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Abstract

Uterine myoma represent the most common benign tumors of the female reproductive organs. Among
these, fumarate hydratase (FH)-deficient uterine leiomyoma constitutes a rare subtype caused by
somatic or germline mutation in the FH gene. Germline FH mutation are closely associated with he-
reditary leiomyomatosis and renal cell carcinoma (HLRCC) syndrome, where uterine myoma fre-
quently serves as the sentinel manifestation. These cases typically present with earlier onset age,
rapid growth rate, multiple lesions, and high recurrence risk, often necessitating frequent surgical
interventions that significantly impact reproductive-aged women through compromised fertility.
Notably, HLRCC-associated renal carcinoma demonstrates highly aggressive behavior and poor clin-
ical prognosis. This article presents a case review of FH-deficient uterine leiomyomatosis accompa-
nied by literature analysis, aiming to enhance clinical awareness of this disorder, facilitate early
diagnosis, and ultimately improve patients’ overall prognosis.
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B, 35 %, GOPO, B “TENURRIERTAYL 4K, HIREKR 247 T 2025 4 1 AN,
2013 FFEH 23 BN ERRRTEZRIE, THESTHILERT “BEESE N rEUERIRAR” , R
FIETEWUE 10 /AL, K#F 6~7Tcm, REWHEEHR: FEFEIVE, REARMFEGE: SFENNE)E
F(SMA) BH 1%, 24 Ff A% 184 58 0I5 (Ki67) /> ol 48 i BH 12k o 2820 R i A FH A 2 R 9 % 6 S 0 25 38 3 71
(gonadotropin-releasing hormone agonist, GnRH-a)¥4F, R /KFE. 2016 F(H 26 Z)EEH XA “FEZ£
RIWE” T E R ESERAT “TFEFENUERIRAR” , Rrpbodp HEigR “FERM4HHE,
BT, BOM R WIRSE, PR TR R RIWRERER Y, BRS AP PEEEAHRT .
2018 4F(If 28 DY) HE T IR RFFEEH 2, BRKTFEZKIET “FTFETFEIERBRAR” , AR
R R, BAARTFARIDS IRFRELE RATE, REMEH GnRH-a 4, MRIRME, REeEad
Bhs, FEIUEEEHAEK. 2EREHESSELGYImRKREEEHZAT), HARNUEEKSEE. H
TRES S [A] K R I sl g /N BB B N B, g k.
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REETE, REL 112 x9.0 cm, ZRWERIR, BEER, NADFIUZEE” , FHR “MaEE 92
g/L” o BET 2022 4 5 H 7 HAT “HIETFENERBREAR + BEAERBAR + RGEMBER + 28
AR AR WK A8 R MG s 28 B B3 T2 R, T EHTAL, WnAe 4 N IR/, SR WA ROV R SRR,
WU AYER R, e, ARrhILRIBRIUR 35 #, REWMESR “ 5 B UV, o a7,
J IR LR 43 X WIRAE, 03 Bt i ib 20 6 N/10 HPF, A 204Uk 2 et . SMA (59+), 4525 1 (Desmin)
B, TA)AZ Pk R B (ALK-DSF3) 11, AR EE S0 AH CHU R (HMB4AS) A%, FH BIE, Rk E A
H3 (PHH3)#7r 228H 1%, Ki67 FHPEZRZ) 10%, 4G R B geta s, #f546 FH SFaAFEI0E, &
BRI FH FEDH,  BRAMEARMEFIENURER” « BEARE 4 MPHEBEERESRIRR “TERAKRE, NEE
B B HAREL H AN AT BB [m] 75 1B e 45795, K# 21 3.8 x3.0em, AIWADFIEFEIERSE” , RiE¥
L ARJE1ES RE 1E 44 H S EERNE A SRR 28 AR E RS EFEAEFEX,
RIGPEY FREEMESFMTET &, AMNE MEETEERNANMFREMEARR): Ok
chr1:241661270 £7 & _E FH 3E K NM-000143.3:¢.1391G>T (p.Gly464Val), 285 KJ5 T HHE A%, NIRKE
XARAR . IR0 WIR R A IOR AR NI B, WEMEE, JFARMEETRE AR FRENZ .

B 3 ANHITHREAITER, AEMEARSTRESE, 177 S8 E R T ERBK,
TEARARN, B2, WIEERRNGE, WUBER RIS A0 2 MR R S B kg, BERBEATE, K
HY19.3x78cmy 7.4x6.1cm, BIATENELACESE R, KAL) 53 x43cm, XUGEERT I, X
PR X TR R R W R R AR, R R “M4&EE 107 g/L” , T “OKAERIER 7 XPAE ki,
I, BUAT T EVIRAR, BEPRERFAR, ZFRARE, T 202544 1 H 17 HiT “HFEET
BV + AR ONE DI + BIEAREREAR” . R R SO R E T N EREIEE . TE
KA MEE, ARG E BT 2 EEME T HIEE T E LG LEE, TEkng s M, RKna%2
NKAINAZENIR, KEMTRIEE, HAZ8cem, RE /o T FEAIEREEZM TR B, WMER
BE, SR HIERROLE 1) RPFEKGE 1z Bz B, BEBCEME, 2 mImA, ik g 1500
ml, RJG T LA ETTMEEAEE, REWRIEIR: FEZRFEIUE. 18I, SERIHREE A,
KA IR E R TE R . (Wil FENUR) FE IV, %Rt FH(-), (RN FH GREEREE
MR BFEARE—BAEOLE, T 2025-01-22 TR H B .

Figure 1. Partially enucleated uterine fibroid and resected uterus
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KIS BAERRA LIR 126, SRS Lt B R S, BSO8R 2 Mg, Hrp
VHAEAE, BA 1)L L, B, 51 H40 RELKIEATENVE, 202 R ElURRIRL, 84
VL1 2, Ekfi. BB SORA 7 DESLIR, Hodh 3 Otk ¥ 78 2 RkIE.

2. ¥+ig
2.1. FH Ba8 FEEailERRITRERKE

TENVEZBE L AR R R L —, BRIAARIEENIE 20%~40% [1] [2]. FH HEHEAY
T EFI DU 2 R BN RN, 2005 P T ENURZEIYR 0.4%~1.6%. FHRERER., BHAD
KA P I R AERIEAT 6~12 4, 40 ¥ LUR T ENUR I ER AR, FH shFEHZ) 5 2.6%, 30 5L
N ECBITTIA 4.6% [3]. FH fEZ A2 5 = SR BRIE P (tricarboxylic acid cycle, TCA), HELIEHHZRERFN L-
SRR IR AT SN o FH PR 2R 08 B AR ek AT S BUE #H R ARG, BRI ER 1L IFIE ik 2-38 5
P2 2 I & R (2-succino-cysteine, 2SC), G H LU= YR BN MR AN FH FKIEFAYE K& 2SC FRIEFH M.
FH ARG f6453 TCA RIS, LRI A BEER 8D, (R E A0 M N A AN B At A, TR 41st R 4A
753K -F(hypoxia-in-ducible factor, HIF)F#f#, {f HIF J& FEFESR R F/KFTHE, IR rEsia, (et
MOBEHE . AENE S A, AR R A SR [4]. ebD FH SR T tdk 1g42.3~43 X35, & 10
ANAME T FH BRI RAS S IR RRAZFIE RRAS, BIRDIRe R RA, BT RAAT H LRAE
M RAR [ SCRAR . FEPIGRRAE, i SCRAR R W W[5] [6]. A R T FH 2R 9 S 4R T
BEXCRAR, 5 1391 ALIAR HIR T S MRS (G) A M B i (T) I B 46, (A9 ZE DRI B 1) 55 464 A7 2 FEBR AN
FR(Val) RAS N H &R (Gly). FH BRI RRAZEH W, Wl 2 NH0K, RIS RiIF. IRRREKRZ Hit
AV 5 1 LR 995 T 41 B g2 (hereditary leiomyomatosis and renal cell carcinoma, HLRCC)ZES fiEAH 5%
HLRCC ZREIE & — Pl W) 8 Ge R B BE 0, IR RN T8 2 RIVIE80%~90%) 2 K K JkF-
T LR (75%) 1 B 4R 1T (2%~43%) [7]. AT 2 KA BB IV 5 7 B VR RIL, MBI 2 KA Bk
5 P15 WIJ& 7 (multiple cutaneous and uterine leiomyomatosis, MUCL), 1973 % Reed B IXHRIE, XFK
Reed ZFA1E[8]. FH EH7E HLRCC ZREEH R—Fiflm K, HMERRBFEEMmE “WEFTTH” #
W, RIEAANSEAT B K (1) RAZIE A L LR BN TE R, 4571 — N FR I R R AR ) S5 7 IR (1 R, FE A
YA AL AE TP B OCR AR T — S A FE R R AR, RUEE A7 42 AT 1) R B3 B 1 & £E 9] [10]. (HIFAERT
A FH ZERRAH 2 380 FH RIAGRK, #55 FH &5 SCRAS I MR 2= B fae (R i PE ), SUdi e
P Gk 2= gt FH 208 S HUSHPE[ 1] T H =4 2SC £ F i 3B 10 FH SR R A8 B A B = 1 A
&, (HH AT 2SC HLiR AR Z R .

2.2. FH FEEFE R AERIEARRI

FENRPR RIS T, FH SREER 7B - ST E T EUR N R £, RIVGERZ . 20E K,
SR E L. R N SR BRI R, TR MR IR AR, ARHTR B BRI A A
R ARAR A B 2. T E R AR AR W T B DR R 757, IR R (MR AT AR
IR T E VRN B G SRBEHSCR . MAEEILAT. 2 FH SR T =i U 8
FIAT HLRCC ZRGAERT, LRI AP AE R, FLH fE SRR v] i O 4 I HH 2030 o B F) i A
W, E A R, HAVERER S . RARECR, AREER12], REfT FEUERER, 2H0EE
M SAERER M N PR R, T2 RPARRER VIR T 5. A61EE 23 S ERIA 752 KIUE,
RN, FWEK, WEAR, SRR, WA REATEESR IR EERREAR, 35 %
I 2R E S R AR 2 T BV AR . BB WUR 2 HLRCC 25 Gk B meBUsoiRs = I RAEIR, 38
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WA A TR () (L BRELAR 0 Fe B s 5, SKBTHRAE W, 20 8Eci B RE, 76 H e
R, B IR R VRS, $ R B BORNEE PIm I [13], B2 JRZH 23003 B EAG B = LR e it o IEHH R
PR 7K A Tt B3 752 55 401 i % (fumarate hydratase deficient renal cell carcinoma, FH-RCC)f& —#1 5 HLRCC i &
AR IR G )28 W S g, I PR R BN G I . P . RS, A2 2 R T AL
SR E g, BAmEREE, RN, FEmEp ek, SEBYEL e £2h
MR, TG ZE[13][14]. Patel %F[15]6145 7 HLRCC LR & AEMIIG RIS WibRE, @& 2 & FEARMER 4 %
WEFRE. FEhE: © ZRMELVAFEIVE, a2 EEEE:. @ BASRSABRFEIVE,
RROEPEAR . B R © AL PR HLRCC ZiE s ; @ 40 % 2 fi I 1T B AL SR B 4
fgiE: @ ZoPEAE 40 B HTHILEA T BRI T EIVE: @ f6 ERFAZ —M—2955R, —HXAK
JECHER T 40 B ETHBUEA R EEIR T E AU . fFA R EARMERT, KB HLRCC %A 1ERI AT REMEIR
Ko BHRE 2 2L Rk EARE, WA H N HLRCC A 1E, FFHTHE— S el LA Bhiz Wr, o
G H LML B G o i BRI 45

2.3. FH SRFEE T B AR RIE IS B

FH SREE R 7B P WUR A IR S @ VB R BUC R [16], DIMAH S t, MEUR, P,
VR 5 A Bl AL 400 TR [17]0 AR RS IR RS TS, IR L2340 s FE R n, SR IR # 25 LA
W o [T AR AR ML (18], ML AP B A SR A H AR R, ) L DS R B IR A, AU Jrs A
gik. mEE MR RIS Y, AR S A SR AR AU R P IR G, LR R . X
B VERRIMEAZA L B R IR GE . N BRI TE i, 5T A AT LB TR 1 B3R /N ERTTAR [ 19]
[20] {ERERPERZ 73 R GIEH <3 4/ 10 HPF, FIEEHEVEIRSE. FIMLEE ARG T B AR WALZ 5RE > i
BAERADANERINUR, S H UL 23 7R Desmin FRIEFAMESR-FIE UK, FH 7EMR A b Rk 5
Sk, TR VLR AL b J BRI P Bz 4P b 2 R ERGB (IL I 2)

X E / bRt P F

- z e o ] e & E
(A) FEREIRARGE BT ENIRE DRI (B) #ikFra @A HE Jett, ZEMINIEHR FEHUZ, HE x 100;
(C) FH B[R 1 & i R 1 HE %eft, HE x 400; (D) Desmin £ R 41 i £ B %3%, HE x 400; (E) FH &1
TERMR A B b S I PERRIE, A P9 R AR IA B ARy A XS R, HE x 400; (F) 7Sk Jros A ea 40 i v FH 8 S 9
PERIE, EJTIIAE Y R H R EE LZ A S B R AR N AR, HE x 400.

Figure 2. Postoperative gross uterine specimen and pathological staining
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2.4. FH SRPEE T 5 AL ERETr KRR

FH @R[ 7 BB RO aEie . AEKBRE SRR, REFEFRGIT, PHRAFLENES
The, AIghRA R NEA AR AN, AR T ERWO LR AT A E VY, LRV R AR, BX
B2 RSRYT, AT T ENVERI R AR ST GnRH-a. B A B /e bR ik 220 B A 22 R GE(LNG-TUS) 55 254
HIT19], & 25067 R H VU B AR AR, ™ B Ma ARG i &, WAE e 0 M 5 18 Je i+ 1 E VIR,
T H ERF WIS T8 A D) LA 2 LR R B T A R 6405 B RSz, A 0 B 4 P 4 7 245
PIEAEHIFIE TR VR AR . #5588 HLRCC ZRAMERIEE, PR RT3 R I DL 2 W,
TR AN R RARIE R RRAR M B, HONOZEAIFIBER AU B S, WO R AR, WATH R
FERAGI, X T BURTE FH B FIE R RN E, @i 10 2 LS ET B IE MRI BT IR iR d, otk
I RFFATIORRE A A .

3. IhEE

ZR LRk, ARSI 6] FH SR 7B PE VR 858 2 iz R PR, Sl B ok
RN T 4 Ry ENVERERTA, EEETEIEIIREAERK, MEEWENRE, RELFRNEZ
TEVIRAR, Kk TAEBDR. BEEFGNFHIZ Y FH R PR RRAE, EOVIRAKRE SORMIREE, (H45
HREZRTENREELE L. TENUE R HR ATt FHC) X R R, AR 7% )y HLRCC %3
B, TR VIR 12 8 85 T B2 RNV R IR 2 AT B IE MRI R BRI A . R m il
T H 2 RNV RIL Lo w3 — AT Sanger IR I0IE2 (451 A1 (R 38 57, 0] R385 2k IR R 38 e SU At — 21
fif k. FH SRFEZST B PR UR % (E N M HLRCC S-S AERIE SRR, 2 I PR 2 R s B 2 2 e
THIRSELL R, X TRAM. 2R, FREEEN T BV EH WAL bR R R EEY, e
7, S HG A GOm0, Wb B AT R R, AR AT S & 2 B, 5L FH SR AL IR
I RITIAER, FISEHL HLRCC ZRG ALK HISWT, AT B 88 (0 i S M 29T 7 S 1 52 s =
SHfIA], AR BEBAA TR .

B M
IR C AR AR R R R
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