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Application Progress of Next Generation and the Third Generation
Sequencing Technology in Genetic Diagnosis
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Abstract; Prevention and treatment of genetic diseases is a major issue in public health, and it is an important part to clarify the
genetic causes. High-throughput sequencing technology ( also known as second generation sequencing technology ) has the
advantages of high throughput, low cost and high accuracy, which provides direct evidence for genetic diagnosis and consultation
and has become an indispensable powerful tool for genetic testing. The third generation sequencing also occupies a place in
clinical application by virtue of its unique advantages of long reading time. Next generation and the third generation sequencing
technologies have their own characteristics and complement each other. There are many types of sequencing schemes to choose
from according to different detection requirements in clinic. Based on this, the principle, classification and application progress of
the second and third generation sequencing technologies in genetic diagnosis were reviewed in order to provide ideas and guidance

for the selection of clinical sequencing schemes.
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HEDST {HEH T Sanger M FFAKH T PCR A B
TAAE ALK, I A T o A B S Mk LA
PR B R B I e fT R BB A DR A T )
(human genome project, HGP) ) 5¢ h¥,, 18 & 5 & |
B2 5 B P B R——= 18 & W ¥ ( high
throughput sequencing, HTS) i) F & F1 i b AL 1 iz
Mid, HTS X FR A AL ¥ (next generation
sequencing, NGS) , 55 Sanger 1Ml 55 K B A R ) 2
AbAET NGS A RATR] I % LA 22 J L J7 4% DNA Ji
Fr Bt A SE 9 R M4 700 1 B T 10 9 2
W B 2E T RSB R AL e A T
FRAM NGS A B [R]85 = AR 7 B AR )
Fa e AR HAR B B Il RE DI A i PR H v
A2 L, 2RI BOR A A R, B AR
gu, 3L o AL i Wi e i 1A ks I
B T AR SO AR B = AR B AR 1 R
P 932 AR W PR 38 % 2712 W 4 o7 T 0E JRe Al —
ZRak U A Wi PRI P J7 58 10 i % 4 3t SEL B
155,

1 ZRE=ZKRNFHARYEREFMS R

1.1 NGSEEE5H%

e ) 5 B S 5 S Y (sequencing by
synthesis , SBS) , /& Sanger | ¥ Byt — & &, F
BUDIRGFE FE I AT W AT, e
I DNA 2 FHT Wi A KL JL+H21JLE bp W H B,
W2 80E A ROV AL e E e Tk R L,
285 PCR B IR Y G BOR 1T DNA Fil 4 4 2
JNF, 388 o A A AN [ 9 S 1 i A% T IR B s i
A PR R IR R 4L B

H A4 K7 NGS F- 5 2k A SBS, {HAA]
B O B AR A B X 3], 4 Roche (A2 B 152 0
)M Mlumina (#728 PCR) "' Ton PGM (234K
HEI ) 1 DL R A A s A R A 1A
V-5 BIGSEQDNA ( 44K Bk 5 ) 1™ | Roche 454
FERR IR 2 f - o B AR R4, SRl
I DNA G B I B R T ) BE i 2 ( PP ) R i
Bomk 3 {5 B, M FL W PCR ( emulsion PCR,
emPCR) 7] LUK B4~ DNA | BU 5 WG BR 5 452, G K
B/ IR AR S AT AR S R A R G 2R
¥IohEl— DNA R B isa A 0k, B4
BRI A B R A 1T ANTP, 42 & Kl

SRIRICEC, W) 25 MR 51 3", B SOt
SN ER B PPi AT SEEI M  Roche 454
FERERRIN Y A B (H A &, HETHCE )
DAL E s B T FE ey AT,

FIHT, Mlumina o5 88 7 Z Q0¥ 37 19 26 K
TR, AL O EAR R PCR MR |1
AR, RIDRESE A LT W A8 P BB il i 508
F Y 51 Wy e 5ORN B B E TS B B R
“BE”,Zid PCR SOME AR F 4045 T 1 000 15
P14, SO RE DNA B, DU B IR ACHE A
4 FHOEARICHY NTP* A3 28 k7 15 5 b
FHE 3738 R iy 1) A R e A1 o 3R J I e B2

RRIZAE IR RVOEE T UARRIFIIER ., 5
HEAHAL IS AG DN AR L, 5 A7 9 G bR i B s L 7T LA
LGN T B R B . Ton Torrent -5
AR P H AR 1 HE B e 1 T 3, R
% Ton PGM & H Hij 17 37 b S o B g 0 7 A3, ] s
B IR E 91 B e o 2 A8 R B R S
Ko DNA G U 2 B H 2 BUA W pH
A Y- R T B AL AR T pH Y 22 Ak
ISR MR B TR FE h AN 9Ot sk 7
KGN ZEARDL DCIR BT A, P R I Am b
TR Ton Torrent BN —ACI F T 4% |
fBTmRAT "

HERBEENFRZT IR 154
e AR, P BGISEQ Ryafike Z Ak
TETSCPEA o A 76 A A I B DX 2 DNA 34T
Wr A2 e L SRR ] DNA 23R IR
HEFE AR ( rolling circle amplification, RCA) FALLIH 45
DNA 442K3Rk ( DNA nanoballs, DNBs) , Jf-{#i FH#E &
PRET 4 % B A& £ R ( combinatorial probe-anchor
synthesis, cPAS) {1l J7 5 | )48 22 53 2 S &
TE DNA ZKBR b 3EAT G SO, F s 0 B A5
RGXOGAE T AT RAE N RAFF 5 A,
HERCHEN T 2 Fh A [ 58 & 0 Iy A P ik
£, JF BBCEA MR H SR 5 R G, 5T
I PR A 0 F U8 LA A K i R 34 R R ]
NGS FH IR 1,

1.2 =RNFHNEESHSZE
H5ZRMFEARME, =ARNP AT T LT
PCR §"34, JF H.ol ASC BB K2 K Wy, HaAj
Yy AT B ) =R P R FLEAPIRF-5
PacBio 23 W JF & (% 5. 53 5 W) U ¥ (single
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Table 1 Comparison of characteristics of different NGS platforms
e RAEK o . M . .
FhORE BLER  WREA ijgf‘ g 2B ARG
W, RIS, AT, B 5 A 2 R A
HiSeq £  2x250 1500 Gb  <1~6d 7 MEFEEMT 25 AN | denovo WF
Uil
. EAHEY SR T 217 e, A
¥
MiSeq 5] 2x300 15 Gb 27 h AT WCS. WES
: =t AR B /NE WGS (N2 M, 3h¥) \WES,
lumina ~ SBS PCR NextSeq 500 2x150 120Gb  11~29h TGS FEHSHIIF H L
BT (R, R e, A v R i 2 PR
MiniSeq 2x150  7.5Gh  4~24h IR A /NSRRI Y (BUEY O EE)
TGS, Rifi & WGS il WES
A WSO A A 3 UES) \WES TGS,
Nova$ 2x150 6Th  4h~3d \ e
ovaed § B UL FPE LI %
ARG PR T TN E AL T 41 A F
Ton PGM 200 2 Gh 2h Ly demovo
Thermo B RS PR, RS S A AT R BRI
Fisher SBS il lon Proton 50 10~15Gb  1~7d WGS . WES
‘ R AR , DU 8 B R 36 65 T TGS, WES 6 5 4l
Ion S5/95 xI 200 3400 10~50 Gb  2~24 h HFF I RNA-seq
IREEMEK UEA 4 A B SO & R G AR
BGISEQ-500  2x100 260 Gb 24h JNERSEHT NIPT, PGS ,WGS\WES\RNA-seq,
L hl)ag
cPAS/ XHFE AP FGE R, 2K I & S CNV-
MGISEQ-200  2x150 150 Gb 66 h ;
R SBS  RCA/ Q * seq /NMUEFANF TGS WES
DNBs 400 5
MGISEQ-2000 2x260 720Gh  0.5~4d  EFTRBEIEFAMT WCS ,WES TGS
EATREIELHEL WCS, WE IR 35 [T 4 30
VOSEQ-TT  2x150  6Th  4hegq oo PAMIEIAL WOS WES FMI AT,

B S P R E Panel

T R PR B AT 5 2 5 E 5 M (Tlumina
html; 22K ; https : //www.mgitech.cn/)

molecule real-time , SMRT) £ AR F1 g K 1 2 43
Tl ¥ # AR ( Oxford nanopore technologies,
ONT)""®' SMRT $ AR A DL SZHHE s# 856 6 bric
V1A 08 S A T 1) 5 72 A, X 9 S 1 ) I 4
BAFERAS 2520 DNA RABERIIEE , F A2k
PVIR 25 , 4 A DNA 45 F1 KSR 1 DNA 5558
S Bz AR, SMRT I 5 R B AR
P, BFLZY 10 4 ANTPs, {H &3 &A1, 1 4~ SMRT
A EAT 150 000 W F 0T, {H 2 B 35 ~
70 000/ A& A 500 7 5 73 4 SMRT (1Y) 34 22 i
J¥%1 ( continuous long read, CLR) F5 12 &1k 11%
~15% fHJEANE T NGS i ] PE B #5152 , SMRT U
AR RERLAY , T DA SE 3 2 4% (4 0 e Uk 80k &4

: https : //www. illumina. com/ ; FEERK, https ; //www. thermofisher. com/ ¢n/zh/home.

1E,15 ¥ CLR HER R T 99%"7, ONT J&
K FHHL UK B AR IR Bl FRAS 73 38— 38 3 K AL, AR
A G.C.T X 4 Fhfsi By PR TR R] Sl
155 1Y 22 St R ARG 00 1 36 Ao %) B 6 21 1), AT S
B P20 ONT BRLA 3 4 152 3 85, hy B HIL 45
i, {EL AT 36 o 4t v D R B T ey B B T A 3
FHEE T AR, A = A A BRI 3,
TR A B | FRm R A = = Ay i
BRpE XTI PRSI AT LA SR AR v
R 2 e () S e Bt = ARy iR 32
A BB IE ™) H i =0 R i A T ek
2 denovo M7 | FHSELALAIE ST | S 288K 55k
L PRI XSG 2 >4
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2 CRESRMFEARERES
4 5 B
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DA A DU 7 R | = AR e B AR AR Y
BT H W2 BORAE 38 A%~ U A 4 T I
TEAEZ kA B 2 g A5 2 B AR, TC B 7™ i s
(non-invasive prenatal testing, NIPT) | J& & {A& % I1]
BT RGO | B KK PRI 1 9 A R AR S R
U, WFSEN BB DR B AT LA S AN ] A
R VEPEE A I 7 38, MR SBT3
WAL R BET B, 8 AL 2 BT IR Y B KAk
FIH

2.1 NGS 7£ NIPT 2957 3
211 BILFEEIRIEREAERFF  FAE 1997 4F,
A BFZOIE S I e AR 2 T R A MR A6 A A
G LU DNA ( cell-free fetal DNA | ¢ffDNA) 4 17
7% ;2008 4F Quake F1BARIE T cffDNA-NIPT +
AR (CfNIPT) , 1% 7 R 5T il )77 & X6 4210
AE LA FDNA FEFFRIRBE S FL ALy | I
ALY B, R T HRIL 13/18/21
SY R R BRI A LT CffDNA 1Y)
NIPT HER7E I R R . H ET, NIPT £ 2 22 1)
BRI T B TR e (o A Rk Y o AR
fEARITEA S BN FE R A =K NIPT FH5 8,
iK% DA8600( 3T Ton Proton Ml FFFE5) | Ul Eq il
B NextSeq CN500( 55 Hlumina S4E 4= 7=) DA K¢
KA A ) BGISEQS500, K ML AL A BE BF 5% 9IE 52
NIPT X}F 13/18/21 5 YL AR ¥5 D145 S5 i DU
ESEERIR T 99.9% A AEURE T T21 e,
A[5A% 99.5% ,T18 } 93.1% ,T13 fBURMEMRAR , K
92.7%"" . ZIRBF5EHEH] NIPT X T T13/18/
21 K Hh B B R TR SR v i A 2
— PP IE G T A R A I A 2 R T X
TR, NIPT (R B A SEFRAR A
WEMNEF, tE S mA N EES—
EU%&;&[B-SA] .
212 BILEERmbxmEs LOKTE
SER S (PO M E ) & S BUR LK Bk
W N EBEHSH,IERY 6% B B R7
T 1.7 % 1) i R Q2R IR U A P 10 A 10
HfETE e AR B R F i A, HH R A R 5 2

TAAF IS T A SEHED | R, X T AR B 4
TEYI R AE = AT IR L Y% € AR S it 2k R £ B 5 4G
W, AR NIPT W T e AR S s 2 i 52
PRI i A0 Tk AR AR X E P =K NIPT
NSRS SR NT ¢ SN VR ORIV E SR RN N
HE g BH I AR RH % T A e & B
BGISEQ500 A3 % 45 2t A1 BH 14: i A < BH &) /& F
DA8600 Fl1 NextSeq CN500, = -5 fity BH 14 75
HECA 35 22 5 Bl i o DU ) 19 % R R
b, BREAR ARSI B AR TE AT T B, X A28 R 41
AR St 5P ] G FR 1 — 25 B AR A e &L
NIPT HAR L 2 07 A A2 7= iy 0 e Joe 11 0 SR
# I H NIPT 7ERs R/ 5 52 25 A ik i A 7 1T
(0 2Tz

213 JEILEARRm UK JC R R A
2 NIPT R E B G T 1), A 7 L8005 I
Hi bl M BEPELT AL T GORAZ AR M AL
BRARE NIPT i85 Wang 2 414 o/
B Hb et 2% i ) JE AN R AR U R T — X
HBAI HBA2 Fl HBB J:[H 1) SNP #5448 M
WM K R gDNA KR LIFE DNA FEX%F H 5
DX 3 B0 g 00 A B R B R AR AU (hidden
Markov model, HMM ) Fll Viterbi 5.7 #4 & 3£ A B
PRAIR AT IR L3RS R Y, DT 5 1l i Hh 1A 23 1 %
RIFEHTZ W, 5T AR & 09 S e
NIPT 75 B A= W15 8 2% B, QokE %o 58 A2 5l
17 (relative mutation dosage , RMD ) FIAH X B4 5]
i (relative haplotype dosage, RHDO ) , 3k f4) # 5%
A SeiERE DR G LSRG 78 ke Xof 3% B A7 o5 R A T A
DU L B 1 A T O 2 TR R RLB
UE, XTIl R g FH A8 SE BRSO i 75 i e . )
Ah, R 10x genomics 1 #E 474 1352 K 0 e A J2:
HSLRYR NIPT HFFE R EZE FBL, Jang 257 R H
10X genomics #[i1] linked-reads M 7 4% A | # B4
R BE i) DNA 20 F43 e 2 R A i o, IF 38 i
GEM A ¥ A Bt DNA P E) siiaE & I
PRI, FF HOR U8 F A5 R 90 3% (IR — &K R B
DNA) ) DNA Jy Br2saty AR DNA JF 51 FRid
(barcode) , 2 ¢ HH4% J5 FRAS [ AT DAAS 2 JE G Y
KB DNA 751, W55 NGIIREE T 5 45 DMD %
AR 2B B I DNA I JEA7 48 5] linked-
veads T 24T, fe 28 T H i ey ) L3k R R ) K% H
B DX 3k A Y o 0 F 41 G, % O TR AR S 4R R
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DMD FEH K Fr Brah e (H A, v] DL E E G ILE
2 DNA #4175 A5 AR 73 B il Jo 75 X e E 3 gDNA
Wy AE A P2 9% FH -1 4 B 5, A 0 ) 0 T 4 (3
J&), T H B LB NIPT B I R 38 FH PR BT 98 482
D TR T AT ATE IR IR 4T 1 iR 75
i — LR

2.2 NGS 73 512 i 5 B Rz A

KERELAE 10 Ak sw 8L e, &
1000 35 7= Bl A7 5~ 10 > & A etk 5
T TEFEII HBLZ AT IR X g A
FE R X P AR TT G A A% R AT,
TZIT IR AT LA B Hh W B8 e (5 (R B 5 S S50 A8 57
SRR e LR S 8 0 A AR T SR A% oy
Hrapfu s FRFERH HCRAR, T HAXBE 53 5~ 10
Mb DA b R/INB A5 AR 728 S %o e (AR A i il 2R ik
PN IE , HASBERS it A7 A S5 e i fof
BN, ARTR BE 4 5L P40 I JF ( copy number
variation sequencing, CNV-seq) i tH BLIR M T 4% 5
OIRT O HERAS L B ) g 3 I P AR e
A8 DUEIC S A SN . CNV-seq il 33
RRIR B2 4 BE PR ZH 0 e BT e 2B A5 2.2 e Afox
R PE DUECR H R, 73 B AT K 100 kb, Zhang
SEHTIE 160 42 5 U e XU st % 9 e KU A B
4T CNV-seq 4347, 45 R Bon i —2F (44.6% ) 1Y
e FE AT R ARG ) e (AR S O R s R st
B0 R S A AR rh R H e o (A S 1 L B B
G390 R 67.6% F1 55% ., % F CNV-Seq X F 4
PG ol i S A P 3 AR S P R — 3k
W TS W g R E s, B
ATl R - E % CNV-seq FH T 4L A K95 1 F= /i 12
W HEHT 2 A LA AR L2 i

2.3 NGS R=RilF 7 B EE K2 AR A
NGS $1 i JHC X e PR 2 A A6 0 i FT 2 iy
[T (target gene sequecing, TGS) | 44 .+l
J¥ (whole exome sequencing, WES) | 4=%& R 20l [y
(whole genome sequencing, WGS) , TGS J&i i 1
GR35 T R B DA SC Y ik PR R AT I 7 DX
AR, SUAS INANAS S AR, 2 iR T 4%
3 AN P IR AZNLPJ A5 ZR SR Hh
Mz, WES J& | HI R 514 3R H AR 8 2 4h W1
DIk DNA $fi 92 91 5 4 J5 54T ey Jo i 00 1 ) i 1A
GIMT T, HOREE AL PRSI 1Y i PR 73 T2 B 2 24

H 25%~50%" " TANE TSI LY A
EEENAFI 1%  HHAE T RA 95% 1)
36 ST N v ) = 10 B N i £ 3PS B L
Kt , WES J&fie HAEAN F Y NGS B¢, i H. WES
FAT AT T 1 Fifi 2 5 -5 6 DR 22 1) ) S I A R
BHHRA , WES B8 (19 8 73 % T48 5 1m K12 W
HAWKMBE, WCS X AT A 5K 4115
B CEFEE A B g X DL K K dE gm s X)) #E 47
DU, B A WO T ) G ) e R A S 2 AR 4 S
A B R A AR R T ARG b pg N B
FEHTRHF S, X 3 Ry 2085 Rl 7EIl
JAR F AR 418 A I 5 AR 1) A R BR A LA
R H AR e o3 G 100 s

Fiz HR B PRI 1 B0 HL R, TR L P 20 ) 97
AR S 2 43 R BA% A R 72 5 (single nucleotide
variant, SNV) | 45 #4728 5% ( structural variants, SV) |
5 DU 5 ( copy number variations, CNV) i A/
#t 2% (insertion-deletion, InDel ) UL S sh 25 & 48 | H
HALS R AF . NGS JUHGE ST SNV K& InDel (952
I E 32 R T HEORRR A NGS X T GC & R
A v R A DX R 0 O S AR, PR X T R
TRECRAIL ] 1 B PR , 9] G Bl 285 58 A8 BRI, ]
PIRFH = AR 7 DL wR % NGS [ 8Fs, X F &4
T R A B B A R IR SNV 3l
InDel , 1] LIE#E WES 8% TGS; &4 T 23K K
SNV .InDel A LLiE#E WGSE X T 48 2R 1y e 4,14
A S EE SV CNV,NGS FAEfe A i F- Bz, i
T Y € R B4 51 79 AT ( chromosomal microarray
analysis, CMA) #5318, CNV-Seq DL & A4
S S G A PR A A 35 1% 2 5 SR RN IR A5
B S8R WGS B = ARy AT W 5307
2.3.1 SNV . Indel #94ml  Xf T Il PRi2 Wi hy W]
By B0 ik PR PR Bl 2 AR AL i 2 A 1 B BE DR, 1
JH TGS BefS TRk 2 8% (140 P IR BE | AN RE % S ik
SNV Indel, i g — & FLHE LA CNV 555 A4
JoR AR S AT DA U EL A B g 0 6 5 % T
I ASRE DR A 2 70 DB 92 1Y) 3 4% 9, WES %
TGS A3 B R A B w5 i, fE 4250 7 2H iy 7K
Xof BEN T RE X HEAT VAl A F) T iz Wr, 5
KM W OIR PR Zh BE W K SE ( congenital
hypothyroidism , CH ) & —Ff i UL #0387 2E JL N 43 Wb
PR, e IR IR & & 5 2 0 CH i i £
JELDH, FLERAT D A X FER R & B S A D B0 At
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PR I S8 B A0 i KA B - NS T A B X
BT ] panel , % 89 ] CH AR JLHEATARIN |
219 BB E R T IEEBUR RS, 17 B2 TSH
BRI GAR A 4 DR RS, WES JuHGE
AL Y SNV | Indel Il R A I, JH: A (9] 39
PEXS T4 Ih RIZ W B AR, HAh A
WX T WES F1 WGS 7E SNV Al Indel f45:
Db 2B, A B A T G DX P
96.0% [ 12 [T i SNV Fl 78.0% ) /2 JTi &t Indel , {H
JETE SNV K7 i WGS H WES B Ry 5i ok, HoAR
PR 50 17% (WGS) F1 78% (WES) |, Tiii HL M
TR FE (coverage depth, CD) | 3[R 7 Jit & {f
(genotype quality, GQ) FIK 7 7 X 35k Lt 5] ( minor-
read ratio, MRR) 2580 B KA K, WGS fig
5 B T A TR 34— A I e I 0
2.3.2 CNV #9400 WES F1 WGS AT LML 4
A RKFAR R FE R 2R B CNV e ] L4
F RO N AR %, Pfundt %57 X 2 603 5544
PRSI L 1 WES Bodls 47 0 A, I A € T
123 20wt CNV, K/ 727 bp #] 15.3 Mb A~
RIS W R = T 2 2%, Bl R EE S
TR A BTRA A OB R 7 SR RN 58 3
KUIBIZ WY B35 1 WES B8 F 0 xd T =
I RIS R AL AR B AL, Ewans 5555 XK [ 37
MR FZRIL 54 LR B 1) WES #1471 88y
B LS Heast A i PR 0435 % 26 5 R B 1) it o
BT A AR S B3 PR AR LA R e o BE DR A 2 7
AU T 4 DRERWBAE AR BRI R
I 30% 42 5 2] 41%, 53 A8 AR 8825 FA
JE53HT , WES SAEGI2 I T-Bod He il AR K748
BASIR RS WA BT LSO T35t A
H IS R FEAT I I, DUE R J5 S50 12 T
eV RONEA NS E =i R S
233 SV #gm S5 R (structural variants,
SV') B E X T B 8 A% 22 Bl O
PH 5% ~20% 135159 f SV 8Ok R 4y
WA G (L RTIG 51) AR AN AR AR R, (H AN BEAS: H o
W AR B N B SV, BRI WGS fEft
PE4 R 4 (5 &, Currall Y A LAy
F Bt SV(>5 000~10 000 bp) 455k WGS Ht i
HAR large inserts 3CJ# (large inserts libraries,
TiWGS) e e AR B2 b 52 g 6 1 48, e (8 (A1 16y

5% (balanced chromosomal abnormalities, BCA ) &/

FARZRL S B AT CMA SRAS I, A B 58 R A £k
40%1 BCA A LL#E CMA 1 Ny JF - i 5 % 1 46
RO 5 2 A A S O A S AT LA
L5 240 B 35 A% 2% T B K s PR T iWGS 1E—
BN AR B, B2 5 SV K R, Redin 45
X273 4 WSt CMA Bk i) BCA ¥R
LWGS 5, e A 90.8% WA R 1 H - £ ¢
WIS BT 9% BT S JCEKE

il 2 N 5 A RN 43 B 8 T B v, — AR R
A 3 RGN T A e T e L PR A 25 4 AR 5
T SV SR A EE F B, Stancu % ff
MinION 4K FL 7 FT NanoSV 3304 T 2 4
B E 30 e R Sl SR AL, Forpoxt
T2 SBERNT 29 M A SV, R T 1,59
SHROAARYESREHE, 5 46, XY, t(1;9;5)
(complex) dn AW &, ZWFFT UL, BT LA 49K
FL 3 ke i e o o DR o5 SR AR IR, HEAE BT R
Yoo o EHHER I 7 AR T NGS,
234 FHAERTeAER  BEE LRGN AL
K, = AP E AR R R E AT, B AT iR
I F A L R 2 e R B B A A S, i X
ZEEIE (fragile X syndrome , FXS) J& gt (L VEEY 11 F
TR B FTRE 9 B i WL R 22— J t FMRT FE A
(CGG) , I HE B WAt 2 (KT 200 W) MiEL,
X K GC ML E &, MK ) NGS X
TS X R S R BUANAE, Sy T i i [n) B
Loomis %% 5% ] SMRT 4% A XF FXS 3% FMRI
FH (CCG) , KIEHEATREM , I A5, T K ik
2 kb I (CGG) , H A Jy B, HoAs iy 11 5 %K
Ik 750 WK, ANTR)ZEAR AL ARG =2 K I -
BREREILE 2,

3 RE

FI NGS AW LI AH R A I P & A Wi
HBT, R 5 W DL AL AN RAR 18 s B A2 1 T
A PRAGL I R T B AN W9 K, NGS HARM R
HoHESh TORSMEE 2 Y A, AT MU T A
T e R T, R 8 A5 22 0> T2 Wl ok 17—
ASHTREAR B, SRTAT, A W H 4 00 7 5 5K A
WX NGS -5 HUBEF SRR S 1 R iy 2K,
X NS AT P B BE T E KRR i 33 1% 72 S )
FRTSERE ST, TUARH I Py S X S B 23 Hr S e
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Table 2 Detection methods and sequencing platform selections of different variations
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