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KJIMHUYECKUA NOIMMOPOU3M U TAKTUKA JIEHEHUS B BOJ1bLLIOW CEMbE

C CUHAPOMOM BPYTAZA

Cabep C.1, FazelifarAff.z, Haghjoo M.z, Emkanjoo 2.2, Alizadeh A.2, Shojaifard M.z, DaIiIiM.Z, Houshmand M.a, FaBpmneHKoA.B.1’4,

3akna3bMuHckas E.B.

Cungpom Bpyraga (CB) — HacneacTBeHHOe HapyLUeHne puTMa, XxapakTepuayioLLe-
ecs anesauven cermenta ST B oTBeseHusix V.-V, otpuuarenbHbiM 3yGuom T
Ha cTaHpapTHoi OKI, BbICOKMM PUCKOM Pa3BUTWS KENYLOYKOBON Taxmaputmum
1 BHE3anHom cepaeyHoii cmept (BCC). OnmncaH Takxe WWPOKUIA CNEeKTP Hagxeny-
[IOMKOBbIX apPUTMUIA W HapyLlleHWii NPOBOAMMOCTU. 3aboneBaHue CuuTanochb
4acTbIM TOMbKO B pervoHax koro-Bocto4Hoi A3um, HO, MO COBPEMEHHBIM OLLEHKaM,
€ro yacToTa B ApYrnx aTHUHECKMX rpynnax Takxke coctasnsieT okono 1:10000 Hace-
neHwusi. I3BecTHO He MeHee 17 reHoB, OTBETCTBEHHbIX 3a CMHAPOM Bpyraga. Okono
15-30% Bcex cnyydaeB 3aboneBaHus ABNAIOTCS PE3ynbTaTOM MyTaUMii B reHe
SCN5A. B HacToslLeit paboTe Mbl NPEACTaBASEM aHANN3 KIMHUYECKOro NOAMMOp-
$u3mMa 1 XMpypruyeckoro neyeHust B 6ONbLIOA CeMbe C CuHApOMOM bpyrana,
o6ycnoBneHHbIM MyTaumein p.A735V B reHe SCN5A.
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KnioueBble cnoBa: CuHapom bpyraga, dubpunnaums/TpenetaHue npeacepani,
cuHApoM cnabocTu cuHycosoro yana, SCN5A, nmnnaHtaums kapavosepTepa-
nedubpunnatopa (MKL).
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THE CLINICAL POLYMORPHISM AND TREATMENT STRATEGY IN A LARGE FAMILY

WITH BRUGADA SYNDROME

Saber S., Fazelifar A.F.,
Zaklyazminskaya E. V.

Haghjoo M., Emkanjoo Z.,

Brugada syndrome (BrS) is an inherited arrhythmia characterized by ST-segment
elevationin V-V, leads followed by negative T-wave on standard ECG, and high risk
of ventricular tachyarrhythmias and sudden cardiac death (SCD). A wide range of
supraventricular arrhythmias and conduction disturbances was described for BrS.
The disease was considered of the high frequency in Southeast Asia, but current
estimation of BrS is at least 1:10000 in all ethnic groups. At least 17 genes are
known to be responsible for BrS. Approximately 15-30% of individuals with Brugada
syndrome cases are affected by mutations in SCN5A gene. In this study we discuss
the clinical polymorphism and surgical treatment in a large family with Brugada
syndrome caused by p.A735V mutation in SCN5A gene.

Cunnpom bpyrama (Cb) — HaciaemcTBeHHOE Hapy-
IIeHNEe CEepAcYHOTOo pHTMa, BIepBble omucaHHoe II.
u P. bpyraga B 1992 romy Kak camast yacTtasl IIpiuInHa
BCC B ctpanax IOro-Boctrounoit Asum [1]. Jlonroe
BpeMsI cuuTanoch, 4to Cb B npyrux crpaHax BcTpeyda-
eTCAd MCKIIOUYUTENbHO penko. OmHAKO B HACTOSIIEE
BpeMs ero gacTora oneHuBaeTcsa 1—5:10000 Bo Bcex
STHUYECKUX TPYIIIaxX, B TOM 4unciie u B Poccum [1, 2].
3aboseBaHNEe XapaKTepu3yeTcs OJIOKAamZou IIpaBoOit
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HOXKM Tryuka [uca, smeBammeit cermeHTa ST>2 MM
B OTBEIEHUIX Vl—\/2 C oTpuuaTeJabHbIM 3yb6riom T
Ha crtaggaptHoit DKI, CMHKOMaJbHBIMH COCTOSHHU-
SIMWA BCJICACTBHE Pa3BUTHUS SIM30I0B MOJINMOP(PHOMK
xenynoukoBoil Taxukapauu (II2XKT) u BricOKUM
pHCKOM BHe3amHoOM cepmeunoir cmeptu (BCC) [3].
Ha ceropnsiiHuii feHb U3BECTHHI, IO KpaliHell Mepe,
17 reHOB, OTBETCTBEHHBIX 32 Pa3BUTHUE 3TOTO COCTOS -
HUS, M 3TOT CITUCOK ellé He ucuepnad [4]. Hanboiee
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9acTO MyTaluu y 60abpHBIX ¢ CH BBIABISIOTCS B TeHE
SCN5A, orBercTBeHHOM 3a 15—30% Bcex ciydaeB
3aboseBaHud [5].

Ien SCN5A kogupyeT o.-cyobe IMHUITY OeJIKa ITOTSH-
O1aj-3aBUCUMOTO MOHHOTO KaHaJjia Navl.S. MyTauun
B OTOM T€HE MOTYT IIPUBOINTH K IMMPOKOMY CIIEKTPY
KJIMHUYECKUX (PEHOTUIIOB, BKIIOYAIOIINX, ITOMHUMO
cuHapoMma bpyrama, cMHIpOM YIIMHEHHOTO WHTEP-
Bana QT, tTum 3 (LQT3), 6one3ns JleBa-JleHerpa, non-
onaTuyeckylo GUuOpUIISLINIO XeTya04YKOB, BPOXKIEH-
HBIII cUHApPOM ciraboctu cuHycoBoro y3ia (CCCY),
HaCJIEACTBEHHYIO (QUOPMUISIIINIO TIPeACepanii, apuT-
MOTCHHYI0 KapIWOMHONATHIO/ MHCIJIa3UI0 IIPaBOTO
xexynouka (AKITXK), ntunaranimoHHy0 KapInOMUOMa-
™HIo [6, 7].

EnuHCTBEHHBIM TOCTOBEPHBIM METOIOM CHIKCHUS
pucka BCC y 6onpHBIX ¢ Ch sgBISIeTCSI MMITJIaHTAIINS
kapauoBepTepa-gepudpuiisitopa (MKHA). Eaunuu-
HBIC TTyOJIMKAIINT OIMMCHIBAIOT IIPUMEPHI 3P HEeKTUBHO-
CTU pAaAUMOYaCTOTHOW abnaguuu npu GUOPpUILTSIUN
xexynoukoB mpu CB. [9]. OmHako cTpaTuduKaims
pucka npu Cb Bcé emié ocraérest mpeaMeToM TUCKYC-
cuii [5]. B Hacroseil pabote MBI IIpeacTaBlIsieM
pe3yIbTaThl KJIMHUKO-TEHEAJIOTMISCKOTO 00CeaoBa-
HUS U JIeYeHUST OOJIBIION UPAaHCKOM CEMbU C CUHIPO-
MmoM bpyraga u aipyrumu HapyuieHUsIMU puTMa.

MaTtepuan n metoabl

HccnenoBanue ObLIO MPOBEAECHO B COOTBETCTBUU
C TIOJIOXXKEHUAMH XeJIbCHHCKOU AeKIapallid U B COOT-
BETCTBUHU C IIPOTOKOJIOM, YTBEPXKICHHBIM 3TUYECKUM
KOMUTETOM. BBLI0 mMOJIy4eHO muchbMeHHOEe UHGMOPMU-
pPOBaHHOE COIJlacue OT KaXIO0ro 4jeHa CeMbU Ha ydac-
THe B uccienoBannu. O0cCiIemoBaHNe BKIIOYAI0 cOOp
IePCOHAJbHOIO K CEMEMHOI0 aHAMHe3a, IMOJHbIA KT -
HU4YecKuit ocMoTp, 12-kaHambHyo DKI, 24-u Xonre-
poBckoe MoHutopupoBanue DKI, Y3U cepnua. Ana-
rao3 Cb u MepLaTenbHast apuTMUst ObLIM YCTaHOBIIEHBI
Ha OCHOBAHWU OOIIECIPUHSIITEIX TMaTHOCTHICCKIX KPH-
tepueB [3, 8]. ®apmakonornueckas mpobda ¢ mpokau-
HaAMUIOM WIKM GIeKauHUAOM (aHTUAPUTMUYECKUE

npermapathel KiraccoB la 1 Ic) GbIIa BEIMOTHEHA TOJIBKO
npob6anmy. OcTaJabHBIC YJIEHBI CEMbU OT IIPOBEACHUS
HArpy309HOTO TeCTa OTKA3aINCh. [eHeTHUECKOE NCCIIe-
IOBaHME BKJIIOYANIO 3a00p BEHO3HOI KPOBH, BHIACIC-
Hue JHK cTaHpapTHBIM METOIOM, MOMCK MyTalui
BreHe SCNSA. ITonck MyTainii B KOTUPYIOIINX ITOCIIE-
IOBATCIILHOCTSIX W IIPWJICTAIOIMINX PETYISITOPHBIX
obmactsax reHa SCN5A ocyIecTBIISIICS METOIOM TIPSI-
MOTO ceKBeHHpoBaHUs 110 CeHTepy ¢ UCITOJIb30BaAHNEM
aBTOMaTHM4YeckKoro anammiatopa ABI300 (Life
Technology-USA) corimacHO IpOTOKONY (PUPMBI-IIPO-
n3BomuTessi. YacTtora BBISIBJICHHOTO TEHETHICCKOTO
BapuaHTa olleHMBajach B obOpasuax JHK 3mopoBbix
nobpoBoibiieB (100 4eaoBeK) TOM Xe STHHYCCKOM
npuHagIexxHocT MeTogoM TTIP®-ananu3a.

Pe3ynbrathbl

Kimungeckoe ucciegopanue. [1ox HammmM HaOM0I€E -
HUEeM HaXOOWIach OOJbINas WMpaHCKas ceMbs (59 ee
yiaeHoB) ¢ 2006 mo 2013 rog (puc. 1), obuIMii Iepuos
HabJII0eHUS COCTaBUJI 7 JIET.

BriepBoie guarno3 CbBb Owin TmocTaBlieH IIpoOaHOy
(I11.23) B 2006r 1 ObLI ONYOJIMKOBAH KaK M30JIUPOBAH-
Hoe KnmnHn4YecKoe Haomogerwne [10]. [Ipoodanm (111.23),
MYX4YHHa B Bo3pacTe 23 JeT, BIepBBIE 0OpaTHiCs
B KIMHHUKY C XajodaMHW Ha CepAlleOMeHHE, OMBIIIKY
¥ 3MU30I5I TTIOTEPU CO3HAHUSI, CYUABIINECS TIPEHMY-
IIEeCTBEHHO B yTpeHHUE Yackl. [Ipu mepBoM KIMHUYE-
CKOM O00cCJIeIOBaHUM OBUIM BBISIBJICHBI TpEIeTaHUE
npencepauit 1 CCCY. Ha Y3U cepamia cTpyKTypHBIX
W3MEHEHUH BBHISIBJICHO He ObUTO. BEBIIO TakxKe BBITIOJN-
HEHO WHBA3WMBHOE 3HIOKAPAUAITBLHOE 3JIEKTPODU3NO-
snornmdeckoe mcciemoBanue (D®U). Hapymenuit AB
MIPOBOOANMOCTU U KEJIYOOYKOBBIX HapyIICHWH pUTMa
ceplia BBISIBJICHO He OBLIO, KETyTOYKOBEIC HapyIIe-
HUS CepIeYHOTO pUTMA HE MHAYLUWPOBAHbI. TUMTUYHBINA
Bpyrama-nmarrepH Ha ctaHmaptHoit DKI BrepBhic OBLT
3aperucTPUpPOBaH 4epe3 4 Mecsla IIocjie IIepPBOTO
obcrmemoBaHus (puc. 2. A, b).

CeMefHBII aHAMHe3 OBLT OTSITOIIECH CIIyJIassMH BHE-
3aITHO CMEpTH Cpeou pOACTBEeHHUKOB (puc. 1). BHe-

Tab6nuua 1

KnuHnyeckas xapaktepuctuka naumeHToB B cembe N2 10, Hocutenei myTtauum p.A735V

Homep no pogocnosHon (puc. 1) Bospact Mon Xanobbl CwvHppom Bpyrapa Hamxenynoukosble aputmMumn
1.8 62 X [onoBokpyxeHus - +
1.10 65 X CepauebueHus - -
.1 44 M [0NOBOKPYXeHUS, CUHKOoNe + +
.12 68 M [0NOBOKPYXEHUS, CUHKONE A A
111.23 23 M [0NOBOKPYXeHUS, CUHKOoNe + +
(npobaxa)

IV.6 27 M Cepauebuerus - -
IV.8 28 X CepauebueHus a a
V.13 24 X Cepauebuerus - -
V.16 34 M [0N0BOKPYXEHMS, CUHKOMNE + +
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Puc. 1. PogocnosHasi cembu N2 10, npobaHa ykasaH cTpenkoii. Homep nokonexms
ykasaH puMckummn undpamm, HoMep YenoBeka B NOKONEHUN — apabekumm.
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Puc. 2. A) ®parmenT KT npobaraa (111.23). XapakTepHbiii Bpyraga natrepH (V‘-
VZ) ykasaH ctpenkoit; B) @parmeHt SKI npobanaa (111.23). Peunans dpubpunnsumm
npeacepanin yepes 4 mecaua nocne PYA ¢ nogbemom cermeHTa ST B 0TBEAEHUSAX
(V1-V3) W oTpuuaTenbHbIn 3ybel, T.
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Puc. 3. ®parmeHTbl npsiMoro cekseHvposanus no Cexrepy AHK npobaxga (111.23).
Mytauus p.A735V B reTepo3MroTHOM COCTOSIHUM OTMEYEHA CTPENKOM.
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Puc. 4. MonekynspHas CTpyKTypa HaTpuveBoro kaHana (anbda-cybbeauHuua).
Jokanuzauus mytaumm p.A735V oTMeyeHa CTPenkom.

3aITHO YMEPJIM 5 B3pOCIBIX MYXXYWH B BO3pacTe 10 45
xet (11.13, 11.14, 111.4, 111.21 n IV.1), Tpoe MaJTbINKOB
B Bo3pacte oT 2 mo 4 ner (111.24, I11.25 wu I11.26),
a TakxXe 3 cirydasi BHE3aITHOM CMEPTH IUIOIA Y OOJIUTAaT-
HBIX HOCUTENbHUI] MyTalinu (puc. 1). Hapymenus cep-
IEIHOTO pUTMa OBLIM 3apeTrHCTPUPOBAHBI Y YETBIPEX
YJIeHOB ceMbH. Y aBoux poncTBeHHUKOB (I1.8 m II1.1)
o611 BeIsIBICH m3oiampoBaHHBEIT CCCY, a uepe3 ron

mocJie TIepBUYHOTO obcnenoBanus y 6ombpHoro (I11.1)
npucoenuHmwiIca bpyrama-marrepa Ha OKI. Y gBomx
poactBeHHuKoB (111.12 u I1V.16) npu nmepBom obGpaiie-
aum Haomoganuch CCCY, dubpmuIsmus Ipeacepauii,
TpemneTaHue Impeacepauit u bpyraga-marrepH Ha DKI.
Huarno3 Cb 6bUT TOATBEPXKICH Y BCEX YJICHOB CEMbU
co cmoHTaHHBIM bpyrama-marrepuom Ha OKI.
Hu y xoro u3 00ciie1oBaHHBIX WICHOB CEMbU HE OBLIO
BBISIBJICHO TIPU3HAKOB KapAUOMUOIIATUM WUIU IPYTUX
CTPYKTYPHEBIX aHOMaJIuit cepana. [1pogomKuTe TbHOCTD
QTc y Bcex WICHOB ceMbM ObLIa B IIpelesiaX HOPMHEL.
HapymeHnus cepmedyHOTO puUTMa B CeMbe HacJeIOBa-
JINCH TI0 ayTOCOMHO-IOMHUHAHTHOMY TUMY (puc.l).

I'eneTnueckoe ooOciaemosanme. bBria IpoBemeHa
JHK-guarHocTuka ¢ LEJbI0 IOATBEPXACHUS CUH-
npoma bpyrana.

Y mpobaHma ObuTa BBISIBJIeHA MyTtanus p.A735V
B reHe SCNS5SA (puc. 3). BeiaBieHHBIN TeHETHIECCKHIA
BapHaHT He ObLI OOHApyXeH B KOHTPOJLHOI TpYIIIIe
300POBBIX JINI TOM XK€ STHUICCKOU IMIPUHAIICKHOCTH.

IIpu cemeitHoM oOcienoBaHUM 3Ta MyTalus Oblia
TaKXe TUaTHOCTHpPOBaHa y 8 WIeHOB ceMbH. I1pu Tmia-
TeJIbHOM KJIMHHUYECCKOM OOCICIOBAaHUM HOCHUTEIEH
myTtauuu y yetBepbix (11.8, 111.1, I11.12 u IV.16) Gbuin
BBISIBJICHBI HapyIIeHWSI pUTMa cepaia. Eime derBepo
Hocuteneit mytamuu (11.10, 1V.6, 1V.8 u 1V.13) Gbutn
KIIMHUYECKN aCUMNIITOMHBIMU (Tab. 1).

Jleyenue. [1poGaumy (23 roma), mociie BBISIBICHUS
Tpenetanusa mpencepauiit 1 CCCY, Obl1a BEIITOIHEHA
KaTeTepHas pagmodactorHas adusust (PYA) (opomra-
eMbIit kaTteTep, 48 °C, 40w) 1 MMIITITaHTUPOBAH ABYXKa-
mepHBIT DKC. Penmous dubpwmissinm/ TperneTaHUS
npeacepanii pa3BUIICS depe3 4 Mecsiia IoCjIe BMeIa-
tenbcTBa (puc. 2. Bb). Bo Bpems oOciaemoBaHUS
0 TIOBOLY peUuanBa QUOPMWUIALINY/TPEIICTaHUS
npencepanii, ObUI TaKXKe BIIEPBBIC 3apeTHCTPHPOBAH
cnoHTaHHBIN bpyraga-marrepH Ha OKI. Jmarnoz Cb
OBLI TTOATBEPXKICH MOJOXUTEIHbHON (papMaKoJOTrAde-
cKoi mpob6oit ¢ duekanHuagoMm. Tak kKak y mpobaHaa
o611 Bepupuumposan Cb, u B ceMeifHOM aHaMHeE3e
nMennch ciaydan BCC, Opl1a IIpom3BeneHa IUIAHOBAS
3ameHa DKC na MKJI. B TeueHue roma mocie UMIIIaH-
Taluu cpabaTteiBaHU# He ObLT0. Yepes roa mocie omne-
pannu B Mecte nMintaHnTauun MKJI pa3Buimoch ocTpoe
BOCIMaJIecHHWE, YTO MOTPeOOBaAIO yHaJeHUSI YyCTPOICTBA.
[MamueHT OTKa3ajcs OT aHTUAPUTMUYECKOU Tepamuu
no moBony GUOPWINSOUU ITIpeACepOnii, a TaKXe
oT noBTopHo#t umiuiantauuu MKJI. B TeueHue nmocie-
JOVIOLIUX 6 JIET CUHKOMAJIbHBIX COCTOSIHUI 1 3TIU3010B
OCTaHOBKH cCepalla OTMEeUYeHO He ObuTo. TpomM pom-
cTBeHHMKaM Myxckoro moma (I11.1, I11.12 wu IV.16)
CO CIIOHTaHHBIM bpyrama-narrepHoM U GUOPUIII-
nueli/TpeneTaHeM IIpeacepanii ObUIM MMILJIAHTHPO-
BaHbl K]l 6e3 mONOJHUTEIbHON aHTUAPUTMUIESCKON
Tepanuu. 3a 5 jgeT HaOmMoOIeHUs cpabaThIBAHUI aHTH-
ApUTMHUYCCKUX YCTPOMCTB He OBUIO. EXMHCTBEHHON
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Tabnuua 2

Moka3zanua Kk umnnadTauumn UKL y 6onbHbIX ¢ cuHapomom Bpyrapa

MMnnaHTaums kapavoseptepa-aedubpunnsatopa nokasaHa:
Knacc I: naumenTam ¢ cuHagpomom bpyraaa,
1) metowmm B aHamHese BCC

2) C BOKYMEHTUPOBAHHOV CMOHTaHHO Gubpunnsumnein xenyno4KoBo/nonnmMopdHoOI XenynoukoBoi Taxukapaven.
Knacc lla: MaupeHTam ¢ cunapomom bpyraaa, metowwmm aga nnv 6onee cnepytoLwmx Tpex GakTopos pucka:

1) CuHkone B aHamHe3e
2) CemeliHblil aHaMHe3 BHe3amnHol CepAeyHOl CMepTu
3) Pubpunnaums xenynoukos (PX), nHayumpyemas npy anekTpodusnonoruiecko

M uccnenosaHnuun

Knacc lIb: MauneHTbl ¢ cnHgpoMom Bpyraza, MMetoLLye TONbKO OAUH U3 TPeX NepevncneHHbIX Gaktopos pucka BCC.

Knacc lll: HeT

CHMIITOMHOM HOCUTEJIbHUIIE MYTAallUU XEHCKOTO I10JIa
(I1.8), v xotopoit 661 nuarHoctTupoBad CCCY B BO3-
pacte 62 nert, 66U UMILIaHTHpOBaH DKC. B Teuenune 5
et mociae nMiianTanuun OKC bubpmursnus/Tperne-
TaHuUs mpencepauii, bpyrama-matrepHa, 0OMOPOKOB,
OCTaHOBKM Cep/illa WU APYTUX KapaAUaTbHBIX COOBITHI
OTMEYEHO He ObLIO.

00cyxpeHue

B Oonbmioit upaHCKON ceMbe OBbLI BBISIBIEH CHUH-
npoMm bpyraga, oOyclioBIeHHBINT MyTammeit p.A735V
B reHe SCN5A y mpobaHaa 1 § 4JIeHOB CEMbH.

3aMeHa Jokanau3oBaHa B moMeHe DII HaTpueBoro
KaHaJlia Navl.S, BO BHEKJIETOUHOW 0O0JaCTU MEXIY
cyoremuaUIaMA S1 1 S2 (puc. 4). BaeKTpoDU3N0I0-
TU4ecKoe ncciaegoBaHne Navl.S—p.A735V OeJika Imoka-
3aJl0 3aMeVICHHOE BOCCTAaHOBJICHHME KaHajla IIOCie
WHAKTUBAIUM, YTO IIPUBOIMT K CHIKCHUIO HaTpHUe-
Boro Toka I B das3pr 1 moTeHIIMANIA IeICTBUS, aHAJIO-
TMYHO JIPYTMM MHUCCEHC-MYTAllMSIM, ONIMCAHHBIM TIpU
CB [1].

Jleuenue cuHapoma bpyrama — xupypruyeckoe.
JlexapctBeHHas tepanust Cb mMeeT orpaHMYeHHYIO
3(pPeXTHBHOCTh, TaK OO HACTOSIIECe BpeMs HET
HU OOHOTO AaHTHAPUTMHYECCKOTO IIperapaTa, JOCTO-
BepHO cHmXampIero puck BCC y atux 0oxbHBIX [8].
Obmenpu3HanHo#i sgBasgercd >dpdektuBHocTh MKJL
B cHmxeHnunm BCC, omHako oTO60p OOJNBHBIX JJIs
VMIUIAaHTAllMA KapauoBepTepa-aeduopuiuisiTopa Beé
emIé TIpenCcTaBiIsIeT Cephe3HbIe TPYOTHOCTH, TaK KaK HET
OTHO3HAYHOTO MHEHHUS O TOM, KaKre (haKTOPHI BHOCST
HanOOJBIINI BKJIAl B OLCHKY PHCKA XM3HEYTrpoXKaro-
IIUX XEJIYIOIKOBBIX COOBITHM.

HawnbGonee oueBumHbIM ¢pakTopoM pucka BCC
aBiIsIeTCsS MyXcKoit moi. Cuaapom bpyraga Hacmemy-
€TCsI II0 ayTOCOMHO-TOMHUHAHTHOMY THITY, YTO TIPEIIIO-
JlaraeT paBHOEC IIOpaxkeHHEe OO0OMX TOJIOB. XOTS
K HACTOSIIIIeMY MOMEHTY He OBLI0 BEIIBIICHO HU OJHOTO
TeHa, CIEeIUICHHOTIO C IT0JIOM U cBsi3aHHoro ¢ Chb, kin-
HUYEeCKNI (DEHOTHUII IIPOSBISICTCS y MYyXINH B 8—10
pa3 yaiie, yeMm y XeHuuH [1]. IIpupona Takoro Beipa-
KEHHOT'O0 HEPAaBHOBECHS IO ITOJY OO CUX ITOp OCTACTCS
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HesicHOM. He3aBHMCHMMBIMU ITpeTMKTOPAMU PHUCKA SBJIS-
IOTCSI HApyIICHUS TPOBOAMMOCTUA M TIPOMOJIKUTEIb-
HocTh MHTepBana PR>200 Mc, ogHaKo 3TH ImapaMeTphl
SIBJISIOTCS. 3HAYMMBIMHM TOJBKO OJs1 >XKeHImuH [11].
B HabmromaeMoil ceMbe COOTHOIIECHME ITOJIOB HOCHUTE-
et mytanmii 0su10 5:4 (M:2XK), a COOTHOIIICHUE TTOJIOB
y JINII, UMEIOIINX apuTMHUHU, cocTaBuio 4:1 (M:2K), daro
COOTBETCTBYET OXHuagaeMoMy. B HamremM HaOIOIeHWU
BCE MYXUYMHBI-HOCHUTCIN MYTAIlMU, UMEJIN HapYIICHMUS
pUTMa cepila, Toraa KaK M3 YeThIpeX KCHIIWH IIPU-
3HAKW apUTMHUM OBIIM BBISIBJICHBI TOJIBKO y OOHOI.
CoracHO UMEIOIIMMCS ITyOJIMKAIIASIM M COOCTBEHHBIM
HaOIIOIeHUAM, HEOOXOIMMOCTh B MHTEPBEHIIMOHHOM
JICYCHUH aCUMIITOMHBIX XEHIIWH C CUHApPOMOM bpy-
raga He OoKazaHa. B HabmomaeMoii HaMU CEMbe
WMIUIAaHTAIIUS KapauoBepTepa-aeduopmuisaTopa XKeH-
IIMHAM He Ipeajiarajaachk.

dpyrum 0Oe3ycioBHEIM ¢akTopoMm pucka BCC
SIBJISICTCS HOKYMEHTHMpPOBAaHHAsI OCTaHOBKAa CepiaIa.
Yacrtora cpabareiBanuit MKJl y mepenecmux BCC,
coctaBisietT 3.7% B ron [11]. CuHKONAJIbHBIE COCTOS -
HUS TaKXKe SIBISIOTCS (haKTOPOM, CYIIECTBEHHO YXYII-
IIalOIIAM HPOrHO3. BoabHBIE CO CITOHTAaHHBIM bpy-
raga-narrepaoM Ha DKI 1 o6MopokaMu MMeloT B 6
pa3 Beime puck BCC, ueM O0cccHHKOITaTbHEIC ITAlll-
eHTHl. Ilpm >TOM CHHKOIIC 4dalle HaOJIIalTCs
y MaIlUeHTOB ¢ CHHApoMOoM bpyrama m mOKyMeHTHPO-
BaHHOU DII (okoso 60%), 4eM y malmeHToB 6e3 Mpu-
suakos @I (22%) [12].

CrnoHTaHHBINM bpyrama-maTrepH TakXKe SBISETCS
HeOJIarONMPUSITHBIM IIPOTHOCTHYECKUM (DaKTOpOM
II0 CpaBHCHUIO ¢ mosgBieHmeM e¢ro Ha ODKI ToabKo
Imocyic IpoBeAcHUS (PapMaKOJIOTUICCKOM IIPOOHI.
Bxuranm BeIsIBICHHBIX MyTalnii B reHe SCNSA unu npy-
TMX TeHaX, OTBeTCTBeHHHIX 3a CB, B OIICHKY pHCKa
BCC B HacTostmiee BpeMsT IUCKyTUpyercs [12].

[MpuHATHE pelIeHWs O XUPYPTHUICCKOM JICUCHUM
MMAlIMeHTOB, MUMEIOIINX TOJIBKO OIMH (haKTOp pucKa,
MIpeACTaBIIeT CIIOXHOCTh, TaK KaK acCHMIITOMHBIC
6onbHBIe ¢ CB, 6€3 OTATOIEHHOI0 CEMEHOTO aHaM-
He3a, Heo0s13aTeIbHO UMeIoT Hu3Kuit pruck BCC.

CylmecTBYIOT ABa ITOOXoma K OIICHKE ITOKa3aHWit
K umruiaHtauuu MKJL y 60JbHBIX ¢ CUHApOMOM bpy-
raga [12, 13]. OcHOBHOe pa3andue KacaeTcsd IMPOTHO-
CTUYECKOrO 3HadyeHUsI OSHAoKapamaibHOoro ODDU
(puc. 5, Tadm. 2).

CoracHO ogHOMY moaxony [12], oTcyTcTBUE MHIY-
HUupyeMou keaymodykoBoi Taxukapauu (XKT) npu
sHpoKapauaaibHoM OD®MW, He maeT OCHOBAaHUN IS
XUPYPTUIECKOTO JICUCHMsI, M Bce OOJIbHBIC B HAaOJIrOma-
eMO#l ceMbe HYXITAIOTCSI TOJBKO B ITMHAMHYICCKOM
HaOJIIONEeHUM.

CornacHo 6ojee paguKajlbHOMY aaroputmy [13],
Bce WicHH ceMbr ¢ Cb nMmeroT He MeHee 2 He3aBUCH-
MBIX (pakTOopoB pucka BCC, uro gBisieTcsl ImoKasa-
HUEM K MMIIJIaHTAllUM KapauoBepTepa-aedudpris-

topa (Kmacc Ila). B oTHomeHWMHM HabIIOZaeMOK
CeMbM, MBI IIPUHSUIA pEIIeHWE O XUPYPTHIECKOM
JIedeHUM ¢ ydyeToM HeomHoKpaTHbIXx BCC B cembe,
CIIOHTAHHOTO XapakTepa bpyrama-maTTrepHa M COITYT-
crBytomeii @I1. HecmoTps Ha OTCyTCTBHE CpadaThIBa-
HUN YCTPOMCTB M MOKYMEHTHMPOBAHHBIX XEITYIOUYKO-
BbIX COOBITMIA B TeuyeHHe 6 JIET, MBI IO-IPEKHEMY
CUYMTaeM TaKylo TAKTUKY OIPaBOAaHHOM, TaK KaK 4acTO
nepsbiil ann3on KT/PXK y 6onpHbix ¢ Cb 3akan4n-
BaeTCs JIeTaJbHO.

[MIpu Cb ommcaHbl BEICOKAS 9aCTOTa MPEACEePIHBIX
ApUTMMIA, KOTOpble BCTpedaloTcss y 36% OOabHBIX
W UMCIOT 3aBHCHUMBI OT Bo3pacta pakrep. Bximag PII
B oneHKY pricka BCC n HeoOX0OMMOCTb MHTCPBEHITH -
OHHOTO JICUCHUS IIpHU cMHApoMe bpyrama omHoO3HAYHO
He onpeaelieH, U IJ1s YTOUHEeHUS 3TOTO BoIlpoca Tpedy-
IOTCS ITOTOJTHUTENbHBIC MccienoBanusi. CyliecTBYIOT
nmaHHbIe, 9To TIpu codetaHnnn Cb n ®II yacrora MmoTu-
BUPOBaHHBIX Pa3psaoB COCTaBisieT oKojo 4% B ron,
TOorma Kak ypoBeHb HEMOTHBUPOBAHHBIX IIIOKOB MOXKET
npoxonuthb 10 20% u 6oiee [13].

HNMeroTcst T, eMMHWYHEBIC ITyOJIMKAIlNU, TTOCBS-
meHHbIe 3pdekTnBHOCTH PYA mpu Cb ¢ commyTcTByIO-
meit @I1. B nccneqgoBannu A. Sairaku [14] 6bl1a moka-
3aHa JoJroBpeMeHHas 3¢ dextuBHocTh PYA y 5 u3 6
0oJIbHBIX. MBI TaKXe TTojaraem, 4to nposegeHue PYA
y 6ombHBIX ¢ Chb MOXeT CHMXXaTh 9aCTOTY HEMOTHBH-
poBaHHBIX pa3psnoB MKJI. OmHako y Hac OB CIUHCT-
BCHHBIA OMNBIT abjalMyd B ITIPEACTaBICHHON CeMbe
¢ KpaTKoBpeMeHHBIM 3ddekToM (He Ooiee 4 mecs-
IIeB), YTO HE MO3BOJISIET CACIATh KAKUX-JIN0O BEIBOJOB.

CunHagpom bpyrama — 3T0 HacieaCTBeHHOE 3a00J1e-
BaHIE, OOJHAKO €ro TCUCHME TaKXKe ITOIBEPKECHO MOIH -
buumpymmM Bo3meicTBUSIM BHeIIHe# cpenbl. [1os-
TOMY Upe3BBIYATHO BaKHOIT 3amadeil SIBJISICTCS CBOCB-
peMeHHOe WHGOPMHUPOBaHUE OOJBHBIX O CPEIOBBIX
(akTOpax pHCKa XeIYTOYKOBBIX COOBITHIA (ITOBBIIIEC-
HUE TeMIlepaTyphl Tejia, MapacUMITaTUYCeCKUE BIIMS-
HUSI, OJloKaZa HATPUEBBIX M KaJIbIIMEBBIX KaHAJIOB
B pe3yJbTaTe IpHeMa psifa JIeKapCTBEHHBIX IIpeliapa-
ToB [15]).

3aknoueHue

[MammenTer ¢ Cb u ubpusneii/TperneTaHneM
npencepanii u ceMeitHbIM aHaMHe30M BCC HyxkmatoTcs
B UMINUIAHTAIMA KapIuoBepTepa-achuopmuIsITopa
C MeJpl0 TMEepBUYHON MPOMPIIAKTUKN BHE3aITHOMU
cmeptu. Hacrosiiee HaOmogeHue OOJBIION CeMbU
C BBISIBJICHHOW MyTaumeil p.A735V mokazanao, d9TO
GUOPpMIIISTINS Ipeacepauii 1 CUHAPOM CIA00CTU CHHY-
COBOTO y3JIa MOTYT OBITh IIEPBBIM IIPOSIBICHUEM CHH-
npoMa bpyrama mim COIyTCTBOBATh €Tro KJIACCHYECKUM
3JIEKTpOKapauorpaduIecKuM IpossBiieHusIM. [1o-Bumm-
MOMY, OIHA 1 Ta Xe MyTauus B TeHe SCNS5A MOXET IIpo-
SIBJISITBCSL PA3IMYHBIMU BapyaHTaMM apUTMHUU B 3aBU-
CHMOCTH OT I10J1a. Pe3ynmbraTel TeHETHYECKUX UCCIICIO-
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MWOKAPANTBI, KNANAHHBIE 1 HEKOPOHAPOTEHHBIE 3ABOJIEBAHUA

BaHWI SIBJISTIOTCS BaXXHBIM WHCTPYMEHTOM IIPUHSITHS
peleHnit 0 BBIOOpE TAKTMKU HAOIMIOACHMS 3a TallieH-
TaMu ¢ cuHApoMoM bpyrama. XoTs 3HaYeHNE BBISIBJICH-
HBIX MyTanmii B crpatudukannmn pucka BCC emé
HYXIaeTcd B YTOUHCHUH, UX POJIb B BBISIBIICHUH TPYIIII
pHCKa II0 Pa3BUTHIO KIMHWYECKN 3HAYMMBIX HapyIle-
HUI pUTMa cepalia HeCOMHEHHO. PuOpMUIITsS TIpeI-
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