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1. 2 RERTHENAESHEERANn
W (AML) - ERMBREEFE G855 B R
B BEHE T ME (MPN) BB A RE AT
P 37T BB 4 41 40 i (MDS-RS) . & 4 8 [ I 7%
(HCL) 0 94k B2 3% 4 fig o B2 988 /42 (K B 3R B B L IE
(LPL/WM) 2 8o B R fE AT, X F oAt
I 5 2 W2 BV B2 B/ RO

2. G HIE - B R 2R A0 2 4525 ol YR e 9 TS )
W EEKE, HRNCCNISmE R TETRER
REKAML G R R, 1S, MDS .MPN,
MDS/MPN . & 14 itk B2 48 8 A 1 %5 (ALL) 12 #4 k
2 40 B B i 7% /70 Wk 2 48 B 9k B2 98 (CLL/SLL) |
LPL/WM , X BUki bk B2 40 3 1% (LGLL)  , E &
LT —HAFHRBEEXHRETERY, H
fib o Y b P R AR F MBS B A T —

3. IR RIEIT . — T, BHE RGN AT 4t
FIRITHR S M R 3R M 25908 T8)T , BRI A &
F 340 5 R i 3 1) 25 49 7 P Tl R 2 Ak ks PR i
3 WrER , Hi 5 FLT3 . IDH1/2 . BRAF & JAK-STAT 1§
BEBMEXHRTEREARAAY LTS5
— 5, B R R AR LA SO R 25 Y ) URERE
i 5% , R B AW AE B TR A R AE, Flw,
TP53 R A {) CLL/SLL & & 3T % M AL 7 R B 2,
MYD88 fI CXCR4 EH R EW WP G ERE
LPL/WM PRI IT SR , ABLI S8 X 285 18 44
B& M 5 ML (CML) 1 Ph* ALL 8% 2 % BG40 41 71
(TKD it 32 i FZEHLHI Z —17,

4. /MR BB % (MRD) M ) - 2 Kl 32 48 & MRD
WME 5 Firdz—". BARLHEEPCRYE
i 4 2F R BRTE R A MRD Bl &, (B2
B F NGS R S R P R E MR e #E— 15, 7
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1. G0 Fr 2 AT - gt 980 ek A S i 8 A1 O R
7% B & L = & R AL R HIE , EERES
HyUEh S  PEESS WHO NCCN EHLH & A
MM B RAFEIR IR E & XA, X TFH
AR SR IR A B H N, AR R AR
HF)R, MRS R R R A EER AR
FR AT LA A, ) fn CEBPA ., DDX41, RUNX1,
ETV6 GATA2 55 HBR T 0l K AR R AN, K
AR RN FHEER IR M 5, K E
W% B N 7E T R IG R TR SR B Bl b R B 28
B S EOR HEARE LRSI AR A B A A
BRI, FEE B NG RIS AR A K
Ty 2 R R R TR T REZ EH o

2. I DX 5K . AT 4 R R B B e X B AT 25
G PRIZFr H6 58 USRI Uk & 303 = A
WSS, BSOS TR e 2 AR X el B B 4

AR X3, NOTCH1 % R A8 £ 22 W, F HD &5+ 35
S APEST S5 #3851 ; To B 8 P o5 52 28 DX Sl 2R AR o1
SO EL B A R B, A 4R A B, il
TP53 .RUNXI %; BB S KA AIRERBUMNE F
BB, w2 (I DRk, B DR B0 P 10 % R0 SR
RE R BYEN 43£5 bp B KB ARV FE ; X T 47
FEIEMIFEX (UTR) AR ER , #5120 BCL6, W) 1 44
AR KA, FEERNE X TARES
BB 2 AR 2 T (X3 AT 5 e b A I O
HATHNTE, FE R I H 2 BT U
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1. FEASCR AR - B2 0 LB MR 1 B, W2 i
N B8 775 B B AN A I S A R AR, L A& AT
NGS#: , K B 77 I RS 8 B 860 A ik 1T
i, SEEREENI~3mAEINEINRER
3~ 5 mlRE, A EHHETTEUR R SR AR, RS 0
BRER, HAMRMEAEGEE 110 E, 3
%E 7 & 1% EDTA HUEER SUMI Rk BR AL BER , 25 1L {8
FARFEYLEE, HEFH 24 hN 4 CR BB S, BRI
& 58 5 R AR AT R BB s, Y B 8 ~
10 um,5~8 H N EH, ¥Rz . CRERANER
FATNGS K, S AVFROIR B, PT Rl — B AR
BUEH HEWE AR REXT R,

2. DNA #25 : DNA i & & NGS 16l s 2l i 5¢
BHEE,F—RENAEREARN AREET A
I 43 A SR At i AT DNA $25, 3£ % DNA i & #4771
i, BIEWRE AL MRy ¥, T FFPEAZ
Fras A R & BE% A BT R ELA DNA B Eefk, HE
REFE KR FEBT AR, $3 DNA i Bk
BESEARFT, HA L1 = N B A AR 7 A il
DNA )52 8 ME sk R S A2 5, JF R AT ) A A& A
AARAE"

3. ERE : VENSATERXBHNEE,
FERZFH IR Y EFRE, e R
77 ¥l 8% SUE , ¥ R B E L B R IR
LA B B 7 A H R iR A TR AR
&) 0 AR A, BR A (6] AR AR AR Ao T AR Y
—— Xt KR ERT, AT XTIARE 89 7 ik R Ak
HATULEA Y, SRR E T R SRR S LEREDN
FEAE B SO T B & R & R BB T
MBS, FITEN T Z R HEEE AL €&
PCR BH At 7 #05 SUEHEAT E & 5 SCPEVR B
ZEEMAKF . BRI B RN EHCERE
HYELSK , F1 ST BB B S48 SR

4. EHUREIN : B AT A AT R
oL 0 P o A JEHE 4G 0 DNA A B R PRI &
BFBENES . ARENFRE il X EE =
HE R G0 E, T ERBF I EMRE LR
Y FE RS,

(Z)EYE R ESH AR

1. BT T G 7 A R SR B E
SEFERES BIEEIR HAMBRE R R EiEE
(reads) KL IS RGNS, SE—ERELEWT
Wit 2. E, FEX P& R T AR A
PG B2 Z AT, ZaX T LB #HITRET
i, MERARNREESRE, BEBENTE
Q20. HAr K P4 P 3R B —HF TN S8,
10 948 e e 1 2 DR 2 AR A, IR BE =500 , -3
WP E L E 3 —MEL R AR =90%,

2. B U R B B R T T S Ak
FEFN AT, B R X I P SR AT R A 3 8K
PE I VR BT £ X s B A PO A 0 S B IR A 1
Bt (low quality reads) , H & 2B (duplicate reads) , 7%
EEEBRMBEA MEBEAEHRFEROEZER
(insertion/deletion/mismatch) Fl 7% A A T 15 § 193
Bt (adaptor % ) . W HMWBEIERGES
Trimmomatic . Fastx_toolkit NGS QC Toolkit %,
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3. FFFI Lkt MR & B it I TR
- REREZE, TR IR S 5
HE, HAIERSEWARERNASHETIIN
Human hgl9, AS[A] B HX) 5 AR HE AN [R B L X 3R
B FARRIMEE, BN RERAE
MAQ. BWA. Bowtie/Bowtie2, SOAP/SOAP2,
mrFAST 1l Stampy % , 3250 28 b7 241 BUA 8 B e Xt
B, | e B I LI E LUV

4. RN MER . RN A RNEEDT
Samtools, GATK iR 5| T B, X RN S HERE
NEEFERERE R ERE R A BN RE R
DL BB BOHE A B, B9 B 35 Ensembl,
RefSeq. GENCODE, dbSNP. 1000genomes. ESP.
ExAC, COSMIC. HGMD . Clinvar. polyphen #l
SIFT %,

5. FEASL A « i -5 S N A G R AR AL
HRELE AR RE, 2 0FEHR KR E
5 KA R XHWIERE X R [ SR
HERA R (SNV) REAEREAR PR ERNZ S
B sio

(QUIDEi S E=

L EAFER MEPREBERGLE FAFR £
i H B R45 B2 & B S — R, 3 AL .
oL 2 PR 51 3 A I DX 38R K SR AR S Y 5 i A A
P& Hn X EE S E R RS E R E SR
ST B R B IRAS XA F AR E H#H 1T R
B VR AH 5 45 2 00 28 r 5 9 28 o 5 B R 0 4G Oy i
) Je R G 0 SRR AN B 5 s T R T
H Al 77 8 4b 3£ T NGS K78 735 508 35 A E 1 &l
IR,

2. A SR . RANLEF BN %S
2R R P ALIR . cDNA M R4S S8
TAE Fa AEKENHTR2(HGVS) BEM
TER AR KA FIEMRR A RA 257 S, HH
R RZEBA ST RESE" . SETHH
e A % E B LAY H A F B L (National
Center of Biotechnology Information) W &% F¢
Hl, 24{d F4& R 45 DNA 2% 7 51 #iR 2248,
Hetr B (8 FH A 22 M55 SR (canonical sequence )™,

3. RN S EME AR R TRER
PERBERE THE, BINREAGORERKE
SCH AR A T AT A

O—RAE S BB PRI R LA HE.
EREMA R EERLR(CFDA) EEEMY

A BELR) (FDA) S HLA L o 4 FH 265 747 B A IR
R 297 18 re B B AL R A AR W AT (T
5 B L HIZRAS s R ASIT R S B RILR,H
A AU SCHR B A B T IV e B R 12T

QAR AR BAEIRE L RE AU
T A/ NI T 458 7 1 8 i P JLAE 20T
HRITE TS B, (B R B AN R B R
HIB R R BB S R AR AR,

Q=FZ R K ESCRH R, XMNFHA
SR SR AR, SEES E M 8 AH SCHR I, AT DL
KRR FR L BRI S AT LUARHR
R /NS RS R I LR 2%
ik BB I

4. WAEAREE . RN S IR E U E 5L
R EW S HE, WS RN S B AFE R
R H I EE G F 1 T A B E e %, R
WERRISITIE M & F AR BT IR 248
SRR E I BUE PERS P E X A HE
FSE 25 R IEAEFF R BIRAS A5 8., 1 M E 30 A
SRR . M FRRRLE, B THREKESITHEHE
K EESHECESN, S OMIM.HGMD Hl
ACMG 5808 B sl 5 R WL I G R W R R 26
16 S ERRIG PR L, I M _E 508 B fn s % Sek ok
o AR 2HRBEE AT ARXER
A5, AT REJE B TR R R RS I X 38 R B
B, 48 H N 24 LA BE O AT LA 3R AR B 7 3 T A
AR,

= REEHSEE

1. SCE R BR NGS K 3L 40 = 1) Sk T 5
BERMNBE( D FRELH LR EEFZHEEGR
1)) (BT HLAIGERERY WM R LR E T/ER
WY ATl SCRR B SR o A 5L AR B A i
A B ST A R R ) A R N B ARR &
W3 5 Bt AR B INERAS B R ™, LRE
X 3 BRI 7 B R S R AU AR B R
NGS #3250 S W J5F & B 1 % CFDA A A {7
o W R SLE R H BT HRENSE NIRE TR
TR A FR HEBRE LR (SOP) , H 253 e PR 5L 86 %8
HETH (LDT) I A5 A a2,

2. REFEH] NGS L8 = by @ 57 i B B ik
R, ThaAREMALH L #E AEYE BT
AR A44SR 1T ¥ 7 B3 SOP 3L, SE i
VER ST FAE Y15 BT 25 P R B e s B ™
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R/ MBI E R RETIR
DB R
1 3 Ay el salilE 955
& 2t TiEHIE HRIAIT
AML NPM1.CEBPA .RUNXI KIT.FLT3 .NPM1 .CEBPA,  FLT3.IDH1/2.NPM1. NRAS.KRAS.PHF6 .WT! .CSF3R,
IDH1/2, TP53 .RUNXI , KIT PTPN11.ZBTB7A .KDM6A .DHX15,
ASXL1.DNMT3A SF3B1. TET2.ASXL2 ,DDX41 ,ANKRD26
U2AF1 .SRSF2 ZRSR2, ETV6 .GATA1 .GATA2 .SRP72,
EZH2 ,BCOR ,STAG2 KMT2A .RAD21.SMCIA .SMC3
NRAS .KRAS .FLT3,IL7R .SH2B3,

IKZF1,TP53 .NOTCHI ABL1.JAK3 ,JAK1

JAK2 .CALR MPL .CSF3R, JAK2 .CALR MPL ASXLI,
ASXL1.EZH2 .TET2,
IDH1/2 ,SRSF2.SF3B1

MPN

JAK2 .CSF3R ,ABL1
EZH2 .IDH1/2 .SRSF2 . TP53,
SH2B3, SF3B1 UZAFl ABLl

ZRSRA.STAG2.CBL. ~  SETH 1}BCOR\FLT3,WT1\

. NRAS.JAK2.SETBP1,  STAT3
o IDH1/2 ETV6 £ ,
MDS/MPN TET2.SRSF2 .ASXLI1 . ASXL1 ,EZH2 .SRSF2. JAK2
RUNX]1 ,NRAS .CBL, SETBP1.BCOR .JAK3
SETBPI,ETNK1,PTPNI1,
NF1.KRAS JAK2 JAK3,
SF3B1 ,MPL ,CALR
BAMGKEA  TPS3.MYDSS.BRAF.  TPS3.SF3BI.ATM.BIRC3,

TP53.BTK.PLCG2,

R

P

KLF2,BCL6

D3 BCL6MAP2K1\

NOTCHZ KMT2D LKLF2, CR4 BCL6\BCL2

W SPEN E
T/NK 40} STAT3 ,STAT5B . ATM , STATSB
Pk B JAK1

CEBPA.DDX41,ATG2B,
GSKIP,ANKRD26,ET
GATA2 RUNXI ,SAMDY

“MEF2B .PTEN.GN,

'BRCAl.BRCA2, TP53. CB

BRAF GAﬁ'AS\ETV(;fRUNXl."
EP300.PAX5 RB1.JAK2.CDKN2A/B

DNMT3A .CBL

KRAS, PPMID,
PHF6

ATA2. DDX41,

U2AF1.ZRSR2.TP53 .ETV6

TNFAIP3 .CD79A/B.EZH2 \ARID1A |

CREBBP .EP300 . F Ol KMT C
CCNDI1.CARDI11.PTPRD

BRAF ,KMT2D ,KDMé6A .ARIDIB,
DNMT3A .CREBBP . KMT2A (ARID2,
TNFAIP3 ,APC ,CHD8.ZAP70.NF1,
TNFRSF14 . TRAF3,TP53 .FOXO1,
BCORLI1.TET2.IDH2 .RHOA .CD28

EPCAM .MLH1,MSH2 MSH6,PMS2,

NF1. PTPN11.BLM

SAMDOL, SR.P72

& :AML: %mﬁ?ﬁm{ﬁ ALL:; E%Eéﬂwﬂamﬁ ;MDS:

LY T BB E /M IEXTEE“"'“O PR XS BR
— R A& EHRERERIR G AN 7

kL, 3 H A N éﬁl’a‘ﬁ%fﬁ%"{iﬂﬁ&ﬁﬁﬂ&”{um
iEAHﬂ‘F]Ha‘L TR, DA PR HHBE T . BAMEXT
HE — R FH BA B O R 728 B T AR R YRR A A R Sl 4%
Hﬂ LB B [RI BT SEAT ARSI, DARR AR SRS T R R
B R TAERE R

BEE A B R LR A1 MPN - B BT T A

S 56 257 RE H S A A DU I B ) 2 N R R
PR BRRE S S0k s 2 O A SEE, MLE AT - A SR
= (AN AR R A I R SE Y S 30 28 ) He Xt Y =K, A4
BTG U 235 SR B T A

REAS R D A 01 7 P AN R R DA B K
P or vl BEFFAE IR , 300 RE R BUR 25 SR oh 77
FEMRPHPEERE R FAE . LB = T Z M E B HAY cut
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off B, 7E cut offH L F G R IR A A shfLs
B35 BB AR R R A Bk B R A 5
A BV T AT, 3K Sanger W/ ,ARMS-
PCR.H PCR & 7 i AT R E . TXTF cut off {H
AT B9A B AL S AT A T, BBk A
ARMS-PCR %5 PCR 2 — K& JE /M F ik sE 17
BIE™, RELWEM NGS MFFEHATfES
HH—EHEN TRERFHEORT, HEE
TRz R G BB PR R AR, N 7E IR & B
FLASIR

3ERERLE ERAGHIIRELN B IG KT
B B A Ea Rk ket £UE
BATRENSERAWER Y WA S5F
FIFEAEE , °T LR AR AY LR T 2 BB IR
K. ZRENEICENGS EWEL NS BHH
ER T ERE IR NGS KSR, B4t
B NGS R BIEIE - TR s , T E RSB WL,
B iR o ¥ R A E B BRI IR RE 538
P, SCES R W ALRE SRR AL BRI AR
fR,FEEMERNBERNFESN, AFLTRE
EEH ST EHEBEREHNGRE. RN #R
NGS U5 NEFA/SS N6 R AR B LU R 3K
BEH TR,

4. BB AN E R RN ZBERMREK
MEE, UL EREE, Rty F BRI T/E
RAEA, FEAMEZREEN B HESR
B, RE AR PR W B 5L T 1 IR AR R LB AT L RS ME
BEFEZE AR E AR, HEEFTH
HidF.

/. Bg

FE & 5T A P2 7 10 M I8 & A AL i A B
BIFBF R BIARBIR A, NGS 7E M8 98 o 59 R %
SRR, AHINER T NGS 7 M &
Fifr 28 v 7 R B A SR U A0 SR SRR , 30 1T R
RIS R IEE IS B . NGSERENFEAR 42
W AEMERBIETES B EMEE, MR
Fip a8 9 S BRI LT R SR B APk AR o

B 5NN E R 8 RE N BT (DE BRHK) ;
AR — BB () ; o B R A B R B B B (I S 3
B A XS —ER(ERE ) B ERER(EHR); L3
PhRIEE B (BRAS R B JRER) ; o R R I B AL EE B (U
Wy PERRARKEERTR(EH); PEREARTEEFRIATER
S (EITH) ; TA RGP L () R R R E R (R

E)ARREARER (ZIR) ;LR KEE ZEB RBE); 1)
T MO BB (RN ) s W E R R E B _EB(BHIE . ZR) ;7

JeHGAREEER (AR Wt ER KEE _ER(FER) ;=
EEEX¥ARER (R M. 28 WRETER(EK); ILWFX
FFEEREH LFE); LRGERFEFHRRE S ER (B
S8, BEERXERBREBER(BER PR ; LETEKR
FEXRMBLCFER (GG RERXEHBEMBER (M) E
BREWRDILER Y FEEB) IHEARERGra 8
B M KBS — B (REH EFT) MR8 R R
DA R R EEZREM RSB ER (L) kM ERK¥
B BB (iR T R s BME L ER (F) B8 ; BRER KRS
—MRER (8 KEE) ; BEER K EM B MER () ; E
KEWBE—ER(RE)  WEEMEEBRCRAF); BHKES
—MBEBR(EDN), MEE ARER(IME) s PR ERER
P BE (BARR) s A B R R R BT B Be (R 8l ) s LK%
FREER(ZEF2); PERKFHBEER(Ri#=); BB K EE¥E
M BRBFFET (G BT ER KR ER (R R 501
FEARERMK HFEF); BNTE_ARERGLI ) BHE
BERERIER (FEE4E) EREMNRZE(T Rl ) EEEKY
FoT E B (KRR BBV HE) s 0N K2R PUER B (48 X T ) s BEE
EEXFEARER (BREY); UIEARER(HER); EREH
KEF—MRERIH); TEERXESERGRE) : FEEA
RER(FEXHE): oA ARER(BRE) ; BABEMKEHE M
RER(REY); FBEERBEEARER(ERS) ; BEEA
RERIE) ; RRTIEKRERE TG OBR) ; K sk (%
Sk ERERE ) ; b EE PG 0 WO E B (IR KA B R
WiE BRF5 H B ERBE KB

(PR TR KA T RF XILE T Jral im0 R)
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