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1) ARER

E, RBOEERSREFMEFLLREELTNDS, KRR —IIUF—DFIHIZLY,
EYOFRFDOEBIEBEBRESIYEEN DLMICHEFT TEDHLIITHE>TETLNS (Goodwin S,
2016), RS —V T A ML RDFERIBELIMIE, ENEBTHERELEE
B EFHET T BEMERREL-BEYOZEY. MEYERRELEFHRM O
F. ZODHFTHEIN TS, §BbL. O — VIV —EGRIFORTREZTHRELE
FTEFTREGO>TUNKEIFIN TS,

BE. KRR —IT o —DFERELH>TULS illumina Bl —oToH—(F LW BHI T
—N)J—R> =T —THD, COBED—U T —(E EEEIRERELRIL—TYh
[CEND—F T, tHEND)—FEIEHRK 600 bp BETHD, i FDMATIERM B,
llumina B2 —-ToH—TlE 1 kb ZHBASBEL R ORE©C REBI OB IR ME
THAHIZENREIN TS, 2T —RRORWNOV )R —J I oY —FRNT, Y
FOATZ R TOAT FEDOREERINE Z<EL BEF O, BRRYVTILERWNEE kb Bl E
DEEERFEORHEMNAASDNDLIITE>TETLNS (Suzuki A, 2017),

BaEMRRSh T30 51—k —s T4 —EL T, Pacific Biosciences #tD—%2F)7
IWAA LS — T —PacBio RS Il/Sequel, Oxford Nanopore Technologies (ONT)#td
FI/RT7 L —2-TH—MinlON/PromethlON B #FE#E9 %, PacBio TRLYSLTLYS SMRT
DNA > —o 2o T #H &, DNA RUAZ—BIZ k2R KISETSMRIZAELSE I ER
LTEBEEHFTET . PacBio ZRAWV=EITHIREL T BALATAHIILAANVIDEHARANE
) LOERAZEITFSHN S (https://jrg.megabank.tohoku.ac.jp/). SMART-Seq £ TA M
Li=2 & cDNA &> —~ T XL Tisoform #EE 9 5 Iso-seq (Sharon D, 2013)&EMEEALD
RNA-Seq tLBFE SN TS,

ONT #DF/RT7L—IToH—I&, RITEBOIAENT=ZZY I F I/ RT7E1 D FOREBHN
BB ARICELIERDEALEST AL TEEERET D, T/R7V—VI VXTI, &
RHEREDBEELGEWZOH, MNION OLS5G8L—I T —D/NB{ENERINTINS,
MInION [ZZDE TN D, T4 —ILRRERRIRISQEERR L KR N TOFERAMNEFIN T
%, EBE. T4—ILRTD MinlON >—5 T % —DFAE, FZ7 TOIRTHMBEEZDY
YFILEE (Quick J, 2016), EEFHAT—av TORBEEDE SN (Castro-
Wallace S L, 201 )@ ENRESN TS, £z, T/RT7O—V TV RDT—EDBEEED A
FILEBHOREICAWN=RELRINTHY (Simpson J, 2017, Rand A C, 2017), MinlON
(FIRBIAVLD B CTOERMNRIBEZEE AL TIND,

AL TIE, MinlON 2T RNA-Seq 75— ED 70— L DR R VTS, KiE
SR EEEN LT )T — 3y DRREET o=, BBEZTIZ, MinlON 2L /= RNA-Seq
DT RIZOOMFREESN TS (Oikonomopoulos S, 2016, Byrne A, 2017)A%, A&
REFBLIEZERFEIREL GO o120, FEDHAENOIT o=, — 2T O/ YT
IVEBED RNA (IS A TEREANATOM—LEEBEST 50, ©F cDNA DA FIZIE
SMART-Seq?2 ;% (Picelli S, 2014)&E R WL\=2 A5 /31 A %D SMART-Seq v4 Ultra Low Input
RNA Kit Z{#EFHL=, RNA M52 #aL7= cDNA &35 A B 5 RNA-Seq (LA, cDNA-Seq &FE
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)% fiBRFEMAEER 6 FRER —E A BRI 7RI L TTofz, cDNA [ZE#] I 2L
<. RNAB2%| % & #7t ~ B H RNA-Seq (direct RNA-Seq)Z iR f2 M A= 4k LC-2/ad THTLN.
BONF)—FROBE. BELANILELELZ, RFFRIZEST, MinlON & RNA-Seq f#4T
EATOEOIC TR EMREERB, a—N—RY—J T —TRELN BT HITIIEN
TEHILERLE

2) MEFE
2A. cDNA-Seq / cell lines
2A-1. FERYVTIL

6 FBEOMMIREMAZRE H1975, H2228, LC-2/ad, PC-7, PC-9, VMRC-LCD # AL \f=
(Suzuki A, 2014), ZNFNEBLIEZVY—LhBRAIL—NX—THiflgen Ly, 4°C-
2000xg- 3 E=EOLLTERB L= yih S RNeasy mini kit (QIAGEN)Z LT total RNA
L=, B850 = RNA (& Agilent Bioanalyzer (Agilent Technologies)? RNA nano Fwhk
AWTRIEL, RNA OO A )T 1% <9 RNA Integrity Number (RIN)I& 10, PC-7 M 9.4
EIFEAERELTOENEMED RNA THEHEETHERL,

2A-2. cDNA D& & iElR
SMART-Seq v4 Ultra Low Input RNA Kit for Sequencing (2415 /84 7, LN SMARTer)
% ALT total RNA 5v5 poly A tail 232 RNA »i50M cDNA & e, A AL7= ¢cDNA @ PCR
g% 1T o7=, 50 ng total RNA M5 XA—KL. RNA, 10x Reaction Buffer 1 ul, 3° SMART-
seq CDS primer I A F7=lZ dT primer (12 uM) 2 ul, Nuclease-Free Water T+ 12.5 ul @
Kib#&%E 72°C 3 min RISSHE T cDNA SEDE R EEBEIT o=, EML= mix IZ bx Ultra
Low First-Strand Buffer 4 pl, Smart2 TSO (48 uM) 1 ul, RNase inhibitor 0.5 ul,
SMARTScribe Reverse Transcriptase 2 ul Zi0Z. 51 20 ul D (cDNA mix)T cDNA
BRRISETo1=, 42°CT 90 min KIGEET cDNA Z&/LTH S, 72°C 10 min TEER
HRESET=, 2x SeqgAmp PCR Buffer 25 pl, PCR primer ZE£7=(& UM PCR primer (12 uM) 1
ul, SeqAmp DMA Polymerase 1 pl, Nuclease-Free Water 3 pl ™%t 30 pl T master mix &
fERL. cDNA mix (202 TE&ET 50 pl @ PCR mix TPCR & {127z, 95°C 1 min Lk
—kZ&470UN, 98°C 10 sec, 65°C 30 sec, 68°C 3 min MY AUIL%E 16 ElfTo1=dH&, 72°C
10 min TALEEL 7=, PCR mix [Z 10x lysis buffer 1 ul 1Mz =dbL. ZEE=D AMPure XP beads
(Beckman Coulter) T¥5& L. Nuclease-Free Water 17 pl IZBH L=, A H % Agilent
BioAnalyzer ® DNA 7500 Fwha AL TRIZEZ 1T o7=, dT primer & PCR primer MEE 1 (&
D= [V
dT primer:
AAGCAGTGGTATCAACGCAGAGTACTTTTTTTTTTTTTITTTTTTTTTITTTTTITTTVN
PCR primer: AAGCAGTGGTATCAACGCAGAGT
dT primer (EAFEEFDZ):
Bio-AAGCAGTGGTATCAACGCAGAGTACTTTTTTTTTTTTTTTTTTTTTTITTTTTTTTVN
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PCR primer (EFF &8 DF): Bio-AAGCAGTGGTATCAACGCAGAGT

2A-3. MinlON Z W\ =2 —J 1TV X

2A-2 TERLT= cDNA 1 ug ERANTIAT VAR EFT o=, cDNA, Ultra T End-prep
Buffer (New England Biolabs) 7 ul, Ultra I End-prep enzyme mix (New England Biolabs)
3 pl, DNA CS 5 pl, @ Nuclease-Free Water Mzt 60 pl @D mix Z4EY, 20°C 5 min, 65°C 5
min RISS 7=, Mix IZZE=2 D AMPure XP beads (Beckman Coulter)& Nz THEEIL .
Nuclease—-Free Water 31 ul [Z End-Prepped DNA &L T:AH LT=, End-Prepped DNA 30 ul
[~ Adapter Mix 10 ul, HP Adapter 2 ul, Blunt/TA Ligase Master Mix 50 ul, Nuclease-Free
Water 8 pl ZINAT=ET 10 min &L=, HP tether 1 ul X TESIZ 10 min & EL
1=, Bead Binding Buffer < wash L7= Dynabeads Myone streptavidin C1 (Life Technologies)
100 ul ZWTHERL . Elution Buffer 25 ul IZEE:&L. 37°C 10 min TALIBEL=L5F 25
ul & pre—seq mix &L TEINL=, AMPure XP beads, Dynabeads Myone streptavidin C1 (=
LR DL EEFET Qubit fluorometer DNA HS assay (Thermo Fisher Scientific)I=d 2l
FETL, BBEEEEME L=, Loading buffer 1000 pl & loading library 150 pl ZFE%
L. EAF YN 270 I LT 48 BEY—V IV REfTo1=, EAFYNTO—TIL
N—23y  R—ZXO—)LNN—U30% Table 112RLT=,

i:‘:]ber CelType FLOWCELL PrepKit Base caller
1 LC-2/ad  FLO MAP104SQK-NSK0O7 2D Basecaling RNN for SQK-NSK0O7
2 H1975  FLO MAP104SQK-NSK0O7 2D Basecaling RNN for SQK-NSKQO7
3 PC-9  FLO MAP104SQK-NSK007 2D Basecaling RNN for SQK-NSK0O7
4  PC-7  FLOMN105 SQK-NSK0O7 2D Basecaling RNN for SQK-NSK0O7
5 H2228  FLO MAP104SQK-NSK0O7 2D Basecaling RNN for SQK-NSK0O7
6 VMRC-LCD FLO MAP1041SQK-NSK007 2D Basecaling RNN for SQK-NSKOO7
7 VMRC-LCD FLO MIN105 [SQK-NSKOO7 2D Basecaling RNN for SQK-NSKO0O7
2D Basecallin for FLO-MIN106
8-11 LO-2/ad  FLOMNIOG SQK-LSK208 [ “50 g

Table 1. &3>0 /NR—230

2A-4. HiSeq T—2DOE &
LC-2/ad #ipawkd HiSeq RNA-Seq T—42MD>55. TruSeq RNA Library Prep Kit TH >~
IWEEBIZTo=tdDI% DNA Data Bank of JAPAN (DDBJ), DRA001846 KLYHEIELT=
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(ftp://ftp.ddbj.nig.ac.jp/ddbj database/dra/fastq/DRA001/DRA001846/DRX015062/
)o SMART-Seq (SMARTer + Nextera)ld MinlON o AR IZALNV=2 K cDNA XU
Nextera XT DNA Library Preparation Kit Z AW\ THRAREE{To7=, 36 bp, SE, HiSeq2500 T
S—UIVAL, T—RERELE,

2A-5. 7oA AUN

7oA ANz BWA-MEM (Li H, 2009), LAST (Kieloasa S M, 2011), BLAT (Kent W J,
2002)EFNF A=, BWA-MEM (% default F7/=I&-x ont2d DA T3> & E TITo7=,
LAST O/X—230(% 833 T, last-train (Hamada M, 2017)&MTT/NTA—=2EHEELTH
B YEY T E 101, last-split ZMTTHEEREDUM A CRATIA Ay oiavaF-
CERFEERILTz, BLAT I& default T yEV T LIz, FNEFNTERD—ROEHDEFTIZY
VIEINEHEETYTENERENTZOHRIV I —VEZIRLE, VT7LYRELTNS VRS
UINEIET ) LE AW =, 51E(L RefSeq D&MV RV TRD fasta T71)L, HLLIEEE
EFTERED isoform OHEHMB L fasta T7AILEERLTIT7LY RELE, #BEF
hg38 &ML\ =, HiSeq T—A2DALE X BWA-MEM &AL =, /XTA—=ARL, TruSeq TH
ILEAEIL7=7—4A1% PE. SMART-Seq 7—4I% SE L. ZLUSME default DFEFILIE
L7=.

2A-6. identity, cover rate, EIEDLEK

RefSeq MErSUXH)TME)TFLU RELTIVEV T LI=#ERE T identity, cover
rate ZEtE L1z, £z, FHRLANILOERICIE, KD isoform &) T 7LV AEL TRV, 7
FAAVNIEFER LD, 1 DD—RIZH L TRERTYILEzE — isoform 7 V&3> F>
N—% 51, identity &y TENE)—REDSIE VI7LURERLIEEOHDEIE%E
& L7z, cover rate (F)T7LV ADERIZHLTE)—RBNAN—LTWBIEIEGEETEL,
FREEF. RCT77EavFoN—0HZHAZ. MinlON 7—4(& RPM (2, HiSeq T—%(&
TPMIZHIELTz, BoNMEICTERL, E 10 THHEL>THRARE#HE, 7U—VYIRRIZ
FUETVY OHEBEGREERO TRELNILE &L,

2A-6. MEELFDORER

BROBEELFIRETZINERTIE5E. EHO TERIZDAEELES
fasta file Z4Em L. ZNE)T7LURELTIYVEV T EIToT=,

FROMAEELFIE. UTOFIETHREL, BLAT ZAHWNThg38 £UT7LURELTR
VeV T E 7oz, BoNFERDIB, 2HFTLL LIz yTah, ihDoZFnnht b bp LLRTD
BN —REME L, VR EBETFEEMFEL. IROU—RNELGLIEEE LITTYTE
NESEEREERFERELZ, A—2BEFLTE ARNELLEDO 1 Mo BLEEENR
FSELEMELT, £THEIZHELT, TruSeq THY FILFAALT= HiSeq T—4% TopHat-
Fusion (Kim D, 2011)TALEL., @& B FEEDIVRANZ TS, MinlON 7—%4&, HiSeq
T—RADENTNDEMDS>E, EELTRE TELELTFRT7EMEELFEFEL=,
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2A-7. @A B FIEREOMREL

BRESNEBEEGCTIONRBICRBLTVDIONERT 57z, o H—>—IIT VX%
1oz £ MinION TOY—9 T A THW=H VT ILERL RNA THERE RS ZESTL). 1st
strand ¢cDNA %157=, Total RNA 10 pg Z#MAEL. Deoxynucleotide Solution Mix (New
England Biolabs) 8 pl, 10 M dT primer (TTTTTTTTTTTTTTTTTTTT) 2.5 ul, RNasin
Ribonuclease Inhibitors (Promega) 1 pl, SuperScript Il Reverse Transcriptase (Thermo
Fisher Scientific) 2 ul, 5X first-strand buffer (Thermo Fisher Scientific) 10 pl, 100 mM
DTT (Thermo Fisher Scientific) 8 ul, Nuclease-Free Water (Thermo Fisher Scientific) %
MATHEE 50 pl &L=, 12°CTT 60 min, 42°C over night #. RNase Free Water 50 ul %
MATERYyTAF L, Zz/—)L-pa0R)LL 100 ul ZMMATHAGEDETERY TV
1727z, &b (F3E-15000 rpm-5 min)L, EFEFHFLOFa1—TIZBLT 0.5 M EDTA
(pH 8) 2 &= MNA., 512 0.1 M KERIEFN)T L 15 pl EfNA 7=, 65°CT 40 min JLIEL, 1
M Tris=HCI (pH 7) 20 pl Zin& 1=, 99.5%T%/—)L 500 ul, 7.5 M EFER 7> E="J L 70 yl,
ethachinmate (ZvR>C—>) 1 W EMATEOLE (4°C-15,000 rpm, 10 min), £5&E%
FrRE. 70% T4/—)L 700 pl TUV AL, BE=ZOLE (4°C-15,000 rpm, 5 min), £
FEBRWTRESE Nuclease Free Water 50 pl [Z38H L. Nano drop (Thermo Fisher
Scientific) CREDRAIEE T,

/o= 1st strand cDNA ZALNVT PCR TR DR F 1E1EL 7=, Template ¢cDNA 1 ul,
forward primer (5 uM) 2.5 ul, Reverse primer (5 uM) 2.5 ul, Phusion High-Fidelity PCR
Master Mix with HF Buffer (Thermo Scientific) 10 ul, Nuclease Free Water 4 ul @ mix %
fERLT=, 98°C 30 sec, (98°C 10 sec, 60°C 30 sec, 72°C 2 min)x40 cycle, 72°C 10
min TPCR Z47>7=, PCR E#% QlAquick PCR purification kit (QIAGEN) CHE&ELL . EB buffer
30 ul [TBHLI, 7AD—RTILERUABIZT>TEHIDONURE YL, QlAquick Gel
Extraction Kit (QIAGEN)Z AW THEHRIL T EB buffer 30 pl ITSAHL=, BN I=H U TILT
Y= =0TV A% 701,

fusion genes | forward primer reverse primer seq
primer

CCDC6-RET | GCAGCAAGAGAACAAGGTGC | ACCATCCTAAGTTGCTGGGC | fwd

WAC- AGCACAGGTCACAGTAAGGC | AACCTTAGTCACCGACGCAG | fwd

SFMBT2

/SCAN22- | AAGTTGGCTAGTCTCTGCGG | CCCAGCTCATCCAGAACCTG | fwd

CHMP2A

Table 2. PCR &H U H—— VTV RIZAWNVEA)TTS54<—

2A-8. Novel isoform MIEZREAREE

Martin Frith &Vt 5 =X 9T new-exonsh)Z BT, 521GV ETHOBEBIC
FURBERYIAATZ, IGV £ TORERRFIZ, [')—RDix]M1J—RLHEL [ TGencode EIZER
SN TS lexon ZFD isoform ZERL V=, Boni={Emr iz EEEICBEE I 8=
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F#2U, novel exon =5 58I % PCR TIEIEL THB YV H—>—I T XEf7o71=, AL
=724 —DBE2%% Table 3 IZ/RLT=,

Gene Forward primer Reverse primer Sequence
symbol primer
MACC1 | GTAATGGCGTGTGTTCTACC | TGACTGGCAGTCTTCACCTT | fwd
TRERF1 | GAGAGTGAGGTGCCGAAGTC | ATGACACCTCCCAACTGCTG | fwd

Table 3. novel isoform MAREEICAWN=ANITTSA<—

2B. ¢cDNA-Seq / tissue
2B-1. ARSI

BRI—EAREO7EENSESHNT=RNA (Biochain Institute, Inc.) ZEEA L. E#kIZ Agilent
Bioanalyzer CRIEL=&Z A, RIN (X Table 4 m@YIZiE 1=,

Individual | Gender | Tissue RIN | Individual | Gender | Tissue RIN
#1 Male Liver 75 | #2 Female | Liver 8.6
#1 Male Kidney 6.1 |#2 Female | Kidney 8.1
#1 Male Lung 7.1 | #2 Female |Lung 8.4
#1 Male Skeletal Muscle | 6.7 | #2 Female | Skeletal Muscle | 6.8
#1 Male Pancreas 86 |#2 Female | Pancreas 6.3
#1 Male Heart 6.4 | #2 Female | Heart 8.6
#1 Male Colon 56 | #2 Female | Colon 6.9

Table 4. IEF#H#HE RNA O RIN

2B-2. cDNA M4 &8 E
2A-2 LEIFRIZ cDNA D& R EIBIEE 4T o1, SMARTer ZFHLNT cDNA DA A% - BIEE T
7=. AMPure XP beads THE&ILT=,

2B-3. MinlON ZFHW\\f = — U T RET A AN

2B-2 THERLLT= cDNA ZRWNT, 2A-3 LRFRICTA TSV ETo7=, cDNA 1 pg mo
ZB—KL. FBEDE ST Qubit DNA HS kit (Thermo Fisher Scientific)I=d&k 2 38IE T ER
EHEEERL, U FIILARIZIE SQK LSK208 FyhERL=, TIZiE FLO MINT106
(R9.4)7o—t /L& =, Albacore 2D 0.8.4 TR—RXO—IL&fTo=, BONE=T—2DS
5 2D T—H2DIHERT LAST (last-833) TxwEV T & To1=, JT7L U A% hg38 AL
1=, last—train T/INTA—REHTELTHSLT TAAVMEFTUN, last-split ZMNFTTRTIARD
YO A EEEWEESIEENL,

2B-4. WES T—2DHF

HiSeq 2500 (illumina)Zz AL \T RNA &FE—2#&4& D WES (Whole Exome sequence)Z 17>
7



1=o > FILFEELZ SureSelect Human All Exon V5 (Agilent Technologies)z= L =, I
PE, 100 bp TfTo7=, SNP O—JLiL GATK ORXN SS9 T4 X IZfE o=, ~TH SNP T—4
T LIBEDEATIZAL =,

2B-5. PUILETROEERERTERTFORKETI—IUT

BE—EANSEONIEEEBEEDONS AT )Th—LhE, TI)ILETROTRIRETS
isoform ZR DB FEREKE Lz, BEADE D7/ LIZKLT 2B-4 D&Y WES 170\, £
NZNDOLAFHREREL=, MinlON T—2D &) —RIZxL T, RefSeq L THRbIELVEE
R0 isoform 7O avFonN—%5Z =, isoform &Iz, WES T—2THELN = SNP
BHREZEIC, FC loci £d SNP ZH/N—L, BL SNP RE—2ZFDU—ROBEH AT,
Isoform & AN—L TS —FETZIBREEZITL. pEZETELZ, R TzO—ZJAICE
D p EOHEEIT =, HIEL p BELL. BRICH7IILIZRE>THRIT % isoform OF
ALz, 2DLL EDOA~ATO SNP £FE=UVTLVS isoform AVERI - B2 E IO ORHE T
Tl A 1=,

2C. direct RNA-Seq / cell line

2C-1. MinlON Z W= — VIV RET TA AN

HEL TRV =EEMAE LC-2/ad %55 uMACS mRNA 7414 YL— 3> Fwh, Small Scale
(Miltenyi)ZFLNT total RNA Z#itHL. polyA+ RNA % 500 ng #&IL7=, ONT ¥t The
Direct RNA Sequencing Kit (SQK-RNA0O1)ZERWLTZA 73R % 4To7=, NEBNext Quick
Ligation Reaction Buffer (New England Biolabs) 3 pl, 500 ng input polyA-tailed RNA 9 ul,
RNA CS(AREFa>ba—IL) 0.5 pl, RT Adapter 1 ul, T4 DNA Ligase (New England Biolabs)
15 @ mix1 Z2=ET10 mnA>Fax—3200 7=, Nuclease-free water 9 pl, 10 mM
dNTPs 2 ul, 5x first-strand buffer (Thermo Fisher Scientific) 8 pl, 0.1 MDTT 4 pl ® mix2
% mix1 [Zi0A =, &5IZ SuperScript Il reverse transcriptase (Thermo Fisher Scientific) 2
pl EHIZERYy T4V T LTRE =, 50°C 50 min, 70°C 10 min /> FaR—30%f7>T
WERE K ihE 4T o=, Agencourt RNAClean XP beads (Beckman Coulter) 72 ul #0A T
L. nuclease—free water 20 ul [T H L7z, ¥ &S L= NEBNext Quick Ligation
Reaction Buffer 8 ul, RNA Adapter 6 pl, Nuclease—free water 3 pl, T4 DNA Ligase 3 ul %
MAEBETI0 mnA>Fa2X—23>0071=, Agencourt RNAClean XP beads 40 pl 1A T
$ERL . Elution Buffer 21 pl IZ3AH L1=, Qubit fluorometer DNA HS assay (Thermo Fisher
Scientific) TDNA W& B E% A€ L=, 7A—tJ/L R9.5 (FLO-MIN107) TY—4~ 2 R&fT>
f=o N—RXO—JLIZ[E albacore Ver 1.2.4 #FLV=, 1D )—RELTHRLNI=T—45%, LAST
(last-833)& FBNT. VIF7L VRNV RIYTFNZRYEV T LT=, last-train [2&B/XTA—4
HEE & last-split Ik BEFNDEMNEFTo1=,

2C-2. Length distribution
LC-2/ad #® cDNA-Seq, direct RNA-Seq ZNZFND fasta 77 LA LAST TxwEV S
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LEBREONER)—FORSEREHL, LR,

2C-3. RIELANILDH B
2A-6 LEBEICRIBLANILELB L=,

3) HRLER
3A. cell lines
3A-1. MinlON Z AU = RNA-Seq 7O — )L DB H

LC-2/ad Atk o L= RNA = SMARTer (SMART-Seq?2 JRICEDL\=Fyh)TE
£ cDNA Al - it 1To1=, Bonf=HrFILIZL T, ONT Ho7ara—ILD@YF( 7
FVRBEIT o =, VRO Y TRELICHBITT DDIC+RRT —AEEHFIENH KA
Mmof= (Table 5, #1), > ILEILEITIZEAWLS LS SMARTer (£, =D RNA HhibshER
B cDNA D& A - #IgE4T757=8IZ dT primer (dTp)4> PCR primer (Pp)® 5’ K& &
BIN TS, CHHDERH MNION D> —I TV RF4T5)—%HAET . 7HT2—D
FAF—=avERETHAIEENEZALNT, T T, BMHEEESELNTI/v— (K
T UM)TO RIS REHDEEEBAL O RERICLHUBRE A=, BLFlld SMART-Seq2
% (Picelli S, 2014)TAHWLWGNTWSERFIE SRR, £1=. b KinlcEA F &ML L
ToA—(UAT M)EERLT=. PCR FZA4X—ZEFFUEEAIZINA |-Sce I D 18 bp DFR
S EEH=, NBO1 (& dTp (UM), Pp (UM)TIERL. ZDEEFA T IURARICAL V=,
NBO2 (&£ dTp (M, EFF&#fH), Pp (UM)TiEIRE. ANTRNFED VE—XTEF FUEMS
NIEERAUTERUN=, NBO3 (& dTp (UM), Pp (M, EAF > {&8f+Scel MDFRHECT) T
1@ . |-Scel THIRERULEBLTEFFUEUIRL, ANVTINFPEDVE—XTRELT,
NBO4 (& dTp (M, EFF1&4E), P (M, EFFE&h+Scel MFRHERS) THEIEE. |-Scel
THIBBRUELTCEFFUEURL. ANVIMNTED VE—XTHRE L=, NBOS (&
SMARTer F+vyNzZ&F N5 dT primer (M, 3 SMART-seq CDS primer I A)& PCR primer
MERNTEIBLE=E., FUNZMEL: Afal THIFREZRMEE/TL, BEER =, 1B
HWL=ZhZNnD cDNA DIREZAEL=, FED cDNA ZR&L. /N—a—FEFIZFI AL
F=RIVFTILYI ZADTA T ZURAEEITL MINON TOY—Y TV X %&4757= (Table 6),

# | Flowcell i dT PCR Number ofi mapped Mapped imapped i A / B
version i primer i primer ipass 2D to genes ito reads (B): (%)
reads (A) DNA CS
1| R7.3 M UM 153 60 70 130 46
2 | R9 UM UM 49,593 44113 32 44145 t >99

Table 5. v YEVTHER D H 8%
TS5AR—EFHIH), TREEHDDT VDI IE T #ERER L=, DNA CSE54T75)
PR YNZEFNDIRE I IA—IL,
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3000
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D cover rate_NBO4 E cover rate_NBO5
1600 4500
: 9 4000
1400 cover_ave: 51 % ) cover_ave: 25 %
B 20 total reads: 7487 3 2000
£ 1000 2 3000 total reads: 14511
5 aon 5 2500
5 3 2000
g 600 -§1500
z 400 I I I I Z 1000
200 500 I
; ’ 11.
Q..\'D 6"9 ,,30 0‘0 ., Q Q]Q ,\Q "bD S 60’0 H \/@ .\9 "L/Q '>;Q 0‘0 b %Q Q)Q (o /\Q /\6%0 %60’0 qqg\'@
Cover rate(%) Cover rate(%)

L LE:Table 6. £V TILORARMCAN =TT/ —LEIREDONIE
Fig 1. &Y >FIL®D cover rata OO
FEBAIC cover rate M. MEEHIZ)—REZERLT=,

)—R#E NBOS A'FE2 <. RIVTNBO1T, NBO2 NRIZR#TH o= (Fig 1), bBJ—FE
MNENSE=DIEFINIEENDITST4Y—%FHLN = NBOL THo7=A', cover rate HAFREEH
o7z, NBO5 Tl Afa [ ICk2HIRERLIELT>TNSL, Afa ]l ORFBESIIL 4 EETH
Y. cDNA FRIZHRICE TN L #EFEN TV D, cDNA ORERALIRTS 4L, cover rate AMECA
2f=&EZBNT=, NBOb (& cover rate AMEL=s, OV —REFEMLIZEETIZHEWNSDE
LU\, NBO1, NBO2 1% cover rate, U—REIHIZIZERL THBH NBO2 (XUBE M /EEE
B9 5, NBO1 @ dT primer, PCR primer EELEHBEMDENT T4 —E AU =EEI KD
B 7O —ILTHY, Hh DORVW—FRRUPLLD)—RENFONEE B THoT=, Table
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5 TTIAR—ERREDIVEL THERERL, #1, #2 % LAST TJI7LURNS VX))
TRV SATSRBMOERIZINZHAEEIM—IL DNA CS ~DXYEV T % 4Tof=, #1 T
(ExyTENT=)—RIE 130 )—RfZof=, vwTFani=55 b4%zéh7=5 70 J—RIE DNA_CS I
RYTEINTW =, #2 TERY TSNz 44,145 1)—RD>5% DNA_CS [y TFEShi=)—RIE 32
—RDH o1, (FEAED)—RIEIT7LU ANV AH) TNy TEINTEHY, #2 TEEXR
TCDNA D=V TV ASNTEMNTRENT =, BH. #1 &#2 TFTA—EILDON—U30E R
BBM, JA—EILDTyTTL—RIZ&YR ELEDIXTINTIhECEE, IEEDREAE
—RT&H B, DNA CS DY THILIREETH D EDB #1 EH#2 DEIFTIAR—DEREIZLD
tDEEZ LN, UBEOZEETIEINBOT AW ETSAY—ERBED., BN dT primer
& PCR primer =AU =,

2D
Etl:rr;ber CellType Version ?1asv+l:2{;§ds Total | Pags Eal
(pass+fail)
1 LC-2/ad R9 169,401 70,508 49,593 20,915
2 H1975 R9 251,062 95,253 65,006 30,247
3 PC-9 R9 135,717 50,337 35,5678 14,759
4 PC-7 R9 142,933 59,060 44,345 14,715
5 H2228 R9 240,567 88,364 58,134 30,230
6 VMRC-LCD R9 84,733 29,986 19,313 10,673
7 VMRC-LCD R9 104,863 38,228 27,359 10,869
8 LC-2/ad R9.4 233,331 150,922 136,753 14,169
9 LC-2/ad R9.4 252,951 159,117 142,245 16,872

10 LC-2/ad R9.4 311,128 210,659 188,805 21,754

11 LC-2/ad R9.4 410,826 280,851 255,947 24,904

(T;_tjln LC-2/ad  R94 1208236 801449 723750 77,699

Run Number of Number of
CellType Ver.
number raw reads 1D reads

12 LC-2/ad R9.5 137,230 556,195
11



Table 7. The sequencing summary (cDNA-Seq, cell lines)
BIVDY—IIVREERER L, (52 1-11)EMDIBIZ, SoFrN\—#¥4%&-70—+t
IWIN—=230 K8 —R#- 2D M—2)L)—R$- 2D /XR)—R$-2D 7=/ IIL)—RE &R_L
f=o (5 12) EMBIBIZ, TV FoN— 1% - JO—ELN=230 - #8)—R%- 1D )—R
# HRLT=,

6 FEOMAarRH D total RNA L. SMARTer EREL=TF 54~ —T cDNA =& A - 1
BL TS —I T RE To1= (Table 7), LC-2/ad #kIEBERN D& E=F CCDC6-RET
EREOIENERIN TS, CCDC6-RET B FIFBENEWRIZERT =, raw read
M 100 AU—REBZBETEGEAT (T2 8-11), H2228 Mt @mAa Bz FER>THY.
EMLA-ALK BEFDORIENEZIN TS, PC-9 #, H1975 ¥RIL EGFRICEEZ R H>TW
%, PC-9 #I& exon19 (2 15 bp OR%EHD, H1975 £k exon21 ¢ L858R mERL
exon20 @ T790M AZERE&#HH, EGFR OFOY v+ —EFUHEEFIS T4 F =TI LT
%R, VMRC-LCD #IEAAIFIERLRF STKI1 [CRTFA AP ANEENANTOTA
STWV%, &5, MYCN o CNA(Copy Number Aberration, gain)A\FEsRES TLVS, PC-7 #k
(£ MYC @ CAN (gain)&, BNAIIFEIELEF NF1 ICATSARAGAREEN A TNDIENE
FBINTWD, £V TEHELNETINSYNEITO—ILON—C 302k EFEL TV, R9 70
—tJ)L (T2 1-7)Tl&. raw read A\ 10-25 BY)—RE=>f=, 9AUT4DF L pass 2D )—K
& 2-7 A')—KRT,  30%EEF>=, R9.4 JOo—+tJ)L (T 8-11)Tld raw read A 25-40
A')—Rf=>1=, pass 2D ')—RI& 13-25 F')—K,  50%LL LAY pass 2D U—R=of=, LL&ED
cDNA-Seq DEEHTIZIZEIZTY 8-11EEE LT —2Z AL\,

LC-2/ad MRE#RIZDULNTIE, polyA RNA [CEE 7R S2—%5547—23 L TO—JIT VR
%475 direct RNA-Seqd17o7= (Table 7, 5> 12), 7O0—wILIZE&RFTDRI.5(FLO-MIN107)
&A=, raw read N 74 B')—R, BBITIZEZ 5 1D read (5 56 F')—RTLED 75%
ZHHTUV=, RO4A IZHEARTTIN T YNIHEERIZIEEML TLV =,

12



3A-2. —H TR RYEVTDORESR

7 90000
— 6 80000
=
= —FASTA (sequenced read) 70000
i @
. 60000
o —Bioanalyzer (cDNA) 5
C S
= 50000 «—
5 (@)
RS Nl
© 3 40000
2 £
® 30000 5
8 2 =
o 20000
“
10000
0 0
O ©® O O & O & & O & & © ®
QP I LI LN R L L N LA LN LI\ LA R
AR R O P I R S

length(bp)

Fig 2. € cDNA (7HET2—ZA4 5 —>a e ) —RE O— 9TV R B)OESOHH
cDNA (& Bioanalyzer MEE (hg/u)nfERMS, RESZxMELTTOVYMN = (F).
sequenced read [ MinlON [2&>TY—I TV RSN —RREERLE (#8),

TR TE—S4 45— a By —I T XH%BD pass 2D J—RE &L, cDNA DEE(ZLS
FHEYNATANEETBONERL= (Fig 2), 7R TR2—Z445—2 381D cDNA BD
DPRES—DVIVRBED)—RRIFU =D HERLIZ, cDNA E& fasta T—2D)—RE%L
B4 5L, —RRDIFSHRN—RDEIEHNKREN =, Bioanalyzer [FEXKEILE IR
HERERAWNTHY, BEE)—RREZE#Z5 MnlON TOY—47 U RIZHLTEENAKENEER
LNtz
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~N

6 direct # of reads (%) 453,762 (82)
RNA-seq
Ave. length [bp] 1,118
5
cDNA-seq | # of reads (%) 707,792 (98)
= Ave. length [bp] 934
c
g3
g direct RNA-seq
w2
——cDNA-seq
1
0
0 2000 4000 6000 8000 10000
Length (bp)

Fig 3. fasta 77 AL TOU—RED D LB

fasta Z7AILD)—REZ UM #Eh(IZ 200 bp-10 Kb FTOESE ., M-S ESD
SEE%#/RLT=, cDNA-Seq & pass 2D J—K%, direct RNA-Seq (& 1D )—RFDORZDH
ZRLT=,

cDNA-Seq & direct RNA-Seq [2&YS—o T XEan=)—REZ & LI=(Fig 3), €& T
Z =& S5EDHERT —H. direct RNA-Seq TlE# 1.5 kb DFEENSE>TLN =, EH
£3¥ direct RNA-Seq DIESAE M o=, direct RNA-Seq £ cDNA-Seq EEFRIZS—I TR
MATBEREIT TR KERR PCR NATREMNTBERLS =TTV ANAIRETH oI=EE R
Bz, —MIZ. PCR #1752 ETRUVERSIA® GC Yy FRBLSIIFIBIES NIZKWNED/NAT X
MNELBEEZDHN TS, Direct RNA-Seq I PCR 27hH 12> —4V TV XT38, LYt
@ RNA RKREEISIEWN—RIFREFEONDHRIBEEN B D,
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A

cDNA-Seq

length distribution

80000
70000
60000
50000
40000
30000
20000
10000

0

number of reads

0-100
500
900

1300
1700
2100

mapped length

read length

500
900
3300

Q
(=)
~
m

4100
4500
4900
5300
5700

NN

length(bp)

B

Direct RNA-Seq

40000
35000
«» 30000
o
@ 25000
« 20000
o
5 15000
- 10000
5000
0

3
c

0-100
500
900

1300
1700

Fig 4. >—0IT o R)—RKRRETYTENE)—RE
fasta Z7AMILDEBEEIIDORIEHTNI=ED (8)E, LAST TYYEV S LIZ)—RD
RESHEHIUNIEDD (E)EHELT, cDNA-Seq (A), direct RNA-Seq (B)DrFaEZEh
FHoRLIz, EEHCU—FREZ, MtECRRIICEZHT D) —ROHERLE=,

length distribution

mapped length
read length

3700
4100
4500
4900
5300
5700

—JITUAD raw read THD fasta T—2&, LAST TRYEV T LE=T—RIZHNT, 200
bp UL EDI—RDOEEONFE#EITLE= (Fig 4), cDNA-Seq, direct RNA-seq #ZNFND7
TR —(3# 100 bp, 30-50 bp TH B, cDNA-Seq (Fig 4A) D47+ direct RNA-Seq (Fig
IB) DR HETYEVTRIR TRERE(LIZRoNGE M >f=H% cDNA-Seq [ZBLNTEZDDOR
—BhRHEN, PATR—OREET TIEFRAR KRN TS —, PCR IC&>T—HFEo7=
BLBIABIBES N TLDFELNREELTLDDONELIZRLY,

SA-3. BITIZAHAWNDT A ANV —ILOFEH

mapped reads(%)

Average length[nt]

LAST

630,364(87)

854

BWA-MEM
(default)

634,493(88)

811

BWA-MEM
(-ont2d)

645,808(89)

863

fasta
data

723,750(100)

917

Table 8. &< YEVTVYINTCIYY I LIzEEDT Y TRETYTENEBE
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identity mCover rate of RefSeq by single read
% 300000 _%80000
G 250000 - 0
U | 200000 Ave. 92% L eoo00 Ave. 60%
s 150000 G | 40000
100000 L
g Ul 2= el
2 0 . R | -E .l (HEREAN
E zozogrgzzessssgsses  E Tsugugugigigsacpsasg-
3 g b 3
LAST LAST
) )
'8400000 '%70000
60000
D | 300000 Ave. 93% g 3$$ Ave. 50%
“6 200000 - LI530000
L g= [l
] 0 e m : 0
E Czszsgogszsvsgsgzizgs S 332:*‘%“-‘9*‘3%“%35
= o =
BWA-MEM (default) BWA-MEM (default)
n
%350000 -%100000
U | 300000 @ | 80000 -
DO 250000 Ave. 91% S o000 Ave. 54%
200000 Y=
S 150000 Samoo-
100000 20000
o | I & = ol
B i aanen<oazesn e E EHaNAnRI228985R3828 -
£ 832gAgn3I=e=gug8gR3I_8Ia" S S°5°38°3°3°s5°3°35°3°3
Z o

BWA-MEM (-ont2d) BWA-MEM (-ont2d)

Fig 5. = yE> TV I O ET

EABIEIZ LAST, BWA-MEM(default), BWA-MEM (-ont2d) CELN=fEENSEH
(A, B), ##h(= identity (A)E7=IZ cover rate (B), MtEhIZZZ LT H)—K#ERLIZ, 75
7 EICEHEERLE,

Sample Flow cell | Number of [ Number of | Mapped reads | Average mapped
name version raw reads | 1D reads (%) length [bp]
LC-2/ad | R9.5 737,230 556,195 319,263 (57) | 1,031

Table 9. The sequencing summary (direct RNA-seq)

direct RNA-Seq O —o T R EERERLI=, ENBIEIZ, FALE-MAEKE - 70—
ILN—23 -8 —R#E- 1D h—2LY)—RE-LAST TwwEv T Eh =) —R#-LAST T~
wEVTEINER)—ROEH R ERL,
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MinlON Z B =2 & cDNA-Seq DEEHT/SA T4 U &EF D=8, LAST & BWA-MEM %
WTRYEV T HE{To1=, VT 7L AIZIE RefSeq D4 isoform (51 58,196 &) fasta 77
A IL%E A=, BWA-MEM (&, /X5 A—4% default DEDE, T3 -ont2d D2iEFE%E A
W= BT —2Z2RANT, Iy TR (IyTEInfU—RE / fasta T71)LHBD)—R
#). Xy TEINEEHER, dentity (—BLEEEDH / vy TSR3, cover rate (¥
VTEINFRE / vy TEINE)—ROEZ)ELB Lz, V—RD< Yy I (L LAST A 87%.
BWA-MEM (default)n® 88%, BWA-MEM (-ont2d)As 89%Tdro7= (Table 8), identity (2D
WNTIE, LAST &£ BWA-MEM (default), BWA-MEM (-ont2d) CZNZF4 92%, 93%, 91%TH
>f= (Fig 5A), cover rate (EZFNF1 60% 50% 54%TH-o7= (Fig 5B), BWA-MEM (-
ont2d)lZ cover rate, identity ©BWA-MEM (default)& LAST O EEESTLNS=85H, KL
BEDEHTIZIZ AL STz, BWA-MEM (&, LAST (ZEEL T identity (XRIZFTH I, v
NS, cover rate ANMEM D=, Thik, BWA-MEM (ZEBLLENSOBEBOAKZELT 4
AURLT=f=hEE Z DA =, #IZ, LAST [y TEARLA, BWA-MEM LRIFRE D identity
TRYRLT FAAVNE D=8 KFRD BMICKYBL TLDIEARE SN,

direct RNA-Seq Tl&. LAST R\ T cDNA-Seq ERILUTZ 7LV R IZR LTI YEV T E 1T
o>7= (Table 9), LAST [2&kB~XVTZH(L 57% <xvFanr=)—KE(E 1,031 bp THot=,
direct RNA-Seq J—R®Do#1)7 41 cDNA-Seq D) —RXYUH{ELY, cDNA-Seq DFEERIZEEL
THEBILDOTHIEEZ ZbNT=,

identity Cover rate of RefSeq by single read
140000 35000
120000 30000
Ave. 83% Ave. 60%
100000 25000
v 8
S 80000 3 20000
o o
% 60000 %5 15000
£ 40000 é 10000
£
3 20000 2 5000 |
0 N | (I 0 I
8283823382832 8zR2828 8289928 Ig23283028a8
5°6°5°5°c5°c5°5°5°s5°s S°s°3°c°cs”c°3°3°3°<s
o o
identity cover rate

Fig 6. direct RNA-Seq ® identity, cover rate

direct RNA-Seq OT—%% LAST TAIBLEONEHERMASEHLE (A B), fEEHIC
identity (A)&E7=zl& cover rate (B), #t#hI—ZzH T B—K#ERLIz, V57 LICEHEE
~L7T=,

direct RNA-Seq M — I T X¥EEEFANB1=6. identity & cover rate ZZFNFNEHL
f=(Fig 6), direct RNA-Seq IZ PCR #4T74HJIZ RNA &> — TV R T BHIEMTETLNS, 1=
2L . identity &3y 83%zEEFH->TLM=, cDNA B2 DA ERYIZEEL T, RNA OFEAH Y

[T+ Tldiah o=, cover rate [& 60%T cDNA-Seq ERIZETHo71-=,
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3A-3. EIELANILDLEE

A
A

W

LAST BWA-MEM

4
4

3

3

1
1

MinION(LASTS833)
logl0(RPM+1)
2

MinION(BWA-MEM)
log10(RPM+1)
2

0
|

0 1 2 3 4 0 1 2 3 4

Truseq(BWA-MEM), log10(TPM+1)
C D
BWA-MEM vs LAST MinION vs SMART-Seq

RNt D
j = =

(o — O
ZD: ~ Z gmﬁ
oR=1 QS
'c g C o
£ o- £ o-
= 0 s ©°

MinION(BWA-MEM) SMART-Seq(BWA-MEM)
log10(RPM+1) log10(TPM+1)

Fig 7. MinlON ©® cDNA-Seq & HiSeq (illumina) ©® cDNA-Seq DR IRL NIL D HEK

(A, B) ##hIC HiSeq 7—2 (U FILFAEIL TruSeq), #EEHI= MinlON 7—A2%Rd, <XV
E> 4V INZ(ALAST, (B)BWA-MEM %=L =, (C)R&EEIZ BWA-MEM TwEV S LL
f= MinlON 7—24, #t#hi= LAST TwwEY S Lz MinlON 7—4%7x9, (D)#EEHIZ HiSeq
T—R(H U FILFEEE SMART-Seq), #EEHIZ MinlON 7—4%R7,

RPM = raw counts / # total reads * 1M

(RPK = raw counts / gene length), TPM = RPK / sum all RPK * 1M

REZEFORIFEEL. MnION A0 = cDNA-Seq DT —HESI—N)—RY—H T H—
HiSeq DT —4%& & L1=, VT 7L RIZIE RefSeq £ mRNA ELTEEHEINTLEEDDS
5, ZEBLEFTHRED isoform (5t 19,302 R)&RATIER L= fasta J7AAILE A=, )
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T7L Y RIZT1 DDEBEFIZDOETDOD isoform ZAHNSIET, 12D —RAKYZXI7DEH L
isoform [CXT) YL TRy TEN IR ZEEFELT=, llumina HiSeq &% RNA-Seq DH> T
JLEABLZIZ TruSeq A—EBIIZALSND, TruSeq L& 401Z RNA it bl 5B o7=EL
LTIV A LT ZAR—TCHEE, 78 TA—S45 —2a 07550 TH 5, TruSeq
TRELTO—VIURETof=T—32& LAST F2(& BWA-MEM ©<wE> S L1z MinlON @
FHFPLARNIILELEEL=, TNZEh1 0.88, 0.89 o7V HEFZR#ERLE (Fig 7A, 7B),
LAST ©<wE>%L1= MinlON 7—%4& BWA-MEM ©xwE> - L1= MinlON 7—4A2% BB L T,
HEEZREEFA (Fig 7C), LAST £ BWA-MEM [ZT7 SAAUNAENKECEL BN, 1868
R#% 0.98 Z/RL7=, MinlON DT —2DFITELEFANDFRIZIL, LAST £ BWA-MEM £55
EEOTHEEFBENEEZ LN, HSeq T—AIZIEH > FILFAEIZ SMART-Seq (SMARTer
+ Nextera)& {5858 A8 514D, SMART-Seq Tk, TB#IZ cDNA £EEHEIEL, MBI
Wr b ET A T B—S4 5 =230 & 175, SHIFE A 1ED ATy LSS MinlON 4> FILER
HLELIERF THD, SMART-Seq TH FILEAE % 757 HiSeq T—2& MinlON 7—2DH
B[LARILELELEECA, E7VOMEBEZREIL 0.91 Z/RL7E (Fig 7D), MinlON &> 7L
FREFENFELL TS, TruSeq THRBMLIZEEKYE SMART-Seq TRRAZLZIZ5H4E
BREIEEGo=EEA T,

A vs TruSeq B vs SMART-Seq C vs cDNA-Seq

s = N o N .

g = % = | % -

ARG [ (s

<z 3z >z

2~ AR -

9% - £8- 28-
£ — S =

} ‘o 1 2 3 4 0 1 2 3 4 ° 0 1 2 - 3 4
TruSeq log10(TPM+1) SMART-Seq log10(TPM+1) cDNA-Seq log10(RPM+1)

Fig 8. 8T YbT4— LBDRIELNILDOIER

REBh(Z HiSeq (TruSeq)Z (& HiSeq (SMART-Seq)E =& MinlON (cDNA-Seq)DHFIFL X
L, #EhIZ MinlON (direct RNA-Seq)MHEIFLRNILERLE (A-C), BFAIRINDE £IZET
VDB RBERLE,

RPM = raw counts / # total reads * 1M

(RPK = raw counts / gene length), TPM = RPK / sum all RPK * 1M

direct RNA-Seq [ZkYBBN =T —2EMEATHONT—2LLE LTz, direct RNA-Seq
(& MinlON @ cDNA-Seq &lEsaUVERBEZERLT= (Fig 8C), BERZELN_ &I, TruSeq TH
VAR E T o=HDDIESH, SMART-Seq TH Y T IV E T3 DOXYEAABENE G
Tu = (Fig 8A, B), TruSeq TOH U FILFARIT LR TIEAEL B EEnr= cDNA =& 8-
e 278, SMART-Seq 2L T PCR /A 7 AAVD AN AT BEEAS TR IR S 7=,
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corellation coefficient

coefficient of correlation
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0.9 . + ! + g i -
0.8 /

0.7
0.6

0.5
0.4 —vs TruSeq

0.3 vs cDNA-seq

Correlation coefficient

0.2
0.1

0 100000 200000 300000 400000 500000 600000
number of reads (MinlON direct RNA-Seq)

Fig 9. T—4¥E LI =EEDRBERDOHTRS

(A) HiSeq ) —R# & EEH =, K)—RETOET Y OHEBEFREEMRERL,

(B) MinION Y )—R# & HEEhI=, £)—RETOET Y OB GREE MRz~ =,

(C) direct RNA-Seq O—R#EE#IZ, R—RETOET7 VY OAEREGREEHtdh Rl
1=

MinlON £L<I& HiSeq MY—R# A, HERBOEHIZ+H THINEREILE=, TNLEND
T—ANBEEFENIC)—RES A LIZERYEL, 202 —I TV ARETOREREERDD
fEE%E 10 @FTORUIRL, ZhEFhIZ, 10 @OFHITTOEBERBDEYEIEXEREERK
HTRIFRIELz (Fig 9), HiSeq M) —R#EZE LS B=LZF (Fig 9A), cDNA-Seq DU—R# %
Tipsg=LE (Fig 9B), direct RNA-Seq D—R#& LS 8=LZ (Fig 9C)&HIZ. ETY
COEEZEEE 0.9 RIERTTIM—ITEL TNV, V=TV REEE LT THAEREERED 1
[CEES DEEEZ DM DT=,

Fig 9A 2B T, HiSeq D)—R#EZ b=t 7=, SMART-Seq THREL/= HiSeq T—%¢&
MinlON ¢cDNA-Seq T—2MD#EE (#B)h\EbmE<E>r=, TruSeq TRAEL= HiSeq > FILT
—#&& SMART-Seq THRBLT= HiSeq 7—% (8) XU MinlON cDNA-Seq 7—% (B)IEAE
ZNBEAERLE, BIRLAILIEAL: HiSeq &20NE MinlON >—— T3 —E0V 5KV, 5
AT SVRAEFRIHKFEL T, Fig 9B TIE, 7FUT4DEL pass 2D )—RO#HELE S
HTC2alb—2avETof, VA)TA4DEE fail 2D J—R* fail fwd U—REMAT)—
R EEOL=T—42EANTEYIaL—3 305701z, b0 BU—REBZ25LE6568 0.9
TTIh—IZTZEL TV, Fig 9C Tl&, direct RNA-Seq O—R# & LTI Ial— 3y
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%1721z, TruSeq THUFILFARL = HiSeq T—HELELI=HEEDAH. cDNA-Seq DT
— LB LEELYE N oz, EBEBETIMITELTLSEH RIS,

MinlON cDNA-Seq 7—%& HiSeq T—4AZ LB L=EE . #EREFREEUEHK 0.9 T)—FEE M
(XL TTIb—IZEL =, ZOZE(E HiSeq & MinlON O —o T o9 —BAEOEEIZHE TS
EDFEEEZ LN, MinION, HiSeq ZNZF N TFHDHEL, HDWEFTAHIZWERTIAFFIEL
TN, ZOEINNEHDEBELGFIERBEENMECRBLOND, EDOERFIAFTDHERLDH A
SMTEOTNGENA, P—I I —FOREAREEDH R ELEEZATNDEEZL

nr=,
3A-4. BMEBEFORE SR
=—— ccpcs RET CCDC6-RET full length i
- R (2327-4161) 2“.".:;, . - - . -
= | ——— |
ESa—. ==
: . mapped reads:8 .
e Expansion of fusion-region 1
= - . - CcCDC6  RET . P _
| 3

tusion®6_maLAST_fusbon_exis [T
..... -
ae =l
G>T
nc = WA GTGCAAGGCACTGCAGGAGGAGAACCGCGACCTGECGCARAAGCCAGC G TIIGRRCCA T C G GGATCCAAAGTGGGAATTCCCTCGGAARAGAARACTTGGT TCTTGG
WAC-SFMBT2 full length I
" >
WAC SFMBT2
(1-362) | | (363-7757) -~ . i - . -
" | 1 Il Il Il 1 1
| Rl o e——
.....
mapped reads:1
I =
I Expansion of fusion-region
|| A srmeTz Ty ~
i S
I WAC - SFMBT2
lh - e ‘ e ‘ . . e e e ‘ e
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|| [Z5cAnazcivpzn_t

ZSCAN22-CHMP2A full length

........
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Fig 10. RSN =mEELETF

(A-C)IGV L TR MInlON 7—%, EENeR, TENREIDDILRERL,

(A) LC-2/ad ¥k CEEAIDFEL 5 B{=+ CCDCO6-RET, (B) LC-2/ad %D R IErmEI1E
=+ WAC-SFMBT2, (C) PC-9 #kD ¥ st & 1= w8 =+ ZSCAN22-CHMP2A,

O H—>— TV X CRERTE-REENERL,

MinlON F—2 DT s, & B FORBENFERINT, FiRE Mz LC-2/ad TBE
HOh& 8+ CCDCO6-RET LR A T HEMAHDNTLNS (Matsubara D, 2012), @&
L7=BEC% D fasta T7AILELERL. FNEVT7LYAELT MINlON F—2D<vEY F %475
t=o 7/ LT 7Y IGV ETYYEVTHRERZRIRIELZ. 8 72 FU—RD55 8 U—KH
CCDC6-RET Mt &EsmnEH/X—L71= (Fig 10A), CCDC6-RET @& =B ML=l SNP A
HonTWd, 20O SNP #FEMISELFRENELCTWNSTIUILERIET HEMNRIEET
Hotfz, T, COBEFRBIEY UV A—EIZLE—I T RIZKYRER SN (Fig 10D),

FHRBMEELFERERT 0. KMz T—42%, BLAT ZFHWTY /LIZRHLTT F1 4
NEf Ttz TIAAVMERDSE, 2 ATl LB EFIZIYTILTWDI—REESTL. £
DY TENEHFICHLETCTFRTIEREED-. MEBEFDELT 7L, HiSeq RNA-
Seq T—EAMNLREINBEELFIEHOELFRTELEERLLELE T, EELEZLD
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R BEEREELTFLLE, SONFBREEREERFTHD LC-2/ad %D WAC-
SFMBT2 (Fig 10B), PC-9 #® ZSCAN22-CHMP2A (Fig 10C)I=DLN\T IGV Lk TRESRL=&
ZA MinON T—2TENFN 1 )—REEE 4 ) —RAHNR—L T =, 2DDBEMEIFE AL T
WBIRRETORBARE SNz, ChoDBAE B FEMICOVT, TAENY U H—
HITR%E47o1= (Fig 10D), 2BBDELEFRTIZDONTH, ADELNDDNT,

3A-5. Novel isoform

A

ST TS d1 a1 01 TR U acc35 0081 23268821
LC204_R94_i24_g s sosk I i
s o
0012300407843 sTHTE 00 e
LC204_ 3244 embars ] || 3 ~
PESTT i L
— + = = 1 = | = = & - _—
——— = | [ H -
— ] | : =
S— i | i h
— i i |
i i | | i
== | | ' H
L2304 5203 awmtam — i | =
- — | +
= i | [
-_— 1 i
= H
|
|
|
0ene s
wace
— =
enstoccosaanes eusTooand
L [
S 000005600111 wace
fr—
- ——
s 000001
ensroncasrioe
1T
ensroneosaeatr.y

B

00000001 acggagcaaggcatg[ttgaagag[ancngggt[tgg[agag[ganttc[attcantaaaaccatg[gtc[gaactgaagaagc[tgggctcacttccacaaat00000104 Sanger
20217402 a agca gtttgaa tacccgggtitg gtgacttctattcactaaaaccatgtgtctgaactgaagaagettgggetcacttccacaaat 20217299 hg38 reference

00000105 gagattgaaaagtaatggcgtgtgﬂctaccctcacgattaaaaaggaaaagtrctctgtgaatcataatcaaagaatcrtt gacctgaa 00000194

attgaaaagtaatggegtgtgttctaccctcacgattaaaaaggaaaagttctctgtgaatcataatcaaagaatcettt.gacctgaa 201849
00000195ggatggaactcaactatttaaaggtgaagactgccagtcagtgtgaattgmaaaaaagtccaacaatttggggctggacaaccagtnaaatgg 00000289
20177930 ggatggaactcaactatttaaaggtgaagactgecagtcagtgtgaatigtitaaaaaagtccaacaatttggggetggacaaccagtcaaatggttgaaataagaagatgggaaaaaatatgtcagg 2017780
20164399 atcagaaaaggcttctgettictttaaaaaataaaactac 2016436(C
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00000001 gclcacgatcgaggacgacttcaactatggcagcagcgtggcctccgccaccgtgcacatccgaatgg 00000069 Sanger
66169968 ggggtgctgtigecatcatggetgaccecgacceccggtaccctegetecte gage acttcaactatggcagcagegtggectcecgecaccgtgeacatecgaatgg 66169855 hg38

00000070 gttcattggtggaaaacaacaaatcatgaagctacta. . . .aaaaattatgtga gaaggcccgtcgggcaagtgaggaacgcctctgccggccgccgccctgtctgggaagtgaggagttcctctgcccgg
66161172 gttcattggtggaaaacaacaaatcatgaagctacta 1aaaattatgtga gaaggcececgtcgggcaagtgaggaacgectetgecggecgecgecctgte tgggaagtgaggagttectetgeccgg

ccgtecaactgactgggatgtgaggagegactctgecccgecgetgeccggtctgggaagtgageagegectetgeccggecgecacectgtctgegaagtgageagegectetgecegeeccaccee
g gaclgggatgtgaggages g Egg Eg EEE BlEagCagcg BCCCEECCE gtclgcgaagtgagrageg geecg

ccgtccaactgactgggatgtgaggagegectetgaccegecgetye gtctgggaagtgageagegectetgeceggecgecaccctgtetgegaagtgageagegectetgeecgeeceaccec
ctcaccgtctgggatgttaggagcacctctgcccgcccgccgccccatctggaatgtga 00000383
\ ct gictgggatgttaggageaccictgeccgeccgecgeeccatctiggaatgtgaggagegactctgecaagetgeecgeectgtgiggcaagtgaggageaccte 66160809 /
66160805 ccggeecgecgecctgtetgggaagtgaggagegectetgeteggecgetgtgeaaccctecaagtgtgag 66160736

Fig 11. #&&HEM 7= novel exon 1&%#
(A, BIMACC1 &{=F. (C, D) TMBIM4 i&{=F, (A, OIGV ETR7= MnlON 7—%, FR#
THRALEE D TET—2X—X LI exon B2, (B, D)V H—>—I TV X TT—4ER
— R EIZRWERS (R EREL=,

I\/ImlON T—REANTHR |Soform DIEZRE A 1=, cDNA-Seq TEAELT= LC-2/ad ¥
—&% LAST T /LIZyTL, T—HEX—X (RefSeq, Genecode) EIZIEZARLY exon &3
’)'J-l‘é‘%‘ﬁ?bf:o IGV ETHERL. MED exon ZFCU—RNERFEET DEDEHIR
isoform I=HELTREAT, 72 OF R isoform B TT —2AN—X LIZ70Y exon HFERT
=71=(Fig 11A, 110), 20556, NALDBIEAREINDEBLEFD isoform [ZDNTHUH
—> =T RA%EfTo7=(Fig 11B, 11D), T—2RN—X L2140 exon AAFEIFLTLNBIEM
RENTz, THn®HFLLY isoform OFRIZIFHEERNICHEBEGRERERFDEDOAZTEN TS
NELNELN,
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3B. tissue

[[E—{B A B30 1E FE 1R #H)
liver, kidney, lung,
skeletal muscle,
pancreas, heart, colon

cDNA-Seq (MinION) Whole Exome Seq (HiSeq)

isoformE & SNPs

TUNBOFRIRFENT-J1—->>7

Fig 12. EbREY Y TILERWNERBREBITOMET (>
B—EABEOEEMRBY > FILERNT, ZIEESZxF 5 MinlON cDNA-seq & HiSeq
Z AUz WES 217572, cDNA-Seq AvblE£e K isoform (§#iEa. WES A\5l& SNP 1%
WEL. 220DT—42%5AH AL ETCTILEBORRBITCIT—S 0T 57201,

3B-1. Tissue DY —HU TV AHER

Number of reads  Number of  Number of Number of
mapped reads detected SNPs  hetero SNPs

Male 202,493,498 202,431,918 1,128,434 375,210

female 194,289,700 194,230,944 1,034,024 321,435

Table 10. The sequencing summary (tissue WES)

EFEICBHOREBED, TERICKEOBHEDY TV WES OfERERLE, A5
JBIZ@ohf=)—RE., <y TEn=)—FE, S =)—RE @BATICAU=~70aSNP
D#EERLT=,
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RIN AVerageNumber ofNumber of _. RIN AVerageNumber ofNumber of
length Tissue length
score raw reads 2D reads score raw reads 2D reads
[bp] [bp]
7.5 383 1,877,492 950,526 Liver 8.6 575 2,408,040 1,704,811
6.1 300 2,169,687 1,038,648 Kidney 8.1 455 1,219,741 622673
7.1 461 1,649,938 829,195 Lung 8.4 671 1,982,029 1,314,034
7.1 359 547006 273,589 Lung2 - - = =
Skeletal
6.7 1377 967,999 714,931 6.8 524 1,140,199 756,317
Muscle
8.6 429 1,136,345 563,300Pancreas 6.3 496 750,299 436,896
6.4 348 1,596,992 776,182 Heart 8.6 523 1,235,122 781,718
5.6 300 809,755 434,140 Colon 6.9 395 2,030,195 1,215,465

Table 11. The sequencing summary (tissue cDNA-Seq)

ol (FOVRKYLERICE AR GRICZEBEROZSEBOL —V IV RERER
Lz, &£70v7I28WTEMBIRIZ, RIN-EH—RE - #8)—F#- 2D f—2)L)—R#%
~Lf=, FALE7O—t/LIEETRIL,

MmEROR—EANIZHEITILEERDETIV—L—IT VX (WES)E, cDNA-Seq %47
o=, WES IEBZZNZFhDEBHEEY > TILERWN =, O —V IV ALTHELN T —4IE,
BWA TvxwEV S # . picard [Z&5 duplicate read BrZ=E GATK  UnifiedGenotyper [2&5
snp call #47>7= (Table 10),

cDNA-Seq (F1T ADBMHHRROHEE 7 7& (i B, I, S4&68, B O &5
LT ADLERENRLKSES 7 BHED RNA 2& B CIRO7O—tILERBNTY—7
IVRSVETo= (Table 11), 2D56, BHEHED lung ITDWLWTIE, 2 BIZVEfTo7=, H
ZE#BD RNA @ RIN (% 5-9 7227z, RNA O EEMNEA TSI ENBRZ SN, O —I TV
ABEOEE)—FRULMEREMIEKR TToEBRIVEEVEDONZ Aot raw read ®
#% 50-200 BU—RTHY, 7A)T4DFL 2D )—RIE 25-180 FU—RE, KD 50%FE
ETHo!=,
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3B-2. 7UILAYEIZFHIZ S B isoform

Male p<0.05 p<0.01 #HIE Tissue Female p<0.05 p<0.01 ##H1F
p<0.01 p<0.01
2,356 59 38 15 Liver 3,758 185 125 38
2,695 35 24 8 Kidney 4,347 83 45 10
3,403 85 55 14 Lung 6,168 338 221 69
3,493 111 60 16 | Skeletal Muscle | 2,761 129 82 28
2,052 38 25 4 Pancreas 1,535 24 14 6
2,364 36 18 5 Heart 2,759 104 60 18
1,503 15 9 2 Colon 5,412 140 78 18

Table 12. 7UILARHEIZFHITLTLS isoform D%k

ERICBMER—EARE, ARICZER—EABXDOE[EZFD cDNA-Seq 47U\ 7
DIV ABEGRRIRERT isoform DE#HERLZ, TNENDOMETEMNSIEIZ, MnlON 1)
—RTATO SNP AAh/N—EN 7= isoform D#, p<0.05 &9 isoform #, p<0.01 %
A= isoform . AR TTA—ZFHIERIZ p<0.01 & 7=9 isoform #ERLT=,

p <0.05 p <0.01
Run 1
Run 1&2
68 17 11 44 11
Run 2

Fig 13. BRMEIZKZEE isoform HDEL

HENBMHRMY U TILDOTU 1 OHFTRESINT= isoform O ENT20H T
HENT isoform O JEMNTU1 -T2 20M A THREE N isoform D, ZAIIC
p<0.05 THRBIZLELZDH. HAIIE p<0.01 THRIIELIzEZDH,

EBEIZEOTRIEENEL D isoform AFET HIENHLN TS (Kim J, 2015), 15
szRI—EABKD MnON & —9 T X T—2EAT0 SNP T—2D TN G, 7'ILE
TORBIZRYEFAR, EEEZ L2 isoform D—R#E#HZ . F—EI=FD isoform [
TTIEBREZT 2. \KOMDEEIEIC. p EEOFEHZEHET isoform OEFT=
(Table 12), BHEDFTHRAEY Y FIL 2 500 DT—2%EABWNT, BREIZL>TRH— isoform %
BRHETERHENEDLSIZEATEINET = (Fig 13),p < 0.05 DEE EEMN 17, 1
DHMN 68, T2 2 DIHM 11 THo=.p < 0.01 DEE EEMN T, T2 1 OHMN 44, T
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2 DH#FE 0 & FU2THREINT isoform DT RTHTUIZEENTLV =, p<0.01 DIES
M, FEE S isoform DMHENTESREE 2 =, =, ARy 70— KICEIDHEEZTo7=,

B ey e [ | — T o i
A — e
Referencef#
=ATHOSNPT!) 7L R &S

RCIEEZRDY—KE#

Alternative ¥

= ’\7_'EISNP’C°')7_.7|/,“JX<’:
BB R%EE DR =

JL

— 100 reads

— 32 reads

——

Reference

Alternative

— 100 reads

— 32 reads

RefSet;' e

Fig 14. 7)IL A HAEIZFEIELTLS isoform D& H
MTI1E :BI=FIZDWT, BHRBEMY > TIL cDNA-Seq M—KE SNP F—4%_ IGV E
THERLTz, EERDBIEIZ WES [2&% vef 7L, UT7L U RERUEEERFD)—REE
(Reference #)D psl 77 AL, VT7LU RERBIEEEFDU—RE (Alternative E)D
psl 774 )L, Reference & bam J7AILDH/\Lw, Alternative & bam 774/ I/LDH/\L
v, RefSeq #/RL71=, MT1E B F £ &K(A), SNP fHhEDILRR(B)ERLT=,
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PAI2T BILIT BIL1 aiii QLT e AEiIy [ S s e [} a1 ATTI

NM_001309840
paternal isoform
Reference®f = NTOSNPTY 77U AERILIEEEFD)—FEE

NM 016592
maternal isoform

il

‘AlternativeB = NTASNPTY 7L U ARG AIERZF D) —FEE

-]
S

T

RefSeq

F O I a1
TET YT

Fig 15. A7VILDOMZFIHL TS isoform D H
GNAS BFIcxyTEn=)—RDiEE%E IGV L TRERLE, EEEMS, hg38 LFRILE
HEFD)—RD psl 774/ hg38 LT R4 DIEEERED psl 774l RefSeqisoform,

TUILEITRIENELRS isoform (2D T, MinlON 7—4% IGV £ TRIRIELT=, F—E{=
FRED isoform TTIEREZEZ T, FIELEZ p EH 0.01 KEDLDE, TUILREELTFE
LT#H Az (Table 12), HlELT, BEDRHET—RZHTSH MTIE Bz FERLE=z (Fig
14), NM_175617 EWNST7 01 avFon—%EFDisoform A, ATASNP ETJT7LURE
RICIEE T 8D Reference #Tl& 100 U—R, 274518 HE G £ D Alternative ##Tl& 32
=R SNz, MBS R CTBREE/ToECA RV TTO——FIEE{T o=
p fBl% 2.94x10e-6 &7 o7=,

GNAS Bz Fl&. R A HK(paterna) D E B AR MNSHIT 5 isoform &, FFHHXE
(materna) DL EANSFITT S isoform [LESHEEEEDENH BN TLVS(Bastepe M,
2007), MinlON TELN=E M B ET—42H5 paternal 7 isoform (NM_001309840)&
maternal 7% isoform (NM_016592)AZFnEFnteH TE/=(Fig 15), Zhdd isoform L)L
TOEHTIE MnION DT —2ZEFAWSI LB L TIE—RICREREDTHo>=EEZ LN T,
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3B-3. Jxz—ov

Tissue / male | #EONAFTOSNPHAN— | 5 ALDEEEE [bp] | RNA_LDREEE [bp]
SNTLDisoformDE | (RAIEREDI) | (RAIEREDIT)

Liver 628 11,321 668

Kidney 660 10,884 695

Lung 935 9,499 664

Skeletal muscle | 1,228 26,849 1,289

Pancreas 519 11,676 633

Heart 642 10,584 715

Colon 362 10,884 612

Tissue / female | 3 ONATOSNPA AN |5/ L EDIERE [bp] | RNA_LOIEEE [nt]
SNTL\BisoformDEy | (RAIEEEOF) | (FRAIEREDI)

Liver 1,032 11,107 805

Kidney 795 12,881 684

Lung 1,797 13,527 874

Skeletal muscle | 653 10,137 613

Pancreas 376 9,673 577

Heart 704 12,217 664

Colon 985 10,310 748

Table 13. &EB/ ETOIT—T 0 TE/= isoform D

A Genome : 10,846 bp, RNA : 873 nt

/6, ! SO

i —

T 89 reads

56 reads
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Genome : 31,451 bp, RNA : 1,345 nt

Reference
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il
Il
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RelefSeq SERRIERE B NIRRT IR IRERDRE D

[ ]
1 reads
=3 D

Fig 16. CNN1 :&{=+(A), GC BE=zFB)D7z—>0%

WES [2&>THRE SNz SNP DA ELE. Reference B FE /=L Alternative #EAH/N—LT
WBIEED/Z—([RBIX)T7LY RS ) LAERICE S RN —R#iE Rz, A I
X EIRBDIBED/INZ—2 R UZED)—REERLT=,

MinlON O E 4L FN LTI — > (haplotype phasing)& 1751, 120D
isoform EIZE#DATO SNP NEENTNDEE, OVT)—RDIFE#REALV\SEL isoform
NEDBEDEAEDLETRELTVNIDONRBICANDIENTE -, BA(ER)E. E
BRI —U S TE= isoform O#E Table 13 IZRL=, /L LOEWVEESHEZ1AD
MinION ) —RTH/N—HETWBEEZT=, Table 12 OFHIE p<0.01 DUARDH NS DA
BATIGV ETHENSDT= (Fig 16), RIESNI=IEE/NZ— 2 EXFIZiR DB E/Z— %D
—REER =, 2B/ 2—2(E MnlON DFEHEVTS—DEHARNEEERZA=, /L
T 10kb EL EBENT= SNP TEH, MinION DT —2EFRAWNSZETIT—V VT HEDIENRE
Nz,
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4) #ERESBORE

AW TIE. MinlON 1281+ 5 RNA-Seq 22U\ T, EA27OMI—ILE TOLEER», ZO&K
SHER T E EO LTS R Z/RL TE1, ¢cDNA-Seq TlX. cell line TFZA/—NDEAR
[CDWTHERE 1T 7=, cDNA D& A - IBIROIRIZIFBEMEL DT A< —E AL ETHRAT
[CIRBRI)—RENEONDEERLZ, KHER T, DED RNA MoEFERIREDR RNA-
Seq T#%H5H cDNA-seq #47o7=, LC-2/ad #Tl& direct RNA-Seq Z17o7=, MinlON TmD
—JIVRIEAVTYN =B TR FRICHFIL T —I TV AHEK DI EERLT,
cDNA-Seq OT—RIZDWNT, 7IAA NI —ILIZDWTDFEREFT o1, LAST TOT7 T4 H*
DS, AT —RO BT ETOIAHEDOBHIZEELTLNSEE R T, direct RNA-Seq (&
PCR NAT7 RELIZY—VU T AMAIRETH D E%ERLT=, cDNA-Seq, direct RNA-Seq (2D
WT, HiSeq T—REEBEFRITBERICOVTOLLERETo/=, REBBEHRIE. O FILAED
HEMNERFPETREL cDNA-Seq & SMART-Seq M#EEENE A of=, F/=. direct RNA-Seq &
TruSeq THYTILRARL TR /WEREN RS, drect RNA-Seq (& PCR /47
RIS =T REFT7oTWNBI=8. TruSeq THRAL = HiSeq 7—%. SMART-Seq. MinlON
T®D cDNA-Seq LYBLEITHWRIFEERLEZOMELNLZLY, MinION DR IEESFFEZEEH
LT, B EGTOBREET o=, LC-2/ad SR TEERID @ &8z F CCDCO-RET vo#rfi &
5Bz WAC-SFMBT2, PC-9 # 7T ZSCAN22-CHMP2A A MinlON 7—%&H > H—
=PIV RATHRETER, MNION T—2%7/ LIZRY T I HIET, T—ER—X LI
exon MEET B EERL, #F=74 isoform ANTEFEET HRIEEMEZ R LT, tissue D cDNA-
Seq Tl&., #1E p<0.01 DFEMNGLEITTUILAHEIZRIBLTWNSERFH 2-69 EEHT
BIENTES=, 362-1,797 @D isoform [ZDWLTIE, 1ARD)—RTEEHDA~TO SNP £H/N
—LTWB=. NTORAMT Tz =0 T DMTADIEEBLMIZLE,

MinlON Y —2 TV RFEHEFHEERANSI LR RGO R EOEIR ORFH%ER
BERDEDLRV, NREOH R CERRKRIIS. J1—LRTOL—I IV XL ARETH B,
RHFZE TIEHEFIZ, MinlON Z AUz RNA-Seq 2752 TRRA B EBIT A A BE TH D EE KL
f=o TRDZV THELNESGT 2T TELGTFREENDH ECHAEELT FOKRE. isoform
DRIE. NTOARAT IV U T F RN R EB/DHIEN A RETH o=, MinlON > —o TV
H—DFERT, KUBEWNDFOEREN RNA-Seq BIFTEITOIENTEDLIZRNIL,
BRRIGA —I VRN —BER T HIENHARFTES,

— A T, IREEFED MinlON TlER+2 75 BEHFET b, TR TO MinlON 0> —o T
ARBEETRK 9O%FEEL HiSeq 12455, 1 EDOTUTHELONDST—2EL 1 Gb ETHD,
MinlON TO¥EE. T—2EBDR B EHI=HIZ HiSeq T—H2EMA B LIETEiITHhA TN
% (Weirather J L, 2017), direct RNA-Seq Tl&4 > 7 vNZ polyA £ RNA % 500 ng £ ALY
BRI NIEBDRNSEMD, MEY LV TILTOY—I TV RERAIRETH D, L, o—r TV
H—DHEBEIFTERNZELL CNODFEBHLERBESINTUKIENEIFEIND,
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AHEICIE BAEF L. BARBEELEBIC. IEEANOEFRRICKESHERIZRYE
L7z, FFI2. ERRICBWTIE ST EEERR, FIEMESRRIC. BBV TETBEELES=HK. BA
B ERBRERICELOFHITELTCIEZEL, T BEXNAARE L 2—08H K
FRECIEMREMIBEDT —2CHE2ETELE, SREMIEFRETDEFHD Martin
Frith Z32(21&. LAST Z AW E TR0/ M T4V EBELTIAETEL,
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