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BRI AJERERE (myelodysplastic syndrome, MDS) 13 312 i lin & (238 E T 5 ik vk
JEE Cd v | B 7o 1 el O HE5E & 43I X 2 MK TERE D Ak, ME5hiE i & M3 5
RN T AR B = AR RHM L T D, IER 2R IR ORI T S S A, i fgEm &
ST-EEHRIERZ 2 L, 2ME#rE A iM% (acute myeloid leukemia, AML) ~&174 5 U A
7 bR,

MDS F&JED E 7R KL, & fpHifL D% K72 Ea TR OBETH Y | ITFEORMAR
= T AR K o TR A RIBISFERDBHL N2> T D, TH DNMT3A,
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INTEY, DNAAF /R E R M AR E W oo B = X T v 7 IR BHIEH Ol
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MDS O P#ZIIARETH Y [[EHEETHA27T U 7T /L revised international prognostic
scoring system (IPSS-R) OH U A7 FETHRWIHOAFMIRIX 3 ELHEIN TN D,
ME— DARTERIE I TIE MR T d 525, —EBOIEFNIIHHE L, BHEBE S HEIC L 53k
BRI CCAEOERTORE UL TV D, IFERIGHRIETIEZR WS, DNA A F /UK
FHIOAIMERHRE SN TEY | EREKTHRASHER ST,

Transposable element (TE) (/7 / AN Z#B T 5MHEE 2 L OEERSITHY, B N7
LDy HD TV 5, TE X transposase % FlJH L T cut-and-paste Tz 3 % DNA-
only transposon &, WHAEREFRIZ K > THAIEY DNA #4583 % Z & T copy-and-paste
T 7T % retrotransposon (ZKBIS V5, #%&1E, RinlZ KIEALS long-terminal repeat
(LTR) % #§ > retroviral-like retrotransposon & . LTR % £f 7= 72\ nonretroviral
retrotransposon (233 X415, Retroviral-like retrotransposon [XiZ5D v A L AJEGL D
JEWRE Z 2 5 TEY | retrovirus (Ll 7-#51E % 59 %, Nonretroviral retrotransposon ™
X ] 1% long interspersed nuclear element (LINE) (ZJ& 35 LINE-1 X°. short
interspersed nuclear element (SINE) (ZJ&9 % Alu, SINE/VNTR/ALU (SVA) Th 5,
LINE-1 (3= FX 7 L7 —REa+ L W ERRBIE T 2 A3 25 DIk LT, Alu 2 SVA
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FaDE. DNA A F ik 2 i, 7a~Fo -T2 F 40— A X —T =
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BEMEEEOFRBICB W TS TE ABEET25 2 ERARESR WD, MEEEEE BT

(T AML CHNE Y oSO K E R 1% TE NEMALT 2 Z ERmESh sy, — 5T
MM  OIRESE T d D DNA A F/ALIRESD TE OIEME(LAFIH L THUES IR %
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TEARBZ RN, £ 2 CTAMIETIE MDS & L < 1% AML B3 OF iR ikh & i & fi
Efifn A Mk L. RNA & — 27 = A 2170 TE OFBEB) O 2 Mk L7z,

BAEET 32 T N E AR OB iR IR 2 AT Lo, Flin D Il 78 (37-87) 7k,
BAET 22 ] (68.8%) 72o 7, WHO 3% 4 MGTRRIC X 298 HI3 80 CIE, 1A s 2 ek
% £ 720y MDS with multilineage (MDS-MLD) 13 5 (40.6%). [ fLy5 S ERBE N & £ 5
MDS with excess blasts (MDS-EB) 15 il (46.9%). Z2WEA ffFIZ#EE L7~ AML with
myelodysplasia-related changes (AML-MRC) 4 ] (12.5%) Toh o7z, HETH AT Y
> 777 )L IPSS-R I Very low 1 41 (3.1%), Low 5 i (15.6%). Intermediate 8 {5 (25.0%).
High 9 #i] (28.1%). Very high 9 5l (28.1%) 72o>7-, #—% v h¥—27 2 AT 2 4L, |
TR SN BE TR, ASKXL1 25 761 (21.9%), TP53 28 % 7 5] (21.9%), RUNX1
BH T (21.9%)., DNMTSA 285 5 6] (15.6%). TET2 Z % 4 5] (12.5%), EZH2 A # 3
% (9.4%), SRSF2 % 3 f5i] (9.4%). ZRSRF2 7285 3 5l (9.4%), CBLC 2% 2 5l (6.3%)
72 o7, HEEE S L CEE A (normal bone marrow, NBM) 4 | OB #fifaiAz AF L1-, &
o ILEI 33.5 (31-44) k. BYEX 2 6 (50.0%) 72-7=,
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E# LT\ TE 2% L7z, repClass OEE Tix LTR 2 b £ < HELH L Tz,
NBM % e & U733 82t (log 2 fold-change [FC]) %, DNA, LINE, LTR, SINE [#
T L=, 4F5DOHFTLTR @ log 2 FC 2k b A8 L Tz, LIBEOENT TIX LTR 12

HEHL o7,

NBM (Z%}9 % MDS-MLD, MDS-EB, AML-MRC D33 2= RN CHEICEHH L T
LTR (repName) % Ji-<7= & Z A, wphifa & gisHifn o 7 THEL LA L Tz LTR37B,
LTR3B_, M5 CHHUL T LT /- LTR13A ZFR\ T, #pflfe & pilR L CAB) L T
LTR (repName) [T572 > T, @ifa s L < I ZRiBRAE CRIAH L TU 7z repFamily
TV d ERVL 23 b £ < Bilfld THRILES LTz LTR @ 60.9% (n =14), FIUK
T LTUWe= LTR @ 40.0% (n =2), AiEEMALCTHEL LA LTz LTR @ 53.3% (n=8), ¥
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(repName) D¥&HL /X% — % MDS-MLD, MDS-EB, AML-MRC % J&3{t L7272,
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FeDOFLA Tl R7= K H 1T, % repName (FEHOMEHfER ID) 246 L Tk0, fx 26E
WICHAE L T 5, repName = & OffFTTld LTR O3 X% — X MDS-MLD, MDS-
EB. AML-MRC % XB] L7z o 72728, i CIEBIfER & & OfifT 21T > 7=, NBM (Z%f
3% MDS-MLD, MDS-EB, AML-MRC %87 BT CARBICAE) LT\ /- LTR (@5
fEI) Z A7 & 2 A, repName = & OFfER LB X 512, MDS #5#lifia & ik o 1 5
T 881 FEIAHEL LH LTV | 121 SR EUL T LTz, o fEiki: MDS #:#iia
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HTERA D CHREIAH) L TV /- repFamily 12V 3701 ERVL-MaLR 23 6 % < | il CT%
Bl ESH LTz LTR @ 46.5% (n = 1446), FBUK T L T /7= LTR ® 51.6% (n = 642), Hi
BRI CTREL EH LTz LTR @ 47.2% (n=991), ¥HUEX T L T\ /= LTR @ 51.4% (n =
93) Z 5% T, LTR (HRIFEEK) @ normalized count (233 £V 7T & OFERSY
fRMT 4T >72 & Z A, repName DRHL L — LBy | HBIFEBEOREH & — 2 Tl
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. AML-MRC 28} % NBM % H#: 2 L7- LTR (E35EE) ORI ELE(%E log2 fold
change (FC) T L7z, @##ifd CHBL LS LT\ LTR iX, MDS-MLD & MDS-EB (2
Ll L ¢ AML-MRC T, log2 FC A EICE -T2, £ 7-ifle & siBEAIAR CRIE T L
TWW= LTR (£, MDS-MLD & MDS-EB (2t L T AML-MRC C. log2 FC 24 & IZ/E)
S>7c, THHODORERIZ MDS 725 AML ~O#E1723 LTR OFHL EH& L IXE TN EFEEI L
TV 2 ATREM: &R L7z,

LTR D34 — 13 MDS-MLD & MDS-EB % X544, IPSS-R T/E@5il{k L T b [Akk
DFERTH -7, MDS 1L ML LB In AR %49 % heterogenous 72EEHETH H7-
D2 =4y h—4 o ZATRE S 72 ASXL1 Z %, DNMTSA 25 % EZH2 75 % RUNX1
oML SRSF2 255, TET2 A%, TP53 5, ZRSRF2 % 8 DOB AT AROA M TH
BIL T LTR (EBIGEE) ORBERMIT 2T T2, ¥ —F v ho—F7 U ATWTIROERL
[FE S e hso T2 IER] 6 & bt & L7=, MDS-MLD, MDS-EB, AML-MRC TOf##r
ERAERIZ, A RIFEK D normalized count %2 DESeq2 % HWCIERL L T, log2 FC ZH H
L7z, B TIX ASXLL ZR OB DV 7Tt LTR B EH L TEBY (28 ).
ATERHAL Clix TP53 AR D H 5% 7/ Tk b LTR AFEBLEF LTz (85 #HIE), #hif
B, miBRARE & H I EZH2 BROH 5 > 7V CThied, LTR AEBUX T L TR Y | #iila <



129 fEIk, AUBKHIAE T 204 fEIK EBUL T LT/, SRSF2 4% & ZRSR2 B0 H 54
Y INVTHE EH LTz LTR #5R< 2 TORBEZEBRMIT CHEHEAITRD D L0 0, @il
& RIBRHIAE CAE) LTR (X872 > Tz,

FBIEFEROSH DI 7V TEE LTz LTR (ERIGEER) 23, & & b AR 59
% ASXL1 Z % & EZH2 £ RO T, DNA * F /U545 DNMT3A 4% & TET2 %
BOMCEMET LHAEL7Z, ASXL1 2% & EZH2 28 B Ol Tk, @il c3 8 LS
LTWELTR ERBUL T LTV LTR @9 b, 2 5 il (ASXL1 £ %D 17.9% &
EZH2 Z 5.0 83.3%) & 8 fElk (ASXL1 A5 36.4% & EZH2 50 6.2%) 3 FHHE L TV
2o RIBGHME CHEEBL LA LTz LTR ERBUKR T LTV LTR ® 5 5, ZiEi 19 58k
(ASXL1 A% D 28.8% & EZH2 £ #.7 100.0%) & 55 Ik (ASXL1 £ # 7 69.6% & EZH2
ZHD 27.0%) R EE L Tz, DNMT3A £ 4 & TET2 ZRM O T, #Hiia ol
ER LT LTR ®9 5, i 13 8k (DNMT3A £ 68.4% & TET2 A%
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B FF L TWELTR ERBUEFLTWEZLTR ® 95 5, £12h 31 il (DNMT3A 2
FD 63.3% L TET2 Z# o 100.0%) & 3 ik (DNMTSA 25D 4.8% & TET2 A#HO
4.5%)NEH L Tz,
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Wi b2 <, EBIFEKCTIE ERVL-MaLR 23 b2 < iR Sz, LTR OFRHL ¥ — 0%
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M CTHRBL Y — TR > Tz, TE fifdTid MDS (2t 2 R EE i &2 o . MDS 2>
5 AML ~OBATICBEEST 2 2 LR Sz, AR TH LAY MDS 1254 %
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