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[(BR] SR MEREMENGRIE ( hereditary hemorrhagic telangiectasia: HHT) (. REHDESL
[E[l REMEOREMELR. NBOSEREE. EREAEUHELERMEITIMELRNERETH D, HFich
RECIIIFRFRENLEHMRABN SNBIERFIERICEZ . TSIC HHTICETBIRIMENR+DEFERLFEVNCE
NS, HHTORHZKE LUOER(GIFICREE LD, e, 20168EF TIC ENG. ACVRL1. SMAD4.
GDF2MABILEFNEEBERELCFE LU TCAESINTULDIMRN. CNSOEBGFEREMAKRE DRAIRICEAT ST
(EFDIEV e [WREFFE] 1990FLIKE. BRANIC HHTAZREDN., RRUFEXRICRREGCFRROEKENRS DI
27EEBINSE. CuracaoDEMEZEET probableld E. £ UL unlikely CIREEIRFERERHITET 2EHIIC
DUT. BROBARBRERHRNICAET LUz, [BR] 4EH (33%) TENGER%E. HiEFl (33%) T ALK1E
BZ. 1EAl (8%) T GDREERZRE L. HDIEF GEEREE. 25%) CTRHERELCFERZRNHIE
Wofc. FMENERIREZ SHER] (42% : ENGEEREF1I. ALK1ZRE 26, GDF2EREF. IELREF
150) T. Hﬂi'ﬁ[ﬂ]l_E’IﬁE{ﬁlJ (8% : ALK1ZRE) TR, MIREREEHM. BREFEEINIZHE XIETHR
BRE. 2EIK. 2HIK. BESFEZETH O, ERLEHEL LT, HEE, MBS, BiES. e
5. BRENARHONIZ, Tlo. MEEMREICNT SERERVAREE L DIFAER (33% © ENGEREF14I.
ALKN'ZEEE$2(|. GDF2ZEREE1fI. IFZEEHLL) T, RRABLFEEEEIZIHCZL\MEARG Oz, &
2] HHTRE(CH(TBRRELFRERIE. READBEN HHTEZORE., REHOBENTAIC LD ERLSHIE
DHEEFHICEATHAREENTEIND, TSCEMEERITIHNERS D,
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[II-PAL-02] V407I-BMP10RZR(ZDEDDMES L UBEZEE L. EZED

IEEZEEEDRR EEBHNE LNEL
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ER] ER0HERCES (LVNC)FEZDEHBEEDIES L EIEBRBORE LR S K UNRVARERD
BRZE RN E U R TROOHEZE T DIN0HECTH D, RAE U TEOHMBIEORERRZEICHTBME
HBDVIBEOEENEE L TLBEEX S5 TULSD, Bone Morphogenic Protein 10 (BMP10)(& TGF-B
J7=U—CEBIIEBERFCTHD. DEHREE DRECESITIEELERATH D. AAFKOEMNIE p.V40T7I-
BMP10 (v.BMP10) OB DFZEBRE(CH (T IMEZHSNCITBICETH D, [AEREER] 230820
LVNCEEBEZDOREE ROV —_VT L. S XEVREERETHSD c.1219G> A (p.V407I-BMP10) Z1RZEAD
QBMOBETHRRELUIC, CNIE MAF 0.00140 a single nucleotide polymorphism (SNP) & L THRESNTUL\E
M. insilicofBFT36/7MDVY TR (SIFT. Polyphen2. PROVEAN. CADD/EE) THRHIZEREV\SiE
BTHolc. EE(E BMP10ZEBMA TS BMPR1at® BMPR2EMHEEAT I CThHD. BMP10S /RO DBR
X1 >M2nd fingertipMFEIFTIACIE L TUL\Zo v.BMP1OIFEFAEER! BMP10 (WT) EAIRIC2EAPZEREE
BU X, mEAEZERALE BMP10S KUZNESE ( BMPR1at BMPR2) & MRFIMERENTT(E v.BMP10(3
WT R L T BHAMEMET L TUVz, HIC2HRE3E UL\ EIDEMES K UIBBER Tld. WTELHEL T,

V.BMP10ICHE WV TIIMENR+DIIMER RS D MEUBTEREDE T 2580z, [#5:%] v.BMP10(d BMPR1adH &
U BMPR2ICKT BFHFAMEMES . CNIFERFBENLEELEEXI SN, TN E(CXD DEDIME. 1BIEMR
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(58] Fontan (F) fiEERBOMBRIMTSMENERERZE & BN | HAHFEIC K> THIFIND, 20
&, MFIRESEEN FIliEBEDESRFMITENRE(CRFIFELGFARTVEFEIND, FREREOEFERIFRAR
RIBEE (Peak VO,) FRBREBELDEBEVC ERMSNTULSBM, Peak VO,ICIHMEAZRSE D, BUESMEHE
ERXEBETV D, BRI FHREBBHEICH T Peak VO, ICHEE RIFIEBERFIC DOV TR LE. (A

E] 2016FE7AN S8 E T, 6 LD Fifif£E8&E83MHI(C Rumpii ( FUKUDA TR3) ZfELIENL Y R
SIVE KB DMESEREHREMTL, Peak VO,ICBEET ZRAFICDUVT, RERK—OBRKEESHTREIL
2o REIE Group A(6-12%)41651& Group B (13-20m%) 436BICHEL TITolce [#ER] Group ATI(E,
Peak VO, & F#n(CEMAERE ( R=-0.309 p<0.05) , REIF—OHEKE/BSAL(FHUVEDIERE ( R=0.511 p<
0.001) Z=&88&Tz. Group BTIL, Peak VO,&ZERNDBEMICERNMERS ( R=-0.3997 p=0.0079) , R&Ki—
[E#a5 8 /BSAICERUVIENHERE ( R=0.537 p<0.001) , MRI-EF&EM4EEER ( R=0.367 p=0.055) =53
Iz &z, EREEBISDRINEBSMNEL, BEIC Peak VO,AEL (p<0.001) . RERF—EIRKE/BSAEE
molz (p<0.05) . [ER] £2FHET, REHK—[OIRKJE/BSAL Peak VO,(CHWIEDMHERBANRES NI, C
N, KSLREE—ORIENBVRT IV TS 7 Y I0BOMIKGHERMRLTED, CNSHEERD
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(555 - BM)] BFE. XMEEWEZE (OCT) EHVERRT. 770O—LMEIRBEDETT, RALEIC BENR
NB(CTFET BMBERBME CTH S vasa vasorum(VV)DIEE®L, VWHSDHEMBNEBLEZEEE>TUS
ERESINTUD, —AT. JIIBEKRKD)BEIRHEZE ( CAL) OEMBHAIC. VVICEAL TR LIRS IEELL

Vo SEFRIE. OCTZEAUT. CALEFINEREEICHITS VWOBEE®RSILZ, (MR HE] WIKRE. &
MRRICANADRZC CALESH L. J40—7 v IEERERE ( CAG) HI(C OCTZEHET L 2219ERl, Z=FEHE(C
CAGL. BEFFRERDHLEVEHIRSE ZiHE L. 2HD CAGT CALESR®. ZDEREMHL CAGLEERILLE

EEITEZEE (regression®¥) &. [MHACE CALEROHEN o IcdEIREEE ( non CALE¥) (CH%ELT,
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OCTLE. regressionBf CEMHA(C CALESRHIZEBRID VVDEEE K UEEFIRABEEZEHAL. non CALEDE
RODARIERD VVOEES L UOEEIRAIREE & LEEIRETZT oz, [1ER] KDRIEN S OCTHET X CORREHAR
DHFFYEF16F5MH, OCTZME T UIScEEARS 15, =fEHAIC CAGT CALZERHELKI(I348%, EDHT
regressionBfl&168z. non CALE¥(318K, VVODIEEIS regressionBF M non CALEFE LR L THERICZM DT

( p=0.0235) , Efe. NEBEE regressionBF CHEICKE M Dz (FRIYEA78u m vs 355um,
p=0.0058) M. non CALEFICHFVWTERADER LREINB4000 MU EOARBEZET 5%z
7/18(39%)(CRBMIz. [F&oH] CALMEME. RNEEBEIC VVABESL TULSZERMRBEINe, Tz, S
([C CAGL CALERDEVWBEIRICH WV TE. ERBICRBIEBENZEFT S ERHD. REDBBEHRNEET
5B,
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[1I-PAL-05] @i KM G =HIAAEICH(FD conotruncal criss-cross®

CTIC Kk 25 & ARIFREY 48
Ciht B, BIE B, BA St U EL, BE KA, BH BN, & B, hE N\, & F =X, HE
45, b AR (1. ERRREMRERT DIRME AR, 2. s0Emee N\ RERSRRD
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[(BR] MAMBELAZEEIBEDORV)NDHEE Van Mierop S HMRIE U 1z conotruncal criss-crossEBsmm AR
RNEDNEBECHVTERLPLT V), SEFEAE CTOEKRNSKRIEFRRIS) & DZEFRRBIVS)DRBRE S L
DORVOARIN DM EE Bz [WRETTE] UbBTIC T1998FELUEFMEIT /2 DORV ( PA. HeterotaxyZ&BR
<) 33FNSEEE CTET>TH D, BERLE ISE IVSOFEENRRTET 2214 (BBBIFHHEE136]. $AERHE
880 ENRE Ulz, BARNICEZEREHRZRE L, MSCTICKDERIF0.6mmETEEREETY T~ (
TeraRecontt Aquarius) ([CKDEERZEITOIc. 2DEROEHKTEESRE BIRKIRA AN SHE UmEARRL A
JWICEDE., ZOAEEDIFRAICIFv+ U ULTISELU IVSEHEELUIZ, IVSAEZOEELT. ZNICHLT
ISKEEAEEE BEEZ L. AZEABEE RELT. IVSICHTS ISOAEE LO°. RO°EXREKL conotruncal
criss-crossIBRN N E DR ERSI Uiz, [ER] IVSICHT B ISOAEAERRIZAEVTUVSEDH1145
(LEf. L6°~ L104°), AFEHIERWVTULBSENDM10FI(REE. RO°~ R161°)&H D LEF(E NGABE. REf(I TGABf:
PELURE, LBEOSSEARNIC SDNHBS W ILINEEZRENTUZEDI(Z6HIT L66°~ L104°, SDDEEZKETN
TUEEDIFABIT L52°~ L72° L BIEOAEENREMERICH Dz, SDDEEZRTD S 5243 Doubly Committed
VSDTT Taussig BinglCii WEREE E X ST, D D16IlE L6° & AEMNMRIR(ICE S Posterior TGALEZKidNT
L\zo REE10M(E2MI SDDH B L\ ILLEEZETENTH D106 7H(EAENEL (RO°~ R33°). AENIRIRKC
SEU2(61(R102°,R161°)(d ACMGAE EZIid N TL\e, HREM ROO°D1HIIZEHFERIIC ILDEZKLIZ, [ER]
CTIC LB IVSE ISDHEEENS conotruncal criss-crossE &R Y 3 C & (d DORVOARIMRE D E FERATH
D, MNBIROEBE(LLDENRREBI NI,
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