
T—avaERNTEE8IPID—F&IETH. BCFRMEBEFBEETICHNTIE, MBI
BEOTOTSIV/IERANDFESRIEENTINS.

=227 —=Y3 YT (INEZETE, permutation test)

JYINSA By DEEED—DTHO, T—F v hOSUY ABRMABZ 1R EGHBOH
BEZMARVEL. BSNERTERITBODEDS, TOTF—I Ly MCBI IR ERHBOS
BHEZHETDIFETHD.

REMOIII M ERCEDICRMUCERKEESIIRE, B<OHBRENEET 20,
ARIBIET — D DRIFICILEZZ\,
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ISl SNp

H3 SNP DEDRGFNFHHN,. £ SNP QTN THUHSAZ TR UFBS, ABTIRZ
DSNPDTEZ THNIE] SNP ELS. THNIE) SNPIELTIZ, TATO SNP B3 PEIEN
ICPUTHSCTLEERELTRD, UED'ST, THNIEL SNP BDIDE{EDSEE L= SNP
THITLNBR/HEIND, MUORBETHD MHINE BEFER, BFUANTODIETIL
ICES VBB F CTHDIIUESDBNEDESLLT,

INTOF=E (haploinsufficiency)
WHEREBEO—RICERNE U THEFRICIBD, BRTIIV/VORBHNFET 3E0I- @Y
BEIBCE,

FERE BB MY PRESAF SR Y

BOERMOMMEOED, RYBASEHDIERET. RENCTHEESBEEER. T
ZHDBVNBSZIHFEREHBT. RENICE. TR, BELOMASERLGERED 1~
10%TRE L. FHIOREBDERDG D2 4~10 BICERDBSONTL D, F4, HEEAE
& O-157H7 % DREWBRBLETHNR - SRBICB<ROSNDIESCR S, ABICEINTE
TSIEDD, —BIDBERECUENEBHEEEZ LNV ERTEESTT. ZNICXI LT, FE
EE—H\EED‘BEQAEZ-»’.E.Bndlfﬁe‘ﬂiﬁb‘?jacCEDDD'CL\'C.%?%E&}BH&

DFHEEODIZE

BFUNILTOREHZILIC DUV TOIRRET — 9 EBEET BI20HIC, A4 R EKIMURA, Motoo)
[CKD 1968 FICIRIESNE [PURAERFNRG) CET<EROTE., EMEIEDBIET
£ UDREFRREROASDBRRDLICHRERIFS B \PINBERTHI, DFLAILT
DEENEEOS<IE TNSORROEMEANICIBANICTDL, BICEELTITEICLD
LTS, LTIHTHD. COBTE, VUTRBHINEFICEARERAERIDFLALTD
EILICHSTICLZRBOTND (BSHICHEEZERILRENTE. HD\BROSHRBIRIC
KDEMEDDSMOEMD : M328R) OICHLT, ELEDREEARICHTS 197
EIEOPLETIVI TR, INTORRERIEIENICPITITHITEER/RELTNBCECIR
EBDHUETHD.

SIENEM  (segmental duplication)

1kb UEDFREFSET / LABFIDUEIEL. ZOETIMT 90%L DAY I H BT &, IHE
RBRBEMTECSEO (interchromosomal) &, REBEATERCSED (intrachromosomal) 1t
maﬂ

NA ZH5E

NA ZDFERICEI<HROBHOT &, A1 AOFERL, R/ SA—5—-0OBEDT (&
DVNEBBEHER) 1, 20/ \SX—H—DBEID (HIL\IEEER) —AZOBICHHTS
CLSTEZERL, BRORENSBHENDS,

AT DESMRY (loss of heterozygosity, LOH)
BR. ZBEOT /LATER, 8H5RURXBERO_BEOLEEEROED. ILREFOES
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[BRED (NTORBSMERTS) . LH'L. HBBOLSICRENICENSLZOMICEFNE
Fl& NILREFOEIIN'E<A—THIRAZSHIBENHD. COBSEATOESHR
REMS, V120751 b SNP OBRGFUREBANCHENBCET, BHUERERS
REELTRREND. T2, BMIETROARGFEERDABRGFESTEST LOH 7
ECTVSEIDBL,

BIRIE IR — AT

HANRETIRBORE LTV BNEDENRE LT, HIFAEF (EBMBH SNP PL
U REFRORBBE) B ZOEBORECEDSISTEEES I INCONTENHRES
STE. =75, BEURBSRPITL EIQEHR, O—BTHS.

AR

—HRIC, RIFOWAT -9\ KHDBHDIEENM (HIRB) ICHVERSNEEEZBTE
D TABS U Likelihood | ZRIDREDTE. RROMELTIE, LIS/ (S X —5—anks
BELTERBREN, ARBMEELEINS.

98 (Linkage)

HDIRGFEICHIDP LIV, BIORGFELCHIIBPLILEEEIC,. —DDINTOIA TE
L TRDSFNGESNDIRE. PUILDOGEER, —RICHOBRGFEICERE<RATIND (A
ITIVORYIDZERD 1Y, B—0OFRBE, UNBEVICHE LERGEFEOBS, ZNoiLEs
DEHRICH DT —2AN'BLN,

HEARFHT (Linkage analysis)

R REXBE EOEROMREMRAL, DNA BSRREEY-H— (B LT, BRE
MRZESET DRICTEONBEEET D7 70— FE BB & L5,

ERBHOS <3, RAFICHIDIABLEEEERE LEEDOTHD. KELHIT, /15X
U DERBITAE ) VNS A B v 2SR EO SN ET 3, 8152, ERO#EG
EAZHSD UHREVTRNZEGRIFEATHN, VEOXEREERT—INS, H—HliE
HEEOREBCFEZRRT IBESCENTHD. #E. HFEORGCHEAERELT. B
BHTHBESNSPUILOBICEB UEFETHY., BUONERBRERT—INS., HMHTHE
TR ER T 2RFEEORREGCTFEEFRTSBSICENTHS.

EFORBENRE UEHABRICHBNTIE, /VISSX LY v OBERTEDN IR TH . ZOD
TH. ZBULEDOFIE (Rl ORRRESHNELTHRSRERISIEFNREE<EL)
5NTLS.

WEEHATE (Linkage disequilibrium) /%5 77 SNP
A—REEFTHETD 2 DOULEOERN, SUSATRE< BB UTHEE LTLDREED T
& BELTVSPLILDHEHEDEDTEBENTOI A TELS, MO SNP D4 EER
TRHICHDIBE, TNSORGCFNFHZG—THIERBICTENTEIED. ZNESDIS
DUEDD SNP ZHRE LT, EREOBMDDEREANELNC EICES, COfiF SNP DT
EZ& [BZTSNP (R—71—SNP) | &KV, BESMRIGT Y v EVTONBEIETIZ. 527 SNP
S EVTIC L DURNTEENTEIND,
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