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3.3

SMEFAMEF (Whole exome sequencing, WES)
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3.5.4 ME{EZR DNA JIF (Circulating tumor DNA sequencing)
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7.4 HESWH

AR B AR S AR S ) R 6 e A A TR e A AAL B AR B A AR i AR, X NGS
R4 R B HERR AT D M S R e P EAL B ZE W15 B iR, SR & 5 AR AR I
(Y, W@ AR SRR E R, ARSI 7 YA i S U g B Sl BE A R A b o,
SEA S AW B TR, AT IERERE . A2 PR AU A PP A AL B ) TS P e
P, PRI EI B TERE .

7.4.1 HIESTRE

— WAL SR G I K AL BRI R . A B R AR AR AR SRR RS R . SR HE
RA 5 TUA KB IR,
7.4.1.1  [RIANAFEHE R G EET IR

e 2 ) AR ) B B e A S T SR A B AL R s e A B, R G Ed T gk
IS (EESERS W 7.3.2), TR R, 223k MR P uE . R ITTRER T %
AbFH
7.4.1.2 FHIE3 R ERIZA

FE 5 LR 58 2 A P15 B 2E TR R AR P 51 5 228 B AT Lo, 388 —KPPIES %
BERA L EER, By, EEABREEFY (ZEHY WP RN, ST 5B T
i (ANEEXTEE . PP IR B S P IR B —k) 5, WA B 2= SNV, Indel 45742 33
FriR S, S 28 B A 00 B AR B g F AR I S 6 28 T AR DA T8 o, DAV BH PR AR B 45
S 7R SR R T e N 22 R 1 o i TR R B
7.4.1.3 THEE

PO X437 F R 500 49 28 S 5 55 3 Ao 45 P A 554 B B3 P At 2 S S ) )2 THT R T RE, e S
SRR L, GEA RS AR LS I R S, B T RE I B0 AR Sk 48 S RIS W G Y
A SRS B ARG R A | AR S A S IR R S E R IO AT . RS BN IR M A
DERIHE AR AT G — i A4 TR AN, X AR S 43 SR R N 3B A 5 &b i s ATl BRI

7.42 WHERKEGERE

7421 BHEX

o 20 ) ARG I 7 A B RS R, A BT T B AR A, S A TR A v M e AL HLE Y
HUIR S5 2 B AR 5E AL AR AR B AT 00T, JF LTS EARYE SC I8 AR AC IR . B AEAE TR . A7) S48
B T2 (A A R (e AP 9 B ds
7422 WEEXK

EUE BN SR E Z MR, TEZREME, Al IR g — A0 S i,
S B T MR T EA BN R TF VR . BT BR AR B S S R AL A TS R
7.42.3 ¥iEE

e A 2 P AR A B 2 AT B A5 TR 2 73 8 B A B %) A 1 B 8 R Ao B T AL, 52
5 35 5 (5 FH B o A 50 o 687 500 2 (RS B P AT R M A T DA T RS R B s 2 i S, A PR
FMERRPE R O] B . R A A SR 2R R R ML S i, S 3 T A A AR A I 75 SR N S 3 P S
BORPE, QiR R 20 AR A IR P | 2 L R 2L S0 A SR . R R R R
743 AREXK

AW B2 T AR R F5 LA AR s B b iR, GRS R B A 0k A 8 3 S S,
WM A BE, 4 FAEY . RS S AN, I BWAEIGRY A5, BiGEA 8%,

P Ll PR A A A 2 B A 6 L R AT BB . R B T AT BA R e s s 39l BES K%
I ROBAIR,  SAEAR S U B R

7.5 SHRWENEE

oy 208 0 45 SR AR A AT AR 2 PRI AG I o ) T BT . S v B Y B A — RS R R I R,
M AERE R, BT, RETHEEE . WPEPRAIR G AR 2 i g
S 2 MR 2% T L i o P A S R b o T 7 S S TR A AR VAL S, i P AR SR SR AT
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GHE RS %4 T G HUEARIE, X6 AR AR I R G ATy 2, W51 22 SO T 45 A %
R, TEAE S AR S SO, AT ERMA . FEAN 2R R RS, D%
THOLE, EIXPE TR . R AR 2G| 0% A0 5 A5 T 4R (AT A 0 0 I 55 R0 — 20 A 0 8L
7.6 FBEES

RN PR R E S, R, PARE, SRR A A S S B N SR
N TGRSR TARRAR R o AT Ew T, SEI s B ST A T Y R A &

7.6.1 ZREREEH

XETRENE R H BRI FEZEREEA, W 7-T-& RAEY S B e se e ES. 1
I B RASE I 2 T, 200 B G 58 BN FEAS BT AL B 31 A 045 B AT B ARG 2R 40 2 I RE A AT P BE A,
/DAL I HERG B . KSR . AT tE . IR MEREMIASE . IRIRMERE M E AT B AR S
2|, NARGIGERBUSYE, e, FHPETNE-S BRI .
7.6.2 ERFRIE
7.6.2.1 NGS REEHIES

Fr A N SE G e AR R S IRAR AR R TAL B . BRI R B R, PHE . MY E 4.
BAE. D RTHER N7, T EREEE AT, ST, R RS (E B i AE. s
I A RTINS 4 R (A 5 20 R ST S AR P b S Sk, o SC R g AU - RS 1 o DA
SCEEAR R TR s I O TR A SR S Y AR I 4 AR A A R A B R AR M S
MRS RS H: W 7.1.4; 7.2.5; 7.3.2.
7.6.2.2 ZENREEH

e R e RGN o L A . BRI TE B B S A i, Sk R AR A TR I, DA
e A 00 i e 24 At PRASE A A0 B AR5 . PHLAEL ) 55 B P o o B E A I B, S ] AR A
T FAAGEI - 6 s A B2 B T e 2 ) JSAE bofe, sA X S 200 B BN SEAY, A 2N e s S e
AT e, — BB, N AT ARSI, ORI R 24 IE AN T Bl it

7.6.2.3 EEREIEH

DT e I Py ) SR R IS I B R T (BQA) SUAEJIHIE(PT), i ml DAR IS5 % 1)
EEF ARSI R P A A I 25 SR A TR AT B, R AT 2 ) iR A Bl 3 ) BRI S, XA &%
FIEE AR HEAT IR R AT, R BB B A A i

8 BBEERENFEMEIEAINE S %

8.1 DNA R
8.1.1 IEE4Hi DNA fUFE

TBAL M TR R I 6T P 2 I R R 240 D b 5 e s A2 1 R R IR AR 8 S5, 3k 2 A S P28 e 1Y)
FRAHER R Pt AQistfe, ZH0s L MR 5 e AR B st fl . Rt AL o SRR R P I 7 i 6 R 2
AAZDNARII Y . H Al M L Er s G MR e 28 T LR IR E0R R, Hin 5 B 5 i i
PP 2 Lynch&R A AE . F MR M B R AR BE S R (P-JZRA1E) 5 BRCAL/2EFBOH
A, ALV R A SR A PR o, AR DN SR RS 4R R 10-304% . (HLELERE IR ) e 18t 4% B JR Bk PR 2K
A, R 25/ Mpane #E N, ARSI H T A0 35 2 R R S i) B R AR R I
PEA g 15 1 XU I 48 558 ZR A SERNIG IR T- T S i il

1. MREEFEZIZIHERK panel MF

2)  WiHAM: B RIER X R IRRSI (X N ;

3) MAIRIEAL: DNA;

10
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3

Db

6)

FEARAL HMEIML, M. T RAREE,

MFFIH 5325 /N panel fIREHE & — A7

FARFIRBR

A, KYERE AR R A R AR R BIASE SRR L BRGNS

AR SR AR, KT H T o S R AN 28 AR AR panel TRoRIME, R BfAS I T FE PN R AS: I 1)

XI5 S panel B PR A28, 1 ARG I JRy B 4

B. WFEREE: #HAAFEBNT-FG. AR SCES @A, P RERA R R ZSK,
T  FFIR B = 100%;

s RN FH6BA: 38 FH TR BARRR AR S5 . /B . 35 DB S ol e PR SRR AS

RZEREZEYE panel F

TiH 85 SRR X IR A (X MEEEE)

HIERIEHAL: DNA;

FEARAL AN, ME . T RERAREE

M H 2335 /N panel RBdE & AT

FAFIRBR

A KEITEREAUR R RIS R ARG RS . BRI . G5 R4, Rl i H
Jir 78 55 1) 32 PR AN 58 A8 T AR P panel J5 KM A2, N BB A I S Bl P o] 462 0 7 DX 355 & panel
I R 32, 10 BRI Jog B 55

B. WMFEREE: #HAAFEBNT-FG. AR SCES @I, PR WA R R ZSK,
TP IR B = 100%;

s PR FH R 38 TR R B AR L R AR SR L i A/ 5k ol 5k R S HE ARG ARG

8.1.2 PhyELHLA DNA Il FF

8.1.2.1

8.1.2.2

11

1.

N

X

2240 DNA 2ERANF

Jiheg 4 32 PR ZH 0 3 R AH DN ARBHLIN Y, H RilE R 3D, REATAE S,

ZHZ0 DNA Z23ZH#FRF

PSR FAEN

H AR Y 8D, AETAMETHS.

Zr3ZHIK K panelill F
WHAFR: SCAREXEFRN (XCHERREE) ;
BEARETY. HrifngF R . R, S il e nl i) F 45
BIRAEAL: DNA;
MFFIH 7325 Kpanel i Ficth & — A7
FAFEARER:

A REIFE R ARSI H 7 55 0 3 R RN 28 AR TE AR panel FFKIMAZ, 5 B A I3 6] Py ]
i (4 X 3 K panel G PR FH3%,  UABARIN S FRA:SE; Rl 28 A8 R BUAU4E 5878 .l B A sk
g, HFEHE RREE L RE, BNV ESRMERA A (TMB) | U EAFRE M MSD)
S5 B K 4H biomarker, TMB 6 YR M5 panel size #H ¢, ZER A panel Zi 5 KI8T 25T 1.0Mb;
B. BEAER R PR UM 2 2R A A T A D s, 7R ST L R 4 e
HEAZ L GUREA P R i L 2 R B 20% A L. (5 AR TE] R0 16« 308 A [ %) SCJE A
VE, RN A R A R BR, r ] R R sl L R A BT B (CAGC) & R AR, XTI
4% DNA AR 1) i 5 A R385 I IR B2 35 21 500% A L
s RS ERH: B8 K panel FREEFE H il E N AN H A B2 W . 1697 O (E 0 5 R AR J A
TEFETT R R I0 A 25 P AH ¢ B BL PR A, IR SRAE R 155 8 I AH ¢ BE R AT DNA S5 C B 2 A
KERWZERFEE, PALSRBEEITIT A ) TMB. MSI 4374,

3z IR P/ panelill F

WH AR HOEAXEREN (XyEFSE) (UT5HAEEER) , a6 A
EGFR/ALK/BRAF/KRAS FEFKGM (7] Ay 44 filag4 B A )

FEARAL: Hrifpg FARAL, FHdg, LS el n i) 4%,

WP H 5325 /Dpanel IR = — AT

HIERIEAL: DNA;
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5)  HARALR:
A RIS SR B AR SR, Y A AR 000 Rl A P A 0 DX g R AN 7 2 DI, AR
TFHM BT A8 . CNV. G5M7A8 4, Joykse ikt B AR AS M A I
B. AR P UREE: BeBU R A S AR I T el A R, T ST e AR 0 A
HEAZ L GUREAS P R 4l i & B B iR F20% A . FIAS [ B9 F-4 . 3%8 FAS ] Y ST
BOYE, SHNFIRE A ARFERER, CAGCE FILREL, X 40 A DNAARAS Y =
AT R R IR 3] 500% AL
6) IEIARN U & AR T B AR R R AR S e . AR s R R EHEAG I . HLAR SIS
FgE. Ay R INE B SRR AR R S s
8.1.2.3 fHZA DNA SEY N
1. ZEFEKpanelllF
L E AT AR IR Kpanel W /D, AEATAVERHE.
SEY S/ hpanelllF
WA FmAh X EREAN (X EFEEG);
FEARAL Hrefry PARMAL, AL, HE A i Heal a4
BRI AL: DNA;
MR35 H 4325 /) panel (B B AR5
HAS ALK
A AN TE R AR BRYE: A H i o Y 2 PR s S AR 2R A 1 I RS N Y B P R ARG I
X35k &% panel IR &, UERHI H & RS
B. PR SRR A LA I T A I, FR e A L A i, SR
A R A 5 B IR F) 20% DA L. BERORFEIFIT-F- 6 . 3R R SRR s, X
MR E WA ARFE R ER, (T T —RNFEARM BRCA 3P AR E % Z L)
W, BT E O o iR BRCA LR NGS K6 i) -3 1) 3 3 B W 55 3] 1000%
PAE
6) AN AR 3 TR H AR AR S AR B R R . ARSI
3BT RN R A T AR R A PR P A

8.1.3 {Ki%iffE DNA FF

8.1.3.1 %5 DNA FEHLIUFF
H iRy /b, AREFTAERHE.

8.1.3.2 %5 DNA KERZZ kil F

ZAZ IR K panel MIF

WA FR: 2R X B cotDNA R (X b5 FECER) ;

FEAZEAL. M. PR, WiEw . MRS

KR AL ofDNA B ctDNA;

MFEIH 2338 K panel = 8dE & A

FARFEARER:

AL RIS A R RIS T 5 G A R A AR I RS panel FFRITE, Y BRI
YU PN AT ARG B DA A% panel I IR &, Ui BHIE H R BRI 45

B. WMFERE: fHARFRBNTFT-G . BEH AR A SCEM R, X IR A AN A ) K,
CAGC 1Y cfDNA AR P = 1000%,  H AR 55 = 80%

6) WM AT RS, WG, 2PUHIEAL4E, BRI ., o, &
D ] 45 7 AR R o 1 DR FH I

2. Z3THIKF/N panel MF

N

gz

e E -

) WHA: HIEM X EF tDNA R (X A3 FECE) ;
2)  FEAEAY: [HE;

3) KRR [ b

4)  MFFHH 525 /) panel s g A

5) FEAFAZIK: [ L;

12
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6)

[ty A iR E i o

8.2 RNAMF

8.2.

9

9.1
9.1

13

1

1.

s

o Ol

SCREEZH AR RNA I FF

HRANF
Rl R B b, ARETAEHE .
FaRE X3

AR IR AR, a0l FeRE G A R ALK/ROS 13 A ;

FEAZERL. Frifry FARAL . ZEiIHZ . HI UM I HE T ) A 55

R RNA;

WP H 4328 IS panel =i & A7

My MR SR AR 2R e cDNA R BUEATNGS I

FEAFARER: KV R BRE: Klpanel — B LA S LTEF, ETRNAZK R

ZMERBAEZE R, QTR FRAL, SEERpanel B HF A5 0705 FE Py A &G X e S AN

B , ARRET B W I N R E 2 755, otk o il B AR S S AN, RNA LA

G, RIREAFI LI B R BRI

ity SR B WS S R A DK Kol -aa W = <P =Sl e g B = B NS5y = S /9= W i1
SRR AT 2, W TR KIS ORI AR YT

BEEEENFAERETUS PRI MR 5%

ST RNA 77 H il AR5 A% U A, AR (GHEDNATI

ZHZ3 DNA U FF

A

440 DNA BEHLIN

HADNAKENLIF (<1x) -HFEAE TR0 T

AR RN A DB S (Copy Number Variation Sequencing) , f@i#K: CNV-Seq

FEAZEAL: M. WUA. B8, FKREEIEETEREDNAR A S0

BRI AL: DNA;

MFEIH 2038 4R R 4R B e R

HEARARZR: NERERFAUEINEE, WFEE. AR, BHE. Wy RS R

FHAEREE A B = U BARFR AR I FE K (R R AR SR EAH R A BT 4, 45t ILCNV 5+

WIRME . PR, PHPEFIE. BAYETUNE S 2% 515

A REISERE: — MO Te3x e iR JERE S 1A . 500kb DA 45 VISR S5 DA K 30% A _E H S €

PRAERE AR AR ik A (R A5

B. e R

(D) FEPAG I L PR AR A H DIRAR AL, W= A5 R A5k Ao RS, XTEE KIRAICNV IR
T HERRAS I

(@) FoIEAI YL (O R SEF s, QAR E S 00, B0 5 AR I 2 =ik (14047, XX, +21)
MG PR =K (Blhn46,XX, der(14; 21))

(@) TYEWERAE B AL E]. MIF B . BRI AN, JoEMER IR B, 47,
XXX545, XPFA i, 2GR H50%, TICNV-seq/f il 25 5

(@) HTEEEAYSERER, KRB R A oT et TR

6) I R Ui B

A ERTETW . ROCWAR . LEAFTRZA KT (DD/ID) . HMME (ASD) . £
KIHE (MCA) SFBELMFAEGL (A 75 DA 51 DL W2 s
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B. FEHIZW . TRy R SR e IR A REAS RS A I s, s 5 FH 48 FR B BE.42 /5971 (short tandem
repeat, STR)Z 4 S 5 RIAFEASRPEA B — 2 5, FEFTONVAG I

C. ZEFHALEHMEM, CNV Seq g AN T CNVAIKE I To Pk iff 2 HAR 0 K BTG, BORBE DA
Jr BOK BER 5 BEAGR I . 0 3k R LA A 2 i D3R, 38 24 R EIICNV seq B AR BEAS I 2]
500kbPA R J3 2 100kbICNV, (BTCYAT IFM I HErE, H 2800 RS ORI, BORNMEZ
3K

D. KR S ERRN RSE K, A BRI Rl FE SRARSE & . A TR R . A R
RN DA IR BEINIL R SE R, HEEA IR Pr . [ 48 m s AR A B AT i A R AT, PH
PELEI BT 75 78502 [RAH 56 SCHR A B R ORI, BT AN (R I+ %
Ui+ R G PR EEVIR) 43T BE P B A B B WU 2 T8N K Rk 5 284 N R & /DAL
TN AN R RIER A, B EIERS 5 TH B N AL
HADNARENLIE (>40%) -&EFHNF

%Fﬁ%ﬁ( A EHHMF (Whole Genome Sequencing) ; f&ifk: WGS;

FEARAL. M. LA, B85, FKRESIE 5 EEDNAM 20/

IRZEAL: DNA;

MFEmE 228 AR R A m B AR

FEARARZR: DAAERARMNTFEE, FHRE=40% Aa%dheE. B, WyhagEs

HH 2 ST B BEAS 15 31 7 ft 16 IH A5 R AR B A I 75 R

A REFERE: AN FRNSFRAER (G R5AE . S0bpANIRAERS) | AR R A
(L4 52878 . 20bp AN A/BLSS) mé%ﬁﬁﬁﬁ&%ﬁﬁ?#ﬁa@%%ﬁuﬁm
ﬂ%@ﬁ,% &%ﬁkﬁ&mﬂ%ﬁﬁ”a

B. i JR BRpE:

(D TCIEAERGRG I35 K e P oA n (R R B IR 2L DX B, B R 220X . Fege o i X, ks

Wsbz X [R] R R DX A

@) FEGCKIRNE w KRR, A58 MR BT ESEAYSIEER, K RTFE
e FH SR BA R W REYE, ANRBVE R E HaE, S5 — M7 55 i Rk

(3) B (AR Hsf T35 38 f 2 R 201 [R) R DX P 5 SR ) T30 . IR TE A MR B e s AR 1) S S P IR 4
WAL BEVE A FH 8, S5RTRIAE, DB R & 88 I 7 LA

(O TCYERN B RS 0n . FRARY (o 1A 5 7 9 i e i 45 P AR 5

i PR 7 FH 156 -

A WP REATAMNETAHNF (WES) , & TCMA. WESHIEE B AL IIAS A2 DAY A I 75
3K, HOCPREE 3 AR o ik H s % 28 S B BEAVIE 0L, WiRBER R R A TN E 1
TRALSF . NG TN BEAEAE SL DR B . H Bl B0 2L DA /= B R VR DX A 1 O
R IR BE AR, PR S SR TR gt — 2B 0AIE . NV, A S-I058 T CNV AN IR 47 B
DARRT AT HABCNV TG ZE 2 X [Alreads BT TR IT R, 530 PR 20 35 D850 S
PRI, 8T R BCNVI AT, /N BECN VA I AT S 14 i e = AT AR AR Bk, H.
BRI o3 A AN 2] . TV MER A R A E AR A I 1Y 43 A 7 B/

B. R ARH SR AR G SE, A BRI R R R AR R A . R RR R . AT AR R
FARN GG IREEIT AL R 5E %, AL IREE R . PRESE i ARt T. BRURR R
PEATREI, R SURE B AT, B B R R AT RS o0 A B ORI b, AR
ST (IR IT+H G 45 i+ e R B I) B KA @ WO I K &R Rl
HELNR RPN . HZAR . RIGRSHT AR, #E GRS 55 B
%5 N i),

9.1.2 fHZ DNA i5EXEF

1.
1
2
3

B

)
)
)
)
)

5

ZHADNATE & XI5l 7 - éﬁ’l\i?*ﬂ&ﬂ}?

WHAN: SIS TN ®FK: WES

FEARAL. . ALA. ﬂ? oK I SEEDNAR 4 2140 L
IRAEAL: DNA;

WP H 4328 3K panel w80 & AT

HAS ALK

14
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A, BN TN
O MFETEE: AL THRBIX (> 20000 5H)
@ MFRE:  HRCFEMFHEE =100%; 20%75 35 5 = 95%;
@ MFEdR: AR =106
B. IEREsMNE T4 ¥ (Clinical Whole Exome Sequencing) :
O MFIERE: % HFDECIPHER. HGMD. OMIM. ClinVar. HGNC. ICCGEHH 3% 12 1 5%
W5 HRE IR IR R B LR, — R AE4000 3L R DA L
@ MFRE: AYCEHMTERE =100%, 20%78 16 =95%;
@ MAEFEdEE: FHa @ EEH =2Gh;
(© MJFFE: Q20=90%. Q30=85%; Ikt LH HXt#% > 99%;
C. FRMYER: ClinGenSEEHE FERHTA BB AH KL B 7 a7 X (NHE )58 1 IX SR SR 4B 1X)
KA AHRB20bp i N F X A4S . /BB R IR AR AE (20bpPARY)
D. Al Je PR
(D CNVAGI I FEME R, 45 RFIIE, HAGER M RA LA S (Bl hr. BI65%)
(@) BT EBGEARYSEER, RS R B SR AR T R, FRI8IE;
Q) Gk (R4 | WENG AR, shSRd . ERPEAR . 275 XL
TCIEAGI;
(@) ASBEMAT LA A I PR A8 S7AG:5
6) Il PR Y 15 HH -
A EHTEIZW . wWremER . LEAFRZA ML (DD/AD) . HPAE (ASD) . £
KT (MCA) . BN S BT AE 25 PR AR S48 O ) W S
B. @4ME TN (200004 K ) A EE2EAMNE T4 T (>40003: ) BEMSHLALTE £ I
P35 R B AN T3 AR A5 B, BAEAR SR B AR 2 A I E. X T Ilm K12
BERBHBAR) JC R AL PR, TR BT A 2R A B A sl TR A1 2 T 20 7 %5
XTI RS v AT A HLOCS B BE st e MR 1, e A s 207
C. FMdFEd LI =R RN RSER, AR Rs SRR A . WA TRk . b i h
FARNGAIG REILFE 52, M IEACMGEA N MR AT, #BIERZN TR
PRI, AR B FRR I, ARSI SR AT AR LA A UE . FHE (51 3 B S TR A
GTORE, AR AN (R IN+ P I+ g R =) R Ar @ sUR it 2-34
KEZ; iGN R 2D AaAESEIm AN, AR IR G, BRI
IKZ: 54T B 45 N 5]
2. HYDNAYERINF- EEEFEGNF
1) WHA: FEREFEWF, XX panel Seq; 4445 WL th H- 2L FAG N -4 5L Ho 3%
I 3 PR ARG - 3 A
2) FEAEAL RALMHLURIFIIDNA;
3) MEERZEAL: DNA;
) MFIH 432 B/ panel fIRECHE B AT
5)  FEARFRER: MRIETFRMIE, SRS FE P A A DX 3k S A 78 26 DX 3. ar i 9 ) 8% e iR
P ARPES T H T 54 . CNV, G578 S s iR DI N R e 28 54, Toikse st B AR A
ANPAIASEI
6) MmIRIN UL & TE R s H AR SRR AR S Bk . SR SR, BRI %, 4
B, A B S TR AR YR S 1T 7 e .

S

9.2 EB4AfE DNA R

PR B HRDNAH HEATNGSI 72— SR o = AR B LIDITROR, AR AT IR R A 14

Kol (PGT-A) , MEBAFEA BT BA L R 33 A A (PGT-M) , WRHAREA BT YL fa ik 450 S/ (PGT-SR) .
FH B AR R B AR XSG . JERIR A, IRIRA R . R SR TR, AR
HORMUENFEAR S,

9.2.1 iR DNA BEHLIIF

15

1. BRANEDNARESLIE (>0.7M) -FRBRAEA BT IER AT At
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1) WA A BTSRRI (Preimplantation Genetic Testing for Aneuploidies) ; fijF5:
PGT-A;

FEARAL. RAGANM, SIRANIETR 200,

BRI AL: DNA;

MFETH 228 45 R A REdE R

AR ARTR: AR F ARG

A MFEIEF: PGT-A-4M AMKT4%, PGT-A-1IM AMET10%;

B. MFEHIE&E: PGT-A-4M AEF0.7M reads, PGT-A-1M AT 10M reads;

C. CNVKZM: PGT-A-4M “H4MbPA BRSBTS, PGT-A-1M AMET A IMbLA LS A

Ei-

D. K RISRE: AR RN REAS I R A v B A X (- dlmmbr . ATE 2R3, 14, 15,

21. 22 RMERE) SRR AIXY o R FE XA S SRR e iR P ) . B RS

B, ARG R ARSI RAHAR . SR, R AR, XA KM, chr19n T

30MbPA_E HRT-50%mg i A ill; oAb e & (&< 25 20Mb A b H K T-30%I1) ik £

6) IR AU W T IR A BTSRRI, SEPrA RO EAEAE S,

2. FAIMIDNAREVLIIT (1IM) -RERGHEA BT (iR Z5H0 S as Al

1) WHAM: WA AR YRS 81 2% (Preimplantation Genetic Testing for Structural
chromosomal Rearrangements) ; fiif&: PGT-SR;

) REAREAL ANEIMAEA ., WRIGZNM, BERRANIE SR 40

) AL DNA;

) WFIH 42 B/ panel 1R ECE AR

) EEARFARTIR:

A MFFERE: B AR R, Yt iR P & AR L) 6 B G N W s BT X S
[P IR 30% e P A LA BN IK T 100 i reads; B4R HEH: DNAZZ2100ng,
PRBUAEEAT35 w15
FEIE R SR P A& 2 B4 Fh R T EEHEYL (AR (ABCR) JBERI A THRic;

R R R R TR A 2R R v B R DNAF S AR, I HAE S 2R E A R 45 &

TR 2451, JUHAE 220, Wb EE X = R TS, T ] RRAA R R K I,

S TR AT BB

6) IR U AT E— s M kg 55w Mg, PRGN, BN , &
I AR RRG = B2 W) i 3

b L

a1 B~ W DN

O "

0.2.2 E4fHE DNA $5E KIE M F

9.3

i EAZHIDNAFS & A7 (500%) - IRAGHEA B BAEE PR 152 4% o A0 )
1) LA FR: BEIEAE A BT B AL R 15 4% 995 46 I (Preimplantation Genetic Testing for Monogenic disorders) ;
faifk: PGT-M
) FEAZEAL. IRAGANM, FEARAMNIETRZA0;
) HAIRZEHL: DNA;
) MFWH 52 W)/ panel R AT
) EEARFAREK:
A FER: BAREoRERE LM WP IRE: CFY500%; R EdEE: FHEGEEAR
8T30 reads; MFJTifE: 20%E G2 > 80%. 30%LA EIRERE L > 50%;
B. KeER: &R CHEE R EOHR A 5
C. AuJERRM::  ABRERXT B S0 28 St TR AN 0B, AL AR S ooyl PR AG 3
HAFAE— MR EHING, A0S BOR AR ITo 2 Wy i W 1%
6) PRI ERH 3 T PR AR S5 A BH A B0 s S0 =2 R IESRC I g A B IEE SR, 5’
SR R E B, Bk, B, BUBREHE RS, Haste L B .
“HAESMFE DNA U F
{51 i BEEDNAREALIN Y~ FEAR A 7™ il 0 2 /47 i B ARAR A 7™ 1 7 4
1) HYEAFR: ZEANE G LIE 2 DNA = HIAS /75 (Non-invasive prenatal testing ,NIPT) ; ff]
Fx: NIPT;

U1 B~ W N
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6)

a1 &~ W DN

)
)
)
)

FEAZEAL. 2R b I a4 g0 o ] I I 2

RS AY: JiF BDNA;

o S N = s P = NS EAE Y 1 €= e A o

FARFIRBR

A NATERTA RS R, MR EEE R AR R . BEAERUT S S IS
(Guanine, G) FIHIMERE (Cytosine, C) BHAXTHr HJLLHE (GC & &, GCcontent) . ¥
aEL R BEEER, IGLRE. BEEME (Qscore) Ffgtn. FHEH|RALEGEE T
B EURBHPEAR A PE A 2R, BASREAR R IR B 2 A B A SR B AL T 0N &
VLI AR
FERE B ILE WG e R RS A 5 (T21,T18,T13) 5

B, Ke S RRYE: AR BEHERR DA R DU B B S . R AR IRLE21S . 185,
135 Ye oy Bk . A =R DU BIZEAAE; R LB I A B IR ; YLk
SR (TR . AR DURSRIARSE) o Qe@iRoPAE S An. BN, FRIR. R . iR
SEEAAE; BE TR (UPD) 5 R, bifil. ZRFE: B, 299, RSN
BE175 R S 300 A B

I R VLR : 38 JH T2 AR LREA Hr iR LI T21. T18. T13=Ahy o R IR AR I TG
VARG P P B PR A 454 S, CNVASIN AT SRR . o g ik ik (Sreafiih. =
iR, DUREARSE) | R THR (UPD) . BREHSKZEFKS. (NIPT Plus) WiHMEEINS%

P

TRAAKENE 22 Y T 22 S FAFRET/GDPMAA 0004-2020 ¢ 35T 221340 & I 28 3 B DNA = 18 5

P I B R i AL iG JLEE D AR BEARPRHE )

10 BEEERNFERRESHEMTUAIN 2,

10.1

17

mRERZERAT—KMRF

WHAK: WIREERA T —RWF; K mNGS;

FEAKAL WA, IEREVE . M. . gl WA M. ST Mok, BEK.
PRI KW oK. b ReAs . R AR A H R i A W B &, B R A ol R A
AR, RN PR R AR ST

MR 257: DNA F1 RNA;

MFEH 238 45N A RS R0

FARFIRBR

A, RFEESE:

O HASRE AR, ER. 24 SUFIDNAJK 3 554 91 5 DNARY G, SR DNAKS 7
i

(@ HFE A RNAR RS, SR RNAKS I 7

(3) HARFA TR, R A DNA+RNAK R

B. FrRACREE: mNGSKM AR A R I T AT ™A% 1Y 0 B e

(D) e R BT A T s AL R A M AR, It A 22 il R 3 i ) S s oR

A

(@ RHHERE &, STCH SR e 8, AT BOR SR ML IRRE A

C. AR IS SCPER T TR IR U SO ) SR R R

O WEFEARFRI I8 mNGS Jr kA0 T 400 2 28 F B R AR, R e =5 SR B
AR RS A A, G IR TR AR R e R

(@) SIEMIG YA N2 R MEERE S, BER Bk F T A gkt i, 9%
BRSSO YL A, LN E S REER AR I, FTRESS ) BRI RS Y A

() SCPER I I RAEA O IR & AL, mNGS Jr kel @ i N BeOSOR, HUBAT I
Bl R Ay VAR, RS A AR A FH SR A

(@ [Fl—HRZHEAR AP, BUCR A% (barcode) FRic, PE{KA index hopping (47
ZEWRIR) A5 SRR AR (] A2 LT G ) A

D. 7 oens: TR NIRRT PR . 2 R v i 0 e R AR A5 B A BT e
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@ M-FEdsE: oo AP EEER SEREERT, HEKEE., RNl F
AT b AR FEREREAR GRS, BAAKEAC . SEB 7 R B4 a e,
LR 308 5 % 0 A A P I A 5 AR A e i A TR R v B A BB ke LR S5
(@ —hTh, FmNGSKEE G ETR s R, SR, BOhs R
AUEEERE O, MR O, I TR R (ORI R A FE24 /N
LI SR R 436 v 5 SO T bk S Ak, N 7124 >50bp Ek 7 5bp;
(3) Bl I P A E R P 2 mNGSZ5 R nT S e R B, B Q30>85%;
B8 R PRI ISR AT . YRR MER I e 9 Y S R e S A
(D mNGS MFHIREE THEENGHMEY Gl A IE R R Xt hs| A
HEH) TR SE) OB, B 28 . [) s 2 e N 2k PR 2H 550 128 -5 1 A s o2
@ NCBI RefSeq. IMG., RVBD EERIRFEA S T AZE (GRCh37 5 GRCh38 JiuAs) Kefuh Ay B
HAEE, EHERESZEARST, FELWAEMG N DT A&k At g, w1 R N
G TR Af 5
) WE—ERATFEL MG ERAGFE, MEEARAESE, ANFFIRERE ST
HoMAEY OUHEZEE. WgMaERS%) mEEER—EWT, WMEwfE,
T — R H A ] BEAFAE A T O, 9 AT Wk 2 B R AR 10 iz B fa) S 90, R R
AL ARz FE R B, e ATt S R
(@) BRI 1. 2 A Y s IR i BFAE T AR . BRSO 3R R
TR SN ARG A S R R 1 S B 2
F. Bl A 15 0 hr:
U AR A 2375 % (H BRI 1%) , 5575 A B (i 350 5K B 75>50bp)
BRI SR F>T0%55;
(2 1] 3K Jf BWA(BWA; http://bio-bwa.sourceforge.net/) 5 Bowtie % T. ELibf 1% i & 55 M fig 3
SilBur/Ey
(3) AR R E Y AT, 22 e TR RUERE 2R BURH, # M2 Kraken2
Minimap2 %5, Z5&W 8l kE T R =RNp-ra, SRR, s, BEiTF
TR IR 7 5 R A AP R AN (R AP AE AN R AR A ) R, TR RN TS, andiAa i 141
BANEATESL, T 2 VCECAR SR i AR A5 AT BA.
G. G5 R H
(D mNGS M5 Ry iR s 51508, ZAMmAE LR, AR FE AR AR
HEUREIAR, B—Rr 28O0 D mNGS 285 5 F 52 ) v] 58 P R B0, R AR
AR BRI . SRR WP BT . NEFAEL MAEYAEY SR, B, iR
YEFSVECE S, RIIRE ST | VLR G ML 1) 2 > AN A0 R nT S8 PP A
(@ WA BERZE SRR, EER AR, R EORGE IR, mNGS Kilgh 5 Eis
I A S 3 W DR SRAE S A% G I 2 Al i A T o PR T
H. NEANAALBERE AR
D 44185 (Whole cell) il A
TRELR M “Z R 2 MR 218 TR ER, ARSI G, EHTHRSE
WG E, SO R AR BB T A RE AR IS, TR I R A T A R AR R B AR A R AR
W EAEAEEREAE; W ERT R RN A S BRI E, AR TRI R, HRE
SO M BER IR s S AR RS e RE, (B SIS A R AFAE . B . SRR IRAR, BB
O 0 B AR AE ), T AN M Ui B AR
(@) ZHHINFES (cell free) Mz A
EHTIARAZRR, UHE NS R INEF AR A E R, FTAamESE . HW.
SRR AN AR A I 2 BB IR, (EA0 s AR AR B E B, FRTHAZ IR TR B AR TN
HE;
L eI oy PR«
(D OV I LA AL TR L R 21 ) Do 275
() FEIFAGIR 24 B R AR RAY ANGE AT 25 2 AR (67 o5
@ P EMAEY ST 2GR FIFE—— X R R, AR SR TREA SR %, 4
RAWERPERER, FFIRIE;
(@) 32 FE AR B T R RE AL 5 78 55 B AR S 6 R IR A 23 SR A7 AR B P ) ] B
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6)

I R I B mNGS B T JCBbo IR RS 5, U@ Z R EAE . BEXERGL (1Y
T ARSI . R DA i A3 55 (8

AEM T EAEMA . NN . MU, . BRERIE MRS SRk . A2 2 M
ge. ABER . MRFRIERAY R . TRAEMERIIRSE . B T R SRR DL — R A R R .
PP R O R A 0 G R O A

B. A T AN S R e I TR B S22 s

C. TR, SeBE ki s B D AR T BE DL — R & AN B . ER . 2378 SR DNA Jy

EICEN S T
D. EMTREMANG . HR. wAER. M SEnsk. 500U Bo S i I
FIW

E. &M T2 PR HLA S W I oA ke ) (8
F. BRI . B it

10.2 fREEE T—KUF

S W N+
N - ' e N

D O

WA PR N — s R INGS

FEAREHL: 5 mNGS H[H];

R 5 mNGS M [H;

W3 H 5325 /N panel fIREHE & — A7
BEARFEARER: 5 mNGS 280, (AR A PG

I R UL INGS B3 TR 212 s B 1A L ) e 5, U@ BTy e TR e
(A B AR . LI R (8 I 37 56 5 mNGS 504 ] .

11 BREEENFEIRKETTUSR N

11.1

Y E R A ZF R I RS T

2519y 5 TR A = A I A I 3 AR e £ A% TR EBURT FEAR ARG I 79 B BE . il i R 8 22 1 2 2R
MRS H 8l 58 R AAZRRIE I . H 50 T FEARAS I i) 5 25 2 F5 PCR-Sanger il 735 . v il &2 I 745 .
SEIF PG E B PCRYE . PCR-FLHIE k. PCR-EIK/MTYE . PCR-fm i HERIE AR I 275 . PCR-IZIR i
VEAE . ARARARIEAGHD R 2 1 L DR 2H s i B DR ) 2 2R R0V . RIS, E H R 24 2 R 4H 2 1) vl i
FEM P, RSB A EDNA,  H AT A 2 1 A R A 2= RNA DI 7 SR b AR

{3

1)

W DN

)
)
)
)

@)
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ZH ZIDNAF 5 XA -5 L R Al

WA R E MY, XX 25995 panel Seq; B A4 AE B O IMLAS 24 B RAG
-X B X 255 BEIRZ R R -X B X 25

FEAKEAL. AhEIM. T MBE. O e g,

HRZEA: DNA;

W3 H 5325 /N panel fIREHE & — A7

FAFIAREK:

A AINFE L R R BRI TCYESE R T H AR AN . 3B A A A QA AR IS B AN AR S5 (an
FEB e L) | ATREE A I 4 R A vER I B S B g R A A IR, AT BE S
M, HFEE YRR A2 b, BUBHE e S v R th BT, I B0
SEIRLBE VR . SE T RIR I B AR Jey R SR R 2 AT 2 VR L S i gE b e, B
TEEAT T TAEBSTRIR AR I RIER S, U5 T AE B 4 A1 S A I 5 S w8 50 PR
A E DL

B. B0 I S P i) B R R T EU X a0, AR A ISR RIS I 4 R
Sanger P45 R BEATHILG, W EA EEH REUE . RS E3R, Bl ARG
VTR BRI, I AR XA R R H s b . BB S T —
JEL S ) B8 T

C. Z5F A 2y R AR PR, F7 B &M S I 29I AT L i, &% e il iy
RAE B R4 th 253858 R A m AR %
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I PR s 3 T AT X Bt I AR SRR AR e L sk . B Gl RRSER T 6. 73
Ao e RIS A T RIS BT S8 . SEPwili R 25 2 B e A2 i, A I 25 R4
MRS % .

11.2 BB
HLA BT — il AR

1)

W N

)
)
)
)

@)

6)

WHAFR: HLA 080N —AMF4 R (Next generation sequencing technology for HLA typing) ;
faifk: HLA-NGS;

FEAKRAL. AMEIM, EREM, BFE, f8H, OB, FK, MBEIRES

ZIRZEA: DNA;

W3 H 42 /)N panel AREHE & — A0S

FAFIARER:

A. BFERIEEL: DNA £/ 20ng/ w1, HEAMGE 30w MFFERE: HEs HLA £J, 07 E
JE>95%, AROIEE DR > 75%, FHIEPEEAET 10 77 reads;

B. K:YEHE: HLA-Class IKRHLA-ClassII: A, B, C. E. F. G. DRB1. DRB3/4/5. DQBI1.
DQA1. DPB1. DPA1 31 14 ANz ks

C. KM BRI FFE Ll HLA A5 BT 755 X BB EE BN B, 4 & E A
EEE RGO RO A I, AR e 22 RAEWR A% DNA 8% s @A T REFEA L, XFHE
AREAER; RS R R R NGS R E R A, AT R AR,

I PRI FH6EA: 38 F TR A O 2 A 3 S v e ALk

11.3 BHINERISHT

e ek -~

@)

N2

@)

A I0#% DNA 2[5 F

WHAFR: EILE X FF DNA K (X hR:EEE)

FEAREAL: B RE. AN, DT (T IR) %

IRFEZY: DNA;

WP H 525 KN panel o — AT

FARFIRBR:

A RINFE R A AREL P B 4B A S DX A o P X 3

B. fillge AR AL, S5 FBOE AR . REE G, REEE IR iR,

C. Kl BBt W& FRaEK, e EAEHERS, Frlem GC Kk, HAK R Fr
ENG R EN TR ZREHER, SEEIRSCEZE, FEE RNA B &

IR A8 SR Wr. ¥R may7 S a P74 .

A I /% RNAZE [& 7

WHAFR: EILE X FR RNA K (X hREEE)

FEARAL. B, AME IS,

HIERIEAL: RNA;

WP H 525 KN panel o — AT

FAFIARBK:

A, REITER: IR EL 2R e B Rg S 2 RN 0 3697 R % il 2k PR R L DL AR B IR

B. faillgeAs AL, HHEA;

C. RrIm Rt HER TR EHAS A, M TG il )y, EREED.

IR A T8 SR Wr . B mEyT i G P74 .
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