
Supplementary Table 1. Clinical and biological characteristics of a nonconsanguineous French family with A20 haploinsufficiency. 

Parameters P1 P2 P3 P4 P5 P6 P7 P8 
Current age 70 50 48 25 23 23 22 16 
Age at first 
symptoms 

Childhood Adolescence 10 years Childhood 16 years 13 years 3 years 3 years 

Aphthous ulcers Oral Bipolar Bipolar Bipolar Bipolar Bipolar Bipolar Bipolar 
Pustulosis/folliculitis Yes  Yes   Yes Yes Yes 
Abdominal pain Yes  Yes   Yes Yes  
Arthralgia Yes  Yes   Yes   
Enlarged cervical 
lymph nodes 

Cervical Cervical      Cervical 

Pericarditis Yes        
Antinuclear 
antibody titer 

1/640 1/320 1/160 1/1280 1/1280 1/80 1/80 1/1280 

Autoimmune 
disease 

Hashimoto 
thyroiditis, 
pernicious 

anemia 

Hashimoto 
thyroiditis 

None Type I 
diabetes 

Type I 
diabetes, 

Hashimoto 
thyroiditis 

Hashimoto 
thyroiditis 

None None 

Hepatic cytolysis 2 x normal No No No 2 x normal 6 x normal No No 
Liver echography Hepatomegaly, 

splenomegaly 
Normal  Normal Liver atrophy, 

splenomegaly, 
portal 

hypertension 

   

Transferrin 
saturation 
coefficient (N< 
35%) 

   19% 26% 18%   

Hepatitis B and C 
serologies 

Negative    Negative Negative   

Alcohol 
consumption 

None    None None   

Anti-tissue 
antibodies 

Negative Negative Negative Negative Negative Negative Negative Negative 



Triglycerides 
(N<1.7 mmol/L) 

1.69 0.69 0.87 0.55 0.97 0.75 0.89 0.54 

LDL-cholesterol 
(N<3.5 mmol/L) 

2.35 2.39 2.30 1.89 2.31 2.91 1.98 2.07 

Alpha-1-antitrypsin 
(N>0.9 g/L) 

1.46 1.34 1.37 1.74 1.26 1.46 1.54 1.49 

Ceruleoplasmin 
(N>0.15 g/L) 

0.47    0.24 0.33   

Serum copper 
concentration (N>13 
µmol/L) 

28.1    17.3 18.5   

 

  



Supplementary Table 2. Main clinical and biological characteristics of patients with A20 haploinsufficiency and liver involvement in the literature. 

First 
authorRef 

Age at first 
symptoms 

Age at the 
diagnosis of liver 

involvement  
Sex Mutation Hepatomegaly Splenomegaly Hepatic 

cytolysis Liver biopsy Other 
description 

Tsuchida4 12 years 29 years Female c.1434C>A, p.Cys478* Yes Yes NR   

Kadowaki5 5 years 5 years Female c.2209delC, 
p.Gln737Serfs*79 NR NR NR  Chronic 

hepatitis 

Kadowaki5, 
Takagi7 7 months 1 year Male c.1245_1248del, 

p.Lys417Serfs*4 Yes Yes 2 x normal 

Interface hepatitis with 
spotty focal necrosis 
associated with giant 

multinucleated 
hepatocytes and 

marked CD8+ T cell 
infiltration 

Liver 
dysfunction 

Li6 7 years 7 years Female c.559C>T, p.Gln187* Yes  NR Liver fibrosis Liver 
dysfunction 

Hautala14 

4 years 30 years Female c.271A>T, p.Lys91* NR NR 2 x normal 

Hepatosteatosis, iron 
load in Kupffer cells 

and sinusoidal 
macrophages 

 

7 years 43 years Female c.271A>T, p.Lys91* NR NR 8 x normal  

Liver 
cirrhosis 
with liver 

dysfunction 

Schwartz15 8 years 8 years Female p.Leu626Valfs*45 NR NR 3 x normal Autoinflammatory 
hepatitis with fibrosis  

Duncan17 10 years 10 years Male c.1466_1467delTG, 
p.Val489Alafs*7 NR NR NR  Hepatitis 

Gans18 Late 
childhood 27 years Male c.912del, 

p.Glu305Serfs*3 Yes Yes NR   

He19 6 years 6 years Female c.258_261del, 
p.Cys86Trpfs*8 NR NR NR  Autoimmune 

hepatitis 

Kim20 2 months 2 months Female c.492G>A, 
p.Trp164Ter NR NR 20 x 

normal   

Taniguchi21 3 weeks 3 weeks Female c.305A>G, 
p.Asn102Ser Yes Yes NR   

NR: not reported. 


