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Abstract

Objective: To evaluate the application value of the novel domestic sequencing platform, the GenoLab
M DX gene sequencer, in clinical testing. Methods: From 2021 to 2023, a total of 4 chromosomally
abnormal embryos (with submicroscopic copy number variations [CNVs]) from 3 patients undergoing
assisted reproductive technology (ART) at our center, 132 early development-arrested embryos
from several IVF cycles, 20 peripheral blood samples, and 1 miscarriage sample were subjected to
chromosomal sequencing using the domestic GenoLab M DX sequencing platform. The platform’s
effectiveness in detecting CNVs was validated. Results: All four discarded embryos were essentially
detected with the expected small CNVs (2~3 Mb). Among the 132 early development-arrested em-
bryos, 127 were successfully sequenced, with a chromosomal abnormality rate of 74.8% (95/127).
Thirty-two embryos were found to be chromosomally normal. Chromosomal karyotype abnormal-
ities were also detected in some peripheral blood samples. Conclusion: The GenoLab M DX gene se-
quencer demonstrated ultra-high accuracy and timeliness in detecting chromosomal aneuploidy in
samples, achieving high clinical application value at a low cost.
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1. 5|15

WA BARGE P E R, CENRPIREIN SRR R R AT« Bk T IR i
SHEREIEAT . B ATIRAR AL A I A0 =AU 2L, SEBL TN “REAE” 2 “IRA” IEs.
I i B4 75 B A A B AE T BOR CIA B | 0 A, 7 AT PGT MR ECB RN [1]. 2810,
BLPGT I PR R FH BS54tk 11, EL A A D R I (B KT 80 K k) & B 25 ik o AR A1 4l
B ZESEME S A RS, Xt B AT I PR S5 2 7 s, AR A A R 1 — B A i
FrT-f5——GenoLab M DX JE[RUFPA,  Fe DM BAT B 32 R0IR 7 B e AR DL ™ 5 130 3¢
A FCEHINETEL AL ARFTH) H 2005 B e R GEH AT AL A I, A A/ T 14 R A R ]
e R IGFE DUECR S BRI T, A OISR 1%l 3 AL A AR SR B E I 4 NIRRT
HERRANECAS IVF JE H i 132 A1 & R B IR S AN AR A BN B BEAT Gl e, & R PP
2T B I R AR

2. FNETE
21. — N

M 2021~2023 2 T 2 B K — I B AT b O AT S BV AR THBOR B 22 i) 8, 1) J&RAIE: §) A
RGBS WA IE R A3 2 Mg A o anE RO . P B S (iR b e . Qe 0B B R
PR e AN Bl SRS R AR i) RN RTIB AR A0 & G RAIE: )RER™ . R E MR >38
B B R A B AR ORI B . 2) AR I RIS —3&, AFI0 PGT £R): i) &
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(CREEAREVE) FUE BB B BBE VRSO i) B B AT JC AT IR IR RN AT 8 A% S 2 I R4 1
s i) HEAE S B AR SR B DL, HAE B S HAE R R RO

FEARMY: 1) Getafhys VR R IER: AHT SRR 4 NEFIEARFEAR B 3 X R CNV 7
S 0AT PCT-M [, X 4 NRIRIIFESEHT I EIW B # 2 Wil i 1~4 Mb /s CNV. JoiEEAT
PRRRREAE, RS R SR IE BRI T AR, 2) B BRI : 18007 1% AR IR ARG 5
FER B AR ARENES) R 25 1k, Tok gk s KRG, @ K EAE 4~8 4R BL, 24BN
AEPATAR A JLKI R ARBEFCINN RN TR AR 3 R B IARAR, RIRRZEXUs et thdy Ik
i 3) AMEIML: THALAT IVE JE I 3 23 I SRR M kL

2.2 RS E

TSR NG 2537 2 40 RARE A (O 3B

1) #ERRERTIL: MLy 2 10 uL ZERRIIRE IR, IR AN 7.5 UL PVP TEMLH RI— % 5%, 264
Yo, B 5% 37°C CO K597 f .

2) BERRGAE: WOLEMIRIE W BT — A/ L.

3) Bkl K5OI T2 Holding. JiAu4l Biopsy 2&7E SR IEAC L, AN SRAL T [ — /K Pl L.

4) RIS R I B F N TGRS PR AE ML VSR R, FHOP [ e B . WIRRG, AR 3% 2 40 M
RLEAE 3 kb,

5) WOGHIBL N R 2 A0 SR A B, B 5~10 MU, FEAFEARRAEE

6) FRAUETRIZAIM B R TR, FTERET GBI R, IR B e\ BT
I £ 47 ) Accutase solution ¥A¥H, 37°CESf# 5~10 min, {518 SiE: TS, GZENRAN00IE %R O
&K, AT RTEASET SR AN, B RS RN E AR TG AT AL R B o AN 1k

7R R A T R 4E i AR O A, 7RG R PBS Rk 2~3 WX

8) LI 3~5 N IERANMIAN — MEA, FNBIREARLRAZE b, FEARTE ZLE BB R, WA PBS N
N EIREALRAFE 1 SRR 2.5 pl;

9) WA —MERR, RATREZ4r, WIfIFRRN ICM. TE, ASFEIMEIERbRICZE 68 B #i X 45 ok,
FEAE AT A T 96 FLAR I, 0 o5 38 G TR AL 5

10) FEARNBELT, FRMRAES5-20C N, FFFraREAREST, WA LA TiKizf.

3. R
3.1. CNV RE B HR IR

ARUATIMF 1~4 Mb /N CNV EFFIERAFEASK B 3 N EF I 4 NEIE, Hrp 2 MEFEW 2 NMEREH
[Flff) 22911.2 7 B [ 2.36 Mb Bk’5, % CNV Jy—EUK CNV. X 2 MR RER 6 MeAT, Bl
ANBEAR A R AR MBS B AT AR AL, oAt 5 ANREAERE S E] T HUE CNV. 7 2 MR IR
el F—AHEE, H/NCNV AT 12 542 018(q24.33-024.33). K/NK 258 Mb. SHUAT =, 12 MREAZE
A _EHERT LA B TN T 3 Mb 1/ CNV (5 1) Be4h, FRATTE H 3 Ml R TR & Bl—% X7 CNV
S IREE, RIEXT VIR ER IS, 57 AFREE, 2 AERT B, DU tkiEs, 5577 CNV
AR 17 5t fk p12g11.2 4t 4.84 Mb BURVERE R, 7B CNV RILRR, B3R E: &
77 CNV 7R 22 S fiik q11.21911.21 4t 2.6 Mb BURMEME S, L7 EE CNV ¥R WL B 55
X LRI AT AR BRG], FRAF A CNV K I IE 5 SRR AR, AT IR AR AR RS 1 G S IR AR S R
MR 530, B AR L AR S A0 I g Al e oK L B B R
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Table 1. The CNV sequencing results of the four chromosomally abnormal embryos
= 1 A MR EKR BRI CNV NFER

HAEH CNV £
11 XY +(12)(24.33-q24.33)(2.58Hb) itk 5 7T H A
1-2 XY ,+(12)(q24.33-024.33)(2.58Hb) #x & 1 #F A3
1-3 XY ,+(12)(q24.33-024.33)(2.58Hb) % & 7 # A
2-1 XY -(12)(24.33-24.33)(2.28Hb)(10.615)
2-2 XY,-(12)(q24.33-024.33)(2.28Hb)(11.488)
2-3 XY -(12)(q24.33-24.33)(2.18Mb)(11.168)
3-1 XX,-(22)(q11.21-q11.21)(2.36Hb)(11.677), £ AL AEFil A 8
3-2 XX,-(22)(ql1.21-q11.21)(2.36Hb)(10.699), % b H & k&
3-3 XX,-(22)(q11.21-q11.21)(2.36Hb) FT A4, 2 b HAR A T ik &
4-1 XX,-(22)(q11.21-q11.21)(2.36Hb)(11.118)
4-2 XX,-(22)(q11.21-q11.21)(2.36Hb)(11.118)
4-3 XX,-(22)(q11.21-q11.21)(2.36Hb)(10.971)

3.2. BHAL EMEFAVAER CNV &

SLUGAE T 132 MOF IR B BT ARRG, S 127 A4, e 32 MURRR G ik IE T, 95 MUKAG G
R (74.8%), Horb 83 H(83/95, 87.37%) It iR iR /R AFAE S ok &, k& HIIRIA A 7 KOG Gy (o fk
SR E R BOR/AN <10 Mb, 2 #UIRIE Gtk 78 BOR/ <4 Mb, 10 #4(10.53%) 1 i B 20 % (5 A ik
KRES, BH 2 MQEA%)MEIREG AR E 7R e RE7R TR K & B 5 4 R 8 H
SEHERT CNV S8 ARG o

3.3. BEMAFRATHR CNV £

IR 11 2tk 9 B BYEMAE & 1 Blmr=HE, Hep 14 NRERZRIES, 2 NROMRFIEiR
4y 71 4 NEAE 0.80~11.06 Mb AN[F] Fr Be K FE [ Qe (AR R/ E &, sz B =l 51 6 76 1~4 Mb H5
<1 Mb REFH5HEE.

4. 7Hig

AH T 2 PR AR GG UE GenoLab M DX ik RT3 A3 FRI ARSI 223 R s ik, e L e v PR A 1A A
IR, SRR RRAS R T A S IG RS N . AP G0 e F AR B R % I PGT B I R B FH (4% 4k,
TFRZF6E I EFH B AR PGT-A WA, @il PGT HARMIOE, BB ARG MIT
K, BE—BIEWGRPATHE . HAT, BRI AT 5 O I0TT A A B E 1 4 [ 3 — 7 B,
PAFH O ELIN E HAZ A 6000 4, B AE AT 8000 AN AR, Kk D a4 E A
PETF A RIS AR S DRI AR, PEAE AT e St e ks kgt — b4 m . R EDE S L
AR SRR IR R R 2K —, AR BE A R AR E BOR(PGT, RGN B8 A% 2 A ) 2 [A) 47 76 5 DR 5%
2, BEACREHAR AT DA R A BUE I R A% 2] BUATIN PGT-A HAR RIS & 35 32 0l 7

DOI: 10.12677/acm.2025.1541080 1469 Il PR 2 2 3t


https://doi.org/10.12677/acm.2025.1541080

1, B2 KT 4 Mbe A 0T IR (-7 6 58 S0l 72 1R 20 26 (1~4 Mb),  BEBE RO I3 Sk A2 )L
A SRR A 2, A B AR AR ) L AR R, e R ELAE R B DR A B R L, [FR
WAFT PCT BARKIE KT PGT H ARSI MRS, Brar—tm R MR AL, AR E
TEAZ AR ) [ st 7 o

NG K 7 B S0 Bh A TR R W R, T AR LA B TR MR R B 2R, B
PRI T 2. tehh, @RI CNV S48 7, AT DUNIG RS S8 HEmf (il fis 4% i . H arat
TN TR R B B I e 2 B RO IR AR R [3], P s 1) et fh . Gkl 5w (=
sy BRAR)EREE M R (A S A (IR & S BUR G R B BRA 1 E R 2 — . Bilhn, Getih kA DL
A3 5 (CNV) L EE 2 A3 DLECE o IR IR R B s s K. 2) JERIZRAR. R LR e S8 E R &
I [4]. Bhn, BRI AURKA BRI 20A R & N R AT IR & & PR B — AN EHE R . 3) #%5 T4
ZFF(CNV): CNV 2B R b KT 1 kb (1) DNA BB E R . Bk, dhABREIA, X EeAr 7] fE
SHEEF R ERM, MMEZmIG K E[5]. AW FUEE R A iR B R & B IR AT CNV i
W, Forh Qe ke i SR ik 74.8%, Son 7 RIIRAG K B I S Qe A H R & CNV = AR DG .

AP FEAE R IR 33 5 R R A0 7 01 & B IR TG 0304 3= A 2 4 MO RE AR 3047 PGT-A 0T ¥k
G AL, AR G MR B f R . iRk e R — MR R ROk R HIE, &
TRICRAE R — /NP, AEEPFPERF Rl L EAEEAL 5 EANE B Qe AR A B o I B[] ) e B A 1] B>
PET R =AM R, AT BERIE T A [F A8 AL R, 5 oSG Hh i D o dH ik . X PRI G Bk
ATLAER KA, T DL AN TR 3R 38 MR A SIS AR, Gy ik & m] LAy o Rk S 1A R R s
RAEAR[6]. [FIE KA AR [ — MAME AL R — A& F R A B A UL BN R 1 RS
PR FE [F]— N MR R AELE A BB S DL EAS TR 4E i &, 3 PR 7 10 48 1T B S SO e e A ik A AR 1 H B
AW TR A K & BRI (R IG HEAT I P 95 MUWRRAFAE Gtk S, b 87.37% /R A AE JL ik
e, B DWAE T QARG SRR B B UG, H RTa 7R I e ki & 0 G R & 152
BAETLAURN 3AAM: 1) KEBRER: KGRI B EREIRE gl 28800 55 Gtk i Fh2im
o ML R A WG (G 3 4 5 EE 20%~409%) F ] ik G S 28 (58 5% e (A ik ) (1) K B V8 REAEDO 4 1
PR B A REIRRG . SR, e AR A VR (o 4 L o LR 60%) R A ik A& 28 B (I 2 2k e e
SRR B RRRAR, Jirm R ARG RS R . 2) IRAG B RA ENLH: S A RIRTE R E
AR AT R AR A EALE, R R AT R R . N, R 4 AT R R AR K 25 A A
TR, SEEMARKE IR o X0 B IRM IENUHIE — @ R AR 7 oA 4 — ek & I in Ak
REBMERNME. 3) WERBES: AR EX PO W ZHEAEZESR. B, JGILRm. Ol
VB I P AP e AR I B BLS, B I AR E A 8% B D RE ARSI S ANAR ] o L BBy AT B ) YL ik
S BAERIAEERR ), T RV IR G IRIG AR SRR B o FEMRIMZHE T, kA IR AE ORI IR i A FE IR
IR G R ) A 2653 il ik T0%H0 90% [ 7] A5 I Fid ik bl A i R 20 2 A8 5385 v B2 R (aCGH, array compar-
ative genomic hybridization) 7> #1525 PRI AG .  31.6%0 MR A4, SR~ BIMEAG R A 2R
R FEUE AR I PIAE[8]. TR, Bt iR G IR AT, HATE N 2 AR L p 3
PURKH T A B ARG AT I 1A, AR Lk & R IG AT AR i 7E I R AR B

i 22 T A AR SRR PE, #7r CNV RTREAE 20 T W14 il Sl P R R A e . e
PEL ARBAZEAL S, NS SRS v ARG H S R PP ) CNV, A3 ORI Z () CNV 3 AR R I, A<
PR IS W AR FU B4 T B8 & RS . CNV 45 I T AR I K TAE R BE R — AN HE AL B —A
HMrio CNV MIBURTEHL T ELR G 2 TR RITH &, A CNV B/, ALE . WM H LR
HIIRRRINEE: HAEFTA R CNV S8 37 2T IR A M N AT 8 A% 2RI [9] o« %hT— L6 T B A 50 HL
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AT REXT JE A=A P E I ) CNV, PGT HJ BEAR LR EN T — LIl R B SCAR A B 00 A CNV,
B HEHT PGT FIREH PR X[10] [11], HESHINEE ORI X0 7 20 B8 K Rk
FORLLL S CNV 25 SRS G, B 2 B0 R B HARSC A EAT Y 78 9001 o Je ik 6o 3 35 BT 20 08 A 7 0 R 43
M1, 2D CNV T L B BOR M, I PR U SRR BE 78 20 DA o IXRE A RE BE HEAf 1
FIWT CNV IR IR R L, A B P AR A BT 2 UOR T T it AT S8 S M IR 45 T Im PR S, A i
e A E AR

M EEEARREN 28K, N KAEATEE TR THRE . ZHEAREITCE K ED UGB E
BRI A 128 = 4K, SEILT ANREA: B0 1Es R, I ANZSAES AN R R T B K TTER[12].
FRAT VAl By 2 B AT 7 K B B AR D I T R R 10 4, (HARRHVE, DR ERRECKHBIERE Y,
SR FRATIE X A 1) BERR W PGT-A RIAEM KA S e 55, FEMBHIER S mFh, wbH
H 3 AR S T IR RS, S5 A TR KAl B AR B T 4 I A7 ™ B AN ARFR . [, PGT-A
PER S AR B BRI OEAR Z —, B ATHR RS B & AT S R4 DL B0 A RIRIRII k. B
I, AHEFGN In RS, i PCT-A KK 73 #E % 4 Mb 2] 1 Mb, #—P¥ PGT-A HIARHE RE
RIE, SV EESSRIN, B2 PGT-A KT E AR, 5 4 it ) [ Py 4l B A2 B RTE-S5 1 R 52
MR, VISEost A JLH AR SR IG B K A2, $em B KB KBRS, BaFHhisE A K.

B
AL T B ANTF A T TSI SR (RS RF 5 Y, AERL I A 2R O I
S5 3k
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