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It

Al

ASCAFFERRGB/T 1. 1—2020 (FrfEtb TAESN BB AniEASCHRRISE MRS RN R 2
EE,
TEVE BRSO R e N BT RV B R o ASCAE R R AT WU AS AR & R 1 54T
A AR R 22 A S0 BT BR A Rl $
AR I bR 23
AR E AT K E FAG I T A IR A T . YR E I 520 = . R E -2 R
ARG L. aEHE— ANRER .. 8 BRFZEWEERER . #Ta NRER . F EER <
E prAPE g bt . ERERIRFESE —ER . ERERKFMESE “ER. R ER .
ARSI R R B R AR R . BT G R RE S G DUER AR AE PR G BR A A AL HE A R
AR AIRAE] . IR RIER R A R A .

A F BN ZFF. FHARA X B, A BEE . REE. Bk, BRUE.
JEADAE 2RO, ke WREE. DS MR HRYE. &P AR, BB, BRI, 2P T
REETT. HER, ZFE—. X,
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B E T E AR REFIA A

1 SEE

ARSCAFHE T 455 3 0 A RS RO R AS 5K L R TINAURE DA% R L MEREBOR ZER L MERETIATTE
LA

ARSI Y 2 T vl B 5 AR ) BRI DR 5 e 2 i B SR AR I, 3 P T SR A AR A 55 4R 14
i SR B SAG I S5 (1 48 A AL o

2 MetsImAxH

TN BUSCAE R P 2 I SR R 5| T A AR ST A A AN T D R 2 R e 33 H I 51 ST,
3% H HNE N B RRASIE F T AR S0 AN H AR 51 S, B CREEFTa s @i A
A

WS/T 416—2013 F-HLSCKiEr

CNAS-GL039 4312 Wik 46 F 7 M RE L IE +5 e

3 ARIBAZEX

TANARERE SCEH T A
3.1

B EEf® monogenic disease

FH — X S5 A7 2[R 2R AR S B 5 o
3.2

S sequencing

e EBRT HIEFE .
3.3

SBEEMNFERAR high—-throughput sequencing

PL— AT L+ 73 B LA T3 8% 51 2 51 sE A — R K B 25 bR &, & FDNAI I P B oR .
3.4

EHETFE carrier screening

o VA B S 0B 0 e TR R SRR B A 93 S PR AR IR A T DL PR e e A B e R X A 30 A% A 05 1)
SRS, DA I A2 35 2 75 5 4y B AR 7o AH O 35 DR ) 2503 14 B8 T RE B0 HEAR 5
3.5

Q20

WA, B TR o B K T 20 B o B A B 1 L

B BRI EAE Y 20 B, FORPREMIERIZE Y 99% LA F, Q20=95%, ZE Nl R EHE dh 95% LA b (KB A R
FEE KT 200

[SkJE: T/SZAS 13—2019, 3. 1. 12]
3.6

Q30

WP EE R, B TR o BB K T 30 AR | B A B 1 L

TP BRILIR R AR 30 B, FoRUREEM IERIZE N 99. 9% LA |, Q30=85%, WIFmMIFEIRE T 85% L B EL N
AR EAE KT 30,

[SkJE: T/SZAS 13—2019, 3. 1. 13]
3.7

BAREMERE average sequencing depth on target

W FAF BN AE B bR XS 20 B b XK B LU



T/SZAS 91—2024

3.8

FEZEE coverage ratio

P 7 e B e s 21 228 40 B, B B U 31 8 X 3k o5 3 3008 F Y Bl X3 29 B
3.9

RANGRLBIT R insertion and deletion, Indel

TEFE R ) AL B B AT R AE /N B B A 48 N BB B, 48 N B B BRI K BE7ES0 bpbA T .
3.10

BrE X [XigiEsk target region capture

X — AR AN R AL IR 7 51 5E 1] B AR JE DR X S e AR Er, 53 RZEDNARE T 4438, & %EH
Fr 3 RIDNA F B A

[Sk¥E: GB/T 37872—2019, 3. 1. 6]
3.1

YERE library pooling

A AEFRZE (Barcode) FIFEAR, #%IE—E LBIR S FIEA—ANRE E—BFT AT .
3.12

¥IHMT R copy number variation, CNV

P R R A EHEM S 2, — BB E N kb PLERIER,
3.13

HIZEERTS single nucleotide variation, SNV

TEFE R KT, BHERAMZ TR AL AR 5 (AR 4 N BB IS BT 51 1 e B A bR A% T R 17 51 28 7 o
3.14

M BEFHIA performance validation

X ARGHINEH BRI, DA BAS SO (A S0 AL 77, 18 I FE A 2 U 48 X e e 1 T FH i
BN A SR A5 23 2 A E -
3.15

& FINE Heterozygous frequency

ERRA A AN SR, Hir 8RR R R/ R A7 5 R+ B AR AR R
3.16

Z2F%| reference sequence

T A B 1 b 3 R 28 471

[3kJE: GB/T 35890—2018, 3. 11]
3.17

EFMEAR virtual samples

TEAEDE B2 M A FH Bl B A Rl B 4

GE: IXELHE B 1 i I 1S 2 A R sl TRl S .
3.18

1818 |lane

TP Fr B — 2k A
3.19

VCF

FHFHEIRSNVAI Inde 1 45 B SC A SO

4 YEREVE

T A G & AR S

ACMG: £ [EH B FimfL = AR R 20 2% %< (American College of Medical Genetics and Genomics)
AMP: 4 IR~ < (Association for Molecular Pathology)

ClinGen: ImPRIEKIHZEYE (Clinical Genome Resource)

DNA: P4 A% FEiZEZ (deoxyribonucleic acid)

EDTA: 4 f%DYZiER (ethylenediamine tetraacetic acid)
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HGVS: ANZREERHA Z 134> (Human Genome Variation Society)

Indel: FHABRETIAES (insertion and deletion)

MLPA: 2 HEiEEARHP HH R (nultiplex ligation—dependent probe amplification)
0D: Y% F (optical density)

PCR: E&MsEx N (polymerase chain reaction)

RNA: ¥ ¥E 1% 18 (ribonucleic acid)

SNV: HIZEERA R (single nucleotide variation)

5 HEARZEX

51 MHAREEEX
51.1 SNEMAER

K FHEDTAB MR R PADTRER ML, ASRAE AT ZCRIAE,  FONA o ML R L& B AE2 mL~5 mLZ
8], HICWI eI 5. 35 DR Hofth S R TCvE SR AN R IRE AT, B P AR AR SR A, dn il e, O
JE T FEA AN MR R AR o

5.1.2 DNA#K

4 i1 g A BB READNAVR S REAMIE T30 ng/ L, MENAKTL.5 wg; FFADNAREALAIKIOD
(A260/A280) {HE{EL. 8~2. 0[], JCHHZFEMA.

5.2 HASHIRFREEX
5.2.1 SMEMAER

FEACKAR G Wi RN 2 27 3%, AT IR (PRIESR WA SIS =) 5 Wi 260 B A UK BT UKz #,
DAIRE G DNA RS R o ST A0 ) I 25 325 B AT 4 B R AR AEA CEE-20 °C, KHIRRAET—20 °C . AEHIAME I,
MNAE-20 CLRAF, PRAFNTRANEL3SE, REGMABLSK, NAFEHHKEE T KIEH .

5.2.2 DNA#EK

SEHONAJG BN ZI 951K, B FRUKAR BT oKigHn, X THRAFHIDNAREAS, 20 CIRMEAEBIE3E, K
U RS, LA EIBIE T DNAREA

5.3 HAEANE

FEARFAEA SR IEICE SR AR LU T A4

a)  MEARGE LRSS BAEA 5 BA B B0 LA B E B A B %

b) AR LM IHIUH S A e

c) FEARIFEAIGT. R TP s AREA SN 1% DL 5

d)  FEAREEAEA R A IE B RICESK;

e) FEARIBHIRIEANGH, WTUKSHAAR E T IKTLRAR G R AERETEE N
) FEACRFEAE I ARRLE PR AR 240

g) FEARIREFH, WAL ]S G0 BE MBLE . DNA FEAAT B 5449 .

5.4 FEATFEMER

B 2 S R A D B DRASL N 45 R AT BRI, B RE A A IR AT S A SR R R o DR 15 i 3 i A ik [
REMRE P BATS 2« SR A, DRI I SR oS () 38 R S A T4 2 2 S0 P 4, ATk A sk
W = W OUIE e P ] P24 CANBRIBUSDNA DNASC ) fifi Ay, JFESLBERIE AR 1) 2 4045l S B St PR 225K
e

JRHE EAR A R SR AREAR N I R G Ja i AFAEXS LA DRAF IR b o A1 LAIDNA R £ 77 1-20 °C M
AR IR, RAFEIREN3EE, FARCRAEN R PTHRYE L0 R ER S 18 DU E Arid (I [A) o SIEIG S T AL sK
K AMIER G5 18, P A B4, R IRl ) AR HURDNA S DNASC %, 2 RiAFfiT-20 “C &L
MEirh, HEE ORI RO H o RAFIS FRBNE B AT #EAT 458, JF B A B B %

3
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6.1 #£75 DNA 12ER

FRBOAFI AL S . ZFR A8 BHROANFFA B RE T P, FREUS FODNA G &8 2 /03 2 —
IR ERI R FESE, 0D (A260/A280) {HEEL. 8~2. 02 0], FEUKKMDNAT M &, JCH &M .

6.2 NPEEHE

SCRE R T P AE R AT S AR LA RO AT A Ul B L YE T A, AN G AN R
THEMANFHAON s X SCPEUR BE (0 % B RAFAE 22 5 o A% ACH SR AT N SO REAT IR e &, R %
PRARBE SRV 2228 J A A 9 I SO EDNATR N TSR, SCEDNA L B B A A ACH 3R 9 SR B 248
PAE.

6.3 FLITHHIR

AR 6+ AN ZETE AN RIS IR, X T2 58 Jm SRR P ) T 4% B RAFAE 22 5, IRBEE
PRLESR AT S I -7 6 B2 585 SCREDNAB N B3R, 28 28 Jm SCEDNAJE B B 58 /9 2 AL PP 341
(75 2. _EAURT LN SCPE HEAT I E RE BEAN R BOK /NI M, ORAE ST B e 2 _EHLEESR . TR G SRR IE
5 SEBR EALT SRR E AR ZE R AN K T-20%, 35K B 80 B 28 20 1A B AEGS HEOMT LA A 42 06F

6.4 ME

MR8 S U6 FE AR AT R A L B A TG RO PP 6, 0P IS AR AS: DN A A B 5 8 SR 2 2 s e, A
PRAEI A BT ANEE X 7 d2 iR, & D31 65 FIQ30 B AMIS T H B B R AR ZE K

6.5 EEDH

TRy TS B R E BUR SRBE FE bR P FPR L . I o FE BR20X 7 2 5 . Q20+ QBOAIZL &
THE,  TRLEAR AR A SN R AMIC T S 5 1 B AR R AR R ELREAS I B 6 2 A 1R i — 2

6.6 EfERE

5717 2 0 278 S 1 44 2 HRHGVS IR 7 1722 S il iR i3 AT i 44, 8 S B0 PE 79 28 2 25 ACMG/ AMP 7 41| A2 S
S RFRAERICT inGen ) 58 F L .

DRl vl D7 AR R BR M, 380% A N SRR AT MRy, IO 97 a2t B 1R 35009 14 / mT R 0 1 A%
SO, 227 LR AN S, AR BB I/ TT REEUR ML RS 1S TR AT RN AR
HETTEAERE (WSanger FIMLPA) o SIS Z v RFEA A Sanger. MLPA. qPCREEH A & EHIE AL
RUECHR 8 I OSyE W FEOR BE AN R B A T AR S = ) S SRR PR AR , A e AR RE S
PAT RIGAEFE T

7 MRERARER

7.1 MREFIAREARRIR

PERE R REA W] A A PR R A B EE =7 5% .

EBERIG RFEA N A AT FER) 2 L B3R L pO 47 S s, B A AnifE /7 7% (WiSanger B{MLPA) | 4T
ME 2N T B IR UE PR RE T A BRI I PR T 3& 1 v (e 38k TS0151891A AT S2 46 == 4 FH A AH [F]
K 793 o

PERERIA IS AT A AL S HER AT RSB = T 5% . % MmN %S Afa e, HatiE & &gt
Tauitim Ty, BeiR R EL R,
7.2 MEEFAREARAR
7.2.1 BEFISER

S T 5 S NAE A AT S 2% 51 BE S 5 (INAL2878 xR R 15) , g4
AR SR IR, A E R i A AR AT S L S .
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7.2.2 [AMSE BSIEREMAER

BH A4 2 25 i Bl R BH P A A 3 P A8 S5 7 55 IS 7 ot B 2R A DN P o AR 7= ot 0. 285 i 0, 255 PO o
RHEAT PR RE BB A 42 560 AE T A HER T 15 I BHE AR S 05, PR S BT & O A7 T RR H AR AR
(VA=
7.2.3 BAMSERRIGRKRBE MR

N EERZ A AR 7T 6 28 WEAE B G bR BRI, 6 H AR R 2% i sl R B AR AR
7.2.4 ERHHK

X SV BT AL ORS HAh = SR, BUHURVCE SR, TR E B Hr
TR FEVERR I UERATE, AT B S A I R p A AR S, DR 28y B R 7 s AR o
7.3 EMWE

KHZHFFHSHMED16]. S %R aIERIAIEREAR A 106, FHME S 5 B R FH A AR
/DRSS R K1, B BOR DT 1061 R FUEEAR L1 Ho SR HLREAR A5 B Wi FE il Ve R e
FIT A 57 350 7 1E ff i o BUAA YT, JLBOm M . O VE IS S5 %15 BN 58 e il s — 3. Frfa &% i
o A 2 G 2 3 DRG0 s e ) e SR B R AR AT WA, S G I 47 B A7 N 5 L 05 i B PR
FEPEREA B bRAR A7 25— 20, A H A BH 1 45 SR N 5 250225 5l BRI PR B P RE A AN 25 H bR AR A7 55—
o
7.4 PFAMFFEER

K FH A2 2% i 5 P BH P RE AS LOBIBEAT RGN, 45 T S 55 N BH 22 sl PR PR I BE AR H B AR
SO EE R, RIBHMERF A T RIEE]100%.

7.5 PAMFEXR

K BAYES 2% S sl R B T REAS L0 BEAT R, &5 BN 5 2L P 22 S Bl IR B PERE A AR5 B
FRAR SO g B—8,  BVHYERT & R Nk £ 100%.
7.6 #HR

PRS2 S B R BH AR A, AR B B o T & T S AR T8 55 (A PR AR 5 CNAS—-GLO39
FRRE , A HH BR B DA RIRE AR B AN -9 5% 46 I 21 7] 5 B AR AR S A7 5 40
7.7 FREE

WS P01, BH%ES 2 DM SRR E 15, MRS H N, 3N FESE
IRHEK (BN G WFA)S B4 IREEE5) 78 HAh A R 4544 N EEAATAME T3k, 5 AR M E %,
SNVs }z Indels— 3k ELAE N W B A FL T
7.8 TR

SEIO S ATARYE ) F A B IR PR 7R SR AR AR S B 75 A B T (BRI 121 & (1 N
PUBERD o T35 A I AT 225 CNAS-GLO39H I /7 7

TR Ak A1 JE IR A b I 2T P X R I 5 B B, R 2T B R ELZ AR AR A B B B 5k
PER S, PERERIR B 2T 25 1 HLZ R A & B 1 4t 558 BV xR AL . 43 BIE SRR LR R AL N & L AR
AR S, SE A R, A EEAMCT 3K, WL R TR E RS R A, 2T R
W52 BTG (B B

3=

8 MREFRIATT A
8.1 AEFHEREM

KHZHFHSHREDIG. VS smRAVEREAR 201061 FHES 2 dh sl R E PR A
ZDRERAR RSB, B BA D106 BRI A R A A5 B i feid PR i R e
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GORMFTET. SHIESR, Frf 27 i 4 IR i 28 0 0 ik DR RS 0 v e B 0 e SRR AR AT A, e i
LFF & ORI ER, Al A R BNATET. 3HEK .

8.2 PRMFFE RGN

SRR 22 fit e R RS R AR OB BEATAG I, SR AMIR T30k, Hrp BB NAT & 556 2K, H
RIS R AR A3 FRPERF & =t th K 5 B VE S 25 dh sl PR FE R A — B = 8 P BRI 255
A B R PHPERE A O BHPEAL R, TH RS RNAFAT. 41 ER,

8.3 [AMFTEZEWMN

K H 22 58 R R 10 BEATAS I, B AMK T30k, Hp s Nrr & 8o s Bk, K
il g R AR SR A BT & = — SR AR BRI REA S AL, TS R AT. B EK
8.4 &R

EPEFHYES S MBI IR BHERE A, BRI E AT T KT 5 R

R BEAR DNA B0 EIL 300 ng A Rets  H AR 5, U DNA # &3 13 B 8 900 ng. 300 ng F1 100 ng,
AERREIREAZ /D 5 ], IR SRMAMET 3 K, HPRENAFEH 6 ISR, HENERNTS 7.6 1
8.5 EEHEERN

KHZ% 751275 5 U, B S 25  BRI PR BE PR AR 22 /0 R AR S 25 1491, A5 R TRl — R FE AR,
SNSRI SEEGHE KR (B N . TR 54 RIS 7o HARAR R &4 F E R AIAME T30k, HA s
MNAFEHOE I E R, HAGMEE RNAFET. THIESR,

8.6 TFIHEAEM

SEIGE ATARYE | AR I PR T SR FURE AR e I B 7 A U TR I

A5 VTAR AN E IAE AR AT B AR BRI S5 R s, kR 200 o/L MR ARE (ZFWS/T 416—2013 F
IR B) HATRAA SIS 2% WAVE N Seib ], 3 100 g/L WEE ML (A H 2RSS 1l 47 1 9 2
S GAE NN R . A IR SRR R R I BAR B SIS 5, SHBEEAMET 3 K, NGRS 7.8
FIER

9 MEERERHIARLI

9.1 ImARMRFIEEX

SRS S N T AR AR PP Ja A DA e 1 3R i B S AT PERERA A -

P, SCa s NN N ISR R, SE IR IR PP AR E Ik, B ORI RE A« Rer Il 4
REAE.

AT T B EE RS MR AU R P R BE A 00, LR AS DR 5 T IR P X 52 R i %k BE R AT F 1 RE
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9.2 KNIEFEX
9.2.1 ¥MFERF R Hal

AR P 2 T i N e AT T8 B B PR BERA A o 4557015 075 28 2k DR ARSI P e ARG ) 2 s %/
LSRR . R o EENUS HH PR, B UG AE F v] U B VE S S O FIUATE RS, DAARIE T U R
& .

9.2.2 HNIEFNMES

P RCIRE PP 0 AR ZEOR AR, N A% IO A RS P SR REAT Se B PERE B A, RO RERR AR
)R8 2 /D A AE R . RGBS HE B -

a) G R e N B R BN AR S 7 A 1 fE 5

b)  SEIRREACH : ARMTSERD BRI A AT RERS M 45
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c)  AAFUREARTE: AAEEE T IR RE 22 S0 AR S AS I A AR 12 5

P AT IRE P b DR SRR R AR, (EORREM SR AURE , N AS IR P EE00T A P A EAT 300k
BN FR I VERE BN SR N 25 /0 5 HE R SERIORG 36 B, o TS P OB R A B R AR S s g A1, (R
B RE VAl B B o R A TR Y o

a) REREACEE : MR EARAERI AR T RE S R R 45 R

b)  FRAEARAEASE : SR B AR AE AL AN A RS A% B0 LR B2 0 BREEAT PERE A A 5

o) HEMTEAESET: W R SR R AR TR R i, NG A OR DD REREAT PR RERI 5

d) A SERE. AR S HOREE, HAE CIRUEREREIN, RO RS K2 BT R RE

N

e)  SKEEIMFAT: IR GRSV Y, SO BRI B AT I RER 5
FAFE TS NEAT S BB PERER N, DOEIRARR IR 8 AN S = 10 o B8 AR R 25K
FEREATARATASSE 2 BT, MREAT KU PAtT AR DIk 45 ROREA 72 P 5 (10 S B AR AL
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