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Table 1 Demographic and clinical characteristics of 80 HHT patients
in Japan

Gender (N= 80)
Male 40 (50%)
Female 40 (50%)
Age (N=80) 39.3 (s.d.£20.9)
Genotype (N = 80)
Endoglin 53 (66%)
ACVRL1 25 (31%)
SMAD4 0 (0%)
Not identifiable mutation 2 (3%)
Curagao criteria (N = 80)
Definite 69 (86%)
Probable 10 (13%)
Unlikely 1 (1%)
Clinical presentation
Nose bleeds (N=80) 79 (99%)
Telangiectasia (N= 80) 53 (66%)
Pulmonary AVM (N=79) 40 (51%)
Brain AYM (N=78) 13 (17%)
Hepatic AVM (N¥=51) 24 (47%)
Spinal AWM (N=11) 1 (9%)
Gl tract lesions (N=20) 13 (65%)
Family history (N=80) 75 (94%)

Abbreviations: ACVRL1, activin A receptor type ll-like 1; AVM, arteriovenous malformation;
Gl, inal; HHT, itary rhagi j
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Table 2 Characteristics of HHT1 and HHT2 of 78 Japanese patients

HHT1 HHT2 P-value

Number of patients (N=78) 53 25

Male 29 (55%) 11 (44%) 047

Age 35.1(s.d.+20.1) 486(s.d.£20.0) <001
Curagao criteria (N= 78)

Definite 47 20

Probable 6 4

Unlikely 0 1
Clinical presentation

Nose bleeds (N=78) 53/53 (100%) 24/25 (96%) 032

Telangiectasia (N=78) 34/53 (64%) 18/25 (72%) 0.61

Pulmonary AVM (N=77) 33/52 (63%) 525 (20%) <001

Brain AVM (N=76) 12/51 (24%) 1725 (4%) <0.05

Hepatic AVM (N=49) 7/29 (24%) 16/20 (80%) <0.01

Spinal AVM (N=11) 1/8 (12%) 0/3 (0%) 1

Gl tract lesions (N=19) 6/8 (75%) 6/11 (55%) 0.63
Family history (N=78) 49/53 (92%) 24/25 (36%) 1

Abbreviations: ACVRL1, activin A receptor type Ii-like 1: AVM, arteriovenous malfarmation;
Gl, gastrointestinal; HHT, hereditary hemorrhagic telangiectasia.
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