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1. EXRIEIR

1) REBE

- Peutz-Jeghers JiE i #f (Peutz-Jeghers syndrome
PJS) i 1921 4FIZ Peutz 12K D 1 AW E 45,1949
A2 Jeghers HIZ K DIEREM GBS W /EE T, &
W 2 BR < AALAT ORI AR ) AR — 2 2 L EUE, TR,
BRI A0 E T B, RO G RH AR M E 45 Y.

- STK11 QMR ORI S 72~ (A FAE
1) ZBAEH SN T2 ME— DK & 3 5 5 Y 54
HIEMIREBTH 5.

- FEAEF ORI 17~50 % IZFMEIE 4 788 25 IRREFITdH 5 2.

- AAEMREHE TA S N 5 Sl A U — 7130k Bz s
JRE PR S TEZ B, R A IR 20 © 0D ST 38 A e SR D RSP R IR B 4
DR TH D, Peutz-Jeghers R — T L XN T 5.

- EEE E e aE A, FUE, I, e, N, N, RS
L&, ML O CEMEEED) O EHEICEE
SN, WYILY—NA TV ANMETHB Y.

| VARV IrZrg) S
[23) 7~ b (variant) ] &3, BERNW WO L etk % S LB
M %0 [l 286U, Danid [Z2E] LFEh o,
Z ZTIE T DNA ORI A 12 38T, Genome Reference
Consortium (https://www.ncbi.nlm.nih.gov/gre) 2R % =
e s s (bW ) T 7 LY S, B3l G
[E# ]| e b/ ARSITIE RN &R 5 IERS] 4 58 kY 5
PERANSNTEZ, [25 (mutation) ] IZBI L, M TIZAEY
MREFEOA B GG S, HEBOHWHIZRELE S 5. TD7=0,
[Z5 (mutation) ] LN FHEFLZ AT [Ny 7V M %
FHW, ZEWeri & 2 IR ER IR 1 32 3¢ O Rl & I3 2 3551,
pathogenic (1) X benign (Y TZ 1Y), uncertain significance
CEFEAM) 5 & OBHiFE %D TRBIT 5.
WAETEMRRS/NY 72 b EFRE/NY T2 b

W T 530 T 283 LT kA 5 DNA ORI 251k
EAGEMNERAN) 7 v k&S ZAEIN O T OZEAITHF
£ 2728, 25 OFT R TOMNLIZE CZELBFAET 5. @ik FEE
e, SAERT 24 DS oM (RMITL) (2#RIIC4
U 723G RCA D2 L 2 Al Y ) 7 > b v,

[ES PR 18]

CGRIOIHVERFISIEE L 720, SRR A LR
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27%, EIHIZ 24%DHIGTRO 5N S V. FY —F 1210 5%

ICFEE L TR %25, iR figE, Hwﬁﬁ%, i o Al 725 &
THAET B DX 20~30 L TH N TH 5. HEMD
WIFEAEHROpYE X 16 1% (3~50 &) T, ZD 50% i 20
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OWHE DD B Y. 10~15mm KD &K E VK — TR
WKEMES KY) =7, BBISHKRT 2R — 7 I3UERTRZ
EFEZ 5. 10~15mm KD/PNT VKR Y =FIZONTEIRFE
RNZKREL BB 2N TPRIND 20, FHOHESE K
WS BIZUIERZITS T & &2 FRE L TR BAEIZKSHY
—TUIBRIIR A, NRIZBW TR RN ZAEITIT S 2 &0
TELZFHTHH W, BHERRRKR ) RS b I -
SEREREOMIBIEDOME & b D FREILIVETHS. ) —7
MNIEFITK E S UIBRAR 2 3554 %° BAE TREETE v
LA 3 NEEEIC K AR Y X2 b I —=RHEUIF T To
M AZR 3 5.

H, KA — 7149 2 WRERUIER oA -z DWW
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Peutz-Jeghers syndrome (PJS) is a rare disease
characterized by the presence of hamartomatous
polyposis throughout the gastrointestinal tract, except
for the esophagus, along with characteristic
mucocutaneous pigmentation. It is caused by germline
pathogenic variants of the STKI1I1 gene that exhibits
an autosomal dominant mode of inheritance. PJS may
be identified by multigene panel testing in patients

with cancer.

In this syndrome, there is persistent development of
hamartomatous polyps in the small bowel. Such polyps
may cause bleeding, intestinal obstruction, and
intussusception as they grow larger. The initial
gastrointestinal surveillance should be performed at
about eight years of age even if no symptoms are
present. Endoscopic polypectomy should be performed
for small bowel polyps with a diameter of 10-15 mm or
larger. Appropriate surveillance is required because
patients with this syndrome may develop malignant
tumors of different organs such as the digestive tracts,
breasts, pancreas, uterus, ovaries, lungs, and testes.

The present clinical guidelines explain the
principles in the diagnosis and management of PJS,
together with four clinical questions and
corresponding recommendations. The guidelines have
been designed to promote seamless implementation of
accurate diagnosis and appropriate management of
pediatric, adolescent and adult patients with the
disease.

Key words : Peutz-Jeghers syndrome, child, adult,

STKI11, hamartomatous polyps



