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2021 fERE AR

BAHRE B EE

SETRERE S0 7T LB L OBEREEOMA TR b EELRIY ML, FREReEELzo
TELMORAE b N FICEREY TRy /) AEFIENT (WGS) IR Th D, T DRI
X272 FLT 7V Il 7 AOEERESZEHD TN D, 2021 FEIT, FLIZBIT 5K
NRFBRERORINSIHECETHHEHAEZTET Lz, FTLORPEIERT 5720, S0k
FRIFEE L BbELEEZITV, BBV —F 77X F—Z#/H Lz, B/E. RPIIFEHTH
5, Ele, BT T R —nN—LF TV IR —N—NBRB L N AT —FEHTT R
TAEBELL, & MWGSHFEDOR b EERFEDO— I, HEBZER L., MEAME
T B ETHD, ZORICOWVTHEE (2020E12H) |\ TFREBHEE L ZOTLEHICR
T BBEMDEHRDYS ) DFERICHEITTZELSIV—2 v a v LEBELEERY—Z Y ay 7%
B L7z, S44RI%. TORMANBOERN LS LZRELARB L (BFHDL, 20214F) , 7.
BRI ZESRHBEHE L. BIAEO BOEET 2 A 2RI OV TRE Lz, 41,
R DB ORET & B R HE OFEM RS 2 AT LU CED 5 2 & T, RIS EE) o
REEBTLHETHD, WM. LR, BFH (945 . Sposto (HEEHER) . CR162D—ER,
Pl ; PNAT,

e Lt MfaZE W kU FWGS DOFEITAREMFAE

AMEDEHRIL, EFFUAWGCSHIRIHER A 754 v EBERET D & Chbo <
NETIZ, HEBHS/NFBFEARKL (9 30bp Kif) ZRHTD-HDOWGEST—X &
WA T TAVERBE L, 22UFEEIZIE, (D) 727 —F%Ex03MEFITETL

THERRIZER T D, (2) BELER (SV) 2RHL, =€V =X%xT 1 v 7 RRE%

Tl B2 DT ) RTWGST —F 2 W TeT —F N D=, BMOEY J AgHTX

AT DFITARRMERIE LTz, FiE: ABFETIX, BAABMBERDY /3R

MR Gy D XBRERR L7 u—v ERE L WAyt a—% 28, 3 48
Dru—y) EEALE, R () ZO72H0OEE L LT, GM18M3MES n—0
WGST—# CRIE SN BEBETEBUCBKRNRT /) T —Ya vrTr—2 %ML, Z0

FEE, Clinvarr —# X—X{ZX Y, 11O 7 b3 DEREME] 7213 DEREEOFREE

HERE ] ZEPHBA L, 4%, JRERFE, RGRFZEDS ) AEZOEMF LEHE L
T, 7 AF—FZDBTICET B HFEHIOWTEET S, BrIhdTROEREL, £
ML HBEO LRETDIFPETH D, (2) 2021FE X, NanoporeDWGST — & &R\
T, SEHOBNE2ITo72, T, T—F &Fdenovo SVORHIZHER L=, TORE. 44
D7 v —2 (BB v—2ff, R 7 v—2fF) 128V T, HAL3ME & ERRE2
EZ &I < 223Ddenovo SVERH Lz, WAL & EBEITBERRBHN 7 0 —r O THE
Ehiz, &IZ, Nanoporem—& 244 ) A7k 7TV IZRIHA L, BREFS 2 E#EEE
BERE LI, &7/ L%EFlye) 7 U7 TRV TNV LTILEZA, TRVIVENTZ
2T 4 ZONSORIXI5Mb, K2V T 14 Z139TMbTH -7z, FE=IZ, [ CNanopores
—ZZAWT, CpGELD A F/AIRIEZ T L7z, Hlluminad A FAALT v FORER &

NanoporeZ iV e &2 F 12— AWGSOREREZ B U7z, FERICE VBN (rP=0.95) 23
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TEHHRRIRE U 7R R £ 72 13BN RN B AE T F1 ~ U R 2RI B %5

FMERORR ST

HH : 20206R12, SRS LB~y AnbEETh T EbDde novoEFEAIRE £
(EITHEEBH & /MR ER) 1ICOWTHE Lz (RS, 20208) , 2021 4EEEIX. de
novo SV ORETEITo Tz, BB L LT, ~ v AAFEMEIZIS 1T 5 HARFE£Ede novo SV
DEBBFBOMINCE Y AT, FEE : v Z Y — KNGS (Pacbio, Nanopore) .

va— bFU—FNGS (illumina) MWGS, BLORF7FTF 4 B~y S (Bionano) %
Eii Lz, BRERE (MA) ~ 7 RAD4RM (154ERTEIIHEL 2Rkt U501 LA _E#RE)
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T RFRII20M&N /) — FE2F L, 2RI O AR X ORI R R A 22 iR
Fl~DOMIRSEEZR L, WHEAFEMROAREHIE L GRBIENSEA 5 D72 L H500
MSE L7 MRERTE TR T 5 D ThH ok, AFEMIEST L bk 24 RN DOFEIT
RESER->TWe, AFEMBIZRRIRBROHBRICIX, 10-15@ OMEIE R EE
LTEY ., FRERHARTIOERRIIFRDRETY OBRPLETH S Z LRI
oo TDHO (RRSRYZY ) EREEX, ARFMIT.7, BEOBHESEHINNCT13.2
LHESN, ZOREIIEEREELTUEST 25 LWEELERTHDTH S, SHIT
BABRERICI AR FRICBT D OEILEBKI TR EINS, (R, HHHERP) ,

o EETO~- U RAEFMIIZIT 5 B ERE RO
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invitro GRERE) HBICESS FERICEF L, R L GS MilICX MERH L, £
ERoTMiED v =—%EIR L7, xR GERS) #. 2-Gy RHNGS MM, 4-Gy R
GS MlE» D ENEh 57 v — T2\ T, aCGH (Macrogen/Agilent BE#4:) (kv 4~
J LORBEEICERRYT Lic, 77 DELFIRAT 2RIZ OV TIL, BEBREERSNV /IR
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& AFITHEIML TV, SNV EFEAIZDT e EF o Tz, BIRENZ &
2, ERFOMBHTREINTZZINO DBARKITIEICERY R LEFICAR TS HD
ThHoleh, BHBREENOENITIEL LTa=o—7 REFNCETTRY, GS MEICE
i BIGHRSEET A EEFBRIC NHE) BEE5T 3 Z EdREnE, b ORREH
TITEEDTHET D, HARBEGSHIIES v —  TIXIRBEREEEMSITE A ER
HENRDPo 12, BEFREEKZHAVWTID L 5 B EELOENTEE L,
REITIX, ThbD GS Mgz~ ADBRIZBHEL T, Hx DERDBKRHELRAN
2TETCHD (BFH, &R, L W) . PIL: BH, SGERZER AR A&
(N0.20K12179) I & % —HEBBIAR,

R RAER FHIREHEE

® bt MIxT BFBHHBOBERENZEIZOWTIEMET S 7-DIZ, AHS 2k — FDEE
BB DT Ty MOV THIKREERZN 2 EDEORER B OHEEZIT T, 1, 2, 4
BYEAEORERGEEE 2R 572012, &Ft 1,868 AO#HEE (ABTLITIA, &
B T689 N) %2 FISHIEIZX VT, FISH T —Z 0 bEONHREBRIGETIX, B%
¥ APRaEE ANTCBEOHIETEE SN0 L R, WA OEEEEE 23k
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BEDOHIRETR ONRERAEHEOEL, FL LTRE L RIGOWIEFTHORERH

ROBWICLDbDEEZOND, ko, RIGOLGHEE LML OBRNT S L I
BOEIFABR TR Ioole, ZORENL, —EHOBHRE O WINIHREHE B I HERK B E
DRV BHBHZ EBRTRRENT, SED FISH BFFEE T, Bx BN@H XL PRETH 70%
DEEDORMICHRII L TWeZ L b BRI N, (Q022FICHIIZEINT) (BRE,
IR, Cordova, Cullings) , Pl ; IR=E,

BB EDBA

o EFHMAETIT., BRI ITL W FREEE OFMEAA (HCC) OBRIHEX Y R 75
RS BROTVRHIERRINTVDS, £2. BEDOY U ARMITHNRFRDOHCCIZREA
LTV, 2021 FiCid, in vitroUH BRIBNERIC K WV MKRICIT A REMEY A MU A
BLIOEBMBEES FORBICHNBRENPIEERITTHEC OV THMET 2720, #Eisl
BRIO= Y ADNOHBORRMBEZ DT 2F - FEE2RI L, TORR, FHELE
ERMBEDOY 7 VE AL LAPCREELISABHTIZLY ., HMNBBHNBICKIE~—F— CCL5
DUVRUPHRBIEFELLEFLEZ ERRENE, SBRIEIFLICRPEER L, ~VRET
NFREROCT, FEHECHRELICST I REEFERMRSC/n 7 7 —VOBEE
BIZOWTKRHET 5, (ZE. WwXERP)

o JRAEMITHIEL Lie~ v REmEMROY kR EHEICRE T 2 TiHOps
IoFuvzy MRV, FHENR R EREREOFEICKT 2 BNROFEIL. BAEH
DRAEDEME., T20LBMENTTIC=yF (KROEFH) KEEL TWDIEH
WL TEMTDDOTEROPEVIRFAEFRIET 5, TOFE—ERL LT, KRR
# IBFoEMEHE (HSC) CTHEBERFRINDINE I DERIELZ, &F
e A (E13-15d) 1T 2Gy @ X #ERHF L, 1 BRICHBFOBEZEHER L7z, BE—H
JadkD oo =—%2557-0ic, BEEL7- HSC % 96 V= /D<= LAF U7 L—Fh (1
MK/ e )V) ICSELE, B LEon=—%EIN L., BEEESBETSENT
MFISH % AW TR D 7o IR 2 A8 L7z, mFISH Of5R. 43 EDlR{FD s
n—r05bH 9 # (21%) ICEEXSFED LN, ThE TOWRET, BRNRIH%ORE
TIIEM RO IXIZE A EBEINZZNWI LB LW, SRIOBRIZK
0. BN ER B OB BB TEENESNS Z N RENE,
UL, TOHEEIRBROEE (37%) v bEWVERICH- T, £, GBELRFOR
EHREIIE O ICHEBRBIEE Y . RIS CTIREE R u— U HIRER 2 k&, BEEZHFTS
MRESIZE A PBESNRVREBIZR S EBbD, BEDT —XICESSENREE
ERRTIEDIH/ERP THD (022FITHIIIZHEHINE) (BEHF) . Pl EiA,
SRR

o T M L7-MIKRHIEADGWAS ~DH 231 5 72O FHHlRE
T4 M LT MRBHRIERD OB O NI DED DNAMLES ) LAEHETHIZ L
DREZRARD PRAEICL Y, WET ¥ R=HISNP 7 L A & HV7=GWAS B3 D Efi
BRRBIZRDBTEA D, T/ MEWTIX. BERBRFEROP A DBBHIBSZMEL N - FHE3
LEVWIHIBRNPOEETHDI LEZOND, BEHITIZ, 1958 ENLRFINTNDIML
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1958 IR ES N2 HWRBZHAWT, K 21,000 \DFIBRHIBEE NSRS AHS 21 &

LBICETAI AR Y ) AAEZERTLIT, BEREE ICHT s BEZHICEHE §5
BEHNMHAEERABLOCEBR T —REMEERAEZARDZZLBTE S LARY, 7/ A
FRAT AT 9 ToDITi%, BEREAN L L7 DNA K% W 72 SNP AT B EITH M E D
NEHWTANERD D, BREMBEDORT VT AT 2RRE LEAHORET X, 6 AD
BIMNE 2 EIELIBATR, 2B »5DNAZHH Lz (W-DNA) ., £/, 2mEB»5
FA MR LT BEREREER Lz, £0%, 74 M LEBEER>OHBINE
DNA % . QIAGEN REPLI-g DNA H¥ig% v FZFHWTHIEL 7= (818 DNA) , W-DNA
BXOHIEDNAIX, SNPT LA (HEVYR=ATVA) 2ZAVTE GFREREELL,
Thermo Fisher Scientifictt DFE#E 7" v b =)L (Best Practices Workflow) Tix. SNP QCiZ &
DB INB6-SODEHRY L 7D H B, Poly High Resolution, Mono High Resolution, No
Minor HomozygousiZ#% 2% 3 5 SNPOE R ZH#EEE L T 5, #RI H2SNPOFII671,119(H
H1622,822f (92.8%) T, a—NEREXO—BRLMIT L, #E ShiFEz B0 @ir
DR . W-DNARE} & BIEDNARBI O EH o — AV H T Z 2 99.84% & 98.01% & FEH 1T
B <. W-DNARE & #iEDNARE DB TR — B RO EH X

9551% CTh-oTz, T HDFERIT, Yefa UI-BHRIEARN LR L =24 ) AHIE DNA X
775 DNA TV L—hERBEOaE—%2RL, N ANV—T> b+ SNP B TEIRE
7oA IER LESESIIREOa—VERBONLZ LERBR L TEY | B LB
BARZGWASIZHERAT 52 L ZFERIZLTWS,

Bk, HFHEE, KA. SHHEE. . Sposto, K. FEAR. /ME) . Pl: K

EEHRRIZ X DR L RN AICHHT DEEER b U RSB K ABEEWERICEE 4 5 PiRrOAFSE
(RP-P)

AHRIE, ~TAETVERAVT, BERTFNRF2 RHETIBIEA MV ASERER, K
FHRICEAERITHTABFMIBNTRELEIRBELHOLICTIZLEZANLET B,
BERICEDERZHHETIRFERET S Z LIk, MERERAL, BERY 27 DEA
ZICET A TEFORBICORRY | VR EROT=DOBEGFEOBRREIC LSRR H
DD, TP X RBEOHE, BUHREPAOEELREBFIL, T bEnKy
FICHRT HEEBERE (ROS) BHEH T2 DNABBICL2RMRERLBEbh3, Hilg
{LBEFDO~ A —BEEMHLEFTHD NRF2 2EM LT 5 L, AlRERBEENEEIC
RSN LRBEIhTVD, AFETIE, BEBOMNB~T R L NRF2 XVER
T UARB LU NRF2 OLERFTH D Keapl # VA7 EDOERBEMET L. NRF2 2MEFH
KEHEELTVWEIY T RD2ODERS T ARKEANT, X RBHICL2ZEFTRIEA
IZOWTHR, 72D NRF2 {EHOEAD X BREBHICL2EEFREEACEELRIET
MEIMDERELNIT S, 2 2OEER~UARMEBAERDO~ Y RAIZ2EX BBHEZTV,
HEEL - medMiEe (HSC) % invitro THFEIE7 v— U MRERH» HaH L7z DNA
REZHWTRY 7 AEFIfEN (WGS) 2T 5, ZhbDfrnd, X BREBHIZLS
EEFEEAEZHSHIZL, NRF2 ORBELIIFESHILICL2EEBICOWTEET 5, Zh
DOMEN D, NRF2 BHET 2R b VARRERER, BERICXZERIIXT 58
HIZEETANENIZOVWTRIETE A ETTH D, EFXBREHR Uiz~ v R F iR
DYANHEMLBMRE HEEL, H—Em
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B ZEE LinvitroZ 2 — Ui SE, SNBFRBERED 7 o— b ELE DDNA

FHE L., i L7ZDNAZAWVWTWGSE1T ) ERFEEZHL Lz, $o, EmBMiah

kDo —rBXOARMBAY TV OV BRERL LTy FERZRA—v T X
BEICOVWTEHONTEWGCST —#ICES&, —HBEZM HFA, RE. BEERRED

KHRERZRE, BENT, EBTHLDOHEFERZHEMY L, ZNETIZ, XKL

HBRH LEBAAY REREEBHOBAR Y ANOELONTEWGEST —% ZH VT,
BRx REHREROBEESCKHBICET > THIVEREBIZ LN TE L, RIEHEEH,»D
RESNIZBREALTF U IV ERAVEWGESEITICL Y, & M2BIT 5 B BRH R AN

RERZBHESTEILEHNETIESEOMAICK L, EHRIETARERET S
NTHDH, (HE, HE, BF. HHEM, Sposto, M) . Pl: HB. #BE, CHAEE

BB &5 19K12338 B2 L 0 —# X8,

V. 0ip X li)
o JFURHHEE 1T 5 MIRMEPTEERERTE (ROS) &L IIEMNA F~—H—L D
%

AT, FEBMBRE IR 2 MEMREZIXTRRY 7% v b OMBENROS (H202 B
K TRO2s-) VRNV ECKGHEZ 7 E (CRP) ML~V EDEFZEETES, ElB L
BRI B INOOERIZEDL I REEEZRETHERALNCT S, LD BER
JFABRBRE 2,495 N 2 R RICHMBENROSL VB L CRPLVAVEHIE L, 20 R, #
B, ZZRER, BE - KEZSE. EWHE, RLNEORER/HETS L. B R, FERRK,
THIBEOMENO2:-L)Lid, BREFEBECEVWERAA bR, i, MK Mk
NO2e-L NV b BREWRBEE CTEHL, TP CRPL ML Y3 T4 ZCRPL X
NOBLBEWHTERLEZCBE SN, ZO/REIX, MBEMNEE ROSLLD BN,
FIZHABRBIEISBREDCRPL ANV D LR Z S RERBICE #L TV AEEL RR
TH5DTHD, SEDOHATIE., FEOEREKREEOMK MIIZEWT, ZEEKRED
BTOREDOTLELHMLE TIBIEA FLVABRBWERID 22 ERBESNE, @ ;
# 5. FreeRadical Biol Med, 171:126-34, 2021. (#k, #JIl, W&, HMH. M. KR, XA
2018EIZH&T) o PI: #K,

BB EBA LA DEE
0 HMHBRBEIEIKBLIORERRBED I A7 EMEDEET v—rEm (CH) &2

WTHBLEBMETAHRIZIEERY, BNREEDOENAKEA, FIZCHS 1
T80zl hO—HThI2BRELICEET2CHOFMEKKELRET 27
D, BERBHV AOCHRRESERBBICEE L, 77— 2 EERELF K
RRETILVWIRFALZBRIECEIBERDOIRETVERY TS D, FHER
R LT, T4—TRETY Y — LEFIEN (WES) LEHT V7Y a EFIfE
WERAWTE Y 2D FHERIZEY, 3GYOBHBRELFBHR LTV RIZBIT D
CHOBD TEWRER, 7 RbbRE#%16- ATNY TV MEENR2% B2 DH
EEOEMBRER (Zhidt MNEBITBCHOESR) BRILOKFERBH~T 2D

HUERTHEEINEZDY, ILOMNB~T RIZIILBEI NV oz, ZOERIT,
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EARE (BBE. R 3 X OHE—EmE - fiEMIRERD 2 0 =—ITIZITRRN

IZRDONT=H, FEEMBE (B, M. BERZLY) MiRCIERED o hoT,

I HIT, FBERER~ U AOCHIZIT B ML R 2K D60-80% % HD HI1E L
B LI BB O 7 v — U REENTWe, ZORBRITEREBHRRS 2L &Ko
MIRECRT BRI 2> b KE DG MMEL Z £ - HIASE LI 2T THHDTH Y,
LIE. B EHIES OMIKHIAD 7 0 —  HEE KR ICET AR, DBEFRRL
HOEBRE—BT S, BERBHN Lz~ ROMKTIX, SERE SRR & ARiEk
SFitE (RDW) OFEFRHEMLTEY, ZHICHEZ AT 5 MEFATLIZLIZE
Zinhbd, ULOERENS, WESICX 2CHRH L CHESED MK T2 7 7 4 Y
VT EEULRA OFERRMB, vV AL b MIBIT B BUINRERCH & BEKEMER
BAOFHICETHD Z LR FES iz, (5H. #b. CR155) , PI; &HH,

B STYERR H (20224F- BELZ B SC03 IR & vz,
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