ICS 07.080
CCS A40

Zi I N 7

T/ZGYCXH XXX—XXXX

STR & FriC SR ENF - RNZ B R R EEH F R iERE

Technical Guideline for Quality Control of Prenatal Diagnosis Samples Based on
STR Markers and High-Throughput Sequencing

HAED

el

(fiE3K 3

v20260430

XXXX - XX - XX K A7 XXXX - XX - XX SZii

_H.
H]
(e
At
bt
S
s
3












a3

il
El

il

1
2 FEHERIHSC: o

3 ARIEBHEN oo
4 RS MGEIEAE

SABHIEER
6 WAy FEMFNRA ..o
T FEARE. RIEFEEBH ...

BRI
L EESEIRAM IR
C2 FEARTIACEE SAZRRARH ...l
ORI
A BNV

BAHRMT
9.1 FEHUE RO TR ...
9.2 BEAE .o
9.3 HRG/FUNSRRIGERAE
9.4 RUPDMRMEERAE ... L
10 BREFEM .o
10. 1 IEDNAFEARMIER: ...t
10. 2 AR P ST EM B oy e ...
10.3 AP EIRSE ...
10.4 JEJLIFZ DNA EBAE) oo

B & A CGEREMED KRR EHGHS

oo

© Co OO o oo

T/SHSYCXH XXXX—2022

.............................................. 3



T/ZGYCXH XXX—XXXX

LW — .

Gl =

ASCAFHZIRGB/T 1.1—2020 (hnAEAL TAESI 251805 rEASCAF RS RALE TR RALE
L,
THE ARSI IS L T eI S B Ao ASSTIF B R AN A AR R & R 54T o
A E S A SRR IR
AR E AL BB R A RIER, mrE S NREER, H065 RBE, siME NRER
Be, MERTCghiRiER, LR BRI EA R A

AR L EEFN

II11
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5 =

FERTS W TR B AR gR 22 4% SEEUR AE L & (1M OB R R F7 By, HLAE RO AR ) LR 18 S IR R o
PRI AL 5 H AR R B 25 7 T A EEANE . B a0 H W P=ari2 W iz aB 58S T = srka il K%
L GBI SO R A A o Hor, K S BB IR E NG B AN TF B AR — 8 BIFE AT SRS,
T EARE MRS 4 (maternal cell contamination, MCC) . #AEILFE H 51 N 15 4 LA R IAEEDNATS
Yeif X ULyE YN]SR A BLINEDNATR N, 7 B R M A I 45 SR e 1 . BT RO, SEOKFEAHMCC
RARA] F1568%, HAEEFGY (MCC>5%) 7 HhZ124%. B L 8.0 A3 1) 0 it 2 K AR AT 7 g
FAEMCC. —HKAMCC, w2 WIS R ORI M. o, Fekor 7oK (gt spaegR)
DA SIEG I FE PR AR FEANTRVE A IRET RSSO, AT SSRGS AR, & O™ 5 I R S R .

HAl, IR s KA EHEBEELEFS (shorttandem repeat, STR) Al 2 J5 7k M BHAFIG ) LK IR
FEAS, HATMCCHIERM, HEBRAEAED S 06T R REFE AR, R EE, KIEZ RS EN. 8, &
R 7V IE AR G PR IR A, 4 STRAGIN 5 5 W 7R 2 AN (R e _E A7 AR S A JE RN UL EE R, TevkA 2L
B AR YE S “ FEATRIE 7 I 2 “BETF o TR AMNR” o BRI TP &4 IR LARYR 1 BSDNA (cfDNAD ,
AERNRINBGREAH TR F2R 7R 2001, T CME B S IGILIIZ IR, A 2080 R AR TR B 58
SRR AEFR R RS TS DL, SR MR FEAR F e DNA BV, & MISTRAZMIH R FTeikEH . REC
B FAIRE K A RS AL bR SRS MR AR AR AT R 55, H AT MR TE bR e 1938 T = sz
FEAYS G e 7 %

RTRAN FIR A E, AR SN T — BT RSN E I R AR STRAS I -5 £ s 40 M 77 % . 1% 71k I8
Tk v I R AR 0 b I3 A R 5 R LR VR CIDNA I STR B3, 7] SEHLSE Tk R E 55 ) LDNA H 4]
5, TR I W R A5 IR RIS, JEI 5 RHAR SR ) LA AR I STREE b 47 Ly, ml gk — 2D HERR
FEATRIEITREME . ZHEAR BRG] Pk, MR, mTaEssdr s, EEE et SR EsErE hm B4
wELH

ARSI 55, B AR B2 WTRE AR TS G B0 4 B 48 SR A BRI, $R A OCHAE 1)
FTEME S 25 R nTSEE, XTHES = A2 Wi 2R R @ R B A RNE .

111






T/ZGYGXH XXX—XXXX
STRIZfE#RIC =B ENF RIS HIHE AR R EITHI R RiERE

1 SEE

ARSCAFRRE T 7 A2 Wik A TS e o 22 il A8 BELEEOR | B0 L FEAT RG] BEACR AR L IRA7 538 %
AL TR o B 42 ] 45 K
ARG T B 2 AT U 3 7 B2 WRE A TS Qe 42 o

2 AetsImAxH

TS HISCAE A P R I S AR R T | R T RSO ST A AN AT A 2R R R i H IR 51 ST
A% H AR B R ASE F T A S s ANy H ARSI SO, Ha#hias CRIERTA P EH T4
A

GB/T 37223—2018 SRRV EHARMIE

GB/T 43642—2024 EBE% ARG H A E

GB/T 44393-2024 |7 %1 2 A& STREF o7 5 K] i 44 A

GA/T1972-2021 L EYEA I ATE

JIG 646 FEIR ARG & MR

YY/T 0657 P=H & OAL

3 REFMEX

ARG AE SCE A3
3.1

B REBFEESTR  Short tandem repeat
i 2 3 6 MEHRHAMRKIEZFI, |2 AL T AL FEE A . dA% 05 5 2 % H 7E A4 A
BRI BB A E, MR STR ZE RIS AL 2 1%

3.2

SEEMFEA  High-throughput sequencing technology
PR E AR 74 AR (Next generation sequencing), B X %R JT FIHEAT i BeAl . EHAR ST 1 S5 4k
B, SEHLIATRIELCE 739 DNA P51, fRoORFE s iE e, PRl s .

3.3

B4 )L EEDNA  Cell free fetal DNA
FAEBHAIEA I BG ) LR TR DNA, 322t i A 2 4R 4 i 4 77 2 A& AR I8 3% 2 N R T 7 A

3.4

B&JLifi#%5 DNA EEf5]  Cell-free fetal DNA fraction (FF)

ZA MEAEA R IR ) LORUR (K907 25 DNA (5 4 540 A liz 2 DNA BRIl Ji8H BLE 3 8RR .
3.5

)L M FAMERE  Fetus-specific allele
FEZ YA SN ML BSDNA A 1L U5 E I )L HLS SRS BRI RUAN [F] (1) S A R ]

3.6
IREFMERE Minority STR alleles
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X gDNA FEABHARFEATT e, F5 75 FORIEFEAS RIS JAFEA ) STR FEH A, X4 STREE
DR R AE JHl b o> R 28 /0 — AR5 GRE A A 5 LN BRI S L A, A Sk L i) 55 e Y B 43
HxK

4 FFSMYERETE

N HRF 5 R4 B 1 T AR A

STR: JEHBLEKE (short tandem repeat)

PCR: R &Mi#E =¥ (polymerase chain reaction)
gDNA: FLKZHDNA (genomic DNA)

cfDNA: JifZDNA (cell free DNA)

bp: BlIEX] (base pair)

Mb: JEFHT (megabyte)

FSA: Jif )Lt R (fetus-specific allele)

5 MRIEEX

NI (IR 7 L8 ST BRI AT AT A SRR KR E A2 ORI iy S 3R A5 28 3 (K 0 155 (7D
B JFOOATAE Cll T H AS L A AR BE AR EAT , SREUIR ) LAEMIREAS P T2 W (AT FE L2 3R A5
PRI W R R e AT

6 &%, FEMFNXF

—_

B &

1 PCR 1%

2 EIEEN A AR R 150 bp W

3 TG YRHRL L E B

4 300bp LA R/3#ER = 3bp MR F B Hr Al .

5 TREREAWES: 0.1 pL~10 pL, 20 uL~200 pL, 100 pL~1000 pL, £F& JIG 646 ER,
6 HARBEMEEONL: i = 600g, 546 YY/T 0657 HIE K.
7 ARMMIEEEE O #iE = 16000g, 74 YY/T 0657 HIEK,
8 HEE.LOHL: FE =2000g, 54 YY/T 0657 HIER.

9 INIEIRER.

10 RSB

M

A EEREEOE, AN 1.5mL. 2.0mL. 0.5mL. 0.2mL.
2 AR RS Ak, BiA% D 10uLy 200pL. 1mL.
51

TAL R K o

M3 cfDNA. M. 412 gDNA FEHURAF]

Z#H STR Y4514, w5 F A AN 78k 7 A1 i s 514 .
PCR MK »

alifb ek -

Ay Ot

AR A AR I Rk

[EIE QI UL U (I U U QI G G

o000 &0 00O 8 COOOOO0O0CO00 00 o

WWwwwwww W NN N

NOoO O ON -

7 HARK. KESEZH
7.1 BARE

2
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BEAR SN E MAFEASAE 12 228 J5 K4E, {8 5 2 DNA £ RIME, RER smL, i) LRIEFEAR (B
M K B WIBIERIRERE T LT RE, HArimiAf 400 n L, {1/ EDTA HistE . FK
PRAR 2mL, {RAF T oW d PR BB E . REBAHZZ) 1.5ecm X 3em X 3em Y 3-5mg, R THLUR
.
7.2 HAERESEE

25 DNA TR REFNTER (15 T~25 C) fR{FRIEH, FHFTE 96 h P TERINLIE 7 B
BRI 2 NI T 2 C~8 CORAF, MF KRN ET-70 CRULT, % Rk,
B NER T UK . BEASMNE M A MFEACSREE G RN T 2 'C~8 CLRAFANISH, JFFE 24 h 7 B I
AR gDNA; FK MR BIEARE G RARME A RAF R AE R L 2 'C~8 CIRAEMIS N,
I 2 A SE R gDNA 125, $ I gDNA R §-20 CLReF, KIIRAFEET-70 CRLLT,

8 HRIELR

PR AR (O P E S 36 = B 2 (B ML I R A B sie g = A BMER ) (RERR (2006) 735) , (=
SR PRI K AR B0 St = A B NED) (MR EUR (2010) 1945)

8.1 FELWRIFNTE

ErZe B, HL
BRI/ ¥k /4
%5 % i

l l

[ conagm ] [ opnARER

| l

( CIDNA/gDNAZE & ]
[ 2%5;@;@% ]
( i&ﬁﬁﬁiﬁﬁ/;ﬁé ]
( ﬂfﬂlﬁmur% )

E1 FEXKRER
8.2 MEATAIESZERIREL
8.2.1 X TRHASNE MAEA, {8 FRIECHE Z.0HL 1600g, 4°C, B0 KIMLE 10min, YEE HIGHER
B0 o AR S KR S B0 ML 16000g, 4°C, B0 LIEW 10min, W BRI EOE, 3k
IR . 53 B LI3EUE M MR RE A F T BE4 gDNA $2HL.
8.2.2 i cfDNA #REGKAFEE ImL MIEFEA, FR1F cfDNA. i gDNA FRHGAAFEHCR AL
MmAMEEAR (EFL2000 L) o FKFEA (A 2mL) B4 BREA (i 3~5mg) , 3Kf3 gDNA.
8.2.3 MW EYRNEXTFEIUY) cfDNA Fl gDNA FEARHEATEE. ImL MFEFEATRET cfDNA, 40
ul Yo, WREVEREITE 0.1~0.4ng/ L Z [8], KELE 4-16ng 2 [A]. 200 ul MIRFEASLEK] gDNA, &N
AMET 1 ng. 2mL £7K. 3-5mg ZREBAHSUREUL gDNA, SENAMET 200ng. 1§ FHRME LT
FEHLH) gDNA FEARAT AL FE R, 260/280 LLAEAE 1.8~2.0 Z[A], 260/230 7E 1.8~2.2 Z [,
8.3 ICEEHIE

8.3.1 MlHIZE 52 HE PCR MNKR 27uL R &R: STR 514, 3uL; PCR M, 9uL; gDNAX
uL, 7K, #h% 27ul) , gDNA #24fitE 20~200ng, cfDNA f2ififE =4ng.
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8.3.2 WH PCRFEFIHiglT (WA, 96°C, 3min; (96°C, 30s; 60°C, 4min) 22 cycles; ZKZEfH,
72°C, 4 min; KRS, 4°C, ©)

8.3.3 fiH4ifb Bk PCR P ¥sAT 44k .

8.3.4 L% “H L E PCR RMER (10puL /K FK: PCR RNK, SpL: HAKIEHSFFIKIGIY, 0.5
uL, 7K, 4.5uL) o BRMNARRIMAN BB aibE ek, EARNRES IR &0,

8.3.5 ¥ H PCR fEfFIFigtr (HidetE, 96°C, 3min; (96°C, 15s; 58°C, 15s; 72°C, 30s) Scycles;
é’gﬁ/ﬂzﬁ, 720C; Smin: 1&&%]?11%??7 4OC7 OO) °

8.3.6 PCR /=¥afift, ffiHA{LIIERNT PCR =t fr 41k, (FH 30 ul /KEEMIRTS DNA .

8.3.7 IR Y RIENS DNA SCEEATE &, SCEME = S0ng; LR v B il S B
FIEAT 250~300bp 2 [A], TEAH.

8.4 _LHLMF
A5 X 150 bp M FFRLHEATIN/F, gDNA SO 72 & 200 Mb, cfDNA /744 & 600 Mb.

9 BIESH
9.1 EEREANTRIBUNTE

- —

([ sms
| wmrm |
| mEme |-
| semasy |
_[ ILEEN |

1 /
( ngex | 8BRS ][ﬂm/im/gﬁ@m]\
[ﬁﬁ%ﬂéﬁ%%m]
B
[

h 4 A 4

\\I srxezae | | mawwEnz | {g%ﬁﬁ%%i]_//

2 FRBEAMTRER
9.2 HREET

9.2.1 {#iH FASTX-Toolkit 0.0.14 ¥ ff FASTQ-Quality-Filter T. 1., Z%i% -p 80 -q 20, 1 HERAK
JUE reads AFERINSEL, LFRKFE N bases.

9.2.2 M BEEREE: ] MISA BAFHEAT STR 08, R4 gDNA Fl cfDNA JLAa IR EE, H
cfDNA JUFVEE >500X, gDNA JMFIRE >100X, GiitHHSESEER LA A, A =250, 5

4
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LIS L INFE D = 5%.

9.2.3 ik cfDNA H FSA: Z2{ji# % DNA FEHAT St bEE, £ 90%, Mt JLELEI IR T 10%,
Pa b7 EE i, AT OB 2003 B DNA SR 3L K] 59y 3 B JE DR AR LA FE K], 32 B A4 i [A] R BR 44
SEATHEDN, TR BT R A VIR ) LS A OSSR 36, B FSA; 4Ft4E/> STR FEPR R, R 5Kk
BAERTFER (AR AT FEAHE N 0.02~0.15) [ STR K EE, AFEAE STR MRS TH0, HBxE
SRR S R A I B E A ZE £ 1 MNOEAIER, B R T ORI EZELT LRI B A FSA, X
LB FSA 1 STR JE [A B2l A7 R STR HE[RI P, A % STR KM HEIC N S, 865 1 4> FSA I
H 3% STR K JEHGC N ST, H15 2 > FSA M4 % STR R JEEic y S2, A8 3 NI LLE FSA A %L
STR FE A EE%ic v 83, M S=S1+S2+S3.

9.3 EBR/RIUIMARIIERHIE

9.3.1 ETRRHAE: B, FHAENBILEYEREE, W Rk E 00U T 1424007 25 DNA,
FA> STR JE[K HE [ FSA BURNHERE 14>, BI S2=0, M, iZIEHEATF & /R e e, B s2 A
P do B /R BHE e A A S R TR R 2, 1T ST ONFF A da B /R BHE e A i R R AN 2. W4 GB/T 37223—
2018 FORTHHEBRARHERIA 5 S, B < BBEERHEEUNT 0.00017H SZRFHERRSERRC R, 45 &S Bit #2 24
I 3 AL JE STR 2R R, BRAUEATR BL R EIE T 0, ¥ S2 M 27 =3 /E ARG )L
52RO R MK -

9.3.2 FEAIRIEHFIE: K207 DNA S50 LRIEFEAR (i F/KEGRE) BISER B T LhE:, AR
P& GB/T 43642—2024 ¥IWift )L O, “F/KELSRE) 5972 DNA IR JLE TS NE—AME, A AFE
=M, P N REATRE -

9.3.3 BRHEVSHLHE: EHRGILRIERA O, SFKEEEE) TR ESA LD, HraRES
o7 S R i 55 R A KL PR PR AT & A R A, I N RIS o DAREACRS AT S5 07 32 DR J3 (1A 00 e VR 2 o B i35
TS gLttt

9.3.4 HNEISHFIE: EHRR)LRIEREA (BFIL. F/KEET) FAEERESAERFE, HIRES% 5k
DR] JAE 5 REAS FE [R] A AFAE AN A T IR IRAE SR L, A N ANIRTS G0 DLARRR ) LA 8 DR S8 0 P VR B 5 B
RS Y]

9.4 RIINMPRBIERFIE

9.4.1 ZETRAHME: Hig L, XTRUINUA TFRZ2E%7 2 DNA, A4 STR JE K K FSA BB
20N, B, ZIE AR A TR e, B S3=0, S3 NARFE Tl Rt L e 8 1Y) A 3 IR AR,
1M S1 Al S2 NFFA Fafli R IAL e R L R H . ARYE GB/T 37223—2018 Xt HERRARE A 52 L, Bl
“BRIERFREUNT 0.00017 0 SZRFFERRSERE R, 45 & S2 Bl f2 24 B 3 AN LA B P & STR L [A] JER
RPUEREREULAEIE T 0, ¥ S3 AR RS =3 MENHIBRIG L5 Z21a 156 Tk R KRS .

9.4.2 FEARIREHE: KA R DNA 5 2 MG LRI (BFIL. 2EKEGED IR R85 53 7] 33t
THEE, MRAE GB/T 43642—2024 #IWifa )L OFfifL. “F/KERBE) 5 DNA G )L T RNE—4
W, AR — M, A N FEATRE -

9.4.3 BREVSYFE: A2 AMRJLRIEREA (B, FKERE) PREAMAEREEA IR E, Hr
A7 IR A0 3 PR PR 5 REAS R DR JRE 1 5 e PR B8 4% PS8 9 BRI Gl o DARE AR A S5 57 J AT 2 PO P 0 P
i EE TSRS S Ee

9.4.4 HNEVSHFE: 2 ARIURIEREA (BRI, FKEIEE) PIREAAERBEEAHERE, HIR
A R JRE 5 BRI DR A AE AN B 1 e (/R AR SO0, FIE ANIRTS G o DLARRR LA A7 2R R e
IR B 5 BT SRS G L Al

) LRIEAREA AR OB, 2% 558 R AREA TRV A € J7 ik N R TR -
*®1 FETRRMFERRENFIESE

KB EFSA FIRANEEFSA FIKELEFSA FIKAEEFSA
S2<3 AR FEA VR I / /
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S2>3 gy BLO+FE ARG / /
S3<3 / / JFR A AR FEA IR
S3>3 / / L gp LN ATR G
G/ [E 5 XA F R/ IR SR SO0 WA
S2: F 2 MRILEEF S AL FEH 1 STR A FEEY
S3: & 3 AR UL IR LR SR AT R ) STR FE R BE %

N JURVFREA LLE A 9, BRIR L MRS G E T72:00 R s
*2 HFE INEEREFIESE

K7 T b R 2
N B 25 (L 1 P 5 o TR P
18 Bl R T
N B 25 o A P 5 S R A
TR o R S

10 FREdEH

10.1 #CH4 DNAMEAHIEE

fEFEN ImL I FEATEIUL cfDNA | LA40 » LEEBARF 96, WETERITE0.1~0.4ng/ u LZ 8], A
il () S B K Trange #7IRE KT Ing/ul, N5 REAFAE gDNA 54, Wl IR FE LR Ik B e &
TEAE R BE gDNA 2571 BN IR AE AR BB g AT sl B0 40 35 BiE W, BREHERFE . e R AR ALSE
HUP) gDNA, HNK S 2 8 oK T 20ng.

10.2 ZRMFXEMRES T, T2

JR A B AN 3 SO, A FHAZ IR e BE T A A Ay BO AT 250~300bp 2 18], EHE AR
PO Gk E BRI SCE B RAMKT 50ng.

10.3 ZRNFBIERIFIE

gDNA FEA P93 1R B R AS/INF 100X, cfDNA P393 55 1R BE B AS/INF 500, 545 %% STR
B K RN S AS T 250 A

10.4  BRJLif%ES DNA L5
5 )LIFEDNALGI N, =5%, AR 5% MR, MNAEFE F—UCRHER 2D — R G 3R R .
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Mt X A
(R
RAREEHFGITER
P12 BIEKAE BT RAANSERE, 15 BIZFKHAERTRAE, BiF 27 IR R BMEARME
A RSE BRI LR SR A L R 28 > 1 (2L R L - 55 R an R -

RAN REEFEHGIHTER

FERITFS S SRR IR R K > 1 L [R] JEAL ) AR
1 265 21 5P
2 276 16 {5
3 265 21 Ao
4 273 13 5P
5 265 21 {5
6 278 10 L5
7 280 8 Ao
8 278 10 5P
9 265 21 5
10 280 8 {5
11 265 21 5P
12 250 20 5
13 256 0 XFF
14 265 0 XHF
15 266 0 XFF
16 270 0 XRF
17 269 0 R
18 261 0 XHF
19 250 0 YR
20 261 0 R
21 256 0 T
22 271 0 Y
23 260 0 YR
24 252 0 R
25 275 0 XHF
26 272 0 YR
27 271 0 X




