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Chromosome aneuploidy and copy number variation detection kit(high-throughput
sequencing)
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ASCAFRFE T Qe EARAR TG 1A S DR 9% LA A i oloRl & (i@ B i) G Ve L Rt
SIRISCHE . RERGE S, BRI B u i, O3smmmesr.

ARSCAFAE P AR FEE A 5t DR A el Bl Py it AT Bt MR AR B A 1 S DU A il o A S
38 ARG T i A S KA A AL 7 A SRR AR () e (AR AR B AR AR RN 75 DU R A5

ASCAEAIE TR A S R H A BRI ik IR 2 SE (SNP) Al ik Tl 51l
Fi SE BRI R AT e AR R B AS A AN 75 DRSO3 S ks I ARk 5 o AR ST AN IE 24 A PR SRR AR

2 MEMsIAxH

N HUSTA R P 2 8 SO R RRTEAE 5FH TATAA BRAS ST AR AN T 2D R 2k o e, v HHI 1 SO,
A2 H A R B AR E T AR SR AN H IR 51 A S, HEiAss CRFERTE M) &M T4
S

GB/T191 fudfific Elnbrd

GB/T 29791.1 fAAMZHTEEST Z bk HE RIS MBS (FRs) S5 Rif. & SCHEH 2K

GB/T 29791.2 fAAMSIWIERYT #IR HIERISREEMEE (ban) 2805y T ARSMZ AR

3 ARBMEX
NHIARIEANE SGE T A
3.1

R {AIEEE{K chromosomal aneuploidy

TR A (AR PR P b s in— &2 4, EARBEEREAME (26515 1
[RIE: YY/T 0870.2-2019, 3.1, H&ik]

3.2
¥UIHE R copy number variation

SEIRAH B R A P Bk R B R

Vs ASCHRH SR T BOK/M T BARIMb R, IMbFRZE1 000 000 bp K fif 1 1 Bt .
DR¥E: YY/T 1657-2019, 3.4]
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WA b FH DLAB AN [R) 358 45 2H R itk & BOTR A R LI
T A iR A AR AR Y R IE 3 20 5 Gt e O 400 R T 45 T B Y A P R 151K
[K¥E: YYIT 1657-2019, 3.5, H1&k]
3.4
RRELEFEESEZNF low-pass whole genome sequencing

— I A R R RS AN AR R TR A R AT BRI FE I P B T v, BT IR FEAE 10X BA R,
HLYE FEN0.AX F5X .

3.5
SIBEMF high-throughput gene sequencing

X T 5 SiSanger CRUBLARED T, BEWS —IRFFAT X K EAZIR 7 14T AT IR Z1 0 e I EeoR, 18
I 7 SO BE 7 HANMIG T L00Mb T 7 2508
[kiE: GB/T 30989-2014, 3.19]
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BYEIESE effective reads

FeE B A AR A B B B L xS R E R BN BRI B ME— B RE T T A
WK 3 (reads) B .

FEABRAE T A KO B ) B AL Sk FA M R, IM A8 #1000000

DR¥E: YYIT 1657-2019, 3.2]
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4.2 BYHIEES

Rl [ 58 22 iSRG Al 2 % i, A R B R AME T 2.5M.
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b) AR A A Bl P [ 5K BE M 22 s @ b i AL FHPE S 26, TEIRE 1 T 0 AR i TR
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FEEOE N UUES B0 EM T B S, HIWas R B &4 R,
5.2 BYHIEE

Kol 5K 22 AR A S % i, IS R B AF & 4,210 2K
5.3

a) AT 7R A DN ] A 1) e B AR A B A AR I SR BH I 2% R B bR R ML PR 22 i, B
REEHE 43 % @) TR,

b IR AR S AR Y B A 4 DO S5 [ SR B 1 23 B bR R A B 5 25 i, T
BRFE 4.3 % b) MER.
5.4 FrRM4
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FIE MR AT, FIRrg: REERS 45 % b) FER,
5.6 =EM

HEWMAEARER A E LSS E M 2D 3K, HMEERE R E 4.6 2K,

6 FREFMERIRAP
N IFEGBIT 29791211 5E -
7 BREmAaneE

7.1 %
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BT | HART AR HAXD | RE
1 |1-T2 47, XN, +2 DNA 15ng/uL
2 | 2-T3 47, XN, +3 DNA 15ng/uL
3 |3T4 47, XN, +4 DNA 15ng/uL
4 | 4-T5 47, XN, +5 DNA 15ng/uL
5 |5T6 47, XN, +6 DNA 15ng/pL
6 |6-T7 47, XN, +7 DNA 15ng/uL
7 | 7-T8 47, XN, +8 DNA 15ng/pL
8 |8T9 47, XN, +9 DNA 15ng/uL
9 |9-T10 47, XN, +10 DNA 15ng/uL
10 | 10-T11 47, XN, +11 DNA 15ng/uL
11 | 11-T12 47, XN, +12 DNA 15ng/uL
12 | 12-T13 47, XN, +13 DNA 15ng/uL
13 | 13-T14 47, XN, +14 DNA 15ng/uL
14 | 14-T15 47, XN, +15 DNA 15ng/uL
15 | 15-T16 47, XN, +16 DNA 15ng/uL
16 | 16-T17 47, XN, +17 DNA 15ng/uL
17 | 17-T18 47, XN, +18 DNA 15ng/uL
18 | 18-T20 47, XN, +20 DNA 15ng/uL
19 | 19-T21 47, XN, +21 DNA 15ng/uL
20 |20-T22 47, XN, +22 DNA 15ng/pL
21 | 21-X0 45, X DNA 15ng/uL
22 | 22-47, XXX 47, XXX DNA 15ng/pL
23 | 23-47, XXY 47, XXY DNA 15ng/uL
24 | 24-47, XYY 47, XYY DNA 15ng/uL
25 | 25-Jacobsen ZE & 1iE 46, XN;1123.3-g25(del,14.1Mb) DNA 15ng/uL
26 | 26-Cri du Chat &1L 46, XN;5p15.33-p13.3(del,33.1Mb) | DNA 15ng/uL
27 | 27-DiGeorge Zi A1 46, XN;22q11.21(del,2.5Mb) DNA 15ng/pL
28 | 28-PWS Zi &I 46, XN;15¢11.2-q13.1(del,6.2Mb) DNA 15ng/pL
29 | 29-Angleman ZE &1 46, XN;15911.2-q13.1(del,4.8Mb) DNA 15ng/uL
30 | 30-Smith-Magenis £E&1E | 46, XN; 17p12-p11.2(del,4.7Mb) DNA 15ng/uL
31 ?El'w'“'ams'Beuren wa 46, XN; 7q11.23(del,1.8Mb); DNA 15ng/uL
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32-Wolf-Hirschhorn %z & DNA
32 i 46, XN; 4p16.3-p15.2(del,25.9Mb) 15ng/uL
47, XXY; DNA
33 | 33-1p36 fH R LESAE ’ ’ 15ng/uL
36 BBt R Ert 1p36.33p36.22(del,11.0Mb) e
‘ 4931.3-935.2(del,37.9Mb); DNA
34 | 34-8p23.1 ZEAE 15ng/pL
p23.1 ERAE 8p23.3-p21.3(dup,21.0Mb); e
35 | 35-DiGorge i &1k 46,XN;22q11.21(del,2.9Mb); DNA 15ng/pL
36-Wolf-Hirschhorn %i& | 46, XN;4p16.3-p15.2(del,25.9Mb) DNA
36 15ng/uL
fiE 30%iix A 14 (30% fix&)
37-Jacobsen Zi4HE 30% | 1123.3-925(del,14.1Mb) (30% fix | DNA
37 | SR e ( ) (80% % 15ng/uL
QERLS =)
38-PWS £ & 1iE 30%itk4& | 46,XN;15q11.2-q13.1(del,6.2Mb DNA
33 =AMk 30% K & q q13.1( ) 15ng/uL
A& (30% fix&)
39-Angleman %z &4iE 30% | 46,XN;15q11.2-g13.1(del,4.8Mb DNA
39 | oY AL SO0 G11.2-913.1( ) 15ng/uL
QERLS (30% #xX%&)
» | 4T, XXY (30% i | DNA
40-1p36 ik R LG AIE | (30% -
40 " & );1p36.33-p36.22(del,11.0Mb) 15ng/pL
30%iik A ik
(30% fi%4E)
41 | A1-IEHAEA 1EH DNA 15ng/uL
42 | 42-IEHAEAS 1EH DNA 15ng/uL
43 | 43-IEFHAEA 1EH DNA 15ng/uL
Ve AT SBUBUR A BORHE A R vED 5 S0 BT 5 T 1 20 R S (RS AT T k. DB B0 Y A IR i
AT, DT A RO A 9 .
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[1] GBI/T 21415-2008 RSN ST 4540 A= HIAE it - (180 00 6 A v ot A4 1 0 S R AL 1 T 2 5
(1S017511:2003, IDT)

[2] GBIT 42062-2022 P&y #shl JRURS 4 #H0 B 7 a8 bl if R

[3] GB/T 29791.1-2013 &AM WIEE ST #8bl HIE R IRIEIIMEE (i) B8 ARG, & XAEH
LHBN

[4] YYIT 0466.1-2016 =y7astlk FH T By 88mibns . bRid AR ALE BIRES SBLEsr: @AER
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