ICS 11.100.10
CCS A 40

(2

T/SZAS 91—2024

1 & ih 22

X

B BERIIA T A

Performance validation method for carrier screening genetic testing

2024 -11-26 %1

2024 - 12 - 05 =T

AMIminELils %






T/SZAS 91—2024

B /N
5= E S 1T
1 1
B =1 I 2 1
R N L= 1
G T 2
T = o 2 3
R =N B - 4
T R R R 4
8 R A T oo 5
O MR I 6
e 5 /NP 8



T/SZAS 91—2024

It

Al

ASCAFFERRGB/T 1. 1—2020 (FrfEtb TAESN BBy AniEASCAFRISE MR R R 2
EE,
TEVE RS R N BT REVS TR o A SO R AT WA AS AR R & R 1 54T
A AR R 22 A S0 BT BR A Rl $
AR I bR 23
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FABEH ARG aMEHE— ANRER.. 8 BERZWEERHER . #TE NRER . J EER <
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1 SEE

ARSCAFHE T 455 3 0 2 A RS RO REAS R L R TINAURE DA% R L PEREBOR ZER . MERETIA T E
LA

ARSI Y 2T vl B 5 AR ) BRI DR 5 e o i B SR DR I, 3 P T SR A AR e 554 14
i SR B SAG I S5 (1 48 A AL o

2 MetsImAxH

TNBUSCAE R P 2 I SR R 5| T A AR ST AR A AN T D (R 4 R e 33 H I 51 ST,
3% H HHXE N B RRASIE F T AR S0 AN H AR 51 S0, 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 25 (R 2R AR S B 57 o
3.2

S sequencing

e EBRT HIEFE .
3.3

SBEEMNFERAR high—-throughput sequencing

PL— AT L+ T3 B LA T3 5% 51 2 51 e A — R K i 25 bR &, 3@ FDNAI I P Bk .
3.4

EHHEIFE carrier screening

o VA B S A 0 6 TR e SRR B A 93 S PR AR IR A T DL PR e e B e R X A 30 A% A 05 1)
FERASIN , DA I SZAS 35 2 5 45 1y B AR v AH O 35 DR ) 25093 14 B3 T RE B0 HEAR
3.5

Q20

WP, BRI 5T AR R T 20 B 7 B s () L A7)

B BRI EAE Y 20 B, FOROREM IERIZE Y 99% LA F, Q20=95%, ZE Rl R EHE d 95% LA b (KB EE R
FERE KT 20,

[SkJE: T/SZAS 13—2019, 3. 1. 12]
3.6

Q30

WP R, B3R ) 5T FE AR K T 30 B 7 B A ek () Ll A7)

TP BRILIR R AR N 30 B, FoRUREEM IERIZE N 99. 9% LA |, Q30=85%, M mMIFEIRF 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
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3.8

FEZEE coverage ratio

P 7 e B e s 21228 40 B, A B U 31 X 3k o5 4 3008 F Y Bl X3 49 Bl
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 A R AL IR 7 51 5E 1] B AR JE DR XS e AR Er, 5 3ERZHDNARE T 4438, FFE%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, F%IE—E LLBIR & FIEA— AR E SCE— BT AT .
3.12

¥IHMT R copy number variation, CNV

P R 2 R A EHE S 2, — BB E N kb LRI,
3.13

HIZEERTS single nucleotide variation, SNV

TEFE R KT, HHERAMZ RO AR 5 CBARS 4l N BB IS BT 51 1 i B A bR A% T R 17 51 A8 7 o
3.14

M BEFAIA performance validation

X ARGHINEH @RI, DA BAESOE (RS0 HRE 7, 18I FE A 2 OUIE 4 X R e 1 T i&
BN A SR A5 23 2 A E -
3.15

& F 5% Heterozygous frequency

ERRA I SR, HirE o B RS R K/ R A7 3 R+ B AR AT R
3.16

Z2F%| reference sequence

T 7 B b 3L R 4H 7 571

[SkJE: GB/T 35890—2018, 3. 11]
3.17

EFMEAR virtual samples

TEAEYIE B2 M A A FH AL B A Rl B 4

GE: IXELHEE BRI T s I 1S 2 A R B sl TRl S .
3.18

1818 |lane

WFE L — 2k A as
3.19

VCF

FIFHEIRSNV A Inde 1 45 B SC A SO A

4 YERRVE

T B 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: IfPRFERIZHEYR (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: £ HEiEEARHY HH R (nultiplex ligation—dependent probe amplification)
OD: Y% FF (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 M R A DTRER ML, ASNAE AT 2R ILAE,  FONA e ML R & B AE2 mL~5 mLZ
6], HICWI eI . 35 DR Hofth SR PR CVE SR AR IRE AT, B P AR AR SR A, dn il HEAS, O
JE T FEA AN MR R AR o

5.1.2 DNA#K

4 11 g A BB READNAVR S REAMIE T30 ng/ L, MENAKTL.5 wg; FPADNAREALAIKIOD
(A260/A280) {HE{EL. 8~2. 0[], JCH]ZFEMA.

5.2 HASHIRFREEX
5.2.1 SMEMAER

FEACKAR G Wi RN 2 27 3%, AT IR (PRIESR WIEIA SIS =) 5 W 260 B A KA B UKz i,
DAIRE G DNA RS R o ST A0 ) I 25 325 B AT 4 AR AEAEA CEE-20 °C, KHIRRAET—20 °C. AEHIAME I,
MNAE-20 CLRAF, TRAFNTRANEE3E, REHMABLLSK, NAEHHIKEE KIS .

5.2.2 DNA#EK

SEHONAJG AN ZI951%,  BELRFRUKAR BT oKigHn, X THRAFHIDNAREAS, 20 CIRMEAEBIE3E, K
U RLANELSIK, LS EBIE T DNAREA

5.3 HAEANE

FEAR A SR IEICE SR AR LT A4

a)  FEAREEE LRAREEE BAEA 5 B A — B B LR BUE B A S %

b) A FAHIURE A 5E

c) FEARMEARIGY. B JF o s AREA SN 1% DL 5

d)  FEAREEFEA RIS B RICESK;

e) FEARBHIRIZEAGH, WTUGSHAAR E T IKTCRAR IS R AR ETEE N
) FEACRFEAE A ARRLE FIAE AR 248

g) FEARIREFHE, WAL ]S G0 B MPLG . DNA FEAAT BI85 449 .

5.4 KATREMER

B 2P S R A D B DRASL N 45 R AT BRI, B RE A A7 IR AT S A IR R R o DR 45 5 3 i A ik [
KRR KA 2 . SR, DR I SR oS (R 38 R S A T4 S 2 S0 P ), ATk A sk
W == UL P ] P4 CAnBRIBUSDNA DNASC ) fifi s, JFESLBERIE AR ) 2= 4045l S B St PR 225K
e
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MEirh, HEE ORI RO H o RAFIS FRBNE B AT #EAT 458, JF B A B B %
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