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Hereditary hemorrhagic telangiectasia(HHT)
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Weber disease, telangiectasia
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18 fz VB A =B R 0 4 40 3R JE (hereditary
hemorrhagic telangiectasiaz HHT) & Osler-
Weber-Rendu 3% & & FHE, J)H - RO £
MR % fds OBEIR S 2 I & 3 5%
et MEMEEZRETH A, S, B,
R ZE, MRSy, M4, W, pE Hﬂ[[[t,
AN GE, WAL I, SR ZMWEIN R 4R
BRIR1E % B9 % 7= O BB O M F) (ﬂm*ﬂ]fy‘
HVERE, A PERERE, OHRRRE, B SR,
WP gR N RE, IPRERAbRE, HEALa R, R
A, EBRZRNEE, NERE SEAh T vk
T =) bl BN T IO —FHRLE
Ths".

1. 2HEHE

HHT oMy 2 = #0d, S, Bimss
WRFEZE, REETH L. HAEH LR
HHT OEIRMZ LI, DT 4 HE S
H5H. O RS EHI, @R - Ko T
MR ZS, O, MW - #ib, Ik, 3

hereditary hemorrhagic telangiectasia (HHT),

gastrointestinal bleeding, Osler-Rendu—§

% EOBFNRGE, O—BENOERHED
HHT TH5. ShH4HHDH B, 3HHL
EH s LHE, 2WHH THS, 1 HHUT T
BETEIZIR V& S B”. IEREETHD1EH S
BEOERIGELT2LTHY, MERHEET
& HHT O fn¥ ® carrier TdHh o T b HEHEIR
L) ZENSw. HILEOMEFEIL, EM
MEEERTH 525, HHOTIE R L, HEHGIWK
AN,

2. BGFER
ENG #fnt & ALKI BT OERIDbHI >
TBY, ZNFNHHTL & HHT2 & MF-ENL 5.
ENG #5113 9q Fetufkic”, ALKI EiET1%
12q Jefa ki 5. IZDITEELREY) K-
A (juvenile polyposis: JP)/HHT # & JE i #f
(JPHT) & 18q ¥t iRk SMAD4 BAin T DA R
I2& 2%, ENG & ALK (3 3\ 55 PRz A
WCHBLL, TGE-pl LS4 LiEH EosEfic
%72."@”5. ENG & ALK1 D7 a4 (IEH
7 X EOBERBI X DREBEA ) I2X D
BIETHEELEZONTWVAS, 90% UV EEH
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HHT1 721 HHT2 TH 525, 10% DEHD
B TERIIAMTRIDTE 2w, W5 OMx
FERIIBWT, §XTOEROFHE (dele-
tion, insertion, missence mutation, splice site
change) 2%i® 5N Twb. HHT1 & HHT2
DiZFEHIL 40 5 T TIZ 100% 1 < 127 5 25,
de novo DERITNTH 5. MEIFHIRTIE &
B E IR 27213 HHT1 2% <, HFBEIR 2
1T HHT2 125\, JHAREE o IS 9 R 99 22
1Z, HHT1 & HHT2 OB TEXR R W, IR
12iE, HHT1 @139 HHT2 X 9 b K<
EANMAE PR AS & ) RENCHAE L L ERECTH
57,
FBIETER IO TRV, F5 Y
BRI locus 23 ) i D% v HHT3, %7
et RO SR & S MBI R A I LR O i
WKAHE DY v HHT4 b shTwa, il
S ILESE & HHT OmM#E OFRIERE B3 5%
2 Yt 1K (2q33) ® BMPRII O #5125 3

bNB L) hoT

3. = =

AFE> HHT D% 5,000~8,000 A2 1 A
LEN, HRMICLZOBEE SRS, Bk
DFEF %W, HHT i3RI A S Ho bR,
T4 ONM - RIEICES bR 5. HHTL &
HHT2 OMEEEIZHISRIC X > TRZ D, KIFTIX
HHT1 2 HHT2 ® 21 {5 CTH 50, 752 %
2de4 7)) 7T, #C HHT2 D39 H3% <,
HHT1 ® 20~27 15 Th 5.

=1

HHT OHER D % 20 C, b HHE (90~
95%) DIERD B TH V), Hokh o EHl
YRR S I . I ERAL L, @R o
S HI & R BRI Kiesselbach's plexus 2526 .
Z <130 OLVETICIERDLNE DS, H
DRI TEALAED DS, NITITKREDH
MmabEe 386855, /NNETIEHHT I
B2 Vi@ o slmd X BOLN5 72

4. 2

1 EHEOEMMELRRRE
HHT2 @ 60 i &PE. TR S oo SRy 20 2% (%
D) 238D 5N 5.

o, SIS HHT Bz &9 20 O FIT I3 L
VL TRRICIIERE S, ROVE VIR, mmm
B, L= —EEE, R, BIIRA A,
%ﬁ,%%WNV$/7,%H%&E%@m,
HLE LIS 2 Eh3D B A%, HLS LIS LLAL
DAEMEE—E LBV WIS X REN
OUWEAEE L SN D, 0 R§ AR L5
HROELEZEIT0HERTHL. LW —
I & B BERITEH D EAED S PR O SN 13
—EDRRD B H L ENDDS, HIEF TITHR)
T2\, BETRE B L2 SR BB 1 B ety 22 41
LS A TN .

5. BIg - MiERE

FZIE - A o BANMAEILIRBZ L, RATOE
HIA & AR (posteapillary venule) D355 T
HY, #ITTLLHFRO v v FHEDHHN

4. PEFZ, BEW, VE, O, F, O, RS,
M, 8% EICRBO 6N, L ITEHEDORE (K

1) IR CTEBE CHE S NS HINERIE
KEW, BFI/NEM IR, Fime s d
WY 5. 30~40 A Z @2 T 6 HH T
H5ZLHBLIERV. BORWER, oK
DIFIZEDHNDE Z DLV, RO TIZTE
H5ZLbHY, MBHLIMIMTLE2ILbDH 5.
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6. HILERZE

HHT BHD 80% ¥ < (2l - + 8o EM
M PERIRZE D580 H N5 75, SERMEOMILE
HM 25~33% FEJE TH 5. WAL HfLASH
IR 2013 40 LN S , ki %
(RO BND (/B 1 2~3:1). Angiodysplasia
(i B 1, BSIEL & B 60 %l Lo
BEOTHMHILEBMOTELERATHY, 20
80% A A FERE I Z Y, HHT o B LR
WWELIZR L L, BEoOSRZEAMOEED
Vil B R~NEZOE LT ) F
Y OMAENVETH S, HHT TEEDOKEH
LS HIMAMEZ A2 LT TH S, BIMOJE
RN O WAL H i AR B ] 0 S o 2
B, MEFMIART X AR A 7S B S B3
LA TIE G, B X 2B - 9557
&7 ERMEEIRSFIEOEIRTL H Y, WHEH
FHETHHELH 5.

HALERZ OIS KEETOEZIZTY
ROLNL. HERH - T HRBEOIEH 25 K
Bri D bEHETHY, BERERIL VDR
V. BHEFILRRE SRS WIE L, BillofRE
VHEETH 2. MLEREOBHICIE, W
FICXZEMTORENDLETH Y, MEERHE
Br & DENDVLETH S, EEBIEALE & THW
L ONHBEMRE CRIMOMEL A5 %54
WA 7 VNBEEDSEIR & e B BILD %\
HHT BEIK 3 2 NEERE IR 5w
A3, SHIMOREL FICEMAESETH L4
WIEBERE B S b,

HALETRZ O HH H ISR Z B M O (h
LEEHEOWHAERLZMS T L THSE, I
RO F 22 EEOBRAIE S, FVE VIR
L aE, LS, NBgRRE (T V T v
75 A< 8l 0 APC % YAG laser) iz £ 5
A, TORMBICIMAEDKE L, FEIEH
bdHoI s, FAIPGLDINILT L D #EIG
ElEV v ROVE VEFRR LA S & AT
A WEE, MRIERIED Y X7 B BHDT, %
HRNCIiBEIRSEDO A 7 ) —= ¥ ZHWET
HDH. BEORIMIH L TIX, K2 #Y)

2 H{tEOEMMENRRE
HHT2 @ 56 i 2t W ONBLSEm &, Bl 5w
2 (REN) DR D H 1 b,

ZEMASLETH L. JPITEHEELRY) =T
HALEICL 5T 2 00T, JPHT 35 F %
RY =T LIFELY, X DIEEIT VD,
I R BIRILETH 5 (F 2).

7. FhENREAREHS ()

il OB IR OE I 2 =8 TH 5 dys-
pnea, cyanosis, clubbing 25% 5 » 7-HBH13%
ClFZwv. i oE#EIRETE D 30~40% O BE
\$ HHT B CHEZ 5. #62 HHT BE D 30%
W BERDER RO b, ZHEDI3) »E
Vo B PRI R TSR, O S iR R A B
DIRFEORR & 7 . F AW IR KPP H 1
bEIT. HHT IS ImEEZ A5 2 &
BHY, D% I HHT2 TH5H. HHT I
WS B Rl IERE L, JB3EM: (pulmonary arte-
rial hypertension) & — ¥4 o fifi &5 ML JE 2 45
o, BEE HEROBEIRGTIZIC X 5T
BhZ X % post-capillary type O i MLE i T
B 5. NiOBEHIRTIEOIRE I HAR & BRI
Wi Hns. 80% HSHLHELT, 20% 2SHAERY
THY, WFEABMHFEIIENDEAET L. £
ORGBIFIRATES, T3, 3E FARAT
FOHIIZTE L. Bubble 72 13BH i



Nippon Rinsho Vol 75, Suppl 5, 2017 827

3 FhEAERARETHS
HHTI1 @ 42 i T, B PREEARE 2 & ) ki o
BIRPZEEE 2 22 L7z, R ol CT mifg. MhiBhik o
£i A9 segment (2K & 2RI (JFD) 2 £F 9 By iR
EDBDONS.

#ll 2 Al o 72 Lo B I AR A o il Bl IR 259 D Ak
HREEV., TR ThH-EY v ¥ bs ik
&R D thinslice CT 479 4%, @25 CT R
BETHI L DHE N,

BEENEIRZF I DWERE, A4 N &l 7250
WD —RIRTH 2", FEBEVEDRRE R R
IROFEDS 3 mm % Wz 5 BRI E#EO
WIEABH Y, A3 mm DT T MAZE - ik
WEREITHENH Y, F2mm THoTh
HRBEISE SNDEERH 5 (K 3).

8. Mei - FREENFRARET

HHT BF2SMEER % 29 2 HE X 10~
20% & S, ZFOBENIINEEIRTE, Hish
ERIRAIERC 2 MAELC & 2 INAEZE B X O —# P
EMEAE, FFEHIRA IS & 2 PRSI X 2
R &N DA, B LS EI IR 2 i
B9 2 IR - FIRE AR R D, R
JE - BRI (X B R IR AV 2 © O A7 SRk SE AR
(paradoxical embolism) 25 J5& [ T = 5",
HHT (2 B# 9 5 i 27 O & PF 1 8~16%
LaEh, ZRUEORMNENELLROONE L
L. WIMETBIELT O 3 2R34T
& 5. O#h IR [arteriovenous fistula (fistu-
lous type AVM) ], @71 ¥ A %&£ BhEfIR A
JE (nidus type AVM), Q@BhEIRS v >~ t %k

4 PEENREARETS

HHT1 @ 12 &5 0. Zetfe s BhlR4E O 1R m %, MR #i
TIZE DAY ) —= v 7 TR S NIAHREREO B
IREFIE (JRED) ASEBD B,

D7 WEMINLE A (capillary vascular malfor-
mation: CVM)"”. CVM IZHiIi L 2w & S5
A, ZOEOMIMY) A7 ZAWTH S, i
WL, 3 - AT, RPN S 2RE
BEVOPFHETH S, HHT O 1%\ FF#ii
BRHEHIEDEL, FIRE % o 7o G580 Bk
WG 5%\ (K1 4).

9. FFEhRsiRETH

JFEIERIR 412 HHT BE D 70% 12380 5
N, SEBEVEC 2 B DI 5% FEE TS IR MRER
PTHsH, HHTL & hd HHT212% <, Bk
X0 HLHIZE . IFEFIRATE D 72221,
JFEIIR— MR > ¥ >~ b (AP shunt), FFEjIR—IF
k> v >~ b (AV shunt), MIR—FER S «
~ N (PV shunt) ® 3 #2330, AP shunt #%#
bLWD, TNOBRAETLHEDH 5. JEfE
PEZ 2 B A OIRREIZIZD T D 32908 5. D
VXV IDBENZ L BLAE, @FIRITEIL
FERE (K, HEHIRIE 2 E A6, GIRERER
(TIVHIFRAT 75 —F¥D L5, HEFIE, %
T Y. 2270 —= ¥ Z I3 BE RS
HRTHY, HEPEOIR - W4T L2
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WD HND. @R CT TIRILE L 7ZIFEIR, M
IR, HEIR2SFED S5 5. HIEN O PV shunt
ZEFZMWRILT 5 0IXHEETH 525, BHE MR
AL T1 5 W 5 W 35 BR O R R IE D 85
BEW (= v 7ok dHhiE, PV shunt
DFEAEHIRE SN, oA I )
A7 DL BB TH D, HARBR R

HRBHEOEIZ: &, bhoTwuianI EH%
Vo, ZERRART I B 7 B R I R EE i 1L 7 & DA
BHEAHEZ D 3 < 20% 28T 5 & 8,
—BIUCT HRETIE AL, RENBREDIEID
LNAH, BRI EILTH 5.

10. 3Fjr& HHT

HHT o#EdRi%, HARET 0%, 12 %% TIZ
80%, 35 E TIZI7%MBIT 5 & S, KD
Pra R 2 R THEIROEAL S5 2 L %D

X e

%, WEER SO 72 HHT OO FET
&, WEED DU A7 EEAST, WIChiEhE
R#FE%E DD HHT OLEOHURIZY) X 7 255
W B EIR A 2 b oM, AEIRE I
<2 B e P L D W BB 2SR < TR B 72, AE
%% 2 CTws HAT OB H I & B
HIRGEOMEL Z T HRETHY, WELD
WSR2 A EHREZ T A2 RETH .

bW

HHT 3 U TEBEORE TIE R L, B
ENTVWARWEZLZH L L DbND. B

DR IRE % D O D Y BARIER S £
BThHHD, TTIORBEH) TLPEET
HbH. L ITEPHEDE Z U HF NG O E)
TR FHRICKE B % T TIIRE & INRE
DA ) ==V TIZWNHETH S,
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