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CRIGTE RGBT W& F XA TG, BRI R A D
YL
1. RIETH W RS E R RGN, RIEHERPLFTE (BSEERRBUT R
W B ETAT A0 (HE (2017) 210 5 FIMISRERR.,
2. SR N BRI ARIEATLA I D I BRI ) 2[R A 0 1] 1 5 R A (¥ 75 SR A
gi G BARN e, RIS (FRRARHE) e RIGTH K.
CR AT IR 75 RARHEQ T
(CRTFENR (M BEBUNFRIE T RAgHE GRAT) ) (PUREEBUF R H
RirE GRAT) ) ppd@Esny W7 20200 123 5) D
(G EEHE P OBURRI T RisfE GRAT) ) WFE (2023) 75)
(&R FEHUBUF R T R ArAE (2023 4B/ ) (MPE (2023) 29 5)
(4% 2 SN UBUR R 75 R ARdE (2023 4FRRD ) (M (2023) 30 5)
(AR EHUBUR R T R ARME (2023 4ERRD ) HE (2023) 31 5
CTAESSBUR R IE T SRR UE (2023 4ERRD ) (WFEE (2023) 32 5)
O FH R 55 23U R 75 SR AR AE (2023 4EfRD ) (MPE (2023) 33 5)
(HEME RBBUG R T K brE (2023 4E/5D ) (MFE (2023) 34 5)
CHUE P2 BURR G F5 SR bR (2023 4ERRD ) (WFE (2023) 35 %)
CoDP A BRI 55 BN R F5 KBS E (P2 GRAT) ) (7R (2024)
113 5) Qg BRI, CAMEBGET R A k.

— Rt
1. FR—#
5 | WH PRE) 4 FR K FE ARSI P bR
1-1 AT 1450 {31 AN K
1 1-2 Sanger Il 7 13000 14 AN K
2 2-1 SFERA CNV &) 600 fl A K




B A% 2 2H S 200 it 98 20 A R

3 3-1 —_— 120 1 A K
4-1 JLE PR panel ] 7-1 250 14 AN
4-2 JLE I panel I J7-2 20 11 A K
4-3 JLE P panel I F-3 10 11 AN
4-4 JLE PR panel -4 450 11 A K

! 4-5 JLE I panel JFF-5 20 11 A K
4-6 JLE S panel M F-6 80 13 AN K
4-7 JLE S panel I F-7 500 441 N7
4-8 JLE I panel 1 7-8 20 11 AN K
5-1 | ANEAdfbiE &Py | 200 41 AN K

5 5-2 TR S S FTAA T £ (PRA) 200 131 N7
5-3 | BHEARGHRGRESEEN | 4000 4 AN K

Z. BEER
1 A2AF (5L) Mk a) CHARR D Fndhgi (JERD
LIS R BAET &R HiEg—4F
125845 i B S LRHIE S8 BT 46 7 Ml st

2 AR GRS 2O
FEWHEANE UBITHREFRSCR) .

3. Wk AE (W&, w2 CO-TEIR (R b B3R BUR R T K AR e Gt

1) )« (PR EEEUFR I T RAsdE GRAT) ) BEZY U JpE € 2020
123 5) )

=, BRER




11

(=) FEARIREG KRR

fH 1-1 &5 B FRF:

1. BEARH: 1450

2. BWR N SOSTREA IS B 1 OR IS Fan i R AT G R AR o 2 oK

3. BEARGRREMZER: ELEEHNA A SRARR, SROLERE S
R

4 BEACTIHH A FE A SC P A 3B R

4.1, BEACHEROREARZA, HA&ANEIM. AL, DT, TSR mEEA
SEIRE ), JFHEHAT R . XIREEA, EOREE AR 500ul; X DNA B4,

FOREEARD 2 u g WA ATEE, AT HRENT. 4 DNA FEA

100ng<fi&<lug, WIHEATKARIEEPE . #7@FEES: 2 WORI, THiedte R 2m
M. X TAME I, $EHGER 4] DNA FiE 2K : S E>3mg KA /N T

50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.,

4.2, AR A EER: HERZP G PR AR VR T, SRR
W7 5 N 20000 /NI D] 40 5 7 2ERT B8 0 S50 = 4 e X S0RT 2 L 4 A i A
(EEUCRH Agilent v6 SifR LSS IDT A4 FHiFARED , S FENEETIK
A AME PR RIREL, 1EH CERRIUEH, 50 CFDA AT EAL B HE.
L7 AR AL L RIE B DL A7 S 56 5 E B HAE IR R 2 . & J5 KA RHIHZ
A SR

5. MFFEER: WP A8y PE1S0, SR BETHEBRFERNFT &, REhs
NRHAEFERTE, WFREHRIHT REE SO0, ISP~ & A E i
AR TSN ARG ERUSKNE . #hs N TR E E WP & BEH
S TG

6+ MIFPHHE R EER: BMFEARNFHIEE (Raw Data) AT 10G. #HA
FEAKE EIEA ] 10G FFZAMU . AL ER A Q20>95%, Q30>85%; Bk
R AiI5), T GC o HEXIE-FY) 100X L b, B¥—MRE, BirXR

20X DA B8 55 BE>97% . IR 7 A R a0 o A B B S N E 2 R G N BEAT HR A%
7+ AP B ST & B K



710 PR AMEA, BRI R HSZIGVAE 5% LA HATRT AL IR, BFEIEAIR T
Y. DNA#RHC. DNA Jife. SCPEMER. figkpike. SCEEmiR . EALIRE
HAE AL BRI RS ESEFZ. KRWIE. TR S B0RE gL, &
SO R BRI B AL AR
7.2 BPXSEEEEAS, Bl FEEE, MEABE, Q20, Q30, “FHE
JE, 20X LA EEBRE.

REFEHE A bam #4E, HLAERIN & [F) — AR T FEAS T bam #3E, 1[5
THERR E E W T BRI S
74, BANERTEERNESRE (AHEIHREZE. AFF gnomAD HilEE, #lk
HGMD 522D FIZEARAL pidi% (REF/VAR) , ANV PPhEYE .
7.5« RWNAEHE SGHAT RN FiHE, ke iR, FreRll, fpeds
CE LTS, ANBEARFEAR, RAL SRS
7.6 BALHIRA F LY A B B SRR 2220 3 A (e
MutationTaster,, CADD, SIFT, Polyphen, #4Ziif§ REVEL) , BIPJ#AEE /D 2
A~ (SpliceAl, dbscSNV) .
7.7« DEEHIE: AEEART: £A HPO NSNS 1 -1 fUH A%
PR R AR H s AR IEHE, 7 AN 48 N 538 343 B 25 SR AN
fH .
7.8 MTHRZ—RIUELE R, W UIEF sanger MllJF 45 R Ik
7.9. RG] LLEE N TREAR) VCF SCfF.
7.10. RACRERIN G AT B 310 HPO RAYHHe .
8+ A AE S B [ B [N 2H A e 1) SR = RO . R A SRR R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP%%) 4I, #ir \NTH%E B
P E N KRB (>3-5 BRMFEA) AE TR S . R R ReE R4
IR o BEM R B o R s AR S EA T 4 R AT R AL I
Oy AMEFIFHEERA CNV 50T FET- 44NN 5 78 26 72 5 o0 oK BB
PER) CNV, ANEER LR MEEURE CNV CRT & B SO , A5 ik
T WA CNV(ELlT ERCCS ZEHSMNE T 4, FIHEAHIR). X CNV,
A log 2 ratio ##i . Jetufk CNV B v (HEVAERBURBHERE R « G55



R AR R 2% CNV BRI

10 EAh & 7 Fr R EL ot R A EE T RE: TP E ot ohfe, than
KGN E A% VCF 8L FASTQ Bdle#EAT 70 4r; Al RN 73 A 5/ N 24 B 5 ) 4 b
Bl CAEPAT B R EoR AN EC3 AL EFRAD

11, Be2 NFEI G, MR4E TR, 20 A AR sEM AR BfE%
WITIESS, S5 ARBIR. FE0 i AN LR BRIl R E IR,

o B 1-2 Sanger W7

1. FEA%L: 13000 1.

2. HERR N SRR A TS S A ORI i R A B AR o R

3. ATEEXF PCR 7740, MLPA J=#). JiURL. TEVREEREN . 8 Al IR ol Ak 2,
SR 5 AL I AR il — 4K DNA 3500 PP ACEEAT I, R idid E-mail i
KRN FEMF AR, RERWNBLEL RS FHER, B30 abl #
RS AN — 1 seq k& I FHISCAE . Bebn N TRARIELR RS, Z RG]
BEAT U PP PL S 7 45 R R 8, 8 T A& APt

4y MFTTHER sanger Wi, FHT 24-48 /NI PYSR LI 45 5 2500 2RI
T EL RGBT 2 e B RGOS B T3 LK SR

5. A BIEKA/NT 700bp, — B ATIEE] 850 bp.

6. WAL E: QV20; WIF4E5 R quality =30, <30 75 HN/F.

(2 REEX

m H 1-1 &5 B FIF:

1. T0H x4 A 23K

L1, BUHXEATT AR DML Gafl, BRZ%, EVFEAEETR) it
K UL 22 o

1.2, HIB\ARZORECE : SOREN . R EROR L. BRI St A, &
HE TN

1.3, WOREANAEDR: RS, 78, RZEESEM L, #EsFER A O &
i BEAER T F M, R OREERE 56 P AL REAR S IR [ 55 TAEF I (gt



NI fE 4 TAE N GO B VR VRN TARJE M RIS FiC & S 560 5 s DU
(I AR, F MR P O m ke A A AR S5 4 2047

L4, KRR RESR: MR FEAEY ST, S8R PCRIFII, JH&
NGS ki /0 2 L) F, I35 PCRIEF.

1.5 JERAR ARG T N AER . BHLEBUEY 2L, FRSOHIER R B,
AEAE ST N DL R I AR R R R, A SR IEAT I R S AR 52 i e R e AR
ey DNA ST AN BN s Y5 ) 8, I B A HEWT H o] PR 1 B e RIS
REMC & & BE 3l B $AT 1 BAFEAT A 2 5 A0 EE 5T LU 23 i A8 i N 5 Bl
[is A & WET, T f# Clinvar, UCSC, HGMD, DGV, DECIPHER Fl
gnomad HUHE E, AR RN D3RR 50 U AR S I RE BRIl G AR DRAIE S
BRBATAESD) » B2 iEfe )] (£ CET44) ReEIESR, i
PRI HGMD 4l PEAR 5, RE AR N TAE N GOBAT AR S 3 it 0 T i SR i i
(AR S SIS AT AR, UOUIIEYE, AR RAIESE IR, % ACMG #5
FAXTEGIE S5 SNV Al CNV #HAT YD B s (IRYETERS, 12— F AR
HEEGEE) .

2. KEMFELR RGEEK

Pbr N 7 A FEAR B AE 28 BANEUIR 7 i R G (B A IR R D JR S
B, BARZERINT:

2.1 ARHLBUEFEFIREA/ B E I RS, Aen G — MEAR TSI IR 5% UL
HugprabRas, HARHLEE e TR AR B, Bl Bl s RS e . s
Fobr, FHEAERAENTARR TR, TROGZEE RGBS FIER &
R G TR AR B SCA

2.2 ARHLBGEFE B ATV G B AR, RoR AT, A
BEEESR, ZJEHRBE LA E BIER, A A A LT logo B 25 AR -

i B 1-2 Sanger |7 :

1. TH 02 A EEK

1.1, HIBARARERECE . fobe NG Rl EReR . BERRSE AR (AT
dh F 11 9 0F —HBO



1.2 SEAEAGEIBAN 52N A 78 A2 0 H 238 bR N 5, A e PRIEAS T3
H BRI, THHLW e N RS E8, W50 TR, XHiH s¢

b it 2L R T

(=) HAbARFER

n H 1-1 &5 877

1. BRI NA LR, SRR EIF R PRSI, 8L FIREI

2. EEBRNANEERHRT, JFRA R AHKREE, RVFRIEAEA R AR
FURIR A, AN B 553 A B TS 0 R R R AR R AT R R A
L ERB RN BEREARID , HRWAABRRLH FRFRRILE.
3. BRI NS Z ORI E , T LRI,

4. PHhEIERIIAEAE N 5L, B BRIG 58 R FEAR IR A A 24T

5. FRUERMIRSS -

6~ X Bz A AR FA bR A 1) E DRSO /N 2R 3 S ) HEAT 5 RIS IR 2 T A O 2% R
AT, ASGEIZWEe 77, A TAERAR .

7. HEAF T N A RERC A& = Bt 12 W [ B ZEAT AR 20 5 0 5T LU 43 47

8. MR NHT N REK, SEAHICEIE (- Real-time PCR, PCR J&
sanger JIFF, MLPA, AP0 B%w) , AR g flfbIeiE (Hnsiki
M, STR AT, ZeRifhsrtr, =RHRRAN, SMA RN , ARG FEAR
(RI5a e B AR AL

9. AHMNE TP LSRG TR IIEE, RN 1%
VCF 8 FASTQ #4247 7347 -

1078 A2 i PR 15 A2 A0 S E 8T 7 M A AR AIE 75 5K

11, FEARMESE R4 R ] MIBREASAT DNA BEAS G A7 A 100 148, PP
WRORER 34, A 3N HIRIEHEAR. WP EdE—Ik, Bl = s s it
LRI N SE5 = o IR [FI R R4S FastQ, VCF, FEARFIEIRITHLE .

12, BRI N FECRFEARRI A 1 a2k 2 O RIFESIEIE . f£A41E
I FCAh 2 ) a0 R B T SR A 2 =) P9 BRI PR A%

QDR 5Th g7



TR AR N BT rUE R, B AR SR &
PalE . FELE BRI 3 B o B R ARk 25 RRUE b, RS 2K
WA NN o BEbR NAZAT 4 Bl R AN S Kot e R N IS5 4%, Ao SE il

21

(=) FEARIREG KRR

fn H 2-1 £FFEA CNV Kl

1. BEAR%: 600 4.

2. FEARME B REMIZHER: ELEENRGAZHAER, TRALHERE SR
W -

3. Bbm A G TTRE A i B ORI S AR A R AR T R

4. B RRAGIAN T i C 2 IRAG B 7 28 02 B RN B Ry 7 B AR AIE, B A K
TG PRI FCUE SE I AE N CNV I—ZisWirik, Z5RC7E SCHHT R R It
SCHRFIR KR 5 55

5. EPEAFET PCRYIIEFE, Bobs ARG T F 7 E 28 SN AT SO Sk 7
IR R YD v SR

6+ FEARKCHE: A &HME AR SLIGRE Sy, AT, AiELE 2 IRE
R, TEIRBLE RN TR . U REA, BIERE AL R,
AR 400ng FEAS DNA BIRTREATHERS . Fase RGN, FR4RMEEE = )5 SRS IE M
kL

7. PR R E Q30=93%, HRALBUBSCHRIE .

8 AT 23 TG AR H AR e, RIAS I Y AR SRR A 1 K
KT 100Kb )Gtk & ¥ D14 (CNV) 225+

Oy AIRTINR A 10% M) AEBE R AR A i, IZAR I I REHEAT T T VE SR, Rt
BUBSCHRIE R -

10+ IR ARSI AR S B8O T 20 T34

11, B&HEAN CNV KEWEE (BERIEWE AN>90 1), EE>4 7)) {ENERME
BRI SCHE

12, R3E CNV HLHIRMF SCEAD T 10 5, FHREECIRAIER R R 5 5%,



13, ATARFEREASAS. AMEIM. AR OlET. TmA.
14, XTIRFEA, SRS EAET 500ul; X DNA FEA, ZOR G &AL
400ng. # DNA FEA S0ng<i E<400ng, WIHEAT KRR, 7 e sk 2 Ik

R, Ffe o BN S

(=) REBEXR

fn H 2-1 £FFEA CNV Kl

1. T H x4 A 2K

L1, BESHER TS DML Goife, BEZiY, EY¥sdEds) wt

M =y/TR
1.2, HIBNEARESRECE : WREA B2 R ERAEBOR 1. R fr N B, &2
- BN

1.3 WFENREDR: fse. 98, BRZEEAEMEM L, 1857 E B AR O &
i BERTHR T, R ROR IR Bt 58 OPE A AR WS FEAS BB ik Rl 56 ARSI (gt
NI R G2 TAEN RO R TAEEYE) |, % B REIR R e AR A1
SRR HE .

LAy RCEAERR RER: RIS FBUEY L, 56 PCREFI, JFRE
NGS ki /b 2 L F, IF3845 PCRIUEF.

1.5 JERA ARG it NAER . BUEBUEY L, JIREHEBE M. 4
BTN N D REE I A TR, A AR EAT I PR AR S AR A A R A 1R
DNA JFi A G a7 35 S5 1) 0, S BE AT HEWT H 1n) AT als . [ BB AT
A BEBEIE $uAT B A AT A 40 5 A B L X b . AR S AT A G B st
& WIET, T ## Clinvar, UCSC, HGMD, DGV, DECIPHER #1 gnomad %{
Yo P, 78 S AR N DL 5 B 58 BRI M AR R RSG5 I CF AR SGIE B a8l T
R ) , B E3EE S (B4 CET 440 Fed SOk, Hi s
HGMD #3548 5, REFIRIG N AR N S AT fR A8 it o 0T 3 908 7 e ) A8
RO HEATARE, SLHIIESR, SRJGHRSC )L A R R I N EAT J k%, 2
ACMG #RFFATHIESS SNV A CNV ZEATHIE B il s i e (R4 Ta M, 124
HENRESHEE)



2. KR TELR RGE K

Pobr N 75 BAA R AR BB TE LS FLAEAE i R GRALE AR D R S
BED , AAEERMT:
2.1, AHALBGERE IR A E LR S, REE N — MR SEI TR 25 A
HRTHTARIRES, HREHEEFOETREARE H ., B, ehib S mrE. Bk
Fodr, HFEAZRAENTERRT R, TREZE RGN BEFREH &
TG AR E IR B SCAE
2.2 AMLBGEFE B TG B AR, BRI T, A
BERESR, R LHATE B EER, A AR A LT logo MR AR .
2.3 AR CNV Kl Jr log2 ratio 8 —MEA A Es KT 100kb ) CNV HALHE
RERBEHARE .. 50 OMIM 2K, 112 RUsItF .
3. FEA/BARE T RGER
PbR N 75 100 R N B AT (SR T N A7 1 A b Ak, BCIe 2 (AR AR /000 A 2 2 2y A
R4, TAZLLTINRE:
3.1, BER R AFEARM ST & L HATFTALIRAS, BFEHFAR T ke,
DNA #2HL. DNA Jifi. SCEEME. EALNF. Bl Tl BdEair. #5013
SRR AR AL SR AR A R AR R
3.2, REERIG NBHATREARE B, O B, #8 DUHCW 5 X0 A 5 25 R T RA R
it R,
3.3, i TR BRI B, MR R AE, AFEIEAR T I
Fra e, PERIBUEAR, Q20, Q30, PG/,
34, TR RESEN A FE bam HdE,  HAEE A E RS Ah I AR AR
bam H45, (8 T HEBR LA 2 W5 BT S0 ZE 305 e
3.5 BB RER (NEEWEE. AJF DGV FEEdE, Decipher 24 %)
Copy _ratio AL AL . A5 9 OMIM FE [ . A5 3 (] (1 R AU 3
3.6, AR REEAASE R ZH CNV RIAFTAE CNV [R5 k4 # 1&

(=) HAARSER
i B 2-1 & FH CNV &l :



1. BRI NA LR, SRR EIFRFARSTI, BAEFIREI

2. EEBRNMANEERRT, JPRA R A KREE, RVFRIEAEA D AR
PR S, ATEFA B TG Al N B AT 5 T R e B R 1 A S gk AT A R A
L BRBF RN EFEARID , HRWAARRH FRFRRILR.
3. BRI ZESKH A Z ORI E , BT &R g S

4. WrEhERIIAEE NG, BRGNS BORREAR I A4S 23 BT s

5. TR RS

6~ X Hz A AR FA bR A 1) JE RSN /N 2R A 3 /S ) HEAT 58 DRI IR 2 W A O 2% R
A, LABGERIZITRE T, Ak TR

7. HEAB 5T N G2 RERC & B Bt 12 W [ BA AT A B 2 55 R0 55T LUK 23 4

8. MRHERIG N N RER, SERAHRIAE (T Real-time PCR, MLPA,
W SRR ED ARSI FEA I IR H AR,

9. TELRMTRSG: TFERSITINEE, LRI A % VCF 5L FASTQ %4
BEAT ST o

10358 A2 i PR 15 A2 A0 S E 8T 70 A AR IE 75 5K

11 R AT R I8 IVRREA A DNA BEAREAE 0 148, 74K
WRORER 34, A 3N HRIEHEAR. WP EEE—k, Bl = s 2 il 4t
SR N SEB 2 o IR IR B 4T FastQ, VCF, FEAFIEHEITHIER .

12, ThBIERIGN SERRBEAR VG b k2 ORI ESETE . TEAE
I FeAth 2 7 ) i B0 R B T SR A8 FH 2 w) P9 BRIl P45

QPR 524 ¢

BT AR AR BT R AN A, B AR SRR,
Ya R AELE RORIN A 3 P9 s o0 M 4 SR AR IA 25 RRUE b, RS 21K
VA NN o bR NASAT A ff R AN UG Kot BRI NI WS A%, S A e il

w34
(—) FEARRFERIIGER
f B 3-1 BARS S 4H 2R 20 3 2 hE # r ZE BRI A -



1. BEAH: 120491,

2. Bebr NS STRE A IS Hin I RIS S AR A A R AR BT 22K

3. KI5 R Y R 28 PCR (droplet digital PCR, ddPCR) ; 78
% BRAF V600E.

4. FEAREEK

4.1, bR N ST RE A IS i 0 Rz i FR A G B AR U i B 5K

4.2, WOFERPEAEAL: B ALY A A8 IR D ARIE 52 R
4. % FFPE BEAS. 10 ZFHAME I (Streck ) -

4.3 XFAMNEMAEAR, ZREEAEDT 10ml, SFFME M E DAL, $2H
ctDNA KM, TFIEALTERN TS ST A A 2Rk > Sum V) #E A i
10 5K .

4.4, PR RG] (7 RS BRERAE B SER AR L. TEREAIRIRIZ SRR T B S,
AT RN AR E . BFRat—8 HHIFEARER, BiEE, 7F2E%sL
PSR TR, SRR, KRB, K F R R R L A4 R &
IS 2 60 FR 77 S =

5o RTINZR: FORBARK HRE T 1%, THRGERMEL.

6. JEFEH

6.1 FEAFEA A B0 £ =20000;

6.2+ WLELEs B 7 AL 0 Y S 48R = 8000

6.3 B A RLPE DUE N =800;

6.4 WALPHIEXT R SFL, REWE s IR 1) S8 AR R 9 AR LE A7 5

6.5« WOALFATEXS S AL, <1 APV .

7. REBRER : F BRI N B R E HL R A ) LI logo R Er A5t (RAR
PO, IMERFBEFEAGEE (W4, F8, ERRE/EE, RNEHE A,
EATPEARAL, IRIRERAY, e E M, s HD , IR BRI & 4518,
FORAZ T A DL VELEAL S IR, AT DA A S O AR A A 1

(Z) REEK
fn B 3-1 BAAS A ARG H 3 2 hE A R R AR -



1o T0H R 52 AT A 22K«

L1, BIRAEAERECE: BOREAN G RRESOR A, HakS AR, 20%
I

1.2, $ROEATHEIBAN 52 B EA 78 2 YT H 225 AT SR N 51, A e 1 IRIEAR T
H BRI, T H AW e, N R & S8, oo TR, XHiH se

UNGE-JIESE AR

(=) HARFER

fi B 3-1 B E A A GH H HE £ AE R R ZE R AL «

I PRI NH AR, B REEIT SRS, AR RIRE I A 4
b2 [ Ve BERE B T BEAT LR A (K32 5

2. R MNERATHR T, TSI NN BT, VRIS AN S Al
IR, NGRS B R A N AR B R E 2k DR PR AR S AT R R A
(BURRAR R RO B AFEARID , HRIWAAGRE N EARER RIS,
3. BRI AR A 2 ORI E , BEAT TR BRSNS A B,
B B T SE R FEAS B AEAS 20

4 TR BN SR N F) 35 RIS I /N 3 A4S T 2EAT J RS AT 2 W S0 22 RS
T, DHGEIZETEES, U AL

QPR 524 ¢

BT HAR AR AT T AN A, B AR SRR, 2
YaRE S AELE BRI A 0 P9 s o M 4 R AR IA B RIE b, RS 21K
VA NHRN o bR NASAT 4Bl R AN LU0 Bt BRI NI IS A%, A2 A e il

F44:
(—) BARRS KIhREER
i B 4-1 JLEZKIR panel U F-1:
1. FEAR%L 250 1.
2. FEARME B REMISHER: HmbrdiFEAEiik R, ELEENEGS



BEISHR R o B N A ST ARIS Ji 0 CRAs S R A A R AR I o B R
3. FEAS AT A BRSO IR ER
BEACERIAE A HACSME M. AL DT i SRR FE A
SKIGRE S, JFHEAT RS, XPHLREEA, ZOREE AR 500ul; X DNA FEA,
ZORBEAEL 20 g WHTARRSAEE, #EATRENE. A
DNA100ng<iz E<lug, WIBEAT XRSEE . & @R 2 RN, iRt B
BMEASCA . W TFAMEIM, FEEEEHZA DNA JIEZR: BE>3mg, iKEA/N
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.
3.2 HPRF G ERER B0 R i ARSI (HBB. HBA 2D 475
VERTIUIRE ;SRR 78 5 A L0003 4 0 0 AH DG BE IRl ) 410 St 1 LA 2 0 250
FEgAS X (NE X B3 EXED .
4. MFFEER: WPEMCA PELSO, KA BT EBRERINF T4, R
NEAAEFRTE, WFTEEH RO RSO0k, ISz F -1 & £ i
EXF T JLE IR Panel Wl /7 Hdl A R0 WA . BObs AF AL E F0 5
V& HE A S o S
5. M PHdE R EK . FAFEANFHHE R (Raw Data) f4EANF] Panel A A4
M. 4IERN Q20>95%, Q30>85%; WML /rAitssl, & GC s i
DX IRFE 350x BA b, HI¥—EAREF, HARXIR 20X P78 55 AE>98%.
I 7= AR (R A o A B S R TE R RGN AT AR . SRR 1) Panel,
LR R A K TR R 2 P 38 M PR FE 5000, Fid% 2000X, AR H AF TIAE] 1%.
T AR
6+ Panel BTG 2K EXIE— DA, BRI FEE, Ml s,
AT O% A, EAEZ, By EIE (MLPA B Sanger MUfF)
SCBE B RAERAE AT, AR R EUR L, R R BURTERSE A, B A
AR .
6.1 BFXfRE—AMREA, SoRHFSEEE, PEABE, Q20, Q30, “FHEN
J%, 20X LA BT
REFE LA G bam ¥4, HAERIN & F [F — AN P FEAS ) bam $dE, &
T HERR B s W T BOR ZE B B



6.3 BN ERTELERANBHRE (NWHEIHEZE. A gnomAD HiEFE, #lk
HGMD #4552 FRARN AR, ZAEV VPG IES .

6.4 SRINREH E SGHAT RN TGS, ke iR, FreRll, freis
CEE LB, ANBEARFAR, RAL SRS

6.5 FALH LA 7 LY P B A0 8 SCBR R 2220 34 (e
MutationTaster, CADD, SIFT, Polyphen, #4if5 REVEL) , Bi{J#sEE/b 2
A~ (SpliceAl, dbscSNV) .

6.6« Y HIE: AEEART RS HPO M N-SINF AL 1 55 -i% 2 A%
R - A% SR H

6.7 M THRRZAIAFL R, FTLAEFE sanger JFr45 RIfE.

6.8 RGAI LA T HTAEA ) VCF XX

6.9, FKACRAM N\ K HPO £ 4L,

7. A e rb TR K 20 28 7 1) S0 00 3 N RO e BR A SR R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP%:) 4k, s NFEEHSA
WISEHEE (>3-5 TTRIIIREAR) , R RPFEEAE RGN Lo, BRI R B X
R AR S AT A R AN LA

8 FIHHTIHE CNV 140 #r: FIATIIESE 2 L RAMNE PSR/ E S, A5
B W R MESBURTE CNV CRIEB ARG , WASERH WA e T
CNV(Ltu ERCC8 I4MNET 4, JGHISHHI3K). Al EF log2 ratio Fdli . Yetufk
CNV Kl fr. AR, MR 1% CNV I NBE S .

9. LT RERHABE D RE: JHSE A ThEE, L% VCF 2 BAM
BAEEAT 7M.

10 e NFIRF B3, MR4E TAEMER . 2R R A RN s E TR AE . B
WITESS, S5 ARFEBR. 800 id s~ N TIEE el s IR

i B 4-2 JLEFIR panel JUFF-2:

1. FEA%L: 20 4

2. FEARME B REMISHER: HrErdErEARZiik R, EEEEENEGS
WA R Bobr N S STREA IS S A AR e i AR A AR AR LR



3. FEASHTHA KB AN SO IR R
BEACHEMREAR A BN, ALK DT i SRR A

SEIYRETT, AT IS . WA, ZOREEAH 500ul; X DNA F£4%,
FORMEAMN 2 n g, XATARERII TR, TR . e
DNA100ng<i\ E<lug, WIHEATXARSEEEE. & @RS 2 R, FRIEHLERE N
BB WFAME M, FEESERZ DNA JREZER: B E>3mg, iREAN
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.
3.2, AR A EESK: B0 AL AR AL (F8 JEDRD) (BIAr 5 Ar . A T B
LRI (GOPD) R MERT PR E s 1l SR 7 5 AH ML 4 0 O S AH DGk ]
AN A CHEBURIEMS X (NETX. BaF. REXED .
4. WP FEER: 75N PE1S0, KA HATEBR R mNTF-F&, R
NRHAEFERTE, WHTREHRIHT REIEECOR, IS e & F E i
SFEX T LE R Panel MU P 4R R A SRS WM E . Bobs NFRIR AL 7
& BUE A SO BT B A
5. MFHAEREE K. BAFEANFHAE R (Raw Data) T4 A [F Panel H A4
M5E. dMEERA Q20>95%, Q30>85%; MHFEAAIMAitys], & GC His; #E
AP35 IR FE 350x BA b, HI¥—VEAREF, HARXIR 20X P 7 55 5 >98%.
I 7= AR A I A R S TE LR RGN AT HR S . SR LRI 1) Panel,
2R R A K TR R ZH T 35 M PR FE 5000,  Bi4% 2000X, fARAH AF WA E] 1%.
TR ALIE A KL
6+ Panel H4E S HTF G B K: X —AFEA, RoRmMFmE, M,
EAEHTREEE S, G A, EAEHZ, B EEIE (MLPA B¢ Sanger #llJ7)
B B SR AT, AR EURtEEE:, BRIURMHEMESRE, Bshfbd
JAR S -
6.1, XA, EoRE SRR, MBS, Q20, Q30, ~FHE M
fE, 20X LA FERE.

REBEHE TR bam $E, HAE RN & [ — AR P REAR K bam $0E, f#
THERR B W T BRI S
6.3, AL FFHEE R AR (AEEIEE. AFF gnomAD HlEFE, #lk



HGMD #0455 FRARNT s AR, 2 A EYA PR .

6.4 KM NAE B SGHAT R Sy, Winkpe kLR, fpeRil, fpedR
CR LEREND, ANBEARFESR, RAL RS

6.5 AL H IR v I AEN - PP A R 8 SCER A 2220 3 A (b
MutationTaster, CADD, SIFT, Polyphen, #4if5 REVEL) , BI{lifzE /b2
A~ (SpliceAl, dbscSNV) .

6.6« D HIE: WEEART RS HPO M-S N F A% 1 55 -3% 2 A%
R AR -4 W A% S 2R H

6.7« WTRHXZ—MRIIUELER, 7 LLAFE sanger Ml /745 R IfE

6.8 RG] LLEE N HTREAT) VCF SCAF

6.9, LA A\ K HPO £,

7. A e S rb O EEIL R 20 A8 e 1) 500 5 N B0 e BR A SRR R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP2%) 4f, #irx NFEEA
WHEEEEE (>3-5 TRIIEAR) , ZBRPREEAE RGN Ron. Hef) KB x
e AR S AT I R AN R AU

8 AIBEATHEDNA CNV 40 #r: mIATIIESE 2 MU RSN R FIER/EE, A5
B W R PESORTE NV (RTE B A, ASER T Wb e 7
CNV(ttin ERCC8 J4ME¥ 4, A IFK). Al &FE log2 ratio Fidli . Hefufk
CNV Bl BEFER . WEEEE 1% CNV I NFFE .

9. fELS T RGEMHABEZ D RE: RS TIEE, L H A& VCF 8l BAM
BT 70T

10. REZ N[FIESRE, MRS TAEMER . &M A ARSI, BeE
WITES, @5 AFBIR. FE0Prd b N AN TG Rl R IR,

im B 4-3 JLEEH panel WljF-3:

I BAR R

1. FEAH: 104

2. FEARME BREMBIMZK: A mirdifIEARE ik R, E£2EEEN AR
BEISHR R o BOAR N A ST RE AR IS f T A DR Is S R AT SRR AR I o B2 5K



3. FEASHTHA KB AN SO IR R
BEACHEMREAR A BN, ALK DT i SRR A

SEIYRETT, AT IS . WA, ZOREEAH 500ul; X DNA F£4%,
FORMEAMN 2 n g, XATARERII TR, TR . e
DNA100ng</& &E<lug, W7 KRG RE, B REES: 2 IR, TFHeftse e m
BB WFAME M, FEESERZ DNA JREZER: B E>3mg, iREAN
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.,
3.2, AR G ECER: BP0 BRI AE CYP21A2 Jk Ry S PR A U 4R
S ARPR 7 75 A S8 4 350 O A D R Frg 4/ S5 - 2E N 2 N B850 A i X 3
(WEFX BT FEXED .
4. MFFGER: WP EMA PELSO, KA BT EFR:RINTF6, R
NRHAEFERTE, WHTREHRIHT REIEECOR, IS e & F E i
SFEX T LE R Panel MU P 4R R A SRS WM E . Bobs NFRIR AL 7
& BUE A SO BT B A
5. MFHAEREE K. BAFEANFHAE R (Raw Data) T4 A [F Panel H A4
M5E . AILEERA Q20>95%, Q30>85%; HRIERM 34l s], T GC /i #E
AP35 IR FE 350x BA b, HI¥—VEAREF, HARXIR 20X P 7 55 5 >98%.
I 7= AR A S (R S R TE 2R RGN AT hRAE . EFXT -0 I Panel, £k
s A 2K I R 2H P 3500 PR FE 5000, 5142 2000X, B fAT Y AF 1A 2] 1%
TR ALIE A KL
6+ Panel BT E 2K XA, BRI mE, MhlREE,
EAEHTREEE S, G A, EAEHZ, B EEIE (MLPA B¢ Sanger #llJ7)
SRE o B BE R i, AR R BUR e, B RBURER R, B
JAR S -
6.1, XA, EoRE SRR, MBS, Q20, Q30, ~FHE M
fE, 20X LA FERE.

REFEFLAE bam H4E, HAERIN & FH [F— AR FHEA ) bam i, &
THERR B W T BRI S
6.3\ TN T LR NIFAUE (WEEIEE. AT gnomAD e, wl



HGMD #0455 FRARNT s AR, 2 A EYA PR .

6.4 KM NAE B SGHAT R Sy, Winkpe kLR, fpeRil, fpedR
CR LEREND, ANBEARFESR, RAL RS

6.5 AL H IR v I AEN - PP A R 8 SCER A 2220 3 A (b
MutationTaster, CADD, SIFT, Polyphen, #4if5 REVEL) , BI{lifzE /b2
A~ (SpliceAl, dbscSNV) .

6.6« D HIE: WEEART RS HPO M-S N F A% 1 55 -3% 2 A%
R AR -4 W A% S 2R H

6.7« WTRHXZ—MRIIUELER, 7 LLAFE sanger Ml /745 R IfE

6.8 RG] LLEE N HTREAT) VCF SCAF

6.9, LA A\ K HPO £,

7. A e S rb O EEIL R 20 A8 e 1) 500 5 N B0 e BR A SRR R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP2%) 4f, #irx NFEEA
WHEEEEE (>3-5 TRIIEAR) , ZBRPREEAE RGN Ron. Hef) KB x
e AR S AT I R AN R AU

8 AIBEATHEDNA CNV 40 #r: mIATIIESE 2 MU RSN R FIER/EE, A5
B W R PESORTE NV (RTE B A, ASER T Wb e 7
CNV(ttin ERCC8 J4ME¥ 4, A IFK). Al &FE log2 ratio Fidli . Hefufk
CNV Bl BEFER . WEEEE 1% CNV I NFFE .

9. fELS T RGEMHABEZ D RE: RS TIEE, L H A& VCF 8l BAM
BT 70T

10. REZ N[FIESRE, MRS TAEMER . &M A ARSI, BeE
WITES, @5 AFBIR. FE0Prd b N AN TG Rl R IR,

im B 4-4 JLEEH panel Wi F-4:

I BAR R

1. FEARH: 450 191

2. FEARME BREMBIMZK: A mirdifIEARE ik R, E£2EEEN AR
BEISHR R o BOAR N A ST RE AR IS f T A DR Is S R AT SRR AR I o B2 5K



3. FEASHTHA KB AN SO IR R

3.1, REACERMREAKAY. A&AMNEIM. HR L OER T T I SR A 1
SERe Sy, JFHEATIUE .. X IMREEA, ZOREE AL 500ul; X DNA A,
FORMEAMN 2 n g, XATARERII TR, TR . e
DNA100ng<=h E<lug, WIHEAT XS @ & EEEL 2 R, FHFigtain
BB WFAME M, FEESERZ DNA JREZER: B E>3mg, iREAN
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.

3.2 WPCFEEER: XA AE SRR . VR BRAS R . e AT A
SR, AR R BE PR IE DR BR/NAEE DR B /INERBE IR L B 1O
VIR DR L bR S SRR B IR | VA AR SCAIN 7 B8« ML S B R R S e A
PR TR T8 5 A RLP 43 O AR DG 2 [N (1 70 2 1 2H0R0 O B0 JE g i
X (NETFX. BaF. REXED .

4. WP FEER: 75N PE1S0, KA HATEBE R mNTF-F&, R
NRHAEFERTE, WHTEEH SISO, IS e & F E i
G X T ) LE R Panel MU P 4R R A SRS E . Bobs AFRIAEE 7
& BUE A SO BT B A

5. MFHAEFEZR: BAFEANFHdE R (Raw Data) T4 [F Panel H 44
ME. ILERN Q20>95%, Q30>85%; HHILAKAI AL, T GC/rE, 4B
DP9 PR E 350x BAE, B —1EIRGE, HARXIE 20X A B 5 E>98%.
I 7= AR A S A R S TE LR RGN AT AR . SR LRI 1) Panel,
2R R A KT R ZH T 35 M PR FE 5000, Bi4% 2000X, fARATH AF 1A E] 1%.
TR ALIE A KL

6+ Panel H4E A HTF G EK: FXE—AFEA, RoRmMFmE, MR,
A TR S bRl ESREZ, B BEIE (MLPA B Sanger MUIf7)
SLBESY B IR UEEE b, B R BUR RS, AR R EURMEM L, B
AR -

6.1, XA, EoRB SRR, MBS, Q20, Q30, ~FHE M
fE, 20X LA FAERE.

6.2, BEEEHE:TYE bam H¥, HAEFIN A F R — AR TR AT bam £,



TR s E W T R 2 B B

6.3\ TR T EL R NIFHRE (WHEIEE. 2T gnomAD ¥ e, wl
HGMD #0455 FRARNT AR, 2 A EYA PR .

6.4 KM NAE B SGHAT R Ty, Winkee kLR, fpeRil, fredR
CiE LEREND, ANBEARFESR, RAL SRS

6.5 AL E IR v I AE 2 PP A L R 8 SCER A 2220 3 A (b
MutationTaster, CADD, SIFT, Polyphen, #4iff REVEL) , BI{ifhzE /b2
A~ (SpliceAl, dbscSNV) .

6.6« NP LHIE: AEEAIRTERE HPO M N-SINF AL 1 s5-1% 2 H A%
e A A% SR H

6.7« WTHXZ—MRIIUELER, 7 LLAFE sanger Ml /745 R IfE

6.8 RG] LLEE N HTREAT) VCF SCAF

6.9, FARAH A\ K HPO £,

7. A e b O EEIE R 2H A8 S 1) S0 0 5 N S0 BOE E : BR A SR B R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP2%) 4, #irs NFEEA
WHREEEEE (>3-5 TRIIFEAR) , ZBRPREEAE RGN Rn. Aef) KB x
R AL AT R AR AT

8 FIEHATHEDNA CNV 140 #r: IATIIESE 2 ML AN FIB I/ EE, A5
B W R PESORTE CNV (RTE B AR, ASER T Wb EF
CNV(ttn ERCC8 J4ME¥ 4, IS AIFK). Al EFE log2 ratio Fidli . Hetufk
CNV Elfr. BEFER . NHEEE A 1Z CNV I NFFE .

9. ELS T RGEMHABEZ D RE: RSP TIEE, L H A& VCF 8 BAM
BT 7047

10. AEZ N[FIESR, AR TAEMERR . R\ B AT, Bife
WITES, @5 AFBIR. FE0Ird AN LAEGE BRIl R E IR,

i B 4-5 JLERIR panel JUfF-5:
i H BARER
1. FEAEL: 20 4



2. FEARMGRREMISMER: HrbrdiFEAREsik R, E2EEENAGS
SRR Bobr N S STREA IS S A R e i AR A AR AR B R

3. FEASHTHA KB AN SCZE SRR

3.1 REACERMREAKAY, A&AMNEIM. HE O T T IA SRR A 1
SERYRETT, AT S . WA, FREEAH 500ul; X DNA F£4%,
FORMEAMN 2 n g, XHTARERI AT, AT RN . e
DNA100ng</ &E<lug, W7 XEGEE. #H@BFEES: 2 R, FiefteRER
BB WFAME M, FEESERZ DNA JREZER: BE>3mg, iREAN
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.

3.2, AR EEEK: B RMENIE A AEHED . B TI@TE AL A L i
BE LRI e PRSI AR s 3l SRR 7 55 AR IS5 4 30 8 N DR R Fg A1 I - 2H AN
CAIBUR IR X IR (W& TR B3, HEXE) .

4. WP FEER: 75N PE1S0, KA HATEBE R mNTF-F&, R
NRHAEFERTE, WHTEEH SISO, IS e & F E i
G X T ) LE R Panel MU P 4R R A SRS E . Bobs AFRIAEE 7
& BUE A SO BT B A

5. MFHAEFEZR: BAFEANFHdE R (Raw Data) T4 [F Panel H 44
M. ALERA Q20>95%, Q30>85%; WRIEXAHATHIL], T GC 43 E; #
DX AP35 IR FE 350x BAE, HI¥—VEAREF, HARXIR 20X P 7 55 B >98%.
I 7= AR A S A R S TE LR RGN AT AR . SR LRI 1) Panel,
2R R A KT R ZH T 35 M PR FE 5000, Bi4% 2000X, fARATH AF 1A E] 1%.
TR ALIE A KL

6+ Panel BIE /T E 2K XA, BRI mE, MH s,
A TR S bRl ESREZ, B BEIE (MLPA B Sanger MUIf7)
SLBESY B IR UEEE b, B R BUR RS, AR R EURMEM L, B
AR -

6.1, XA, EoRB SRR, MBS, Q20, Q30, ~FHE M
fE, 20X LA FAERE.

6.2 REFEIEETE bam A, HAEFIN A5 [F —HE AR P FEAS ) bam #0345, &



TR s E W T R 2 B B

6.3\ TR T EL R NIFHRE (WHEIEE. 2T gnomAD ¥ e, wl
HGMD #0455 FRARNT AR, 2 A EYA PR .

6.4 KM NAE B SGHAT R Ty, Winkee kLR, fpeRil, fredR
CiE LEREND, ANBEARFESR, RAL SRS

6.5 AL E IR v I AE 2 PP A L R 8 SCER A 2220 3 A (b
MutationTaster, CADD, SIFT, Polyphen, #4iff REVEL) , BI{ifhzE /b2
A~ (SpliceAl, dbscSNV) .

6.6« NP LHIE: AEEAIRTERE HPO M N-SINF AL 1 s5-1% 2 H A%
e A A% SR H

6.7« WTHXZ—MRIIUELER, 7 LLAFE sanger Ml /745 R IfE

6.8 RG] LLEE N HTREAT) VCF SCAF

6.9, FARAH A\ K HPO £,

7. A e b O EEIE R 2H A8 S 1) S0 0 5 N S0 BOE E : BR A SR B R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP2%) 4, #irs NFEEA
WHREEEEE (>3-5 TRIIFEAR) , ZBRPREEAE RGN Rn. Aef) KB x
R AL AT R AR AT

8 FIEHATHEDNA CNV 140 #r: IATIIESE 2 ML AN FIB I/ EE, A5
B W R PESORTE CNV (RTE B AR, ASER T Wb EF
CNV(ttn ERCC8 J4ME¥ 4, IS AIFK). Al EFE log2 ratio Fidli . Hetufk
CNV Elfr. BEFER . NHEEE A 1Z CNV I NFFE .

9. ELS T RGEMHABEZ D RE: RSP TIEE, L H A& VCF 8 BAM
BT 7047

10. AEZ N[FIESR, AR TAEMERR . R\ B AT, Bife
WITES, @5 AFBIR. FE0Ird AN LAEGE BRIl R E IR,

i B 4-6 JLEEIH panel JUF-6:
i H BARER
1. FEAHL: 80 4



2. FEARMGRREMISMER: HrbrdiFEAREsik R, E2EEENAGS
SRR Bobr N S STREA IS S A R e i AR A AR AR B R

3. FEASHTHA KB AN SCZE SRR

3.1 REACERMREAKAY, A&AMNEIM. HE O T T IA SRR A 1
SEGRE Sy, JRHEATIUE .. X IMEREEA, ZOREE AL 500ul; X DNA A,
FORMEAMN 2 n g, XHTARERI AT, AT RN . e
DNA100ng</ &E<lug, W7 XEGEE. #H@BFEES: 2 R, FiefteRER
BB WFAME M, FEESERZ DNA JREZER: BE>3mg, iREAN
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.

3.2, AP GEESR: B AR BUE SRR . A AR EORHRERR . A
JESREAH LR BE R . W A M R A SR R L I /AR DBANE B DR L B 2E T
HN HERR . SRR AFURERR . B EmE A
B RGUPREEN . B IR RGEBRIE DN L O II0E P  [R R S A A g
PRAT 7 7 A L A O NAH DG R R A1 B RN AN SO AR g i X 3 (P95
TX. BaiF. REXED .

4, MFFF&ER: WFHRIEA PE150, KA HTE R ERNTF&, R
ANRAAEERF G, W72 R I T8 sk, 1E S %7 & R
G XF T LE B Panel WIT A4S G S5 802 Wi B . #As AR IR E £ T
FEREY S S

5. MNP A R EOR . BRI 8l & (Raw Data) HR 45 AN [A] Panel A4k
M. 4 ERA Q20>95%, Q30>85%; MHIEKLAIFAitY~s), & GC His; #
AP 2500 R FE 350x LA b, H¥g—MEAREF, HARIXIR 20X LA F 7 75 5 >98%.
I 7= A B S A5 RS B N E 28 R GE A AT AR . ST RS 1Y) Panel,
2R 2 K FE R 2H T 35 M PR FE 5000, 4% 2000X, ARt AF A3 1%,
FILAHE AR L

6+ Panel ¥ /TP G 2K X —AFEA, SRR, MR,
A ITIERE S AL, JERUH %, SCBE/BSGIE (MLPA B Sanger Wll/7)
SCBESY BSIRIEEE b, B R BRI, R REURMEM L, HaE
AR .



6.1, XA, EoRBlFEdER, MBS, Q20, Q30, VM
JE, 20X LA BT

6.2, REFEIEEE bam HiE, HAe[FIN &5 [F —HEEARN P FEA ) bam $35, f&
THERRE E W T BRI S

6.3\ WNERTELERANBHRE (NHEIHEE. A gnomAD HiE e, wlk
HGMD #4555 FRARN s ATZR, 2 AV PP IES .

6.4 SRIINAEHE SGHAT RN FIHE, inFee kiR, FreRll, freds
CEE LB, ANBEARFEAR, RAL SRS

6.5 FALH IR 7 LY P B L 8 SCBR A 2220 3 A (e
MutationTaster, CADD, SIFT, Polyphen, #4if5 REVEL) , Bivi{-E/b 2
A~ (SpliceAl, dbscSNV) .

6.6« MY HIE: AEEART RS HPO MN-SINF AL 1 55 -i% m A%
e - A% R H

6.7 T HRRZAIAFLR, FTLAEFE sanger JIFr45 RIfE.

6.8 RGAI LLEFE T HTAEA ) VCF XU

6.9, FKACRAM N\ K HPO £ 4L,

T WZBUA Bie e B o R N T 2 A S 1 S 6 = P 0B R B A SR B0 P
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP %) 4k, #Ar NFEEHFA
WIEIEPE (>3-5 HROFEAD , BRIRAE RGN BR. BeFHRBIER
R AR S AT A R AN R AL

8 FIHHATIHE CNV 140 #r: FIATIIESE 2 ML BAMNE FIs R/ E S, A5
R W R MESBURTE CNV CRIEB A , WASERH WA R T
CNV(Lti ERCC8 I4MET 4, JFHISHHIFK). Al EFE log2 ratio Fdli . Yefufk
CNV B gL WEEEE 1Z CNV B AR

9. FELS T RAMHMEED G AR HTTIEE, LB VCF 8 BAM
BARIEAT 30T

10, BE2 AR B3, R4E TAEMERR . 2R R A RN mE IR RAE . B
WITESS, S5 ARFEBIR. &80 Hrid s~ N TIEE el s IR



in B 4-7 JLERR panel W F-7:

T H B AR

1. BEAH: 500 41

2. FEAEEREMISHER: ARk s, E£2EEEANREA®
BEISHR R o B N ST ARIS Ji 0 Rz S R AR A R AR I o R

3. FEAS AT A FE AN SR ER

3.1, REACERMIBEAKRAL. B&AMNE M. HE LR T T I SRR A 1
SKEGRE S, JFHEAT RS, XPHLREEA, ZOREE AR 500ul; X DNA FEA,
TOREBEAHT 20 g, WPTARERIYAEE, FHATRENT. WA
DNA100ng<i E<lug, WIHEAT R ERE. #@EESE 2 R, FRitptsRe Ny
BMEMC. WTAMNEIM, FEESERA DNA FREER: BE>3mg, iRKEA/N
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.

3.2, IR A EEK: EFXARUTBOR B AR R R T . AR R R . S R
Gt A . R SE IR . BRRDRSER . MR RGN B R R A
REREARMREIRTT I W RGN . AN R I B As B ik 7 %
W/ INIE BRI TT TRy PR R SRR R T R A IR B s IR IR
FR SR 4350 CLRIAH S L R (1 40 5 4R E R BUm e g X 5k (& FIX L A
AT WEEXED .

4. MG ER: WP HEE Ny PELS0, RAH B ETHEBRERMFFE, WRE8hs
NRHAEFERTE, WFREHRIHT REEECOR, ISP & A E iR
G X T LB Panel W7 8 RA S R0 W E . Sobs AT 305
& RIEM S A e .

5. WFPHGE PR EOR . AR FEdE R (Raw Data) 5 A Panel FL &
M€ . MERA Q20>95%, Q30>85%; HFAEAAI /S 4id%], & GC /rEs;
DP9 PR E 350x BAE, HI—1EIREE, HARXIE 20X A B2 5 E>98%.
I 7= AR R S A R S TE LR RGN AT RR S . SRR (1) Panel,
2R R A A KT R 2H T 35 M PR FE 5000, Bi4% 2000X, FARATH AF FIAE] 1%.
TR ALIE A KL

6+ Panel BT E 2K XA, BRI EE, MHl5EE,



AR S bR, AR, BES
SRRy B BE R (1 0T, AR S S0 PR
JIAR o

6.1, EXIR—FEAR, BontilpEdEE, YRBiaE, Q20, Q30, “FIE
FE, 20X LA R

6.2, REFEIEEE bam £dE, HBEFEIN AE [F—HHARN ¥ FEA ) bam $dE, (#
TR s E W T R 2 B B

6.3\ TN R FTELERNIFIRE (WHEIEE. AT gnomAD ¥l e, wl
HGMD ## Fe) MRS jUA, 2N AP UESE .

6.4 KM NREH B SGHAT R Ty, Winkee iR, fpeRill, fredR
CEE LD, ABEAFAR, RABMSIEE) .

6.5 PR IR S I AE - PP A R 8 SCER AR 2220 3 A (b
MutationTaster, CADD, SIFT, Polyphen, #4ifi REVEL) , BI{J#if%/b2

EIGUE (MLPA 8% Sanger 7))
, BRIBURTEM S, BHaME

A~ (SpliceAl, dbscSNV) .

6.6 R EALHIE : W EAR TR HPO M-S N B A% i 5 -3% 2 %
e A A% SR H

6.7« WTHRZ—MRIGIUELER, 7 LLAFE sanger Ml /745 R IfE

6.8, ARG A LLEF NI HTREAR) VCF SCfF.

6.9, FARAH N\ K HPO £,

7 A e i b OB R 20 A8 S 1) S0 0 = N S0 BOE E : BR A SR B R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP%%) 4I, #ir \NTH%E HA
WEEEEEE (>3-5 TRIIIFEAR) , ARG RGN BoR. AR R X
R AL AT R AR AT

8 FIEHATHEA CNV 143 #r: IATIESE 2 DL AN FIB I/ EE, e
B W RSO CNV (RTEB A, ASER T W AbE T
CNV(Ltun ERCC8 4N T 4, IS AYIFK). Al EFE log2 ratio Fdli . Hefufk
CNV B fr. BLE R A EEE % CNV I BRI

9\ TEL T KRG M E DB AR HTThEE, Han B4 VCF 8 BAM
BARIEAT 7



10, BE2 NI G, MR4E TAEMER . 20 A A R sEIM SRS Bfe%
WITESS, S5 ARBR. FE i AN LR BRIl R IR,

i H 4-8 JLERIR panel JUF-8:

T H B AR K

1. FEAHL: 204

2. FEARGRREMSMER: HrrdiFEAREik R, E2EGENAGS
REISHIR R . Bobr NS STREARIE $in I (s S R 15 SRR ARG TN o R

3. FEAR AT AL FRASC R SRR

3.1 REACEEMIREAKRAY, B&AMNEIM. HE K OER T T IR SRR A 1
SEIGRE S, JFHEAT RS XMLBEEA, ZREE AR 500ul; X DNA M,
FORBEAEL 2 g XSATAFERI TR, AT, WA
DNA100ng</ & <lug, WIBEAT AR & RS 2 R, TR e
BB W AMEIM, FEESERZ DNA JRREER: BE>3mg, iREA/N
F 50ng/ul,0D260/280=1.7-2.0, 0D260/230=1.8-2.2.,

3.2, AR G EESK: X EORLR R AR T R e A R SRR B
P IV 4 0 2 A D3 BT (1 A 2 1 HLRD 2 B0 ARG S X8 (& 7 IX
BEhf AEXED .

4. MG ER: WP HEE Ny PELS0, RAH B ETHEBRERMFFE, WRE8hs
NRHAEFERTE, WFREHRIHT REEECOR, ISP & A E iR
G X T ) LE B Panel WP AR B A SRS WM E . Bobs NFRIRAEE 7
& RIEM S A e .

5. WFPHGE PR EOR . AR FEdE R (Raw Data) 5 A Panel FL &
ME. ILERN Q20>95%, Q30>85%; HHILAKTIpATIE], T GC/rE, 4
DP9 PR E 350x BAE, HI—1EIREE, HARXIE 20X A B2 5 E>98%.
I 7= AR R S A R S TE LR RGN AT RR S . SRR (1) Panel,
2R R A A KT R 2H T 35 M PR FE 5000, Bi4% 2000X, FARATH AF FIAE] 1%.
TR ALIE A KL

6+ Panel BT E 2K XA, BRI EE, MHl5EE,



AR S bR, AR, BES
SRRy B BE R (1 0T, AR S S0 PR
JIAR o

6.1, EXIR—FEAR, BontilpEdEE, YRBiaE, Q20, Q30, “FIE
FE, 20X LA R

6.2, REFEIEEE bam £dE, HBEFEIN AE [F—HHARN ¥ FEA ) bam $dE, (#
TR s E W T R 2 B B

6.3\ TN R FTELERNIFIRE (WHEIEE. AT gnomAD ¥l e, wl
HGMD ## Fe) MRS jUA, 2N AP UESE .

6.4 KM NREH B SGHAT R Ty, Winkee iR, fpeRill, fredR
CEE LD, ABEAFAR, RABMSIEE) .

6.5 PR IR S I AE - PP A R 8 SCER AR 2220 3 A (b
MutationTaster, CADD, SIFT, Polyphen, #4ifi REVEL) , BI{J#if%/b2

EIGUE (MLPA 8% Sanger 7))
, BRIBURTEM S, BHaME

A~ (SpliceAl, dbscSNV) .

6.6 R EALHIE : W EAR TR HPO M-S N B A% i 5 -3% 2 %
e A A% SR H

6.7« WTHRZ—MRIGIUELER, 7 LLAFE sanger Ml /745 R IfE

6.8, ARG A LLEF NI HTREAR) VCF SCfF.

6.9, FARAH N\ K HPO £,

7 A e i b OB R 20 A8 S 1) S0 0 = N S0 BOE E : BR A SR B R
(ClinVar, OMIM, ExAc/gnomAD, HGMD, dbSNP%%) 4I, #ir \NTH%E HA
WEEEEEE (>3-5 TRIIIFEAR) , ARG RGN BoR. AR R X
R AL AT R AR AT

8 FIEHATHEA CNV 143 #r: IATIESE 2 DL AN FIB I/ EE, e
B W RSO CNV (RTEB A, ASER T W AbE T
CNV(Ltun ERCC8 4N T 4, IS AYIFK). Al EFE log2 ratio Fdli . Hefufk
CNV B fr. BLE R A EEE % CNV I BRI

9\ TEL T KRG M E DB AR HTThEE, Han B4 VCF 8 BAM
BARIEAT 7



10, BE2 NI G, MR4E TAEMER . 20 A A R sEIM SRS Bfe%
WITESS, S5 ARBR. FE i AN LR BRIl R IR,

(=) REEXR

i B 4-1-8 JLE R panel 5 (panel) :

1. T H x4 A 2K

L1, BEXH R TS DML Goife, BEZiY, EY¥adEEs) wt
Je UL 225

1.2, BIAARZORTCE: WREA G, BIHRERR A BRERSTAR, &
WS DN

1.3, RN REDR: 5. 78, ERPsAEWSEMAH R L, Esr ER A S &=
i BERTHR T, R ROR IR Bt 58 OPE A AR WS FEAS BB ik el 56 ARSI (gt
NI fE 4 TAE N GBS VR VRN TARJE M) , B A IR BRI RE A AN
SRR HE .

L4, R ER R Rk ISy T, SER PCR 151, TTE
NGS #5252/ 2 4L F, FF3R4% PCREH.

1.5, BERARFAEAG /i N LBk B s Ll L, FHIRASER R BT
AEAE AT N DL R I AR R R R, FE SR IEAT I RS S A 52 i e R A
. DNA ST AN B0 s Y5 ) /8, I Be A HEWT H o] A1 B . RIS
REMC & 25 BE I H $AT BT A 4 5 R0 38T LU b . B SR A 5 Tl
{3 A & WAET, T ## ClinVar, UCSC, HGMD, DGV, DECIPHER Fl
gnomad ¥R FE, A8 S N O3 7R B 50 B0 THE AR TS AL BRI AR DGIE TS
BRBATAES) , B2 diEfe ) (24 CET4 40 R IOk,
TR HGMD U PEAZ 5, RE AR N TAE N GOBAT S 3i. 0 T i JE i i
(AR S I EAT AR, UEHESE, SRS 5858 LIS S W /N AT s A, &
FBRZSEALBE B IIE LS R, $4 8 ACMG FERIXT IR IE S SNV Fil CNV #7415 5L
AR ORYEIRR, ZB—HHENRESHER .

2. KMELR RGER: Bbs NFREAEALLE A R GLOME R
SBAESEERD o BAAERIT:



2.1, AHACECRFE R FEA IR EE RS, GER B ARSI % LA K
HATATALIRAS, HABHEEEBE TR AR B, R B, EhbiR S HE . 2l
Fortr, JFRAAR RN TR R TH . FI-NZEHRF W B LRI K&
ARG PR EM L S

2.2, AUALBGERERIEHE S HTT G AR REAREA, BRI B, A
BERESR, Rt LA E R 2R, AL A LT logo AR & AR -

(=) HARFER

i B 4-1-8 JLE K panel MF (panel) :

L. PhEERIG N AR 2, BURRFE I R RS, SR AR I R A
b4 [V B 345 B F 7 HEAT R RE A (V38 5 o

2. EERANMNEERRT, THRA R WEREHE, VR ALEA S I Ah %
FURIRa, AN B 553 A B TS 0 A R R R AR R AT R R A Y
I ERB RN BEREARID , HRWAARRLH FRFRRILE.
3. BRI NS N 2 ORI E , BT LR g 2

4. PHhEIERIIAEE N 5L, B BRIGN 58 O FEAR IR AR A 23 4T s

5. FRAULRM IR %S

6~ X Bz A AR FA bR A 1) R DRI /N 2R 3 S H HEAT B RIS IR 2 T A O 2% R
AT, PASGEIZWEE ), P TAERAR .

7+ HEAB ST N DA RERC A = Bt 12 W A A ZEAT AR B 2 5 0 35T L 43 47

8. MR NHT N REK, SEAHICEIE (- Real-time PCR, PCR J&
sanger JIFF, MLPA, AP0 B%w) , AR g flfbIeiE (Hnsiki
M, STR T, ZRRiARSHT, =R EHRIERZRN, SMA KN , AR
FEAMREA AR H RS AL

9. AHMETIF LSRG T ERSTTIIEE, RN F1%
VCF 8 FASTQ #4247 4347 -

10385 A2 i PR 15 A2 A0 S E 8T 70 M AR AIE 75 5K

11, FEARMESE R4 R ] MIBREASAT DNA BRSO 148, PP
WRORER 3 4F, A 3N HIRIEHEAR. WP EdE—Ik, Bl = sf s il 4t



RN SES = o IR PR R A HE FastQ, VCF, HEAFMHIEILAE.
12, BRI N FEBCRREARI A S M Ak 2 PO RIHESIEIE « fEAIE
S Ho Atz 7 R 2 AR AT BRI A 2 ) P9 o 0 e 25

QUL 72

BT HOR A MBAR BT RUE RN, b NSREE B & %
Yo AEL)E ARSI A 3 P Eicdie o0 A 45 R A il B 5 R UE dr i, IR 3R
T NBAIN o BhR NASAT 2l il SR AN S an B HL 22 R NS &, N se S 5E o



