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Abstract

The termination of an embryonic pregnancy at a gestational age of the less than 28 weeks, with a
fetal weight of less than 1000 g, and before the fetus reaches viability is known as a spontaneous
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abortion. The two main cytogenetic elements of spontaneous abortion are embryonic chromo-
somal variation, or anomalies in chromosomes quantity and structure, and couple chromosomal
variation. In embryos, chromosomal number abnormalities are found at a rate of almost 90%.
3.5% of spontaneous miscarriages or abortions of the embryos are significantly related to the
couple’s chromosomes. The field of genetics of miscarriage is becoming increasingly sophisticated
in clinical practice, from traditional karyotyping and fluorescent in situ hybridisation to the ap-
plication of cytogenetic methods such as high throughput sequencing. It is therefore important to
analyse advances in the genetics of spontaneous abortion, especially for the analysis of the etiolo-
gy of aborted fetuses and for the guidance of women of childbearing age in their next pregnancy.
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1. By

H AR TR 2 A 28 JH, BRJLIAE <1000 g, HAERG JLIERIAELERE 12 BT LA AHA 58 15 A 4
YRZ R[]0 1K AR ORI B8 0l R AOE « M G it TEFRE, KAH 15%~20% 10 o2 LA SR~ (2],
BREET S, WRA 2 K 2 UL EME R IR E L 1%~5% [3], Wz —Miotk—4rh
/DG it — R 4] W R N R S R AL, S (early spontaneous abortions) ¥ 12 J
RTZIEREER, 20 (516 R 80% [5]; 22U R BRAEAESE 12~27 BT 2 b iRk . Toil i r=,
o 200 Je R @A A RO B R RS A G045 o SRR SO P AR R R, ] DL 208 R R A fit
G R ER UL, DA L by T 0577 A SRt 7= 1) 2B R 38 A ) LA H A

E SR IR R RN i AR B AT BRAEAE A% e, DRI = AN se At s — R R I U, iR iE 2 &R
FHEAERRISER[6], RO BEMXKHEE. BRI, WSS MRE. NI sdr. B
BUHIRERS . TR R AN RIFEESE[6] [7] [8]. WRMG I Gy tifd i o 2 i = i i BB R 3R, U2 IR R
A, MESANEAR LT DA R AR, ARG ) LA i 2 75 J6 I B] 9 B0 B AE — 8 B AL BRI
5 By RE . AR TS T B B SR RE A A T B RO o TR B — T G A A T B R B
AR EERFZRZ —[9], WmEgG A BREA & 2E&M%SE, D ERREERK YT S8thRE
5 FERR R . Sl R BB AR ™ SE R R AR E AR I ZA IR AR R nT R 2 TR — R IR 1) T
MRE, B2 EBMESREMEERIT . B IR EAZAE M IC[10]. B3 E R R gL %
i R DA S LA DG M BRI B AT b, ADRS I T & BEE S R4, BRARTI R fals, Bk A s AL sk [ 55
BIEAERME . ARSCHUE R E AR P8 AL R T LR 2838
2. ERFatkRESERRT

B A R B SR = R AR AL R I8 4 R DR A SR TR AR T, IR IR etk S35 7E B SRS R J5 W i 5 8 0
WAL= R R A AN /AN 1] [12]. KZEWF AR, GEURF 0 8 R0 g ik 50 &tk
50%~60% [13] [14] [15] [16] [17], WEGRHIHA (22 12~27 B & e eis 173, Getiik s e it
GRS, BOE S N E IR =R ZEAAEGRIE 90% KBy, 1M 2544 578 (20 6% s 1) WA K
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WL, FEASESAL. BIAL. BRI S ALEE[18] [19] [20]. B —IHFREYI[21], # I F(CNV)
FE T ) o BT AR SRR 24854, 2978 2.7%.

R[22 NFFFT RN, etk a8 i EL A 50.0%, JEBAEAALI R 66.1%, 5155 AR I
TN 16-=48(27.1%), 45X (24.3%), 13-=4K(10.8%)F1 18-=1£(10.8%). Qin [23]%F H 2RI =L T40
LI AL 2 o3 AT R B, BRI AR 28R 48.9%, 5 Gtk = AR FI X GL oA B 1) 7 8 2240 3l 71.3% 1 7.3%
N, 38% N T, 24% R ER, HRWNEARFINUfEAR . Wu H ZE[24] AXT 505 AN FE A i &
DG AR S PRI FUA AL, W R = AR LR A IE & 02 29.7%, =R 5 EEIRAELE 164 22,
21, 15, 13 f19 S4uffk B[25]. w0, Getafi H = i) =R 820 f 66% [26])2 B ARG iR i
MRIEA, RERILE R R R AL, TR LT Qe R PR T S 2 R . etk = Ak R B
ST BT R G A 7 A AE FE A0 B R 9 8 23 2R DA AR G ) LA B ) 22 4y st e v (1 U ok % €8 AR V0
B, QAR BT — R 47 25848 2%, LL 16-=AR(Z0 1 24% [27])F1 22-=A4K(Z 15 2.7% [28)) & A H UL,
R 21-ZA 18- 13- AR R R Rk =R IR R B B A, TR AN A I AEE = A,
BRER X PEGL AR A4S, XORIAEIE AR T8 e Bk =, (AR mIA 50%. R —2% X Qe taih(2/3)
K HEBEE29]0 TR, TR EARII RN S, BIHE DIECE % (CNVs), 2 FERIG K & LR .
FUHA -« BAE ) L H AR e A B e o (1 SR IR [30]. CNV S ARFEAR (k35 B A T L1 (>50 bp) BIIE AR AL A ZE (1)
BRI A48 VB 5 [31]. 8 A4S [3214E 93 BIA = WIREA AT HY 23 4611(24.73%) Je i 45 LR 57, 5
B R R R LA E, B B A 1.52 Mb/20.42 Mb, B8 F 74354 0.4 Mb/5.4 Mb/33.3 Mb,
1 B [FB A 34.32 Mb [ HN 99.48 Mb [ H 5 . R, et ik i o2 S BURAG BRI R R 2 —,
KW, ARG AT = AR R — P SR I

3. REWNFREURE

RFERT7 g k5 WAGIE TR AR SR L g R E, Rl AR, Hh gtk
BN N 2 A MR AR S i Ol

3.1. REFEHFESERR

BRI, 2 3.5%MARARTSE B 20 E SR SR ) LA BER I G AR 1)~ 2y 7 8087 R 5 v A W S 5Bk
PE[33]. PZRARFRIVRA IR (MR g, AR S BTINAT E Qe R RO Rtk By . B8 B, T4
S E AW NG5S, TER 18 NE T e IR W AT S A i F IR 118, Rl
=ik AR S =R A S ARIEF R E . RIEW K ARG T HREFE AR BAA2[34].
SKIR351ENEIL, V5 5 LR BO KA R A B A — e R, 1 SE /N 5y BOW 2 PR R A i
SRRGE B BIRSL . PRI AL, AR REAT 22 73R T S AL 5 — R 2, iR Rt A2 A IR,
AR N RREANEE R 2 A Z s, B AT AE T I A RE T 2 AP AR IE R IC 7, BEE b 32RS 58 iU B A4
WG T RARILER 2T T30 ARFRIRD A 5 (i1 & (R 1 2 26 LT e Ok K8,
RIT 2 26U Fath S gt R A gLt A B e 52k, IR Atk 2 e (o iR B F s, (BBt AR AE,
AL GERMME 1R, i PR 6 M7 IEW RS & 255 1/6, HAx 4 Moy =1kei ik,
T IEHI T4 G A, /2 Al K2 0] DR RUER NG, Hh T A =5 R 52 B s ko, =151k
PRRGAEIE T REMERCN, TS5 VR VR I8 T i 1 R sl A IR 15 B I fE (37

3.2. REFZTMESERRES
Gt ik 2 B MARLE FIVR G iR L [RIAFAE S5 M) L 5 CuRE L AN 06 7 S HE 8 T MELAR I BEAR 5, X
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A IEIE AR, B 1. 94 16 SY ik R g R (B4R X3 N, 9 S YL R (a4, D/G 4
YLt ARG AR DL J Y etk e (o 5T X A8 25381, H BTN inv(9)J/& —Leii ™. JEih . MiBE A AR
ZA e o [ SRAE R AR AR S e P G AR AR S 2R [39], L 32 ERE T i H e Qe ik AR 02, TR
TR G o e AR I AR IR R [40],  FeZO&E A= FIRIAAET. . R Y Jetafh 248 S Qe (il (X9 31 Y Guta
L 18 ‘SR, WSl F RS FIRY, Wk T DT U RTRIE . ANE RAEKIB S
E[41]. HARER, K Y GO BAAE— @ MBE 8,  FORS T 107 A R0 S 0 A I g 5 R i
BA—EMRR. BHEEZTFHRA AN FRRER ARG, Wi, BEHEFE. RIREE .
e FreEE42].

4. BIEFRMAR R R
Yt P 53 BULE FT DURE I AR R AT 6 L2 52 (FISH) I 27 B DNA PP 55 RRAR T
4.1. RBEZISH

et Az By o3t Bl o Qe AR RS . BRI T, R FE R AR R . &R
(55 R G S R R IR, A g AR H (n =1k, Bk, MG ORIk T 5~10
Mb fI 5L BN SRREE R 7 BORI R H[43]. Getoihn G5 Z BT RIS A RIfRSt, Has Rl
REEAEN AR “Ehrde” , RYE. FAKMB M /T2 K E 2N TR —, (HE & E AR A
BEAT ARG IR, Rl R RBAL, IEAFAEE TR BRI L AR BRI TUAC S UK [44] [45]

4.2. RRBENIZIZ(FISH)

PCIEAL ZAE(FISH) & — Rl 45 & T /0 AV ZE RIS AL 22 R, BESS 10 B4 i 7 24 & A rh i)
AIR46] [47], JeHORXTAMMAZ I E, HeA TR, Rl BOE. AT, REUE SRR, LR
FEA RS FR 2 48], (H HARAT S H X YR (13, 164 18, 21, 22, X. Y Yefuid)idtaTsail, HAREH
oy, ANRERI AR A g otk 8, HREEMIE CNVs RS BAR R R B, BHARERI
A SR T B G BRSO A &), 38 P REAFAE — 8 IR B M BB B PR I 45 SR [49] . LR
TR AR I J3 B PR 7 B ATTHE 11 AR I 4L 2 i R W 14 e

4.3. FI—HRMFHEARNGS)

BT IEER N — R FPINGS) B AR I BGE R 2, NGS FASIIA = 4 4L () Gtk R #5446 RT CNV
P 5 W R U PR RVRE SR [25] [50]0 38 DA 5 7 (CNV-seq) & — Pl 20 HE 2R o AR AR ARG ) e ¢4
WSR2, @ AEYE BT, R NGS HAS 5o 7= 2 2 B DNA 5 R 23k 47 3R Tl
¥, 35 NREERHARISH T HIHATICER, WiAIIEE A G & BAEER NS R (CNV) [51]. (FFAREY
Wit 2E e E) F 2019 R F T CNV-seq TP RIZWIII L R IR, VEUIAE T FLilf AR 2SO S A8
[25], MAEARTC AT IR TR B~ 42 DNA BLEREG Al R I e o A4 A B 5 (Wu H Z5[24] A
L CNV-seq Kl T 505 NREAHHAGE =, R =R FERAELE 164 22, 21, 15, 13, 9 S
A b, T 16 AR BOER R =AY 25]). CNV., JetafkrBr > 100 kb B R FITRE S o]
R AR 57, Wik A A A HE AT IE 20% K UL b (F2 & EAE[S2]F F R I 186 51 A SR = a6 151
NIRAEAR, UEB] T CNV-seq AR % G148 1 v BRUER M, Be A 200K H 20% A 44%) s LA I 43 #2634 0.1 Mb
[22], ZITERAARARE R, BIER S WE &, 2R, WA, i DNA FEARRE/DNER S, B
RE R RAN T AR G A B S T AN G SR A G ) JR PR, aE— DRI T U A R G A S PR M
D (HUEEARMAEEE—E A B TIEN RO P G0, SIS G R 25 S i AT R, = A5 &
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ZASRASRERN H s AN DR /N P B i) SR AR AN 1) i 2R B3 S ) 5 3011 B R DRt TR Al o SR, )
F CNV-seq 3 AT UGN 21117 5 37 W7 o b BB 26 M R 52 DA BUR 1 CNV IAEAE[53]. Yang [54]
J Hu [551% NI, # DHCE 5 (CNVs)TE N A TEAATE, HA G52 R 1B vOUS, (HA A
LHCEN CNVs 5 AREMA K Liang SF[SOI0T AR, 2 CNV SR RIE S| —E B, BRI BHE
R RAME, AR HHERKRIE S| —E BN, SRR R R RER B, e I ImPRAEIR . 72
it R S e rb v 30 W ALY K AR RN B0 P PRI EA% A5 B AT SRR S 18, I PRI A 35 30 RN 45 SR
FAERE AT AR 2 Ife DA I A= T I 1) = Lk R (52 35 [l IR 2 15 4% # V3 22 (ACMG, American College of Medical
Genetics and Genomics)f#T H M1 CNVs LRI & HARMRES, X CNVs 70 RAKHIERFAT T R4t
PIHEA, M T 5 CNVs 70 28F X HEE, JFHE 17X CNVs BUR S — I RG[57], DA IE
R CNVs [ ELfA 1 — Sk

5. RS RE

TP AL PR DA BT TSRS, MEGRIR RO R AR R e T — R, gt
PRTARE 51 73 Bt BR G A% IR R P BRI, SR T B PR JF IEB 4R 5 T AR B A B2
RE o Ui I B LA AR R AR LN 60%, FFBEE T DG I Bk, 2R, £ & =™
MR, Gt w RAE R LN 80%, FREAE PRI (M RIAE KT N . R ) Lot iR H AR (R 2
R AR SRR X K UG RO AR G AR (g AR IR BIGL. SR S RFERE
IS T B G AR T 5 L S B, TR R R0 2438 2 v 05 i o A N A K e 2 L o
B, ARG IR 2 AR S B PP T Lo SR, Fa BRI R 1A A% R o M i i 75 5 2O A
EHAR R L A R R AR S, TR B P R I Qe (R A8 S T S 000 E AR, B #R T AR
H ARG PRI R B ARt UMUK, LAZEY™ B SR R A e 5 AE 2.
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