0. /NEHICHIES 2 BIEMEEEOBAY —_4 T R
D @Loic

WES OBIn T B DS, B O, BAZ ) =Ary —2 v e ERRENS
R TFRA O KIC X 0 24 B EEEE T O &ML R TR AN ) 7 v P 263 5,
bbb, BREEE L ZE S NS/ NN TS 5, —HOBERMEREEIC S
T DAY —_A 7 v ZAFFIABAFA, o1l ERPROUWEICEN S 2 & 23k
HINTW B, ZOHERFEMMEHICL WV EARS>THE I ENE L VAT -4 F
VAFEOEOHRMIIRZHL I T Wi, 2016 4E 10 H, KEDBAFEEDHF
£ & L ChHif# & 7172 Childhood Cancer Predisposition Workshop 1, [Effi, #&ixh v v
€7 = SR R SBEMEE O T ¥ R A= P S —HICA L, DA B REEEE T
A7) —=v 7 W BB, 7Aa =Ty 7, TR ERMERE L ZEBEERRE L
720 £ 513 2017 4F 6, 7 H i< Clinical Cancer Research §&® Pediatric Oncology Series
IC 17 ROMEGEHLE LTAE N, 2 b ITiD A S EMER T o £l R
RN Y T v+ DIREE DDA RFIEE D 5%LA E2V NI 234 & FAET % & Tl
INZEEMEEICOWT, ZOHREBAY -4 7 v REREBRREINTH S, K
HicH W TH, T b OEFEEAEZGIL U EN/NGERIEESGZRTA F 74 v % %
TEREND B FE A, 2017 4F 4 Hic UNRINCSFIE 3 2 BRI Ic N 3 2 2547
J LIEFEGIFEEED 720 WL | BEERAEK L 72, BE. 284 F 74 voffk, Es
Hhv Vel v IEOBEICE Y HA TW B, RifEo—bie LT, Eilo 17 Kok
B IC OV T, FEEHEESICE T 2EN T F AN bl XbLEa—T—2%
o, HEREDRAY —_A T v REEFRLICE L OO THET 2, NEIICHIEST 558
CHEESEO Bt b 2 L 2 W 5,
2) Yo XS RRICEIREREE % 55 2

R PEMESS 121 Li-Fraumeni fEMERERPIRE M I A< v FEERIBEGER 2D X5
ST RRIEETIC X 0 ZRA 2 FHE L 5 2B BB R IR O X 5 108 b
kT, RS F -0 RAGEREET 2HEELRELRD S, £z, DA
Y—_RA TV RICL 2 RIARARAPLBHEBEDO LSO T Z Ol E D EM TR E L
LD BHEEED B0 N ABIEIC Y 7 3 EMNE OB GRS % STHICE 43
BdH 5,

BURTEES D% {13, ORI CH 2 WIEFERMED A DRIEEEH T 2. Qmfllt:, %
¥, B2 VIFEERPAEET S, OFFE LY RVERICHAEZRIET 5. OBGEME
ERFIC RN e BRI 2 Fio. OFEED 2 CTHRIET 2 B A5 %63 5.
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Lo EBRED 5. BEMFHE LT, MREEEIRE 1 ik 20 7 = 4 LB,
Beckwith-Wiedemann JEMEREIC 351 52 BE&iE. PTEN W@EMEERFEO BUEIER &35
FoNnd, £O-1ITHADORIERED 7 < THEEIEEE 2% 5 A %R 3, DICER]
REMEREIC 351 2 EREFE, 5 7 N A4 FIESIEERIC BT 2 8L Z 7 F 4 FES. Li
Fraumeni iEMREFIC B T BRI R ERA LR EDRH 5,
3) NEZBABEFICE T BSOS

St. Jude-Washington University Pediatric Cancer Genome Project Tl 1,120 5] 20
FREGO/NEBRAEFZNRIC, &7 7 L, £723 - BIUO, &7V —Ly—27 1V
Rz T, HREREREE L 27 2 8EMES O BEEE T 60 2 &1 565 BInTIC
DWLTHET X L7z, 95 6 (8.5%) 03 A 5 e BB s+ 0 A JEMINE R AR N Y T v
st E ., TP53 (50 ). APC (6 ). BRCAZ (6 ). NFI (44). PMS2 (4
#). RB1 (341, RUNXI B{l) DIICHEL A>T, TDIH E8FlIICOWTIE
KRIGIEDENT S T3, BADORIEEZE T 5#1L 2341 (40%) TH o7z, —J7. KK
T 914 o /NE - AYA (Adolescents and young adults) 23A HBFE ZXIRIC, &7/
L, F20F - BLN, £V — LY — 7TV ARITV, HROHRERELCETEET
110 2 &% 162 B IC 2 W TS & v, 2SAFER D FHEZX T Normalization Z 1Ty,
NI - AYA 2 AEEE OK) 6% BIEEEE CH D Z L BRB L7z, TRHITIECIED
TP53 3 b m S ICEE® b 3w BRCAZ2, RBI, NFI1, LZTRI, ALK 7% &5 Z LITHiE
7o LRz, EEHEEO BTEET & L CEARE ST ViR T OFEED
RRINT WD, £/, TV A TAV I RBERESH Y, NEPABRZFICLD S
BEEESEOR GV LD 10%IEH 5 EHAREBEINTNS
4) DAY —=A T v 2OHMME

KIGH A Fos A BIZERDI A 70 E DA AT B W T, ARSI X 2 B A%
R332 DV RedGET 2 2 L 3AMO@EY TH 225, /NESL AYA RO AITHT 2
BAY—_A 7 v ZAOEHMEICET 2MmEIZIZFE A ER v, Lo L, Li-Fraumeni fE{%
BT 2 bry b7 R ba—n | BAY =4 T v 203, BREIRAFR, T 51
EMTPHBREEEL S 52 L 2RB L2 Lid, TPS3AEEMIERIIERI AN Y 7 v FMEE
F. 0T, BEEEREICRKE A v X7 b & 5 2 72, Beckwith-Wiedemann i
EREEF 1T B IEE S IMRAIC X 5 Wilms JEE & IFFED 3 —~ 4 7 v 23 EH
BATNICOAHTHIL P EINT VS, TNLEPATF—RA T VRITLY,
RIEEOMK S Bic, £/, BT IHNCBAZFHLT 2 2 &2, BEEOK LR
i FAlT, BTRRIRET O RLEICEE A D | DWW CIBRBEREE A K L, Em Tk e oGE
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LI25ZEzmRLTWw5,
5)  A#RFESICOWT

Genetic medicine DFEEICHEVBIRTENESZI & 22 S 2 /NE DI A £ h
305, AMCRNEEEMEZEEO 7+ 0 =Ty 7 FT7RED [TV 7 v M #
I, EREE NEBABZECNLTCZ )=y — 27 2 v 2 %T0,
incidental/secondary finding & L C23A % B E LT O AN AT R YEI N Y T v
P ASHHE I 7RIS, HEKBRE B X U2 DR E IS L CED X S ICEBRIC Y IR
WARE T 2 LEAK A TS0 L Bbhd,

2016 F2K[E D A ¥ 251k Childhood Cancer Predisposition Workshop T i3/ K
ICHRIES 2 EREESE 2K 0-2 D X 5 IcHH L. /NEHICE X %2 5% LotfERETHRA
ERIET DAREME D B 2 BILHEBRICOWT, DX ) BRgE - REEZ, Mdrs, &

2017 £ 6. 7 HIC 17 KOEGER L & LTAR I N, ARIZZ D5 B 15 KOG,
I X O, DICERI FEMEHEIC D W TIAZEE S A% 2018 41 Clinical Cancer Research &
ICRER LMW Ao KB EEEEO L F 2N — bt st a—T —
JEBCEN LD DTH S (K 0-3), Whole-Body MRI D FEFFR IS D K%, A7
TED MBI T 2 B AP =<4 7 v ZORBUEA % & A IC BT TRLBAY —
_RAZVIEDRICHIERZNEECTH 2 L 5D I3 2fFk v 0s, S OB RS S
ZEO—h b LB MET S,

1. V=799 *=—jfife#f (Li-Fraumeni syndrome, LFS)
1) BEEETLERER

TP53, &R EMAEEER, £ 25%13 de novo
2) 2k

LFS 3RWRBERTHEI OLLIKIC O 2 BAMEOFRIEY A2 2535, 7. [H
Rtk - BRI D G 23 A D3R BHIE IC T84 9 5 . LFS D27 icid TP53 o A 5Efi e % 51
W) 7 v+ ORI UETH 523, LFS Z5E, TP53 DR A & 1T 5 HhifE &
L C Chompret #£#E (F£ 1-1) BJALfEHINTE Y, #EHEHFIN TS, AHEHEIC
I N T LFS a 7S ORERE, /- KEREOEREM DR WHEDBA % H
ICRBHICE S BER D B,
3) NRHICHIES B 28 A

INEHIDFIE ) 27 (Z3EH) 120 F WA 4%, 5F F TIZ 21%. 18 F F TIC 41%
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LOWMEND B,

NBHNIC I, B ANE (30%). BIRERE A3 A (27%). MEE (25%) . BEATRE (23%)
3%y, TARC database R18 IC&Fk X LT\ % 20 FRfiD 4 570 JEEIC B W T, kfiE
B ClINRAs#2sA (42/111 JEE;) CBEZFME (24/111 BESES) A3, $KEFPAIE C I3 BRI A
T (68/102 ;) A3% >, HIULE (25 M), #hie2rfE (13 E5) d Rons, 7z,
INBIIICHL DA B FIET 5 & L3 T 0228, FRE L 72 5UIRIESS 11 0 5 b 4 JEE A
RIS L SN T3

—77 . BRIE R RRERUT AE O 80%. EIEKE 2 A D 50%., Ifig#H2IA D 40%, K
2 fEREMEY v AIME O 40%, SHH B3O 10%L L, BRED 10%. ¥
ALL @ 1-2%I1Z., BH S 2> I FREEA 72 T b AT R Y] TPS3FRI-N Y 7 v b 23R
INDLOWERD VERELET B,

4)  EEERRR

N E T 250 ML E o AFEMIIERY] TPS3 RN ) 7 v b s l&E S n<Tesh, M
SITIRI L ENBEASY T v k5. VUS (variant of uncertain significance), JE
JREIS) 7Y PR EICHEINT VLB A, 2 3BHEECoOFHECcH v . 5% DIEH
DEBICEVEDY 552 L ICHEELRMETDH S,

TP53-DNAFESTEIEDO F I F v b AH T 4 7RI X2 v ZJF D T v b DAL,

EREE CHRYIRIE ORI 2 2 L, Z ofto#s 7+ A KIREN ClER o R %
2T 38D 5, MDM2 %5 TP53 4 v h oy 3NoEME (PIN3) 48, 7o 2
TRRY, TP53 DBEHiNT b £7- LFS OEXBAICHELY 52 2 2 L ARBINTH
%,

5 Ry -T2 (F1-2)

AR, BARBIFER, I X OREREERSE - SL T DR E HIYIC TPS3IRIY-N ) 7 v
MREEEZEORAY—_A Z Vv ZAOHERERRBIN TS, FFic Tty b Faba
— ] TlE, 25 MRI 2 MRI 28 L2 A% —<_4 T v 2 %{T\0, BERR oo fE 32
AT, y—A TV ZEE59 AT 19 AT 40 DIESBS RO o7, —17. FEH—=
A7V ARETIE 49 A 43 NI 61 DIEEARIEL 72, —<_A4 7 v 2F D 40 ffE D
55 25 B IFFHARHK 7L — FH 2 WIEHIBARETH Y, =4 TV RICL D E
P b5 ZRTICHE 2R A TE 2 2 L BRB I N, 5 FEERIII -4 7 Vv RAH
88.8%. IV —_ A F v RARE59.6% THEXE ZRD 72, 225 MRI /i MRI IR A
FRICERGREETIED 72, 28 MRLIC X W FER X N2 522D 20%I10E %
T RRL7WED S b 2R IEIEES A (sfatE) Th b, RiEMEd 2445 -7

18



ZEnb, BE, MEHE L EMoRELEADETIT) T EPEETH L 2 LIRE
AN, AACR2HI1E, [tav k- Fotra—n] 2RETLEF—_A4 T v 2pHE
INTwE, TPIIRAFED 2753, dMAY LES (K 1-1) OHBRICAZRRICES
BEICHLTOAY —_A TV REFTIC L ERoT WS, y—4 T |3 LFS &
ZWT S KRBT 2 25, TPS3RINAN Y T v MEEFH OB LR E Fo 7134
ETHRAMEEZTO LI 2ABUNICY —R=F v 2% [lET 2 2 L3RRI LT3, -
WD TP538) T v F OFEICH DA 72— 4 7V RN ETH 5, F—<_4 7
VAT, EMZZOBRICHRBESCHKIEELZER T2 2L, £, HHavFa 4 Fotk
FE v OMEFN I, MFRR O E LFS TR Y 9 2kEEZAM L 72 ECTHEZ
TICM 2B LPEETH B,

RBIEKEBRADY —_A T v ZIT/NRICH LTIt 5, IEER - Al B os HEsE
INTWw B0, Bl i Mg 556 IR A v £ v iRE cREE 3 5,

i MRI & 458 MRI 34, PEILICRKAIITI eI nTwE 2, NEIcE
WTRAFY) =7 20ERER/NNRETZ 2, £72, M2 E 27N L
TlE, M50 MRIBRE Z [FRFICHE 1 BT C LRI Tw 5,

AN BHNCRIET 5 2 i3S, 18 F 250 HOR#E Bz, £
7oy KIENICEFEEILS A DRIEE 2 5 70 b 13 Z ORIEERT D 5-10 EHiTA» 5 H O
2t MRI BEAHER I TV 2, ) A7 EEERIFLEUIBRTICOWTH FETRET
B35 HLERD AT L TlE 25 F 2 b o NS %2, BERGHE I L Tid 188
PODORERZEREZTL L LI NTWwE, AIFICO W T, EERIA 02k 24
RO\ EICORBEEDT = EBR D TH =4 FZVRICIEFEIN TRV, H
— DA L CHIMF DRI & 78 2 HH 2 185 S /- BF IO L Cid, SRSt %
BT 2720 0EHN 7 CBCREREZET X THS I,

6) F—_A T vRDLIRIAI

Y—_A 5V 2%ZTE/NRICET 300G ECHET 2RI R, F—
_RA T VREAMAT LTRSS BETH S, TNE T, BASFOFIEE % FF
D LFS OFjEIx, RSB ICNT 2B/ NA E0%  ofkisr b, HEREMEZ T
LKL TWREINTEL, H—_ [ FVRICX Y BWICES 2R RT3 LEL T
DREFH L, =L TV RFay be— VBB I L, KO, EhE525% &
NTW3, Ll BERRT V2 —ADHF—_A 7V ZA%ZT LFEBEICITZ LEES
FERE, DB RRER L 2 0. S HICIESEIAHD KE (D LD %, Scanxiety &
FRE 2 ERZBNIC T 2 AR RICHEET 24T DH 5, Kty —r vy -7 Ll

19



RERREEOFE, L ICtE v TPIIRINF X 2 CTH 0 | Fi7e L HEE LSRR D
LT3, b FERMPERER, FRE, By v e 7 -7 805 7% 2 Uik
TTF—Lh KIEREFEORAERLHERERES L L bic, ERLBRL Tuhkld
WX 578w,

2. MRSRHERERE 1 71 (Neurofobromatosis type 1, NF1)
) BEEETLERER

NFI, 17q11.2, HEEAEEER
2) M

BERR 2L SE - I oIHE T 2 THH M ¢ NF1 L 2Mr 9 5,

6 LA EDH 7 =« A - LBE (CAL macules)
2 A LA L DS ARHENE (B R 0 #AERRMENE o D iR MENE 72 &) £ 7213 0%
A PERRRE HRAE N
i o 5 1T BRGSO 22 UNBEAR L 32 BE (freckling)
FRAHREBIE (optic glioma, OPG)
2 fHA EDUTR /NG (Lisch nodule)
R 5 BIRE DAL (B - FRD 2T, M 0%, &S - BiE OF
Rig)
KAEN CGBE—ELB#H) ICRE
3)  NRIAICTIE S 2 A3 AT

NF1i3Ah 7 = - & - LB MEAAEIE 2 e L, 2 ofttd, IR, kR, BIE.
{CE R SICEERiEREY 23 2 HBETH b . HREAREEEOERERECTH 2,

INFHA A & 2 S C L AR AR R B 3 44 ©. OPG %% 5-6%. brain stem glioma
7 & D% D DRdfEE A 1%, spinal neurofibroma 23 0.2% I A 5415, OPGIZBIL T
¥, MRI D227V —=v 7 Cld 15%D/NE NF1EE TP R LD TN Lok
fllo OPG RNz DHiEd H %, NF1 ich LN BhERN OPG 12026 6 F

B-4F v —2) THLN, NFLLULORFEN: OPG B & Y & PR IZ—RIYICR W
EINTW»3,

Malignant peripheral nerve sheath tumor (MPNST) i —f AH 100 T A D 5 B4 1
ANCHLNDIEFICENBIEETH 2208, NF1 Tld—AEET 8-12%ICHbN5 LI n
%o /NEHITIX 0.2% &R CENICA 515, FDG-PET 22lic A TH 5, atypical
neurofibroma (¥ R ® plexiform neurofibroma 2> 5> MPNST @ HhfE]HY 7 {23 AJHZE C
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»Ho,

o FEE BEEBR M A IR (Juvenile myelomonocytic leukemia, JMML) (2 NF1 300 A
F—ANDEIGTHRIES 5 L b T 5,

J& VRS AL (Embryonic rhabdomyosacome) I3 NF1 @ 1%L M ic&0E3 2 23,
—MRAD X Y EET, 0-5F, B, WAIWIREEEHEGRICE W I Tw b, TkiZ
JENF1 BEF L IzIZFEF LI N5,

1 EMAEE 2 & D N R IEE L NF1 @ 1%I1CH 50 3 A/ Tl TENTh
%, Glomus 5. Gastrointesitinal stromal tumor (GIST) 1Z NF1 @ 2% T& 6 315 25,
/INR I3RS T E(0.1~0.2%) TH 5,

4)  BIRFRIFE

D AANGIEIR T 5 NF1IE 62D exon, 4K 282kb I R UF, 2,839 7 3/ Wes»
57t % Neurofibromin # 2 — F LT3, FAFHANY TV b e RT 7 LREDPFELH T,
RAS/ERK/MAPK v 7' > W icBi5-3 5, NFI Dli T ) )VR% 1L RAS o 7" F gD
H2 RS 5720, BEMEOMAEZ X729, &7 LRED 2-7%D NF1EHTH
53, MPNST @ Y X 7 %3 2-3 {18113 % . In-frame deletion(c.2970_2972 del AAT) i3
HT7 A LEOKRT, EEORE X% . SPRED 18512 %12 X % Legius JiEf#
FEICHIL T3,

5 HEREF—_A4Fv2 (F2)
5-1) JBIRARIRRAT

FEIRIIC NF1 23%8E b 1L 5 i35 Tld. NFI @ sequencing, deletion/duplication f#fT 23
HERES N 2 23, IR FZWT DRSS NF1 ORZHi 2 £ 2 2 b D Tld\v, NFIDI
PN, ATz - & - LEED RO X SPRED 1 Ot MRS N5, 2 b ORF-S
V7 v FBREEoGE R, KRy =7 vy -t X 35 F AR (GNAS, MLHI,
MSH2, MSH6, NF2, PMS2, PTPN11, SOSI) DBEEINDLIXETH D,

5-2) y—_A T v R

OPG 1Z/N NF1 o HlIAEFRICHE L v, £k o 8 Tk 6-12 »HEICH
L\ I3/NRE 2@ L CAFE 1 I IRBHY R %2 52 10 5~ & T[RRI HHEF R %E 2 4 % 1]
CHRT L L0 A Y v+ DD IHERENED OPG OFERICIF MRIZSHH TH %25,
Bl 7V —F VOB R I LTy, TNRIRGICHEEFSHETH 572D, 2/3
D OPGIHEMEHL bRV E INTWE72DTH B AL AR IV ELRGED B 5 D3,
AT HESE S e v, —J7. NF1EE DO OPG USRS o FAEHK 1%
12% Wb oD, —fRADLVIZERTH L LRBBETRETH D,
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MPNST %4 v % B 2F 3720 F 1 [B O & BIRRAE 2B HELE X h 2, B
S DAL D FHAEARMERE DGR, FRERSAII AR, WA ORgIR, Bk L VO Z IR
T, UITFICZET 3 X 5 %5413 MPNST #5855 : 225 MRI CHREHEE D 2
WK D 5. WHOWERDB D 5. SRS % 2 72507, Bz T#fc SUZ12
&AM R Y @ NFI microdeletion 28 & 2 5 & . LA 4 T atypical
neurofibroma & FZWr X 172507,

F 2B I, EREE TR B WIEESBICHEE S LT BTN
N —F v D MRIBREIZHESE X e v, 1%LAT O/NRIADRIEY R 7 LEFEZ b T
G EANEIE, PR S AESS . MPNST °3E OPG ICtf 3 2 FRN N4 F~ — A —
H{RDOY =4 7 v 2RI N,

6) FRAHA~DEATICBE T 2 fESEHIH

NF1 O #FFHENITFERA 72 MPNST O £ ) 2 7 K32 h v vv ) v 7 %2210
ZRETH B, 30-50 FOLthid, ABADY Z7B 455G R2ZE2MLINTE
{RETH2, MPNST IcBIL Tix, 16 FLAE 20 F £ Tod NF1 EEF T, KAHHD 7
FO—T v TRRO B0, 25 MRl 2#E T3 2 BRI N3,

3. Bt Wilms % (Wilms tumor, WT) - E{=:HFZFE (hepatoblastoma, HB,)
) BEEETLERER
1-1) @K R AR
- Beckwith-Wiedemann JEf&EE (BWS) : 11pl5.5 D7/ 4« =¥ 7 7 LEREIC
KO FAE. 15%ICKIEMESIEDR A LN 5,
BRI 5B 11plb.5 fHE S ) 4 - e LB AL, WT - HB 72 &
B RMENEE 2 B3 2 DT, BWS b AILA<2 FAVIBT 2B EZ LN D,
- Simpson-Golabi-Behmel JEfERE 1 B (SGBS1) : EILEML 113 GCP3, gtk
MER
* Perlman JiEffE: BATEIG T (3 DISIL2, HRtESH1EER
1-2) Z o fth o fEERE
- Bohring-Optiz fiEfEHE: BT8R T 13 ASXLI, HREREEER
- Mulibrey K& BfE: BEEE T3 TRIM37, H3E5EER
- BRI YA ZREGR: B8R T3 BUBIB, H3GASIEER
“18 P U v I - BeAfREE
1-3) WT1 BEAE e
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- WAGR fiEff (Wilms RESSS - SEUTRAE - WA IR AL Gl e 73 T -G e I REMR ) - WTT &
PAX6 % &1 11p13 K&, HQ A ENER

- Denys-Drash JEfERE: BEEE T WTT, &R EMREEER

- Frasier fEfER: BB T3 WT1, HEHEOAREEER

- FEE Wilms 55 B8 713 WT1, HR e EREn
2) 2
2-1) @ACRAEGERE: BWS XEXRNE, ER, WEIEK, B~V =7, itk R, 5
i/ NL, BRI, B B e E R R e L. 11pl5.5 MY A, v
LEHE R CE VL, BWIEHEE T 5, LHEERUIL, HER/ Z DRICTEL, 2F
[ER5 /e /RIS A L B, —80IC 11pl5.5 7/ L, T 57 LBEENRE XN T
w5, Simpson-Golabi-Behmel fEf#HE 1 Bk, HARTEO B, FERESH ORH, Mk
B, KO, B, DERE) MEERE, MosRE 254 e 3 5, Perlman fEMRREIL.
AR IR BRR, A7 SR ARAK R BB K, Rr SRS, B A0, R T8, i T AR LA
CERZRHLE T 5,
2-2) % Ot o fEMERE: Bohring-Optiz AEMERE 12, B O BREER, REBIES, EEE
MBS, = MMEEZS, ATSEARS, IRERZSH, BEAKIOIRAEDE, IRAGZORE 1 /T BE SR ih % FF
e 3%, Mulibrey (K5 RABE X, RN, < RIAWER, WERRRE, Nk
WS, pafggE, = MEE, S e, P, IREHEM R 2R 72 . SRRty
A ZFEMERE IR EEN & /NIE 2 Fri & U B ety ( RAIIARE & % % S
A 7 SHEICRNT, Foli., BUBIB &[RRI, Rtk iz s 2 TRIPIZ %
BEEET L 325 MVASEERES#HE X 4. 6 fil2flic WT 23584 L T %, 18 trisomy
(. /NSEAE. HAEIE. HRUEAZE 7 CRRN A, O E E AN Wi ERE A
2HY . 90%DIRRIZLEREVEEZEHT 5,
2-3) WT1 BIEEWRE: WAGR FEEREIZ. SEADUAE, IR & WG 2 R
&L, 50%DEEFIC WT 28%4 9 5, Denys-Drash fiEffifix, MEIRERA. M2
W5, BHEZ R L 3%, Frasier fEMEREIL. SRIRTERR, BHERMERE, BA2 2R
L. SRR WRREENE 237643 2,
3) NEHICHRIET 3 A AME

WT & HB iZfRIRERA TH O /NERENCHIET 2, BWS % EBE T 4 7 i\l
HEIC AT 2 e AR R AR & /NI ICFRIAE T 5,
4)  EEERR

BWS (% 11pl55 KD 7 ) L - T¥% ) LRECTRET 2, W OhDHF T XA T
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WA X, BEEFAE Y 2 713, IC1 (imprint control region 1) & A FL{LEE (28%)
&R T LdD uniparental disomy (UPD) #£(16%) i@ <. IC2 K X F L {LEE
(2.6%), CDKNI1C #IEFIRI-SY 7 FEE (6.9%) « 7/ & - &7 LRE R LEE
(6.7%) Tk, —7F5, 11p15.5 7'/ &« 7 LEEOHMIIAREIC LV ERH D |
AHCIE ICL @ X F MERED D 70 v o © | IS FEASHIE b (K < . BWS47 fild 3 filic HB
DBIEINTVWEDATH 5,

WT1 BEEERE o ©, WAGR JEEREE WT1 & PAX6 % & 11pl3 Dtk R
KDBIRIRTH Y, Denys-Drash JEMERE X, WTID exon8,9 ICRFH LI A&V AN
7 v b+ A3, Frasier SE{EREITX WTLintron9 IC A7 I 4 ¥4 PEFEEZRNT, FKEEEMmH
M WT i, AR IR N 7Y Mick VAL 3 22 b5, HRAWT © 9%
ISR E T 5, 2 D 80%IC WTTHEENRD b, Z 0P FIdIEEREETH
%o 720 WTIHRINY 7 v MiC X 2 RIGHIFAEMRTE WT 23 4 5% G 3 T w 3,
ZoRRIC, FREDIEMZ R E 7\ WTTIRHIANY 7Y MREEDS WD Z e %, kT 5
WERH B, Fill, KR —s7 vy —ick Y, Hzic CTRY & REST HF NIk
KEMEYE WT O BILEE T & LT & v/,

5) H#EREH—~_A T v R(F3)

WT,HB & B4 2 EERfE & . @SRl Y 27, e EEmRPREEZ RS, WT 5
AV R DB BIEFEREC OV TIE, HERFE 7213, BWiFFX Y 7 ¥ oitA H % <, 11
A% 3 HEIiT 5, HBIc oW Tid, HAERE 213, ZWkX Y 4 F ot
HEC. @EflEimEsiEa 7= 7074 VllER 3 7 HBICTS . BIFRRIC
XY, WT-HB &bm V) 27 ECid, AfERom bz, K, )X Z7HECIE, 1BFEE
FEDBHRIC X 0 | AL PR, UL, FNC X O RAET 2 EHERFROM LR X
Nz, WI OGEBAEOESICLY, A7) —=v 7 OoNRICR 5 WTTAETEML RS
WY T v MEEESEML T,

6) F—_A4 Ty RADLIEAMEE

WT, HB 4 —_A FVADOWRENR T FRKmTHd L, 7RV —= v 7EIC
R D R R OMES I W2 0T, HED & & A0EGS A I
TOMBEIT RN ERTRBINT WD,

4. B RELEIEE (Retinoblastoma, RB)

) EiEEET LR
RBI, WHREOAEEMEE, 9 40% oM FME R ERIEcd 5, mIRPEDIZE A
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YL IRYED 10~15% 2585 Th 3,
2) LY

R IGIER L 3~5 A 100 TATH Y. #12/3 132 FHTIC, 95%13 5 F F Tic
2z, IRERNMEEIFHIIENE D 95%LL L343 5,

3) /NEBHICHIAES 3 DS AR

AR VA B AT A e & 7 IRPE o 2R Dl o P iz Z v E s L 2 10 22H &
24 PHTH 3, BEHEDGEITHIRD 2\ IZ IR Y: D HEIIEM A i i 2 < IEdiE#
PO (P E) 2 E T 2 ) R 7 8% B, KA A& LT, BAME, K
SPAE, S BR. IREES. BEE. KA (RRcEREAE) o) 27 238883
2T EAWEINTEY ., RIEOHRMEENIT 15~17 FThH 2 (F: HRADKEH
AT RENEN D 7 <L BB OSEE A E W 2), — T, Il B, JER Lo B
ROBAC. TEONMED Y R 7 BRATHEIMT 5 2 L AREIhTw 5,

4) EBFHRE

1971 12 Knudson 23, JE{&E & FEEIETE O M REZEHIREE O FiE - fn D AT 2> & 2-
hit IREEZEZH L, W7 Y ic BT 20100 RBI AIEAL 23 HEHEZF A A o FEHE 1 44
WA TH B Z L "R LTz, RBI AHEMIRIR N 7 v Folz L A EiE 90~95%
DIRBEBHF T2 COMIRME D % RS % FIE T 5, exon2-25 OF vt Vv REBL U7
L—Ly 7 P NYT v MR IR A EHERERMIRERBEMIEE 20, chb i
KIEHI TR EHEICAON I[N TV FTH L, IRV AN TV b7 oE
—Z = DNV T VR AT TAZRFA DAY TV RERERDORKFHNY T b
ELTHEINTEY, INOLDEFETIE KA DB KD - 72,

ATEHIIE R 13 B @A RBIO RIIC X 0 EIESEME RIET 2 5405 %, C
NoOBFIZESUCFH2EH Y REL 28, LOEEE., B AP, FIRHCER % k2
DM ENEEZ LS . £/ RBIFRNANY T v b OEFEHIRIIE YA 7 03B X %
6% D F IRMIERNICTFES 3 Ll S iz, KRy —7 vy v 7o ki X b 5
fRINEF A 7 DFRAEN EHT L Bbi s,

5) HfEREY—<A TR (F4-1)

RIS ) 7 v b aboF v ) TRIEGREOREY 227 Th b, RIAFKESHIR
FODICEET, REKNR 7 ) —= v 7R X5, Abramson O IZFKIERE % >
BEICHVERL SBHEEN R —_A TV REITI T LT, A2 ) —= v 2R v
AR THERECIREREAFES LA Lz (67.7% VS. 38.2% 5 4F 5 P<0.001) &L
TEY, AT vEFDar— b TIERPABHEEFHR 7Y —= v 712 X > T 90%ik <
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D BE DS & HERE L 720 45 YL o> ARBEEF A e | AR O s O B BT < IS FBIE L
HUORIIC X VL 28 %2 KT L, — T ERR CIIAEERICRIES 5 2 L A%\ 7z
o, FHAFER IR PAR cEETH 5,

IRBRNES RF R 72 3 — _ 4 F v Rd, AR S 5 0 it 1~2 HLLN O IRBHRE TH
DEE R L b g, IREMRE IR AR LD 3pAEClk 2~4 8B cLIFLIE
B L CfTb N b, Z D% I FiRE% 3 2 AR chlth L. R4 clifdz 51 <
WY, IREMEOK TEIHIIREL Tldd 225, BHEIE 5 FF Tt T %, American
Association of Ophthalmic Oncologists and Pathologists (AAOOP) D IREl 9 —~ 4 7 v
AfBEa v v R VIO &, R 4-1 BT, (F 0 DOETIIISRS B Rk
R Cld7av iz, MREFIEIIMRICX VR 5)

MR O AR RTE2WT & L CREBlo ME A 5 X IR MRLIC D W o#RE
D38 53, /NS I RS i HE BRI C I A L v, BRI R R T 2 B R D
B 3 HBUR T IdAERRILH T, HEERTRE & 75 o 72 B ISR M e iRt Bl 1 3 5
BARAY v ) v 7 %ATH T & TRIEAIIRAE & IRBHY —_ A 7 v R &) 7 5 Hl i
B > THE I EITATHE T H B, 50% DR C i (M ISl E % FAE 3 2 MG V2 %o A2
MR RS RBI i) -N ) 7 v F 2SS 272l Cld. fiRRic X o TIZIRIEE B D 5 »
12 MRI % 34725 38 HDO K ICHERE L T\ 2, b LIEED B2 2 otz &
BT 25, 2DV A7 ER/NRICL, 2oL 2T E 2 AlREE DR D M~ 2
FDEAIVIERRET 201, B OEMFIC K 2T EIT O b LIEEA AR
ICROD LR, BB VIEFHAERTY —< A4 7 v 2% Tbawigaicid, ¥k o REHHR
FIFHAER 24 RFRIINICAT S T BRI Tnw 5,

A E R R A R o = (M A A A (FASRARZERE) D U R 7 13 2~5% LA N TH
. GHEE MRIMEIZ, BWOHER 7 ) —=v 2o 5FET6pHBOR 7Y —
ZV 7L HERRICIED B B, ARETIHESN MR X 6 2 A5 ¥ Ciig 3 523, =
— 1y N TR 2 T @ 1[5 CHEE 2 LARTIC AR IME S 2 2 1 TR wR Y 3 —
~_ A4 Z v A2 MRLIFHET L TWwinwe,

50 F ETO 2 RBPAFRAE Y A 713, AR IEZE AR 53 0 B IR A A O HUR #R
BIEH Y T38%., %L T21%TH o7z, RBAFIEDERDhUMEIL 15-17 FTH
D NERAD S DR ) ==V FOBEALETH L0, A7) —=v T a s T L
ML TR\, BB TR Y 7 v b 2 FD 488 L DR F O, BE X
DSAFIER 1T 10 4£C 5.2%., fFHELERILIZAET 147, HIET4l Thoz e S h
Tw3,
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NERHE BRI E O B E A D) 2 7 % fl-o CTh &, HHROBETK
FEBIREAT) S LR AN 2. £ A T/ — < DFYEFEMTH 5 18 F 2 b (34 1 [a],
V=) =T TED L CEEEREC X > TBET 2, (F HARADBE A BN
BEES D7 <L BSOS D &)

HEHAED U 2 7 28 A3 2 WE1IE, ATRECH NITRIM 7 + v —7 v 79k co
F—m D HEZE, BiE, FERICOWTOHEBEI RTINS, RY KBS ETTF X
A= PRV NEY] & B 2 2551, 8-10 ¥ 54FE 1 Mo H MRI 2R X N 355
b H 5, HEFMIEREE CB T 228 MR of A /N O %G HRNTTE TR
INTWEH, AHLEZHM T 272010133542 T — X B0E R0, JilF RN
RS OLBEEPRI N TS,

6) FEFREMBH TN T 29—~ 4 F v R

AAOOP DHEREC LB R MMM M £ D M F 10 L, RBI BB FHIRE %
1TOHIDHEEFRER % 7.5%LA L@ Y 2 7, 7.5% K 1% o) 27 1%k
WMDY 227 & 3o fERt (4-2) L. +~T& 7F £ CoEBOMRRHIERE DX
R LTwd Vo AKFCIIIERIEMBRE NS 2 RBI BRI D PRERASHE G551
RHPRUDS R 505, £ FRIGE IS 2 @I FERYFHME %2 17\ at risk D IMILiRE © P —
NA TV ZNBF TN RBRETHS 5,

7)) StoIimEtE

BUE o M st i s o (e s g, RIS R IC X 2 HiRTF, w0 R/ME, — k28
AU R 7 DIRTALIC B 5, BILFHIBRE L BIE AV v ) v 72 BE L ZOKIEDT T
DAAND T LT, HFEY X 75, ROt & DM OEENE, B L Z ORIEIC
NI oHERER 7 Y —= v FORMAFREL 72 5, BURMED BE T & o T, MR
DHIEFIMEVICTETHEECOEZ DB RPBARIEY A7 2 HH - TE Y, @Y%
Y=g 7V ZADOFE - FHHIC O W TRFROMEDR S { oo T3, U 2 7 &R T
DI 57 2B, WHEEZWT OES, EREFETIRICKL Y ROV —~A 7 v 27KD
TS BRI M i B DR D 7 T ICHETH 5,

8) ZHICHk

1. Skalet AH, et al. Consensus Report from the American Association of Ophthalmic
Oncologists and Pathologists. Ophthalmology. 2018; 125: 453-458. PMID: 29056300.
2. Araki Y, et al. Jpn ] Clin Oncol. 2011; 41: 373-9. PMID: 21051531.

5. Bt 3E (Neuroblastoma)
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1) MR ORIESME T 2 E - SEMERT
1-1) MR EE e AR B H L B 5 i

R MEF AL SUEERE (Congenital central hyperventilation syndrome,

CCHS)

- Hirschsprung %

- ROHHAD JiEfeefit (RMEFEEICE ., s, GURTER - B e pRAe fe FAEfRT)
1-2) RASopathy

- Costello fiEfEfE

- Noonan JiEfERE

- PR RRAEREAE 1 Y
1-3) Z oA

- Beckwith-Wiedemann JiE fEff

- Li-Fraumeni JE{&HE

- BRI C A U/ 55 e B R (e B
2) EIRFRIRHE

MRS IC BT, MRS OKIEE 26 2 - M/ [RIR % FE1E - ARFE e

fiE7e & OBIBHHERZ G T2 L BbN 2R e AT 2 BHIIH 1-2%TH 5, EInMEf
R E QBT EREEREEEE, BERIIN 63% LHEEI N TV, UTicH
FEEFIEFGAE & B 2 BRI 2 W CRER 3 2 23, BB 2R Il o0 R AR DT T 131
DR INTELT, RHMOBEEBIET DL LR RRINT NS,
2-1) ALK: A v 2 ) vZEFER7 7 1) — K@ s EHEMNF v v 3 F—ETHY I
ALY D 7 v MIC XY TIROBET A AT — VAL LI 2 feite s 5, ALK
DAEFHRIPREI AN D) T v+ 2GS 2 H OMFEIFIED REH 1L 50%RETH 2,
2-2) PHOX2B : CCHS % Hirschsprung JADFEICB G § 28T & L THIL N T
%, CCHS ® 90% LA EDFEHIICE V) 7 7 = v #HHREZA®E (polyalanine repeat expansion
mutation: PARM) 23, #] 10% 1 1ZFEFR U 7 7 = v RZZ(NPARM) 2 i S L 5,
FhRESRIEEFEE Y R 7 13 NPARM 29 % CCHS ¥ T 45% PARM 2H T 2 8%
TI%RETH 5,
2-3) RAS R DEILT © HRAS JiiIN ) 7 v + #H 3 % Costello fEfERE, PTPNIL,
SOS1, KRAS, NRAS,RAFI1, BRAF, MEK1, RIT1 &8 Y 7 v b %43 % Noonan Jif
EREDZE T LT 5,
2-4) TP53: Li-Fraumeni SEMEHRE C X IFIE O FHIE 1375 & T 223, pR337TH ©
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RS T v BT 2 BE MREFERE) R 7 8@V EATRBEI A TWY 5,
2-5) CDKNIC : Beckwith-Wiedemann fEMEFEHEE O 2-5%ICHFRFERIED U R 7 A
HDHIEPTRBRINTWSD,

3) HEREF—A TR

MR — <4 v 2iF, QALK DIEHANY T v F 2 HT 58, @
PHOXZB(NPARM) DJEiy-~ V) 7 v + %3 % CCHS, ®7TP53p.R337TH Dy Y
7 v + %3 % Li-Fraumeni fEfEHE, OCDKNIC DRIV 7 v 2 HT 5
Beckwith-Wiedeman fiEf&HE, ®HRAS DIRHINY 7 v b %H T % Costello JEMERE, ©
Z DIBEGENHZERZE T 5 2 L 2URE S N 3 R E 2 R EES R O & 2 Mt iE S
WL/ % SRR 0 ol o (R 1 s« Sush/iiik/ ) Zxfig &
LTITH & 2ifEdEd 2,

K [# Children’s Oncology Group D5 T 3,666 5] D R ETFE B H O 2 Wi E#E O
X 20 7 HTH D, 80%% 6 & F TIC2MWT &L, 98%A% 10 ¥ £ TICZlEnTw
oo TOWEESLT A, 6 FTTIIMEE 37 A EFRE) IKHEE{TV, 6-10F D
iz 7+ v —#f%H T C (6 7 Hic 1 BIFEE) MBEEZITH T & 23RS 2, SR
JED 80% I MEENRAETRIEL TV B T L 2bEioca —RLHATH Y., MEFEKE
(20%) OBRBICEMGEHL v M7 v 2475 T L %2R T 2, 72, RSEEE~— 7
— & L TfiiE NSE - R VMA/HVA OHIGE % [FARFIC1T 9 F b L X L5 28, Costello
FEMREIC 5\ TR VMA/HVA 3o A ICB b N T mHIC R 2 2 LD 5 72
DAEROMGRICTFELLETH 5,

6. Gorlin fiEfiE# (Gorlin syndrome)
1) EfEETLEEEA

PTCHI, SUFU, 3R EIERIZ. %) 25%7% de novo

~y UKy SRBIZV Y PO~y Pk v 7 ZREKD PTCHI, Wz v 527 O
SMO, W5 R+ D GLI1 & SUFU»57: Y, fildoigiE e 7K+ — o 2 IHIcBiG L
Twb, o TZNOLBEEEETORAI-NY 7 v Mk V| #iido@EgiEs o S {EET
LR RTLEEZON TV S,
2) 2k

FRRER e LT (1) SRR IS, (2) BREr, (3) 2L T4
fiall, (4) RSk ABAL. (5) 1HEELIN® Gorlin JEMREEEE ORI Z2 580
5, E7-. #150%DEF T CESL. KIEE, MIRMEHEZ 232, Gorlin fEMEHRFIXER
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RAEIR T BT &N 2 23, PTCHI % SUFU D4R RN Y 7 v + oftiz
BRI 72 5, % 72 Gorlin JEEREIIBULNE 72 & BICH Al % FAET 5 2 & 28
» Y. Gorlin fEMEREF ORI (FrcFLR) XFDE & v A GEmiie 551 o &
BB EEIT) CEPEE L,

PRl o/NRBEFIE R E CIE BT E 28 R% & ). FKRICD RO R 780
DRET 5. FHC 3 FLUT OBETF R R AR EITE (nodular) 7rv> LARAEZ K
P (desmoplastic) DEEICIZ, PTCHI % SUFU DBLZFEMIREZ1T ),

3)  NREHNCTIES B A3 ATE

Gorlin JEMERED 5% D BE A 2 & F CICHETFIEZ R L, SRR LA EIE 2o LR
HETERIECH %, BFEHE OBEFIE X 0 FIEFR T\ 2 & 23R CH v . Gorlin fEfE
HOBWIBICTR Y 5 2, BHHFNEICHN 3 2 BEHRERIC X 0 . BREEFIC %50 FLEKH
MFEAFA T2 2 L AME SN TE Y EERNICGEELSDLETH 2,

Gorlin JEMERFIZ %O R1E - TS % FIET 2 25, % R ECHIR0E 23 AE
ISR L B EE. SEEIC S KL BAGEIR R 10 F R S EER AT S
25, 2F CORIEDHED H 5,

ZDIE o, FLIHAIC ONARAE R, FEIALIRE O MR IC O HEIEZ 5 2 2 L A d
%, BERUTAIE S BRI R O MG 235 2 3 TH 2,

4)  EEERRH

Gorlin SEfEfED % < 13 PTCHIJRWANY T v 2 HT 228, HEMIEEY 2328
Tl PTCHI JRIIAN Y 7 v M A3, $E3FME%E 29 2 BE I SUFUBEINY 7 v b3
el s c R & B, Kool & 13 SHH BUBEZEME 133 1] (VNIE 83 ) st 7
a7y A) Y Ek{Tv, PTCHIENAY 7 v b3 & iz 60 Filrf 2 51234 b e
BIPRAI AN TV P TH oz L, SUFUSENNY 7 v F 3 &z 10 il 6
A AFEAIE R IRII S ) 7 v b TH oz e HEL T3,

5 MR —<A4 TR (£6)

5-1) PTCHI RN Y 7 v MEEH 1 10 F 2@ E 726 1 41 1 R o 8l H
I BRI % 223 %, FREMIIESBIR SN o X VERICKERIOBEEZT 5,
RAE ISR 2 —MEEZ 2T 2, 8 FICIIHBL v M7 v EER2Z T, 18F
ICRNIEINE T o — A DME 21T 5 . IMEHRIRE T4 Tl VDS, fREERE 2
SHPHZAL. % DS AT R 23 & WX BRIHE SIS 2 5 2 GEYI 2B 2175, d L
BEZERE S [0 20 AU AR B ST 1 Fole 9 2 B2 S s & (Rl 9 2 7= o FOT ARRET (3 58E 1
LRETH D,

30



5-2) SUFU JiEiyN ) 7 v MEEH SRR CIEIBEFEO R 7 Y —= v 7 IcBI L I
CITRIIHEL LTy, L LEFEFRIEOBEHIE I3[R o MRI 2HL 3 Z & 25—
DiiFk CHREEINT VWS, 3FETRA42ABEICMRIZE Y, 5FETIE60AF
IR T 5 S L RT3, PTCHIWRMNANY 7 v b CREFIESRAE L 285613, i
SIRREATEVE B 2 ) 2 7= D ic, BURHRIEE 2 fE D iRk 2 BB TR & TH 5,

7. 77 V4 FHEELFREEEE (Rhabdoid tumor predisposition syndrome 1, RTPSI,
Rhabdoid tumor predisposition syndrome 2, RTPS2)
D AfEET

SMARCBI (RTPS1), SMARCA4 (RTPS2), Hic# Yaib B
2) M

/NS oD HO S PR AR R A 1 & 0 L RERUT I IR B L 7 R I — A
HLT b Y, 77 VA VB LM I N, 77 VA VgL BES 2 E5 % it
FHI BRI CH %, RTPS1 & RTPS2 O HALBE 113 %75 2 23, WEETIIF L7 =
~F v UET Y VD SEARO R 2 RINT % 2 — F 35, RTPS1 & RTPS2
. AW o0 0EEHRMNEZRT N, ZNENORMOMEITRLR S (K7-1), R4k
RO I, AR 72%. B 169, BRERHEA 12%. 2 Ofliz & A L ORI IC AL S 2,
FICHET S LB T 7 F 4 FiEE (Rhabdoid tumor of kidney, RTK), AMicF#4$ 2 &
JEERIZENERE/ 7 7 F 4 FlESE: (Atypical teratoid/rhabdoid tumor, AT/RT) & FE:(X
5, 77 FA4 PSR 12 A A KmOWERES D 14%% Lo 5, 72, FLREEEO
18%% i@ 2 23, /NJLEREE(1-14 ) Ic B Bl 2%IC T4 5, AT/RT O IR
oS X &<, 7 FLAT OIS D 6-7%% H®, LiEvILRIcL v, 77 F
4 VPl & AT/RTs O BALEET 13 SMARCBI % 98%, SMARCA4 73 2% CTdhH 5, 7
7 N4 FEE; 100 H10 SMARCBI BAR1RHT DGR, 35% 03 EGEifa R I ~ Y 7
v Mo 5% MEHIBEI N Y T v P TH o 7z, ATEMERSNY T v P ONERIE, de
novo 59%, TEIREY 4 27 9%, FH X D kK 32% CH - 72, FIEMWIEE DS G, BTk
YARESE, 12 AT/RT %435 C L A%\, RTK, AT/RT 0 4FHIL 10-30% T, B
ETHMDTCTHRARBIEETH 2, 77 F A FIEERE, KU, EHEMIR SRR~
V7Y b 2ET577 84 PSR I 12 2AREOARICE L. 2 DEFRII
I LT, SMARCA4 RN Y 7 v b XS/ INIIRE 23 A A v > 7 281 (Small
cell carcinoma of the ovary, hypercalcemic type, SCCOHT) & D EH# 235 >,
3)  /NRHRICTEAE S % 3 A
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ZEAEDT 7 A FIEE S AT/RT /N, FRcILIRENCRIE S 5 25, MRt

LN N E v S AT IR A S,
4) EEFRER

77 K4 Ve AT/RT 13 SMARCBI 3 X 18 SMARCA4 HEEEWS KRN Y 7 v b

(FvevAR 7L—Lv 7, RE) REFICHIET S (R 7-2), MHREHEEE T
SMARCBI DHEEEHFTIANY TV b/ IR VY ZARNY TV FDEH L OREEEICD RIE
T 5,SMARCBI X Ak v AN T v MRrEFICIE, L FMEREAE, Nicolaides-Baraitser
REMERE OHE. FrRIER. BT E S X CHNEE 2R e 3 2)BRBIET 2,
SMARCBI # X 18 SMARCA4 I A+t v ZNY T v MEFH 23, Coffin-Siris FEfFERE
(EFEORPREE ., BRES ., Rl 235 (BURBEEE, IRWE LS, BwER Y.
FROHE 5 O MR CKREIE O M~R K 2R L 3 2) 03 %hE T 5. SMARCA4 Fhe
HETASY 7 v MEGFEICIZ, SCCOHT 23 #JET 5,
5 RS —A TR (F7-3)

SMARCB1/ SMARCA4 *EhEfile 25 Rr -~ Y 7 v MRA#E IZFLEICRIES 2
L%, THBRARLEDT, 3 —_4 5V ZADOMBIIRHATH 3, —77. RHICIHEEX
NEBEZ7FA FEEZBELLTVE W) T2 B3MEINTHI0T, R EDH 2
b LT, R TR —~A 7 v ZAEEICH T =23 EE > T3, SMARCBI ¥4
MR SEMIIE R TR N Y 7 v b R EF IR LTt &SI MRI % 3 7 H#,
5FFCEMT 5, /2. BEZNRICEE MRI % 5 % CIicilnl, BERREL 3
HAEICS FETEHET S, £72 SMARCBI 3 2+t v ZEFHMIILRF ) 7 v b R
BEFESEZHEL 0L S ENCRETIDOT A2 ) —= Vv IR ETH B,
SMARCA4 FafEBi EREMIAE R RN ) 7 v bR AEH ORI IEAIES U 2 7 13 JEH 1K
WH L, A2 Y —= v ZICHIANRER T — X 13723, SCCOHT ¥4 ) 27 53%
DT, 6 W HHOMGHBERREZEML CL v, MRIICEZ 227 ) —=v 7 O%E|
IARHTH 2, NEHALSOREF T L CTid, FHRUIEYI BRI 2 i L T X v,
RTPS OHAKEMEL | RGBS EHETH 5,

8. BLMEWHILE 23 AMEMRE (Inherited gastrointestinal cancer syndromes)
8-1. FIEMEMIEER Y R — o X (RIEMEARBMESE) (Familial adenomatous polyposis,
FAP)
1) EfEETLEEEA
APC, HROAEEMEE, K FAP © 90% B EETH 2,
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20~25%13% de novo. de novo FERI Tl 4 2 2BD B L 3B 5,
2) LR

HIFHL 1/9,000~18,000, /NEHAEIAS 5 10 F (BRED 8 2 H) THEDONIE
DRIGICHET 5, KRBt ziThbhw e 39 X CRIBERAZRIET 5., ANIE
TERBEOA LT, +-46(E - Zh - BorR) -7, £+ 4EErA (KEsAIC
RNTEWHLERA) R EEHT 5,

HILEIRAE L LCIFEE ONR). 7 2E A FEE, BEURIRALERA (BEY 27
2-7%. LA, K% ), BHE, WSS, PR ES (<1%. FricizFiE)
BREBRHLLNDS,

3) NRHICHIES 2 2 AR

K3 Ak, B CaI/hNE, BERICHEST 22 235 5,

FFEiE% 0.3~1.6% v, Z20% X3 F ETIHIET 2, /NEDOAFZFED 10%
IC APCHRINN Y 7 v+ %589, FAP ORIEIE %70 7> denovo fERI D &N 5, —
Ji. TAEA FEE X, RUEOHEE CH 2 0 KIGBAICK IR L 78 5, MFFEALIZIE
JPEC MEER AT 2 BRI HIE L 3 VTR EFREREm W I EE & 7 R 4 NS,
[ > CTNNBIAHIRERTIREI N Y 7 v b A3RFHNIC % < 2D b, FAP iIc&0f L 72
e & ofERMICER L S b,

Z DI R 637 E R ER  (congenital hypertrophy of the retinal pigment
epithelium:CHRPE), &, FEEN, WHEESEFT2 22525, BIE, KL
Bl CICIH AR MERE & FAP © & 0fl% Gardner JEf%#f (Gardner-asscosiated
fibroma:GAF), Wi iié R HEE & FAP O A& ff1 Turcot SEMRE & MET R, WL d /b
ROFRIEFI B % .

4)  BEIRRIRE

APCHBIRT O 5 £ 7213580 3K B 2 W id =27 Y v 9 DFFIY-S Y 7~ b i, i
FAP ICHEXL THILE R Y F—> ZORFEFEMIm B E . T/-BAETH % attenuated
FAP(AFAP) DR %2 25 2,

APCAFEMIE RS D a F v 543-713 £ 7213 1310-2011 FEI DJKIIN Y 7 v b TlE,
TAEA VDV X7 2355 <. KGRt o Rl 2 alRe =RV B S & 5 . —HARYFAfr
TS5 e TH B, —J7. HEFHOFE L BES 2 B TR oG X, TED
LT AR,

5 HEREY—<A47vx (K8
American College of Gastroenterology D2 A A F 74 v Tld, T RAEA FEED
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27 ) —=v 7k LTHEREZHER L Cwhnw, A7 -2 ay 7oREDa v &Y
YRELT, TAEA FEBEORERED B 2 fEHNICE T, KBS & Ofitkid 1
~3 g, % D% 5~10 FHICEH MRI 2 2% 7 5,

BTN HE S CHER S —_ A 7 v R —EDRFICE > T,
6) H—_A T v RADLIEAN

FAP ® Y 27 %3 2/NEHOMIGE I3 2, BIREWRED X 4 I v 73w
2B %D DD, MAELIHE I &N A~ DEREN R (B IFEFEo R 27 ) —=
V7)., REOFEL R ERFRD 5 2T 10 FHTOBEFAIME X ETT 5, FAP &t
ICAE S LD AN AIHSKE ., AN ARBEAY V) v IBRBETH Y |
BIEAT YT =LAV EL~ANAAT V2T —ICXBEM7 40 —25Hiit s k3,

8-2. MUTYHEHH AR Y K — 2 A (MUTYH-associated polyposis, MAP)
) BEEETLERER
MUTYH, H3@hamEn
2) 2k
AFAP (10~100 fél D JfpfiE) DFRBIMZ RS,
3) HEREF—<Af TR
INREIIC KGR A% G 2 2L 3o CHTH Y, 18F b 24F I 1 Hoaw )
Aav—%ifET 5, RGBADEREY Z271260%TH 2,

8-3. Peutz-Jeghers fitfi£#f (Peutz-Jeghers syndrome, PJS)
1) EfEETLEEEA

STK11/LKBI, 3 EAREMER, £ 90% DREFNCHEII Y 7~ b 2o #125%
I% de novo
2) 2k

ING & BFFEERAL & 3 2 iEALE OERAETER ) R — v R D& U R %
R 3725, AIETIE, JREREIOTEET OBIEARIEE Z £ 5 PJS type XY — 7% 2
3%, OFEBFAREBDO/NED 90%ICFED, Fline & dITBHEL T HILEFRY F
— ¥ A E, NI ERE (10 F % T2 15%. 20 & £ T 50% 23 A 0F) . IHILE HL,
B, M. HLEEEEE CRIET 5,

AIEIX. DPJS type KV — 728 2 AL L, GDBUCBIR 7R < PJS type KV —703%
b, PJS OFEEEZGT 5. (i) PJS ORMBELZA L. KO GAFRMEZHS . (v) B
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BAfR7: < PJStype F ) — 7 23H b | RiED BRI Z S . L EowFhr &z L,
AR Y K — v REfRAE, BEERATER ) K — o REMRE. PTEN & \Hir{%ﬁf
(PTENhamartoma tumor syndrome, PHTS), Camey complex % #7332 & & T2t

TN,
3) /NRENCFEIES 2 A A

AT DT 0 HLE . BN, LR, R, DR ICHAEORIE) 27035 b, & D3
FE13 20 ¥ £ I 1-2%, 50 FETic 30%LL L, 70 ¥ £ Tic 0% EE I D, Kk

T, N okANE % 1 5 1% EE (ovarian sex cord tumors with annular tubules,
SCTAT) & % \» (KGR ERESES, 1= S o i oL e 7 &4 72 I35 % Arfif L. SCTAT
IRFEDTAFOREFIABIME TN T2, BIRTIE, FHED large-cell calcifying Sertoli
cell tumors(LCCSCT) Z Ml IciR0 5 & & 23% 5, MERIES 13 BEH R RIE L R AL
ML E 2D 2 e23dh 5,
4) LRI -4 F v ()

KIEICHB T, NEHOEEERAFEOAGH IIATHY, Y—_A F Vv RDER
HZEE omdfEE LB EBO P Th 5, KV —< A4 7 v RICEEL TiL, #i%
Z RAKRIC T 2L ETH 5, AT IZIHLER I 2 T, 25 o3 & 1k
AGldR. 30 I OMIEO R 7 ) —= v 7T, BIEFRICESCHERY —<x 45
VAR EDRMICE > Tl
5 ¥ —xA4 7 v 2ADLHTAN A

XA T o T BRI O BR AR 23 3 B IR STKIT DFRiI-N Y 7
v DBERE I NSRRI 2. JPS DIREREE LD 2 IREMED B 5 . AGED BRI IE
Fline & HIGREL, RATRHAL A TRV LICERALETH 5, +or B nTE
KD HEDBAD ) R DT L5 £ Tld, TXTD PJS fEFIA Y —~ 4 F
Y ADMEIG & F ZNIGT BRERD B,

8-4. HEMFR I F— v ZfEMERE (Juvenile polyposis syndrome, JPS)
) BE#EETLERER

BMPRIA % 7213 SMAD4, H 3 RENER, 20-40%DAEHNIC W h DEE T O
JREI N Y T vt RS #725%1F de novo
2) 2

FIEEICHLE OB FEER ) F—v 222 L, KU — 7RI E R E O FFE
RS 5, NREIFEESI X, MAE, A, KW, BEEZ 2 ns,
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5 U EOFFEWRY — 72 KIBICRD 5. KGUNOHEEOFFERY -7 H
VISR R S EEERY — TR RKBICED JPS OFEEEZEFET 5, DTy
iU, ZOMOELERY) - X 28 Hl32 2 &L TEWI N5, 30%DFERHT,
OIRE 72 13 % Pk L) o REFZH60ET 2,

3)  NRIHICFIES 2 S ARE

INBIZS I DFFEE R Y — 713, BADY 27 3EL vk Ens, —J. KE
TRKRGRAZREL T BHLERADY R 27 HEo, IR ICES S F—2Th
2 DD, KIGEHADHNERE 34% (95%Cl:14.4-65.7) 7= KGR ADEFED X7
13 39%., BRCTIIERAZ 21%ICEHT 5,

4) BB HRE

R & R O BRI i iR EI N T nb oD, SMADL J{NANY T
v ME#ICIEREEMIMEILRAE (hereditary hemorrhagic telangiectasia, HHT), 4=
Ho.OMEREZ BT VwE I N5,

5) Ry —<A 72 (£

JPS ICB I AR —_ [ v T v 2% K 1 ITRT, RIEICEWTIE, HEERY —
THMRIEEOEE &2 L, BPAICERET 2 EE 2N 5, R Y — YRR, Hine
HALEHZE I T 2RBTH 21300 Th, BADY A2 28T 5, SMAD4JHEM
ANY TV M, BEES MRI CHOR RS R O MERZ O, SpO2 MK 2LiFhitio
MERZE % §Hili 4 2 . BIEMRATE IZ4ER L & b ICHETT 2720, BEMK, WS, H
R, HD20VIE5-10EHEDOY— 4 TV 22 TFET S,

6) H—_A T v RADLIEAN

WERAENE AR U — 2023 JPS BIAMC PJS % PHTS & W o ZEBOEERLH H | KR
BRICAHLLT ORI RELRZ b, WHEARZHPEETH 2, JPS L2
Nr/NBERFOEIEIRD RBIc DV Tid, 12-15 FETICH —_ A 7 v R &R 5,

9. REM I A~ v FEEREEMERE (Constitutional mismatch repair deficiency
Syndrome, CMMRD)
1) BEEETLEEER

MSH2, MSH6, MLH1, PMS2., &34k 5 tEdin
2) 2

CMMRD IZ R X < Ao N2 AN (REEREAREBIE, TV v 35Ky v v
., KG2sA) ZRIEL BB, 1724V MeROGER EIIREELEE
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European "Care for CMMRD (C4CMMRD)" consortium (Z 227V v 7'y AT L% K
ELTHY . 3L EDEF X CMMRD % 5E\VER IR E O FEfiz HERE L T 5 (R
9-1) , BrFHEA T I A~ v FEHE (mismatch repair, MMR) &5 ¥ (MSHZ, MSH6,
MLHI1, PMS2) ® 5 H—2ICili7 YV VORI Y 7 v b 238D 7286, CMMRD 2338
CEEbLNDED, TUDHLDBEFDOANY TV MCIHEERSI AR NY 7 v+ (variant
of uncertain significance, VUS) $ % { \CMMRD OZWIFEEICLINDINETH D,
COLDBRFIRELZEMT 21CH0) WDHRDRI Y —=v 7T A HFFES
nctwns,
MMR % v X 7 O JEEAHR o MRS 5 (Immunohistochemistry, IHC) (2 K523 A
W E L LA fTONTEY A7 V==V 7T A LTRINICITDI S X
ERECTH 5, THC TIEFAHM L SN D MMR % v 327 OFEBHARB L T
%56y, CMMRD 2358 < 8t 5, PMS2<° MSH6 DT ) VEHERYRIE S ) 7~ b
DGH. TNEND X V7 IIRIET 505, MLHI X MSH2 D5, 22 PMS2
2 MSH6 ORIBERBAES, IRV ANYTY FOBEIEZ v 7 DRIB% DR
WZebBHDLDOTHEELMLETHY, BlETH o722 LTH CMMRD 2 ERICHET
% 2 LIFTE AR MEIEE EE 2 25 A RFIE DL 13 B ARl 2 v ¢ THC %
79,
U v FRERREIC B W CRE, FREL D IERICE W<, 7097 7 4 P ARIEN
(microsatellites instability, MSI) ##f (X, CMMRD D5, FricIEMbasr A cldfz
Pic7 Y 5 20T, CMMRD OZWiY —LD—>2 L i Lk, wifi. %< D/hNEARA
B oML O REK ) <10/MB TH % DIicxf L, CMMRD £3& <t 100/MB T&
52 EDEEHE N2, 2D X ) 7 CMMRD ICIER IR R AT AR S % oW 7 v =
VXL EWTEHRELMEZ LD S 2 LICh5Db Lk,
3) NREICIERES 2 A5 AFE
CMMRD O 3 AFEREFHE DO T ILEIE 7.5 F 7228, 0.4-39 o 0 JRHIFHIC R 35, FIES
5 HATRIZHIICIE S A3, b X B on s o3 MiEE <. WLE A & IMIRIEE A <
HUITHE < o MRS & RIS D FIE M O hREIR, ZhZh 6.6+, 10.3FTH 2,
NS, D 1% & A SRR 72 25 AREEE O L2 E S 2 &b B 5, KRR
D AR P REZEE D FEAE D T 728G TN T 5, i D BHE O m IR RS I3 IE R & %
v v 3ff (non-Hodgkinlymphoma, NHL) <, ffic T gtk NHL 2% v, T ek
BAMEY voEaIEP AR AN S 2 Rohn s,
CMMRD T2V v FAEMR BB b 2 5. £ CBKEDATH 525 /M
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PTENE, JIE, REEFoNADELRLNE, CMMRD HEDIZ L A LD,
attenuated SRR IGIFIERE ICFHL L 72, 100 AT DR Y — 75 5 7 5 % F8 R R IR %
BL, 2TCoRENIOFETITRYRE—v R EMEING, Zoftlich Silkicb3
DBATEDFIES, HIEaR O OB ADRIESRE S NTH D | 1 AE-C R AE & W
o T /NRARE, HRRIEES 7 A L LA REE R EO/NERAREEND, TN DOEEIT
10 FETIRFIET 22 L% 0D, 13E A KD CMMRD EBEI3/NBHICHAA % FSE
L. B— DA DFIER D LR Oy iL 30 » AR TH %,

4)  BIRFRIRE

CMMRD T2 Td MMR EIE T O T U ARFA Y 7 v b SERE S T %25,
BEFE IR ) v FIEMRREE L 132 B ), PMS2 & MSH6 DHEEDE . MSH2 & MLH
DIFIIAN) 7 v r BRI ENE L 3 TH B, T PMS2° MSH6 D~7 vfEh
YRR 7 v FRAEE D0 ARERCRBIEMKV—TT T MSH2 O EHEATEX
ANY TV MREFEOBRELE W EHBRKTH 5 LI nTwb, CMMRD 23
I AEERTH Y, BETHLERIROMEEZ BT 2 & ZNEHTH 2,

M E MMR R FRYNY 7V F DRAEFETH 133 7225, PMS2° MSH6 D~
TR EATERNNY T v MEEE ORIERD MSH2° MLHI X Y K729 284 %%
it L 72z CMMRD O/NRDOME AR AICHEEL TnirnwZ &b %, La L, CMMRD
DINEDORAFIED Y 2 7 1%, o & DRAGREMEEFERFOZNL Y B Ew,

5) HEREY—<A TR (£9-2)

C4CMMRD & [EFEE CMMRD Consortium 1%, fE§ICIG U 7z EEFRERICHE W
Y—_A4 Vv RERRBL CB Y, HE, PIRARER, X, MRESICERELY
TP —_A4 7 v 2N R RMG L W RAETES RSO — <~ 4 7 v 213 X Y
LIRS 528 L LTWwa, AACR Childhood Cancer Predisposition Workshop ©
X, I o —FUEE L 2R — <A 7 Vv REEIE L 72,

CMMRD E#FICH W TS IFFLRIC b Rond 2o, 0 FIR_<TH - TH itk
TCIHEY REREES R I NI RETH D L L, REMEE R, FFEE. A
it DR Z e AMER S N2z B, Witk e r HZ L. 7. HIERE;
3 MRI i 2 Efi 32 2 & 252, WLEDY —~<4 7 v RiciE, KV —7%
RIFFHICYIBRIT 2 b2 TIT 5 2 & AR AR NI S HHCTH 5, 6 I TRIEF V) —
THFERINTZ L ORERD Y | BIEKENETL 6 TR HE L. K Y — 703 %A
INZETEHABRTRELZ 1EZ LI, —BHFRY) —7%2@dkb, 6 v HILITH
T £ 2, BELAREEEET2R) —TRBBA~DEI A2 TH Y | B
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BIERA) =72 HT2EE. H20iE, FHICESDFR) -T2 HT2EBFICE, K
Yl %2 ZE B+ ~XETH %, CMMRD Tid, /NEF Y — 7 ORIEERIT KGR Y —
TEVECZEPHONTWER, MNGFRY) =73 10 ¥ KroBoond XHichksd
oo, LEHEICENRESC A 7 eV WEHEEZ 8 TR ICHMN T 2 2 & 2T 2,

TR ) oSl (I 72 & O MG IEE X 3 FHICS WIS 7223, i Billic
KRBT 2HENEREER L P —_A SV RAFRHRE L v, L L. 6 7 AZ & oIk,
EEERREZ Y —_A 7R LTEEL TS RV, I Wilms [0 pfife
FIERFIE L 72 & DG 2 & RIS Do B EEBEOAMESTRR IS C
ik nd L, B oM IR - MR ES O BHER IC O W TEHF L.
INLEFSGHEIIFRACHRELZ T 2RICET 2 L BEETH 5,

AfeE 7o ba— A TCEELAZROEEZNIT. 28 MRI #28ALZZ L TH 3,
INEFWL OO T VRILE DI TEY, F—IC CMMRD @ 10-15% i1 I K %
BIEEAFETHI L TH D, TNOIITFIREIEE-C. WIREHERRBA. /2, 0-
10 ¥ DB X RIET 2B ABEEN S, 5§ 1., Li-Fraumeni SEfEREIC B VT LY
MRI 238, FricEifZ L2 e L hNRIicH3 2@ amiE e LTAHTh o E
Thb, 2O, HEFETIE, 6 Fb, H20iF, EEFFZELZRWNTICHL T,
£ 1 HD4H MRI #3532, 28 MRIIZEEHBRE LK MRI 0BTl AW &
ICHET %, i MRL IZHACHRR IS 2 3 2720, 28 MRI L i3jllice » HZ &
ICEMTRETH D,

CMMRD 35 DR BT FR 03 AE, U v FIEERE & iR L <. X D IRFERcHA T 5,
WIRAEFEZR R D3N 10 FRICDFRIET 2 2 L 23H 2 DT, WRAETERR A D IC 134
& MRI & EERBRAEZH G225, 20 ¥ 22 TH o 13, RIEBEEMEES Pipelle %
v 7= FE P BRIES. RIS, BIRZ 1EC L IchbeTiT) 2 L 2T 3,

6) HEE DR

Lk RIS Ic X » CMMRD BEPEEAAEERTE L2 & oWt
A, DNA BEEMESIHE L T3 2 &2 BB T2 &, BaidEle A T 2 58572
GHRIRE IR T R ETH S 9,

CMMRD D23 AMEBEIRIECTH 2 2 L ir L L HMS T w5, FFIC DNA (S5
AL CHESESRZRET 2 ALA T 7Y v TEY B I Fichd 285 EE
Vo —STTTAIMEAICT v F 794 270 vORmBICIZFER RN &b h o T
%,
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. RN EEAE 1 B (multiple endocrine neoplasia type 1, MEN1)

1) HLEG T & EEER

MENI, F3EMREMEEE, £ 10%03 de novo

MENIT IR AGIE, S5, 7 2 ZEWR Bl E 5% 2 v Th B
menin % 2 — F LTk 0 FHKRIC MEN1 &2l E 13 B3E D 5 b5 JEF| D 80-95%.
BRI D 65-70% TR Y 7 v F 235589 b b, MEN1 ORI % i 72 3 @
D MENI JRH)N ) 7 v b 580 7 W IBE ISR A TR S A3 H 55, b
DHEFDO—ETlE COKNIB DFEINANY 7 v F 235588 b v, "MEN4” L FEEN 3 & & 23
HEMW, EHLOTINTDH 3,
2) W

DHETITR 10-1 OBZWIEHER AR I N T 5, —MREMIC I 1T 2 JEFEPER] AR AR

PERETUIESE (PHPT) . BEHALE #iE N 20 b iES; (GEPNET), T EE(KEE D 5 5, MEN1
FZENZEN1-3%, 6—10%, =mAK 1%, Zivd, UTOXS ez RET 85T
I MEN1 %2 EMIICEE . MENI OBIRFIRESHER IR 2,

- #% > MEN1 BIE[EE 2 6§ 2 &

- MEN1 B 24 L, MEN1 &2l & /e —BELERIE 3 5 B

- 30 ¥ LARiT O F FE PHPT

- EERDER S 5 PHPT

- PHPT %

- AHALNY ) —=

- HEFE (30 FLAHT) A4 v RY ) —=

- %% GEPNET

- PEEHURZE O BEEIE. SN

TERAEE T, 30 FLLTORIETS MENIIFHIAY 7 v MEFRIZK 20, H
FEPE T RS B IS0 3 5 MENTERFIRE DG HEIZHS 2 Tld v,
3)  NRIFICTAE F 2 s

MEN1 @ BH#fEE D ZER L FRFRmIIU T 0@ . MNEUATIEA v R Y ) —= %
TR AR ICRIEIC 2 Y 5 %, PHPT (3/NEIIICRIEL 72 & L COEEIC &
EEY. MEICRS I LTV,
3-1) PHPT : |ZIZ5C 2R3, MEAMNICILEIR, 20 F 7R 213 F CIo R fiE
T 5208, WERIIRE Cd 5 7 & [0 17\ 2 & 23% | Tl O 2 WilkiE g 1 40
F 1L
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3-2) GEPNET : i2EEH] 60%., iFFHAEHNT 30—50 FIUTIZ L A &1 20 FRUFFICH
JET B0, 4 v RY 7 —<I3f) 1/4 3 20 FLARTICRIE ST 5, BEREMEMES Cla A MY
J =~ (TR F) &4 v R Y ) —<2%\, GEPNET % #JE L 7=4EH D
75% |X 2 WIRF IC RS 2 320 %
3-3) TEMAMEE : ZEFRK 50%, MFFREEITEFEE] & 1TIE R CRERIN IC b R 72
R n720, TS %2 26 MENL 23528 a5 2 L idd v, BEREM:EE
TE7w 7757 —<omdb% . RT GH EEE RS\,
3-4) BIE B E R ¢ iREFHKT 20-40%, NRIIOFIEIZIZ & A v, 1ZIE T~ TR
etk CHET dEVD T, FiixE T 263D 7w,
3-5) Ml NET : 2iEFHK 5%, /NEIADOFKAEIZIT & A & 7x\v, BHE IR W 23 PR A
=R 1m¢$ﬁwi3mﬁﬁ%
3-6) ) T S A RE - R, A5 S AHARAEDE 2 40-80% 1C 729 %
4) E{i%ﬂ"ﬁﬂ?ﬁ

MENI @ a— FREIRICIA SR D 7V F 30 L CE Y, HL 7B - R
RO v, WIS 7 v b offfireffE (e 2 iEF vy R/7L—Lv 7L
NYTVE vs. IRV ANYT V) ICKBH A DIREDIRBEFHRDE T DT DR
HixH 50, BEOHK-H YA Y MCKTE 2 X5 hEIXA 0,
5) Ry -4 F7 vz (5210-2)

MENI JEHIN ) 7 v PMAEEICN T 23— 4 7 v Rk, 4 DIRZE % FIE L 725
i@ﬁimgﬁwf%%M%#ﬁﬁénfwé 772 L, HECTRIET 2 A 3K
3075 K ORFRINIC D BIED D DB L W 72d, RITIC L o TH =4 7 v k%
16 ¥ETESELILZRELTVIHEDH 2, HRICE VT, Fiid& TH 5B
MEN1 tZWid b e DT L ORBERBZHBEM I N T 2RHIcOwTo T —
ZAx 7, FEALENICT o Cw afikizd b ot E21 b5,

. B FVEN W IEEE 2 1 (multiple endocrine neoplasia type 2, MEN2)
1) HIGERT LB

RET, WREHFEEEE, BRRS L CEERICHE ST MEN2A & MEN2B 1297
X b, MEN2A @ 5%, MEN2B @ 50—75%I% de novo,
2) Bk

DODBETIIE 11 OZWHHER AR I N T 5 HRIESERRE © 5 H4730% 13 MEN2
ICL2HDTHY, TTOHIRBBIRIEEF NS 5 RET EIRHIBE (PRERE )
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DHERE X T B, DART I3 AR BRBEARIE © & % FIE 3 2 % % Ktk R IR BE ARz

(familial medullary thyroid carcinoma, FMTC) & L T 3 OJFAITALE 1 T 7223,
2015 EDKEHIRIRFERIC X B2SGETH A F 74 v Tld FMTC 13 MEN2A o#fiflic 5y
JAE N7z, MEN2 2(ko 9 5 MEN2A 2549 95% % i %,

MEN2A ¢ MEN2B ([FEERIRIC X D 2FHE LT 5, MEN2A C I3 HRIRBER S
(100%) Dfth, tEEHMIAEE (60%), JREFEMERIFIRIERETTHERE (10%) %o %,
HOREFI Tl e vy 2 ATV 7P EEHOT I v 4 VERE AT 52, MEN2B ©
T HIRIRBERRE (100%) . BafialE (80%) i, WREE. TS, & oK AR
(100%) e~ 17 7 VEAERL(80%) 23R T & % . ki X 5 12 MEN2A & MEN2B
LEEANC X > THIEICXAITE 3,

3) NEEICFIES 2 23 AFE

MEN2 T3 BURIRBERSRE D IRIEF 1T 100% TH 0 . KB DAEHIZ B ARTICFIE L
T30, ETHEIRTH 5 2 L P ARIERICZ LW Lh b, FlhiE 02 MRl i
40 ¥R Th 3, St BEMLAFICHRIES 52, MEN2B I 5 IR, DS, &0
REEA AR X S 2 DR AE L. RIS Z 5, BIETI AL, S L L CoRE
FHEE Ly, BEIICEET 2720 0B LOMBEEZE 20, HBICKFEE % 72
L7z $228055,

4) BRI

RET \33BIaT<TH Y, MEN2 OJFERA & 72 255 ) 7 v b IIHEREERT I 2+ v
ZIGHERTH L, T I BEREE U2 Py ORI ERCHBES B 0 L KERIR
B (E R DFRIN N ) 7 v b % HURIRSERRSE U R 7 1c D w T, "HST” (highest, =
Fy 918), "H” (high, = F¥ 634 XU 883), "MOD” (moderate, % Dfhd = F
V) ICHMEL T3, MEN2B #1311 T T p.MIIST XY 7V FEH LT3,
MEN2A % D#E80t p.C634F/G/R/S/W/Y N Y 7 v + %8 5,

HST ~NU 7 v FCi/hNEHIic, HANY 7 v B 20 % I FIRIRBERRE %2 FIE S
5, MOD ~NY 7 v b Tl 10 FURRICHIES 223, FFEHE THRIEL ZWfld 2 <,
A ANZEDS K Z v, HHREREERRE O F R & HST>H>MOD DJIETH 5,

— I e I 134T 10% 25, 49 10% 2B EICRET 2 L Shbh T 328,
MEN2 12 f 5 fg i 13 121 E 2B 2RI B 4 <. B GEIRERE) D R <7z
DO TH 5, MEN2 Fiii# ko 1/3 i32Wiksic il B cgE L Ts Y, 1/3
TR I FERES 5,

JE S R AR BRBEAE TUAERE 12 R E R DK L 2 D HIRIIRIEIC & £ E 5 2 L A%\,

|
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MEN2A D¢ b SR AR BRBERE TTHENE D RER LB I Lo TR 2,
5 RS —xAf v (K11)

NS L CHERRE I N T W B —_ A4 T v R EJRERX 11 1SR T, MEN2 & 2H

S NI FEHGHE O TN L T FLSh RN RIS F AR 2 A7 R BIC D 72
Y=L T v RETHN () Filiziats 2,
5-1) FURIRBERGE © FIRIRBERE O —~ 4 7 v R 3SEEEHE R E & FEH v b
=y (Ctn) BEDOHEICX >TITH, K11 ITRT X 51, KEFREEFEEHT A F 4
Y Cli. HST B XU HANY 7 v MREEE IO LT, BRI KD CRIERT (LY
VAHR) o HURBR SR 2 S L C\» 2 23, bAETIE Con fHEO EF GEREED L < i3h
Ny NARTERERCORGIERIG) %580 2R CRiTc Al 2 o3 ii@<cH 5, C
BARTCIEEMEZRL, 3SFTAETTHRAIE T T 2D T, 2 DERMTIIFRIEDMERS
JREVHIBTIC B 1 2 Con OFRMEIZRENTH 5 2 L ICHERZET 5,

HST XY 7 v b2 HT 2% MEN2B 2E D% < X denovo SEBITH D, 15 DAEH
W I b0 3EE 5 FUREICHR > THHTH S, MEN2B © HURIRBERRE 1%
MEN2A ®Z I HARTRIESF K, 2 OBEE D S\ 720, e O5a 132 WiRIC
TCICHEY v A HEBLERIRS 2 2 72 LT b 2 A%,

HNY 7 v+ %ET 25 MEN2A BEOFNIL. ABRIFRio ) 27 L 0NT v 2Tl
bbb TES, ZOBAIT 3 FLUKMEBEOHMHERKE L Cn WEELIT,
i Ctn 2% 40 pg/mL KD RFIIEBEEIES 2L i3EnTh Y| HEKRESCMZ TR
HATR2 R T AUTSER ) v oSEENE I LI LIEER S,

MOD VU 7 v+ ZH3 5 MEN2A BEOFERIHILELEMIC L >Td, £A2FL
EEHCHEAC L > TIEL D ERKRE WD, FMIFHIORE T XV #EL v, KEH
WIRFEA T A ¥ 74 v Tld, MiE Ctn @ LR %580 72 W 5205 [#l i 32 o Bl 1
FEHEZ R T TR AR RR COFMEHIE L T 5, BELKIEITENH — <4
TVADERZHMI L LPEETH 3,

SHEARER R A 1 X 5 VR o M RS 12 Cen 1095 5 o T, EE BT

TREDFIEZTIE L7z ) T3 2 BME L7z ) LTide b v,
5-2) e tffifgiE : HST NV 7 v b, HANY 7 v FEHEOEEIX 11 225, MOD N Y
Ty TR 16F»oHET %, MERMELGERHA 2 A7) v/ oA X257 ) v (HER
TIREETE2\v) £7213 24 BB RICX 2 77 3 7 3 Vo milEsHER S h, Sl
2R3 56 ZEIE OHBGRE 2B 2, FINOFESCHIRDSGEICIE, FlRICh Db
bFTRI ) —= v I %ITI,

[l
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5-3) EIFRIERETTHERE : H NV 7 v Pz 11 F 55, MOD NY 7y FClE 16 F
PHMEI NS Y LEES X4 v &2 + PTH OHlIE %#EAa< 2., MEN2B <5l H
RIS EE T ETE X FRIE L 2\, HST NY 7 v P CRBERAETH 5,

12. 74 v ey v v (F) fEER (von Hippel-Lindau disease (syndrome),
VHL)
1) BEEET LEEER

VHL, F3EREEEE. §20%(3 de novo
2)

VHL (3l phiE % 3 & I o @ EiEeR 2 h.oic, MEICELH 2 »WIdEaz >
TSR A 2 45T 5, ERFAR, PRCAFE - MO ME M, RIS 25 A
te i, BEeRe P o s, T - B o ZEia, WE Y o SEE, RFE LR - A
D FENARRIESE L A D BT S/NRLHFEMD O RIET WA D H Y FH DZWios
B TH 5, VHL OFERITHAH 36,000 Aic 144 i25E 1L 75 F £ TI2IIE 100%
THs, VHL ©ZWiiE, £ 12-1 O LS icfTbnTE v, VHLEET DA HElE R
TS Y T v b ORI 85% R TH 5.

3) JRZ DR

B DO FIEFR OR300 D IR &0 ) R A b 5 23, Z O CHRREE -
MR o I & 2F N, #g MR 7 & D35 S 2 O FGAE L. L 2> D WA CIRIRER CTH 2 By
INECIRFFHICHFEREPLETDH 5, HEDS  IZREOHBIM 2R3 0o, HEEMmE
T X 2 585k, KRR AE 2R o HAIf 2 07 & 2 O DRIEIE, £ 72 fth DRZE I
DV THEEEIOFA/r AIC X 2 QOL DR M TR Z i E 72 5, FELAICIE, HiiX
PRI AE ZEHE B 03 A | R N 0 NS 23 2B iy T 12 2 BUE 3 2 FEIRA CTH o 7223,
IR CRER 2 —_ A T v EBRIE - EA I, EREO R o e & bicEzind
DEYIZEH L, I TPROLGHFCHDHIMI T dbDLEIZOLNS,

4) FERFIRHE

REDOEMBE(LT 13 VHLBIZFHMTH ) K 80%D B TIRFIEEHFED b,
D D 20%7%° de novo FIETH 5, VHL TIHBEFH - RIFVOMHBEBEBIZ I,
il 2 i 2 2 R (BEREOK 20%% 59 %) Tld, VHL 2 v X7 H0
FFEDNMEDT I /BB IT2 I A v 2N TV 3% i s g, —J7t il
% S L 72\ 1 ISR (2R DH) 80%) T, UMY 7 v bV vORKE
LRV RNIEBRESBIEINDIRIIANY TV P A%, ERLIMIED AL, &5\

Bl
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% IMAE & B EMIED 2 DO FIE L Bl# T 2 X 5 R EDMED IRV ANY T v b
b RHZINnTwd,
5) Y —~4 TR (F12-2)

V27 DH2HEZRITHRE L Z 0% OBKRIMEXEAT 2L, ZoRICITE
IR EPERHTH Y VHLEEZHNTI X705 2 R %2FKE L. ¥ 7 denovo FIET
IHEEZWI 2205 Z EPEETH S L 2RI LIRS 2 8ERBH 5, X b,
BRSO —_A TV RRIFREORIAOFR L ZNIC X VT DY X7 HKHL
B2 AHEED B %, EDFRIEFEM L ) 2 7 OB T — 21Kk w<T, MR D&
BICX2EBOHA P74 vBInNEFTIRBEINTW S, & 2 TI/NEH~FEHO
VRZICEHEEBEW I —_A TR 70 b a—Ai2HicigRd 5,

6) F&

WA O RS FOFIEER, BENRIESEORER, 5L 0 ORE O EIE
I X B ERIRIE % R BRIC L7/ NEII~FFEMO VHL BE DY —~x 4 7 v 27w b
I—NEFICRE L2, 2B EOWRE L HEMRoERICEOSWE 7o Fa—1T
HY.SHBOBEL LTIE i) K —~_A T v 2ERZHCESAEDOAEIHRE DR DK
BICBET 2 X B, 1) WEAOBRHICHEN 2 (REZRMERMZHIET 2 X5 &)
biomarker DFFE, iii) HH & MEHEHE % G35 X 5 iGEEOH 72 eflF. 28 L
bNb, FEEIHTREIRE VL W FHERS 2 DT, S0 io b Licty
GEEBAEBRL TV L EETH S,

13. B AR 1 18 & M fd fiE / F% ©f % & JE JE % #F  (hereditary pheochromocytoma /
paraganglioma syndrome, HPPS)
1) BEfEEET L EEER

SDHA, SDHB, SDHC, SDHD, SDHAF2, MAX, TMEM127, ‘& 3t (R H8Im

SDHD, SDHAF2, MAX @ 3 BIn 34 v 7Y vT 4 v 2702 X 0 CH D S 0 HEIx
T5, Lo T, B2 ORI Y 7 v b 22 TGS EICIIRIE L 2w, B
25 ZFHATZGEICIET D ENENDEIE T DIRERIC L7253 > THRAET 5, RS
SIRIIN Y TV b RZIFHROTEBEIRIE L 20D, Z O3RN Y T v b 2T
WEGEIIFIET AR H 2 DT, BiInA v v ) VIR L TIEREEZE ST 5,
2)

tEEMINE DR K 35% FH—EIZFREL ELNTH Y wilic k> TH HIFZa,
EGLNI, KIFIS 7t 57 RIRRE LR T AREINTE Y, 20V R M ITIHTED B 2 6
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J T 3, BEtE IR D — It ORZE b A S BIEHRE O —ZE & L CHRIAET
% (von Hippel-Lindau i, % F&MEMN - EEE 2 B, MEARHEIRE 1 81) o<, Zh
b DOPEETIREOMIEUNDIFZIC X > TEH I NS &A% wis, 2 nbishiEt
HHURAE & L < (25 et il 23— D B 22 © H 5, HPPS AR &7 &R T 1%
SDHx L& 5, I Fav F Y THBICHEET 2 a7 BHUKRBEEO P 712y
Fra—- NI rERTHTH D,

et MIEIE O I F 4l 1: 30—50 FRTH 225, 10 FLART. 10 FROFE < I13#Es
Mod 2 HEEED X D B, FERIEN (3F12240 FLATF) . FIEE., I,
PG, % %00, 18R E X OSHER AR A 7 BB R SE ORI L 2 0 | EIEE
WRRRRBEAHER S N2, BRFTRIC X > TRONW L RINBELETAER S 720, i
T CEHATREE O F VIR T2 DIHICHRR A TN T Wiz 2, SBIESER T A v & H
W HRIIREBESTRIC R o T 2 EZ LN B,
3) NEEIICFIES 2 23 AR

2002 FFic i N7, e EMifEiEEE 20 R & L 2@ R ER T Tk, 10 AT o
HBFED 70%, 1120 FDHEEZED 51% I\ VHL, SDHD, SDHB ® \ >3 4154 5l % 5]
RN Y TV P BREEIN TS, 7277 L 2ot ik Eidic RET %N 7- 4 8in T
DHRDIENTTH % 70, ERRIGEENETH 2HERIZS SICHVATREELRD 5, wWiho
BT OEED . NEWID» O ORIEND 277, Fli2E < 7o CTOH - BRFIESR A 5
N3, SDHBJRINNY 7 v MEEFIZ 30 F £ T2 29%, 50 F £ TIC 50-77% 2548 4
MR/ G e I 2 FIE T 5 & AN CT 7228, RO E CIEEERIL X v AlhE
WG XN TW3B, SDHDJEIANY 7 v MEAHTIE 30 ¥ % TIc 48%., 50 ¥ £ T
I 86% H3FIET 5, SDHA, SDHAFZ, SDHC \3HE A% <, BIED & 2 2 RBER (T
O DTl R\,
4) EBRFRREL

F13-1 1R X 9 e, FINEETIC X o TEE ORI e B E N R 5,

BB A B 2 BTt s i O JRIRE 7 & LT3, 20 Rk
VHL, SDHB, SDHD %*. J{ T3 SDHB, VHL, SDHD, RET, SDHC 75%\

SDHB#E-S Y 7 v b i E S o F B Wﬁ?ﬁlﬂfﬂf fE & DEE 2R . fhd SDHxEIR
THREC R TEMEOHE L E - (40% LA L) o Wi 58 3 Bl B A1 o S e (i e ek 4 A

30-50% 3 SDHBJGEHIANY 7 v+ %G LT3, SDHD, SDHC, SDHAF2 |3
FE R A AR AT ok o BRI & AP T B
SHEATR, AESSIC R A 3 2 I L RIS AR R IC R T B - o EE V' VEA
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F A7, FHESE, BEER. R AR T B S I R R T H Y | hT
a7 v OEE WA D

H$A$%%ﬁ%kbtﬁ%@ . BB D&% 7z L 72 BBE D 34.3% I -N Y
TV NRRD, FD5HD471%D SDHBTH - 7=, LT, VHL (21.4%) . SDHD
(11.4%) . TMEM127 % X O* MAX (XN 7.1%) . RET (5.7%) DNE TR
V7V ERREEINTH S

ZNEFNDOBIGTICE T 3K Y 7 v b OEffL & R & oBEIZIA S 2> Tld
W
5) Y —~4 T vz (£13-2)

HPPS © % —~4 7 v 2O, WEHE, WEHEICET a2y R
TAFEELRVD, 10 FRBOFKIEFI TN TH Y, STVITHR DB VWRIEN 6 FTH
% Z L H 5, Rednam & FHEHIAN Y 7 v MRAZFICH LTI 6-8F H o —x 47 v X
RS 5 L 2R L 2 JRREE TS ICHEOY —<_ 4 F v AT a7 T LA
TRz eFyREEBIN TRV, fICEBN (1-4428) 7 MIBG &~
VFITT7 4 DEMEHEREL T EERXD H L0, ZOFHtEORLIT A h I T
720,

HPPS CIIBHFHTER % lic R v VIERR A B S WIS T 2 720 By
HOATIE % HERREDOEMBPBEETH 5,

HOBEICE T, HFECclh 2 FFoF7 v, iduiEgEr 2427 ) v it 2
nEs 7= vOHIEIRTE Rz, AL 24 FEEEIR A 247 ) v XU
hiH7 a7 I VHEICHD X2 237k, EaiilafEic BEES 2 g~ — A — DR
CRFRE A K 13-3 1R T,

% 72 HPPS o —# o ¥ cldbE (K7 13E) GIST 2R%fE 3 %, Zaicxtd 3
P —_RA FVROBEHICOWTIEa vy FREFELNLTHR,

6) P—_ATVRICETIER

e o AR e / G e AR TR % & F U 720000 - 0 ldm Y R 2 CTH 5 70 IR % GHE L

TV AEHITFEANCEENTEL AW L 2R T 20E LD 5,

14. BIHIRARBERE TUAESE - FEIEEE(#RE (hyperparathyroidism-jaw tumor syndrome,
HPT-JT)
) BEffEEET L EEER

CDC73. HHEKREEER
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CDC73 13 HRPT2 ¥t H W E, Wnt > 7 F AR EHIHT 242 v X7 TH 3
parafibromin % 2 — F L C\» %, CDC73D¥E-N Y 7 v b iZ HPT-JT #8384 @ 50-75%.
KRN R R R B RE TUAHERE (5% IS Bl FR RS RE TTHESE 23 B AE 37 2 23t o N 3 Wb 22
EEDL R V) BED 14%I1CE8%D b5, Parafibromin D Gy Ge i B 23 gl BHR R A i
& EIHFRIE DR B 2 W IZ PO FHNCER L T 2% b H 22, Eamsrid h a2 v+
VHRIFEL TV R,

2)

HPT-JT : LT D 5tb %72 3 8F CIZ HPT-JT 2% 9

- JRFEMERIFIRIRBERE SUERE (PHPT) & SEEIEE O A 0F

- TR, IR B 2 X EERT R 2 R 3 (45 oK) © PHPT

NRE - BEFED PHPT

- NVRHASRE O FH B 5

- BEELEZE D SRR IE
3) NEHICRIES 2 2 AR

HPT-JT o BEfEE D IRiER L iFFFEH IZ AT 0 0 . PHPT (3 MENT I lb_TH
HICRIEL., 22 oHEEOE CallfEZ5I 2RI L S 5,

3-1) PHPT : 2i&3 70-90%, 1 4uE 10 FLARTICHRIET 5. % < (ZHAME O JRfE
25, —HR (89 15%) 12 EIFHRARE A FAET 5. & Ca IJE X MEN1 I lb_CRIEHL F
KDDOEETH LT L%\,

3-2) FEEHEE ¢ FHER 20-50%, 10 FLARERIC SRS £ 7213 T oS O BT RERMERE 2 4=
L3,

3-3) FEMEE « BB 75%, 20-50 FRUCHFFE L. BYTAE. ARAENRIE, P i A 7 &
ERIET 5,

3-4) BIRZ 1 BHERR) 20%, EEM, EEAE. ¥ i Wilms S 245

4) SRR

CDC73 D a— FHEIBICILE KRN Y 7 v A3 L Ce Y | IS 2 il nfl - K8
RO v, BN 7 v b ofirefE (e 2 iEF vy R/ 7L—Lv 7L
NYTVE vs. IRV ANYT V) ICKBH A DIREDIRBEFHRDENITDONT DR
HEH B0, BEDEK~AI AV MICKMTE 3 X9 REE R0,

5 R —~4 TR

5-10 ¥ 2 b4 1 R 7 ) —=v 7 (iEH > 4, PTH), 542 & ok}

N T, S L OFHMEERA LT ) . ATETREFEH O LM I LEICG L TF
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EEE R X B ARG 220 5 2 L b b,

15. HIMEREREERE (Leukemia-predisposing conditions)
1) B RE AT
FIIE 3/NE 2 A DR 40% % i 0 i b BEEEA R Ve FIR O % < hEIiiaic 4 U
Tz RN RSN DRI S ) 7Y MICK W RIES 5 L FEZ b T/, Lo L—H#CI3EE
MR DRI N Y 7 v+ BSEMYHEZRR & 72 0 AR QRN Y 7 v F 23hb 5
CETRIET 2 ZEDBEHINTE R, 29 LERIMRERICOWT o aERITE 72
FonTHEL T, WIKHWBNITEZEE > TZrw,
A FEHRE R H DFRFI N Y 7 v MR L T HIIE Z2 FEAE T 2 IO W T ek B %
F£ 15-1 1R L7z MAHIMECTORME SN2 D DE2FRNTDH, HDTEHRALKED
F1ES %,
1-1) BARREREIE L L CHHEORAEZRIET 2 CHIME A FIET 5 D D
» Li-Fraumeni SiEf&ff 1 TP53 85T OIS Y 7 v B BIRIAC, FHIIE I 3-5% 14
U %, Fric e tafhsr 32-39 KO 5 R MY v AN (ALL) TiE, # 40%
I TP53IRII-N ) 7 v b % Fio, @I D BRI 4 B U AR IR 26 1) 2 70 &
DEBERET 5,
- I Ay FEEELTRE - MLHI, MSH2, MSH6, PMS2, EPCAM 8151 D1l 7
LT LRI ) T MIck B, 37D 18) Vo3l - BIi % FAET 2.
- RAS R D iEMALIC X B iEMRRE © NF1, PTPN11, KRAS, SOS1, CBL DJEHI-NY T
Y M2 X Y RAS FBEREDOIETEL2E UL FRCHEEMEEREEIRE AR O Y X 7 25 |
745,
- Fanconi #1fl : DNA {B{EEE O RECREMAMIIIELZ b 2, BHREN R L 23 A
{L23Fic. DNAEEICE D 3 19 DJRRERF2RF b TWw» 5,
1-2) (I % FRE & LCHRIET 2 H 0
* PAX5: B M@0 LIC B ARG N T2 2 — F 5252, WY 7 v b
precursor B it ALL ® YV 27 ZHMI 5, ZNETIFRHEINLT W5,
* GATAZEIMIEG R A% 2 — F 3 22085, flEf s & Kt a iR EfERE (MDS)
/2MEEREE RIS (AML) OFAEZ R & 3% MonoMAC (monocytopenia and
mycobacterial infection) fif £ # . DCML (dendritic cell, monocyte, B and NK
lymphoid) RIBfE, VY v VERE-CHIE LA L MDS % #iE 3 % Emberger fEERE
DJFRKELRT & LCRE I N7z,
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« CEBPA: 5% DL 2 RS EMIE R+ % 2 — V3 5, KIEMHE AML 22 5 [[E 3
7z, Syndromal ZefERZFFICE X I AML 25HET %,
1-3) If/IMRIRA 235647 L i 2 FRE L LCHRET 2 d D
- ETV6 : MM & VRS 2 % 563 2 50R OfENT 22 DRI ) 7 v b B3JRIE &
7=, K. KRR, MDS, AML, mixed phenotype leukemia 7z & % FfES 5,
/NRALL 24— b Of) 1% THIYS ) 7 v F AR LTz,
« RUNXI : FIEMEIVIMRIEA 2> & B {2 85 12\ 72 % familial platelet disorder with
associated myeloid malignancy (FPDMM) & L CHRIY-NY 7 ¥ F D3EE & vz,
1-4) & < Folffesr X 7z F I S RE R

Ataxia-pancytopenia SEMERE L. EEITHEBILH., SR~ 2. AML 2L 952 &
BHIb N Tz, 2016 4. SAMDIL EIET DN Y T v F BB L IR 572, [F]
2016 . AFIC BV CRITRIZ, BEERYYE, @B, B M. IMBEREREE .
/IIRGEA, Bl % 2 L, monosomy7 % H 3 % MDS % FJE 3 5 EE D FEH 2> & SAMD9
BT DRI Y T v b 2SEE T 4, SRER DI T % & U MIRAGE JiEfBfE 23 7 &
N7z,

2) MRy —~A 7R (K15-2)

BWCHRIET 2RV F Y vo¥lE (NHL) ® ALL Tit, ¥ —~4 7 v A THRIAK
R Rom bz B3 o385 L v, —77, Br H - BUEZ 20 TRIRICETL C
W< AML, MDS, ‘B#if 42 CI3ET T 2 MmEkiD, BRI, MR R E 7
xR T 2 AlREMEA S b . BIIREAL S 2 Al i LS MleSiE 2 20 5 2 &
T S AU SRR TR 5 B, 6. R 2 LIRS Z il 5 2 L 3T 5,

YP—=_A TV A%To TV S 2 THEHE LG, WA, W, T 2RERLE
BEENCHR 2T, BN 5 2 L8RV TH 5, AMIRRERZ R 2 & To LB AY
Pz E &SI ME G- T IO THHEIEL, YY) F— 2175, 2% T
37N, RFTOEBIFMEZ BT ITE 2 5 & & b, BRI B L KGR 7 &% FEHL
LEHTS 2, B L RIS, HIERBEFIHORIKIER 7 L0oBE%21TH> 2 &b RYIT
H b, FERIZRIGE & L CEIMAMAEIEOER X 112 AlReED2 5 2 556, 2 E &,
ToEE, KiEO HLAMEZED 2, FKIEHK FF— &L 225613 KIEFF—IC
KB OBIEFRENLEL RV, THEAT v ) v IIHRRETDH B,

FEIFITHOmE L LTIl E BRRETH 205, ¥ —<_A4 F VAL LTORR%E
gL, BEORNICE DS TRHHOWRE R LETH 5, MIEHRE CIZIME & MRz
MERR L. FFBRC BRI o B, I/ IVRE. “FHRIMERERE (MCV) %35 %, I/
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DT MCV oz, BHREKOETCEM A% "% T 5, ALL, NHL © =
7 ) —=v 7l LT, MEREOHEIIEE > TH b TR H 5T X v, MDS,
AMLODORZZ ) —=v 7L LCii, 77 v = ﬁm&a%9x7@u3~4ﬁﬁxﬁ\%
Dt DLGE TIRYHNICIE 3~4 2 A B EITOREL THILT 6~12 2 H B &ITfT 5,
BHE 1~2 R CMERRD 28072 5 2~4 B X127 5, MR O TeIE O
BH D 2-3 BILA Eokd ot < e id. BREEH - AR e AR A FET 5, BHliR
7 L AEE R AR < id. MAEE R, BIBR. FFER. AL, RHIRER S DfEy N Y 7
v ot &R 5, BEiA4. MDS, AML &) 227 B35 ik, F£1ROF
BERM A AHESE X 2, IR O HEFT IR FE 72 £ICiA 2 X 5 © & UL RIS AR B A
R FEWRT D,

/

16. DNA &8 B 5E
16-1. EMIME IR/ MMHKFAE (Ataxia Telangiectasia, AT)
) BEfEEET L EEER

ATM, HG kg MEn
2) W

TR & T O 212 72 B RFAREIR 2 529 5 o /NMMMEREREREE | . IRERES K
ﬁ\m%\xwﬁﬁﬁ\ﬁ%%%%%&Eﬁ&&néom%ﬁ%@%ﬁM£W%#6?
¥ TIC 50%., 8 FIFT 90% T 2, RIBARERA HIEE TR® 5, BEYEALIT
MR AR, ElSE, FH R E03% v, 30%DAER]TIZHH & 2 7 AR SRR 2 3280 72 o,
15-30% I MRS O FEE 258D U v SRS DSBS G, Bl b AN
NS REA 22380 5, F7- 14%0 BH CIHERED K T 235580 b, HiERx &b W
INTWw5b, MRIIC X 2/MNMEME O, i IgG(IgG2). IgA, IgE oK. T e
BAKT., CD4 BT 4 —7 Tl RO T 23S 2, KM PHA It (At
< T MREZAZET &) efEsrn 7Y villnriE (14 %) 2&50iREE D) v o3
BROHIL D B TH %, 95%TIME a 7= F7v 7574 V(AFP)D LR %280 %,
AL LCfTbi s, HEMILICE T 2 BEHREZEOUE, v AZ vy T ry bk
Ik 3 ATM & v X7 ORI T CTHEZKBTTON S, £ 2t
Wric X %,
3) NRHAICHAES B A AR

Y VoS, ATEY VoS IE(ALL) 25% W FUE-ORT IR, B, e & ol
HLH D,
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4) ERIRHR

=7 4 ¥V 7HEBERICD R WA RIALITRN AN Y TV 23R 55, 90%DIE
BlEF vy 2L 7L =LY 7 XA TDIREANY TV b,
5) Ry —~4 7% (% 16)

IET VY RICHEIHERES - [ 7 v i3k, REORERL, 2%, %, LDH
HENFREIND, BEROMREILEET 2, REE S FFE. B2, BER ERBA
DIVRIBHLI L EHbONTWE, RAFICNT 29 -4 7 v ROERITKMEE,

16-2. Nijmegen WiZiEf#E (Nijmegen breakage syndrome, NBS)
1) HEEET EEEER

NBN, HROAS SR
2) @

INBESE, KB R, AR, TEIRBREEE 2 R, SR AMEDS D 2B T, AT &
Hr VR GBS BT 5, HIRESL L WX, FIEE L SR L, D3RO 72
Bz, T-NIRAER, RELHE, B OO REITH 2, MFEELER IL#E
JECTh b, RIERFEL LAy ~ru 7Y VIFESR, 1gG4 © [gA o2 1/3 12
DIEHICTH NG, Vv A BREOMAD 258 bis, CD8 [GIEMALIL IRz 5
X 57225, CD4 GIEMlEo AR oNn 5, AT LFRIRIC 7 H% 14 FREAEOIEE
foZe Vv BB b5,

3) NRENCIERES 2 A5 AFE

Y o, REEFNE, B, BESRAIAEZ C oA HE T hTn b
4)  BIRFRIRE

ZEAEDHITRT 7 NICHKRT 5 & SN2 HBEORHMNY 7~ F c.657_661del5
ZREREAGHRE L TR,

5 Y —<A 72 (K16)

I U7 VRICHES RS -4 T v 3w, RIEOREIN, 2%, &, LDH o
HIENER I NS, BHEROMRE LR 5, REE S FUE. BIZIE R ERBAD Y X
IBBHDBHEEAONTVS, RAFICHNTEH—_ A 7V ADEFRITKMEE,

16-3. Bloom JiEf&#f (Bloom syndrome, BS)

1) EEEET LB
BLM, HHOAESMER
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2) @

fRRH S X O AERORERSE., KA K. HXGEEUE, 5§ RESTHR. 5—ERGE,
DRPAMEREE T 5, BMEMRLE LC3iREERL%R L, MiEIgM 50 mg/
dL 238l Fici® b %, diepoxybutane (DEB) % 7z 1% mitomycin C (MMC) |

PR D TTED H b, e & LCTiThh 3, kgt kscit (SCE:sister
chromatid exchange) %L 375, mA&ZHILER THRAEIC
3)  NRICHIES 5 03 ARE

U 2 S[ER F L 72 £ O M IR 2 S IS FEIE T D0 BN LUK GRS e 72
EO FRRBENROND,

4) BRI

BIE R %2 D DRI ) 7 v F B3 AIb N5, XY ATk BLMash & LTHIb
% ¢.2207-2212 delATCTGA insTAGATTC 23, HA ATl 557_559delCAA 28 X < Al
bNbd,

5) #EREF—<4 72 (F16)

ITETFVRCED RS —_ [ 7 v 23R\, MEEEZ QFEICE W2, F—
AT VAI~APABIATONE XE, 2FICHVIEEIIKRIGE RO T, 15 F 2 HH4E
DFEFM-C NESFRES R SN S, FUEORIEICEAL T3 18 2 LEFED MRI
HEHRHERING, BHEELZFRET 27200 TS HREZ2H» O 8 F £ T, 3~4
A ICHESE, HORRBE 1S X B F803 A 2T B Ik T, CT - XM ic»b v,
=i MRI o % v 5 <&,

16-4. Rothmund-Thomson JEfERE (Rothmund-Thomson syndrome, RTS)
) BfEEETLERER

RECQLA, HG k% 1EE(R
2) 2k

%R B REZEAAE (5 3R B, (A SRBIE, 5. BAIIMEIER). M. AfLidhE, Ky
R, BHL s YEZEOEREE. HoBMRE. ONEZFEE 35, ZHEET
ZWic X 35, RECOL4 DB TEEICLXVRIET 2HFEER 74 v IV FAICRE LN
% RAPADILINO JEMEREZ/IMA 22 st 7 7 = A4 LB, BRE A8 AR A, D& o K48 -
RIERK. REARIER. HILEIEIR 2 R & 3 5, Baller-Gerold JEMEREIL/IMA 75 (44K
g R AR, BERE. EHETRIRMAEZ L 35
3) NEENCFEIES 2 A A
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5 PEDFEFED T 30%1C L & v, Z O FEFEFNR L 10 F iR, D EHI <R HIE
MfasE, B S R - EJE. RAPADILINO SEfERECIX ) v ol D ) 2 7 A3 n, &
SR B RIEBEREEE(MDS), HIMEORED H 5,

4) EEERRR

a—T 4 VIZHEHBERICOAE VAL REMLICHEN AN TV EBRALN D,
RAPADILINO JEf&HE 1 ¢.1432+2delT JFHN ) 7 v b & S EEAE IR,

5) H{EREYF—<A T2 (£ 16)

BROREZRET 2720 5 FATICHEOMAEZZT 5 2 e AR I, BFAE
DEPEY) ZZICNT 2 h T v ) v 2 e2%), BHBEOMIES X WIERICEET S C
Lo EERBRONZHAR—ZATA4 VEBOME LIRS 2 2 L PEETH L, H
RIEFREDE =X ) v 7DDV T — v OREOHHEIIAH, L1 LEREDCE
Vv RZICHFT Ay v ) v e%d, FRECEGES X OERICERT 5 2 &,

il

A

16-5. e R AL EFFE (Dyskeratosis congenita, DKC)
1) EHL#Em T L EEER

DKCI, X#gHrE%1EEn

TERC, TERT, TINF2, RTELI, PARN, NAFI, 3@k EEG

NOPI10, NHPZ2, TERT, RTELI, PARN, CTCI, STNI, POT1, WRAP53, ACD, 4
kA s
2) 2k

JVERCAR 4, ONEABE, K82 ICRERRERIN % &0 2 o EAEG] <IN
Dl b RVEMTEEEEA AL NS, F 2, BRIEEIEA >N, BREEERE
P M PR A EIARAEE & BB LT w3 R A5 N5, insitu N4 7D X4 £ —
YaviEffiozzu—%4 A M) —ICXZHMKRD T v X T RHEIECELT2WIC
X3,
3) /NEHICHRIAES 3 DS AME

L0%TREE SRS A Z B L © 5, AMEREMEAIMFAML), MDS OFIELRS W25,
fLEo . RV EEERR NS,
4)  GBRIEFRR

DKCI D %5453 30%, TINF2 © %23 11%, TERC. TERT D4 A 5% IC H,
b, ZOfthDyTFOREIIHTS 5,
5) #EREF—A TR (F16)

54



BAEDIME & BHifE. KK RIS U 8MRErsfERsns, 7 ey
VERGIZBEMTOIU TV EEE1E 2 41 1 B OO BSR4, FESEER
FED Y R BECDOT, OEOHCF Ty 7, 241 1 MoERZE, 16 ¥ 5131
IR OB O EMRIC X 2 PR30 H, ZWIE—R O ARIZZ AR n
%, MRHEEERAE S TR BEMIC R o 72 b N— 2 T 4 v DIFIHERERE 2L E, 7=
Ty RarUEEns b T 3 54, EICH T 2844 OG22 5,

16-6. 7 7 v a2 =&l (Fanconi anemia, FA)
1) B#EmTL#EsER

HR GRS MRS 1 FANCA, FANCC, FANCD1/BRCAZ, FANCDZ2, FANCE, FANCF,
FANCG, FANCI, FANCJ]/BRIP1/BACHI, FANCL, FANCM, FANCN/PALBZ
FANCO/RAD51IC,  FANCI,  FANCJ/BRIP1/BACHI, =~ FANCL,  FANCM,
FANCN/PALB2, ~ FANCN/PALBZ2 ~ FANCP/SLX4, ~ FANCQ/XPF/ERCC4,
FANCR/RADS1, FANCES/BRCAL FANCT/UBEZT, FANCU/XRCC?2,
REV7/MADZL2

X H§HIES M « FANCB
2) 2k

&ﬁ@éﬁ%% HiRa, KB R, MEEREER2Z M5 25, ZoRFAILKTH
%o INRENCETYE O PLINERIEAE % FEAET 5. MMC UBERIC X b | PRk RE %
Y,

3) NREEICHRIAET 2 A3 AR

AML, MDS 3%\ >3, SEFEER R P LR S fradfia, ALFAhiensa. FEfifeE 7z & 03
Roid, FANCDI S FANCN @7 — 2 3/NRINCETHME, iz & o/NR23 A
CHIMEZ FmERICEH L TFERARTH 5,

4) BRI

FANCA DB X 2 D28 % L, % Dt FANCC, FANCG D %355 10%7F2
£, Zofhon T OREIIFTH 5,

5) H#EREYF—<A T2 (£ 16)

ME &I 1 Bl oFfigi, KOERITRICE U EimiEs g s ns, HHO
NEoHC T Ty 7, 24 1 [Howptzs. BEH» 513 1 F1C [ O SHSHE O &
MIRIC X 2 2R 0EE, ZHEIFE B o ARZZ AR I N5, FANCDI/BRCAZ,
FANCJ/BRIP1/BACHI1, FANCN/PALB2, FANCN/PALBZ, FANCES/BRCA1

55



FANCU/XRCC2 DJFEHIANY T v F D ~T a AR DRKEFZ 13 AT 72 > T D HIE.
PIBIED Y 27 BEVD T, A7 Y —= v 7PN AR H 5 L E 2 5,

16-7. &M 2K fE (Xeroderma pigmentosa, XP)
1) HB#EmTL#EnEX

DDBZ2, ERCC1, ERCC2, ERCC3, ERCC4, ERCC5, POLH, XPA, XPC, #3454
(EREgn
2) 2k

AR L O SO HAEBEERH ) . RIS WEETEE Dz, #INstk Gk
B HZE, BTt 10 FWE2 S EBBAORERALN S, MFERIZ, 3 FE
OoHBIL, 20 F T A I EmEOBITREE, BRMEESHEET 5, BEARED 5~6F C
A2 LENDG, HIEIEIRD O EER XP, R ICHEEIR & 5 #ifehl XP,
JEREIRIC 2 7 4 VIEWRRER & 0F T 2 a7 4 VIEERAITLS S 2 R E cfrbh

SRR Z MR T M 2R U SRS 2 O A E B DNA & BARE DK T 23 4
bbb,
3) NEHICHRIAES 3 A AFE

B, KSR ERE, BEREEZ R L, AR, REE. BRiE
Biie & OFEIEE % G063 5.
4)  ERERRE

XPA 7% 55%% &%, FIEIEIRD A D XPV Hizs 25% T2 hick . 2D, XPD
25 8%, XPF %% 7%, XPC 7% 4v T»H Y, XPE \3f, HARAANTIZEED 80% 1T XPA
BURT ¢.390-1G>C DR EHAERDIHANY T v b BAL N5,
5 Ry -4 72 (FK16)

3HhHEBOKREORZ., BREICL 3= v, BEREEKICHT 3BT
7 41— W R 7o 5Tl 28 A2

17. DICER1 JiEf&## (DICER1 syndrome) i fifi 2/l (Pleuroplumonary blastoma, PPB)
1) BEEET LEEER
2) DICERI, HREAEEMERE, ) 10%E¥ 4 2
3) 2

FLIEH 3 X O 5N R EIFERE O G EEE (PPB) 13, ZfsEivE R IE, SEfar: R
JEE, O b Y - 547 4 v e MifEfEE (Sertoli-Leydig cell tumor, SLTC) 72 &%
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o R - EEEE % #iE 3 % DICER] JEEHOE 1 OfFEchH 2 2 L 2k d 5,
K 17-1 1R L2 ki (R 231 2.0 B 5wk, EkE GER) 282 25 554
DICERI DB FIESHR I N 2 /AN T v P2 DO NOE—EIHE.
FRICPPBDO Y RZ 235 5 TH RO L IIELNICGEEFIRELZRZ T L& TH
%, . BEEERFE LA b FIURERO T L B0 3 58I IMEEZ T
DX Lz,

4) BB

DICER1 JEfERE I R E2iRiEx £ 3%, PPB BE D 70%LL I3 AETEMAL RS
DICER] OREREFERAYFII N Y T v % b D, [EEMC AR IR N ) 7 v
k& LT DICERI ® RNaselllb fEi{®D I 2t v 2N 7+ (hotspot (X E1705,
D1709, G1809, D1810 3 X I* E1813) %% %, (AHIlERIIHEN ) 7Y b Ah %
T 2% PPBIEBIDEEDBAERIET 2 U A7 137 0wA, A4 7 % SUHICE { SER
»H5,

FERES IR (M, R B 5\ 13 BFAEEFHINE) % F v 72 BB AR A TR N Y
TV P BRD N0l YiE, RECEEOAREELH D 26OV THRET
RETH D, T/, KR DY EEMIARD BT 32 2 L35 F L\, JEE O DICERI
I3, HERER R L WIERI. X &I I3H 72 IR SRR/ FEF 70 o A BRI
JEIE KW 2 DIcbHHATHA S,

5) R —~4 T2 (F17-2)

Y—_A F v R, GO TR, RSO L LG Ay M FIHTE 2
Lz o) 27 (EEERE-CHEGFOLEN, B oREM: 2 &) 2 P& L 72 L Cli
fTEaNBRETH2, Z LT, BELRE~DHE. -5 ERBT 2MERCHR
DI\ T SR OM IR ST 5 2 LB EHETH 5,

5-1) i : PPB I cystic type @ 1Y, solid type ® I A, XUz o3 REET 5 11
RlicHfansg, PPBDYRZBECDIE 7T FETT, &dFHICEDD o 725EHIF
31 TH 25, DICERI DRIV T v DY X7 53% 5854613, Mo atiRg o
HIICO W, RS =R B S %20 5 2 L MR S N 5, il o FERatER
ExRBET 2 3 HAERPORERL v 7 v X0 b RITEEERE D ARE SR,
HAERRIC T L~ 7 v, Atk 3 22 H £ I DICERI OEIRFEIRE %%\ T %
TepHERING, 1 FURRICAZZ e, TRV SEEEOFE IR, T4 PPBD Y
A I B EHRDDTI{IANY T v b 2ROSEICIIER I »H T GREMICIE3 205
6 7 ) ODEICHIER CTMEZZ T3 2 EDREE L v, RANICERE DS 2T T LD CT
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BRERVIREB L C2 FEo 2HIELN, 0F 20 7T TR 6 »2HE, 8F 256 12
FETRECIBOMEL Y b v o7 ru =23 ohs, CTHRETIE., RO
DERNRICZR 2 X5 1fThbnd 2 EREFE LW RS Y 7 v b &2 D RICFERA
BRDONGE, BEINZETIIIRPPBEVE LTkbhERETHD, B
IR HERERIC T 2 2213, WOFln7s kA ZIFKORN 2 ZEE T ~ETH 5, L
FM AT 5 HE BB T 2 X )R ZIEICYIRT 2. Z L TREEDH 5
BRlOEMEICa VAL T I EREETH B,

5-2) B : ZERE B 2 AL AR, Wilms JESE 3B 3 2, SEROPE B EE 13 PR~
HETT 256050 VIR ciHET 2546 b RBIoRA L A ALY | EEFEO B
REDS X D IR7= L B FIHEME D B 5, BEETE S A o R 13, Wl D gl CT & %175
EICIZAT v, 7 b 8 FETlE 6~12 HHMBITITH T L 2 H#HE¥ET 2, MEMHEEIC
DWTlE, o AN R OFEI N ) T v kD Wilms JIED Y 2 2 235 2 EH
DEAICIE 3~4 D HBRHERIN TV Z L h b, SBRRIORHIESH 5,

5-3) A%l : SLCT % gyneadoroblastoma 23B8# 3~ % , #JHH D B © 42 2 i34k
BFRT 0 A CIRiE T & 2 23, #1735 2 L i b iiE s Eic b 2 2, FESETH ORI
RSSO I/ NI NS WK Y — 7L LTR22 3 2 8 b Ha, SLCT 25389 5
NRcHE I a2 &b H 5, SLCT ° Gyneodroblastoma D% & A E2% 40 FLUF
ICHE (ROl 16.9) 37225, WEHIZ 4 F 25 61 F LiRIL . L7zd-> T, FET
REFERICOVCTOBEABEVEETH 5, £/, KMEOBHA. Rk IEHH S Kk
LY IRFIC IR O R DT, ISR - T Bl S R E A i 2 & T
»5,

5-4) HURAR - EAN AFAE 2 SR Y 7 v b & b DL 32%., BiED 13% I %k
B DR B - BRI O B 3 6 0 L RIS A D Y 27 a v b r—affic i
2L 16~24fEEVC EDREINT VD, F—_A TV REEITEEPICET 0]
A& AR R v, 2T, 8 FEE TIHEBEEMRE TV, R 2~3 £,
HDVCITERICIGE TIT O & & 2 HERET 2, 2 BRICL s -C i A R % 2 1 72
HClE, IRl o BRI E M % S 0 2R I TV, 5 I EE, 2 0k B
D LT, FIRIEEE2 S 2 581 3b T HAEmE1T S,

5-5) R : B3 2 0 3R ARBE L ECH 0 PPBregistry TIZ 2 T 4 4 (4~9 F)
ZIEL T3, Sz d 2k (R SIS, SUHMET) gL, 342
547 e d 10 FEE CRBERFHRELZZ T2 Z L3RI NG,

5-6) % OAfth : SHSATS © 1 R A%k S ek g o R M RR i, FRARZE & L I T SRR IERE AL
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R & o BEMEEE . & 5B & OB, HE Tk, HEMEY —-T DY
272z OB IRE N TV S, b i Tid, BRMmAEIC X 2 R KR D
BRI S 22Tl n v de, 9&<&%%ﬁ@\#nék:5@\::@@%%wa
v, BEHE L NS OYIERCHTRICEEST 2 2 L BEETH 5,

18. RASopathy

RASopathy & 1% (1) [Ras ¥ 7 F AREEE DRI 2% | (2) [Noonan fEfEHREIC
AL L 72 BRIREEIR | R e 3 2B CH 5, [ Noonan FEMERE ICHEALL L 72 FRARRER |
Ik, REE (KSRl X CHENRRIELE) . ek M0 E (BRI AR, ILREY
OEZ: &) Frgmvgas (RMEREE. IREg T8, BRI L) 2&En 5,

18-1. Noonan /it f&#f (Noonan syndrome, NS)

) BEEEET L #EEER

2) PTPNI11(50%), SOS1 (13%) , RAFI (5%) , RIT1 (5%) ,fiic KRAS, NRAS, BRAF,
MAPZK1, RRAS, RASAZ2, A2ML1, SOS2, LZTRI, 3@ m8 s

3) NRHNCFAES 2 28 A

NS IZfEHE AN L B L CHI 8D DBAFRIEY R 7235 5 & I, WIFETZK AR -
PR, R Y Vo IR, AR, BRI AR 7 & DRk 4 7053 A D A OF 3R
ENTw3, PTPNII (Fica Py 61 A5 - TTAIAR), KRAS (T581 £%R) (%, #
SEVEEBEHERME AN (Guvenile myelomonocytic leukemia; JMML) (1 EH{ML L 7= 5 BEHE
NiEPEZE . (Noonan syndrome associated with a myeloproliferative disorders; NS/MPD)
DIFE L BEE L T3, NS/MPD (ZHERH - FLY RN SIE L. I IZTAART
RS o N2 5, —E O BE ZEAE(L LESUIN TS %,

4) HEFEY—<A 72 (F18)

PTPN11% X U KRAS DIENY 7 v b 23 % NS id MPD/JMML ¥iED U R 7
DEL L RO 5 ET, 3 - 60HZ L ICHEY 4 XOMEREED - RS ES
OARMIMLIMERE S L O H MR E O FHii 2 RS2 X ETH B, 2DH—~ A T v A
BEOEMTREEEIRE D 20D T — XIITFE L WA, RASopathy D HEEHD 72
IZi3 MPD/JMML ic & 2 2l itk B (b 2 B0 2 fEW 235 5 2 &b, T OHELEIXIE
BInzddDLFEZOLND, MIEN RAHHEIC X 2IERZE O 2 BFICBWTIHIA
BHRLETH Y, JMML OHEHMF~DMHEBHETH 3,

18-2. NS-like with loose anagen hair
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1) #HE#EET EEEER

SHOC2, PPPICB (fi). HEHEGOAENERR
2) NEEIICTIES 2 23 AFE

B D OFEE ., SRR % 29 2 NS ICHEML L 7B R CH 5, BBikHEE, o
MR EDOFEHBAY R BRE L2 2 LBV ETH 2P MEI N T 5,

18-3. NS syndrome with multiple lentigines (Leopard syndrome)
1) BEfEETLEEE

PTPNI11 (T468M, Y279C 72 &), 4O ib @Sl 5
2) NRMICFAES 2 28 A

NS IZHEBL L 22 5B RIS 2 £ 610 Br0E, RO AE. SR 7 &R c d 2,
HHL 7 NS L [FIERIC, FED A ) X7 O ERED b, Atk v MERIIFE & &
DEMEEED 2 WHREEOFEF THRD LD LEI N TS,

18-4. Cardiofaciocutaneous JiE i
) BE#EETLERER
KRAS, MAP2K1, MAP2K2, BRAF, %G AEENHES
2) NRENCIERES 2 A5 AT
NS ICHELL L 22 BEARAER IS 2, Kgehebieseaiin, SMREERE . Rl 2 Bisi =
Y. INERAAHBIOMEDLERD V. HHBAL) A7 BPeEmbDEEZLND,

18-5. Costello fitfi#f (Costello syndrome)
1) EfEETLEEEA

HRAS. de novo, HHEMNRERERR
2) NRMICFAES 2 28 A

NS (HL U 7= BEAAER I 2T, B & 2> 2 WG P A i | IPLAS R, LR O BE
BENR. FREO 7R B/ B, S RB. S NRBAFIE ) X7 R EBRETH B,
Fric, MRRTUREBUIAIE, FhREEFIE, FHIREOBENE A A 2 b T 5, HRAS
GI2ARRZHT 2 BHII, FICHEBAD ) R 7D E,
3) HFEF—A TR (F18)

Y—_A 7V 2D EOFGRIFFEHIZ I N T v, 3 —4»H Lok
K. FEUTRIES X CHREFED 2 7 ) — = v 7 HIN O IGES /B3NS i % 8
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~10FFCcHETELz2HRET 2, 10 FLUFETIE, BHEPAICIZIMKDORZ Y
— = V7 HITHE 1 MDRBEEMBEHERE T 2, Fdd & L& LT, fifkIFEo =
7 ) —=v Z7HID K+ VMA/HVA HIE ZBEGER S E 72 o fESE L 2o v, ff i
DY 2 PREABEICBT B -4 72 LTWEL v b7 v EAHER S T
BY, KIESAHBL CTEMBEBETTL TH X,

18-6. Legius fiEfE#f (Legius syndrome)
1) HEfEETLEEEA

SPREDI, HZ i EHER
2) NRENCFEIES 5 A5 A T

77 = A VR 2 —75, MRERHEIES NF1 BLEEE I3 A0F L2, NS KM
L72BEgL, FEEEZGI T2 L0352, NEBARIED ) X7 IZAHATH 2205, &
il omEBA TIN5,

18-7. CBL JiEfii
) BEEETLERER

CBL, 3t R B3GR
2)  INRICTAE S 2 A3 AT

MR BB IS PR AR A OFAE - A . B8 @ Noonan JEMEIFEREIS. JMML ¥
fiEY R 7 AL NT W 5, AtEERMERIE. B & o3 A2 A& 0F L 72 fER S )
HInTni,
3) HEREF—A TR (F18)

NS FEkD JMML O % —~_ A4 7 v AR I NS,

18-8. Schinzel-Giedion fiEfE#f (Schinzel-Giedion syndrome)
1) BE#EETLERER

SETBPI, denovo, HREARERER
2)  INRINCTERE S 2 A3 A

HEOREHFEEEN . R B, ERELHETE (F - WIKE - OlEk L) 26
fRick v, ZLoEFITEZ 1 OFEUNICIET T 2, iEFIEMAEES ., il R a e
AV EEPERES,, EAARE, FEflEZR &, R4 i/ NRDBA D EHREHRE SN CTw 5, IEHE
BIREPA) AT IIAHTD 25, 2hE COREEH» O IF HUEBEREWEEZLNS,
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3) #EREYF—<A Tz (£18)

DAY —=_A Z Vv AOREYEICO TR, BEOEKRWELERE &KL TEx 24
TEHRD %, RREBBWRFOBBMREICE VT, BREEEOEMEICOVWTHERELZIL) &
b, MRS R I E o EE ~— 7 — & LT, AFP - SHCG Dl %175, %
FEGIIC 5\ T, SEHARY R IEER - B oS R, 5~ — 7 — (AFP - BHCG)
DHERERIND,

18-9. 7z RASopathy

FKBAY AT BEN T EDHIS LT\ % Fi7s RASopathy & L T, Sotos fitf&f (Sotos
syndrome, (F{En - NSDI), Weaver fiEf&# (Weaver syndrome, EZHZ) . Rubinstein-
Taybi fit {5 #f (Rubinstein-Taybi syndrome, CREBBP, EP300) \NKX 2 - 1 il (NKX2-
D EBFMONTEY FRALBAIBDOFIEY R 7 3EE 5 & BHE TN T 255,
WFILD 5 %R E RS ONPAY —_A TV RFHER X v, Lo LR
NoEHHE (LAETE. MER, WRMEFELRLE) OF —<x 4 7V R FLETH 5,

/NSRS RS O 2 2 Y — = v ZH4 4 MRl (Whole body MRI, WB-MRI)

D iR

G IESEERE O B IR, 1. NEWA» S o REICh 72 2 EMNAEHRZ 7 ) —=
VIZOREWRH DL, 2. BABLET - BAMFLIEE T EEIC X 2 BEHREZED
M35 5 Z L ic XV, 725~ JOHRIER 2 8 T 2 72, B BIRTA £ 7213 MRI 28
E{RA 2 Y —=vZofléhs, WB-MRI @ XV v b IZBERRR 72 2 & Thl
ZC, HRHHBIA i eg 2R cE 2L icdh 5(1),

2) WB-MRI Dfpf§ & #GE S

WB-MRI 3Rk % 2 —7 v F L3 585 O MRIL & A~ CRERDERE LT 3
BH, MBS U CHEE e HMHE R ERFTEI O MRI & flAab b 5 L CEmMEE
JEMREED IR D X7 ) —= v I3 2 L A[ETH 5, WB-MRI &\ 9 & “HHE~JE
FTECEERT I EDMTH P, Hhtigkd MRIZED A=y 7 afLrofE
Fa o —Fv =7 ORI F LM oRIErIRe R, iz & o AiiE, BE o
TR BB NS ERE O FE 2 &IC)E U CL 8 H . R(REIPH e RS tFic o w»w & -
Mt 2z 2 BEHRH 5 MRUT I L — P47 OBIRTHK Y Lo T b 728,
PRAREIH % 1 375 2 & i3, EROREEDK T LiIRRIFBOER IC O A2 %, —H, Ik
QREEH 2 e 2 2 &3, EHEOMEED H E & IEIFB O B Ic o2 5, £/, IR
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W D S8 #E 12 R REEDNE T T 2 0, NEOEAICIIEBIck3E—>avT
—F 777 FMERTE, FICHES ERT L) BRI NG, R 19-1 1K
B MEEEHEETED WB-MRI IC X 2% —~ 4 7 v ZID W T oML E L OHESERIRM
FRiCoWTRT A, BRI ClE T X COERMEEEAEGARIC WB-MRI 23 x5 b
FTIE W LICEREZIL Y BERD B,

Ry — 7 v R REBIHIC O W TN T e b a—17e I s b oK R
TREEL R VR, TEDOHRLITRINT WS D EE 19-2 1ITRd, —iic, wik
Wr @ fluid-sensitive 2D ¥ — % ¥ Z (STIR & gl T2 5RFHME R 72 &) % Hfl IcERE
INDZ en% v, F 7z, WB-DWIGLHGRTAEIR) % Shi7 W7 CHRfR L. kI FHE L
T mGESHAAEND 2 L BS , IRHERFEGR 2 v 2 2 LI X Y IRE OIS
FERBBSICIEZ R 32 2 & b AJRETH %, T 72 FRFICE I & 2 IEEURE (ADC)
bIRBRIEE RN I~ —H—E LTHWE Z EBAHETH B,

MRI % & DRGSR IC o WT, BAEIR 15T £7213 3.0T V5N 35, HBHIF—
R I BCRTIER CHALET —F 7 7 7 b E LR TV E VI RAD H B, LA L,
/WD WB-MRIIC3BWT 15T & 3.0T QBRI THEDRE W LIFICEIE b o7z
2ED H D, WB-MRI ORI EME T ER AT O IcE W CRiR T 2, &
FAIOER I FEANICAETH 5, —IVIC, 6 FKimD/NRIC W CTHEERH 2 i
EH RIS HERIC 72 5 03, (KIERMAECFRMER E DY R 7 b H b, 2D, WHERNE
B R RMEOLENND 256 %RE, WB-MRI TOEFERA7 ) —=v /D7 n
I —nic 6 FRIGOEMBEZE I N T AV FEHO/NLICENTEF ¥ ALE T
A7ZX Y YR PRT = A -BHOMIECE 28 =2 —72 2IC X 0 $EFEHSE O % Ik
LI LHAREL T2 B,

RENCX 2= a v T —F 777 F2BRT 5 FiEL LC, WRFEAZ W72 i
Rk &D B 50, IREFEIZA R 220 C, T 2RICITBRORN R LD E 2

THRAMICHE T2 08285 5, flicd K ZEEOED IR0 H 2HREy —7 v 2
HErHwCTE—vavy7—F 777 LIREFHEZERT 25550 206 O
ICOWTHBFADBBETH 5, MRIIRIRD ) 2 7122\ Tid, WB-MRI Tl #AlfdE
A% LARWEDIRE A RO, DIE—2 X =7 —CMBIREE 7 V) v 7 e
WOERE 7 & O — MR MRI O RIEH IC D W TIREE L AW & WiT ko,

3) WB-MRI O & LA — b

WB-MRI Ot ic s W T4 b & LT, EatEEEREE L ic, RELST

W O R & FRTIERIF RSN A M B R B B, TN ENOEmICHEZ@EL Tk
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IR B B 05 IFFIBOL & STAICE W THEEESTE T 5 L ) LA T AT e bk
WV, T2, EZEFTNEIAREEMEBETE 20 L0 IOV TIE, SH%DE xR TS
REEFEAFECH S, BHFE T, WB-MRI ic X 3[F5H2 27 ) —=v 7 oftiRic>
WTDERIIIEFIT D I W=D 7 2 L 3w 2 72\ s, Nievelstein & 1Z/NE D WB-
MRI & PET-CT % HBRET L T, 12 mnKili O BIRZ O I 1E MRI O 77 238 T
LI MEELTWS(2), MifEEiomH iz, CT 28 Gold standard Tl d % 25,

MRI T3 4-10 mD b DEFmWRE CHRETELL T2 H2503), LaL. als
EORIED H %, WB-MRI ZEHEA 7 ) —=v 700 D2DFETIEH 50, ol
RFT RSP RE R DT — 2 L b TRAMICHIRT 2 080835 %,

WB-MRI D5 ﬁ#ﬁi@#ﬁ@ﬂkmackﬁmomf\AmmMNMiWE
MRI K5 L. /NGBS PRI RERRE 1 D W C ORI & 5 O U S T EE 23 E L
ELTwW34), LAL, 20X 5 Ikl L 2RI D R nizo, isokitic
X VEE, BB BURREHES G T 5 HER D 5, — T, NEREEEE R O
BROSEEIZSL B wizo, PRICEN L CTHRRFEEEZITI LI 0b HikEne L

TIEH %, IR LM DMEHREWIE 1 A& P m o iHRZIIE 1 A\ CHiE
% J7i5 — R RRRHE 1 AN 235eR2 L 7= $1C . & Hisk (BEER. NEHE. s, B Bffizz & - - )
DO EIEK & FEOMAHREIE 1| ADBZNENLTAF Ty 2% T3 HEREVA NS
LHUHENE LN DR, EiRODH B E A THVIRE o 2 FIIHMR S TRV,
THICLA - ED74+—~y FBIXUVFzv 27 )X &fHio T HFELF— FE2EKT
LDHDEE L,

4) AIicH I 2 WB-MRI D HLIR

RIBCIREHRBBIE D~ v X7 =R D 7o\ & & So/NVEFEIK O [H{R 2 2 BT
T3 EREWIER Vw2 &b H Y, WB-MRI DIRIEfTHhI T 3 is%ii% < %
Wb g, £ 7B O BE PR T OB X T Y 2 — D 72 & ICHRGRIRE R O
HlHI D%\, D XS ROz 2T, NREIICH S 2§85 T MRI Ol &0 7-
WB-MRI DfffifTicovT, FIRE 78 fliak DB 25 Mg DU HREZWTEE & D ek A3 b 22
thblE2bNLD,

5) 4D WB-MRI o 75 A

/J\L%i{ PEREEERE D WB-MRILIC X 2 ¥ —~_A4 7 v 2ROoFRAMICO TR, 77
— 293P SHMAEL T REZFETH 528, T4, Villani 51X h 11 F D
A X fiff521C B\ T Li-Fraumeni SEERED B35 ¢, WB-MRI % F W 7= il o F 12 T
D PHROWEBICHLG Lz I IMELREINZ(B), L L, BRI OES 2

g :[‘

(\
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7)==V BV CIPTEEORE L v ah ol b OWED H 5, SO, I
B EHEEEREEO L Y A Y =23, MRI v—7 v 2D EGEL PR 7 e F a—
ZER T 2 DICHEME 5, MRIZLEIZSHRD T ETES T2 L Bbh s DT, WB-
MRID R 7 ) —=v 7 X B IEERINBANI & 52 2 KB RATNE THS I,

6) Z#H3CHk

1. Nievelstein RA et al. Whole-body MRI in paediatric oncology. Radiol Med
2016;121:442-53. PMID: 26631075

2. Smith EA et al. Current role of body MRI in pediatric oncology. Pediatr Radiol 2016;
46:873-80. PMID: 27229504

3. Anupindi SA et al. Diagnostic Performance of Whole-Body MRI as a Tool for Cancer
Screening in Children With Genetic Cancer-Predisposing Conditions.Am ] Roentgenol
2015; 205: 400-8. PMID: 26204294

4. Villani A et al. Biochemical and imaging surveillance in germline TP53 mutation
carriers with Li-Fraumeni syndrome: 11 year follow-up of a prospective observational

study.Lancet Oncol 2016;17:1295-305. PMID: 27501770
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F0-1. FEED 72 < T URMENET 2 Bt © BRI

PR - ARAH R RIS

955 P HELEET
YL/ T A A A e AR AE NFLE 278 NF2
LegiusfiEf=EE SPRED1
I A ERE 7 7 KA RIS 77 RA NS AT FAEMBERE SMARCBI, SMARCA4
RS #5203 A Li-FraumenifiEfR&f TP53
R AR I 2 von Hippel-Lindauj& VHL
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	3レビューワーク
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