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BE, e, 294, W CZ R4S
T20194F9 1 ABifidr, BiALPRmMif% ( magnetic resonance
imaging, MRI) K25 & BN HAZ2920 e/ . AR AT
JhJE AR i . BEZSHT)E 125 (carbohydrate antigen 125,
CA125) 131.00 U/mL ( Z%{H0~35 U/mL) , CA19-9
40.95 U/mL ( Z%{50~37 U/mL) . 9H 12 B 1745 M 14
YIBRA, AR gl s BL2f A A JR R PRI, 1%
A7 T 1 B9 B e e R KR (T2 4B UIBRAR+RL
B DT85 AR+ K O JEE LT 53 A+ [ 2 VD B AR+ 2 JE Ak L 50 41
R+KMBLIBEA ) , ABIROVIBR . ARJ5 2K Bk HE
2312: (fifll) SCCOHT, 8 FBhlIkss itk LL4h /4t ps T %
¥ (K1A. B) . 48U 4. AE1/AE3 (-) ,
EMA (-) , FOXL2 (=), CCNDI (-) , Ki-67 (+,
40% ) , Inhibin-a (-) , Calretinin (-) , SMARCA4
(=), WT-1(+), LCA (-) (EI1B) . MyEd 2
L FEPIRGI . SMARCAAZE 25N T8 5 (¢.3546+2T
>C) ., AWAHZHTNSCCOHT (TN M, A1) .

TR ISR

Fig.1 Pathological diagnosis

A: Morphological H-E staining of tumor tissue; B:
Immunohistochemistry showed loss of SMARCA4 protein expression
in tumor tissue.

20194926 H B AR J5 CTH R A7 75 BE 41 2 P TR
W (6.3 cmX4.9 cm) o 10728 HIEH T & 55 HL
HZ % ( positron emission tomography and computed
tomography, PET/CT) ¥R L AL ($5 cm)
LR 4, RIS A 00 3 DX 3 R ik L 2
R, HIERE (K2A. B, C) . 11HISHIF
fTPAVEP T EAbyy . Mi41100 mg (80 mg/m’) +3
FES0 mg (40 mg/m”) , H1K; KIEIAIF100 mg
(75 mg/m®) +HBEBEN400 mg (300 mg/m*) , £i1~3
Ko BATES VKAITE LAV ES RS F 400
1.00X 10°/L, IMZLEEH94 g/L, Ifl/PMi161X10°/L, Mg

MR M10.22 X 10°/L, W HRLAIM 5 Hi23% . 3% ABE
25T F A RN AR T DR T A, R A i
WH, AAEEL TR, 12A48MEMER: A4
12.18 X 10°/L, IMZI#EMH100 g/L, Ifil/IMi107X10°/L,
HPERIANIG.45 X 10°/L, Mg MERLAN A A7 L 78%. 121
THATE 2 AT, EW RS R RN, MBS TR
AT ZH KL B VA R TR PR T A . 53
AT IEMRIFAL . @AM R/ 9 mm X 6 mm,
BEF % (partial response, PR) . 202043 H11H
P37 55 64 TR 45 o R s kR SRR I 2, DA A o8 4 B
( complete response, CR) . 20204F4 H16H, &t
ITAEsh 5t , 47 HBEmENG3.5 gfbyr2 d; 4H20H S
T AN M TR AN T10 pe/kg, FESEEIKETE R 18
JEFRAET M, A %4000 T4527.40 X 10%kg, CD34"
3.6X10%kg; 6J15SHEAT AR TAMIEEAR . WAbHE T R4
500 mg (EdE1 900 mg, 316.7 mg/m*/d) , VP-16 ( i
2 000 mg, 3333 mg/m’/d) , HBEELK2 ¢ (BTS¢,
1.25 mg/m’/d) , BHRAT3~5K; HBEEH.5 ¢, BHAT
2K, WIRIER A W] SR ab 2 . HEE TS TR IR s Tl A
TN, A A 198.95X 107, CD34" 1.69%
(BHFIRTE48.5 kg, ANANE20.4X 10" /kg, CD34"
3.45X10%kg) , AMMETEPEIRO1.87%, FENF], FEiE Y
K o TEAIRAN AR R F . B /MR AE L
FALIEE T AR A, R SEAT RS . W .
LSRR s MRS 1R B E g P R A ik 1.79 X
10°/L, — B BiiF% . 20204F8 7 1 H L kg #i MR LW
Wk, IFAEACR (E2D) o

2020410 APET/CT/R : @ . W R ME . I IEFhESS
% (8.8 cmX6.3 cm) . FATIEAIERAEDIBR A5 B
W) AR+/NHTR I VIBRA , AR5 95 B4 K6 Ay 7R SCCOHT
R/ o AR P R UG RS kA S 2o o R BB R TR Y S
PR ( mini-patient-derived xenograft, mini-PDX ) 14
RUEAT 25 P U R O 1, FE R SURR ) 25 IR Ry A i+
R0 CDK4/6HMHIR CIATEPE e ) . 7% 2 il 410 1 57
(R )e ) « EZH2MEIF) (Ml ) | i i R 2k
KA F2Z R SRR IR (BTiaEs e ) |« ke
WEALEEHD IR (VEIAARRE ) . ZRMRAT MRS R A
[ poly (ADP-ribose) polymerase, PARP ] filiifil 5] ( HEzfA
), R BAHXS B BRI 39% . 57% . 61%. 64%.
67%. >100%. >100% ([&3) . HIEF|SEHTPAVEP )T £
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TS AT, AR I 251 0L, AT 64 CDK4/6 TEN CEEE R IR BRI H50R DRk
PFEe G BT [ #1 ] -1 (programmed death-1, HEL750 mg (15 mg/kg ) #AKIH T, 261K EZEE200 mg
PD-1) YbifEsE & PESCCOHTHRUR AT 2, Ffi1h (135 mg/m®) #fkifiE, 551K K41600 mg ( #hZk T i
HBE R T20204E 11 A 18 H A2 A 21 H AT A1 A Bk 2t 5 EIKEETE, B3R, 3R, TR PR,

200 mg ki 4 R e e i T S IS 2 (100 mg, 20214F4 ] JBE AR AR IERE . JR LR T B B ki 28
HELEITIR2JE, AFZ51H) J697, AR EAREE i ] 2021 AR B ke AT . AR SR SR S IR T IR G 1R
FEIH4H . 2020412 H 28 H E A A s M MR £ K N fi BRI, PR, RAT202148 5 Ltit, &
PR AZ BRI RTW BHEOR, & T20214E 1 7 8 H B IGYT AAE23 A (E2A)

Ist stage (initial treatment) [ OR: 2nd stage (recurrence) PR 3rd stage PD
2019.9-2020.9 2020.10-2021.3 2021.4-2021.8

Selective arterial embolization
+artery perfusion with cisplatin

Resection of pelvic and abdominal lesions
+colorectal anastomosis

Paclitaxel+carboplatin
[ paverss | [HDCT+ASCT| [cDK4/6+PD-1%2] | +bevacizumab*3

(@) (¢) (¢) (¢) (¢) (¢) (©) (¢) () (¢)

2019.9 2019.11  2020.1 2020.6 2020.10  2020.11  2020.12 2021.1 2021.3 2021.4
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Fig. 2 Patient’s course of treatment and imaging examination

A: Process of patient’s treatment; B, C: Pelvic recurrence (SCCOHT) with abnormal metabolism of FDG on October 28, 2019 by PET/CT scan; D:
MRI showed pelvic lesions disappeared after HDCT and ASCT on August 1, 2020. CRS: Cytoreductive surgery; HDCT: High-dose chemotherapy;
ASCT: Autologous stem cell transplantation.
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Fig. 3 Drug sensitivity assay tests of mini-PDX

A: Relative proliferation rates of drug-treated tumor cells; B: Body weight change curve of mice during administration. T/C (%)=treatment group
proliferation rate/control group proliferation rate X 100%.



1118 B B F

L{BISMARCAARE ZA 25

FINESHIAEL BRENRS S IRESE

HRECE, B2, K65 L BAS W /Nl
HIRFAFAESMARCAAR R AT, BN HZR30N (fudhst
W) A7 Sangerill FFU6AIE, K EH24M4 L (4518258

MS% ) | BRSBTS (K4) , o E R
AL R A .
(1) B&pyHEE i = Y B IR RSMARCA47L

ﬁﬁbﬁ%SCCOHT%RWQ,EM?ﬁ@ﬂiﬂ@Hm%aﬁﬂ%
PIBRA (risk-reducing bilateral salpingo-oophorectomy,

RRBSO) ; Hﬁ'%ﬂ%ﬁﬂc?‘&"l’ﬂﬁﬂﬁﬂﬁﬁ AL R [
THBTETEDIRR o (AT EMRIERSCCOHTAR K

ZH5~46% | 2R RIGREAL, BB #iT50
4, e gz, AR % I8 DIRR .

2) BEMPALIL (IS, hkik2® ) ¥ EAR
FRSMARCAAE S, @WAE A NG d T8 fE %, wf

(—

PR R AT MG (184 201 ) 1TRRBSO, St
) AT CAEAT A 3 0 ORA7 (A BB 240 B 2 5 i B S 20 40
1) W ARSI B YR AT AR BT W BT
FEAIRT, SCEAET TR JEMIA AT IR, 2R
=R, A RTSEEESW . [R] R AR
T B BRI U S 90 S BURAFA I3 2 F SR o itk
AR et , R [ Ab TR B B, RIS R RIRYT
AT ARSI L BRI A RO KU, (A RE ) o R ITI04%
A BE A% F SMARCAAZE T RS IR ARIAAL, Ab3E
ATRES A P

(3) X T A HEATRRBSO M #5472 £ WU AR A7 10
FIBH+CA125+IMTEFHE AR A 0,

(4) 2 JLAE3 % i i A SR SOUURE b e 1 JRURs:
HERAL, AR A Y

Tk

0

O%sec
? oo O
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Fig. 4 Patient’s pedigree

Sanger verification of SMARCA4 gene was performed on 30 members of the patient’s family including the proband. The patient’s third aunt, mother
and two daughters were all carriers. SCLC: Small cell lung cancer. Arrow: Proband; *: Carrier.

SCCOHTH N 5 WL H & W AR W e B, P 45 R 4 0
23.9%, JHE5~46%, 4230 EE R IESTIE 7 . K
4 SCCOHT /B # & PR B et , SsAE MmN & &
FEAET:, VAEREERAN50%, SERELFRILT10%,
PAEFII 14,940, R FE K AT Ry
33%

SCCOHTI F WAL FEHTIEMENT 54D, HHETIRYY
FB EBARMRIAETAR L AT RT o XT8N
BE AR BT, R R ST RRFEI T RS
J57% ({IBEP. VPCBAE. PAVEP) . 20184F & i HYESMO
RSz e Tg 2 L SCCOHTAIFIARICRIG , #EAT R
k)7 (high-dose chemotherapy, HDCT ) +H & T4y

48 (autologous stem cell transplantation, ASCT ) >RIEH
ARSI CIEEAKSF: T HERR 9. C) » AREHD
diF T PAVEP )5 2 LA JZHDCT+ASCT, I 3T sl g
A, AEE T 3% 07 EAESCCOHTHIIE (3 P (kP 1 .
SCCOHTH & & &, H#FRRH, & RIEBTEIEE
RPEE . ITAER I8 728 T SCCOHT /Y 3K 3l 728 53 ok
FH SMARCAAW RS 5, #8190% 199 ] Bk 2K 1F % 1)
SAMRCA4ZE 1. L [ SMARCA47E 5 (1 25 W HiF 58
Rg A, HATSCCOHTMFEIRIT 2 £54: O £
WAL 25, MEZH2AMGIR 1) | A&k LA R
HF T R S A R P AL LR
Q@ W, AnES AR . CDR4/61
UL @ fupEiayy, PD-18a4 Y RAFSCCOHTI
BRGNS KA 5 FELDT 7 1 B F 25 640E, (0



(P@BERE) 2022FHREF 11

1119

WEgs 10 2RI, PD- VI 7 2 i B 32 40 M R 1 Ak 7 i
J7 I MSCCOHTAE & B h L i 3 HAF A R . *F
PEREHGH SCCOHT, el £ K3 A Bk H a5 S A 245
BRI IRIZTY 1 8 S . AR mini-PDXFEAT 25911
SRR e, K S — et £ R A0 e — R E R
REAE R Wb /N B b, 7E LR A I 22 R 25 9 B 2 4
£ X T8 A0 ML B4 R 405 A8 AR 200 AT Ayl R P 24 A
AR, WAE BRI R ARFE R E R T
CDK4/6IM I A S iay 7 e BRI A B2, P2 %
SCHRFRTE 9 T £ 355 v iz A A2 ) A 10,44 A A EE 8
TR FARRLA mini-PDXEEZ S L MR IR ESE T IR
R, HER T BB A

X FSMARCAARZAE S 3, HER RN % T
FE PRI AN 8% 25300, AT Ry 39T )5 A 012 W B A 4
DAABIFSE 0 B ], Fefi I AT R R (IlLil ) AifA
FO(MIRALL) MIEEMT, kI EH W SMARCA4

(NM_001128849.3 ) :¢.3546+2T>CIE R B85, 1%7%
SRR B (IVS25+2T>C ) , Tl S:3k255 40 i
FRUBKER, 1278 S0 BE DR 4 3R A e A A 11 AR B v
WATHERT , BB BISCCOHTIR PR E R 5 SMARCA4T FEFF
G, AU STRON T BB A R

SMARCAARE Z B A2 5344 S0P P e 6 14 5 v
BB . Coffin-SirisZE A E4 8 FRE 80 URE Bivigs B st &
fE2HY i —Fh e RAEWSE L5 G A, 5 & W —Fil
FEE 5 R AR, Y& ESCCOHT . MRS S L

( malignant rhabdoid tumors, MRT ) Fl3F SLFYR 5 R/
ﬁﬂﬂﬁﬂ?%‘ﬁ (atypical teratoid/rhabdoid tumors, AT/RT )
B L tAh, BUAEIR IR E IR RSMARCAAZS 54
BN EER ML T8 PR R KU B L Z155% 9 SMAR CAAJR
A EL R EEEMOEIN04E, SR G
i, EZHSCCOHT, FH4M104E, KHHERKAFIR0%
PR

% B F|SCCOHT R & A= Iihed 1) 2 KURS: , - i JCAm HE 1Y
i . WRYT A, RO R R mIET R, HME
BB AT A7 T B ol eSSt N R ML, A
2B AN RRBSOME B A4 B 1k SMARCA4I R A 748
SEEHF S SCCOHTRI &/, (AR MM A FRIESE ).
TSCCOHTMZFIM:, R RSMARCAA FA5 7 1AM %
MELIAG T, PRI JC Rk o TR T AR A e AR ), % T
FIARTHEANT &, A SCHRIA S AT LA e A 20 i R b4 7 7

B XM B SRR 2, (R B R R R, G
TEEAT BB IR AR AR VR ORAT Nl AT LK - R A
137 A5 I S 08 AL PR B0 RE AT AR 0R , SR A RS ) ek
WS FYZ GBS BEEFAR; & N,
¥ FINKH RIS % Swyersf G IR TR, %5 A&

BoEZ G (ATREFE18Y 24T ) HHATHERRIBRFA, it
FROPEEAMA AT L 0 T T B SR B
SRS 304 i, AT LI ERRBSOMIFE PIBR AR
S YT 78 PRSI A R AR R S SCCOHTHIA 434k
B R IRS L SCikIRE i HEATRRBSOISMARCA4
IR A AN VPR 30 Lo 8 ¥ e 308 R B2 K
HSCCOHT ( HA2fi st Tz ) HOAEF 3T 33
SAcpE P B EEE (26%) FIBTE (17%) HHE
SCCOHT MM 134 4% *) . [EPRSCCOH T ¥ #1815
AN S RN L T AT R AR TR TR s X
THAZE LA L5, TEHEAT B M T AR H e 22
TR e e 10 2 1 e XU 5 B S R IR T 1
HiE, WAMET NG AT A=, AL I EEA B R AE AN
ARG N Y AU E P L LA
a4, W LAEIRTE H SR E T IR he ik
FHE, P RGRIFRTHLARICAR:, B AEE
RSB RSl B4, MRTHIAT/RTH WF1~3% Lk,
JEFIR L LA, P VA A I8 0 350 2 A g i XU 458
1%, Tk .

SCCOHTYE Ry —F =2 WL i im A 22 M v g, R
7T BN LIRS0 14 e S R R AR i, ] B
HAREVERE N 28742, GG rhastfs o DRI R 3 —
77 T AR R . xR BRI AEAE
BHAE P 22 2 BHIME LASS B 5 A B I6 7 I A5 27 BT
[Fi Fo-th 17 38 28 2% 7 LA ) 22 O B VRIS AR IR YT 3R
W, EHLSMARCAASK S MR IE AL T S 1] 254 Y
Wk o SCCOHTH] LAVE R —AN 5 2= BH i 4 BAL R, ol
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