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Peutz-JeghersZE &-4E (PJS) /& HHSTK11/LKB1E K R S B F W e falk BAE@EEH, UHEAESZR
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Abstract
Peutz-Jeghers syndrome (P]S) is a rare autosomal dominant genetic disorder caused by STK11/LKB1
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gene mutations, featuring multiple gastrointestinal polyps, mucocutaneous pigmentation and high
tumor susceptibility. Female patients are prone to multiple organ tumors, especially those of the re-
productive system. This paper reports a case of a 50-year-old female PJS patient complicated with
gastric-type endocervical adenocarcinoma, thyroid tumor and breast abnormalities, who presented
with abnormal vaginal discharge and had a history of intussusception surgery and gastrointestinal
polypectomy. Genetic testing indicated a heterozygous pathogenic STK11 mutation, and she was fi-
nally diagnosed with stage IIIC2 gastric-type endocervical adenocarcinoma, receiving surgery com-
bined with radiotherapy and chemotherapy. Combined with a literature review, we explored the path-
ogenesis and tumor susceptibility of PJS, focusing on the clinical features, screening difficulties, di-
agnosis and treatment strategies of P]JS-associated gastric-type endocervical adenocarcinoma. For
PJS patients, individualized multi-organ screening and follow-up strategies should be established.
Genetic counseling and testing should be emphasized to enable early detection, early diagnosis, and
precision treatment of associated lesions. In addition, family members should be screened for po-
tential carriers to improve overall patient prognosis.
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1. 5]

Peutz-Jeghers £2&-1iF (Peutz-Jeghers Syndrome, PJS) & —FiZE WL HHZ2 R RITF R BRI 11 sl
B1 (STKIL/LKB1)ZE KR A 5| 8 Ge ok MRt AL g s MR ) = R KRR AE ELAS . W ALTE N 2 K 1B
PRI R IR 0 28 P P £ 2R U6 B S 3 TR s 5 B ) [1]; i i, ASFH . BB S A2 PIS B L
HRIE. HHTAN, PIS B A& AR R el e s N s, Wy B K. B30, JUE
ek, AL R R . ORI BB SR [2]. Lot PIS BE A TE R G0 H W AR/ HIR B S
A E R, SCHF - A BTAAMOR BRSO INE T R R AR R R SR [3] . T KB R R B
LI 16 PIS A IER I LS EHAL (E S L FLAR . B MR B, R4S & U SJHoE i
o

2. HRBIFTE

B, 2, 50 %, G3P1, I “HHiEREARK 3 H” 12025 4E 5 H 17 Hitiz T3&be, &3 3 HArth
DLBATEHER Y 22, 2OKEE, FRAIBTEA P ANRaEdrR: FREN N2 285, SHER, Wi, &£
G BBIER: EHEEN 3.9x3.1x2.5em FePEml s, BEE, A CH, ML RIS, MR
EEMZ, WK 1 PET-CT #&/R: BIAFUMI, & EHERI, Witk R EIEE. 7 E k.
ME EB, SIS RE KBRS /&Y, WIESSRE, TENEYE, BRI MREsEY
Kr#ix: CA125: 92.8 U/ml, SCC: 1.40 ng/ml, CA199: >1200 U/ml, CEA. NSE. HE4 J7E IE % i
Wi BESAERR: TZ0 A, R EE G FR, Mt mrE? wiE 1 SHEmiER: (20
18, 7 8. 9 &, ECOYHim T B M, Mg FoR(E8H 1. 7. 9 &) pl6 (-). HH MR 20 FHiH
HEBAT R NGVIRAR; 14 FqTRILPIS LE61E, WEHFEEWITE. &W. N EIFTERY)

Tk
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A, MEMBIR. Mo, &z RKER; VERIIR X &idwitn: ZMFLIRE K 754854 BI-RADS
K AA, 4 ATTFLIR MR P8R : AR A A ERIRSED 7K, BI-RADS 732K 3; FURMRE S 1E7R:
FEMF0.4*0.2cm R [FI YT, At 0.4*0.2cm FEMELEST, A I ARGRR A, 5 RE A5 M HOR IR (TI-
RADS: 328), HE# 2022 4. 2023 4. 2024 4F TCT i &r sy BAME. M T 2025 £ 6 H 13 HAT =4
Iz EVIR + A INE ORI + B ESER + BEIKEHREETERA + KM
DUIGEAR + BRER AR, R FEK/NT75*7.60m, S LB, EEBERE, 57 WG A %
i, HAY3em, MR IRE: REwER: BRNE, RIESHERZE, KR, BKERYE, &%
MERE, Bk, OPERI WM, ERkEE 2R, RS R AEL/AE3/CD3L (JikE M I
¥), AEL/AE3/D240 (k& M W), P63 (-), P16 (-), P53 (4= % HY), Ki67 (+, 10%), Mucé (+), Claudin18.2
(-)s FERTIMZR: STKL1 22 & 8UH, w&ZHIATEIEMRREINC2 #). KRG THUT 28 Ik MiEE36E
57 L IRM5 AN R + REMEST (5 21 d 1 1K)

TIS0.3 Mio8

:

(AYFI(B): B IR mEHUMRESNE . B EEMLRESE, (D). FEHEREETIN, (B): KEE, (F): FX
R
Figure 1. Preoperative ultrasonographic images and colposcopic images
1. REBEHEE R KBEREEE R
3. g

RBEWEEEAE(PIS)E i STKIL/LKBL P RAZ 5| K 5 W Qe t ik AL AL, AIRRL) 15 T3
~20 Ji[4]. MM AYImPRRRIE N DS B AEE AL B R VUE X B il 2 KRR It B, Bl

SAAFAER A KU [5] . R8T R TRRT A A KU SR L S AR e AH S, B AR R AE G, oA iR
A MR St vk BT . RSt 50 % UG THE LR, 70 % I 35 (X A2 S vl i 90%, AMY
RHARGKENE 7B, LARGHA RIS, Wi, BbE. S0, FLIEE6].
T PIS R, BRTR SR T IR XKL At BN B AR PR R R A2, Horh 35 BRI R
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Je R ARSI 32%, B 291 e XS A e ARG I 10 £

B 301 7 IR (Gastric-Type Endocervical Adenocarcinoma, G-EAC)E Jy e 2 i i1 22 WL 0 AL (|5 T f5
BB 10%~15%. 4% E B0 1) 1%~2%), WS STK11 BRI RABE YA G, £ 10%[ G-EAC
A It PIS, itk PIS B H G-EAC MIRAEF EE 15%~30% [7], HA W RR%) 50%[1 G-EAC
5 PIS J& STK11/LKBL FE[FZAZM K [7]. 53E PIS #HEPE G-EAC ALK, PIS #HC G-EAC KR F s B 5%
(P31 33 % vs55 %) [8], HBAWikEZ A0 T H 30 F B S S 30 N BRAR VR, H RIUONRR & 31[9], EishH
TSI, IR S HPV LR, BUA HPV it A RBURTEAR 2, IRiZF A 60%~80%, #iis
B2 A TR, RS RIRERIRRIE . R R iU % .

G-EAC HAFHEMM R, RIN MUC6 7RI p16 BItE, X /Bt T I 5 2 /R K&
HPV BRI R & A WL [10] . %R 285 55 PIS LA B UIARSE, 1 PIS %y STK11 LRI AR R 5
BT AENE BN, STK1L fERIS AN MG SE . 04k S 4ERFam Bl Ve S5 5 T R PR R EME T, R
A FE L A T IE B R, AT R A R FE[11]. 755 FHLEIZ I, STKLL 9848 3= Bl it 2@ i
W EE 3K E) G-EAC &4 5 RE . Horfr, STK11-AMPK-mTOR & % 52 W 78 B NIR AN HIHLHI 2 —: STK11
1E 8 AMP #5158 (AMP-Activated Protein Kinase, AMPK) [ _Fiif ik, i #uE AMPK 17 @) i
P LB R 1A 55 2 25 1 mTOR (mammalian Target Of Rapamycin, mTOR){E 53 % ; 24 STK11 KA,
MTOR 18 % 2k 254 T e 5 W0, E T A% W 14 22 11 S6 i (ribosomal protein S6 Kinases, S6K)AI 4E
454 8 1-1 (4E-Binding Protein-1, 4E-BP1) 55 Ui R0 43 (i a3k 4 it A 3 g 2 5 S i 3 5 . 41, STK1L
AR W] I I S Wnt/B-catenin 15 5 38 B (2 1 R B MR R AL @ ) 55 0 IR A BN 38 (GSK3B) i
PE S E B-IEIRER 1A (B-catenin) S H AR BRI R A EAL, #E—51ES Cyclin D1, c-Myc Z580R LK RIL, M
T 3 e iR 20 3 5 5 12 28 Re 0 (EANBR R R 5 T, STKLL w5 p53 P [AIfE FH4E+E G1 WARHM, 1
FLAB R HI 55 p53 TRk, {8t e 2 B e ) T R AR RR S B AL 7). S5 L A, STK1L SR AE v i@ TGF-
B K Wt 5588515 S5 _E Rz - 18] )57 %% 1k (Epithelial-Mesenchymal Transition, EMT), i 40 i 26 B 1k -4 5T
R 512667, MITAR I IRIR i Sz Ab F5 78, Xt n BEMRIER 73 PIS A% G-EAC BH VISR HBLZ 5
RLEERS IR IRAFAE[11] . R BRI TR R | STK1L RAZFE G-EAC KA K I EE(EH,
B H AHESE SR ZME I TR A S E R A, HRAERBAAN K2 HEF T, W TP53 R4 K&
HER2 ¥ 344, MiFFAEhE— STK1L RALrikE . BoNEE N, DA ARE Y STK1L ¥4 5 H A F
TEPE S e K (p16 [ A2 MUCE BHPE) Z [A] () B R . STKLL 225 5 A ACH K IGTEAH RS 5
MRS, T pl6 ik & MUC6 BHE 25 s e HPV IR GRS KA i H, — & B TAELED3%)E
MR Fik, B8R 5 G R 2 B Z KRGS /T, IXE—EREE LIRS T4 G-EAC K4
MUHI I AT R, AR R AR A TR — 20 N R - (55 lEE - RARE” 2 BP0 EHATIR
NRZ .

MFTET PIS LA AEAH G 5 7 2 R0V AE A b SRR ST ATY RO R, A g b &40 n CEA.
CA-125. HE4 SR T-B, fEBURTE S R 5 T AAAAE AR . PIS B AIA YT 560,  H BT LAY
T8 JEL PRI B G R R R A AN 4k g B TR o 2, AR T SR R AR YA 07 2. RAETIZ IS &
I 2 PIS SR KIAEAF O . IRk S i T A R IRE, sk A IR A A R AR
KR F(VEGR) Il B 4k v e e 4u v 7 S B, R B RN PIS WRITHAERT 7 1, 15 R KA IR
W Tt — DI .

A 8 T MR . 2 2 BB, 2R B B B 1R B i 2 KPR, SRR N STK1L 42 & R AT,
MAEBmESFAE, PIS LLAEMEIZW I, GIFEIE R IYE B E . R, FIRREZ BTN
A, HE—PHNE T PIS ZZAERT R KA E RS0, WINZ 4 BRI AL IGIRECNEN. B iEE
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BB AR WS, ABEEERESSR WY SR, PERR ST RE R, #R PIS 44
EBE S IFE IR, WA AU TR, INeEThm. BT, ImRhE RIS E A PIS #t
RAMEREORIUE . BIEZ K EN), HamdFaslim. 53, BRI, isE 2 mamas, JTHEY
PEPR IR E s X TS PIS B, NE ML KBTI R, SHEMRR: 8 X RAFATRRK
KA IR 2 18~20 B REFEATRPNER A . B A2 L E I EE R A, 21 SR CA125
R[12], I E AT IR FORBR SR AR A A, S AT 1A ) SR A I, SEBL 2R AR (L
Bl Bz, fiEiaTr, RN HEREPEBERE, B E.

B H
A TR B KM B EER AR B o (H ik 5. QYFYWZLL42267).
S 3k

[1] Tacheci, I., Kopacova, M. and Bures, J. (2021) Peutz-Jeghers Syndrome. Current Opinion in Gastroenterology, 37, 245-
254, https://doi.org/10.1097/mog.0000000000000718

[2] van Lier, M.G.F., Wagner, A., Mathus-Vliegen, E.M.H., Kuipers, E.J., Steyerberg, E.W. and van Leerdam, M.E. (2010)
High Cancer Risk in Peutz-Jeghers Syndrome: A Systematic Review and Surveillance Recommendations. American
Journal of Gastroenterology, 105, 1258-1264. https://doi.org/10.1038/ajg.2009.725

[81 EXh, XIMZ. Peutz-Jeghers L& & EAH SRR HIBE T IR A B2 0], Hh EIE ™ FHim AR Z% 38, 2020, 21(2): 216-
219.

[4] Gordhandas, S.B., Kahn, R., Sassine, D., Aviki, E.M., Baltich Nelson, B., Catchings, A., et al. (2022) Gastric-Type
Adenocarcinoma of the Cervix in Patients with Peutz-Jeghers Syndrome: A Systematic Review of the Literature with

Proposed Screening Guidelines. International Journal of Gynecological Cancer, 32, 79-88.
https://doi.org/10.1136/ijgc-2021-002997

[5] Amru, R.L. and Dhok, A. (2024) Peutz-Jeghers Syndrome: A Comprehensive Review of Genetics, Clinical Features,
and Management Approaches. Cureus, 16, €58887. https://doi.org/10.7759/cureus.58887

[6] Wang, Z., Wang, Z., Wang, Y., Wu, J., Yu, Z., Chen, C., et al. (2022) High Risk and Early Onset of Cancer in Chinese
Patients with Peutz-Jeghers Syndrome. Frontiers in Oncology, 12, Article ID: 900516.
https://doi.org/10.3389/fonc.2022.900516

[7] Banno, K., Kisu, I., Yanokura, M., Masuda, K., Ueki, A., Kobayashi, Y., et al. (2013) Hereditary Gynecological Tumors
Associated with Peutz-Jeghers Syndrome (Review). Oncology Letters, 6, 1184-1188.
https://doi.org/10.3892/01.2013.1527

[8] Meserve, E.E.K. and Nucci, M.R. (2016) Peutz-Jeghers Syndrome: Pathobiology, Pathologic Manifestations, and Sug-
gestions for Recommending Genetic Testing in Pathology Reports. Surgical Pathology Clinics, 9, 243-268.
https://doi.org/10.1016/j.path.2016.01.006

[9] i, 2, B, 5 S9ERE 2 GG D] T EMEISMERRE, 2021, 21(4): 377-381.

[10] Yoshida, H., Higuchi, D., Takigawa, W., Kikkawa, N., Yamanaka, T., Nagao, A., et al. (2026) Gastric-Type Cervical
Adenocarcinoma: Clinicopathologic Features, Molecular Landscape, and Therapeutic Challenges. Journal of Personal-
ized Medicine, 16, Article 72. https://doi.org/10.3390/jpm16020072

[11] Kitajima, S., Ivanova, E., Guo, S., Yoshida, R., Campisi, M., Sundararaman, S.K., et al. (2019) Suppression of STING
Associated with LKB1 Loss in Kras-Driven Lung Cancer. Cancer Discovery, 9, 34-45.
https://doi.org/10.1158/2159-8290.cd-18-0689

[12] Syngal, S., Brand, R.E., Church, J.M., Giardiello, F.M., Hampel, H.L. and Burt, R.W. (2015) ACG Clinical Guideline:

Genetic Testing and Management of Hereditary Gastrointestinal Cancer Syndromes. American Journal of Gastroenter-
ology, 110, 223-262. https://doi.org/10.1038/ajg.2014.435

DOI: 10.12677/acm.2026.1641483 2351 I A [ 2 3k


https://doi.org/10.12677/acm.2026.1641483
https://doi.org/10.1097/mog.0000000000000718
https://doi.org/10.1038/ajg.2009.725
https://doi.org/10.1136/ijgc-2021-002997
https://doi.org/10.7759/cureus.58887
https://doi.org/10.3389/fonc.2022.900516
https://doi.org/10.3892/ol.2013.1527
https://doi.org/10.1016/j.path.2016.01.006
https://doi.org/10.3390/jpm16020072
https://doi.org/10.1158/2159-8290.cd-18-0689
https://doi.org/10.1038/ajg.2014.435

	Peutz-Jeghers综合征伴宫颈腺癌及甲状腺肿瘤1例并文献复习
	摘  要
	关键词
	A Case of Peutz-Jeghers Syndrome Complicated with Cervical Adenocarcinoma and Thyroid Tumor and Literature Review
	Abstract
	Keywords
	1. 引言
	2. 病例资料
	3. 讨论
	声  明
	参考文献

