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EhH 5,

3) /MNBHACHRET BHAE

INBHIDREY X7 (BEX) 12 0 FIEN
4%, 5 F £ TIZ21%. 18 F £ TIC 41% & DI
EDBH B,

NRHBICIE, BARE (30%). BIBRENA
(27%). BifES (25%). E]EPE (23%) A

#1-1. A AL F SR Wi FEHE L Chompretd JL

L F Sl AL v
(LLF DA T & iiit=7)
« R HIAS T AR C A A FAE
- ELEETBLA AN AS Y R TS A B RIE
S L TR ST RIE TR A LB, B AV, Ela
bHTAEE RIE

Chompret® TP53 A 7 Y —=> 7 D JEHE

[ZHEE]

(UL F 04T & 1)

- FEIRF A6 F A TLFS = WIS (RS A, BHCHPINE, IR
nhA. BEER) ICBE

CELE D D VNTEEITEE DA &b — A6 F AR TLFS = 7
BEBOBEEET 2,

© FEIRF NI A DBFAITILIN A& I LI EBE 2 AT 5,
[Z@EBA)

C RIRENSEN A (TS AZRLS) ICRBAL, 205 H2fE
ALFSATEE T, 46F KB TRYIDLFS T T IEE% RAE
GV

BB RE N AL WREE#E03 A L RIS A 0D SR

- FIREEZE D

[FEL s A)

S 3LF LT OLRABRE

%\, IARC database R18 IC&EHFENTWS 20 FREDE 570 EEICHWT, KEE T
fRigEN A (42/111 fEF) PREZRE (24/111 &) »'. EXEBAAE T3 NRE (68/102
BB 1%L, amfE 25 E5). #RFE (138 tRond, /- MNEBHIZHN A
HRIETHZEFENTZA BRELAARES 11 056 4EEN/ABEERES S TL
%o

—7. BEMABEERFHANED 80%. BIBEERENAD 50%., IEENA D 40%, 1K 2 (&
wEMY Y/ mMED 40%, SHH ZUgEZFRED 10%U £, ERED 10%, BH ALL @ 1-
2%12, BBoNBRRIEREN 7 < THEIEBMIRT) TP FHINY 7> AR I NS & DR
ENHYFEEET S,

4) EEFHFEH

I FE T 250 BMEULEDOEIEMIERY] TPI3THEI/NY) 7> hARESINTEY BB MIC
BRI E ENDHER/NY 7> kA, VUS (variant of uncertain significance). 3E5&HI/N U 7
VEREIIDEINTLEA, INOIERKARTOFMTH Y SEBROEFNOEEICLYE
HUDIBZEITEFENRETH D,

TPH3-DNAEGHEEBDO RISV b2 AT 4 7B IRV RFEHNY T fDFEIL SF
BEMTRERREORREZZEL., TOMOELFRIFERBE CEREORIBEZET S
Eah'$H 3, MDM2 LRI TP53 A4 > hAy 3WDERE (PIN3) 8, FOXTREALE,
TP53 DIEERAFH £7- LFS DRIBAICFEALEZ 22 ENRBRENTWD,

5) #BEBH—RIF7R (R1-2)
EF, PARRRER. BLOERBEERSE - SECOERZE BRI TP3HEHI/NY 7> MR
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BEDODHPAY—RA 5V ZOBERAUATE S
NTWa, Bz ltar b -7oba—iL] T
X, 28 MRl K MRl 28T A AT — A
7 v A%ALTU BRI RE 32 A B HiC,
Y—_AZ 2 REEB9 A 19 NI 40 DfES
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49 Nth 43 N2 61 DEEBEIRIEL 7z, T —AN
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BISL—FHBWEHINVARBETHY ., Y—
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RTZEBZENREEINT 0 FEFXRITY —
NA 7 XEt 888%, Y —~"A 7 X3t
59.6% TCHEEZRDT-. &5 MRI ik MRI
FRHPARBICERAREECIEH o7,
2B MRICL YRR INEEIZTESED 20%
IZBEY, KELZBEDS B 2 wEIGHFE
BIHRE (BB ThY . BEED 2 4H
S Ehn PR MRIRER EthoiREE
EEDETIT) ZEDEETH D Z EHRR
Shtze AACRD S, b Y - 7O k3
—IL] AMET LI —RA T U ADPHEIN
TW3, TPA3RAZED A7 5T, HEAY LFS
(R1I-DOHBICAIRRICET 2FICXTL
THERY—RA TV RAETH5TEER->TWY
%o —~_A F > XL LFS L EZM I N RERH
WA BN, TPOITRII/NY 7V MREEBE DA
WLERZBE >FIIHEEFH R BREEZTL
1 AAURICY —R—=F v X %ZFKBTHE
MEEINTWB, EiRD TPL3 /NY T > b

#1-2. LFSOHEREY —~ A T X

N (AR 5 187F)
[ 45 3]
- SERIRHIKD S 3~A0 A4 MR, AR FRCRIR AR RIRE
OENMICEBR) . 7 vy IRESR. Bt BB BRTOES.
RADHE, BHRRE, BIZEA BEMR) &R
< Y DU IE & i
[ BT )
- EEE T o — 3~4p A 1
c I RREOHATMERE 3~4n AE BT R FXT AV
FeRATIEF7yFARTAY, 7Y RARTIF Y
[ A5 ]
« MMRI F54E B ANEIEMRI, LI, BIOMRITIER A, #7725
BEROBRVEEILERIITE
[ B BRI ]
- 2HMRI° B4

TN
[ 4 &rRtit]
- SERTR KD 5 620
S DR B EFIERICK LT H, A0 DR L &b ISR
(223 A
c HBICHE: 18F D
- JLFEREL AE2[A: 20 0 D
« AEMRI B4 20~757F
< U A7 KRB YIBR A B E
[ ez
- MMRI* 4 S4IEEEMRI L. sIOMRITERDBE 3SR
[ERE
[HiciEs;] 186
< 2HMRI BE
- EEE AR o — 120 H 45
[WILEBA] 25405
© B R OVF LA N BLEE 2~ 54
[EMEAE] 1845
- BRI SR e

aBICIHORUBEICKRLL, AL 7R TRET %, bBIBRENA
5RO 720 DEALFRIBE DA FPEIZE £ > TV, ¢ 2 MRIEEE
b REET, WEEED S, dAEMRIEIERERT 2—1X, 28
MRIEREIZITS (D ebenBIClERE)

DEBIZELE Y —RA TV RIBRHETH D, T—A 7V X TlE, EEHZZOERIC
EECRERZEHT 22 F/-  BEILFIA FRMERILEYOBE W, HRRD
B ELFS TR Y 5 2 IMEEZF L /- E CHEERZRICY - ENEETH 5,
BIBEBNADY —RAZ > 2 F/NBIZHLTITS, B - BERBERRENMHEEINT
WaH, BEIlTHICREE ARSI MARILE VY BRETRET S,

MRl &E285 MRIHFZEE, FEZTEICKRBICTHIZ EEINTWEA, NEBIZBEWTIE
HREVZLOEEAR/NNEETE T, £/ MBAZESTZ2HBC/NBICH L TE, A
O MRIEEZRRFICELEITS ZeAHERINTWLS,
HDANGNBIBICRIEST 22 3D HR0A, 18 FHh LD BEERH#ME BEREZH. £7/-. K
BERICEEUANADRKIEELN VDS IXZDREEEHD 5-10 FFiHhS>BESKRZ E MR
BREMERINTWS, U XZERAEALBUBRMICOVWTHEERIRETHA D, Bk
DAL TIZ 25 FhLORNBEREZ, BEEEEICHL TT 18 FAroDERERDEER
EZFH L EINTWS, HIJEIC DO WT L, EIERHBOZ A EEFEXRDE EICDHRHNS
EDT—=ZPBRVNDTH—=_AFRIZIEEEINTOLAWLS, B—DAAICK L THIE
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DRAELZ2EFZHREINI-BEICHLTE, BHERMZRET 57O O EHAN A
CBCRERFERINETHA D,

6) H—RAFVRODEHEHRE

Y—RA TV REZIFTBHNRICE T LEBHESZEICET 2HRIED AL —_A( 7
VREXITLEBIAENEAESDETH D, INEFT. PAZHROREEZHFD LFS
RiElL, FERCREICHTIANGEDL K DREL S, BEABENET > ERLTWS E
SNTE, Y RA T VRICEY BEICEEZRETCELZLELTLWAREIEZ . Y —
RAZVRFaAy bA—ILEAERI N, B, ENEEZBEINTWS, LaL, BF
BMRTY 2—=ILDY—RA TV R E22IFEREICIEZENEEIBEHY, CBHESHNERE
B IHICIEEENEaEL RELDLAN D, Scanxiety EFRI N B BIRZITICH T 54
ZICHBETDINELH D, KR — 7 T Y- EBEFHREEDFHE, TRICHEN
TP53 RAIZFIFIEZ TH Y F- 0 BHESNBENEL TWE, o I XERMPEER,
BERE BRh V27 —RENLRDZEBENT 7 F— LA, RIECEEDORAELHE
BREL L EHIC, BRLEBAL TUARITNIER OAL,
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| 2. #hiEmuhEE 1 2 (Neurofobromatosis type 1, NF1)

1) Eff&EFEEEER
NFI, 17q11.2, BREFEEMIER

2) 2
BRARRVEMTEZAE - ITOIER+S 2 IBBLI LT NFL L 2T %,
- 6 BULEDAH T - A - LB (CAL macules)
2 (ALl DtIRIRHMERE (F /8 DRI R OMIRIGHIER &) /- IEV0F AN
FRAR AR ME B
BEH 2 W ITEEROLINBIREER (freckling)
12X EE (optic glioma, OPG)
2 B EosT#/ &8 (Lisch nodule)
BHREREDHFEE (Bt - WBOER, UEBEOER, BEE - BEEDBEXIE)
KRN (FE—EEHRE) ICHEE

3) /MNREICRETSIHAE

NFLIZA7z -4 - LREEHERIEHEEZ TS L. ZoMms,. B, #E%R. 8. BILLE
BREINHZEBERZZET HPRMETH Y, BLBEEREEBEOEGHEEREETH 5,

INREAZ N B IER TIEHRIRERRES N B S T, OPG A'5-6%., brain stem glioma 7
EDZFDMORIESD 1%, spinal neurofibroma A* 0.2%ICA 545, OPG (ZE L Tld.
MRI DR 7Y == 7BRETIE1I5%D/NENF1EBETHARCED 1EULEDREID OPG
NEONIZEDRELHDNFLICHSONDAERE OPG IZ0F A D 6F (B-4FHE—7)
TH o, NF1 UADEREOPG BE LY HFERIT—MMICELWEINTWS,

Malignant peripheral nerve sheath tumor (MPNST) (Z—#& A 100 AA®D 5 HE 1 AIC
HAONDIEBICEFNDEBETHEH. NF1 TIE—EET 8-12%IcHAND EEND, NE
HATIF 02% o TCENICE >N 5, FDG-PET AEZMICER TH 5, atypical
neurofibroma (R4 D plexiform neurofibroma 75 MPNST O R EIRARBIAATRE TH
%o

HE BB E B B Mm% (uvenile myelomonocytic leukemia, JMML)(Z NF1 300 A —
ADEIETHRES 5 & WLWvbh T3,

f5 IR AR AT NRE (Embryonic rhabdomyosacome) & NF1 @ 1% U FICEGFHT HH, —
BAOLYEET, 0-5F, BIR. BALILVIREFEIERICEZ VN E INTWD, FHEIFIENFL
BELIFIIAFLIND,

BEELR EORDMREEIZ NF1 O 1%ICHASNEANETIEBO TENTH S,
Glomus &%, Gastrointesitinal stromal tumor (GIST) & NF1 @ 2% TH S5 H, /©NET
I TEN0.1~0.2%) TH %,

4) EEFHFEH

DAMFELTFTH D NFIIE 62 ED exon, £&K 282kb (TR, 2,839 7 X /BEH o
% Neurofibromin #a3— KL TW3, BEENNY T bea2ld /) LREDEFL T,
RAS/ERK/MAPK > 7' FILicBBE5T %, NFIOMET7 Y IILR&IE RAS & 7 FILEEOINE] =
RIS 570, BEEMREOBEEZZ/IT, 27/ LREN 2-71%D NF1EETHLN,
MPNST @ X7 H 2-3 1538009 %, In-frame deletion(c.2970 2972 del AAT)IZH 7 = -
F - LHEDODAT, BEOREIIR L, SPRED 1 BFEREIZL 5 Legius AEEEEICFELIL T
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W3,
5) HEH—-RIFVR (%X2)

5-1) EzFHRE

BRERHIIC NF1 A8 b % BE Tk, NFI D sequencing, deletion/duplication 247 H\HEEE
SNBN, BEF2WOEEL NFL OERKZETZZZ 55 DTIER WL, NFIDIENIZ, B
71 F  LMOADBZEL SPRED 1 DETHANHEERIND, INoDEI/NY T > bAR
HoHZaEld, IR =T v —IC &k B/ IVET (GNAS, MLHI1, MSHZ, MSH6, NF2

PMS2, PTPN11, SOS1) WERINDZRETH D,

5-2) H—RLF VR

OPG 13/NB NF1 oMEFRICEZE L A0
M, EBL»H8F EFTIE 6-12 "AEICHD
WIE/NBHERZ B L TE 1 BIREAYSHE % = )
HRET, AFICEEREPCRIELY BHHICHK
BR¥2&0nS5 XUy bEHD, FEREMRMED
OPG %R I(Z1E MRI "ERETH 5. $EME
BIL—FOBREIFHERINTULERL, I
IRBRICEFEIAVETH 7Y 2/3 D OPG
FEBREEASBEWEINTNELHTH
%, {LFBEEIHELRSEL H D, BEHR
BEISHEREINA WL, —FH NF1E2ED OPG
LIAD iR R IEE O RER (T 1-2% L EN
LD, —MAOLY ITEXRTHD T LIZE
BIRZTH B,

MPNST OH# A > % BDIF 576 F 1 @D
TR & BRERMIRE N R I N D, FEUND
ERAL D IIRMERE DB R, MRFHIXIE, B
HDIEE B L NI OB ITEFENMET,
LITFICZEIT D & 5 54513 MPNST %58 < &%
5 125 MRl CHRIRHEE D SRLIBRHH

#2. NFIOBURFHIE A & Y — A T R

BRI
B7 A VIR EH B, HDHWE, NIHZ 545 Y 7 TNFLERZ
Wrs /bR, RNAR—2ONFIB IR FIRA DS, SREHE DB D%
AILSPREDI Mm-S HER S 5,

WA (S

ARLEIOWEIE & SRR, (B, A, e, H&E. K
s, BEPRE)

[OPG]

< B B8 F TIX6-1270 A BT IRBHFEAM,

< RAEFREZREMNIC A2 o 7o B AREOHBF OFFM b L E,

[MPNST]

AELRIOIHIE & HARPTR, « BB LSO EALOAMRIRHEIE OB,
BFMXIE, BAHOMER, BHEL ALOEL

[JMML]

- MR R IR A FEONF UNE OIMMLIESE U 2 7 OFF

[Internal burden]

<16 M B20F ETOMIC—E, RAMO 7 47 —7 v 7E2RDD
7=, 2EMRIGE%1TS

[EHIIMRI]

< BLEERECIE, JEEME TRV, B DV, B RE S TRV R
HIIHT 2 EHHIMRIRE IFHE S AL,

< 1%LLFO/NEIIORIE Y A7 &35 2 BT S aMNE, ik
R BEES. MPNSTX3EOPGIZH 3 2 RERM/NA F < —h—PE
BDOY—_AF U ZAbHEREINL L,

OPG RHERIE, MPNST BB HEHIES, IMML HE 1B HEK
1 15

5. BHADEEN DD, MEIRBE % 2 F 72801, B FRETSUZ12 250 EIEMIEZR
Fa NFImicrodeletion 2%% % 155 LU 4 1% T atypical neurofibroma & 2217 & 117= 301,
F-IREE T, EREETHEWL. HEVITEBIPBRICAESIN TLWAWEEIINT 51—
Fro MRIBRERFEBINA WV, I%UTONBIHORIED 27 £EX 5N TWLSEBEMEE
fE. WA WEEE. MPNST °3E OPG IS T 2HEMNA A< —H—PEEHRO Y —_ A
PR i (A AN

6) BAHANDOBITICEAT SRR

NF1 OFFERAILTRAE MPNST OFHP U RJICET 2 AT Y V7522 H R
XTH D, 30-50 F DML ADPADY R IDL45FLERDIEEZHOINTELRET
Hb, MPNST (AL TIE, 16 F UL 20 F £FTH NF1 BET, lABBO7+B0 -7 v 7
HRODT-HD, 2F MRl ZIRET LI ENHEREINS,
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| 3. E=M Wilms BE%E (Wilms tumor, WT) - B{=¥AFZE (Hepatoblastoma, HB)
3. LB RERE

1) BEff&EFLEERR

- Beckwith-Wiedemann JE{ZE (BWS) : .
—A T
11p15.5 MBEOT /) LTS LEREE(IC L35 s TOUR7 WTSEE 5 T R
FYFE, ISBICKRIEEFREN A 5N D, TAPLETEIREE
W ET . NERR BWS WT, HB 4.1% 24 A
BB —B0IE 11pl5.5 BT / L e WT, HB 3-4% 374 A
IET/LEEERL. WT - HB 7% &hg  sesst W, HE 8% RIE
Perlmanfi 22 wT 75% <244 B
BHESZFRET S50 T, BWS LERILX T
R MIVICETAEEELEEZOND, Bohring-OptizE 53t wT 6.9% 244 A
. . = o ulibrey{& & RAE 7%
- Simpson-Golabi-Behmel JE & 1 & "7 o o .
(SGBS1) : ST EETF T GCP3. 3 ts  Trisomy18 WIHB 1% 687A % 135-9F
LM WT LB B
WAGRAE 73 wt 50% 227 B % <12<8F
- Perlman SE1EEE: ST BEFIL DIS3L2,  Denys-Drash sizet wT S90% 124 B %< 13<3F
ﬁ%@{zk%\'lii%'fi FrasierfE{RE# WT B oW PRI

BWS Beckwith-Wiedemann fEEEf, HB AF &, MVAL ZREHBIMEE Y A
7 fiEfRE, SGBS1 Simpson-Golabi-Behmel SE#REIR, WT Wilms s

2) 2H

BWS IEKAKIR, BEE, NEIEA, BEa~L= 7, FEBEME ENE/ /N, BISLEM
FERBEEREAEBHE L, 11plb b #ElEY / L, TS/ LEERIATENIL, Zht
THETES %, HBBFIT. HAER/ZFDRICHKEL, 26/ /HDEE/ XX MICEL 3,
—EBIC 11pl6.5 7/ L, TEYT / LEFHIREINTUL S, Simpson-Golabi-Behmel fiEf&
B B3, HAERROBER, BEER (KB, HAER, KO, BEE, OFRE) AEES,
MOBERE XML T 5, Perlman fEEEEIZ. HAERRBRE HERET AEIEX, B2
SR, BA AREERE S VITE R TR A2 E T 2,

3) MNRHAICRIET 2HAE
WT & HB 3R BN A TH Y /NBHRICHIET %, BWS ICHAET 2 I REERHANES /)
RHEAICHAES %,

4) EEFRSE

BWS (& 11pl55 8D / L - TS / LEETRET 5, W OHDY T XA T 1TH
\an, BERLEY X7IE, IC1 (imprint control region 1) & X FIL1LEE (28%) ERAT
L JL® uniparental disomy (UPD) 2£(16%) (&< . IC2 {EX FIL1LEE (2.6%). CDKN1C
BEFHEIAUT Y R (69%) . 4/ L - T8/ LEEL LE6.7%) TEL, —H.
11p15.5 45/ L - TS / LEREORTIIANEICL Y ELH Y RFLTILICL & X FILLEE
MY VNDO T IEBREHEEHE BWSAT Bl 3 HB MRESNTWEDATH 5,

3.2.WT1 BSEERE

1) BEEEEFLERER
- WAGR fE1EEE (Wilms fE5-EAT - R ETERs A - 1B AR AE1REE) : WT1 & PAX6
BT 11pl3 K&k, BFREFREEETR
- Denys-Drash JEfE2f: SEEEFIE W71, BREFEEER
- Frasier JE&E: HEEELTFIE WT1, 8L BHKEEER
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- RIEME Wilms 8% BIEER T3 W71, BREFELER

2) 2H

WT1 BEfEZEE: WAGR fEMREEIL. EIULKIE, WRETERTE S BHEREZFHE L.
50%D EBFE (1CWT "ELET 5, Denys-Drash SEREE L. MARERAE . (RI4EEE, BEL24S
&9 B, Frasier FEEEEIZ. RIRMRR, BUHRMEERER, BRA2%E58E L. RIRERIC
MIREFIE N RET 5,

3) MREICREY 2HATE
WT & HB (3R RN A TH Y /NBHRICFIET 2,

4) EIFHFEH

WT1BEEEEEE DR T, WAGR FEEEE L WT1 & PAX6 % &1 11pl3 OFREAEXNEDR
KT V) Denys-Drash FEIEEEIL. WTI D exon 8,9 ICEERB LI Rt ZANY T v bAHY,
Frasier fEf&E£(Z WT1intron9 ICA 774 YA FEBAERT, REEREINE WT (£, £5E
MERTIERINY 7 ML WVELZEEZ NS, BEARA WT @ 9%I(ZMEI4EICHRET
2. ZF0D80%C WTIRENBD SN, FOEBU EIFIEERMETH D, 1=, WT1HEH
WY T MK BREEIEERME WT A' 4 KRR, BESINTWD, TOKRIC, FEDERE
ERSEW WTIREINY T MREEN WS Z A, BT H20ELNDH D, &I, R
=T vH =&Y, T CTRI & REST HRIEMIEEEM WT OBEEEEFELT
wWEINT=,

3.3.% Dt DREIRRE

1) HHEEFEEERER
- Bohring-Optiz fEf&Ef: BEEERTFIE ASXLL, BREHMELER
- Mulibrey (B RIE: BEEBEIRTFIE TRIM37, BRELIHER
F SRRBIEEY A VERR: BEER TS BUBIB. BREFSIER
18 FU YV I REKEE

2) 2

Bohring-Optiz fEfZEEIZ. BEEOKKIER, REENEE, EEBWHESR, —ABES, I8
feh, IREREH, BEAXRAN, REBHM A/ FEEEHEHHE T 5, Mulibrey ES R
FERE X, RRRIER, B <BLWEER, MEFRESR, NS AEE, MAWE,=Z/AEE, B8R
=, g RESCHAEZFHET S, ZEEREES A VEREIREER L /NEEX R
e L, BEMPBICAEBLNARIMRH E SERMETEY 1 0 2 2BEITRT, &L, BUBIB
ERIBRIC, RBERDBEEEFIET D TRIPIZ #EEELET LT 5 MVA FEREENRES N, 6
B WT AAFLEL TS, 18 trisomy (. /NEERE, ENEF. $EIREE A &
REESR, BUOWEBAENNIVWARERELRAEH Y. 0%DRIBISLERENEREEHT 5,
3) MREAICRIET BHARE

WT & HB IZBRIBENATH Y /NBEBICRET 5, RIBERENHNES /NBERICRES
%,

BAMBY—~RL TR (X3)
WT, HB & BEET 2fEER &, BERE Y RV, BEEREFRFPREZRT, WT FEY
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27 DHBIEMFERICOWTIE, HERE /1L, ZHiL Y 7T OHER £ ¢, BEEBEREK
BEH3HBEICITI, HBICDOWTIE, HAERFE/-I1E, WL Y 4 FoH4EH £ T, BER
BERBREEMBa 7z b 7ATAVETEE 3 WAEICITS, BHERICKLY ., WT - HB
LB YRVETIH, EFEXOMEE, B, RYURZETIE, BEBEOEBICLY . bF
A, BEREE, FMICL Y RET I EEEROMIENPEFINSG, WT OJAEKEDE
FICLY, RV —Z v T DONRICH D WTTETERIBRIFEHANY 7> MEEEHAEML
W3,

3.5.0—R4M4 5V Z2DHBHENE

WT, HBHY—RA TV ROWRRENTFRBETHDZ &, TR U —Z V7 ERICIREE
MALE L BIREOMEIEINIO T, RED L ZALEBYANEZEICE T M8
TN EATREBINT WS,
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I 4. BEGHHEESMASEE (Retinoblastoma, RB)

1) HEEEFEEERER

RBI, BHREFEEER. 9 40%DHERTMIEERETH D, MBREDITEAL LR
ARM4D 10~15% D ERETH 5,

2) PHeEZ

FEABFRERIL 3~5 A100 AATH Y, K 2/3 132 FHTIZ. 95%(3 b F £ TICR2MT
SND, RERAMEIFHEIREBED 5% U LA EFT 2,

3) /MNBREAICHRET ZHAE

MR EESFEE s FREOZIBOEBOhREIZZNENE LT 10 AL 24 H
BTHs, EREDOHEITHRESD 2 WILMREOREFMZEICIA CEFBEERNES(=
BIMREESFMEE) 2 RET DU RIS E D, ZRHPAE LT, BRIE. SKERRE. 272,
R, REESR. MES. FEHNA FICEMEGE) OV XMW EBINT 22 EMNREINT
B REORREERHIL 15~17F TH S, BAATIE. BEIPAIZBHEEEEN DA
PERESEE A S W (Araki Y. PMID: 21051531), —A T, ff. BEM. AELREDERZD
DAXR, FEOREDOY X7 HMHRATEMNT 2 2 EARESNTULS,

4) EEFHFEH

1971 #IZ Knudson A, EBI=ME & IEEEME OB T REZE O R F OB A 5 2-hit Ik
SmAEEH L, MY ILICE T A0 RBI NEL A BRI MAREDRE ICHE+HHTH
5z &mR LTz, RBI AMEMIRIER/NY 7> FDIFEAEZ 90~95%DRER T
TUVHRMAD Z RMEE % HIET %, exon2-25 DF vV ABLVOTL—LY 7 RN Y T
Y MEL B EAEDYEREXRMBEREESFMEES Y TN [ IREH TR SEE ICH
SNBEHINY TV FTHD, SREVANYT YRR TOE—Z—FEHEONNY TV b R
TI2ARYA bDONY Ty MIEEZEROEPYNY T e LTREINTEY, I
DEETIIZRIADBEELIED > 7=,

HEIEMIRE RS 13 FEBAERBIORKICEL Y BEFMREELYRET 2551 H 5, o
DBEHEIZERICEEL,HY FHELZZE. LWVLETE. RULWAH), FEFICEL BIRE SR
FREEEES, £7- RBIHEHANY 7 b OETEREZRIIES A 7 HB &L Z 6%D F IR
FEFICHEET B EHEA I N, RERY - > v IDERICE Y £IEMBRIES A 2
ODERIBENALETELEEDNG,

5 #HBY—-—XRLFVR (F4-1)

REINY 7o b Z2H02F v UTIEREEREDS Y X7 THY . RHERENRIBEFD -
DIZEET, BREKARNR 7Y —Z v AR I NS, Abramson B IIREREAFOREICHE
BHOhoERAY—RA TV RETHIIET, RV -2V 0 %2R WGEICHERTEHE
BICEREBEEANALF L (67.7%VS. 38.2% 5 F ; P<0.001) ¢M|ELTHY ., 70K
DOF— P TIEREZHEEFTNR 7Y —Z o 7125 > T 90%FEL DEENRHEHETL
720 £V IR ORI MARIE I LEEF OB CEREHICICRE L, FOBAICLVBLARE
EARXFIL, —HERETIEEIEICHKIET 22 A% W, BHRBIIEFICHDIIRT
EEZTH B,

RERANEBISENLRY —_M Z X F, EEBH D WIE 1~2 BURORRGETH Y B
BT L TIThNs, REMGREIEDARCESL 3B ETIE2~4 BETLIZLIEMEZ L
TITh b, ZD®IIMETIREZ 3 AR THEAL, R4 ICERZH ITTULL, RE®R
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BEOR TR IIRR4A TlEH 5P, BEIT 5 F F4-1 EHEERATEAR ORI — A 5~ %
¥ CHk#9 B, American Association of E?RBM%MM (HEE*%;
Ophthalmic Oncologists and Pathologists Ui B 83 TERER T C2- 4
(ORI DRy —~{ 7> Afia> 2> e e
. _ R R N5 24 4 R T C24 H fiE
YRVZEDE, X4-1 57T, CE: bHrE 2455364 A B F T34 A
< i%;ﬁi\%’ﬁ@zﬁﬁ‘_ﬂﬁﬁﬁf i@:\/\f:&b\ Tﬁ 3613\»:;487)% R T“47Hﬁ%
48H 5604 A T T6 4 A1
BHEIIERICLYERD), 5hSTH TR 6
B H@JEUD HAERIZIE L THHEOB SMHERBOY — A 7 22
s . _ R - RBHTHF O 2 MR
ZEBEBLURBE MRIIZOWTOHRELH .5){11-5;,)1fﬁ;m@uwmm@%mu\5};@;%%5
0. NILHEFHEREGRZHT CTlIRE RIS A (KRB L) DA 7R
bi‘% [/ L\ Eﬁﬁﬁ&%%?ﬁﬁj— % f‘%ﬁ% ;t) 273 6 75;‘ 2RV AT NZONWTDOEE 24TV, Fz 7o Jk e - ERISH L+5)

CEEELS.
=4 < == L, ~
IR TIERERITHTUOA WL, HERIBEE I 2 ke iREC L o iBE, 18FUIAT )~ i a

f;ﬁ‘l)\%ﬂﬂ%%%ﬁﬂﬁ@ﬂi%ﬁ%ﬁ% Iz Y#T%iﬁfﬁﬁ ,7 BICT 74XV TEDPEEBREICL 2FIRIOZRAMET Db,
_ s 8F UBRIFFELROEEMRIZZE L TH RV I o3 235

YUY TEITH ZETERENRELRE  acise
H—RA ZVRAEBUYLREHEICHE > THURIZ a1 bb 1268057 51655 5 5, bMAo%az;xa/—v
BT TH B, S0%ORRTREERIE T e e
HHRSRE & FRE a‘%ﬁéb%&aétﬁﬁ%ﬁﬁﬁ%ﬁu RBIFE bRy, RE@BsHmImS
E’J/\ 7> RDEESHARBIRTIE, HERICK > TIEBBBEERD 2 W E MRl % 34 BH 5

BORFHAICHELE L TWL 5, 36 L)EFZ‘J RBONMNIZTRBEIBEERT 2D, TDY R %
Ei/J\]gE L. 2 OFROBRNZRECEIAREORLEVRIMNDZA I VI ZRET S
7=®I2. % < DEFRIC ot%ﬁsaﬁ%ﬁi L LEENHAERIICR 2SR WL., HDWIEHESE

BIY — A Z 2 RETHEWNGEICIE, YEORRRE IZHEAR 24 BELURICITS 2 &
NHEEINTWB,

BRI RRED Z A EESMEE (WREFE) OV X JIE 2~5% AT TH Y.
JEEE MRI & E (X, ZWBOERIX 7Y —=Zv b 5FFTCoNBEDR ) —=Zv 7k
HREICIEN DD, ARETIZIEHHMRIIZ6NABESFETCHRETSIH, 3—A0 v /XTIE
W20 1R TCEFENUBTCBEIIRARBT 2 T TOARWRY H—~x 4 Z > X MRI X
1T L T UL,

50 T ETD 2 RAARIEY X713, BEMESFMEESRSEOEIAETD O O AE
HYT38%, HBLT21%TH>Tce ZRDVAKEDERHDOPRIEIL 15-17 FTHY . NE
HHODR 7Y = TORBIRETHZN, RV —=v 77007 AL EEHEILL
TWEWL, HEAERTITHRN/ANY 7> b aiFD 488 ZLORBRED, REZRHNARERIZ
10 £ T 5.2%., EHENVBELLIZWET 147, AMETAL TH-oTm&IN T3,

NERIEIZECHRESHABEORENADY R 2> THE, TEODDRCHEHRR
AT ZENHERIND, FAT/ — vwﬁffﬁun’ca@6 18F v nidFE 1R, U<
—/TTIE%Z)L\L;&EZF%%#E SoTERT 2, CF: BRADEENAITEEZEEN DA

. BRROEENT L)

E“iﬂ FRED Y RN ER T 2RHAIE. AJgE THNIERI 7+ 0—7 v TAKTOE—[
DEEDR, MR, ERICOVWTOHBEIHEIND, 2B MKE ﬁT%flﬂFx/\— AT
ILAET EEZ DHEE., 8-10F A SFE 1ROEE MRI AP HEINWZHELH S, HEF
fERRE ICE IT228 MRl 0BRMIINEEOBRABHMETRENTWE D, BF
HEHIT H7-0ICIEIDRET—EDPBERT-H, FIARNHAR R ERITOBEEHNE
INTW3B,
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6) FREMBHEICHTIV—RIFR

AAOOP DR TIX ERMRET MioEEE #4-2. RBIFAHA ) 7+ MREH OB BT 5 ) %7
DMFHE IS L. RBI BEFHREET S 8 “w‘é«‘jkwﬁéi{fm}%gm;;;{?ﬁizjoj M%:/;;—mwum<15)
DHTERIERA 15%U DT Y X7 7.5%Fk + (LR 50 75
i 1% EDPREY R 1 %RKmDEY RS L > o
&3228 (R4-2) L, I RTHETF AR 13 0.2
FCOEHORBMNBEONRELTWS ;@‘;n*; 0?'015 ggg;
(Skalet AH. PMID: 29056300), A&FRTIXIEH gAn 0.007

FEMBE ICX T 5 RBIBIGEFHIREDRRER st E@0.001%e 555 —BAODY 27 LR—& LT,
BISEASIRANERZH, FTRIEHEEIIHT 2ERFEMFTFMZ TV at risk o MigHE O
HB—RAZVZANBIF WL BHRBETHS D,

7 S&oFEYE

27 DIERIICH D, BIEFHRBEEBEHT U 72 EBEEZOREDT 7 DEM
ANBZEeT, BR) RV, PHOBRE S ZSHOBEN, BE & ZOREICWTT SHERE
27— T ORENAIEEE D, BIEEDEBEICE - T, MEFMREDORAEIZE XY
ICTETEEICHDIEYVBVIRPAREY RV E2BE->THEY, BYLRY -4 F V2D
FiE -BHICOWTKRBRDOMBENZ > T\, URIEHERTO S 54 5B, Bk
L OES, BRARAETICL Y. BROY—A 7 v A EOREIHNERIERBETMiE
BEOFRKDTTICEETH D,
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|5. B2 EIE (Neuroblastoma)

1) #HEFEORELIBESATWVWIERE - ERE

1-1) HRIRRERE LEET IER
- R PR RSB SGE(EEE (Congenital central hyperventilation syndrome, CCHS)
- Hirschsprung &
- ROHHAD fEf&#f (BMERERR. ERS. B TE - BRI EEEEEEREE)

1-2) RASopathy
- Costello fEfEEE
- Noonan fiE{&Ef
- PR AR REE 1 B

1-3) Z 0t
- Beckwith-Wiedemann fE{&EE
- Li-Fraumeni fE{EEf
- ERES EMIEE/ IR BN R (R A

2) EEFHEFEH

HRFEBHE ISV, MEFEOREEAXHET 5 - ML/ FFLZ RN  BEHREER S
DBENEREZET L EEONIBFYUEET2BH IV 1-2%TH D5, BREHRFEDE
TR ITBREHELER. 2EXRIIH 3% EHTINTWD, UTICHRIFERE & B
BI2ELRFICOVWTRART 20, BEREERFEOEGENARILTHICHEINTED
. KAOBEFEELFHILZVI EAREBINTWS,

ALK: AV RV 2R/ K7 72U —ICBT 2EEBEFO v *FF—ETH Y., EHELAN
D7 > MIEY) FTROBIEFHRT— KAVEMHL LRRIEEA(RET 5, ALK DETERT
RN 7 b AEBT 2EDHBIFEDZREXRIL 0% BETH 5,

PHOXZ2B: CCHS *° Hirschsprung IO HIEICEE T 2 &E=F & LAl N TUL 5, CCHS
D OBULEDFEFNCARY 77 = v#HHERER (polyalanine repeat expansion mutation:
PARM) A #910%ICIE3ER Y 77 = VHBRZZ(INPARM) A IEH S N5, HIRIRERR
£ RTIEZNPARM 2B 9 % CCHS 2E T 45% PARM 2B 5E2ET IR EETH S,

RAS RBEBDEIGTF : HRAS mHI/NU 7~ b % F$ % Costello fEREE. PTPNI1, SOSI,
KRAS, NRAS,RAF1, BRAF, MEKI, RIT1 D¥EHI/NY 7>~ b %HF 9 % Noonan fEEEEAZE(T
LNTWDS,

TP53: Li-Fraumeni JEEEF CTIIMRFBOREIIH L I N TV S A, p.R337TH DFEHY/N
U7 v b BT 2EBEITMBFEREY 7050 EATRRINTL S,

CDKNI1C: Beckwith-Wiedemann JEIREF B E D 2-5% ICHHRTFRERIED Y R/ H DT &
NRBENTWS,

3) #BH—RAIF7UX

HRFEY —A 5> ZE. QALK BN Y 7 b EBT 5E, QPHOX2E
(NPARM) DJERI/NY 77> Rk #H 9 % CCHS, @ TP53-p.R33TH DIFEHINY 7> b &2EFHT
% Li-Fraumeni IEf&Ef. @WCDKNIC DFEHI/NY 7> b &#FF % Beckwith-Wiedeman fiE
&Et. ®HRAS DIFHINY 7> k& H T % Costello FEI1EEE. ®F DMETHNERAZET 5
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TENTREINDBELBRFERERE DD 5 RFECHA/ L HEHRFEOEED
WHE (BICE 1 EaHE - Th/imk/FH) 28KRELTTH I EA2#HET S,

K [E Children’s Oncology Group D3R Tl 3,666 51 D1 #X IFfE B3 0 2R E iin D h Rl
X 20 7ATHY., 80%N 6 F X TICRZHIIN, 98%H 10 F £ TICEMHEINT W, D
HEZSFR, 6 FETIHER G7AICIERE) ICHBREZITVL, 6-10 FORIZ 7+ A—
HEZ=HITT (6T BIC1ERE) BRAITH L AHET L, 2HRBRIFED 80%LEIER
BETHRIELTWD I ENDHEBTI—IIHATH Y., MBRE (20%) DIRZRICIZHHIBL
VAT UERTH L EHERET D, F-. mRFEREEY—H—& L TmE NSE - [RH
VMA/HVA OBITE % REFIC1T 5 FHHEE S N5 A, Costello TEIERE ICHE WL THRH VMA/HVA
TR FEOEEICEOLNTESEICAD I EADHE-DEROBIRITIENNETH 5,
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I 6. Gorlin iEfZ8 (Gorlin syndrome)

1) HEEEFLEGER

PTCHI, SUFU, B EEHEEMEER. ) 25%7h° de novo

Ny VR TRREIE) Y RO~y PRy 7 SBIED PTCHI, BEEZ /X7 D SMO,
SRERFOD GLII & SUFU o7 fRDIBiEE 7R b — > XIHNICEEE L TW 5, iE-
TINLEEEGCFOMPINY T LY, MEOBEIEL) - BETE & REZFLKT &
EZHNTWD,

2) hr

BRARER e LT (1) BEERFEOEEMBE. (2) BEER. (3) BELFE/NMG
M. (4) KgEoRrkib, (5) 1BEUAD Gorlin FEEEEZE O KEREZRD 5, £
7=, 9 50%DEFHIFMEVEEIR. KEEE. MRMBEE =9 5, Gorlin IEMERE ILRKEIRTSH
ZHrSNBH, PTCHIX SUFU DETEMRBZRIER/NY 7> b Ot IS EERFRIZHTIC
B5, F7- Gorlin IEZEHIBETFREL CBOLHRES Z RET 5 2 £ 2B Y. Gorlin fEEEE
BEOREIZ FICHR) FREINTONIZETEMRERYOBEFNREEITI 2 &N
Zx L,

FHRONRHFEEECIIREMRLEE2GMEZ LY RIRICHRKROEN R LA KRE
T2, I3 FUTORFEEE CHRBGIEEME (nodular) 7Ly L ARHER KIE
(desmoplastic) DIFBEICIZ. PTCHI X SUFU DEIEZFHIREE1T,

3) /MNREICRETSIHAE

Gorlin FEMRBE D 5% D BEN 2 F £ TICHEFIEZ R L. MIEEBILEEIMEZ UL LIRHEF A
HTHD, MEMOHTREL Y REEHIZEN ENEHTH Y. Gorlin [EIEEE D KT
oY 5%, BERBICHT 2BETIREEICL Y. BRBICZHOEEMIIRENFEET S
ZEDPRESINTHEVERARNISEENDETH 5,

Gorlin FEfREF X ZEO RN - BHEREZRET 21, LREEEMIZENREERICR
R, B, BEB. SEEICH K. BLERAL, I0FRLOEBERAICHEHKT I, 2F
TOREDREL H 5,

ZDIFH, LRI OEEARIERE. SFEALEOLZEICINEREEZZET 52 8hH 5, &
A RECEIEREN R EOREN H H 1 TH D,

4) EBIEFHHH
Gorlin FEMER¥ D% < |3 PTCHIHRHINU T v b 2B T 50, EEMgEZZ2Y 5 E2EHICIE
PTCHIJ®KI/N) 7 > b0 BEFEZ 29 5 BE(ICIE SUFURRINY 7> b R SSEE

IZEHE S5, Kool »lE SHH AgEZfE 133 6. GorliNFEBEREDHERR S — A T2 %
fl (MR 83 DBEFIAT AUV T % PrERTRI O PIRa

RIS AD A7 V—= 7 %105 £ TICBA L, BHEITH,

TOCPTCHIEHINY 7> b B ENTZ 60 spuimermos,
BFld 2 BIAEIEMEZRFFER/NY 7 b TH R 2, 84725 12-185 L O L b

- . ST =7 ~ 3 JURE, 18T F TR T I—RE
2TeDISH L SUFUSREINY T > b OIRE iy 2o, msmmse, s, zomon(
X7 10 Bt 6 BIAETEMIRTER /Y AEThEREERE T,

N « BN C IR REAL O B IS 23T AE Lo U T2 O FLE Y
TR THoTmERELTWS, e

5) ;Eﬁ#—&’f 5 2 (i 6) SUFUJHERNY 7 v MEa#E

< FEARICPTCHIRI AN Y 7 > MRFEE L RIBIZA, SAEHALN 2

PTCHIJRGEINY T Y MREFB 10 FT A2 BT preeswsl bropssres,

7= '5 1 EL: 1 @%E%ﬁﬁ@%@%ﬁﬁ? E E/\] CCEZ% - BEEFIEOBIIRA : 3F ETIHANH &, SFETIE6MA T LD
- - BUMRIRZE S,
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ME229 5, EEMBEISERINZS L VERICEERNOZRE%(T 5, REEIISHIE
HICUMET D —BREBEZ2Z(T5, 8 FICIFEEL Y M UBREEZI. 18 FICANIEIIET
O—RBEDBREZITH ., MEGREIILNETIEALD, HRFHNESCERLL. Z0HE
ERENANIIBREEEESZZEA CHYABBRREZIT), b LEFENREOHNILK
SHRBH ICHE T 2 HEEE AT 2 - OBEHRE LI T2NETH D,

SUFURRINY 7> MREE RS CIEHFEOR 7 ) —Z v 7ICEB L THEEPHEIE
HEIZL TWRL,, LA LEFREOWIFETITERE O MRl 2B 5 2 & N —E8DMEEE THESR
INTWD, 3FTETIFANABEICMRIZEY 5FXETIEO6MABEICEE TSI L
RS B, PTCHIRRI/NY) 7 > b THRIFENFHE L BB E. ARG FH MK T & &
5702, BHARBHEHEDBEWEREEERITNETH D,
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7. 57 F4 FIEBEMF%iE®REE (Rhabdoid tumor predisposition syndrome 1, RTPS1,
Rhabdoid tumor predisposition syndrome 2, RTPS2)

1) HEEEF
SMARCBI (RTPS1). SMARCA4 (RTPS?2). iZ&taiABENEE

2) Eh

N= E%K}E{a“@ |:|:| L—rfiffﬂ%ﬁﬂﬁﬁ &Y. ﬁ%@( #7-1. 77 FA RIESHFIIEGREDO A0~ T L

= /—J *E L 7_ /—J % T 7 R RIES SCCOHT

E:%HHH 1/{ L ‘ﬁﬂ Y — Eif) HovZ RIEERFRE 204 B (HEDSHAZ 243 (144 BH5567F)
tz‘) b 77 KA REBEwEINT, 7 < SR

S g LR . s o SEERE 10-30% 33%LLF
7 I\ /r |\ Hér t Egﬁj_ z) Hér % ﬁ%%? z) r—ﬂ AR T 7 RA R IR AY50%, 77 KA
BHThHb, RTPS1 & RTPS2 o&EMEEEFIE (i, NERRA DERTE RSO AN A
B30 WEETIRAL ATy UET AR S
DYy ZICEOLESHROERZERARTFZ T wwmexsmst 35% 43%
— K43, RTPS1 & RTPS2 I3, LWL > W7 HEf

0 . ) BHERIET/E SMARCBI >98% SMARCBI <1%

HhOESFEZRTHA., TNETNOTREDE  wapx SMARCA4 <2% SMARCA4 >98%

EIRAS (& 7-1), FRAEIRALIL, DREER  SCCHOT SRS HL> 7 A2

2%, B 16%. EREBMEM 12%. %= Dt i?:/vt@ﬂﬁ ICHRELD D, BICRETEHLEE

7 K4 FiE%E (Rhabdoid tumor of kidney, RTK). BMICHEAT 3 t#m*”*ﬁ/ﬁiﬁ/7 7 I~
A FiE%E (Atypical teratoid/rhabdoid tumor, AT/RT) EEEND, 77 KA REZIE12 A
ARBOREESD 14% % EH 5, 7=, ILREEED 18%% Lo 571, NEBEES(1-14
FINCEBIT DT 2%ICTH 5, AT/RT OEEFMEGOEE L Y S, 7 FLUT OME
BD6-T%%H5H XY HIRICEZ W, 77 MM FEEB & AT/RTs O &EEE=T L SMARCBI
D 98%, SMARCA4 D 2% TH 5, 77 K4 REEE 100 B SMARCE1 Bi=F T DIEER.

35% M ETEMRRERIHERI/NY 77> b 5% AR/ N Y T b TH o 1o, ETEMRE R
Ny T F@WQR l&. de novo 59%, MERREY A 7 9%, FHL U IMAE 2% TH -7, FREME
B DIZE. ICHREREERESE, FIC AT/RT ARET 5 Z &A% L, RTK, AT/RT O4EHFEX
& 10-30%T. IETT%TT%T%T&TE&T?IE%’C%Z) 77 KA FEE2ER. RO, £TEM
FRRIPEHINY 7> b EBTE77 R4 FIEBIZEDHICI2AARBOIBICEZ L, 204
FEXRIMMESICLE L TEW, SMARCA4 FEE9/NY 7> MMEERE/INAREAAS HIL Y 7 LR
(Small cell carcinoma of the ovary, hypercalcemic type, SCCOHT) & D ES@EH 58 LN,

3) /MRHICRET HIHAE
FEAEDT T RA FIEEE AT/RT 13/NB #7-2. SMARCBI, SMARCA4 A3z 515i1)8 ) 7 2 b 0 Bk i

5. BRI IS RIE S B 0, pRssiE L gpg R L
- . - AT 7 Ko 1 RS Y T b
INRBRIEE ALY T LBLERAICE W, R BN/ S 2 e %5y 7o
% SEVEREIE IABUANY T U b
4) iﬁ{f?‘ﬂl‘]ﬁﬁ& Nicolaides—BaraitserfiE {#5% IABVANY TR
77 R4 FEEB & AT/RTIE SMARCBI 35 & S Srieiest NN
N e S e T o LR R Bt S Y 7o 1
O SMARCA4MEBEBRBINY T b (Y Samcames e
VAL TL—LY T b RKR) REBICHKEY w77k Vs BB ) 7
y AT/RT BRI 7 b
% (R 7-2), #HEHMIEEIS SMARCBI DHEE (oo i
EEBINY PR/ RERNY T K@D Coffin-SirisiERE IALLANYTY R
EHLLDREHICHRIET 5, SMARCB] I OBEIRAY TV M kLA TL—AYT R KK e ARV R
LY RANY T MREE S . SRMERE T RS ST D, AURT R 1

3%, SCCOHT RS/ INHIAEHE w5 7 /1 o 7 LR
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fE. Nicolaides-Baraitser fiEfZ2f (EH. HFEAEAER. SMUEREFE S L OHREE % 58
ETB)NRET D, SMARCBI £ &1 SMARCA4 X X+t > 2N 7 v MREEEIZIL.
Coffin-Siris fEf&E (EEOMPEE. REEE. FEIRESR (BRREE, BVVE L REE,
EWOERE), FREOESROMARVREBOE~BEEREHHE T 2)DRIET 5,
SMARCA4HEREE LAY 7> MEEFEIZIZ, SCCOHT NEET 5,

5 HWEY—-RIF7VR (RT-3)

SMARCBI1/ SMARCA4 4S5 RFBHINY 7> MEEZIZHIBHICRIET 52 2 £ 1%
L, FRARBDT, Y—RAZ 2V ZOMBIIFETH D, —H, BHICERINCZEZ Y
FARFERIZARLYPTVEVNS T—ZARESNTWEIDOT EIHZ2DH LNT. IR
KTIEY—RA Z 2 REREICANTT-HELI B E > TWD, SMARCBI jEiEi A 5EfMia Ry
RE9 N 7o b ORBEEICT L TE, NZERRICMRI # 3 HBE. 5 FEFTERET 5, £
7B EZR/RICEE MRl 2 5 F £ CTICHEL.BHEEEREL 3 HBEBICSFTETERET 5.
F7- SMARCBI I R+t > ZAFEMIBRINNY 7> b DREEIZ. BEZRELAVLS, &
CENICRETHDOT, RV —ZV JIIARETH B, SMARCA4 5ot £ TEME RImHI /N
D7 v MREZEOMCESESZY X7 IFFEBICEVNS L, X7 == 7 ICHAATEER
T—RIEH WA, SCCOHT REDYR I A HDDT, 6 HABDEBBERIEE % EM L
TEWMRIICE BRI Y ==V VT DERENITRBETH %, NEHUNDREE IZH L TIE.
FRERIOREIRMT 2 £ L TL L, RTPS OFMZLENEL . LBRIFHHNEETH B,

#7-3. 77 A FIEFOHEY —~ o1 F R

WA FEANEER SRR N Y T2 b IRBEYANY TV b
SMARCBI i1 MRIZ34h A&, 57T = T URARE BAY R RV ER
M AHMRI Z5F £ THEME, HEEIIRIE, BHEEKE3T —~A T RRE, FAEY 7 ZARVPRER?
HfgE, 5FFET

SMARCA4 i FAFRART —#7e L, Y AZFIEFITEN
M FAAREZR T —# 72 L, U A2 3BV IEF IR
PR RMAAREZRT — &R L. 6 AEOMMBEE M2 FEE L TX
Vo MRIOBEENZARB, /NI CIE7 B ISR B Rl
EEET D,
a MIEEEA I Ry ANY Ty MK Y FBET B AL H YMRIZEREL TL L,
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I 8. EEMHILENAEIZEE (Inherited gastrointestinal cancer syndromes)

8-1. RIFMIREEERY R— R (RIEMKBIRIELE) (Familial adenomatous
polyposis, FAP)

1) HEEEFEEGER
APC. BHREAEMER. TH FAP © 90% &M TH 5,
20~25%% de novo. de novo FEGI TR EY 1 7 2BD2 2 &hH 5,

2) PhiEZ

HIRE(E 1/9,000~18,000, /NBHIERHA S 10 TR (BELD 8 A ) TLHOBRENLK
BBICRET D, RKBERNZITRHLEWVWEFIYI9F TREBENAZRIET 5, RETITREG
DOHEHT, +ZHEE - 2B - BOoRY -7 F-+2HEBBI1A (KBPAICRWTEZ LY
LEIWA) BREEEHT D,

SHILBENRZ L L CHFERE (NR). TREA FEE. FRIRAEAA (EEY X7 2-T%.
EERA. THEICZ W), BiE. BEES. PIRERES (<1%. FICHEFRE) RENHDL
ns,

3) /MBHICHRET ZIHNAE

KEDAIZ, BOTHI/NR, BERICRET S ZEHDH 5,

FFEfE% 0.3~1.6% W, ZDE L 3FT £ TICRIET %, /NEDOFFFED 10%I1C APC
BRI/ 7 kR SDH, FAP OFREREAZH4 W de novo i\EFIHEEND, —H, TRAE
A4 FEZIZ. REDEETH N KBHNAITRCIER E 45, iFREALILERE T, BEESFM
% 22t %FLP¢<\m&E%Y#%u FFEFfEsE 7 REA FEBIZ. EBD CTNNBI
FARRIER N 7 R AIIEGICZ CRBD N, FAP ([CAH LTEE L DERICHEH
ExnNs,

ZDEN HREMEEE L EEKXK (congenital hypertrophy of the retinal pigment
epithelium:CHRPE), BfE, KEZRE, HEEEIVEHT LI LD D, BiE. BHESL
CIEERALARMERE & FAP & B Gardner fEf&EEE (Gardner- assc03|ated fibroma:GAF).
PRI R ES & FAP OAHEIL Turcot FEEEE L FFE XN, WINE/NBOREFHH 5,

4) EEFREBH

APCEIEF D 5 7R 3IKRIEH D W IT 7V v 9 DIFHI/NY 7> b id, HHEY FAP
ICHHE L TELER Y R— 2 ROREFHI S <. T8I TH 5 attenuated FAP(AFAP)
DFRIFAUZZE2T 35,

APCASEMREZRSD O K> 543-713 £ 7214 1310-2011 B OERI/N Y 7> b TlE, T X
TA FEBDOY X7 & KIGEMMToORFHZ IRV ESE 5, —HMNFM 21745
CENBETHD, —H FFEORELEET 2ELTFEOREIL BEDE AR,

5 #HBH—RS4I5R (XK8)

American College of Gastroenterology DZEHA K74 > Tld., TRXAEA RIEBD R
D—=v e LTEHBREAHEREL TCWAWL, K7—7>ay7OEREDaA VY RE
LT, Tx%4#EF®ﬁMW®%5FW BWT, KEehfiin & offittls 1~3 £4,
Z D1 5~10 FE/ICIEES MRl 12T %,
BEFRICEDCHEY — XM I VA E—TFEDRREICE->THL,
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#8. BRMEIHLER DS AIEGREOHELE Y — 1 F o 2 (W)
e - MBS LEL - FRADREY & B
FIAEIIEER U R —2 2 (FAP)
PN SIKIERGE £ 7212 RBRRE  10-15F A o KIFEfilT £ ¢, 14£(1C1E
B HALE AL AR KM &Aiiite & 5\ F20-15F 5, HEICLE]
N FUR AR O filiEs & 8 e 15-19F 5. 1FIC1E
JIT 2 IE JiE R & & S AFP FLRMIRM ST £ T 4-64 HICLE
T AEA RS Nk, MR KIGEAEIT o D VIO T, 1-38(21E], 2 D%5-104F21E
2 IE 2 NS TR LE
Attemuated FAP (AFAP)
PN KIGPHSE 15-19F A5, 3FEICIEL BREEMRHEEZIEIFIC1E
Peutz-JeghersiEffE (PJS)
THILE B E NGRS, AN 8F . B LI, RO BNIEE SITEEERTER, KU —THHNIE3EICIE. A
BB, RO, KREGNHEEE T8 THRE
W, PR L EEH P NG TR LR
FAEPER Y R — o ZJEERE (JPS)
PN KIGPHEE 12-16F v o, 1EICIE, RY =7 R I NG a2 £T. ZD%IF3EICLE
LA A L 15F o 1-24(21E
N H 7L 15F A5, 1-24E(C1E]

a FRIFBERREZIFICIAEZEET 5, b T REA FEBORKED H 554,

6) Y—~RA5YRODEHENTE

FAP D X7 %8BT 2/NBEHOMGEICTT 5. EEFHRED XA I JI3ERmIH D
HDOD, BECEHEER EEEANANOBENLGZE (B FFEOX 7Y —=v7) K
EOHEREEZZERBD S ZTI0OFFOBLFIRELIRETT 5, FAP L HICEZD Z &1L
DEHAENEEAKREL, GFENABEHY YL Y IHARETHY BEHhIrET—¢
AVEZIANIVAN T 2T —ICEBR7 + 0 —2'F1R & 1 5,

8-2. MUTYHRSER Y #H—< X (MUTYH-associated polyposis, MAP)

1) BEEEFLEERR

MUTYH. B3 e ttEn

2) 2R

AFAP (10~100 A D fRfE) HFRRE%ZRT,

3) HBY-—RIFVZR
NBEBRICKBAYAZEHT L IBOTHETHY, 18F A 2FIC1EDIA/ XD
E—%#ET25, KBPADEEY Z71360%TH D,

8-3. Peutz-Jeghers fE&Ef (Peutz-Jeghers syndrome, PJS)

1) BEEETFLEGER
STK11/LKB1, BFREHREEER. # 90%DEFITHEA/NY 7 v b 2D, ) 25%I% de
novo

2) wh
NBEWFHEALE T 22BN ED@ERENRY K- X OBR CHEOERM 2 e
T3, RETH, FEENICTABOMERE LS PIS ype KU — T2 5, %
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WIEAREED/NED 0%IZFRD, FEE L HITEBLTWL, JBILERY R— X E. /M
IBERICIZERE (10 F £ TIC 15%. 20 F £ TIC 50%A A6, SHILEHMmM, B, ERE. B
L EBIBREE CTRIET 2,

AEEIL. (DPJS type RYU —=7H 2 @B E, (DEICBIRZE < PIS type RYU =T HH Y,
PIS OREE%#8T 5. (i) PISOREEEEF L. HEOCEBREAHS. (iv) HICERE
CPIStype RU—=ThH V., MEOCERMEZMHES. ULowTnhzimEi-L. BEERY
K= ZEREEEGEGEREM R Y R— > REREE. PTEN:@:SFEREEEE (PTENhamartoma
tumor syndrome, PHTS). Camey complex Z$&54 % Z & TIN5,

3) /MNBREAICHRET ZHAE

EEICHTZYBE, FERE. LR, BE. NEICHAABOREY XRI/WH Y. ZDHEEIL
20F £ TIT1-2%. 50 F £ TIT30%UE, T0F X TIZ80%ULEE NS, ZHETIZ, DFE
DERIAE & £ > MZRIES (ovarian sex cord tumors with annular tubules, SCTAT) & %
WEkRIEES., FEEmoaMLBiRER A REBE A L. SCTAT kREL T4 F
DEMIPAREINTWVWDE, BRTIE., BED large-cell calcifying Sertoli cell
tumors(LCCSCT) = AIMEICERD B Z &1 5, HIRES L BERERECERLMENIAE
THESZEDDH B,

4) HEBY-—-RLF7R (XR8)

REICBWTIE, NEHOBLENABOEHFIZHETHY ., Y—_A4 7 XDEHEMIL
SHIEEDBBEEECHERDFHTH D, FEH—_A 7 0 XL TE., HeERERIC
TEHOIRBLDLETH D, MAHBICITELEICIRZ T, 25 FH IR E tEETERS. 30 F A
SHEED A7) —= v 7% Th S, BEFRICEDCHEY N5V X E—EDRRIC
EoTHL,

5) H—~RA5VRDNBHAHE

NI ERWCBEHEEOBLEFNRENLE R T S ICHEWN., STKII DFERI/NY) 7> b
HEIE I NDEEAIER . IPS DEBESHILA 2 ML H 5, NEDERMITFimE &
HIGEEL, RATIHBALATEWI EITEREDNIBETH D, THREBETFRICEDCEND
ADY R DEENEIBIND ETIE, TXTH PIS EFILAY—RA T2 DB EZE X
ST DRENDH B,

8-4. HEMR Y K— RiEIEEE (Juvenile polyposis syndrome, JPS)

1) HEEEFLEGER
BMPRIA £7=1% SMAD4, B EEEMERE. 20-40%DFER W TN DBIEF DIFH
NY T hmRD. #25%E de novo

2) R
RIFEIHCEOEFURY R— X 22, N -7 IREBENICBREDRHEE T
%, WNBEARESITIE, ME. Bl BE. BERZZEICEHRIND,
S5EULDEFUERY —T2RBICRD D, KBUADBLCEOEFERY —TH 20
BICEARLGCEFESER) -T2 KIBICRD JPS OREEZET 5. oWdnhzims L.,
ZDMOBEMER) R— Rzl 52 & TEMIND, 30%DFEFI T, DEE 7 IZME
R (PR A L) OEREEZEHT 5,

3) /MREICRET DN AE
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MNBIZZWIIEOEESERY — 713, NADY R ZIEELBWEENDS, —A. RIETIE
KEDPAERKETZHEILENADY Z7HEV, INREBERRICEICT—Z2THDHD
D, KD A DRI EREE 34% (95%Cl:14.4-65.7) £/ KBHADEEY X715 39%., B
BTIEBNAZE 21%ICEHT 5,

4) EEFHFEH
BEFHERBAOREEI+DICIIBASINATOAWE DD, SMAD4ERI/NY 7> ME
BlCIEEMEEMMENLEAE (hereditary hemorrhagic telangiectasia, HHT). ©& o/
BREHEHEVNRPTWE SN,

5 HEY-—-RLIF7R (XR8)

IPSICBIFAHEY —RA VTV REF1IRT, NEICEWTIE, BEEERY — 725
FEMHOENEE-L, PAICERT 2 EEZX NS, R =YK, HIICELLERE
[T 2RETHDIIENY TEHLL, DADY R EZBERT 5, SMAD4TRHI/NY) 7> MM T
l&. B8E MRI THR#RR D MEBERZE O, Sp02 MMEIFNILFFOMERE % T %,
BRIRETHIIERE & b ITETT 2720, BERR. EiBa. HER. $50WIL5-10 £5F
DY —RAFZVREFET 5,

6) HY—~RAIFVRDOLBUHBNTE

WESREME R U —3 X(Z1F JPS LUAMZ PJS X PHTS & W - BHOEELH Y, BEEHR
ICEHLOTWHAABBNERSE Z Eh b, WELRZHINEZETH D, IPS L2kran//hRE
BEOEFERDOTBICOWTIE, 12-15F ETICY —RA VX %FRBT 5,
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9. FEMIRTyY FEBERIEMERE (Constitutional mismatch repair deficiency
Syndrome, CMMRD)

1) HEEEFLEGER

MSHZ2, MSH6, MLHI1, PMS2, &6 HEn
2) 2

CMMRD ICHBH LK HAoNZHAE (SREEHFBE. T U Y /NFRIED /8 K
BBhA) ZRELZBEHEIC, W7 A LWRERD-HEREIIREB %S, European
"Care for CMMRD (C4CMMRD)" consortium [ 237U V7o RTFLERELTHY., 3
s EDEEZ CMMRD 25 WELRFHBRBEORBEHRE L TS (X 9-1) , BEEFH
BETI Ry FEHE (mismatch repair, MMR) &=zF (MSHZ2 MSH6, MLHI1, PMS2)
D5 H—2| ﬁ?l))ww“aﬁ/\u v hEBOTHBE. CMMRD Hg < Ehnda. Th
LDOBEEFONY Ty MERBFENERZRLABEL/NY 7> b (variant of uncertain
significance, VUS) £ % <, CI\/II\/IRD U)aﬁ BEEICRINDIRETHD, ZD-HEE
FHRBEZERT DICHY ., WCDDDRI ) -V I TFAMPREEINTWS,

MMR % > /37 DS EER#HEZE (Immunohistochemistry, IHC) ZKBEAA D
WriFie & L CL<IThnTHhY, A7V -V 72X MELTERDICITONERERE
THH, IHC TIEBEHEBEESMEENAD MMR X > /X7 OFEIBHAXIE L TWBIHE.
CMMRD H5& < 82N b, PMS2x> MSHE DT 7 U IIVIEMEIRERN/NY 7>~ DigE. F1
TNDRV/INTIIRIEBST HH, MLHI * MSH2 DIFE. TNZEN PMS2 x> MSH6 D[Rk
RIBEZMHED, TREVANYTY FOBEFRZ R IDORIBEZHEDEWI EHHHDTE
BEVRETHY, BETH-T-ELTDH Cl\/ll\/lRD EREEICHET DI EIETERL, MK
EEEECHARKEDHE ITREBERBBERAWNTIHC 2175,

DY FEERBICEFVLWTIRE, FEELHICHERBICEVWIA 78T I74 PARLEMH

(microsatellites instability, MSI) #& &%, CMMRD D fEE. 45 IC3E LN A TIZREM(IC
Y5 50T, CMMRD DRy —ILD—2&Z LAV, T, 2L D/NENABREDE
SHREOZTEXRA<IO/IMB TH B DX L. CMMRD £& TIf 100/MB T#H % Z & HYEEAA

#9-1. VABEIZEB W TCMMRDZEE 9 CACMMRD A a7 Y 7o A7 A 3mbl EOSE | BIBFHIMEEZITD)
AR AT - T OREE D7 & bIRERT D (LD
U U TIEGEREANRY N T LD A 25 A THRIE 3
5 SEPEM{LTIITAE & 254 KW CIAE, 7, APC/MUTYHORIN Y 72 MR LAV, BB\ L, WREOREIERIPRILE 3
25 AU CIAE

WHO grade 1125 % U\ &IV ORI IE & 255 K TR 2
THIBIMESE R Y 2 ) /8@, H DWW, 7> b EPNETZ18F Kim TR 2
B A& 18F i CRIE 1

LTk eaT5 GEra)

MRRAE, B DML, FETRIR B IE

BN UTBLAE 1§

1gG2/4. B2\ L. IgADKRIB/ET

a FEARENA. NED A, RENA. BENPA. BENA. BHA. BRI A PNET RIAMHERAKREEEES

1@&3%2%?%&&5?@&5%?&% BLWBHB WG, BEEIcmEBASEBRE. BLUV/HDVIE SBRERERR 2
B BOVE, B EBE S Y o TIERRE 2
AN ? W BDWIE, BEEITBER ) CTFEGREANRY N T LD A EFIE 1
A U S FREGREART R T LD, GEAEEIRIBIE, 7> b EPNET, &2 W%, FERTF ) ol 2 R 2
[ DS /INR S A % FEIE 1
EZ A ES8T 2
HAFENME B R 1

1

1

1
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SNTze TDLH 7 CMMRD ICIER ICEENRMMENSEDOZKT 7L T Y X LICBEWTE
BAMBAELGOHD I EICEDZDD LNAAL,

3) /MNBEAICHRET ZHAE

CMMRD DA AFFEFER O R RIEL 7.5 F72AH, 0.4-39 FOLEHE I RS, FET B0 A
BIIZIRITES N, b LK RN DIEMER T, BILEHNA & MEREEHN ZNICH <,
MREE & MEBORIEFEHROPR(EIL, TNEN6.6F. 103FTH D, NEBDIZELA
EEBUHHRBRESLDY BBUEEOSMUAES 2L H D, PIRERROEMBECHTE
DRIEDFE-BEINTVWE, RVBEEOSVILRESIZEHRT F U > /E (non-
Hodgkin lymphoma, NHL) <. %5(C T fif2!E NHL A% WL, TMRRERMEY v/ EB B
PRUEBRRMEANFEL F/L-RoNn 5,

CMMRD T3V > FIEEABEEEMESH A SN, ZLLEKBIPATHIH . MNEPXTS
NiE, I8, REZRONALEIESNS, CMMRD BE DT & A EH, attenuated ik
HERBRREFEICEM L2, 100 U TORY —7Hh o2 2HRABREEZZ L. 2 TOEREN
30 FETICRYUR—VREZITEND, ZOMICHZIRIHIZEDABDORIEY., ZiHes
NODHRADRENREEINTH Y, BRECENRELS V- 7o/NBAE, @RFECY
ANWLRAEEREDNEDPADNEEND, INOLDOEBIZ 10 F X TICRET S ENZ W
M. 1FEAED CMMRD BFIZ/NBHICHAAZREEL., B—DHADREZROEFHRED
hafEld 30 ¥ BRBTH %,

4) EEFHEFEH

CMMRD TlE2Th MMR BIZFOME 7 U ILEHNY 7> b ABREINTWBE A BEEIX
Uy FIEEEE IR EBRY . PMS2 & MSHE DSBENE . MSH2 & MLH OFEHIN Y
TV RPBEINEZEZHETH D, INIE PMS2X MSHE D ~T OHAMERR/NY 7>
FMREZFONWARBERCLEREENMEN—FT, MSHZ2 OREEEEIILAY 7Y MREZE
DEEENGWZ ENRAEATH S EREEINTWS, CMMRD DB ICHLERTH Y .
BEFRHERBROBEATRBRS S EIERETH D,

MR IE MMR BEFRIANV T Y FORBHETH 2ET M. PMS2 X MSHE D ~T 0
EAMREEANY 7o MREEEDZBEEN MSHZ2 X MLHI L VEW=®, NAZRELT
CMMRD O/NBOFEEHADAICEEL TV EWZ EEHZ L, LAL. CMMRD O/NEDAH
ARIEDY X7 E, D EDHWAGBEBEEBREOZNLY HEL,

5) #BH—RMF7v2 (R9-2)

CACMMRD & EBE CMMRD Consortium (&, FEICIO C2EBRERICE DLW —X
A7V REERBLTEY, BILE, PIRRERER, BLO, MREZSICERZ YT —AX
A7 RIGT/NBERIICFEAB L. WREBERREEOY — A 7 XLV ELICHEEAT
bz &LTW3A, AACR Childhood Cancer Predisposition Workshop Tld., TN o % —
BREIE L712HERY — A TV X ZRE LT

CMMRD £FICEWTHESIZFRIAICERoNS /-0, 0F B TH > THEZHERT CIC
BURBRBEEN R INIRNETHD & LT, BRPIBEREEIL. FEE. BUWEEHIC
BWZ EATRE I N7, 2. Wkl 6 » B2 &, £/, BIEREILM MRl &7
HERETDHIEEZHRT B, BIUEDY —_A T XTIF, R —TEEBEFICUIRKRNTZ&H
BTITD ZEPABEANRBERENER THS,6 T TABRY —7HAREIN-LDRE
HH Y., BBEABREAEEILZ6 TR OEBL. R —7HAREINS £ TIEIAREREE 1
FTEIITS, —BRYU—-T%2RD-0. 6 s AT LICABREREBEZEET 5, 9ERER

29



NRELMEBZES AL R

INRBEEEESVIER
2020 £ 3 A
#9-2. CMMRDOH#REY —( 7> X

RE FthE D R NRES 5%
BMRI Sl 65 Af P AE S 2HMRI & DE IR ITARFA
25MRI 6F 158 285 BMRIZBIRERES 2
m& 1% 64 A& =hinkzs EZET 2
fEERBE R 1F 64 BE PR = EET D, 2EMRITRE AL
EEEBERNRE., H 7L REE. [ A6 154 BHILERES KU —T B LGA, HE%
BRI NIRE FiFf3
wmARZ, REBEK. TERERC2 20 154 WAPREFE AR HES Uy FIEREEICES S

(pipellex AL %) | RilfEE. KRR

BAEETDRY—=—TEDANDEY R THY . SEERFERRY) —7T%EB3T28E HDHW
X, FEBICEZLL DR -T2 ET 5L8EICIE. RKBUKRNTZER T NXETHhb, CMMRD T
X NBRY =7 OREFHIEIABRY —TLVEWZ EHAHAONTWSEA, MERY =7
10 FRALROONDE LS ICH B0, LEHILEARRECH 7 ILAREE 8 FTHIC
BAthd 5 & AHERET B,

EHY URECAMER S OMEESIE3EFBICZVWERESEN. cnERHICKET
DENBRBREED LAY —RA TV REZHB LAV, LArL. 67T EDME, BEEHBE
WRBEEY —RA TV RELTEELTHRUL, $1DHIIC Wilms FEECHRIFEN R L
7L DIMED O, FHERMICIIHDEHOBERBEEDOBNENTEIND Z LIZHEEINE L
NEW, BIROMBICERERCIREBZORHERICOVWTHE L. I Z2R 7255
FRERICREBEAZITERICBT I EHNEETH D,

AHEB7O M-I TEBELARDPEELRSIE. 28 MRI 2FBLA-ZETHD, I
EWLDDPDIET YV RIZEDIWTE Y, EB—IZ CMMRD @ 10-15% 2 FRIRE 2 EEH
RETDHZETHD, INHICITBTREIBES . WRETER RN A, 72, 0-10 T DkFE
ICELKRETEINANEEND, FI2. Li-Fraumeni SIEEEICBE WL TE2E MRI A, $B(C
EEREMEL LAWNBICHT 2@8UAREERLE LTERATH-/-ZETHD, TDH,
BEATIH, 6725, HEW0E, EBFEAZELARVANBICHLT, &1 8025 MRl 2#
B42, 28 MRI EBEFRBRECH MRl ORBETIEAWTZ & ICBET 5, X MR (FHHK
MR REEARHET A0, 28 MRl EIEBIIC6 r BT EICERINETH B,
CMMRD EB¥EDMRETESRZMNAIE, U FERELHEERL T, SYVEEHTRET S,
WERAETEBRZA AL L0 FRICHERET DI EHNH DD T, MIREBERIZINADEHEIZITED
5 MRl L EEBERREEZRWVWEH, 20T 2BATH B, BIEFBERRES Pipelle %
BW-FERERCE, [RMiEZ. MREZ 1EITLICELETTI ZLA2HEET 3,

6) ARELOBES

L FEECHIHRBETICL Y CMMRD BEHNEELRBEEREZE L/ DBE TRV,
DNA (EEHENIHIE L TWEH I LA EET D &, BREaEsrE T 2 EFCHRETIRBET 3R
AEBETRETHA S,

CMMRD DA ADEREERRETH D Z L IdL<AMBNTWD, 5 DNABEHEEE N L
THEEMNRARIETIAILAT TP FEY A FICHT 2EREIESV, — AT
TILFIALEICT > b 7847 v OMRICIIF[MEDI W2 EDRhhr>TWS,
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10. ZHMERDWIESIE 1 2 (multiple endocrine neoplasia type 1, MEN1)

1) Efiiﬁ{ﬁ?tiﬁﬁﬁi‘ﬁ

MENI, BZFEEREMEERE. 1 10%I% de novo

MENI \ZRBEE RS, B, 7/ AREUREICES T 2K > /30 TH 5 menin
A—RLTHEY, BERMIC MENL &2l a N2 BHED S BREFID 80-95%. BIFEMID
65-70% TIRAINU 7> AR 5N D, MEN1 OERRZWTEEZHT-THL DD MENI &F
BN 7y b aROBEVWEEIZESEREFHLEWVERNH LD, INODEFED—FT
& COKNIB DIFRRI/NY 7> kDRSO 54, "MENA"EFEENE 2 EABH DD, EhHTE
nchs,

2) kR
HHETIEIER 10-1 DIWEENNFT I NT #10-1. MENLO R 4

5, —BRECEY SEREAPKRIE o ot e
JUERE (PHPT)., BEBLEHRANDMIES  wmsossoutz6vs,

(GEPNET)\ —Fﬁf$ﬁi%@ 3 7‘5\ MEN1 | # [j:flg}ffzajﬁ%mif)loéﬁu — T ICMENL & Bl &
NEN 1-3%, 6-10%. =K 1%, ZED  Lar] Le3sso s blom L. MENIORIAY 7> ki
2, UTO LS hEH=2E2ET2EETIE Fve
MENL % BB KR L, MENI DEIRSFHR 1 o et
BENHEREIND, V7L MR Cex V7)) L RS

%’E;&@ MEN1 F;gl_ﬁir%ﬁ'g"% $% MEM1 % SR B BE 13
- MEN1 B &EEE%HF L. MEN1 L2 nhi-—EanEEN WS EH
- 30 FLURTOFEENE PHPT

- BHIRDEKRT S PHPT

- PHPT OB %

- ARRNY /=%

- BERE GOFLURD) A RY /=%
- % FM GEPNET

- BEhERZEDBLER. &R
TEAFEETIZ. 30 FUTORETH MENI FBEHNY 72 MEBER(FEW -0, BHH
MTEABEBEREEICHT 5 MEN] EEFHREOERMEIZEAS A TIEAR L,

3) /NMNRHAICRIET BIES

MEN1 OEEBEEE D REREFHREHBITUTOBEY , /NBEATIEA >R Y / —< P TFEK
FES D BGRARAICHREICR Y 5 5, PHPT IZ/NBERICHRIEL/-E LTHBRAEICE EF Y, &
AN Sl = SOV S A

PHPT : (213235, BEFHICIDAFEMK, 20 FRAEDILE TICHFERDRIET 21,
LBHBETH D 1-0[ 2D NE NI &A% L HinEDOFH2MEER L 40 TR,

GEPNET : 2&X160%, IFREFEERIZ30-50FRTIZE A 1T 20 FRUBEICHKIET 5
e AR/ —=<EK1/4 520 FLURTICHRAET 5, HEeMEETIEH RN / —< (+
TIEBKEICER) LA VR J—<hH %, GEPNET ZRE L 7=EM D 75% |32 Wi
BHEEA DD

TEEES 25X 50%, FREMITEFL & (ZIXEETERANICHEFENAFRIEA
W=, TERESZZH#IC MENL A2l S *Lé b, EEEdtEETiR TR Y
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F/)—<HAELHZL, RWTGHELEEHNZ L,

BIBREES  2AEXK 20-40%, NEHOFKIEXIZEA LR WL, (ZIFTNTHEREMRT
ETHEVNDT, FMEESTLHED7H0,

BgBR NET : 2 5FEH 5%, NBHOREIZIZEAEL L, BEIEVHAEEEAT . 10
FAFEXIL30%RRE,

HEEE AENERERECRERE. BEoE8E%E 40-80% IR0 5,

4) EEFHEH

MENI @3 — FHEBICASFHINY 7Y bR D L TH Y BorAEEE - RIBADE
BId7a W, FBA9NY 7o b OERICRERE (F&Z2IEF v R/ TL—LY 7 MY T b
VS.2AEVZANY T R) ICLBE4DHFEEDZBRDEWVICOWVWTORE IZHDH. E
ZFEORRER~Y A AV MIRBTE2 L5 REEAL,

5) #BH—RMFX (k10-2)
MEN1 ﬁE/\]/Q 57 [\ f%;g%c: 5(9‘?‘ AH #10-2. MENIJFII/NY 7 v MREAFISH T 2HERY — <A TR

_ — R BR AR DA LR EiG A
—RATVRIF, B4LOREERKELI-RE Tox0, 55 Zisnm oa0> Py
E@gﬁ% L: ﬁ’j\\,\’c Sﬁﬁéﬁ#/ﬁﬂ b\?&ﬁ é ;{/L’C LY ¥ T (A i 155 5% “uZ s F, IGF-1 HHEMRI
2, 11l BECRET DREIIEEAD  per gy TR
BCHODERIICHBED S DAL ND, e wr SISO
RRICE 2T =_AZ 2V ZEERE 16 TE  wpmns 105 s R

TELEDTEHIBELTCWARELH D, wer-«

— - L - 4] N = * - MIRENET
HAICELT, %”ﬁﬁf%é*{%? MEN1 £82  goisesss ammsaiiy 2L
WrEN7=HEDFEDLDRIERIZHINERS 2r0e/5-0A BRU~TF FEENTRAESATNAL, NET
AT WBEEHA D N T DT — & A AT, Sa PRI PHPT R kR e

EHMUANICIT> TV 2RI AV D EEZ BN D,

204 7L JafECT/MRI
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11. Z2HMERDWESAE 2 B (multiple endocrine neoplasia type 2, MEN2)

1) BEEEFLEGER

RET, BREFEEER. BAGRS L EREICE DUV T MEN2A & MEN2B (2941
%, MEN2A @ 5%, MEN2B @ 50—-75% |4 de novo,

2) Zhr

HAETIEER 11 OZKHEENANEZINLTW
%, FRIRBERRIE D 5 B 30% 13 MEN2 (2 &
2H0THY. TRTORIRBRBEHFIEREIC
X395 RET BEEFNRE(RRER) AR
NTWb, UBIEFRIBHERED 2% HIET
PRZ2ERIEMNEBRIRRERE (familial
medullary thyroid carcinoma, FMTC) & L T
B3 DFBIAM BT TUWH, 2015 DK
BARBRERICLDHETHNA P74 TR
FMTC | MEN2A O EERY (2048 & -, MEN2
2D 5B MEN2A 20 5% % 58 5,

MEN2A & MEN2B IZERARIERICK Y DFES 1
TW5, MEN2A T3 BIRERSERE (100%)
D, BEMITE (60%). RAMR PR PR
BETUEESE (10%) 2380 %, —SFDERI Tl b
W a2 RTNN TR EBHOT7TIOA RE

F211. MEN2 D2 7 ki

1) UTFTDS bWIFnr %7 d 3 DEMEN2 (MEN2AZ 721

MEN2B) &2 5,

[ %EEs] FIR IR S A LB iiREZ A5,

[FIERE] Efi2mAEo W nnga L, —ETfE ICMEN2 & 217
ENLBEHN VD,

[#&5T] ERR2BEOWTNEA L, RETDREHISY 7 2 ki3S
BEINTWL3B,

2) LT &iifd b 0% RIFERIREREERRA A (FMTC) L2795,

FMTCIZMEN2AD IR L ATETIF 55,

- PRSI N A2HT 5,

« FRRBRBERE S A D FIEIE DR 8 %
CENDLOEDOTRTORMMOMENIFEZE (8 EMILNE, JAs M ok
IRRETUERE, MIRMEIEL L) 2B L TUL AL,

B O MAFE 3T D FIERTE R T2 TR/ Y 7 2 R pSEE S
T, FREVTNOFRE BRI L TORWEIX [REIERETHHI/NY
T MREE (FxV7) | EE5

alZNBEDRKGREZ D L ICFMTCOZRTIZ TE 4L, MEN2AICE S
2 LRI RS A LIS OIS DIRFEFHRA3100% TIR ARV 280 Mg %k
WO IR NGEITIE, MEN2A L FMTC O i 72 KNI AR AIRECTH 5,
MEN2BI SRR 3 F5#h 5 MEN2AFMTC &£ X B T& %, MEN2 %
FEE PN 53 WA IEAE 273

e a0td 5. MEN2B TIERRERBERSE (100%). BEMIZE (80%) ([CmA. R, M
B, BOMBEMRE (100%) P77 HEE (80%) MEFHINTH D, RO & (12
MEN2A & MEN2B [£BERIC & > THREICKAITE %,

3) /MNBREHAICRIET ZHAE

MEN2 TlZFRIREERIZE DZEXIL 100% TH Y . KEBDOIEFIERARIICHEIEL TWD
P, ETHIBIRTHD I EREHEFERICZ LW & D, HipgEDDUEER L 40 TR T
Hb, BEMiEELEERLUEICKET 5, MEN2B IS5 BB, OE. & OMEMRREL
SBHEA GRE L RBICHHIIEZ 5, BUETIEAL EESE L TOBRERIINEEL LAWY,
BEEICRAES 2-0ICERLORMBEEE LY, EBICKEEE LAY TEIELH 5,

4) EIEEFRESE

RET I3fE&EFTHY. MEN2 DREE B BHEI/NY 7> b IFHAEEBR I X+ > X
HEBEWRTHZ, 7/ BEBEBREELC/-3 R EHEEICIFRVEEL S Y . KERREFSIE
BEEIDIEHg/N ) 7o b & BRARBERER Y R 7 (ICED W T "HST” (highest, 2 K> 918) . "H”

(high, 3 F> 634 £ 00883), "MOD” (moderate, ZDfthd 3 K>) IZHEEL T3,
MEN2B £FI(ZI1ZIZTRT p.MIIST "YU 7> rEHFLTWS, MEN2A BEDHFE (L
p.C634F/G/R/S/W/Y XY 7> h %R 5,

HST NU 7> FTIE/NBERIC, H NU TP b 20 F & TICRRIRBERIE S HET 5,
MOD /XU 7> b Tl 10 FUURRICRET 2H. BFEHEFTRELAEVWVALZ L BAED
KEV, FRIEHEREZEOBMEES HST>H>MOD DJETH 5,

—MRICBEMMBEIEIL I0% DB W I0% D EFTEICHRET 2 L EHNTWLWE A, MEN2
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SHEDB R ERIELND 5 61 A, 127 Bk, UL
SEEBUS g (HST) I BRI | F1ESFZR, EEUS, Mm
fn3&Ctn/CEA R IRETE 7&Ctn/CEA
11@mh HBEMiEED X &
| — =~ 4 L
MEN2A SRLETH B W I ) =Y TR
(H) MmECtnIcEs L |—o
THRIRREERH
MEN2A CtntE &Rt CtnA' LR L TUWAWSA R,
(MOD) *| B TR RS Y om Atk 12h A%, Lk
TEHLATIHE 1| 5% Ctn
T Y BHOYIE 16 S BEMIED 2 7
H1C F4fF J— =y %R
F11. MEN2OD S — <A 5 > 2 ’ ) =¥ 7B

ICHES BEMEE IR IZIERPINEIBRE T B (ERER) flHD THLLDAEET
H5, MEN2 FimEDMAEDOK 1/3 [FE2MEFICHAIRIE ICHEL TH Y., 1/3 [FERMKICH
BICHAES B,

[RFER FIRRIEEETTEE IR ERHELS POUBHNBEICE EE5 I LD E 0,
MEN2A 0 T4 RFEME FIRIERETUEREE D REXRITEREIC L > TREA D,

5 #HBEBH-—-RLF7X (K11)

INBICH L THREINTVWAY —RA SR EBEZR 11 1I2RT, MEN2 &2k nr-
FKIHEDOFIIX L TIEIS R ICRERETFNRELZ TV, ERRICE W T —~Ag
7V REFHE (BE) FHrRiTT 5,

RIRBERIE  FIRIRBERIRE DY — N 5 > X (FEEBE R IRE L ME ALY k= (Ctn)
BEODHTEICL>TIT ), 11 IRT £ I1C. KERREEEAA RS54 Tld, HST &
FOHANY 7Y MEFEICHL TR, BEEICESWTHRIER (A%BH) o RRELHE
MaHEELTWBH, HbAETIE Ctn [ED LR (EEED L <ixhLr v LramaRikco
B RIG) #ROTBESTFMICEARAT 2 DN EBTH S, Ctn IFFLETIEEMEEZ =L, 3
FTAETHRAIETT DT, ZOFEMTIEIREDOHERCHERHRTICH TS Ctn 0FHA
HIIRENTHD Z EITEEZET B,

HST XU 7> b %ABFT 2 MEN2B BEDZ < |X de novo FEFITH Y. o DEEFIAEZ
WIEN2DIEEE S FTLUEICA > THHTH S, MEN2B O FIRIRBERIE (X MEN2A D 2 1
ICHERTRENEL " OBEUHELSWO, RinEDOGEII2WFICT TICFREY v/ 8
EBCRBImREE /L TWDE I ENEL,

HANNY 7Y h%aBFT 2 MEN2A BEOFMIL. ARFHROUR I EDNT VI TELE S
ZEHTED, ZOHAIE3IFTURBEOERBERRE L Ctn BIEZ1T 5, M+ Ctn H°
40 pg/mLKRFHDOB FETBEA S C L3 ENTHY . BEBRECHMZ TEERMRL R ITNIL
SEER Y REIEREIL LIX L IFEE I NS,

MOD N 7> b %HFT 25 MEN2A BEORERRITEGEICL->TH, FRLERRE
THEANL>TIESLD2EDRKRE WO, FINFHROAREIZLVEL UL, KEFRBEFEEH
A RZ4 Tk, MEF Ctn O LRZRH 7RI CREFICREZ RET 5
FTREEB-HBRTCOFMEHEL WS, BECRERICEHENY — A 7V A0EREZE
IR ENEETH D,

EEBERREICL 2 FRBRHEFROBRHEREIZIE Cin (X2 DT, BEEME TRO
GHEEZBE LY FMZEEAT 2BME L2V L Tda sk,

SEMAEE : HST NU 7> b HANU T Y FBEEDHEIE 11 FAH o, MOD AU T > b
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TlE 16 TH OB T 5, BEIMBERA 227 )/ /X227 1)y (AERTIEAE
TERW) FLIE2ABEERICED2ATaATIVHERENHREIN, SEEZRTHEE
BIBDEBRBREEBINT %, FHOFECIEHRDIGEICIZ. EMICHHDOTRIY -2
THEIT,

BIFRIRERSRETTERE - H XU 7> TR 11 F A5, MOD AN 7> FTIE 16 FH 5 IME
WV I LEESEL A 22 ~ PTH OBIE%BEY %5, MEN2B T3 &I FIRIREBETTE
FEAKELAELNDOT, HSTANY 7¥ FTIIBEIZTRETH B,
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12. 7x> - eyRiv - YUY FofEm (GEEE) (von Hippel-Lindau disease (syndrome),
VHL)

1) HEEEGEFLEETER
VHL, BFEHREEEER. ) 20%% de novo

2) W
VHL (2R %R E L O ESBnEHGS & #12-1 VHLO iR A it )
N o = RS VHLOREED % 2356 (R1EHEHREDVHL
LM, Eﬁatuatééb\ti;%ﬁ'@%ﬁi’)ﬁi% SR
MWREHZHT 5, TRHEEIE. PIRER - R SN, LN, A A T AN,

%EHEU) mlf,:é—,—;'—}__'—ﬁi :)\)( EHYFH} H@ﬂgﬁﬁxﬁg/v %’%@YFEH JHERRZE (FERu, PPRENIEDD) | RSB AR RS
L N X N N N
VHLORIEEA 1 LB A
B INSAREE . BX
fofE, BEAENDRIES. B - BORI. NE | wmnesem s onms s
Dy REE, BE K- FELEROERPR - i a5/ aum ez Uz & DT o—ikz &0t
N N < TR, BEMIE, PR (TN, MRS WIEE) |
=~ S Fi =P ==
Hiﬂ‘(\ EX}\@J}T#&\ < /J\JL;’YD B ‘/E'E/HH 75\ b% Pﬁ‘%iﬁsgﬁ’ﬂ%ﬂﬁx WNEY V”E%Hﬁ
ET5HELH Y BHOZHAEETH D, © RO RS L BRI T VHL RS ) T R R R B,
VHL @%§5$Li HE'(EEI%I‘J 36.000 /\L: 1 % ;§ a VHLTIZH AR/ 7> F COFRIEE20%ZERD 5, b AIBTI
- L N VHLE RSO E HRBIE S hTWR L, VHL 74> - £y b -
BERIFTSFFETITIEIZ100% TH B VHL D 5o oo
ZHTIE, F12-1 D LS IZfThbnTEH Y., VHL

BT OETEMIIRIERI/NY 72 b DOE L 85BIRETH B,

3) REOEH
EFREDRIEEBOEIA DR Y LW E WD AR LN DA, T DR THRMEHRE - @R
OMEZE, BEMEERELIEEBIOREL, LArHUETIIEERTH S A, NET
FFICEEIMNETH D, FENEZ L IZRMOERE A RTHOD, MEMEFEICL DB
Hiek, PIRHERMEIFED HMPFHR & Z DHBDEBEE. £-MOBEICOVTHEKE
DFMNAAICELS QOL DIETIEAELMEE R D, FEMICIE., PIRERNETFE. B
Ao BEHBADMIEBNEDFRERET 2EFBRREETH > - EFESEH R Y — A
TYEMRE - BEAIN, BREZORIAOBRHEEBHICENODOBEYABEREE, I HICF
BOREICLHEMIWTWEbDEEZHNS,

4) EIEEFRESE

BFEEOETEMLFIE VHL ELFEBTHY ., 1 80%DEBETIIRIEENRD LN, TKY
D 20% 7 de novo HFETH 5, VHL TIZEBEETE - RIBAOMEBEIER I N, BEfialE
EIFHRTH2HRR (BESEON 20%% H8H2) TlE. VHL X /X7 BDOREDIED
TI/BIIBTE2IREYINY T IS EHEING, —ABEMEELAFREL AW
1RRHZ (2FEDH 80%) Tld, UIMTAEINY 7o b RIF Y v DRERE, RV N7BMNK
TLEINBHENANY TV EHZ W, £TZMED A, H 5 W IZZIE & B EMPZED &
DHRIELEEITI2LIOBBEDMBDOI ALY ANY 7Y M REEENTVWS,

5) HEY—RMIIFVR (R12-2)

URXIDH5EZFHIRE L ZDEOBKNKREZEAT S I &, ZDORITITERFH
REDEATHY VHLRRNTY RS 052 RERE L, 7 de novo FIE TIXHEEDH#
OB ENBETHD I ERERRH LB T 2UBENH 2, &5I0, EEICHIEY
—RAFVRRBFEORPORBEZNICEYIRT DY X7 HIERF LIS 2 AHEMDH 2,
WEDHKEFHE U RV DEFARNT —RICEOVWT, EFROAEICLZEHDOHA K
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F£12-2. VHLOHERE Y —RA 5V R (KIPHA K T4 > L D)
_ _ EHHA KA
WA WY —RA 72
OF LU | 10-19F 205 WLk
0F~ RERE
0F~ 1=F(C1
B S égﬁﬁi = BEAL @ 2EIC1E
BEDHY  1F(C1E
8F~ 26iC1E UF~ B - BHEEMRI
EEMEMEEE | MR (EE e FEAL  2EIC1E
HEEZMRI BLEHY : 1ECIE
2~ BHE 1121
1421 _
mERE M2 - Efrias
2~ 11 5% - ALSRE
BemiaE 2F~ 14&£(21[H ER EE’?;'_"@E ;Ejﬂﬂﬁ;zj\f;% EERABE R & MRIZ X H (S
£ 7= (4B RIBIR D X & mE TR n e 57, MERBCTAMEIT & 1
2TV IAARRTY Y e TORIE, ZHCEHE
155~
10F~ 14121
Bh A" MRI Fieid REARL L 1EIC1E, EEBEK & MRIZ K EICHET
WZEH Y L 1FEIC1-2E], REEREECTE
BB 05~ 121216 157~
- fgé;a T : BEAL : LEICIE, BEBER & MRIZ S E 56T
BEHY ¢ LEIC12E, EEHEHCT
. 5F~ 221 po— —n - -
NEY v/ FEfE o FRAR AR I B 25 E & [RA IS MRIC ST

a BE. 2%, BROBEGTHEERFICTE 270, ZREBOBANICLY TEE2RY DLVEIRTTI, b BERERENH 25K IZEAMRI

TAVHINETICREINTWS, ZZTIHNBH~FEHOYRVICEEZBLLY
—RAZR7O M= ILEF-ICIEET S,

6) F&o

REORLEVWRIEER, BENLEEORRER, BLUPINODREOKEHELEIZL S
PEPRM B4 SEEICLI/NBI~FEHHDO VHL BEDY —R( 5> X7 b a— L &3
TZICIREBEL7:, INIEBEDRELEMARODERICESW 7O ba—LThl), 5HDE
BELTE, D) AY—RA SV RFEEAVEBEDEHBLEDGRONEICET M E
SR, §) REOREICERLY (EFEARMEREIEAEIET 5 L 5 7%) biomarker MEIF., iii)
EERMEEIEZIG T2 L5 BBEEOH-RHE. ALEIToND, F-EENHETRE
DREWEWVWSIEULDHDIDT, ZHREDHIDE LICHOEBEEREEBL TV ED
EEZTH B,
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13. (= 1$8 & HEREE /(SR ETEE(REE (hereditary pheochromocytoma /
paraganglioma syndrome, HPPS)

1) BEEEFLEERR

SDHA, SDHB, SDHC, SDHD, SDHAF2, MAX, TMEM127, ‘&3 eAEHER

SDHD, SDHAF2, MAX ® 3 EBInFlEA 7TV v T4 7ICK YR O DHEIRT B,
L7ch > T BB RN 7> b 2R ITMOISEEICIIRE LB WA RED 5 1T
WEBEICIEEFLINTNDOBELGTFORERICLIEZA > THRET 5, BRI OHPNY T
v hEZUFMOIEBHIERELBEVA ZOFHEHINY T v b2V ESE IS RIE
TEHARMENHLDT, BEEATV VLIV TICBELTULEREZET 5,

2)

WEMRECRK BbRIFE—ELFERBEEEONTEY ., AICLE>TH HF2a,
EGLNI, KIF1G 75 T RRERFLARESNTE Y, 20U R MIREBIEZ T T
W3, BnEBEHREEC—EIEHOREL # 5 BREERED—REL LTHRET S (von
Hippel-Lindau 5. % RN LIBSAE 2 B, MEIRHEIEE 1 ) 0T o DERETIE
WBEMEEUADIRZEICL > TEMIND Z EAZ 0D, ThUNIBEEES L <IE
B E RN ME— DEIERE TH %5, HPPS ODNREKMNLREIEREF & SDHx LRSI N5
TPAYRUTARRICFEET 2 ANTEBAEEBROY 712y b 31— NI S8R TFA
TH 5,

o MiEDFFEFEIL 30-50 FRTHSA. 10 FLUFE], 10 FRDOFE TIEEEET
HHAREMEN L VSV, BEERES (BHT1 40 FLUT) . RIEE, MAIFER. B,
Z 30, BEERH L O EREEHRAEL SRR RO RN E Y | EEFNLRARSE
MEEIND, BRATRICE > THONLZRRELFHRED7H, INETIIAREEDS
WEERTFHMBIRICRENTHhNTWED, SRIEZELRTF/ IR EAWHEENRENE
HIZL>TWCEEZ LN D,

3) MNREICRET HHAE

2002 FICHRE SN, BEMRESELZNRE LICERFHBITTIE. 10FUTOERE
DT70%. 11-20 FDEHED 51%IZ VHL, SDHD, SDHB ®\N 3 Nuh A JEHERE R T IimAg /N U
TYRPEEINTWS, 7o/2 L ZOMRRTIE LIS RET Z AT 4 BEFDHDENT
HD120, ERICEGHTHIBERIIISICEVATRREDYH 2, WTNOERTFOHEDS.
NBEAD O DFFEN B 5 —A. FlIL @< B> THHIBREN A OND, SDHBHERI/NY
7 MREEIL30F X TIC29%., 50 F £ TIC 50-77% A el fufE/E iR EifE % R
ZEINTVED, RADHRETIERERITLVEVWAIREENRESINT WS, SDHD Js
BN 7 MREEBETIE 30 F £ TIZ48%. 50 F £ TIZ 86N A FIET 5, SDHA, SDHAFZ,
SDHCIFHEE HEL, RED L ZAREXRIFAL N TIEAEL,

#13-1. HPPS o 72 FHATIRUA 7~ & B AR

BT BB HEP/P HLFEEP/P P/ P e HBPGL SHEAHPGL %JEPGL
SDHA AD ? - - + + _
SDHB AD +++ ++ + +++ ++ ++
SDHC AD e e - 4L dea +
SDHD AD, PE + + + ++ +++ o+
SDHAF2 AD, PE ? - - - +4++ 4
MAX AD, PE + ++ ++ - - -
TMEMI127 AD + de 4+ + + +

AD BREHEIEER, HPPS BRIEIS B AIE/ MR ENEEIREE, PE RIMEHE, P/P B EMIIE/ B EEE, PGL FiEHiE
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4) EERFHEH

F13-1ITRT L2, EREGFICL > TEBDODIFHREBUCELENER D,

BIEBE LN RET 2 EMEEHEREECRRERLRT & LTE, 20 FRETIZ VHL
SDHB, SDHD 1. BN Tlx SDHB, VHL, SDHD, RET, SDHC 1'% L\

SDHBTRERI/N Y 77> MFBEER DRI B IMBEHIREE & DBIEAFE L fthD SDHx B FEEIC
ERTEBEOEENS W (A0%LULE) , BICHEIEIBADEEBEMIZESED 30-50%
X SDHBBHINY 7 v F&RB L TW5B, SDHD, SDHC, SDHAF2 |$3E3E LRI Btiz
B DFEMREEL TR T 5,

SHIAER. EMSRICRET HES IFEIRBEHRRICHET 279, L%T/w&/r*i AR
—7. THESE, BEEE. BREICRA T AEERINBRGEREETHY, BEHTITIVD
BE DD o

HBAABEZXGRE LT-HRTIE BIROFEZm LZBED 343%ITmA9/NY 7> b
HRD, FDS5HDAT1%H SDHBTH 1=, LLTF. VHL (21.4%) . SDHD (11.4%) .
TMEM127 3 £ O MAX (FNZN T7.1%) . RET (5.7%) DIETHEH/NY 7> FHARE X

nTwa,
ZNENDELFICHE T BHENNY TV b
B & RV OREILBE S A TlE A UL, F13-2 i3 7 MRAEICKT DY A T %
A Bt i
5) HBY—-RSLF7VR (F13-2) BRIEOMERE 6-8% 4E1E
L A ST TS 6-87 1]

HPPS U — A T > X DA BREIE s v 50 o 210

B, REAEICET 53 Y REE LA WA G120 G’Sj o

FFar suaEesI=A 6-8 AE1[A]
ELAVA, 10 FEEORERENTHY . o cor N
VEHIIEEREVWREN 6 T THB I LH AL HauR 6-8F 2L

5. Rednam o I3EHI/NY 7> MREZ I
LTIE 6-8 FhoHh—RAFZVR%EFBRT I EEHELL, RRETFIEIZHMEDY
—RAZVRTAT I LEREETHIELICEIET VyRFERBEI N TULWA L, MICTERN

(1-4FZ&L) BMIBG Y Y F U774 0RBEHER L TCWABXLHHN. ZOEANKE
DIRIEIF EFZHRINTWAEL,

HPPS TIZBEFE 2 /OISR L EVERZZEI R VWEBI TR T 2720, £LFIEREDH
Tl EERBEOEBHNIEETH 5,

HAEICEWNTIZ, WEA TR X M FT7 I MPEREA X327 > P77 0E
75 = ! EIJ ETERWO, EMFREIF 24ABEAERA X7 ) vyEL0MAATO
FIVHATEICES I EEBHVL, BEMRREICEET I2EFET—H—DRELFEES
= 13-3 [T,

F7- HPPS O —ED BE TITHIE (KEDIEE) GIST #RET 5, INICHT B H—
RASVZAOBBEHIZOWTIEIVEVYHRIFBESNTLALL,

#13-3. W OMIIANIEZ I 31T B A LS~ — b — DR & By L

6) H—RAFVRIZEITBER e — ) — I (%) RIE (%)
BEMaE/ AaRamEE a0 L 72Tk - & ﬂiif%_@)‘ff?” s Zj Zi’
BldE) X7 THDHTH, FRESTEL TV pixsssy oo o7 69
BEIEEFICEBAFEELA WS & AR RT3 86 88
. . AR A 4 %7 Y v 77 03
TELELDH D, R THVMA 64 95
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14. IR IRARBERETUETE - SEREBEIREE (hyperparathyroidism-jaw tumor syndrome,
HPT-JT)

1) EHEEGEFLERER
CDC73. BFEHREEER
CDC73 & HRPT2 &£ H Mg, Wnt 7 FIILREAFIET 2K /X7 THD
parafibromin Za— F L TW3%, CDC73 DfREI/NY 7> Mg HPT-JT 83& D 50-75%. =
IR IRAREBETUERE (RARNICE PIRIRMEE TTEE N EFE T 5 HMth D N R E 11
hiEW) BED 14%ICFRH BN D, Parafibromin O Zair 8 A8 FIRIRAREE & 2R
BRIZEOERNHEWETFEROTFAMICERET 2HRELHZH. EwHHY 3P REHB
SN TWLAEL,
2) 2H
HPT-JT : T OG- B&F TIE HPTIT 285,
- FRRMER PIRREEETUERE (PHPT) CSEBESOAH
- AR, FEHEIMND 2 W IBUR A RTEEME (45 FERE) O PHPT
/NIRER - BEREFRAE D PHPT
- INBHERIE DA B RS
- BERZE O RIKE
3) /MNBREAICRIET ZHAE
HPT-JT OBEREE D ZFHEXR P HREMITLITO®EY , PHPT (£ MEN1 (CEERTERHRICHEK
FEL., "OEEDS CallfE43| =L S 5,

PHPT : 23X 70-90%, 5 NIX 10 FLUETICRIET 5, %  (FEHFEEDRESH, —EF
(#915%) 3BIRREEERET %, B Ca MEIE MENL ICHERTHREABL ADEET
HDTENL,
HEEE  2EX
FEEE  REX
35,

BRZE  2EXN20%, BEE, @RE. FNICWilms BEE#S,

4) BIEFHESH

CDC73 @ a— FHEHICIEHENANY 7Y A9 mLTH Y, BHoALAEEE - KRB
FBEIEA W, BN Y 7 b DOEBICTERE (e IEF v R/ TL—LYy T XY T
P vs. 3 XLV ZRNY T R) ICLBEADBEEDZERDENIOWVWTORE ILH B,
BEDERTAIA Y MIRMTES LD BEFR L,

5 HEBH—RMF7VR

5-10 F A uE 1 EOE{FR Y —=> 7 (MFEHILY L, PTH), b £ & DER </
SYBE.DETEDEBERREEIT), £ABUREEROLMIINEICS L TFEBERK
REICLDBARNTFMEZZ T2 Z LD EID LN,

0-50%, 10 FLABEIC LFEB X/ ETHRBOBARMEZEL 2,

2
75%, 20-50 FARICLFF L. BRADIE. MRMERRIE. TIBMAIEL & % RIE
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15. AMEEEEIRE (Leukemia-predisposing conditions)

BHIEIZNEDADK 40%% EHBRHHEENS W, BIFED % < AEMMARICLE L 744
FRINDIFHINY 7> MCEYRIETHEEZ N TWE, L L—ETIFEIEMBRY
DFE/ANY 7> bABMERE & A Y . REERIIOEII/NY T AN B I & THRIE
THRIEPRIBINTE, 2H LAEAMFEERICOVWTHFORBRIZEFZBEONTED
. BERHIBTIEELEE > TULARL,

EIEMMA R DBERINY 7 MCERL THMEZRET 2HREICO VW TEEGRE R 15-
1ICRL7ce MABMBTCOAREEINDZHDEHRWTEH, FDTERAEBNEET S,

F15-1. /NBERICEMERES 2 RAET 2 RA %  DEBA

TS T PRI AR 3 1 ARAE IS BéFESRER

TP53 Li-FraumenifE {2 AD Low hypodiploid B- LD A

ALL, tMDS/AML
PAX5 AD B-ALL
CEBPA AD AML
ETV6 AD B-ALL, MDS, AML, i/ MR

MM
RUNX1 AD AML, T-ALL I/
MLHI1, MSH2, I Aw y FEE R R AR NHL, T-ALL, B-ALL, BUCKBED Y A2
MSH6, PMS2, AML
EPCAM
BLM BloomfE{&EE AR NHL, AML, MDS, ALL  {E& &, HtRE, fERE, horiA
NBN NijmegentT ZfE & AR NHL, T-ALL IR, AR R ERAE OB A
ATM ZE L B BRI /N S A AR T-ALL, NHL, HL, AML  /IMidZRaE, e A4, RO EMI LR
NF1, PTPN11, RASSE AL RE1RRE AD JMML, tMPN, AML, B 7 = A VBE, MEGERAHERT (NF1) | BEE
CBL, others MDS HESLE, ERMLRE, KEE (PTPNID)
FANCA-E, BRCA, Fanconi&Ifl AD, AR, XLR AML, MDS, ALL K& E, BHET ., thoak, HSERNA, &
RAD51D, others R4
TERT, TERC, FeRMEAIARRAE AD, AR, XLR  AML, MDS IR ELE . G GRILAE. DA, Biir
DKC1, others 4 GHSHEA A
ELANE, HAX1, FEE 4T BRI E AD, AR, XLR  AML, MDS G BRI BEIE] O R YLSE
others
RPS19, RPL5, Diamond-Blackfan& 1 AD, AR MDS, AML g, KEE, HRERER
RPL11, others
SBDS Shwachman-DiamondfiE{&&f AR MDS, AML BE R, WA ARE, Biifre
GATA2 AD MDS, AML GUEARR, U L NERIE, HEE
SAMD9 MIRAGEREfZE$ AD MDS B RA R, ERERRYMIE, R, I

I, AFERERE . /R, A

SAMDIL ataxia-pancytopeniafiEf&Ef AD MDS, AML NS, B AN S

AD BREAEEEERE, AML 21 B84 A MYF, AR BG4S 2EE, B-ALL BRI 2K Y >/ YA ME, BMF B8RE HL Ry U v /NfE,
IMML & &4 586 EBkiE B MfF, MIRAGE myelodysplasia (SMEH) , infection (54M) | restriction of growth (AEEE) , adrenal
hypoplasia (SeRMEIBEZAMAE) , genital phenotypes (MEBRAEIR) , and enteropathy CEALERAER) ; MM ZRIMEBBERE, NHL FER 2% U >3
JiE, T-ALL THEARMERE U oS [ fdp, tMDS JAR%R B B B T AEBERE, tMPN — i a- B AR, XLR XYsa (R Bl s

15.1. PAREEREL LTSEOHVAZRET 5P THIMBEEZRET 55D

- Li-Fraumeni fEM&EE © TRP53 BT DEAINNY 7> FHARET, BMEIE 3-5%I124£ L
%o B I E A 32-39 ADEZ(EEaMY oA mE (ALL) TlE 8 40%12 7TP53
RH9NY 7o b &EFD, EMERBEEORICEERSIRBN A BT 2 AR EOTEAE
ERCH

IRV Y TFBEEGCTFESE  MLHI, MSH2, MSH6, PMS2, EPCAM&-F DM 7 L L
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ICELCTmBINY T MI& b, 390 1A > /%E - BMFEZRET 5,

- RAS RIS D EMACIC & BREIERE © NF1, PTPNII, KRAS, SOS1, CBL ®¥RR9/NY 7> k
IZ& Y RAS BEEDEIHALAE L, FFICEFUBSRENRERMED Y XA EFET 5,

- Fanconi 11 : DNA B8&EOXETEEREEEZ H D, BREELRE EAALD
F5E ¢, DNABIEICEAH 2 19 O EREGFAH LN TS,

15.2. BIEZEREEL LTRETHHD

- PAX5: B filBO ML ICEERTRERTA 31— K3 25H% EBRY/NYU 7> b precursor
BHEREMEALL DY X7 ZEINZI 5, INEFTIRRFEINTL S,

c GATA? . EMEERF % 11— F 9§50, REAL L REEESHELEEEE (MDS)
/R EtAmE (AML) OFREZE#HE T 5 MonoMAC (monocytopenia and
mycobacterial infection)fiE{&#&f. DCML (dendritic cell, monocyte, B and NK lymphoid)
RIBRE. U v /REFECH#IEE B L MDS 2 RAET 5 Emberger [EIEEEDRABIE T &
L TERIE N7,

- CEBPA : BBER DML 2RI EMEERF% 13— N3 5, KEHE AML AbRIES N
7= Syndromal RERZFICE ST IC AML 2 FET 2,

15.3. M/MREASEITLENFEEZEERKEL L TRETSHD

- ETVE: /MRBAD & BHIER % 25T 2 RADEFH /N Y 7> A RE S Nz,
KGR, REE. MDS. AML. mixed phenotype leukemia 7% &% #fiE4 %, /ME ALL
OR— FDOK I%THEHIANY 7> AR o,

- RUNXT @ REEM /NGRS BERES ICULW /=% familial platelet disorder with
associated myeloid malignancy (FPDMM) & L THEIANY 7> R ARIE S iz,

15.4. < BRI S hi-AMAmRREERS

Ataxia-pancytopenia fEfZEf 1L, ETHEEBIRRA, BT 2. AML Z5#E 35 2 & HA]
HNT Wz, 2016 £, SAMDIL EEFDHEM/NNY 7> DAL MICR -7z, [A 2016 F,
AIBIZH W TCRIBERRK. BEERRE. REET. BUETH. EEEES, /WD, &
Mm#=2 L. monosomy7 ZHE 9 % MDS ZFRET 2EHDERH > SAMDI EETF DFEHI/N
D7 bARIESIN, BERDEXF % & 1) MIRAGE fEREEF A FEILL S Tz,

15.5. HBEY-—-~ML7F7R (%15-2)

BHUCRIET 2RI F U 2 XfE (NHL) % ALL Tld, Y —_A F VX TRERER P
BESIROMLEEZBIETOEBEL V. —H. 8y B BEEH T TRFRICETL TWL < AML,
MDS. B#R~E2TIZETT 2 MEKED. BHRELK. MRERFNRE L L RMICRE
TE3AREMLH Y BRI T 2R1ICAESODMRBEEZ 2T 2 & T BABFERE
IS R B, ZXDA. T L TEEREZEITHZ LN TE S,

Y—RA TV RETo> TV D ATREERED . BA. HE ZITLHNTREL EEY)
SRR EZ . BRT L2 AR TH S, HIRFERZHF D Z & TOLOEHRFRLHE
EESHAZTE>TVLSDICOVWTHMEREEL, BYBYR— 2175, B2E2THLUIC, &
HMOEBBEREBEICEAD L EHIC, BARNGEMORERER E2BIMLEHNT 2, BF
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£15-2. AFEZREZB T 2/ NEBOHEEY —R( T2
s 740-7 v 7H
[BEEREDBEHY V€ v 7 /ERENRE] [BEOHY €7 EHE])
[BEEFE]) CERYZRIOLEa—
- MEKEA. HIER. FEEEMHER O BT - BAEP. BEMAIOELLBEORKEOMEH
[Ri&AE] - HIME ORI T 5L Ea—
- A BROEEE REFHEZL L2 -T2 CFHRICOWT DMK
- EfTY 2 MEGES. HMERHET [fBE D]
[54FR) [RIREDEH]
- AmE. U SEO#IE A AMFEOHFLVWEBEEEZLE 21— LRSS
- EAES OB CIERER RN AATR - DAL BIROESE & RIEE#H % LT 2
(M%) [5#FTR]
- B (%] °
- R AR M BRER [B8E:Fm] ©
- KA MR CER AR
[ B 8EFTm] - FoRE
- FH &R - BRI E
- JRE [ BB FCERARM RIS T 2 B R DIEHK]
- MBS RE

[HA. BIFEDERICOVWTOEE/REXEF]
[HSCTarvHirF—>av]

CHLAZ A B> 7 ERE R — I3 2 BEFHIRE
[ B FCRRH IS T 2 BEFROEHK]

a MDS/AMLICE % Al AME LB E CEIEER OGS L1209 B 2 B % W ER. MDS/AMLICE 2 AIeeMEA S W EBE 1£3-60 A O RkE, MmERE
DHET, MOETENBDELHENHZHBERSHICHEE T HEVHER, b EFAMEF/ZFREL LW —RFEOMEKED TlEd R ED
FIEDOBREET 5, MDS/AMLICEZ ATREA BV BE RMEOHBZ R /-HIC3-A0ATLICREL, TELTLW2HARIHERBZOIET
ERAIETH D, BEFEHREICELST, MECHENBLT 25A1E, 2-6BRICREZRYIEL, BREEIT). c MDS/AMLICES
AREEASVWEETROEARE L TWLFIROBRREZHET 2, MEAEE TMDS/AMLIZEZ AIEEMAMEL . EERD/NRICHBNT
IBRREIIEBTE S, INODBETIEREZERT 2MRANTERTMEZTO L EFERIND, MEEDHETT 25HE1E, SEA
OBWREFHEIND, AML RIEBHEIED IS, MDS BB R MAERES

ERIEIC, BMBERESHORKERD EDHEZITO) LB RUITH S, RN AESL
L CEMMREBEORIRI N AN H 255, PHEER. TOHOEE. RIED HLAK
BaEDD, FIEN N T —EREBRIHEIE REN F—ICHEBOEGFRENDE L
W, +9h vty IR ETH D,

ERIITOBREL L TIIMBREBHBRETH LN, Y —RA TV RELTOREFAEER L,
BEORRICEDE THHEORENVDETH S, MBRRE TIXME & MARERER L. FEK
PEEROHEER., mM/hRE. FHRMERAE (MCV) %F T 5, MMRDET MCV @
EiniL, BHERKOEITCERIALEZ KT 5, ALLLNHLDOR 7 U —=> 7 & LT,

MEREDHEEITE > TCEOITERMNHIETL L, MDS, AML DX 7 U —=> &L
T, 77228 AEESY XITlE 3~4 "BHE, ZOMDIFETITAEAICIE 3~4
MEBEITTW, BELTUNIZ6~12HBEEITITS, B 1~2 R oD % 320
7= 2~4 SBEEEITT S, MEKRDOETCIMEDRED 2-3 BIULORE TR IHGE
X, BHEER - R BEREBEEZERT 5, BlRE SMBEEFNRETIX, MREEZE.

R TR B, AR OB 7o b ot E AT S, BB RE. MDS,

AML OF ) R/ 2FTIE, £ 1HEOEFEREHNHEINS, WROETPEMEKFR E(IC
fas &£ 5> ThNITRBEESIMEREEZEBT 5,
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16. DNA &8 RE%E

16-1. EMMENRME/ KL FIE (Ataxia Telangiectasia, AT)

1) BEEEFLEGER
ATM, BREFESMER

2) Zhr

SITHB E KICHONICHR D KFERERD 5, NINEEBEREE., K. REEFH LT,
BRIk, FHEEIEE)., EERUERL ENAOLND, REKEEDOFBMMENLRD 6 F X TIC
50%., 8 FHREFT IONHHIRT 5, REALEZHRAL RRETRO D, BLIMITTRE. §S
Z HEREDNZ L, 30%DEFITIEAR LA RBERSERE DD, 15-30%ICEMEE
BOREZZRD, VU NRREEOREBAEN SV, B HEREREEIRERETE2ERO 5,
T2 14%DBETHEEVETARD b, BHEAEIHRESINTULS, MRIITX B0
IMEREDEERE, M55 1gG(1gG2). IgA, IgE DETF. T MREEKIET. CD4 BHEF 1 —7 T
FRDOLEERDIETHH 5, FEIM PHA RISELEHERET T HESAET F) ik s/o7 Y
VEBETFEE (14 F) #20EEA4EH0 Y V/SEROBBEHEBEH TH S, 5% TINE a 7
b 7BTAVAFP) O LR %ZRDH B, AAFTKREL L TiThbN b, EEMRICE T 28R
BREZMDOTHE, VT REZ7 Ay MNEICLZ ATM 2 v XV BEDOHKIRERT CHEZH AT
hid, F-REZHITEEFZRTICL S,

3) NMNBHAICRET BHARE

UrNfE. 2D MARMBALL) A% W, FRCHEE. BE. REEREDORED
H5,

4) BIEFHESH

d—T 4 Y 7EEERIChI ) BRA RIBALISHRRI/NY 7> h B S5ND, 90%DEERFE T
VHEVRR T L =LY T NRA TR T b,

5 #BEBY-—-RSLF7R (5k16)
TETYRICEDCHEY —RA 7 v 2k, HWEOCEREE, 2R, m&. LDH OBEA

#16. DNABTH B EIEDHEEY — (T 2

i) TN HELEY — TR
B . LR MSE R SRR U o - MIRIEIERL < SEMRIE/BEAEIE, AR - (AR - LDH, 38 EE o MRS o
MB 1P
R SR REFRICLDRE I e T ) DE=S Y T
RMS - R mEOBR

- PRS- RTINS KON SRR IR A RE AR A

- HALER/ 228 « DTN dS K OMAEIRFE FHERERTA, SRR
s W BEOHERFA S ) —=22

- AERREL  SCREIE

AR« BEOFRENBIE ORI

- R AE20E DR EE

BloomJEf&E¥ U »oE - MERIESRE - 3-4 AMOME, BEHRBH O, 184 5FEMRI/=a—, 157
AML M oBERBANRE. SHED» 537 BEIC8T X TCETI—, HPVY 7 F v #iE
P  BRERL - FEAEOBEE, ATREZRIRY H O RREE % (HjkE
WIRAETEZRD A - PPIRER © PR ERRERR A
MB - LR/ AR TR K OULBERGE FRRRERTAN, At
RB s U FEEE O ZEREIRF MR & TSHEIE

- BIGAEL « FEEE D BRI DA
- HiRL  AE2m OB
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(continued)

SR (L ST BHEHISCC
AML
MDS

P9 AERE G5 A

Fanconi& Il BESAERSCC
AML
MDS

[P AB 2R 7% A

Nijmegen#iZLAE(REE A
MB
AR

RMS

Rothmund-ThomsonfiEf&&f 0S
LT S A
Ff§SCC

BFRIERBE MR
SLIEHIREAS A
BZf§SCC
F i fp3
S B e 05

- MIRIESE AL : BAEOME, F1EE TOBRRE ERITRICESNO | il
BENA~OBRH Y YIL . HPVY 7 F B, BEHRD S EE 0 LRERATE

SR REFEICLDRE I e T ) L DE=X Y T

- R mEOBR

- DPRER - EHIRIC PR B RE R A

- THEER/5eEE - e & BAELRIFHERER A, 7 Me U B id L v sEEIC

- WU« BEOFERIFA 7 ) —= 27

© PREL - BT NS O MRIGH, & 2R I R A

CIRE  EEOBE, FIEOE=4 ) v J L BIAER

- BIGHNRL < EIRIC S & XBAE - TR B o> M i B M AE DR AR

< R AE 2 EDBE

- HENEVERL © MR A

- PEERERFL : DM EhEIRE T & LA ORI

C WRAFARE : LITHEULIR AR B OO R

- MERESERL  MHEOME, FELEE TOFRE (EHRATRICIESNT) | il
BHERA~OBHAI VYL b HPVT 7 F @, BERAN S E5E 0T SRERKTH

S REFEICLDRE e T ) DR ) T

- R FAEOBER

- PR o RIS RERR A, MERRICIZ T A —T v

- THLER/ 5 - mAEONTHRERA., 7 v Fu s UG HiE L v RN

N BEORERFA 7 U —= 7 ERE 7 o —

CIRE  EOBEE, RIEOE =4 ) UL BER

CBIEHVRL B RE (RHERE L ETD) O, LERHIITIER

 WSRAETESR B AT O R

- PEERESFL WL AR O R

- HEIEGER - RO RE, 10 ROOBEORALAY ) —= 7

- HR AR 2[Rl DR

- RIS, « SRR/ B, RO MG - HERIRE - LDH, RO KRR O
[E8, HPV7Y & F 4518

- BREFL RO

- PRUGER © TR PR RERR A . ERHTIE 7 4+ m—7 v 7 BFE T 2 RYYE I (R
=g

- HALRR/ 228 - BRI K OWA SRR FHSRERTA, SRy

s AU R, 2otk IN R RE N R DR

- PR FEEEREAN, MERFITITREINA

- HREL : EEOBE

- BIPSEL © RTIES K UM BRI B O RFAifl

- HRE  E2[E D4R

 JEGEL A ERIBE O B, OSO U A &EE, HPVY 7 F 4k

- BER M O SRIIMIR AR TR A ke, ERAIOME, mAEDBEE. ABET ORI
S AREE  HEOPBE, BERITITANEEOTRR

s NW BV E D IR

- BIEAVEL IR RS O R

- AL E2M O BEE LARIERL T T A LRI ORI

- SRR - WIS K 0 G 7 B OGBSO U AR IR O [al3BE, B RS 0O R R, - U
AR, 6-127 AE(ICIR - H2WWRERIEE O M

- BERL : 34 A OMUKHI 22 WL 5%

- HALRR/ AR - W PRSRERTAL ., MBERHTIT R EE

- IRE : 6-124 AfEDOBEE

- PREEAL © REERHE . B 2T, TR R AL OREA
AR - EBEOFREAITEIE ORI
- HEWAMERL « BT ORE A, BERHTIZ6-12, HfEICHAR T ) —=2 7

AML 2B A s, MB 882 &, MDS S8 RIZAEIREY, OS B PIIE, RMS i PIIE, RB #BIEZFfEfE, SCC R LRA A

EZRBIND, BETIROKRE (T8 (T 2, REREDLIE. BIALRE. BREAERIPADY X7 H
HHZEEMONTWS, RAFICHTEIH—A TV XOEERIIKET,
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16-2. Nijmegen WiZiE%E (Nijmegen breakage syndrome, NBS)

1) Eff&EFEEEER
NBN, #EZFEHESIEER

2) R

NERIE, BB R, REAE, MREEESZHV. SEPVAMDND Z2HEET, AT LR
BN LERE 2T %, BRER T IEN, IR BN/ RR L. FONROELF LB D,
FLRNRBER. KEGEH, BLELLLFENTH S, BHEEEETIBRETHD, RE
ERLLTUIEA Yy~ 7Y v IfER, 18G4 IgA DR A 1/3 BDIEFI TH LN B,
U > RBE DB DD 5D, CD8 BRI LLENRIND £ 5 72H. CD4 FHIEHRAY
DBDDRONDAT ERAERICT EC 14 BREEDEGEZF 7 Y /XEROBOHON D,

3) /MREAICRET DN AE
U i, R, BIFE. BNHREL EOEHARESIN TV,

4) EBIEFHHH
FEAEDBITRAZ ZAICHET 2 £ SNDHBORRERY/NY 77>~ b c.657_661delb %
EEAH L L THE,

5 HRY—ARM4F7X (X16)

TET Y RCEDHRY —RA TV RV, BEORI, 2%, I8, LDH O/ED
ERIND, MEROBRE LT 2, RAEBELIE. BILIBRELRERNADYRINH S Z
EEAMONTWS, RAFBICHT 2 —A( 7V XDOBERITKRETE,

16-3. Bloom fEf%## (Bloom syndrome, BS)

1) Eff&EFEEEER
BLM. EBFEHEZIHER

2) 2

FRIBHS S OHERORREES, EESR. HXBEE. BREVRIRR. HEM. 5
NAMEREHE T 5, BEFMRE L TIMEEERE2%2RL, ME IgM 50 mg,/dL A%
HULEICEESH >N D, diepoxybutane (DEB) F 7z1% mitomycin C (MMC) (T & % Skt
HOTLEL DY, AREE L L TITHhN D, HEEESERIEE (SCE:sister chromatid
exchange) #H#E 2%, BREMIIBELEFREICL D,

3) NRHEACRET IV AE

U v /REXR HIE R & O MRIES & SEEICRET %, AT REGRE, MEhsot
EREENRON S,
4) EBIEFHHH

ElaEDRE L D2WHNY TV b ARIOND, ZX4VATIE BLMash & LTINS
.2207-2212 delATCTGA insTAGATTC A'. HAATIE 557_559delCAA AL <H1oN 5,

5 HRY—-RLF7R (F16)
IETFTVRICEDCHBEY — R 50X F3HW, MRESEASEICEW . —_( T~
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R3I~ADABITITONENE 2FICZVESIIKBREGO T, 15 Fh oBFOEEMm®
NRFERENHREIND  FRORBEICEAL TL 18 FHoBFD MRIRENHREIN S,
BHEZRET 27-HDBBE KRB N O 8 F £ T, 3~4 »AEICHR, MEHIRIK
ECISE D RDAZEITZERT, CT ® XRREICHD Y, BEKS MRl OREZAHL
HRE,

16-4. Rothmund-Thomson fE{&2 (Rothmund-Thomson syndrome, RTS)

1) EEEETLEERR

RECQLY, #Feis iz

2) B
LRFBEFE(SERN, BERN, S BMNENE). TE, AEE EIE,
BHL £ SEASLBERRE. MOMARER, ANBEEME T 5, DIIGRET DI
B, RECOL4 DEEFREICLYVRET 2EEER7 V5 FALESN S
RAPADILINO FERBHEAMAAAIG, h7 = 4 LB, HERE - EFR. OBEORE - EF
R, BEBER. ELSERESME T 5, Baller-Gerold MEMEE L/ NA%L G, HER
18 - B, BIREY. FEEERMRMAEERNLTS

3) /NMRHEICRET HHAE

FREORENK 30%ICE o, ZTOFHHREFIIL 10 T a1k, PHFIcRBEEME
fE. HERF LERERE. RAPADILINO SEEEETIZY /DY X7 m 0., BHEILECERE
REMAEEE(MDS), BIRORE L H 5,

4) EBIEFHHH
A—T 4 Y HEEERICHI Y BRA BREBLLICHEI/NY 7> b A A b5, RAPADILINO fiE
RRE I c.1432+2delT DEAY/NY 7> b &2 REESEICH D,

5) HBY—-XRLFR (k16)

BEOBEEABETH-OIC5 FHICEROBRELAZ T2 ENHEREIN, BREVES
HURZIIHT AT Y T %2% S, BRECEES X WERISEET S22 &, ERK
NEONTZHER—ZXTA VERORELLURT ZZENEETHIN. BREREDE
ZRYTDEODILTF = DREODERMEIZRE, LArLBRECEHY X Z7IZHT S
hortw v %2, BREOHBIES L OERISSEET S &,

16-5. %EXMALEERE (Dyskeratosis congenita, DKC)

1) HEBEEGEFEEERER
DKCI, X E#HMEZ SR
TERC, TERT, TINF2, RTEL1, PARN, NAF1, #BFBHREEESR
NOPI10, NHP2, TERT, RTEL1, PARN, CTC1, STNI1, POT1, WRAP53, ACD, #E3&AF% 1%
BiR
2) R
TUERAE, DRER, KEERICBETREBMZEHT 5, BEMTIEMERT2Z
EHRVWEBREERBENAOND, £, BHRNFHIEAONT, BREBERREGMP
FRRUEMRMEECZH SN TWER2BEEHA LN D, in situ NA T VXA 3%l
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S>7-70—HYA4 X M) =L BHMERDT A X T7RAESCELEFZRTIC

3) /MNBHICRETIHAE
10%IRE ICEAAZ I EDH D, 2B MFE(AML), MDS OFEEAZ WA, JH1L2%
. RFELERENROND,

4) EEFHEH
DKCI DEFEH 30%., TINF2 DEED 11%. TERC, TERT DEEH SRIZEIZR oM, %
DD FOEEIIHTH 5,

5 VY-S5 (k16)

FEOME L BHRE. RUPBERMEICS T BIgEN HERSINE, 7 Fas v %
BWIAENMTHONTWEIEEIE 2 FIC 1 BOFBOBE REENLE, BBEEBED ) X
IhEWND T, DH®§E+1/7 2FIC 1 EOERIZZ. 16 FH5ld 1 FIC—RDE
FEEOBFPIRICL 228D WE, THEIFF—RBORARZEZNHEREINS, FRIEERET
DNCEDEMICH2T=OR—X T AV OFRBEERENSVE, /-7 Oy v EENS
IhHEbNTWBIGEE, KRICHT 2EFOFMALE

16-6. 7 7 »a=21Mm (Fanconi anemia, FA)

1) EHEEEFLEGER
BREAELMUERL  FANCA, FANCC, FANCD1/BRCA2, FANCDZ2, FANCE, FANCF, FANCG,
FANCI, FANCJ/BRIP1/BACHI1, FANCL, FANCM, FANCN/PALBZ, FANCO/RAD5IC,
FANCI, FANCJ/BRIP1/BACHI, FANCL, FANCM, FANCN/PALB2, FANCN/PALB2,
FANCP/SLX4, FANCQ/XPF/ERCC4, FANCR/RAD51, FANCES/BRCAI, FANCT/UBEZ2T,
FA/\/CU/X/‘?CC‘Z REV7/MAD2L2
BHEESMEER - FANCB

2) 2
REDERLE. BESE. BER. MREET2Z2H5 D TORBEESZHETH D,
NREISETHE QR MIKRAEZ RIES 2. MMCAEIZL Y| REEFLEMLZ T

3) /NRHEACRETIHAE

AML, MDS H»% WA\ BREERF LB CREE, IF4AIEsE. REREN RS
N5, FANCDI x> FANCN 07/ — X 3/NBERICE B, iR BA & D/NBH A H MR
TERICEFLTFETRTH S,

4) EEFHEH
FANCADEZIZL D H DN EEE L, DM FANCC. FANCG DEZH 10%12E. %
DHBDONFOEEIIHTH 5,

5) #EY—~RM5VR (%16)

mE e EIc 1 AOBERE, ROBKFRICE L OEMREI#ES NS, A OOE

DHEFI v, 2811 BoENED, BERH S 1 &I EOREREBOSFIRIC &

PRV RE, WHEFFE—ROEARZZNHREINS, FANCDI/BRCAZ,

FANCJ/BRIP1/BACHI1, FANCN/PALB2, FANCN/PALB2, FANCES/BRCA1

FANCU/XRCC2 DFSEIN Y T+ b DA~F DEAHEOREZIZHAICE > TOIE, INEE
DYRIZHAEFWDT, RZ Y=V T RFHBINAEHEZELH D EEZ D,
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16-7. B&MEZKE (Xeroderma pigmentosa, XP)

1) Eff&EFEEEER
DDB2, ERCCI, ERCCZ2, ERCC3, ERCC4, ERCC5, POLH, XPA, XPC. @BZFBHRLMEER

2) WA
ARLVSEDOBOEHMENH Y BRICHWVENERE DR, 2IPRRERMAH
b, BVWBITIE 10 FEL O REDVADFKEDN A ON D HFIRAEKIL. 3 FENHHIRL.
20F TAHICEBEDHTRE., RMEIEFET D, BABELS~6F A0 0END, K
BIERDADREE XP, KEAERICHRAER & A 5 8 XP, RBEIRICAT 1 VER
MEeatd 2074 VIERBHAHEDLH D, MIRNRETITON S EABRRZMERRTS
REMERL. FHNRBHEONEL DNA SREDETHALND,

3) /NMNBHICRET ZHARE

HEEME. KERFLEE. BHECEAEFRL. FNICAINK. MER., THESR
EOREEEZEHT 5,

4) EEFHFEH

XPA 1 55%% 58, RIEFEIRDAHD XPV BH 25% T NITRLS. Z D, XPD ' 8%,
XPF 1 1%, XPC »* 4v TH Y, XPE |iF, BARATIEEED 80% IT XPA BT
c.390-1G>C O R EEEEDRBEHINY T b HAHA LD,

5) #BHY—-RL522 (%16)
3NABOREOKRD., BREEICLZE=4Y VY, BEELXICHTIEERTO T +
O—. WOWFHIL A SE,
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17. DICER1 fEf%&# (DICER1 syndrome) - f@fERhZFiE (Pleuroplumonary blastoma,

PPB)

1) BEEEFLEGRER

DICERI, BFEMFEEER. K 10%EEY 1 7

2) W

LIRS & OB A/ BRRE O B B At 2 B
(PPB) . Zf&EI1E FIRARIE. RGBT ES.
MELILEY - A4 TF7 4y elRES
(Sertoli-Leydig cell tumor, SLTC) 7 &% %@
DORM - BYES%* RET 5 DICER] fEREE
NEIDERTHDZEERET D, *17-1
IR L7ZEBIE (RE) 77120 H5ULIE.
BlJkiE (ER) #°2 D& BI5E. DICERI D&
EERREIHEREIND, £/ BHAU TV
b O ADE—FEEHE. HICPPBOYU X
IhHDH T FREDFED IFEENICELRSE
KRB TERETHD, BE. FZER
HEOGELRICEFHOFELAWVWEEE
ICIEBRBEZ T AL LILLDE LA,

3) EEFRESE

DICER] fEfZE I A ELRBELET 5,
PPB £2& D 70% U L I3 AFEMAI R
DICERI Dipese K AFRIINY 7> b & b
D, FEEMEICIZEERERIERN/NY 7> b
& LT DICERI @ RNaselllb $8i 0 = X+
v 28 7>k (hotspot |& E1705, D1709,
G1809, D1810 H L N E1813) #FZH D, &

#:17-1. DICERLIBA A A & S i3 5 Jh v

FEIHA
UTOIEHED S bEISHT 5,
- Lt 2
S NROREER RS BINAH RS b O, EESCHH O b D)
+ T IR VR TR AT P
- FEfU ML R
S WRAFEZROWNE, ROEANE: &
- BiELSertoli-Leydigi fafE
+ Gynandroblastoma
TR /IR iR YRR P
« WAPRAE SRR DO PFRR N 53 WA I5
 ZAEFTHORIRIE & 2 WO X HCR IR A 33— BETB A I AL v
3. HDHWIE, ZTDEEICDICERVEREEOREENH 5
+ NFRIIFAE D 5 H I R IR & 2 U 3 (R FR RS A
» BRRIRRE LR T
- SPERRCE TR R I R
- R SRARSEIE
- AR T AR

BIEE
LU OIES-08 B A R 5,
- A DiFEN
- B eEl
 Wilms 55
- ZAEEE R ARIE & 2 WO AR HUR IR S A
* T & D W A AR R 2 Tk < e R B P IR
 ROIACARIR N 53 WIS
- ROMEANE
- FLEEIE

MRRRIBRINY 7> DA EBT S PPBIEFINERDAAZFRIET DU X7 IEAE W
M. EYA 7 ZTBICELREDLDH B,

JEfES R (MR, MERH 5 W ILEEBES MR 2BV EEFNRE CRE/NY 7>
EARD LNED > 72iH5E REAPEEDOARENH Y, TNHICOVWTHRETNETH
%, £7-. HEZRYEERELBIT T2 EMFE LW, BED DICER] BE L., HBiEF
HIR WA EE L WERIC. S B ICIEHT- R EN G/ BREOHMERFEESH Il T 5D
ICHEERTHA D,

4) #EBHY—RA72VR (R17-2)
P—nA TV RE, BEOIRER, PHERNLLOLEBEAY Y b, MBTEZRE
Y720 Ry (EBEFEBRCHESEOLNEN, BRUECTIEEA L) 2 HE LA ETHITINS
NETHDB, Z LT, BELRE~OLE, £-5BHERET ZERCHFRABVHED
BROEICHRT S EHEETHD,

BAER : PPB & cystic type @ | B solid type D I B, BLXOEFNSHIEET S I BICH
FHINd, PPBOURIAFLDIL T FETT, ZDBHICEOD - 7ERIL 31 BTH
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#17-2. DICERUEEREOHELE Y — (4 T L 2
ikt JERSOPT L BH3H 5 AR Ay ) —= 7 (55, Wi
i IR P Wk, B R ] CHSL S RS AR X N7 F E TIdA~6 0 AICLE, 8F 512
(&) fitiZEfe FITFEIZLET S,
fiti 2 e - JHRCT : A:143~6 4 A ORFZHIE, HIEIDOCTIZRFE R RWGE, 2F

Hp B3k £ TOMIC2EEE1T 9,
MDICERI DYFEIINY T 2 & 12 F IRRICRBD 2B, XR—AT7 A L
L CHIt L > R 72 & B WIICTRE 2 a5,

N FORIRAE S SHE Y oS SAEMVEFRIRIE 8F E TICAN—R T A v O FRIRT 2 — 24T VSEBITHR Y BT, JiE
AR, M, WE TR, $0 AL RURIR DY A KT AR HIUTIT S,
B, LR ACERIECIIIE R AT o e . N—2 T4 L OBFHOREE
TTOSERIT AR, BE N WA I3 — 3 m L HFEE H T T,
VAR 2E (BMb) | EEEEZ Sertoli-LeydighififiE - B kdlds X OMEEMEEIL - 8F 2 H10F ORICBHAA L, 404 £ TOM
Gifi, MERE . MR Gynandroblastoma AR B IFEEITIT 9,
TEEMBASERIE OO FE TIT I DIEHE LRV, SLCTOEEEOBEII6LF L)
T—ERH Y BEEBEOEECTH D,

5 ik M AR . AR, bR WilmsHE55; - B 8F ETIE6 N AMIC, 12F F TIRIEMITAT I,
B PINE DICERI DYFEII N 7 2 R 3FR0 B RT- D12 F LI ThiuE~— =
FEN B E TA v ERDIGHBERETo TH L,
L THALE PHZEDSER INBARY —F - SERICEET 5 BEHE.
A SR, MES, R, BT RIFE s HARATR - EIRB R R LRI EEZ T b, 3F A7 L 10
SESANS Bk, BITREE R T AR LENE FiZ72 % ETOR, MELOIERMBHIVE, BEMRIZ TS 5,
(HRARZBR<)  2RME] . JEARM RRE, NN

7y v THEGRE (FER MR A HE - B
FIE) . AL (R sk T R MR
Rt R AP (58

WK e B
%, DICERI DIFEHNY T bDURI D H2HEE. WEOEREREDOEEICONT,

HIRE=ZMICPREBIRREBEAZT2 2 e HREIND, MOERMEEZEEBRHET 521
HERBBHORIBL Y b &) HREBIRRBEOANBRENR L, HERICIZHIBL >~
A, £% 3B X TIC DICER] DBEFHBREAZ T2 PRSI ND, 1 FLL
BRichzeE, I BLYLEREDSWIE, 1B PPBOY XA LAZD T, BHANY T
VR EEOBEICIZERINBET EEMNICIE3I NS 6 HE) OMICKER CT RE.SS
T2 ENEFELL, RTICEEDBITNIZUFED CT BEEEFERIS LV 2 FH0 2 |
[Rofl, 0OF o 7FFETIE6HNAE. 8FH 0 12F X TIHEIC L BIOREL >~ b7 > D
7xAO—"EHoND, CTRETIE, WEOENE/NRICAD LS IIThNE Z ENLEFE
LW BRI 7> b A2 DRICEREREN RO bNT-5E5. BESNS £ TlE |3 PPB
BN LTERONDIRNETH D, BRI BERICT 203, BOEmME E k4 2R
DRREEZEBITANETH D, b LFMEITHOHEICIIEZRIBEITHAVWE SIERZAREICY
Braa2é. ZLTRBODZZROFEMEICOVYILITEIEDNEETH D,

B - ERUBES CAOMLAE. Wilms BEEHNBEEY 5, ElRUETESIZAE~ETS
AL H Y VRN CTRET 2B THRIORR ENAICKY  RFOBHEEN L VR
TN 2 AREM DL B %, ESPBE RBRE DR IZ. WEORE CTREAITS EICIFITL., D
BCEHL 8FFTIHO6~1I2NAFICITOI L #HET L, BEEEICOWTIE, Bo4%E
HEARFDFEHI/NY 7> & FS Wilms EBD Y X8 H 2EBOHEICIE 3~4 HBE
PHEEINTWE I Eh b, SERIETORMIZH B,

IE4ESESRS : SLCT *° gyneadoroblastoma H'ESE T %, #1HA D EXFE T &4 D AL IE AR F ;T
DHTHEETZ DD, ETT 2 EMBRMEPEENVEICHER D, TEEIBDM BN
FEIZ/NBHBIC/INES WK Y =T LTRO2HD B Z & HNIE. SLCT 2'3BD b N7=BFICiEE &
N5ZEHH5,SLCT X Gyneodroblastoma M IF & A EA 40 FLUTICHKAE (RhfE 16.9)
TN, WEFIL 4T H D 61 FEREL, LA > T FETAREFERICOVTOEEHK
BNEETHD, F1-. REDHZE, IR OEMBERRE & YFICEFRTOBERRED
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TUOL BRAIC > THBBERBERREZRITH2NETH 5,

FIRER - B RATH ORI 7> b2 HOLMD 32%., BHD 13%ICEHEEER
IRERPE P R IRIEH DB EN B W) . FIRRAADY X763 FA—ILBHCHERS & 16~
2L fEE VW ENTRENT WD, Y—RA TV REBEITEIRNENICEAT IRIAE AR IL
WA, ZZTIE. 8FEF TIIBEEREZITWL., LUEIZ 2~3 F&. 2 WL ITERICID
CTITH C e A#HRET 2, $-BICEEECHEIRAESY 2T 7-8& Tld, WEOFRR
BERREZEEODEIFICITL., b FHIIEBE, T0RIZEFKZRS LT\ <, FREE
B HDHEICIEILTHEREIT),

IR :B9ET 2D I3k LERETH Y., PPBregistry TIEINETAH (4~9F) %18
BLTWS, INERBT HER GHE. BAOBE, B8HET) (FEL. 3Fhrodil
EHI0FEEFTCRHEFERMBEEAZRITH I ENHEREINS,

Z DM SEEECIIRMEREME P A MEERE. PIRRE L L T T EATFECMEATF
R OEMER., S OICIFEEES OBE, BILETIE. EFERERY -TDYRIPZD
BEEEIPREINTVED, INHICDOVWTIE, BIRREICL 2 BHEEROBRMEHLHE S,
TlERWD DAL EDFBRODINDEZAT, TITREELTLWAL, BEHB L Z
NoOEERCATRICBET 2 2 ENEETH D,
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18. RASopathy

RASopathy & 13 (1) [Ras ¥ 7 FIBEDOHRNALER | (2) [Noonan EIEEEICFEML
L 7-BEPRAEIR ] %458 E T 2R EBE TH D, [Noonan FEIRELICFELLL 7ERAREIR] (214,
REEE (BEERE L OCHENHAERE)., LXE RS (FEIREARE. ILREDBERR &),
e (RREGEEE. RETE. BEMEUAY) NEEND,

18-1. Noonan fiEf&& (Noonan syndrome, NS)

1) BEEEFLEGER
PTPN11(50%), SOSI1(13%) , RAFI(5%) , RIT1(5%) %%\ KRAS, NRAS, BRAF, MAP2K1,
RRAS, RASAZ2, A2ML1, SOS2, LZTRI, BFBHREMEER

2) NBHAICRIET BHAME

NS (ZEEFANELERL TR SEDONARIEY RV H B &SN, BREFERIESERE EERE
B, BV voERmE., MRIFE. BRI RELR EORL BHIABEOEFNREINTL
%, PTPN1I (£ FY 61 ER - TISIER). KRAS (T8I ER) &, EFMEEREHIRME
AIME (juvenile myelomonocytic leukemia; JIMML) (ZFB{ L 7- B 8EE5EMZEE (Noonan
syndrome associated with a myeloproliferative disorders; NS/MPD) @ F4E & B9EE L T WL
%, NS/MPD (374 R 88 - IL4hIREAICRAE L. BABERICIZBAEENMEoNE A, —HD
BEIEEL LBIEHTH 5,

3) HEBY-—-RSIF7R (R18)

PTPNII & KRAS DIERI/NY 7> %8BT 5 NS (£ MPD/IMML RED U R 7 h'e
L EEDPDLFTET, 3-6H1ATLICEREY A XOEREEDT-BHRLERE L UFRMEM
MmERE S L CAMERDBOFME RS T EIRNETH D, O —_RA TV INBEDED
FHERESE S 2L DT —XIIFEE LA WLAH RASopathy D EEH DA H 2 1E MPD/JMML
ICL2RRLHRENEZDRDIEFALHD DD, COHRBIFELLEINI LD EEZ
5ND, MBRFHRAGFEICLDEREZRODDEEICEVWTTEENVETH Y . JIMML D
HEFR~DOHEKADPDETH 5,

18-2. NS-like with loose anagen hair

1) BEEEFLEGER
SHOC2. PPPICB (#). BHGHEIEER
2) NREAICRET IHAE

FEoERLE, NEEREEZE2T 2 NS ICHEULEERRHCH D, BHEMHEE. HRF
B EDHENAVRIDBEEERT 2 ENDHETHIARESN TS,

18-3. NS syndrome with multiple lentigines (Leopard syndrome)
1) BEEEFLERRES
PTPN11 (T468M, Y279C 72 &), BHEFERERTE

2) MNREBICRET DN AE
NS (ML 7ZERICIIA. SR EDBFIE, IR OHE,. HEBL CNRHTHL, &
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$%18. RathopathyD#EH — N4 T > 2
fEMREE INBHRAY R HREY—RMT7V2R
Y—RA T R%HR
CostellofiE1EEE 20 £ TIZ15%: ERMS. NB. BERtA A < 0F H58-107F: R, BHEFREATI—
*AERL > R > %345 BB
- 10F H o i&R % & 1E
NoonanfE1#%# & 22 MPD/IMML S 0F A H5F: PR (FHCEE) « mE. Gi
(PTPN11. KRAS fE#9/NU 7> ) KABE3-64 BE
CBLEEREE ASATEABEWASY R IMML S0FHS5F: PR (FICHE) . mE, Am
DA A EFE KO E%3-64 BE
Schinzel-Giedion fE&EE 5 A TIEARWLAR10-15%: ILEEGCT, LR - TWROEGRKRE CARMEESICBR. &
(BE) EPNET. HB MR EREANT I~ - AFP/BHCGIR
PEBEORY—RMF VR
Schinzel-Giedion fEEEE B 5 A TlEARWLAKI10-15%: ILEEBGCT, 1LE - ZWOBEGRKRE ChARMEESICER. B
(Z|fE) #BPNET, HB BEREANT D~ AFP/BHCGRE%ZER
Y—RASVREHBLEL
LT DT RTOERE SEEIEE%ARN T K C EHRAY —RA T REHE LBV
[ES % 5 5 IEIRICH ISERZIL S
NoonanfE{REf EFERAIEMSE FEIES. ALL. NB. RMS,
(g ftt
NS-like with loose anagen hair NB. BEEfRHEE
NS with multiple lentigines AMRMmE
Cardio-facio-cutaneousfiE{&E# ALL. NHL
LegiusfEfRAE BEOLADEELH S
SotosfEfEEE NB. ALL. AML. HB. {LEZHFHiER L
WeaverfiE &2 NB., BUMBEERA
Rubinstein-TaybifiEf&R% HB. NB. RMS. iftiRf@m, nA®RE
NKX2- 1fE(REE WA SBEMORIAE L

ALL g > 3R IS, AML 2145481 B ms, ERMS B R AV POEE, GCT ISHRARMERESS, HB AFEFIE, IMML &= F 145 SR8 BkiE B M,
MPD BREETEME R, NB #2238, NHL 357> % > U > /0, PNET [RIAMHIZSEZERETS, RMS U AE

HEY7% NS LEERIC, BAA VR OBREEENRO oM, 2IEY ¥/ MMEEIAEL & ORKE
RED 2 NIREDEFI TROOND E|MESNT WD,

18-4. Cardiofaciocutaneous fE{REE

1) HEBEEGEFEEERER

KRAS, MAP2K1, MAP2K2, BRAF. &Z & EMHER
2) NREACRETZIHAE

NS (ZFEUL L 72ERARERICHN A T, #tiR s R, ANEERS., BN sER e <Y
NEDNABHBIORENELD Y, BHDAUYRIZBPREVLDEEIOND,

18-5. Costello fiEf%E% (Costello syndrome)

1) HEEEFLEGER
HRAS. de novo, ®HREAEIET

2) MNREBICRET DN AE

S ICREBIL72BRIREER (CHIA T, Ao A iEEE . MANR, HRE/OHHEE,. 48
IR, SRR E/BEZ, HERER. SWNEPAREY R/ ENFHMTH D, BT,
fe REVEERUHNIE, MRFIE. RRRECEMAALENNON TS, HRASGI2AZEE
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HHTHEEIT. BICEINADY RI7AEL,

3) HWEY-—-RSIF7R (R18)

Y—_RA T Z2OBELOMBFBILEARIEINTUOEWY, 3-4HLBTLDEFHZER, &
WHARES L CEEFEOR ) —Z v JERNOEDR/EEEANBE RREA 8 ~10F
FCEHETHIEAEWES S, 10 FLUETIZ, BAAICKZMROR 7Y —=> 7B
TE1IROREBEEREHERET 3, Fid N2 LT H#RFEORX Y —Z v 7BH
DR\ VMA/HVA BITE [SHEIGHERAS W -o#E Lo L, MRFEDOY X750 EHIC
B2 —R"AZRELTHEL Y M VEBEIHEREINTES Y, RiEEHEAL TERE
ERETLTH LU,

18-6. Legius fiEf%E# (Legius syndrome)

1) EffEEFEEEER
SPREDI, HEZeHERER

2) NMNBHICRET ZHARE

A7 2 HLRERD B —H., PIRIEHEED NF1BEEEEIT A0 L AW, NS (8L /-5
. PEEEZEHTLIIEN DD, NEDPAREDY X7 IZTBETH DH . GHAIDORSE
NHE N3,

18-7. CBL fE{RE#

1) Eff&EFEEEER
CBL, BHREMMEZER

2) MNREBICRET DN AE

B SERE ICHRFIEHE - ME X, BE D Noonan AEREFHRERSE. IMML RIE Y X
IHHONTWD, BEBBERNR. BFELZEDNABZEH LICEADBRESINTL
2o

3) RBY-—-RLAF7R (F18)
NS E#RD IMML DY —RA Z v AR I N D,

18-8. Schinzel-Giedion fEf&# (Schinzel-Giedion syndrome)

1) Eff&EFEEEER
SETBPI, de novo, BREFKEZER

2) MNREBICRET DN AE

BEEORBHEEERST. FENGER. ERELESE (B - WRESE - DEL L) &0
FY. ZLDBFFERL OFURNICTETT %, ILEMEMIAIES. ILERFEIBFHERENLIE
MEE., ERE FFFER S RANEDPADEFINREINTWVND, EELELAY X
JETATH D, INFETOREEN LT, HEBESLWEEZ LN,
3) #BEBH-—ARMFR (%k18)

DAY —RA TV ZOBEMIZOWTIE, BEDBKANEFEE LB L TEZDZLELH
%, REEBZWRFDOBERBREICE W, ERUBEOEEICOWTEEZL Y EEHIC, K
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MilEECHTEOEE~Y—Hh—& LT, AFP- BHCG DEIEZ 1T , BIEAIICH LTI,
FEHRAIEED - BRREOBE FBE, BE~—H— (AFP- BHCG) DREIEAERE I NS,

18-9. # 7% RASopathy

EHNAY ZITHNENWT EAF SN TWBFEA RASopathy & L T, Sotos JiEf&EE (Sotos
syndrome, (BE&E@F NSDI). Weaver fiE{#EE (Weaver syndrome, £ZH2). Rubinstein-
Taybi fE{EE (Rubinstein-Taybi syndrome, CREBBP. EP300). NKX 2 - 1 fEf&EEE (NKX2-
D BEPHMLNTEY ., MABRIPABEOREY RN ZEL I ENAHFEINTLEA, W
TNELE%RMERBTL ONDPAYT—RA Z o FHEI AL, LA LEKEEUANAD
AHHE (OBF. MEX. ADBEERYEY) OY—_A TV RIIBETH S,
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19. MNEEGHEENDR 7 Y —=v7HE£5 MRl (Whole body MRI, WB-MRI)

1) &=

BREEESEREORRIE. 1. AERALroORBICHI-2ERNBRERR 7Y —= 7
DRBENHDZ L. 2. DABERT - BAIMTIELRFERICL 2 BEREZMEOMEDL D
BT EICkY | mABRCHHIREBEZ BT D70, BEKREL7E MRI AEHRR 7Y —
ZyTOFRLERD, WB-MRI XY v MMIBFREED? 2 W IHIA T, REEED
L —EIC2B % /RBETES Z & I12H 5 (Nievelstein RA. PMID: 26631075),

2) WB-MRI 0zt & BEIEE

WB-MRI (Z/EATEIEZ X2 —7 v b &ETEEBED MRl & LERTEBDEEEEILET S 5 H%
DHEIZIS L THEEECEHM AR CRFAEEO MRl EEAEHYE 2 2 & CaEHESEERED S
BORIY) ==V FICHWSEZ EWAEETH D, WB-MRI & W5 L“BE~EL"F TH Ebk
THZENRITH DD, BHEERD MRIZEBD Ry 7 a4 LOEELEN—FT
T ORI, F-HERDOIRRATBE AR, BT A &0 AR, BE DS, EnUESEE
HoEHEL LIS LT EBE., BREERCHERREZFICOVWTER - R Z MR DUENH 5,
MRI [Z—fREIIC P L — RAT7DOBERTRYII> TWdT, BGREEEZLL TSI EF

TEEDREEDET CIRBERBOERICOEN S, —H., BIREEAHLC T2 & F, 2D
%%@ﬁit%@ﬁ%@ﬁ%roa#%oit\m@%%@ﬁm 3. ZEDBEENMET T 2
LoD, NED REEICLDEE—Sa T —F 77 FAERTE, BICBEN LR
THENSZ tb er%ﬁaé N3, & 19-1 (CREGHEBEREEDO WB-MRI (X 58 —~A
7V RZDOVWTOBEILE L MEBRERRBICOVWTRT A, BRERTIET X TOEREE

F#19-1. /NERHEMEESHC B AWB-MRIZ L B —_1 T 2

g~ - WB

PR WB-MRI AEMRI HFHEMRI ~ A -WB IR
LFS PR 120 A BRI 512008 15 (H
HUVNIRHHEE T T2
FHuE, WB-MRI & 3tz
67 B 1F)
NF1 16-20l CR—R 74 >~
ieed
NF2 & #iRERIEE  JEREEIIC Lo Tl NEERIGZEM, 6- 24-360AE, RN H
H 20 A, FREAHN  HiE6HH &
12672 H 18
RB S b 120 B & Smh L6 B E
CMMRD£LS 6-8mA L 12 BE(E B 560 A
Skl L)
DICERUVEE{REE T H R DD 567 18
Rothmund- HEH S JERIC K B
ThomsonfiEf&EE
HPPS 6-8m M H 24N B E KRBT K > T6-8ifn»
5240 A 15
W72 L JRIEME R U R — o ZIEGERE(APC, MUTYH), ZHEWMR Y R— X(BMPRIA, SMAD4, PTEN). KA Y ¥ = H— REMREE

(STK11/LKBI). RASopathies. NoonanfEf#E% & % 0 RBIEEREE, cardio-facio-cutaneousfiEfEE:, CostellofiEfZEE. Legius
JEWRE, CBLAEMERE, SotosfiEfEff, WeaverEfE#E, Rubinstein-TaybiiEfHE, Schinzel-GiedionfiEMERE, NKX-2- LIEMERE,
ANYRREI I B B AR TR AR . e DNARIGIER e, (B IRIEES FHE, BloomiE@RE, Fanconi&l, 4t
KA EARAE, NijmegenWiZUEfERE, AFEMHLAIE), PTEN hamartoma tumorfEEat, AN FRIEE « BHEs AJE
FERE(HLRCC), GorlinfiEfGht, MM/ Y o/ SHEIC B3 5 — B ORE R (LFSSCCMMRDZ: £ 2 BR< ), BT B~ % ik
Rt (Beckwith-Wiedemannfigfi i, Bohring-Optizfief#t, Denys-Drashiifft, FrasierfiEfEht, & B, Simpson-
Golabi-BehmelfiEfZEf, PIK3CARLEBMEEERE. PerlmanfEfZEE, WilmsfER), EEMEEFE. 2REND WESER
BE. (MENI1,MEN2A, MEN2B, MEN4, Hyperparathyroid-jaw[EEAEGERE) . Von Hippel-Lindaujs

CMMRD #f&tE T R < v FIEE RABAEIREE, HPPS BU=IES R0 fE /B iR EIEREIRE, LFS Li-FraumenifE(RE, NF 1 #HRIRHEAEE 1R, NF2 442

BRHEIERE2AY, RB SRR A
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SREEEEIC WB-MRI AR I N D H T TlE AR #19-2. /MM 519 HWB-MRI 7 1 | =1— L
- NN -~ R & Eiq Lol =l A B AR R
WILICERZI I BED D D, Davis et al. AR STIR, HASTE, T1323 N/A
RRY — 7 v A EBREREmIC DO W T T EHE (7% 3 > TMRA-TWIST)
7O Ra—L"EEANDE0TERESCIE i HASTE, STIR
. N _ . Eutsler et al. FEIRET  STIR 404
FHELAEVWS, IEOHIITIRINTWVWS D Bl STIR, HASTE, DWI(b=50, 400-
DHEF 19-2 |TRT ., —f&AIC. BRI fluid- 500, 800-1000s/mm?)

N ievelstein e SRR ING : = 25
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