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Comprehensive preimplantation genetic detection kits (Sequencing)
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2 FHTEMET]FH SEAE ettt 1
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A ZEIBE oottt ettt ettt 2
R 57 N5 T 3
Bl AW oottt ettt ettt ettt 3
=4 =3 - ST 3
I SR V€ 1y Y P EA e <X ok | DT 3
5.4 A BRI A3 BT SURE BCRAR T 73 T TTF ] oo 3
LI X V5 <SPPI 3
5.6  PGT-Av PGT=SRy PGT-M B EIITF AR oottt ettt 3
5.7 R RS TR oottt ettt ettt 3
I e b < S OO 3
5.9  EE B AT TR oo ettt ettt it s re ittt 3
B TRIETTVE covrrerireennenseseflons . P T 0, .\ ............coorerininresseresisnsssesseressanns 4
B.L FFMMerrerrenn S A T PN B -\ ...............cccee s 4
6.2 EERE..onnfs. S . AT AR . \.................coooninirnee e, 4
(R €4 €W BTN LA e <t ok | IO O OO 4
6.4 AR 4r BULT s BRI A3 B B TTHE ] ot 4
6.5 ZEATIEERIILHTITZR oottt st st et ek st s ettt ee s eh e e et et st et en e s et et eneee et ene e 4
6.6  PGT—A. PGT—SR\ PGT-M B BT AR ooeiecieeeeeeeeese ettt s s iss st ss st 4
B.7 R R B T BT oo e it ese et atese st en st e s e e n e 4
6.8 SATAEBE AT E TR oo e es e e E ettt 4
B.9  H M B T T oo et e et ettt 4
A v L S 2 TP 4
8 AU L TBIIIIE T oottt ettt 4
T =TT 4
A . BT 4
8.3 T ettt ettt ettt ettt 5
B A (BERME) AR T — A AR VB2 T UL e 6
BEFETLIIR ettt ettt ettt ettt ettt 8
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ARSCAFHZIRGB/T 1. 1—2020 (hrdfb TAES ZE13055 : ARiEASCAFRI SR FIRR BRI ) R E S
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ARSCA H PO X AR BT LA 1
AR SA PR AT R RS DX A v 1 Bk B AL R AR P AN P A Bl B B A6 B0k SR A AR e 5 55 ) R
WO E B BRbRE, IR 2 E BIASHERS BT 6 EATHRERALE B

TR A IS A A B W REW B Ao AR I R ATH LR A AR = R DA E
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AR EEGREN: .
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FRRA RN R ISA% 25— PR A U BRI SEAE RGBT S, COBORGE 2 UM F T R SR 23R ]
AAE — YRS DN 5 Hh a2 Y 28 AN (R AR S S R gt A 2 e IR 388 S R LI AR RN - AT 7 R BEL T
BRI DRI AR Gt AR A (AR G (o A 5 A LRI Bl 1) H A R B A 2, LA S 25 A PR S PR A (AT R
IR S

H BTIESR R BTS2 — A I R R3] TR K, EZBOR AT R I 1577 G i ik
Z G [WhRiE, DRI, D9 7 RS AIHERE AR IR A0 A%~ — PR A A IR S e PR 5 R AR ST A
DU RATE R RN BT84 22— AP AT iR S R Bl . R O S BoR R Wi 55 ihR, MM
HEBIAR IS b RS HEAL L T ROV R AR = dd . AT NIRRT S WA O S SR B IR N 48 51
B 35T B A N KT






T/GBA XXX—XXXX

FERREARNZEEF—HHRNATIE CUFZE)
1 SEH

AR T IRRGHEN AT A% 27— AR A DGR . IR IR ANRE SC BORER L 187 i
PREEFE VI ke, BHAIEAESE.

AT A TR e U 02 R A U AL T R A 2 75 AR AE G R B A A L R B R S
H L GRS L HE DL R SR R B S5 A PR R RN AT — P PG iR G e B s, A 4
SERIAY 8 SRR BG4y, AT e R I e AR IR RN AT A% 22— RS IR S A
A BRI P Ty, H R U B E O el R R e A RE A T T e I
IEREAT AR L SRR 0 R IR AR AT e R AR . Ik R AR YR s iy F AR — 44
A I &

RS ANE T2 PRDES P i A B 100 Pk SRR R G, AN I T b A 58 PRI

2 MetsIRAxH

AN SCA A P 2 SR I S R S )P TR BRSO b AN T b () SR o e, 3 E R 51 A ST A
A2 E AR R B AR T A SR s AN F BRI g1 FHSCAE, HmFihRA CERETA MBS EH T4
A

GB/T 191 Bz Bl nirE

GB/T 29791. 2 PASMZIIEEST 25 IkiE R IE R (W) BE28 . Tl AARSME Wt H)

GB/T 30989—2014 =y i & % K 5 B AR AUAE

YY/T 1657—2019 AR AT G AR IR A5 ARt & Gl i)

3 ARIEFMEX

I ANARE AN E SOE T A
3.1

FERSTENBIREFRM preimplantation genetic testing

TEMEIEFEMEN B RERT, SRR AT iE 4G, 18 I B A ARSI R REAR A TR I, 066 J5 %
PatATBARAT S M, I IR AR A 1 G AR BRI RIR S, s BRI 3 6] PN A DL o A8 S BRS¢ B
BB MRTE T2V E N RN E S, RAET FRIEBAEREE A,
3.2

ERRTEENBIR B IAIERE (AN preimplantation genetic testing for aneuploidies

1F PR RGHE N B i 5t S BE 4T R i 22061 & G oA A0 1 e e AR HEATH I, AT 8 TR G 200 B 1) e £
A E R NG T e
3.3

FERRTEENBTEEEIREHFEN preimplantation genetic testing for monogenic diseases

TE R REAE N S5 i HX JVR 6 40 P %) 5 25 R B A o e o 2 PR A S 3R A TR, DT A 7 JVR S A4 B ) iz 33
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3.4
MRREEANBLEEEREHWEHKRN preimplantation genetic testing for structural
rearrangements
FERPGAELN B w0 VR NG 40 P ) G LR S5 R HEAT RN, DT 7 VR i 4 L P e AR 5 A B HEIR S
3.5
BXMBIEE effective reads
e 38 B PP T RS B e o g . Lt BRI R A (R ME— AL B, RRBE F T AT R 41 (reads)
.
A A ESEIR RN M FRAR, IMEER 1, 000, 000.
[RVF: YY/T 1657—2019, MEARHELAAT AL ARARREAE AR & GFZD 5 3. 2]
3.6
HEHEBER genome coverage
e BRI R A A R 7 i i DR ZH S P A B2 o 22 R DR A R A7) A B R B A
[RIF: YY/T 1657—2019, JEAAHENAT G AR AR B AR AR & GFZD 5 3.3]
3.7
MEFRE  depth of sequencing
AR AR A o Tl A A 00 221 P K
[RJR: GB/T 30989—2014 it &3 Kl FPBOR AR, ARIEME X3. 31]
3.8
ENHETR copy number variation
FERH A BRI B R B
SE: RSO RE  BOR/N AR R, IMbARZEL 000 000 Mgt (base) KM FBL.
[RiE: YY/T 1657—2019, MEARMEAHT GO AR RN & (M 5 3.4]
3.9
#RE1K mosaicism
—AMEE R, EATUR T B SR SR 2 A — B P A EC L AN R IR
[SK¥: T/GDPMAA 0007—2021, HeEufAiRe k=R 2i2 W 5ife &, 3. 10]
3.10
S EFERINZE  allelic dropout rate
BEXTRFEXTT A K2 7 7106 B N AR R R Al & s, FERRR 73 B ek, Hrh— AN S5 A BE PR R 1T R
B tH AL s EE .
3.1
BWEBEARBSBINLE  informative haplotyping loci
FERARTL P R ek, BEA RX 70 P R B Y Y BAAZ T IR 22 A 1T 5
3.12
BWEBEARBSBIFO  informative haplotyping window
FERARRL P R ehr, IMb YO R A A 20 B DL A S8 A R 4y B )R 7 1

4 YGEBgiE
ARG E T AT

PGT: WEAGHEN AT AL 2245 (preimplantation genetic testing)
PGT-A: FEAEHE N FT S AR AR RE 5 A M (preimplantation genetic testing for aneuploidies)
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PGT-M: R Jif 48 N B 5 2% [A] 158 4% 995 K ] (preimplantation genetic testing for monogenic
diseases)

PGT-SR: WEAGHE N HT SOk 45 /) B HEA Il (preimplantation genetic testing for structural
rearrangements)

CNV: # 1% 5% (copy number variation)

5 BAREXK

5.1 4R
VRS e, 4. S A SUNERE . S RFIPEN R, FRCSTEW, TR,
5.2 BERE

FSI [ 28 5 2 i Al 2 ik, RS SO AR S ARG LA 3 3.0%
1 ARSCAE PR BRREN AT S A 2 — AR AR S A 225 R LI A, [ XS i A SR A A
E2: EERBUTE RS S BRSO R IR R AN I 3. 0%

5.3 BHHIESMMEREAESFITH
XtF PGT-A 73#r, ME—LEXHT R E N AMET 1M, ZERALE 52 RN AMET 4%,
5.4 BHBEAFESBEM LAY RKESBE O

XFTPGT-MEB /T, EFEP_E R il IMbYE il 3 8228 /0 24 R AL 7p A R
X FPGT-SREW T, 743k PRI 4L 51 Vi B A AT RO R 2R 0 AR 2 111 o5 EE A 1-98%
e BROLT R, Bk, mEEEXAREERE LRI IMb A RSN, AR X R R 2 Rk R .

5.5 F{UERERIAER
Xt T PGT-M 8, PGT-SR EB /M, S84 32 A it A1 R N AN R 10%.
5.6 PGT-A. PGT-SR. PGT-M £ RFF& =R

KHE XS % S 228 TR, PGT-A R th 44 8 B 5 # 5T BOR/N KT 4Mb 113
DU S, PGT-M SEAS: 45 77 500 2L A A2 57t (1 B fA 2, PGT-SR S2A: H 485 7 e € (A 4 by EE HE 1) AR R
FIR KRS AT & R NLE F] 100%.

57 BMAKSERMNER

KHE RS RS S% i PGT-A &K S % Mt T Rill, 5 30%iik & B iR S AR FEA RS
H R NIE T 30%LA 1, AIXT T 70%ik A B R S R FEACAS R SIA 2] 60% LA .

5.8 ZFFEEMATFAR
K E XS b 27 i 1 = A 225 il A
59 EEMSERMNEER

A5 FH ) — RV B B K 528 S 5 A 25 i P ) B R M S S TN, = RSG5 SRR A R
A F100%.

N\
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6.1 I
ARG, HWKAESN, FIE@ReERTE 5. 1 EK.,
6.2 BFERE
Rl E R 258 i 2% 6, 3
6.3 BUBFEEMEFRBBEZEH
HEZRZH MBS %0, ZEARGN S U B TR, HE 25 R BT &5, 3K,
6.4 BYEREBSBEUSMBEY AR S EE O
AEZRZSHRBAS%E 5, REARKHIE A BT, HEss R2ERE 5. 4 ER,
6.5 FH(UEFERINZR
AEZRZSHRBAS%E 5, REARRFIE A BT, HEs R2ERFE 5.5 MER,
6.6 PGT-A, PGT-SR, PGT-M & RHFEE

HE %% e Z% M) PGT-A. PGT-SR. PGT-M S 4y, 5 HEA A &y i B k4T 40l ,
H e EFRAETB A 5.6 FIEK,

6.7 BMEKSERHEER

FE % 2% S sl M 22 5 A R A A
T IEDR

8 ZEUESERFER

ME X2 s 225 8 PR = A S 25 0, IR GG & U TR, HE s RE BT &
.8 IR,

9 EEMSERTEER
MEZXZ% 225 8 PR EE IS R, ZIRA GG & B TR, HEsREBr&

s
=
\

ELREGTTE 5. 2 ERK.

i, FEACKF G U BTN, AE SRR R

N
W

1

o

3=
W

1

o

5.9 K.

7 FREMERGRAS
RiFFEGB/T 29791, 2(1H5E

8 fi. SHMIF

8.1 B

BB AEIZ BURPRE AT A 6B/T 191HIE . WARAESNORER B REF, 2%, Joiltik, Tudi.

8.2 Ii&Hfi
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Mt & A
(FRME)
FEBRN BI— AL &M AR Ml &£ Fhift AR

[AFf ALY 1l AR

[#t5 ] SDU-YTH-202410

[HIRY otk (DNA FEASD

[ Hiz] A% E it 2958 5ER o N4 = R 52 HU ) DNA, A AT RGN R — &
TR E AR I PERE VAN, 0] 2 0 F T IR BE AN BT e AR E A5 AR (PGT-AD . e ti ik 4 i B 4
(PGT-SR). HIERE (PGT-M) WITEREPAT . &M ITVEF NEERHAT 1 (WGA) J5, A mEEE
W (NGS) Kl (. HAth oy vk =5 P & BATIE @& .

[ZH s Y 3t 30 /&, 25w/, M 7 B2 H4 DNA FEA (250pg/ul), 21 ERLIE
JEAPIFEA (20pg/ul), 2 AN (PBS). {5 LI 1.

& A1 RN — A UANEIAR S E R AR ER

FE A
L sk B B £ i
G

1 PSR I DNA 46, XX _

2 B R DNA 46, XX _

3 B4R NG DNA 46, XX _

4 BV DNA 46, XX _

5 BV DNA 46, XX _

6 FEALLHE A DNA +15 _

—4&A4k PGT/
7 s FEADLR A DNA +15 _
PGT-A

8 FEALLHE A DNA 415 _

9 FEAULE G DNA 191 _

10 FEALHE A DNA +11 _

11 FEF LG DNA chr13:g. 109370001 115070000del (5. TMb) CNV FEA
12 MU VR A DNA chrX:g. 35760001 41460000del (5. 7Mb) CNV FEA
13 FEF LG DNA chrX:g. 39960001 44010000del (4. 05Mb) CNV FEA
14 HEALL41 JE 1 DNA 46, XY B A3

— 444K PGT/ N ‘
15 RS i DNA 46, XX, t (4;12) (p12;¢23) B REE
PGT-SR
16 AU 40 JE I DNA 46, XY, t (4;12) (p12;¢23) B
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T A1 ERBREANRT— RN ARSE SmEEARER (40
FE . . s N, .
ISER A FEAZRAY FEffE R £t

P 5
17 —{&4k PGT/ AU 40 & Ifil DNA 46, XX §' il
18 PGTSR HEHLIE G DNA 46, XX, AT kA
19 FEALLA1 & Ifil DNA GJB2 (N\M_004004. 6) , c.299 300del 4+& SeiEE BESE
20 L) A1 JE I DNA GJB2 (NM_004004. 6) , c. 94C>T Z+4& SRR AR

—{A&1k PGT/
GJB2 (\M_004004. 6) , c. 299 300del
21 PGTM R4 i DNA GeiF %
Fc. 940>T HE G

22 FELIUUIE G DNA GJB2 (N\M_004004. 6) , c. 299 300del Ze& B REA
23 AU i DNA +(mosaic) (15) (30%) ; —(mosaic) (X) (70%) ®ERFEAE
24 ARG DNA +(mosaic) (14) (30%) ; —(mosaic) (X) (70%) WA REA
25 kAL PGT/ LR IG DNA +(mosaic) (15) (30%) : +(mosaic) (21) (70%) EREA
26 PGT=A HAIULERS DNA 69, XXY =&k
27 FEAULE iR DNA 199 _
28 ARG DNA +18 -
29 - 75 X HR Gl =papic] -
30 - 75 X R =D agic -

E: 2 MU SRS W G T AR .
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