- 874 - BEXER 2 2023 4 8 H 25 22 55 8 ] Chin J Diffic and Compl Cas, August 2023, Vol. 22, No. 8

[DOI] 10.3969 / j.issn. 1671-6450.2023.08.016

=/ UL s 1)

1AL V- T LT o A0 A0 M A 245

vt 4L

fiE 1 B3 SCHR A~

YEH B : 100006 bt EHBEERI I E R AL 50 B2 Be /At st A S (4 e 1o B e vt

BAEVEH . WAL, E-mail ; yehong@ cemu. edu. cn

[ ZE]
[R8ER])  SRALYETE WU R B A BB 25 B A s 12 W 3697
[shE4%S] R737.11;R737.33 [ C#kARIRAD )

HIE 1 B AL T WL Ao 0 AR A 2 TR B B R PR BORE R EAT SR ]

Hereditary leiomyomatosis and renal cell carcinoma syndrome: a case report and literature review Ye Hong. Gynecol-

ogy Minimally Invasive Center ,Beijing Obstetrics and Gynecology Hospital , Capital Medical University , Beijing 100006 , China

Corresponding author: Ye Hong, E-mail: yehong@ ccmu. edu. cn
[ Abstract)
and review the literature.

[ Key words)

B, w42 % N2 a2 10 A4, INE 1457 F 2022
F1H 18 HABE, BE 10 REMIFHRHBHAHALEMZ S
RERM 1.5 45, BN Z R FENIE L ~3 em, KIBIT, 1 4F
MR L R MR 2 ~3 1%, A 4B WI 4% 520 d,
LWL 10 d, fsks = ), JOIRAT B AERE , AN Be A Hb 5K
F 54 o/L, ORAMEZEYIEYY . 5 D HRTIORMG & T8 BLRT 0,
ASHRIN G N2 14 J8] , Fe vl ful S AN BB AR 45, A Hb
76 o/L, EIEEEKA (2021 4£9 H 24 H) 5K 12 em, B KB
AW, B B ISR T L — BRI WU AR 5 A PR AR e A
JE LW R BE R LR (BZERY) , 2RI FE NBOREE( T 45 13
R) BT E WL, GIREREZ LT e WA, 744
IR BT 830 ( GnRHa) TilALBE 3 J1 4, %A Hb 134
o/L, BEBEIEMAE, 22 2 77 12012 SEATHIE 77 A A b Rl 5)
Bk 2 BT B WU (CREREEATE, AR R ) s B A &8,
WIAERS 13 2,4 ~5 /28 d, H &, o4, R H £:.2021

Report the clinical data of a patient with hereditary leiomyomatosis and renal cell carcinoma syndrome,

Hereditary leiomyomatosis and renal cell carcinoma syndrome; Diagnosis; Treatment

F10 A7 H, BB, TN AL g, s
(2021 4:8 H 23 B) . FERIN, TEAK/N. 1 ecmx9.8 cm x
8.3 cm JULJZ IR 75 A ¥, JULBE ] UL 2 AN G [l 75 4595 (KT 10
AN R FERHS, #8432 1 'E s, K/ RS5.9 em x 6.1 em x
5.5 em R4 Z 8 LG AR (CDF) 7R %545 il s B P T DL 5%
RIS, ZHT MR(2021 4E 11 A 12 ) . FE L KM
BEIRIIR T VR, 38534 & AL 5 15 WLJZ P9/ H ok (0
B 1), BHEABRETHAERER AP ILFE KA 14 4,
HIRE KB SR RE L R RE] RO I T R4S, R 1 ~ 6 cm,
BRE LT RRER B RAL , 47 FE F 2 DB AR A, Sk F
EHUE 9 M, RFRESW . T8 2 B NUE, A I R
R K AL REGRA Y (FH SR fE L) 70 UR 354 KB S5 & FR 47
SRR VR it — 2B LG, Sy FH BREE IR R 52748, 2 B
SRt A P T LR s R A MR 25 A A, IRE AR R IR E BAT,
LJAE B, BRTEEAEIBEZ T, AR RIS,

TE AL T2 IBUEIEARAE ; B. T2 IR IR 5 C. DWT BT ; 87 ks 75 WU
B 1 sk IR R AU SR S AR MR IR



FEME 2 2023 48 H 4 22 B4 8 1 Chin J Diffic and Compl Cas, August 2023, Vol. 22, No. 8 - 875 -

W R R S A0 (hereditary leiomyo-
matosis and renal cell carcinoma, HLRCC) ZEAAE BN Reed 45
BAE R—FiE Yo (R R SR AG IR 2R B AE, T RS 2 R
1% 7K 45 Bff ( fumarate hydratase, FH) B0 2R 3L [H 245 5 An Gt |
I PR 2 B0 Ry B JOR V-8 LR B LR (R 28 4 B A g = b
SPIE T 5 U ) J e A 2 e R0 34 3t A% 201 J 98 ( Leydig cell canc-
er) %5 I PR K 43 £ 3 D R PP T LIRS A DL B s
ZiWiR12 (A HLRCC [ 3 AG & A 0 P R B v T8 22 109 B o v
i, BAFERIEER . FH T AT BBk 5N
KBS T Y AR 1q42. 2, FH & =B MBIGH b 1T 51 &
PR 7K 2B RE SR 1 SR, Lk BN 2R 0 2R AR 1T R 2R 1 2 AR
FHSETF=HI A A5 5 S8, 5 30 Mo S i & 2k B A
AT AAAE FH SER IR R 28 A8 M 289806 0 FH 5t Z JE F1 HL-
RCC ZEAAE  FH 5k = i S — B # Yo iR lRork s 45 7, nT G
FH EHA AW Ga a2, 2 S804 LE NG 2 &
RNEAMMZRRGERFIT T HLRCC 254 1iF ) 26 3L Bz ik
PN ot e WUR B A= 28 0 B A g = RRAE, R
ATHAE B O DT B I S BT 995 i B AT 1 1 1 0 i % i
. BaTHE E NS 200 A HLRCC B KR, 15 &5 %
W ICER ST, — TR AL 4L 58 & B, FH R 2715 8 % R
RYH 1/1 000, 0] REAFAEFR A ToA R BE 45 2 2 A AEAR Y HL-
RCC & AE 2 -1 JLIR A2 LR 19 S0 S %8 (76 % ~ 100% il
80% ~90% ) B .5 F & e s (15% ~20% ) , SRS 5% Ky
90% ~100% "',

TR M 7R HLRCC 55 1R T & UR s B
TEAE FH SEE BT 2000 JUB A BRI h 29 5 1. 4% L5
HLRCC ZRG1E—HF A9 B - S e 1 414k e (5 B 22 Y FH
( =) MEAUA 0.24% . 5 HLRCC ZEE LA XK, — & B IX BI7E
F FH SR 5 R A0 FH 3L & A=A R +F
BRI K A 2 AR | R IR AL kAR AR,
BTG IR 2R 5L 2t B i FHL d5e o 250 T ST 9 LSRG 2 B b
B, BE AR R S & A B A g v KR B, DA AR &
PFE FH B E LT, S5 Py K A5 R R & B, 4 1 5 30U
FE 2-B8 FAMR -2 Bt & R ( 2-succinocysteine , 2SC) 33 3 3k | # Al
DA 3 e 20 ARG DU 2SC A/ E 2 75 77 7E FH 35 BB I IR
ARSI R H bR AN 1 T A 2 RRAE L G s A 2 Ak A
{6, (FH - /2SC + ) FIZE5E R FH 3L 528 w42 050 (05
YA AR G BE AL TR (X 43 FH S M 20 i 28 28 18 02 ik 3R %8
A HEAEWIFE A, FH K 2SC 5 FH 58748 3 R I 45 5 R
RESE2W) &, L, AN EY] BB S ARERF & FH BLG A 1 8
SR, R S ie 2H 2 (b p e o 25 - 0 /R84 FH( + ) 88 FH
(=), WREHEATFE R AR ) AR I2 812

HLRCC Z¢-A1EHE FE A2 28 1 15 200 33 A XU B 1 6 B
B 10% ~16% , BARE ANH I A B 3R 1A 15% , P2 R R 4T
#5040 ~46 & BT 5 0 B RS- 18 LIRS & o B ] (H
SCHRARIE 20 7% BB TE 20 % TR AT 2 A B e, ELYS 40 s
EYFAT N EA AR, 2 IR BN R R AR R
4 2 UL SR B AR B R TUR 2517 O PR A R R

9 FH BB R 75 -3 WU AT FH BRI L) B A2 B, A<
BIEFAENERY) R KB FH( - ) J5 , 5835 2 AR IR /R FH BB
JRR AL #1120 HLRCC LA, B 3 5 XU

X TR E - UR , B8 AR RS AT U R

ANEEERGT R E HLRCC £ AEIR Y7 77 30, 4015 LR 31 Bk

FARETE VIR T, B 00 B 5 22 0 R 7 5 i A O B

A, o T A 2T BT, R B D 0, S R E X T

ARG IO FH A B3 0 i 11 MR JEA7 0 2, LA il 2.

2 O E 5 TT B 1 WL B 1A 2H SR B A Ak A A i e ik

BB AR (MRS) |, 5B T HLRCC £5-4-1iF AH G & 41 i 98 1)

SRS MR G TR A TR

MZ HLRCC Z38 Mkt FH B A A TR R A8, HoA JtA%

P e PR 5 5 0 B AR AR R R AT 38 A% 7 R, X T A BT HL

(- )RCC FRL AT KB FH 3 IR 28 578 ) 5 U 8 ~

10 25 FFURIEAT BRI A ) SIS PR R P DRI R

WkEL , LRI U IR 3R G e B TS

Sk

[1] Ooi A. Advances in hereditary leiomyomatosis and renal cell carcinoma
(HLRCC) research[ J]. Semin Cancer Biol ,2020,61 :158-166. DOI
10.1016/. semcancer. 2019. 10. 016.

[2] Shuch B,Li S,Risch H,et al. Estimation of the carrier frequency of fu-
marate hydratase alterations and implications for kidney cancer risk in
hereditary leiomyomatosis and renal cancer [ J]. Cancer, 2020, 126;
3657-3666. DOI;10. 1002/ cner. 32914.

[3] Alam NA,Barclay E,Rowan AJ,et al. Clinical features of multiple cu-
taneous and uterine leiomyomatosis: An underdiagnosed tumor syn-
drome[ J]. Arch Dermatol 2005 ,141:199. DOI; 10. 1001/archderm.
141.2.199.

[4] Rabban JT,Chan E,Mak J,et al. Prospective detection of germline mu-
tation of fumarate hydratase in women with uterine smooth muscle
tumors using pathology-based screening to trigger genetic counseling for
hereditary leiomyomatosis renal cell carcinoma syndrome: A 5-year sin-
gle institutional experience[ J]. Am J Surg Pathol,2019,43(5) :639-
655. DOI; 10. 1097/PAS. 0000000000001222.

[5] Lau HD,Chan E,Fan AC,et al. A clinicopathologic and molecular a-
nalysis of fumarate hydratase-deficient renal cell carcinoma in 32 pa-
tients[ J]. Am J Surg Pathol,2020,44 (1) :98-110. DOI: 10. 1097/
PAS. 0000000000001372.

[6] Xu Y,Kong W,Cao M, et al. Genomic profiling and response to im-
mune checkpoint inhibition plus tyrosine kinase inhibition in FH-defi-
cient renal cell carcinomal J]. Eur Urol,2022,14.S0302-2838 (22)
02406-X. DOI:10. 1016/j. eururo. 2022. 05. 029.

[7] Cancer Genome Atlas Research Network, Linehan WM, Spellman PT,
et al. Comprehensive molecular characterization of papillary renal-cell
carcinomal J]. N Engl J Med,2016,374(2) :135-145. DOI:10. 1056/
NEJMoal505917.

[8] Wu G,Liu G,Wang J, et al. MR spectroscopy for detecting fumarate
hydratase deficiency in hereditary leiomyomatosis and renal cell carci-
noma syndrome [ J |. Radiology, 2022, 305 (3 ) : 631-639. DOI: 10.
1148 /radiol. 212984.

(s B3H.2023 - 01 -30)



