RIMERAF MBS b U RMERAS

& HamaMed-Repository

Copy number estimation algorithms and
fluorescence in situ hybridization to describe
copy number alterations in human tumors

E3E: Japanese
HhRE S EMERKE
~EFEH:2017-01-18
F—7—K:

ERE: snK, HEth
A—=ILT7 KL R:
FlE:

http://hdl.handle.net/10271/801




FAFHLONBEOHEGE R O RO ROES

EX AR~ =15 53975 | HURGHEHAHR |[FEK2 14 3H18H

K 4 oK M

Copy number estimation algorithms and fluorescence in situ
hybridization to describe copy number alterations in human tumors
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Copy number estimation algorithms and fluorescence in situ hybridization to describe copy number

alterations in human tumors
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fEE AR L E E AR OB CRER LIS V3t —HE(L T 5 2R mbTnD, BRI KICEO &R
FEACEENT T DB, TOa — BB A RETHIEIIMOD CTEETHD, ITFE, BEEEDT ) LE
TR~ AT L AT Ty ME—DEERL T, BRI 58 —8DOE\bA 25 ) LRI CEHE
THIEPMTONIED T, BRI &Y ERENL O 7T ABEE T — 26 IRk i U7 S
I T DAY e G B R TR DA LA HEE T OB FRIFIERLETHY W< OOt —HHEET
NAYZLIRFAFES IV TND, AFFED B#JIT, 2 DDA —EHEET LAY X LD KA L | JEEHE
DT ) bt = EHETHBEOEE SEZHALNITLHIETHD, 61T, £o7/ AR —
IR OFE ROFERIME S ND LN LV Va5 F25HEE (Fluorescence In Situ Hybridization, FISH)
% 2O YAEARTANZ DUV THETTL , T OEMLIZ BT DIEEME O — B A REE L, 2 DD
AE—HHEET VAV LT, DTS RIS LTS D TH D03, £ DOHETERES) D FFEITITE
WD, W A EERICHW CIEGMA R O EREIE, REREZFRETL5E, BEERBERERDLLE
Hfrsnb,

(A EHRE DN HIE]

SEER LT VAV ANIARF CTRZEEI L, ARSI LTS GEnotyping Microarray based
CNV Analysis (GEMCA) & Copy Number Analyzer for Affymetrix GeneChip mapping (CNAG) THY,
WTG, 77 4 AR 2 A%ED Single Nucleotide Polymorphism (SNP) ~A 2707 L AZX5 7 —# &R HL
TRRABSNZT VAVALTHD, LbIT, FEERE NG, X Urn— e 5345 TREM L, 5
(CUTEBNT, BRI T DRI S AER] (47 wE. &) OIERHR &K OB 5k, ROKRE
XITHITHEMEEANE A7 wk. B OEGES K CIEF R M T, EIEICIES TEMERBD DNA 2
H U7z, BIEBNZIS1T 2 IESHA R K OFEREBHHR D DNA IZDW T, 774 AN Z A4 NSP 250 K ~ A
a7 L A& B, 7 LRI 262,217 EFTDE SNP 28D 2 SO T L VD7 EZRIE LT,
BT VBT, EDOV T FMEIT/AZXBEEN TS /A ADERERRELH §5 GEMCA
THAYXLF Y CNAG TIVTY A LZ T IA R G RELT, /AR ZRELIZS 7T IVENLIEIE (3
"™ —LL k., GEMCA: > 1.197, CNAG: > 0.365), &% (1 =t™—LLF, GEMCA: < 0.754, CNAG: <
-0.490) B OVEALZ2L 2 28—, GEMCA: = 0.754 7»> = 1.197, CNAG: = -0.490 7»> = 0.365) D 3
OO HFEL ., T LN T VAV AL DT 7T /VE R N2 —EHEEE O L& Hi L7z,
EEUEFIOREEHERI LT, AARAZ: 84 BIFTO FE AR DS ) AFEIEICXIS % Bacterial Artificial
Chromosome (BAC) 7'm—7%384R L T FISH fE#r 217 >7-, BAC 7'm—=7 L SNP |[ZDUW T2 2D7
NAYZA LD LT T B R O — B E B DL b2 HdR LT,
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~A a7 L ADSHEEMIFEE T 2—/L L — N, FIERMEREASAMBEIER Bl CixEzns
9767 %N 97.22 %, EMEREAEEBSEFHE ML TIEZENEI 9441 %KLY 97.0 % ThoTz, ZOHE
BiX SNP v/ 7 VAERT —ZMEMEICRDIEETT, 2 DOEFIZBWT, Fa—HHET /v
TYRXLOFEREHEE, REROERLTHELZEE, ¥ BEJETITAERED (P <0.05ME5
iz, TV LM O —ERITEBR AR AEFITIT 85.4% (HEfE: 1.4%., K&K 0.0%, Zfb7eL:
84.0%) | LB AIEEFITIL 75.1% (HEIE: 7.0%, KK 1.1%, Z{b72L:67.0%) Tholz, Kot —
HET NTIRALTELICRISERL LA R U BRI O W CHBEHFEEFTRETH 7=, BAC 7u—7 LD
SNP D72/3C, — D ThHabt —HfEET LTV X LM CERICRR L —HE (LA RLIZBAC V'r—>7
DOFEE L, FNERAMAE D ASERITIX 5/19 (26.3 %)X OEMEEAEERF TIL, 14/65 21.4 %)Th-o7-,
FISH{EE B A —HHEE T LAY X LR O—FERIE, FIRMIEAJEF Tl GEMCA:5/19 (26.3 %) K}
CNAG:12/19 (63.2 %) it B ERE ] TlL GEMCA:32/65 (49.2%) & N CNAG:39/65 (60.0 %) THY ., #&
Ft:37/84 (44.0%) KN 51/84 (60.7 %) ThH-7-,

[BE]

GEMCA [T K—2D SNP {[Z DWW Cab" —# B (b 2SI 52823 T& | — 5 CNAG [FaEft L
72 SNP Oat’ —# DR —72 b & 7 T A —RITHE I T HI LN TELIENR D o7, £72, GEMCA D
F5 CNAG Z0HFNT ) BRI D R KA DWW ISR CED R A FF > T HEBE R T, 7=
YA LD —HOENL, OEYFET VROEB B R OER KR R EE, O EE, @ /A
AEREDERIMERL TODHEE, OWBIER ORKEZERT D7 T /VEOFHFHOEVITER T 550
EE Z 72, FISH {EOFERLa e — 7 VA A LD R —E 588 L, (AR FELS L/ E D > TS F]
BEME, HDWVIEIBAC 7'u—7 OREEDMBEEE 2 72, €K DT L A comparative genomic hybridization fiff
Z2CHEE N FISH {EEDO—HRITH AT, SEIO—FHEDFH N EL, 250K SNP ~A2707 L ADE
R FE DEALED RS NI, SEER Lot —HEET VTV R LD RHEE BN ERL TOE,
W OT NAY AL T ERIp DA — 5D E SNV SEIRIZ OV CiE, FISH AR T528108- T &
AR ) WIRBED AL K IEFEICIRIRE T2 Z LN ATRE ISRV ER IS CHL A A ThoHEE LI,

WX BEDNHERNER

XL ®iz]

FEEREEFO 58 CIl®, RS/ LRI L, 22 TOEbE b L ITIREERRS %
BETDHIEEMTONTND, ZOBR, MRENT T DY 7 FNE/DITND TR ENEHFRIIC
WERLC, BIVEREAREIC T D EWVOEEN RIS, BEICB T2t — OB bE 27 ) LE
BB WTEHE T 201 ThH M, WRARF R EARIALOL 7 FIVRET —Z1 6 EFMERkE LEL
T REBEAE R 3T DR RN e B AR SEIR DAL A HEE T 572D DB D —HHEE T /LT Y X L3
AR SN TS, RFZED BB, KEAINLD, WEETHEINTZIEDRW, Z o0’ — i
ET NAYXLOREE L, BB OT ) Ao — A E T HRO-ESZHONITHZLT
oD, BT, T LRI 2 — BT O ROBERIMHEASND LN LWV a b F 2k
(Fluorescence In Situ Hybridization, FISH):% 24 O YL A REALIZ DV THIATL . ZOENLICI T HHE
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SEMER LT VAV ALIEIARF TR I, LEAIILA STV 5 GEnotyping Microarray based
CNV Analysis (GEMCA) &Copy Number Analyzer for Affymetrix GeneChip mapping (CNAG) THY,
Wb, 77 4 AR A% DSingle Nucleotide Polymorphism (SNP) ~A27a7 LA 2857 —% %5 H
LCHBINTT VAV LTHD, EHIT, BFEELREDNDL, FUrn— N3 5825 THER L, xt
GUZLUTERNL, BARRIZI T DEIER M A AUTEG] (475%, ZotE) DI B L OER BAE#, BX
OREXICBITHEMEBENE (475, B OEGMER I LOMEF KM M T, EEICiE> TEMERD
DNAZiHH L=, &R FI12 4513 3 ML L OSBRI DDNALZ SV VT, 774 AR /AR ONSP
250 K~A /a7 LAz, 7 ABFRERIIZ262, 217TEFT DA SNPEELD2 >DT L VO 7 W AEZ
ELTz, T VZBWT, EDV T T IEIZIZ/ARNE ENTNWDID, JARXDREKEEZE T5
GEMCAT VAV X LB L CNAGT VTV A LEFAWT /AR ERE L, /AR ERELIZV 7T VE
LR 32 —LLE, GEMCA: > 1.197, CNAG: > 0.365), K& (12— LLF, GEMCA: < 0.754,
CNAG: < -0.490) BLIOZE(/2L Q= —, GEMCA: >0.7547>2< 1.197,. CNAG: >-0.49075>2< 0.365)
DIDOFEFIZEEL, 7 LEFENZT VAV A LMD 7T IER IO = — i EE D2 LA b
7o, ERUER OB KL T, REA 7284 & FT O F YR D7 ) LEIKIZ %S 3 % Bacterial
Artificial Chromosome (BAC) 7'm—7 %3#4R L CFISHEENT 21T 572, BACZ'm—7 _EDSNPIZ- DU T
2ODT NAYR LDV T FIEB L O — K EHEOE & B LT,

REREBE]

~ AT L ADEZBIEE KRR E R T 2 —/L L —NT, HIBRMES AMBRE E R B A Cienz
197.67 %I LN 97.22 %, M BAMEMEM SR M TIXZNEN9441 %BL) 97.0 % ThH-o7z, =
DFEFIISNP~ A 7T LA ERT —HMEHICEHZEE R T, 20DEFNITIBN T, ot —EHEE
TTY R LORE REHNE, REBLIOZARLTHELEES P RERKRETIZEERE (P <0.05)
NRBNTz, TIVIYRLEO—E SR TENBR AL 2N AJE ] CTIE85.4% (HEHE: 1.4%., K% 0.0%., b7
L: 84.0%) , HEM B @ EREF] Clx75.1% (HEHE: 7.0%, K& 1.1%, Zfb7eL: 67.0%) Tholz, £
—HHEET VAV AL THICFEELRZA L E R U ERIC OV THERFEE FIRE Th o7, BACTR—7
EDOSNPORNT, =D That —H#fEET VIV XL CREICE S — 2 b2 RLTZBACY
0—7 OFEE T, ENERHAE 2N AE B TIES5/19 (26.3 %)3 L OVEM: B FEE R CTld, 14/65 (21.4 %) TH
27z, FISHIEL S 2t —HHEE T VTV X LM O—E =R, FIER M AJEF TIZGEMCA:5/19 (26.3
%)FBLTNCNAG:12/19 (63.2 %) it B A JEREFTIZGEMCA:32/65 (49.2%)3 . TNCNAG:39/65 (60.0
%) THY, Ko7t 37/84 (44.0%) F5IU51/84 (60.7 %) TdH-7=,

(s ]

FEE#E 1L, GEMCAD H73CNAGRO G NG LRI D R R IT DU TUIBLBUR [ TED R
STCWDEfERRLT, A —HEET VAV X LD RHEE B L2 RHERL TWHE WEFDOT VAYZXLT
BBt —H O HEES N8R IOV T, FISHIEZF A 352812k > T, EBMED S 2R RE
DEALZE LV IEMICIER T AN BRIV ERBRG TO R A THLEE 2 b,

EEZBRIIRFEE OMEBH T ELFRESYS CHERTABEOMBERZALII LS 2 m<EHEL
77
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