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BOR B PEIR

—. Fmiii

(—) = dusE MR LE AR,

A A ENLE S E R R (1ICS) (JRAF: 9) . SMRT®
Link Berry Genomics R 422 3 (JRAE: 9) 41k, H PN BENELE
HIRE S, FOEE B S . BIEEHER. AFER. FREJERESE
B HENAE B

(=) EREALE

P R T S e FEOR, K B T RIR T AREER
(12 FFPE K ) A AZEZER (DNA) #HATN )7, DUl 3E F
R4\, e K 5 T4 B WO Sk 2 Rt . 2R R IR
AR T 5 B K25 f B e A0 s BRI B R 7 DL R A B 61
A, AR THEAER —SFEN TR, AR TRERE AN, &M
TFERRNEENF, BARTALEIEEANNT AL T .

(=) 5%

Sequel® 11 CNDx.

(W) THRE

A7 ¥ 47 52 EHCSingle Molecule Real-Time,  SMRT®) |7
FR, VT (SMRT® Cell) AR #&, EMMFE T +F2HK
B 740k R AR -5 3L ( zero-mode wave guides, ZMW ) . 2/~ DNA
DATFEREGMNF S M ARG S DNARESEE S &, E NI4T ZMW #

JIE B AN T 8, AT IR Y ANTR )5 AR 5 28 B xd 7 ) T 45 DNA B %M
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B HEEE R L ANTP R Tl &Y 887 dNTP 24 ZMW 3,
R E BRI, TEMOCEK R X AT R KOG SR & AR 1ot
FRM R GIRA], FI S A

= KRBT REEA

(=) =Rt aemt s

LAFA KA B Bl

X E AR LA AT T IR, B3 ASNE AR, G744
A, TP ARTFKERFGRE IAFRRA, FXERET, %
BT E AR RAELENTE (BePedrbBEfR. ReRE R
. DNA T Z XA ) 2 F &K DNA R E THATRN, BN %
RESH T FAMNER — .

2.0 B AR 2R AR BN BT T

(1) R “RF LUk TN A R ARZAE LR E X 5% # AT 7,
EAERENFE 227 FHERET, N EmEsRAFEeEX.

)t M AFEF 4 DNA £4 i, Lt 5K F.99.0%, 5 Rt
F& (SNP) « FEASK LR (Indel) ZFHIEE LI, SNP 1 Indel #7E
HERRGEERBTEEXR;

)t A ZEFH 4 DNA SE &, thxd & 8 AKF 99.0%, 5 AFEH A
DNA %% 75| # 45 €. 1Gh &% 7 7l b 3, T — B P 5 s 5 b A K
T 99.0%;

o)V 4HE Ffs % DNA 5% i, XM 5F )75 b, My —BJ)F
7 Ve 2 AT 99.0%,

(2) R KK -F e EMA 0l 2R EXS5H AT



Feo EAEWNFEZRZ W FHERET, WrEaktERIF6E

a)t M T, 2 Sanger 36 3E By 2544 L AL, A9 ) (L E 1000bp KL A,
KEZHE 20%2 W, SV XA —5) MAMKTF 90.0%, KE—F%FE (KX
{21 #8132 10bp) R AT 70%, {rE —2F (7 Bk Z A1t 10bp)
BLAE T 50%;

by &5 EAZ X 8] WAL, R BUE (Sensitivity ) N AR T 85%,
YR M B AT 70%, F1-Score pi AT 75%.

(3) RA“KEKMFF & EAM L 7 RNEIRBE K SF & H#HAT 3
REZNF, s8R 6 E R

(4) Rl NA12878 DNA A7 da#EATAR M, P02k B 5 (S 223
AR (SNP) fadf Ak F 7 Cindel) bl /7, ERHBFLEK.

(5) Bt x4 % A7 i F B 09 R 7 KA HAT )7 U ERR %8, &
RAFEEK,

(6) &FAFA B 3 Nk kK T AR B E TR, RIER—
R A 100%, 5k U A [ 4 N JBR KK RT AR AR BE R R R e T R

3 By £ IRAF 5T

(1) GC L2 ERMETRAFT: NAH GCEEALFEA R Kt
AN, FERFWEI GCEEMM LR A 74%, AT RA 11%.

(2) PolyN 0 £ IRy #F % 23 polyA. polyT. polyC. polyG
B ANFE AL BT A # AT, 2R KA PolyN ARl b IR 4 1145bp.,

(3) EANBER RN ETRAT I T AEHA F BTN,
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2 BRI RN R AN LR A 7951bp, TR A 1bp; aték & % Z AN
R 4 3402bp, TR K 1bp.

(4)MH I E Z CGGE & £l £ IRy #F 5 A AZEH 4 FMRL
AP CGG ER&# TN, ERXAEEHREEL CGC EL FHmM LR
A 504, TR AL.

4.7 o M e #FE 5

P4 3 2 Ak 25 (SNP). SRk (InDel) « KB Bk .
REREEGER. PEREINALR. EREHER GREL)TF.
LR BRI EE RE KA NN ATH R, ERKW: FRAXE
AT R FANBA. KR BEdk. PaddEBEAR. 6 hE R
o BRENLT R GEELFI UKL IREEBERESR LR 3
Gagon/

5.9 77 &4 T & 12 AT

At A R R . MR R BAMRRHT TR,
T F S B AT

6. JRRL I T E B9 B 5T

AR 5T B xh A U F AU RIRE AT P R BEAT AR R, R B P
ERGEE. RAEREXRRNTE %, RFELAREEERTE, 3
BT FRMME . HPERDEELNRE . BREHTFHEHEE
BRI #HAT AR, ARANBETEQERIT EFHR. L 5F
# AF B AT AT R R AT 5 AR I PRAE AR T

(1) BT R

BN TUE 27 R AR BB BT SR SATHE T, SRR B LW
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PRI 55k ) 3 A\ R TRE L

(2) N 5% & i A A R

BRI BE AR A E A S5 BHATHR . BRER, B
M SN SHF BER,

(13 38 SRR 4 o An = 40 4 B BRI 5%

B0 F B 2R Bk T % U R R iR 8 5 SCRORL A R Fe TR A
Fr. REZWH, TR HAEZT RN EERE.

(4) s JRAEAR BB

B BE AR R A S R X ERN G RAERFATRAE, &
RIFEEK,

7 2 09 A TR M

3 T 3 2 R P AN AT I R e AR A T el AR, AR R R
PR 2 T

(1) A AR T2 F AL 2N K7

(2) RFEdR A BT FEA, £ A EATXRIEFARER
H AR BAZAEZ®R (DNA) #ATIF, & AT RNA &I,

(3)o AR i A #AT 2K 4 KANF .

(4) Bzl s O s L (SNP) « #EAEL% (Indel) .
EEE (SV) UREBERERTREXA, REKRFNHLFEE. GH
AP KA RN AT TR . X RNA BRI & R #ATHF A
Bz BN BRAMNTF &, Tok—FEHE IR HEAMlE RN TE .
PN T S R EAX IR T 5 B3R5 NMPA o 2 & 2 B9tk o) ik

R R A B A . ARG B R 2 AR B Ay AR S5 BT B0 St A 45
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(=) oA ffar

B 3% 2 35 R U (46 L 3 TR e AT AT - 44 ARTE A O R R &
X7 i A HAT a2 AR I, A% T e A 8 AR

ZRF R KA EZMRBBIE, mREEFLSEREFER,

(=) RGFHAR

25 e 2 N, R A BRI R (ICS) Fr SMRT® Link
Berry Genomics i 2 B . BCERAZH| 24 (ICS) ZaM R A ™ E R,
KA A 9; SMRT®.Link Berry Genomics A} 4 28 Hifte A B 5 K ™
BR, KARAN 9, HiEAKE (BT ERIGERHEARTER TR
U» (2022 FHATHR ) B9 Z K, $-2 T SAFHT 505 fn iAo & 4 AL
n.

2 NI AR 4 A XY.ZB, o X 27 T ERK, 4 H4%
BARAR, Y RTRERE ZERFHITHRA, BRIHHHE.

Wi AARIE (T Bk W 4 22 2 R 5 A48 -2 RN Y (2022 4
BATHL) Bk R T HWELEFHRIH, IERZF AT NE 2R
For T 4%, Bl ST W 4 22 B AT L

(W) RINS BT R &2 M ARAT

K el VN A

(1) A %A 4 GB 4793.1-2007. GB 4793.9-2013. YY
0648-2008 1 GB 7247.1-2012 %k ;

(2) B#FA: 44 GBI/T 18268.1-2010 fu GB/T 18268.26-2010
W 3K

(3) FRERK: 44 GBIT 14710-2009 & Jf 4 70 19 F 5k



LR, P REE ARG ISR I W R N R LR E
RV A AIT A B K

=. IEKRIERHER

WIEAES AE AR . WM T34 fReERE . AN KFEE —H
BERL 3XERMAT T e RKik%, HEMTERDERBN. AXH
M AU (HLA) JE B 2 B U o B 8 PR AR B om U AE 4 (R T E .

B x¢ T A R AR, bk R R B B B AT IR R
NALFEAR N B 5t B AR H AR, ARAFABI N 457 6. Ko
txt A XA, REJEA 100.00% (95%CI: 97.24%,100.00% ) , 47 HE A
100.00% (95%Cl: 98.87%,100.00% ) ; 4Fxf#R& A, R4&/Z % 100.00%
( 95%Cl : 97.88%,100.00% ) , 4% 7+ & & 100.00% ( 95%CI :
98.71%,100.00% ) . [ Bt HiF AL AL, #EFET LLTS Rt
B, WA 212 4], HPEHE=ZMEREHT R aaa®,
a2, HKoo $£.33 ], 4 &% 354 100%.

Fr ARBLRAUE (HLA) ZEE AN, ARG KA 209
B, Tt iEFKH Sanger M FiE, £ xf HLA-A. HLA-B. HLA-C.
HLA-DQB1. HLA-DRB1 # 4T Ml & 4% 4 99.04% ( 95%Cl:
96:59%,99.88% ) , Xt T4 —BAEKRHAT T LA 00T

A AR IE BRI T E , NAMARN & 200 0 AR,
HAp A BB B A 379 Bl xt T E SRR T Wk K% W AT AL A AT T
R K 100.00%( 95%CI: 95.13%,100.00% ), 45 5% & % 100.00%( 95%CI:
98.75%,100.00% ) .

B i R A HLA R UBE 2647 T W7 7 51 o 7, S5 R AT
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B E K.

B B AT VA T B AR R SR M A A P BT

g Eprk, WHRT R R R TR S B ARFIFEK,

M. F=aszsXEHE

P SV E R &k

P R T e R RN, R B TR IE T AR
AR A AEZ B (DNA) FHATIF . ke AR 4R 7 — R AL 6y
JFIA.

P e R BN

1377 Bk _EAXUR T 5 B 7643 NMPA i A Hbof & & £ 89 4R 45 i
RAKEEREREER, RRTEHAER -BENFEX. CHTHK
g R R AN KN BREFR BN EENF, PR TALRSEEAN
M 2 MK 7

2T REHFFERRARE. AN T WELAFZARER,
HXNECERAS+TFURET.

4 s CRLDLA A B e AR % KT R
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REARTE IR A E = K EST BT RO W E A A AR
TR G IATER, KE (BN RREEEE RO (BHKRAF 739
). (ENBEWEMEEZCE ZEY (BXTHREEELAL

4T 5) EHRETBEMEIN SR ENE, 250 HIFARK T M &
WARH#ATRATNE, FREBGEZAE. ARENEX, F4&
A AFACE, FVOEFIEM,

2025 4£ 09 F 28 H
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