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Abstract

Brugada syndrome (BrS) is an autosomal dominant inherited channelopathy characterized by di-
verse clinical manifestations, distinctive ST-segment elevation in the right precordial leads on elec-
trocardiogram, and a high risk of malignant ventricular arrhythmias. It is prone to missed diagnosis
or misdiagnosis in clinical practice. This article reports a rare case of BrS associated with SCN5A
gene mutation. A 35-year-old male patient was admitted due to paroxyspal palpitations for one year,
worsening over the past two months. Electrocardiography revealed coved-type ST-segment eleva-
tion in leads V1 and V2 accompanied by T-wave inversion, consistent with type I BrS electrocardio-
graphic pattern. The patient’s grandfather died suddenly at age 39, and his father was diagnosed
with BrS and underwent ICD implantation. Genetic testing confirmed that the patient carried the
heterozygous pathogenic SCN5A ¢.1066G>A p. (Asp356Asn) mutation, which was absent in his
daughter. The patient successfully underwent subcutaneous implantable cardioverter-defibrillator
(S-ICD) implantation and recovered well postoperatively. This case demonstrates the familial ag-
gregation, genetic heterogeneity, and incomplete penetrance characteristics of BrS.
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1. 51§

Brugada Z5&1iE(Brugada syndrome, BrS); & —FCo Il 4544 1E 5 HICH I 848 P OB, I
PRASIE 2 RN B H KA L0 RO =), REW 5] B H 2 E SO MERE
(Sudden cardiac death, SCD) [1]. Brs il T 0oJE &5 I8 L R RAF S, Rl 2 580 E SCNSA
RRAG K[2]. BrS BAT ZHEfE sk, [FR@Gsz 24ER . Ml SR RERm, Hiimos—
FRY AV B B 28 85 R IR S Tl R A e A 45 R o IRy 1 491 BrS s, DR sl R AR
X BrS fINR, A2 EGRE .

2. whAEH

BEHM, 352, W ORMEMON 1E, ME2MA” T2024 441 0 12 HARE. BET 144ERL
A S A75 DA H R RO i AR PRI, BRI B BT BAT SR, Sk, Josk®. #WR. R,
P R M AN TG . 2022 4F 8 A THRFEVEME B Xt i2, OHERERR: V1L V2 ST Bdam, s
2 MG £ EEFE, PR ALK, QRS HHFER>0.1 s. ¥ 2 NMHARINE, KRAESZIEM, £
i, VICE R BREFI N . 2023 4 12 H TRIEX ANRERAT 24 DEEIZS O HEERR: SEMHEOE,
R E MR RonT MR, [ B EASHA, JERRIE QRS BIE%E, VI 3 ST BRE MRHAAE
0.1~0.3mV, V2 Jk ST B 2/KFAL, VA F A SRR 02~038mV, T EARWERE. HEE
AR “OEMN” 89T, JRAE. NE—Pi2ihkEE, 111200 “Brugada ZE51E” BT

AR, SIS AR ORI S, SINTR. AT sk, SINEY)
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KA. ik, BEAIEGT £)TF 2022 ER LR MR RIS, O E R IE RS N
Brugada Zi & 1iF, CATHANBLOEF G REIZ(CD)EYT; A 39 S IHIE, JEHEAVE; BEREE, ik
FIRFEGNEBR S . BEHEAH—2, 102, Mg,

MR A AR AR, ORTXERER, (OREBNIER, LME T K, S IR XA [ S 3
PEAE, XURMPEIRE IS, TR, XN BT,

AP JEsBAa e . 1 Ag o HrnH il =8 1.88 mmol/LY, #RHAEE A Al 1.14 g/L|; IfiLf#% 0.83 mmol/L (A
) METIRE. A, ME R OB FRIRDIRE. B MEAR SIS R W B 5w . O
PR ORI S TR R W8 B3R CT 7 BU G R 3038 )2, eI R =

DEEEEPA I VL V2 S8 ST BRE R , ] SiAm203mV, T HEFBEE 1), f4 Brugada
SEAIE T BL0 H B . O FEERRAE S 2 bR v 6 EE L2 2.

Table 1. Main abnormal laboratory findings on admission

1L AN ERETER BN

=] RN il
Him =g 1.88 mmol/L 1 0.30~1.92 mmol/L
WIEEH Al 114 gL | 1.20~1.76 g/L
1 % 0.83 mmol/L | 0.85~1.51 mmol/L

He HARIFE TR s, M. OGS, FORIRDIGE. LGt br SR W B =% .

Figure 1. 12-lead electrocardiogram of the patient on admission

1. BHENR 12 SE0LHBE

Table 2. Comparison of the patient’s electrocardiographic features with the diagnostic criteria for type I Brugada syndrome

2 2. BEOHBEYHES Brugada & 1F 1 B2 BIFRAEXTLE

O L ERRAE BERIM Brugada 1 7412 WikriE REFE
V1. V2 55 ST B SR SRR 2
ST Btia g V2 2k 0.2~0.38 mV >2 mm (0.2 mV) 2
T W51 i 158 3
PR [f] SEK( T FE P =A% 5B ) A ISR =
QRS VTR >0.1s AT b
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NG R DR, 0 R B OR FR BA AT T B A O I A DG R A (2022 4F 8 H SRAESM R
). Kas B8R, BEEGEIES)EH SCNSA HK c.1066G>A p. (Asp356Asn) A& HURAZ R, B
OL PR HFEAR S, HA)L(10 BHRIETFIZEREAER) . ZLFAT SCNSA R 9 54 ET, A
B AR, SR 356 1 R FEIR H R AR N R A BN o 1278 576 75 M TS5 A6 25 R % A (K. (gnom A D
HHR A 0.00005563), LR AEYME BF AT AA T, DR8I UE S8 H v] 5 5008 B 78 1 T Re sk,
HOTEZ B Brugada ZEATERE HHRIE[3]-[6]. HRHE S5 E L2846 2% 5 B R 21 2 2 22 (ACMG) WP bt
ZAR FONBUR AR T AN B A 1 R R B WA DG I B0 AR . 5K R R DR I 45 BV L4 3.

Table 3. SCN5A genetic test results of the family pedigree
3. RE SCNSA EERMLER

SRS PR MW pimers wmers osey o oL ADNS B
FeiEE (BL3K) 57 SCN5A  ¢.1066G>A p. (Asp356Asn) Exon9  Z& B3 i
BHEOLT) 35 SCN5A  ¢.1066G>A p. (Asp356Asn) Exon9 &% ESEnY iy
i 10 SCNSA AAH A - Liigeceit) - ESi i

455 B RO AL ER B O ETER AU SR S (A0<45 B AL SR CHAZ IR ICD) LA K2k PRl s
MEER, FFHEER AT 51 ST B i LRGN, #7209 SCNSA & K AR 5C 1 Brugada ZR & 1k

2 5B LR @R i, 25 8 BAT WIS SR S R MR R R B, AT A T
AL HRE E BRI (S-ICD)YATT - AR REA], ARJG4F LM AT Y, BE R R, ToIf
FIERA(E 2). HEIZ WA Brugada £5 A 1E(SCNSA HE R RASAOR) | e IR MR o 8 Hh Bt 5 T R Be bt v,
H AT LR E -

Figure 2. Postoperative anteroposterior X-ray after S-ICD implantation

2.S-ICD Rjg X &IEfL A
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3. g

Brugada Z5 A i — P& 14 B 1 iE e, DA IS IRFETE ST Bedf m A i = v O 2R e i X
R EERI, 2FEERAFEONEAIEN EEZ R F 2 —[7]. ASCHRIE T —1 SCNSA & F RALAH K
(") Brugada ZE&AEEE, FHA MR [ AL R ESOR . BIRR O ITRPES MR s, R 5 DR A IIIE 52465
SCN5A ¢.1066G>A p. (Asp356Asn) B RAS, B MU 4 e AL O S R B4R (S-ICD)IRYT
A AN IRRE s, ANRAT I RRNLEL S RIS W SR T SRS S5 7 AT 18

3.1. FATRRFHHE

Brugada Z3 & E AR BB R 418 0.05%, LA & Brugada f QA H R 208 0.4% [8]. (HIFEREM
FT, %R B AR R, AR X R A A R, ATIA 3.7/1000, 29 BRSEHBIX I 10 £iF LA
81191, 23 25 45 W [ 5 o R E 5k 6.8/1000 [8]. Brugada ZEAEAE B e H4axt i, Btk
BIZ1 R 8~10:1, WGRFIUAIEIRFE Fh B4 & LAl ik 85%LL 1[9]. AR ZAE 30~40 Bk, (HEA JLE K
LAERIRIIARIB] 7], AB G N 35 2 5P, £5 4 Brugada ZEAMERI S R ABERFIE . BRF A 39 AL,
A3 57 B IFREN ICD, ARIL 11200 W Gy oA M8 A% e oK e SRR PRIV R

3.2. RRHH SEEFERM

Brugada ZZ- & AE 0 BEAE BENLGI MR 8 A B, H AT R 24 =M R SRR s/, Wb
AUt A LR B er AN DL BB B[ 10] o S ARAN S AR A 9, A =5 3 T 0 AR B4 B AL ST 6 3R S 2
FESEE S W E B, B 2 AR, WMEREMHEOERE[11]. X— 5 A R4 L (INa)EL
B FL R (ICa) kb, BRAM 8 FL I (Tto) S A 5[ 1] [12] .

LS5, Brugada ZEAME R R EAEIEEE, HATC R 25 MECEURIERF[12]. HH,
SCNSA Z:[H (Fmhd-CoAEHIEE Navl.5 [ o W52 i FEERIEUR AR, 25 BIRREE 5 R 511 20%~30%
[10][12]. SCNSA 78 FEUNIEE I AEHL K (loss-of-function), FINHFHEERFC. [ 1388h 11555 sl
1B [ trafficking FEhS[8]. A EHAETT 1) c.1066G>A p. (Asp356Asn)its L RN T4 9 S4ME T, CHW
FOUE % 58738 ] S EUNIEIE ThAE B , H7E 2 6] Brugada £ &1 8235 T kG Y citation: 1-4 of JE RIRG IR 75 .

AR R G| N H RAE R B E AR e /b BHE R R M QR8T 2) LR ZIEIR,
LT (35 %, ARG ERBU A O IC w5, 110 2§90 2 B4 A R RAR(HLO f B IR . X
FREER — K & MHRIBEURRZE 5 N EMHKERIGKRZESR, /& BrS A Mz 0Pz —[13]. HJEH ]
MELF =A S EE: B R . SR A G 7t O % 8 2 A5 BrS 2 BAPEAR 1AL
& U1 SCNSA JEZNT X rs11708996. HEY2 JE[KISE, X LLfy 0] s mp il &L 8o = ik, M
MM E RO R R A [13] HORMER R . ARFTAA, K#uE BrS E3E KA E M OHAVR T 1R A0S
BRI 5 e i 5 SR RV I s 1 — D BRI BT (INa) B DR [14] . SR AR AE I 2 75 11 B B e sl A
BT R BT, AR R BRATENR R B, X JORE RS 7 3 LA 20 Lol S AR A B R o B
HWE FUR R R T R 22 S E ] - Moscoso Z5WF 70 & B, E SCNSA RAFHE # d, A IGAAER
() BrS 3 5 AEIRIE M # 2 AIEA4E 2 Z G microRNA FiEZER, 552 miR-320a (WEFE THE
BrS R RIIE VI, R RMBAL R T RE@E L R O NN i - BUMOE S, R E TR
AL IR R ArB[15]

3.3. IEFKRIZET 50 B EHE
Brugada ZE &L (IS WAZ OO AEYE T AL B AS . B —ANARISEE(VIL V2B mm (5
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BER) ST Bidam, fEBE T WMEIE[7]. XU n] DUR E R VR, A n 75 A BE 77 O 1R 560 3R #in
Wik . APIEE 2RO EXER VL V2 RECEER ST Ba5(0.2~0.38mV), 746 H M 1T ALOH
KA, LI

WRYE L5 248, Brugada LR S 1ERIS I T 45 A0 AR R B IR B . 51 st R 32 DRI R 4 L ik
ATLRE I 12]0 A 2B HAT R PE TR AL (3 20) OOBEARFE SR S (LA <45 B HEFE, 2 43) SCNSA
HURFRAR(0.5 4), JAMIE 5.5 4, FEEtshsilE. (HAMRIANZ, SRR EACE 1A EIIE B E
M, AREIZWN Brugada ZRE1E, MNARN “H KM Brugada F£0 HLEIEAE” [11].

34. IERBRIERNESE

Brugada ZE G AE MG RIS V2, IWICTEARIE & 27 K 0 IERA5 - AR50 . SLALER ZAEIR R
MERR B A N KA, Sk EMATK A 9] [12]. 40 10%[ B 0] & 35 5 B B th O e 7 [10].
RAGEEEFE RN, w0 O R AR FE R IO R RS . R, XS B & SCNSA AR HEHT
Fy NI R, G TS RO R I Z[16] .

5y J2 ¢ Brugada ZE AR HAAZ OB . Bt OB AR FE AR BR%E T REOHEE, =
PREGO TR S B, SCNSA RATHESN: . O AT A v R B OB R FEE17]. RHE 2022 F
AHA/ACC/HRS 4875, T OISR s B0 2 IR % Fe o O T8 Brugada LR G 1EEE, A
ICD J2& T JEHEF[17]. SRT, X T ABIIXFE TR BRI 10 v fe 8, PR Al 48 B EAT 0ok sk
AEAETHIG PRI, 3K T A2 2w XU 23 2 AU ) 4 BT PE (18]

LA RS A (EPS) I ME & i R il — o AR/ A 9T 3CRE EPS 15 R I 2 M O A O TR N f
A2, (H 2 T HY e A 92 (0 FINGER. PRELUDE JE I 78) A& BEIF S2 HMar T, H &%
Hol SR ST R &5, S FEA—[19]. Shinohara 25 NFEXT 193 I TCAEIR BrS H K WIkE V7
RI, FEPEOHRH B R FEA BRI AR Co TR 0 AR, 1456 22 il PR XSS 2 B0 44 2 W (i
R T RO, RS E . V2 FHE QRS IR J I HIAETE) A A [19]. AHBHEE RAT EPS,
FIGR - s - BRI ZEEVE (0 BVF 0 R 50 2 D FIRYT RS, X T 2w I R S e 1)
Fa—— R HEL B R H EPS HET “R/E7 M=t .

F—ITH, RO AR EW R Z AP PRt T BN TR [14] 0 [RIBA 85 A\ Bt O L I
(E 1), FATATLAHT LR JIANEER EERFE: (1) 72 QRS B(fQRS): £ V1. V2 JEK, QRS KW
YIS R B FFE fQRS E . fQRS ML T LRk FALIR, O Wi FIESSE BrS B kA=
PRV S AL TG R F-[14] . Deliniere 52525 Z5RTE H, fQRS 2270 L depolarization (ZAk1k) 5
WIEEIRRR, WRETIURE OB DAL H [ 14]. (2) Tpeak-Tend ] (Tp-e []3): Tp-e [AIHIZEK:
J Tp-e/QT LUAEI R, [RILT PSRER BRI n, ST O 1 ) — B R AR 14]. Tse 553
LR [ (Tpeak-Tend)/QRS 5 E &48h5, LLZRE VT depolarization H1 repolarization H)5#%, TAAIX ] RE
Eb L —Fe b S BTN E[20]0 5 A5 BEAS IR B 3] Tp-e MR, Kt — DR m R

UbAh, 35 R 55 1 T e 25 T AE EE S ERATT RS (B AA O Neill 538 i MU H B0 R £ AR
SCNSA ZRMATIIRE S, KIVENBIEY)Re k™ HZES BrS W45 2 IE L ——IhRgk kilkm™
L, W5 RIS I AR R RN 28 R0 AR VR TR AR R = [ 21 ] 0 IR A FRAT T A SR A A 9] 50 3 S HLALS8
(2 72 BRI T T A - SR SR (Rl — 27, (H/MAR ) ] BB A7 75 o Ath 52 By el R R Th R A M DR 2%

3.5. JBITHRIRS S-ICD HYIEEE
HHEl, ICD J&ME—#iESEREA RIS Brugada £ & 10F 88 35 YR REFEIIIE T FBL[15]. X FRFEHEAN
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TRICH B, Tt Dk AL G A F ik ICD (TV-ICD)E4: iz T ICD (S-ICD). S-ICD ¥ ikt /&% A5 2% 1 e
WIE TR, #5h T LK FERMCHIERIE, &R =R, SRR, tH
EHTHR. Ol a0 E R (ATP)IR ST B [22]. AGIEE 35 %, Lot Zaifrstt =
R S, S-ICD &R

4WGIT T, ZEJE T RTINS A AR FE R (Tto),  JR/D S RE AR B ELE, &M T ICD #£2. kRE
R B RHE RNB I EF (23], FAE LIREATH T 2RO R KRB EEHI[24]. B4R, A=
HHTE O AP S ST ROR B H REFI R T, PR R0ERR Brugada (O BRI RAD DR E E KR,
C AR T 1CD )& i SN ERE N ICD 1B [25]. BT EoR, ML= BUR R A S4E ICD iR
J7 3 2 FER(RR = 0.19) [23].

3.6. RAMESRIEE

H1 T Brugada ZR SN H RO R BRI, JEUEHE K —S0R R NESZ R SR . AR E
O 29O e SR . X T SCNSA RAHE T #, RIMETCMER, WRAEAT IR, JFE
RN Y o A b 8 GO LE A R AR, HAT 10 X Jehetk, NoEWIREYs, BERIBRBR, %
JEAETH B WG AT 23R B A -

4. &g

HATSST Brugada Zi& kA PRANGE 2 82 b T 300451, (E DS EL O B R DU RT R TRLVE L Bt
HARGy B AR, R PRI 2 A . 0 T AR O REIR S0 R U SR S (A, N T4
WAL, AVEHEAT 12 0 i B R A T I BRI IR, o I AT BiE T PRI RO s R
L ORI IR AR B B T HERR AR S A PR R, TS AT IR . fR S X AT ARG E

B XTI BrS B, NARYE KU 2 = H 2 MR T 7 5 R s e EREH (A A TG
R PR BEIESR L. SCNSA RGNS B BN ICD, HAFERICHERME S-ICD 2 HAH
Wt IRfE B W= e WIBE VT, i A B A F5 8 294). ABE#E 2 S-ICD ¥qy7 Hila Rif, {H
PRI RE T, MO0 2R S R e & AR, DU OR R BE B Lo SRR AR RC i 7 12
P2 FURRBS TR AR IR N, A B2 S I SRS T A B 300

= A
VR T A9 R 1 S
S5 3k

i1 %), ZMEZR. Brugada ZEGIEIZ W 384E 5 S Gk 432 PO S R [J]. O 9 23k g, 2024, 45(6): 519-524.
F/NE, T3, W% Brugada ZEGIEAH L= BENE | ISR S E]. FE 2 MK, 2025,32(22): 47-48.
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