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2 MetsIRAxH
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GB/T 35890—2018 it & ¥ B4k 137 &1k =Xty

GB/T 37872—2019  H FrF& Al X 34 38 Joa /= P4 as

WS/T 416—2013 T LmiEr

T/SZGIA 2—2019 FERHAM LA =T

T/SZAS 13—2019 LRI FHim4E

CNAS-GL039 T2k S A5 s 14 Re e ik 45 v

3 ARIBFZEX

FANATERE SGEH T A
3.1

B E[Ef® monogenic disease

FAFE DRI A Fi R — X 25 67 35 IR s 1) Fr) e B B R, A% 3 T QO 0 o 1 R s A A
3.2

M sequencing

MR FIHEFE .
3.3

SBEEMNFERAR high-throughput sequencing

PL—V AT LT A B LA A% 178 5 I 5 F— s K s 4 25 bR &, 3& - F-DNARI I FE R .
3.4

EHETFE carrier screening

FEET XA HH S 1B A 593 38 T e ZRO A0 AL 908 S PR TR AT % L PP i G e R i e Xz A B P st A%
PRI IR LA, AR BLAZ ARG 2 B85y B A AH D38 R (1 850073 1 30T REBUR PR AR
3.5

020

T E R, BIERR 0 B R T 20 B2 o5 BT A IR ) L g o 451 G el 22 1R 50 ot R E R 20m, FROR
TRFE I IERAZR N99% LA I, Q20=95%, IR~ 7 20dE Hr95% LA I At Jit 218 K F-20.

[SkiE: T/SZAS 13—2019, 3. 1. 12]
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Q30
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[SkiE: T/SZAS 13—2019, 3. 1. 13]
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3.7

SEHMERE average sequencing depth

W75 2 B3 AE H AR XIS S 0824505 B bR X3 B i TR
3.8

& EE coverage ratio

FEI 7 7 20 e B 2225 7 81 IsF, BT g O 21 R X80 H AR DX DX 43 bl TR R 2
K22 7 21 LN X 3

[Js: T/SZGIA 2—2019, 3. 8]
3.9
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IR B FEAL B ERT AR AN BT S AR AN B B A%, 40 N BERA F BR S BEAE20 bplh RS
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XF—ANEE AN R A% TR T 41 5 1) B A 225 IR DX 3aRe 7 e AR B, S 2E R ZHDNARE T 2052, HE4EH
P JE KIDNA B BE i 72

[SkJsi: GB/T 37872—2019, 3. 1. 6]
3.1
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3.12
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KA B R AR BB R U #8 DU S5, RUESA KT AR A TR e E R, SifAEARR
3 S R XOAE T2 e K BE R K
3.13

BIEERZAM/ B2 ERT S Single Nucleotide Polymorphism/Variation, SNP/SNV

TER AR, HEAMZERALTR S CERL B Bl SR 2 4
PR TR L 5

[SkJs: T/SZAS 13—2019, 3. 1. 2]
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PERERIA o 1 PRS2 56 55 SR B AH B PR 75 B2 AT B BTH AR AT e K30 A2 7 70 b PR R AR 1l (CrT 832 iPERE
FEPRIRAE) , TEANIRAESS SRR £ B AR
3.15
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[JJ8: GB/T 35890—2018, 3. 11]
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3.18

ERMER virtual samples

TEAE B A e Al B BB A B B 4R, T e B b AR AU, 1 o vy e = A B g
E A TR ST A



T/SZAS XXXX—XXXX

3.19
Lane

MRt Fr L) — 2R TR, &0 SO S5 I Rt
4 HEREIE

T A G 1 A S

DNA: P % FEt%E (Deoxyribonucleic Acid)

PCR: E&M8E <N (Polymerase Chain Reaction)
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ClinGen: Clinical Genome Resource
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5.2.2 MERHEAR
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a)  FEAREE LIPS SRR A5 EA 2 Tl B LA BUE S 22
b)  BAZEBRNIG R, BUAK A HITUR S A e,
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