& 7.2 BEHID Duplication/Deletion $5 15

BEFS BEFEW BEFE ECTFENORE 83 3
ORTEZ4 olfactory receptor 190132 RUI\DFORBIA, Newman et al. 2003
E—— WEBD—D, —RICVIOT P —VORBTHSH. &
C4A 60213  BACHEL. BREERETIMPSV/IIET. BB Ghanem st ., 1988
component 4A EOCNERS UIERkICE > T, EREENS,
T4 DTUYVE, —BIC, BEEEOREORTInED
DEFB B-defensin 8231 CRELTEEIND. SRAKGYATABESNIFE  Holox stal. 2003
TH3,
BROERCSINDHER. TYTbns vk
AMY1A amylase 10211 GemIKABUT. Tl 2B nR R 5, Grook sral. 1091
GOLGAG m%ﬂwr__,_ﬂma% A 150241 BEBOSIIMSTBEEISNTIND, Gilles et al. 2000
o T-nicotinic
CHRANAT acetylcholine 15a13-a14 YT TIATOESGEEEINTS. 1A VFv IR, Riley st al. 2002

receptor
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:E—mvmﬁwarﬁmngtnut.:E—ﬁvawyaﬁmmrgg
ZR I(deletion variant) £ L\DN B, McCarroll SOH BT IL— TNF > = HapMap
Project O SNP =S ZRAL\ERIA TR, 25/ LD 541 s FiDSEE T 1~745 kb
ICRERENHEN, ZDD5 120 v BB PLUINTRELTVE, E5ICZD
S50 10 7 AR FT 04 FRBORE. BMAMICMHELEREFOVES S
—2DIDIYIHRELTHD., ZOHRBREFEN THEORELTINE
(McCarroll et al. 2006). /=, Conrad 5 (2006) [& 0.3~1200 kb DFFIE B RESD
RERRAUL. INSRAYTFILOZUCHDZVBRERAEBE UTHVEEN,
BEFRECACHFELUTUVEL (Conrad et al. 2006), BZ5L ZDREHIC, &
JOARENRELTE, BASNTRENTLITHEELEL., COTER. o
EOEED CNV OR¥EEWMULTNBSTECEBMATREVESS, ZNTE 9
BEFRETRRIC, 201 BEFRBINIC. I—-RBENMRELTVE, CTNSD
25 3 REFREBVICAET SEDE LT OMIM(Online Mendelian Inheritance in
Man | BEMRBDA Y S VBT —IR-2) CERBINTNS, 5[,
Hinds SO'AVIRXROUAF EPUAEB>TRIFUEET S, 24 ADY J LD
S2I5DPOMRET 70~ 1 GEBEYOREERNBUNEEN/AE (Hinds et al. 2006).
TDD5 41 REBORED, 10%ULDEETHEELTLE,

S<OWANS, CNV ERBEFRKREDOMICBHE\BEEN BB EBRENT
LS (Aitman et al. 2006; Sharp et al. 2006), +3 &< TE < U TN LVIE =
HIE. FPUIBREHBRICLIDIRBEERANSERCD. ZOBR. &,
188, BUZEELS5T (M72). BIR. EEHSE UL SHOTED Al BIITH
SEDRIMEESED 3 BICOFEBTEENH > TS (Babeock et al. 2003:
Bailey et al. 2003; Sharp et al. 2006). CDKLSIC, FBICELYUERNBTTOH
HMZRWD CNV ESIZRCTIINERICEBINDTHD. —7A. For<EREY
DBVREBASIZERICBRDITENHD. CEXF. ARYD ZE DNA BESEE >
TULIRBICE ONVA'BELTNBTENRINEENTINS. ChE OISR,
REBBEEAZD, RBAEOFREMREIIZRCLOTVCESNESNTINGS
DT, VRO, CCTERBAOBERNELTINDIEHEEINS, COLSIC.
—RBEDBRBTECIEEORE, ZLToRESEOMBICL->T3IZRS
SNIERN, EILDBRT, MEELSEURETET ONV AR LTISE

113



EBZSNTND,

fl |
! 1 FOXP %I I:: Gl TOxP

REF EPLILEEREHE R ERICLDEE 2T

> FEFLILIBEES R R

: : BHICLD%E

1885 J T
—
z% @ + ———
x&
&ih

7.2 EDIOMEE & Rk

CCETHTERLLDIC, CNV BHBINAN—-2CHE>TELEZRTHD,
LEN O T.ONV EEBORIEEH LS ELEEZICESESENNDDICEDD
D', CNV EZDEDICHD SNP V—N—EDFMMRIENTNIHEDH, &
NWSCTETHD (B 73). ELEILORETHEULLZERDEE T CNV DRKIT
LTEEDTHIBSIE, ZOBEOD SNP Y- H—EREFEEACEBTTE DR
ENTURESS. BIC, BlELE>E—BOERTRIIUE CNV THNIE.
EOEZDMICHD NP EFEBEUTWNBTENFIHEND. CNEDOEED—D
A% E£8 UTE McCarroll 5% Hinds 5DREZRDHE TIETRENTLVB (Hinds et
al. 2006; McCarroll et al. 2006), Z<DIBE. REZBEDEBICHD Y SNP &S
TEVIIDHCET. REMBZERTIDCENTES, COT LR, TEDB.
EETTEHESCICUE—BROERERITERIDCET, REZEREESED
BEZBCENTEDCLERHKTD. DELLT. ZNNETOREERIC
HRESNBIDITERN. ENSDE. REDIZRTHBULULEE, REBED
DREBICHEDBINREDBDGHD. DFN, ChEOERMEEIZIE L E8E
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FECHOBNORBDIAANYEDELECEERKL, HOCHBBINEC
ECENFREINDIOTHD. CCETHERDICEBDET S, SNP & ONV
OHOERFTHEDBRIXMICL > TESESETHD. RESA TR, FEBFE
BORENTVSIDESNRY / LARBICE > TRRES ) EHBETIONZNT
H33. CNEDOBNBEE/DICER. INNGHABRDTNHSOBRETH B,

DERES
1) B8
2) DENEE % A
fﬁwh
3) REER

B

A~A: swemu

7.3 CNV & SNP & E g8 R 8y
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l7.3 CNV &%

2 DOBRARBHEMT, HIEGFOIC-MHINRBIREE. NJOF2
(haploinsufficiency) &S, EULESTE | E-BRZORSIZOLEEDT
RRBOBENVELSNTUESLSBBEINN\TOREL THNIL. AR R 0
RERBZESIZRCY. BEHEBOS< 1}, HIAETFEINESC. sLLIZ
—BTRELED (Bl D7 YIZ®M. D1 —HEE), REESRT & —
ASDOED (B F9VUeE, D21V —ERE) TBTEICLHT.
TOBRGCFECHIBEFENMOMEESS/ELED, TREBDCHRABRG
REEEBLEOLT, EMBEREIIZRCT, CDEIBRERYT ) LABEE
RIETTEL. CNVICLBREFRRBOD < ENEBICEE LT SBA. i
FMREBESNTEE,

T, 1990ﬁmfman:ann\:Emmmwammmaasam 10 £
ERoOESHoHDE=RR CNV CRBOMRZEBIDSITIERICLBIE
LTHBITONDIDN, TY$ )T - RU— - b — 25| ( Charcot-Marie-Tooth
discase) THD. FWHWREDVED T, FH - BERUHE LIENRELED
EROBNDETEIBRRMETIRETH S, BEIC\SONB . CMTIA
DT>, BN PEREE<ITRBBLELTRESL MBI
E) NELIEDICKEBRCBEENMETTICETRET 3, ERAETIESBL)
BT, 2500 AIC—ADBETREL, Y LB TRETS, 1995 FIC. T
RRICRELULY / LAREORENZEN, CMTIA BED FCMTIA-REP PR 18E
TOMEBENECTNBTEDL DD = (Kivosawa et al. 1995), 74 (CZDE
AEERY, CTICREBBOBGEFNEELTHED, ZOPTEEZNEZON
PMP22 T, TODRITCFEN PMP22 5V /SO &(Z. BEZEWAIDIDFO—DOT
Hd. DF0, DEMBETCDBEFOIC-HHBNT I EICED. PMPR
SYNRDEDRBENIBESN, BBEDELSD. /=, BloBEEEETHD, &
[EIEEB1@#ERM (HNPP) (3. CMTIA-REP $Efsi& &6 PMP22 NRETZC
CENRETREL. CMTIA KD EBBOTERN TS, §IET CNVDOBDIIBIC
BHBBRIVBEOOTNSITEERUED., FPUILBRMEAFBRIICE>TEL
E2HBROMBBIEDS, ZNZNRIOEELNEUEHTEDH S,




== S EE B LR RE

133

132
131

/ W -~ b
/ o 12 0 N
g g z & I]g
12 i .
1.
17 g L] v 17 BRI ER 17BR B8
{ﬁ%ﬁ) - (IE®) (%)

[_]:CMT1A-REPESI (~30 kb, | PMP2ZBi:+ (36 kb)
7.4 CMTIA fREEOERE

TR BIDEBOPNEHTHED. RREBH (glomerulonephritis) |35 E
DRELCK>TIV/IWOROMRNHDIBAT. 1gA BE, BHEBE. BHEEE
MRS, REETEAREBUTERREBROBH THD. COEBEFTILR
MTHDS v ~RER Whister Kyoto (WKY) (3, BHMBEERSTIE 108EFE
TEFDRREBLEELSPUEERESTD. BCNBEBLTEZOMDS v
FRE (Lewis BE) TRRBEBESNBL). Aitman SRRYY s F)Lo0—-—
Y ITEBUVDTET, WKY Tl Fegr3 DINS O BIEF Fegri-rs (Fcgr3- related
sequence) D'REUTNDBCEEHNELE (B 75). Z2LT. COTEDVD
O 7-Y0BHEMHILEE FOAREBHICRULERESIZRCTDOTH
¥ (Aitman et al. 2006). RKMTHBELTHEET D Fegrs3 (2. 1gG @ Fe B IC 3t
TOIRBBERBREIE (Foyreceptor INDEI— FLUTWT, BHIELER IO T 7 —
IYOHRBBRBICBETDIDFTHIN. WKY UHDS v RHED Fegri-rs [&
Fegr3 OWBEZNH T IMEL'HDICENDN >7Z. BND X WKY Tl Fegr3-rs
CXBMHFBESHBND, RERGHRESN. KR, ACLBRGEHS
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Nd. E+TE. Fegr3amMEQTTHB FCGR3B DIE-YRBBAICKY 0~4
35—®EMU50‘W!ﬁmwﬁirw.nmms@:ﬁ—ﬁwwam%&\

EHHEETFV r--—-?zr:agm?ﬁﬂiﬁﬁmﬂﬁmb‘m\Ctb‘ﬂﬁ%b\l:?;3
e

REEBEE ERAMS Y FR#E  (Lewis &&)

— ~13kb

. ~13kb g 361—29
—EHEHBHEHE =—) 125 HaHs l{—
Foer3 e — Fogrdrs 7,

RERUEBEYE BR2USy FRE (WKY &)

—(HZHEH ] = - = - = =~ — .. -

Feer3
75 DY FD1I3BERBELICHSD. Fegrd - Fegrd-rs BEFEDBRY

RECREZROBITHD. WERF HHEEETF (CFHR) BTS. /150
UBEFBORRTDICELEST, FELBNMREEEERORE 2O
BEDCENWESNIT (Zipfel et al. 2007). COMEFEICIE CFH. CFHR3.
CFHRI, CFHR4¢ SBEGEFNRCAEICENICHATND (B 7.6). CFH D 3’8
ﬂtCﬂmfmfﬁﬂtm%%uL®H@H2Hm®Emﬂ50\ChBBﬁE
BRICLO>TELEEDEEZSNTI S, BEOREFETR 28% TCDBE
B TOMMIBRZICLDIREZENEBT D, CFHRI BIEFOIEC -8 L
TNE. BBETR 6B LD COREEREES>TIVEL. CHNSECENS,
E@bﬁﬁmﬁﬁmmitiitﬂwmﬂﬁ?ﬁ%%imib‘GHMEE?
D SBRINDSEDNICHNDTENRERICEE LTS EnBEeHIcEanz,

BEFOIC-—HERNEEBORBRBFICRDIENSHERI, EFDBOESN
EARICNTIVBUERILHETIRGHCEMERBROELICHENT. &
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AR EE R RB ERCICEERTERDINEED, COLS s

CNV [&, SNP £ AT, SRERBEELHHIY ) ABESERENSHUES.
SEEBCORENESICHSNICEDITHSS.

BRE GFeRiEm RSEGE RSB
CFH CFHR3 CFHR1

|ERBIA ~80k mmEna
= 28638 bp

l“""._‘k e
MPWH@@HE&&Z&E

Ly

™ 5

EE GFELYBmiRSEEEeSe)
CFH CFHR4
ACFHR3. ACFHR1
7.6 FEHEMERSEFEREBEETHSNS. CFHR W FED CNV
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1.4 CNV O A%

1960 ﬂiC:.")ﬁ‘%ﬁﬂlﬂ?ﬁ@fﬁﬁf@',fA@ﬁé&!ﬁtkib"gfﬁgﬁctﬂ‘
BESNRLHE. LHL. BREZEORMNBZMNEESH - T. WHIZBEHS
I'C&Bﬂ%?(iﬁ&&i?ﬂ'Rﬁ@&i!ﬁﬂiﬁf?}%héﬂ'J'/'.‘f:?‘l’jﬁgtb\:ﬂi.
ﬂﬂﬂﬁﬁiﬁﬁfﬁﬁﬁf5%@]&7—Rﬁ‘ﬁ33nfb\ﬁu DHPEBIROREEE
AEZRBL. HPRMBTERTI N A1 TBIFTIE, 3~5 Mb &L\ S8
BRRBREULNGSNBY SEEDHTHS. Z0OH. 1992 FI-E. Kallioniemi 51
CGH _(Comparative Genome Hybridization) FEZERR LS (Kallioniemi et al, 1992),
C 12 Fluorescence in situ hybridization (FISHEZZWBULFAT, S284& 55
RKEUT DNA DUEIB. & UERIZZEWNSCENTES, BENR+IEE
0. 1 JE-DBNEHBICIEEL TR, BREBTECEY ) AORE
ﬁﬁ#’&ﬁ*ﬁ’?%d:3!&'3'%5628*3@7&?55?@"O‘ BEDBCHNTRRET
BHBENTS. &E5IC, 2 7+ /\—FISH % 1. MOEEENTL\IRBEE,
XD T/NRES|D3E-T AOHFICTDILSIC3IZMEILTRIS Y EHSZE
CIONTIERBICL. -7y FEIDTO-TENA TUS A ITBE . H—
Ty bPRIDEBERVRIGETHRHTES (Parra and Windle 1993),

Bjtﬁﬁéﬁbﬁjﬁ'yh?z-btbtlav-rau?uﬂ’b%msn% (2
7.7. Y1 D0PULTELEIC. LDPLYZ (B%¥) DNA &8k DNA ERS/N\
TUNESEBTEICKD, BEEDOIC—BOBN\ERETES, RE8ICIE CGH
CRIRDOMREBS>ZEEDTHIED. B P L 1 CGH CI¥[IN 3. 2004 £,
BAC (KIBBAIRBE)S TS THRM LUIEPLCZDHD 5T CGH B'FHhn
I (lafrate et al. 2004), L\DKDB BAC PL + CGH THD. COrERE. 150 kb
BEOTO-TEBT,. ERY AL IMb BRTHELTNIDOT 50kb 198
DRBEZEOTUE. COPLIERB-ST., 5 DDEET 39 ADYT ) ABEA
2ET3 255 BEFETIC-KROBELHSNE, RRHBZEDE LT 1p133
DPIS-CRGFELHITSNS, TNICHENTI P /N—FISH A E B\
T, BBEKE 150~425 kb DIETBAICLDIERNBHSNE,
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PL1CGH

L2 7L 2DNA EmDNA
DA .
=150 .
9" ot |;' A .“
o A LDINA, _ -'l '3'5 ;. e .
-.q’.r BACSr 75U b ". :".‘l
I e = S
L] 20-Z20
e -;; -
i C:::j e 'J:;%: _;i-i_
\ ‘C':\:'_Jw;'uy-rz./
mANA BAC LT
st e CDNAPLA
........ IDVIPLA
[l
DNAFw I

RERCNTIUTS
CETRAEREFEED
{  snPmW Y J ADRHNR W
\, (ex. HapMap) / End,
\\v/
7.7 CGH TEREN3V207L10OH

2000 FICIE Lucito SDT)I=TH, 30~70 BEREODSK A IROLFF K
T, 27 /L35 ko B TH/N— UIEP L1 &B8% UIZ (Lucito et al. 2000), T
I3 Representational Oligonucleotide Microarray Analysis (ROMA) &0R[FN T L)
D, W53, 20 ADTJ s%Z ROMA TEHT L. 76 888, 19 465 kb £D CNV
ZREHUL. COELSIC.BACPL 1 CGH & ROMA BXBOY Y IINERD ) —
ZUVTIDCENTE, FETHLOVRNEFEE UTBLOHRBLBICAL
5N3LDICE->TLD.

PL1XOBREBEDEOELT. 20—V UIZ ¢cDNA &E—X$8D PCR &
METO—TICfE > 727 L o 13 S(Dhami et al. 2005; Pollack et al. 1999), =i
IOVY I EDDBNETREUTE, NMOREHIRELTNT, BEECEBT
& NRAIVA TEMBERDT, JONRRBY—ILEWNRD. EEL. €5/
LAZXIRICUERINTR, BRAOBGEFRIDEBNCHSHET, JO-T58E
HRTETDIUENDDIU. Y VLBNAN-URDETREXRZEZEIR DD
DONRETHD, ZNICHWUT. ZUIROUAFREBSEPLIDBTE
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SNP 1 EVTDEDHICTT1 YENEI12070 2. CNV ERETBICIE
EFTREERLDIEDD, E>EEFBENZIBESRS (Lucito et al. 2000; Rauch
et al. 2004 Sebat et al. 2004),

COXDIC, N1 =Ty bTUHEIRRD2—-RY2RELNPLT
CGHEEN Eo2&EE€FRULBRITNEEZSEVDOE, FERICOE-BEMETSC
EFTER, EVWDTETHD. PLUAL CGH TR, LIZPLYRERED DNA
EEECUTREDHINDNRELTNBIDNEHTNBDT, LIPLYRYT /A
DIE-HHDDSERINE, YYTIVT ) ADIE-BEDDHSE. END
CLiCBED. ULHLE. BIBLTVNBDERBULEEBVNED, UDRLDPLY
AT ) LATREZEENMBETCNDIOHLNELNEVNDTIEEET .

BEOI—DBNAUEVDD, T/ A2EERRBUIE SNP 1 EVTICLD CNV
DEETH S, Fll UIZ SN 1 EVTBIY A D0PLAICKBPL A1 CGH &
BBDER. BENATIEGTDRNIRTHD. TEZE DNA 97 00PL~
BEEBREBOLEOICHAREINZEDT, SNPI(EVYIOHEST. TO-TIC
NATUHFAZXUIZ DNA BERAIETED. DFV. BEFIF-YVEATTS
CENTEDOTHD. 7/ ALA2ED SNP 1 EV T EBEIC CNV BIFETS
CEBTEDED T B<LORRIN—-TTHRASNTIS, BELENTL)
26D T, Affymetrix #1.0 GeneChip®. Illumina £ 0 BeadChip®73 & DM RB07E
EDTHD. CNBICONTIE. 8. 9 BETHMERRNBZENTVBINTZS
S5EBRSNEL.

CNETIHRE CNV BHITEERBNUTELED, ENERBESHES-TL
D, TNOBXIEVDTTEREL. WFNICLB, B<ORFETEROEEEH
HEDETHREL. ZTTHSNEBRICDOVNTE. ESICBROEES FISH,
Q- PCR, REBIRERLETRHBI DI ENEFUL,
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. 7.5 FATIEEL CNV T—4 _R—2

REFITICRASINE CNV BF—IXK-2{LEN, 1V —Ry R TLEE
NTNSEON'HS. MDatabase of Genomic Variants] (& The Centre for Applied
Genomics (TCAG : DTN EBLTULNDFT—IR—-ATHN. BEEHEHOR
ROBT / LAWEEREMIE LTI B, 2004 F(C lafrate 5, 2005 £IC Sharp 571
L1 CGH T, 2004 ££(C Sebat 57 ROMA T, 2005 £ (T Tuzun SH 72 2AI K
KIWEIRIT T, TNZNBOSNET—ILMOFEHOSNEOERYDVIC, B
ETIE DNA Fy T KDT—IEH/REBUNENTIND (lafrate_et_al, 2004:
Redon et al. 2006; Sebat et al. 2004; Sharp ct al. 2005; Tuzun et al. 2005), D 1T TH o
FDRMEICE. EFRBEDAISACNBRBENTNT, ZORBBLICHD
CNV OZEEENI A FCR>TRASNTIND (B 78). BERY VT BE
FEILRT /LARBENEANTDICET., ZOMEBEULLIEEDIC CNV
FEIDIDVEDIDDNRTEND. COT—IR-I TER/N\v TV v T5E
(International HapMap Project) ] DO T JHY+ RICEU YO ULTWNBOT., @Y
1THDWKRE SNP BREHDETHEBIICENTERLSICE-TIS,

HAD #BD BFA BRCANW T-aD ~atH [z
Q- 484 J - Lo gle IC- LRl Y= TN - T o
SR TS = L . : “dee @
Database of Cenomic Variant on Humas Genome Assembh Build 36 (bg18h Variation Deusil ¥
Bark Home Field Diefinsions
Varkation: 1 ariation_0012
Genome contert (sew the graphic below):
el
AR — i = = =
Cytogmmtic Aarws
i e
— o | H-mm mnum wmsm: m-mlﬂ
CNVIRmanT e % R 1 | - AR
ﬂm:iaﬂa. ﬂmw ﬁ‘“’:a:.'u_—:u_‘ m-vm—.
_-F\ w—-‘n ﬁm.—.x m(mmmﬂ!—;
N :
=
war fanty
ST DT | (IR o ot o), 08y — -
T B Nl e ———————
T
T T
e e e o ey
Tabmls € ihi
- O TR ULE . LN L IT X 1.t L - T ] P k=,
7.8 [Database of Genomic Variants] D x U+ FTPIS—-PlEGETFES
BHRULCKBE
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EFSEEOCNV OMRBHNEREEZBSNE LT, Wellcome Trust Sanger Institute
(7 F 2D P &R D, MCopy Number Variation Project] EWVWSHERTIOI T2
FOERENE, CNV BFDTSw FD2—AE LT, WGTP (Whole Genome
Tiling Path) array & Affymetrix 500K 77U D' EBENTU\D, HapMap [CEHRE
NTWS270 ADT J AICDWTCNVDF=IH NP OT{tE N, Wellcome Trust
Sanger Institute DT TH 1 FTHE - O Y0O—-KTED, F2. AL
Wellcome Trust Sanger Institute 'S ABEN TS MDECIPHER | (3. CNV DIER
CEREBREVNESETNDILECANBETHD. BRNC. BEMEBRET
PL A CGHZRWZEBZHMZTEOBOFMIICEICEEMEINTING,

[Human Structural Variation Database] ¥, CNV ZEZHED~KBEOE ST
ROT-I9EZB/ULEY A FTHDID, BEBIUVUNILETHELTNDONS
HTH D, 2005 FIC Tuzun SHWEULED 2 I FRKEIIBHER—RIC LT
F—HERELTND., AUIANZPRBEUY VIV IRTERENTIND

FUCSC Human Genome Browser] DRBEV Y T ETEMBIT I ENTES,

CNVODT—=IR-L. @WRBTI Sy b I A-LAERNET—IERSLES
DTHIEH. TNZNOREEDRBEICL ST, CNVOREICEKRZZED
HdD. TINX-AHEEORED, BENCRBHRALEICKVBEDREL CNV
T—IR-2ADNWRZNDIES S,

124



l.s 4

CND5R, FENERGCFERRITDICEESHLCHNT, ¥/ LABSEER
DERBER Y TEERL, EREBICHDES>TTF—IR-ULTICTENMEROE
REBD. CNDSAREINBARKRICKL > TF—IR - 2D EHN BRSO
N, ITFEITS<OWRVSBERESNTUVKTHSS. LHLEDS, SFXZFD
HARTN—=THoRESNZT—I}. BBUNHI\BEBRLOENESDNDES
FNJITRUDTTLD. ZOXIRMECHNT BEHICE. BROHRET
BECT—90HBZIB3RET—IEBRLODDT—IN—REEBETINE
n'Hd.

BEEROHIAE. BICHEADOREDY v VIV 3 VEHOERRIERE
TRCLCHEHBTHD, MEERNEUEHBUNEDLSBHAIBIBHICLD
CONZBRSDICTEDINSTHD. FE, MEZTROEILNEROTIBELD
FMICHDTENTEDRFTHD, S5ICR}. BHELTEELTNIOD,
EVWSTEDIMERZIDELNEN., EHNECZE. ZRAEMERETIEHT
B, ZORBEIRAEONROSNTIND.

BLNTDE. —R. FI-FRBICHIMEZTRN. =@ microRNA DZD
f13E3—F RNA BEDIE-BICELERBFLTIVED, JOE-H—0IY
NIT—BRINZRELEZDUTVERSE, RAELUTREBSRNRENE LB E
NFREND,

CNV (3, SNP CBZHND, BEBRRREEDONEELIY JABBRELT, 2
LT EFOBBSTBEMBDOT / LAER TS > TERLELDOENE LT,
EFOHBSTEGHNRCHS N\ TEERRBERSCELERBTHIS,
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8. BEESNPEAELITTLAERAWL
=77 LeBBIFICkI2RERE
F R

M. ...

BEDT / ANBZIBORMEHSIER L BIC2003F4 B0 5/ AR
MR TLRURE. Y-DOIYARMOESH. DNARYOOPUAOBERELEEZD
NER[BELCNELTIND, ZNICHEL., BICE T/ ARNIBROSENES.
—FRULD SNP (—1BREZE) OEFENBESNER>E. CNESOABOEEG
N—=N—DRABA.DNA P DOPL 1 DBEBBELICKDEMBICIILLENES
EZ20. PLrDE@BBIEEHHDET. BRRNICHBHLITEEEE>TETLS,
. SNP 7 EVTRICHRERSNIEBEE DNA 91720701 N, E T
LADWERNICECERIRBRC EDTREN. ¥ ADE—FIIN—DORIFICER
BENBHTND. EETE. SNP I1EYTPLEOBERE DNA V20
PULAEZRVWERRET —IBHICDONT, ELCRERBA LTS Affymetrix it
S D GeneChip system ZPIME L TN DB,
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. 8.2 BEESNP 2L ELT7 LA

GeneChip Mapping Array ZRU\E SNP 1 EV TP L1 RBEBEIC DL\ T,
B D User Guide [T LWV D'B O, Affymetrix HDIR—AR—ID S AFET
RET®H S (http://www.affymetrix.com/), BAICH/Z > TR, Affymetrix 2D L —
“VTERDIBICLELEBO>THD. BABDU MR- FESIEE->TIND. IUTHE
BICRBIRERHITD (@ s.1).

Genomic DNA (260 ng) RE Digestion ——
. e
W ! S
Nsp | Nspl Nspl Adaptor
PCR: One Primer Ligation ¥
Amplification  p——————————
3 r—
Complexity AR et et
Reduction
" ) Hybridization
¥ — " & Wash
Fragmentation X === aa
and End-Labeling e i’ W . »

2] 8.1  GeneChip Mapping Array Z\[E SNP YT EVIT P LA B TE

DAEVIPULARREB. KEDC I DDBRKICHTRICENTES. 1) §—
Tw FEINDIBIE. RIESNIL, 2) Pl EY—S v RBRIIDNA TS 1B —
V3. 3) PUTDREBREAA=IZAFvY. TOD53) OIBEEEOK%S
BEAF v T —DTO5DT. REBENEICTOIFEELTE. 1) & 2) THIB,
500K Array Set 2[#0D GeneChip Mapping Array T &, High Throughput Protocol & Ff
LT 96 well plate TZREZRIFUNEITITOFI-LMELER>TINS,
SNPs 1 EV T, JE-FT YN -BIF DT - 9BRBICBRENSDT -5 58
BIELTREBETDIFADEIRERDDDHD. H—BF—IWMBHRF LI\ &
N5, BRICTRA-BRETRILZEDHDUENH V., High Throughput Protocol
CRDNELSD,
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8.21 3 —47y FEHOKE, KIS AL

GeneChip Mapping Array T(d, whole-genome sampling analysis (WGSA) & L)\ S =
EZRVT, 7/ A complexity E RITB3TXEFT > TN S,

TRBDS5, 7/ /ADNA EHIIREER (500K Array Set JMIE. B D SNP6.0 T
[E. Styl, Nspl) THibt. BiF{EENIES /A DNA BRICPY T9—ER/MNT
DMNTPI TR ERBEIERF DTS V—EMBIVTPCREFTFS.PCR
(. 1.5kb FBEFETOD DNA B A EBIBTILSICREBENTONTLIOT.
COFEE D DNA B/ OB DBIRO(CIBIEEIND.,

IBIEREAD DNABFBRENCRITARAEBDIED. 30 @igRs
DERT /LD 5 BERNBEEE TICEMIEINBITOTETIE. RIFHFITLE
BT LARBOFETDC LML, ERT DUBNH B (Kennedy et al. 2003), 25bp
DP LA ETO-TADE =7y FBRIOBERNE/NA TUST L E—Y 3 VOE
$IC. PCR E¥(E DNasel DML EZ I, BICH A 16 E N, terminal deoxynucleotidyl
transferase ICK D, RKIFICEAFUDBAZND., MEOTIREB, EXvF 1Y
TRECENCERBRETHNIE. BICHLUVETSEM), User Guide ICFZET
BTOFvIORAY PO HMAICREBENTNINT., THICH-T. BRER
ZITAERN. BICEBEILSETNIE. DNA OBE. DNA BR/NNvY I »—,
DNA DDA T 14 —THBDN\. TNBICDUNTH User Guide ICHEZ [F L),

82227 LA EZ—F vy FRIDNA T)VH L E—2 3>

COTREBRICHMUNCTIEEN, BIEFRIRP L% T GeneChip E{BH
LERBDONIE. EERKROBETHD. EIEL, Mapping Array TId Expression
Array CRIR D, pre-hybridization D27 v IH7E0), BCEBEIVF Y YOIEX

(FR¥1 D SNPArray6.0 TIE. #9075 SNPs 91 Y TO—TEH 905 HOIE—
HIO-THE#HREINTND) CLD. TO-TEORIMEES -5 v  DNA
DEHREEZREBEEENTND(ER .1 BEMICDNTIZ I - 3. 5 — I EEIT(SNP
F1EVT) THRRBN. CNCKVRBEHELTREVBESHRDSNS
CELBOE. BREBONATUFAE-Y 3V, BROOKERE. 158,

128



BERCOEEBZERISD. TNSOSH5ZMEBE., BRBEL. User Guide CHE
SNTUD. BREICDOVWTERARTH DN, User Guide TIRF v I\ DZEBR
FAR.FyITRBENDEHEOIROOSNTNDIDH T\ TUSFIE=-Y3
VEBENDEEEICOVWTRREEAZ. BRIEB. BESRIAMICERE. iy
FIU-bEEBLTHSDUDNTITUT I E—Y 3 VREADESEILET >
TWD:. EL. NATIVIAEC-Y3VRTRBOF v INSOREBRIRBEIC
EFvITDREZETSEBNXSCEREL>DTIND. CNEREBREES
ESEICHDIVEEBZITIND.

823 FLADEHEA A —TRAF v

COTREE, FICEADKPMWEIAF v I =DT5, B3O YT T VIE
EMNICT. BEOFAREOAF v VEROFRE (B82) NH--EEBSICHE.
Affymetrix ft DT R— FEZTSB,

A B

B8.2 BEOAREOAF v VEROREDH
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. 8.3 T—HMRHT (SNPEZAEY)

AF vy VEROBIO-TOIITFILEENS SNP ODBEFHRERTET B,
Mapping 500K array set TIE, RIRP L1 DRHHEELRUEEHD 10K, 100K
ERUCL, B33DIRIC/HIVTTO-TERNTND,

500K Probe Array Tiling
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PMA
MM | MM|| MM |[MM | MM | MM
A A

PMB pu4 PMB ||PMB | PMB

mi o2 )i

PMBE
MM | MM|| MM [[MM | MM | MM
B B B

Quartel

+ 6 quartets interrogate each SNP either the Forward and/or on
the Reverse strand. Some probe sets have all probes on one
strand.

* 24 probes total are used to interrogate a single SNP

8.3 S00K JO—_T7PL D

ElEU. BRRPULTEEU, YyEYTPULITRR, 25bp DTO—-TEDEEFE
PRICSNP ZEHTINBNHILEH. V91UV ITO0-THOREBFOENG
BLVE\+-4b TH Y. FEFRROBIERD, EIERETHIN. ERCEEF
NETRBDIRN. T—9BHT EMWE UL\, Mapping 500K array set 0D SNP5 .0,
SNP6.0 T}, &#rUYTJTO—T%ZILs ISNP, lprobe set [CESLTL\S,
Mapping 500K array set DY 1 EVITICEERT EL ISNP EY T EVTTBIOIC 6
NIVT Y 24TO~T (-840 TO-NEBND (M83), 6 QLT v FEM
NWSENWDITRUEDED. RF v VEROTE (H82) CEHIREBARTEEG
REZH>TUD.

BE(ZIRTE SNP5.0 Z@EA L TLVDH SNP5.0 TS, TLEMN 4. SNP6.0 T3,
NRED 3 VBB O>TNBIDOT. 2F v VEROFRBICH UTR. . BHBICE-
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T3 ENSEMSEHEL). Mapping 500K array set Tl $H T F)LBED

SBIEFEZERET DHRIC Mapping 100K array set D SBA XN Dynamic Model

Mapping (DM) algorithm ZB N\ TUVE, B##IC DU TIZ User Guide ICE3H. =

DOPIVTV LB, YT FIUIEHBD perfect match probe signal & /¥y 2 TS5y |

B A D mismatch probe signal DHHBICL > THETIEETH S, BIFBEN

REOD SN HICERNBREERIB3DOT, REROUZ T+ -2V FO—/L
(QC) CRBULEPIITIUZINATHIDEERS.

EEU. hERSHRDOBE CUNTATOBRSEDOY T T ILNBIEDED.
SNPs 9 EVTBOPILI)ZLAELTR. AFOD —ILDELWNENDEARE
BATD. COBRERBTERN SIEEDHD, Mapping 500K array set Tl
BEPD'S BRLMM EIRIINBPIL T ZAERE U, IMBE SNP5.0, SNP6.0 T3,
DM (3 QC BRIDH IC—EIRBENDDH T, BRLMM NHREENT D,

BRLMM (3. BRET—-SEFEL. DHETINTORIP—{Lik, BEF
CRDVTTINBEDDSRAI—THAIEYTEFTIFXETHO. perfect match
probe signal DHZALVTL'S, BRLMM £B\3188. SRET—IDIER(L &
WSBREDRBUDICAZCELCHDFRELSHUEN DD, BBICRITT S0,
TJERROBEBT =5 LTS, LT, DM TOI— )LH BT DE D (Mapping
500K array set Tld, DM 7?)LJ') ZABME 033 TI—ILE 93%%K®). T 2H5
RO SN IANBEYUTOT-SRBEATICE. TRO SIN EONEEMUTD
T-OEZHDE. RUROT=INONH., 1 VT BROEBENBEDON
DCENBBICEZSNS.
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