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Angioedema is a disease that causes sudden edema throughout the body. It is
broadly classified into hereditary and non-hereditary according to its cause. In this study, a
national survey of hereditary angioedema (HAE) was conducted, and genetic analysis was performed on
consented cases.
158 HAE patients with abnormalities in the Cl inhibitor (C1-INH) gene (HAE-C1-INH), 122 families,
and 21 HAE patients without C1-INH gene abnormalities (HAEnCIl), 21 families. There were many We
identified 112 HAE-C1-INH families with C1-INH mutations, and 2 HAEnCIl families with plasminogen
gene mutations.
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Variables HAE-C1-INH HAENCI P
% (no. affected/ | % (no.
observed*) affected/
observed*)
Female 66.9 (105/157) 95.2 (20/21) 0.008
Family At least another 81.6 (129/158) 100.0 (21/21) 0.027**
History patient in family
member
Death probably by 7.6 (12/158) 4.8 (1/21) 1.000**
angioedema
Age of Mean £ SD 23.0 £ 12.6 26.8 £ 22.7 0.298
onset <40 95.2 (120/126) 82.4 (14/17) 0.075**
<20 51.6 (65/126) 52.9 (9/17) 0.916
Age of <40 69.9 (100/143) 70.0 (14/20) 0.995
diagnosis 59 13.3 (19/143) 40.0 (8/20) 0.007**
Site of Extremities 39.2 (62/158) 47.6 (10/21) 0.462
attacks Tongue 0.6 (1/158) 4.8 (1/21) 0.221%*
Face 32.9 (52/158) 61.9 (13/21) 0.009
Pharynx/Larynx 21.5 (34/158) 47.6 (10/21) 0.009
Intestine 35.4 (56/158) 38.1 (8/21) 0.812
Urogenital 6.3 (10/158) 9.5 (2/21) 0.636**
Others 7.0 (11/158) 14.3 (3/21) 0.216**
Frequency Mean = SD 3.66 + 7.14 14.4 + 27.3 0.0001
of attacks
in the 6 times 16.5 (26/158) 52.4 (11/21) 0.0001
previous 1
year
Prodromal 13.3 (21/158) 28.6 (6/21) 0.097**
symptom
Trigger Psychological 13.9 (22/158) 33.3 (7/21) 0.051**
Physical 12.7 (20/158) 38.1 (8/21) 0.007**
Menstruation/Pregnancy | 19.0 (20/105) 20.0 (4/20) 1.000**
Dental procedure 13.9 (22/158) 14.3 (3/21) 1.000**
URI 5.1 (8/158) 19.0 (4/21) 0.037**
*Some of the data are lacking. ** Fisher’ s exact test
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HAE-C1- INH Genotype-phenotype relationship
C1-INH 113
i)
Missense Other than p
(n = 51) missense
(n= 62)
Age of onset Mean + SD 23.80 + 12.04 21.56 + 11.25 0.310
<10 years 6 7
210 45 55 0.937
Frequency of attacks Meant SD 4.02+ 6.75 5.37+ 9.04 0.379
in recent one year
<6 7 12
26 44 50 0.461*
C1-INH activity <25% 38 44
>25% 6 16 0.108
C4 <5mg/dL 36 41
5-13 8 16
>13 1 1 0.562*
Families with dead % (no. 13.7% (7/51) 5.9% (3/52) 0.201*
members due to HAE** affected/
observed®)
* Fisher’ s exact test
**A total of 113 patients from 103 families are analyzed.
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