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Abstract

Fumarate hydratase-deficient renal cell carcinoma (FH-RCC) with sarcomatoid differentiation is
rare and is easily misdiagnosed as other renal cell carcinoma subtypes. This paper reports a patient
who was admitted to the First Affiliated Hospital of Dali University in Yunnan Province due to “in-
termittent abdominal pain for 1 year and found left renal mass and pelvic mass for 1 week”. The
course of the disease was prolonged and insidious, and there was no typical specific symptom of
renal cell carcinoma. After imaging examination, the left renal space-occupying lesions and pelvic
mass were found at the same time. Among them, the left renal lesions were irregular in shape, une-
ven in enhancement, significantly limited in diffusion, and had the imaging characteristics of malig-
nant tumors. The pelvic cavity was mainly cystic mixed space-occupying lesions, which was consid-
ered to be ovarian-derived tumors. After multidisciplinary consultation, the patient’s condition was
fully evaluated and surgical treatment was performed. Postoperative pathology and immunohisto-
chemical results were finally confirmed: the left renal mass was fumarate hydratase-deficient renal
cell carcinoma with sarcomatoid differentiation, and the pelvic mass was ovarian mucinous cystad-
enoma with focal epithelial proliferation (borderline component < 10%). This article reports this
rare case in order to deepen the understanding of clinical and imaging physicians on FH-RCC with
sarcomatoid differentiation, improve the level of early identification and differential diagnosis, and
effectively reduce the rate of clinical misdiagnosis and missed diagnosis.
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1. EEZFER
1.1, — SR

B, Lotk, 70 %, BN “TRIBTIEE 1 4F, KIAE RGN 1 T 2025 £ 9 H 1 H APRE. 2025
A 8 H AL XARAAT HEEE B IR B R ILA W A A BRI, @ E R ERLSE, BRI
B2, 20 RERTTRBEAT FENUEVIBRA . Bfk: BRI, BT LRIEEF RN, T
Al —#) 10 cm x 8 cm Bk, ), VEBNEZE, KW EBHEESE, KWEKiTK, B, SEWE
i PRk, RahrEm .

12. NBRiaxiE

SEES AT AR 125 (CAL125) 36.49 U/ml (% 1H <35 U/ml). JIEHE CT 43 + Mk A fem it
I KW 2 B BTARE FER, B RIBR R RARE B 5, B R imtl; HEAN 2 R TWIREBE 2
7B WK/ 5.2 om x 4.6 cm ANEUU B ER, B FEEANSS, BT LD VEBETE R AL, 9 A SR e A
KK 1(a)), SR A A B . B W — K/ 15.0 cm x 9.5 om FESEVE S, A5G, 10
FAREFERE )2 B8 B 23k (1] 1(b)) . AEHE MRI A A A2 B s TIWI [RIAEAL 255455, T2WI A5G
SHEWE L), TREEAEZIRA 1(d), BRI SEYE R A ST R AL . B AL TIWIE DUIRAE
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(b) © (d)

1, 71 %, EMIRIRK G B B A AR R AL (a) FEES CT ~FHaMaifr, =B AN SV (A
#i); (b) @M CT R faslikINocRar: 2 B AN H SR LA S0, AT WA IE (A #), A
ERGAL, HsRda e PenE o W i B W R R (EH): (c) T2WI 24K, K55 (d) §BUnBUs& DwI (b

=800 s/mm?) EM E&EET.

Figure 1. Abdominal CT and MRI scans
1. BEER CT 1 MRI #3254

13. Bfrad

ABESEB R JG, SUWIRIMEIZIZVY, BEAE S %E Ca flat, H&FAIE, T 2025
9 H 4 HEENMRINEL, P58 EMR A I T B E s 7. 2025 429 7 15 HZ¥Fxie: H
FEteEN: BEEEERAR, @URREARE, THENEFRN 40 g+ FIEEAK 20 g + 150
mligK, BHUXK, LENTFBINETR: BUHRS2EN: A8 S5 E Ca (Bt aiiniE); 2 6%
FE R SRR CRE VR RN, R SHENTRE): ARt EN: BEBREMWER, THMaRRE, HFR
WA faEr, RPEREIEE: FARBAISZEN: BFHAERMEIK), FEFREKR, HHFINE
B, RATFE RS &M BRATTHES S, WRI\BAR T T EFAT a5 T A ERREVIRA + Bt
JAERSEMEAR + G MR + AR E VIR + REREAR + WEVIBRAR” , REE#H
LRI o
L4, BEBH

B SRR PR ILE AE DI H A — K /N2 6.5 x 5 x 5.5 cm K/NFIIY, T 2R S R
o, SR B AE, SR MR R E AR RARTE, RORIRGE. PEIRRIER AR, R R
RHEFI(E 2)0 Jied 52 05 S S B R BT, TRD 5T D 2 AV e, kA A W A . S 2k CKp (),
Vimentin (+), EMA (+), CD10 (=), CK7 (=), INI-1(+), PAX-8 (+), BRG1 (+), CDX2 (=), TFE3 (+),
FH (5:2), ALK (), Ki67 (+70%), SDHB (+), Melan-A (=), HMB-45(-), CD117(-), P504S (+). fi%i
LW ZE SRR K A BRI 7Y B 41 i e (Fumarate Hydratase-Deficient Renal Cell Carcinoma, FH-RCC) £ Al
TARE AL . FERASIN . AhE (I R A )R H FH JE[H] ¢.335T>C (fflpmsng > Homsng), p.L112P AR5,
RAZFFE 46.36%, 5750 %N VUS (IR E SRR R): B2 R ) RN B RAL . 456 B
oS ARG A, e S A R AL W E B R R K G I R T A e £ PR RE . R AR S
Bl WHRMFEM KL 195x15x1.5cm, VIMEZ 53N, BNSREORET, TR, 5T WEMN
WATRIR BB, Rk B A R, AR R, SRS, LS W O SR 2
JRIRE A Sy bt b R A (B2 FPE RS < 10%).
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Figure 2. Pathological pictures of this case
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2. Wit E5XHME >
2.1. FH-RCC #AEH S RIE T8

FH-RCC 4B 4l e vh i) —FhE Y, AT Bl 46850 2% R /K & i (Fumarate Hydratase, FH)ZE [K iR &R S8 AR 5l 4
RRAF L, HoAp IR 28 584 RN AR PR T LR 9 AN 41 i (Hereditary Leiomyomatosis and Renal Cell
Carcinoma, HLRCC)Zi & fE % YIAH I [1] [2]. HLRCC LA AE A2 H FH J: A IR 28 5878 5 e (15 G 6 Y Pt
FEPESIR, G PRER I DL 5 i B R ) 304 B 22 b R Ok P i VR 5 LR A 40 s 23] REAE:
A/INEATIEFHEN FH JE D5 VR 22 S0 B RT 48 B4 v B SRRG Y1 3 e 11 R s IRz [4], AL H AT i 0 KRR AR
M7 BAFIBIE FEUE 52 =2 (PR R OGHG. (RItk, 41X A FH-RCC & 1 U SRR M BERRIR, 4775 PR 45 34
Ui H—, SRR T HLRCC By R 1S RN MAHDORE, M FH ERRES5K8); H =, HI9H
A A FRSE ) HAFIR A, SUNBENLIS & o S5GIUE UEYE, WAL DAIESE 38 2 AIEE B0 R BE R,
BRI E— IR R JFE R RE 2R RS PR — DS kR, 4,
A [R5 5 RRERE 704k, PRRIRE 234 2 B T 2R P P g i J o 2 R R I M 1) 23 A AR KA, T 4k R
T2 R BB B A e, ARSR MR AN R 2E B - TG TRPERGE — D, AT S
FEMIPIRFEAS, FH-RCC & FF PIRFE 2 AL I R B AR A 28 L[], 1R R 7 A 7 B B 8 s (1 S 1 2 )
SRFAE, BRI TEAR R RE SR RO AR R R R . B R, 2 S BURE A RS LG
B DR 2R, DRI 7 0 B I A 5 T ) O

2.2. FH-RCC #RABH SRS B kIR

FH-RCC fPURIFE LR 1R ILSe i S A B ER P EI2 W e, oo R . AR 501
LA PR B R, BT SRR =R AN RRE, R EERRIRRI A PP R
17 284 % 2 5012 W rh oA AN AT B A B S, R IR DD 07 2 S R B 5 1Al 4% 0 F B . FH-RCC #£
SAAB S 2RI BN R AS R T Mt ke, AR B8 1 23 T 20 D BEAE D SRR L S o R R A s R 6],
LR R RESCIER, SHERY 2 RO, B ImIASE, TS I, BRI R S R 2
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P REAN 59 5 g P s Ak B R o AR B B T AR HER IS s MRI B2 TIWIT2WIHIRIRE 5, I A Stk
YR EZ BR 7] [8]0 & I AIRIAE X ALINE, e Hh IR BESE 22, 3505 43 DR AR L i BBl =5 o g Jol v Do 26 1
[9]; PUJRIRE A& R AN 25 FE v AL £F 4k, T2WI 2ARAE S, 8ok vk om ik, SR 252 fR[10]. PET-
CT fefgusktr thAEUN R I, X000 23 1 B 3 I B3R 97 SR i o 224K - B 25 2 12 FH-RCC £
PUJRIRE /AL I B B H . L SUREE |, FH-RCC DLFLSR. EPIRFEIR. sk, RSN EERIL, TR
BT R E BRSSO R LR G AR, AR R R I HAKEOK, 0 43 49 T L R 1 A A B A%
JA7S R, YIRS, R BRI AR I St R AR A S A T Y A
FUE RS R SR D11]. %)% )2, FH-RCC BAYRFAENE Sy 7Y, IR 4n i £ B 44 %1% Vimentin,
P504s. PAX8 Fll SDHB, TfijBA %% CD10. CK7. CD117. TFE3 k&M, FFRHEME Bl FH & ARk
BRR[12] FH 2 =R BRIGFE HoR 18 S R R FR BRI AL A SRR I G AC UG, 24 FH SREEIN & RBUE AR
g1 22 HEAR JF 55 81 1 2 Db Z R B AR S S AR il 2 BREHR - It 2 B2 [S-(2-succino) cysteine, 2SC], PAlit FH %
LRI G 2SC IRIZ IR TE, &2 W FH-RCC = B2 5 HAUR I AR IR [11] AT 58 (1 2 2 A RFAE
R GG S SR OE S AR — 8, HRBRIELE T2 R TR an ik 2SC Bk iRk &, AKAe5e 2SC Huji
PRI SERZTH, FH IR T 1942.3-43, LiRIHAEIX 5k 545 A g B FH 35 P15 & FH-RCC,
AHG IR T DR 4 5 FH BE PRLAE AR VR 28 B 4 3R B0 PR S8 AT 12 [13].

2.3. FH-RCC 5 HLRCC ZE&{FRIC Bt S TT B R

HLRCC ZiAE A et i BAEBL T, 1 FH JERBUR IR RREBIRS, IGREILLL FH BE A
. ZRIEPCFEIVE . T PRIV N E, &t HLRCC B ¥R R Il r U1l Ak
BEAEA TR WU FAR S, 775 HLRCC i R0 1 E ZIN KL R . HLRCC ZEAMEMIZrilE A tH FH £
TPEP)/ AT REEURME(LP)IE R R . K4 ACMG 84678 70 HbnifE, VUS AH & 7 /- IE L & A Th g
T, ABRAE AL E IR RIS KR, TS B 2 R 5 A R R AR B R R SRR E. TR AR
B H ) VUS, Bl RS SCA Ry ik — 0 1 B s g 158 38 B8 R ARG IR A, FPERBbE U5 %K R R L,
PLE— AR FOZ R R S ENE . AR, 28U M8 R AR AT A, 7E IR 22 3500 1 RAL 1) S il
ey TR T IRAS B AR A S R A M R, T S BRI D Re e O o A B R FH BE RIS R F NGS
PP, AN REAS H A R AR 5 S/ BURONER R, St FH SRR R BER L 3 37 FE AL K AR gm S X B0%
R R A PR, X ATRE A i A FH B A EARAS ) FH el X AR R F[14]. £55 0L b
WA, IR B BER 2 W FH-RCC, JCEEMI1L2 HLRCC L&k, 4xt AfE i FExR: © JHELHT
SRS EIZ W BT HEUEA + FH G 2R BRI AT 5 32 FH-RCC 1R W, 17 HLRCC 45
BAE N 5 BT AL SRR ¥, ATIRIE: @ AETENUE. RPNV OO IGIR &L %R, A RE
BAREERIEHR 2T HLRCC; @ ARBIFIEPIRFE b BE M. BRRNRIE, ERERNAK R, 7
PR AR RERE VTR, s IR, IR, iSRRI

2.4. AHNSTT SHTHIEE % EHkAL

A4 FH-RCC FERERE ML, R & I DN SR VE SRR, (EARRTPPALG . B 38 A% 1k AR i
BRI L BISWNEE. 58—, ERAIPAET IR R . B3 RN AR BN 5 BRI 4,
MR AL I AT AR A AR A, — s RE ST B IR R A AR ARV L R M e AR A (A S e,
AR AR HELX 73 P AL A8 A ST A7 I e R e A AL, SXIEINARRT 72 15 FRTT XL . 55
= B WA B . FH-RCC AL R T WA, &I R 03 SO/ L, B2 F PURIRE
WILANML 5 5 HABHE A0 IR IR 5 e S Be 4Lt FH RIZSRA IS W . RIS (83 R 5 0F
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G SRR PR R, T EUR LR LR A FIWT B A HOC R, X0 P RO R R R i 2 e . 35 =,
BT ST AR RE AT EE, NARBISAZ OIS s . GBANRR FH EAEK, mERR
FH 38 S 5 0 XS R & AR, (HH AN 1 NGS AU FH = SOR BIAZ 53 (VUS), oA K 30 B 6 35000 12 9 1%
XRAZ . K4 ACMG A8 54y Febnith, A HEE AL 7 5 MR R RAFE LRI RIK R, 2B TRl 7B,
METX R EL2 FH-RCC. 2T FiRZ EHbNL, A6 H 4 S B I AR s AME: 0T [F & B
PR S 7 AL R, TR 2 R R R T R, G T R R RS X T S ik FH Bk (H
BERIMNFPAAT H VUS B, JE2RmT 58 BE R RIEML IR A, SEXRMAGKRER, #—PRREZ
FH-VUS [BTEIRIR R L. [FR, ST EEMEE FH-RCC RG], 24 foirimt vl 4n I T B, 7 o5 3tk
PR B e . RME AL A8, DI IE 2 .

2.5. FH-RCC PR ST LHI & RS B

FH-RCC LB ME TR S LA NGRS m: 1) ditdifunms:. £ FE2EN, KRR, £
TR AR, W0 e 22 0 = LA, R /NS I SRBE R B AR /D WL, 8 4 5 T H IR
FORESA, WA AR A 3RAk, MRISFE TIWILL T2WI B EREE S, #2 Mo b m) IR TR
BUERHRIR UL [15] o S 4 e 4 AR RO, BB 28, T WA 2 3 O AR, S 204 CKT (+).
CD117 (+)-FH (+) [16].2) Xp11.2 5 Ar/TFE3 Jk [Kl filt 5 AH S M B 40 e « i AE 042, 55 2oLl 2 1:1.5,
CT FHZ EMmEE, $4, W E W, SN M AR, Hmaf 2RpE “2iHgH” #14, MRI
MBS 24, BT e AR AR A E[7], Xpll.2 A TFES i Rl Fil £ A ¢ 4 B 0 o o 31 _E 21
GUEAZ R, 2R, FSRRBUEHANRE, Sk TFE3 2omfHtE, 8T FISH HoAK I TFE3 &
R, FHEEL RT-PCR K HAH S fl& R R (1 ASPL-TFE3. PRCC-TFE3 25 HH il &5 3 [K]) /& H2 Wr & 5
#E[13]. 3) BHEAEE: KT 50~60 ¥, HMHEZIW, MEEETHHIAESE LK, BUNIMNEZ)E
FRTERENT, CT FHEMMY 2 RGNS mEE, WoRMERgal W “EFR” 850, BoRainT ks
TEPE “RAFZCHE” MER[LT], &S FUERILOCIRG M N T, RERAYELAHIINE, 2 45RENE
FUARGE M EH W, FZ44k FH (+). GATAS3 (+). INI-1 (+) [13] [18].

3. &g

FH-RCC fEARFE SN, IRARERIL . H SR S & G i i ok bk, Rt s
RIS HAMRA AR o IR PR2IT AR ITRHE N S 5 R AL R S BUE L 0 T & IF dEia ok
TENVE. 25NV RN 5 AL, ULt s e N, HRBRAIR EE S TS AR
SEBRPERREL, EATYFRAL . SRR I A B SEAE R, W e LB AR AT RE, 355 H L A
M2 B e T are AR A, il 2 A R ER AT MBSO R, AR R FEUIRT
RIS, KPR OR B S IhRE, SRTHE I Ef R, RIGTETARUIBRGZEARRIGIZO0TBL %
TAZIBIERE By, SR A G 35 v Tl A s, DRIE, RS A BIIG T S e BE U B B
K. IR S5 G BB W R AL G BRI NS IR, e MR AT 355
BIRIT T %, IERRUNR BRI, IR R R MR

B M
P IR L3R B O S R
FlzEhzE

JITAT 3 320 H B AN AE R B R 5
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