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Liddle syndrome with a sodium channel epithelial 1 subunit a (SCNN1A)

gene mutation: a case report

WEI Chaojun, LI Zhijing, SI Shengyong
Department of Hypertension, The Affiliated Hospital of Guizhou Medical University, Guiyang, Guizhou 550004, China
Abstract: Mutations in the genes encoding the a,f, and y subunits of the epithelial sodium channel in the nephron are the
cause of Liddle syndrome. While existing literature extensively describes cases resulting from gene mutations in the 3 and y
subunits, reports on Liddle syndrome associated with mutations in the a subunit gene are relatively scarce. This article

primarily reports a case of Liddle syndrome caused by a mutation in the o subunit gene, describing its clinical characteristics,

treatment, and prognosis, aiming to provide practical insights for the clinical management of this condition.
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B, 5,398, sk B 10 4F 7T 2024 4F
35 HABE. 10 45707 H B RA AT 3k B, 523k i B It
B FFLL2) 2 h, PRI Z J75 B E S B BE R R A B
J& B BE (R BE) 1120 1 & 195/128 mmHg(1 mmHg=
0.133kPa) ; 4 i % S8 i & 1 5 I, T 2R iR A2 2 K
M F 5 mg/ak, B H 1R, FE0EFIECT IR 4 mg/ik,
B H LRFEEIRIT, M2y 2 4F I 45 FH B ek FRCT i
F, SR IR 130~ 140/80~ 90 mmHg., ¥ 2 H
HABARZ IR, Kigih. 1 RETHR L &, 1
AR = Jy, MIALE 160/120 mmHg, S A A 20 4E 1%
HH s, 2 20 S7/d; A 20 SRR S, 2~ 3 W/, BEIR
50~80 g Wk & o ZE S ACREA I AR

AR K 2. B 5 173 em, (K E 67 kg, 7K T 45 %0
22.4 kg/m?, M UL - 22 1 % 158/106 mmHg, 47 I %
155/109 mmHg, 7 F i% 175/121 mmHg, £ F A% 180/
124 mmHg, #5 b S7 4% 1 min Ifl & 155/105 mmHg,
3 min 146/110 mmHg, 5 min 160/109 mmHg; X _|~ & A& X
T KB AT, S MR ES L S K LA Ak 34 A [
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HBhRS AL A AR FR AR L0 B AT . I RE D RE L AE
TIge. BEMDIRE . FORARDIAR 5 T, R [E R
JI 2 1 O UG %R i A P R R LB R
H i =g 8.77 mmol/L, [A] %12} Bt 2 iR 11.86 pmol/L, Ifil
£M 142.82 mmol/L, 44 104.73 mmol/L, Mi45 2.23 mmol/L,
Ifil % 0.97 mmol/L, Ifii # 3.06 mmol/L(Z % {H 3.5~
5.3 mmol/L), 24 h JR & 1.900 L, & £} 50 mmol/24 h,
7] A5 189 3.41 mmol/L, FR4H 234.63 mmol/24 h(Z: H(4
0~ 100 mmol/24 h), bR fif & & & FH 385.20 mg/24 h(Z
F{H 2.5~7.5 mg/24 h), JR i 18K 11 238.68 mg/24 h
(Z%(H 2.5~7.5mg24 h) o BFE K. 12K F G
W 7 1.48 pg/(L-h) [T 50 9% 4y W1 ik, 2 % {H 0.25~
5.82 pg/(L-h) 1, it 3% % [ i B2 0.122 ng/L(Z % H <
280 ng/L), % [& il /& % 1% P 8.30 (ng-dL")/(ug'L™"-h™")
(P [H1 R, 1 ng/dL=27.7 pmol/L) . 1 mg i 7% 1 ZEAK AN
IR . AR 24 A R B Mk EE 433.50 nmol/L(Z % {H
171~ 538 nmol/L) , fiit 25 J5 B¢ Jit % ¥ & 35.93 nmol/L
(3% {H 171~ 538 nmol/L) . Il 3¢ A& 'H LR &R
0.16 nmol/L(Z % {H < 0.49 nmol/L) , Ifil. 3% I & K25 H &
AR 2 0.73 nmol/L(Z % {H < 0.89 nmol/L), IfiL 3 3-F
ST % 0.02 nmol/L(Z % {5 <0.13 nmol/L) . 1R 5K
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B o B IS R R UL S Sl O P R
XA 51 3 Jok B M sl koEE 7 R UL B B8 SR o B L R T
JZ CT ZE ' b iR N S R 85 5 TR SR . R B A A
SHAS IR W, 34100 4K 146/102 mmHg., /& 150/
103 mmHg. 7% [] 137/94 mmHg, Ifil F & % 35 4 M A
Rl 4 KA KK 46 mmHg, 42 KF- 34 Pk 92 ¥ /min.,
FERR NS5 Rz B b R M3 o E A (sodium
channel epithelial 1 subunit o, SCNN14) 3 [F 28 28 S B Y
Liddle &1k, WWIE 1. 297 M5 2 Vg &% 4
RE, TRBAIR AL A AT 7 2.5 mg/ik, R 1R, &
WENE 50 mg/YK, K 3 R DRI RIGTT, LR T R,
MR 5, PRI 1.

2 it i

ARGIEH, B, 39 %, B L 10 4, K0 RE
Tl 2 70 B2 SA T . BE WS FIRUCT e R B IR 9T, Il 4%
HIAIAR, R S E AR Z T, AR A B S5 SR AR,
24 h JRAF A S TH i, AR PR G B R, MR YT R T
RURAE, Vg F D ER IR, A6 T R R M YA T I
B il R TR R . S N, 255 SCNN14
LI ¢.1177G> A(p.Asp393Asn) 4l X575 . 1EHER HiAt:
Ak KM IR 25, 5292 Wk Liddle ZRG1E 3 Y

Liddle Z5 & fiF & —Ff i Yot 04 M 3845 10 B /NS
YRR, 1963 4 i Grant Liddle & KR IE, 7l R M4k &
PRSI o Liddle Z5 A AiF 7F BE AR I PR 52 B2 b AR A5 31 72
I, MY R AR, RIS e, R
o 1) LSRR R 0T RE LG H R ST I 00 B s [ A

Liddle 5 & fE ik RF B 22 52K, n] R BN 75 4R L Sk
B SRR WL T, e BORZ | AR R
OB AR IER . B ANIE | AR 3R AR [, 4y
S AR AT 4 Ik BV AT B O, 23 R PR G W A
IR H6 9 R4 A B2, A R B D R
o L B B T A R B o %o B M b
4fl Jiu #4 2§ + 38 18 (epithelial Na-channels, ENaC) a. B.
y Sl AT 2 A5 3 PR A 2 AR Lk Y, ks e AR A 2% T
ENaC 1 B, 38 7 ENaC B A 1936 ¥, I 51 2 LIk
KN BR R AR &, B R iR TR

SiEE RENE
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110 120 130 1

A \
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TE: SCNNIA B /INGE - Bz A0 M4 25 F 8 38 o WRRA . S5 2R 0%
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Figure 1 The patient’s genetic sequencing results
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Table 1 The main processes of treatment program and potassium supplementation

H 1t GRS PSS & (mmHg) I8 (mmol/L)
2025-03-06 AR ZCFE Y5 mg + FEVEEFUEUT e 4 me, 8K 1K A5 g 155/109 3.21
2025-03-12  ARBAR A ZE M5 mg + FEWE AT i 4 me, BR 1K + BRNBE20 mg, BR1IIK AMAIZRE 2.0 g 130/96 3.22
2025-03-30 MBI AL E M T-5 mg + FEWSEFIEUT e 4 mg + ERBEIESO mg/IK, R R3IK 128/75 3.72
2025-05-08 ABAR AL H AN -5 mg + FEWSE AT e 4 mg + ZIREERESO mg/K, H: K3 118/84 4.20

WE £ SCHR {2 /R 5 Liddle 25 & 1iF AH 56 Al 3 R 28 A5 7
2N SCNNIB 3 K A 80 # SCNNIG H: R AL a5, 7
A SCHRHRIE SCNN1A 5 R %8 78 5 2011 Liddle 28 &1k,
BRI IR SCNNI1A FH 5878 5 3 Liddle £ -Gk (19 SCHR
H1 Salih 45 ' 52 i, 1% SCHRE T SCNNIA 3 [N 58 48 &
ES QIR A <R i N P o oo b o [ W R 7 8 e =5 I = R 8
UE 5C SCNNI14 & [ 7€ A8 7 L)L 5 8 Liddle £ & 1iF .
SCNN1A4 F& K 578 5 5 WL PR 98 722 F OC Liddle £ 5 1
MG R R IMAEFE2E R . 58, £ B KF I, SCNNIB
FLN B #H SCNNIG FEH 248 Fir 8L Liddle Z5 A 1E B 5 1

M8 K2 A7 F 1.5~2.9 mmol/L, i SCNNI1A & [H %
A5 i 8 Liddle 25 A AiF 8 1 #f 7K F 2 > 3.0 mmol/L,
A I8 B R AR IS IR 7K SF- 15 > 3.0 mmol/L,
{H < 3.5 mmol/L, H WK, SCNNIA F [H %€ 75 B B 1Y
Liddle Z5 45 iF 835 58 & B 91 35 AR AL S, 7E A dE
FBE ORI S KGR 10 4R, (B R FE RS B 0 i A
KPR B0 EHE. SRR, E RS,
Liddle Zi 51 &8 LW IE 2 R F AR, A, i
HHE 39 G AW W . 1 AR b 2 R
Al GEJ& SCNNI1A4 JEH 2878 Fr 8 Liddle £5% G 1F 835
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i [ 1] 52 44 435 50 RV 97 Liddle 254 AF 2% 8 5 R B &8,
FEASR B rh, R R AR B R, (T BB N R AL
IRIT G AR JGTE MK R 2 1E % /K, T REJR A J2: Liddle
CEANE R R R CE R R, R - R
K 2R - [ T 2R 0 ™ A o, T 5 ) K AU
BA L HEE S R () A A 4 5 D s g /0N A v T ]
A 8 ) B A e 7 U/, S P P R I 9 T AL
A%, BT, KA ENaC 45 54 B 77036 97 0] B 42
T & LA K

Liddle £ & iF F 35 (14 31 780 115 R 28 308 75 41 B2 9%
WIRRBE Z | ]G AR Z T, Ak 2 ] 23R AIK
1IN = 7 I (10 = N (A i IR 1 R 5 % B
Al R Hoh — I e LI, B A A R O e R
B, W WLAYI2 T T BOE LS, SO SR A 2 T
Wang 2™ i IF 58 2 A, 76 4F 12 5 I A3 I i B9 Y
B P Liddle 34 fE AR H % 1.52%, T Liu 25 i
W, [A1 28 ) 3 b Liddle ZE S E K RN 1.72%.
FEI R T H Liddle £ 4 fiF AR H 3 0] fE 5 5, (H47)
W = 5 SRR, B IEIRAL G, B 58 35 A G 3 (K 0
AT BT 2 W ) A7 . Liddle Z5-&1F H TS H R
TR, 43 R DR 15 R I A AN S 1 B A
Fo 0 B NI | L R IR S A B O A 4 T,
FE S R TAE A N SR A G297 2L 8, B 45 HaE A A
LW RIRYT, Y E BT — 8 AN I AR 4 A5 B
% 18 Liddle 25 A AE M. O i A % 1 # 5 % 8
Qi B BT AT R B QMK R
i . 1B AR . PR T R DER A 2R R 24 [l i iA
I7 RIS B AR, B IF R E AR T ) . 0 B Bk
A R TR AT RE N O A, O A SE R N AL 55 SCNNIB
Fl SCNNIG. SCNN14 #: M ; GLiddle 5 & 1k B A 5%
1A R Ak, X R SRR A B DR O A A BT R BRI IR
SRS L Y 5 02 Liddle £ 1 R 0 BR ) 6 4%
A ARBR 5 T5 S AN VAT 1T SR E B oK v
A, B IR IEH L AR T ER ALK E R S, AT O e
B, A ARBENE 50~ 100 mg/d, FITK & F] 5~10 mg/d>14
FEIG R TAE R, 52 8 A I 40 mT A oA 7 J I A5 SR 1
VD, U HIE X AR R B 2R G IHIE R .
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MK RE SRR T ROR A R IR HERR T R
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