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DY ET, COBEFEZADLELH TLAHDLS
DBESATIE, TAPAZAETHERIHEINT
WE 9, HDLS & KBS R T 2 B RREIRAS H 37
OB EEVEST, FEOBIZE)TL X ) D
B ZOHERID, TOHEDT URI T LTIRES
N5 ZNnPhto HDLS fEfl T o, BB IS Rk
MRl %2 2L U7EBIEd ) £ A AIERITIEAMN
BeE ARSI A I R S S, B oZEM, 2% b
Za—BELVDOERbDY FEATA, —T, KHED
FZZLAHTTRAT7 a4 FPHBILTwE L7z,
COX)BIRT, TANALY, BEIRTHRBSRT
W B KINEE DML 7% & & ER L 9 5 DI
b IEA,

REP KBz B2 D30 CREE D NI R LB 22 1Y
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GIERBZ AT EW) T LRREEE
Ao HEEWEONMMOEZ S AL, ETOFERORS
DIEL 2o T, TELIEDNTELL > TL A R
R S E SN D HEFVET VI NA I —IHD L9 7%
WL, HEAMEIZE) EB->TwE LA, TTH
5, AEFITRMEEIZL -2 0o TWaDIZ Y
DIERDH T L 2 DT ES R IR R T,

B EOEMTY ., HBRFPLORETIE, /A
AIKALDS Z DIRFADIFEIZ L Bo L e > TV E T,
COWEPNCH L TIEE S 72572 TL & ) D%

ANBI T RFEB ORI AIKIEE IR SN EEA, 2D
REHDY YRV AT, EFEELE L TEEPH D
RUATHE E L2 HEBIOREZRELETITVBINLO
SEBITOHIKEAEZ DT HLBIT L7z AER o fj i
BCHKALIEH D £ LA ?

Wl HYFRATL,

KIE o PLAG, WREOERK (A7=zuq F) IZo0nWTHl
L7220 HY F e A7 0 FEE s
TBIRT AL, 2o h LR -722 7204 FO
MR EHIZI bay FY 7T, BRI MR E %
13 dense body 283k E 20, S5 IZEBEHOR T =
U4 FTlE=a—a74 522 MK E LTS A
DET. REBIDOAT7 24 FiZKL &Y HHR< 2%
WEBWET, BHFETRoTWRVWAL LIEEA
A, I hAVEYT, Za—uaT74FAV, EBHD
BEEKZOTL X 9 D%

AR 27 xa A B (RN (354 OMERETRO
SNDIFFERI LA TTA, BREICL > TELLER
A7) 9, HDLS &IH—a I TIdEE L
TRMGEEL & R F 30 9 284 M 00 3% A AL A
(ALS) TIXHFBEATMICFEICH F 3, fRMasgk» S
JEKERE COWMOEETERRY £9, ALS Tik
mif A 5Bz arhroREI 7 a ol
BElC A7 2 u A FH4 L 9, HDLS OB4 Tldmke
Ml S Bt v FREOHMICA 7 = af Rk
U, —h, Moz LTHREFICAELL AT =
O A FIXHmEshREE R o Bk o ki T, Mk
POty FOEMCAECET.

A7 204 FOHIBENZ DO TREFIEED SRR 72
ZALICHT 2 THEVH Y F L2, ALS TIEITIT
Za—u74 AL EEDET, HDLS DA
704 FTRZ2—07 454> EBEREEEY
(B8 = dense body) DIRFET L 726
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SURIT L
HDLS DERIR & RIE

I. HDLS DERKREE -

E{RF R —CSF 1R B FIRE60F D1RE

ER - BARENEE, ) Y~ - BEUENE ERAS R
A& HEBRE (EX - AR, U< F - BEENE

1. XC®HIC

ME R 249 B F ABEERAE (heredi-
tary diffuse leukoencephalopathy with neuroaxonal
spheroids : HDLS) &, BAM (30-401%) ZFRHH%
REARN, AEARREIR, SEBJREE, BOEZEMEE FREIRE L
THIES 5 W Rt BRI O EMRIIETH 5,
19844FICA Y = — 7 Y CITADFEE & & 1 KE R
PHE N DL, BE - REMESHE SRS L9
2% o 720 20114F AP B o 5L A A5 F A% CSFIR
(colony stimulating factor -1 receptor) E{z¥ZER
L s nts EM AR, CSFIR #AZT O
R782H % % % [ % L 72 HDLS #EBI % A TH O T,
HRTHE2HMA & LT LAY,

CSF-IR 3 HEAMM (w2707 7 — V26 H M
fo), Bcizsrzusry 7z L, CSF-1¥ 79
X Z NS DMK OMLE I LHE s, HDLS
@ CSFIR AR IIMBAF Y v FF =¥ KX 4 VI
%¢Lfﬁb?(§ﬂR£%%ﬁ?é%@fuaau
VB EESREY, HOY Y BILOREC
CSF-1% 7 F IR SR 75, ‘7U7U7®\w 1|7
- BRBICREERIZL, HEMELZRET S L)
ﬁmwfﬁﬁﬂénfwé“

HDLS & MRI Bi{foHfE & LT, P
O 0 366 2 I PR > FRUORZS, T B E B TH SR R 7. D i 2
FEAE R A & OB LMY, WMRREE TS
o (K5A). FIVEIRZIITRERFIVE 2 5 BB M FE IS
TR UIEET 5o MZEMIIETT 2 & MPHAZE, I
B, WMEOREFETHALND L) D, NS
JE PH A HE AR AR A5 5 &2 R HER b s ST
Wz,

WG > > F 75 7 4 — T2 %2 POt L CHijEE
SHTAZEEEA I MRS P AT 5N % o KR AT S AT
B, wiEBa AR, A ETSE AT MR A 5 B
FEBI A% <, HDLS IZB1F % BATHRER 25 >,
HEMEKTICEEL TR EE2 515 (K5B).

FRARREIR, TR o S8R & LTid, ixim
EERRHE, EEMER/NMAES (CADASIL, CARA-
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SIL), i SR SE B AR GROAAE, M e B R A S Vi,
TN NA I —RIERAVE, ZIEVEREILEE, O O, I
H— N 96, MREENE AR, RIBTAEY A o
T A =R EDVFET 5N D RIS T EEANE R £ 5
PWALE X HEZRICB W CHEBT 2 EO B WEY
Emﬁ%;*f%%ﬁ$“(ﬁ)b RRWZZH~—7—
FAEL 7z, BRARIER, BRIEHRIT RO &0 5 0
B LI LIEWEETH 2",
2. BREICK BT - HDLS D2 MnE%E
SPI2TAE 7 A REAT O BRI & ), HDLS (35 e i
ICHRE S N7z BRI LCTid (BRI I 5
B L OZ OHBRB OB LD, & HBE O
ﬂjﬁfﬁméht SWiLEEY WS hB Z E k
ol BRI LT OM ) THh 5,
[‘E%IEB]
1. 60iLL T oFE (KIMEEMRED L2, @
PRAEAR)
2. BRARSEIR (2280 1)
a. METVERRARREREE, £ 22 IMEARAAL - 1TH)
FH
b. SEAREB
c. N—=F v UEIR
d. SRR
HRAAREE RIS D L I3IsEH
. B CT/MRI AL = a. WP R 4
b. BEOIEML
5. MREEZBRANTE S
(G ED
1. 10iA D FEHE
2. EEEL KRR R o G P
3. 2P oS
[H)5z]
definite : EEIEHHE 2, 3, 4 a» > CSFIR &%
b L < 13 HDLS (R 7 0 B2 B it 5L
ZRD Do
probable : FEEIHH 1-5 9T &35, &
2+ B T AR T i
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R maodia I modia

R.latera L.latera e :
i > < =
@D B A &
%t ‘ O S
K793T ™ v 'f' “t“% &
2 A \ A ‘ol
i D &2 o5 IR
R777W B

.

C2UIIDA D)
cna®Y )

o ———

CINSOA

'c‘?:. ©24DA
) ",”.“
m P FORM ) h
'.’»’.’y';c?a' @ enmon ‘fi’ﬁf C
@
LRSUTS 3 L LY
. N onegRan
. -
a0
"
N anluwal .
x n7r 2 " 3 A K B S X g ® »
. B BE % E » E & & ! ® ¥ m % -
Di®* 18 2 8§ 223 ;% £355%:
* : 7 a = 2
'y 2 X %
- . L B ¢ PR (Fider™s exnct bevt)
ﬁ:-n-. n n
g o
M ULIFELK
§ErEmEHED
D|| H 5 R E qg E 2
"
‘ possible
E probable 3=
BRAMB HY
CSFIR ZERBIE 10 S 15
CSFIR ESUR{E 10 41 51
B 46 66
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possible : 2 a, 3, 4 a Zii/TAEE -
i B AR 1L R T Mt o

e 0 BRI B B O SRR B ES 1, )
5% probable 23T &H 1), probable (2133
WIHHS. [MEEOKRI] PUETH S,
L2 LHEGRD & B0, FRRFEIRI X O {4
BT oA D bR B2 AT 52 LIZLIEL
EHEETH S, FHHI1E T O HDLS i
EOBWATEICH T 2ME 217072, $72
HDLS #ERRMICZH§ 2 EZ L) R b
72O\ A I 72 BRRAE IR 3B & OB AT HL2
WTHREGES L 720
3. HDLS ZMEZEDZIEEICREYT 5%

[ /9] HDLS o RiRAER I L OB 1 57 H
O EHS 2T 5, F 72 HDLS Sl
HEOBWAHEEEZ RN T %,

[ %] 20114120 ~20164F 1 H 12, IR R
HHED RN D 72 CSFIR MAARIED S
& o NT7AB (BME324/ T V424, e
#556.5+ 13.3i%) o

[775] P o BRI AL E 2 v, BRIR
SEMEISIEHE, MR AT L 8 THH 122w TIKIH
TLOFERE L D EHIPEE L7, FHEBIZEL

M5 A. 4299 HDLS % GEiE L v 14F)
D MRI FLAIR W&l (7 - H) &
T FR WA SR () o RIR Aol 2
SMAREE PR ORZ,  wi I TSR O I
FA, R LHN, BMRREETERD L, B.
HDLS B #H O ¥~ F 275 7 4 —
("BI-IMP SPECT). 754 Ml UE i 5 T o> JiiL
FEART (L), PRI BE A S~ A IR [l
TOIMHFALT (FA). C. CSFIR ZR D[
TN, 175R205EHBIIC, 1200 CSFIR 255
%W 72 Di. CSFIR 75 LB YLEE & 28 e
TR Mg (BRI o ISR 4 B
PRECHEIZS D o 72, Dii. CSFIR 255K
PEBE L BIEEBE o i (ST o %
PN, WMRORFE T ILRGUH TR
124 &, T2 /NG EZE R CF &
\2% 7> 72 E. HDLS Wi % ¥E probable
7% probable JEFEMHFEB X U CSFIR %
B VERE S ERENEED 2Xx 258K,
probable ®FZ Wik FE 1L, JKIE66.7 %, 4P
J£80.4 %, BtERyH=E (T4 b bBkEkR)
2350 % TH - 72,
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C, CSFIR Z%Wtk, B0 o ME % et i i
FL7ze F72%HEBID HDLS #Wiskie ) & CSFIR
AR B2 i U, HDLS Wi L8 o 3 Wi ks BE % 5
L7z

(#5221

I. 205EBI17HRI21200 CSFIR ZE#R % B 120 Kk
JiE % A5 e BNE 200 B 13RERI C, 6 i BlIE AN
BICTH o7z (1IEPHIREEDOHHEAAW]), AR
I ALV AEENPI0MEH, A T7T4 A A MER
NR2MHEASON, &ETCSFIRFOY ¥+ —+¥F
AL YHNICAAEL, =27V V17-19128ER LTz
(®5C),

0. ZREAEENIZERBER (n=19) 42.2+10.05%, %
BB (n=53) 53.2+14.2i% (p<0.05, Mann-
Whitney U test) T, ZRBUERIHRICHET
FAE LT\ 72 MAESEN E CORBIIMIE, ZR05G
PERE4. 25 34, ZRBEMNT. 1£8.14 (p<0.1)
L, BEIWHOLNThRD o7z, LA LiEwmEKPpo
mRS (modified ranking scale) 284k % HEJ5  1H]
(4F) TBEL7- AmRS/fWHIM (T4bbh, 14D

720 © mRS Zfbi) &, ZREURELS (hULfE),

ZREVERE0.8 (i) (p<0.05) Thotze Z
OFER L ) HDLS 3o (B R FREICI R, XD
FAETIIEL, X DAMICHEITTARETHS LE
ZbNhiz,

M. ZERBEUE (n=15) BXOELRBREE (n=51)
1, & HITH40 % A RRABRRER E THE L Tz
B, ZTOWNRIZEERBEUERES I LA EWENRTH S
DI L, ZBREIERE PR, LB TR R E 25
DTz, MMREIR S ZRGIERE23 %, ZREME
BE9 % & ARBVERIC% <, HDLS TIIRiSEKLE
BEENFRERE 2D 2 EBEVEEZ bz, i)
T, ZREUROMFERIE, BRCEMN, R
EOMHE L EEETHAHLIEDEHMELTALR
726

V. BEARIEREE, KRB, 7TV a—VEEHRE, Rk

{
AR, RGBT, RSRMEIR, FERERETE, EBRRE,

NIRRT, 8= v = XA, EEREE RS OT A,
Babinski B4, ABEEEER), G, RERE,
BATHEE DI HE O A IO W TR L 72 (K
5Di) .

AR RE R (PG IEREST %, A REEMERE
86 %), AHHMEIR (ZEFIEREST %, ZREEER
76 %), FEarkEE (ERBVERETS %, ZRETEE

22

R8N

M

84

54 %), UREBMESCHSTUHE (ZFGYERETS %, ZEFEE
PERESL %), ATRES (BREBVERET3 %, ZREME
78 %) &, ML BIZAIEHLNTE D -2,
RIS E R VERE40 %, ZREVER1L % &,
ZERIGVEREICA IS Do 72 (p<0.05, Fisher's
exact test) (B5Di)o

AT AN IR SN h o 7205, KIEHE (R
FaVERE6T %, ZEFLRETERE39 %) (IERBIER IS
<, NG (ZERYERE 7 %, ZEREBETERES2 %)
BLOEERES (RGO %, 2B
17 %) \ZZERBEMERICS WES AR S 7z,

V. BN AR, RIZEE, RN RN, R
fii, WROREES, W - AN, I - M
DREE T, PECRRAGEE T, T2 BN,
?D 8IHH DA MIZOWTEHE L7 (5Dii) o
Bk (LB ERE93 %, 2 HEEVERE60 %), W
PORERES (BRGVEREET %, ZREVER4T %)
FERBERICAHEICZ C (p<0.05), HDLS i
BRI BREFHBT 5 M EEZ SN,
T2 P/ iR (R UERE T %, ZREM%H
38%) X, ERBUHICAR IS Lo (p<
0.05)o HDLS 3Bl RE TI1d7% <, &2 Bv
T, EARMICEBNNIE RS Bz lEZ S
h7z (R5Dii)

VI. KIZ, CSFIR MiAEZATS D H B, HIRIE
W BIHRPT R e & T TR AME 5 76661 (45
FaVERE1SH), ZRBEMWERS1IHE) % HDLS ik
i€y, [probable], [possible], [§%47: L], [
A D D] CIRY 53 72 WIS FRETICER T
Beds - AR B A2 T b N TE 59, defi-
nite ICF%Y4 T HRERNIIRE Y2 L& L7z % 72 prob-
able IC%ZHTH S [ 5. MIRBEORRI] 2o\ T
1, K FBEAMEE % BRAE L 72 1T CSFIR Mt
PRI L7 EIREL, BN L E L THl-
72o probable #% 4%l & probable JEF% 246 (possi-
ble, 4% L, BRAFHED D) @ 28N,
probable OBk 2 HH L 72,

FEE CSFIR 728 BB MR 1210614° probable (274
YL, 5B (possible 3, 474 L 26) 13%Y
L 7% %> 72. CSFIR 7S RaPERE 12106045 probable
WY L, 4160 (possible33Bl, M7 L 560, K
NEHDH Y 361 13U L o7z (RSE). HIE
probable DB Wi E*H N4 5 &, KE10/15=
66.7 %, FEEEA1/51=80.4 %, FEERH=10/20
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=50 % TdH -7 W) OV TOREIFRE N TV D, ThHH Bl
4. ER - B £ HDLS # Wik I3 5 5B OBE L E 2 72,

CSFIR WA % 4T o 72 T4REBI @ 9 B 204 B (9 ARAROHKBEMFEE © K FBEFHE GREHR T 7w
27%) W2 CSFIRZER % WL, HEREIEICBITS FAREL), RIFRERM, MEE—dA (EX
HDLS 5 ® 2 & kv e # 2 /-, HDLS i3, BARE A, U =T - BERNEL, T HIBIL A

HUSHBERRARAR T 2 W5t & L 7o RRbkRERE s, #1095 o 7% (fFR e HER~2)

E ORI Z AR TRAE L 28I AT 3 5, Fhalrp
B2 ) 2 & 0% /NIRRT R IR R E I v, 1)
I AR BT L C R 2 M - REAE T 2 MR T2 Bk
HIMGRIZA SN, R EOMEIAA SNz, HIER]
DOEAEBZWIIMER L TB ST, ZREMHICENLS
BREPEEINTOPREAW TS 555, T2 Bl 2)
MAIE3760 (T2 Bifgi2 2>\ TR IR AL DS H - 72 %)
BO 14BN A S, i s R AE ® CADASIL
e EORIMERES—EMETNTWD LEZ bz,

HDLS #ZWi:#12 oW T, H%&E probable 12132 R
FitEBE 5 BIATRE Y L e vy, — i CERBEMEHL106125%
WALV RHEETH o 7225, probable 3% % 3E 6] D
SER I (R REERES 54, ZRBEMERE12.34F)
(&, probable 7% Y HE B O F- 3 eI (28 0%
REL.64FE, ZREMERS.7TH) X RWEHINSA SNz,
75 B VERE C probable IZR%4 Lo 728l E LT
&, PRABEREREE A FE L TR (261), EEIH
H 2 OFRRERA BRI R BE E O A (2 61), MHEE
fid v (16) Tdhorzo TP e LR
RR2 MR AT FL AT 22 W 2 & G 72 3T Re A 1) 3)
FESE B TIABIETES, EURGEEI T BT E
HIALEBH B LEZ T,

HI%E probable ®REMERHFEIX50 %, T 7% b H A%
HEHEHE0% & VI FERTH o7, €T, SHOK
71T HDLSHEBNZ A % WEHIT O & o 72 R, 7 4)
e, T2* N I % A3 5 e & BRAL L Wi ks
BRI LET L, EE60 %, FFREW.2 %, bk
MHER64.3 % & EEIZIZE A EEDLLT, FREFL 5)
Btk E s 155 L7z HDLS Bl #E1c o nW T,
Rz ERT 5, BRAMHBZMZ 2% L, RO
KHDH D EE 2T

FLHDLS ORI L o/ Ay 2 —F D1 KK
Fix CSFIR ZERDENTH o 72 L i s ™, g
B - AR P2 121k HDLS & W T & % 28,
CSFIR ZRBEMF MR INLA T ED X 9 1Tk
IDOPITOVTIHEND L, &6, HOMR LY %k
S L 2B O 2% 0 Y, CSFIR 2 BBtk T 6)
»HHH (FKRHTIX) REETHLHEICIEEDL D
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DURIILIL. ICDVWT DR

B/ ax v b BEE (BK - mhikEmsys),
I (FR - s )

B HDLS OBIAFARIIOWT, I Ay ALR
MBELEAETLOATIAANA FOBOLH Y T
A, SCHRAYIZ F > & ¥ 2% deletion IZHEVWDOTL &
9 Ho F7: HDLS 3EEMEMRMERZ L Bv T35, K
BT 122V T, gain of toxic function 2>/ 7 H AR
47>, dominant negative 2 D%, FiEH 0 F T
EHE BB REN 7L —L v 7 MERZREL VT
TH, EORENITDAID T A, HDLS BE Tl
CSFIR DR THEWOFBMET § 5 LW ST
BY, HEOMEF TIEINTOREIIHEEIHEL T
WHEWIHERHD T,

/MBI - HDLS O824 ¢ ld CSFIR A5 T D RF,
b L ImEAr L e #EhhTwF 3, BIE HDLS &
EI)ERENTVEDTT

Vi © HDLS O Wik dE 3B & MAR T #hfbBE
FIWIT R £7213 CSFIR BinFREEL I TVWET,
A x—F Y ORFRTIE, HEMIZ HDLS O
MBI o> TH CSFIR DMIZTERD rholz ) T
ETT o 29\ ) FE B B LR 2 B 1
IR HLOTHME V) TR T3, BREIL
UL, JEFNC X o TEMERZEZE T 52 L2k 5
LRwET,

FHH RO EIIMHITMA E T L, Nasu-
Hakola % C DAP12~- TREM2DZERH 5H X 512,
HDLS 2% CSFIR UMD BIn T AR R SN 51
REER D D £970 ZOBMAIEIZIZTE 5 2TIHEIL <
EBZ LD, I EBRENNTHL I HLHD
F3OT, ZHHD L) 2 BHEYEA 2 TR D
HERWET,

BYE - #&/R 872 HDLS @ MRI @ DWI @ E1E 5 1%
MIETHRVOTT R, T29 FLAIR TbHEF%DT
L & 9 %% DWI ® high i T2 shine through % %3
WREMEDH B L) 2L TT R, £ L Tid DWI
TERE TR L) REIR TS, I NFER % %
DHDLTVEPFEIRENE ZAH T,

JTiE - DWI C high ®# 471 ADC T iso #* high & 7%
D, low TlEd D FEA. —H DWI TRE 5 HEDIH
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5 L TNDIKLFHT BHEDD B L) WEDDH

I3, COWPRHE LV EEgroTnER A,

I. HDLS DRRREDEREHHERRIE | MR C iR
AL AR - ARENEE KT
EE=RUL b U CEV N L S )

1. [ZC®IC

AR R (A7 204 F) 209 B0 FA
MEENE (hereditary diffuse leukoencephalopathy
with spheroids : HDLS) &, KINEAEIRZE = 5L
TLHEETH S, HDLSZHHE T A b7 4 —D—P
BT, WEOTHIZAETH D, MBEREIIREOAR
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HzEZER7
2. i MRI BEf&ICEH T BB ERERER (CCD 2K
DEENFHROB AN

HDLS B & OM MRI 2B 2 BRI L T,
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S O R IS VE RRAERE X 0 IR MR 2 & VR
EN7zo FAED S 112 A DPFE T, CCILA%0.2% Tl
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Hv—h—r&shsp?,

HRIERBEOFERIIKDEBY TH 5o

Ibal Sty gefs Tlx, Stagel « O « M OFIIFE s
B OWROWBFIIZBWT D, 2R - RO ;o
RO S HbtETdh - 7= (R6DI),

CD163%u gt TIL, UM OREIZER DY,

Stage I + OO PIRFIARLCIZMR X 0 222 oM
FVZ B PEATZ WE I 2 72D, MR TIdZeie Al X ) H 1
T DML B PE DS W EIa) % 32D 72 Stagell Tl
I HLB X OWREO &5 5 b R oMELICS < Btk
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