F6.1 MDRDAADIZ P AIDF -
SNPI SNP2 SNP9 SNPI0 P _C

0 1 LA | 2 1
1 1 1 1 1
0 0 0 1 ]
2 2 1 1 0

TOEES. U SNP BLURRYTHD, Bhomill, SRESONI SNP CHH2E
EFE (00X D v—PLILOINVE. | PATO. 20T =PLILOKE) E7Y, EEL
RRUOEBSOH. 0 FREE | PREEERT, SICHOMZY T TEWS, T2, 5B (SNP
BLURRY) CUATHICEICEEINEN,
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DS 77 ILDEIRATS
Q&) A TEATS =S

OSIBAAL 77 NI
SERTES

_— o i 8 Vot ¥ Mol Pt

SNPY
'

i
|
i

it D = (==

6.3 Y2 D177 MDR ZA\CEE T (EBRA

HOBRIZ, 102y FOSNPOIB, TICSNPI & THREY AVICHSLTHDOREN S
WTEETRLTS.

6.3.2 RS #IE

CART (classification and regression trees) (3, F—S EMRTITHERE .
BENBT-5DIOS2ABHEF. HIRREHRETIBEREFILERET
DEODFETHD. BELBIZVOREICBY-—FRY. BLUZONELY
PRNSN.KDNEREZSZABENEBAENCBNTT—IEIBLTIN,
M 64ICHMUET—IDIBE. SNPI £ 2 EZNZNEEE L TF-9EL8T 3
E.MBECHBIDIYZRYONBEFRISE 0.167. REDOBEIF 0476 E730). 55
LTNDIDESDELSBRBTBDE SNPI THICEDNDHD, LEN-T.
CLTRBETSNPI Z, RICSNP2 ZBE - LTT-9DDBDETRHN S,

o3



N—k/—F

W

SNP1 =0 SNP1#(
ID SNP1 SNP2 P_C - L o .
1 0 0 0 Patients 1| atlentl
g g i 8 Controls s | Gontrols
4 0 0 0 =#n o278 | =K o oon
5 0 1 0 —
6 1 2 1
7 1 1 1
8 2 1 1 e
9 0 2 1
10 1 0 1
SNP2 =0 SNP2#0
Pati_e_nts 1 Patients 4 _J
Controls 2 Controls 3
CoEB 0.444 J "-ﬁm 0 4ﬂ

6.4 CARTI[CKBDFT—90DHH

SNPI £ 2 ENZNICDNTTF—9EDNRTBE, HSCHEI3Y_MUONBR

0.278 ]'0“ +3) , 0000 ;Of" 0 . 167, wEOM2 LM ;0(' L 04901 (+3) _ 5476

ERD, BELTVSDEIDELSHAT SO SNPI THHCEN DS, LENST,

COTREFT SNPI LDV TOF—-2088NGEEONS.

BICUTETRET -9 TSNP D' 2 Y FOBTHIED. F—IDHBIZ =
CTHRTIDIN. ChEDRREET—IDBER. BV TILH 1 B3, Fic
BINTOYYITUNES>E<BUISACRT BHKEFE T, T-YDDBERE
VBT, CELZO®RE. REREICKLD, BETRVEDCONTRBEF—
DEMET D TBDET I -V (BE) EFEL)., BROBETILET B,

MARS (multivariate adaptive regression splines; SZBBHNEIRR TS 1 )
(& CART CE@RDHDBREMHISHEEEDTHD. CART TRHNIE
ﬁﬁ‘*iﬁﬁﬁﬂ?jugﬂ@ﬁfﬁémf:ﬂb EREHNEENBT—HICE
BREN'TEETHS. Cook 5 (2004) fF, CART HELU MARS EEINT. Ay
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BRCHTIRCFHEEFRORTEERS TS,

ELES VY LK (Breiman 2001) . ARBBYOEHERIBLSCHES
NEZPILIIVZXALTHD, 7/ L04 REF—IORBKICAIT. BIEEED—
2ERNED. RENBPILIUILARMTOED THB.

1) FERT-HELT NEDOBBREDRBRNS. BLEOT—-r2ARSyIHYT
IWEETBET 3.

2) KBy RDSNP DS, k (<K) By FESYSACHET S,

3) MEUL kY FDSNP D5, ZEICHTIREREBELEIETS SNP DRl
GFREGLIC, 1) TOEI-FRARSYTHYIILESERT 3,

4) 2) ~3) ERVBLTT—IEDBIL. REREERT D, BH. TI——y
BFIFE020),

5) oob (out-of-bag) T—% (TI—rR+SwITHYT)LE LTHBESNGED SIEF—
5. BRLTEN 36%DTYITIDBYETD) ERIIAT—IEUERERTES
732,

6) 1) ~5) &M ERDEL, FRESNEREATATIC OV TOREREDRZE
EFLT, SEMOEBEERDD, 55, EEEOHECE. Y-HMEHL
DCECETRETHD.

SUILRDBROBRES. T—IDRBCHBNIERE, TATOEHNS
TRB.HBEDUOS VI ACRHENLE Y TIN—-TDDHST, ChicL -
T HREHBREBIILAEIC, KMERT—I9NSORBERARICERT
DCLEN'TEEER D,

BRDIEZER. BEFOHBST. HOSWINBTLEIBLSNTHY. B

DYIFDVIPEZFEIDIN. R TERTHTRTH S, CCTRSUTA
RORTHFELCONTRET S,
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RTOVILRERTIBICR, FFIVVU-ILY1YEDT

> library(randomForest)

EAA UL /XY T — randomForest ZIEIFH Y, RICZ,

> datl <- read.table("C:/cc_test].dat", header = T)

ETNIEC RSTTDFFREI 21U ce_testl.dat DET—INZH datl IC5FH
HRAZIND, BE, cc_testl.dat OWBIIMUTICHRT &L SIC. SHBEBE. 57 SNP
BRURRETHOD. RRENYFHINTHIC &, AN ZAN-ATRYSNT
WS T EZRITIE, MDROBSERUTH S,

6.2 cc_testldat I 71 ILDT—YIHBR
SNP]1 SNP2 SNP9 SNPIO P

0 I - | 2 Patient
1 1 1 ] Patient
d 0 ‘ 0 l Control-
2 2 ... 1 1 Control

T—IERMHAAICE. BT

> result <- randomForest(P_C ~ .. data = datl, importance = TRUE)

EANTNES VT LARDRITEN, BROZTH result CEEHEZND. CO
REBRUELBSICE,

= varlmpPlot(result)

EADTNE. B 65 DESBRBROBHEND., COBRHS. 10 v ~® SNP
DO5. REUYRADICEBSLTNBDR. FIC3& TTHIENHREIND,



result

SNP3 * SNP7 e
SNP7 o SNP3 o
SNP9 ° SNP1 °
SNP5 ° SNP5 ¢
SNP1 o SNP2 g
SNP8 ° SNP6 °
SNP10 ° SNP9 °
SNP2 ® SNP8 °©
SNP6 e SNP10 ¢
SNP4 | SNP4 °
T I I ] 1 ] I
00 05 10 15 0 10 20 30 40
MeanDecreaseAccuracy MeanDecreaseGini

B65 RTOSUFATBORG
TZOER oob T—9EBETERTEORENS, BRICFRESSHESNEEROBER
Zmd. L\TNE, SNPA &7 tl'#ﬁ'J.‘15'r:ﬂ%btb\é@lﬁﬁb‘ib\:t&a‘vbt‘b\é.

SYIALBFBICOVWTIZ. RIEE TH B Dr. Breiman (/205 S

( http //www.stat. berkeley edu/users/breiman/RandomForests/) TH 71 —®D Y22

DVIPHRRSNTNIN, MBICROCERNBHNEERGEET S, B
BE&ETD.

6.3.3 v FEERZITE

twh%ﬁﬁﬁ%(&&ﬂﬂi@Di&FmEQHMJD5®@§C\Eﬁﬂ
DRLEZBE LTHR, RIBENEEEXTHO. ZDOPIVI) XZARUTOE
NTHB.

or



1) Ky b0 SNP ZN2NIC DN T EBEDRSEICEIT BT HE R 16 = 1,2,..,
K) &, fEPISDIC 1T B Hardy-Weinberg TN SO TNORERI B v, 58T
. IZIZ L. Hardy-Weinberg LD S DTNHD 1 E VT ITS—ICREALTL\ST
REMEZE®L, MIREMICHUV T, Hardy-Weinberg TEDSDITND—TEDKE
(1%, 5%BE. A—Y—DREITD) METHBIDSNP [CDNTIL, 1,=0 &
5 (FUEVH),
2) K'Y FOSNP ZNBNICDNT 5 =1, = 4, EHE L (EHT). BIBECHAEZ
B,
3) 2) THMNBREMWICs, (=1,2,.. .k EELk<K) E—DFONZ (JIL—F
YD)\ MIEBEEREE S (DERDD (S (d)=s5+5+..+5), FE. ZOOE
N==aF=Y3VFRAPCE>T S (@D p BEHET D, BHE. d . ki

A-Y-N'BETRET D.
4) BSNEkDpEDS5, BINDED (ming,) E522 SNP DR . EE=
BI5T 3 SNP DBENDEELTRE MENSULL ERESNERETH S,
5) N=22F—Y3YFRALIEID. SYFACHAREZ Ty FCHULT

1) ~4) ZROBU. BSNIE ming, DRTWHNS, AU IFIVBTF—ICHTS
REMETMORRNZ pE (o) ERDD,

Ty FRIERITER. RIBBFOBNEFSICLISRBRLTED, TRITO®KL)
ICHLTHRR THICABIC. BORBOEEIFATHIRE. &0 SNPBIC
BRBEEEBNIEETINREERETESEL). PR TERCEEETRS/EL)
SNP D'BFASNTUE D, FLEHE R LB OBIRICH S SNP EE SIMOIRS H &
WOCHBZERLTHO., thOFEE LB L TRAEIZOOEL,

COFXRICDNTE. Dr. Ot DY (http://www.genemapping.cn/) T21J) —
(13 )\ f"f?I?D‘ﬂﬂﬂéﬂtb\%uﬁﬁjPﬂ’)blﬁtWindowsﬁ?@&'ﬁ'Eﬁ%’)D‘\‘J-—



ADPANEIVIIAILTNE Linux TERELNTETHD. BEI 2L
sumstat.exe, &K U statpval.exe DZDICHITSNTHD BRI LERD 1)~4)E.
BENS)ERTITD. FIBER. TESNP BLUERERE, NEEBRELTEF+
AR PAIVEBBINEX (FE5), BIUBBEES SN/REROBRD .
MDR BEDBELETHDTLITEWMESNEL., X2, SNP ERERFRETH
B). TOED, d DBRE®. N—S2F-Y3VFRAPCHITZRVELOBDY
BE, BRBATYaVOBRRITETHD. #BR ROV« ~ESRBRENE
(AN




. 64 —a—5IRy bT—%H

—21—DWRy FO=DF BAD=21-0Y G#EMI) ». to—1—0
IDSHRREENLTESEZITRY., YFIAERALT, ZOESEZZH
D_2A—-0O0INEBERZBUKHEIVE2—-HI—-LTERL., ZNICL->TRER
ERICHDFEETHD.

—21=DIRY FI—=DEBABBLDIBE. B 66 CRUELSIBTZEB/ (-
EIROYEBR L Ny OTONRT -y s V(BHERBOBED - RISES,
ZORBEBEBNTRIME L ISR —H—THIBHHTEERET SEE,
BRBTRRESGEEASMEIND)EBN TREREGI P IO—FERTH,
Ritchie 5 (2003) [, BEHTOT S IV ZEMUVE GPNN (genetic programming
neural network) ZIEIBLTND., YT a L -V a3 VRBOBR. /\v o270/ —
Y3YERWEBSE CLEB U T, GPNN [RE UL\RICEIET 3RS DB L) (Ritchie
ctal. 2003)—75. BRTIEEFBORHDHEN T EDB/EN TS (Motsinger
et al. 2006),
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66 “a—3SIRy D=2

NBORY FO-DEREL. (W BEOIT Y FAOBADE X, . COITy MISOH

NEY,. - 1 WAEE0IZy L5 W BEOIT y FAORHIDEE Wt B

1 L
P = - % =Zw}l"y} 'eg®. coT. swe DREFY X, &, FRICMY
l+e- 4 i

SERULMSASNELE BEZEHNYIER, BEEOI=y FOSOHD W EnED

:!355:2(;4" —r,)q NMBNERSESICROENS, —ROICKE, SEHNTEEE
k

3E
DRBE ( Aw) = ) TROBLEELENS. RERRELSPIL I
»

L Ny 2701V -23Y) PALNSNS.

&I Tomita 5 (2004) I, BEZETILOEEESME LT, PDM (parameter
decreasing method) BR3P LIV XILEMDANEFEEZRIELTIND, ZCT
. SXTODOSNPZZHEETIVERBMELT. Za—=S)LRY FDO—=DDEE

E. REBREBICKDETIVORMZ. SNP E—DFDEFILDSBELENST
V), BEBLBEZSZ3 NP OMBEDEE. BERETIVERET,

=21=2DRy D =DEXLHE5WIPBTR<AVSNTHD. &

W R TEEGOVIETHIN. BCFHUBEFBEORHNEBHNELED
=DV Fr2xz77@F. EfD PDM EREBLEITI-TOY 1 +
(http://www.nubio.nagoya-u.ac. jp/proc/english/indexe.htm) TLRBEN T\ B,
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GPNN COWTRBREDEC S, VI I PRERBLREENTUEL,
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.6.5 T34 ANLETILY

TS24 NDNEFIVITR, RENERUUZEINBSEL. STEF—H
DEREREERTHRHETIE, Ry FD—DISITCL>TRIFETH S,
BLEFHERFBRITOBS. TO—BTHITSI 1 WILAKEBHET U VT
NELEND,

=DODEH A, B, BRUC THEHRENDUTOT—FICHNT, TMADS
AONEBED. BECORIUKICETZIRTEETROIEDET B,

F£63 ZTHWABCTHREINDT—~

Ay A

B, B, By B,
C, LT R 121 o nan
G, iz M 212 Ny

CCNB, Bi C. BERUBECIEDODNTOLBEEERT S,

£64 ALCTEHLESDE

Ay A,
G, R Ha,
C, nys N2z

®65 ALBTEHULEDBIE

A, Ay
B, B, B, B,
My Ny Ny Uy

FK66 ATEHULESRE

Ay A,
"y Ny,

CCHS, BECHHRWCRIITHD., §EHSREERELE LEBED&DS
ACRTIEYOBFERE. MTOR (1) CL->THESNS,
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.
n

D

my =

CNSOMBES. RBOEREOEICHTIRHBIIEBE (X (2) W
NOERBIC # BWICLED'S., ThICERIVEREORR. RRENSETH
nid, BECREVWCRITEL, MEEIBRDERS CERBYTREY
EEnsd.

2 ki B
G JZEZIHM (2)

ik

REFHELT, UTODBRICTILSIBT—FICHIT, SNP2 D560
CIR80. K SNPI EEBEDBERNESTBOIENDET S,

* 6.7 SNP1,2 EEBODBIEDE KR

SNP2 BB Bb or bb

SNP1 AA Aaoraa AA Aaoraa
Patients 24 10 25 41
Controls 27 37 25 11

RIC, SNPI, &ZE, BIUBBICOVWTODREREERT S,

K 6.8 SNP2EEBTEHLEDBE

SNP2 BB Bb or bb
Patients 34 66
Controls 64 36

#+ 6.9 SNPI1 & SNP2 TEF LIESRIR

SNP2 BB Bb or bb
SNP1 AA Aaoraa AA Aa or aa
51 47 50 52

& 6.10 SNP2 TEHLEDBIE

SNP2 BB Bb or bb
98 102
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CCDB, BOSACKRIZIBBEOVOMBFERUTOED &3,

x611 FUOSAOWBEYOBFE

SNP2 BB Bb or bb

SNP1 _ AA Aaoraa AA Aaoraa
Patients 17.694 16306 32353 33.647
Controls  33.306  30.694 17.647 18.353

G‘:zx[nxm : +27xIn 27 +--—+l]x1|1—“—~]=16.814

U > TR, 17694~ 33306 18353

EBD. BBRERQ-)*2-1)*x@2-1)=1THY, p@ER40x10°UF, T&
DB, SNP2D'SZASNEIBE. SNPI EEBEDOMICIE, FERICEL B E 5 R
LT3R,

TS7ANNETIIIRBREETIC, HBOEMOEMFRLHRH (Thomas
and Camp 2004) b, FEWI VDT —H O (Homg etal 2004) ICHBENT
N3O VACFRABEFRBRACHBUEHAR MOFERELBUTEREDLE,
UDUL TRTDRLY EEBIC, AREBESLHTILSEHRBUOMEN. T
DPTO—FICE>TRRENDIEVSIRRBIELRCEBRENECEZDS. T IAD
1TET=9\DHAZRBICANIZRET (Verzilli et al. 2006) EITICHE->T
BO FEBRTEEEMDEZPIO-FELT. SESSRIBNEEIEIND,
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. 6.6 BEFREEEARTEORELSBOREY

MEBNTELLDIC, CTHETRRBBGEFRIBEERRITENMRIEXN
SERBIC, TOF-VNEBMCHIBASNTETHY, BREOBHDEL
SOREBUDIDIHD. LHLEBHS, ¥/ LAD+ FEERIAEE., FRCE
BOKREBRT -V ENREUVEHARDIRAROEDE B >ERE. TRFTOKLJ (F
BUNMRBONICAZREL UTULRBENZMBATHSD. SYFTLAHTOEY +
PRERINAR, KRBT —-9DORMCEL TR, MRV CHLTERERTE
H3IN, ZOBE. BEBRETISEEENTE, ETNEBRTITHOME
WEZHENICTDICLRMBEIXIE/EL.

FE, SERGEGCFHBEFBRBACEESEST, @67 ICRILSIC, Il
CHOEFEECRABICERUL., £EMBPENBEXAN_ZALCEIDEVNEFIVICELS
PIO=FHRODENDTHDD. ZOEDHICE, BERBETF—IBEESD.
He) - BOMBGOEMARELLET—SIEESHMOBRINGE, 53 DH/HN
FTEWATD,
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. BEFIE—HERE CNV) k&

. 7.1 CNV &1

BAFE T, MBGFBRHENZIE SNP) VX BEE. SNP BERBEREE
DNEEDTETRCFBEEUVUTEZISONTERE., BEROECS, ABEDY
1T RILDSUT SNP THD, o E—EBEOBVRECFENCREESZ2BC
CTREBEEOLCD, FE. £FEBMBOISBERRESEAFEBORD DT
SCRBZESARCVTD. KEBOD SNP EEHTED DNA F v IO 20PL
1TEBEESTHRESN. EHOEBICHETIMGFORRICENDHTRERNE
V=IhEBH>TWND, FE. T—S5—X—FERTBHELTL\DES5Z, BRA
D SNPEBRZAIMICETEONETDISEAND., WSSCRBRETLDIET
SHABITNHNTN D,

ECBHNEF, BEETIOE—MHOREDIRIGFRED. T/ LASRICHES
THEEIDICENBSDICESN. ZNH'SHRERRA|EEB->TNIS5 LN\ EN
DN > TE/E (lafrate et al. 2004; Sebat et al. 2004), DT J LAWSERZ MCopy
Number Variation (CNV) | EEN, BRPDT ) ARBRELCEOIEEEDT
L\D (Feuk etal 2006). CNETICE. T /ABRUD 1kb UEDFE EFE S>IELED
HUTHEA, 188, ZUTREIDIRBOASNTUE. COLIBERDEL
ERILCBEFOVRERL>TUVERS. ZORGFIE-VICBELISELD, D
EO, TCNV) EVWSHBICR., BEFIC-MICREBESZIDLOIBER. T
NETIC TZENEE (segmental duplication) ), [R%EZR (deletion variants)| &
NWSBEITHSNERREZ > <VIZUEBBEBLUTND(E 1D EEL,
FSYRARIVICKDIBA - REE CNV DEBICZFRZVTELMORHSN
2. . HILEHIC 1%BUEDRETHFEET D CNV_ZEH(C copy number
polymorphism (CNP ! JE—-#BE)EWATIND, REFTICBSRENZBEFLE
BENMEELUTVSPUIRBEERABEEULNLEL. BBREOETHBLE
L.
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7 AREERDMEHNA

7.1

1)) Term EE

WETR Structural variant 1kb UEDFEF o EBSITHRESNDY J LADEL

JeE—8EE Copy number variant (CNV! 1 kb E@ODNATE U ISEZZ 3R EDELER

FaJUdy Duplicon 1kb MEDFEF H>EEINBIZEL. ZOEFPORGEFIETO
0% EDEBIELHDSC &

R Deletion 1 KbATFOIRBEFIARETIER

BA Insertion 1 KU FOEBAEINEATIER

PIREEELR Intermediate—sized structural variant 8~40kb BBOUrZATELSDY / LAER

(ISV!

EREIE—- Low copy repeat (LCR) HDEERCER

LHIRER Multisite variant IMSV) PSVRSNPEEREDIIITOENESY - TR

NS08 Paralogous sequence variant (PSV) BIBLC&EFDOE— (IVS0Y) OMTHONDIEERNOER

PEEE Seemental duplication Tkb MEDF EF S>EESIMBEL. FOEFIMTO O%ILED
EEENHEC L. FHEERBRMTECDIED

(interchromosomal) &, RKEAERATECIED
(intrachromosomal) 2'#% 3.

—SEZY Single nucleotide polymorphism (SNPJ —EEDER - FA - RE, £ FEADC1 %M EOWEETERET
SSNPIZ 1 00 0RULEBZESBND, BHEAICHAS 2 AOH
TREEFLTH1250EEDHEZ D 1B TSNPORBLHD.

RERY BY variable number of tandem repeat BEE~NTEEORERINSEDBY, 7 ADICNE~NTF

(VNTRI BRI TEEENTNS,
(AT Tn— short tandem repeat polymorphism 2~BIERMBDEBLANNSIEDBE, 91209751 REE
»—-3U-) [(STRP FIND,
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CNVA'FEIT SREBICBEFIFET DL, XFBVBRGEF I -HICEGE
ATINT, IE-BICLEN>TRRBICEVDTED, RRBHORCIHE
NERBIEZSEZD, I-FRIDRBOEHWEFSOIV/IOBHEEEN

72V T 3 (Kleinjan and van Heyningen, 2005), BEMOBGEFRBZE LD
8.75-17.7%D' CNV [C XD BBEND (Stranger et al._2007),

COVORBEFREBDEVR, £FEMBEREOZRFEEICAET IT
HBENDHD. RE. ZERNERF TSNP OBEFRT—I9EBLIDNERT
HBN, CNVICLSHERTECSER-—BESCENFHREND. ENTIE. SNP
E CNV EDBVEIC, REMBREBHSNDIDTHISN? SNP &BHREHE
ICH S CNV [F. REBESHICES>TIND CNV.DDI5 20%NDH THD. LIED S
TCNVESNPDBEFRABNADESEBMIENZLD . CDOTEHSE,SNP,
CNV EBEN—-HBENTRL, MHZRIETIUBLHDENZ B, =), &t
IBT /LR SNP 91V TICKD, SNP DEHOIBZSTF, CNV OBHEE
PETHD. RRICEBEESNE CNV DT /ALDUBLIEHDE, FVINDE
ZEI-FULTUSRBILOET LARGCFHEORRMNHCHAST 3HEEOD
E-BORELTRRENZELLTNDLIE, ZLUT, #RTBLSIC. CNV
NRELBDIEEEH/REBESN TN S,

109



. 7.2 CNVOR YL

REFTICREEINE CNV B, BREOBRINGE SR ES N HEE
(BIZEYTTOXPHRE, Y FOXPHEE. 2E) D, DBRBEENRE=TL)
DMRBAK¥ZSHTINT, REEREIVETHD. BT, 100 BIERICHES
RENWTAZD CNV BZDREEAEDDHBEICEDENS>TL, @RICT
SVSERDDEULBIDTHI5H? BRI LHEEERTRETRNELT
MERSCROEBRE. ZOMBICHSEREFHNT>Z0BBE>TULESD
DEDS. ECTLEFCFIRBBEFIIKENTNELESBOES, EEBTE
ERDEDIBNAPRDDNDD, ZOERBOASNIBRICEBESSTEN
BBICHRTEDS. LT, ZCTEENE U TZOMEBICHIRMO_EFD
JE-UMBE LIRS, AEFRRBEFARLVENZIZIHBICMENTZT
CT, BROIE-HERUANLORRBICOSE<WALTUNTESINE LN
BV, MR, RRBAESEHDEVEGEFIERELTLESED, 2. BB
BEFOREUERENMATOBE TH > ED UEEDHIC/INA PREBN TR
SNDONVREREICHFEL. TNOX CNV B#FEN, RBECREEREFTL
TNDSDTHS. —75. NESNY XD CNV B, ERMOENEIETE CTL)
DERCHD. EROEUDIBODFANZZLADBNCE >TADLESD/NA
P2ODD>TNDEDTHIEBASNINZOEMITRETHD.

TNTR, CTNSCNVEEHHUEAAY MCDNWTHEBLTNERE,

ZERSEE (Segmental duplication) [F. 1~400kb DEEF S ERIUNIBIB L. %
BICBROEENEBIBULERIDOMT 90 % EOBEENHIY J ASBEO
C%&FET (Eichler 2001). In situ hybridization OF — I N —2BRIFN S, & R
LD SHUEDN DB THAESN, T/ LALEDVERIETSICEELTIND
(Bailey et al. 2002; Cheung et al. 2003; Cheung et al, 2001; She et al. 2004), REED
PIBE (intrachromosomal) TIBIET 55+ 7 &, IE18E) % & 4R (interchromosomal)
THBIBI DI IN'HD. BEINEZR, €Y FOXPEBOYTF0O X PEE
TE<BRESNDENDTETHS (Linardopoulou et al, 2005; She et al. 2004), B
BEINNUSEOBOED N9VYFLAEE) ERREBV. 7/ AEBICHEDS
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VIALACEBENTNIRAND D, B, IHBREFPLUILEEMEHBZ (5
NEUBICHIBRABNNEHFBRNDDICE B CLIBENRBERERC
FCEND, FE. &b, MEERICAZBREZEREFT (Armengol et al. 2003:
Bailey et al. 2004; lafrate et al. 2004; Ji et al. 2000; McCarroll et al, 2006: Samonte and
Eichler 2002; Sebat et al. 2004; Sharp et al. 2005; Tuzun et al. 2005), CNETICRWES
ENTNDS. DESEORENECTNDIREFEER 72 CEEDE, F/E.
DB RERETEDL ST YENERADOPLEBUVEREIIL—T
[ EHOEBETHELE CNV D'BRELTEETICEEHESHIC LT
© (Sharp et al. 2005; Tuzun et al. 2005),

=N\ =N\
—%%%—@

L 2
B

) ——

E71 [EE#EHBRZ) & TFEPLIVEREMHEZ
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