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Supplementary Table 1. Characteristics of the derivation cohort without patients with

missing data in the variables used for the score.

Results are shown as Mean (£SD) or N (%) as appropriate. HBP, high blood pressure; BMI,
body mass index; LIC, liver iron concentration; TSat, transferrin saturation; ALT, alanine
aminotransferase; GGT, gamma-glutamyltransferase; CRP, C reactive protein; WHO rec,
World Health Organization recommendations regarding alcohol consumption. Comparison
between patients with and without SLC40A1 pathogenic variant. ® p value of the logistic
binary regression.

N=663 Total No pathogenic Pathogenic variant p value®
Sex
Male 547 (82.5%) 515 (83.7%) 32 (66.7%) p<0.01
Female 116 (17.5%) 100 (16.3%) 16 (33.3%)
Alcohol p=0.97
None 354 (53.4%) 329 (53.5%) 25 (52.1%)
<WHOrec 213 (32.1%) 198 (32.2%) 15 (31.2%)
> WHO rec 35 (5.3%) 32 (5.2%) 3 (6.3%)
Missing 61 (9.2%) 56 (9.1%) 5 (10.4%)
Dyslipidemia p=0.61
No 371 (55.9%) 341 (55.5%) 30 (62.5%)
Yes 253 (38.2%) 237 (38.5%) 16 (33.3%)
Missing 39 (5.9%) 37 (6.0%) 2 (4.2%)
HBP p=0.063
No 428(64.5%) 389(63.3%) 39(81.2%)
Yes 228(34.4%) 219(35.6%) 9(18.8%)
Missing 7(1.1%) 7(1.1%) 0(0%)
Diabetes p=0.074
No 499(75.3%) 456(74.1%) 43(89.6%)
Yes 61(9.2%) 59(9.6%) 2(4.2%)
Missing 103(15.5%) 100(16.3%) 3(6.2%)
HBP or Diabetes p=0.008
No 402 (60.6%) 364 (59.2%) 38 (79.2%)
Yes 261 (39.4%) 251 (40.8%) 10 (20.8%)
Age (y) 57.42 (£12.96) 57.75 (£12.94) 53.13 (+12.59) p=0.01
BMI (kg/m?) 25.57 (£3.87) 25.57 (£3.83) 25.62 (+4.33) p=0.92



LIC (umol/g)

TSat (%)

Ferritin level (ug/L)
ALT level (IU/L)
GGT level (1U/L)
Hemoglobin (g/dL)
CRP (mg/L)

169 (£77)
2.23 (+0.42)
1370.7
38.11 (+26.77)
71.44
14.67 (+1.73)
3.53 (+6.03)

164 (+75)
2.23 (+0.41)
1280.8 (+1078.4)
37.88 (£26.84)
71.17 (+168.85)
14.70 (+1.75)
3.39 (5.98)

226 (+84)
2.23 (+0.54)
2522.4 (+2391.0)
41.28 (+25.97)
75.32 (+)183.24
14.24 (+1.34)
53.13 (+12.59)

p<0.01
p=0.75
p<0.01
p=0.44
p=0.89
p=0.12
p=0.11



Supplementary Table 2. Patients' characteristics of the validation cohort and univariate

comparison with the derivation cohort (logistic regression).

Clinical characteristics of patients with and without SLC40A1 pathogenic variant in the

validation cohort, and comparison of the derivation and validation cohort with Chi square.

Results are shown as Mean (£SD) or N (%) as appropriate. HBP, high blood pressure; LIC,

liver iron concentration.

Sex

Age at diagnosis

HBP or Diabetes

LIC (umol/g) (N=205)

Ferritin level

Male

Female

No

Yes

No pathogenic
155 (79.5%)
40 (20.5%)
55.1 (+14.2)
105(67.3%)
51(32.7%)

151 (+83)

1136 (+981)

Pathogenic
8 (80.0%)
2 (20.0%)

55.1 (+15.5)
8(88.9%)
1(11.1%)
248 (£73)

2178 (+1154)

Total Validation

163 (79.5%)
42 (20.5%)
55.1 (+14.2)
113(68.5%)
52(31.5%)
156 (+85)

1188 (+1013)

Comparison to

p=0.82

p=0.47

p=0.001

p=0.10

p=0.09



