Table SI. Clinical characteristics and follow-up data of patients with Liddle syndrome carrying SCNNIB mutations.

First Nucleotide | Protein | Famil | Patient | Age at Phenotype Follo | Blood pressure, | Serum potassium, | Note | (Refs.)
author, change change |y hypertensio w-up | mmHg mmol/l
year n Hype | Hypo | Hypo | Hyporenin | Compli Basel | Follow | Baseli | Follow
diagnosis, rtensi | kale aldos | emia cation ine -up ne -up
years on mia teron
ism
Liu et al, | ¢.C1690T | p.GIn56 | 1 1 <30 Y N N Y Stroke | 4.2+2 | 167/ | 130/80 | 3.57 3.85 - (€))
2018 4% .8 100
years
Lu et al, | c1691 16 | p.GIn56 | 2 2 23 Y Y Y Y Stroke | 12 160/ | 135/84 | 3.32 4.98 - 2,3)
2022; Quet | 93delinsG | 4Argfs* mont | 100
al, 2023 29 hs
3 25 Y Y Y Y - 12 178/ | 132/82 | 2.96 5.20 -
mont | 105
hs
4 24 Y Y Y Y - 12 150/ | 128/80 | 3.26 4.78 -
mont 98
hs
5 26 Y Y N Y - 12 155/ | 126/81 | 3.17 4.65 -
mont | 102




hs

6 34 - 12 145/ 118/72 | 3.96 4.80
mont | 98
hs
7 38 - 12 170/ | 126/78 | 2.86 4.59
mont | 106
hs
8 17 - 12 170/ 116/74 | 2.67 4.72
mont | 100
hs
Liu et al, | c.C1696T p-Arg56 9 <30 LV 4.2+£2 | 165/ 105/70 | 3.06 4.15 1)
2018 6* hypertr | .8 90
ophy years
10 <30 - 4.2+2 | 173/ 120/80 | 3.21 3.76
8 98
years
11 <30 - 4.2+2 | 155/ 125/70 | 2.90 4.30
8 90
years
Wang et al, | ¢.C1696T p-Arg56 12 13 - 1 180/ | 130/70 | 3.20 4.02 “4)
2015 6* mont | 110




Polfus et | c.C1696T p-Arg56 13 5 LV 12 154/ | Norma | 3.40 3.50 LV %)
al, 2016 6* hypertr | mont | 97 1 hype
ophy hs rtrop
hy
resol
ved
Cui et al, | c.C1696T p.Arg56 14 14 Family | - 190/ | 120/70 | 2.50 4.00 - (6)
2017 6* history 130
of early
mortali
ty
15 17 Mother | - 200/ | 125/70 | 2.90 4.00 -
of the 120
patient
died of
a
stroke
Gong et al, | ¢.C1696T p.Arg56 16 15 LV - 160/ | Contro | 2.86 - - 7
2014 6* hypertr 120 llable
ophy




Cui et al, | c.1702C>T | p.GIn56 | 9 17 13 - - 160/ | 135/85 | 2.00 3.70 (6)
2017 8* 85
Brower et | c.1713delC | p.Tyr57 | 10 18 16 - 3 Nor Norma | 3.20 4.40 ®)
al, 2021 1* mont | mal 1
hs
Ding et al, | c.1721delC | p.Pro57 | 11 19 18 Family | 3 153/ | 129/69 | 3.40 3.60 ©)
2019 4Hisfs* history | years | 102
102 of
early-
onset
stroke
Jeunemaitr | 32 bp nt. | p.Ala57 | 12 20 28 Family | 11 168/ | 128/70 | 3.60 4.30 (10)
e et al | 1735 1766 | 9Leufs* history | years | 97
1997 4 of
early-
onset
stroke
21 21 - 1 174/ | 138/74 | 3.30 4.30
mont | 125
h
22 19 - 1 180/ | 127/80 | 3.50 3.80




mont | 111
h
23 13 - 1 155/ | 129/81 | 3.30 4.10 -
mont | 112
h
Gong et al, | ¢.1789dup | p.Arg59 | 13 24 15 Father | 2 160/ | 135/80 | 1.90 - Died | (7)
2014 C 7Profs* of the | years | 100 at
11 patient the
died of age
a of
stroke 20
year
s (no
auto
psy)
Inoue et al, | c.1789dup | p.Arg59 | 14 25 15 - - 158/ | 144/80 | 3.20 4.20 - (11)
1998 C 7Profs* 62
11
Jackson et | ¢.1789dup | p.Arg59 | 15 26 11 - - 142/ 110/80 | 3.00 - - (12)
al, 1998 C 7Profs* 100
11 27 - - - 152/ | 110/80 | - - -




59

28 - - - 130/ | 120/86 | 3.70 -
94
Nakano et | c.1789dup | p.Arg59 | 16 29 18 - - 198/ | Norma | 2.50 Norma (13)
al, 2002 C 7Profs* 120 1 1
11
Hiltunen et | ¢.1800_18 | p.Thr60 | 17 30 19 - 12 190/ | 130/95 | 2.40 3.80 (14)
al, 2002 01insG 1Aspfs mont 120
*7 hs
31 - - 1 174/ | 141/82 | 3.30 4.00
mont | 90
h
Cui et al, | c.1806dup | p.Pro60 | 18 32 17 Mother | - 180/ | 120/80 | 2.60 4.40 (6)
2017 G 3Alafs* of the 120
5 patient
died of
a
stroke
19 33 23 Mother | - 230/ | 150/85 | 2.00 2.90
of the 150

patient




died

sudden
ly at
the age
of 28
years
34 10 - - 190/ | 125/85 | 2.90 4.50
120
Fan et al, | ¢.1806dup | p.Pro60 | 20 35 48 Father | 1 220/ | 140/80 | 4.80 5.07 (15)
2019 G 3Alafs* of the | mont | 120
5 patient | h
died of
a
stroke
36 25 - 1 200/ | 120/80 | 4.38 4.50
mont | 130
h
37 36 Stroke | 1 200/ | 123/75 | 3.40 4.11
mont 140
h
38 19 - 1 180/ | 140/10 | 3.57 5.44




mont | 160 0
h
39 16 - 1 180/ | 120/90 | 4.30 4.84
mont | 108
h
40 16 - 1 180/ | 125/96 | 3.91 5.11
mont | 110
h
41 15 - 1 220/ | 126/88 | 2.40 5.30
mont | 150
h
42 3 - 1 150/ | 100/70 | 2.80 438
mont | 130
h
The present | ¢.1806dup | p.Pro60 | 21 43 28 Stoke 12 151/ | 120/85 | 3.21 Norma
study G 3Alafs* mont | 96 1
5 hs
44 18 - 12 160/ | 128/85 | 2.80 Norma
mont | 100 1
hs
45 32 - 12 167/ | 122/84 | 3.02 Norma




mont | 103 1
hs
46 16 - 12 200/ | 125/86 | 3.18 Norma
mont | 140 1
hs
Fan et al, | ¢.1838delC | p.Pro61 | 22 47 50 - 1 180/ | 130/80 | 4.38 4.67 (16)
2018 3Glnfs* mont | 88
63 h
48 56 - 1 171/ | 123/80 | 3.31 4.23
mont | 85
h
49 51 - 1 182/ | 133/85 | 3.18 3.98
mont | 130
h
50 46 - 1 153/ | 120/80 | 3.74 4.55
mont | 105
h
51 30 - 1 180/ | 127/80 | 4.24 5.12
mont | 121
h
52 20 Stroke | 1 180/ | 130/90 | 3.38 4.94




mont | 130
h
53 28 - 1 151/ | 125/83 | 3.88 4.73 -
mont | 110
h
54 20 Father | 1 220/ | 130/88 | 2.86 5.09 -
of the | mont | 140
patient | h
died of
a stoke
55 8 - 1 122/ | 115/75 | 3.45 435 -
mont | 82
h
56 6 - 1 141/ | 110/70 | 2.80 3.87 -
mont | 84
h
57 3 - 1 112/5 | 90/40 | 4.26 4.90 -
mont 1
h
Liu et al, | ¢.C1847T | p.Pro61 | 23 58 <30 - 4.2+2 | 165/ | 120/75 | 3.00 3.74 - (€))
2018 6Leu .8 106

10




years

59 <30 - 4.2+2 | 150/ 120/75 | 3.12 3.92
.8 90
years
60 <30 - 4.2+2 | 160/ | 115/70 | 3.55 433
.8 100
years
24 61 <30 - 4.2+2 | 142/ | 120/80 | 3.76 4.42
.8 96
years
62 <30 LV 4.2+2 | 160/ 130/90 | 3.30 3.76
hypertr | .8 95
ophy years
63 <30 - 4.2+2 | 155/ | 115/70 | 3.16 3.94
8 100
years
25 64 <30 - 4.2+2 | 143/ | 120/85 | 3.27 4.09
.8 89
years
Gao et al, | c.C1847T | p.Pro61 | 26 65 21 LV 1 200/ | 126/76 | 2.58 4.01 17
2013 6Leu hypertr | mont | 100

11




ophy h
and
family
history
of
carly-
onset
stroke
66 19 - 1 186/ | 130/86 | 2.41 4.52
mont | 100
h
67 15 - 1 180/ | 128/80 | 2.64 4.71
mont | 110
h
68 18 - 1 166/ | 136/76 | 2.32 3.96
mont | 106
h
69 20 - 1 172/ | 126/80 | 2.78 4.04
mont | 94
h
70 18 - 1 196/ | 120/80 | 2.78 4.05

12




mont | 120
h
71 14 - 1 192/ | 134/78 | 2.46 4.01 -
mont | 120
h
Jin et al, | c.1849C>T | p.Pro6l | 27 72 17 Father | - 175/ | 120/70 | 2.95 4.00 - (18)
2021 7Ser of the 125
patient
died of
a
stroke
Cui et al, | c.1849C>T | p.Pro61 | 28 73 15 - - 190/ | 135/75 | 2.90 3.80 - (6)
2017 7Ser 120
Inoue et al, | ¢.1849C>T | p.Pro61 | 29 74 - - - 142/ | Norma | 3.40 Norma | - (19)
1998 7Ser 92 1 1
75 - - - 174/ | Norma | 3.50 Norma | -
120 1 1
76 - - - 160/ | Norma | 3.30 Norma | -
100 1 1
Caretto et | c.1850C>T | p.Pro61 | 30 77 11 Pregna | 3 160/ | 125/85 | - - Effe | (20)
al, 2014 TLeu nt mont 110 ctive

13




hs cont
rol
of
hype
rtens
ion
duri
ng
preg
nanc
y
Rossi et al, | ¢.1850C>T | p.Pro61 | 31 78 17 LV - 167/ | 128/84 | - - - 21)
2011 7Leu hypertr 105
ophy
79 18 LV - 150/ | 122/81 | - - -
hypertr 94
ophy
80 22 LV - 149/ | 130/76 | - - -
hypertr 86
ophy
Rossi et al, | ¢.1850C>T | p.Pro61 | 32 81 16 LV 2 164/ | 127/70 | 2.80 4.30 - (22)

14




2008 7Leu hypertr | years | 94
ophy
and the
grand
mother
of the
patient
died of
a
stroke
Cui et al, | c.1848_18 | p.Pro61 | 33 82 13 - - 212/ | 135/85 | 3.10 3.70 (6)
2017 49insT 7Serfs* 120
5
Fan et al, | c.1849C>A | p.Pro61 | 34 83 20 - 1 200/ | 130/80 | 3.01 4.43 (23)
2020 TTyr mont | 150
h
84 15 - 1 220/ | 133/87 | 2.80 438
mont | 120
h
85 20 - 1 180/ | 126/80 | 3.41 4.73
mont | 120

15




86 20 - 1 190/ | 130/80 | 3.12 4.66
mont | 130
h
87 22 Stroke | 1 220/ | 125/80 | 2.54 3.79
and the | mont | 140
grand h
mother
of the
patient
died of
a
stroke
88 8 - 1 150/ | 115/70 | 4.15 4.76
mont | 100
h
Hansson et | ¢.1853C>T | p.Pro61 | 35 89 1.5 - - 140/ | 115/63 | 2.90 - (24)
al, 1995 8Leu 95
90 1.5 - - 130/ | 122/70 | 3.30 -
90
Gao et al, | c.1853C>T | p.Pro6l | 36 91 18 Family | 16 230/ | 110/84 | 2.70 4.20 (25)

16




2001 8Leu history | mont | 140

of hs

early-

onset

stroke

92 14 - 16 170/ | 132/90 | 2.70 4.60 -
mont | 120
hs

Tetti et al, | c.1853C>T | p.Pro6l | 37 93 13 Father | - 184/ | 120/65 | 3.20 4.80 - (26)
2018 8Leu of the 109

patient

died

from

sudden

cardiac

death
Cui et al, | c.1853C>T | p.Pro61 | 38 94 14 - - 185/ | 125/80 | 3.00 4.00 - 6)
2017 8Leu 110
Wang et al, | ¢.1852C>T | p.Pro61 | 39 95 17 - - 192/ | 130/70 | 2.68 4.10 - 27)
2012 8Ser 120

96 41 - - 176/ | 120/76 | 3.05 3.87 -

17




100

97 25 - - 190/ 130/70 | 2.68 4.35
120

Bogdanovi | ¢.1852C>T | p.Pro61 | 40 98 13 Brothe | Sever | 150/ | 130/80 | 4.20 4.50 (28)
¢ et al, 8Ser r of the | al 100
2012 patient | days

died

from

hyperte

nsive

crisis

and LV

hypertr

ophy

99 31 - Sever | 150/ | Norma | 3.00 -
al 104 1
days

Furuhashi c.1853C>G | p.Pro6l | 41 100 26 - 1 160/ | Decrea | 2.90 Increas (29)
et al, 2005 8Arg week | 90 sed ed
Ciechanow | ¢.1853C>G | p.Pro61 | 42 101 8 - 2 155/ | Norma | 2.40 Norma (30)
icz et al, 8Arg week | 100 1 1

18




2005

Freundlich | c.1853C>A | p.Pro61 | 43 102 4 - 60 150/ | 105/63 | 4.10 Norma | - (€28)
et al, 2005 8His mont | 90 1
hs
Yang et al, | ¢.1853C>A | p.Pro61 | 44 103 25 Family | 3 180/ | 100/80 | 3.11 4.10 - (32)
2018 8His history | mont | 120
of hs
carly-
onset
stroke
104 11 - 3 170/ | 130/90 | 2.74 4.30 -
mont | 120
hs
105 - - 3 130/ | 100/80 | 3.13 4.00 -
mont 90
hs
Liu et al, | c.1854dup | p.Asn6 | 45 106 <30 Mild 4242 | 136/ | 110/70 | 2.52 3.61 - (€))
2018 C 19GInfs impair | .8 88
*3 ment of | years
renal
functio

19




Yang et al, | c.1854dup | p.Asn6 | 46 107 17 - 1 160/ | 110/80 | 3.17 4.14 - (33)
2015 C 19GlInfs mont | 100
*3 h
Cui et al, | c.1854dup | p.Asn6 | 47 108 15 Family 200/ | 130/80 | 3.00 3.50 - (6)
2017 C 19GInfs history 110
*3 of
carly-
onset
stroke

Normal blood pressure range, <140/90 mmHg. Normal serum potassium range, 3.5-5.3 mmol/l. Controllable, blood pressure was under control after precise therapy with epithelial

sodium channel blockers (amiloride or triamterene). Y, yes; N, no; LV, left ventricular.
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