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It

Al

ASCAFFERRGB/T 1. 1—2020 (FrfEtb TAESN BBy AniEASCAFRISE MR R R 2
EE,
TEVE BRSO B R e N W REWS B R o ASCAE I R AT WU AS AR PR & R 1 54T
A BRI R IE R I A PR A A HR H
AR I bR 23
AR E AL ALt AR WA NRERE . KIEW A ) LEET 0 (BERD « HRR
F—EF . P EERER RS R BRI E LB R . mmE s — ANRERE . IR
R EBRATE] . RYIERE AR SLI0 = . i fE SRR dbsD) BIRAR . Jbat AR E
RIS E A RA T R REERH AR AR .

A EEREN: K7 ZPF FOE XIS, FEET . AL AL XIER . XIFESE. ]
2. TR, B, HP BoF. Bl ks BN EE. a9, BB . BT, Tk
Z8. . .

11
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leR 25N 2 FEMNFIEREFRIARZE A RIEIIE

1 SEE

ASCAFRE T PR A AT I P PERE A A B A Rz ] CEA ) AOERE, IR s Al 1 e AT
FEAFHERESR . YEREFIARIERE . ARVl EOR A .

AT A T DU AT I P AR B B 2R IR PR A A2 5 4L, & 2 R A AR AR 5%
SRR S PR B A I P 2 A AL o

2 AetEsIAxH

TN BISCAE A P 2 I SR R 5| T A AR ST AR AN R D (R 4 R e 33 H I 51 ST,
A% H AN N B AR ASE F T A SO AN H AR S SO, HEciioAs (S FTA s & A
Ak

GB/T 22576.1—2018 [EZSEIOE FimMEE UM ESR 5513 @AHERK

3 RIFEFEX

FANATERE SGEHF A
3.1
SIEBENFE high—throughput sequencing
RES — UOIFAT X KR EAZ IR 7 AT AT - 210 e I E AR
[k¥E: GB/T 42751—2023, 3. 1]
3.2
INEFELH exome
M I R 40 A BERS gD = AR A 1 5 FE S 7 41 B DNA DX A ) S f T, B NSRRI A0 P A AN IESE 1
R B A, AN NSEEERIH A1~ 2%.
3.3
LINEFLEMF whole exome sequencing; WES
T BRE 2438 & S AME T X IR FIDNAF 1), R i RIRARE I AT I 7 B AR AT 4 A1 S8 7 DX S i
[SkJ8. T/CHIA 21.2—2021, 3.3, A&kl
3.4
IEREIINEFLEME clinical whole exome sequencing:; cWES
KA TFHNT CRbRAESRS. 3550, EFX A LB e B SR 2L ], XS4 E T
AR BT SR IE SRS B, ISR 55 5248 3 FH 5 IR 8% 13 A8 A5 2 RS I 7 v
3.5
MEEFAIA validation
X RN H R IFER, DA BAB SO A B0 RE e, 18 I A B UAIE 4 X4 5 1 T FH &
BN FH R OV 15 205 2 1A E -
3.6
#rZ Barcode
— B IEHE R AT IR B B, TEZREARIR A MR, 78 R0 E FEASRIR I —2% 5 .
[Sk¥5: GA/T 1693—2020, 3. 10]
3.7
Q20
TFE R, B TR o B K T 20 B o B A B 1 L
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s BRI R R Y 20 I, FORBRIEA IEMZ A 99%LL L, Q20=95%, IR EE T 95% LA _E FIBEE R B
FiEE KT 20,
[kJsi: T/SZAS 13—2019, 3. 1. 12]
3.8
Q30
WP, B8RRI S E KT 302 o5 B A Bl 2 () L 3l
A5 BRI A Y 30 I, FoRBREMIERIZE Y 99. 9%LL F, Q30=85%, M T EE b 85% L F fBH LR
MREEKT 30,
[kJ§: T/SZAS 13—2019, 3. 1. 13]
3.9
SEHMERE average sequencing depth
P15 2 I AR B AR XSS B AR XK 1 AR
3.10
FEZE coverage ratio
P07 P B LS B 22 P 8 B0, BT 0t b 21 e DX o5 4 05 A Y R DX 3k ) 7 40 B
3.1
BIZERTS single nucleotide variation; SNV
TEFERA K, BN Z T RAL 55 AR S CBAR 4l N BB ) AT 51 i I SR IR 7 51 A .
[SRiF: T/SZAS 13—2019, 3. 1.2, Hi&Ek]
3.12
FANERELBITR insertion and deletion: InDel
TEFE R ) AL B _E BT R AEH/N B B A 48 N BB B, 48 N BB R B BRI K BE7ES0 bpbA T .
[SRVE: T/SZAS 13—2019, 3. 1. 3]
3.13
TR copy number variation; CNV
KA1 kb LA R 20 K A B3 DL in sl el o
3.14
R RIIART R mitochondrial mutation
ZERIARDNA (mtDNA) RAEMAR SR, IXSEAR S a] LS 30 2ohi A4k ) R B B0
3.15
& MERS loss of heterozygosity; LOH
TE—XF RIRE Gtk b, AL T4 (R R R S AN AL FE R T i — AN R AT R, SEA A RS R,
3.16
HEREEEEFY short tandem repeats; STR
R BEE IR 26N R T ), ERERAP RERES HI.
3.17
Feta{RIEEE(E{KR aneuploidy
TEIEE etk r, FEREGIE N T — 28 Lk G ik,
3.18
REUE sensitivity
SEFRNBEPERIZE R, IE ARSI 2 R
3.19
f5HAE precision
TERT AR O FEPE R 45 R, SEbR A BE T L .
3.20
S £ reference material; RM
E— Tk 2 Wi B R s vE iR e v, B TR . 4h HoAth i IR sl PR AL R = LRI R
5
[SkJE: GB/T 19703—2020/ I1SO 15194:2009, 3.4, HEHK]
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3.21
1EF reads
fRrE - 6 7 AR A B e A 5 B R P A B
[KiH: GB/T 35890—2018, 3.1, A1Ek]

3.22
HEEBIFEIE genotype quality; GQ
Phredt% A AR, RARTEIZAL %I R R AELE ] REME
i ZAEME, MGenotypedh R IR A et

4 UEREIE

IS i R N

DNA: i ZHEZER (deoxyribonucleic acid)
Indel: FHABRALAIAZZ (insertion and deletion)
SNV: BHEZEBRA R (single nucleotide variation)

5 HMPERERK

5.1 MARREEHENK

51.1 MERARLR
B S206 = AR PEAS I Y B A B R, e N B FOREAS ST, anah B ML 2E/K S 7R 4123 R BE R 41 DNA

>

%,
5.1.2 #HAEBEMEXK

FEAIZ S0 FE B0l /2 GB/T 22576, 1—2018 H 5. 4. 5 [JELSR AN, I8 WAL 15 W 6 38 1 5240 5 258 1)
MR ARG MIERAE S, MRS IRFERL .
5.1.3 HARREBITHEKX

PR A FRBIREAR R, AT R AR, PP S A AR R &, DL SRR AR LEA MR
S5 R UER M AR M. RFE B BN SR IR DNA BN B 3~4 1%, S AEA SR ) R & LI
3 Ao

5.2 DNA IZEUR=ER

5.2.1  FEEUIREA ST N RSP BRI A Ui B B E a L,  BREEUS 1 DNA S5 v 22 /Dy /2 — IR SCERY
HIFEEE, 0D (A260/A280) {HEAE 1.8~2.0 Z[8), HLyKK:M DNA EH B0 R, 0B IEM.
5.2.2 HzREE N A S TG gL, Bl A R EUR E <1 ng/ u L.
5.2.3 FEATFEARSEELSEEE 5 NEAT BERTS GeAs il .
5.3 XEMERIEZHEREEK
5.3.1 EEME R ETHPFAFN R ST. LR SN FFE PR R, RN EERE N . 4%
A JE MR SCZE DNA BN NI AR HNE 2 5L b, SCZER R BN ARAR L TR 4545 N A 5
NP & 1 BRI . SCPE F BEOR/NELAE 200 bp~500 bp.
5.3.2 ZEWFESHRBNABREARTIMN, SIRKREAR—FS 58 E &GS LRnft. gHx
SE G W AL S RIS R R B PR A B B R R A AN, 2 AT IRRBOR E N <1 ng/ w L, BHRHME
A b KR ] 5. 3. 1.
54 MFREEX

ANFEIRIIN - 66 A BE A BE, AP 6 822 00 el 57 G sl 57 6 3B 15, §15E BEORIE 2>
BT BT 2R R 5 A A Fe A, DACRAIE I P o 2 A [X 78 B VR o IR Q308 A F-85%.
5.5 EEDHREEX
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TP ARG REHE @ ISOE DL R I8 bR : PP IRE. 20X B F5 . Q0Fy5 Jethf], iXifg
i B9 SEIAE  AMEE T 257 6 v B 1 SRR HARRG JUREARYE B N 5154 (E B —3. Hd, HFRX1F
T 7108 FEE I A AR ) 4 6 stof ek K1 3 e ) e o i 1100 B0 A B 1) 75 SR T

HARTRPR IR A MR WP FHURGEIE S 385, Q30 AMKT-85%, 20X 7 &5 fE M AVIK T
97. 5%, AEHFIIERITIT S,

5.6 EEBEREEKXR

5.6.1 YGRS EREEE WIS Ao T Bl e L E ISR, O~ IR0 e i 55 /b — SR B —
Ve

5.6.2 AFERIERENE DO BREAGE REMRLIR. & TRE FERAFR. FRA . HGVS
e BEAKEE AR A I NRERAS A (53D | ZERTCIE S ThRERA M ZEIAH SRR
PilE B BRBE EBCRIE O AT S TN S R 4% .

5.6.3 L% B S = B T KPR BAR R R A S I K VRV & A A o s AR 5,
PR B Atk ik B i i e bn e, RS (E B2 MR A

5.6.4 FHXSARIMATRIM, K S0 S NAE I R AR AR U0 IE B (LAt E, XU S A7 m e AR
AL AT, XM BT R AL S AT BN AR T IR B A FE S 6 o AR5 B 8L A B 7~ 151 L B o
A

6 MEREFIAZER

6.1 ERERIARIHL

6. 1.1 SEU S RSIm R 44 T A I P A IR Py I AGrIU RS P RIS P TR SE BEAT PERERIN . TT I
I S 06 5 B AR A D AT — IR RETA

6.1.2 AEATATRERZ I PR 4240 557 20 I A DA PP Ak BE I A ZE T, A ZE R . kRl B e
SIS AR AR . MRS AR AR ARG L, N AEAS IR i B R A AT HEAT PR RERA A -

6.2 MEEEFIAREARESK
6.2.1 TMEEEMIAMEARSKIR

F I LU SRk B H T I PR 42 0 S5 7 2L I e A%k BE R A O AR -

a)  PERERRIAREAR T AL LS AE IR FEAS o SR B RAEA N A R A5 S LT iR i A i Bl BIR
PSR % AT ML A AT VA B A A E BETH AL I PRSI FH 34 B0 5 VA AR 3 5

b)  BRIGPRAEASL, TERER AR AT {3 P AL E R P A5 IO ANL 20 =05 5 5 f, B SAS IR PR 7
R G I R JC SR IR B8 = 3, ST IF I, AN A Bt i) i 7 (R (R 5 =5 B 5 W)
Ji. 27 Mg ) MREE, HARAIE.

6.2.2 {HEEMIIAMEARTNZE

F T I PR 4= 40 S 400 5 PR BE A DA R AR R A5 AR 25K

a) PEREFIAREARI &SP IS8 M RE A B S B 228 i sl R B A 2 W BH PR A
SHEFPI S TG AT SH PG B MIEH 225 5 (WINAL28T8 M —5) , A%
A AR B SR, A AESN T AR A S O S 25

b)  FHEZE it sl R B A 12 W BE A A B, A S5 SR PR 78 8 1 3 i 3 15 7 W e ¥
P AR R

o) HFEAL R BITEREPRIL IR R RN E0R B EOR AL s> 100 A, e 2 A RN E5
SIGUE BB ARHE T PRI U, FEBk H 17 s _EIEEOR AL 5 25 i mm AR A . PRI 2
fr VB R T A Ytk HOEAT A 0 S AN RN AR A

6.3 MEEFIAMTEMAEK
6.3.1 ERRMITM
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RSP H S5 B/ 1VR . R A0 S BTS2 S EG RFEAR 2 /D58, BHE S5 8l R A 2
G FRAR R R, LS B R R A BB OR /D T 10R CGEAEER 6. 2) o PERERIIAREA T
FA R A AR FE b A TR, A MVl SR SR A

a) P SEURIAT A TR IA B IUFE 7 1 o FE b s

b) BEFINISHE M. SNV REJE =98%, SNV Kifi#=95%; InDel #RBJ¥ =>84%, InDel FEffi% =

74%;
c)  FAYESE SR BAPEAR S ARt BE PR AR S D ) 3 T 10 B S 7 AR U R P 7 AR S SR
d) KA HYES S BUIGRAEAS, 30 UET AL i b 4R TE B AR G H

6.3.2 EEMTME WRRZEM

IR SH T H 275 5 2 /0 LRl BHE S5 sl RAE A 22 /b2, fitik N B PR = IR, A i RN

a)  FSLISIATTINIA B IR B R 3 FR b

b) A SNV J% InDel #HiZE B4 158, HE—S Ik EE AR EETEN S, %S5
KT 90%.

6.3.3 EIMIFEE GitEfREM)

RIS % 5|2 /D 1R FIYES % BisIRIREEAR 2 /028, 2 =N ILRBHMTE S &%, AE
KA

a) SR IRTTE Rk BAS IRE I R 2 TR A

b)  HPTE SNV K InDel #Hiah B 1 L8R, HHE B A N EIIE RN S5, 2S5
KT 90%.

E1 —BUEEbELE

C¥E: R R2 RIR3 735N [A 2% i) 8 A EEAS PR A i . —Fhkifi=g/ (atbtctdtetf+g) X
100%, BIAZ 8RR LA S 4.

6.3.4 ZHERHFE
ERAPE PR, B PR VP Al A I EAS Y A4, TIHZ 206 = iR WES K I I FE M FLA2 PP rT itk e e

REA s o
6.3.5 &L
W BEM AN G, NHEE S8 S AT iR, B IERINFE 7 )5 ST BE AT ME e A

7 EABHEEX

7.1 EAREEHI S EARIEmIEE

SEIG NN E N AR, eI R . =N RIS HEER A 5 =07 255 Sl R
BRI W RH AR AR, SRR A — [RIBEAT SCRE AL % S S ) IR AR I 5256 5 T o =5 A s i &2 /D
WG —FSE TINS5 50— R RS . YRR 2% @ e — T —CE e, L
AERIA6. 2. 2,

7.2 ERRIEFEEX

7.2.1 HRIFE



T/SZAS 90—2024

FEWNRIESE T SRR — AT SO N G 8 i S fE . ARG ER N

a) A SEIGERAT A RLIA BT INFE e 10 T 4 e A

b) ZHFEHSE N SNV REUE =98%, SNV FE5HI% =95%; InDel RELE =>84%, InDel ¥5Hf% =
74%;

c)  UERAAS B S 2 B 1 A BEYE AT .

7.2.2 FEEMIEFEE

SH T H| B2 BT T S BN R T, 2. LI AR EDRIN, SN FIEAEK, N 526 7>
MR, BIERINFE )5 28T SE0 .
8 E[EREIFM

S % N 1 5 =) VR A BOR AN I, THRITEM S 5N BT E S S, anE A SRR A AT LR
M RE ST RAETES), i B EIU AL WSS, FEERIE] FE P [RAT 1) 3 S = bl 3%, JF
FESKIS SR R PR A R SIS SRR A ARG o MRS = 18] BT 45 SRVl S 06 = A vEE B 17
R U L P A It
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M & A
(R
e R =5 B F4E M 5 SE 36 FE S 2N
A1 cWES BRI

PL300 ngfyaEFE N NG, BEVCRFEREW . AMEIM =2 ml, W24 LECARE Mkt i =1
ml; P HLE =100 mgIARAG . R LAHZESRE; F/AKI =10 mL; FERHADNAEE =1 pg; HEHRT
>4%, FIMHE>3), BEANEHAE>S mm.

A2 23 E’/EE%*%I*E]J— /EE$=I‘-1|:| s ﬁ?—#

AR S E R T8 Y OB P 3 28 /0 A0 4 NI Bt P OB e R B B, DA R TN 4 SR
Yol o GetfRARPRE A i hg 1925 BN, He s AR AUIE FIMANERE A o NREAIR 408 P oL B 5 L
(A SR PE, 0T NSS4, dbSNP. gnomADZE, B X IRAN /AR (UIEXACZ W A4 FEEast
Asian) DAR SRS ST 5 SAEAKY B (A O M0 e e o O Bt e, N A /D BLARACMG R R HE A7 1)
ClinVar ATHGMD . & 7R K4 i i 13CA FHOMIM . T 25 2R #icdis e i UM 1 dNSFP, iU FiReve ME 5 &
USTMIESE

A3 HEHFEMRiEsEEE

SO PR T B ACHCAS AR IAETE . ClinGen 35128 SRS T 5 LRI S [EII PR S DR ALRL 22 2
SN S FI AL B, UL AE SR A Sk«

A4 RREMSEHE

ANFEI & ARDFERE T, RBEA S REAEZE S, 25 S250 % MAE I R A = L0 IE £ s
AR b, T 0L Ao i 7 R o A A T BRI AE

B T MGLFF &, 78 200 X M PR E R IR AL A WRE N : SNV A7 550057 PR B <40 X B} SNV 2B 5335
<40%; InDel 477 s il P9 ¥ <60 X BE InDel 4857 3& <45%; 4 T oA T 00 sl FRIR <40 X B4R 57 2 <<85%.

w2 T Tllumina WFFE, 78 60X WFFEHRE KSR RAL S B BURE N : AL SRR <35%s AR R E <10
X H GQ 1H (genotype quality) <<20; ZH&F B FALm RAF R <85%ERAFIRE <10 X H 6Q {8 (genotype quality)
<20,
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WJoE S SRS A B R
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