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The paper describes a familial case of Brugada syndrome type I (genetic variation Y87C) with autosomal-dominant inheritance.
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Beenexue

B 1992 . 6patss I1. u . bpyraga, ucnaHckue Kapau-
OJIOTH, BIIEPBBIE ONMUCATN KIMHUKO-3JIEKTPOKapIUorpa-
buaeckuii cMHIPOM, OOBEIUHSIONINIA YaCThIE CEMEITHBIC
CJTydyau CUHKOITATbHBIX COCTOSTHUM MJIU BHE3aITHOI cMep-
TU W PETUCTPALIMIO CITeLIM(UIECKOTO JIEKTPOKapaOorpa-
¢uueckoro natrepHa [1]. s cunapoma bpyraga (Cb)
xapakTepHbl 3 Tura DKI, u3 Kotopbix 1-il TUIT UMEET TU-
nuyHbli OKI'-marrepH n HauOOMbIIYI0 IMAaTHOCTUYECKYIO
LIEHHOCTD: 3JieBauMsl cerMeHTa ST > 2 MM IO TUIY «CKJIO-
Ha» B oTBeAeHUs1 V1—V2, HeroiHas WM MojiHas 6Jiokajaa
npaBoil HOXKM nydka [vica u yminHeHue PR-uHTepBana.

B Hacrosmiee Bpemst Cb cunraeTcst mepBUYHOMN «3JIeK-
TpUYecKkoii» 0oJie3Hbl0 cepaua [2—4], pa3BuBalolleiics
BCJICACTBUE AaHOMAJIBHOW 3JEKTPO(PU3NOJIOTrNIeCKOM
AKTUBHOCTY 3MMKAap/ia MPaBOTO XeTyI0uKa B 0071aCTH BbI-
HOCSIIEro TpakTa. Y Kaxaoro 4-ro nauueHra [S] ee mpu-
YUHOM SIBJISIIOTCS MyTallMU B oJHOM U3 8 reHOB (SCNJA,
GPDIL, CACNAIC, CACNB2, SCNIB, KCNE3, SCN3B
u HCN4). YacTtoTa BbISIBJISIEMbIX MyTallWii B IEPBOM M3 HUX
cocrapisier 15—30 %, a B ocTaJbHBIX HE MpeBbIIaer 5 %.
MyTtauuu B yKa3aHHBIX TeéHaX MTPUBOAAIT K AeheKTy pado-
Thl HATPUEBBIX U KajblMeBbIX KaHanoB. Hacnenyercss Cb
MPEUMYIIIECTBEHHO 10 ayTOCOMHO-TOMUHAHTHOMY THITY,
OITHAKO MYKCKOW TOJI SIBJIIETCS 3HAYMMBIM (haKTOpOM
pUcKa KapJIMOTeHHOU BHE3aITHOW CMEPTU — XXU3HEeYTpo-
Kalolye 3MU30bl aPUTMUI pa3BUBAIOTCS Yallle Y MyX-
YuH, yeM y xXeHIuH (8 : 1) [6].

Iayuenm Y., 47 sem, 6 aseycme 2010 e. oopamuncs
K Kapouoaoey ¢ s’carodbamu Ha boau 6 obaacmu cepoua. Ilpu
demanusayuu #aro00, coope aHamuesa, ocmMompe nayueHma
U 1a060pPamopHO-UHCMPYMEHMANLHOM 00C1e008AHUU OAHHbIX
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o Haauvuu UBC u dpyeux 6oae3neil cucmembl Kpoeooobpauje-
Husa noayueHo He oOviro. Ilauyuenm Y. coobwjun, umo y eeo
cmapuieeo coiHa 19 nem, ¢ KOMOPbIM OHU NPOICUBAIOM PA3-
deabHo u dasHo He obuaromest, 6 uone 2010 e. duaeznocmu-
posan CB, u npedocmasun kcepokonuio gppazmenma 8binuc-
HO020 SNUKPU3A CblHA, nepedanHHoeo no gakcy uz e. Omcka.

Januvie u3z ewvinucku coviHa nayuenma Y.: IKI
om 15.06.2010: pumm cunycoswiii ¢ YCC 73 yd/mun, S-mun
IKT. Iloanas 6aokada npasoii Hoxcku nyuka luca. Ilpusna-
xu cundpoma bpyeada. Ixo-KI' om 17.06.2010. BIIC:
deghekm MmedxncacenydouKo6oll nepecopooKu Maivix pasme-
poé. UYpecnuwesoonas >1eKmpoKapoOuOCmMuUMyiayus
om 19.06.2010. Cundpom bpyeada. (Tunuunas snexmpoxap-
duoepaguueckas KapmuHa y AcCUMNMOMHO20 nayuenma oe3
CeMeliHOl UCMOpUU He3anHoll cMepmu.) B amoli jce ébinuc-
Ke danbl peKomeHOauuu no 00caedo8aHur0 pooCmeeHHUK08
Yy Kapouoaoea.

Bouau npoananuzuposanvt 6 DKI' nayuenma 4. 3a no-
caeoHue 4 200a, Ha KOMopbIX pecucmpupos8anticy credyoujue
U3MeHeHUs: Henoanas baokada npasoii Hoxcku nyuka luca,
caaboe Hapacmanue 3y6uya R u sneeayus ceemenma ST 6 om-
sedenusx VI—V3 paznuunoii evipancennocmu (om 0,5 0o 3 mm),
npexoosuas AV-oaoxada I cmenenu. O0Hako HU 6 00HOM
U3 3aKA4eHull epavell (QYHKUYUOHAAbHOU OUAeHOCMUKU
He 38yuano nodosperue Ha Cb. Ha puc. 1 npedcmaenena KI'
om 29.07.2010 e. 3akarwouenue épaua (PYHKUUOHAAbHOU
duaenocmuku k dannoil DKI: cunycoswviit pumm ¢ YCC
62 yo/mun. Pe3xoe omkaonerue 31eKmpuiecKkoll ocu 6npaeso.
Huskuii éonbmanc scenyoourkoswvix xomnaexcos. baoxaoa
3a0ueil semau neeoil Hoxcku nyuxa Tuca. Ilpu 6oaee Huma-
MeAbHOM aHaau3e Mol Jce 3anUcU 8pa1oM-apummono0eom
ommeueHsl dnesauus ceemenma ST > 2 Mm no muny «ckno-
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Puc. 1. @paemenm IKI nayuenma 4., 47 aem, 29.07.2010 . 3axaiouenue
epaua yHKYUoHabHOU duaeHocmuiu: cunycoswiti pumm ¢ YCC 62 yo/mun.
Peskoe omkaonenue anexmpuueckoii ocu enpaso. Husicuii eonvmasic scenyoou-
K06bix Komnaekcos. baokada 3adneii 6emeu nesoii Hoxcku nyuka luca. Omme-
uenvl anegayus ceemenma ST > 2 Mm no muny «ckaona» 6 omeedenusix VIi—V2,
Henoanas 6aoxada npasoil Hoxcku nyuka luca, PR-unmepean — 0,21 ¢

Ha» 6 omeedenusx VI—V2, nenoanas baokada npasoit HOJic-
xu nyuxa luca, PR-unmepean — 0,21 c.

C aseycma 2010 e. no dexkabps 2011 e. nayuenmy 4.
mpucobl 0bi10 nposederno monumopupoganue IKI' no Xon-
mepy (XM-3KT) (aseycm 2010 e., pespans 2011 2., dexabpb
2011 e.), Hu Ha 0OHOM U3 KOMOPbIX He OblA0 3apecucmpupo-
8aHO KaKux-au60 HapyweHuii pumma cepoya. Ho na XM-DKT'
6 dexabpe 2011 2. Ha npomsiceHuu 6cex Cymok 3apeeucm-
puposan nodeem ceemenma ST do 4 mm na 1-m Kauane
(omeedenus VI no muny «ckaona» 6 omeedenusx VI—V2, ne-
noauas V4), umo cneyuasucmom QyHKUUOHAAbHOL OUACHO-
cmuku 0bl10 pacueHeHo Kak ocmpas cmadusi uHgapkma
muoxapoa (puc. 2). Ha caedyrowuii denv y nauuenma 4. onpe-
deaunu ypoeeHb OUOMAPKEPO8 MUOKAPOUAAbHOCO HEKpo3d,
pesyabmam — ompuyamenvruiii, a Ha IKI anesauyus ceemen-
ma ST peepeccuposana 0o 2 mm.
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Puc. 2. Opaemenm XM-DKT nayuenma 4., 22.12.2011 e. Pumm cunyco-
golil co cpedneii YCC 84 yo/mun (munumanvhas — 63, MakcumanvHas —
127 yd/mun). Onesayus ceemenma ST Ha I-m kanare — 0o 4 mm.
PR-unmepean — 6 npedeaax Hopmol

IIpu cobope anamuesa ewvisicheno, umo y navuenma Y.
Ha Momenm 00pauieHuUs U3 OAUNCATIUUX POOCMBEHHUKO8 eCMb
MOAbKO MAAOWUILL CbIH, CAYHACE BHE3ANHOU CMEpMU 8 cembe
He Oblao. YV maaduieeo coina (13 nem) nayuenma 4., 6vi10
3 cunkone (nocae 3abopa Kposu, 60 8pemsa KamaHus Ha 600-
HbIX 20pKax, 60 épems OpakKu co c8epCMHUKAamu), no nogoody
KOmopuix 00nOAHUMENbHO20 00cAe008aHUSI He NPOBOOUAOCH.
Ha 9KT (cenmsabps 2010 e.) maaduieeo coina (puc. 3): pumm

cunycoeblii ¢ YCC 78 yd/mun. D0C ne omkaonena. Buympu-
Jcenydouxosas baokada. Inesauusn ceemenma ST 6 npagwix
epyonvix omeedenusx 00 4 mm. PR-ummepsan — 0,16 c.
Bo epemsa cymounoeo monumopuposanus IKI' (cenmsbps
2010 e.) y neeo 3apecucmpuposannvi 401 xceaydouxosas skc-
mpacucmona, 33 uz komopuix — napruvie u 1 mpunaem. Ilpu
axoxapouoepapuu (IxoKI) namonoeuueckux uzmeHeHuil
He Bbls61€eHO.

Cott natueiiad L., (3aere
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Puc. 3. @paemenm IKI coina nayuenma 4., 13 aem, 27.12.2010 e. Pumm
cunycoeuiii ¢ YCC 78 yo/mun. DOC He omkaonena. Buympuoicenydouko-
6as O0nrokaoda. Daesauyus ceemenma ST 6 npagvix epyoHbIX OMeedeHUsx —
0o 4 mm. PR-unmepesan — 0,16 mm

B cenmsbpe 2011 e. nayuenmy 4. nposedero nepsuunoe
MeduKo-eeHemu4eckKoe KOHCYAbMUposanue 8 1abopamopuu
meduyurckoil cenemurxu 6 PI'BY «PHIIX um. axkao. b.B. ITem-
poackoeo» PAMH. Jlns 3akarouumenvHoco meduko-eeHe-
Mu4eck020 KOHCYAbMUPOoBaHust ObiA0 peKOMeHA08aH0 00cae-
dosanue podcmeenHuxkos I cmenenu podcmea. 3amem 6vin0
6bINOAHEHO MONCKYASPHO-2eHeMUUEeCKOe UCCAe008aHUe —
npamaa AHK-O0uaenocmuka, npogedern NOUCK Mymauyuil
6 obpasuye /IHK npobanda memodom npamoeo cekeeHuposa-
Hus no Ceneepy Kodupyroueil nociedo8amenbHOCMU 2eHa
SCNS5A. B pesyabmame 6 3K30He 2 0aHHO020 2eHa Oblad 8bisi6-
nena pedxas 3amena YE7C 6 eemepo3ucomHoM COCHOSHUU.
Jlannas 3amena He Oblra 0OHAPYICEHA 8 KOHMPOAbHOLL Gbl-
oopke 100 xpomocom. Hoenmuunas mymauyus, a maxice no-
aumopuszm A29A4 6 eemepo3ucomuHom cOCMOSHUU 8 IK30He
2 eena SCNSA obuapyscenvt y cmapueeo coina (19 aem).
Mapaduwemy coiny eeHemuueckoe uccaedosanue Ha MOMeHMm
ONUCAHUSI KAUHUYECKO020 CAYYas OblA0 PEeKOMEHO08AHO, HO
He npo8ooduUAOCH NO PeuleHUo omuya.

Takum obpazom, Obin 8viseaeH cemelinbtii cayvaii CH
I muna (eenemuuecxuii éapuanm Y87C) ¢ nacaedosanuem
1O aymocoMHO-00MUHAHMHOMY MUnY.

06cyxnenue

3a nocnenHue 4 roga nmauueHt Y., 47 1T, HECKOJIbKO
pa3 obpalajics K KapaIuoJory B CBsI3U ¢ OOJISIMU B 00J1a-
CTH cepamna, ObUTO 3apeructpupoBaHo 6 DKI, HO HHU
B OTHOM M3 CJTy4aeB HU y Bpada (pyHKIIMOHAIBLHOM aUar-
HOCTUMKHW, HU Y KapJuoJiora He BO3HUKIIO MOI03PEHUS
Ha Cb, MocKoJIbKY He ObLJIO 3aperuCTPUPOBAHO TUITUYHBIX
u3MeHeHuil. [lo3gHelt nuarHocTuke 3abojieBaHUSI, He-
COMHEHHO, CITOCOOCTBOBAJIO CPaBHMTEJIBHO HelaBHEE
onucaHue cuHapoma (1992) u peakocTh BCTpe4aeMOCTU
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3aboneBanus: 0,12—0,2 % cinydyaeB B momyasuuu [6].
B BbIsIBIeHMY TaKUX 3a00J1€BaHU 00JBIIYIO POJIb TPUOO-
peTaeT ypoBeHb TEOPETUIECKOI ITOITOTOBKM Bpaya, He00-
XOIMMOCTD PETyJIIPHOTO YTEHMSI MEIUIIMHCKOM JTuTepa-
TYpBI, YTO, HECCOMHEHHO, TIOMOTaeT YBUIETh B PyTUHHOM
TMOTOKE «OOBIYHBIX» OONBHBIX peAKuil ciaydaid. Eciu Obl
nanueHT Y. He pacckazan o Hanmuuu Cb y crapiiero
CbIHa, BO3MOXHO, YTO ¥ B MOMEHT TaHHOTO OOpaIleHus
He ObLIO OBl yIeJIeHO JOJDKHOTO BHUMAaHUST U3MEHEHUSIM
Ha OKI 1 mpoBeneHO AOMOJHUTENbHOE O0CIeI0BaHuE.
Bo Bpems cyrouHoro MoHutopupoBaHuss OKI' maimeH-
Ta Y. (nekadbps 2011 r.) ObLIM MTOTYYEHBI TaHHbIE, YKa3bI-
Batonve Ha Haauuue CBb, — nogbem cermenTa ST B rpa-
BBIX T'PYAHBIX OTBEACHUSX 10 4 MM, CIIPOBOLIMPOBAHHBIMN
NpUEMOM aJIKOTOJisd (MalMeHT COOOIIWI, YTO HaKaHyHe
MOHUTOPHMPOBAHUS MPUHUMAJT y4acTHe B KOPIIOPATUBHOM
MEPOIPUSTUM, TIE B TeUEHUE Beuepa BbIMT okoio SO0 mut
KoHbsiKa). [IpenmnonoxeHue o ToM, YTO aTKOroJb CII0CO0-
CTBYET HapyIICHUIO AESITeJbHOCTU HAaTPMEBBIX KaHAJIOB
W BBI3BIBAET YCYIyOseHue «OpyraaonogoOHbIX» U3MEHe-
Huit Ha OKIT, BbicKa3bIBaIMCh U paHee [7].

Bospact kimuHnueckux nposieinenuiit Cb, kak mpaBu-
Jo, 30—40 net. Bo3aMOXHO, OOYCIOBIEHHbBIE CTEMNEHBIO
MOpaXkeHUsT HATPUEBBIX KAHAJIOB, TOHKWE U KIMHUYECKH
He 00HapyXHBaeMble CTPYKTYpHbIE U3BMEHEHUSI MUOKap-
Ja npu Cb ycyryonsitoTcst BO3pacTHBIMU JIeTeHepaTUBHBIMU
M3MEHEHUSIMU, U TTo3TOMY MaHudecTtaus Cb npuxoaut-
csl He Ha MOJIOJIO, a Ha cpenHuii Bo3pacT [8]. Haemy ma-
LMeHTY 47 JIeT, U HUKaKUX KIMHUYECKUX IposiBiaeHnit Cb
paHee He ObL10. MOXHO MPeArnoa0oXuTh, UTO AereHepa-
THUBHBIE TTPOLIECCHI B MMOKap/e naiyeHTa Y. mporucxoasT
MeUIeHHee W KJIMHUYECKHU 3a00JieBaHUE TPOSIBUTCS T103-
xe. Kpome Toro, Mbl He pacroaraeM J0CTOBEPHBIMM JTaH-
HBIMU 00 OTCYTCTBMM 3ITU30/I0B XKU3HEOMACHBIX KEJTyI0Y-
KOBBIX apuT™MMil y maureHTa Y. M3BecTHO, 4YTO NMEIOTCS
0GeCCUMITTOMHBIE OTTMCAHMST Y HEKOTOPBIX MAIlMEHTOB JaXkKe
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C TUMMMUYHBIM 3JIeKTpOKapAuorpaduiIeckuM IaTTepHOM
Cb, uMerolue COOTBETCTBYIONLYIO MyTallvio [8].

Jleuenue nmammeHToB ¢ Cb ocTaeTcss OMHUM U3 aKTy-
aJIbHBIX BoIpocoB aputmosioruu. ITo manusiM E.B. 3a-
KJISI3bBMUHCKOR W coaBT. [9], mpu KaHajomatusax 12 %
BIEPBbIE BO3HUKIITNX CHHKOIIE UMEIOT JIETAIbHBIN MCXO/.
ITockonbKy (hapMaKoOJOTMYECKUIA MTOAX0A B TPOPUIaKTH -
Ke Xu3Heyrpoxaromnmx apurmuii ipu Cb He siBisercs
JIOCTaTOYHO 3(PDEKTUBHBIM, UCITOIH30BAaHUE UMILIAHTH-
pyemoro kapauoBeptepa-aepudpuisitopa (MK) asis-
€TCS1 eTMHCTBEHHBIM MeTo0M JiedeHusi. CortacHo EBpo-
MEACKUM peKOMeHIaLusIM [6], Tepanust ¢ momonbio MKJT
MoKa3aHa B CJIydasix, €CJIM MU304bl (PUOPUILISLINY XKeJTy-
JI0YKOB ObLIY 3a(hMKCUPOBaHbI paHee. B ciiyyae 6eccumin-
TOMHOTO TE€YEHMSI B pElIEHUU BOIPOCAa MMIUIAHTAIUM
WUKJI onHo3HaYHOTO MHEHUS HeT. [ToaToMy nipu BeIOOpE
CcTpaTeruy Jie4eHUsi 0CoOYyI0 3HAYMMOCTh ITpUoOpeTaeT
olieHKa cterieHu pucka. P.G. Meregalli et al. [10] B kaue-
CTBE JOTIOJIHUTEIBHOTO KPUTEPUS ST CTpaTuUKaLIUU
pHMCKa TMpPemOXWIM TeHOTUIIHPOBAaHUE, ITOCKOJBKY
oOHapyxXusu, uyto cpeau aui ¢ Cb 6onee BeipaxkeHHast
CHMITOMAaTHKa ObLIa 00YCIOBJIEHa 3aMeUIEHUEM TTPOBO-
JIMMOCTH, CBSI3aHHOM C BBISIBJIECHHBIMM MYTAITUSIMU B TeHE
SCNSA.

3arnioueHue

Boisasnen cemeiinbiil ciayyait Cb I tuna (reHetuye-
ckuit BapuaHT Y87C) ¢ HacjaemoBaHUEM IO ayTOCOMHO-
MTOMWHAHTHOMY THUITy. B NnpuBeneHHOM KJIMHUYECKOM
clyyae AuarHoctuka cemeitHoro ciaydast Cb crana Bo3-
MOXXHOM JIUIIIb MPU perucTpauu TMMUYHbIX DK -nu3me-
HEHU Y OTHOTO 13 WIEHOB ceMbU. J{larHo3 MoaATBEPXKIEH
JTOTIOJTHUTETbHBIMU METOJAMMU MCCIIEIOBaHMSI, B TOM YUC-
ne npsamoit JHK-nuarHoctukoii. Iamuenty Y. npenjo-
JKE€Ha MMILIaHTalMsl KapAauoBepTepa-aeduopuisatopa,
OT KOTOPO OH OTKa3ajcs.

1. Brugada P., Brugada J. Right bundle
branch block, persistent ST segment
elevation and sudden cardiac death:

a distinct clinical and electrocardiographic
syndrome. A multicenter report. J Am Coll
Cardiol 1992;15(6):1391—6.

2. Brugada P., Brugada R., Antzelevitch C.,
Brugada J. The Brugada syndrome.

Arch Mal Coeur Vaiss.

2005;98(2):115-22.

3. Shimizu W., Aiba T., Kurita T.,
Kamakura S. Paradoxic abbreviation

of repolarization in epicardium of the right
ventricular outflow tract during
augmentation of Brugada-type ST segment
elevation. J Cardiovasc Electrophysiol
2001;12(12):1418-21.

— 66

4. Brugada J., Brugada R., Brugada P.
Channelopathies: a new category of diseases

causing sudden death. Herz 2007;32(3):185-91.

5. Brugada R., Campuzano O., Brugada P,,
et al. Brugada Syndrome. 31.03.2005
[Updated 12.01.2012]. In: Pagon R.A, Bird
T.D., Dolan C.R. et al. GeneReviews™
[Internet]. Seattle (WA): University of
Washington 1993. Available from: http://
www.ncbi.nlm.nih.gov/books/NBK1517/
6. Bose3Hu cepiia u cocynoB. PykoBomcT-
Bo EBporieiickoro o0IecTBa KaparuoJIoroB.
Ion pen. Kamma JI.A., JTiomepa T.O.,
Ceppuyca I1.B.; ep. ¢ aHr1. mom pem.
Inaxro E.B.. M.: T'DOTAP-Menna, 2011.
7. JIumankuna U.H. Cunnpom bpyrana

¥ OpyragononooHbie uaMeHeHust Ha DK

MpU JICYSHUU TICUXOTPOITHBIMU Ipernapara-
mu. BectH aputmon 2008;(50):40—6.

8. Jlumankuna U.H. Cunapom Bpyrana

y MalUeHTOB MCUXUATPUYECKOTO POduIst
C aHATOMUYECKY U3MEHEHHBIM CEepJILIEM.
Bectn apurmon 2010;(62):52—8.

9. 3aknsaspmuHckas E.B., Kosnosa C.A.,
TTonsikoB A.B. TeHeTnueckoe pazHooOpa3ne
CepIeYHO-COCYMUCTHIX 3a00JICBAHUN 1 BO3-
MOHOCTHU MOJIEKYJISIPHOI TMarHOCTUKHU.
Bectn aputmon 2005;(37):69—76.

10. Meregalli P.G., Tan H.L., Probst V. et al.
Type of SCNSA mutation determines
clinical severity and degree of conduction
slowing in loss-of-function sodium
channelopathies. Heart Rhythm
2009;6(3):341-8.



