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2. Anaplastic large T-cell lymphoma, ALK-positive D—#1 : fEMBEEIZx 3 5L
FRIEHZ T34 L7z desmoplasia 2 £ 5 BEENEE
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11 7%, B, 2015 4 3 HICAMABVTHRIE L, Fria RN/ NERHI AR LT, [
N BB CT CLAME D> GHERICIEEMER A 28 AR 2 T Lo, W2
WriX Anaplastic large T-cell lymphoma, ALK-positive T& - 7-, # H FDG-PET % Jiti
1T, 255, MR, AR, i, ﬁ'ﬁﬁrﬂ bIRE LT O, (LFREELZRBL, 8 A
KT, BRgL IR ode, L ZAN, B 5 AT AL BB AZ &2 Lo, BAES
MRI CZERTEHEELC Y ‘/&“ﬂd: (ZIER S D MRS 28 A58 . 6 F A AT & Ja T L7z,
JESIE 7 VA LA MRS L —3E & L TR L7z,

(AR FHIPT 7]

BV &£ 5 R CEH R %2 779 N/C LD E W S OB E 23807, 2
5 ORI B-cell marker: CD20, CD10, CD79(0-cy ZIFHEFk X7, T-cell
marker: CD3, CD4 [ZFE##k S 4172, CD8 (2 EAUMEIZZ U/ N AR DS BEEME 12
EMA (26— oML, £72 CD30 & ALK (2% < OIESEMI G TH - 7=,
PE- T, BHZWNEE G HERIES & [FAROMME 2B Lc, L Len s, BAENE
B IR IS & 13272 0 . BAZE 7 desmoplasia 23588 %ﬂf_o BG . B/ VA B R
72 spindle-shaped cell 23 tHEL U, AAEHRHE DS EEAI R A 5 1T A2 L T,
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P 7o kR 2 R 9/ N D REME U B AR LT, AL TPRIER ISR A LT RENE
BT, MEFHIIZ sarcomatous 7o MRS HAEE S 513 L B 72 desmoplasia 2358
DT, T LTEMERBOEIbE X 7= LT 72 Sl o0 T, ZEREZFERWTZV,
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(ﬁﬂ] A2 e, B a TARICIEE 2%, BHE MRI MAE © hr a2 o8 b
(2T TR A 2380 Te, £ D%, BRIEE & 2 =SARRR - SMSARRE R 23
m%b\ﬁﬁfﬁg@%@ﬁﬁ% WD T, FEERAIT IR 2 L. ViR E R P9 oD fid
JEE— AR S BT, INANZERD TR IR 1T e U 7o, TR BRAEAR T2 W Tl T )
ELTFHELRWbD LTSN, BIFRIELE L TH Uy~ A T7T7EY v NG %
1Tolc, Ho~FA 7HATHRIZEGRAE TR O <l L, SR TIRFRiEL
fkfe U7z, BEIGRHIN S 6 » Ak, MU WEER & St 4 2 U, B R 5N
SHESMER 258D 72720 BREINC 2 [81 B O EER I 2 fidT L7z, REERRZ W ©
M PINE & 2Wr S, BRIE S U THGT#IRE (60Gy/30Fr) &b FRE (N7 U #
Xtv) wBh LT,
DRERTR] FIEIFi B TEAICRE L T N/C A E < AN & 72 5
MRS > — MIRICHIIE L TR Y . —Hi CTHEEE L > T, BnRIg L 2HGRDI-,
$0% Yett Cld synaptophysin 25577 B B4, choromograninA [, MIB-1: 20-30%
FREE, pb3 Btk R L7z, 2 [BIHE Fifr Mo pr RIdE & Rk, s CK
AE1/3 -, Synaptophysin -, Choromogranin A -, N-CAM +/-, p53 +, MIB-1: 30-40%,
CD34 ++, c-kit -, Dogl -, STAT6 -, MIC2 +, NUT -, o SMA +/-, SYT-FISH 7§ 2
%w@ﬁoé%m\mmLEm}ﬁ&%K%%?%otomﬁm&ﬂ%&bfﬁig@
&\ CD31, CD34, ERG NGO 7=, MAEREDOZET & 2r o7z,
[Z22] YR T oRE Rk EIE, E%Tﬁ%&@fbfwtt@TﬁWEkbf
FIELRWEDZMTh T, LavL, TEEELE LI TH 72, 2FA
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4. H3F3A4 G34R 75388 b7z cerebral hemispheric glioblastoma D —i

OBAEIL 1,2), BEEME1,2), GHER7 2). FETEH 1D, AR 1,2,3),
A)IEGFR 1,5), BE 1,2, B 1,4, MAE—E 1D, &F %2,
EIFEEEE 1), AiHBHZE 2)

B R EE I ST A A R S4B 70 B
HTR R SE A e pm B 725 B

S TABERARRES B

HR T BRIR B e s

BT ESLN Ao v 2 — T e AR S

A

[T C®IT] ML e D KMk 72 High grade glioma & CNS-primitive
neuroectodermal tumor (CNS-PNET) Ok F 18RI 2 WX R /2 = & 235 5, T4,
pediatric high-grade astrocytic tumors [Z R 72 histone B s 1 DA LM [FEIE I 41,
—ODRBBER L Z 6D X DT o7z, AT 4 1L, CNS-PNET & #fikzhr L7-
—JEB & XF 51T histone & /x 1 & f##HT L7z & = 5. cerebral hemispheric glioblastoma
of childhood D43 7-JRERFH) profile & SN HEREZBDT-, TORFREELET D,

[EGI] 20 2ok, 98 2 EaR IS RPE, A RTEREE TRSEMIE S 00 32 W CHi H il 2 ha 1T L
7o FARRFAIC, MG N/C D m W bHIRE s Mifa s & < 380 HivTc, ffEii
At ¥Clx, FES L synaptophysin, Tuj-1, p53 (2. Olig2, MGMT, mIDH1
(R132IZfEMETH o 72, CNS-PNET & fHfk2 W L7z, 22T BEIRS & 1T L MRI
IR EITM A, = D% PE ¥iE (carboplatine, etoposide) % JitifT L 7=, 1BMEBAIAED D
23 » H T MRI _EOHEFR %258 ICE #i{%(Gfosfamide, CDDP, etoposide) % fiifT L 72753
TS I3HE K U7, Temozolomide MERFREVE % BiAR L — ARG DM/ N2 57225, FF
FEERES IR L, Rl 33 » A TH L L7-, Paraffin @A S DNA i L
histone BInFZ it L7 & 2 A, AZLR H3F34A G34R #7807,

[5%2] A% histone s A RIX, /NEOKMF-ERIZF AT 5 glioblastoma % §F
BT D20 EZEZXLNDOH D, MRFIFT A OBR T (TP53X° ATRX 72 &)
Hma e, Kz EOLITRATS X, TEREZFVZV,
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5. CADASIL #ifi 5 3| 51 D R R BT

O7fie PLE V2 - 85 HF V- ok EMY- \P BREY - Big F=H9 -
NEFSF R - il BV - Al WsE D
HHR R ERF e TR B 205 B U
[l AREN A 2
Al AR AR R A B A Y
o T2 PEIRTE NI I 2= = BymBeph e PR} 9
7l OREfAL S

BBIX 63 1k T, £ D 2FZITIHIE T0 5% THLT. Wb RN, £ & BICRRAE 258072,
BEAE & UCbiziTmiiE, @il i3BERBEA o o7, ohid 40 R T 7 T2 L o8
Bz, whld 54 RRFICIEN 2 3IE. FER « 2 DIERITER O o7, WH & bR
B RN - s (IR ZE 24k 0 Ak U, BEFF MRI b BB INIE 4 & LR BOIRICHETT L7z,
Hif% I CADASIL (ZFHEA) 72 MRS D IR 2R 1L & - 7o b D O, EALERTRIZ 36 K 500
RITtER S oo, JERNEIE & G RRIEA L 2 ik Th o7z (5 R 23
B, Ih o B 16 4F) . BRIRRRE & FRIEE & 0 H Y AR E R A N ILE R T D
Cerebral autosomaldominant arteriopathy with subcortical infarcts and
leukoencephalopathy (CADASIL) »%&ii7z.

[FIRepT ] MM EIL5 970K 830g, /M - fikes 140g), 4l 900g (K 795g, /I
Jibd « ik 105g) . PWIRBOIZIEMIE & & RIEHEE O ZEME & ML OIEFLR H Y, /M -+ I
FRIE B 2NTE BRI C T e, KRR IR BV & IMER 8T AR < 728 3,
KB 4uta,C FVE O JREIPH 72 B4 ORI L 258 0 7o . BERKIEEN IR 2> & B E O M Eh IR oD M4
BEILm BRI IEIE - i L, PRI IR LT, CADASIL (2R 72 H i
MU O L FAMEFRDIRZE MR, 20 TR & 0137 <, M CIER S I 1T8l5
952 EMTERL. BHORFEMIITL Th 5 granular osmiophilic material (GOM)
LIRERCTh o 7o, — ikl TIEmE & bEREEZE TS 2 b DD, FFEEIEG
BIDOFERLIRZEMEIX RS 72 7o Tz, REGIFIER L, RGBT I3 AFEPH 7o ik b 2
DT

[£ 0] LIcHR L 2o 728661 T1, CADASIL KM 22 A OZAKIZIZZ Ly
— 7, EER#EE & AEIARO m A 28k 1% CADASIL OZFivE L THEN RN T,
% Z T Notch3 a1 %2FH<7- & Z A p.Argl076Cys (c.3226C>T) O~T o #EE1K %
W, MEEZWI LTz, ZO®%RMIC S REZRNNE L7z, mE ORI R FEWR R
BB, —iiEas DFT RIZ O & TERA ARV,
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6. MHEFEZEL, ELLTT R bt A MEERNIZBEER 258 O o BREET
IF 7 m—X A TAHAD—HIKH

ORTER FEA 12, F54K JUrf 3, IHE SR 14

EMIRFEED AR 7R ) R B
[ FRREN R - U o~ TR AR

TR EL BT AREREF

ESLRBERS S WA TCER T o # —  BRIRIEIER

S W DN

EGI] SECRE 71 5%, BiE. FHEEE . MRS L. AR (BEERL) a H
B . 48 %, MWEATHEOM FEEMERRER, A E iR THIE. 52 Kk, AMTIREEHEL. 58
ik, HEITHEI A7 B —XATANAMPME) & 28 625k, /IMHKFHHIEL 63 ik, WET
s, SyiAfEIrE, st mEVEIRBGERIEE B WA GE. 67 %, BHPER
Frm—XA, PAN=THMR. T1 %, WRIK EIRMER SRV T (SRE 138 4,
EEER L), BEa R SCARB2 &I R EHEALREDY .

[FEEpT Rl IME 1,300g. /MMASEREESEMEME. MM BREIER. IR B 238 (.
FHRE PRI, NIV o RS EE L R, L S M e L A8 R o HH B A
BT, I ORERIIX PAS, Masson-Fontana 4:{4 C—# 5, Sudan-Black B,
Alcian-Blue Yo TRk, [RMEIR OB BRI, KIKEZEDH 1-5 & (55 2, 3 g 1K),
WeEEk (FrlTohER), BE, WS CA4, R HIREICLRO L, FELTT X het
A FMREAERNIZIFE L TW e, NIRECE DM AR O 5 1 X656 LD > 7228, %
< OFEOMRRAPUZ Y R 7 ZAF > D EEEREZ BT,

[ ¢ LBER] RONITHBOEROHE (& LTT7 R brtA Makw) &7
X TR OREZ FF% L 3% PME Th 5. SCARB2 B TFEMILT A VY — LK
EBEATHY, T4V —LOKREER SRS e OENMETH S, AH L F—
DELFER LA T 5D PME SIRGIEHE S TWDL R Db, SR RICE R D Kb A5
n5.

BN

a Higashiyama Y, et al. A novel SCARBZ2 mutation causing late-onset progressive
myoclonus epilepsy. Mov Disord 2013, 28: 552-553.

b Fu Y.-J, et al. Progressive myoclonus epilepsy: extraneuronal brown pigment
deposition and system neurodegeneration in the brains of Japanese patients
with novel SCARBZ mutations. Neuropathol Appl Neurobiol 2014, 40: 551-563.
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7. Oligodendroglioma #RZ 58 % f# - 7= gangliocytoma D —4]
OWRFC+ 1, 1l B2, FEEA 2, GhEEEAN 2, FEMF 1, SRR 2

HERS REEIE S R R e B AR 1
FERS KRR AP [ 2R T SR IR B 2 ) B 2

SEG - 19 % B, 12 2 801 (14 %) L0 RAPRIEZFEIC 1 ERER Z LT\,
WIRZRERAED B 0 | TE/NER 25252, 05 MR CHRUEMIRZA & fafi S v, 2 Poiksh
AN Sz e Lic, MRBEIERIZME < . MRI CTHEHREID B AKZRIZ T T
£ 2.0 cm B OAKALZFE D SRR 2 ik 2580 72, FEALLH Y, BT + 1
—DHITONT X, 5 FEOFR TRRICE R Z 3D . BN O ED T 8 EAL
MRS AR DM T T,

JRER . BHERRIK 7 RIS A S ATV, =a—r BB 28 52, B/IME
OARRZRFAMTE O & WY ORI E 2 A3 2 #R A 23ETE L TWh 555y (A) &
FZJEPHIZ halo <022l %A1 5 oligodendroglia B DMIFAAESE L, /NG IR LAY B A7
DSy (B) MR L, A'B & I RGROMOERNIGRO R o T, SaE Yy
T A TiX GFAP (3R D astrocyte (25, S-100 . NeuN [JrH#k e o —
HIZEME, olig2 13D Er DR ETHIIZ B Tdh - 7o, NF 1 ZE R BBERREDO R >~ F T
— 7 BNHLNTZ, B Tik GFAP &1, S-100 %, NeuN [&tk, Olig2 Bt Tdh - 7=,
NF (3872 B HRHE D R v N U — 27 BNA BTz, synaptophysin |3 A + B (2 HEH 12
PE. CD34 13ZfaM72 - 72, MIB-1 LI 1% Ai1.3%, B:0.6%72 > 7=, EHEY: - fafEYeth
fIZ gangliocytoma D% (A) & oligodendroglioma EEDFEFE (B)) 672 HIEE TH
D, BESN-#EATIE QOHSNERThHoT, BETHITZITo72E A,
1p/19q DR KT =T, IDH1/2. BRAF. TERT promoter (X84 CThH - 7=,
BIEEA : Oligodendroglioma £kMDE 373, oligodendroglioma, & %\ XAEEE /M
MRS CTH D OBRBETH 5, i THIULX, ZD— A gangliocytoma (2571
L7z “oligodendroglioma with ganglioglioma-like maturation”® RJREME2NE 2 54
5, — 5T, ZOBEFREWFREEMMR EEESCe ¥y MERMEZ U 7 AR
fEgE 72 & CHR 5415 oligodendroglia-like cell (OLC) THh 5 EE 2 57:51E, OLC @
HESE DN D 72 5 5EIL & £ - 7= gangliocytoma & &% 5 Z & H CT& %, Synaptophysin @
MR IRET 2T 2ER LB 2N,
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8. EATHE B LAEBRHME R BUE D —HI AR 51

OMMIZEE 1, BEIT 1, MEIE 1, WA | ORFRES 2, INBYTHR 3, % 2,
G AORNEUTHIZES

1 R R IERT W2 B
2 ESTRBAERE R fhiRe R
3 ESLRbERE  FriRmbe R

[EGI] 55 7%, 2k, FIRICHEIER L,

DREE] 3%, WiIC 2 7Bl 2 e Sz, Dk, S IRHEEIINERR I F 2 L7223,
BAETFIME 23 MR 2 (ZHEAT L7728, SEBIRE IR T, 26 MEN OB THREELE 720 |
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B - ARERIC 2O BT EbH 0, REERRITIER ., AR TH Y, FARHIRS Y |
REE AR, RO B EMRSRITER, KRR OFAMI IR E, 85 CT Tik, Al
SAMIEATEICRRE O FEMEDH 0 , Bis TMETT : ACVRIIZ p.R206H (c.617G>A)E H %
D, AT B MERRHER IZRE  (Fibrodysplasia ossificans progressiva: FOP) &
W, 55k, IEIDLE T,

[T R) IME 1230 g, MEEOBIZE T, WIS K OERIEANITAL A 2 TR E
< &5 7 disproportional, EH TlE, BOHF/NMEIARE <EY L, ER TITESD
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ATt OMRHIIERE A 58D 7o, MO FREICIX, AF OS2 MO T A bt A F AR
Do, BT, BEMIEENBEY DL OO, IFRNRITROARTH ST,

[F&E A ]FOP X BMPs(Bone morphogenetic proteins) & &A&D—>T&H 5 ACVR1
DB TAERIZLY BMP > 78R U, s & o IR HIAE 2 #kE il fel o8
FHIRA~EFHE I, BEEIEPEZDEBLEEZ I LN TND, ZILE TEE M
FIER DHAE (T Neurol 2012) 155 25 H DD, HAKAHRREL O FHH 72 #5138, BMP
ST F TR AERFICEE R AR L R T e mon TRy, BRI ORE
72 % Atypical FOP |23\ TIFANE - IKeR - /MK OB 238 A (Mol Syndromol
2014, AJMG 2015) ST\ 5, E£72, ET /L~ 7 A(J Neurol 2012) TH BilHESLT
A hatA OB - SAAOREDERINTWD, ERLOFRAERE 2 RET 5 ik
DETR, H2WET A Fat A FOFERKADO B Sl o0& | TV 2 & 720,
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1) £ob LEREZ AR 2) HOITRNEMRRENFHER
3) ARINIR R B A et BTy

FEB - FETHF4 5 F 2oth, fHRE, BE. BBICRHCRIVER D V., 2 4 FENBHBRITRO
SALOXEHAR, 27 FRICKEFHEE TS CDO2K, 3 0 FEHIURWIR. Bk
IREKIEE), MEEREE. BMIRER, KIMEST, WDKK S OTTHEZ RO, FHHM
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WRIRE, RO L EREIREE . RO CHEERIRER S ML, MBS IREE L 2o 7, (R RREE
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Bl, VESBERHIE T~ L=, 3 9 ¥, (JIFEBHES TE-ZXV o7, 4
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WD IRRRE TR A Sz, &R 2 04, R, B2/ 5 Tl
W TR T NUBEIR R IEIR D ER D 72 Do 72,
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oo fliE, PEEEERIMEE. Bk, WREERSMEL, BUR GEINIEL) . SMAESIR M,
FREATA . BARPRRRHET, R - Mg, NMREE, 7 7 — 278, 2 b oMk
FRRBLIEEALIC N 2, £V IRE R REIR ORI, 1 C 2 HURBEOEN S 5N %
HIRENE AR EZRBDTZ, —J5, UV B{ETDP 4 3Gt 0N - Mg W
B AR, dystrophic neurites %, 1 C 2 OV & Il L7040 TR « ik 34k
IZERDT=, X7 LA v MRRERHEZE L, 7 I v A R— B OWEITRD o7,

F e 2 ORIT/PHAFVEIR THRIE L, Rk, X h=7, RaEE WHITRE
T 22 L. KMHEREEOASIF LD S CA 2JEH], FIRTIE, SCA2E
L C U 2 i BRI T8 DIR A 3 Afi & 2 LT e, SRR, 1 C2 & U v
2t TD P 4 3 Ttk OREIEY D3I O Bk U 7= 3B 2 & O T L 0 IREI B L
TWe, W DA DER VI 50D 5 FHEE 2 R~ 3 5,
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