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U U % 3% 20 I 9 0 (gestational trophoblastic disease,
GTD)J&—H AR i I AN S 5 S SO R B0 , A
7 % I 4T W% (molar pregnancy) M UL Uk % 77 40 At b 9
(gestational trophoblastic neoplasia, GTN)™ 443 i I8 {4/
I 452 7 0 0 S 46 A SR D) SO, PR R/
AN Y7L, KL A AR R, R I ARSI 4
WFRZ A K HLIR AR B (hydatidiform mole, HM)"™2) - %5 %4 i
g LI 3 2 b nl 4 o Y 28 0 58 4 M 4 IR (complete
hydatidiform mole, CHM) DA (partial
hydatidiform mole , PHM ) . BSR4 it /2 R0 , (H AT ik
J& 9 GTN B9 XU o CHM B A2 50 15%~20% , PHM 2
0.5%~5%""", 1£2020 WHO L PEAE I R G BV 53 25
K42 22 P45 %5 I (invasive hydatidiform mole ) 31 38 S uk;
AW FAT R AN E BB AR TR PR ATRE A2 T
iR , 9 5 98 SRR GTND

o B U B2 0 7 B B U 23 23 T R R 2 2L BBk v
B P 22 BATE A B 2 2% DA 2 2 0 R T o il
WFFEUESE R R 2256, 1 1 2 A L, Syl R 15 A= 3t
—EE R E NG AR UEAISTE R B TR B I PR S A= 7E
TR TSP B S A A 12 W AT T RO

1 BERNS %

W NG A3 CHM Al PHM WK, 76 20 i 15 4% 22
SR EA AR R RFIE
J00 1) R e S
111 CHM Ay¥e o i o R RIS, 58 4
PRI G 1T 43R - (1) ALY (AR X R 5 T A2 R 1 56 4 1
%4 1 (androgenetic CHM , AnCHM ) , Rk I I Y5 52 4
PRI NG o (2) ALY (0453 IR [ ACE FRESE (1 BUE K
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TR 58 4 P78 4 BB (biparental CHM, BiCHM)™“ ) AR5 %
K77 30, SO AnCHM #E— 2553 Ry ali -k A AR 2 4 1
TAEERETY . (1)90% 1) AnCHM A% (46, XX) , R EER
20 A% B R A oy et R 5 2 B TR T I 45 B 5 B
TR (23,X) 3205, ok RS FIOBHE Y T4 A B 52 B K
A TE T AYA (46, XX) . (2) 10% F9 AnCHM 4% 7 H (46, XY
546, XX) , F& H— P HR I S0 25 B 43 SR 2 A B ARG
F(23,XM23,Y) [F B RORS T 3248 111 5, B B4 & 1tk A%
PRAZTS l TR R G ARG SR TG SR AL T A5 B, PRt
AnCHM 1 4 A% rh Y G 1A BE R SR A0 Z U5, ARG f v
LRI DNA AT R BE Z R
1.1.2 PHM By (IR A% R 90% LA IRy =5 KA fehy
DL 2 (69, XXY ), HAh (69, XXX) (69, XYY) , iy
— B RLIE R A BB AR B T (23, X) Fl 24 BB A0S T- (23, X
M23,Y)3ZHG , okt — & RLUE# BAF AR BT (23, X) Fl—A4>
VI K 2 LB B0 UL ARG T (46, XY ) 245 1T B, B XU 322
K, P, PHM —EZ R4 OB 2k AR,
ELZUE I, 22 4% 0 A 1R 35 PH 2 5 30 CHM R PHM 2% 37
2 S A A TR IR SCHR AR T R R A A G
B BN B A p577 . PHLDA2 . IGF2. H19. CTNNA3.,
ASCL2/HASH2 %157
12 SRR BA G T 2020 WHO Lot BT R 40
YA T5325, 434 CHM FI PHM.,
1.2.1 CHM  KARTEZ K HLAR I, KRN, B
F B mm ZH om , FER) 5 R A% i Ee K by R - {H Bl iR
ARSI R 7/ I N WARZ I EXE N Ab: Sy N 11 N
FREE R A SR B ] TR i P v e gt T R i 55 P 1t 7
JRUST SR, R TR e R A 3k I, BT A 22 11
T CHM GRS & IR 1k, R oA 1 53558 i = 4B TG
A S 25 0], B8 T G0 (10 186 5 40 M 8 2 0K b 25 A B 8 i
V] 5 40 R 385 £ PSR R AR T A R P
122 PHM  KAK BAGHBAGEE 2N KRR, 4141
R LRGSR L418 . IR E R B R % ok E R
F 2 RYERE , KZARREAATS D AIEEUE A . 85
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AL UL 5398 B (ARG JORIK 0% | 906 58 AN BRI ¥4
FRYN M A FR R AR, L PR T A AR IR A, 55 T L)
J5 PN I VR I A5 R A PR AT AR 3 T DL JUR i A A
YUY 1

HEFE B DU« 4 0 G R PR IR A , 43 CHM A
PHM K2, CHM Ay J (/R A% Y 90% Sy IHE R R i) — A%
A, PHM B G2 (2 (A% 78 90% R RUE AR = f5 1A, 240972
T3 PR S B R A R A I A A TR 1) B R

2 EERMISE
2.1 IGRAEIRFVALE g FRAn g AL, /I A i AR E R
i P B i 2 (human chorionic gonadotropin, hCG ) J2& 5 B
2 G I R — R FRERAARAE A B . 45248 ) BRI 3
IS A H UL A I PR, 90% Y fE 3 T A7 BB i . oAt
FERAT 5 S W R AR R T FR AR T RE T
HESES UTARR R R 7 TR L Ik 1, 2808
NG E A AR BBk | DRI I A A 4 i A4 DR
ACAIE 2 R ol el AN ML A [ sf s ply 6 4 iR 4 i
il = BURRRAE , hCG THE AR B, IR IR 25 5 2 8UER
LW, B IRZIRA
22 WA
22,1 HFEKA BWAPHEE AL A GA,
B CHM A R : (1) FE IR R TAHR 22 8 . (2) TeiE ik
PN OISl (3) B I N TR AN iP5 R al ey
ARV RN FE S RUIR 4 16 A0 0 T AN L B SR ) Y5 SRR
PG R WG LT e 28k 55 9 T el 72 ol 4 Uk A5 T
PR A NG IR T RE . PHM 5 P4 1T L R 7K bR i e fre
SRR BRI RS KR L, IR LR G ) F
ol PHM 75 B OR BURL, 40 ey i R 349 5 14T e SR
G IRHE AR TSI 7, 25 5 W R 12 X S i ™ R 7
T o QA G A T AT U0 BB AR D AE LR X )
L3 Z2 Bk b e
222 I B-AHEBARPERRIE (B-hCO)ME  1EH
TR, 5265 50 25 R SR 5 1 TRAMNZ 37 40 BT 4R A il
SYUARCG . BEEEURIH BN, 13 hCG AT i e, 78
BB 2428 8~10 Jil iAW Rr2L 24 | ~ 2 JAS I3 hCG 7K
SR 2 JE BT TR R IR AT AR, i TR A
SRR A AT I KA hCG B TRANL , {445 1L 35 1 hCG
I3 8 TR 2 ] 4 1 8 A R AR, T FLZE 45746 8~10 8]
PR I hCG /KT B & F B B RAT RS B3 iR it
PRI I hCG 27820 75 U/LLL L, HAFS: AR, PHM NE
RAFHEAE ,hCG FH R AT A . hCG H o FlT B PE 4311 35
YL, Hor o M BE S TR G- WA P MR 3R (FSH) (B IAZE
A (LH) FHE R AR R (TSH) 1Y o SEFE A [R] , B 37 200
JERFSEA . PR, TR ILTE B-hCG BT HA R F- 1
2.3 YRS A YRS WS KA A IR B & bR
WENST IR A IR L A A 1 A SR
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. CHM ZH 4V . (1) AT B IR B IG JLZH 2
Ko () GBI (3) Wk VEBE TR AN M3 A o (4) FhAE R A7
PEFF AN M SRR RN S A SR . PHM B2 SRR -
(DA TG sl JLZH U A BLAEAE (I UESE , Qs JLIn A4S sl A
FZLT AR (2) Jr B 10 55 4 ML A L (3) 0 K/ Bk
PR B T S AR — o (4) 200 5L 00 35 %) 3 DURE A8 B i) ot A
LB S 1 905 35 A M B TR 1A o (5) AL A7 32 7 4 it 2 ) PR
FVRR B I AL
2.4 pSTHRIZHALKEI  pS7Ar R — AN R ENIE  FRR SR
TR ENTE BE D AN AR A B R SR SE R A L ZUh oA ek
P78 AT TR B0 6 B T S AN MG FR ) . #E CHM
R, pS 78 G g 20 A e €T AN I 2% 3 400 It R 8 7 T R 4 i
SRR 5 10 PHM JUIAR 2, 77 200 3 7% 37 40 it F 28 76 [ Joi 400 i
ERRPE. B, RAE p5S 74 G e Ak G % T IX 43 CHM H.
A R R RE TCTE BN PHM 5 0 W AR W 45 A
STR KM A 27
2.5 JEERICEE P (short tandem repeats, STR) K 4
HRERE B P IEAFAE T AL AL b i 46 77 51 DNA, i 2~
TAKAT TR R T PRIT . X PSR [ A A i T
A BN AT T 280 o B ) 2280k RIE R e 8 1
A YR AS Sk L R I P RE A TP g A B
DNA ¥ STR AV 5, 1T LA 7R J2 15 7 46 SC IR e (0 fR 1l 4
MATITIX 53 CHM \PHM DL A A48 1 40 A CAnAR o ™= L 4
R = RAE)S7 KM 5 CHM A PHM 722 25 2%
FRAE B —E R LA E S, W PR L RN
Az, HAL Wi 5 A2 P R — BOPE AR R G, X 53 CHM Al
PHM [Hi542 % 51k 50% F1 74% , 74155 2 i STR A Sk
HEFTSERNIS T, US43 2 AR TR YT o

HEAZ R DL A NG TR G R B ARAE 5 il 7
B-hCG K F-HEATIG IS T i B2 W Sebmifi” . 280
NG AR IRF I BB | I IR L AT IR ARtk L RAE i
PR AE B A AS LR | 25 5 1598 S A A R A S5
IS R AT R T R B A A p 57 G s
ALY, A7 S SN R 5 224 2 Wi, d2 AT STR
IR A 2T

3 HERRETT
3.1 WEEAR HER LW, N ENEE Y
R 58 AR B RS 2, v R R A JC R TR T
T 2% 0 B K LA T ZE AL AR S IR T R, T R I
KRR, AR A AL 4 M An i (CBC) TR ThEE
FFPR R T fiE . it 28 i A LA R B X 2R/CT A A . T HR
B AR IARE A WAL TS E A HE AR
Fe IR, T IR A R S WA WS Rh
FERER T I G AL 7y B R 4 /N L 25 HE el H )
LRy s

T iR IS W T 4L 822 W, DR DL T s T
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BRI A SR B AG A , WA SR THA T STR AL
3.2 GRS EILAEM AL AR E AR, I T
FACTERD 2 AATIHIR , — AT b, 25 Bt 5 300 ) & A
IR BRAMIMERR , I A R TR e T e T L
WS, NG AN G2 ik, ] 76 75 5 T O I B T 4 il
o A0SR B ) L BUERBE , D 180 ok A0 e
Rl
33 EEATFEZEILAAE AR TR RN
BOMERER Y B S BREL . nTESE B T ARRIF 4R Ep
K BT B B AL, ST B 1 TFR , IR U i % kT R
AT, ST E LA M AE AL, SRS AR
BE ARG T BRI, e R A S R R
TER A AT B TR 45 R R T8 AL, R Sy
ZNE L TR JFHEAT 3 M . A5 R HBF E S sl
TN P G A LR, T AR AT 1~2 J8], Tl
ERHEN T REE TR,
3.4 BEUPRUEIN A IGHEES S M B-hCG N RE R AF1)
TEOLE , HAKT- X8R B, IR IE# 2475 B ARG 8~10
JE AR 14 8] . —TRFEAR IR Hr 25 5600 T e
ARJG—H B-hCCIREEF , FRRF & AR AT 1%; 10
FIEEAR R 8 )8 B-hCG AWK IEH 1) CHM 3%, H kK
A RING)E GTN B XU N 3.8 45112, A& R HEZS 5 B-
hCCAFRFEER TR R E , i85 F B u FREE 2 T, b % B 34T
YR EFEANMLRIR R T RE . PR, A IR B AR R Bl AL
W B-hCG ZKHEE, WA MGHEH 5 , JE IR HU AR A 71 B-
hCG ARG, VEHE J5 1 442 B R A 1, Vs Il B-hCG 3 ~ 4
W, Z IR Wil B-hCG 1, /s 64~ F s

RIS B SE , BR A BT I [R) 0 R Pk 2 it .
5 vk e A ol ] ik 2 2l AR T e T B A
R0 LR RS TR s 2 O ke
ZEZ Al J ) PR LH/FSH, 1 98 /0 LH/FSH $HIE 7K S B
hCGMERT T4t —MIB LT #i e HEa 5 6~ A Lt
B-hCG /K E M ZIEH H 0T LI FE R AR . anve i)
A2 64~ H 1S LT &2 A AT U , 22 miT b 17 B-hCG 1E
CL U N2 ST 3 I G i R 1K) o) SR NIRRT = 90
FE R I TR A R AT AN B-hCG A BIAS W, LTS 75
RAEH AR . i N 4R S 7 B-hCG, B EWE IE
o

WEE EE G — e Wr, b K58 AR 7
R AT B AR, LW BRI NG IS B & hrifE,
JITA B T SR Y A0 % AL SO AR A . RS L B
NI B-hCG, B A IEAR Bt 39 ) 07 SR FH ] 5 ik
e 2R v e 2 A ol ) Ak 22

4 FEROEMETHER

a1 TR BB RN ATATIR AL SURIGA
TR, — A LR B 1 R — K
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R TE . W8 > 12228 Al A H xRS, 8058 1k
EARJEHRE AT RIS EAR . —TUETIEE T R
5, 40% W) U B AR RE T Lk e by, HF AR
FEAR, PRUE, XT3 5 5 L B-hCG FREAI & =
Ths A RRE B R W S R e AR A, T
FTUIEEAR . I B AR RA TRAR = IEAl , W g#s CT
A ERRREALR MU , BRIMZ S A4
42 FEUIE —WZEEESER T 4028 0 E Jodk
B ECRAE A NGRS, T T EUIBRA R s
AR G HGE T E VIR REA B T A s e R
BRI G B VERE R GTN ARG . R, 4 T HAT B fa A
F IOk E W BE VT Y 0 R AT DL IR T M e )
BRU L SR, AT e DI R A IR R AT
JULJZ 9 JR i IRURRS , ok i Ak FEr AN RS i e o IRk, R
Jer AR A2 S BE W T i B—hC.G Ko
43 FRIMARYY  AHERRE BT IR ALY . BTRE T
BEHLGT RIS i, % ELA A o XU R 3% 1) 4 i A
H, AT O A DR 1% 5% 20 B B R 1% 2 2B M 50% o
RZ 10%~15% Pk, 3B PEAL 7108 F T BT A7
T i KU P 2R 1 CHM L JB . 48 iR AR v e P 38 o
A (DFE#>40%,(2)B-hCG>50J7 U/L.(3) FE I 5K
TR 2 . (4) P HL 8 Z AR A2 >60m. (5) 4 FE P
FIEI NGRS o AR IS >40 % 3 R AR JR AR R AL AN (50 Ak e
B IER TR 37%, >50 % # ik 56%" . AbI7 )7 vk
HEUCR FH 8 i i 2k i R -D B— 244, B-hCG IEH 5
15 IEARYT AT YL ALY T St B M AT B LR
e AR AT B 2 ~ 3 d B R R R R .
Bl PR A TN RE ¢ 4By 1 4 AR BT AR T IS A e 7 10
W7, PHM AT AT o

B A R A G KB R R IR R
B AL P AR AR . WA NG IR R T 12 228, A i A
W, B 1 U B AR e 7S s A 5% BRI A T RIE B R
TEr VIR HReu > Jo B2 e fE R, AN RE TR T 5 ANE R 1)
K AR B A . TR AT B RS & B
TEo Xt TRl U5 R ME S AR ) e R 2R AT 2 SR
RS B T R -D H254k7 , 1 B-hCG AKFIEH J5 A
T EILELTT .

5 R E LR

51 MWHRZ—#%E CHM 5 IE# B JLILAF (complete
hydatidiform mole with co—existing fetus, CHMCF ) J&—Fp 5%
TSI, & A %R 1/100 000~1/22 000 YR AEHR . JL4E
K BE A 55 HE B K Al By A S AR IO Y 8 48 o i A 4458
Fti. W CHMCF BT 4t fe= 3. i3t PHM
55 CHMCF JC ik % 5], =2 APEP= R 2 ke 2 i JL s 14
BRUEARCEN T B b, ik G 5 8 (R SEfin
BB B A RS H ) , AR5 AT R AL H2 Wik
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% CHMCF (T g2 1520

PE CHMCF J2 75 4 2L 4T WR 20 75 0 5 18 3 2P 40 (1 2
J& L BETT AR LA B R JLATT6 A AT REME | A DRt A rp 7
W L3 B-hCG /K- T2 B IR AR 4K, L K 2 e IR, ik
VA Z22F RS FRAE A A AL B A B 15200 iz A
SRAV A R F oA R P RO R RE & A KR
B 72 (40%) R = (36% ) B KU 2538 hn . SCHR R 8
CHMCF i &2l GTN 1 KU .38 55 , DA 159%~20% 38 i 5]
27%~46%""*) W W W 1R SE I sik 7= Bk & RE i W, 2%
LR AT R, LA B IROR 18 1 LG 28 A7 26 i 2 2% 0
PR RS AL, 28 1R IR 5 8 Ry 25 VIR DT 1. B—h CG 7KF 6
52 FEMEEWEER  FEEE YA NG (familial
recurrent mole, FRM) 238 — M FK G A 24082 1 LL F
DU RA 2 RS2 K L A A I SRR SR TP A2 5 11
AL AR D EE WA I AR 2
5.2.1 EIRAES FRM M PR AR A0 4 R 1 BES L —
FRCRT A 6 A v o — PO A TR R R AR A A i AR
RN 0.7% ~ 1.8%, 1 FRM B 1T LUK A 3K DL i A4
&, IF HOW 4k & 2L Mg 3R 40 M P 9 (persistent
trophoblastic disease, PTD),FRM B #E 10E K %R N s K
TR R AR R E D YA R
FA)3E S HA HE A IG S L N1% %5 S B FRM FTRE , 5 22140
V) GG AT G s 2 AR R, AT e 3 A% Y o b
RN, 25 CHM & A2 0k, WA 1 IE 7 3R, 9 A%
R A3 ATI BE R U5 1) A5 A, W47 >0 FRM. X FRM &
o AL 4 A1 b 2H 0 ¥ (whole—exome sequencing,
WES) 555 LI FF (next—generation sequencing , NGS ) Flist
L%,
522 RIEHLHI FRM j&— ok DR Y (o 1A Bk it A%
o JLIOCT FRM BT 20, BT i A IR 1 214 3L
SRR Y 5 4 14 %5 I (biparental complete hydatidiform
mole, BICHM) . B Z1ESE 65% H FRM f & A2 5B SE e
1419q13.3-13.4 Bt | NLRP7 3£ 587547 X221 NLRP7
SEDH Gt () 2R 11 T NOD AR AZ (4 (NLR ) 25 1 500, 4 Tl
P S RE SN A L PR T AR R F 2L, Y NLRP7 K AE RS AL
FEPR G278 I, 0] RS BORR R B B R R GA 1 S8, i 5
A RIAIRIG & B A , 8 BiCHM HYIE

JS4E NLRP7 & 28745 J2: FRM /Y EZ2 5 A, {H FRM
sl B 5k, Bk T NLRP7 4b , KHDC3L. . PADI6
NLRP5 .MEII . TOP6BL 1 REC114 %5 {85 FRM A 5%,
o NLRP7 F1 KHDC3L 275 4333 o T %0 FRM 5 491 1) 75%~
80% 1 5%~10% 72", | ¥R R 1) RSy FoE P 58 A0 h 32 22
S AR Z IR IR & B A 2%
52.3 FRMPERRE X FRMEH BN 44 e F
DR (WES) 8 A0 (NGS) 2 KGN it 5 R e &
165, WIE NLRP7 M1 KHDC3L 978 (/) FRM B s 52 2
7 N Z LIRS ZAE Y . IR 457 NLRP7 46
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A7 51 BiCHM U SR AT ORISR AR /N, iR B A 41
ZHGENZE . B —I0REE T 131 49 NLRP7 XUEEAv R A 57
BRI A8 AR ZAE L rh A 17 /124 LR R 31
AT EUER [ TR 2 (T8 U RAR B EIRAE JNF
B/ K A Bl A Bl k25 5873 , LA R S 2R i e (o Ak B HE) o A
612 BTG, i T 6 B =, 16 7= R 290 1%, H LA
HLHRIAR B ST 1, FRM AR5 A AR 7 ok, st
G S5 AT N I 2R,

HEER: SR Z — #7516 (CHMCF) Z#EUUR 4542 )5 |
M B-hCG K- =B & R EME IR AT R, hid
BEERE B L 5 AR 2 ERATE IS ARSI R R
St FIHEJE S GTN A JRUSS: , Bt b ISR A A B PSR . % T M
PES R PR G (FRMD 8, 8 WES 5 NGS S PR I Al
A,

6 HiE

4 I 2 PRV R A0 I L W] 43S CHM A PHM PR
KK, B ATHHEIG AR LB AAAE A | IiLE B-hCG K
AT RIS W, R BT R M A RS Wi e hrife . SR A
JIE e A 26 BIA 152 28 J B WL AL 5 S K R ARt
T AT A R BRI e k. PR T 22 B0 A iR A A IR
W BRIk KR A HE IR P AT AN SR | [ e
PR 5 5 LA A A S0 S 1), e A 2 P B
FRE I FAG A . X T A HLAI R ARG R TR AT pS7M
AT (SO STRAGHEIZWT . HI A i — 22 W, 1 i e
PO AT B AR . s 4R R B VIR A B
HEARIFFEAE o ARG FLASBE U7 A1 B-hCG, I i) & 20
A% o X TR A A G, A BUG 22— % i B4 1 R ke
R, T B LSRR R i AR A AL B 5 KR K
PER G R, B WES 50 NGS J6 PRI Fis 4 453610

F 25 g€ : L RALITA W 387 IARTEER 25 vh 58

HELER: RR(AEXFWER ZFHER);@Mm(FE
EFHFRARIRER); #5(F B EZHZRICT N
EMR); R (TR FMER 4 ER); M# (X3
WEda FHER) AL (HIRFEFRIES —ER)

SE5HRFIEMITHEERRERIEHEHRF)
ErM(FHRFWRBER); BRE(FEESHFRIT
WA ER); k& W (R A a Rtk a8 (FEES
HERETBFER); EFCLAXEFEFER); 5
(F B E AR R B ; ARA Xk Fda4oL
FEFPC(ER) ] REER(IERFH B =/ ER);
FRGHIXFEFRM B AHER); FHE(FEEAH
REMBETER); FR(FEEFHFRELTWELR);
Bk (A BXRFWEAaFHER); 3 LEIHTXFEFR
W fda AR IR ) s Bk (F B EA K S W BB ;
WHH( TR FER); BXACGTRERKF S ZER);
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RAER(HIRFEFREMES —ER) ;AN (FTEES
HFERETHAER); AF(LEXFWREEZFHER);
ZAECPBEFHFRICTNAER) ; 2R (T3
KF MBI G B/ v 4 MG BT ; 305 R (46 P A
XKFRAFEFHEWERFER);mM(PEESFHFR
db?ﬁ’rﬂ%%ﬂ%)-%%%(#’E%"ﬂ%"%dt?ﬁﬂﬁ%\a[ﬁ%);
Foosk (W KFEGHE ZER);REAH(ELFHEXF
T b 95 [ T2 /v 1| B BRI E 12 ) s kAN R (L K F EF 1%
W e AR ) R (LT A NBER) ;AR (PR ES
HFERT A ERR)
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