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STUDIES"MeSH] OR "CLINICAL STUDY'[PT] OR "CLINICAL
TRIAL'[PT] OR "EVALUATION STUDY'[PT] OR "MULTICENTER
STUDY'"[PT] OR "VALIDATION STUDY"[PT] OR "META ANAL*"[All
Fields] OR "META-ANAL*"[All Fields] OR "METAANAL*"[All Fields]
OR "METANAL""[All Fields] OR "SYSTEMATIC REVIEW*"[All Fields]
OR "SYSTEMATIC OVERVIEW*"[All Fields] OR "INTEGRATIVE
RESEARCH REVIEW*'[All Fields] OR "RESEARCH INTEGRATION""[All
Fields] OR "GUIDELINE*"[All Fields] OR "SINGLE BLIND*"[All

Fields] OR "DOUBLE BLIND*'[All Fields] OR "TREBLE BLIND*"[All
Fields] OR "TRIPLE BLIND*"[All Fields] OR "SINGLE MASK*"[All
Fields] OR "DOUBLE MASK™"[All Fields] OR "TREBLE MASK*'[All
Fields] OR "TRIPLE MASK*"[All Fields] OR "RANDOM*"[All Fields]

OR "PRAGMATIC STUD*"[All Fields] OR "PRAGMATIC TRIAL*"[All
Fields] OR "PRAGMATIC TEST*'[All Fields] OR "PLACEBO*"[All
Fields] OR "COMPARATIVE STUD*"[All Fields] OR "COMPARISON
STUD*"[All Fields] OR "CONTROLLED STUD*"[All Fields] OR "CROSS
OVER STUD*'[All Fields] OR "CROSSOVER STUD*"[All Fields] OR
"MATCHED PAIR STUD*'[All Fields] OR "COMPARATIVE TRIAL*"[All
Fields] OR "COMPARISON TRIAL""[All Fields] OR "CONTROLLED
TRIAL*'[All Fields] OR "CROSS OVER TRIAL*'"[All Fields] OR
"CROSSOVER TRIAL*[All Fields] OR "MATCHED PAIR TRIAL*"[All
Fields] OR "COMPARATIVE ANALYS*"[All Fields] OR "COMPARISON
ANALYS*'[All Fields] OR "CONTROLLED ANALYS*"[All Fields] OR
"CROSS OVER ANALYS*'[All Fields] OR "CROSSOVER ANALYS""[All
Fields] OR "MATCHED PAIR ANALYS*'[All Fields] OR "PHASE 1'[All
Fields] OR "PHASE I'[All Fields] OR "PHASE 2"[All Fields]

#2 | #1 AND ("English"[Language] OR "Japanese"[L.anguage]) 1,809 S anbRE

#3 |#2 AND (2000/1/1:2025/1/31[dp]) 1,456 EARPRE

#4 | "Li-Fraumeni Syndrome"[MeSH] OR "Li Fraumeni"[Title] OR "Li-Fraumeni |1,126 REH OFRGF 72154 4 bILFCEIZRE
"[Title] OR ("Li"[Title] AND "Fraumeni"[Title] AND "Syndrom*'[Title])

#5 | #3 AND #4 879

#6 | META-ANALYSIS[PT] OR "SYSTEMATIC REVIEW"[PT] OR 8,551,734 |OX AT F VYA, VATV T 4 vV

Ya—, #4174, RCT, FEIKAER,
PEREETE, LU - 2 liEa%aAER
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OR "PHASE II"[All Fields] OR "PHASE 3"[All Fields] OR "PHASE
III"[All Fields] OR "PHASE1"[All Fields] OR "PHASEI"[All Fields] OR
"PHASE2"[All Fields] OR "PHASEII'[All Fields] OR "PHASE3"[All
Fields] OR "PHASEII'[Al Fields] OR "ANALYTIC STUD*"[All Fields]
OR "CLINICAL STUD*'[All Fields] OR "ANALYTIC RESEARCH*"[All
Fields] OR "CLINICAL RESEARCH"'[All Fields] OR "CLINICAL
STUD*"[All Fields] OR "EVALUATION STUD*'[All Fields] OR
"MULTICENTER STUD*'[All Fields] OR "MULTI CENTER STUD*'[All
Fields] OR "LARGE SCALE STUD*'[All Fields] OR "VALIDATION
STUD*"[All Fields] OR "CLINICAL TRIAL*'[All Fields] OR
"EVALUATION TRIAL*"[All Fields] OR "MULTICENTER TRIAL*"[All
Fields] OR "MULTI CENTER TRIAL*'[All Fields] OR "LARGE SCALE
TRIAL*"[All Fields] OR "VALIDATION TRIAL*"[All Fields] OR
"CLINICAL SURVEY*'"[All Fields| OR "EVALUATION SURVEY*"[All
Fields] OR "MULTICENTER SURVEY*'[All Fields] OR "MULTI
CENTER SURVEY*'[All Fields] OR "LARGE SCALE SURVEY*"[All
Fields] OR "VALIDATION SURVEY*"[All Fields] OR "CLINICAL
RESEARCH""[All Fields] OR "EVALUATION RESEARCH""|All Fields]
OR "MULTICENTER RESEARCH""[All Fields] OR "MULTI CENTER
RESEARCH"'[All Fields] OR "LARGE SCALE RESEARCH*'[All Fields]
OR "VALIDATION RESEARCH*"[All Fields] OR "MEGA STUD*'[All
Fields] OR "MEGA TRIAL""[All Fields] OR "MEGASTUD*"[All Fields] OR
"MEGATRIAL""[All Fields]

#7

"COHORT STUDIES"MeSH] OR "CASE-CONTROL STUDIES"[MeSH]
OR "OBSERVATIONAL STUDY"[PT] OR "CROSS-SECTIONAL
STUDIES"MeSH] OR "CASE SERIES"[All Fields] OR "COHORT*'[All
Fields] OR "CASE CONTROL""[All Fields] OR "CASE BASE*"[All Fields]
OR "CASE COMPAR*"[All Fields] OR "CASE REFER*"[All Fields] OR
"OBSERVATIONAL STUD*'[All Fields] OR "OBSERVATION STUD*"[All
Fields] OR "CROSS SECTIONAL STUD*'[All Fields] OR "CROSS-
SECTIONAL STUD*'[All Fields] OR "LONGITUDINAL STUD*All
Fields] OR "PROSPECTIVE STUD*'[All Fields] OR "RETROSPECTIVE
STUD*"[All Fields] OR "OBSERVATIONAL TRIAL*'[All Fields] OR
"OBSERVATION TRIAL*[All Fields] OR "CROSS SECTIONAL
TRIAL*'[All Fields] OR "CROSS-SECTIONAL TRIAL*'[All Fields|

OR "LONGITUDINAL TRIAL*"[All Fields] OR "PROSPECTIVE
TRIAL*[All Fields] OR "RETROSPECTIVE TRIAL*[All Fields] OR
"OBSERVATIONAL SURVEY*'[All Fields] OR "OBSERVATION
SURVEY*"[All Fields] OR "CROSS SECTIONAL SURVEY*"[All Fields]
OR "CROSS-SECTIONAL SURVEY*"[All Fields] OR "LONGITUDINAL
SURVEY*'[All Fields] OR "PROSPECTIVE SURVEY*"[All Fields] OR
"RETROSPECTIVE SURVEY*'[All Fields] OR "OBSERVATIONAL
RESEARCH*'[All Fields] OR "OBSERVATION RESEARCH*"[All

Fields] OR "CROSS SECTIONAL RESEARCH*"[All Fields] OR
"CROSS-SECTIONAL RESEARCH""[All Fields] OR "LONGITUDINAL
RESEARCH*'[All Fields] OR "PROSPECTIVE RESEARCH*[All Fields]
OR "RETROSPECTIVE RESEARCH*"[All Fields]

4,300,895

@ —ZAY ) =X, ak— MK, BIER
fiff 7%

#8 [ #5 AND (#6 OR #7) 244 W27+ 4 v (O+Q@) RE
@ EPEEWeb
#1 | Li-FraumenifiEfé#£/TH or "Li Fraumeni"/AL or Li-Fraumeni/AL or \) —- | 486 ) — - 759X ZNEEE

779 *A=/AL or (Li/AL or ) — /AL or V) - /AL) and (Fraumeni/AL or
7% A =/AL or 74— X =/AL) and (Syndrome/AL or JEMERF /AL or
vV Fa—24/AL)

#2

#1 and (LA= H A, WE3H)

486

#3

#2 and (DT=2000:2025) and (PDAT=2000/1/1:2025/1/31)

429
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AIBEIZ BT B THROWER, =4 7V Z2D0% &I
SRS D, LESBIMMESE B 2 MR IE 5% 2
ZAL L T WREMED YD 5. AT IS, LFSICBET 5 FE 4
NS5 DAHIE & R A ST 5. IBIRIC DV T, £CQ%E
ZHEX Iz,

1. L&
LEFSOKMIZHNTE o & G HHE L O EENEE T

EPETFURETIET S Y X 21380 ~ 90% L Wi h v
%12 SN AT i o0 Y il 13 30 B R T B %‘I@?Lﬁ@%ﬁ
Hixd 00, BEIFLN T, LFSOBAICHEZIZY X
oﬁ%<a5aua%éhfn&w%YPBEEM@A
FIFIIND 7 2 b R & B BRI FOE RS Ak TR
0.5% Kl Tdb 25, HHERBIEDBAIZIRS &, 5%
L X TV B Y HIRE S & L Cid, R
% (Invasive ductal carcinoma; IDC) 23& > &3 £<,
25% 23 IR THMEFLAE )  (ductal carcinoma in situ ; DCIS)
EHE XT3, DCISOEIZIEY — N4 5V 2D
BAZ DN THINNS B allEMEA 5 5> 379724 T L
T, BB E (34 ~ 83%) THER2MGME, 7=
3 ~ 5#EIRI 2 HER2 B, ERBIMETH 5257, &7=,
W EISC & B FUAEIRIESE (phyllodes tumor of the breast)
&, LFS & OBMABROME THE Sh g >57,

2. BIBREE

RIES B9  (adrenocortical carcinoma; ACC) %, LFS
BEDL~13%IFIET 2 L ME S TR, N2 5
B E TOFRIEGIDGED 5412 5, % < DEEIKFE#O/N
YN FAES B M1 128 B0 IS il X o7z ACCHER
DR, IS Z TPS3 A FEAMNERAHR S ) 7 > b H3ided
ENDH, MABITIES ~10%LATFTHB . &2, 7
Z V)LD founder variant & U CTHIS 15 TP53 R337H I,
Al o> /N ACC CRIAAIE (et & % 10 /NS i
TB5ACCTIRANEVIEREZMNDS Z 0% <, HE#
R 2y ¥ Vv PREEREDREIR 2 A 5 I 7=3545121F, ACC
EERNCET CRET S ZLPEETH 5.

3. BiREE

LFSEFH D9 ~ 15% ITKNEIZ A 588 5, B o 58
WIS & U TR #%FLUE)E  (choroid plexus carcinoma ;
CPC), SHHZUtiIE TP53 %8 5 k514 (Medulloblastoma,
SHH-activated and TP53-mutant), RN T 50
2 11017

CPC (CNS WHO grade 3) &, choroid plexus papilloma
(CPP), CNS WHO grade 1, atypical choroid plexus

papilloma (aCPP), CNS WHO grade 2 & & & IZJJR#& %
fifi%%s (choroid plexus tumor ; CPT) 28 %N % WiEE T,

INSDHRTE S & EHENRE . CPCIE, EDHHT
i 2 JFORRPERA IS C/NRA S A & CTHES 5. &< IC
FLA R HEE 2 S <, FLRH ORI 0 12 ~ 20% % &
W, ZDRK40% B LFESTH % 7. LFES O A B
5D, JFEHIE LTCPCTdh 325, MiZaCPP DO

e b 52,

PRI NE L, LES O 10&hT#% 2 5 AYA# &b ic@
Wr X5 Z & NSRS 12 Fo s TR IR
Th D5, LFSOMREE CIZEE T2 250,
WK PR & 22 X725 B D 25% A 5HFEL DI
TIRESENE L S Z MG ST d? . F72,
LFS % {5 5 J80E § 2 fivRIBIE X, 7 A micii
IDHI ZRSLNFIERPRDENBE Z LK, Thon
HHEPHMbL TS 2 L WME X TSP, F7- IDHIZE
T, AN 2 IDHI R132H (canonical IDH1ZE52) Tk
7% £, noncanonical IDHI Z 5D 5% A3 /EV Y. noncanonical
7% IDHI 28 581358 5 v & 3 IDHI 0D 53028 #2710 M 7t
TliEMt iz, LFSEZ#&m e L2fRIBIEDZ
WroBficix, & —7 v AHOFRENEETH 5.
BEHNE L, NN IRAE T B IR RS O — DT, BIfE
DNNEIS WHO 7358 (CNS 5) TiE, 4D DWW sh»
h, Z D —2 A Medulloblastoma, SHH-activated and TP53-
mutant T % *. 10 A% IC 45 2 B0 IE T, 2 D20
~56%BLFST® %2, L7255 T, Chompret}#E (2015
FRR) ISEEEFR T AENSEOD, LFSE5ED X > 2
& tﬁ 6%&%}?%‘(‘% 5 11.20,28)'

4. BAME

EHIANE (osteosarcoma) (&, LES O/N@A 5 AYA #iZ
D210 ~ 16% 12588 6, HAERERID 3 ~ 7% 12 TP53
AFEMAE R AR S ) 7 v AR IS EHE SR
T3 129 [ FS TR L 7= H AN S (15%,
n=10/65) IZZ\MEGIZH 2 LT IMEL 52 Y.

5. ERERPURE

LFSIBH D17 ~ 27% IZHKERAIE A 383 & h % V. B
15 A e (rhabdomyosarcoma‘RMS) 1%, Chompret #:4£ (2015
FhR) 12 EEN TS K DI, anaplastic embryonal RMS
GRIZE & 1 5 IRRBIESRGTHIANE) CTid & <IZLFS O
AL 11 ~ 75% LW T s Y 72, RMSLL
#1412 & liposarcoma X° leiomyosarcoma 7% &, X % X % & i
R PIE 2SR S AT B Y A P R0 I R RS
I}*J)E (Embryonal Rhabdomyosarcoma ; eRMS) 73/ H

ZZ20DIx LT, %hu%@ﬁﬁ&%ﬁlﬁlﬁﬂi 1%, AYAH]
#BWA%U IZFEIE LR g dEmns

6. JHILZRIEES

LFS DBE T, KL sl 2 258 5993 ~ 5%
THD, KBELET - 23RN THB 30D, 2o
5%, 25MATDFEIEA 16 ~ 70% T, F =@ FIREES
FY) = THREENSRDOEND LW XN T 59, —
HT, LA B AR & 0 B M ERNC & D
1~ 4% E XN TH D, BROTEENE L Y
PSRN F 22 U SRR TR R BRI % A L 72 1R
WHEEIZ L2 HAADLFS % 4 W21 L= W5 Tl
KA1 13% (n=9/68), WA 15% (n=10/68) &,
SOIZRD & TS DS EMEINIZ 5 B Y.
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7. M&RREES

LFSEE DK 4 ~ 5% IS MECEMERE A FERE T 2 & Wi
ENTVBE O UNEIZ G 5 &g 2Bty v
JSMEEMLRE (2 350 C, TPSSAEAMIE R AR/ S ) 7 > b A3
RO OENBHEIZI%LLFTH S, LarL, NLoK—
Ry v osENAE  (hypodiploid acute lymphoblastic
leukemia) @5 %, & < IZlow-hypodiploid # £ 7 IZF& W
13, ZOM40% 2P LFSTHh D, LFSE#Enlzire LT
F B X MBI &Rk S T % 00 2 h st
123, NREIDEE, & <ICAYAHIRERAMLIED LFS T
&, CEBEMECIIE R ) 2o S i X T B

8. e

Jifidid, LEFSHF D2 ~7%IcRD 5 510" F
7z, 40 LU NI FNE L 72l o H AR ANREFID 5 5 2.9%
(n=10) 12 TP53*EHEHNIE RIS ) 7 v b 23RO 5 h
EHE SN TS Y, LESEFIZH T B Mk DONT
KIAF MO WIS T3 5, iSOl
FhULfiEiid 40 ~ 50 A HE, W2 & I3BIMR 2 < FEE L, LA
SENNE, BEAMINTH D, EGFRIKMIEE YY) 7 > b
AT B EIE AT IOV T & BRE, ABE L
FIRRIZ, HARADLESHEMZ R & L 2% FHNKRE T
13 68%IH 10N 54, RSSO b h &
W EhTng ™,

9. AIILARTE

B, LESO I 7IESICIEEENTE 53, LFS
BRTIEIBRLUTTH Y, FUBEICTRS & 4% & W&
T3 LaL, LFSO18mLL Lo 54 15 ik
Wi % &19%, 500, Ti348% 238D 5h, LESE D
B A RIBE X N, HEOY -4 5 27T a—ick
W, B (35 ~40i%) 2S5 DPSAMEAEE N TV

é 48-50)

10. —RBHES

HHRE R B & FH W 72 FEEIT 21 36\ T TP53 DR REAN A
KETIE, WG DNAREEMED & 5 A & 5 [l o
U2 BHEMNT 2 ZENRINTOS. EHRRERED »
3 LESHFED30% (n=19/64) 12 EP AL IS A3 F8IE L
ZEVSHEEH DY LarLlars, e ERE
LTI 25 E DFIEY 2 7 AEOLFSIZ W\ T, HERIC
ZD XS KIBFIENE DRIEDFENBA ) 22 A ED TN D
D IERER 7 — 2 F iR Eh T EnT P LFST
FUE & s S 2 RERI 69D 5 B, GBI & 521 7=
28T, 3BNCHAGTEFNPIRE D FRE A G880 5 7z, — K,
LEFS T2 WKHARE (n=420) ~TidHESTEF N PAINE 0O F80E 1378
W oML h o7z ks, 10N 351 2 B A RRERIZ,
TR HE G & JEREGHFI ORI TRE A2 RO e > 72 (22.5%
vs 38%) V. F7-, BlOWMETIE, LFSEE (G2Wnd s,
Maidyss, B - TEPPIME e & X F X A A &) O
HEGTRENW & JEHBSTREWI T, 2 D0 B 7= 7 55 0D FERE D 4
A D 5 (50%[n=7/14]) vs 46%[n=11/24]), Haut

FPPNCE U 2= O 2f5] (n=5) ASHLERIT A 5 97 7= 2 it
ETRASHEREEEAOAEREIATNEY, F7-,
LESZ 3 W THIE L 7= 2P 86 ME s o s 51 & 37
U L2l & 5 LIPS oY BIFE, k% ol
I2ZN6DY 20 W5 22T 3 72D sy L FE#% T H
BINIZETHOINTE D, Z ORI HEIND.
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12k 2 0PERY R, BHARRYIREE, QOLIKT) &o/vs v
ZAZW & ATk o, TR TR IR YIRS &
2 T3 & 9 72 2 g 6 O P R AR e X 2 28, GEf
Bnsdm <, BIUSNA 7 2B OB X 5 RIS
PEAVR Z .

2. B A DfHifEER

S O TR R V2 B B WS IS HERE & e 5 7z,
flfi i 7 0D 25 A R0 it i) C D SRR D25 &, BRI IS
BEL S 5. KRB T, BE oM, OB HH,
RO AH B L 7= OFEERE P BT H 5.

3. BH - BRB XUHHIDRE

LRI RIC B % W (sl ke A > 7=, LFS AL
FEIT U CRUFIRAE T & 47 o 7235050, lw O FUEIR%
DOFEMBIERITIN A, RN 20 55 7 FU0R 0 Bk s
B DFEA A MR I 2 2 EBEHETH 5. WMIFLE
7 b NS FUFF AR % C & AU RIERAAFLRS (204 % 3L
MRIY — XA F ¥ 203 RETH 25, B LRERE H 2
7 <, FEHEISIARFE I, HEER T O B .

4. IEF > ZDBRRESHDEE

SEBIE AR S 7= 77 BRI T FE L RE B 5 12 B D
THO, AiE 2k — MR 7 v 4 ALK 2200,
BT CTIIAE IR T R0 B R, BaHRRA R = FF ol
DR ENTE D, BIUNL 7 2RO E 4512
Byt cE . F7z, LESIEEDHERTH 5720, JEBiIH
BiphNE BB SRV, 72 b s G T FRFEIE
SRR FENETS;, QOL &2 &) DMLz 8 1X56 D
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DY, —HUZRHEEAS S IZIEE S Thm.

LESFUEIZ 351 2 S BHRIGRE O ek 121, JEGIE D
D X vk 5 720 D L i M FEIRFZE R E FE L E L 2
N OREEENBET D 5. FLH IR & FUm A s i
DN, ZRIEBML A G R TH%R QOL £ Likd %
MR ENB. £z, Ffh, /N 7> AL HEgHEE
PHEOH L & & B L 2RplfEbnic ko, fEB{iaiEo
AW 20BN D 5. X 512, LENZIEREE
PSR O R E GO 72 BHROLO T U b 71 458 % D
2ZLEHETHS.

% 7z, TP53W/NY) 7 ¥ MMRAFFHE IR 5 CRRM X
BRRM (3 BLAE H ARE N T RBGEFH Cld e, 5%
FNHICET 2TV 22D X, BREOHFLIZIBL 7=
BIRMPATBE & 7 B & 5 ARl 4 MEt 3 2 B8 5 5.

B

1) Heymann S, Delaloge S, Rahal A, et al.: Radio-induced
malignancies after breast cancer postoperative
radiotherapy in patients with Li-Fraumeni syndrome.
Radiat Oncol 2010; 5: 104.

2) Sandoval RL, Bottosso M, Tianyu L, et al.: TP53-
associated early breast cancer: new observations
from a large cohort. J Natl Cancer Inst 2024; 116:
1246-1254.

3) Rippinger N, Fischer C, Sinn HP, et al.: Breast
cancer characteristics and surgery among women with

Li-Fraumeni syndrome in Germany-A retrospective

cohort study. Cancer Med 2021; 10: 7747-7758.

[CQ2-2: TP53FRHINU 72 N & RIETHEMS - SEkiE
EEREICHL, BEMERBEOBEIIHESQZ D ?]

TP53¥RM 30 7 ¥ b 1§ % B - AR 12
9B KRG (fLarfityd, ERaH) OBFMECE S
2T T Y AIRENTD 55, HBHEEEDO “UEVEES
) A0 EEEIZEE L 72 1T, BORTEIER & RIRkOGH &
75 L afET 5.

HWREO®S | BUHE (REMS#E), TEF L

~NJL D (FEEICEEVY), EEE100%

<R >
WO (e F 2 2 DEHK)

LESIZ¥AE U 7= BV - WGSBS 126k L ¢, BgEMEo
TR - WGBS & AR O (L3R, O RER)
EIENid B Z & HELE X B AT h E MG U 22 SCHkRRER
DOFER, HAZIR A TR L $ 3 1A% 5 ¥ & ARG
IFAFAEE S, BT & — P EFZER 3w X 7z, 2
NOIFBSIITETH D, BIUNAL 7 2 R5SHEO RE T
by, ZThoDIRIFVWTh S LFSEEARE L
TR, WRE o 7B - WSS oD LR L A A
BARANERCEH PIE 2% & — IR 6 T 3. 7z, fEfr &

NIALFFER T RIEDONE S-S Tngwn., £
D728, F+5NIKER & WM - REES ki —ikfb L
TRMRT 2 Z LIZERAYR B 5. i, HEDQOL X
SR, FRIRIC O W TRRES L 2 S iE .

flr M X 72 SCHRIZ IS, LES ISR L 2 U (B4
FRANE, BPINE) 123 T, BEUER 2 2 FIOF AL iR
AR & GO HFHNAFRIC L D, TR 2RI
HOEMERER] & [R5 T & 2 TREME S S T T 5.

Rouen University Hospital @ French Li-Fraumeni
database % FiV 7z LFS B35 PUIE 52 FlIZ BH 3 % WF 28 T,
ARSI S N B & e U, LFSBGEE I 10
A DEHETED L FEL (23% vs 9%), 25
DEF T, ERUPETRAE (16% vs 10%) 5 K& OSEAME
HIAME (15% vs 3%) DFAELN - 72V FEHERTISAH
2T, MERER RN 62%, SHEREAEHT2.5%, 54 MY
EAEATEE55%, IR 25% T OB RN & [FSET
Bor=V —0, TUCEMEISORAERLE <, 104 B
Y Z271343.4% TH D, S5FMA X2 MEFHEIT36.5% T
Ho70.

Rouen University Hospital @ French Li-Fraumeni
database & French Society of Pediatric Oncology (SFCE)
network % 72 LEFS BEHUBGHCAR I IE 31 (1112 B 4~ 2 WF 5%
Tk —wiaHEE LT, Fili (0=27), L8 (0=30),
B EEE (n=14) PR L7222, 16l % bk < Al TR
DHIFHAFF S N7zhy, 112 HFEL, 18HIIC R EMENE
WEMRFEAE L 72, 1046 A XV FAEAEH36%, M A A7
H62%, TEAALRT6% Th 7=, F7z, ZREVENEE O
1045 ) 2 2 1340% Tdh - 7=.

LES #BE 40 Bl o/ MNEAENFE TlE, AHEHRE NIZ S
LSO Z < BHFETH D, BOHER»A LD
E T D BB IS T3 28, TEFyRIZZ
L,

1LE2FLVRHIREZF LS EVHIRDNZ R
WMT BT — ZUTAEEL R

2. B A DfEEER
WM 5T — ZIIAFEL B0

3. &R - BREBS LUCHHIORE
WM 5T — ZISAFEL B0

4. IET > XDRFRESHDEE

BURFRUCUE, B MEPIIE & LR U C LFS B AE DG
PEORAE S 2022 E VWO iR T v 7 v ZIIAFEL &
W72, TR OMNE A H AR U 7= BEUEVEHE O FhE 13 3k
Ehbd. LaL, ZOFAMICKEEL T REMEES) 22
DA ZRE L =LA BIETH 5. 551, BHED
BEIRVP R TR QOLIZH 2 2 B 4 3§ 2 e A K
HHEND.
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1) Saucier E, Bougeard G, Gomez-Mascard A, et al.:
Li-Fraumeni-associated osteosarcomas: The French
experience. Pediatr Blood Cancer 2024; 71: e31362.

2) Pondrom M, Bougeard G, Karanian M, et al.:
Rhabdomyosarcoma associated with germline TP53
alteration in children and adolescents: The French
experience. Pediatr Blood Cancer 2020; 67: e28486.

3) Hendrickson PG, Luo Y, Kohlmann W, et al.:
Radiation therapy and secondary malignancy in Li-
Fraumeni syndrome: A hereditary cancer registry

study. Cancer Med 2020; 9: 7954-7963.

[CQ2-3: TP53wHI/NU 7> M & R4 B IEEEE (CX
L, BIRMOBIEES ERBOEEISHERERINh S, ?]

TP535H/3 ) 7 ¥ b 2 R$59 2 IiER S I L ¢,
RTINS B BRI A 1T 5 T & & R & THELE
3 5.

HIROER X BHOHR (U EH#HE), TEF XL
NIV D GEEICEELY), AEE 1 100%

LF- V= L:D)

LESIZ¥ ) 2 s Tk, fEHEREEE LFS &5 E L
TEE L 72BHT &2 IR L7z e 7 v 213 2Z Lo,
LFS & # SIS I8E U 72 EES 126 L T, BRIEME D KIS
LRI X 2 2 50 & a5 5.

<FHREE>
WHESEORYL (T &7 v 2 DEHY)

LES & #5IS 380 L 72 IES o g o3 L ¢, etk
DNGNESS; & [FIRRDIGHERNE 2 e 3 2 Z LB HERE S N B »
T mMEt U7z SCERM SR DAG IR, EIEILE A e 35
i E 7 ¥ & AL IS E AT, AR IR — b
WH9E 2 & L BUSEMIZE S 7 Ml 2 vz, ZThoicid, LEFS
BEDOLENRIZ L 72, &2 WIELEFS OBl 23 HEE
LU CH 5 FMISMNTO TP53/3 ) 7 » b & SRS L 22
EEEN T LFS 2 IS I8AE U 22 s 1213, #il
LfE (& < 12 Medulloblastoma, SHH-activated and TP53-
mutant), JR#F#ENE (choroid plexus carcinoma; CPC), £
RRIBHEZ 0 d 508, & <IN - AYAIICRIES 5 2
NS OIHEAN I T, BRGNS A U T & BEUEIGHE
MNHFIZEES>TOENEDNDZDNFEETH 3.

Kolodziejezak & i%, 31JEa%H1 M L 721 5 HNIEEE 2
s L EEZE (BIE: F 4>, 75 v %, 4 F 9 X, KE,
FVI7, A=Z207V7, AELLE) LT, 19874
5 2022412 21 K LA T CREWIE L B2 & 4, A DOLESH
AR SR A O AR S B R AL TTHREE L T B 47 151 D fig A
REWREG L3V AEHIC O TE, 2 MmERAETT
#  (progression-free survival ; PFS) 1£35.5%, 5%-PFS
1320.3%, 2424 1FE (overall survival ; OS) 1352.6%,
54-0S1322.6% Td - 7=. A HREHE (radiation therapy ;

RT) #3213 7-8#% itk RT :n=26, {L5¥#€:% RT n=16)
1%, ZIAEro7EE (n=4) 12 THEIZ BRI 2§
AR L7, RT 2% 72 BFH D24 PFS1339.3%, 24-0S
13555% CTH o> 7=DIZK LT, RTAZF%h - 7=BED
2 PFS I HEEAGE (FEE0%), 24 0S1E25% TdH -
T2 AP DT, (LPiika L (n=h), K= b
Wikt ok a ba—)r (n=30), KEL¥EEELY &
Hr7a b a—) (n=11) 1ZFWT, AW O b dfl
e ZEn8 s H, 157 H, 337 HTH - 7= {L¥EERE%E
ZAF 7T BT, KREALFEIEDOA I &K 5 TH%OAT
RERO L, 57z (KEFREs D, K LT, ThE
N24EPFS : 42.4% vs 35.2%, 2%F-0S : 67.5% vs 53.1%).

CPC & LFSIZBEME U 7230k 4ffifl s 2 4172, Bahar
51F, 199047 5 2013 4F- DS % #  HIIC & & b 7=
ZEIC kAU, CPC 2D LFS &gl & L 7zyifsil 28 5l (TP53
DEFENLRAN S ) 7 2 F EE S TR 46 & F
) ORTDOHMEIZOWTHNAMEREHREL T B2,
WIFE B 5 VIEFHFERFIC RT % 926 U 72 5Ef (n=11) @D 24
0S1318%, RT #9ZJEi L T2 WEHl (n=17) @ 24F0S
1358% (p=0.056) T - 7=.

Li 5%, JERtOHHEZ%IZ I T 2017 45 5 2021 412
W E NI CPCL2BIDWME E 1T > T 5. 2D 5 5 8Hil
TN R A O fFEATIZ K D LESHER] & fiffE X v Tz,
LFSHEFIZ, LFS TAWIEFNZILRTPFS 23 AR O
I2d > 72 (p=0.063). % 7=LFSEEHIORT OFHEwi=5H
5 &, FEhuFlA 561, JEFEAuFHIA3IFTH O, FEhEFlx
PES A AR OMEHEENZH -7z (p=0.028).

Tabori 51, CPC42l, Hri&s%FLEEM (choroid plexus
papilloma ; CPP) 221§l % & &0 Wik #2HE5 64 151 0 it At i SR
AWE LT3 Y. TP53 OEREMNE RS O BT AT H i
7= CPC18fl, CPP6%ild 5 5, CPC®8f5l, CPP ® 014l
IZFBWTIRINSY 7o st X7z, 72, TP53 DN
ST T H N 72 CPC36 15, CPP18flIZ 5\ T, WY/
U7y st Bl e e 184, 163I1Tah - 7.
TR T EISEHID S B, 5D TP53 fRFTIZ I\ T
ZEHNBGMETDH - 720EF (0=9) &, Bl X ixh > 720
Bl (n=11) ICHNXTPELILARTH -7~ GF0S:22%
vs 100%, p<0.001).

Custodio 5 1%, F 7 T ¥ IL O Hilitig% THeER L 7= 29 5l D
JiRA&FENESES (CPC22 M, CPP7 ) (BT L T L TW\W3 °,
7 F Y IL D founder variant & L CTHIS 15 R337THIZD W
T L& Z A, CPCD63% (n=14/22) 123 TR
Tho, CPPTIEMmIE N> (0=0/7). 54T
FAEATHEIEE T E 7201F, /SY 7 ¥ FEMEFD S 5 18.1%
(n=2/11), F&PEFID 25% (n=2/8) T&H - 7=.

Kite 5 1%, XHARIMBIZ X OUWIE L 72, FERIKRZWr % 72
BRI L O LFS & 2 & A 22 GEHIC FE0E L
7= e VR R AR IR & U 12 I D FRBTRE SR &2 e L T
39 Zd> b, ERADS KUTRICET A HoO kA
<, Z2Wr# 2 gliosarcoma T® - 72 115 & B < 115D &
MR A EIE TR, AT 9BliC T b (B
B2, ALFEERIFZOWIC R X, ZDS B eHITT
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TV I FAE X AT 7 BEHRAEIE 10 2 S X
Nz, TP CEDRGRE &> THkD, T DRE
FHAR O YEIZ 17 7 HTH - 7=.

Patel 513, LFS OMIELEHZ IS 2 HRY — N1 5
V2R AOAHMEICEIL THE LT3, BRG]
BEROLFSITHAEL 2 S & 3 — XA 5 v 22T 5
PR 2 & A 72 56 528 (K EVERE 24 191, o HEL: BE 22 13,
6 1511 A 15 AR & 7= T IRAIIE S L) IS DWW TRRNT L T
VB AKEMEED92% (n=22) Y -4 T v R &I
MR TR XN TR, SEMED85% (n=22) 1Y —
NS TV Z2PS (TabBRERE 2 Bl h Tk,
P—=RA T 2T SN S, 2S5 TRV
NTFHRPRD» 572 (507 HE D 0S : 100% vs 40%,
p=0.0051). 21RO NERF (n=26) 121 X3 &, {KHENE
JERFEIBE (n=10) D F1%1330 # IS D 0S #3100% T
»H -7z,

DIEX, LFSICH T 2 IEE Cik, HEasag e O
VAR A BRI L 2B OEWIE T Y 213 Z L L, gl
FMZE 7 & D Z MR & ZHER R E .

1.FEEEDNFT X
Rz L Tix, BENYTE3TF -2/ Ty 2EFREN
T35,

2. BEOMEE - F2
bREiITH LT, ENT AT -2/ T Y AFRS T
T3,

3.2H - BREBLUHHIEOEE
Eaicx L TiE, &M AT -2/ TV RERGN
TW3.

4. TET > ZADRFR ESHDERE

LESIZHNE L 22 i <&, M) 2 2 2%
& U CHRSHREIR O InlkE DS et & B 28, REO % 5 1
WIS R BB ONEDM— SN TH 59, HE
K 1% it cnnni=®, FoAaRE% 1
T AHMRPUIREN Th 5. LFSEERIES IEHD>TH D,
PEDeE S Lk ol Ol oL 0 1 A G A A TEA L =/ [ e R
EIFWEETH B, X 512, MESREIC 5T DNA B
PEALZFFEE O Bk IZ DV TiaT U 2267813 7e <, g ic
W AL OB S &%, YBR[ - A% 7
TRPRIRIE A MGE S5 Z LI SHROMETH B.

X

1) Kolodziejezak AS, Guerrini-Rousseau L, Planchon JM,
et al.: Clinical outcome of pediatric medulloblastoma
patients with Li-Fraumeni syndrome. Neuro Oncol
2023; 25: 2273-2286.

2) Bahar M, Kordes U, Tekautz T, et al.: Radiation
therapy for choroid plexus carcinoma patients with

Li-Fraumeni syndrome: advantageous or detrimental?
Anticancer Res 2015; 35: 3013-3017.

3) LiY, Liu H, Li T, et al.: Choroid Plexus Carcinomas
With TP53 Germline Mutations: Management and
Outcome. Front Oncol 2021; 11: 751784.

4) Tabori U, Shlien A, Baskin B, et al.: TP53
alterations determine clinical subgroups and survival
of patients with choroid plexus tumors. J Clin Oncol
2010; 28: 1995-2001.

5) Custodio G, Taques GR, Figueiredo BC, et al.:
Increased incidence of choroid plexus carcinoma due
to the germline TP53 R337H mutation in southern
Brazil. PLLoS One 2011; 6: e18015.

6) Kite T, Yadlapalli V, Verma R, et al.: A systematic
review of high-grade glioma associated with Li-
Fraumeni syndrome. Neurosurg Rev 2025; 48: 290.

7) Patel N, Felton K, Bhattacharya S, et al.: Surveillance
imaging and early surgical intervention for improved
CNS tumor outcomes in children with Li-Fraumeni
syndrome: Children’s National Hospital experience
and literature review. J Neurosurg Pediatr 2023; 31:
258-267.

V. FQ (Future Question)

[FQL : TP53%5/8 ) 7 > b &3R4 3 Lthic i34 3
P—RA T VAT, YVESTT 4RI D7)

[FQ2 : 2 ABEFEAED TP53 W19/ ) 7 > AR 12 %t
LT, RHRBIE < 2 0E S M nbiE g x5 7]

[FQ3: TP53W%/ s 7 v b 2 H$ 3254V bz
HIRANEZZ0MRE (PGT-M) OIS HIEMIEHER < 3
27

[FQ1: TP53IRHINY 7> b 2 RIFT 2 LMICHT U —
NASURAT, ToETS T4 3R EINBH ?]

TP539R{I/ s 7 v b RT3 i L <TiE, v~
TS T T AKX D Y —RA TV ZFHELEL .

< FRER >
TP53J5#3/8) 7 ¥ b & RFF§ 2 LV, EHEFEAEFLIF
EEDLNEER S ADIIAE Y 2 27 s T <, Dz
EZHERENE WA T 5. ZOHEROIAFG Y —N
45V ATIE, EORHBEEER L DD, BaHRinE< %
R/NBRICHI A 2 Z N EHBETH 5.
NAMMBOBLE S, BEMEIEEEDE ) 2 21
2B WT, FEMRLZYINMRA B K OCEPIBRAEO VTR
ICBWCEYYEY T T 4 % EHSEORIEEZRTZ &H
W xnTwa Y. NCIIZ X B I+ — FF%TIE,
4z MRI - I MRI - L7 MRI % #l 54 bt 7= 2ldF 1 4 —
NA TV 2T X DB & 2R N CRIG YT BR AT RE 2
PR TR I N —F, vV ES T T 4 I ZHHEI A
DOBRHIZHEE LA 5727, X512, LFSHEMIZH T,
HAFMRIIZ~Y Y &2 T 7 4 ZBINT % EHKE RN AlA X
F—21FZ LK, BIREE Lo LD 513 5 5
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TSN,

—J7, HORHREE R UGBS O ) 2 21F, REMIZE
WTHELABSTH . TPS3IHEN/NY 7 v MERE TIE,
KRR R T ® > T _RIEMEE Y 220 L5452
EBRBEROMETRENTEH DY, Y —<4 5 2
1235 0T B HHRRIGE 5% 0D IRl 8 1 E B 7 HOBRERR & 5> T
Y% . Spanish Society of Medical Oncology (SEOM) ®
HAFTA V20224 230 LT BEEHFA F T4
YRIA VY ATIE, KR E G OMRI & BEA L
TEHEAREIN TS, Mai & DA EMZEICH VTR
20 ~40KICH T BV ES T T 4 1F T L@
SR, [Flzsh ) 2 & &R B 250 500 ] & e
SFohTns?,

Y&, TP53WHI/SY 72 b 218459 % LPkio x4
2B —NA 52 LT, YVEZT T 4 FEAIEL
THESE X I, FUE MRI O Jitafr 48 Rk 72 35 400, F2hn]
BESEER OB ST & MET 3 5. F5 MRI % Tk & U 72 i
BN —NA TV 2D TR DR A T [
WESTH O, EBOEEETA R4 ik IZFEahTn
%73, FL7 MRI O & FRIRICEE 4 2 s i3 2.

TP53%5RI/3 ) 7 > b & 4RE9 % LS9 % 75 MRI
2K B9 =4 T2 2%, BUHEHAREN TR A 24
W28, TRBEOT & 2R3 ] R fitia% 0O 4 fii 23 ERE T
»H5.

X ®

1) Sanchez-Heras AB, Ramon Y Cajal T, Pineda M,
et al.. SEOM clinical guideline on heritable TP53-
related cancer syndrome (2022). Clin Transl Oncol
2023; 25: 2627-2633.

2) Mai PL, Khincha PP, Loud JT, et al.: Prevalence of
Cancer at Baseline Screening in the National Cancer
Institute Li-Fraumeni Syndrome Cohort. JAMA
Oncol 2017; 3: 1640-1645.

3) Heymann S, Delaloge S, Rahal A, et al.: Radio-induced
malignancies after breast cancer postoperative
radiotherapy in patients with Li-Fraumeni syndrome.
Radiat Oncol 2010; 5: 104.

4) Sandoval RL, Bottosso M, Tianyu L, et al.: TP53-
associated early breast cancer: new observations
from a large cohort. J Natl Cancer Inst 2024; 116:
1246-1254.

[FQ2: i ABERAED TP53FRHI/N ) 7 > MRIFEICH L T,
HEHREIE EESREEERTNEH 2]

M AREFERED TP53 IS ) 7 > MEEFF 231 5521
W NAY —_A T v 22T, MRIBE (&< 12
A5 MRI) ¥ & OS2 &SR < O 0k
BEFLEERINTNETHB.

FRE ORPUZ B O CRIRE A A+ Th B 2 &Ny
MXNBWEITIE, VA2 ERIT 4 v b AR LEYE -
FiE e W L5 2T, BT < 206> Bt &

LT3 k.

< FRER >

AAREFERED TP53 W3 ) 7 ¥ MMEFHICX LT, ik
SHBRBEIE < %P1 S A I MR R E A 7 &S EHEERER

BICHLT, Y2797 4 v 2L Ea—%&ilAlzn, NP
Y —F A EGDFENT EINEIZ DN TOWRE D 5> 7=,

ZOX> 5BUREME 2725 2 C, EANSDLFSZH#
HARFTA BT RN ALLPICHNRS., FFTARAAF
T A YHIRTE, [TP53WN/ ) 7 v PRFFHIZX T 2
OEHRREIE < - BEGHC &k BV AN 5 &S
VE EOWRIZRENTH 525, B LS AFIE & A5 §
SOIREMEA B 0, MR INEE A & B 55 13T ER & 4 0]
RG22 ENHEFE L] SRR DOTTED, RSHEMREC
DT G JRAHRERE & ARk, IR & 5 5613t
WMEG A DS 2 Z A EE L e LTWh3 YV igsto s
4 F T4 2 T& ARG & OB AL 1E, diagnostic or
therapeutic radiation & £ £ Cidik <N T b, JHHAIE
LCEDMGTEMITZZEnPE L IR TS Y,

—, BEIZFE L 7228 A ORI IR E 25 & O R ED
RIUZ BT, BHRMAE A RS 2 2 & TR 2R
TG ARECIEE 720, —EOHA FI A4 VitknT
LA 25 5ER ﬁ&%h% AACRDH 4 F 54 Tz
gD 2 2 ) — = 7K & L COMECT Mtix, LFS
Fr ) TIIHLTURITIRETHEWVWERRZS 2T, iR
ZR R OFEIRIUC W T DA, K I ORISR
CTOHFHAEINDZ L LTWE?Y, H4 Fo4 vicidiidsn
WE DD, B PIREFENE S O MMk H i O MgEk CT ik
2D\, MifsFe2n ¥4 % i 2 K1 Td D 5mm L
T O OAEEIE MR TIERIAREETH B Z Eh 67,
M CT 242 Z ENEE L. 2D XS ITHARRE
FOMEIZDONTIE, BAEZRDTE200—XA 5V
ABBEEIITTTEALIMELRH L. FEIIEL TR0
MAD) 20 %RN2HFD, HOWDONAWBEER, 8
BELOTHHEORMAAR 551285 Z L I3EITE2RNETH A
59,

Fe ORI IE DS AT L ZERROEA E H D1 5.
TP53W/3 ) 7 v MREFE ISR A 5SE S I ER B H D, 2
Wi & D 7 O 12 I3 M SR H X MR E AR E A G E 5 ETH
5 ik OBW BRI NS D, REICKBRBBADY 2
7 EMigEBMT I LEDNIT 4 v bEBRYE - RiEL
HL72S AT, ARETHNE XA 27Tl < 1A
ETEnE, I EAEMS T LRETI ZENHEEL
WO F e, B RSB T B RO RE L LTX
PR 2 & ORSHIRE N RIS SN T3 5801H 5.
LFSTHh B3I LzHELYEMELZAKBLTESS T L
LEIETD 528, I Ea4bEm - LDEERI, 5 2
MR TEZWIGE S B DA . g E R XA 0 FE5
H#130.007-0.03mSv T & 0, thiFt X #ik#r (0.005-0.01mSv)
LAV, BRENIH LT TIEHE DDV BREINA
DG 2s L LTE [ELSS] vLTHhs”.
DESBERBHLET — ZITHEDE, RETHLOLNLDE X%
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T4y bERBADHG) X0 B —ZN 7 — ZTHIE
L, % - FREIAT I L0, BABVDIR AT
EENPLLBVEVSHEREARERT 5 LFSOBH -
KIENA S DORNEEE7-5FTH5ATEAMATHAH &
EAibhb.

ks, TP53¥R™HN/NY 7 ¥ MMREFE ST 2 A ik A
DRI T4 K54 VISR X h, FEIR T IR X
NTN5. ZD=, BEHBREDOKE % MGt d 28 7= &
IR T — 2 OFRIISHEMENTH 2 HZELENS. L
LERE A, AMBITRUZRENE, =F 23— - 5%
JLIZ XK % best clinical opinion {ZFHEDLK D THDBH I & %
a3 5.

B

1) NRGE(RTENEESIZEHE T A4 K 54 VMEREBER S
V— - 779X ZEERERSREAT A N T4 . 2020.
https://www.jspho.org/pdf/journal/li-fraumeni/li-
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Six years have passed since the publication of the “2019
Clinical Practice Guidelines for Li-Fraumeni Syndrome,
Version 1.1.” During this period, awareness of Li-
Fraumeni syndrome (LFS) has increased in Japan, partly
due to the expansion of cancer genomic medicine and
improved access to TP53 genetic testing. Internationally,
clinical guidelines, including those addressing surveillance,
have also been updated. In this revision, the Japanese
Society for Hereditary Tumors has assumed the lead role
in developing the guidelines. While retaining the basic
principles of the first edition, we added new Clinical
Questions (CQs) on breast cancer, gastrointestinal tumors,
lung cancer, malignant bone and soft tissue tumors, and
brain tumors, as well as new Background Questions (BQs)
on genetic counseling. Although the rarity of LEFS limits
the available evidence, we provide recommendations and
explanatory text to support clinical decision-making,
with consideration of international guidelines and the
feasibility of implementation in Japan. We hope that these
guidelines will be used to explain LFS to patients and
their families, guide treatment planning, and contribute to
the implementation of preventive oncology for individuals
with LFS.
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