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Mucocutaneous Presentation of Vascular Malformations
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BIfREZH (. 1895$(CR6ntgen(:A:DT%%énTCX-raylcﬁ"‘iZaH4] CTYMRIHBIHRZHTE
DP T, EGNBRERENZRZLUTERZ. UH L. SZTED LEIFRERE. #ULZRTHES 2
ZE U B2, B2, B2, MEZRETARNBBMAEENHELI DNISBHTREERER. X
72 (FZBRICRIIDER T, ELDBLURNEXST. HDOEEREND D PIRERERICHHEENH
BDRBETHRISEATHE. TRNBBEAEE QLR REFPMERTIZOREN BN,
BICZENSDEBDEBMBHARERD., BKREZRICHILDIENTFETHSD. Seeing is
believingtV7aEE - fMREZEND £(F. —ICEZ THIL.

1. MEEEMESFF

FEMMERZvascular anomaly(d. MEMERE vascular tumor& ME ZFHvascular
malformationz & & 7= 2B MERZbirthmarkz3igd. LA L. IhSh, INT MMELE,
hemangioma& (N TELLEHITRIZRKULTER. DX TMERE;, EWSHAERERFES A
SDEBDHREZIBL. TLBOSENGH >, 1982%F(CMulliken& Glowackih' "MERE) &
FENTERmEZ. BRER. HIEAR. BARBICKXD (FLRB) mMERE (infantile)
hemangioma & ME FfZvascular malformationD27)L—F(CH$E L7 [10). CZTESMERE
(. ARMBEORISIEEAN D D, INITH < BRIEBE. S5SCRMEIL DS I EHHHY
THD. INERFFRNOIC, MEFME. ARBROBEEZHODBEVNEBSZRFHE U, RL
TRET DT EFR, BEEORVNETEOARPAETINZE(T DD, MITEHREDETL
(C&D. BBEOMEMREZIBRT D/=OHICE. ISSVADHEE (K1) hNEETHD(4]. MEE -
MEFHOHEN. RIBESNTHSI0EMULFBLTH. CONBHIEBLLBVDEFEITHD.
RHICEDKEED TMEE) CFEINETEFARL.
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% 1. The International Society for the Study of Vascular Anomalies (ISSVA)D 7248 (—3B
RE) .

Vascular anomalies

Vascular tumors Vascular malformations
. . . of major named associated with
S | .
imple Combined vessels other anomalies
Benign Capillary malformations CVM, CLM See details See list
Lymphatic malformations LVM, CLVM
Locally aggressive or _—
Venous malformations CAVM*

borderline
Arteriovenous malformations* | CLAVM*

Malignant Arteriovenous fistula* others

2. 7 1 RfEfEE$ Phaces syndrome

19964 (C. UCSFORBHIE Frieden5 C X > TIRIBENT-PHACESTEIREE (X, LU T DIRAEDIA
XFZEEO>TERNMISNTED, PHACEEREES 5580 H S [5,9]. BiRREEREE

neurocutaneous syndromeD—2D&EEZ 5N 3.

P: posterior fossa anomaly: #BBEBEDEREH. $F(CDandy-Walker fEIRRE (E4MZEDILK.
NI REBDEF R PEF K. RREFRRER/ME L. KBEZEHT DI ENEL) |« X
DIEFERL. IN\EERREAE. <BEROSMEEBE.

H: hemangioma of the face and neck: EEBROMERE. REANDER. TO8ICEHE UM, FF
(Csubglottic hemangioma. BREAD K HIRTRECERD ZEHHD. BBFNICHFED.
BEDIRNEBERUTHIN. TORELHHERRED.

A: arterial anomaly: iXME D dysplastic change**dolichoectasia. EIIRDICIEERE. BEFXBAR.
BIARETZRK - B|AZAR. ANIME DFEZE - FAZE. HVPHPRR. BRARDT B LS [CARMEDILE -
HEEREZREICTDEZDHHD.

C: coarctation of the aorta: KEITHEZEE. KENAREERT. BIARERIE. cardiac anomaly : 7 7
O—0D4#, DEPRRIE. GRAIKEAR. =XRARMAE. =BD.

E: eye anomaly: BRIKDEHZ. ARISIROMER. RGREOERMK. /NRE. BARE. RIKKE.
BERIRE. JREEFDBVNEDBEIND,

S: sternal cleft: IR D EEcleft. fBIC. supraumbilical midline raphe ¥ IEPE:EDRIB

(midline defect) REBEHSNTWND, BXF SICEALTIE. sternal cleftEDIBEI(FEL .

RxENARD A Z L stenotic or steno-occlusive changes of cerebral arteries Z MSI(C
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LTRINRELEDERRHHS. ®>7T. Phace, Phaces syndromeT(E7%x <. Phacess
syndrome&E M (ENZIH5E5HH .

INSDERD, IRTHHIS EFRSI. W OHODIERIRBOHENDZELHD. Ho>THZ
DEREHXLEXSLT, KBHRIZLTCEETHS. DXDT70%DIESIT, REAABUN  extra-
cutaneous manifestationFTRE—DTH 2. BxltblE. BEOMERE ($:%2=1:3) LDLHKL
MICE< B L=1:9&3N. EANCZELCZVONFETHD. EEHNBERQEH IO
EEINTLS.

3. Sturge-Weber syndrome

encephalotrigeminal angiomatosis¥Sturge-Weber-Dimitri syndrome & (3. Sturge-
Weber syndrome (SWS) (&, RBEFROMEIRZE (leptomeningeal angioma) &EEEDRED
EHMEFTHERFHMETDERETHD. TDOEME. REMR EBRZNLGREBOATITONS
ZEHZ. BEORER. ZXHBROFH], 2ZROBHEOKBICHHI DI EHBL). KERE
D7RL\Sturge-Weber syndromeZBRE. @&Port-wine stainh', =X#R D5 1 DHEIK (5B
HENDEZICDMISWSHRDHEND. HIC, ZXBRDE2RXPEIRMBIHDHDport-wine
stainTIX. SWSZEH LW, KICERPERERDHDSWSDEE(E. ERER(Cport-wine
stainh'$H 3 & L. fidDleptomeningeal angiomald, TAIICERHENZDZEHH DN, —
RIDADNLL, FECBLECERL.

RY—=Y - D1 —/)\—EEEEEMMESTE ORAEBDIETFEENEIREBADREEDIQ2]
CEBEIN . REICHIFBGNAQEGFDE—XV LAFRODETIIOZER (c.548G—A,
p.Arg183Glin)MRE=N TS [11,15].

RRZEDBRAIE. RIEMERBILH S, BRAARE. TOREBAICKDH. BE FFHEYP
¥EREDORFAER. BE. BRREEOEFTRELNHD. AMEEHES(E. —@M Tstroke-like
episode £ (EN D, e, FEAREPHRGEDRERZEZT D, HKARKEE30-70%DEE [CFRD
5N3. REDFHEMI THDHEEE - BBEE, ZXORE 1 KEE. RIROBIRE
metamerici@NHEEZ DI ENTED. EB(I. SWSDT75-00%DEEICRH SN, #EHT
HBENEL EBTFIH67 AEH S51BFD. %<3 focal seizureTH 2. BFlC, EEHE(IC
BBZEDHHD. BEHNRHIC ORUT) BFRDEFE, HEMHOKEETHD(ELE. BHRKEDE
NHROS5ND. PHICHBEDEREFEIY FO-ILH#H UL, BRESESEREFEVPTVNE S
na.
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4. Kasabach-Merritt syndrome

19405 [CGHRBIEE DKasabach MM E/NEBRIEDMerritt KKIC X > TS TS S NIEIREE

(BKR) T NEOMERE (capillary hemangioma&RESN) (CIVVMREA. BMEEMm,
RERBEBENEHT 2OHHYT, BMPRER. SESBFEBET, 12-24%DEBEIRETT
% &Nz [6]. Kasabach-MerrittIRR(E. M/IMRBADEEXRTH O, BEIRIEMESH Pblue
rubber bleb syndrome’@ £ (CEH T 2REERE (PT/APTTOER. fibrinogen®iisr
D-dimer&fB) EXFIULTEZBINETHSD. LZ<ONRHOMERED. BRICHRYT 2RIEDE
RIBBEIZEDDP T, COEMREEL. EBITERIEL K FRARRTHS. Kasabach-Merrittig
RZEE2IDHREE, BEOMERE & (FHRBENCER Dkaposiform hemangioendothelioma (F
fz(3tufted angioma) TH 3. MEENMRZBI TEBMETHDZ EBELRVD, 0D
Kasabach-MerrittiRRZ 29 D2RZE(F. 1RZBATCOTEMTHDIBENH D FRIEEBNE
BBDLEBFETED. MEBEN. £%1 5 BENSHEFXTOEBRICKRESHARKICHRDDICL
N, ZNEDHEL, BELC K >TINHREBZ TH 5ICKasabach-MerrittIRRZ29 5. (.,
BARD SEBNBESRIRA CTHESN. BERCEBOILK & Kasabach-MerrittIBRHNGEH 5
NIZEEFIH H 3. kaposiform hemangioendotheliomald. RIEZH(CEM & BIEDPREINETE
FEsh3, LA L. BRAREY. MRF(Ccritical’abFiAZz @ E /zKasabach-MerrittiRRZ= £ %
IR, REICHRLT, RKNICEAHDSBWEEDASIHERCE >TWLW< . Kasabach-
MerrittIRR(3. RISEER. RE. BES. WL, FEIIFRIPUTHO. BE. MHEETH DD
LR MDBEHHD. MERBL. ABOEDHRL., REREORSFRL., BEGNLEERLR
Wwe=nd [3].

5. EMBMENLER telangiectasia

EMBMESFH-BNEEARZT 2. Capillary malformation-arteriovenous malformation (CM-AVM)

EMMESFH CMIE. porwine stain& HIFEEN., FIBRR, RO SEEBDOEERE C. BIL - 380
([C3¥F T D. Salmon patch, Angel’s kiss, Nevus flammeus neonatorium & (31 S birth-
mark(FREISTHRL TV, BREFREBHEEILZ T DCMICEWNT. 5913-22(cHBRASATD
ZEHNFEBEN. CM-AVMOEEHFEHNERNZ. CM-AVMIE. RASATERFDmutationh’
RADEREHBIEELZ T DFHUWVEEBHRT, X - 586, 2AE. MERICERRE - 2hEsAk
& AVM/AVFZEH#7 2. FEOBRERZ Dcapillary malformation (portwine stain) (&,
slow-flowDRZTH O, A - FEAF T, EVOBRZZEL. FKEZRIKBYT Sred flagTHD. )\
SIRRED SEecmDEDHZHERDH SN, FHERMNSBOSN., NEBPZRBUIBAKITD. K
BREREEDAINGZL, BHEEDHD I ENEL. ZORES . BROZELTHSH. 10 cm
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HBZBIBCKERIBEELHD. TDslow-flowDEEBRZEIL. fast-flowdDAVM/AVFZEE
L. BB, BT. BiA. BILHREICRDHSN. BTIFAVM/AVF, LY KXEMBZ. B CH
AVF/AVMZSH U, TRETITERZELE T Z EHZL [13,17]. REDportwine stain(XBEL\i5
FACIREREEE T, BADVGEATITS. BEOEMOESH EEKRIC. RS LENDETEIR
BiCEK D, FREHNEEE(CESD. RASAT mutation(T(d, fBlCParkes Weber syndrome*> /3L
VREMBOEHDHRSH HS.

EEEEmEEMMELREE hereditary hemorrhagic telangiectasia (HHT)

£ & BB Dtelangiectasiah H N IREEMEL MIEEMMEILREHHT & DEHENREB INDS.
HHTTE, 382, &. O5. IRIKEIR. 18, /TUKICtelangiectasiah'iRd 5N 3. HHTIL,
Rendu-Osler-Weber syndrome, #2X5—F& BHEENDEREFRBIEELDERETHD (7).

HHT(Emucocutaneous telangiectasia& visceral AVMDYF T, A& (CK D 2EMWHELE L
MAECS. KiC. SHMERHHNTHD. BHEMMEL. M. N FHECZnEEnD. NOMm
BRZE(CIE. 1. BhEghREarteriovenous fistula. 2. nidus typeDENERARZTHZ (nidus type AVM),
3. BT v b ORWEMME S (capillary malformation)D 3941 7Hh'%H 3 [8]. BRU
BEFICKDODHHTI EHHT2A DD > TWLWSD. HHT1 (Fendglin&mF TEIFREBMA (993) (C.
HHT2(Zactivin receptor-like kinaseX&{aF (ALK-1)THI12RBRKRICEE UEBEFHIHD. %
<OEBEN, HHT1XZIEFHHT2TH A, 10-15%DEENEES(CHBIMRL. HHTI(E
HHT2&X O BEEARBIICEET. SEMPEMBMENREKX D RHICHEEILT D, SFHERIRUR—
> 2% S5 HHT-juvenile polyposis overlap syndromeh RS S, 518 &{ADSmaddEIE
FOERSLDESND. FEHELFEERK(Clocush H DHHTIPRM P EMMEILRDAERL S F
DIZVWE 7 REARDREE E SNDHHTA, F10RERK(Clocush B DBMPIDER(CKDHHTSE
EFERESINE[18]. /-T. BEXT. 5$£5,7,9,10,12, 18R BAKRICEENHDHHTRZIEZD
BEERENRDONOTNDRZEICED. INSDEEFIIMER M PremodelinglcBI5T 22 &
HNR5NTWD,

HHTOZWEEIC(F4EBEH D, JEEHNISHZ. 2EEHNERREZEEINS([16]. 1BETIE.
unlikely T O, BIZE. 4 DEBDHHTD 1 MEURNDOREEZINH >TH, MOEBEENEITN
(F. HHTTH B IR (IIER BN, CDOFZUEZE(L. Curacao criteria& HIEEN., HHTDAH
VI 7 LYZRDRRIISDILEDAY TBDCuracacB TR HN., ZZ TROSNIZIZH,
ZDXSCHBFENTLD.

1: 8 0D:R9 £ epistaxis (nose bleed)
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2: B8 - ¥ROEMM BRI mucocutaneous telangiectasia

3: B - fifi - BT - SBIEBOMERZE (81E2ATE) visceral arteriovenous malformation/fistula/
(telangiectasia)

4: HHTD 1 RELIADSRIERE family history

HILBEOBEMMEDORS (32, IN(E. Gl tractDtelangiectasial IR T 2NETHD. B
ZHHEETHDINHHTOZHIC K. REZERENEETHD. KICREREOPTOREMDE
EEFEET. Z<OEHFTRZLE I THHTA+28ONS. SEMOREE, EMBREDOHS5K
EEMO/OBMENBEELE T DHEXRTHD. SHEZHRT D&, telangiectasian LEHER S
n3. SHNNELZLTHDH. 2EMOHLBVERIE. HHTTEBRLWSNEWVWS & BT ULE
Z5TREBL ZOFRTREMEBBRVD, iXE M CEERIENH 2156055, F8EDER T30

BSOVWXTILFEEMNEFRDHSNDD,. TNREZOFEHKLDEWVNZEE. BEOAEWEE
H3. FHOEBEIC, SBETH >LBLEMD. FHEEOHITEENTNDIEHHD. XEDS
B, FBEORENDOEREDREFRS. £EBERICREMEIRBILL. FAREEHCRET 3.
BHEOREBNNHZHEIC. COBKEEICLST, BOIMNLHHDIEVNSLEFTARS R
EREZINBZENHBDOTEFRZETD. HBUARS—HFZERZ(E. BRIUNC, BPIHR
ZORRBEDVBETHSD. F/cOsler nodule EFEFINZERE - OSSR - 05 - T - B - 1B -
F DI - MEKkDtelangiectasiab iRV T 2. FF(C. TOREIFHN T, SHRECHERIN. 2k
PEREAEZL. FERTHROSNDZEHHDIN, BRENBHTEALRL, FiE b
telangiectasiahMEh19 3. 2FRVEILEHNSEMT DK S (C. FPEEDtelangiectasiah s
EMIBEHHD. RERELD BHIRREDANZIHIMMESV. BILECH
talangiectasiah‘ZB&H 5N, OFENSKBERTOEZICTHROEND. COHEELECRDESND
MERZEF. Z2<DBE. BREDRZE TRV zdHbarium(C K2 EIFIRE TH D LEEILERE
PEBRE TR, REZRETERL., ZOLORNRFERE CTCOBERBENDETHDIN, 8BS
HVixtelangiectasiaTH>TH., BRELTRFIISND I ENH D, RIERRETHERZE DT
CERBLIEDT R EN DD, REZMEITI DEENOHHTDRZDIRE TH D & L\ SR WA
ETHD. Fie. ponposisb“HHT(: HITBZENHD I EBHH>TREZEITS. RBHETHEL
&SR Z Btelangiectasiab. 1EHEDODBMODRRICZRDHELHNEF. TS5 TRVWEEDHHB.

6. B8 arteriovenous malformation (AVM)

BIRTAVMDZROH SNB UM, ZDmetameric syndromeTd D Wyburn-Mason
syndromeHn % 015N TW3. Wyburn-Mason syndromeld. cerebrofacial arteriovenous
metameric syndrome : CAMS&E H 5. ZODEBEEEMREDDHH S5CAMS-1, CAMS-2,
CAMS-3(c 75N, FNFTmedial prosencephalic group: (hypothalamus and nose) .

Komiyama M, et al



Niche Neuro-Angiology Conference 2016

lateral prosencephalic group: (occipital lobe, thalamus, maxilla) . rhombencephalic
group: (cerebellum, pons, mandibule) H'XFE3B[1]. metameric syndromeDFEERER (C (X,
fiRR4MBAEneural crest cell DBEHNEES LTS

Wyburn-Mason syndrome

7S5V R%WHRHETSI—0v/TIE. Bonnet-Dechaume-Blanc syndrome & IE (I, 58
LB T(EWyburn-Mason syndrome& E(EN 2, RIUEETHD([20]. EXRZE(E. . iR
(fib. BREK, 1R#BE. RRECE)DOWE CEEIRES - BFIEL RO SN, ZDZDDIREILUHN
(. BBE (L3E - THH) [CHRFLBEEBRY vV SHROSND. INSOREN. RRECT
NTOBMICHFET DD TEEL, BED. BUBEFICEICERD. MFREE. REEERIC
MR, B - PR - B - BRIBEICHFEIT DI ENDHD. ERE. REDPAL. ZOHRKICSK

. BRZE TR, EMAREHEL<. BEBTE, REFEE. RHET - RERSHROS5NS.
BEEOEBEKY vV hOSAEOREMVEALNNERI DI ENHD. OBMHKBECK
2BENHD. e, REBREZLROSNDHZEEHD. CORIBS. BERIIEBCEL. 4
EPANEERRBVESNTVNS, Ko, EEMEFROHSNTULRL, PRIEERDIMEDEIZ T,
B UAEI TOBRIB O PHEEDK D ICZHER 4 BEURNCHMEERI R B2, BUKE. D
FOEEEARE. RIREBRBRECHRENBDIEFICRIDEEZEZISND.

7. B3R ME FHZ venous malformation

AATOEREEZHEINDZ K DRENBIMENESTHE THD. EAVPEBTEELITSZIET
LWL\ TIRETH D, RWERDBKIL (BiTE) BREHTHS. ISSVADSETIE. KAICELE
B3 <. RAICMERDOZWIEH D 2R, BERNDOEIRMERZE & &H9 Dmetameric
syndromeH\7Z7E L. cerebrofacial venous metameric syndrome: CVMS& £ (., ZDH
HHMNSCVMS-1, CYMS-2, CVMS-3&ERF5NnND. CVMSDP(Z(FRDSturge-Weber
syndromeN&EENSD [12]). HEEDPIC(E. venous malformation, capillary malformation,

cavernous malformation, developmental venous anomaly, sinus pericranii, veinDFEAE
BRENEEND.

8. BRI DK E & MERE

Cobb syndrome
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D EHYIREBEDmetameric syndromelcCobb syndromeh'\#% 3 ([2]). BBEENERAREZ & HEE - 2
WK - TR - BN - RRBIRAED. BU RS DUHEMICBROSNDIENDHD. REBRER.
EHRBERADEILDHDIHELEMMELMERRSEA, (port-wine stain) DFEHLHSD. T
RE - BhAR CEREBFEBDRZE(F. MEFHTH O, MERE TR, cutaneomeningospinal
angiomatosis & H'spinal arteriovenous metameric syndrome (SAMS) &HWLWhN3. IXTD
metameric concept&ERIUE XA T, AEIZ1H 5318 X, spinal arteriovenous metameric
syndrome: SAMS 1-31([CHEEEINDZENHD. AHEITEERANREE L Bean syndrome
Klippel-Trenauney syndrome. Parkes Weber syndrome’i & D&y EREYREIRE & B.

Klippel-Trenauney syndrome

BEEARS v N EMDRVOE ORI - Uy MESEN. B URLILAET DFEEICRHEN
B ENHD. 1900F(CT 5V RDMBRARIEDMaurice Klippel & & DBIF DPaul
Trenauneyh\iRe& U7oAEIZBE T, (1) port-wine stain (capillary malformation). (2) &#iRDE

(varicose veins; B#IRBEST) . (3) —HDB - HRIFMEBDALK (bony and soft tissue
hypertrophy or occasionally hypotrophy) D=JiEZ%# & I3, Klippel& Trenauney(d
naevus vasculosus osteohypertrophicus&0FA7Z. Klippel-Trenaunay syndrome T ESED=
JRABOHSNBDZEF6EICSWVT, ZIMRDHEHHS. port-wine stain(d, % < DEFIT
RDOSND. BIMOFHRES. FBIE. REBHMOEEAL - HEBEDROOSND. FBRES
EAREWGEICE,. RERE - BMERS EDKasabach-Merritt RRICBEEREET D2 &
hH3H. BIDRETH D RERDEFlocal intravascular coagulopathy TH 2. BHVFEZ
OS2 ENBHD, WIRZEZHEICERIBILT D N HD. —ROBKE. BAERICT TICERD
S5NBZEBLH DN, — X TICIFPSNMCRBRDIZ EAZ V., ABROEPEZFBLE SN,
BRIRECZVNEEND. BRONERZEDESHIIHETHD. LEBECETLOEHIROSN
B ENHD. ZDEEBDpathophysiologyZ FEEFMODERE EEZ 2N, BIREMESTA D
BEZERI D2NCEL>T REFRZERGE->TLBEEZISND.

Parkes Weber Syndrome

Klippel-Trenauney syndrome & BRI 1. Klippel-Trenauney-Weber syndrome& se&iEns

ZERH BN, Klippel-Trenauney syndromeld. EARFZAFRE%Z EAE F Sslow flow lesionT
H3H. Parkes Weber Syndrome (&, AV shuntZzE{k& 3 Bhigh flow lesionTH 3.

Parkes WeberH\1907E(C5m3ERE LTS [19). Parkes Weber(d, 1B X7ZEHAID LT
DRBRhypertrophyhd D, ZDELIDOMERDERED X S @2 tumor-like overgrowth(Z&E
BU. MSUD. EKEAV shuntTH . RERBERITHSROSNDREZEZISN. A
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REEDBICETSIEEF>ED LTS, Ffcport-wine stain (cutaneous capillary naevus)

haemangiomatous noduleZz{#5.

INSDERBYOFEE—E, HDEimpressiveTH D, ZHIICKRIID. NMERSERESE LT,
INSDERBOIMBEEBTHD., TOEBTEBLRRINEZIBS EEZS.
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