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ey 5 R SRR TR — AR F T (next-
generation sequencing technology ,NGS) K , fE—IKX
IATH L+ ELE J7 % DNA 5 RNA 43 F #1775
Mg, Zead 20 4R & €, NGS A il & |
A PR MERRSF 0 PR, gl R R
T & 2 U AT 5 00 T BROR B )32 38 o i B
F IR 41 SURE A ) DNA/RNA ) 0 3 2
ARSI AR A5 B840 R AR 5 B 2 S 2R
A TE SN IIE B PR 2 W IR YT AR 4 A
A IEYE . FEAEFE PR 2R, 78 NGS HIR Az |
R J S FH 4% ol A B = 22 7 5 DB BOR | T L2
R 7 K (single cell sequencing, SCS) | fi 1= 21 ffd
TP H AR FRARHLART DNA 3L 5 25 5 R (Pre-
implantation DNA methlation screening, PIMS) %5, &y
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FBE FIMEE R X FE 24 7E A7 A 74 3] (window of implanta-
tion, WOI) HH B 75 N AR M A7 204 DR 4R 41E 1
WOI RN RIF 5~ £ N IR TE 40 35 Fn 40 A 1
WH9E T RIF 5 505 1970 7 A AR LA R 75 N
B4 el — 24 L S TR B 0, R RIF 19 "5 A IR A 45
EALERAE T IR ARIAIR . XA T A
JELA RIF 95 2 RGBT, 38 % A2 B IR T AR Sh
ZHAEEE XL,

1.2 SEgR#ERr AR SR IE 5 A 4k R B vp &
VR AR G IR A 5 1) — > EE S PR 2 BRIl
VB PRI EEST KA T 5 A R JBE A o v i
BRGNP M I, Suryawanshi et al > 238
K B AR YRGS TE I AT 2R 14 341 AN
6 754 Y A2 RNA U, FH A 9015 B 40 A
1 50 116 Ak G5 R RS ) 32 B4 R Y HE R T R
JUBRRATERBE b VR 1) 15 58 FN A0 B 2 By S M o
PRI 1) 5 AR | it — 20 48 s 3 26 41 i A 16 28 gt 5 vp
X T AR L O R LA B B W R S5 114 A i AL 1)
YEH, Gillis-Buck et al* FIELAH T RNA 5058 %
ik B BB JH 1 FE ] (autoimmune regulator, Aire ) A9
AL AERE IR SZ AR T, B PR 2231 8] Aire 235
YIS FE S FEOS ML T AR P38, H ik iR Sk
Aire FIR AN T LARIP G )L 32 S s N A
KAZBRAY 520 R IE T —F DLRT AR B A 0 4EHp Bk
RGeS AL, He et al' i 1] SCS X L2350
7 v I RS FE 20 1Y B RRAE AN Y D PR I A2
PR % 2% (recurrent pregnancy loss, RPL) Y FA. 4f] fifg 4
Y2 SOULRIHE R 3 A R 47 20 B N, 208 17 16 B g
TS 200 AR O ZE RS, 8 7 1 N 2K 6 6 1) e 2 e E 0
I CDGSH 47 48k 2 ( CDGSH iron sulfur domain 2,
CISD2) FAML (43 PASO K 17 WK K A A5t 1
(cytochrome P450 family 17 subfamily A member 1,
CYP17A1) K2 5EACH R % MW F2 RPL, X
L6 R A AR A 1) i — 2D SRR AL T 5 1A
1.3 HEERFGMEXER AT 50 ke
AR FH OG5 5 40 "B N JBE S5 37 iF ( endometriosis,
EMs) FIZ 90§15 5 1E 55 5 IS TER S,
1.3.1 EMs EMs 248 78 W42 75 ol
BN S5 DA 1 AR IR, )
ARG RPN AP R EETBRIAE R F AR
LB 22 K0 H L . EMs B9 J5 R0 & HL I A
AR B BRIE SRR AV 221 PR o S S 2 B P e
Sk Rk 1T SCS 1y H 3 Ry B P RSEAE 1) 9F 5% T
RETBIOIE B, Shih et al'® FHEAZN [ RNA ¥ L

B 33 2R B 19 H 2800 ) ( menstrual
effluent, ME) B9 15 WK 221, 6135 EMs 5 T
ML DL S g VE EMs B3 7EXTRRZH G ME 40 &
BT —ASMURE A3 5 18 8 AR R A I B T
EMs 6l LA A X G O, i 2 i ME +
BN RN RG] e A EMs 118 Pk
SRR A B PR LA O i A T X ME 2565 53
Fristi ol EMs F1H: At A 5C A= 58 5 96 1 >k 87 112
W FIAIT 7 . Zhu et al'”! FHEAZH IS RNA 5
ARV AL H N TEALF 5 NIBERNEH 5 N
JEAE 53 WA SH A R | ¢ 30 O WA 3 S350 "5 AR (ec-
topic endometrium , ECE ) " [JL A £F 4 41 At | 5 20 e
DAL R 240 BRI 5 200 oL %) L 9 2 1 AR S 22 FE
ECE ™7, WUBCZF 2k 41 A 3 2 2 i 2T 25 41 i 2 LR 47
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21245 240 B A 20 A 1) B (R A AR T RE S s WLILEF
AEZ0 B R 40 0 B A B RT BB S EMs Bret ik
UM A BB RIGI T RS TER AR . X 28 A
B FHEE EMs BREE 2 W Prbs S AR T s,
1.3.2 % & 97 £ 22645 (polycystic ovary syndrome,
PCOS)  PCOS /& H &5 AL = AR 1, HAE
T — RN Y A 58 5 0, AL ARG A P U R 0 W
ZEL HESCR S W BG  18 E JC HE B N £ 4 O BLTE
Ao PCOS Jig (il ) 2 et SR A 1 R W gt A [H 32 %) -
COS A2, 52 WL Y g A8 /R B Ny PCOS 51 i 5=
RUFHSG, B PCOS 18 A6 5 52 2 N s AL 45 1 — 2
(E T R AR A, RO T 5 B R R A I R 3R
FIFHEAER, PCOS B JE K 2058 0 1 il 92 05 i 4%
AL T J7 ik, A PCOS 135t 1% B0 A% | 38 X 35t A% I
P SRR B TR ELVE P AR ek s SRk p-
COS TE ALY 2 4 2+ WF 5T AT BEHY i PCOS 12
WiFGIT I RE . Lu et al™ 4G GEO B 4 H (1
34 A DB 24H JEL ) 50 240 B I RS AT R 0L 400
T RE 43 B LA K #0835 BRI SR 7 24 W B O 1k, Rk R
PGR \SIRT1 Fl ADAMTSL fE v 22 B 5L
FEAe 249 DR B AR B R 4R 3 T AR G 25
RII JIR akE 2 2 R B 2 BBORI XA YT PCOS A
R, Harris et al”! Xt B4 5 200 H 0 7 450 30 Ak 2 4
M, PN B B4 i Hh 32 PCOS 520 R s A2 A JE 1A
4 PCOS W53 HLfI SR B 1737 DL A . 5200 B I
T A2 95 5 e 18) 3 —F- 3 A8 R 25 BT 1) 5 K T . g
LA 73 HE ST EO0 20 L S AR | 6 DR 3R A AR e P ]
R &% al TR PCOS A& AL AH 56 18 43 148
AE LA K67 T TR W AR R A5, HAE G URAH OG- A
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PRI SRR AR o 2401 LS IR IR R B R R T
AGON , WERGTE B 540 A A= 4 55 PR B0 ( zygotic
genome activation, ZGA) , AW o1k, B B A
PN (inner cell mass, ICM) 1% F: MR JZ ( tro-
phectoderm , TE ) 41 i BER , X — i f v &A= T Rl
UG SRS AL 224k TR & F R b RS
1) o S e 3 AR 2 o B R B S P R IR B Y Se T 2%
. AFHANM SR P K B A REAR i e Y
P BT ol 0 B DN R T S IR AR R AR R
AR NG & B R rh R A ) B A
.

2.1 HEAMBHESH (el A s A
TEPIHE P IR 07 UL &« MV Y “ A5 7 &A= F
WEPE“ IR A LR, FEREVE S T RIS R 280
FLAW R RN 5 A R A AL R T R AR sk ™
BT T o SR, FE Lk b B RE 40 3t
7 AT OP BE I B Ko A R IR AT &
Js /L | HAE A Lo Bl A5 rp B s> IR
B VRN 53 L R A B A M Y A KR B R O
LA BN % G A Ul DR s S Re=ss & N i 1
2 7 5 R AR AR B 1 AU RR R AR . RNA T
(RNA sequencing, RNA-seq) +&— F 3 T Il )7 () 7
2, T HARE 58 2 I T AN S 21, DRI B ST U8
BB TR S TR, Zhao et al'™ 38 i fil
LI RNA-seq, AP T A= 78 40 Jfd 1) % 53 4 ; Margo-
lin et al" ™3 1< feff FH 1L 2 RNA-seq A B T /NG F
KA SR R T AR S e S L sl 2
U A FE AN R e AR T o B AR, AR
Tt RNA-seq JovA A6 0 i A 40 M 2 T6] 1) 5 Jo 1
I HICHE A HE Al Al RO 5 v AF 58 R 0 8 240 i 2
A S PRI RNA-seq ( single cell RNA se-
quencing , scRNA-seq ) , 18 15 B I 7 43 F R 412 15 2] 5
AML KPR AT B R BRI S T BN 4t i A
A S AL 2T ) 2 B 20 ) ) ST seRNA-seq
T AL FA0 M S 25 FNZ2Lf% \mRNA AR 38 i 30 5
7 cDNA Fl cDNA §74817 - Lau et al'™' i@
it scRNA-seq BHE 50 BT 1T G o (AR G (A fR 2
[i] () 238 U 3R, AT L B S U 00 SR v e (e A 2

I 5 Niu et al ™ X ik /0N BRLUBUAS 53 4 6 B 240 i 7 S
AT scRNA-seq,, 1 U 7s 7730198040070 SR B B Y
T i Sk 4 1R ;"E‘\Z, scRNA-seq HE % ¥ B Hb iR
T 200 S P O LA B g 4 20 B R W S0 S o S8 S
2, AR 1O A B A LR o IR

2.2 MERREHERE TEMFLshYh, K E MWK IT
iy, Had B T A BB IR A T I AL i A GER
NEER - & F % - ( maternal-to-zygotic transition ,
MZT) . WAL G A AS HR 2 1 — 2H 28 1 AS
FIHC T DNA Y REAR A T B DA K B8 e 4 A R R
M, X — B 2 R R G w2 1
KBRS 2 ~3 RITHIEA 2 ~8 M4, kA
VI 258 AT 21 %) 2 53¢ 7 T A v O I Ji 2 DR A D0 g it
R IR T R 22 B0 O B 240 e R R ) ) I, i R 4
il MZT Bl i — 25 R &2 e, IR e 4 4
P TR s34k, A ICM # TE,

T 2 0 e R R G L0 R & AR e
RS T 72 W, Probst et al % scRNA-seq , &t
fetris bRt UG T A4S & s 1 7/ UG
J i A 1 IR 2 Jiasd 2 o v IR 2 0 9 IR 2 A
2RI 1 BRI 2 A Guazetta et al'™ i ]
scRNA-seq f&7~ 1 Il WIE it 7 rh 38 3l i b iR )2
(| AT R ) I a8 05 1 0 o o R =1
SRR A, BN P AT R AR S 2
(scM&T-seq) , 42— i HE M\ [A] — 4 Jifl K45 1 1 3R 18
FIVEAE DNA H /L% A9 4% R, Hernandez Mora et
al ) 38 3 2R ] Z 4% seM&T-seq TEA , & B 1 15:1H
IR T-HE P i DNA HREAL , e B AR FE AR K P
B, 7308 R LR SE4E 5 DNMTL #1 UHRF1 K35
IR Z BIAFAETEAR SN o el B e (IR RA AR $
A (high-throughput chromosome conformation capture
Hi-C) , FEIE LIRS AN IS X &, F U i
PR, 858 LW Bk A ek 4
0 PRl AR G 00 Jo 7 2 B L B b G &R, T 3R A
AP Gt € BT 45 T R A ELAE R, Col-
lombet et al">" 7 /IN UV IR HE A AT A6 2 2 oy, £
Hi-C 23] 7B SRAE R 20 (4246 X g @ik ) A
HAEM, BAG T HA S AL R R ORI  FibR
ICHY G OAREEHY  TF 4878 T 32K 5 R B g 0 B 45 14
5B H3 7R IR A 27 A FF LAk 55 A L A R
SHEE RIS, XL R IIE, Rk F IR
b YR DN A S5 R AR R R A A E AR S 2R Bh A

MTAESR , FRL20H R 4 0 7 A AR A 3R 0
PSSR )2z R R 7 1 X IR IR & YR
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WL3E e T R X BR A, SR, 6 A [] ) 35 PR 2 A0
UnAa 1 E 2 AR AT SR R R B 0 B AR 14 R ik
JEGIE T XL S A BTG A 7 AR A R
R DA 2 20 A 9 4 I 45 O T 5, O HL 3B D) 5 2 ik —
A BT FEA A 7R HVRAE (9 70 T-HIL

3 FERWE AL EN TS0
7

PR ) R AR i35t 1% 2% 45 I ( preimplantation
genetic testing, PGT) Y & J€ 5 NGS B B AHX, PGT
ST 3 AN B, — B B < R IR AR AR 5
f&2£01 45 ( preimplantation genetic screening, PGS) ",
B LL 9 S A7 4% 28 (fluorescence in situ hybridiza-
tion, FISH) $¢ AR 2 3, %2 X et (Rl B A5 14 1Y
Koy, AREATIN 13 18 21 I e & (A TLAR e £ 14
A4, ToHk SR DL 452 55 (copy number
variation, CNVs) , {HE 455 I T PGT-SR &2 A4 7=
K B EEME S LRSI, PGT FIEE — I BESURR M 4
Yu e A 5 Ay ( comprehensive chromesome screening,
CCS), T %A A £ AR S B AL A A s HeR
( comparative genome hybridization, CGH) , X Fj £ A
AR T 25— B Be iy FISH S 156, 4G I Ay 3 16 B, DA
DHEOLFY B T 2 g G R H, 5 =B NGS
HORUEA: T55 — BB, B W BN PGT 1Y 3 A £,
Ao LAk HET NGS KR i F T AN [ N 37 5
(1) PGT HAR , TEHH I PGT Sy oK K W3 Ny iE i e 1 22
e A 7] R 7 T, R 3 e A I 34
3.1 X £l PGT-A ( non-invasive preimplantation
genetic testing for aneuploidy ,niPGT-A) niPGT-A
BORFARUEE T 2016 4F B2 —Fhi i A i 55
FrBEH Y DNA SRR AT IR iR 1 G4 €0 4 5 7 7 A6 0
M TCEIRTIH AR B A% 57 SR JZ (trophectoderm,
TE) 55 P 4 AR 2 35 57 5L 1 DNA 347 w4 i
ik 4 BE PR A A B R N g 3 I O B i SR
BIMNIRJZ AN P 40 L AT ) e R e f Y SR R i
Wt TE WEAH AR G, niPGT-A J&—Fh GO AGI £7
A BEAR T BRI A Jif 28 1B 0 T SRR A 3R T R 1)
AJREYE, [RIET, Xu et al ™! (A 5E KW, niPGT-A
A BB SN 16% BTSN 1. 8% | 1fi TE i
B A Rk G (AR I R, T 1k 5 42 S i P 240 i 141 1
RIALE R, It 51558 PGT-A HLER, niPGT-A #£
B BRI S A2 W335 D7 TR L R #
3.2 PIMS AR PIMS & —Fl kT R Wit 14 2 1)
RN AR 33 bR AR 3 S S A 00 s i - i) Y Ak

A, X R 5 B PR A A G, T LASON 22 L RE TS
IR s A= ol T 4 5 A1 20 XU 66 D he )
WRRG SR Z T 3 ~ 5 A 4l SRR K R
20 B4k, 0 B CNV 42 Jm -1 387 T L AR K F
Gao et al ™ YRI5 E W], DNA FI AL KSEAE 0. 25 ~
0.27 Z IR RAGHG = R BE . H PIMS $0R 5
PGT HAR RS AT A 25 5, i A5 IR iR A AT
PR A RIS B, DA T 2 g VS IS ol AR R 2l % ol 3
RIF [ YIRS R

3.3 £=EEFEHNF (whole genome sequencing,
WGS) AR WGS H T imi i I 2 F 5 % A A
() A AR A AT 42 PR A e, - AE SR EOREAA
KN B AT AE YR BT, AT AT AZ AR DNA ZKF 9
ARAR S A O BN R B0 S o FE I WE5E K
FostAE LRIt B BAE B S HIASCREAIRG Ayl
Bl il WGS AT AT SE Y S EE DR Y IR iR A A
HIj 38t 1% 2% K M ( preimplantation genetic testing for
monogenic gene diseases, PGT-M)  He A% H 7%
B VR i HEL A T 38 A% 24 K6 I ( preimplantation genetic
testing for aneuploidy, PGT-A ) 1454 5 HE 1 IR fRAE
B8 A% 27 K6 ] ( preimplantation genetic testing for
chromosomal structural rearrangement, PGT-SR), 5
E5E 0 PGT J7 kA EL, WGS 7 ik HAT LA F 3. @
S I 2 BSR4 . WGS J7 3k 1T LR 4 3k R 4
T P A RS B A3 B, AT ARSI 2 T 2 st A8 5
@ TSP GBE 5L - WGS J7 i 7] LLiEFT PGT-M
BB AT, T BN R BE A S5 I8 T
MR 2k, @ Li G4k PGT J5ik: WGS ik L
[Flf 4T PGT-M PGT-A 1 PGT-SR, #2141 f)
liiNispuid sy Rl P (SRR Ui Rr N BV SRSy L T
JRCER R SE A, HE AT RE T TR I A5 B S i
RIS I =R IR A PR

3.4 HENBEERGEEZES S ( preimplantation
genetic haplotyping, PGH) #{ K PGH i#i jid Kl 5
BUR R AL T I OC Y L AR, YU 5 XURG: B
PRBYIRIG , I 28t B A KU S B A B IR iG . 2T
RA W% ( polymerase chain reaction, PCR) f5E
7] 2 AL KGN 45 5 J Ef 3K 2 42 81 ( short tandem re-
peats, STRs) i 814341 H i H T PGT-M, [ &
NGS HiAR B & J& T NGS HARK I 5 H 3k P ok
75 B % B Y A% AT R 22 A5 E (single nucleotide
polymorphism, SNP) {37 s (9 J5 ¥ 3 i & Jé i >k | 12
7 PGH BE &, HT SNPs [0 2 BN R Z,
ORI T 5 b A% G2 9 PCR-STR B Jn v, H Rip
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NGS-SNP 2 s T £ Fh B 5L R 1) PGT, {HL ]
HTF PGT-M H A 2 b A R 8 i BB 34 TCAR A

4 BREVNFRARELEEEFSH PHIMNA

4.1 WEEFZERN  HREZ MR R
WH AT RIF B8, BP9 2 32 PE 51 (endometrial
receptivity array, ERA ) K, 33 J& — Ff 55 5 38 it
BB N L0 B, 5 AR SR A TAC-
seq FARDY I R BRI (7 P AR AL 8 A
R, T UM 17 ~ 19 d, REAREIZ S d JFHH
I SRS A N (B A 5 T RGBSR A2 1 K 3 %
420 mRNA 1 microRNA (¥ 537 4 A6 U i 25 A
AT TERR A AR S W 1 223k, PEAL A RS AE IR i 7% A8
b R e R PR DT RS AR S VR TG A A 1Y) S A P
[6] % ., Ruiz-Alonso et al ™ FUBFFE M | ik NGS
ARG TR EAALE G, 7T LA BT R 55 R
B SR R, DT 38 5 X A [] B8 28 1 N By
B b iR BAMAE R A H Y . AR ERA I
AT LA B R IG ) B AR AR 7 (B B 22 RIF 1Y
— P B D) RE S B FR B, A R ME— A S A
I ERA 30 AT BEXS T 18] 5 JU i # A i 2 i 2% i 11
RIE IR R BL 2 A T B, (B AN RE A Dk f
A RIF AL

4.2 MERRESEN T NGS $ORM T E MK
T O T DAy ot T ) 0 - A S % A FD RITF
AR RAE TR INE . TEMUEYRETRES
XU PR, 9 W IR B A
18] SRR AR AT RS AR IS |, 7 8 SR 5 N IR Y
FEWEY IFLIR s, 15 ST RN K
T A 1 10 el 5 L 12 s X IV S % A DA A TR
o 5 PR A T ARSI &1 155
8RB PRSP ) 200 R TR, A AT TR R L K A
MR ERE  KIDAT S5, X BETR R 5 4 KR BRI 4T
HREGSRAEAR G, R0 B, R A 2 L 2
A2 Erh K LR AT B -5 AR A S 6 25 A
K,

4.3 £ 5ME F N (whole exome sequencing,
WES) 8l WES JZ4& #1514k AR K 4 5L A
AME T IX I DNA A4 JF w8 5 5 AT i I
(LR 2H 3 A 7 v TEDE 9T it AL R 5 AR B B A 22
ORI R T EZAER] . WES AT LA T4
5B i 2 S, O HLE s T4
TR TG AR RSN S 2 I 7 (unexplained recurrent spon-
taneous abortion, URSA ) )35t 1% R BT @3t WES

FR AT RUL PS5 URSA FfiG LI I A0 56 B4 9 BE
AR, M FE e My FERL A 3 SO | IR 24 e 0o 24
FH AR A £ X IR YT . WES W] DLz I 5 Az 5 f
T e L s S 5 I 2 AT RERY SO JE N, i
1T WES 30808 , vT Ui R S 20 5 e Ag 1 2
PRIRALAR S, I A RS W B (AR Bl . ok e 5
U7 WES K, 38 7T LASE 7R AT RE R 5 AR 10
FEEA Ol PGT $2 K

5 #HiE

RS B B 2832 I T AR B2
PR A4 T TP Tl o 1 T
TH R AR A AR SRS AR
RIS 90 2 e i I A 4 51 1T SCS e 5
BB T R | P M P 48 7
BN BV 401 2 B A MU T A
R T T IR R P25 K L B % e i
75 T R 1 45 2800 R A AR 6
TR A 4 R B 5 0 0 7 o e 2 T b
HE MW (5B O IS S R R T,
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