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Development of Guidelines Process
AGREE instrument used for framework.
Organizing committee formed.

Y

Determination of Need for Guidelines
Consultation with HHT foundation International.
Consultation with HHT experts.

Review of literature.

Y

Membership of Guidelines Working Group

Identification of experts in all related areas.
Inclusion of other relevant stakeholders and patients.

Y

Determination of Clinically Relevant Questions
Working group identified key questions.

Y

Background Preparation
ldentified key articles through literature search.
Working group reviewed evidence tables.
Drafted pre-conference recommendations.

Y

Preparation of Report

Topic leaders prepared topic reports.
Draft manuscript circulated for working group review.

Y

Guidelines Conference

Presented and discussed recommendations.
Grading and voting of recommendations.
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J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013

79



JESC

RTEITHALYE H PE BN Y FOE (HHT) SR AT I BT (VM) R 6 R 51

Lo}
Il R 7 | RIS R 4 R AT I RAREATA
BEA No T D I KA
Lerut et al2006 '?7 40 14 HF & 58 SEAAER 83% AR ifi* 1/40 (3%)
12 BIL HF 3% 18/24 (75%) Gl i ifn* 1/40 (3%)
5 PHT HF 58 524 (21%) CHF* 1/40 (3%)
6 HF + BIL X HF 3T 1124 (4%) SPEHE R 1140 (3%)
2 HF + PHT BIL +/HFE L 4/18 (22%) 1A e+ 1/40 (3%)
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| HF + BIL TEIE PHT 1/2 (50%)
HF + BILE% 0/1 (0%)
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YEURAN ) W AT CVM I AR S yA T KU Y R GRS -

J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013



Original article

Recommendations

Lo /N IR PR EE AR 0 P RE R WA B SR HHT AOREE BT CVM e, IR E: A EERE TR L
JEAR CVM BT HHT (AT MRS, DR ik = 075 2 3K 25 A3

KT IR VE AN AL T — DR VOF VI . FERIGIHMEI S, LI R I E S MRI AR AT
o EALTIRE WA HHT (B, RIS CVM AT et RUK, (BRI AGEAB E EHERR HHT RS,

M 7EIX 28 B AT IR A v A B, L 5ONA AR M TR A A 88 AVF MR, BN W H B304 .
(R, WEFES HHT JLESHTEH AVF R, NS AT 8 SOIRT T2 MRI 3,

o /N EEUE T REBR AR HHT AR R MRI 4T CVM S, A MEIER RS AT R, HEAR
IR R A, DA R B B KAk

IGPRHE RN R : W RS 2 2 28, WTE ML IRA 25 2 TR A 30 35 1 S R IR R R 13 8t . B 50N
AN, RRATHE R IR R R R A, EYCHBEE BN BEEN], 188 RAEM . {EREEN MRI S5 R NI
TEOLR, ARG TP RIR AR . EVIEAE AT MRIAI HHT B SE R0 oAt X 46 26 3R 45 R0E AT
e BN AL

A 5/ N AU R 5 26 7 1 RO 2 T BE BRI A SR HHT BJLE R 5 G CVM

WA RN H (B2 250 MRIASE, JREITA MRI BRI AR B M (1) o8 12 B B i mig &
M IR Ry, B R AR BRI — B IRT .

MR : 2 ER T2 AR CVYM IGIT HHT (078 RCVEESE, [HbB = R AR e by, DAR L&
AR B K

AL AP SR R TMRIG A B, A5 D BRI IO SE, HHE IS FAR S AR H AR
W T BRI 2L ) LBEAT MRS AR SR 24 30 b AR, I HLAE SRS IR AR B i A 2 it sk A ) B
IR . MREEE THRITEHHT IS W 04T, SRUF7E6 H W HEAT, LA RS /3R 5 Hod £

Lo/, MR R T CVM 20 i 0 RN R REAE LA 120 4 b R ) P O idb AT W e VTR T

BHNAEU, A M CVM RN B E 2 B BAMAME LA ARG, 5 AT R AT A AL
L,

GRS : T 5 /NNRE], 78 HHT B LR LB TEAEIR CVM TR A AR AR . RiXIX ek B
BTG, T 28 CYM WREEA AR EH AL, EHTRAERG (FEMEERA) ZiiHELEIA
AR ML M TR ) o T B K B 3B AN 0 B A 2

BHUNEW, FEUSRZ HHT 4 IR AE IR 110 357 TR R CAVM, KL CAVM )3 52 PR i6 /T HEIR FIAG )L

PRSIk

HEFE DR

LR 2
HERE R

R
HEFE DR

R
ERE R
LR 2
HERE RS -

R

K 77%

115773
F—HFE: 100%

s
PR 64%

M
gE—EFME: 94%
115773
gE—EME: 84%

1]E13

Wi)a. LR/ B JLE 2 SRR R .
ik

HEFFDRIE: 55— 8. 80%

il e ok e 7
GRS

PAVM F1ET 15 €50% ) HHT &, 3 H 56 A
FRIEMIE, WETFTA. 882% HHT &4 3T PAVM fREE )
KPR AR, IR K B e A iy A N 3 55 1 9 R 2 A AR
AYRIT MPAVM., ik, HAT#HE T KT PAVM HEE. i
TR ERE A PAVM 1677 A 3 RIS .

T E v R AEF 5T, PAVM S8 IE B 5 B0 R0 1 2 A
FIFFRIEM DG, e, 5E P Gk i & AE (TTA) . Ao i o
oK IR P I i 818386 B TE w2 R 48 I RONE S
PAVM (¥ s & A2 28 R AE W, T H I 1 5 R RE 2 B T 3 R 1
PAVM B R R A XEIFRIECAERZHEA HHT £&+
RENESE, (HE)LE HHT R4 BEEES, SREFAR
BN B /NRFIIRE T U UR I 1] (190X LA [R] R R RESSS, &
RN [ 3 B A AT £ 9 R A AT 3 v

BT PAVM [l PR IR AR AL 7F 3 KORE & 4B 2 AR AR AR
TEAERT, B AT 7Y 2 a0 R0, A3 I & A 2 F i
AR TR U R Z ARG T e FE— TR (R
3) , BEFEEh/KZ Hoxd Ll A 0 B (TTCE) CUiiE B 2 &
BUE SRR RO ) i 4 A

J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013

H5ZzE it (CTHMM M EEE) Mk, HHTR A+
PAVM fyififif . woR7E HHT JLE P iE{T PAVM I EL#
(ISR

JUIGARE X 8 2R 5 i 7 858592096 [ o S8 2 H 2 &k R4
5e 104 [ 5 191 18] S A A4 5 W) PAVM AR IFAORE (R4) o
FEFLIA, ISR FE S 7S T AR R R 24 AR R T R A 3 (1
Hauss (k4D o MEFBRKY, H#EEREREIE15%,
/N PAVM 4K 5ik18% (R4) , HIGKRIFAAEIEH F W X
B R 5 2R T MBIk B 223 mm ) PAVM )36 97 45
&, REHRZRFWHE /N PAVM(2e3 mm) [+ 2E B AT ML
45 BN R PAVM ) 22 4 PR A0 A7 2P 97 B e )L 3
PAVM % A P RA RAESTHI AL, (EAE4% DU LEE e 28
PAVM (20 1R D o SEYRINIA AR 28 R — AN = 410, 98
KW et e i, RERYE PAVM k2K Ll AR gka LT
SR ZERINESE, HEREFDHRERFIZTFARLEK T O
BHA I O R ISR

A CT #id T PAVM KK HIBEY; . X RVFERZEG1
S AR SR AR IR AL w A FE A, T DU I /N B B
B PAVM 4K, X7 HHT R N. STTCECH#IEYE
g R BcA A, BN ILAERRE S w90% 1Y) /& & h fR #F B
‘]‘Eo 99

81



Original article

AN

LN UG PR B2 A0 BT T REBIS HHT &% 217 PAVM Jii .

IR 1E:  RIfE HHT FIRIGRVEAN I B AT i . IR A 7E )L h BIE S,

BRI A A AT Tt A A A s B A iy (K R RCRE R KU TR 7 AP R A 2

(ER-E RN CLYN 55908

PSR N
HESEOmPE: R—8hk: 96%

TERIAG TR ROWITER B, BB ETFRNG . IR THRIEIRTTSE N LA /R 4 5 e 10 T — 1Kk

TR
TR/ NG IR EEAEH TTCE £ PAVM (45 0 21146 .

WRPRZFERE: RgfE HHT J7 TR 824 T iR (IR R EE A HEAT I 2, AL HHT stlnadtfs, LA+

RS IR
HEFEORIE: 55— F0%: 96%

e BT PR AR XU o 0 R 72 00 5 R BT AT, A TTCE J9RH . B 7 25 23 48 i 22 R0
HME CT A (BN, | e2 mm) EAEBATHIA. TR #E, ARUE CT E MR, HaT

VL AL WA TTCE kiR 0k 47 PAVM i

FEJLE S, ARG BN DL goE e A AL B, (BT REERABIRRIEY CRdl, WRIRAE. FPRIE)  AEMA

B WK A RN RS . i A A/ERTTCE.
o /N DU PR BE AR 4l 1 48 3 8 2697 IR IR T PAVM,

WSS IR
HEFEORIE: Bl 96%

GRS : ZHEVOEH T I 8AH PAVM BRI S AR TE PAVM B9)LE . RO B A Lok e TTRE R L2
(WP AE TN 2. TAKER . TRAUENRIE . BT R #7967 K% PAVM Rk #

Tk B, BHA 3 mm B L, JRE LS K EAR KA 2 mm ) PAVM Jy H A5 AT B IE 24

T ARRL HAEAEZE PAVM 7T RAT 325 T AR IR R BE AR AT, 8RR HHT silrhOib AT, BLEEI Sk sk

A R R . 278 27 LBl UG i 0L 25 AR ZE I, IR JRILAROR, IAnSE AR AN e v il v I AR

Fo BHUMARR, BT AR AR I 0T e R AR A gk, PAVMIRISRHE T BRI .

LR/NAE B REEXCFA PAVM IEE GAITECRIATT) RALLTF KL

I 4 B IRE AR 1 T AR PiAE R T
2. A ERHCGEBEET, R AL, G P S S
3. B4 SCUBA 7K

RS IR
MR 55K 87%

AR RS VR PAVM [ 58 AT B8 I T AR I T AP 04 3R O 0l e IR0 A K 2 8 T AR AL
(F£ PAVM 2B BTN 1096) 0 MR A I 8 R v 2 B R IMUAE T AR BRI IR CAE, G B B B0 3 MIBE T A A 2
o, LR ST 18t 0 DR AU o 704 3 R 20 450 L A S5 o JFE - 20 B 1 PN R 5 0175 45 7

FIRE, RO/ CRE S ik A 0, AR LRI A 2 Uk 28, X REBIRAE LRI JE AR . (U 4 SCUBA /K 1 # it

AR, PAVMIRZE UG I A RS AT e A«

T PAVM FRSFINAT, BIAELEVRST PAVM G, AL MRR L F 0. £ ARH PAVM SUREE BB T
PAVM (f5ltn, TTCERMIZEME CT AMARE]D (1 HHT M3 i % I S TRp 44 Hti -
LR /NIRRT PAVM IR E AT KBV,  LMSIIRZIRIT ) PAVM FIEK, DLREESZIRITIN

AVM [N

GRS R R K RS fo VR0 P VR AR 3 PAVM R (K 21 2 LU B AR 22 FLMPAVM . ZHRIRTE CT BRG 2

(1 e2 mm) RIFERREESG 6 e12 M WHET, SRIEFEM SR LR3FEHIT IR
XA EVNFIR 6T 1 PAVM 18 MEELUE BT PAVM I8 E (flln, 8 TTCE BAadIFl, {H7E CT Lk

RS IR
HEFEDRAE: R —8E: 100%

KAED , ARSI CRA% | e5 G0 MHICT (n Bk whgivill, JF5 i8Rl .

ik

5 fi i 1

b 5L
ﬁ/?‘\

RA80%I1 HHT i 75 N 5 U FEAL & I A 2/ i B 40 1
B 510, HEA 25 e30% K EEH S RAEIRYE GI H i
12101102 @B E 508060 %5 i A L. B IRADAE408 2 AT R A&
B3 GI Hi. 121010240 B GI HifL b h2 ed:1, 103104

HHT 1 GI H i 88 F v]REA AR, WATRe AR, FoAH
B RS, SR, BREEHEMNEE. &
WEARADAER, HERFIMm. EEEKREF, HHT GIH L4
SRR AR ABET R E n, 1SHHT GIH i i)™ &
TR E W T A ™ B . 72 HHT g, B+ 45
EMMEY KIS HEMMEY KER W, JFAERS T
SR GI H A T o . 105

Hal, WHEITFMHEINZIEN HHT £ GI H i 4w
Wi . REKRZH HAT BE<HI GI BHMEY 7k, (HE
T M Bk G Z g Tl A ST . BRI 3R A RIS

=N

82

CE B 9 5K AT F50 2 i B Al L 5K 0 AE AR A R R, 1o
Rk, HT2WEK, B8+ HEhRaEE RS LT
REFEI

HHT  GI Hifi 148 B A5 V57 BR Rk Z /30 AR /D GT I
HHRTT o LM ERSR Z BOVRTT B3 AR A Bk B AR IR 7 A ZE i)
M. HAnEw A T HHT 8385 kB8R0 ks, H
BRI RN X T HE 28 S m e B R, RS T
f 993 Bl vh T RE T B S B IR . o e LA A R VR T
HHT 87T, (EA7 A ™ BRG] 58 S e M, WK
IE B MR YT

H > HHT 1845 GI W fayr s asmiainsr Of
BRI ER R BOEM ) | Puktsy (R CREE TR
M) HALSUE NSRBI S 258 (bS58 5. TR,
WHEREATGE SR MNERTT . —BUNEXUE . 2R
B, A XOAER108 (5) (E 1O AR B GT I 8
PER TG HEIGTT (JUHER70.05 mg + HRIFHHL mg) 5%
BA, #0976 . 6 HHT &4 4 50 75 52 52 16 J7 1 19
AR GI L,

J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013



Original article

IFH, EEANAT, RMTREE T, 436 A GI i
(¥ HHT 8% ([ ] 2504008, 225697 (19613
SERRMERE AR, 2B TR, 2R AL D (1123
Bl R AL 2L AR G (8.6%29.8 mg/dL, p
%0.0018) o HAR AT HAD B FIR 5 O TG T HHT
GI i, (HAEFMEEE T, EnlaeRMERER/ ARG T &2
B, BUOVEBA LHAER . A A9 614k R = W 5T
BeZGmliayy HHT MG GI Hif o8, (HA L XLRRUINIX
EEAM. DTS, FEENEERNEIERN, mIce i
AR AR 26 T F NIX BB N —&IR)T; B2, H5%E
RIGITA R IR, XL T REAAENE M . B R
I (b)) MEFLIRY, HHGEE TAERE (APC) 5
ND-YAG #0866 77 FI e a5 T8> HHT A% GI
thifiL. EEE ND-YAG 167 =AM 5241 1091t oh, i

BWot. APCR H i v A W B T 7% BRI S
70 78 7 UEAE HERE BTG T /E 8 HHT-HISC GI i 9 — 236
75 AR, AMEREAGRIT AN DA HITTM . A BHATT T REK
FEAE R BOA RS B0 SR 45 i B A B Y SR BER R BT A
W& SERIERITH MR HAT 126 GI . R
HHT ' GI il (- BLIETT Lk AR, BOA R T 89R2Z R HIE
i, BEFNAFE, AAH HHT #5¢ GI H ML 250 Ik R =
A S G e T AT HHT i GI B4y 5k aE, I
A REEIR LT AR ARG AP A A5 R

BAUES R Y] HHT AH5¢ GI H i 83 238 s 77 sl AR 3 77 50
By TIEFF TR E AT i A . B GI L HHT &% R
e G (5 TR AN SR /MR RE RV 259 . AR, 4 Hof & JF
IE 7 A I LE 2GS, & KA I LE 25 Wi W] DA 32
RF A 24 7 DR AR R AT BB

1L 50%H) BE IR T . T5/NE—E0A N, RERSEK

Y| FEZMEH ND-YAG il

LN, FTE35% LR AN B — R M 4T AR AN MERUKT, BUNBE SR, B3 G B
SR IE N . FEFT L5 Bt AN B LG A () £ 3 mp B HEAT 52 ) OB VR . 8 /N IUE TEZT MAEHE 1Y) HHT B3 oA i
17 Gl W .

WG R B R R BE G AR BT M40 (AR (A IS 2, VE N RS & —i 4y . B35, FARDHA
1E40% Z FIIF A L GI H L), X SO VE I R 4R 21 28 (1 LABRER Gl #2k . 4Fl 508 B, HE Lk, K
A HHT #126 GI LR T . (EAAERNE, BT EWEE BN Gl iz, FERmikLe T a8 M, Fithizik
T, AEREL GI M) HHT 3 b, L3N @0 ENE A SR I N E IR 2 R % . HHTASE GI i fie
Wi AEAFLE Y URVRRAE P GI B I 95K (1) P4 B8 AT R A 45 4 1 R 7 A 1 0 JEAT 1

MR E: AN HHT S5 N2 2 B HHT Sl AR f G R B A AT BTl 9Lk, AR GI i f R s
BT R 2 B0 IR AR AE B R /N, b VA P B AR R 2 LIS W BV A B MY TR IR REE A TR
F, FHEME Gl BAMEY IKOGAFA— R ENR— ML Gl H I AsRIE, hARHERR AL k. 24 FyE
IR I A P B I B PO B P AL BB S A R AT ML, W LA R T 2k i PR =X A BB

TE HHT o, GIFE4NMEY sk 5EZKEAME G HBMIEATE L. Fit, 7EEA S G HHT & d, MNELHE
Ak HHT B bR R .

o /N T AR AN SR B AMER T N 4R R T HHT ARSS BAN ML 3 7k A 158 23 i RS H 1 i — 2836897

IGAREEE: A TANRIAF S, REFRIEFE, WnpREE A AT Uk B3 T 52 M e U 10 IRk 7). B EE R E 6el2
AN, BIInE SERE L 300 mg A H — R, (B MR M IR I 20 2 1 RRR AR 1 S 8L R B 7 B AT G e i o SR — R 1 IR Ak
T 52, 0872 B8 23R 55— R CURER B R VRN ISR BRI 52, AP 44 T RN je F kR ik, BRlr 2
TR, N WA I i 21 B AR AR FUKSR, RO T AT AR, BB Z IR . — R T R
T B A2 A M . T S R PR LD AN A R R AT AR T, R TR LG A R AT LE AR T RO, RiAETR
I TF U A % 75 £ 58 HIR T PAVM,

LR N BAE SRS BIRIT R 2 IR SR, RS R A 1 B SRR ¥ 6 A B 52 3

IGRH R XFAMKTE ML HHT 2L B2 2 B W EIRITT HHT B L AnR G R EE AR AL, 25 & — IR B IR
SRR A BA MY . M APC IR G HRARMNEEITETE, XEAREERN. mTRKE
H i AR B R SN, R AR BRI (R AT e K R R REAE A SR . LRI AR N B K AR X R e R
T, #H— B2 RERAEBEN Gl BAUMEY RARKTREA M, HERERETALENRE . Tl
CanfaBAs 25 BLAE T AR MAEGEAT S & IR H U T98 )7 HHT MG ML, (HEEH RRIRyT Eimiim Al T -
it =178y SUET 70 b i D R N 7

Lo /N BUIRR BEAE LRI 8 1 HHT 58 th 5 84 B sl ARy,  DARBIFEZEN GI ki,
IR RE: 2 O AR AN/ Y

RN, TG PR S A= 18 3% FE ot T0 4% I2ORE (1 H8 8 HEAT SR TR T BB AT B TR T« R T — TR 106
il AR H R MERE0.050 mg KL i ER | mg.

NB# CURGE IR 7 4R200 mg, &EH2WK, L6/, BfijE4EH200 mg, AIAERE BHA BB TR, BMERKD. B—Fh
BT R RS CRBE PIREEAT A RRIT . AEECRRIEH UL 500 mg MR, & H4KFFIE, HEZHME 2500
mg ik, fH4K (10gH) « ARHRMELENERT 500 mg Hk, & 8el2h —k, REHMEI el.5 gHR,
K 8el2h —iR. HEFIMARTLRURNR, FLIEFFIRIX LA B VeV YT Z Bt 38 31T PAVM & FIVAYT .

1k

HHTHEG T H

YRS K

HERE RS -

R
HEFE DR

R
HEFE DR

R 2
HERE RS

R
HEFE DR

B

11854

%%
55— HU%:

11F573
R,

%%
55— HU%:

89%

90%

97%

90%

100%

J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013



Original article

JEREE ot A5 R T
b 5L
ﬁ/?‘\

RERIERE T T HHT FRFAE VM 2 WR & i 3L i1 e
4 A TR S, RATERS Z AR R . H,
BAVENG S5 HHT-H A7 AR R R FE VM RS, HHdi
TXRT HHT HAFAE VM 2B RA T ESE . A5 5 R & 1)
JFAE VM @ SRR e R B £ R, ¢

32 e78% [ HHT HEAIEAFIEVM 1126116 (R6) . REW
T HHT BHAT VM 2 AR ARWERYE, BUTRE
Z£18% K] HHT FIjF VM &35 HBUER 1417, B VM Bk R R
IO FE w0 e . TRk s R AR A R AR,

BT RS TE VM ER G B, o0 FIE VM 12
SHFRIT WG IESEE. T VM 2kt w fea B T
HHT MIGREEH, FOAPRAEZ R 2IEREE sz —. 104
WA I T UM R EM R F HHT FFAE VM (¥ 55 &
AHEW . MARANMERNBRZ AR, X B G2 8
7. MRI. =Jig)E CT Mg RIEMEER . ZEHhERRRE
NHER/ANORE, AREGRA, IFES5FRIFRELR,
MRIMIZ AR, XS EL T MR EEA, B KAR
7z, CTHRMNEBEAGEEASBREM <. #4511, BRE
S MEEEARYN AR LW &b, BENERK, RAfE
;8
& HHT B35 K LAVMNE B 251 S48 1 g2 5 i 2 &
Sogh et QR R MY 5K, FREREVM. ke 5Kk A
AT CNT I8k Zhis iomy/el Tk O » =11 CT 455
HERARPL. 2BUTE HHT 835 H it T 2% %) US 1J)LNR
Bl R B CEUERE T ISk 3k FF3h ik it 37 e A

i A 1 I it . 113114116122123
W 0 e T R A PR BIE I I ke U0 £ R BRORE ARy e, (HL 2
L) Us M B M W W A # & 100%
115

IZHHT B EHIH AR (£6) RE K VM K255 % 32
e

EZ & # UsS A 729%114
e

116

A 67
e

= CT N78%. MK LLR LI AL i — HEAT (172 W b if
A& 5 AR, XL BRI i THER A A (8%),
KRR EHUK. T ) LE AT T

FHE R R H L 22 W BIR B A R, (HVSEA
WER), DUV EA MR R ER, JFHAER VM 83 iy
FERS o SRk g v AR HHT B8 i RAERE T K
U S (E PR AT oA BEER R 2 & 373

A3 IFVM. R AT B bk b ZE M1TFRS A8 A0 A 00 JEL 5 1) 2%
B CGRTY o FFahfikas 2810 B 38 1 A% 28 1 3l ik 0 73 SOR I
B IK BB IK TR . R FE LT R A R S e R
P ) B2 i R s M 2R G AEAH DG HIEAR 20, (B, iZAEH
el R, APIREESE K. BERERZ, SEHHEEET
Ry ML I ARE ot PR AR 58 i {1k HEL 3 58 R/ s TSR 3D
RAAE W30% HIETT B, EAEE0% AT T bk e LR
il AR FE 2 AR AWTB% . THFANH BN,
FE Jr AL AR RS T BEAE B A HFAE VML (1 JETE R LI &5 P A
Ko FHEeti)G, REHEFRPERER. 22 i
R B AN 1] S MU X 2 i RO AR J5 O BOE R A A G . R
1M, AR AHE T2 R R T K54 A7 3 N 83%, T IR A 1
MR,

=i

BHUNAEU, AE HHT R RG-SR 3 F/BER R T IE VM R RIE i I PR R LA s o

< wii Y Ty e I PRI R A S AR KO
< UTE Ik Rk ok . 2740

< BHAE CEE. ORI MR

< RS FRAE I

< BMEEEAE ki)

< RERALZ ) US B CT /LR E, LUl TAE VM

PSR N
HEFEOmIE: dR—Blk: 83%

RRZG P8 FEA AR & P ATIE VMOBAA BT B IERE, JF RVFIRKEEE R ILE S KA T MBET . 2358 US B¢
CT HAfWTH T2, REZEH) US MIRKEAR. 7E6kZ 235 8) US SHTIT VM Lk il febon, = I00R%E CT Wt
REEHE . BEAL, MR A B R AR R R IR A, AT LB R AN S SRR . B, EAR S0 R

o, PO SR RO R BEAT A O P A RE B T 18 SR T M SL R A . A7 0 ) 388 S T T ik s AR )
Fh, I AT K R AT T K S AR AR IR IR o T IR IROR I R SR L R, I IS T A

iz,

T I HHT (2, % 50N RSO FF4 VB2I0 HHT 12 Wbr vl FLE R B 45 SRS W 52 BN T i s (2 3 )

US AT HFIE VM i 25

IGPRE RS RN VM LA HHT SRR IE2 AR 22 HHT RS WhaiE s —, BILE A REBE HHT B8E

IS 2k
eI R 78%

TR IUAT VM A BT B HHT 12 fERHT IR 2Ry, @il R AR N R AT AT, i 235 B us.

FEGRZATHE VM 285 8) US M FHRIORT 0L T, AR =31 CT 2T HEVM.

BHNAEU, ATTHIZ Bl HHT B3 R0 Gl AT s A

PR =% FE . AN BE R IEA 12 WIT VM SR R SR A 12, TG A (o R 2 B T 1 0 L0 i o X,

IS 2k
WA W 97%

1k
84 J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013



Original article

436

25

BHUNHEW, T VM B ROE T SRR 28, BRORIX R — A 5 2 RO S AL T AR R B I P TR
GRS : ET R 25 RIEABET- IR T, PRIy — 2Tk i, X TIEe s,
B REIE BT 9 AN R R AR 3 1A 0 ) T R . e
IRPRERAAL B R AEAN A i A5 R

JikKe TE T BE2 A BRI, B A R 25T TR
FFIRS LR RS 52 2 7 T 0B Y
BHRNHEL, X]‘?H-'xiJLU\'FPH/}LH’JHTVM BE, FMEERHCEZ .
< G P E IR ST

< MEVEEL JTTE

< VAR K e AT

RS N

I AR 2E 2 3 p T 3l HEFFDRIE: R — B 94%

IS 2k
HEEDRAE: 93t 94%

WGRZE: BT IFRELRT T VM BA RAFRIAAEE, T 2Y6 97 C AT VM 7 E R RO e — M & BRI 3%
RANEE RSO BB IET R d sy, SR QIR B R AR EE, LR eHEAT TR, SROLT R AT RS

OpEZVEp e

1 Bpr

'Division of Respirology,Department of Medicine,St Michael's Hospital,University of
Toronto, Toronto,Ontario,Canada

2 i Ka Shing Knowledge Institute,St Michael's Hospital,University of

Toronto, Toronto,Ontario,Canada

3Department of Medicine,Health Policy,Management and Evaluation,University of
Toronto, Toronto,Ontario,Canada

4% [ R TSP M1 2 38 ST HIS 6 RS2 B 2 B RIS AL

SUniversity of the Saarland,Medical Faculty,Homburg/Saar,Germany ®Department
of Otorhinolaryngology,Holweide Hospital,Hospitals of the City of
Cologne,Cologne,Germany

"Department of Radiology, University of Utah,Salt lake City,Utah

8% [ GV A 1 21 J ST IS 8 DR 2 2 2 Bt A e T

®Department of Surgery,St Michael's Hospital,University of

Toronto, Toronto,Ontario,Canada

19Dept of Otolaryngology/Head&Neck Surgery,University of

Toronto, Toronto,Ontario,Canada

"UO di Gastroenterologia ed Endoscopia Digestiva,Ospedale Maggiore,Crema, ltaly
"2Portland VA Medical Center,HHT Center of Excellence,Dotter Interventional
Institute,Oregon Health&Science University,Portland,Oregon,USA

BUniversity of Lyon,Hospices Civils de Lyon,National reference center for rare
pulmonary diseases,Lyon,France

14Department of Genetics,University of Pennsylvania School of Medicine,Philadelphia,

F [ T 47 e T

Medical College of Georgia,Augusta,Georgia,USA

'8National Human Genome Research Institute,NIH,Bethesda,Maryland,USA ""Ontario
Newborn Screening Program and Regional Genetics Program,Children’s Hospital of
Eastern Ontario,Ottawa,ON,Canada

'8Massachusetts General Hospital Gastrointestinal Unit,Boston,Massachusetts,USA
19St Antonius Hospital,Nieuwegein, The Netherlands

YInterventional Neuroradiology,Hopital de Bicetre,Paris,France

N[ 5 HL 2K 5 W AR RRATUR 2 12 2 g - SR e el Sk 14 s

223 [H) %5 5 HELJH 0% S0 i SR AR UR 22 R 2 B U

ZNational Reference Center for HHT Disease,Hotel Dieu Hospital,Hospices Civils de
Lyon,Lyon,France

%SE Scotland Genetic Service,Western General Hospital,Edinburgh,Scotland
SUniversity of Pennsylvania School of Medicine,Philadelphia,Pennsylvania, USA
%Department of Surgery,St Vincent's Medical Center,Bridgeport,Connecticut, USA
ZDepartment of Internal Medicine and Public Health,University of Bari,Bari,Italy
%Mayo Clinic Division of Puimonary&Critical Care Medicine,Rochester,MN,USA
ZDivision of Pulmonary&Critical Care Medicine,Johns Hopkins
University,Baltimore,Maryland,USA

%0Djvision of Neurosurgery,Krembil Neuroscience Centre,University Health

Network, Toronto,Ontario,Canada

152 ] BRI KA P 2L B T HS 8 DA B 2 g I 65 I 5 W 7 o
%2Department of Cardiovascular Medicine,Yale University School of Medicine,New
Haven,

2 [ FREIRAIHE I

3Servicio de Medicina Interna,Unidad HHT Hospital Sierrallana(Servicio C “antabro
de Salud) , Torrelavega(Cantabria) ,Spain

SOk RS E A R BN HHT F8 R0 STERET LA A5 Marianne
Clancy MPA. Justine Cohen-Silver MD MSc. Sharon Straus MD MSc. Dave
Davis MD. Mary Ellyn Parker RN Ana Carvalho. Joyce Fenuta RN BScN
MHS. Beth Plahn RN MHA. David Stoner BS RPh.

J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013

Keith Williams . Cheryl Wilson MA MS . Jane ETumpson MAT MBA . Samir
Gupta MD MSc. Kevin Sanders MD MSc. Anna R. Gagliardi PhD . Andrew
Worster MDF1Denice Feig MD MSc.

%t B John Abele fX3 Argosy 44> HHTIE & HER AT . &K BAT
Tkt EKFEEREZE. MEFFI %452 F: Nelson Arthur Hyland
Foundation,Li Ka Shing Knowledge Institute of St Michael's Hospital -

SEFRI % VP N2 0 HHT 467 & M 3k f3 42 . DP3JA5 1 Ethek FDonahue
HEEaWEY (D) . FTHIHHT KRG

TIRE TR S5 TR S M T A6
HIAFATPFBCRZRE; AN RAT IR

’%% SCHR
Kjeldsen AD,Vase P,Green A.ji £ P4 H IfIL P B 480 L 559 3K g«
— T TN BE N PF S R R R R 28 T R A .
19999;245 :31e9.

2. Plauchu H,de Chadarevian JP,Bideau A,Robert JM.JiE 47975 24 48 52 AR i 4%
PE I P B A IR 5K ORE AR A SR IR K R I . Am JMedGenet
19899;32:291 e7.

3. EBAFTA. BIFCRMVEANHEHS (AGREE) SCAFHITEAN
http://lwww.agreecollaboration.org/, 2001.

4. Buscarini E,Plauchu H,Garcia Tsao g,White RI Jr,Sabb a C,Miller F,Saurin
JC,Pelage JP,Lesca g,Marion MJ,Perna a,Faughnan ME. 3 1% 14 H 1fiL 4 24 ifiL.
B HRE I FIESZ 2. JHREB. Liverint 20066;26:1040 €6.

5. Goldbloom R,Battista RN.7& HI g FE 1A : 1.5] 5. CMAS
1986;134 :721e3.

6. Schunemann HJ,Jaeschke R,Cook DJ,Bria WF,EI-Solh AA,Emst A,Fahy
BF,Gould MK,Horan KL,Krishnan JA,Manthous CA,Maurer JR,McNicholas
WT,0xman AD,Rubenfeld g,Turino GM,Guyatt g;ATS SC il 5 FIHATZ B2
Sxo ATSHETT A W]: Xf ATS F g AR B (RIE 48 o 80 el 15 P AT
43%% . Am JRespir Crit CareMed 20066;174:605 e14.

7. Atkins DLKenney MA. 1 B SNR TR 2S 16 )L EE AT AR i) 22 4 1k
A3 o Pediatr Clin NorthAm 20044;51:1443 e62.

8. Porteous ME,Burn J,Proctor SJ. it 4% 1 H i1 B4 ML 354 TkoAE: I
RIXHT. ] MedGenet 19922;29:527 €30.

9. Berg],Porteous M,Reinhardt D,Gallione C,Holloway S,Umasunthar T,Lux
AMcKinnon W,Marchuk D, Guttmacher Ao AL H I B M TKE -
—IREET BRI FE, ik endoglin T ALK1 228 512 AR FRIE R, |
MedGenet 20033;40:585 €90.

10.  Os AA Friedman CM,White RI Jr. 8t 4% 1 Hi 0P B 40 M0 47 TE 55t I A
FI4R 5. Laryngoscope 1991;101:977 €80.

11, Shovlin CL,Guttmacher AE,Buscarini E,Faughnan ME,Hyland
RH,Westermann CJ Kjeldsen AD,Plauchu H. Diagnostic criteria for hereditary
hemorrhagic telangiectasia(Rendu-Osler-Weber syndrome) .Am JMedGenet
20000;91:66 eT.

12. Morgan T,McDonald J,Anderson C,Ismail M,Miller F,Mao R,Madan A,Barnes
P,Hudgins L,Manning M. Intracranial hemorrhage in infants and children with
hereditary hemorrhagic telangiectasia(Osler-Weber-Rendu syndrome) .Pediatrics
2002;109:E12.

13.  Cole SG,Begbie ME,Wallace GM,Shovlin CL.i#t4% £ H 1L 14 41 if 75 3 5K e
(HHT3) 11— AL R 5 5 U 1A | MedGenet 20055;42:577 82.

14.  Bayrak-Toydemir P,McDonald J,Akarsu N,Toydemir RM,Calderon F,Tuncali
T,Tang W,Miller F,Mao R. Afourth locus for hereditary hemorrhagic telangiectasia
maps to chromosome 7.Am JMed GenetA 20066;140:2155 e62.

15.  Gallione CJ,Repetto GM,Legius E,Rustgi AK,Schelley SL,Tejpar S,Mitchell
g,Drouin E,Westermann CJ,Marchuk DA.-5 MADH4(SMAD4) 75 4 56 [¥1 41 4F-
PSS PR AR A P ML PR TR A L BRI I R B 455 1E - Lancet
2004;363:852 e9.

J InternMed

85


http://www.agreecollaboration.org/

Original article

16.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31

32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

86

Bossler AD,Richards J,George C,Godmilow L,Ganguly A.7£ 20015132 it 4 4:

Hh B A L TRRE (HHT) I S S R RS ANk b 2 3 T ENG 1

ACVRLT BT RAE: KPR 5 R AR . HumMutat 20066;27:667

e75.

Prigoda NL,Savas S,Abdalla SA,Piovesan B,Rushlow D,Vandezande K,Zhang

E,Ozcelik H,Gallie BL,Letarte M. Hereditary haemorrhagic telangiectasia:mutation

detection,test sensitivity and novel mutations.] MedGenet 20066;43:722 €8.

Gallione CJ,Richards JA,Letteboer TG,Rushlow D,Prigoda NL,Leedom

TP,Ganguly A,Castells A,Ploos van Amstel JK,Westermann CJ,Pyeritz

RE,Marchuk DA 4 2835 $% (1) HHT 2%t R LK) SMAD4 58735 . |

MedGenet 20066;43:793 e7.

Lesca g,Burnichon N,Raux g,Tosi M,Pinson S,Marion MJ,Babin E,Gilbert-

Dussardier B,Rivi‘ere S,Goizet C,Faivre L,Plauchu H,Fr'ebourg T,

Calender A,Giraud S;French Rendu-Osler Network. ENG 1 ACVRL1(ALK1) 5€74%

TE7% E HHT S #H H 1401 . HumMutat 20066;27 :598.

Kjeldsen AD,Moller TR Brusgaard K,Vase P,Andersen PE. {3 3 [X] 4 fr it

A L PR B A0 LB SRR SR B RAE R - ] InternMed

20055;258:349 €55.

Letteboer TG,Mager JJ,Snijder RJ,Koeleman BP,Lindhout D,Ploos van Amstel

JK,Westermann CJ. 38t 14 th (it B 41 ML ™ T (1 R R -2 R OE R . )

MedGenet 20066;43:371 e7.

Bayrak-Toydemir P,McDonald J,Markewitz B,Lewin S,Miller F,Chou LS,Gedge

F,Tang W,Coon H,Mao R. Genotype-phenotype correlation in hereditary

hemorrhagic telangiectasia:mutations and manifestations.Am JMed GenetA

20066;140:463 e70.

Dunlop MG fE VAR S RIS B e . SOVEIRRI PE S A . 4heE

B PR AN

EPEWNLEAE. Gut 2002;51 (Suppl 5) V21eT.

Shah RK,Dhingra JK,Shapshay SM.it % P tH ifiL £ B 40 & ™ 5K E: 76

B BI4ER . Laryngoscope 2002;112:767 e73.

Pasculli g,Resta F,Guastamacchia E,Di Gennaro L,Suppressa P,Sabba C. Health-

related quality of life in arare disease:hereditary hemorrhagic

telangiectasia(HHT)or Rendu-Osler-Weber disease.Qual LifeRes 20044;13:1715

e23.

McCaffrey TV,Kem EB,Lake CF.igt4% {4 tH ifiL 1 B 40 ML 7 5K iE 5

LR YT . 280 4. ArchOtolaryngol 19777;103:627 e30.

McCabe WP,Kelly AP Jr. Osler-Weber-Rendu?is H & H I AP FR: 5 3 ik

AP B Y TKAIE K . Plast RecoSurg 1972;50:114 e18.

Bergler W,Sadick H,Gotte K,Riedel F,Hormann K. Topical estrogens combined

on argon plasma coagulation in the management of epistaxis in hereditary

hemorrhagic telangiectasia.Ann Otol RhinolLaryngol 20022;111:222 e8.

Klepfish A,Berrebi A,Schattner A. Intranasal tranexamic acid treatment for severe

epistaxis in hereditary hemorrhagic telangiectasia.Arch InternMed

20011;161:767.

Mahoney EJ,Shapshay SM.Nd-YAGH# ¥ ikt va T 8% P i i1 40

M TRITEAN S B L. 472005;115:373 €5.

Werner JA Lippert BM,Geisthoff UW,Rudert H. [Nd:YAG laser therapy of

recurrent epistaxis in hereditary hemorrhagic telangiectasia] .Laryngorhinootologie

1997,76:495 e501.

Karapantzos |,Tsimpiris N,Goulis DG,Van Hoecke H,Van Cauwenberge

P,Danielides V. Management of epistaxis in hereditary hemorrhagic telangiectasia

by Nd:YAG laser and quality of life assessment using the HR-QoL questionnaire.

Eur ArchOtorhinolaryngol 20055;262 :830e3.

Bergler W,Riedel F Baker-Schreyer A,Juncker C,Hormann K 4z 25 B 114kt

I AR Y7 8 P B A L TRAE . #6£71999;109:15 €20.

Siegel MB,Keane WM,Atkins JF Jr,Rosen MR. Control of epistaxis in patients with

hereditary hemorrhagic telangiectasia.Otolaryngol Head NeckSurg

19911;105:675 €9.

Fiorella ML,Ross D,Henderson KJ,White RI Jr. it 4% {4 1 il B 40 1 5 7 7k

AE R R I O R 25 Ry o 162472005;115:301 5.

Lund VJ,Howard DJ. P& 5 i VA 97 AEVA THRIEA% 14 i M B 4 i 0 K

JiE. J LaryngolOtol 19977;111:30 3.

Hitchings AE, Lennox PA, Lund VJ, Howard DJ. 4% i ik &40

MY TRAE G A S L ITYR YT 24 . Am JRhinol2005;19:75 e8.

Gluckman JL,Portugal LG.2{ R Young F=- A v& 7 1844 M H L1 B 40 L35 4

FRRE AT EOMETA T St L. A6E41994;104:1174 eT.

Fischer M,Dietrich U,Labisch C,Zanella FE, Jahnke K. [Rendu-Oslersis 2 Ifi.

R ZEAHLAIPEIEN] (FEiED . Laryngorhinootologie 1997;76:490 e4.

Elden L,Montanera W,Terbrugge K,Willinsky R,Lasjaunias P,Charles D.

Angiographic embolization for the treatment of epistaxis:a review of 108

cases.Otolaryngol Head NeckSurg 19944;111:44 e50.

Borsik M,Herbreteau D,Deffrennes D,Guichard JP,Aymard A,Merland JJ,Tran

Ba Huy P. [ 44 1% P9 7 5 ethibloc #4777 Rendu-Osler 5 (14 1)
(3%3E) . Ann Otolaryngol ChirCervicofac 19922;109:273 €6.

Jankowski R,Beaudouin E,Kanny g,Wayoff M,Moneret-Vautrin DA. [{# Fl 2E 4%

T I 9 A g L B S S 3] (V515D o Ann Otolaryngol

ChirCervicofac 19922;109:95 e9.

Vase PMEZR VA7 8L P S (0P B 40 L 9 5K

— T o BRI R iR . Acta MedScand 19811;209 :393¢6.

44,

45.

46.

47.

48.

49.

50.

51.

52.

53.

54.

55.

56.

57.

58.

59.

60.
61.

62.

63.

64.

65.

66.
67.
68.
69.

70.

71.

72.

Geisthoff UW. 2871 H1 Il 1B 40 11 57 KA BT IR 77 BT

JREAR ). PEERGEIR: BEIR2EREE, 20064 .

Andersen PJ,Kjeldsen AD,Nepper-Rasmussen J. i35 4% 2 74 77 7 [ 14 £
HiifiL. ActaOtolaryngol 20055;125:293 7.

Ojemann RG,0gilvy CS,Crowell RM,Heros RC. /22 i 57 1 9 F A

JEI7 . SR3RRELR KB Williams FWilkins, 19954,

Krings T,0zanne A,Chng SM,Alvarez H,Rodesch g,Lasjaunias PL.AR & £€E#% 1
AL PR A B I TR S P A A R A . %5044 1°R-60%
KIES: B FH B TH . Neuroradiology 2005;47:711 €20.

Maher CO,Piepgras DG,Brown RD Jr,Friedman JA,Pollock BE.32151 3% £ 14
MR BN M 5K AE R L R M. Stroke 2001;32:877 €82.

Morgan MK, Zurin AA Harrington T,Little N. Changing role for preoperative
embolisation in the management of arteriovenous malformations of the brain./
ClinNeurosci 20000;7:527 €30.

Fulbright RK,Chaloupka JC,Putman CM,Sze GK,Merriam MM,Lee GK,Fayad
PB,Awad IA,White RI Jr. MR of hereditary hemorrhagic telangiectasia:prevalence
and spectrum of cerebrovascular malformations.AJINR Am
JNeuroradiol1998;19:477 e84.

Willemse RB,Mager JJ,Westermann CJ,0vertoom TT,Mauser H,Wolbers JG.izt
A HH I B 20 M S v L W T £ L XURS: < JNlewrosurg
20000;92:779 e84.

MacDonald RL,Stoodley M,Weir B. Vascular malformations of the central
nervous system.Neurosurgery Quarterly20014E12;11:231 e47.

Matsubara S,Mandzia JL ter Brugge K, Willinsky RA,Faughnan ME. 538 /% £
LR B A LB AT S 1 i 5T ek i T R 19 ML 65 R AN I R AR
fiE. AJNR Am JNeuroradiol2000;21:1016 €20.

Willinsky RA,Lasjaunias P,Terbrugge K,Burrows P. Multiple cerebral
arteriovenous malformations(AVM) . [=] & A7 X6 20331 i 1117 975 4% 73 11 48
4. Neuroradiology 1990;32:207 10.

Cullen S,Alvarez H,Rodesch g,Lasjaunias P. Spinal arteriovenous shunts
p;%senting before 2years:analysis of 13 cases.Childs NervSyst 20066;22:1103
e10.

Berman MF,Hartmann A,Mast H,Sciacca RR,Mohr JP,Pile-Spellman

J,Young WL/l Zh i ik i JE2 V697 b BRI FH IR TR E BT 3K . AINR Am
JNeuroradiol1999;20:2004 e8.

Mei-Zahav M,Letarte M,Faughnan ME,Abdalla SA,Cymerman U,MacLusky IB.45
SR B 28 A% A P B A0 AR LB LR LR . Arch
Pediatr AdolescMed 20066;160:596 e601.

Mandzia JL,terBrugge KG,Faughnan ME,Hyland RH.2451 38 £ 1% H4 i 1 =6 40 1.
TR S I BESh Ik T o

Childs NervSyst 19999;15 :80e3.

Leung KM,Agid R terBrugge K. Spontaneous regression of acerebral
arteriovenous malformation in achild with hereditary hemorrhagic telangiectasia.
% . JNeurosurg 20066;105(5 Suppl) :428 31.

Cloft HJ.Jgt % 1 i 1P B 40 L34 5KRE i sl Bk e 1) B R T IR
AJNR Am |Neuroradiol2002;23:1049 €50.

Willinsky RA,Taylor SM,TerBrugge K,Farb RI,Tomlinson g,Montanera W.
Neurologic complications of cerebral angiography:prospective analysis of 2,899
procedures and review of literature.Radiology 2003;227:522 €8.

Gauvrit JY,Oppenheim C,Nataf F Naggara O,Trystram D,Munier T,Fredy

D,Pruvo JP,Roux FX,Leclerc X,Meder JF. = 4 5 & B LR L8 8 52 H T3¢
WS SN EHETT Bk 3l KBS T - EurRadiol 20066;16:583 91,

Mori H,Aoki S,0kubo T,Hayashi N,Masumoto T,Yoshikawa T,Tago M,Shin
M,Kurita H,Abe O,0htomo K. 4 J5 ) MR HU=r I s IfiL & 1 R 78 rh /N i
P 3 e fik e Y PP Ak R A2 - Neuroradiology 2003;45:27 €33.

Mukherji SK,Quisling RG,Kubilis PS,Finn JP,Friedman WA. /i P4 i fik i

T XFEE MR IS B2 AR 5 B0 [0l MR B 5 & S i R &
B0} LLE)E 43T . Radiology 1995;196:187 €93,

Mast H,Mohr JP,Thompson JL,Osipov A, Trocio SH,Mayer S,Young WL.£:/%i %
W SR 7 AR A KA T A B R o 2 I BURR E A fLR FE  E RAE
HMURR A PE AR 2 D RESRERAOAR ST . Stroke 1995;26:1024 7.
Sommer C,Mullges W,Ringelstein EB. /5 Py 28 1 H At /N i ik W5 T 16 T2 61
PPt . Neurosurgery 1992;30:522 e8.

Lundby B,Gordon P,Hugo F. MRl in children given gadodiamide injection:safety
and efficacy in CNS and body indications.Eur JRadiol1996;23:190 e6.

Haw CS,terBrugge K,Willinsky R,Tomlinson g. Complications of embolization of
arteriovenous malformations of the brain.JNeurosurg 20066;104:226 e32.
Lawton MT,Du R,Tran MN,Achrol AS,McCulloch CE,Johnston SC,Quinnine
NJ,Young WL {2 frlt T AR U0 5 i 3 e Fk i JE2 ) b B0 LS I 50F 50 O 5200 o
Neurosurgery 2005;56:485 e93;discussion 485 €93.

Lunsford LD,Kondziolka D,Flickinger JC,Bissonette DJ,Jungreis CA Maitz
AH,Horton JA,Coffey RJ. 37 44 5& [l T 5% Sh B V6 97 i 3h i Bk W % .
JNeurosurg 19911;75:512 e24.

Meisel HJ,Mansmann U,Alvarez H,Rodesch g,Brock M,Lasjaunias P. Cerebral
arteriovenous malformations and associated aneurysms:analysis of 305 cases
from aseries of 662 patients.Neurosurgery 2000;46:793 e800;discussion 800 e2.
Pollock BE,Flickinger JC,Lunsford LD,Bissonette DJ,Kondziolka D. Hemorrhage
risk after stereotactic radiosurgery of cerebral arteriovenous
malformations.Neurosurgery 1996;38:652 e9;discussion 659 €61.

J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013



Original article

73.  Suzuki J,Onuma T,Kayama T. Surgical treatment of intracranial arteriovenous
malformation.NeurolRes [9822;4:191 €207.

74.  Schwartz M,Sixel K,Young C,Kemeny A,Forster D,Walton L,Franssen E.
Prediction of obliteration of arteriovenous malformations after radiosurgery:the
obliteration Prediction index.Can JNeurolSci 19977;24:106 €9.

75.  Taylor CL,Dutton K,Rappard g,Pride GL,Replogle R,Purdy PD,White J,Giller
C,Kopitnik TA Jr,Samson DS.fixi /) &t ik Wi T A 5 #4: ZE 1) 3 i o JNeurosurg

20044;100:810 e12.
76.  Yoshimoto T,Kayama T,Suzuki J. [z Bk B I (VA T
NeurosurgRev 19866;9:279 e85.

77.  Zhao J,Wang S,Li J,Qi W,Sui D,Zhao Y. Ji5i 5l 4 fik B 7% £ 3 (4 i PR AR A0 AN

FAREER . SurgNeurol 20055;63:156 e61;discussion 161.

78.  Spetzler RF,Martin NA,Carter LP,Flom RA,Raudzens PA,Wilkinson E.j# it 3 1]

REZE R F RIS K AVM BEAT FRIAIT o
JNeurosurg 19877;67 :17e28.

79.  Weon YC,Yoshida Y,Sachet M,Mahadevan J,Alvarez H,Rodesch g,Lasjaunias P.
Supratentorial cerebral arteriovenous fistulas(AVF)in children:review of 41 cases
with 63 non-choroidal single-hole AVF.Acta Neurochir(Wien)2005;147:17

e31;discussion 31.

80. Yoshida Y,Weon YC,Sachet M,Mahadevan J Alvarez HRodesch g,Lasjaunias P.
Posterior cranial fossa single-hole arteriovenous fistulae in children:14 consecutive

cases.Neuroradiology 2004;46:474 e81.

81. Gossage JR,Kanj g. Pumonary arteriovenous malformations. % i £ R 7K - 4

iR . Am JRespir Crit CareMed 19988;158:643 e61.

82. Cottln V,Plauchu H,Bayle JY,Barthelet M,Revel D,Cordier JF.igt 4% % H 1fiL 4 6

B IR B M E i KT . Am JRespir Crit CareMed
20044: 169:994 1000.

83.  Mager J),Overtoom TT Blauw H,Lammers JW,Westermann CJ.fifizh# lik W5 7 1
e ZEIRTT . 121 B A KIS R . | Vasc IntervRadiol 20044;15:451 €6.

84. Moussouttas M,Fayad P,Rosenblatt M,Hashimoto M,Pollak J,Henderson K,Ma

ARG LD . Neurology

TY White RI. ifi 2y i ik 5 7 -
2000;55:959 €64.

i 5 1 R 2

85. Pollak JS,Saluja S, Thabet AHenderson KJ,Denbow N,White RI Jr. i 5 4 ik Wi
TR FEVRIT G G AR 25 R o M B A TS 244220065 17:35

edd; M55,

86. Swanson KL,Prakash UB,Stanson AW. fifi zf ## fik 2% :
experience, 1982 €1997.Mayo ClinProc 19999;74:671 e80.

87.  Faughnan ME,Thabet A, Mei-Zahav M,Colombo M,Maclusky I,Hyland

RH,Pugash RA,Chait P,Henderson KJ,White Rl Jr. JLEE fili s # ik b . 4

FERIERITING )T . JPediatr 20044;145:826 €31.
88.  Shovlin CL,Winstock AR,Peters AM,Jackson JE,Hughes JM. 3% 1 11 1 ifiL
PR MUY KA IR I B 2 F A . QUM 1995;88:879 e87.

89.  Ference BA,Shannon TM,White RI Jr.Zawin M,Burdge CM. & F A= i (1 i 14 1.

e it 2 e i g TR R84 1 L I P B Al L5 KR« Chest
1994;106:1387 €90.
90. Nanthakumar K,Graham AT,Robinson Tl,Grande P,Pugash RA,Clarke

JA Hutchison SJ,Mandzia JL,Hyland RH,Faughnan ME % Lt 75 .0 3 Pl 4 1

Flish BBk . Am Heart] 20011;141:243 €6.

91.  Barzilai B,Waggoner AD,Spessert C,Picus D,Goodenberger D. — 4 X LU 7 1
3 AR S8 K P i 3D Bk e R R W A BE U b R . Am

JCardiol1991;68:1507 e10.

92.  White RI Jrlynch-Nyhan ATerry P,Buescher PCFarmlett EJ,Charnas
L,Shuman K Kim W ,Kinnison M,Mitchell SE. izl & kWit : 42 2€ 1697 (4R

RIKIIL5 R . Radiology 1988;169:663 €9.

93.  Dutton JA,Jackson JE,Hughes JM,Whyte MK,Peters AM,Ussov W,Allison DJ. Jiiti
53 i i g E R R JE VR T 45 R . AR Am

iR
X Tl ok e 72 S8 DI RE A 1) 2 TSI EA RO . Am Rev

Bl & Bk W T
JRoentgenol1995;165:1119 25.
94.  Chilvers ER,Whyte MK,Jackson JE,Allison DJ,Hughes JM.£: [ £

RespirDis 19900;142:420 eb5.

95.  Gupta P,Mordin C,Curtis J,Hughes JM,Shovlin CL,Jackson JE.ffi 5l ik i ¥ -
FEZE X664 B H A T2 40U AR MUEAN IS B i 52 . AJR Am

JRoentgenol2002;179:347 e55.

96. Prasad V,Chan RP,Faughnan ME.filizh i Bk IS T (144 283697 #15REB4HN

W Pl AT 2E . | Vasc IntervRadiol 20044;15:153 60.
97.  Lee DW,White RI Jr,Egglin TK,Pollak JS,Fayad PB,Wirth JA,Rosenblatt

MM, Dickey KW,Burdge CM. K Y fili &) e ik Wi T AR 267697 . KRR

Ann ThoracSurg 19977;64:930 e9;discussion 939 e40.

98.  Gershon AS,Faughnan ME,Chon KS,Pugash RA,Clark JA,Bohan MJ,Henderson

KJ,Hyland RH,White RI Jr. 28 38k 2810 7 U 9 39 B4 it 31 i Ak WAy 2
Chest 2001;119:470 e7.

99. Lee WL,Graham AF,Pugash RA,Hutchison SJ,Grande P,Hyland
RH,Faughnan ME. 2 KW T4 V57 o 7o i S A . Chest
2003;123:351 8.

100. Ingrosso M. Sabba C. Pisani A Principi M. Gallitelli M. Cirulli A
Francavilla A, 3845 P H if P B 400 9 5K /N %2 RIESE: —
IR EE RN BT 9. Endoscopy 2004;36:1074 e9.

101.  Kjeldsen AD,Vase P,Green A. [ 4% 14 H i1 B 41 M35 Tk e -
A population-based study on prevalence and mortality among Danish HHT
patients](In Danish) .UgeskrLaeger 20000; 162 :3597e601.

J Med Genet 2011;48:73e87. doi:10.1136/jmg.2009.069013

Mayo Clinic

102.

103.

104.

105.

106.

107.

108.

109.

110.

1.

112.

13.

114.

115.

116.

17.

118.

119.

120.

121.

122.

123.

124.

125.

126.

127.

AP,

GroveOlLﬁ?TfFH-'x B ILEY KR B E AL .

Gastroenterology 198691 :1079e83.

Longacre AV,Gross CP,Gallitelli M,Henderson KJ,White RI Jr,Proctor DD.ig %

PEH ML B0 ML 5 5o B i L2 R T . Am

JGastroenterol2003;98:59 €65.

Proctor DD,Henderson KJ,Dziura JD, Longacre AV,White RI Jr. /5 iR (138t

F i L PR A L SRRE S8 1 I B B . S

ClinGastroenterol 20055;39:115 e19.

Proctor DD,Price J,Henderson KJ,White RI7E# A4 14 H ifiL 14 B 41 if 2547 5K

SR T, Zi ke T R BOR AN S A e T R E R I AR A . L

HFHHT F 5 22052, 2001486 1 .

van Cutsem E,Rutgeerts P,Vantrappen g. Treatment of bleeding gastrointestinal

vascular malformations with oestrogen-progesterone.Lancet 1990;335:953 e5.

Haq AU. Glass J. Netchvolodoff CV. Bowen LM. 4% {4 i i 4

BN M SKAEFIIL A . Ann InternMed 19888;109:171.

Korzenik JR,Topazian MD,White R. Treatment of bleeding in hereditary

hemorrhagic telangiectasia with aminoc 2. N Engl JMed1994;331:1236.

Bown SG,Swain CP,Storey DW,Collins C,Matthewson K,Salmon PR,Clark CG. 4

R ROGIRIT EMAGE M 7 H . Gut 1985; 26: 1338 e48.

Sargeant IR,Loizou LA,Rampton D, Tulloch M,Bown SG.i#: i fiti& 7 i1k
Fak: KWILEEL. /71993; 34: 470 €5.

Gostouc CJ,Bowyer BA Ahlquist DA, Viggiano TR Balm RK. 5 iz 38 ki 5 I

WTE: BT RCARHREAEOGTR T IR WS B . Mayo

ClinProc 19888;63:993 e1003.

Memeo M,Stabile lanora AA,Scardapane A,Suppressa P,Cirulli A,Sabb’A

C,Rotondo A,Angelelli g. Hereditary haemorrhagic telangiectasia:study of hepatic

vascular alterations with multi-detector row helical CT and reconstruction

programs.RadiolMed 20055;109:125 e38.

Ravard g,Soyer P,Boudiaf M, Terem C,Abitbol M,Yeh JF,Brouard R, Hamzi

L,Rymer R. Hepatic involvement in hereditary hemorrhagic telangiectasia:helical

computed tomography features in 24 consecutive patients.] Comput AssistTomogr

20044;28:488 95.

Buscarini E,Danesino C,Olivieri C,Lupinacci g,De Grazia F,Reduzzi L,Blotta

P,Gazzaniga P,Pagella F,Grosso M,Pongiglione g,Buscarini L,Plauchu H,Zambelli

A. Doppler ultrasonographic grading of hepatic vascular malformations in

hereditary hemorrhagic telangiectasia dresults of extensive

screening.UltraschallMed 20044;25:348 e55.

Buscarini E,Buscarini L,Danesino C,Piantanida M,Civardi g,Quaretti P,Rossi S,Di

Stasi M,Silva M. Hepatic vascular malformations in hereditary hemorrhagic

telangiectasia:Doppler sonographic screening in alarge family JHepatol

19977;26:111 e18.

Ocran K,Rickes S,Heukamp |,Wermke W. Sonographic findings in hepatic

involvement of hereditary haemorrhagic telangiectasia.UltraschallMed

20044;25:191 e4.

lanora AA,Memeo M,Sabba C,Cirulli A,Rotondo A,Angelelli g. Hereditary

hemorrhagic telangiectasia:multi-detector row helical CT assessment of hepatic

involvement. Z¢4/522004; 230: 250 e9.

Garcia-Tsao gKorzenik JR,Young L,Piantanida M,Civardi g,Quaretti P,Rossi S,Di

Stasi M,Silva M. Liver disease in patients with hereditary hemorrhagic

telangiectasia.N Engl JMed2000;343:931 e6.

Hashimoto M,Tate E Nishii T,Watarai J,Shioya T,White RI.5 it £ 4 H ifi 4

B M5 5K AR R BT ML W I ML 3& 5% . Cardiovasc

InterventRadiol 20033;26:177 e80.

Bernard g,Mion F,Henry L,Plauchu H,Paliard P. Hepatic involvement in hereditary

hemorrhagic telangiectasia:clinical,radiological,and hemodynamic studies of 11

cases.Gastroenterology 1993;105:482 e7.

Matsumoto S,Mori H,Yamada Y,Hayashida T,Hori Y Kiyosue H. Intrahepatic

porto-hepatic venous shunts in Rendu-Osler-Weber disease:imaging

demonstration.EurRadiol 20044;14:592 6.

Naganuma Hi,Ishida H,Niizawa M,lgarashi K,Shioya T,Masamune O. Hepatic

involvement in Osler-Weber-Rendu disease:findings on pulsed and color Doppler

sonography.AJR Am JRoentgenol1995;165:1421 €5.

Caselitz M,Bahr MJ,Bleck JS,Chavan A ,Manns MP,Wagner S,Gebel M.

Sonographic criteria for the diagnosis of hepatic involvement in hereditary

hemorrhagic telangiectasia(HHT) .Hepatology 2003;37:1139 e46.

Buscarini E,Danesino C,Plauchu H,de Fazio C,Olivieri C,Brambilla g,Menozzi

F,Reduzzi L,Blotta P,Gazzaniga P,Pagella F,Grosso M,Pongiglione g,Cappiello J,

Zambelli A.3804% 1 t M4k B 40 L84 TKAE 2 308 o IO Sy A PR 451

P38 A H) = BB R . Ultrasound MedBiol 20044;30 :1089¢97.

Chavan A,Caselitz M,Gratz KF,Lotz J,Kirchhoff T,Piso P,Wagner S,Manns

M,Galanski M. Hepatic artery embolization for treatment of patients with hereditary

hemorrhagic telangiectasia and symptomatic Hepatic vascular malformations.

EurRadiol 20044;14 :2079e85.

Azoulay D,Precetti S,Emile JF,Ichai P,Gillon MC,Duclos-Vall'ee JC,Visda

S,Adam R,Castaing D,Samuel D,Bismuth H. [FT#5 #1577 iT 4 Rendu-Osler-

Weber J%: Paul Brousse[EFr £36] (%:1%) . Gastroenterol ClinBiol

20022;26:828 e34.

Lerut J,0rlando g,Adam R,Sabb “a C,Pfizmann R,Klempnauer J,Belghiti

J,Pirenne J, Thevenot T Hillert C,Brown CM,Gonze D,Karam V,Boillot O; EX

FFRetth 4. AR T I8 A6 1 th L PE B A0 B 5K . BRI

A B IR 5« AnnSurg 20066; 244: 854 e62; 1716862

ed,

87



	摘要
	引言
	方法
	确定指南需求
	临床相关问题的确定
	背景准备
	临床建议的确定
	证据分级
	一般组织
	报告撰写
	资金来源的作用

	HHT 诊断
	背景
	建议

	鼻衄
	背景

	脑血管畸形
	定义
	背景

	肺动静脉畸形
	背景
	建议

	胃肠出血
	背景
	建议

	肝脏血管畸形
	背景
	建议

	参考文献

