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Abstract

Targeted sequencing technology has experienced rapid development over the past two decades and
has been widely applied in the field of precision medicine. This article discusses in detail the tech-
nical aspects of targeted sequencing methods, including PCR enrichment, hybrid capture, and selec-
tive circularization, and deeply analyzes their applications in clinical oncology, prenatal screening,
genetic diseases, infectious diseases, and drug response analysis. Additionally, this paper highlights
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the challenges and emerging trends in this field, such as data analysis, cost-effectiveness, and the
development of new targeted technologies, providing a comprehensive overview of the impact and
potential of targeted sequencing in modern medicine.

Keywords

Targeted Sequencing, Next-Generation Sequencing, Precision Medicine, Gene Mutation

Copyright © 2024 by author(s) and Hans Publishers Inc.
This work is licensed under the Creative Commons Attribution International License (CC BY 4.0).
http://creativecommons.org/licenses/by/4.0/

1. 51§

eI £ AR, MFHEARE T RENKE, R F AR BT 1 S2 3t 7 AT 230
DUBR[1]o 31X — D AR IAE BT 7 5 SR A S (%) R AR T 4 2 50 o R e s g vk (2] Bl I 4
R IE, FRATRENS S aF BRI ZE S B, NI SEI SRS HE . SEA RUM BT 1. BT AMA ) 5
RAE R, BEATUEAEMMSEIE, LR . BRI MIESE3]. tak, AT
[F]— 29 OB PT REAFAEZ 5, X ATRE SR R RA K, @M Fe, BEAERT DR B IS E 0 5 2 25 R
U S () S, BN G 0] A R A AT R 5L P SRR 254 4]. i BRI, BRAEIE R DL T iR
AMAEPARRE AL, TR B E I RIE G IRTT T 5, Jmia T AR, WbRIER, s A48 5
P450 (CYP)EGAHICHERIFEAT MR [5]. ik, KEHESW. 2590 I N4 T 48 DL A BT AR AN 4 22 e 1 18
VAT 3BT R I PR S e ) B B R 4o SR, AR PR SEPRL A A, G B PkARS, B AR TR R4 4
SE PR IR NSRBI IR YT 7 R, X ESRIRIURE NR e 2 R S PR S B ST I B R 20 78 7
BENEE NI 1§/ S5 % NN €7 T = o/ NS O = o 2 3P a7 A £ i N A ol Y P AL A AN ) [ i
AR EAEEE, BANESIRKRD ST R M2 T, ErlrR e SRR, SE GRS
AR ARASSE RS B G Al N A P 7 36 3 1 00 P AR AE T G e e ik DR R ARG L 2454
A FIFTL VAT I AL PRGNS BRI 2 . R e B VAL . TSR L I R 07 1k A
ERSE T AR R T M7,

2. EAFSE
2.1. BAEmHEARN(PCRIZEEVFRAR

PCR & EMFH AR —FZ& 7 2 E PCR MmEEENTFHEARN IV, TrETREER. 4MEF. 8
HoAh FE R 2H XS K7 . 2 8 PCR W] LAZESRAN OB FHAIGZE 10 ng (% DNA # 80H 28T A
(7] %) 5 DRI 2EL X 4 ASEA T W (810 ARTTT, BN IS S R 2 A S v R A SR BRI, Blan, BT 514 1A)
BT, JERE Y =B I DA A 38 e o DRI, A T B KPR FEDRD PCR R A TA) 71 5 4 1Y) 1] R
R T BT LA 2 10 B 5 B 5 DR B B I, 1 5 W0 5 2R R 4 DNA BRSO & J5 AT A 3R
[9]. BUEIE L% PCR A1 R — A F AR AT HEAR & 42 2 N MR, 1 H. /& RainDance Technologies
E DR o NE S TR
2.2. FIAZHRMFRR

ARSI P B —Fh 4l & 2 M =P 7% . FIRRE S B o4&, IR &1t
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T SCIL H B XS s 48, e n] USSR 7 41 )38 S B e AN R A B VE . H TR R R LI 2SS 1 3R
e [EAHZS ST ARAR A AE o BIAH 2% 58 2 F) FH R A5 SO R XIS SRR BT BN 0 1 471 2H B 1) S A BRI g
Hlo FETIXMFEE, Albert 5ETFR T % B HAZ H RIS AR EOR,  SEIL T ey id B PP B AR R 41
AZ SR HBI[11], BEXT 98% 1) 4= Jk R A & F-HEAT I Y o SR T Z 5 i SR A & K FE 2 500 bp [ DNA F B,
FR# T AN B R E EOMNE T AL KNI 170 bp). B —mIAFFCH, Hodges Z5HF K& T NimbleGen Ff:
b, XEPEFIREE AR 99% M) BARIME T T, IR N2 RIFE T RN FHlm AT & &SN ARR
AR[12]e HEAHZRAZRIRA L, WA N AERAH AT, W51 5864 DNA 856 TR 50514 -
Hir DNA E64), @idFE 7 220, ScBint HAx DNA &S 8. AH A28 S8 HSREOR, AR
BAFEW L E T EHTE LR A X IRAFEA LB XK. [llumina. NimbleGen 1 Sureselect #5 & &
T AN N B AR AR R [13].

2.3, R IMUIRSHR IR M F R AR

EREMERE R BEE DNA 201, HEA S XM X EAMO AT A, Bl Bk 7 514 5
[14]. WA 4EF GEFEHIG S, AT LB PCR GEEVEY B FRR > T, 3 R 371 2 18 (4 1] i A
LA SRS X 2 AN RE T DL G o RS, JF HARER AT AR AR s AL LA R 3R 15]. SR )5
AL R X A s 51 e 208 38— H b i A AR . P G4 S VR S G 2% AT DAV I B4R B o
BE RN X PCR B8R, VLAV i@ &N T . JE30K DNA B BT DL RSN R B . FRLIRER 1
Mo RN T 5120 0] AR RERE M — 800 N, ATV BR 1 0 Ao 5 0 B A 75 22 . Hardenbol 25 A [16]4
IR T AE A2 B N P E S IR X 2294 12,000 4 SNPs 33547 3 K 23 AL . Turner 25 A [ 1735 3E
Ko 25 A8 A ] BRI 70 0% 6 T ) DA S 3 DD R B i 2, 1 B 1 il RSN 2 & S5 A DR R B I 42
e XL IR T 98%AIEEAR, (H R 75% M MR B A R R oy R R . XM et R T
PCR BRI S 3R 7522 18]

3. NAg®
3.1. lIGPRBNEE

Jee i H PR AR I A R DR ZH e A R ) O BSOS HE R A A% 08 7y . SEURIE LA R R B 2, W
MR SR T g o ) AR R A S (SNV)s /N N/BRZEAE 7 (InDel) s #% D% 7 (CNV) Rl & i [
15 PR 0t e 1 AR R AE (B D 75 SR 80 7 R AT I 8, T AR s AR A E AT 1S, DL FDA
#LHER) FoundationOne [19]81 MSK-IMPACT [20]55 J9ARFR L A1 P H0AR T3 582 JHeg 27 S B ) 0
MR o AR I R A0S AIE 1 K 52 JiRe 7€ i) Panel [ 1A &, 4511 41, Shi Zonggao S5 [211H K [ ActSeqs
F2 B0 SEAAIRE R LR 141 MESEFE R . Xie Chunbao 25221 9% K It B BER Vit 17— AN 6 400 4
FEK F e #] Panel. H AT, &FXHTIE ) Oncomine CDx 7E H A C gk fib vk FH T Filides i 85 K040 Aa il , - [RJ R,
NCC OncoPanel il FoundationOne CDx t.7E H AR FRAF 7 I\ BT A1 FH [ 23] FE [m) I 5 45 A e (4 - 392 Wi
MEAIETT TG VP S T AR 7 HEREA[24]. AMUREE 7RG R =R IR R SE B R N, oI
PRIFRE 2 TT I T HT AT RE o

3.2. FRITGESISH

FE -5 e 0 5 0 G 61 7= 11 7 A5 (Non-Invasive Prenatal Screening, NIPS)F Bt #E 47 == i fifi & Fi2 Wr, JL-F
B AR, AEBRTE S A5 S RN ] R A HAR G 77 ik S8 B4 (251 BRI i 3% B L3 Hh mT e il 21 G
JL DNA, NIPS il i 73 A BEA 2 80 MLIE T PE3A G )L DNA SKRIfE 15 WG LB ADIRAS o 38 1m0l Fr 42
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AP RFETHEERMEM. #1490, Maryam Rafati Z5[26 18 & 316 ANZEF I#E 7)1 7 Panel A5l 15t
FEVERRR AR S5, UERH T HA R . Zhang Jinglan 2527190 H1 30 ANFE K 4L S A48 [0 /5 Panel, B 7EAG:
2 Fh Tl R BFE R PO, AEXT 422 BIUEIREEAT NIPS #53lJ5 , 1% Panel JE75 1 20 B BB 127 41 & BH
PEV O BIMERBHIEFD O BHEBIPEEE R, IX R WAE FHEE R I Panel 24T NIPS BEWEHE R 1 G ) L% 5 K]
Pl o BEAh, B HAt AN Mohan Z5E[281HIRIE T, SRR AL [a) I Fr-BoAR A Sy B DR o 22 4> B S i 7
A T H.

HAr, —3:EAaH AR AT, W Sequenom. Aria Diagnostics. Illumina %5, CL&H#EH T A [E ) NIPS
AR 1A Panel, FHT-0f 2 i )L b AT REAF 78 ) i S0 108 A5 5 B S R R 3 (29

3.3. IBfEMKR

B ) B AR CLAAE 22 P AR PR R B m v, Bl e G . B R SR AR, B
#F. MERGII A HLR . CUREE[30], B X AN [ 5 R 2 A (0 ) 0 30 i A 3 M e A
M5 —4k . William Kermode Z5[311H —ANH 120 A5 & e 72 Sk B s AH DG 2L DR 2H 1) Panel SRAS I &7 DL AR
SR BEIE, BIA T HE A AR I T A . Huang Xinwen 25[32]%¢cit T —Fhgt %} 74 R4 ) Lo R
PRSI L MU 7 Panel, “BX7E 287 TN TR FEA A I HERZE =18 99.65%. S 1 w51 JIH [ I IfiL 5 (FH)
FERCH WSR2 —, Bt &R RAEARE 1% A D2, Ak, Wang Hao 25[33]1%it 7 —4%&
ITEEXE 20 4N FH AHICHE A B8 )00 77 Panel, I CLBCEIAE 208 /N AT RE B E ) FH Ja ik & i T 7 M .
B[P T AR B T AL MR S BT RE 7T, I8 Bl 007 1 R 07 A AN SRR R VP . X
N EF AL TR AT B AR S W AN RS @, R RHES) T B AL RN T, ARSR IR YT iR
T HEAL 7 A

34. 1M ER

A 1) I PP B2 B T AR G T B 2 A0, AR R TR A 2GR A L IR
TR R S o SRS AR AL G493, T T3 AT € i) Y AN RIS Panel, 41 Leber [34]551 K& 1) % EAK AL
12K Panel-FilmArray Respiratory Panel 2 (RP2), 1] B M SRR A [ i PRI 22 Fos JEi 42
Hernandez-Neuta 2351111 T — AN 2 NHE & 21 NIE A 6 DNEE YR LI 7 ANPUE =i 25
CYIAMR)FHE [ JIFF Panel, 4504 H], % Panel X117 DNA s & DNA H A5 A AR A0
FAR RIS, I HLBENS v UUn) L5 FRAE A o (0955 SR AR R AMR .

TR SR ARG 2 AR IR) MR B4k, 2 BT A8 1) 7 2 — Mo RO T 2R i £ s 5 i
PRCATET Ve, BERFF Panel 7EGSZEY) bt R I H SE PR R ANME, CHORE R Z ek,
EIRVEZIR R A SF T 1 . O — LSS ST R I PG T B 2 9 IR A4 ) 2 1] Panel, 1 Dong-Geun Park
BIBA[36]TF A& HIFE A 5 Panel, FI T A6 b oo JEU ik 2 EEAG ARS8, FLERRT R B TAhE0% 1L KA FT
B SR AZ A G A 2 SRy R AN R ZE VD T T IR 1) 13 MR 8 A1 5: K. 64k, Dong-Geun Park HIFAH
FEL I A0 365 58 ARV R K BT BRAA, it I IT A 1 55— AL A Panel [37], FLATXS 75 H AR IR
IROEEREZF AT NS i R HR R AR . ese ORI ER 1A L E LI L BV I A0 6 5 9 ) Y 18 A
FERE T IXLETEH] Panel BT AT A, FE B URVEBENE BB IS AT 2 h BA RN /7

3.5 YR M

A 1) U PP B R BE 8 RS B VT 29I R A S5 N 2 35 . 258 AR SRS RO KR, R H BT
2yF BRI 258 & . PGRNseq [38]41 ClinPharmSeq [39]/2& Pi#f & 1] Panel, 4> FI%EF%T 84 A1 59 4>

DOI: 10.12677/acm.2024.1451482 716 I IR = =23t e


https://doi.org/10.12677/acm.2024.1451482

XU, g

595 E R AR BN, BAE AR NS 8 R B R . IX B Panel 1E 254 5E K 4H 2= A
TR R B2 AT A N, Wn2aWpis e et 70 . IRIR 253 I 2445, N TRSL 75 SR N T iR 255
AT 363 £ A8 S B 0T 2540 S AN AL B9 IR i (Rt e e it T B TR . 2454030 77 % (PKOAH DG E A
R8T A 72 S g LN B A R A o) 245470 I L PR S FH 2 Wi A 22 A Wb ), Koya Fukunaga 5[40 & (1)
Pkseq 2T £ 5 PCR iR, feXf 37 MziWikia & A, 30 Fhaifgtaz P450 WA, 10 A UDP- &) HH IS R
FAREMG. S PP B RAINERT . 4 PP H K S-HEAERG . 4 FREEELELREREAT 10 AN At R AT B ) )
FF, TR o] BESE M 2504 . 2590 I B S LT TE AN RS FIEAL AR 57t o ARSI S5 4% o0 BOAF IR T 14
Pl FHPLEEAZ 29 U, Wu Shenghan S5[4117F & T — AMEFRIIF Panel SRTMIIN 254 . 3@ IRAIR
RN G2 EAE MR, FRI T HA O 278 B 24080 R 00 H HAS ] sk (1 A 18

4. BRI % RE

A B BRSNS A AT LRGN = AN T BRI AR SRR PG M AR
WFR . BRI, BT 7= A s e, ) s A o A SR AN TR ok H A
Koo XHEZN 7N TR RRAINLAS 2 2] 45 S0 e HORAE B0as A FRAN RS 7 T R LA, AT B = 12 TR R 9T SR
IR HEYE[42] [43]0 TEAR SRR, SUEHE R 0 A A T A L R AL 5 BT R F%, (o8 T 5
TR, AT AN R SR AR AS, (T2 B T &N 44]. B E, Bt m
ARFNTFFHIAWERIL, a0 S0 MR 0T PORFLINT S, R A B AR BN T R S F B At 1 (4
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