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[ B #9(Purpose))

Hereditary hemorrhagic telangiectasia (HHT) is an autosomal dominant genetic disease with a wide
spectrum of vascular malformations involving multiple organs. Nine-16% of patients with HHT harbor brain
arteriovenous malformations (AVMs), which can cause intracranial hemorrhage. Our objective was to study clinical
manifestations of brain AVM in patients with HHT and correlate these with the specific gene mutated.

[ F 72 & ONZ i (Methods/Results))

We reviewed records of 171 patients with HHT and brain AVMs.

A history of intracranial hemorrhage was found in 27% (41/152) patients, with a mean (range) age of 26 +/-
18 (0-68) years. All patients with intracranial hemorrhage were neurologically asymptomatic prior to intracranial
hemorrhage. Multiple brain AVMs were found in 23% (170/39) of patients on initial examination. Genetic test
results were available in 109 (64%) patients. Mutations in ENG, ACVRLI1, and SMAD4 were present in 75 (69%), 18
(17%) and 2 (2%), respectively. A history of intracranial hemorrhage was reported in 24% of patients with an ENG
mutation and 27% of patients with an ACVRLI mutation, with a mean (range) age of 26 +/- 16 (2-50) and 18 +/- 21




—ILG—

(0-48) years, respectively. No statistically significant differences in age at first brain AVM diagnosis, prevalence of
intracranial hemorrhage history, age at intracranial hemorrhage, or other manifestations of brain AVMs were

observed among gene groups.

[ #  #5(Conclusion)]
No evidence for differences in brain AVM characteristics was observed among HHT gene groups, although
we cannot exclude clinically important differences. Larger studies are needed to further guide brain AVM screening
decisions in patients with HHT.
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TEAR M i M = L PEBRAE (HHT) 1Ak & 722 B8 1 B B IR B MR A % Sk T @ B R B TH 5, K910%DHHT
BE BN EFARATTE (bAVM) 23 R D0, B XV EEREEZRE L) 5, ARTLLTIHIObAMAE B3 SHHTEE %
B EOERE EBEROBELZHE L2 bOThH 5, fRIT4F/15261 27%) ICIEENHMOEENAE Y . Hik
DFEJEMEIT265% Th o7z, BWRTFHREILI096] (64%) THAT SN TIY . ENG, ACVRLI, SHADAZZER DI % B 117
NENTSHE (69%) . 1861 (17%) . 261 (2%) T > 7=, BAZPNH ML O BEE IXENGT24%, ACVRLIT2T%Td Y . genotypefl] T
HEBRZERIRONR»o T, HIFFOER, BEREOER, TANADBEE, BE Y/ ObAVFOEE, Z O OHHT
BIELAE IR DBEE I DU T bgenotype ] CIXIAEEIIR DN AR 272, TH b DORERIIHEROHHTIZBIE L=l m5 & %
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BT D LERD 5,





