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11 WAREBIKR (X SN TIER )
(MFAETOCIMD B - BEEZRVTEDOHE

AE2X BEBREDEREEBN-EERDERDALLT . ENGEAMHEEENM-EFE
wMme -8B REREFEFEETIENOEERZRFALTE . LHL., BEKE
MEIEEEDZEDESBICRERDERAEZITOIZEIFREMICIEIARATEEICIEL, K
TR Tl ARFMAOHEREECFRENBIT L A— 1 ELTRFFEMEEHL:
T A—ERBRL. BRI BEENAF AT T4 EBESE . AEOTOTzvaFIL
DEBNLGHEDLE . EEERENEIBNICS AL AR OREBELEIRT S,

HETOTIME DNA.RNA, BLUEREBEEESN T DI DDMENBFTDIELSIY.,
RERE-BEBHIHIET D,

(1)DNA: R —T B —C X HBBMET - HAOEXREE - EEMERICOVT. I
9V —LBNETICETREERFORIEEITS (FI. FRE. LK), FEOFERE
FEEEIEE LA, FRZENRMHRIZEHYIZLL, EDLY / LBEHERENT (GWAS) AE
AW, ZDROEBREN A TITIOY— LB ETOTHERREEDREET 5 (FE.
FEiE) , ME CHRAXLEAREREEDETILIVREIIVY—LBFOLI=Z—IERAET
&5 BIRT. FiiE) , RRFBAS AR EBEOH-LZREREGFHNRE TENIE, PHH{HE
[SINZ . FRZ - ARELGEDEHNERENAFTES, FBERBRE~NDEAIZH
(TTEIRMTOY—LICKEBANDKEEDELEFLHEAZHENLT S (HER. B1),

(2)RNA: B ERTSAL VT EYORBMBITICESBHEMMEEIZE (MDS) D iREMR
BR:MDS (&, EEMICKYEESNIEE LM EFE T IMRELEEZRRET AR
BTHY. LIELIFEH BT MRABITTHIENHMONTIVS, &iE MDS I2HLVT,
mRNA BIBRADR T SAL VT I BELRRFASHEEICERERR LTSI ENBELIE
otz CNLEERTSALV VT RAFDIZEME L FERELLSDH . MDS DFREE. fEHEZ%fZER
T35, KTOD VTR GEERFESIN-FEZEFAL.MDS filBOEERTSAL VT RF
-mRNA BIBRAEEREREILIEICEI>TEIL, EFENS mRNA FIERAZHEMEAIZEEMT
L.EERTSAL VT RFOENELRFERIETHONEMNTHS (EE. fTH. &),

(B EBERHEENIT HANKBEDZJIZEAFERETHLIN. TOECHAFOEITFiE
(FBHRDTCD-CV RERIIZE DUV - GWAS NERTH S, —H. TN TRIETEHEELH
(FREREVRIZZAOTHIELRSEIEEDLDIENMNTHY ., BRISAEVLSIERAHD
FFDRENEHIN TN, AAETIE., TOTAIVANLEFEZTOELE DBREGR
WICKY . F-B Rl o ERFEREDORERRERIZZIO—F 95, EARMIZIE, TR
EE DB E#EME . EFBUEEEZEDETIILEYDBGEE DU TIVEBER T HILET.
ERBEOEVE. FIRREMOEGELBHTL. KEDFEDAEIZES(LEH),

(2) B EHB

AAETODIHMCIE,. BHRBEAERFRAERNEMEREZR (BB MNRREBLLT
TACzHrEHEL. BBREBENS ITMAERNT (BX) . /DRE (G . ERAR (FEF).
27TEEMLEILICEMRBNE (EL2R) DS ML, EEREER (TR BLVULERLSR
R(AF) DSDMEEEESH. 2FE LITE-HARARZEZHR TS, BBRBETEEY
TILDOWELBITEROBRHE. EREMEZHIIZHBMHREE. CEMRERITETILYY
ADT /) LBREESL, TN TNORERRIEZITOTLS REEREMEM(FRIE. &
W, EA)OMEEFZFNE N DNA,RNA BEUVEAU/NNVBEBITOIXR/IN—FELTHE
EERELTND, BEEOBMIEBEENAT AL TAITAU YU ERELTHEERITL. T=%F
DDHAEE (DR278)E~AD Y R—MEHZBWNTEZORRHEETR ANV ITY
T EMREMEDEELRET HAKGEES, LRATHEEOEEIL., #HETRDMK
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RO IRUDCRBMIEREA =Y T4 EDT / LERICET HRBELERICEEZRY
BHALERL TS,

(3) FAZEea% - SR IR S

EZFE 3 BEE 1 fS (K& 202 m) #EBECFREMENT 27— THRELTz, DN
ARSI BT ERNICEITEEEZREL. F-RERENCEENMNMEEERUEEA
DHEAOICRSAFFEERE, FOMBRHEIELLTI 7 - BEABELGEFREHE L=,

DNA 18 £ AL 5 O fi# 4T HiSeq1500 Y AT L (A ILEF) EBEAD Y —/N\—%EEL . KIFEL
DNA =452 G DEEIICDVRTLEFAL:-, KREGCFREMSERTE2—I(C
. AR RECERLZ 22 0EEEMBENBDNAFT A TAIT4 YU NEEL. i#
HIZHEEL TS, £7-. HiSeq1500 S R TLDRFEBERIIAEESL-ERATELE
oz, BIRIED DNA O —4 220 DI E XX R FI ARESR 0D DNA IS EEHI TS X T L
A JL2F MiSeq %. /MEIEL DNA —45 oo T DIGEIEH FEEFEMEEFID DNA 1§
EECH|fEHT S AT L ABI3100 Genetic Analyzer %, F-HRFARKRDT 714 AM) DA%
M CytoScan, N FEIEFHEIFID Agilent DA HVOF LAV AT LEBEEMERALT -,

F ANV BEOEBITICEALTIX, BEE 3 B 1 [EICKREL-. EENHTEIE Bruker
tt Autoflex Ill, EE D HTEEE - Thermo Fisher # LCQ DECA XP plus Z#|HLT=.

(4)EBKR-ARBERF XKTE.1SRU14ISHETIREICIETREV xEHF L,

<BREFTOEB KRRV ERED>

REEBGTFRENBIT L I—IE. KEHTFTA)BEGEFZL. (B)FEZE D2DOD
HERBTITAETAERBEALTLS, (A) DEBEEFEZHEICEALTIL. DNA BT IL—7,
(B) DR ZIEICBEILTIL DNA, RNA B XUV EBHEEEN T IIL—THHELEL TS,
(A)BfxFZHET

ARMEEEOCEGCHEENELNIHEVEET. REMOEZICEHALTERN., 294 Hh 5
DIRFBERAERILSZIT AN, B FBTE T oz #RFBEIIERNDOENT / LB FiE
MAEEBERERDERDBER - YOTILRBEBICEI+REAVIT+r— LRV EUMNES
CHWEBTREZEZV - =L TS ML TIEL =, 2013 F (X 97 &K, 2014 &£ (X 138 %
K. ZLT2015 (L 280 A EZ T ANz, ZRIT/NEFL, ERAEL B-BRBINAFOH
5T N RE MRS R BN EL i RENRGE ZLDEBERE MDY UTIL
2T ANTz, RICIE. HERIZEOREMZEHOBRAELHY., +HERHAV VYT
NITHON TR EEHER L L THRITE T o=, F-MERNASOBIKIZONTIE. BER
Z(FLHELT, SHITHIFBINEKX. FLREKXRICIHFEY. MIXEREXRFEE T, ZELRNIL
TZIFTANT=, EEARMIZIL. #8{K(X DNA & RNA OERETLY., KL —4 2 X (NGS) (2
KBEA—T YTV — L@, LLLEEI VY — LB ES G-, BERAEM, HLL
FEEFHEZORMBEDON) A TRAZFIWNEL-, TAELEDIKEENSDRBEIFHM
5 GRICE TN AT LA LB ARREICKIMMREEEERBEDODRY)—=0T%
TSt BEICIHELTERBERIERLZ/FELTOH FISH BITOKRiEEH o= L TOH
BEFEMT LB THE I E Tz, TIOYV—LE@BINIE, EEEEFHIBRANTHSEECIEIFREMNEE
bhdigEIE. 1ILZSF 2D TruSight One ZALVNT 4800 IBIZF D A—4 VI oY — LT
{121 TOTHWESIZIK, EFECHBETEI VY —LEHZEITLN. de novo ZER!
HKEEHEERONITUOLDRY)— =0 7% T\ EEEEDEHE/N(AT AT+
ITAVAMICEEH L, EFEEENRIETELSEX. MEEEMERL. TAEITRZE
LTzo £ARELT. 50%FEEDHEETEREEZRIEL TS, WO DEHIZEELTIE.
T TIZEFIREELTEEPHIELTHRERLTLVS (Boda et al. J Hum Genet 2016, *1 (3
Foam L 81) . Inagaki et al. ICHG2016 *2 (SFEF K 107)) . F=. 2 FBHD 26 FEXRD B
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RERFEMICKVARMEBZEZREL., FizCBEBRFIEATODI/MIMbHY | BRFENT
—ANEEIN TS,

RIZNGS ZARAWV-BREHEFNZHORAXEARLEDN TS, NJVI—DBETITEE
R—XATITHNTVSH, KR TIE. RD 2 DEITH>TLVD,

() EELUMLEEARECRHREZEODBREROHEIRILAHAFIRIZE L TOHRE 'R R HE
FRMTITSCETAVEREKREBEERBOT ENTES, Y £BIKD PCR HNBHETHD
CENBRIZEHFEMTHSN . PCRAEMEDIGEIZKRTHAZ LEHEESE =0
RS DEELZIATIVENH S, BEAATATOESDHEENSLY SNP #R5RT 30
TEEREEAMEV T HIETHRERSDHFEREETRT IENTESM. CNE NGS #HWVT
TR EERFEL-GEFHFEED),

(i) de novo BEEIZKBAVTILEGEREDMERESTAVIZEEIBERDIRINHHITIRICEET
HEREHARIZHOAEZHEILL:, BIRPICET REECERMEENEHLILI- 24
[CRALTIEROFEMET., BBEROEERICERMT de novo EEREFHETL. TOLEES
IFIRP DEKM cell free DNA TR TESAEZHFE LIz, COAZEZHAVOTXREIIRIRT
BROZEDEREFARDIENTARETH D,

SHIZIE. BERAIZEHADICAEED TS, RBARELEICKSIBFEREICHLT, #E
(& day 3 DEIBRERER Y TILICH T B FISH IBICKY R B EREEREL. EEHLILHSE
BOMREDAHEFEICHBIETIHENANONTE A1 MEICKSZEOAFEEMES.
BERRLGEDMDLEBAEEDZETHREN LNSHEMN T, ZZT day 5 OEBILER
THEBMBEEZIERL, 24/ LEBIBRIC NGS ZHVWTEETAAELEFEINT-, FAT-5
(X, FHEERERKEOELOHEKERNT, 25/ LIBIEEZROD NGS ICX5ZBFENRTE
F#37L (Kurahashi et al. Reprod Med Biol 2016, *3(# 555X 64)) . I2#IZL D=, F1=. #
INGRYBEREF R T BT Y —IILEHRET THS, BRERAREZESHS FHAET
- BEREENRELT, BBRBAERTOBERIAI)—=20 O RIEERAZTE STE
LTHEY. . FABOMET IL—TERARRRELE-ETHREZELCEDEFLEEDH TS,
Fl=. AAEICIZEZEICEADZEF >TWEIT =D T, KEENAF R Fr—DRIIIZA
(TTHEFLEDH TS,

(B)FA 1% :
(1)DNA &7 IL—7:

MERREDTIL—TIE. RENCLBEROBEEREDREANXLOENEITOT
E-H . NGS ZAVWTHEHRLADEBEABEEEDUIMADBTNSRKEAN_XL~ADTT
A—F BTSN RA—LERIIIS / LSBERIID —H 2 AKREBHRD Ty
TD—D2THBM. Fht=blE NGS [2&BTA—TL—H 2 RIZEY, RIEMEELEIZEHET S
N RAO—LBRH OV EDETELAESLT=(Mishra et al. Mol Cytogenet 2014, *4 (5332
44)), TRBHEBAIEHLEBEE AR O EBARIIBASN-BEREELZN. G H&E
DLANLTIE I HFFDZEEBADUHTEETLSESTHAM, AMMRFEFES1=NGS IZ&
BET /L= ORIZKYTB R DBENEZToI-HER. 20 TISICEMLTEEEZH ST
WBIEM M DTz (Kato, ICHG2016, ¥5(FEEFHFK 106)) , oI, NpEIR K. H AL EHID
U S DB P THS. BE. ZFROBEREOEEZZZT. ELADEKEERIIXT S0
INAT =L AT ) LT DEFHLEDH LN TS,

(2)RNA 75 IL—7 -

RNA-seq fRHTIZ&Y.3 BlOAMBME AMLEFNSHLOLVEAEEFE2RIETHE
[ZRIIL . ZDRIRBHTZ 1T o1, t(6;7)(q13;p22),t(6;9)(p23;034) EFERLT= AML Hh55
NUP214-RACT X RACT-COL12A71 %R H L71=(Abe et al. Cytogenet Genome Res. 2015,
*6 (RS T2) ., t(4:12)(q11:p13)ZE2LT- AML [ZEBU\T ETV6- CHIC2E KT GSX2-ETV6
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#RITELT-. FEIZ CHICZ2 DIEIZHIET D GSX2,PDGFRa DHEIMIEMLTLNAIEER
H L7=(Abe et al. Int J Lab Hematol. 2016, *7 (M5E5/3L 76)) . ETVE-LPXN IEFEF AML (2
HULT t(11;12)(q12.1;p1)MBRIE SN - EEIEF T CXCL12/CXCR4 D@E RIGERE
B3 BHH ., CXCR4 MHFIREMIZMZMDEHA(CCL2,CCL5,CCL22,CCL1,CXCR2)MD %
WEmMEROON, ETVE-LPXN ETFHARIBOBEEMNEEH N T- (Abe et al. Genes
Chromosomes Cancer. 2016, *8(#tZE5%3C 74)) » =7=. microRNA t°JEa—K RNA [ZEHL T
HEXIEEZRIBLT=. A 1EIZEE4 D myogenin D/ VI T IRITDADEBITIZHENT. A
ENDLFX21L—3THSD myostatin DFEIRZEFIEIT S microRNA ZEITE L. microRNA $°3E3
—K RNA QA AR TOHBEIZ DLW THEZREANRSNATILNS,

(R ELEERHIIL—T:
ERREEEREOV PO —LEICE T B ORENTOTAIVRICT, BEHTE
BIIEHTI2EHORFEREL. TF-ETNoAMBEILET—FTFRRIEETHSE
REL. ERMESEOH N AI—h—ELTOMRBREBEBDEEEXTET ST

—ANEoNT-, EREENLGT7IVFEVARRRERECTBERETIILIYIRIZE VT,
BENTOTAIVRBFTIZEWVWT, SHORFERELIz. ZDHIZmicroRNAFI IS4
BHSmadb EFENT=1=6 . INARNAD M FKITAITEITo=FER .. ZHDmicroRNAD ZE
B AONTz. CNEDT—FEFLNHELET. BERFOH-HN\A(FI—H—D A EEH
FREAPTHDS,

LED2DDT7ITAET1ADIZ NGSHRBE RN EH DM >T-ARICEAT 53—,
BXUVT—9 a3y T (5[E) EEKELIFTEFET-,

<BIZEN-TATEHRE>

BEEFZEHICBELTE. MEFADEIIY—LON)ABTIZT, 260 CTHEEEEETFZE
BIELT=. 1 Bll& PDESA ZERICKAREMEMEEIEZEE T, 516X PLA4ERIZEK
HPIRIRIEIEZFES/NEE THoT=c WTIhD7—RE 1 HILMEI =10, BEFEE
DHTIEMXFERTHIENTET . BEBTEITOoTLDH LI, BRKRF—L DAL
[ZFNF N Nat Genet FEICHRNXNFEREB o=, ThESTT. =L & BIZEHNIE
L. —AIET TIZHARL (Boda et al. J Hum Genet 2016, *1 (55532 81) . +5— Al RE
BB TH S (Tsutsumi et al. in submission) ,

<MBBEEZDRBRAE>

Bk F—LIZ—SRIET HREBINIZRELGREL VOO H oA Znlk. BRSO
HMOARF—LOZERREDEEDTEICHELHDHEEZ NS, AMED @ IRUD(F
ZHRBEAZryT4) B2 FEENThhbhERILO T TRR SNz, 2D IRUD &
EBELT, T3 0EREEELENSED TUOAFIZEBEL= (240 UDP), -, B &
DEELHETHY . MatchMaker D K5 ERRGHABICES ML TR ELH YRR
TH5H(ICHG2016) , F-IZHELFITHREEHYMNELODNREED/N)T BN EDM
DB BIC. MEBMATT YT T— LT FETH D, — A CHRENEITICKDEBRIFT
ROBEINBRLTLVEND, BRAEAOMOEGREEBBEEEHELI-AAMRSAIUMN
WETHDH IEMABEIEECLICBE /AR MES LGV BBMICEN-Z2RAMED
HYR—rERBRAT 5,

<HRBREDBIRHAME (RRECEFORFBLEARREDFRAORBELEZET, ) >
BREEHARMZWICEALTI., EETHRBRERREF OBEROHEIRINS D
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PEARICBIL T, MR HIEZRIMTITICE TV ELGFKIREZBOT ENTED, BEA
TATOESDHEEDEL SNP ZEREEIEL T THETRREBRSDEEETRI L
MTEDN, TDEMICEAL TORFRFZITV.. BELHEPTHS.

<SHOMEHEH>

(A)BEFEZH-BELTIX. SSICHRMEREDYUTILIEIZE S IRUD LDEHEDH
CT.FRETZEDREICHAITTHAREED T, SRFEEFIYUTILEEZETSHD
TAMBZEEDEANEEZTLEN, EEBEZDLSESFOMET—IE., DEN
SUTIVHETEMIAFENEEEZELN A AEENENEL. BEMICRYBATHFETH S,
FEHEEREDOBRRELERIZECEKRIIZEICELTIE. FRZEHEDOREAREBIE
L. EFEEERTFICANDD, ERZEOEIGICIRELTLNIEEZBET . —ATIDEL
SENFIEMEBMLEEEEZZEATWS, BEEHV IV T DRER EEHhV 25—
DAMER. FEHRABBEOLCHAIVAHATIDESH—BHREADERIZHOEE
HELTFITLTIT-oTL,

(B)FZFZHE AL TIX, Y4 U0/814F— L5, RNA-seq IZKBHEIRTOT7()05 . &
$HIEO—F RNA BEDNAFT—H—EWVSESLEF—T—FTHEXRIETHIEIZKY. 2
BREDF-LHERMAEDILE LFEHAD, £, KAFEREERERAERRIE. XHED
[HEF A ERAERAIEESNT, COWA T, KEEEEFICHAEL-ETILY
DADITEEMZRDELTVSN, ZOFTERIKZENVRBEEEZTRIIORIZELTIE, &
BECFRENBIE S — T BBMICAIYIRBRETSCET., MEAEE T FD#
BEOKRBDREAEZMBALTHLILEEIET.

<SERHAFSNDIAERERE>
BMOEEOHREETLEEORTE., BEREHEMZH OCERAZETICBEL T, #HiHZ
BUEDRFE. MPHEEORBIE . NARFr—BRGENHITOoND,

< HE Ml D EfEIER R U KR >
BEERICIIMERREREFZTV.EAETIL—TI21 EFRIOMERRDOFERESC
Hol=o ¥ . 3FEDFEEROMABEHRKRETEH. IRRAKRENBCFHMEEIT o=, AL
B.C D IEMEETMTAHIEEZDIT-. TOEAIL. EFMMYMAELTHBLIZAEET
HEMN. EEE . EEREEEN. REERZMEAR. EEREKRELS 4 DD B ERED 2
FHAT—DITG>T  RBRECTFHEENEM L 2—LULS—DDEXRICRYIA TS
CZEEECEHEL:, —ATHRIERELT.,. F—LN DM ERDEZTAATENHITON,
FSURL—a3F L) —FICEHETOMAET—YDRIEIRNEENS, T/ VB/N\(F
—LA5EEIEA—R RNA BEDNAAT—H—LETOERMEEZ XA DT ETH S,

<SR (B=F) FHEOEEER R ERSIKT >

SEEHNEERORARRERETE. 2R 2BDTATSL-TALIFI—EET 4 &
DEIEHTMEERICIIARRRDFMEH 4 o7=. A. B, C D 3 k& HZE1T>TIR
WA FEXEFRICEALTIEAA 22 AN 1 & A-NM 1 RESETCREVETHEZL TIEL
e BEXRRTRICKBEGFRENBIT U2 —ZHEBLTIKEDIZ. BEAZED LS
BTIRETH2ONEVSSROFENBHLN SN, BEFEEICEALTIE, RIRIRES
NDEGFEZHMAEZTNAIEND, —BFEBBFSAICLARBLTIECCELEELD D,
HRXEICALTEIZREREOLATLEYNILETHY . HIGKERFAFTHD,
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12 F—T—F(BAFZARRABRTZIKRLTVDERDONESLDESEHB LIATREHL TS
ll\o )

(1) R —4H2 R (2)_ #HIOES (3)__ TOY—L
(4) HAIERIFET (5)  Bi=F2HR (6) J|MRIEHARIZE
(7)__ BEKRHIZM (8) RNA seq

13 MIRHFKXDIKT(MARBXELRIKR., MRIFLED, )
FER11@IZERBLE-AERRICRIETREDICIE * 213 T &,
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