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KOJIOHKA PEOAKTOPA

I'nyooxoysadxcaemsie Koanrezu!

Co BTOpOH 1o0BUHEL 2004 1. HaydHbId LIEHTP
CEPAEYHO-COCYJUCTON XUPYPIUU HMMEHU
A. H. baxynesa PAMH, pacronararomui KpynmHeHImum
B MUPE ONBITOM AHUATHOCTUKYU U JIEYECHUA HAPYIIECHUN
pUTMA CEPALLA, U3A€T HAYYHO-TIPAKTUYECKUM KypPHAI
«AHHQJIBI APUTMOJIOTHH», NOCBAIECHHBIN PAa3JIUYHbIM
ACIEKTAaM HAPYLIEHUH CEpPAEYHOro purMa. Bemymue
POCCHUIICKHE U 3aPyO€KHBIE CIIEIUATUCTDI TYOIHKYIOT
B JKyPHAJI€ OPUTHHATBHBIE CTAThH, 0O30PHI, JTEKITHH,
HAOIONEHUS U3 MPAKTUKHU, METOJOJOTUYECKUE MATe-
pHANbl, OXBATHIBAIONINE AKTYAJIbHBIE BOIIPOCHI KINHU-
KU U JIUATHOCTUKU aAPUTMHUH CEPALIA, PE3YAbTaThl UX
MEJUKAMEHTO3HOI'O, UHTEPBEHIIMOHHOIO U XUPYPIH-
YECKOTO JIEUEHUS C UCIOAb30BAHUEM HOBEUIINX TEX-
HOJIOTUH, aHATU3UPYIOT MaTO(PU3UOJOTHYECKUE Me-
XAHU3MBbI BOSHUKHOBEHUSA U TEYEHH APUTMHI, OCHO-
BBIBASICH HA COBPEMEHHBIX JOCTHKEHUAX (DYHIAMEH-
TaJIbHBIX HAYK.

Bbl, BEpOATHO, 3aMETHIH, YTO TIPH (POPMHUPOBAHUU
JKYPHAIA «<AHHQJIBI aPUTMOJIOTHH» MBI CTPEMUMCS CJIe-
JIaTh €r0 TEMATUYECKU CKOHIICHTPUPOBAHHBIM HA OC-
BEIEHUH KAKOH-TO Of{HOH 1Ipo6iieMbl. UeTBepThIH HO-
Mep KypHaiaa 32 2005 I. IIOCBAIIEH I'€HETHYECKHU JeTep-
MUHHPOBAHHBIM APUTMOICHHBIM CHHAPOMAM, 3aHH-
MaIOIIUM OJ{HY U3 MHTEPECHEUIINX HUII B CTPYKIype
BHE3AITHON CEPAECYHON CMEPTHOCTH. U3BECTHO, YTO
Hau0oJjee 4acTod IPUYMHON BHE3AIHOH CEpAeYHON
CMEPTH CPENU B3POCIOTO HACEIECHNUA B UHAYCTPUAIBHO
Pa3BUTHIX CTPAHAX MHUpPA ABIAETCA KOPOHApPHAA 060-
JIe3Hb CepAna, a B 5-10% ciydaes BHE3AIHAsA CEPAEY-
Has CMEPTb BO3HUKAET BCIEJCTBUE I'€HETUYECKH Jie-
TEPMUHUPOBAHHBIX 3200/IEBAHUI, Yallle B MOJIOJIOM
BO3pacTe. DTO MPE/CTABIAET 0COOYI0 OMACHOCTh, TAK
KaK I10/] YTPO30i1 HAXOAUTCA HE TOIBKO OONBHOH, Y KO-
TOPOTO BBIABWIN 3200JI€BAHKE, HO U €TI0 I€TU U OIU3-
KU€ POJCTBEHHUKH. B COBPEMEHHON KIMHUYECKON
KAPAUOJIOTUH BBIIEAIOT 1B OOIBLINE I'PYIIIBI MOHO-
TE€HHBIX PACCTPONCTB, BBI3BIBAEMBIX €(DEKTAMU B €/IU-
HUYHOM JIOKYCE€ XPOMOCOMBI, KOTOPBIE HACIEAYIOTCA
0 3aKoHy Mengena: 1) KapguOMHONATUH, B OCHOBE

BO3HUKHOBEHHUA KOTOPBIX JIEKAT JIe(PEKTBI CapKOMEp-
HBIX U ITUTOCKETIETHBIX OEIKOB; 2) APUTMOTEHHBIE CHH-
IPOMBI, OOYCTOBICHHBIE MyTAIIUAMH T€HOB, KOAUPYIO-
WYX MOHHBIE KAaHAIBI ¥ PETYIUPYIOIUX UX OEJKOBbIE
CTPYKTYPBL; K HUM OTHOCAT CHHZAPOM YUIMHEHHOTO HH-
tepana QT, cunapoM Bpyraga, karexomraMuHeprudec-
K€ TOTUMOP(HBIC JKETYJOUKOBBIC TAXUKAP/UH, CUH]I-
pPOM AHJEPCEHA, AaPUTMOTCHHYIO JHUCILIA3HIO NIPABOTO
JKENMYJJ0UYKa U P APYIUX; BCE OHU TECHO ACCOLUUPO-
BAaHBI C BBICOKUM PUCKOM BHE3AITHOM CEPAECIHON CMEP-
TH B MOJIOZIOM Bo3pacre. [IoCTIKEHUA B 00/1aCTH MOJIE-
KYJLIDHOY T€HETUKHU 32 nocaeguue 10 aer nmo3sonnnm
KapPTUPOBATh I'€HbI, OTBETCTBEHHBIE 32 PA3BUTHE MOHO-
TCHHBIX 3200/I€BAHUI, YTO UMEIO HE TOIBKO OIPOM-
HBII HAYYHBIN UHTEPEC, HO U BAKHYIO IPAKTHYECKYIO
3HAYUMOCTb. B Hacrodiee BpeMs H3BECTHO OKOJIO
5000 MOHOTEHHBIX 3200JI€BAHUI U WICHTUDUITUPOBA-
HO 6071ee 1000 reHOB, OTBETCTBEHHBIX 32 UX PA3BUTHE.
PacnpocTpaHEHHOCTb TaKUX 3200/€BAHUI B IIONY/IA-
nuy Hepenuka: 1 manuent Ha 1000 xuTenen npu Hau-
0oJee yacTo Berpevaromuxcs popmax u 1 manueHT Ha
200 000 sxutenert npu peaxkux ¢hopmax d6onesnent. Ce-
TOJHSA MBI PACIIOIArA€M ITOJIE€3HBIMU NTAPAMETPAMU JUIA
CTPATU(HUKALMU PHCKA Pa3BUTUA BHE3AIHOMU cepped-
HOW CMEPTHU y NMAIMEHTOB C HACAECCTBCHHBIMHU APUT-
MOTCHHBIMH CHHJPOMAMHU M HOBEHIIUMHU METO/JAMHU
UX NPO(UIAKTUKI U JTE€UYEHUA. DTO TPEXKJE BCETO OT-
HOCHUTCA K BPOKIEHHOMY CUHAPOMY YAJHHEHHOTO HH-
tepsaaa Q7. OgHAKO, HECMOTPA Ha HAKOIUIEHHBIE 3Ha-
HUA, OCTAI0TCA HEBBLACHEHHBIMH LIEJIBIH PSAJ BOIIPOCOB:
MaJIO CBEJEHHMI O BIUAHUY MYTallUil HA CJIOKHYIO (pu-
3MOJIOTHIO KIETOK CEpPAIa ¥ BHECEPJEYHBIX CTPYKTYD;

AHHAJIbI APUTMOJIOMNU, Ne 4, 2005
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CYIIECTBYIOT TPOOENBl B 3HAHUAX O CBA3U MEXAY
Ie(EeKTaMU I'€HOB U Pa3INYHBIMU (DEHOTUITNYECKUMU
NPOSABIEHUAMU 3200/I€BAHUI; HEU3BECTHO, IOYEMY
NOCJIE JIUTEIBHBIX GECCUMITOMHBIX IPOMEKYTKOB
BPEMEHHU HEOKMJAHHO BO3HUKAET YATUHEHUE MHTED-
Bana QT npu CUHAPOME YAJIMHEHHOTO uHTepBana QT
WIH TIPEXO/AIAA dNeBauA cerMenTa ST IpH CUHAPO-
Me Bpyraja; kakoBa posb BO3PACTHOTO U TEH/IEPHOTO
(paKTOpPOB, 4 TAKKE APYIUX BHYTPEHHUX M BHEIIHHX
(baKTOPOB B KIMHUYECKOM MaHHU(ECTAUN CUMITO-
MOB; HET €IMHOTO MHEHUA O IMOKA3aHUAX K IPOBEJe-
HUIO 3/1EKTPO(PU3NONOTHYECKUX HCCIEJOBAHUH, UX
IPOTOKOJIAX, TAKTHKE BEJICHUA ACHMITOMHBIX IIAIIUCH-
TOB; BBI3BIBAIOT CIIOPBI BOIIPOCH O T€HE3€e IPOAPUTMO-
TEHHOTO JICHICTBUA HEKOTOPBIX JIEKAPCTBEHHBIX
CPeICTB, B YACTHOCTH, BOIIPOC O T€HETHYECKUX MEXa-
HU3MAX UX BIUAHUA, U T. [ 3aCIYKABAIONIEH BHUMA-
HUA TPEACTABIAETCA PACCMATPUBAEMAA B HACTOAIIEE
BpEMs KOHLIETIIIUA O TOM, YTO JJaXE B OTCYTCTBHE MyTa-
LU, BBI3BIBAIOIUX TOT WX UHOU CUHPOM, CYIECTBY-
IOIUI TEHHBIH TTOMMMOP(U3M MOKET 00YCIOBINBATH
BOCIIPUUMYHBOCTD K BOSHUKHOBEHUIO apUTMUH B 00-
meH MONYIANUM. DTU JAHHBIE JIOJLKHBI ITOCAYKUTDH
CTUMYJIOM JJI1 CHCTEMAaTHYECKOTO ITOUCKA T'€HOB, KO-
JTUPYIOIMX MOHHBIE KAHAIBI CEP/ICYHON MBIIIIBI, 71
TOTO 4YTOOBI BBIACHUTH, MOIYT JIU U3MEHECHUSA HYKICO-
THU/IHBIX IIOCIE/0BATENBHOCTEH OBITh (PaKTOpaMu pHC-
K4 Pa3BUTHA APUTMHUH y IALUEHTOB C UIIEMHUYECKOU
60J1e3HBIO Ccep/Ia U TUIepTpodueit MUOKAP/A.
Ocob0e MeCTo B CTPYKTYpE JETCKOH CMEPTHOCTH
3a4HUMA€T CHHAPOM BHE3AIHOM CMEPTH MJIA/ICHIIEB,
3TUOJOTHA M MEXAHU3M Pa3BUTHA KOTOPOTO OCTAIOTCA
IO CUX IIOp HE ACHBIMU. M CCIe0BaHuA JaHHOM IIPO-
671eMbI HAYAINCh HA 3amaje eme B 60-e rogsl. B Hacro-
AIee BpeMsa U3YYCHUEM CHHAPOMA BHE3AITHON CMEPTU
MJI3/ICHIIEB 3aHUMAIOTCA CIIEIUATUCTBI CAMBIX Pa3HBIX
001aCTeNl MEUIMHBL: IEAUATPHI, KAPJHOIOTH, HEBPO-
[ATOJIOTH, ICUXHUATPBL B 70-¢ roper B CIIIA Ha mapia-
MEHTCKUX CIYIIAHUAX ObUIM IIPHHATH! PEIIEHUS O BCe-
CTOPOHHEN MOJJEPKKE INPOTPAMM, INOCBANIEHHBIX
CHHZIPOMY BHE3AIIHOH cMepTH MaajeHIes. Takoe BHU-
MaHM€ MEJULUHBI U 00IECTBEHHOCTH K JAHHOM IIPO-
6neme He cnyvariHo. Tonbko B CIIA exerofHo xepTsa-
MH 3TOTO CHHJPOMA CTaHOBATCA IO MEHBUIEH Mepe
6000 mereii. BricOKUE TOKA3ATENN BHE3AMHON MJIAJIEH-
YEeCKON CMEPTHOCTH 3aPETHCTPUPOBAHBI Takke B Ho-
BOM 3enaHpuy, AHuY, ABcTpanuu. Cpefu IPUYUH
MJIAJIEHYECKON CMEPTHOCTU B HAIIEHW CTPAHE, KAK U B
CIIIA, mpeo6aafaloT MEPUHATANBHBIE COCTOAHUA H
BPOXJICHHBIC AaHOMAJINH, 4 HA TPETHEM MECTE CTOMUT
CUHJPOM BHE3AIIHOM CcMepTHU MmiajeHues. OfHON u3

Jupexrop HIICCX uM. A. H. baxynesa PAMH,

IJIABHBIA PESAKTOP KYpHAIA «AHHAJIBI APUTMOJIOT M

akagemuk PAMH

MHOKECTBA HO30I0THYECKUX THIIOTE3 PA3BUTHA ITOTO
MYJIBTH(AKTOPHOTO CHHZPOMA ABIACTCA «CEpAicuHas>
TUIOTE34, B OCHOBE KOTOPOH JIEXKUT BOSHUKHOBEHHE
(paTanpHBIX A1 OpTraHM3Ma peOEHKA HAPYIIEHUI Cep-
JEYHOTO PUTMA PA3IMYHOTO IPOUCXOKIECHUA, B TOM
YHCJIE ¥ TEHETUYECKOTO, CTENEHb 3HAYMMOCTH NTOCIE-
HETO €Ie NPEACTOUT MO0Ka3aTh. CErogHA aKTUBHO BeE-
IETCS TIOMCK I'€HETUYECKUX MAPKEPOB CUHPOMA BHE-
3aITHOM CMEPTH MIIAJCHIIEB, PE3YABTATBI KOTOPOTIO,
BO3MOXHO, MO3BOJAT MPEAYIPEAUTh BHE3AMHYIO
CMEPTD y MJIAJICHIICB.

MHTEpECHBIMU SBUIUCH PE3YNBTAThl U3YYEHUS NO-
paXEHUA MUOKAPAA IPU HACJIEACTBEHHBIX HEHPOMBI-
IIEYHBIX 3200JIEBAHUAX, XaPAKTEPHON OCOOEHHOCTBIO
KOTOPBIX ABIACTCSA HATMYKNE MyTAIIH T€HOB, KOAUPYIO-
WUX 6eaKku 1uTocKenera. OKa3aaoch, YTo y MalyeH-
TOB C TAKMMHU 3200/1€BAHUAMU KapUAIbHAS CUMIITO-
MATHKA MOXET HPOABIATBCA KU3HEYIPOKAOIMUMU
APUTMIAMH, YTO OOYCTOBIUBAET BLICOKUI PUCK Pa3BU-
TUA BHE3AIHON cepieyHoi cMepTu. M3-3a orcyrcrsus
OTIMCAHUA B OTEYECTBEHHOI TUTEPATYPE U KAPUOIO-
['MYECKON MPAKTUKE YPE3BBIYANHO BAKHOIO, C HAIIEH
TOYKU 3PEHUS, APUTMOJIOTUYECKOTO ACTEKTa HEHpo-
MBIIIEYHBIX 3200/I€BAHMH, Mbl PEIIIIM BKIIOYUTH B
3TOT HOMEP KyPHAIA AHATUTUYECKUH 0030p IO JIaH-
HOU Tpo6IeMe, OCHOBAHHBIM HA HAGMIONCHUAX 3apy-
OEKHBIX CIIELIUATUCTOB.

Haxower, mocieaHuil 0630p B HAaIIEM BBINYCKE MO-
CBAIIEH MEPCIEKTUBAM HCIIOIb30BAHNA HOBEHIINX TEX-
HOJIOTHH, O3BOJAIOIINX MAHUIYINPOBATD C TEHAMH U
KIETKAMY, B JIEYCHUU apuTMuil. Poxenue renHon u
KJIETOYHOH Tepanuu — HOBOH O6IACTU METUITUHCKUX
HAyK, ABWIOCH PE3YIBTATOM JOCTIKEHUI MOJIEKYIAD-
HO¥ OHOJIOTHH, TeHETHKH, TEHHOM M KJIETOYHOU HHXKe-
HEpUH NOCIEAHUX JeT. [IoHnManue MOJEKyIApHO-Te-
HETUYECKUX MEXaHM3MOB, JIGKANUX B OCHOBE APUT-
MU, IO3BOMIO HAY4Th IIPUMEHEHUE TCHHBIX U KIIE-
TOYHBIX IIPENAPATOB B JICYECHUM 3TUX 3200JCBaHUIL
B03MOXHO, pe3ynprarsl OyAyIUX HCCIETOBAHUI B
3TOI 06/1aCTH OTKPOIOT HOBbIE METOJBI I€UEHUS NAIIU-
€HTOB C JKM3HEYTPOXAOIMUMH HAPYIICHUAMH PUTMA
CepALa, KOTOpblE ABSUINCh Obl HE Ia/UIMATUBHBIMU,
KaK MCIIOIb3YEMBIC B HACTOAIEE BPEMA METO/IbL, 4 pa-
IUKAIBHBIMH — TIO3BOJIAIOMIUMHY IIPEJOTBPAIIATD U YC-
TPAHATH NO/JOOHBIE APUTMUH.

Hazerocn, 9To YuTaTey ¢ KHTEPECOM O3HAKOMATCA
€ paboTamMu, ONyOIMKOBAHHBIMU B 3TOM HOMEpE «AH-
HAJIOB APUTMOJIOTUM», M IONY4aT HPEJCTABICHHUE O
TOM, YE€TO MBI JOCTUITIU CETO/IHA U 9TO OCTANOCh HE BBI-
SICHEHHBIM B O0JIACTH HACJIEICTBEHHBIX APUTMOICH-
HBIX 3200JI€BaHUH.

—

S bor

JI. A. Bokepus
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CUH/JPOM YIJIMHEHHOI'O HHTEPBAJIA QT -
KINHHUKA, THATHOCTHKA U JIEYEHHUE

JI. A. boxepus, A. I11. Pesuwisuau, H. B. IIponuuesa

Hay4HbIli LEHTP cepaeyHo-cocyancTom xmpyprum um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, Mocksa

OnHa W3 BaXKHEUIITMX TIpo0JIeM KapaIuOJIOTUHN —
MNPEAYIPEXKIEHUE BHE3AIMHOM CepaeYHOM
cmeptu (BCC) 1 cBoeBpeMeHHOE JieueHre OOJIbHBIX C
BBICOKHMM PUCKOM Pa3BUTHSI 3TOTO I'PO3HOTO SIBJICHUSI.
N3BecTHO, YTO 3HAUUTETLHOE MECTO B CTPYKType
BHE3aITHOM CMEPTU 3aHMMAIOT HapyIICHUST PUTMa
cepaua [1], B mepByio ouepenb KeayaT0ouKOBbIE apuT-
MuM 1 pubpmLsaLms xeiaynodkos (DXK). OgHum u3
HauboJiee pacrpoCcTpaHEHHBIX CEMEWHBIX 3aboseBa-
Hul ¢ BBICOKMM prickoM BCC sBisieTcst BpOXKIeHHBIM
CUHAPOM yUIMHeHHoro uHTepBaia Q7. bonee mojo-
BUHBI TTAIIUEHTOB TIPA OTCYTCTBUM aAcKBAaTHOTO JIeUue-
HUSI YMUDPAIOT [0 JOCTUXKEHMS TMSATHAALATUIETHETO
Bo3pacrta [44]. 3aboneBaHUe XapaKTepU3YeTCsl YT~
HeHueM uHTepBana QT U u3MeHeHueM Mop@oIoTun
BoOJIHBI 7'Ha snekTpokapauorpamme (OKI), uto saBns-
eTCs MIPU3HAKOM HapylIeHUs (da3bl pernoJisipu3aliu B
KapaInoMUOLUTaX. BpoXneHHbBIN CUHIPOM YIJTMHEH-
Horo uHTepBasia Q7T oTaIUYaeTCs KIMHUKO-TeHETHYE-
CKUM TIOJIUMOP(MU3MOM M BBICOKMM PUCKOM pa3BH-
st @K 1 BCC npu nepBoM CMHKONAIBLHOM 3ITU30-
ne. JImarHocTuka 3a0ojieBaHMSI ONUPAETCS TIPEXIC
BCETO Ha KIIMHMYECKHNE U 3JICKTpoKapauorpadmdec-
KHe 0COOEHHOCTU U CeMeifHy1o XpoHooruio [15, 19].
KiamHmdeckass cMMIITOMaThKa OTINYACTCSI MHOTO00-
pasueM MPOosIBICHUI — OT FrOJIOBOKPYKEHMSI 10 OOMO-
poKa U BHe3aImHoi cMeptH [46]. HecoBepitieHCTBO 3a-
muTHOro addekTa apmakoTepanuu (mpernapaTaMu
BBIOOpA MPU KOTOPOU SIBJISIIOTCS OeTa-aapeHobJ0Ka-
TOPBI), MPOSIBIISTIONIEECS B BUIE COXPAHEHUS Y YaCTU
OOJIbHBIX CUHKOIIE, BBIHYXIAeT 00paTUThCS K OoJiee
arpecCMBHOMY JieueHUI0. MMerolumecs: B IuTepaType
JIAaHHBIE O TTOJIXO/Ie K JICUEHMIO CMHIPOMA Y/UIMHEH-
Horo nHTepBasia Q7 Ha ocHoBanuu JIHK-auarnocti-
KU TOBOPSIT O TOM, YTO JIJISI Pa3HBIX MOJIEKYJISIPHO-Te-
HETUICCKUX BapHMAHTOB ONTHUMAJIBHOE JICUCHHE MO-
KeT ObITh pa3nuuHbIM [33, 45, 49]. YuinHeHue uH-
tepBasia Q7T TakKe BO3MOXKHO BCJIEACTBUE BO3MEUCT-

BUSI TAKMX 9K30TE€HHBIX Y DHIOT€HHBIX (DAKTOPOB, KaK
MpUeM ONpeneeHHbIX JIEKapCTBEHHBIX IPeraparos,
2JIEKTPOJUTHBIN nucbanaHc [19].

OTHUOJIOI'UA U TIATOI'EHE3 BPOXKIEHHOI'O
CUHAPOMA YAJIUHEHHOI'O UHTEPBAJIA QT

HcTopust OTKpBITHS CHHAPOMA, BEPOSITHEE BCETO,
BenmeT orcyeT ¢ 1856 1., korna T. Meissner omnuca BHe-
3aITHYI0 CMEPTh [IIYXOM IEBOYKH C STTU30AaMU TTOTePH
CO3HaHUsI, ABa OpaTa KOTOPOW yMepJIM BHE3alTHO Ha
doHe ctpecca. B 1901 . Morquio coobuiui o 60Jb-
IIOM YpYrBaliCKOM CEMbE, TIE CEMEPO AETEM CTpamalin
3MU30IaMHU TIOTEPU CO3HaHUSA. Bce oHM ymepiin B
netckoM Bo3dpacte. B 1937 . Latham 1 Munro onuca-
JI CeMbIO C OJIM3KOPOACTBEHHBIM OpakoM, B KOTOPOI
Yy BCeX IISITEPBIX JeTeil Oblla BpOXKICHHAS TIIyXOTa M
KpPaTKOBPEMEHHbIE MPUCTYIbI, ONpeneeHHbIe KakK
SIUJICTITUYECKHE. DTU JETU TAKKE YMEPJIU BHE3aITHO.
DnekTpokapauorpadpudeckue TMpU3HAKU CUHIpOMa
yIJIMHeHHOTO MHTepBasa Q7 BIepBbIe IPEICTABUI
Moller B 1953 1., BBISIBUBIIMI Y MaJIbuMKa, CTpaIar0-
IIEro BPOKIEHHOM TIYXOTOW M YacThIMU OOMOpOKa-
MU, OpaguKapanio, yaiiuHeHne natepsana Q7, nusme-
HeHus cerMeHTa ST 1 3youa 7 B IpyIHBIX OTBEIECHUSIX.
M tompko B 1957 1., cmycrs 100 et 1mocie mepBoOro
YIOMUHAHUS O CUHIPOME YIUIMHEHHOTIO WHTEpBaja
OT, A. Jervella m F. Lange-Nielsen [14] mipencraBmim
MOJIHOE KJIMHUYECKOE OMMCaHUE «CUHAPOMA JJIMHHO-
ro Q7> y 4eThIpex WICHOB OTHON CEMbH, CTPaTaIOIINX
BPOXIEHHON IJIyXOTOM, YaCTBIMU IIPUCTYIIAMU I10TE-
PY CO3HAHUS W UMEIOIINX CTOMKOE VIUTMHEHNE MHTEP-
Bana Q7 na DKI. Bckope ntanbssHCKUIA M MpIaHACKUI
neauatpbl C. Romano (1963) u O. Ward (1964) nesa-
BUCUMO JIPYT OT ApyTa MpeICcTaBUId HAOIIOIeHUE aHa-
JIOTUIHOTO CHUHIPOMa, HO 0e3 BPOXKIEHHOM TITYXOTHI.
C 3TOro BpeMeHU BBIAEISIOT ABe KIMHUYECKHUEe (op-
MBI HACJIEACTBEHHOTO CHHIpPOMAa YIJIWHEHHOTO WH-
tepBaia Q7, Ha3BaHHBIC 1O (aMUIUSIM aBTOPOB:
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cunapoMm Pomano—Yopaa (Romano—Ward) u [Ixxep-
Beta—Jlanre—Hunbcena (Jervell-Lange—Nielsen).
B mocnennem cinyyae ymiuHeHue QT coueraeTcsl ¢
BPOXJIEHHO HelipoceHCOpHOI TiryxoToii. O0Hapyke-
HUe 3a00JIeBaHNsI Y HECKOJbKMX YWICHOB OIHOI CEMbU
TTO3BOJTMJIO pacCMaTpUBaTh €ro KakK HACJIEeNCTBEHHYIO
MaTOJOTUIO U TIPEANOJ0XUTh TEHETUIESCKYIO 3THOJIO-
TMIO, YTO TTOCITY>KMJIO OCHOBAaHUMEM JIs TTOMCKa TeHa,
OTBETCTBEHHOTIO 3a pazBUTHE 3a0oseBaHus. Briocuen-
CTBUY OBUTM YCTAaHOBJIEHBI COOTHOIIIEHUSI YMCJIa Iopa-
JKEHHBIX 1 HETIOPaxKEHHBIX JIUI] B CEMbSIX OOJTBHBIX C
cunapomoM [Ixxepsenna—J/lanre—Huibcena u Poma-
HOo—Yopna. OHM COOTBETCTBOBAIM ayTOCOMHO-PeIIeC-
CUBHOMY U ayTOCOMHO-TOMUHAHTHOMY TUIIaM HacJie-
JIOBAaHUS COOTBETCTBEHHO. AKTMBHOE Pa3BUTHEC MOJIC-
KYJASIPHO-TEHETUYECKMX METONIOB MCCJIENOBaHMUs MO3-
BOJIMJIO JOCTOBEPHO YCTAHOBUTH HACJICICTBEHHEBIN Xa-
pakTep 3a0o0JieBaHUsI U BBIACIUTH MO MEHbIIEH Mepe
7 pa3IMUHBIX TEHOB, MYTAIIMU B KOTOPBIX OTBETCTBEH-
HBI 32 Pa3BUTHE TUIMYHBIX KIMHUIECKMX ITPOSIBIIC-
HUlT 3a0oneBanus |5, 44]. Oto ren KCNQI, oTBeTCT-
BEHHBII 3a TIPOSIBJICHUST 1-TO THITA CUHIpOMA YIUTH-
HeHHoro uHTepBana QT (LQTI coraacHO MeXayHa-
poaHoOIT HOMeHKIIatype), TeH KCNH2, OTBETCTBEHHBIM
3a 2-ii TN CHUHIpOMAa YyMIMHEHHOTo WMHTepBasa QT
(LQT2), rern SCN5A, oTBevaromuii 3a 3-if TUII CUHA-
poMa yaiaumHeHHoro uHtepBajia Q7 (LQT3), a takxke
reasl KCNEIw KCNE2, otBeTcTBeHHbIe 3a 5-11 (LOTS)
n 6-i1 (LQT6) T!IIBl CHHAPOMA YIJIMHEHHOIO MHTEPBa-
ama QT [5, 39, 40]. OBa npyrux rena, ANK2 u KCNJ2,
obutn npenyioxeHbl Kak LOT4 v LQT7 coOTBETCTBEH-
HO, OJTHAKO CYIIECTBYIOT COMHEHMSI OTHOCUTEIBHO MX
TTOJTHOTO COOTBETCTBUS AUATHOCTUYECKUM KPUTEPUSIM
3a00JieBaHMS, U TIOTOMY OHM HYXXIAIOTCSI B MaJbHE-
et paspabotke [45]. 1. Splawski 1 coaBr. [41] B 2004 1.
ommcana de novo MucceHc-myranus (G406R) B reHe,
KomupytomieMm L-tum kanpimeBoro kanana (Ca (V) 1,2),
SKCIPECCUPYIOLIETOCS B MUOKapae, KOTopask MOXKeT
OBITH 0003HaueHa Kak LOTS.

B Hactosiee Bpems cuutaercs |5, 49], yto myTa-
LINY B TeHaX, KOTOPbIe KOOUPYIOT OEJIKN TpaHCMEMO-
DPaHHBIX MOH-CEJIEKTUBHBIX KaHAJIOB (KaJueBOTO WU
HaTPUEBOT0), IPUBOIAT K HApYIIEHUIO (DYHKIIMOHU-
pOBaHUS TIOCJAEIHUX, BCJIEACTBUE YEro IPOUCXOIUT
YBEJIMUEHME TPONOJDKATEIBHOCTA TMOTEHIIMANA JIel-
CTBMSI B KapIMOMUOLIMTAX, MHULIMUPYIOIIIEE TTOSIBIIC-
HUE TONUMOPGHON XKeJIyIOoYKOBOW TaxuKapauu
(KT) Tuma <«mmpysT» (torsades de pointes). Okoo
85% Bcex ciyyaeB HACJIeICTBEHHOTO CUHIpOMa YN -
HeHHoro QT7-unTepBana (LQTS) meTepMUHUPOBAHO
MyTallMsSIMU B TeHax, KOAMPYIOIIUX KaJlueBble KaHa-
ael: KCNQ1 (oxono 57% Bcex cnyvaeB LQTS), HERG
(oxoino 23%), KCNEI (oxono 4%) n KCNE2 (okoio
0,5%) [40, 45].

3HauuTeNbHasI MPOIOJLKUTEIBHOCTh MOTEHIIMAA
JIEMCTBUSI B MUOKAap/ie HeoOXoauMa JiJTsi CHHXPOHM3a-

LMY COKpaIleHWsI MUOKap/a U JUIsl KOHTPOJISI U Orpa-
HUYEHUS cepaeyHoit Bo3oynumoctu [8, 38]. OkoHua-
TeJbHasi opMa cepleyHOro IMoTeHIraga OeUCTBUS
SIBJIICTCS pe3yAbTaTOM TOHKOM KOOpAWHAIIMN MHOTHX
VOHHBIX TTIOTOKOB, aKTUBUPYIOLLIUXCA U UHAKTUBUPY-
IOIIUXCS B pa3Hble (a3bl MoTeHLMaNa aeicTBus [43,
49]. ITocTOSTHHBIM TPAaHCTIOPT MOHOB Yepe3 MeMOpaHy
1 TOHKMIA 6anaHc MeXIy PasIMYHbIMU NOHHBIMU T10-
TOKaMH O00ECIIeYnBaIOTCS PabOTOl MHOTHMX TpaHC-
MeMOpaHHBIX MIOHHBIX KaHaJIoB [§, 38, 56]. Kannesbie
KaHaJIbl, (QOPMUPYIOIINE MCXOMSIINE PETOJISIPU3YIO-
IIFie MOHHBIC TOKH, SIBIISIIOTCS TeTepoTeTpaMepamu,
00pa30BaHHBIMU B Pe3y/IbTaTe B3aMMOICCTBUS O~ 1
B-cyObeauHML, KOAUPYeMbIX pa3HbIMU reHamu [40,
57]. TonbKO B yCITOBUSIX ACCOLUAALIUHA OL- U [3-CyOBenU-
HUII BO3MOXHAa TMOJHOLIEHHAasl paboTa KaJueBOoro Ka-
HaJla, HeOOXOIMMOTO IIJIST TIOAIEepKaHUsS aaecKBaTHOMN
MPOAOJIKUTEIbHOCTU TIOTEHIIMA A AeHUCTBUS MO OT-
HOILIEHUIO K YaCTOTe CEPAECUHBbIX COKpallleHuit [8, 38].
Yetbipe o-CyOBEAMHUIIBI O0OBEAUHEHBI B TeTpaMep-
HYIO CTPYKTYpY, TECHO CBSI3aHHYIO C COOTBETCTBYIO-
muMu B-cyobenuaniamu. CyOobequHUIA o COCTOUT
u3 6 TpaHcMeMOpaHHBIX ToMeHOB (S1—S6). Cyonenu-
HUIIBI OPUECHTUPOBAHBI TAKUM 00pa3oM, YTO 00pa3y-
10T LEHTpaJIbHOE OTBepCcTHE (TOpy) ¢ oOpalieHHbIMU
BHYTPb HOpHI goMeHamu S5 u S6. JIpyrum BaKHbIM
KOMITIOHEHTOM KaJIMEBOTO KaHaJla SIBJISIeTCs MTOTEHIIU -
aJ3aBUCUMBIN YYBCTBUTE/IBHBIN IIEHTP, O0Opa3oBaH-
HbIil nomeHoM S4. Kaxnast TpeTbsi aMUHOKMCIIOTA,
BXOJIA111as1 B COCTaB TOMeHa S4, MOJIOKUTETbHO 3apsi-
JKeHa, 4To obOecrieurBaeT TOMEeHY CyMMapHBIi 010~
KUTEJIbHBIN 3apsia. [1pu aermosspu3aiy TPONCXOIUT
ero TepeMelleHre HapyXy, YTO BbI3bIBAaeT HajbHEii-
mre KoOH(pOopMallMOHHBIE N3MEHEHUS U TIPUBOINT K
OTKPBITUIO «BOPOT» KaHala M ero aktupaiuu. [1pm
3TOM PETUCTPUPYETCST BBIXOMSIINNA KaJTUEBBIA TOK.
Tok, oOpa3yeMbIli JaHHBIM TUIIOM KaHaja, SBISIETCS
TOKOM 3ameljieHHoro BeimpsimiieHus IKs. Makcu-
MaJlbHas aMIUIMTYAa 3TOTO TOKa PETUCTPHpPYETCS B
(¢asy 4 moreHuMasa AeicTBUS. BblaeasioT HECKOIbKO
noakiaccoB B-cyowrenuuuil (Kvpl—Kvp4), konupye-
MBIX Pa3HBIMU TeHaMU. DTU OCJIKM UMEIOT BBICOKYIO
CTEIeHb TOMOJIOTUU Y BHITIOJHSIOT pa3Hble PYHKIIUN
B COCTaBe KaJMEBBbIX KaHaIoB. [erepoTeTpamMepsl Ka-
JINEBBIX KaHAJIOB, OOpa3oBaHHBIC IBYMSI THITAMU
cyobenuuull (o ¥ 3), obianaloT Oosbliel CTaOuIb-
HOCTBIO, YeM KOMIIJIEKChI, 00pa30BaHHBIE TOJIHKO
a-cyobenuaunamu [5]. CyObenuHuIbI o 1 B Kaaue-
BOTO KaHaJia, 00eCIeYMBaIoIEro MeUIEHHbBIA KOMITO-
HEHT TOKa ¢ 3amepkaHHbIM BeIpssmieHueM (1Ks) da-
3bl PErNoJsipu3aliii, OJHOBPEMEHHO MOIepK1BaIO-
IIIEeTo KaJIMEBBIN TOMEOCTa3 B SHAOIMM(E BHYTPEHHE-
ro yxa, kogupytorcs reHaMmu KCNQI v MinK (xkonupy-
emblii reHoM KCNE) cootBeTcTBeHHO [5, 40]. AHa-
JIOTUYHO KaJIMEBBI KaHaJl, 00eCcTeuYnBalOIINi ObICT-
PBINf KOMITOHEHT TOKa ¢ 3aep>KaHHBIM BEITTPSIMIICHU-
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eM (IKr) das3bl penonsipusanmu, odopasyeTcs KOMOU-
Halmel o- u B-cyObeqUHUIl, KOAUPYEMBIX TeHaMU
HERG (Human Ether-a-go-go-Related Gene) u MiRP
(komupyewmbiii TeHom KCNEZ2) COOTBETCTBEHHO |5,
40]. DroT KaHald Takxke oOecIieuMBaeT pa3BUTHUE U
nojiepxanue Gassl pernosipu3alui B MUOKapIe,
MPOSIBJISISI CBOIO MaKCUMAJbHYI0 WHTEHCHUBHOCTb B
da3zp1 2 u 3 moTeHuMana nefcteus [5].

ITo nanabIM M. J. Ackerman u coasr. |3, 4], 60J1b-
IIWHCTBO MYTAlLIMii, OITMCAHHBIX B 3TUX T'eHaX, Mpe-
CTaBJISIOT COO0I MMCCEHC-MYyTalluM, Peaanu3yIoIIe-
cs o Tuny «loss of function» (cHUXXeHUe GYHKINN),
MO0 OKAa3bIBAIOT MOMMHAHT-HETaTUBHBIA 3 QEKT.
TsxecTb TeueHUs1 3a001€BaHUs 3aBUCUT OT BbIpaXKeH-
HOCTH (PYHKIIMOHAIBHON HETOCTATOYHOCTHA MYTaHT-
Horo OeJika. B 3aBUCHUMOCTH OT KOHKPETHOI MyTaluiu
CHIDKCHME YPOBHS KaJMEeBOTO TOKa BapbupyeT. MyTa-
MU, peanusyloiiuecsa mo tumy «loss of function»,
MPUBOMST K CHIKEHMIO MoHHOTO ToKa IKs yepe3 ka-
Han. CreneHb CHUKEHUS (PYHKIIMU 3aBUCUT OT Xa-
pakTepa 3aMeHBbI M 4YWCJIa MYTaHTHBIX CYOBETUHUIIL,
BKJITOYeHHBIX B TeTpamep [57]. ITo manHubiM A. J. Sha-
laby 1 coaBT. (IUT. o [57]), eciu MyTalus MPOSIBIISI-
€T IOMUHAHT-HEeTaTUBHBIN 3G PEKT, TO HATMUNE JaXe
OIHOII MYyTaHTHOW CyOBEAMHMIIBI B COCTaBe KaHajia
MOXET TOTaJIbHO 3a0JI0KMpPOBaTh ero pyHKuuio. B aTom
cJlyJyae MpoITycKaThb MOHBI KaJIusl OyayT TOJbKO KaHa-
JIBI, He coAepXKalllie HA OTHON MyTaHTHOU CyOBeIM-
HUlbl. A Tak Kak IKs-kaHajsl SBISIOTCS TeTpaMepa-
MM, TO Y TE€TEePO3UTOTHBIX TMAIMEHTOB JINIIb OKOJIO
1/16 kaHa0OB OYAYT COCTOSITh U3 CyObEAMHULL TAKOIO
tumna. [Ipu ncciaenoBaHUM 37eKTPODU3NOTOTUIECKUX
CBOMCTB MyTaHTHBIX MOHHBIX KaHAJIOB OBLJIO TTOKa3a-
HO, YTO MyTaluu, 3aTparuBamoiire S4—S6 TOMeHbI
Ocnka, yale SIBISFOTCSI JOMUHAHT-HETraTUBHBIMU, a
MyTaluu, 3atparuBapoinre C-TepMUHAIbHBIA ydac-
TOK MOJIEKYJIbI, IEMOHCTPHUPYIOT, KaK IMPaBWiIO, 3¢-
dekt «loss of function» [9, 12, 24]. B uenom, nomu-
HaHT-HeTaTUBHBIC MyTaIlK OKa3bIBAaIOT 0OJice BBIpa-
JKEHHOE BJIMSHUE Ha YPOBEHb MOHHBIX TOKOB U BbI3bI-
BaroT 00Jice 3HAUMMBIC HapYIICHMS IIPOLIECCOB PEIo-
ngpusamnuu [51].

OcraroyHasi aKTUBHOCTb KaHajla CHUXEHa OT
20—10% npu cunapome Pomano—Yopma (Roma-
no—Ward) 10 TpakTMUYecKu TTOJTHON pPeAyKIIMU TIpU
cunapome xepsemna—Jlanre—Hunbcena (Jervell—
Lange—Nielsen). B aToMm ciiyyae HaGi0gaeTCsl CHU-
JKeHMe KajueBoi mpoBoaumoctu no 10% ot Hop-
MajbHOro ypoBHs. [Ipu 3TOM gaxe TakoW ocTaTod-
HOI aKTMBHOCTHM KaHAJIOB JOCTaTOYHO IJIsS ITOIIEp-
JKaHUS KaJMeBOro roMeocTasa Bo BHYTPEHHEM YyXe U,
cJIeIOBaTeNIbHO, IUISI HOPMaJIbHOTO ciiyXa. TakuMm 00-
pa3oM, pemnoJsipu3alus CepAeYHOro MOTeHIIraaa
JIEACTBUSI SIBJISIETCS TIPOIIECCOM 0oJiee UyBCTBUTEIb-
HBIM K CHMKEHUIO (DYHKIIUM KaHaja, Y4eM TpaHCMeM-
OpaHHBII TpaHCTIOPT MOHOB K+ B MOIYKpPY>KHBIX Ka-

Hanax. OmHako, eciyu y 60JpHOro oba ajiesisi HeCyT
MyTaiuu, ypoBeHb 1Ks mamaer emne HimKe, BIUIOTH 10
HyJIsl. DTO NMPUBOAMUT K HAPYIIEHUIO KaJIMEBOIO To-
MeocTasa B scala media u, Kak cjielcTBUe, BPOXIEH-
HOM IBYXCTOPOHHEN HEMPOCEHCOPHOM TIIYXOTE B CO-
YeTaHUU C XapakTepHbIMU 111 LOTS HapylieHUusIMU
MPOLIECCOB PEIOJISIPU3ALIMY B MUOKap/e MPU CUHAPO-
me JIxxepsena—Jlanre—HunbceHa [2].

Okoio 15% ciydaeB 3a0o0j1eBaHUS OOYCIOBIIEHO
MyTauusMu B rene SCNSA, koaupyloleM o.-cyobeau-
HUIIy HAaTPpMEBOTO KaHaja, SKCIIPECCUPYIOIIErocs B
muokapae [39, 40, 50]. K pa3BUTHIO KIMHUUYECKOTO
denoruna LQT3 IpuBOAAT MyTallU, peaIu3yIoNIe-
cg o Tuiy «gain of function» (Bezzina J. u coaBr.,
1999; Lupoglazoff Y. u coast., 2001). B pe3synsraTe
MyTallUM TaKOro XapakTepa HapyllaeTcs WHaKThBa-
ST HaTPHUEBOTO KaHajla M (DOPMUPYETCs TIePCUCTH -
PYIOLIMI TTO3MHUI HATPUEBBIM TOK, OTCYTCTBYIOLIUM
B HOpMe. [TOCTOSTHHEII MTPUTOK MOHOB Na+ B KJIETKY
MPUBOAMUT K HETOJHOM pernoisipu3aliii MeMOpaHbl U
ee TUTepBO30yTMMOCTH.

WHTepecHO OTMETUTB, YTO MYTAlIMX B JAHHOM Te-
He, peanusyroluecs o tumy «loss of function», Tak-
ke omucaHbl. OTHAKO OHU IIPUBOIST K Pa3BUTUIO
KJIMHUYECKOro (DeHOoTHUNa ABYX APYTUX TOCTaTOYHO
PEIKNX KapOUOJIOTUISCKUX CHHAPOMOB — CHHApPOMA
bpyraga u cunnpoma Jlenerpa (rmoabeM cermeHTta S7,
pucK BHe3amHoit cMept) [6]. CoobilieHre 0 CUMHAPO-
Me bpyraga mosiBunock B 1992 1. [10], korma 6paTbs
P. u J. Brugada onucanu ciayyan BHE3aITHOW CMEpPTHU
Bcaencteue MK B oTcyTCTBUE CTPYKTYPHBIX aHOMA-
JIUi B MUOKapje, coveTalolmecs: ¢ MoabeMOM Cer-
MeHTa ST B MpaBbIX TPYIHBIX OTBEACHUSIX U OJ0KaI0M
npaBoil HOXKM Tyuyka [uca. Kpome Toro, B mocienHee
BpeMs B auTepartype [52] obcyxKmaeTcss BO3MOKHOCTb
CBSI3W MEXIY CUHIPOMOM JIETCKOW BHE3aITHON cMep-
™ (SIDS) un mytanusamu B reHe SCN5A, Tak Kak Impu
ucciaegoBaHuu reHa SCNS5A y pedbeHka [4], KoTopomy
postmortem OBLT TocTaBieH auarHo3 SIDS, Obura
uIeHTUdUIIMpoBaHa MUcceHc-MyTalusa S94IN. My-
TaIluX B 3TOM T'eHe OBLIM OOHAPYKEHBI U TP HEKOTO-
DPBIX HapyIIEHUSIX CepAeYHON MPOBOAUMOCTH. Takoe
MHOrooopasue KIMHUYecKuX 3GhGHEKTOB 3aCTaBseT
MPEAnoN0OXUTh, UTo ydyactue reHa SCNSA B popmu-
POBaHUM KIIMHUIECKOM KapTUHBI, TCUCHUS U TIPOTHO-
3a HapyIICHWI CepIeYHOTO PMTMA M MPOBOINMOCTH
0oJblle, YeM cuuTanoch paHee [49, 50].

B HacTos11Ie€ BpeMsT cyMMapHasi 4acToTa CMHIPO-
Ma JIOCTaTOYHO CTabWIbHA, TaK KaK pa3Hble aBTOPBHI,
OLICHMBABIINE €TI0 BCTPEUYAEMOCTh B Pa3HBIX perMOHAX
MHpa, TIPENCTaBISIIOT cXofHble aaHHbie (1:7000 —
1:5000 nacenenust) (Abbot G. W., 1999; Berul C. 1.,
2000) ¢ nenerpaHTHOCTHIO 0,9 (Berger u coast., 1999),
YTO, BEPOSITHEE BCETO, CBSI3aHO C pacIIUPEHUEM 1A~
THOCTUYECKHX BO3MOXKHOCTEH NJi JaHHOTO 3a0oJie-
BaHus [15, 19, 44].
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IMATOTEHETUYECKUE MEXAHN3MbI
IMPUOBPETEHHOI'O CUHIPOMA
YIJINMHEHHOI'O NTHTEPBAJIA QT

[TepBoHAYaTLHO TPEITIOKEHHOE U ITUTEJBLHO CY-
IIECTBYIOIIEe MHEHHE O TOM, UYTO MPUOOPETCHHBIM
(JTeKapCTBEHHO-MHAYIIMPOBAHHBIN, BTOPUYHBII) CUH-
IpOM yIIMHEHHOro MHTepBasa Q7T Takke CJemyer
CUYNTATh BAPUAHTOM HapyIIeHUST (PYHKIIMOHUPOBAHMUS
MOHHBIX KaHAJIOB, TOJbKO BBEI3BAHHBIM HE BPOKICH-
Hoit myTtanueit [20], a Bo3neiicTBUEM BK30T€HHBIX U
SHIOTeHHBIX IIPUYNH, B HACTOSIIEE BpeMsI HYKIaeTCs
B HEKOTOPOM IlepeocMbicieHuM. HegaBHO TTpoBeaeH-
HbIe HCCIICAOBAHUS OOHAPYXWMIN TEHETUYECKYIO OC-
HOBY MPUOOPETEeHHOTO BapuaHTa cuHapoma [15, 23].
YeTKO pa3rpaHMUUTh BPOXICHHBIA M TIPUOOpPETCH-
HBI BapMaHTBhl HE TPEICTaBIsSIeTCS] BO3MOXHBIM 0e3
YIIyOJIEHHOTO TEHETUYEeCKOTO 00C/Ie0BaHMs, II0-
CKOJIBKY OHU MMEIOT PSII OOIIMX YepT: YBEIWUCHUE
nucriepcun uHrepBasiia Q7, CHUKeHUE CUMITaTU4ecC-
KOl aKTUBaIlM1, M3MEHEHNE MOP(DOIOTUN BOJHEI 1 1
Jlake MyTallid TeHOB, KOAMPYIOIIMX OCJIKW TpaHC-
MeMOpaHHBIX MOHHBIX KaHaIoB. CyIlIecTByeT MHEHHE,
YTO MPUOOPETEHHBIN BapUaHT SIBJSETCS JUILb CTep-
TBIM MTPOSIBJIEHUEM BPOXIEHHOro cuHapoMma [11].

OmHako MTHOPUPOBATh TECHYIO acCOLIMALIUIO YII-
muHeHus uHtepBaia Q7 ¢ MprueMoM HEKOTOPBIX Jie-
KapCTBEHHBIX MMpernapaToB, a TakXkKe ¢ PsSIIoM MeTa0o-
JIMYECKUX HAPYIIEHWI U pa3IMYHBIMUA 3a00JIeBaHUSI-
MM, HE MPEACTaBISIeTCS BOSMOXHBIM. B ¢BsI3M ¢ BO3-
pacTalonMMu o0beMaMU TIOTPeOJIEHUST JIEKapCTB B
YCIIOBUSIX MaJIOii MH(POPMUPOBAHHOCTU HACEJICHUS O
BO3MOXHOW KapAMOTOKCUYHOCTHM IIperiapaToB pas-
HBIX (DapMaKoTeparneBTUISCKUX TPYII, JIECKAPCTBEH-
HO-UHAYLUMPOBaHHbIE MOJUMOPMHbIE KeTyT0UKOBBIE
TaxXuKapIUy TIPUOOPETAIOT MACIITa0bI CEPhE3HOI Me-
TUIMHCKOM mpobsemsl [3, 7, 9, 18]. beul mpenyioxeH
perucTp JIeKapCTBEHHBIX IIperapaToB, aCCOLMUPO-
BaHHBIX C yaJuHeHreM MHTepBaia Q7, KOTOPHIi MO~
CTOSTHHO TIoTIoyiHsieTcst. K cambiM pacripocTpaHeH-
HBIM U3 3TOr0 CIHCKAa MPUHUMAEMbIM JIEKAPCTBEH-
HBIM CPEICTBAM OTHOCSITCSI aHTUAPUTMUYECKHE TIpe-
rmapathl, TakKue, KaK XUHUIWMH, HOBOKAaMHAMMUI, TUJTY-
pUTMaJ, TUI0KauH, PUTMOHOPM, COTaJION, KOPAApOH,
CepAeYHO-COCYIUCThIE CpeacTBa (agpeHaluH, 3dem-
PUMH, KABUHTOH), HEKOTOPbIe aHTUOUOTUKHU (IPUTPO-
MWIINH, 0AKTPUM, a3UTPOMULIMH W IIp.), aHTUTUCTA-
MUHHBIE MpernapaTthl (Halo(paHTpUH), a TakKKe HeKO-
TOpbIE HEMPONENTUKY, aHTUAETIPECCAHTBI, TUYPETH-
KU (apudoH), TPOTUBOIPUOKOBBIE CpeACcTBa ((PIIOKO-
Ha3o’1 u ap.). K 3a0osieBaHUSIM U KIMHUYECKUM CO-
CTOSIHUSIM, Ha (hOHE KOTOPBIX BCTpedaeTcs YIJIuHE-
Hue uHTepBana Q7, OTHOCITCSI TUITOTEPMUS, THITOKA-
JINeMUSI, TUTTOMarHUEMUSI, TUTIOKAIbLIMEMUSI, XPOHU-
YECKUI aJKOTOJM3M, TUTIOTUPEO3, cybapaxHOUIab-
HbIe KPOBOU3IUSHUSI, HAPYIIICHHUSI MO3TOBOI'O KPOBO-
oOpalleHusI, OIyX0JIM MO3ra, TeraTUT, OcTpast UIle-

MU MHUOKapAa, MUOKAPIUTHI, KapIMOMUOIIaTHH,
[IpOoJIaliC MUTPAJIIBHOIO KJamaHa, (heoXpOMOLIMTOMA,
caxapHbIit nuaodet, cuapom Kona [15, 19, 23].

KIIMHUKO-DJEKTPOKAPINOT PAGMYECKASA
BAPUABEJ/IBHOCTb CUH/IPOMA
YAJINMHEHHOI'O NTHTEPBAJIA QT

LOTS — nacnencrBeHHoe 3a0ojieBaHUE, XapaKTe-
pu3yoleecs TUIMTMIYHBIMI KIMHUKO-3JIEKTPOKAPINO-
rpacuyecKUMU MPOSIBCHUSIMU B BUIE YIIMHEHUS
uHTepBasia QT Ha ctangapTHoilt OKI 1 mpuCTyIoB mo-
Tepu CO3HAHMsS, BBI3BAHHBIX 3JI0KAY€CTBEHHBIMU
aputMusmMu. HemocrarouHas mH(GOPMUPOBAHHOCTh
MearaTpoB, TEPAIIeBTOB M HEBPOIIATOJIOTOB O JaHHOM
3a00JICBAaHNY HEPEIKO MPUBOIUT K TParmdecKuM Mc-
X0JlaM — BHe3aItHoi cMepTH 00bHBIX ¢ LOTS. Han-
0oJiee YaCTO MMEET MECTO TUIEePAMarHOCTUKA SIUIeT-
CHH BCJICICTBUC KIIMHUUYECKON CXOXECTH CMHKOITAJb-
HBIX COCTOSIHUI, KOTOPbIE HEBEPHO MHTEPIPETUPYIOT
KaK KJIACCMYECKUE SIUICTITUICCKIE TIPUCTYITHL.

K caMbIM IpKUM KJIMHUYECKUM MPOSIBICHUSIM 00~
JIE3HU, B OOJIBIITMHCTBE CJTy4aeB SIBJISTIOIIUMCS TIEPBO-
MPUYMHON oOpallleHus K Bpady, CJAeAyeT OTHECTH
TIPUCTYITEI TOTEPY CO3HAHUS, WA CUHKOTIIE, KOTOPKIE
o0ycioBieHbl cneunduunoii mast LOTS Xu3Heyrpo-
Karoieit nmoaumopdHoit KT, uzBecTHOI Kak «tor-
sades de pointes», nau ®XK. C moMoIpo 3J1eKTpo-
Kapauorpauieckux MeToI0B UCCIeI0BaHUs Han0o-
Jiee 9acTo B IEpUOM IIPUCTYIA PETUCTPUPYETCS 0CO-
0as dopma KT ¢ XxaoTUUeCKUM U3MEHEHUEM DJICKT-
PHUYECKOM OCU SKTOMMICCKUX KOMITJICKCOB. DTa Bepe-
TeHooOpa3Hasl KeIylIo4YKoBasi TaXvMKapaus, Mepexo-
nsamrast B @2K m ocTaHOBKY cephma, OblIa BIEPBEIC
onucana B 1966 . FE. Dessertene y 6os1bH0r0 ¢ LQTS BO
BpeMsI CUHKOIIE, KOTOPHIN Tall ¢if Ha3BaHUE «ITHPYIT»
(«torsades de pointes»). OQHUM M3 OCHOBHBIX MeXa-
HU3MOB, HETIOCPEICTBEHHO MPEIIIECTBYIONINX 3aITyC-
Ky daTtaspHOI apUTMUM, SIBISICTCSI TaK Ha3bIBacMast
short—long—short (SLS) mocienoBaTesbHOCTb (IO-
CJIOBHO B II€PEBOE — «KOPOTKUI—IJIMHHBIIA—KOPOT-
KUil»), win beHOMEH «KacKana». B ocHoBe ki1accuye-
cKoif SLS-T1ocenoBaTeTbHOCTH JICKUT YepeIOBaHIE
BHE3aITHOTO YKOPOYEHMSI PUTMa BCJIEACTBME CyIpa-
BEHTPUKYJISIPHOUM 3KCTpacucToibl (short), mocTaker-
pacuctoandeckoii nay3nl (long) 1 MMOBTOPHOI XeJly-
JIOYKOBOI 9KcTpacucToibl (short), mocse KoTopoii 3a-
MycKaeTcsl TaxuKapIaus <«IIUPydT». 3a4acTyio Iapo-
KCH3MBI HOCIT KPaTKOBPEMEHHEBIN XapaKTep, OOBITHO
3aKaHYMBAIOTCS CIIOHTAHHO U J1a’ke MOTYT HE OIIly-
mathbest. OMHAKO UMEETCS TeHACHIIUS K TTOBTOPEHUIO
B Oymkaiiiiee BpeMsl apUTMUISCKUX ITM3010B, KOTO-
pBle MOTYT BbI3BaTh OOMOPOK M CMEPTh.

B nutepatype oTMedaeTcst cTabMIbHAS CBSI3b IIPO-
BOLIMPYIOIIUX (DAKTOPOB C CMHKOMAJIbHBIMU 3IU30-
namu [2, 15]. Ipu ananuze $hakTopoB, MPOBOLUPYIO-
LIMX CUHKOIIE, YCTAHOBJIEHO, UTO NMpakTtudecku y 40%
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GOJIbHBIX CUHKOMAJIbHBIC COCTOSTHUSI PETUCTPUPYIOT-
¢ Ha (OHE CUIBHOTO 3MOIIMOHAIBHOTO BO30YXKIC-
Hus (rHeB, ctpax). [IpumepHo B 50% ciaydaeB mpu-
CTYITBI TIPOBOIIMPYIOTCS (PU3NUECKOM HATPY3KOM (MC-
Kitoyasi TiaBanue), y 20% — nnaBaHuem, B 15% ciy-
YaeB OHUW TIPOUCXOMSIT BO BpeMsl MPOOYXKIEHUS OT
HOYHOTO CHa, B 5% cilyyaeB — KaK peakiusi Ha pe3Kue
3BYKOBBIE pa3ipaxkuTesin (Tesie(poHHBIN 3BOHOK, 3BO-
HOK B IBepb U 1p.). B cirydae conpoBoXkIeHUsI CHHKO-
e Cy/lloporaMu TOHUKO-KJIOHWYECKOTO Xapakrepa ¢
HETPOM3BOJIbLHBIM MOUYEHCITYyCKAaHNEM, MHOTIA — Je-
dexanueit, nuddepeHIUATBHBIA AUATHO3 MEXIY
CHHKOITAJTbHBIM COCTOSTHMEM C CYTOPOKHBIM KOMIIO-
HEHTOM U OOJIbIIUM SMUICTITUYECKUM TPUNATKOM
3aTPYIHSICTCS BCICACTBHE CXOXECTH KIMHWYICCKUX
nposiBaeHuii. OnHaKoO BHUMATEJbHOE M3yYeHME 03~
BOJIUT OOHAPYXWUTh CYIIECTBCHHBIC OTIMIMS ITOCTIC-
MPUCTYITHOTO Tieproaa y 6oabHbIX ¢ LOTS — ObIcTpoe
BOCCTaHOBJICHUE CO3HAHUS W XOPOIIIasi CTETIEHb OpU-
eHTaIMK 0e3 aMHECTUYECKUX HapyIIeHUI U COHJIM-
BOCTH MocJjie okoHyaHus nipuctyna. s LOTS He xa-
paKTepHbl TUMTUYHBIC 1JIsI OONBHBIX dMUICTICUEH U3-
MeHeHUsT JUIHOCTU. OCHOBHBIM OTJIUYMTEIHHBIM
npu3HakoM LQTS ciemyeT cduTaTh CBSA3b C YCTAHOB-
JIEHHBIMU TIPOBOLIMPYIOIIMMU (haKTOpaMu, a TakKxkKe
TPEICUHKOITATbHBIC COCTOSTHUS.

Ha ocHoBaHuM uccAeaOBaHUUN KIMHUYECKUX
MIPOSIBJICHUI CUHIPOMA, a UMEHHO COIPSKEHHOCTH
CUHKoOTle M ymiuHeHus uHTepBana Q7 Ha DKI,
M. A. llIkonbHUKOBa [2] pemasioxXuaa BbIIEIATh Ye-
ThIpE Pa3IMYHBIX KIMHUYECKUX BapuaHTa TCUCHUS:
cMHKoOTe Ha (hoHe yTuHeHus uHTepBaia Q 7T, u3oau-
poBaHHOE yIMHEeHUe uHTepBaiza Q7T 0e3 CMHKOIe B
aHaMHe3e, CUHKOTIE B OTCYTCTBUE YUIMHEHUSI UHTEP-
Bama QT, a TaKKe CKpHITOE, JAaTCHTHOE TCUCHHUE —
CHMHKOIIe 1 YIJIMHeHUe nHTepBaia QT He perucTpupy-
forcs. [locnemHuii BapyMaHT IIpeATIoiaracT HaJddue
BbIcOKOTO pucka cuHkorne u BCC B oTcyTcTBUE (be-
HOTUITMYECKNX ITPOSIBIICHUI 3a00JIeBaHNUS.

DnekTpokapauorpaduss uMeeT Hepeako OoIpeae-
JISTIOIee 3HaYeHUE B TMAarHOCTUKE OCHOBHBIX KIIMHU-
YecKMX BapUAHTOB CUHAPOMA. YBEJIUUYEHUE MPOAOT-
KUTEJbHOCTU uHTepBana QT 6osee yuem Ha 50 Mc 1o
OTHOIIEHUIO K HOPMaJIbHBIM 3HaUCHUSM JUIsSI TaHHOM
yacToThl cepaeuHbix cokpaineHuit (HCC) momxHO
HACTOPOXUTh HCCICIOBATENISI B IUIaHE MCKITIOUSHUS
LOTS [19]. KoppurupoBanHusiit untrepsan QT (Q7Tc),
paccuutaHHbIi o gpopmyiie baszerra (QTe=QT/VRR),
TakKe JOCTOBEPHO BHIIIE Y OOJILHBIX ¢ CHHKOTIE. 3Have-
Husg QTc t 440 MC CBUIETENLCTBYIOT B TIOJIB3Y JMAarHO3a
cuHIpoma yminHeHHoro umHTepBaia Q7. Uupexc QT
(OTI) — onna u3 60see HOBBIX (POPMYIT, pa3pabOTaHHBIX
JUISI TOTO, YTOOBI MIPEOI0JIETh HEJOCTAaTKM, CBONCTBEH-
Hble hopmyite bazerra. QTI=QTx(YCC+100)/656 [13].
ITomumo cobcTBeHHO ymiauMHeHus1 uHtepBana Q7
OKI no3BoJisieT BBISIBUTh U IPYTUe MPU3HAKU DJIEKT-

PUYECKOM HEeCTaOMJIBHOCTM MMOKapjaa, Takue, Kak
anmpTepHanns 3yoma 7, yBeIWdeHHe TUCTICPCUU WH-
tepBaia Q7, a TakKe COITYTCTBYIOLIME HapyILICHUS
pUTMa ¥ TIpOBOAMMOCTHU. B ricciaemoBaTeIbeKnx padbo-
Tax W. Zareba, A. J. Moss, P. J. Schwartz u apyrux aB-
topos [19, 20, 29, 37, 56] GbLIO MOKA3aHO, YTO MOBbI-
meHHbIN puck passutust KT accouuupyercs He
TOJIBKO C YBEJIMUEHHMEM IPOIOJIKUTEIIBHOCTU (ha3bl
penonsipusanuu (mokasareau Q7, QTc, oTpaxarome
MPOAOJIKUTEBHOCTD Tpoliecca pernojsapu3aluu B
MHOKap/e), HO U C YBeJIMUYCHUEM JUCIIEPCUU UHTEP-
Bana QT (QTd), onpenensieMoli Kak pa3HOCTb MaKCH-
MaJIbHOTO M MUHUMAJIBHOTO 3HAYeHMII WHTepBasia
QT, U3MepeHHOTr0 B KaXXa0M U3 12 OTBeAeHUII B Teue-
HHUE OTHOTO cepAcuyHoro Iukia. Camas BBICOKas Ba-
puabenbHocTh (Q7d=150—250 mc) HaOmomaeTcsa y
OOJIBHBIX C CUHKONAIBHOI (POPMOIA, YTO CBUAETEITb-
CTBYET O BbIPaXKEHHOM HEOTHOPOIHOCTU (HETOMOI'€H -
HOCTH) TIpoIiecca PErosipu3alu 1 TOTOBHOCTH MUO-
Kapaa K apuTMoreHesy. BaxkHa Takske OlleHKa 4acTo-
Tl CUHYCOBOTO PUTMa, TaK Kak y 00JbHbIX ¢ LOTS,
KaK MpaBUJIo0, OTMEUYAeTCsI TEHACHIIUS K OpanuKapauu
10 Mepe MPOrpeccUpoBaHUsI 3a00JI€BAHUS, YTO SIBJISI-
eTCsl OMHUM M3 BaXXHBIX IMPOTHOCTUYCCKUX KPUTEPH-
eB. PuruaHasi cuHycoBas Opagukapausi coueTaeTcs ¢
YMEHbIIIEHMEM Baro3aBUCUMBIX R—R may3, o0yciaoB-
JICHHBIX acTeHM3allMell MapacUMIIaTUYeCKOro 3BeHa
perynsiuu putMma cepaia [48].

XoaTepoBckoe MoHUTOpupoBaHUe (XM) Mo3Bo-
JISIET YCTAaHOBUTH 3HAYEHMS] MAaKCUMAJILHOM TTPOJIOJI-
KUTeAbHOCTU uHTepBaia Q7. JIaHHBII MeTOJ TakxKe
BBISIBJISIET Y 00JIbHBIX ¢ LO TS cTeneHb Opaaukapanu u
LIMPKaIHON BaprabeIbHOCTA PUTMa Ceplla, aabTep-
Hauuio 3youa 7, >KeJyaouKoBble apuTMUU, Hapylle-
Hus ipoBonuMocTH [17]. OTMeuaeTcs mapamoKcaib-
HOE CHIKEHME BCeX ITapaMeTpOB BPEMEHHOTO aHaJIH -
3a BapraOeJTbHOCTH pUTMAa Ha (hOHE PUTUIHON CUHY-
COBOI OpaauKapIuu, YTO CBUIETEILCTBYET O CIELU-
(UIHOCTH BETeTaTUBHOTO MOPaKEeHMS C IIPU3HAKAMM
BETeTaTUBHOM [JE€HEpBALUM CEPALA NMPU CUHKOIAJb-
Hoii dopme LQTS [2, 48]. PurnmHoCTh IMPKATHOTO
pUTMa CO CHIXXEHHEM ILMPKATHOIO MHICKCAa MEHee
1,2 xapakTepHa sl OOJBHBIX C HauOoJsiee TSXKEJIOu
CUHKOTIAJIbHOM (popMOIi 3a00IeBaHUS C TIPOTrPeCcCH-
PYIOIINM TIOpaXKeHWEM BaroCUMITaTUIECKOW PeTyJIsi-
UM, YTO KJIMHUYECKH aCCOLMUPYETCS C BBICOKHUM
PUCKOM pPa3BUTHS KMU3HEYTPOXKAIOIIMX apUTMUN U
BCC. Iloka3zano [38, 56], yro ansrepHaums 3youa 7’
yalie perucTpupyeTcsl B YTpeHHUE Yachl, U BO BpeMs
ee BO3HUKHOBCHHUS HapylIaeTCs CUHXPOHM3AIIUSI
mexay 6azoBoit YCC u guHoi QT-uHTepBana, yBe-
JIMIMBaeTCsl BapraOebHOCTh MHTepBaia Q7, 4TO B
LIEJIOM OTPaXaeT BBICOKUI YPOBEHb SJEKTPUYECKOU
HecTabwibHOCTH MMOKapaa. Pesynsratel XM moka-
3bIBAIOT, YTO y 00bHBIX ¢ LOT1, mopaxkeHueM Kaiane-
BBIX KaHAJIOB KapIMOMUOLIMTA (C MyTallUSIMU B TE€HE
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KVLQTI na 11-i1 xpoMocome) MpoaOKUTEIbHOCTh
nHTtepBana QT ymenbinaetcs npu Hapactanuu YCC,
B TO BpeMsI KaK IpY MOpakeHUH HATPUEBBIX KaHAIOB
(mytanus B rene SCN5A Ha 3-11 xpoMocome), Ha00o0-
poT, — yBennuuBaercs [25].

Jlnst nocranoBku auarHosa P. J. Schwartz B 1985 1.
MPEUIOKUI TIPUMEHSITh OOJIbIINE U MaJIble TUArHOC-
THYecKkne Kputepun. K OOJBIINM KPUTEPUSIM OTHE-
CEeHBI: YIUIMHEHHE KOPPUTHMPOBAHHOTO WMHTEpBasia
QTc 6onee 440 mc Ha OKI mokosi, cMHKOME, clydyau
BBISIBJICHMST yIIuHeHnsT nHTepBaia QT B cembe. Cpe-
I MaJIbIX KPUTEPUEB — BPOKICHHAS TJIyXOTa, allb-
TepHamus 3y6ia 7, HM3Kas 4acToTa CepHeYHBIX CO-
KpalleHUl M HapylleHue Mpoliecca penosspusaiiu
MHoOKapa KeaymoukoB. LQTS mruarHOCTHpyeTCs TIpU
HAJIMYMKU ABYX OOJIBIIMX WM OJHOIO OOJIBIIOIO U
IBYX MaJlbIX KputepreB. CBoil MOAXOM K ITOCTAHOBKE
nuarHosa Obl1 BugousMeHeH P. J. Schwartz B 1993 .
CornacHoO TUarHOCTUYECKOM cxeme, B KOTOPOM Kax-
IIBI KPUTEPHUil OLIeHEH B Oayljlax, BEPOSITHOCTh HAJIM-
4yys CUHAPOMA Yy MalieHTa, HabpaBilero MeHee 2 o6aJ-
JIOB, HU3Kas, OT 2 10 3 OalljloB — cpelHsst U Ooliee
4 6an0B — Bbicokas (cM. Tabj.). HecMoTpst Ha cliox-
HOCTH, CBS3aHHBIC C OOJIBIIIMM YHMCJIOM NPU3HAKOB,
CYMTAETCsI, YTO IMATHOCTUKA CUHApOMa 00JierdyaeTcs,
0COOEHHO B COMHUTEJIBHBIX CITyJasIX.

XOTSI JOCTUTHYThI BHYIIUTEIbHBIC YCIIEXU B TTOHU-
MaHUU 3a00JIeBaHNSI, B HAllleM 3HAHUU OCTAIOTCS BaXK-
HbIE TTPOOeIIbl U crycTs mouTu 40 JIeT rmocjie ero nepBo-
HavyaJIbHOTO OIMCAHUSI, €CTECTBEHHOE TeUCHUE CUHII-
poMa ocTaeTcsl He TTOJIHOCThIO OXapaKTepPU30BaHHBIM.
DTN MpoOesbl B 3HAHMUSIX B 3HAYUTEIBHOM CTEIICHM
00BICHSIOTCS peaKocThio LO TS, BO3MOXKHOCTBIO TeUe-
HUST 3a00JICBAHUS C IJTUTSIIBHBIMU MEKITPUCTYITHBIMKA
MeproJaMM, a Takke no3gHeit maHudecrauneit. He-

MoaudunupoBaHHbie TUATHOCTHYECKHE KPUTEPUN
CHHIPOMA YIJIMHEHHOTO uHTepBana QT
(Schwartz P. J., 1993)

HI/IaFHOCTI/I‘IeCKI/Ie KPpUTEpUU | banb

DnekTpokapauorpapuyeckue

1) koppurupoBaHHas BeJInunHa uHTepBana Q7T
6omee 480 mc 3
460—470 Mc (Y XKESHIITH) 2
450 Mc (y My>K4MH) 1

2) KT tuna «nupyat» 2

3) ansrepHauus 3youa 7’ 1

4) 3a3yOpeHHblii 3y0ell 7' B Tpex OTBEACHUSX 1

5) Opanukapaust HIKe BO3PaCTHOW HOPMBI 0

Knunanueckne
1) cuHKOMaIbHBIE COCTOSIHUS:
CBSI3aHHbBIE CO CTPECCOM 2
He CBSI3aHHBIE CO CTPECCOM 1
2) BpoXIeHHasI IIyxoTa 0

HacneacrBeHHOCTD
1) moxa3aHHBII y KOro-a100 13 YWIeHOB
cembu CYU QT 1
2) BHe3armmHas cepiedyHasi CMepTh B BO3pacTe
1o 30 net cpeau OaMKalIIMX poacTBeHHUKoB 0,5

CMOTpPSI Ha HaJM4Ke ONpPENe/IEHHBIX KIMHUKO-3JIeKT-
pokaprrorpapuIecKnx KpUTeprueB 3a00Je¢BaHUS, T0-
cTroBepHasl nuarHoctuka LOTS B OTCYTCTBUE BO3MOX-
HOCTU TIPOBEICHUSI MOJIEKYJISIPHO-TEHETUIECKNX HC-
cJieOBaHUH 10 HACTOSIIIET0 BpEMEHM MPEeACTaBIIsIeTCS
3aTPYTHUTEIBHOM. DTO CBSI3aHO C BO3MOXHOCTEIO Oec-
CUMIITOMHOTO Te4YeHHUs1 3abosieBaHUSI (OTCYTCTBUE
cuHkore, Q7c meHee 440 mc Ha DKI mokosi) U BbICO-
kM puckoMm BCC nipu mepBoM CUHKOTIATLHOM 3ITU30-
ne. [TpuomusutensHo 37 % moneii ¢ derornniom LOT1,
54% c denorunom LOT2 u 82% c dbenorunom LOT3
ocTatoTcsl 6eccuMmnToMHbIMU [19]. Toabko HemaBHO
MBI CTaJIM TIOJTHOCTHIO OCBEIOMJICHBI O BO3MOXKHOCTH
HETOJHOW MEHEHTPAHTHOCTU MYTalMi, MPUBOISILIUX
Kk LOTS, nexarteit B oCHOBe O6CCMMIITOMHOTO Hadaia
1 HOpMaJibHOI TiponokutenbHoct Q7T Ha DK [30].
Oco6eHHO BaXHO TO, U4TO Y 6% 4IeHOB CEMbU ITPOOAH-
Ja, Hecymero Myraimuio B reHe LQTS, KoTopble He
MMEIOT TUITMYHBIX KIIMHUKO-3JIEKTpoKapauorpadmyae-
CKHX CHMIITOMOB M CUMTAIOTCS MPAKTUYECKM 3I0PO-
BbIMHU, cymiecTByeT puck BCC. MonekyasipHoe TeHOo-
TUIIMPOBAHUE YJIEHOB CEMbHU IpoOaHAa HEOOXOAUMO,
YTOOBI MACHTU(UIINPOBATH OECCUMIITOMHBIX HOCUTE-
neit mytaumit B reHax LQTS. YuuteiBasi Bapuabeib-
HOCTB (heHOTHIIa, KOTOPast OTPeIe/IsICTCS CYIIEeCTBOBA-
HHEM Pa3IMYHBIX TCHETMUECKUX TUITOB CHHIPOMA, BO-
MPOChl KIMHWYECKOW MHTEpIIpeTallud B ClIydyasix He-
BO3MOXXHOCTU NpuberHyTh K nomoiuu JJHK-auarnoc-
TUKU OCTAIOTCSI OMHUMU U3 aKTYyaJIbHBIX.

Koppensuusa ¢peHoTHIHYECKOIi BApHAOEIbHOCTH U
reHeTHYECKOi reTeporeHHOCTH HA OCHOBE MOJIEKYJISIPHO -
TeHEeTHYECKUX METOJ0B JUATHOCTUKH

Cpeny KIMHUYECKUX TPOSIBICHUI 3a0oJieBaHUs,
XapaKTEepU3YIOIINXCSI BBIPaXKEHHBIM ITOJIMMOPPU3-
MOM, OOYCJIOBJIEHHBIM T€T€POr€HHON T'€HEeTUYECKOM
3TUOJIOTHUEH, OMHOBPEMEHHO IPOCIEKUBACTCSI OTpe-
JeJeHHasl CXOXKEeCTh, HAa OCHOBAaHMH 4ero ObLIa Tpe-
MPUHSTA TONBITKA BBIICICHUS (PEHOTUITMUECKUX OT-
JIMYUA OTHEJBbHBIX TeHeTMYEeCKNX BapuaHTOB. Ilocie
BHEIPEHUS B KITMHUYECKYIO KapAUOJOIMI0 COBPEMEH -
HBIX MOJICKYJISIPHO-TEHETUISCKIX METOIOB MCCIIEIO-
BaHUS TUarHOCTUYECKUE BO3ZMOXHOCTU 3HAYUTEIbHO
PACIIMPIIIACH, YTO TTO3BOJIMJIO, OIMMPAsICh Ha Pe3yiib-
TaThl KOMILIEKCHBIX KJIMHUKO-TEHETUYECKUX UCCIIe-
MOBAaHWI, YCTAHOBUTH ITPOBOLMPYIOIINE (DAKTOPBI 1
cneunduueckne DKI-marTepHbl penoispu3aluu 1ist
Pa3IUIHBIX MOJIEKYJISIPHO-TeHETUUECKUX BapUaHTOB
cuHapoMa. IlokazaHo, 4To hu3nyeckas U IMCUX03IMO-
LIMOHAJIbHAsI HAarpy3KW — HauboJiee YacThle TPUIMHBI
Pa3BUTHS aPUTMOTEHHBIX CUHKOMAIBHBIX COCTOSHUIA
y nammeHToB ¢ LOT1 [43, 49]. Puck cuHkorne, BHe3arn-
HOI CMepTH B TTIOKOE WJIM BO BPEeMS CHA 3HAYUTEIHHO
BhbILIE Y ManeHToB ¢ LOT3, a nnst nauueHtoB ¢ LOT2
HamboJiee XapaKTePHBIM TPUTTEPHBIM (DAKTOPOM SIB-
JISIETCS PEe3KUii 3BYKOBOM pasapaxureis [36, 46, 53].
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[Mpu6nusutenbHo 80% nalMeHTOB UMEIOT OTJIM-
YUTEJbHbIE 0COOEHHOCTU Mopdosiornu 3yomna 7,
CBOMCTBeHHbIE UX reHoTuIly [44]. B 1995 1. A. J. Moss
1 COaBT. [22] TIpeICTaBIIIM TIEPBOE CBUIETEIBCTBO Te-
HETUYECKOTO NeTePMUHUPOBAHUS (DEHOTUIIMUECKUX
0COOCHHOCTEH KapAMaIbHBIX PACCTPOMCTB Y MaIllMCH-
TOB, Hecylux Mytaiuu B reHax LOTS. B cBoeii ctaTbe
OHU TTOKa3aJlM OpPUTUMHATbHBIE OTINYUS B MOP(OJIO-
TMU BOJIHBI 1 TIEPBBIX TPEX MOJICKYISIPHO-TEHETUYEC-
KUX BapUAHTOB CUHApoMa. Y maiueHToB ¢ LOT2 6bu1
BBISIBJICH XapaKTePHBIN 3JIeKTpOKapauorpachuiecKuii
MaTTEPH: HU3KOAMIUITUTYIHBINA, pPa3IBOCHHBIA WIIN
nByxdasHbiit 3yoelr 7, HauboJjiee BbIpaXKEHHBIN B Jie-
BBbIX I'PYAHBIX oTBeAeHUsIX. MyTtauuu B reHe LOT1 de-
HOTHITMYECKN TIPOSIBISTIOTCS m3MeHeHUsMu DKI B
Bujae 7-3y0lia ¢ IIMPOKKMM OCHOBaHUEM. B pesynbraTe
MyTtanuu B reHe LQT3 Ha DKI BBISBISETCS MTO3THO-
NosiBIIsToIIuiics (oTnajaeHHbIi) 3yoelr 7. B HacTosiee
BpeMSI TIPOJIOJIKAIOTCS] UCCIISI0OBAHMS TIO BBISIBJICHUIO
xapakTtepHoii Mopgoaoruu 3youa 7w T+U npu pas-
JIMYHBIX FreHeTu4Yeckux BapraHtax LQTS [58]. I1o naH-
HeIM L. Zhang un coaBT. [59], KoTOpbIe MACHTUDUIIN-
poBasiv 00pa3ibl BOJHBI ST— T, XapaKTepHbIe U3MEHe-
HMSI PEIOISIPU3ALIMKY UMENIA YyBCTBUTEIbHOCTD 61, 62
n 33% n cneunduaHocth 71, 87 n 98% 1t uneHTH-
dukatym LOT1, LOT2 u LQT3 cOOTBETCTBEHHO.

M3-3a peakoil BCTpeyaeMOCTH U OrpaHUYEHHOTO
gpcia ceMeit ¢ LOT4, 0 KOTOPBIX NMEIOTCS COOOIIIe-
HUS B Hacrtosiiiee Bpems [34, 44], puck pa3BuTUS
BCC u xapakTtepHble (peHOTUNMUYECKUE MPOSBICHUS
TOYHO He yCTaHOBJIeHBI. MIMelotrecst onucanus ¢e-
HOTHUIIA TIOKa3bIBAIOT HOpMasibHbie 3HaueHust Q7c,
OIHaAKO OoJbIlIMe BOJHBI U, BBISIBICHHBIC Y TUX Ia-
LIMEHTOB, MOTYT YCJIOXXHUTh TOYHOE M3MEPEHUE TTPO-
TOJDKUTEeNIbHOCTH nHTepBaia Q7 u BeranucieHus Q7c.
®enorun LOT4 otanyaeTcs npeacepaIHbIMU apUTMK-
SIMM, 3HAUMTEJIPHO BBIPAXKEHHOI CHMHYCOBOI Opamm-
Kapauei u pudbpusiuneit npencepauit [34].

[IpenBapuTeTbHEIN aHATN3 3JCKTPOKAPIUIOTPAMM
npobaHaa, paBHO KakK U CEMeiHOe 3JeKTPOKapauo-
rpacduaeckoe 00CIeIOBaHNWE, BKIIOYAST TOCTYITHBIX
JNaJbHUX POACTBEHHUKOB, MOBBIIIAIOT TOYHOCTD UIEH-
TU(UKALIUYA TEHOTUIIA ¥ MOTYT YIIPOCTUTh TeHETHYEC-
KO€ CKaHUPOBaHMUe, MpeAroaras 1jisl Ha9aJIbHOTO UC-
cJieIOBaHUsI U3MEHEHMUS B ONPENEICHHOM TeHE.

Takum oOpa3om, COBMECTHbIE UCCAEOOBAHUSI Te-
HOTUIA U (DEHOTHUITA NACHTUDUIINPOBATIA KIIMHUYEC-
KWe MpOSBIIeHUs, KoTopble omnmyatotr LOT1, LOT2 n
LQOT3. OpHako uHGpoOpMalMs OTHOCUTEIBHO pHCKa
BO3HMKHOBeHUsI cuHKore 1 BCC B Kaxkmoii TeHeThye-
ckoii noarpyrnmne orpanudeHa [37]. B 2003 . S. G. Pri-
ori 1 coaBT. [28] ompeneawin COBOKYITHYIO BEpOSIT-
HOCTb MEPBOT0 CepACYHOrO dMU30/a (onpeaeaIeHHOToO
KakK 00MOpoK, octaHoBKa cepatia, uau BCC) no tepa-
M1u (TO €CTh MPY €CTECTBEHHOM TeUeHUU OOJIE3HU) U
MPOAHAIM3UPOBAIM KOMIUIEKCHOE B3aMMOMEUCTBUE

MEXIY TeHEeTMYECKUM TUIIOM, TTOJIOM W TIPOIOJIKM-
TEJbHOCTbBIO pernoisipu3annu y 647 nanueHToB u3 193
Mmocjaea0oBaTeIbHO TeHOTUIMPOBAHHBIX CceMeil ¢
LOTI, LOT2wn LQT3. UccnenoBanme S. G. Priori 6a-
3MPOBAJIOCh Ha MPEANOJOXEHUU, YTO MALUEHTHI C
LQOTS, umerolime MyTauuyd B OAWHAKOBOM JIOKYCE,
MMEIOT CXOXUI PUCK CEPAEUHBIX COOBITUII. ABTOPHI
paspaboTtaiu Mojeab CTpaTU(GUKALIMOHHOTO pUCKa
Ha OCHOBE JBYX IPOCTHIX KIMHUYECKUX XapaKTepuC-
THK: TI0JIa ¥ BeJTMIuHbI Q7¢, OIpeneIuB BEpOSITHOCTh
Pa3BUTHS CEpACYHOIO SIM304a KaK HU3KYIO, Cpel-
HIOIO ¥ BBICOKYIO W aCCOIMMPYS BEICOKUI PUCK C Y-
JIMHEHUEM KOPPUTHUPOBAaHHOTO MHTepBaa Q7 CBHIIIe
500 mc y auw oboero nona ¢ LOTI v LOT2 v nuiy
TOJIEKO MyKckoro nona ¢ LQT3 (cm. puc.). [ToxyueH-
HbI€ TaHHbIE JAIOT BO3MOXKHOCTb ISl aIeKBaTHOTO Be-
IIEHUS TTALIIEHTOB ¢ OECCUMITTOMHBIM TeUCHUEM, €CITN
nH(OpMaIMs OTHOCUTEbHO T€HOTUIIA TOCTYITHA.

[HOAXOAbI K JIEYEHNIO C YYETOM KIIMHUKO-
TEHETUYECKOI'O ITIOJINMOP®U3MA

Ha BaxkHOCTb paHHEro AMarHo3a 1 MociaeIyIoIero
Ha3HaYeHUS TTPOPUIAKTIICCKON Teparuy IUTsI 3aIIUTHI
Hocuteneii reHoB LQTS oT BHe3anmHOW cepaeuHoit
cMeptu ykaseiBasin G. M. Vincent u coaBT. euie B 1992 1.
[46], oTmeuast mpu 3TOM BapradwibHOCTE Q T-uHTEp-
BaJIOB M KIIMHWUYECKUX CUMIITOMOB CPEIN STUX TTaly-
€HTOB, UTO JIeJIaeT TOUHBIN TUaTHO3 TPYIHBIM.

Kak mpoduiaktuyeckasi Mepa, rpernapatamu rnep-
BOTO BBIOOpA B TepaANeBTUICCKOM JICUCHUN, O0YCIIOB-
JIMBAIOIIMMM OJIOKaAy CUMMATUYECKUX BIMSIHUNA Ha
cepale, SBISIOTCS OcTa-0JI0KATOPHI, ITOJTOKUTEITh-
HbIii 39 (GEKT KOTOPBIX CBA3aH TaKXKe C YMEHbIIEHUEM
CTETNIEHM TUCTIEPCUM PEeTIOJISIpU3allud MUOKap/aa Ke-
JIyIOYKOB, YTO IIPEIOTBpAIlaeT MPUCTYITBI XKU3HEYT-
poxatommx apurMmuid. [TpuommsntensHo y 80% manm-
€HTOB C CHHIPOMOM YINIMHEHHOTo nHTepBana Q7 ot-
MeyJaeTcsl CUMIITOMaThYecKoe objerdeHue npu ¢ap-
Makoreparmu [21]. OmHaKo BIMSIHUE TEHOTHIIA Ha
3(HEKTUBHOCTDL Tepanuu 0eTa-0610KaTopaMu 10 Ha-
CTYIUICHUSI 3PBl MOJICKYJISIPHO-TEHETUUECKNX METO-
JIOB MCCJIEAOBaHUS MPAKTUUECKU HE U3y4aloCh.

ITo muenuto S. G. Priori u ee koser u3 YHuBepcu-
teta [TaBuu [31], y HEKOTOpBIX OOIBHBIX OeTa-010Ka-
TOpBI He TpeaynpexaaloT pa3surue napokcusama KT.
WUranegHckue ydyeHble obOclieqoBaau 335 mauKMeHTOB,
MPUHUMABILIKNX OeTa-0JJ0KaTOPbl U HAOJIIOIaBIIUXCS B
cpenHeM 5 eT. PeructpupoBaiiach 4acToTa cepaeyHbIX
COOBITHIA, K KOTOPBIM OBIJIM OTHECEHBI CHHKOTIATbHEIE
cocrosguus, KT tuna «mmpyat», BCC. Ha ¢oHne Tepa-
nuu 6eTta-0J0KaTOpaMU CepAeUHbIE COObITUSI perucT-
pupoBanuch y 10% Gonbubix ¢ LOT1 (n=187), y 23%
manueHToB ¢ LOT2 (n=120) u'y 32% 6onbubix ¢ LOT3
(n=28) (p<0,001). ITo cpaBuenuto ¢ LOT1, puck pas-
BUTUS CepIAeYHBIX COObITUI ObLT B 2,81 paza BbIlIe
npu LOT2 v B 4 paza Boitie — nipu LQT3. BepositHo,
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High Risk
(>50%)

QTc>500 ms
LQT1
LQT2

Male sex, LQT3

Intermediate Risk
(30-49%)

Low Risk QTc<500 ms
(<30%) Male sex, LQT2
LQT1

Cxema cTpaTU(UKAIIMOHHOTO pHCKA Cpenyd TAIllMeHTOB C CHHAPOMOM YIJIWHEeHHOro uHTepBama QT

(1o Priori S. G. u coapr., NEJM, 2003).

High Risk — Bbicokuii puck; Intermediate Risk — cpennuii puck; Low Risk — Hu3kuii puck; Male sex — myxckoit noji; Female
seX — XXeHCckuii mon; LOQT — CMHAPOM yIJIMHEeHHOTro nHtepBana Q7.

y TOCJIEAHUX IBYX TPYMHI OOJbHBIX KapAHOIPOTEK-
TUBHBI 3P dekT OeTa-0J0KATOPOB HEIOCTATOYEH.
S. G. Priori 3akiouaet, 4To B yCIOBUSIX Hea(PDeKTUB-
HOCTM (hapMaKoTepaInuu Mpu 0TOope KaHAMIATOB IS
0oJiee arpeCcCUBHOTO JICYCHMSI, B TOM YMCJIC UMILJIaHTa-
uuu KapauosepTepa-nepuodpusistopa (MKJ), y Heko-
TOPBIX OOJBHBIX II€JIECOO0PA3HO BHIMOIHSATH T€HOTHU-
nupoBanue [31]. Oto cornacyercs ¢ gaHHbiMu T. Itoh
1 coaBT. [42], OTMEUAIOIINMU, YTO MTAITUEHTHI, MMCIO-
mue mytaiuu B reHe KCNQ!, oTBeuaroT jyuilie Ha Oe-
Ta-aapeHOOIOKATOPHI, YeM TAIlMCHTHI ¢ MyTallusIMU B
reHe KCNH2 (12 u3 13 mpotus 1 u3 5; p=0,0077). O na-
HMeHTaxX ¢ MyTrauussMu B reHe KCNHZ2 HyXHO 3a00-
TUTBHCS 00JIee MHTEHCUBHO, TaK KaK OHU — KaHAUIAThI
Ha umriantauuio MKJI [42]. TlockonbKy, MO JaHHBIM
M. Barhanin u coaBt. (uT. o [8]), byHKIIMOHATbHAS
ocobeHHocTh KCNQI-kaHala moutu uaeHTudHa IKks,
¢ JoMHHaHTOI noTtoka K+ B yc0BUsIX BBICOKOW CUM-
MaTU4YeCKOl aKTUBHOCTHU, MyTauus auienu KCNQI
MOXET BECTH K HECOOTBETCTBUIO IOTCHIIMANA IEHCT-
BHSI, KOTOPBII COKpPATUIICS OBI MOJ aapeHepruIecKuM
HanpsDKeHUEM. YMEHBIast 3TO HamlpsbKeHue, oeTa-a-
PEHOOJIOKATOPBI MOTYT 3alIUTUTh HOCUTENEN MyTalluii
B reHe KCNQ1 ot cunkore [42]. Takum o6pa3om, 6eta-
aIpeHo0JoKaTOpbl OYAyT caMbIMU 3(PPEKTUBHBIMU
st TTaneHToB ¢ LQT1, Ik KOTOPOTro XapaKTePHBIM
TPUTTEPHBIM (PAaKTOPOM SIBJISIETCS (pr3MUYECcKass Harpy3-
Ka. A. J. Moss 1 COaBT. TakXe MOKa3bIBalOT, 4TO 6a30-
Basl Tepanusl C UCIOJIb30BaHKEM 0eTa-010KaTOpoB Ha-
uodosee apdextusHa npu LOTI v LOTS5[19, 21].
3HaHWE O pPa3IWYHBIX TeHETUYECKMX BapHaHTaX
BPOXIEHHOIO CUHIpPOMa YJIMHEHHOTO WHTepBasa

QT wHULMUPOBANIO MCCAEAOBaHUE, TOCBSIIEHHOE
paclIMpeHnIo crekTpa (apmMakoTepanuu, MpemHas-
HAYEeHHOM IJI TOBPEXICHHBIX MYTallUSIMM TpaHC-
MEMOpaHHBIX KaHaJoB. Y mnauueHToB ¢ LOT3 BO3-
MOXHa ITIaTOreHETUYeCKasl Teparusi MEKCUICTUHOM
Win (paekauHuaoM (B HU3KHUX J103aX) BCIEICTBUE UX
BBICOKOI TPOITHOCTU K MEIJICHHBIM HAaTPHEBBIM Ka-
HajiaM, 3aTPOHYTBIM MpHU JaHHOM Ture [55]. JlaHHbIe
00 3(pPeKTUBHOCTU APYTUX OJOKMPYIOIINX areHTOB
KaHajla HaTpus, BKJIOYasl KCUKauH, (PeHUTOUH, I10-
JIE3HBIX JUTS IIPEKPaIeHUs] VTN TIPEIOTBPAIICHIS T1a-
POKCHU3MOB, OOCTaTOYHO IMPOTHMBOpevYuBhl. B 3KcIe-
PUMEHTE TIPOBEPSUINCh TaKXKe M IOPYyTHE areHTHI,
BKJIlOYasl aKTMBATOpbl KaHaja Kamus (nicorandil,
pinacidil) 1 ceneKTUBHbIE OJOKATOPHI KaJTbLUEBbIX
KaHaJIOB, KOTOpPBIE ITOKAa3aJIu IPOTUBOPEUMBLIC pe-
3YJIbTAThI U XKIYT HaJbHEHIINX UCCIeNOBaHU [55].

KomGuHMpoBaHHOE MCTONb30BaHME OeTa-0Jl0Ka-
TOPOB C MpernapataMu Kajiusi (CIMPOHOJIAKTOH, XJ10-
pUI KaJKsl) U TIpernapaTaMiu, OTKPBIBAIOIINMU Kaaue-
BbIe KaHaJIbl, TTPUBOINUT K 24%-HOMY YKOPOYECHUIO
QTc y marmuenToB ¢ LOT2 n LOT6 [42]. Kpome Toro,
HaOJIomaeTcsl CHUXKEHUE BBIPAXXKEHHOCTU XapakKTep-
Hbix it LQOT2 napyuienuit mopdonoruu 3youa 7.
CrnenoBaTe/ibHO, €CJIM pa3IMYHble peakiuy Ha Oera-
0JI0KAaTOPBI OTPAXKAIOT MYTALIMM HA PA3JIUYHBIX yYaCT-
Kax B mpeaeaax JaHHOTO reHa WM MyTallluu B pa3iny-
HBIX TeHaX, TeHeTUYECKUIl JMarHo3 MOXeT obecrie-
YUTh MHMOpMaIIEe IS yIIpaBJIeHUs BBIOOPOM aleK-
BaTHOTO TePaneBTUYECKOro MOAX0/a.

B T0 e Bpems 3amuTHBIN 3G @eKT OeTa-010KaTo-
POB HECOBEPIIEHEH, IMTOCKOIbKY, Mo AaHHBIM S. G. Pri-
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OTi M COaBT., 0K0JI0 20% GOIBHBIX PE3UCTEHTHBI K Tepa-
MUY MaKCUMAaJIbHO IOIYCTUMBIMM J03aMu OeTa-0:10-
katopoB [21, 28]. HemoctaTouHas 3allMIIEHHOCTb
6ombpHBIX 0T BCC Ha ¢donHe mpuema dapmakoTepanuu
BBIHYXKIaeT OOpaTUThCS K XUPYPTUYeCKUM METOoAaM
JeueHns. B ocHOBe TIepBBIX IMOAXOIOB K XUPYPTHAYEC-
KOMY JICUEHUIO 3a00JIeBaHUS JiexKasia TeOPUST CUMITaTH -
YEeCKOro aucbanaHca, 3akjioJarouiasics B YCUJICHUU
JIEBOCTOPOHHEN CUMNATUYECKOM UHHEPBALIMM CEPILIA.
C 11e/1bI0 XMPYPTUIECKO KOPPEKIIMY aCUMMETPUYHOM
CHMIIATUYECKON MHHEPBAlIMM Ceplia ObUIa MPEeIo-
JKeHa JICBOCTOPOHHSISI CTEJUIIKTOMMSI, KOTOpast TIPUBO-
INT K 3HAYUTETbHOMY CHIDKEHHWIO apUTMOTEHHBIX Be-
reTaTMBHBIX BAUSIHUI Ha Muokapa [35]. Coobiiast 06
3G HEeKTUBHOCTY MAHHON METOOWUKN y 85 OOJBHBIX,
P. J. Schwartz oTMeuaeT, 4To MHOTHE OOJIbHBIE BBIHYXK-
JIeHBI IPUHUMATh OeTa-0JI0KaTOPHI ITOCIIE OTICPAIIUU.

Tak kak ponb OpaguKapaIuu U MOCTIKCTPACUCTO-
JIMYECKUX T1ay3, BOSHUKAIOIINX TIepe]] pa3BUTHEM de-
HOMeHa «Kackana», B nmatoreHese KT Tuma «mupyst»
OYEHb CYIIIECTBEHHA, UMEIOTCS CBefeHUsT 00 adhdek-
TUBHOCTHA MMILIAHTAIIUM 3JCKTPOKAPAMOCTUMYJISTO-
pa (BKC), npenoTBpalllaloliero pa3BuUTUE Opaau-
aputMuii [26, 47]. Kosnektus aBropoB u3 SnoHnmu,
Bosrnasisgembiit N. Komiya, onucbiBaeT MalMeHTKY C
KIMHWYecKUMU npossieHusmu LOTS [16], Bxioua-
IOIIUMHU TakKKe CUHYCOBYIO OpaauKapauio, U MyTallu-
eit HERG (T613M), xoTopoit ObIT MMILTAHTUPOBAH
OKC mocne Toro, Kak BO3MOXHOCTU (hapMakoTepa-
N1y ObUTA WicUepraHbl. Y MAIMEHTKHU MOCJIE CTeJIAK-
ToMuu Ha doHe 120 mr miponpaHosona, 400 Mr Mexk-
CUJIETMHA M BBICOKMX JI03 BeparaMuia COXpaHsUINCh
npuctynbl KT, npekpatuBuivecs: mocjie MMILIaHTa-
1 DK C Ha (poHe mpoaoKeHus npremMa BepanaMu-
JIa, T03bl KOTOPOTO OBUIM YMEHBIIEHHI. [1o maHHBIM
MOBEPXHOCTHOTro M moptatuBHoro DKI-moHuTOpH-
poBaHus B TedyeHre 18 mecsieB 2KOC, KT tuma «mm-
DPYaT» U Tay3bl HE PETUCTPUPOBAIKUCH, JEMOHCTPUPO-
BaJIOCh YBEJIMUCHIE PUTMA 1 CBSI3aHHOE C HUM YKOPO-
yeHue uHtepBanoB QT u Q7Tc. Ilo MHEHUIO aBTOPOB,
uMmmiadtanuss OKC mnpenoTBpaliiaeT mnay3bl U
«short—long—short» TociienoBaTeIbHOCTD, COKpallla-
eT QT-uHTepBallbl U YMEHBIIAET OUCIICPCUI0 MHTEP-
Bana QT. Kpome Toro, mmmiantanuss DKC moxer
Takke MpefnoTBpaTtuTh passutre KOC.

B nauane 90-x ronoB B HLICCX um. A. H. Bakyie-
Ba y 2-X mauueHToB ¢ LOT3 u snu3ofnamMu KJIMHUYEC-
KOl cMepTH OBLJIa YCITEIITHO MCITOJIb30BaHa METOINKA
MOJTHOM NeHepBaluKM cepila (ayToTpaHCIUIaHTALIMS
cepaia) ¢ UMIIaHTauel aByxkamepHoro KC, ko-
Topasli MO3BOJMJIA YCTPAaHUTh KU3HEYTpOXKamoIIne
APUTMUU.

JApyruM MeTOIOM XMPYPruYeCKOro MHTEPBEHIIM-
OHHOTO BMEIIATEbCTBA SIBJISIETCS WMIIJIAHTAIIMS
HMK]I, mpoBoAsIlIero 3JeKTPOIIOK I0C/Ie pPerucrpa-
LMK Havaja GUOPUIUISLIMM XKeaya0ukoB [32, 54].

B nocneaHee BpeMs aKTMBHO MCCIIEAYIOTCSI BO3-
MOXHOCTY Ha3HAueHUs TeHOCIEM(PUIECKON Tepa-
muu. Bo3aMoXHO, Teparueii OyayIiero cTaHeT PeKOH-
CTPYKIIMS aHOMAJIAIA TeHOMA.

3AK/IIOYEHHNE

CuHapoM yminmHeHHOTo MHTepBama Q7T xapakre-
pusyetcst (peHOTUTNTMYECKOM BapuabebHOCTbIO U Te-
HETUYECKOI TeTepOreHHOCTHI0. TSKeCTh TeUCHMST 3a-
0oJieBaHMST 3HAYUTEIBHO BapbUpPYeT Jaxke B Ipeaeiax
OIHOI CEMbU. DTO MOXET OBbITh 00YCJIOBJEHO KaK Ha-
JIMIMEeM MyTalluii 6ojiee YeM B OMHOM T'eHe, OTBETCT-
BEHHOM 3a 3a00JjicBaHWE, TaK U MOIU(UIIHPYIOITM
BIMSTHUEM Ha TIPOSBJICHUE MYTAIlMi ITOJUMOPQHBIX
ajutesieil reHa, a TakKe APYruX 9K30T€HHbIX WU SHI0-
TeHHBIX (haKTOPOB.

CorjacHO MHOTOUMCJIEHHBIM KIMHUYECKUM U MO-
JIEKYJIIPHO-TEHETUYECKNM HCCIICIOBAHUAM, KIMHU-
YecKrue OCOOCHHOCTM CUHIpPOMa YIJIMHEHHOIO WH-
tepBasia Q7, a Takke 3GhGEKTUBHOCTb Pa3IUYHBIX
MOJIXOMOB K JICUCHUIO B 3HAUUTEILHOM CTETICHU OIlpe-
TIEJISTIOTCST TTopaXkeHHBIM reHOM. COBpeMEHHEBIC METO-
Dbl MCCJIEMOBAaHMSI, CPead KOTOPBIX BCe 0oJiee aKTy-
anbHOil craHoButcsa JHK-auarHoctuka, BHeapsie-
MBbI€ B KITMHUYECKYIO TTPAKTUKY, 3HAYUTEIBHO PACIIIH-
PSIOT HaIlM BO3MOXKHOCTH B HallpaBJICHWM BbIOOpa
aIeKBaTHOM Tepalny, YTOYHEHHS IIPOrHO3a U pUCKa
Pa3BUTUSL KU3HEYTPOXKAIONIMX HapYLIEHU pUTMa
cepala y MareHTOB ¢ 00JIe3HIMU TeTePOTeHHOM Te-
HETUYECKOM ITUOJIOTUH.

YuuTeBasg HEOOXOIMMOCTh TTOXW3HEHHOU Tepa-
MUY C ITOMOIIbI0 UMILIAHTUPYEMBIX YCTPOMCTB, Clie-
IyeT TIPUHUMATh BO BHMMaHHE, YTO JaXe C COBpe-
MEHHBIMU CXeMaMU CTpaTU(UKAIIOHHOIO PUCKa Ta-
LIMEHTHI, KOTOPbIE OTHECEHBI K TPYITIEe HU3KOTO PUC-
Ka, MoryT umeTb 30%-Hblii PUCK BO3HUKHOBEHMUSI
BCC. bbuto Obl mpenmnouyTuTesabHee, ecliui Obl HaM
CTaIM IOCTYITHBI OoJice HaIeXHBIC ITOCOOUS ISt
UIEHTU(PUKALUK TTAlUEHTOB NEUCTBUTEIBHO HU3KO-
TO prcKa, KOTOPEIM, BO3MOXHO, He TpeOyeTcs BBee-
HUE UMILIAaHTUPYEMbIX YCTPOMCTB.

HMMeHHO IT03TOMY B HACTOSIIIIEe BpeMsT HaKaIlJIuBa-
J0TCSI CBEIEHUSI O KOHKPETHBIX MYyTallusX, IeTepMU-
HUPYIOIINUX Pa3IMUHYIO CTETICHb TSLKECTU KIMHHUYEC-
Kux mpossiaeHuii. Eciau mpemaBapuTenbHbIE TaHHBIE
0 TOM, 4TO ONpeeeHHbIe MyTalluK TIPOSIBJISIOT ce0st
0osiee 370KAaYEeCTBEHHO, YeM Apyrue, OyayT IIOM-
TBEPKAEHbI, CTAHET BO3MOXHOI pa3paboTKa JIOKYyC-
cnen(UIHBIX CXeM CTpaTHU(dUKAIIMU PUCKa, OCHO-
BaHHBIX WUIM Ha OIpeAe/ICHHBIX MyTallUsIX, MJIN Ha UX
(GYHKIMOHATBHBIX 3 dekTax. DTO ITO3BOJIUT B CiIydyae
BBISIBJICHUS Y MallMeHTa MyTalluu, U3BECTHOM 3JI0Ka-
YeCTBEHHBIM T€UCHHEM, IIPUMEHUTD 00JIee arpeccuB-
HbIE METO/IbI JIEYEHMSI, Jaxe B CIydyae OTCYTCTBMS Ka-
KNX-T00 OYCBMIHBIX YKA3aHWII Ha HaJWYHUE BBICO-
KOI0 pMCKa CMHKOIIE CO CTOPOHBI HanboJiee BasKHBIX
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(peHOTUIMYECKUX TPOSBIICHNI 3a00JIeBaHMSI, U HE
JIOXKIASICh TIEPBOrO CEpAEYHOr0 3MM30/4a, KOTOPIii
MOXeET, K TJTyOOKOMY COXaJIeHWIO, 3aKOHYMThCS Tpa-
TUTIECKUM HMCXOIOM, CaMbIM TPO3HBIM ITPOSIBIICHUEM
CUMHIpOMa yIJUHEHHOTo MHTepBana QT — BHe3armHoi
CEpIEYHOI CMEPTHIO.
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CUHJIPOM YKOPOYEHHOI'O MHTEPBAJIA QT
(KIMHUKA, TUATHOCTUKA, JIEUEHUE)

H. U. Iyxacosa

Hay4HbIli LEHTP cepaeyHo-cocyancTom xmpyprum um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, MockBa

OIIIEU3BECTHO, UTO YIJIUHEHHbIN nHTepBan QT
ACCOLIMMPYETCS] Y MHOTHX C PUCKOM BHE3aITHOM
cepaeyHoit cmeptu. OMHAaKO O MTPOrHOCTUYECKOM 3Ha-
YUMOCTH YKOPOUCHHOTO MHTepBajia Q7 N3BECTHO MaJIo.
YKkopoueHHbI nHTepBan QT xapakTepu3yeTcsl Ha-
JMYMeM B aHaMHe3¢ IMalldeHTa cIyJacB BHE3aITHOM
CepIeYHOl CMEPTH y POACTBEHHUKOB, KOPOTKUMU
pedpakTepHbIMU TIEpUOJAMU TIPEACEPAUA U XKely-
JIOYKOB Y BO3MOXHOCTBIO MHIYKIIUN DUOPWILISILIUT
JKeJTyIOYKOB BO BpeMs MPOBEICHUS 2JEeKTPobU3N0-
JIOTUYECKOTO MCCIICIOBAHMUS.

@Ouobpumrsaius xerynoukoB (PXK) — ocHoBHast
MpUYMHA, IPUBOISIILIAS K BHE3AIMHOM CEpACYHOM CMEp-
TU. Y OOJNBIIMHCTBA MALMEHTOB MPUCYTCTBYIOT SIBHbIE
CTPYKTYPHBIC U3MEHEHMSI CEPIIIa, OMHAKO Y HEKOTOPBIX
OpraHWYecKoe MOpaXeHWe cepAlla He MOXET ObITh
uneHTuduuupoBaHo. B Takom ciydae puOpuuisiums
JKEJTyIOUKOB cuyuTaeTcsl mavonarudyeckon. HecMotpst

Ha TO, 4TO BHE3aITHasi CMEPTh B OTCYTCTBHE CEpACIYHOTO
3a00J1eBAHUS SIBIISIETCS PEAKKUM CJIydaeM, KIIMHUYECKasT
3HAYMMOCTb JAHHOTO SIBJICHKS BBICOKA B CHITY TOTO, YTO
eMy Jallle IOABEPKEHbI MOJIObIE, B LIEJIOM 310POBbIE
Jmoar. B ¢Bs3u ¢ 3TUM HeocropruMa BasKHOCTb KJIMHU-
YECKUX, 3IEKTPOKapINOTrpaMIeCKNX M IPYTUX METO-
JIOB TUArHOCTUKU JJISI IIPOTHO3MPOBAaHMSI BO3MOXKHOC-
TH BO3HUKHOBCHUS (PHOPWIIISILINY KEITyI0UKOB.
BrniepBbie ¢Bs13b yKopoueHUs1 uHTepBana QT u Xuz-
HEYTPOXAaOIINX CepIeYHbIX apUTMUI OTMEUEHA B pa-
oote L. Fei u A. Camm B 1995 T. y GOJIbHBIX C UIMOIIA-
THYECKUMU XKEITYIOUKOBBIMH TaxuapuTMusIMU. Kpute-
pun yuiMHeHus uHTepBaia Q7 0CTaTOYHO XOPOILIO OT-
paboTaHbI, B TO BpeMsT KaK OIPEACICHHUIO ero yKopoJe-
HMSI HE YAEISUIOCh CTOJIb aKTUBHOTO BHUMaHust. P. Rau-
taharju 1 coaBT. Ha ocHOBaHMU obcienoBaHus 14379 na-
IIMEHTOB BHIBEJI (DOPMYITY, YTOUHSIIOIIYIO TIPEINKTOP-
Hble 3HaYeHus1 nHTepsaia @7, obozHadeHHble Kak Q7
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QT,=656/(1+4CC/100). B nanHoM wuccinenoBaHun
nponosrkureabHOCTb Q7 Menee 88% ot Q7T cBuneTeNb-
CTBYeT O HM3KOW PpacrpoCTPaHEHHOCTH YKOPOUYECHUS
naTepBaga QT cpemu 3mopoBbIX Jjuil. CaM TepMUH
«MAMOMATUIECKUI KOPOTKUiA mHTepBai QT» ObLT Ipe-
soxeH I. Gussak u coast. B 2000 . [9]. [1o3nHee Bbine-
JIEHBI IB€ OCHOBHBIE (DOPMBI TaHHOTO CUHAPOMA:

1) mocTossHHOE UaAMONAaTUIYECKOE (YJACTOTHO-HE3a-
BUCHMOE) yKopoueHue nHTepBaia Q7, mpu KOTOPOM
BeJIMYMHA MHTEpBaJla HE U3MEHSIETCS B 3aBUCUMOCTHU
OT JUIUHBI LINKJIA;

2) mapagokcajbHoe (Opaau3aBUCUMOE) YKOpoue-
Hue uHTepBaia Q7, Ipy KOTOPOM HaOTIOTAIOTCS SITH -
30/l OpaTapUTMUU U YKOPOUYEeHHbII nHTepBal OT, a
TaKKe TPAaH3UTOPHBIC U3MEHEHUSI 1-BOJTHBI, KOTOPHIC
aBTOPbI MHTEPIPETUPYIOT KaK HAPYIIEHHYIO PEIOJIsI-
pHU3alNIo P BHE3AITHOM YBeJIMUeHNN nHTepBaia RR.

[TporHocTuyeckoe 3HaUCHUE YKOPOUEHUS UHTEP-
Basnia QT ObLI0 UcclienoBaHo B pabore A. Algra u co-
aBT. [1]. ABTOpBI OTMETWJIN, YTO KaK yIJMHEHUE, TaK
" ykopoueHune nHTepBana Q7 sBISIETCS IIPOTHOCTH-
YeCKM HEeOJaronmpusATHBIM MPU3HAKOM, aCCOLIMUPO-
BaHHBIM C PMCKOM BHE3aITHOW CEpIeYHON CMEpTH.
YkopoueHnue koppuruposanHoro unrepsaia Q7 (QT,
MeHee 400 Mc) ObLTO aCCOLMUPOBAHO C ABOMHBIM PU-
CKOM BHE3aITHOM CMEPTH 110 CPAaBHEHMIO C OOJIbHBI-
MM C ero HopMmajbHbIMU 3HaueHusMU (QT, ot 400
o 440 Mc). AHaJIOTUYHBIN PUCK HAOIIONAsCs mpu
cpenHem 3HaueHuu Q7. 6omnee 440 mc.

st oripeniesieHNsT BO3MOXHOW POJTM YKOPOUCHUS
nHTepBana QT B maToreHe3e BHE3aIlHOM cepaeyHOI
CMEPTH TTPOBOIUIIOCH OOJIBIIIOE KOJIMYECTBO UCCIIEIO0-
BaHUI KaK PYCCKMMM, TaK M 3apyOeKHBIMM CIIeILIMAa-
sctaMu. OCHOBHBIM HaIlpaBJIeHUEM SIBJISIIOCH BbI-
SIBIICHUE TeX (haKTOPOB, KOTOPHIE HACTOPOXWIN OBl
Bpaya M 3aCTaBUJIM ero oOpaTUTh BHUMaHME Ha JaH-
HOTO TTaIlMeHTa, IIPOBECTH BECh CITIEKTP HEOOXOIUMBIX
uccienoBaHuii. B mepBylo ouepeab K HUM OTHOCSITCS:

— HaJIMYMe CUHKOMNAIBHBIX COCTOSTHUI Y 00CTIeIy-
€MOTO IMalMeHTa U YKopoueHue nHTepBana Q7 Ha 12-
KaHAJIBHOI 3JIEKTPOKAapANOTpaMME;

— HaJIMYME B CEMbE 00CIeyeMbIX TPOOAH/IOB CTydya-
€B BHe3aITHOI CMepTH B MOJIOZOM Bo3pacte (10 45 JieT);

— OTCYTCTBHE y MMOTUOIINX POACTBEHHUKOB BBISIB-
JIECHHBIX Ha ayTOIICUM TTOPOKOB Cepjlla, TopaxkKeHUs
KOPOHAPHBIX COCYIOB, 3a00JeBaHUII MUOKapaa, WH-
CyJIbTa M XpPOHUYECKUX 3a00JIeBAHMI TIPY KU3HU, KO-
TOPBIC MOTJIM OBI CTATh IPUYMHON CMEPTH;

— MCKJIIOYEHUE Y BCeX NMpOOaHI0B Ha OCHOBAaHWU
MIPEIBAPUTEIBLHOTO 00CIemoBaHus ((ODM3UKAIBHBIN OC-
MOTp, CTaHIapTHBIEC JJabopaTOpHbIe TeCThI, 12-KaHallb-
Hasl 3JIeKTpoKaparorpadusi, sxokapauorpadust, Tpem-
MUJI-TECT, 24-4acoBO€ CYTOUHOE MOHUTOPUPOBAHUE
OKI no Xonrepy) nopaxkeHrst MUOKap/a Wi KOpOHap-
HBIX COCYIOB, ITOPOKOB CepIla, >XU3HEYrpOXKaroLIMX
HapyllIeHUA pUTMa — TMOJHOW aTpUOBEHTPUKYJISIPHON

0JI0Ka/Ibl, CUHAPOMA C1a00CTU CUHYCHOTO Y371a, XKeJTy-
JMIOYKOBBIX M CYITPaBEHTPUKYIIIPHBIX TaXUAPUTMUIA,

— HCKJIIOYEHUE y MPpoOaHI0B, UMEIOIIMX CUHKO-
MaJIbHBIC COCTOSTHUS B aHAMHe3€e, SITIICTICUNA U OPTO-
CTATUYECKOUN TMITOTEH3UU.

Ouenka nHTepBaia Q7 IpoBOAUTCS HA OCHOBAaHUH
(dopmyasr P. Rautaharju: Q7,=656/(1+4CC/100), rne
OT, — IOJXEHCTBYIOLIEE MPEIMKTOPHOE 3HAYEHUE
QT, a QT,88 — 3Hauenue 88% OT NPONOJKUTETLHOC-
™ QT,. CormacHO CyLIECTBYIOLINM PEKOMEHIALIUAM,
YKOPOYEHHBIM cuuTaeTcs 3HaueHue QT il maHHOM
YCC, menbiuee Q7,88.

ITo manabiM DK -KncciienoBaHus M CyTOYHOTO MO-
HutopupoBaHusi DKI' mo Xoatepy IIUTENbHOCTb UH-
TepBasia Q7'y TaKMX TAIIMEHTOB BCETIa OCTaeTCs He 00-
nee 300 mc (QT, meHee 320 MC) HE3aBUCUMO OT YaCTOThI
cepneunbix cokpaienuit (HCC), Bo3pacta 60IbHOTO U
BPEMEHU rccieaoBaHusl. BHesanHast cMepTh y nalyeH-
TOB C YKOPOUYEHHbIM WHTepBaIoM Q7 MOXET Halmo-
JAThCsI BO BCEX TOKOJICHUSIX CEMbU, KaK Y My>KUMH, TaK
W Y XEHIIWH, U HACJIEAYeTCS M0 ayTOCOMHO-IOMUHAHT-
HOMY TIpM3HAKY. Y TaHHOM TPYIIIbI MAIlMEHTOB TIPH ay-
TOIICUU TIOCJIE BHE3AIMHOW CMEPTU HE ObLIO BBISBJICHO
CTPYKTYPHBIX M OPTAHNIECKIX TIOPaKEHMIA ceplia.

ITocTosiHHOE YaCTOTHO-HE3aBUCUMOE YKOPOYEHUE
nHTepBayia Q7 (yKopoueHHBIN QT nerde naeHTU(OUIIN-
pOBaTh MPU HU3KOM YaCTOTE CepACYHbBIX COKPAIICHUIA,
OITHAKO JaxkKe TIPY BEICOKOM YAaCTOTE CePIEeYHBIX COKpa-
1eHuit 3HaueHust Q7 ocTaloTcst MeHbIlIe HOPMAaJIbHBIX,
YTO AeJIaeT MOCTAHOBKY AUArHo3a BO3MOXHOM Y HOBO-
POXIEHHBIX) CBSI3BIBAIOT C TEHETUYECKU NETCPMUHU-
pPOBaHHBIM YKOPOUYEHUEM MOTeHIIMaNa AeicTBust. Mo-
JIEKYJISIDHBIM CyOCTpaTOM YKOPOYEHHOIO HHTepBaja
OT saBngercsa HapyuleHUe (PYHKIIMOHUPOBAHUSI UOH-
HBIX KAaHAJIOB KJIETOYHBIX MEMOpaH KapIMOMHOIIUTOB.
K ykopouenmio mHTepBasma Q7 MOTYT TIPUBOIUTH
YMEHBIIIEHNE TOKa MOHOB HATPHST M KAJIBIINS B KIETKY
JIM0O yBeJIMUEHUE BbIXOAAa TOKA MOHOB KaJlUs U3 KJIeT-
KU. Permonsipmzariist xKeryTouKoB XapaKTepru3yeTcsT 0a-
JJAHCOM MEXIy TMOTOKOM HOHOB HAaTpUsl M KaJbLus
BHYTPh KJIETKM W KaJdusl — W3 KIeTKU. M3MeHeHUs
MPOLIECCOB PENOJISIPU3ALIUM KETYIOUKOB, B TOM YHCIIe
MyTalluy OEKOB KaJIMeBbIX KAHAJIOB, MOTYT TPUBO-
IUTh K BOSHUKHOBEHUIO YTPOXKAIOIINX XKU3HU apuT-
Muii. B HacTostiee BpeMsT BbIIEIeHBI TeHBI, MyTall B
KOTOPBIX OTBETCTBEHHBI 3a IIPOSBICHUS CHHApPOMA
yKopoueHHoro Q7: 1) nBe MUCCEHC-MyTalluM TeHa
HERG (KCNH?2), xonupyoIiero ObICTPhIii KOMIIOHEHT
KaJINeBOTO TOKa C 3a[ep>KaHHbIM BhITIpSIMIIEHUEM ¢ha-
3bI pentossipu3annu (Iy,), CrrocoOCTBYOIINE YCUTICHUTO
¢GyHKUMM KanueBoro KaHana («gain of function»), ac-
COLIMMPOBAHKI C 1-M TUIIOM CHHIPOMAa YKOPOUEHHOTO
OT (SQOTI) [3]; 2) myrauuu reHa KCNQ1 (KvLQT1I),
TPUBOJISAIINE K YCWJIEHUIO (PYHKITUY MEJIEHHOTO KOM-
TMOHEHTA KaJIMEBOIO TOKA C 3a1€PXKAHHBIM BBIIPSMIIC-
HueM ¢a3zbl penossgpusanuu (Iyg), accouurpoBaHbl
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CcOo 2-M TUMOM cuHApoma ykopodeHHoro QT (SQT2)
[2]; 3) HemaBHO BBIABICHHBIC MyTanu reHa KCNJ2
(Kir2.1), npuBosiye K ycrieHuo GyHKIuu Iy Kom-
TIOHEHTa KaJIMeBOTO TOKA, aCCOLIMUPOBAHEI C 3-M TH-
noMm cuHapoMa yKopoyeHHoro Q7T (SQT3) [11]. OgHa-
KO CJIelyeT OTMETUTD, YTO TTOMIOOHBIE MYTAIIMU BCTpe-
yaroTcsl He cTtotb yacTo. Tak, F. Gaita u coaBr. [6] BbI-
SIBUJTW JIUIIb MyTauuy reHa HERG B 2-X U3 6 ceMeii ¢
HacJieIyeMbIM CUHApOMOM YKopoueHHoro Q7. BnionHe
000CHOBAHHO OYIET MPEATNONOXUTh, YTO, BO3MOXHO,
CYLIECTBYIOT MyTallMu APYIUX T€HOB, KaK 3TO HaOII0-
JaeTcs TIPU CUHIpoMe yutmHeHHoTo Q7.

HekoToprle mcciemoBaHUs CBUIETEIBCTBYIOT O
TOM, YTO YKOpOUYeHUIO UHTepBaiia Q7 MOIyT CIIOCOOCT-
BOBaTh BTOPUYHEIC (BHEITHUE) (DAKTOPHI: YBEJIMICHUE
YacTOTbI CEPAEYHBIX COKPALLEHNI (KOTOpast HaXOAUTCS
B JInHeliHOH 3aBucumoctu oT DPIT u unrtepsana Q7),
TMIIEPTEPMUSI, YBETUUYCHUE CONEPXKAHUS KaTbLIMS WIN
KaJivsl B TUTa3Me KPOBU, alluio3 U U3MEHEHUS BereTa-
TUBHOI HepBHOM cucteMsl [6]. [TapagokcaabHoe (Opa-
JIM3aBUCHMOE) YKopodeHue nHTepBayia Q7T CBA3bIBAIOT
C MPSIMBIM JEHCTBUEM MEAMATOPOB IapacUMIIaTHUeC-
KO HEpBHOM CUCTEMbI, UHTMOUPYIOIINUX KaJTbLIMEeBbIA
TOK M aKTUBHUPYIOIINX KATUECBBIM 1 alleTHIIXOJIMHOBBIN
Tokr. OUYeBUIIHO, YTO, KaK U B CJydae YIJIMHEHHOTO
uHTepBaga Q7, pedb MOXET WOTH O BPOXICHHOM K
MPUOOPETEHHOM CUHIPOME YKOPOUEHHOTO MHTepBaia
QOT, xorga BO3MOXHBI pa3TNIHbIC TCHETUIECKIE BapH-
aHTbI 3200JIeBaHUSI 1 TTATOTEHETUYECKUE MEXaHU3MBI.

Jist TOHUMaHUS CYIITHOCTA CUHIPOMa YKOPOYEH-
Horo nHTepBasia QT HeoOXOIUMO IMTOMHUTD, UYTO MHTEP-
Basl QT nipeAcTaBisieT coboit rpaduueckoe oTpaskeHUe
penoJisipy3anuu xeaynoukoB Ha DKI 1 uTo cymiecTBy-
€T ITOCTOSTHHAST B3aMOCBSI3b MEXK Iy 3(POEKTUBHBIM pe-
dpakrepasiM iepronoM (DPI) xemymoukoB 1 MHTEP-
BasioM Q7. DnekTpoU3NOJOrMUeCcKOe UCCaeI0BaHuE,
MMPOBOAMMOE Y 3TUX IMallMCHTOB, ITOATBEPOMIIO, UTO
OPII npencepauii 1 keayn04KOB KOpoue HOPMaTbHbIX
3HAYCHUI, YTO IIPEeIPaCIToiaracT K pa3BUTHIO apUTMUIA
Mo MeXxaHu3My pueHTpu. M3MeHeHue UIMTEIbHOCTU
pedpakTepHOro Iepromaa MIOKapaa SIBISICTCS BaXKHBIM
rapaMeTpoOM YSI3BUMOCTH 3JIEKTPUUYECKON aKTUBHOCTU
cepiiia, MPUBOISAIIUM K BOBHUKHOBEHUIO (DUOPUILISI-
WY TIPeACeparii ¥ XKeTynoukoB. OueBUIHO, YTO aCHUH-
XPOHM3M PEITOJIIPU3ALIAN JTIO00H TTPUPO/IBI TTOBBIIIACT
APUTMOTEHHYIO aKTMBHOCTh MUOKapa.

MouteKyIsipHbIii CyOCTpaT, TIpeapacIioararolnmi K
yKopoueHnio nHTepBajia Q7, MOXET OBITb BBIpakKeH
KakK B XKeJTylIo4Kax, Tak 1 B npeacepausx. [Tommumo Ha-
caemyeMOoil BO3MOXHOCTA BHE3aITHOM CMEpPTU U WH-
TYKIIMU KeJTyTOUKOBOI apUTMUU Y HEKOTOPBIX MallM-
EHTOB TaKxKe OTMedajach QUOPWIIISIIIS TIpeacepanii
U KOPOTKHMI pedpakTepHBIi Tepuon Mpeacepauii.
Y4uThIBast BBICOKYIO YaCTOTY BCTpeUaeMOCT! (hrOpHI-
JISIUUU TIPENCEPANIA Y JaHHOM KaTeropuy MaluueHTOB,
HEOOXOIMMO OTMETUTh, YTO B HEKOTOPBIX CITyJasX,

OCOOEHHO Y MOJIOJBIX JIIO/Iei, OHa MOXET SIBJISITHCS
eIMHCTBEHHBIM IIPOSIBICHUEM CHUHIPOMa YKOPOYCH-
Horo uHTepBajia Q7.

M3-3a BBICOKOIT YacTOTHI BHE3AITHON CEpOeYHON
CMEPTU €AMHCTBEHHOM QJIbTEPHATUBOM U1 MALMEH-
TOB C CUHAPOMOM YKOpoYeHHOTO nHTepBayia Q7 sBsi-
eTCs UMITIAaHTaLMs KapauoBepTepa-aeduopuiisitopa
(MUKHO) [4, 13]. OnHoli U3 0cOOEHHOCTEM, ¢ KOTOPOt
CTAJIKUBAJIMCh MCCIEAOBATeIN IIPU WMILIaHTALIUN
MK]JI maneHTaM ¢ CHHIPOMOM YKOPOUEHHOTO MHTEP-
Basia QT, SBISIIaCh BEPOSTHOCTh, XOTSI M HE YacTas,
TUTIEPYYBCTBUTEILHOCTH 3yOII0B 7' ¥ COOTBETCTBEHHO
HEMOTHBHPOBAaHHBIX Pa3psiIoB, TaK KaK YKOPOYEHHO-
My uHTepBaiy Q7 MOCTOSTHHO COIYTCTBYET 3HAUUTEb-
HOE TIOBBINICHWE aMIUIMTYAbI 1-3yomoB. [Toatomy B
OTJINYME OT MALMEHTOB C CUHAPOMOM YUIMHEHHOTO
untepBasia Q7, ABOIHAsT YYBCTBUTENHLHOCTh R- 1 T-
3yOlLIOB JIOJKHA OBITH MEHbIIIE TIpU YKOopouyeHHOM QT
Tak Kak 7T-3y0el MosIBIsIeTCS PaHo TOCje Hayala UH-
TepBaja RR 1 4yBCTBUTEIbHOCTbh HAaMMEHBIIIAsl B paH-
Heil daze aJropuT™Ma YyBCTBUTEIBHOCTU TIOCJIE pac-
no3HaBaHusl 3youa R. B Hacrosiiee Bpemsi pa3HbIMU
npousBoautessiMu MKJI yctaHOBIIEHBI pa3IMIHbIC ajl-
TOPUTMBI IJISI TIPEIOTBPAIICHUS] TUIICPUYBCTBUTEIIb-
HOCTU BBICOKOAMIUIMTYIHBIX CUTHAJIOB 7-3y0IIOB, U
HanbOoJIee TTOAXONAIINMI CPEI HUX TIPEICTABISIOTCS
MYJIBTUITPOTpaMMUpPYEMbIE aJITOPUTMBI. TeM He MeHee
BHE 3aBHUCHMOCTH OT PA3IMUYHBIX aJITOPUTMOB YYBCT-
BUTEJbHOCTH HEOOXOAMMBIM YCJIOBUEM IS UHIUBU-
JTyaJIbHOW aiarnTaiuy apaMeTpoB YyBCTBUTEIILHOCTH
SIBJISIETCSI TaKasl TTO3MIIMSI DJIEKTpoaa, KOTopasl rapaH-
THUPYeT TIOCTOSTHHBIN 1 BBICOKUI cUTHAN 3yO11a R.

F. Gaita u G. Giusteto 1 coaBT. [5] mpoBeu rcciie-
JIOBaHUE T10 M3ydeHNIo 3¢ (PEKTUBHOCTU TTPUMEHEHUSI
pa3IUYHBIX aHTHAPUTMUYECKUX IperapatoB (AAIT)
Nnpu cuHApoMe ykopoueHHoro uHrtepBaia Q7. Ilo-
CKOJIBKY TIPOBEICHHBIC MCCICI0BAHMS TTOKA3aIl BO3-
MOKHOCTb TOBBIIIEHUSI aKTUBHOCTU OBICTPOrO0 KOM-
TIOHEHTA KaJIMEeBOTO TOKA € 3aJ€P>XKaHHBIM BBITPSIMIIC-
HueM da3bl penoasgpuszauuu (Iy) B pesynsraTte MyTa-
v reHa HERG, aBTOpbl pelnuii MpoTecTUPOBAThH
AAII III xiacca Tuma corajiojia U MOyTUIMAA, SIBJISTIO-
LIMecs ceJIeKTUBHbIMU OJiokaTopamu Iy, OnHako oka-
3aJI0Ch, YTO 3TU IIpernapaTbl He YIJIMHSIIN WHTEPBa
QT. Tlo-BuauMoOMy, MyTallu¥ MPUBOISAT K MOTEPe He-
KOTOPBIX (PU3UOJOTUIECCKUX PEryIITOPHBIX MEXaHMU3-
MOB, U Iy, CTAHOBATCSI HEUYBCTBUTEIBHBIMM K JIEKap-
CTBaM, OKa3bIBAIOIINM CHEIN(GUISCKOe MEeUCTBUEC Ha
9TU KaHasbl [3]. XMHUAWH e MPUBOAWII K 3HAUUTEb-
HOMY yminmHeHMIo nHTepBasia QT n K ero KOHEUYHOM
HOpMau3alnu, a Takxke K Hopmaiauzauuu DPIT xemy-
IouYKoB M mpenorBpameHnto nHayknuu ®XK. Boree
TOT0, XMHUAMH CIIOCOOCTBOBAJI IBHOWM HOpMaIn3alluu
cerMeHTa ST u ymmpeHuto 3youa 7. MexaHusm aencT-
BUSI XMHMIWHA TIPU CUHApPOME yKopoueHHoro Q7 He
IO KOHIIA SICeH, HO TIpeAriojiaraeTcs, 4To yIUIMHeHUE
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uHTepBaga Q7 mpoucxoauT Garoaapsi €ro CpoACTBY K
I}, KOMIIOHEHTY KaJIMeBOro KaHajla B OTKPBITOM COCTO-
SIHUM U €TO CITOCOOHOCTU OJIOKUPOBATh lxs KOMITOHEHT
KanueBoro kKaHaaa [7]. B uccienoBaHue ObUT BKIIO-
yeH 21 mamuenT, u3 Hux 10 ummiaantuposaan MKJI,
a 11 manueHTaM UMITJIAaHTALMIO HEe TPOBOAWIN (2-M B
CBSI3M C MAJICHBKMM BO3PAaCcTOM, a 9 0TKa3aanch OT UM-
miantauvu MK/). TunpoxuHuauy nonydanu 11 ma-
nueHToB 6e3 MK, a Takke 5 MaliMeHTOB ¢ UMIUTAHTH-
poBaHHbEIMU VK] 1 CUMIITOMAaTUIHBIMA 3TTA30JaMK
bubpwIIAIMy npeacepanii. Y MalmeHToB, MOoayJYaB-
IIAX TUAPOXUHUAWH, WHTepBan QT yBeIWMUMICS OT
271413 mc no 347433 mc (p<0,005), a QT, yBennaui-
ca ot 297+15 mc no 397%25 mc (p<0,0005). ¥V 6 us
11 maneHTOB OBLIA BEIABICHA MyTaius reHa HERG,
a y OCTaJbHBIX 5 OOJIbHBIX M3BECTHBIX B HACTOsIIIIEE
BpeMs MyTalluii HaliieHo He ObLT10. [ToBTOpHOE 2/1eKT-
podU3NOIOTNYECKOE UCCIeIOBaHME ObLIO MPOBEICHO
9 B3pOC/IBIM TAIIMEHTaM, TOJYYalOIIUM THIPOXUHU-
nuH: OPIl XenmymoukoB mocTuTral 3HAYeHUs OoJjiee
200 mc y Beex mmanueHToB, 1 P2K He MHIYLIMPOBAJIach.
Cpennuii epuof HabmoaeHus: coctaBui 17113 mec.
B uccrnenyemoii rpymme JieTaabHBIX MCXOIOB HE Ha-
0JIFOIaI0Ch, He OBLIO 3apeTMCTPUPOBAHO CHMITTOMA-
TUYHBIX WJIM aCUMITOMATUYHBIX 3MU30/10B (hUOPHII-
JISIIUY TIpencepanii. JIsa mamyeHTa IpeKpaTuin IpH-
€M TUAPOXMHUAMHA 110 MPUYUHE Pa3BUTUS TOOOYHBIX
3(GPEKTOB CO CTOPOHBI JKEITYIOUHO-KUIIICIHOTO TPaK-
Ta. Kak yke yka3pIBajaoCh BbIIlIe, OMHOM U3 XapaKTep-
HBIX OCOOEHHOCTEN cuHApoMa yKopodueHHoro Q7 gB-
JISIETCSI OTCYTCTBUE 3aBUCUMOCTHU JyuTebHOCTH Q7 OT
YCC. V¥ 3-x mauMeHToB, MOJYyYaBIIUX XUHUAUH, TPU
MPOBEICHNUU CTPECC-TeCTa OTMEYAIOCh BOCCTAHOBJIC-
HUE HOPMaJIbHOUW 3aBucUMoOcTH MHTepBasia Q7 ot
YCC [14]. XuHUAMH MOXET TaKxXe OKa3aThCsl ToJIe3-
HBIM B TIPEIOTBPAIICHU HEMOTUBUPOBAHHBIX pa3psi-
IIOB (B CBSI3U C TUTIEPUYYBCTBUTEIBHOCTHIO BEICOKOAMII-
JIMTYAHBIX 3yOL0B 7) y NallMEHTOB C CUHAPOMOM YKO-
poueHHoro mHTepBajga Q7T M WMMIUIAHTUPOBAHHBIMU
WK [13]. Takum oOpa3oM, TpeOyIOTCsT JaJbHEHIINe
WCCTIEeIOBAaHUSI M OTAAJICHHbIE Pe3yJbTaThl HaOIoIe-
HUS JUIST OLIEHKU 3(P(OEKTUBHOCTU XMHUAMHA Y MMall-
€HTOB C CUHJIPOMOM YKOPOUYEHHOTro uHTepBayia Q7.
Kaunuyeckuit npumep. Tpynmoil yIeHBIX UTaTbsSH-
ckoro rocriutajig Maruriziano Umberto nmoj pykoBoj-
ctBoM nipod. Fiorenzo Gaita B 2003 1. mpoBeIeHO MC-
cJleIoBaHKMe HECKOJIBKUX CeMEl, YWICHBI KOTOPBIX UMe-
JI1 yKopodeHHbIN nHTepBan Q7T Ha DKI u ciyyan BHe-
3armHoit cMept. Ha ocHOBaHMM aHaMHe3a BbIAEICHBI
OCHOBHBIC (CMHKOTAJIbHBIE COCTOSIHUS, OCTaHOBKA
CepaLa) ¥ KOCBEHHbIE (cepaLedrenue, 60b B 001aCTi
cepaua, GudbpuUIsuKs Npeacepauit) NpU3HaKu, a Tak-
K€ BO3MOXHOCTb MHAYKIIUN HDUOPMIUISILIAN XKeTya0d-
KOB BO BpeMSI IPOTPAMMUPYEMOU CTUMYJISIIINH CEep/Ilia.
Tpoe maimeHTOB (IBO€ B3POCIBIX U OAMH pebde-
HOK) U3 OJHOI ceMbu ¢ MHTepBasioM QT, He MpeBbI-

W YKopoueHHbIi uHTepsan QT
B BHesanHasa cmMepTb

] YkopouyeHHbIi nHtepsan QT
1 BHE3anHas cmepTtb

[ HopmanbHas 3K
[J 9KTI He npoBoaunachb

Puc. 1. HacnencteenHbie uameHeHust OKI obcnenyemoit
CEMbHU.

maonmm 280 Mc, UMeIM B aHaMHE3€ CUHKOIMaJIbHbIE
COCTOSIHUSI W OMU30MbI CepAlEONeHUs, 1 B OIHOM
cydae HaOJoqaiach BHe3anHasi cMepTh. Beem maru-
eHTaM TIpOBENEHO KJIMHWYEeCcKOoe oOcienoBaHue,
BKJIIOUamlIlee (pu3nKaabHOE UCCIENOBaHUE, CEPUIO
OKI, Harpy304HbI€ TECThI, CYTOYHOE€ MOHUTOPUPOBA-
Hue DKI mo Xonrepy, sxokapauorpaduueckoe mc-
caenoBanue, DKI' BbICOKOTrO paspenieHusi, MarHUT-
HO-PE30HAHCHYIO TOMOoTrpaduio.

Ha puc. 1 npeacTtaBiaeHbl HACAEACTBEHHbIE U3Me-
Henus DKI uccienyemoit ceMbu.

Mamuent 1 (IV, Ne 3) — 35-jeTHMit MyX4nHa C
CUHKOTAJIbHBIMU COCTOSTHASIMU B aHAMHE3€ U dMN30-
JaMu UOpWLISIUMKU TpeAcepauil nmpu GU3NIecKoit
Harpyske. C MOMOIIbIO 3IeKTpoKapauorpapuiecko-
o HCCJIeIOBaHUSI U CYTOYHOTO MOHUTOPUPOBAHUS
OKI 3apeructpupoBaHbl YacTble MOHOMOP(MHBIE XKe-
JIyIOYKOBBIE DKCTPACUCTOJIBI ¢ MOpGOJIorueii 61okKa-
JIbI TIPABOY HOXKM TTydKa [1ica, OTKIIOHeHUE DJIEKTPH -
YECKOH OCH cepllla BJIEBO, YKa3bIBAIOLIKE HA TTPOUC-
XOXIEHWE IKCTPACUCTOJ U3 MPOESKIINY 3aHE BETBU

JneBoil Hoxku nyuka luca.

'.i..n-. vty WHTEPBAN QT BO BCEX UcCie-

s i IoBaHUAX Kosebancs ot 240
—r ey el

w7 T _ no 280 mc, QT, He mpeBbIIIaI
ol s 280 Mc (puc. 2).

IMamuent 2 (IV, Ne 2), cec-
Tpa 1-ro manueHTa, MmpenbsiB-
JIsia KajgoObl Ha mepedou B
pabore cepara, CormpoBOXIA-
IOII1ecs] TOJOBOKPYKEHUEM.
QT-untepBan Ha DKI ot 220
1o 250 mc. 3a BpeMsI MOHUTO-
pupoBaHust OKI no Xonarepy
3apeTUCTPUPOBAHBI AKCTpa-
CUCTOJIBI TO¥ ke MopdoJo-
TUU, HO C pa3HBIMM MHTEPBa-
JlamMu cuerieHus. Bo Bpewms
du3IecKOil aKTUBHOCTH BBI-

Puc. 2. OKI' maumenrta 1. Putm

= cunycobiit, YCC 75 yn/mun, QT
= 260 Mmc.
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SIBJICHO YKOopodeHne nHTepBayia QT npu yBeTMYCHUN
YaCTOTBI CepACUYHBIX COKPAIIICHUIA.

IMaument 3 (V, Ne 1) 6-JIeTHUMIT CBIH MaLMEHTa 2, ¥
KOTOPOTO B 8§-MECSTYHOM BO3pacTe 3aperuCcCTprpoOBaHa
OCTAaHOBKa cep/lla B OTBET Ha alpeHepruyecKuit
crtpecc (mym). IlpoBeneHbl ycrnellHble peaHuMaly-
OHHBIC MEPOMPUSTHSI, BKJIIOUAIOIINE HAPYKHYIO Kap-
nuosepcuto. Ha OKI pebeHka MMennch U3MEHEHUS
nHTtepBana Q7, aHamorndyHele n3MeHeHusIM Ha DK
y MaTepu U ISIN.

IIpu npoBeneHUM OOJBIIOIO CHEKTPa KIMHUYEC-
KHX 00C/IeIOBaHN OPraHNIeCKUX MOPaKeHUI cep-
11a He OBLIO BBISIBIICHO HU B OTHOM CJIydJae.

V nauueHToB 1 1 2 6611 Opat, KOTOPbI yMep BHe-
3aImHO B Bo3pacTe 3-x MmecsmeB (IV, Ne 4), a ux oreln
yMep BHe3amHo B Bo3pacTe 39 net. Kpome Toro, Tpoe
YJIEHOB CEMbM TaKXKe yMepJM BHe3aIrHo. babOyiika
yMmepiia B Bo3pacte 49 jieT Ha ¢hoHE MOJIHOTO 310pPO-
Bbsl. Y Hee ObUIH JIBE CECTPHI, OJHA U3 KOTOPBIX TAKXKe
yMepJia BHE3aIlHO. Y JPYroil cecTpbl BHE3AITHO yMEP
CBIH B Bo3dpacte 39 yieT. DiieKTpokapauorpadguieckoe
HCCIIe0OBaHNE 3TUM OOJBHBIM HE TTPOBOIMIIOCH.

[TarmenTam 1 1 2 poBeaeHO 27eKTPODUNOIOTHU-
YeCKOE MCCIIeIOBaHKE (TIpOrpaMMUpyeMas CTUMYIISIIINS
KEJTYI0YKOB: BEpXYIIIKa MMPABOTo KeyI04Ka U BbIBOII-
HOM TpakT). CTUMYJISIIINS ITPOBOIMIIACH HA 2-X 0a30BbIX
4acTOTax C UCIOIb30BaHUEM 2-X 9KCTPACTUMYJIOB.

YcTaHOBKa KaTeTepa B 00J1aCTH BEPXYIIKU IIPaBO-
ro XeJyJouyka MmpuBeia K BOSHUKHOBEHUIO (puOpuiI-
JISUUU XKeJIyJOuYKOoB y oboux nauueHToB. DPII He
npesbian 150 Mc, HE3aBUCUMO OT MECTa CTUMYIISI-
LMW WIM JJTATEIbHOCTHU LIMKJIa 6a30Boro putMa. Kpo-
Me€ TOTO, ITPU TIPOBEIACHUH ITPOTPAMMUPYEMOI CTUMY-
JISIIMUA TPABOTO KeJyqouKa C WCIOJIb30BaHUEM 2-X
BKCTPACTUMYJIOB y 000OMX MAIlMEHTOB MHIYIIMPOBaHA
Gubpusus xeayaoukon (puc. 3). Ilpu npoene-
HUU aHTErPaTHON CTUMYJISIINU (GUOPYILISIINS TIPe-
cepauii BbI3BaHa Y OJHOTO MallleHTa.

[Toce nccaemoBaHms MaleHTaM BBOOMIICS (hire-
kauHung B 1o3e 10 mr/kr B TeueHue 10 muHyT. O61IC-
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Puc. 3. ®ubpuiuisiiys XelyIo4yKoB, WHIYIAPOBaHHAs
MIPOrpaMMUPYEMOIl CTUMYJISILIMEH U3 BBIBOIHOTO TpaKTa
MPaBOro XeayaoukKa ABYMSI SKCTpACTUMYJIaMM C UHTEp-
Basiamu cuerieHns 170 m 150 mc.

HM3BECTHO, YTO (DIICKAWMHHUI, SIBJISICTCST OJIOKATOPOM Ha-
TpUeBBIX KaHaOB U ymmHsieT DPII. [Tocte BBemeHUS
dekauHuaa NpoBOAUIACH MPOrpaMMUpyeMasi CTHU-
MYJISILMST XKeJTyIOYKOB. Y TAIIMEHTOB HaOII0HAIOCh
yBenuueHue DPII, nu ouOpmsaus kKeaynouykoB He
WHAYLIHPOBAIACh.

O06ouM mauMeHTaM ¢ MPOMUIAKTUUECKON 1IETbIO
MMIUTAaHTUPOBAH KapauoOBEpTep-IehUOPUIIIATOD U
nmoaodpaHa aHTUApUTMUYECKAs Teparusi, IpeuMyle-
CTBeHHO npenapatamu kiacca IC.

SAKITIOYEHUE

KimHnueckoe 3HaueHUE yKOPOUYEHMSI MHTEpBaia
Q0T y acUMIITOMATAYHBIX JINI OCTACTCSI HEBBISICHEH-
HbIM. YacTo neTy U MoApOCTKU He MPeabsBISIOT HU-
KaKMX XaJlo0 M MOTYT CUMTAThCS MPAKTUICCKU 3I10-
POBBIMM 10 AaHHBIM CTaHIAPTHOIO KJIMHUYECKOTO
obcnenosanud. lleneHanpaBieHHbIE cOOp aHAMHeE3a
n cemeitHoe DKI-o0cnemoBaHue BBISIBASIET Y HUX
clydad BHE3aITHOM CMEpPTH y POACTBEHHUKOB M YKO-
poueHue nHtepBana Q7T'y UleHOB CeMbU, TAaKXKe CTpa-
JAIOIINX CUHKOMAJTbHBIMU COCTOSTHUSIMUA. DTO IaeT
OCHOBAHME TIpeAroaraTb 3Ha4eHUE POJIU YKOPOUCH-
Horo nHTepBaia Q7 B rmaroreHe3e BHE3aITHON CMEPTH
Yy HOTUOIINX POACTBEHHUKOB.

B Hacrosiiiee BpeMsi T€HETUYECKMil CKPUHUHT
CHHIpPOMa YKOPOUYeHHOTO MHTepBaia Q7 HaXOauTCs B
CTaIuu UccienoBaHus. B cBsI3u ¢ aTuUM pelaronias
posib otBoauTCst aHanu3y DKI' GOIbHBIX ¥ TIPOTHO3M-
POBaHUIO HA OCHOBAHUM €€ IapaMeTPOB BOSHUKHOBE-
HUST apUTMUI, YTPOXAIONINX XXU3HM, TaK KaK 3a4ac-
TYIO TIEPBBIM CUMIITOMOM JAHHOTO 3a00JeBaHUs SIB-
JIsleTcsl BHE3arHasl cepjiedHasi cMepTh Y (U3NIecKu
3I0pOBBIX JI0Ael. PUCK BHE3amMHOW CMEPTU MPUCYT-
CTBYET Ha MPOTSKEHUM BCEl KU3HU, KaK y JETeil B
BO3pacTe 10 OMHOTO Tofa, TaK U Y B3POCIIBIX MallueH-
TOB cTapiie 60 JeT.

OTKPBHITBIM OCTAETCS BOIIPOC O TIEPBUYHOCTH I1a-
rHo3a. MoJieKyIsIpHO-TeHeTUYeCKHe HCCIeq0BaHuUs
MMOATBEPKIAI0T MHOTHME OOIIME ITaTOTCHETUICCKUE
MEXaHM3Mbl Pa3BUTUSI CUHAPOMOB C BBICOKMM DPUC-
KOM BHE3aITHO# CepIeyHOM CMEpTH, W He MCKITIoUe-
HO, YTO CO BpEMEHEM OHU OyIyT OOBEIMHEHBI B pa3-
JINYHBIE KJIMHUKO-TEHETUYeCKNEe BapUaHTBl OJHOTO
3aboneBaHus1. OQHAKO B KIMHUYECKOM MpaKTHUKE 1Ie-
JIecooOpa3HO BBIAEICHUE NUArHO3a YKOPOUYEHHOTO
nHTepBana Q7T KaKk OCHOBHOTO Y OOJIbHBIX TPYIIITLI PH-
cKa (JTM1Ia C OTSATOIIEHHBIM CEMEITHBIM aHAMHE30M TI0
cIyJastM BHE3aITHOI CepIeYHOl CMEPTU U/WIN CUH-
KONAaJbHBIMU COCTOSTHUSIMM HESICHOW 3TUOJIOTHMH),
IIPY OTCYTCTBUHU XapaKTEPHBIX IPU3HAKOB APYTUX 3a-
OosieBaHMIt TUIa cuHApoMa bpyraga, apuTMoreHHoi
JIACTUIA3UM TIPABOTO XeJylouka U Jp., 0osee MmoaHO
KJIMHUYECKU OYEPUYCHHBIX Ha CErOAHSIITHMUEI 1eHb. Ho
U TIPY OTCYTCTBUU AAHHBIX 3a00JIEBAaHUI YKOPOUEHME
nHtepBanga QT MOXeT ObITh BaXKHBIM (PUKCUPOBAH-
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HBIM JTOMTOJIHUTEJIbHBIM TMarHO30M WJIM TPU3HAKOM,
OTIPEIEISIIONNM KOHKPETHBIN PUCK PA3BUTHUSI KU3HE-
yrpoXaronmx apuTMHUI M BHE3alTHOW CMEPTU, MPO-
THO3 W TaKTUKY JieueHUsT 001bHOTO. [103TOMY BBISIB-
nenne Ha DKI ykopoueHHoro uHtepBana Q7, oco-
6eHHo HUXe 80% OT MOKHOTO 3HAYCHUs, Naxe Y
ACUMIMTOMATUYHBIX OOJIbHBIX TPeOyeT WCKIIOUEHMUSI
3a00JIeBaHUII C PUCKOM DPa3BUTHS KU3HEYTPOXKAIO-
IIMX ApUTMUNA Ha OCHOBAaHUMU HAHHBIX CEMEWHOIrO
aHaMHe3a U KOMIUIEKCHOTO KapauOJIOIrMYecKoro 00-
CJIe/IOBAaHUSI, BKJIIOYAIOMIETO TIPU HEOOXOIMMOCTHU
sfiekTpodusnogornyeckoe oocienosanue. C apyroi
CTOPOHBI, HAJIMYME B CEMbE CIy4aeB BHE3AITHOM
CMEPTHU B MOJIOJIOM BO3PacTe, CUHKOMAJIbHBIX COCTO-
STHUI HeSICHOM 9TUOJIOTUY TPeOyeT UCKITIOUEHUS CUH -
JipoMa yKopouyeHHoro uHrepsaja Q7.
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CUHJPOM BPYTAJIA - K TMHUKO-TUATHOCTUYECKUE

KPUTEPUU U JIEYEHUE

JI. A. boxepus, A. I11. Pesuwisuau, H. B. IIponuuesa

Hay4HbIlh LEHTP cepaeyHo-cocyancTom xmpyprum um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, Mocksa

BHGSaHHaH cepneuHas cmepth (BCC) yarire Bcero
SIBJISIETCSI CJCACTBUEM KEJTYAOUYKOBBIX Taxu-
aputMuii [2]. TIpramHBI BO3HMKHOBEHMS KI3HEYTPO-
JKAIOIIUX KETyAOUKOBBIX apuTMmuii (2KA) moctatouHo
pa3HooOpasHbl. 3avactyio pazButrie BCC He ymaercs
VIOBJIETBOPUTEIBHO OOBSICHUTH CYILECTBYIOIIMM HIIIe-
MUYECKUM WU BOCMTAIUTEbHBIM MOPaKEHUEM MUOKap-
na. B HacTosiiiee Bpemsi, Korma pa3BUTHE COBPEMEHHOM
APUTMOJIOTUU COIPSDKEHO C AKTUBHBIM PA3BUTUEM MO-
JIEKYJISIPHO-TEHETUIECKMX METOIOB MCCIICIOBAHMSI, T10-
SIBUWIOCh TIOHUMaHWE TeHETUYECKUX aCTIeKTOB MaToreHe-
3a apurMuii. BCC MoXeT OBITh CIIeICTBIEM TeHETUIECKI
JIETEPMUHUPOBAHHBIX 3a00JIeBaHNIi, B OCHOBE KOTOPbIX

Jexar u3MeHeHus1 (MyTallMMd) B IeHaX, KOAMPYIOLIMX
MOHHbBIE KaHaJIbl, UX MOAU(MUKATOPHl U MOMYJISITOPBI,
CTPYKTYPHbIE 1 CApKOMEPHbBIE OEJIKM MUOKAPIa, KIIMHI -
YeCKU TMPOSIBIISTIOIIMECS] HApYIIEHUSIMI pyUTMa Ceplia.
Haubomee akTMBHO M3y4aeMbIMH B TIOCTICTHEE Bpe-
MsI SIBJISTEOTCSI apUTMUU, CBSI3aHHBIE C MYTallUsSIMU B Te-
Hax, OTBEUAIOIINX 3a (DYHKIIMOHUPOBAHIE MOHHBIX Ka-
HaJoB (KaJIMEBOTO WJIM HATPUEBOTO), SKCIIPECCUPYIO-
IIUXcs B MUOKape. JlaHHBIe TeHETIECKH IeTepMITHH -
POBaHHbIE APUTMUU OTHOCST K IPYIIIe KAHAJIOMATUIA U,
YUNUTHIBASI HaJMYKMe HACJEICTBEHHO OOYCIIOBIEHHOTO
HapylleHUsT 00pa30BaHus U/WIA PacIpOCTPaHEHUSI
AJIEKTPUYECKOr0 MMIIYJIbCa, MX TaKKe Ha3bIBalOT 00-
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JIE3HSIMU 3JIEKTPOreHe3a, WM TIePBUYHBIMM 3JICKTPU-
YecKMMU OoJe3HsIMM cepana. HacnenctBeHHast Hero-
MOTE€HHOCTb PeTOJIsIpU3alvK JIEXKUT B ocHOBe KA, co-
TTPOBOKIAOIINX MHOTHE CepIeYHbIC KaHATIOITATHL.

W3 21001 rpyniibl KaHalonaTuii HanboJiee BICOKUIA
PUCK pa3BUTUS XU3Heyrpoxatommx aputMuit 1 BCC
nMeeT cuHIpoMm bpyrama — MOHOTeHHOE MOJMJIOKYC-
Hoe 3a00JieBaHUEe, O0YCIOBICHHOE MYTALIUSIMU B T€HE
SCN5A, xomupyolieM o.-CyObeIUHUIy HaTpPUEBOTO
kaHana [8, 27]. K pa3BuTuio KJIMHUYECKOro (peHoTHmna
cunapoma bpyraga mpuBoaaT myTtauuu B reHe SCNSA,
peanm3yrolmecs Mo Ty «loss of function» [21].

IlepBoe coobuieHue o cuHapome bpyraga rosiBu-
Joch B 1992 1. [11], xorga 6patbs P. u J. Brugada onu-
cajiv cllydyad BHE3aITHOM CMEPTH MOJIOIBIX MYXXUMH B
ctpanax IOro-BocTtounoit A3uu BeiieactBue puodpuii-
JISIIAH KeJTYIOYKOB B OTCYTCTBUE CTPYKTYPHBIX aHO-
MaJuii B MUOKAapJe, COYETAIOIIEICS C TTIOTbEMOM Cer-
MeHTa S7 B IpaBbIX TPYIHBIX OTBEACHMSIX 1 OJIOKAIOMK
TpaBoil HOXKM TTyuka [iica.

B Hacrosimiee Bpemst mokaszaHo, 4To 3To 3a00JieBa-
HHUE BCTpeyaeTcs IMPaKTUIEeCKM BO BCEX CTpaHax,
Bitovast Poccuto. Yactora cunapoma bpyraga B EB-
porie 1 AMepuke cocTasisgeT okosno 1:10 000 Hacee-
Hus [7, 8]. Haubonblee pacnpocTpaHeHUE CUHAPOM
nmMmeeT B cTpaHax FOro-Bocrounoit Azuu. CyIiecTBy-
10T IaHHbIE, COTJIACHO KOTOPBIM 3TO 3a00JI€BaHME SIB-
JisieTcs MpUYMHONM 0Koj0 20% ciydyaeB BHE3aITHOM
KapIMOIr€HHOM CMEPTHU JIIOJEI, Y KOTOPBIX HE BBISIB-
JISTIOTCS CTPYKTYPHbBIE HapyLICHUS B MUoKapze [6].

HecmoTtpst Ha ycrexu, TOCTUTHYTbIE B TIOHUMAaHUU
MEXaHM3MOB 3a00JIeBaHMsI C MOMEHTA €0 TIEPBOTO O -
CaHWUsI, €CTeCTBEHHOE TeUCHUE CUHIPOMA OCTaeTCs He
TTOJTHOCTBIO OXapaKTepU30BaHHBIM, 1 BEISIBJICHHE Al -
€HTOB, HECYIINX MYyTalldIO, BCE €Il MPEICTABISET OIl-
peneseHHbIe TPYIHOCTU. B 3HaUMTEeTbHOM CTETIEHH 3TO
O0BSICHSIETCS KITMHUISCKUM TTOJIMMOPGU3MOM, TETEPO-
T€HHOCTBIO TPYIIbI, HEAOCTATOYHBIM YMCIOM HaOJII0-
JICHUIA, a TAKXKE BO3MOXKHOCTBIO OECCMITTOMHOT'O TeUe-
Hus 3a00s1eBaHMs. 3aTPYAHAET IMarHOCTUPOBAHUE TaK-
K€ OTCYTCTBHME CTPYKTYPHBIX M aHATOMUYECKUX M3Me-
HEeHWIT MMOKap/aa, CBOMCTBeHHOe cuHApoMy bpyrana.

MOJEKVJIAPHO-TEHETUYECKHUE OCHOBbBI
BJIEKTPOOU3NOJOTMYECKUX
MEXAHN3MOB CUHJIPOMA BPYTAJIA

[TaToreHeTMYECKMM 3BEHOM apUTMMII IPU CUHI-
pome bpyraja siBisieTcst aCMHXpOHU3M MPOLECCOB pe-
MoJIIpU3aLMM B MUOKApAE KEJyT0YKOB, BbI3bIBalO-
LIMIA 2JIEKTPUYECKYI0 HeCTaOWJILHOCThL MUOKapia, a
OCHOBHOI MOJIEKYJISIDPHOM MMILIEHBIO — BXOISIINIA
HaTpPUEBBINA TOK.

B ocHOBe BO3HMKHOBEHUSI 3JEKTPUUYECKUX SIBJIE-
HUI B cepale JeXKUT TpaHCMEMOpaHHbI MOHHBIA
TpaHCIOpT. bajlaHc MeXy BXOASIIMMU U UCXOSIIIM-
MU MOHHBIMU TOKAMU MOMJAEPXKMUBAETCS MHOTUMU Ka-

HaJlaMU, HO JIMILIb HEOOJIbIIIAsT YaCTh U3 HUX OTKPHITA B
OIHO 1 TO Xe Bpems. TpaHcMeMOpaHHBIE OEJIKM, KO-
TOpbIe 00Pa3yIOT KaHAJbl, UMEIOT pa3IMuHble KOH(bU-
TypalMy B 3aBUCHMOCTHM OT MOTEHIIMAJa KJIETOUHOMN
MeMOpaHbI, 00yCIOBIMBas U30UPATEIbHYIO TPOHUIIA-
€MOCTh MOHHBIX TTOTOKOB (CEJIEKTUBHOCTH) B pa3HbIe
¢asbl moTeHIMana aeiictus. Jlaxke HeOOJIbIIINE U3Me-
HEeHUST B CKOPOCTHM aKTMBAllMM M WHAKTUBAIIMU OTpa-
HUYEHHOTO YKCJia OCJTKOBBIX CYOBEIMHUIL TPAHCMEM -
OpaHHBIX MOHCEJIEKTUBHBIX KaHAaJOB, KOIUPYEMbIX
pa3HBIMU TeHAMM, MOTYT HAapyIINTh HOPMAaJIbHOE Te-
yeHue mpoiiecca. Takum oOpa3oM, TeHETUYECKHU Je-
TePMUHUPOBAHHOE M3MEHEHME (PYHKIIMOHMPOBAHUS
MOHHBIX KAHAJIOB OTBETCTBEHHO 3a KIIMHUYECKHE MPO-
sBieHMsT 2KA, OTHOCSIIIIUXCS K TPYIITIe KaHATOIATHIA.
deHoTUNIMYECKHE MPOSIBIEHUs cuHaApoMa bpyrana
Pa3BUBAIOTCS B pe3yJIbTaTe CHIDKEHUSI CYMMapHOTO Ha-
TPUEBOTO TOKa [y, Yyepe3 MOHHBIN KaHam [8]. DddexT
«loss of function» MOXeT pa3BUBATHCS ITyTEM YCKOPEH-
HOI MHAKTUBAIIMU KaHaja, TI0 MeXaHU3MY TraruIoHe0-
cratouHoctu [20, 30]. CortacHO OMHOW W3 TUIOTE3,
KJTFOUEBBIM 3BCHOM B T€HE3¢ apUTMUM MPU CUHAPOME
Bpyrana siBisieTcs BbIpackeHHast TUCTIEPCUST XapaKTepy-
CTHUK TIapaMeTpoOB PeppaKTEPHOCTH B MUOKAPIIE KEITy-
JIOYKoB. B yurteparype paccMaTpuBaeTCsl HECKOJBKO
BO3MOXKHBIX MeXaHU3MOB. OCHOBHasT (pM3HOJIOTHIeC-
Kasl pojib BXOISIIIMX HATPUEBBIX TOKOB — OBICTPOE MTPO-
BeJCHUE 3JIEKTPUIECKOTO UMITYJIhca. HaTtpreBble KaHa-
JIbl OBICTPO MHAKTUBUPYIOTCS, 32 3TO BPeMsl OHU MHU-
HUUpyIoT a3y miarto (2-5 daza noTeHrasa AeCcTBUS)
U TTOAEPKMBAIOT €€ HECKOJIBKO MIWIIMCEKYH I, B TeUe-
HMe KOTOpBIX cpabatbiBatoT K*-kanans [27, 31]. ben-
KU, (hopmupyrolye ToK /;,*, SKCIIpecCupyroTcs IpeuMy-
IIECTBEHHO B HAPYKHBIX CJIOSIX MUOKAap/Ia SKeJTyTOUYKOB
(3mMKapm), OMHOBPEMEHHO BKIIIOUYAIOTCS U IPOTHBO-
JIEHCTBYIOT pEIToJISIpU3aliiy (B HOpMe 00pa3ysl «3arae-
HHE» Ha KpWBOW ToTeHIMana aeiicteus) [18]. Takum
00pa3oM, paHHee IJIaTO MPeACTaBIsIeT Pe3yabTaT Mpo-
TUBOTIOJIOXKHBIX JCTIONISIPU3YIOMNX M PEIONISIPU3YIO-
LIUX BIUSTHUIN cO cTOPOHBI Nat-ToKOB U /,,. CHIXKeHIE
motHocTH Na'-KaHaloB MO OTHOLIEHMIO K 3HAYM-
TEJIBHOU IJIOTHOCTH /,, MOXKET BECTH K IIPEXKIACBPEMEH-
HOW PeToyisIpu3aiivy 1 CIMIITKOM KOPOTKOMY TIOTEHITU -
ajy IeUWCTBUS B 3MUKap/Ae, TOrIa Kak B SHIOKap/Ie JIe-
TTOJISIpU3alIis BHYTPEHHUX CII0EB MEMOpPaHBI TTPOTEeKa-
eT HopMaJTbHO. Tak pa3BUBaeTCsl IEKTPUUECKAsl TeTe-
POTE€HHOCTh MMOKap/a XKeJTyI04KOB, TO €CTb CyOaHI0-
KapauadbHBIC OTIETBI MMEIOT OOBIIYIO IIUTEILHOCTh
MOTEHIIMAaJIa ACUCTBUSI IO CPABHEHUIO C Cy0aMMKapIv-
aTbHBIMU OTHCIaMK. TaKM 00pa3oM, B TOJIIE COKpa-
TUTEJIBHOTO MUOKAPJA XKEIYJOYKOB CO3[AETCS JIEKT-
PUYECKMIT TPaaveHT, U ACTIOISIPU30BAHHBIN SHIOKAP
MOXKET CTaTh UCTOYHMKOM TOBTOPHOTO BO30YXICHUS
MPEXIEBPEMEHHO PENOJISIPU30BAHHOTO 3MUKap/a,

*[pexoasiunii KOMIOHEHT MCXO/SIIEro KaMeBOro ToKa.
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CJICICTBUEM YETO SIBJISIETCS] BO3MOXHOCTh (hopMUpOBa-
HUS TTOIMMOPDHOIM sKemynoukoBoit Taxukapoun (2KT).
Ilpu Bceit yoeauTeabHOCTH, CHUXKeHue [y, Kak
MIPpUYUHA TPAaHCMYpPaTbHOI HETOMOTEHHOCTH PEITOJISI-
pU3alMu He 00BSCHSIET MOJHOCThIO BCEIr0 MHOr000pa-
3UsT HAPYIIEHWI CepIeYHOTO PUTMA, PAa3BUBAIOIIUXCST
BCleaCTBUE MyTaluii B reHe SCNSA. MyTtaiyu, BbI3bI-
BarolMe Takoi pusnonornyeckuit 3¢ @eKT, onrucaHbl
He TOJIbKO TIpu cuHapoMe bpyramga u mamonaTudyeckoi
KEeJTyT0YKOBOI TaXMKAPIUK, HO U TIpU 3a00JIeBaHUSIX,
COITPOBOXKIAIOIINXCS CTPYKTYPHBIMU U3MEHEHUSIMU
muokapaa [17]. ¥ yactu OOJIBHBIX CO CHUXXKEHUEM
(GyHKIIMM HATpUEBBIX KaHAJIOB HAOIIOMACTCS ITOCTE-
TeHHas Aerpanaius BOJOKOH MPOBOJISIIEH CUCTEMBI,
YTO MPUBOINT K HAPYIICHUIO IIPOBEACHUS MMITYIbCca
[10, 25]. B psine ciryyaeB KIMHUYECKas KapTUHa 3a00-
JIEBaHMS TIPEJCTaBJIeHA TTPOTPECCUPYIONTUM Hapylile-
HueMm AB-npoBoaumoctu — 6oJie3Hbio JleBu—JleHer-
pa, UMeloIIeil ayTOCOMHO-IOMUHAHTHBIN TUTT HacJe-
noBaHus [25]. YcraHoBneHo cueruieHue 6one3Hu Jle-
Bu—JleHerpa ¢ jokycoM 19q13. B rene SCN5A onuca-
HBI MyTaluu, (DEHOTHITUYECKN aCCOLIMUPOBAHHBIC C
IUucYHKILMed CHUHYCHOIro y3jia U (GUOpULISLIUEH
npencepauii [20]. HegaBHO ObUIM OITMCAaHBI MyTallM B
reHe SCNS5A, nokyc 3p22-23, apasiioliydecs: MpUIUHOMN
ofHOU M3 (opM KapIMOMUOMIATHUI — TIATON (POPMBI
APUTMOTeHHOW KapIMOMMUOMNATUU/AUCIIIa3UU TTPaBo-
ro xenynouka (ARVDS) [17]. Tem cambim ren SCNSA
MOMOJHUI CcO0O0l CIMCOK YyXe OTKPBITHIX T'€HOB
(hRYR2,Pk, 2157del2TG, TGFf33, DSP), oTBeTCTBEH-
HBIX 32 pa3BUTHE HECKOJBKUX (POpPM apUTMOTEHHOM
NMCIUIa3um rpasoro xeaynouka (AHTT2K, unu cornac-
HO MeXXIyHapomaHoit HomeHkiaatype — ARVD) [30].

B o6eit cnoxHoctu B reHe SCNSA onuvcaHa uenas
cepusI aJuTeIbHBIX MyTanuii. [IpemcraBisieTcs nHTepec-
HBIM, 4TO 3JIeKTpodu3nogornyeckuii ap@exkT Myra-
mii B reHe SCNSA, IpUBOISIINX K Pa3BUTUIO CUHIPO-
Ma bpyrama, nporuBonosioxkeH 3ddekTy MyTaiuii B
TOM 3Ke TeHE, HO peaIM3yIOIINXCS TT0 IPYTOMY ITPUHIIN -
my — «gain of function», 1 CBSI3aHHBIX C pa3BUTUEM Y-
nuHeHHoro uHtepBaia QT 3-ro tuna (LQT3) [21, 26].
Takum obpazom, cuHapoM bpyrana sBisieTcs anjienb-
HBIM 3a00j1eBaHKEM M0 OTHoLIeHUIO K LOT3. OueBu-
HO, YTO aCMHXPOHU3M PETOJISIpU3alin JTI000M TpUpo-
ITBI TIOBBIIIIAET apUTMOTECHHYIO TOTOBHOCTh MUOKAap/Ia.

Cunapom bpyramga mepemaercs 1o ayTOCOMHO-I0-
MHMHAHTHOMY THITYy HACJIGIOBAaHUSI ¢ HU3KOW ITEHET-
PaHTHOCTBIO (TO €CTh aHOMAJIBHBIM TEH YHACIIeHyeT
50% motoMcTBa, Y MY>KYMHBI Y KEHIIUHBI OIMHAKOBO
HacJenyroT ne(eKTHBII TeH, HO He y BCeX Pa30BbETCS
0osie3Hb). HecMOTpst Ha paBHYIO T€HETMUECKYIO Tepe-
Jady O6ose3Hu, KmHndeckuit enotun B 8—10 pas va-
1€ BCTpEYaeTcsl y My>KUMH, YeM y KeHIIUH. [TpuanHbt
TaKWX CBSI3aHHBIX C TTIOJIOM PA3TUIHiA TOJITO OCTABAINCH
HEU3BECTHBIMU, TTOKa HE ObUIO MOKAa3aHO, YTO Y MYXK-
YUH HAJIMYECTBYET 0OoJiee BhIPAKEHHBIN TOK /,,, Jiexa-

90+
S -0
£ 80 :
o2 i <
gE 10
53 70 i 2
EN F 0 8
fd --20 g
89 60 _—
-(C5 -

o :'30
50 I
Males Females Males Females

RVEpi LVEpi

Puc. 1. Ammuntyna ¢asbl 1 1 HanpsikeHue B KOHIIE (a3bl
1 (V/phase 1) anukapauajbHOTO MOTeHIMAIA IEHCTBYSI,
3apETMCTPUPOBAHHbBIE OT TKAHEBBIX IJIACTUH C MPaBOTO
xkenynouka (RVEpi) u ¢ neBoro xenynouka (LVEpi) coba-
YbUX cepael pazHonobix ocobeit (BCL=2000 mc) [15].
BcraBku OTO6pa}KaIOT MOTeHUMAbl IEHACTBUS OT COOTBETCTBYIO-
LIMX TKAHEH.

*p<0,01 vs male RVEpi; 1p<0,001 vs males RVEpi; $p<0,01 vs
female RVEpi; §p<0,05 vs female RVEpi.

LM B OCHOBE WX MPEeIpaciooXXeHHOCTU K Pa3BUTUIO
KJIMHU4YecKoro ¢deHotumna cuHapoma bpyrama [15].
OcOoOEeHHOCTU MOJIOBBIX PA3IUUYU BXOASIIIUX U UCXO-
JSIIAX TOKOB U3y4Yalid Ha IIPUMEPE MOTEHIIMAIOB e~
CTBUSI, TTIOJYYEHHBIX OT CPE30B dMUKapAa U U30JIUPO-
BAaHHBIX SMTUKapAUAJTbHBIX MUOLIUTOB Ha cCOOaKax pas-
HOTO M0JIa, YCTAHOBUB Pa3JIM4YUsl B KPUBBIX MTOTEHIIM-
ana geiicteus (puc. 1). AMrumTyna ¢assl 1 mpaBoxke-
JIyTOUKOBOTO 3MUKApAMAJIbHOTO MOTEHIMAIA JTEUCT-
BUsl coctaBwia 64,8+2,0% ot ammuTyasl Gassl 2 'y
MYKCKHX 0co0eit o cpaBHeHMIO ¢ 73,8+4,4% y KeH-
ckux ocobeit (p<0,05) npu pavHe uurkiaa 2000 mc.

KJIMHUKO-DJEKTPOKAPINOTPAOMYECKAS
BAPUABEJIBHOCTDH CUH/IPOMA BPYTAJIA

DOeHoTUIMUECKAsT BapuaOETbHOCTh CUHAPOMA,
3710KayecTBeHHOe TeueHue, Bhicokuit puck BCC tpe-
OYIOT YeTKMX KPUTEPUEB U METOJIOB TUATHOCTUKH TSI
YCIIEITHOM MOSHTU(MUKALMU TAIIMEHTOB C CHUHAPO-
MmoM bpyrana.

Knuauyeckas KapThHaA XapaKTepU3YeTcs 4acThIM
BO3HUKHOBEHHEM CHHKOIE Ha (poHe mpucTtynoB KT u
BCC, npenmyIieCTBEHHO BO CHE, OTCYTCTBUEM IIPH-
3HAKOB OPraHMYECKOTO M/MJIM aHATOMUIECKOTO TTopa-
JKEHMSI KJIAITAHHOTO armapara cepaia 1 MUoKap/a IIpu
aytoricuu. [ToMrmo Ki1accuyeckoro (heHoTHUIa, BKITIO-
YAIOIIETO B Ce0ST THIIMIHBIC KIIMHUKO-3JIEKTPOKApINO-
rpadryecKue MposIBICHUS, BHIACISIOT CKPBITOE Teue-
HHE, XapaKTepU3yIolleecs TUTMIHBIMA U3MEHECHUSIMI
Ha OKI y acMMITOMAaTMYHBIX MALMEHTOB, KOTOpHIE
JIMOO MMEIOTCS TIOCTOSTHHO, JIMOO WHIYLIMPYIOTCST BO
BpeMs IpoBeaeHNs (hapMaKoJIOrHuecKux mpod [6].
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Henocpencteennoit npuuuHoit BCC u cuHkore y
00JBHBIX ¢ cuHApoMoM bpyraga sBiasercss ObIcTpast
noaumopdHasa KT, TpaHchopmupyromiascs B ¢Gud-
puutsimio xenynoukon (D2K), koTopast yare BO3HU-
KaeT B IoKoe uau Bo BpeMs cHa. [Toaumopdnas KT
yallle Bcero HauMHaeTcs ¢ (peHOMeHa «Kackana» (SLS-
i SL-mocnenoBatebHOCTL). JlaHHasT Heperyssp-
HOCTb pUTMa MOXET IPOBOILIMPOBATHCS BHE3AITHBIM
YCUJICHHUEM I1apacUMIMAaTUYCCKON CTUMYJISIIAM TIpU
BXOJIe B BOLY, B (haze «OBICTPOTO CHa», 3aHUMAIOIIIETO
BCIO BTOPYIO TOJIOBUHY HOYM, U MHOTUMU JPYTUMU
(akropamu. [TpenmyIieCTBEHHBII BO3pacT KIMHAYE-
ckoii Manudectaunm — 35—40 ner. Puck pasButus
BCC HauboJiee BbICOK y JIMLL MY>KCKOTO I10J1a, 0COOEH -
Ho B Bo3pacTe 30—40 jeT, B MOMEHT Jie0I0Ta apUTMUM.
HMHTEepecHO OTMETUTDH, YTO MOJOOHBIE TOJOBbLIE pa3-
JIMYUST TIPUBOAVUIM K TOMY, 4TO B paitoHax FOro-Boc-
TOYHOI A3MH1 MY>KYMHBI Ha BpeMsI HOUHOTO CHa Tepe-
ONIEBAINCH B KEHCKYIO OJIeXKy, UTOOBI OTITyTHYTh
«3JIBIX TyXOB», OTOMPAOIINX BO BPpeMsI CHA UX XKU3HU.

Cewmeiinble ciydan BCC cuutator hakropom puc-
ka pazsutusg BCC. OmHako B OTIMYME OT CMHIpOMa
yIUTMHEHHOTO MHTepBaia Q7 HET JMaHHBIX, KOTOphIE
OBl TTONTBEPKIAIN TTPOTHOCTUYECKOE 3HAYCHHE OTSI-
TOIIIEHHOTO CeMeWHOro aHaMHe3a. B c¢Bsiz3u ¢ 3TUM
TIPEIIIOJI0XKEeHNEe O TOM, YTO OTCYTCTBHE OTSITOIICH-
HOro CeMeWHOro aHaMHe3a yKa3blBaeT Ha HU3KUK
puck BCC, MOXeT ObITh OIIMOOYHBIM.

KakoBbl e Hamaexaliue TMarHoCcTUYecKrue Kpu-
TEPUH IS TOTO YTOOBI MACHTU(HUIINPOBATH CHHIPOM
Bpyrana? [Ins oTBeTa Ha 3TOT BOIIPOC ObLIA YUpexKe-
Ha crienuyanbHas rpynna Arrhythmia Working Group
of the European Society of Cardiology (2000), koTopas
otHecsa kK OKI-nposiBneHusiM cuHapoma bpyraga or-
KJIOHEHMSI B IIpoIieccax PeToJIIpU3alui U JeTIOISI Py -
3al1u, He CBSI3aHHBIC C MIIIEMUYECKUM TTOBPEKICHM -
€M WJIA OYEBUIHBIM 3JICKTPOJIUTHBIM AUCOATaHCOM, B
OTCYTCTBUE OIO3HABAEMBbIX CTPYKTYPHBIX CEPACYHBIX
AHOMAJIMI, ¥ TIPUBOISIIINE K 3JIcBallny cerMeHTa ST B
MPaBbIX MPEKOPAUATIbHBIX OTBEACHUSIX [29].

B Hacrostiee BpeMst THITMIHBIMA 3JICKTPOKAPIAO-
rpadmyecKuMu KpuTepusiMu cuHapoma bpyrana cum-
TalOTCSI AJIeBaIus cerMeHTa S7 B TpaBbIX TPYIHBIX OT-
BeneHusx (V,—V3), yacto 3aBeplaromiascs oTpUIia-
TeJIBHBIM 3y0110M 7, COTTPOBOXKAAIONIASICS WJIA HE CO-
MpoBoXaarolasicsl 0JI0Kagol IpaBOil HOXKMU MydKa
Tuca (BITHIIT), nepuonnyeckoe yIIMHEHUE UHTEP-
Basia PR n mapoxcusmel moaumopgnoii KT [6, 7, 29].
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Puc. 2. BKI' 6ompHOro ¢ cunapomom bpyrama, mepe-
JKMBIIETO KJIMHUYECKYH) CMEPTh C YCIEIIHbIMU PEaHU-
MAaLIMOHHBIMU MEPOTPUSATUSIMU, Y KOTOPOTO OTMEUEHbI
Bce Tpu tuna DKI -u3meHeHmid.

Ormeyarorcsa JUHAMUNYECKNEC NUBMCHCHUA DKI B TeyeHME HECKOIID-

KHUX JIHE# (CTpeJIKM MOKa3bIBaOT J-BOJIHY).

OnucaHbl TpU BO3MOXHBIX TUTAa DKI-13MeHeHui,
XapakTepu3ylomux cuHapoMm bpyrama (puc. 2) [29].
Tun 1, onucanHbiit B 1992 1., xapakTepusyeTcst 3HaYU -
TeJIbHOM dJieBanuveil cermeHta S7, NpUHUMAIOIIEH
«CBOAYaTyO» KOHpuUrypauuio (coved) ¢ aMIUIUTYAOMI
J-BOJIHBI WM 3JieBaLmeit cermedra S7 0osee 2 MM WIN
0,2 MB Ha nuke, B coyeTaHUM C HETaTUBHOM HarpaB-
JICHHOCTBIO 7-BOJIHBI, C HEOOJIBIINM H303JIeKTPUIEC-
KUM paszaeseHueM. Tum 2 Takke MMeeT BBICOKOe Haua-
J1o aneBauuu ST, HO B 3TOM cllydae aMIuiuTyaa J-BoJi-
HBI 1aeT HAyajao MOCTeTICHHOMY YOBIBAaHUIO 3JIeBAllUM
cermeHTa S7, 3aCThIBalOIIeMy Ha YpoBHe Oosee 1 MM
BBILLE U30JIMHUU, B COMTPOBOXIEHUU MOJIOXUTEIBHOMN
Wi AByx(da3Hoil T-BOJHBI, YTO B pe3yJIbTaTe IPUBO-
INT K «CeIOBUIHON» KoHpurypammu (saddleback).
Tun 3 xapaktepusyeT aseBaius cermeHTa ST MeHee
1 MM, KOTOpast MOXET OBbITh 00eMX KOH(MUTYpaLnii, HO
yalle OTMeYaloT «CeMJIOBUAHYI0» (cM. Tabauiy). Kak
MMOKa3aHO Ha pucC. 3, U3BMEHEHUs cerMeHTa S7 HOocsAT
NUHAMUAYHBIA XapakTep, U y ONHOIO MalMeHTa MOIYT
nocJjienoBaTeibHO HaOmtoaarbesl Bce Tunbl DKI, xa-
pakTepHble it cuHapoma bpyrana. /Iis BepHOiT MH-
TeprpeTaluu J-BoJIHbI HEOOXOIUMO MPABUIIbHOE pac-
MOJIOKEHHUE BJICKTPONOB Ha TPYIHON MOBEPXHOCTH.
Jaxe HeOosbllIMEe CMEIIEHUsI TPYIHBIX 3JEKTPOIOB
MOTYT IIPUBECTU K HEBEPHBIM pe3yiabraTaMm. OTKIIOHe-

Tunb! n3meHenuii cermenta S7'B otenennsx Vi, V, u Vi (1 mm=0,1 mV)

TTapameTpbl | Tun 1 Tun 2 | Tun 3
AMIUIMTYAA BOJHBI J >2 MM >2 MM >2 MM
T-3y6en OTpuuaTeTIbHbII [MonoxuTenbHbI [TonoXxuTeabHbI

uiu AByxdasHblii
Kondurypamusa ST coved saddleback saddleback

Koneunas yacte S7T' [lTocTosiHHO OTpuULIATEIbHbBIN

DneBanus >1 Mm DneBauug <1 MM

AHHAJIBI APUTMOJIOM N, Ne 4, 2005
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Puc. 3. BKI 35-1eTHEro 60JbHOTO, YCIIEIIHO PEaHNMM-
poBanHoro. CieBa HarpaBo: KoHTposibHast DKI u DKT
Ha 1-it, 2-11, 3-i1, 4-i1 1 5-1t MUHYyTe BBeICHUs aliMaJIuHa.
OKI tuna «saddle back» (tTum 2) Ha 1eBbIx DKI mpeobpa-
3yeTcs B «coved» (Turm 1) Ha mocneaHeit OKI cripasa.

g

Hus cermeHTa ST B oTBeieHUsIX V4— Vg MOJKHBI UHTEP-
TIPETUPOBATHCSI C OCTOPOXKHOCTHIO, TaK KaK M3MEHe-
HMSI B 3TUX OTBEICHMSIX HE CBOMCTBEHHBI 2JIEKTPODU-
3uoJIOrMYecKuM 3 deKkTaM TIpu cuHapoMme bpyrama.
XapakTepHble U3MEHEHUST B TTPaBbIX TIPEKOPAUATbHBIX
OTBEIEHMSIX OTpaXKaroT 0ojiee 3HAYMMOE YKOPOUCHHME
JUTUTESIbHOCTH (ha3bl penosispu3aliii B CyO3NMUKapamn-
AJBHBIX OT/IEJIaX MPABOTO KeJTYI0UKa M0 CPABHEHUIO C
JIEBBIM, UTO OOBSICHSIETCSI MEHbIIIEH MpeacTaBIeHHOC-
TBIO TOKa [, B mocaenqHeM. Takxke He cleayeT paccMar-
puBaTh Mopdoiornuyeckue naMeHeHuss Ha DK mis
JIMarHOCTUPOBaHUsI cuHApoMma bpyrama cpasy mocie
MpOBeNeHUs NePUOPWILISALIMU U B TSUCHUE HECKOJIb-
KHX 4acoB MOCJIe KIMHUYECKO cMepTH [29].

W3 npyrux nmapametpoB DKI oOpamraer Ha cebs
BHUMaHME 3aMEeTHOe yKopoueHue uHteppaia Q7, Ko-
TOPOE CBSI3BIBAIOT C OCOOCHHOCTSIMU 3JIEKTPOPU3NO0-
JIOTUM KapAUOMUOLUTOB — 3HAYUTEIBHBIM YKOpPOUE-
HUeM 2-#i a3l TpaHCMEMOpPaHHOIO ITOTCHIIMAJIa
JIeicTBUSI B KJIeTKax anukapaa [3], HO MOXeT TakxKe
Ha0MonaThes 1 yaanHeHue uarepsaia Q7. B mepBbix
onucaHusx, peacraBieHHbIX P. Brugada u J. Brugada,
3 13 6 MyXXUMH UMeNU yIUuTMHeHue uHtepBaia Q7. 6o-
nee 440 mc [11]. OnucanHa rpyrnna nauueHToB ¢ 0J10-
Kanoii mpasoit Hoxku 1yuyka [uca (BITHIIT) u sneBa-
ueii cermeHTa S7, y KOTopbix cpeaaue 3HaueHus Q7.
ObUIM HEMHOTO yBeJWYeHBI [19]. BoIsiBIeHBI CEMbU C
JIGKapCTBEHHO WHAYIIMPOBAHHOM 3JIeBallCii CeTMEH-
ta ST u yuiuHeHnueM Q T-uHTtepBana [24]. Takum o0-
pa3oM, HU OJTHO U3 3HaUeHul nHTepBaita Q7, mpeBbl-
1aolee HoOpMaTUBHbBIC MOKa3aTeau B Ty WIU UHYIO
CTOPOHY, HEb3sT OTHECTH K YETKUM JTUATrHOCTUYEC-
KM KPUTEPUSIM.

Ipu3Haky HapylIeHW BHYTPHXKEIYIOYKOBOM
MIPOBOAVMOCTH, OYeBUIHO, HE HOCSIT MCTHMHHBIN Xa-
pakTep. Beicokoe Hauaso asneBaumu cermeHTa ST Mo-
KeT MackupoBatbcsi non BITHIII, Ho ortcyrcTBuUe
YIIMPEHHOTo 3y011a S B oTBeAeHUSIX Vs, Vg YKa3bIBaeT
Ha COMHMTENBLHOCTb UCTMHHOTO Hasnuust BITHIIT.

PR-uHTEpBaN yacTo yBenuyeH (Oosiee WM paBeH
200 Mc) u, MO-BUAUMOMY, OTpaxkaeT IPUCYTCTBUE
3agepxkku HV-npoBogumoctu (0ojiee WM paBHOM
55 mc). HopmanbHble 3HaueHus1 uHTepBasia HV 'y
B3pOCJIBIX KOJIEOMIOTCS B Ipenesax oT 35 mo 55 mc.
OnHaKo CBEIEHUS O MPOAOKUTEILHOCTH MHTepBaia
PR Becbma npotruBopeurBbl. HenaBHO ObLIM MpeacTaB-
JIeHbl OINMCaHus yBeaudyeHus HV-npoBonuMocTu 10
110 Mc [23]. B apyrom mccienoBaHUM COOOIIAIOCH O
cpenHuX 3HaueHusIX uHrepBana HV, paBHbix 49112 mc,
y 35 manueHToB ¢ CUHAPOMOM bpyrana, U3 KOTOpbIX
TOJILKO 6 MMenn nHTepBaj 6osee 60 mc [16].

Heo6xonuMo mipyHUMaTh BO BHUMaHWE, YTO
OKI-nipu3HaKy He SIBASIOTCS MOCTOSSHHBIMU, 3a4ac-
TYI0 CUHIPOM MMEET CKPBITOE TEUECHUE, W JIJIST €TO BbI-
SIBJICHUSI HEOOXOIMMO TIPOBOAUTH HArPy30YHbBIC TIPO-
OBl (HaTpuMep, ¢ MTPOKaAMHAMUIOM) M/WJIH 3JIEKTPO-
GU3MOTOTHUECKOE CCICAOBAHME.

ITpu npobe ¢ 1o3upoBaHHOI (HU3NYECKON HArpy3-
KOI 1 JIEKapCTBEHHOI1 TTPo0e ¢ CMMITATOMMMETHKAMM
OKT-nposiBnenus: cunapoMa bpyraga ymeHbIIaoTcs,
B TO BpeMsI KaK IIpU ITPOBEACHNN HATPY30IHBIX (DapMa-
KOJIOTUYECKMX TPOo0 ¢ aHTMapuTMuKamu | kimacca —
yBesmuuBatoTcs. ObUIManbHbIA TPOTOKON TTPOBOLIM-
pyouieii  (hapMaKoJIOTUYECKON MPOObI Yy OONbHBIX C
cuHapomoM Bpyrama BkitoyaeT BHYTPUBEHHOE BBeJIe-
HHE TpeX MperapaToB: TIypUTMaia (aiiMainHa) B 103¢
1 Mr/KT B TeueHue S MUHYT (CM. puc. 3), HOBOKauHaAMU-
na (mpokamHamuaa) B nose 10 mr/xr B TeueHue 10 mu-
HYT WK piieKanHuaa B 103¢ 2 MT/KT, MAKCUMaJIHO JI0
150 mr 3a 10 MuH. PapMaKoITpOObI YCHIIMBAIOT CYIIECT-
BYIOILLYIO 3JIEBALIVIO WIM BBI3bIBAIOT €€ B CIIyyae OTCYT-
CTBUSI TIPY CKPBITOM TeUeHUHM 3aboseBaHusI. B ciydae
Hanmuuus 1-ro Tuna udmeHeHunit Ha DKI mpoBoLUpyIO-
IIMe TIPOOkI He UMEIOT JOITOTHUTEIEHOTO TUArHOCTH -
YeCKOro 3HaueHus. [ maluveHToB o 2-M U 3-M TH-
MOM pPEKOMEHyeTCsl MpoBefeHue (papMakonpod i
YTOYHEHUS AuarHos3a. B aTux ciydasx mpoba cuurTaeTcst
TOJIOKUTEJIBHOW B ClTydae JOCTUKEHUS J-BOJHOM ab-
COJTIOTHOM aMIUTUTYIBI 0ojiee 2 MM B OTBEICHUSX V|
n/vm V, u/wm Vi, ¢ BITHIIT v 6e3 Hee. [1peo6pa-
3oBaHue 2-To win 3-ro tuna DKI-m3meHeHuit B 1-it
TUIT CUUTAIOT TTOJOXUTEbHBIM (CM. puc. 3) [29]. VBe-
JINYEHWE aMIUTUTY/IBI J-BOJIHBI 00IbIIE 2 MM Oe3 pa3BU-
TUSI «CBOJYATON» KOHGUTYpallMM TaKXKe CUMTAIOT MOo-
JIOKUTEeNbHOM Tipoboit. [lpeobOpasoBanue 3-ro Tuma
OKI Bo 2-#i TUN CYUTAIOT COMHUTENBHOI MPOOOIi.
YuuThIBasi OMACHOCTh WHIYKIIMW BO BPEMST Harpy30u-
HBIX TIPOO >KM3HEYTPOXKAIOIIUX APUTMUIN BIUIOTH 10
DK, X peKOMEHIyeTCsT TIPOBOUTH B YCIIOBUSIX TOTOB-
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HOCTU K OKa3aHUIO 3KCTPEHHOW MEIMIIMHCKON TTOMO-
I WIA peaHUMAlMOHHBIX MEpOIpUSTHii. JlomycTu-
MOCTb TIPUPaBHUBAHUSI YYBCTBUTEJIBHOCTU U CHELM-
maHOCTH (hapMaAKOTECTOB K TEHETUUECKOMY CKAaHHMPO-
BaHUIO, KOTOPOE CUUTAETCS 30JI0THIM CTaHIAPTOM B 1 -
arHoctuke cuHapomMa bpyrana, ocnapusaercs [12]. On-
HaKO CYILECTBYeT 00IIlce MHEHUE OTHOCUTEbHO MEHb-
1IEH YYBCTBUTEIBHOCTU U 3(PDEKTUBHOCTH (hIeKauHU-
Jla ¥ TIpOKaHaMUIa B BBISIBIICHMM cUHIpoMa bpyrama
10 CPaBHEHMIO ¢ aliMaiiHOM. Bocrpon3BoauMocTh Te-
CTa ¢ IMMPOKaMHAMUIOM TOYHO HE YCTAaHOBJICHA, M CPaB-
HUTEJIPHO HEIaBHEE MCCISIOBAHME TIPEIIOIaraeT, YTo
OHa MoXeT ObITh MeHbIle 100%, B TO BpeMsi Kak BOC-
MPOU3BOAUMOCTb TECTOB C aliMaJIMHOM U (hJeKauHU-
JIOM paclieHMBaeTcsI KaK BbIicokKas [9, 22].

DnekTpodusnosornyeckuii 3PPeKT mpoBOLUPY-
IOIIUX TTPOO OOBSACHSAETCS YCYryOJIeHUEM TeHEeTUYeC-
KU AeTepMEHUPOBAHHOTO MOPaKeHUsT HATPUEBBIX Ka-
HaJIOB PV BBEIEHUY aHTMAPUMUYECKUX TIPerapaToB,
TMOJABJISIIOIINX OBICTPBIN MEMOJIPU3YIONINI HaTpUe-
BBIN TOK [y, HalpaBJICHHBI BHYTPb KJIeTKH. [Ipen-
TojlaraeTcs, 4To YeM MeHee BhIpaXKeHO CHIKEHME Ha-
TPUEBOTO TOKAa, OCOOEHHO Yy OECCUMMTOMHBIX IMally-
€HTOB, KOTOpOe TpeOyeT O0JIbIlIero BBeaAeHUsI 0JIoKa-
TOPOB HATPMEBBIX KAHAJIOB JIJIS1 TIOJIOXKUTEIbHOM MpPO-
OBI, TEM MEHBIIIC Y TTAIIMEHTAa TOTOBHOCTH K Pa3BUTHUIO
JKM3HEYTpOXKaIoKNX apuTMuii [29].

I[Tomumo GOKambl HAaTPUEBBIX KaHAJIOB, aHTU-
apuTMMUUecKue mpernapaThl I Kaacca Takxke 3aMemIsSTIoT
TPOIIECC UX BOCCTAHOBJICHUS U, KaK CJICACTBUE, YN~
HS10T 3 GeKTUBHBIN pedpakTepHbiit nepuomd (DPIT) B
pPa3JIMYHON CTeneHu: TMpemnapathl moakiaacca IA (Ho-
BOKaMHAMUI, alMaJIMH, XMHUIWH) YMEPEHHO YIUTH-
Hstot DPII, npenapatel noakiacca 1B (MekcuneTuH)
BO3MIEICTBYIOT B MUHMMAJIbHOM CTEIIeHH, TIpeIapaThl
nonknacca IC (paekanHum) 3HAYUTETBHO 3aMeIJISIIOT
CKOPOCTbH TIPOBEACHUSI, TIOYTH HE M3MEHSIST IPOIOJI-
xutenbHocTh DPII. [TomoOHbIe 3aeKTpodu3noI0rn-
YeCKMe BO3NCHCTBUS U IIPOAPUTMOTCHHBIN 3G dEKT,
oKa3blBaeMble MipenapaTamu I kiacca, 1enaroT COMHM-
TEJIbHBIM MX YJ9acTHe B JICUCHWUU 3a00JIeBaHUSI, BBI-
3BaHHOI'O CHIDKEHHEM CYMMAapHOTO HaTPHUEBOTO TOKa
Iy, omHaKoO umeeTcst coodlieHre 06 apdekTuBHOCTH
OpUMEHEHUSI XUHMIMHA Yy OOJBHBIX C CHHAPOMOM
bpyrana [9]. JItoGOMBITHO OTMETUTh, UTO MOPaXKEHUE
HaTPUEBBIX KaHAJIOB, HAOIIOmaeMoe IPU CUHIPOME
yaJMHeHHoro uHtepsaia QT 3-ro Tumna, oOycaOBIeH-
HOe MyTallusIMU B TOM Xe TeHe SCNSA, nmeeT TIpoTH-
BOITOJIOXKHBIM XapakTep, W Ha3HaYeHWE MperapaToB
I x7macca, Takux Kak (jeKauHUA WIM MEKCHJICTUH,
OKa3bIBaeT MOJIOKUTEbHBIN JeueOHbI 2 dexT [21].

Y mManmeHToB ¢ HESICHBIMUA OOMOPOKAMM U TIPEeI-
rnoJjlaraéMbIM CUHApoMoM bpyrana, y KoTopbix He yna-
etcs 3apukcuponath KT ¢ TOMOIIIBI0 HEMHBa3UBHBIX
METOMIOB MCCJICAOBAHMS, IIPOBOIUTCS DJIEKTPOPU3MO0-
Jormueckoe uccienmoanue (DP®U) ¢ 1enpo BoCIpo-

MU3BeeHUs TaxuKapauu. ECTb MHEHMe, YTO MpoBe/e-
He DM®U MOXKeT ObITh TTOJE3HBIM B CTpaTU(PUKAIIAN
puUcKa M B HEKOTOPBIX CIydasx IS YCTaHOBJICHUS
nuarHosa [2, 4, 11]. JlaHHbIil MeTOA TTO3BOJISIET TIPU
HUCMOJIb30BAaHUM PA3JIMYHBIX BUIOB CTUMYJISILIMU WH-
IyIMpOBaTh W KyMUpoBaTh Taxukapauio. [Ipemioxen
MPOTOKOJ, UCTIOJIB3YIOLINI CTUMYJISILIMIO ABYX 00J1ac-
Teil — B 00J1aCTH BEPXYIIIKH TIPABOTO XKeJTyT0YKa U BbI-
BOJHOTIO TpaKTa IIPaBoOro Xeayaouka, ¢ JJIMHOM [TUKIa
600, 430 1 330 Mc, ¢ HAHECEHUEM OIHOIO, ABYX WUJIU
TpeX 3KCTPACTUMYJIOB, C IPOTPECCUBHBIM YMEHBIIIC-
HMEM WHTEepBaJla CLEIICHUs 10 MUHUMAJIbHBIX 3Ha-
yenunii (200 mc) [29]. [pubnusurensHo y 50% nauu-
eHtoB KT uHaylmMpyeTrcs U3 BIBOJHOIO TpakTa Ipa-
BOro Xenymouka. JlmarHoctudyeckoe 3HaueHue DDU
OKOHYaTeJbHO He onpeaesaeHo. [TonoxureabHas mpo-
THOCTHYECKAs 3HAYMMOCTB Kojeosercs ot 50 no 37%,
a oTpulaTejbHas IMPOrHOCTMYECKass 3HAYMMOCTb —
ot 46 10 97% [13, 14, 22]. HegaBHO YCTAHOBJIEHO, YTO
MporpaMMupyeMasi 3JIeKTPOCTUMYJISILINS He TTO3BOJIS -
€T IOCTaTOYHO TOYHO MACHTU(HUIIMPOBATH OOTBHBIX C
BbICOKMM puckoM pa3utus BCC, Tak Kak 4yBCTBU-
TEJbHOCTb U CITeLIMMUIHOCTh JAHHOTO METOoa UCCie-
IOBAaHUSI MMEIOT MEXay co0oil oOpaTHYIO 3aBUCH-
MOCTb, CBSI3aHHYIO TPEXIe BCEro ¢ arpeCCUBHOCTHIO
MIPOTOKOJIa WMCCIICAOBAaHMUSI, a MHTEPIIPETalMs Heyc-
TouMBBIX Mapokcu3mMoB KT ¢ BBICOKOI 4acTOTOIA,
nomumopdnoit KT nu @K B GombIIMHCTBE ClydaeB
3aTPYIHUTETbHA, U IPOTHOCTUYECKAS] IEHHOCTh 3TUX
COOBITUH He SIBJIIeTCS 3HaUuMol [1, 22].

Takum o00pa3oM, posb BAEKTPOPU3NOIOTUUECKO-
ro uccienoBaHus B olieHKe pucka pa3sutus BCC y
OOJIBHBIX C CHMHAPOMOM bpyrama okoHYaTelIbHO HeE
ornpezesieHa, U MPOrHOCTUYECKasi 3HAYMMOCTb IMpO-
rpaMMUPYEMOM 3JEKTPUUECKOU CTUMYJISILUUA IIPO-
JOJIXaeT OCIIapuBaThCS.

I1pu aHaM3e 0COOEHHOCTEH CYyTOUHOTO MOHUTOPH-
poBaHust DKI' nmo Xoatepy y OOJbHBIX C CUHAPOMOM
bpyrana obOpaiaer Ha cebs1 BHUMaHNE YBEJIUYEHUE
LIMPKaaHOTo MHAeKca 6oJjiee 1,5, UTo XapaKTepHO TakKe
1St OoJTbHBIX ¢ KatexoinamuHeprudeckoii KT [3]. Kak
TPaBUJIO, YBEJIMYEHNE LIMPKATHOIO MHAEKCA OTMEYaeT-
¢s1'y OOJIBHBIX C TIOBBIIIIEHUEM YYBCTBUTETBHOCTA PUTMA
cepaia K CUMIATUYECKUM BIUSHUSIM. VIHTepecHO OT-
METUTh, YTO BO3pAcT KJIMHWYECKOW MaHupecTaryu
(30—45 ner) coBmamaeT ¢ BO3PACTHONM WHBOJIOIMEH
CHUMITaTMYECKUX HEPBHBIX BOJIOKOH B MMOKApIle, HAuu-
HaroIIecsl B 3TOT TIEPHO, a JSCUMIIATA3AIS BEIeT K
MOBBILIEHUIO YYBCTBUTEILHOCTH K KATEXOJIaMUHAM, YTO
y OOJIBHBIX ¢ CHHIPOMOM bpyrama MoxKeT SIBISIThCS ITyC-
KOBBIM (DAaKTOPOM KMU3HEYTPOXKAIOIINX apUTMuii | 3].

HuddepeHmanibHyl0 AUATHOCTUKY CUHAPOMA
Bbpyrana Heo6XonuMo MPOBOIUTH B IIEPBYIO OUEpPeb C
CUHIPOMOM paHHEW pPeTnoysipu3aiuu, TPOSBIISIO-
IMMcs aieBaleit cerMmeHTa S7, KoTopast oxoxka Ha
2-it wiu 3-it tunel udmeHenuit DKI' npu cunapome
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Bbpyrama. OcHOBHBIE OTJIWMYUS 3aKJIIOYAIOTCS B TOM,
YTO TIPA CHHIPOME PaHHEU peroJiIpu3alliy ITom00-
Hble MU3MEHEHMSI 3aTparMBaloT BCE TPYAHbIC OTBEIe-
HUS U 3aKaHYMBAIOTCS ITOJIOXKUTEIHLHO HAIIpaBIICH-
Hoit BonHOM T [2]. Ilpennonaraercsa ompeaeneHHast
OJIM30CTh 3TUX CUHIPOMOB, OTJIMUUS MEXIY KOTOPBI-
MM MOTYT 3aKJTI0YaThCS B Pa3HOM CTEMEHU BbIPAKEH-
HOCTU TTapaMeTpPOB pedpakTepHOCTU B TOJIIIE COKpa-
TUTEJBHOTO MUOKap/a KeIyI0YKOB.

Haubonee cxoxue DKI-n3meHeHUs U KIIMHAYEC-
K1€ CUMIITOMBI OTMEYAIOTCS TIPU apUTMOTCHHOM THC-
IJ1a3uM MUOKapa mpaBoro xenaynouka (ARVD). [1pu
ARVD wHabmonaeTcss (GuOpo3HO-KUPOBOE 3aMellie-
HUME MUOKapJa MpaBoro Xenayroyka, KOTOpoe MOXET
OBITh KAK MUHUMAJIBHBIM, BBISIBISIEMBIM TOJIBKO TP
TUCTOJIOTMYECKOM MCCJIENIOBAaHMM, TaK U BbIPAKEH-
HBIM, C pa3HOI CTENIEHbIO BOBJIEYEHHOCTHU B TIPOILIECC
MEXCKETYIOYKOBOM MePeropoikyu U MMOKap/a JIEeBOro
xkenynouka. ARVD xapakrepusyercs KT, pazpuBato-
1Ielics, KaK IMPaBUIo, TTI0 MEXaHU3MY PUEHTPHU, C LIUP-
KYJISIIAE BOJTHBI BO30YKIEHUST BOKPYT aHATOMUYEC-
KOTO MPETSITCTBUS — ovyara (puopo3HO-XKMUPOBOTO 3a-
MeleHus. B otmmyue ot cunapoma bpyrana, xapak-
TepU3YIOIIeToCs pa3BuTHeM IoauMmopdHoit KT, xe-
JynoukoBast aputMus ipu ARVD Hocut moHomopd-
HBII, TEeMOIUMHAMMYECKHN CTAOWIIBHBINA U B psIe CIIy-
yaeB acuMNOToMaTu4HbIii xapaktep [2]. [Tpu ARVD
MOXKET OTMEUaThCs TaK Ha3bIBacMasl SIICUJIOH-BOJIHA,
COYETAIOIIASACA C HETATUBHO HaMpaBJIEHHOW BOJIHOU
T B otBenenusx Vi u V,. st ARVD He crienuduyHo
Hanuyue KoHdurypauuu Komriuiekca QRS Ttuma
BITHIIT, a takxe ymmuHenue PR/HV, BuIsIBIsIeMOE Y
50% GoabHbIX ¢ cuHapoMoM bpyrana [2, 17]. Takke
couetanne KT M cynpaBeHTPUKYISIPHBIX apUTMMIA,
BBISIBJISIEMOE Y OAHOTO OOJILHOTO, 00Jiee XapaKTEpHO
st cuHapoma bpyrana, a He mist ARVD.

AKTyaJleH BOIIPOC pa3rpaHUICHUS WA OOBEIIHE-
HMSI CUHAPOMA BHE3alHOI HEOOBSICHUMON CMEpPTU U
cuHapoMa bpyranma BeieacTBue uaeHTUIHOCTH (heHO-
TUNTUYECKUX TIposiBieHuil. CUHIPOM BHE3aIllHON He-
o0bsicuuMoit HouHoit cmeptu (SUNDS — Sudden
Unexplained Nocturnal Death Syndrome), peructpu-
pyroluiics npeumyniecTBeHHo B peruoHax FOro-Boc-
TOYHOU M BocTouHO# A3uM, XapaKTepu3yeTcsl dJieBa-
uueii cermeHTa S7 B oTBeAeHUSIX V|—V3, HEYCTOMUMBO
cszanHoi ¢ BITHIIT na DKI, u BHe3ammHo cMepThiO
n3-3a ®K. CMmepTh HACTyIaeT MPEeMMYIIECTBEHHO B
HOYHBIE YacHhl, ITIPY ayTOIICUM HE BBISBIISTIOT OpraHUYe-
CKUX TTOpaXeHWi cepalia. Pe3yasraThl FeHEeTUYeCKUX
HCCIICIOBAaHUIA TTOKAa3aji, YTO pedb HAET 00 OITHOM
3a0oneBanuun [28]. KosnekTuB aBTOpOB oOcCieqoBas
10 cemeit ¢ SUNDS ¢ mOMOIIBI0 MOJIEKYJISIPHO-TEHE-
TUYECKMX METOIOB UCC/ICAOBaHMS Ha MPeIMET BbIsSIBIIC-
HUS MyTaunii B TeHe SCN5A, OTBETCTBEHHOM 3a CHUH/I-
poM bpyrana, u myraumu B reHe SCNS5A OblTA UAESHTU-
¢uumposansl B 3-x cembsix (M030, M032, M033).

Ddracelugy I, Sodium Channel (SCN5A)
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Puc. 4. Cxema Oesika HaTpHeBOIro KaHayla, KOTUPYEMOTO
reHoM SCNS5A, ¢ ykazaHueM MecTa JOKaJau3alluii BbISIB-
JeHHbIX MyTaruit (A735V, R1192Q, R367H) [28].
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Puc. 5. ®parMeHT reist ¢ UBMEHEHHOM 31eKTpodOopeT -
YecKoil TOABMKHOCTbIO 00pa3lioB 14 sK30HA reHa
SCN5A y nmpobanna cembu M032 (A). dparmMeHTHI ¢ aHO-
ManbHOM SSCP-moABMXXHOCTBIO yKa3aHbl CTpEIKaMM.
PonocnoBHas yka3bIBaeT TpeX 3aTPOHYTBIX MY>KUMH; B —
MpsiMOe CeKBeHUpOBaHMe (dparMeHTa ¢ HM3MEHEHHOM
aieKTpodhopeTnueckoil noasuxHocThlo. [TokazaHa u3-
MEHeHHasT HyKJIEOTUIHAs ITOCIeI0BaTeIbHOCTD 14 9K30-
Ha reHa SCN5A (MecTo HYKJICOTUIHOM 3aMEHbI YKa3aHO
crpenkoii); C — DHPLC mnoarBepxaaer aHOMabHYIO
XpomaTtorpaduiecKylo MOABKHOCTD y mpobanaa [28].
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MyTtauuu pazHOoOpa3HO 3aTparuBaloT CTPYKTYpY Oei-
Ka HaTpueBOro KaHaya: myrauus R367H 3arparusaet
MeMOpaHOCBSI3aHHBINM ToMeH | Mexay cyobenuHuLa-
Mu S5 u S6. Bropast myrauust, A735V, 3atparuBaer 10-
meH I, 6amke K BHEKJIETOYHOMY TTPOCTPAHCTBY MEXK-
ny cyobenuHuuamMu S1 u S2. TpeTbsi MyTauus,
R1192Q, pacrnosioxkeHa BO BHYTPUKJICTOYHON YacTu
Oenka, B yactu, coenunstoeit 11 u 111 nomens! Oenka
(puc. 4). Kaxxnast u3 MyTarmii IpuBOAUT K U3MEHEHUIO
CBOICTB 0€JIKa M COOTBETCTBEHHO K U3MEHEHUIO 3JIeK-
TPOGU3NOIOTUICCKIX CBOMCTB HATPHEBOTO KaHala,
B Pa3IMYHON CTETIeHW YMeHbIIas HaTpUeBbIi TOK [y,
B KOHIIe ¢ha3hl | MOTEHIMAa IeUCTBHSI, aHAJIOTMIHO
onucaHHbIM 3¢ dekTam Wi cuHapoMa bpyraga. B ka-
YyecTBe IpuMepa puBoanuTcd ceMbsd M032 ¢ aHamHe-
30M BCC, y koTopoii MeTonamu KOH(POPMALIMOHHOTO
noaumopdusma ogHonutesot JIHK (SSCP) (puc. 5,
A) u xxuakoctHoii xpomaTtorpadpuu (DHPLC) (puc. 5,
C) ObL1a MAeHTUhULMPOBaHA HYKJIEOTUIHASI 3aMEHA B
ak30He 14 rena SCN5A (C2204T) (puc. 5, B), mpuBo-
ISIIast K aMMHOKHMCIOTHOM 3aMeHe aJlaHWHA Ha BaJIMH
B mosioxkeHun 735 (Mytammst A735V) B Oeke HaTpue-
Boro kaHasia [28]. CymMMupy4 BbIllIeCKa3aHHOE, MOXHO
3akmounTh, 4T0 SUNDS 1 cunapom bpyrana ssBnsior-
cs1 (PEHOTUTIMYECKU, TEHETUYECKN U (PYHKLIMOHAIBHO
OIHUM U TeM K& HapyIICHUEM.

Benenune nanyenTon

DddexTnBHOTO (HapMaKOJIOTUIECKOTO JICUYSHUS
cuHApoMa bpyrana Ha CerogHsIIIHUI 1eHb He CyIle-
cTBYeT. EOWHCTBEHHBIM METOIOM JICUCHUSI, MMEIO-
IIAMCSI B apceHalle Kapauojora M KapaIuoxupypra,
SIBJISIETCSl MMIUIAHTalLMST KapauoBepTepa-aeduopui-
nsTopa (MK]I), KOTOpBI MCIIOIB3YyeTCs] B KauecTBE
npoduraktuku BCC [6].

YyuTeiBask HEZaBHO IIPOJEMOHCTPHUPOBAHHYIO
HU3KYIO TIpecKa3aTe/IbHYI0 TOYHOCTh JIEKTPOGhU3M -
onorudeckoro ucciaenoanusi, MKJI ciemyer ycraHas-
JIUBATh OOJIbHBIM, ITEPEHECILIUM KJIMHUYECKYIO CMEPTh
W/WIIN CUHKOIIE, a TaksKe TIpy Haymanu ciaydaeB BCC
Yy POACTBEHHUKOB MOJIOA0r0 Bo3pacta. CUMITTOMATH -
YEeCKUM IMalredTam ¢ 1-M TuromM usMeHeHuii Ha KT
1 KJIMHUYECKON CMepPThI0 B aHAMHE3€ PEKOMEHIYeTCs
umrutantauust MK/ 6e3 Heo0XoaAMMOCTH TTpOoBeAeHUS
DO®OU (I xiacc pekomenaamuii). [TomoOHbBIA TOIXOI
MPUMEHUM K TallMeHTaM ¢ 0OMOpOKaMu, Cyaopora-
MM, HOYHBIM arOHaJbHBIM IbIXaHMEM ITOCJIEC MCKITIO-
YEeHUs] HECEPIEYHBIX IMPUYMH TaHHBIX CUMIITOMOB
(ITa ximacc pekomeHmanmii). MHTepBeHIIMOHHOE Jiede-
HKME OeCCMMIITOMHOIO TeuyeHUsl cuHapoMma bpyrana
OCTaeTcs CIOPHBIM. B Takux ciaydasx peKOMEHIYIOT
nposeaeHue DPU y manueHTOB €O CIIOHTaHHBIM
(ITa xmacc pekoMeHAAIWIT) WU JIeKApCTBEHHO-WH/TY-
1UpoBaHHBIM 1-M TUNIOM DKI-u3mMeHeHui pu HaIU-
YUM OTATOlIeHHOro ceMeitHoro aHamHe3sa (IIb kmacc
pexoMeHganuii). IlpemnoxeHHble peKOMeHIAUN

OCHOBBIBAIOTCS Ha pe3yjbTarax HeOOJbIINX MHOIO-
LIEHTPOBBIX HEPAaHIOMU3MPOBAHHBIX MCCIICIOBAHUI C
KOPOTKHM MEePHOIOM HabmoneHus |5, 6].

Ecnu nauuenty mnanupyetcst umruiantanus MK/,
TO TIpu TpoBeaeHnr DPU onpenensior aHTeporpai-
Hyl0o TOuKy BeHkebaxa, 4To Mo3BOJISIET CIIPOTHO3UPO-
BaTh BO3MOXHYIO YAaCTOTY XKEIYIOYKOBOTO pUTMa MPU
COITYTCTBYIOIIIEN HA/KETyI0YKOBOI TaXWKapauu, Tie-
PUOAMYECKM BCTpeYarollelicsl Y OOJMbHBIX C CHMHAPO-
MoM Bpyrazna, v BEIOpaTh TpaBUJIBHBIN aJITOPUTM JUC-
KPUMMWHAILINY, a B CIyJ4ae MMIUIAHTAIIUN IBYXKaMep-
HOW CUCTEMBI Y3HAIOT, UMEETCS JIM PeTPOrpagHast po-
BOIMMOCTD 1 KaKOBa OHA ITPH TUITMIHOM TTapOKCU3ME
XKT. Iepsas onepauus umrnantauun MK 5-ro no-
KosneHus B Poccuu no nosoay nojgumopdHoit KT u
«OpyragonogooHbix» u3MeHeHuit Ha DKI Obla BbI-
noinHeHa B 2004 . 8 HICCX uMm. A. H. bakyneBa
PAMH unen-kopp. PAMH A. 1II. PesuimBunm. I[Mamu-
€HTKE C HEOJTHOKPATHOI KIIMHUYECKOU CMEPTHIO U yC-
MEITHBIMU pPEeaHMMALMOHHBIMUA MEPOIIPUSITUSIMU B
aHaMHe3e ObUT UMITJIAHTUPOBAH KapauoBepTep-nedu-
opwuistop GEM III DR («Medtronic»).
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CEMEHHAA IIOJTAMOP®HA KEJTYTOIKOBAA TAXUKAP/TUA:
«ATEAJIbHBIN JIEKTPUYECKHUH YBUHIIA»

E. JI. boxepus

Hay4HbIli LEHTP cepoeyHo-cocyamcTom xmpyprum um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, Mocksa

HeCMOTpH Ha OTHOCHUTEJIBLHO HEOOJIBIIYIO Yyac-
TOTy BHe3amHo# cepaeyHoil cmeptu (BCC)
cpenu AeTeil U MOAPOCTKOB, 3Ta MpobdJeMa 0CTaeTCsI
He pPelIeHHO 110 ceil IeHb M MMeeT KOJIOCCAIBHOE CO-
LMaJIbHOEe M MEAMIMHCKOEe 3HayeHue. YacTora BHe-
3aITHOM CMEPTH CPeIr MOJIOIBIX JTIOAEH COCTABIISIET OT
1,3 mo 8,5 ma 100000 mammmenToB B rox (Liberthson R.,
1996) [10]. HUccnenoBanune D. Spurgeon (2001) BbI-
siBuITo yBennueHue Ha 10% aucna ciryyaeB BCC cpe-
1 aereir 1 mogpoctkoB CIIA ¢ 1989 o 1996 . [16].
[Tpu maToa0r0-aHATOMUYECKOM MCCICIOBAaHUM B 2/3
9TUX CJIydaeB ObLa YCTaHOBJIEHA KapauajibHas IpH-
ypHa cMepTu. Y 50% mauueHTOB, yMEpLIMX BHE3aIl-
HO, MMEJUCh TIPEIIIeCTBYIOIIME >XajloObl Ha O0Ju
B TPyAM W/WUIW CUHKOMaibHbIe cocTtosiHus [10].

ITo nanaeiM O. Topaz u coasr. (1985), y 16% GoabHBIX
9TON KaTeTOpWU 3aperrucTPUPOBAHbBI CEMEWHBIE CITy-
yau BHe3arHoi cmeptu. McciienoBanue cemeii, B KO-
TOPBIX OBUIM 3aperMCTPUPOBAHBI CIydyad BHE3aITHOU
CMEpPTHU B MOJIOIOM BO3pacTe, BHISIBUIO HAJIMIUE Te-
HETUYECKU OOYCJIOBJIEHHBIX MOHOIATHIA (ceMeitHast
noauMopdHasT XKeTyI0uKOBask TaXUKapAUsl, CHHIPOM
yIiauHeHHoro uHtepBaia Q7, cunapoMm bpyraga) B
40% cnyuaeB [20]. HecMoOTpst Ha TO, YTO Pe3y/IbTAThI
MaToJOro-aHaTOMUYECKOTO HCCIEeI0BaHUS T0Ka3bl-
BalOT BBICOKYIO BEpOSITHOCTD (60—75%) Hanuuus re-
HETUYECKOTO 3a00JIeBaHUsl Y JIMILI, yMEPUINX BHE3Al-
HO, OOJBIIMHCTBO CJIydyaeB BHE3aITHOW CMEpPTH Ha
MpakTHUKe OCTaloTcsa HeoObsicHeHHbIMU [20]. Bee aTo
OMpeAeNsieT HACTOATENIbHYI0O HEOOXOOUMOCTh Oosee
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TILIATEJbHOTO U3yUYeHUs BO3MOXKHbBIX NMpuuuH BCC,
HaIIpaBJICHHOTO B KOHEYHOM cYeTe Ha OoJiee paHHEe
BBISIBJICHUE TTALIMEHTOB U3 I'PYMIIbI PUCKa.

KeymoukoBele apUTMUN, PETUCTPUPYEMbIE Y T1a-
LIMEHTOB CO «3I0POBLIM» CEPLIEM M HOPMAJIbHOM 3J1e-
KTPOKapAOTpaMMOIi, paHee B OOJIBITMHCTBE CTyJacB
paccMaTpyBaINCh KaK UaonaTudeckre. Moiexysp-
HO-TEeHETHYECKME UCCIIe0BAHMS ITOKA3aJIu, YTO MyTa-
LM B TeHAX, KOAUPYIOIINX COKPATUTEIbHbBIC TTPOTECH -
HBI CepICYHOI MBIIIIIBI, SIBJISIETCSI OMHUM U3 CyOCTpa-
TOB Pa3BUTHS «MAMOMATUIECKOI» aputmun [13]. Ot-
KpBITHE TeHa IByHANPaBICHHOM XeJTyT0YKOBOI TaXu-
kapauu (2KT) 1103BoJIMIIO BEIBUHYTH M IIPOAEMOHCT-
pUPOBATh TMIIOTE3Y O TOM, YTO CTpeCcC-MHIYLIMPOBAH-
HBIC XW3HEYTPOXKAIOIINe apUTMHUU (IByHAITpaBJICH-
Has KT, nonumopdHas KT, karexoiaMuHapruyeckast
XKT), pazBuBaromvecss y MOJOIBIX JIUAL] CO «3I0PO-
BBIM» CEpIILIEM, MPENCTABISIIOT coboit heHoTUunuYec-
KHe BapuaHThbl OAHOTO M TOTO ke 3abojeBaHust [7, 15].

BrniepBrie cemeiiHasg moamMopdHas XKeJIyI0uKoBast
taxukapaus (CITXKT) 6buta onucana B 1978 . Coumel
u coaBT. 3aTeM A. Leenhardt u coaBT. B 1995 . orry6:1m-
KOBaJIU CEPUI0 HAOIIOEHHIA, B KOTOPBIX Oblla 3aperu-
CTpPUpPOBaHA CTPECC-MHAYLIMPOBaHHAS IBYHAIIPABICH-
Has KT Ha ¢oHe «3mopoBoro» cepaua [8]. [Tpubausu-
TEJIbHO B OTHOM TPETH 3TUX CIyJacB UMENNCH CIIydan
BHE3alTHOW CMEepTH B CeMbe B MOJIOJAOM BO3pacTe
1/WIN cTpecc-00yCIoBIIeHHBIe CMHKOoIe. Mccmemona-
Teau ycraHoBwiM, yto DKI-KapTrHa XeayaouKoBoit
TaXMKapIuyl B JAHHOM CJIydae IOXoxka Ha TaKOBYIO
MPU TUTUTATUCHOM MHTOKCUKALIMU. ABTOPHI paccMaT-
pUBaJIM 3aMeUIEHHYIO TIOCTACIIONSIPU3alINI0 KaK BO3-
MOXKHBIN apUTMOTEHHBIN MeXaHU3M TaXxuKapauu. boi-
JIO BBICKA3aHO TIPEIITOJIOXKEHUE O TeHETUYECKOM Xa-
pakTepe 3a00JIeBaHHS C HEIIOJHOM TIEHETPAaHTHOCTHIO
reHa Wid HaJTuIreM MyTaiuu de novo.

B 1999 1. H. Swan u coaBT. onmcaan apuTMHIIECKUi
CUHJIPOM C ayTOCOMHO-IOMUHAHTHBIM TUIIOM HacJjie-
IOBaHMSI, KOTOPBIM XapaKTepu3yeTcs ITOTMMOpPGhHOI
JKEJTYIOYKOBOU TaxuKapAauen, UHAyLIUpyeMoi hu3n-
YeCKOil Harpy3KoM, IMpH OTCYTCTBUU ITOKYMEHTHPO-
BaHHOro 3abosieBaHus cepaua [19]. Bro uccnemona-
HME TOJOXWIO HAavyajlo TeHEeTUYECKOU paciimbpoBKe
apuT™Muu. Bbu1o IMoKa3aHo, 4YTO y HallMEHTOB UMEIOTCSI
U3MEHEeHMUs B XpoMocoMe 1, mokycax 1q42—q43. Heob-
XOJUMO OTMETUTh, YTO 2-i TUIT apUTMOTeHHON arC-
IJIa3UM ITPABOTO XKeJTyI0YKa TakKKe 00YCIOBIIEH MyTa-
IMSIMA B 3TUX JIOKYCaX, YTO ITO3BOJIMJIO IIPEATIONO-
SKUTB aJIJICJIbHBIN XapakTep 3a00JIeBaHUi (3Ta IMIIOTe-
3a ObLT0 Joka3aHa Tiso u coasT. B 2001 1.).

KiroueBass pojib B CONMpPSDKEHUU BO3OYXKIECHUST U
COKpAIIIeH!s] MBIl cepAlla TTPUHAIICKUT Kapau-
aJlbHOMY puaHoauHoBoMy perientopy (RyR2) (reH ko-
TOpPOTro Jouupyercs B xpomocoMe 1gq42-43). M3meHe-
HHUE TIOTeHLIMasa ACHCTBUS BBI3bIBACT ABMKEHUE MO-
HoB Ca2* yepe3 capkosiemMmy L-Tumna KajblIMEBbIX Ka-

HaJIOB BHYTPb KapIMOMUOIIUTOB. DTO B CBOIO OYepelb
MIPUBOINT K BBICBOOOXICHHUIO M30BITOUHOTO KOJIMYE-
CTBa MOHOB KaJIbLIMS U3 CapKOILJIa3MaTUUYeCKOIO PETH -
KyJIyMa B LIMTOIUIa3My KJIETKU Yepe3 BTOPOIT TUIT pra-
HOOMHOBOTrO pelienTopa. B coctaB atoro peuemnropa
BXOJSIT NOMOJIHUTEbHBIE PETyISATOPHBIE MPOTEUHBI,
Takne Kak Kanbctabud 2 (FKBP12.6, crabunusupyro-
Ui 3akpbiToe cocTtosiHue Ca2t-kKaHajla) U KajbCeK-
BectpuH 2 (CASQ2, aBISONIMIICA BaXKHEHIIUM pe-
3epBYapoM KaJIbLIUSI BHYTPU CapKOIIa3MaTUYECKOTO
petukyiiyma). Pelientop aKkTMBUpYeTCsI HU3KUMU KOH-
neHtpanusaymu Ca2+ u ogaBisieTcsl BBICOKMMU, TIPH-
YeM CBSI3BIBAaHME CHEIM(UUISCKOTO aKTHMBAaTOpa yBe-
JIMYMBAET YyBCTBUTEIBHOCTD K Ca2*. KaTexosaMUHBI,
BBIOpachIBacMBIC B KPOBb B MOMEHT CTpecca W/WIHN
¢u3rMYecKoil HArpy3KM, BbI3BIBAIOT COKpAILlEHUE Ccep-
IEYHOM MBIIIIBI IT0 MeXaHu3My Ca2*-mHIyIpoBaH-
Horo BeiOpoca Ca2* 3a cueT hochopuIMpoBaHusI MPO-
TeMHKWHA3bl PUAHOAMHOBOrO perientopa. S. Priori u
coaBT. B 2000 . BeissBUIM MyTaluy reHa RyR2 B yeThI-
pexX CeMbsIX C TUMWYHOM KIMHWYECKOW KapTUHOM
CITXT u ceMeliHBIM aHAMHE30M BHE3aITHOI CMEPTH B
MOJIOIOM BO3pacTe, MPOJEMOHCTPHUPOBAB TaKUM 00-
pa3oM 3HAYEGHWE BTOTO T'€Ha B Pa3BUTUM apUTMUM
(puc. 1). Tot dakT, uro ToabLKO y 4 U3 12 nMpobdaHIOB
ObUT HaiileH M3MEHEHHBIN TeH, ITO3BOJIMJI aBTOPaM
MPEAIOJOXUTh TeHETUYECKYIO TeTePOreHHOCTh 3a00-
neBanusi. Myranus RyR2 rena o0ycioBiuBaeT ayTto-
coMHO-noMUHaHTHBIN BapuaHT CITXKT [7, 15]. Pe-
neccuBHbIt T CITXKT 6b11 onucan Lahat u coaBr.,
M3MEHEHMSI B JaHHOM CJIydae 3aTparMBaroT KaJlbCeK-
BecTpuH-TeH (CASQ2). MosekyasapHbIi MaToreHe3
CITXT teMm He MeHee 10 KOHIIA He siceH. [Ipenrmomnara-
€TCSI, UTO B Pa3BUTUN apUTMHUH MOXKET MMETh 3HAUCHNE
MoBBIIIeHNE 0a3aabHOro ypoBHs RyR2-kanana, nsme-
HeHue ero (ochopunupylolleii cnocoOHOCTU, Hapy-
IIEHNE B3aMMOICHCTBHS 3TOTO KaHAaJla ¢ IPYTUMU MO-
JIEKyJaMu WM MOHAMU (HampuMep, Ha YPOBHE Kajlb-
cTabMHA M KaJbCCKBECTPUHA 2) WM HapyIICHHUE eTo
aKTMBallMU BHE- U BHYTPUKJIETOUYHBIMU MOHAMU KaJlb-
s [6]. B Hactostmee Bpemst CITKT pasnmensior Ha
IIBa TUMA MO HAJIWYMIO WU OTCYTCTBMIO MYyTallMU B
RYR?2 reHe (reHHbIV 1 HETEHHBIN BapuaHThl) [14].
OCHOBHbBIC KIMHUYECKHUE XapaKTepUCTUKM 3a001e-
BaHMs1 ObLIM JaHbl A. Leenhardt u coaBT. B 1995 1t [8].
I1Ipexne Bcero He0OXOAUMO MOIYEPKHYTh, YTO OCHOB-
HOM XaJI000ii MallMeHTOB SIBJISIIOTCS TIOBTOPSIIOIIECS
00MOpOKM Ha (poHE CTpecca, SMOLMOHAIBHON 1/WIHN
¢usnueckoii Harpy3ku. CorinacHo naHHbIM A. Leen-
hardt n coaBt., CIT2XKT Manudectupyet B O0JIBIINHCT-
Be (Oonee 50%) ciaydaeB CHHKOIIAJIbHON aTakoil B
MJIaaIIieM IKoJsHOM Bo3pacte (7,814 roma) [8]. Or-
CYTCTBUE CHUHKOIIE y AeTell Mjaniie 3-X JIET aBTOphI
OOBSCHAIOT BBICOKO TOJIEPAHTHOCTBIO TPYIHBIX JeTei
K 4aCTOMY KeJTyIOYKOBOMY pUTMY. BbIsIBIIeHa mpsiMast
3aBUCUMOCTb MEXIy BO3PaCTOM Ha MOMEHT IEPBOTO
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Puc. 1. Pe3yabraThl MOJIEKYISIPHO-TEHETUYECKOTO UCCIeTOBAHUSI OJHOM U3 4-X ceMell (a) U 3JeKTpOKapauorpam-

MBI (0).

a — 4YepHbIe CUMBOJIbI 0003HAYAIOT MAIMEHTOB C TeHETUYECKUMHU Ae(DEKTaMU U KIMHUYSCKUMU TPOSIBICHUSIMU 3a00JieBaHusI; Oesble
CHUMBOJIBI 0003HAYAIOT NHANBUIYYMOB 0€3 FeHeTUIeCKUX Ne(heKTOB M KIIMHIMUECKUX TTPOSIBIICHUIA; Cepble CUMBOJIBI 0003HAYAIOT HeoOcCIe-
JOBaHHBIX WHAMBUAYYMOB; CTPEJIKAMU yKa3aHbl pobaHabl 1 SD — HeoObsicHUMAasT BHe3amHasi CMepTh B MOJIOLOM BO3pacTe; MyTallust
hRyR2 R4497C Oblia BbISIBIEHA C TIOMOIIBIO TEHETMUECKOTO MCCIeN0BaHUs y MpobaHIa U MHANBUAYYMOB C KIMHUYECKOW MaHUpecTau-

eii 3a00J1eBaHMS;

0 — TIpUMepbI IByHATIPaBJICHHOM XKeJTYI0YKOBOM TaXuKapauu, MHIYLMUPOBAHHOM TIPU CTpecc-TecTe ¢ (PU3MIeCcKoi Harpy3koi y 1 nmpobaHa
u 4-x Hocuteseit reHa ARy R2 B 111 mokoseHuM BbileyKaszaHHO# ceMbu (Female — xeHckuit moj; Male — myskckoii o) [15].

00MOpOKa U TSKECThIO 3a00JIEBaHMSI, YEM PaHbIIIe 3a-
PETUCTPUPOBAHO CUHKOIIE, TEM Xy3Ke MPOrHo3. S. Priori
1 COABT. TTIOKA3aJI1, YTO TEHOTHUIT 3a00JIeBaHMUSI OITpe/ie-
JIIeT BO3pacTHBIC XapaKTepUCTUKM ero Havaia. Tak,
pu Hammuuy mytanuu RyR2 rena, cuHkomne BriepBbie
MOSIBJISIIOTCS B IETCKOM Bo3pacte (8+2 roga), npu ee
OTCYTCTBHUM — B OoJiee cTapiieM Bo3pacTe (20112 meT).
BruneykazaHHbIN hakT ©MeeT 3HaYeHKe U B MOJOBBIX
XapaKTepUCTUKAX: JKXCHCKMIA TI0JI IIpeo0IamaeT Mpy He-
reHHom BapuaHTe CITXKT, a myxXckoit mon sBisieTcst
dakTOopoM prCcKa BHE3aITHOM CMEPTH MPH HAIMYUKN
MyTalliM B FeHe pMaHOAMHOBOTO pelenTtopa [14]. Tak
Ke, KaK U B CITyJasiX ¢ CHHIPOMOM YIUIMHEHHOTO WH-
TepBasia Q7, meTsM B TeUEHUE IIUTEJILHOTO Mepuoaa
BPEMEHM OIIMMOOYHO CTABITCS IMATHO3BI SITWICTICUU,
JnapuHrocnasma u ap. 1o ganaeiM A. Leenhardt u co-
aBT., B cpeiHeM TpedyeTcs 3,5 roja Jisl yCTaHOBJICHUSI
nunarHos3a. ComracHo uccienoBaHusM S. Priori, BBISIB-
JIEHWE KapauaJbHOM MPUYMHBI 0OMOPOKOB IaJeKO He
Bcerna npuBoauT K auarHo3y CITXKT, 9 n3 30 manmeH-
TOB B T€UEHME 2-X JIET pacCMaTPUBAINCH KaK OOJIbHbIE
¢ cuHapoMmoM ymuHeHHoro uHtepBaia Q7 (CYQT) ¢
HOPMAaJbHON MPOIOKUTEILHOCThIO MHTEpBaia. B
aHaMHe3e, OJHAKO, MOXHO BCETIa HAWTU OYCHBb YeT-
KVe yKa3aHUs Ha CTpecc WU (DU3NYECKYIO HarpysKy,
MIpeAIIeCTBOBABINNE CUHKOIE. BoccTtaHoBiIeHME CO3-
HaHUsI MOcjie 00MOpOKa MPOMCXOAMNT CIIOHTaHHO, pea-
HUMAalLMOHHbIE MeponpusTUsl He TpeOyrorcs [8, 15].
IToMuMO cHUHKOIIE AOCTAaTOYHO YacTO MOIYT HaOJIto-
JTAThCSI TIPUCTYIIBI HEMOTUBUPOBAHHOM CJ1a00CTH, TOJIO-
BOKPYKEHUSI, pacCTpOICTBa 3peHusI. B HacTosImee Bpe-
MsI U3BECTHO, YTO TUIaBaHKE B OacceiiHe SIBSIETCS TPUT-
TePHBIM MEXaHW3MOM Pa3BUTHSI apUTMUH TIpU | THIIE

cuHapoMa yminHeHHoro untepsana QT (CYQOT 1) [1,
14]. G. Choi u coaBt. (2004) BbIIBUIN aHAJTOTUYHYIO
cBs13b nipu CIDKT. M3 43 mauuweHTOB, MMEBIINUX B
aHaMHe3e CUHKOIIE B BoJe, Y 28 ObUT IMarHOCTUPOBAaH
CYOT 1,y2—CYQT 2,y 3-Xx nallueHTOB He OOHapyKe-
HBI MyTaumu, xapaktepHoie mist CYOT, u B 9 (21%)
CJIyJasiX BBISIBJICHBI MyTalliM B T€HE PUAHOIMHOBOTO
peuenTopa [2]. ABTOpbI HACTauBalOT HA HEOOXOAUMOC-
1 ob6cnenoBanus Ha RYR?2 reH mpy HCKITIOUCHUM CUH-
JIpoMa yIIMHeHHoro uHrepBaia Q7 y NaHHOI KaTero-
pYM TIAIIICHTOB.

He MeHee BaXHBIM SIBJISIETCS] CEMEHHBIM aHAMHE3
cJlyyaeB BHe3aITHOW cMepTHu B MoJyionoM Bospacte. [1o
JAHHBIM Pa3JIMYHBIX aBTOPOB, KaK MUHMUMYM B 30%
cJlydaeB UMEIUCh YKa3aHUs Ha TTOA00HbBIE 3MU30/bI [2,
68, 14, 15, 19]. S. Priori 1 coaBT. MOAY€PKUBAIOT, YTO
€CJIM B ISTCKOM BO3pacTe 3a00JieBaH1e He pacIio3HaHO
W HEe Ha3HAYCHO JieueHue, To K 20 romaM XW3HU OHO
CTAHOBUTCS JIeTaIbHBIM. BHe3armHass cMepThb MOXKET
OBITH TICPBBIM M €IMHCTBEHHBIM CHUMIITOMOM 3a00J1e-
BaHUS U BcTpevaeTcs B 7—15% ciyyaes |2, 7, 8, 15].

LlensIM psamoM MccliefOBaHUI ITOKA3aHO, 9YTO 00-
caenoBanue nmanueHToB ¢ CITZKT Ha nmpeamer Haau-
YUsI KAKOTO-JIM00 3a00J1eBaHMS CEP/IIla He JaeT HUKa-
KMX pe3yJbTaToB. TakuM OOJbHBIM TIPOBEICHUE MOJI-
HOMACIITaOHOTO KapAMOJOTUIECKOTO 00CIIeI0BaHMS
HEOOXOIMMO ISl TIOATBEPKACHUS BBIIICYKa3aHHOTO
dakTa M 1T NCKITIOYSHUS IPYTUX NOHOITATHIA.

Hst moctanoBku nuarHo3a CITXKT tpedyetcs cHsI-
THE TTOBEPXHOCTHOM 3JIEKTPOKAPIMOTPaMMbI B TIOKOE,
xonrepoBckoe DKI-monntopupoBanue. IIpoBeneHue
TecTa ¢ (pU3NYeCcKO Harpy3Ko SIBJIIETCS OIpenesito-
muM (aKTOpOM B YCTAHOBIICHUM IMArHO3a apUTMUM.
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A. Leenhardt 1 coaBT. OTMEYAIOT, UTO B [IOKOE M3MEHE-
Huit Ha OKI He BoIgBAsIeTcs, nHTEpBal Q7 U cCerMeHT
ST octaroTcs B mpeleiax BO3pacTHON HOPMBI. Y Bcex
MMaIlMEHTOB B YKa3aHHOM HMCCJIeI0BAaHUM ObLTa 3aperu-
CTpUpoOBaHa CUHYycOBasl OpaauKapausi B Tokoe. B
OOJTBIITMHCTBE TTOCIICIOBABIINX 3aTeM paboT YKa3aHUMA
Ha 3TOT aKkT HeT [2, 6, 7, 14, 15], 3a UCKITIOUYECHHUEM Ce-
pumn HabmoaeHuit A. V. Postma u coast. [12]. Xonre-
poBckoe DKI'-MoOHUTOpUpOBaHUE SIBISIETCS €OUHCT-
BEHHBIM METOIOM, TTO3BOJISTIOIIINM B €CTECTBEHHBIX yC-
JIOBUSIX 3aUKCUPOBATh pEakIMio OpraHum3Ma Ha
CTPECCOPHBI areHT W/Wiau (QU3NYECKYIO0 Harpysky.
BoJBLIMHCTBO aBTOPOB CXOAUTCSI BO MHEHUM OTHOCH-
TEJIbHO TOTO, YTO MOPOr CMHYCOBOI'O pUTMa, HEOOXO-
muMblid g Hadana KT, coctaBmster 120—130 yn/mMuH
[6—8, 14, 15, 19]. TTo DOCTHXKEHUU ITOM YaCTOThI Ha-
YUHAIOT PETHCTPUPOBATHCS M30JIMPOBAHHBIE MOHO-
MOpPGhHBIE KETyTOUKOBbIC IKCTPACKCTOJIBI, 3aTEM Yac-
TOTA WX YBSIIMUUBACTCS, TIOSIBJISICTCST OM-, TPU- U KBAJI-
PUTEeMUHMSI, SKCTPACHUCTOJIBI CTAHOBSTCS MOIUMOPD-
HBIMH, U B KOHEYHOM CUETE MOXHO 3a(pUKCHUPOBATh
3aJIITbI MOHOMOP(HBIX ¥ IBYHAITPABJICHHBIX 9KCTPACH-
croi. Ilo naHHbM A. Leenhardt u coaBT., eciu B 3TOT
MOMEHT SMOIIMOHATbHAS WIN (PU3MUecKas aKTHUB-
HOCTB TpeKpalliajiach, TO apUTMHSI Mcde3aia 0e3 Ka-
KHX-TM00 KIMHWYECKUX TposiBieHuii. C Ipyroit cTo-
POHBI, TPU MPOAOKEHUU HAarpy3KW HauyMHaja pervc-
TPUPOBaThCS TUIMYHAsI aByHamnpasieHHas KT (KoM-
miekc umeet popmy osokaasl ITHIIT ¢ meHstromeiics
cieBa HampaBo OCblo QRS) M 3airbl HEpETYISIPHON
u noaumopdnHoit KT (350—400 yn/muH) (puc. 2).
S. Priori 1 coaBT. moka3aau, YTO BUJA TaXUKapAUU He
3aBUCHUT OT HaJIMYMSI T€HETHMUECKOTo nedeKra, B yKa-
3aHHOW paboTe ObLUTM 3aperuCTPUPOBAHbI TByHAIPaB-
JIeHHasl, ToTMMOp(dHAsT XKeTyI0uYKOoBast TaXUKapausi 1
dudprmsims xeaymoukoB (DXK) 6e3 mpemamecTByo-
meit KT [14]. B uccnenoBannu N. Sumitomo 1 coaBT.
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Puc. 2. OKT nmanueHTa MyXCKOTo0 IoJjia, 7 JIeT, BO BpeMs

cTpecc-TecTa ¢ HU3MUECKOM HArPY3KOH.

Ha cboHe ydarieHust CMHYCOBOTO PUTMa MOSIBIISTIOTCSI MOHOMOP(HBIE
JKeJTyTOUKOBbIEe 9KCTPACUCTOJIbI [0 TUITY OUTEeMUHUU. 3aTeM PerucT-
pUpyeTcsl CYNpaBeHTPUKYISIPHAST TaXUKapaust (puOpuisiiyst mpes-
cepIuii 1 y310Bast TAXUKAPINS) C TOTMMOPMOHBIMU KeTTyTOYKOBBIMU
9KCTPAacHCTOJIaMU M, HAKOHEL, IBYHAlpaBieHHasl XXeJyI0uKoBasi
taxukapausi. [locie okoHYaHMsI HATPY3KW apuUTMHUSI ucuesaer [8].
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MopdOoJIoTrs TaXuKapAuy Oblia ToTMMOpGhHOI B 62%
cilydyaeB, IOJMMOPGHOI U AByHanpaBieHHO B 21%,
nByHarpaBieHHol B 10% 1 mosmmopdHoit ¢ XK B 7%
ciyydae [17]. [TpoBeneHue npob ¢ U30MPOTEPEHOIOM U
nporpaMMupyeMasl 2JIeKTprudecKasl CTUMYJISILIUST Cepl-
11a JIIsl MTHAYKIAW TaXUKapIud UMEIOT MEHbIIlee 3Ha-
YeHUe, YeM TeCT ¢ (pu3nueckoii Harpy3koii. [TokazaHo,
410 U3onporepeHo Boi3biBall KT B 31% ciydaes, nmpo-
rpamMmmupyeMast cTumyJisiius B 11% ciydaes, u'y 58%
MalMeHTOB MHIYLMPOBATh TaXUKAPIUIO yKa3aHHBIMU
MeTogaMu He ynanoch [14]. Paboroit N. Sumitomo u
coaBT. TipogeMoHcTpupoBaHa 100% > deKTUBHOCTH
TecTa ¢ puzndeckoit Harpy3koi B uHaykiuu KT, BBe-
JIeHe KaTexojJaMuHa MMeJio 3HadyeHue B 75%, Tipo-
rpaMMUpyeMasi CTUMYIISIIIAST He MMeJla HUKAKoro 3¢-
dekra [17]. ObcnenoBanue, Bkaouaniiee DKI™ u mpo-
Oy c ¢u3nMyecKoli Harpy3koil y mpoOaHAOB — XEpTB
BHE3AIHOM CMEPTU B MOJIOLOM BO3pacTe, MO3BOJIAIO
UACHTU(UIIMPOBATh TEHETUYECKYIO TIPUPOIY BHE3all-
Holi cMepTy B 40% cilydyaeB U BBISIBUTh ACUMITTOMHBIX
HocuTesel reHa B Takux ceMbsix (8, 9 B 1-i1 cembe) [20].

Ha ocHOBaHMM BhIlIeCKa3aHHOTO HEOOXOANMO €111
pa3 TOMYEpPKHYTb, YTO ISl YCTAHOBJICHUSI IHUArHo3a
CITXT tpebyeTcst HAIMUMe CIeAYIONINX KPUTEPUEB:

1) monumopdHas wiu neyHamnpasieHHas KT, pa3-
BUBAMOIIASACST B OTBET Ha (DM3NIECKYIO/IMOLIMOHAIb-
Hylo Harpy3Ky (HanomuHatomas KT nipu pururanuc-
HO¥ MHTOKCHKAIIAN);

2) cuHKore Ha (hoHEe 3MOLMOHAIBHOM/bu3nyec-
KOW Harpysku;

3) OTCyTCTBHE AOKYMEHTMPOBAHHOIO 3aboJieBa-
HUS Cepala;

4) orcyrctBue udmeHenuii Ha DKI' B mokoe (MH-
tepBan Q7, cermeHT ST);

5) ceMeiHbII aHaMHe3 CIyJaeB BHE3aITHOI cMep-
TH B MOJIOZIOM BO3pacTe;

6) HayIMYKe MyTaLIMii B TeHE KapanuaabHOTO PUaHO-
JNIMHOBOIO pelienTopa U OTCYTCTBUE KaKUX-T100 Apy-
TMX TCHHBIX W3MEHCHMI, HampuMmep, XapaKTepHBIX
IJISI CHHApPOMA yIUTMHEHHOTo uHTepBaia Q7T, CUHIpO-
ma bpyrana, cunapoma ykopoueHHoro Q7 v T. 1.

Bompocsr Tepanuu CITXKT no koH1ia He penieHbl. B
HACTOSILIEE BpeMsl JIeUEHUE CeMEMHOU momMopdHOA
JKEJTyIOYKOBOM TaxuKapauM BKIIIOYaeT B ceds1 00s13a-
TeJbHOE Ha3HaYeHue (-00KaTopoB, XOTs 3G (eKTUB-
HOCTh MX MCIOJIb30BaHMS ocTaeTcsl criopHoii [5]. Co-
racHo naHHbeIM A. Leehnardt u coaBT., apeKTUBHOCTD
MMPpUMEHEHUS HafoJI0j1a JOCTaTOYHO BhIcoKa. M3 59 ma-
LIMEHTOB B 3TOW cepuM HaOmoaeHuil 38 mosryyanu
[-6mokaTopbl, U BHe3amHas CMepTh 3adUKCUPOBAHA
TOJIbKO B 4 (10%) ciydasix (IpenItoIoKUTEeTbHO BCIIe/-
CTBUE TIepephIBa B IIpueMe Iipemapara). Ilepuon Ha-
OmoaeHNs cocTaBwI oT 2 10 16 net. Harpotus, B rpyi-
e MaueHToB (n=21), He UCIOJIB30BABILINX HAIOJION,
noru6iu 10 (50%) nauueHToB B Bo3pacte 20 JjieT. AHa-
JIOTUYHBIE PE3YJIBTAThl, YKA3bIBAIOIIME Ha BBICOKYIO
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s¢dexTuBHOCTE (96%, Tieprion HAOMIOAEHUST COCTaBUIT
7 net) maHHOI TpynIibl npenapartos, noayuwin T. De-
njoy u coasT. [3]. OgHaKo ucciienoBaTe I MoaYepKruBa-
0T, UTO Y 9aCTH OOJTEHBIX BO BpeMsI Harpy3KH PEerHCTPH -
POBAIINCH KETyIOYKOBBIE SKCTPAaCcUCTONbI, U 12% ma-
LIMEHTOB 3a TIepUOJ HAOJIONEHNUSI, HECMOTpPSI Ha Tepa-
THIO, TIEPEXUIN KIMHUYECKYIO0 CMEePTh WM CUHKOTIE. B
HabmoneHuu A. V. Postma 1 coaBT. y 98% malmeHToB ¢
naeHTuupoaHHoii myrauneit RYR2 rena HasHa-
YeHue [3-0JI0KaTOPOB MPUBEJIO K TIOJTHOM 2 TMMUHALIAN
APUTMHUU 1 KIMHUIECKOI CUMITTOMATUKU (IIEPHOM Ha-
OJItofIeHYsI COCTaBWI B cpenHeM 2 rona) [12]. Abcomor-
HO TIPOTUBOIIOJIOKHBIC JaHHBIC TIPUBOMIST B CBOCH pa-
6orte S. Priori u coaBt. [14]: y 18 (46%) 13 39 GONBHBIX,
MOTyYaBIIUX [-06J0KaTOpBl (HAZOJO0JI, METOMPOJIOIN,
MPOIPAHOJION), OTMeYanuch vactble peuuauBbl KT
U (UOPWILISIIIAY XKETyTOYKOB. YKa3aHHBIM TallueH-
TaM ObLJI UMIUIAHTUPOBAH KapauoBepTep-aehuopuiisa-
TOp, U B TeueHUe 2-JIETHETO TMepuojia HaOMIoAeHUS y
50% GobHBIX 3aDMKCUPOBAHO cpabaThiBaHKUE ITPUOO-
pa. Kpome Toro, aBTOpbI 1TOKa3ajiu, YTO HAJIUINUe WIN
otrcyrcTBue mytaunu reHa RYR2 He BiusieT Ha apdek-
TUBHOCTH MpernaparoB. B uccienosanru N. Sumitomo
1 COAaBT. TIOJTHAsI PEMUCCHUS CHMIITOMOB 3a00JIeBaHUS
Ha ¢hoHe Tepanuu B-0JoKkaTopaMu otMedeHa y 31% na-
LIMEHTOB, 3a 5—7 JIeT HaOMIOAEHUS 3aPETUCTPUPOBAHO
24% ciyyaeB BHe3aITHOM cMepTH. Bo3aMoOXHO, TIpOTH-
BOPEUYMBOCTh NMEIOIIMXCS B JINTepaType JaHHBIX OTHO-
CUTENIbHO 3 (hEKTUBHOCTH [3-0710KaTOPOB 00YCIIOBIEHA
TeTePOTeHHOCTHIO MCCIIEYeMbIX TPYIIIT 110 TUITY U3Me-
HEHUII BHYTPY CaMOI0 PUaHOAMHOBOIO perenTopa. B
TTOCJIeTHYE HECKOJTBKO JIET TOCTUTHYTHI OTpee/ICHHbIe
YCIIeX1 B U3yYeHUHU OSJIKOB, BXOISIIIMX B COCTaB TaHHO-
O pelenTopa, X B3auMOJICHCTBUS U BIUSIHUST HA YpO-
BEHb KaJIbIIMs B KapAOMHOLIUTe [9]. DTO 1O3BOISIET B
JAJTbHEMIIIeM HalesThCsl Ha pa3pabOTKy TeHOTHIICTIC-
mdrdecKon Teparmuu. HecMoTpsi Ha TIPOTUBOpPEUM-
BOCTb ITOJIYYEHHBIX JaHHBIX, BCE MCCJEIOBaTEeIU CXO-
JIITCST BO MHEHUU, 9TO TIPOITYCK JaxKe OTHOM 03Bl [3-
0JI0KaTopa Pe3KO TMOBBIIIAET PUCK BHE3AIHOW CMEPTU
[4, 6,8, 12]. [1pr HAMYMK PELIMAMBOB APUTMUK U,/ VITH
CHUHKOITAJTbHBIX COCTOSIHMI Ha (hOHE Teparuu yKa3aH-
HBIMU TTperiapaTaMu, TOJIKeH CTaBUTHCST BOITPOC 00 UM-
IJIaHTAIlMY KapauoBepTepa-aechuopurisTopa.

AHTaroHMCTBI KaJIBIIMST MCITOIb3YIOTCS TOCTaTOY-
HO peAKO, OHU YaCTUYHO 3(P(DEKTUBHBI B TTOAABIICHUN
ayTOCOMHO-IOMMHAHTHOTO BapuaHTa TaxWUKapauu
[17]. H. Swan u coaBT. mpoBeJn TeCT C (PU3NIECKOI
Harpy3Kkoii ¢ MCIOJIb30BaHUEM BepanamMujia U Cyiib-
(haTa Marsus y 6 mauMeHTOB ¢ JOKYMEHTUPOBAHHOM
mytauueit reHa RYR2. bouto mokasaHo, 4To Ha3Haue-
HHE aHTarOHMCTA KaJIbIINS Pe3KO CHIKAST KOJTMIESCT-
BO BO3HUKAIOIIUX >XEJYIOUYKOBBIX 3KCTPACHUCTOJ,
apUTMUS TIOSIBJISIETCS Ha 00Jiee BBICOKOM TTOPOTOBOM
YPOBHE; Cy/Ib(haT MarHus He oKa3ajl HUKAKOTO BIIMSI-
HUS Ha HapylueHue putMa [18].

IlpencraBiasieTrcss MepcrneKTUBHBIM HMCIOJb30Ba-
HUE TIperapaToB, AEUCTBYIOIIMX HAa M3MEHEHHbIE
KOMITOHEHTBI KapAUaJIbHOIO PUAHOAMHOBOTO PELIETI-
Topa [9]. OmHaKo MMEIOIIMECsT B HACTOSIIEe BPeMs
JaHHbIE TPEOYIOT JaJbHENIIIETO U3YYEeHUS.

CyMMHpYST BCe BBILIEU3IOXKEHHOE, HEOOXOIMMO
ele pa3 MOAYEPKHYTh, UYTO CeMeiHas roammopdHast
JKEJIyIOYKOBasl TaXUKapIus — 3TO XKU3HEYTpoXKaroIas,
KpailHe 3JI0Ka4eCTBEHHAsl XETyA0YKOBas TaxUKapAaus
WIM (PUOPUIUISILIMS KEJTyA0YKOB, BbI3bIBaeMasl CTpec-
coM WM (U3NYECKON HArpy3Koil MIpu OTCYTCTBUM
CTPYKTYPHBIX U3MeHeHMt cepana. CMepTHOCTb B MO-
JIOIOM BO3pacTe cocTapiisieT B cpeaHeM 30%. Dra Taxu-
Kapauysi O4eHb TOYHO OblIa Ha3BaHa «UIeATIbHBIM 3JIeK-
TpUYecKuM youiieit» [11], Tak Kak OHa HE OCTaBJIsIET
CJIE[IOB, YHUUTOXAET BHEUIHE a0COJIOTHO 3I0POBbIX
MOJIOJIBIX JIIOJIEH, a TIPEAYTralaTh CIEIYIOIIYIO €€ XXepT-
BY KpaiiHe cJ1oxkHO. OTHaKO UaeaTbHbIX TPECTYIICHUI
He ObIBaeT, MO3TOMY Bce 0oJiee LIMPOKOE M3ydyeHUe
9TON T€HETUYECKON MOHOIIATUU TTO3BOJISIET HANECATHCS,
YTO B KOHEYHOM cueTe B HelaJIeKoM OyayIeM yaacTcs
PEIIUTh MPooIeMy €€ TPODWIAKTUKY 1 JICUCHUSI.
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CUH/JIPOM AHJIEPCEHA
C. M. Kpynanxo, T. T. Kaxyuas

Hay4yHbIl LEHTP cepaevyHO-COCYyaNCTON XMPYPrun UM
PAMH, MockBa

CI/IH,H];)OM AHepceHa SIBJISIETCS PEIKOW Ha-
CJIEICTBEHHOM TaTOJIOTHEN, XapaKTepHu3ylo-
HIeics TPEXOSIIUM apaTuioM MYCKYIaTyphl, YU -
HeHueM uHTepBayia Q 7T, 4acTo COYETAIOIIMMCS C MOSIB-
JIEHWEeM BBICOKOAMITTUTYTHBIX 3yO110B U, KeTy10uKO-
BBIMU aPUTMUSIMU U TTPU3HAKAMU JucMoOpdoreHesa —
HU3KO TOCAXEHHBIMU yIlIaMU, MUKPOTHATHEH (aHO-
MaJbHO MaJioil BEJIWYMHON YelIoCcTeil, 0COOEHHO
HIDKHE YeTI0CTH), ITMPOKUM JIOOM, KITMHOTAKTUIIM -
eli (ycroitumBoii necdhopMaliieii OMHOTO MM HECKOJIb-
KUX MajIblIeB), CHHIAKTUINEN (CpallleHueM WM HaJlu-
YueM TMEPEeTOHOK MEXy MaJIbllaMU CTOTbI W KHUC-
TH), TUTIEPTEIIOPU3MOM (YBEJIMICHHBIM PAaCCTOSTHUEM
MEXIy ABYMSI TAPHBIMU OpraHaMu), HU3KUM POCTOM,
ckonmmo3oM u 1p. [1, 3,4, 6, 11]. B 1971 . E. Andersen
¥ COABT. COOOIIMIIN O BBISIBIICHUM Y §-JIE€THETO Mally-
€HTa HU3KOTro pocTa, rMrepresopr3Ma (ILUPOKO pac-
CTaBJICHHBIX TJ1a3), TUTIOTUIA3U U YENTIOCTEN, IIIMPOKOTO
OCHOBaHUsI HOCA, He3apalleHUsI MITKOTO U TBEPAOTO
Heba, ckadouedanryeckoro yepena (IJTMHHOTO Y3KO-
ro yeperia ¢ rpeOHEM BIOJb OKOCTEHEBILIETO CArUT-
TaJbHOTO IlIBa) W KAMHomakTwivu V naneua [1]. B
1994 . R. Tawil u coaBT. BriepBbI¢ UCITOIB30BAIN TEP-
MUH «CHUHIPOM AHIEepCeHa» ISl OMMMCAHUS KIMHUYE-
CKOTO CJTy4asi C TpeMsI XapaKTepHbIMU OCOOEHHOCTSI-
MU (KJIMHUYECKOW TpUaIbl): KaJIUii-4yBCTBUTEIbHbI-
MM TUKINYECKUMU TapaandamMu, XETyIOYKOBBIMU
HapylUIeHUSIMU pUTMa U TIPU3HAKaMU AUcMopdoreHe-
3a, HaOmonaBmmMucs AunepceHom B 1971 . [4, 19]. B
JIUTEpaType TakXke 4YacTo BCTpPEYaeTcsl OrpelesieHUe
«cuHapoMm AHnepceHa—TaBwi» (Andersen—Tawil syn-
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drome, cokpameHHo ATS). DTOT CMHAPOM HEJb3s ITy-
TaTh ¢ 00J€3HbIO AHAEpPCEHA, OTHOCSILENCS K INIMKO-
reHo3aM — 00JIe3HSIM HaKOIUICHUS TNIMKOTeHa (BCe-
CTBME IedulnTa TIIMKOTEeHIIpeBpalliaroniero gepmMeH-
Ta MaTOJIOTUYECKOE KOJTMISCTBO TJIMKOTeHa CKaIlJInBa-
€Tcs B TIEYEHU, MBILILAX U APYTUX TKaHsX). CUHIPOM
AHiepceHa SIBUJICS TepBOi MaToJIOTKei, OMMcaHHON B
paszaelie KaHAIOTIATUI — MAaTOJOTM MOHHBIX KAHAJIOB
[3, 4]. HacnenyeTrcst cuHapoM AHepceHa 1o ayTOCOM-
HO-JIOMUHAHTHOMY THUITY, XOTsSI UMEIOTCSI COOOILIECHUS
U O Criopaguyeckux ciydasx [6, 11, 14, 16]. Beposir-
HOCTB IIepeaady ero Mo HACIEeACTBY COCTaBJIsIeT Oojiee
50%. CrelleHb BBIPAKEHHOCTH 3a00JICBAaHUST MOXKET
BapbMPOBATH B IIpeieIax OMHON CeMbI — Y OMHOTO pe-
OeHKa MOXeT HaOJII0JaThCs TSKesIoe opakeHue, TOr-
J1a KaK y IPYToro BOOOIIE MOXKET IPOTEKATh KIIMHIIEC-
K1 acuMNTOMHO. [TeHeTpaHTHOCTh 3a00JIeBaHMS 11K~
pOKoO BaprabelbHa, 1 He Y BceX MAallMeHTOB MOXHO Ha-
0J1I0IaTh BECh CHEKTP KIMHUYECKUX TTPU3HAKOB 3TOTO
cuHapoma [11, 14, 16]. HapyieHust putMa COpOBOXK-
AT JII000I TPHUCTYIT Mapajdda MBI, BO3HMKAS
BTOPUYHO, OOYCJIOBJIEHBI PE3KUMU KOJICOAHUSIMU
YPOBHSI KaJIMsI B CBIBOPOTKE KPOBU 0OOJILHOTO (puc. 1).
OpHaKo B JIMTEpaType OMMcaHbl CIydau, KOIjaa Hapy-
IICHUST PUTMa SIBJISTUCH TICPBBIM KJIMHUIECKUM TIPO-
SIBJICHMEM CUHApOMa AHIepceHa M MpEeAlleCTBOBAIN
3IM304aM MBbIIIEYHBIX I1ape30B U Mapaaudueir [11].
I1pu naHHOM (beHOTHUTIE OOJIE3HU MO3AHEE ObLT BhISIB-
JieH yuuiiHeHHbId uHTepBan QT [16]. Coobiranock
TaKXKe O CJIydyasix BHE3AITHOM CEpACYHON CMEPTU IIpuU
cuHapoMe AHaepceHa [13].
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V6 Serum K'=3.4

Puc. 1. Bnuson xkeaya04KoBOi OUTEeMUHUM Y JIE€BYIIKHA
16 et ¢ cuHIpoMOM AHaepceHa Ha (poHe TUIToKaue-
Mmuu (a) (3Be3mouykaMu yKa3aHbl XeIyd0YKOBbIE KC-
TPacUCTOJIbI); 6 — HOPMaJIM3allusl YPOBHSI KaJIUsI B KPO-
BU MpHBeJia K UCYE3HOBEHUIO apuT™Muu [22].

Serum K+ — Kanuii CbIBOPOTKU KPOBU.

HecMoTpst Ha HEBBICOKYIO pacTIpOCTPAaHEHHOCTh B
TIOITYJISILIMU, CUHAPOM AHIEpCeHa MpeacTaBiIseT 00JIb-
II0I HayYHO-TIPAKTUUECKUI MHTEpEC VIS COBPEMEH-
HOW MEIUIIMHBI, TaK KaK SIBJISIETCSI €IMHCTBEHHBIM Cpe-
JIM BCeX TEHETUIECKU IeTEPMUHUPOBAHHBIX KaHaIoMa-
TUIA, TOpaXKaroIINM KaK ITOIIePeYHO-II0I0CaTyIo (CKe-
JIETHYIO) MYCKYJIaTypy, TakK ¥ CepIeuHyto MbIy. dpy-
rve 3a00J1eBaHus, IPOSBISIOLIMECS TApe3aMu U Mapa-
JIMYaMU MBIIIIL, BbI3BaHbI MyTallUsIMU T€HOB, OTBETCT-
BEHHBIX 33 TPAHCITOPT MOHOB HATPYSI, KAJTBLIMS 1 KaJIis
B KJIETKAX CKEJIETHBIX MbILII] [7], TOraa Kak pa3nuvyHbie
(opmbl cuHapOoMa ymmmHeHHOTO nHTepBasia Q7 BbI3Ba-
HBl MYTallUSIMU T€HOB, KOAUPYIOLIUX MEPEHOC MOHOB
HATpUs U KaJlvs TOJIBKO B Kapauomuouutax [12]. Panee
MPOBEIEHHbBIC UCCICAOBAHMS UCKITIOUATIN BEPOSITHOCTh
JUTEJIbHOTO TeHe3a cuHapoMa AHzaepceHa [ 1, 2]. OqHa-
ko B 2001 1. N. Plaster u coaBT. Tpu MPOBEACHUN MOJIe-
KYJIIPHO-TEHETMYECKOTO MCCIIeI0BaHMS B OOJIBIIION Ce-
Mbe (15 MHIMBUIYYMOB) OOHAPYKIIINA CBSI3b MEXKITY Be-
POSITHOCTBIO HAacJleIOBaHUSI CMHIpoMa AHIepceHa U
rmaroJytorveii 17q iokyca 23 XpoOMOCOMEI 1 BBISIBUJIU Te-
TEPO3UTOTHYIO MHUcCceHc-MmyTauuo reHa KCNJ2 (17q
JIOKYC 23 XpOMOCOMBI TIEPEKPEIMBACTCS C JIOKYCOM Te-
Ha KCNJ2 — 17q23.1—-17q24.2) [14]. Myrtauuu reHa
KCNJ2 6putn o6HapyeHbI 6ojiee yeM y 50% maryeH-
TOB C CHHAPOMOM AHIEepCceHa, MTOATBEPKaasi TAKMM 00-
pa3zoM TOT (akT, uto reH KCNJ2 OTBeTCTBEHEH 3a pa3-
BUTHE 3TOoil matojoruu [3, 4]. B Hacrosiee BpeMs
uaeHTUUUKUpoBaHbl 6osiee 20 reTepO3UroTHBIX MHUC-
ceHc-MyTanuii reHa KCNJ2, BBI3BIBAIOIIMX CUHIPOM
AHpgepceHa (puc. 2). Iennr cemeiicta KCNJ 1mmpoko
SKCIIPECCUPYIOTCS B PA3IMYHBIX TKAHAX: MBIIIIAX
(KCNJ2, KCNJ11), cepnue (KCNJ2, KCNJ3, KCNJS,
KCNJ11), mo3re (KCNJ3, KCNJ6, KCNJ9, KCNJ11),
srutenuu (KCNJ1, KCNJ2) n mHorux apyrux. Myrta-
1 B ceMeiictBe reHa KC/NJ MOTYT MPUBOIUTD K Pa3BU-
THIO TPEeX HACJICACTBEHHBIX 3a00JIeBaHUI Y YeJ0BeKa U
omHOTO 3a0o0JyieBaHUST y Mbleit. Tak, MyTanuu reHa
KCNJI (Kirl.1) mpuBOASIT K pa3BUTHIO CUHApoMa bapt-
Tepa — ayTOCOMHO-PELIECCUBHOIO 3a00JI€BaHNUSI, XapaK-
TEPUBYIOLIETOCS TUIIOKAJIMEMUEN W TIOTEpPEer HaTpuUs
opraHu3MoM 4ejioBeka; mytaiuu reHa KCNJ11 (Kir6.2)
" cBsi3aHHOTO ¢ HUM npotenHa SUR1 mpuBomdT K pas-
BUTHUIO TIOCTOSTHHOM TMIEPUHCYJIMHEMUYECKON THUITO-

Extracellular

Intracellular

R67W S136F| | P186L, R189D, T192A 163-164
D71V G144s G215D, N216H delFQ
T75R, T75A G146D R218Q, R218W

G300D, G300V, V302M
E303K, R312C

Puc. 2. Ctpykrypa cyorenuuuisl Kir2.1 kanana [17].

Pore — neHTpanbHoe orBepcTue (1opa); M1, M2 — TpaHcMeMOpaH-
HbIe JIoMeHbI; extracellular — BHekJIeTOUHBIN; intracellular — BHYT-
PUKJIETOYHBIIA.

B cepbix kBaapartax ykazaHbl 20 MyTaluid, MAEHTUOUIUPOBAHHBIX
B HacTosIIlee BpeMsl y MAIIMEHTOB ¢ CHHIAPOMOM AHJepceHa; B Oe-
JIOM KBaJparTe yKa3zaHa MyTallusl, BbISIBIECHHAs MIPU CUHAPOME YKO-
poueHHoro uHrepBaia Q7.

rmkemMun y geteit, mytaunn Kir3.2 (GIRK2) — K ayTo-
COMHO-PELIECCUBHOM MATOJIOTUM Y MBIILEH, TTPOSIBIISIIO-
1Ie¥cs nmorepeil HEeMPOHOB Y TSKENEl aTaKCUen, 1 Ha-
KoHel, myTauuu reHa KCNJ2 accouumpyroTcs ¢ pa3Bu-
TheM cuHapoma AnaepceHa. KCNJ2 xonupyeT CUHTE3
oenka Kir2.1, BXxomsiiero B cocTaB KaJI1MeBOTo KaHajla B
KJIETKAX, CIIOCOOHBIX K BO30YIMMOCTH, BKJTIOUasl Kap-
MVOMUOIINATHI, KJIETK! IOTICPEYHO-TTONIOCATON MYCKY-
Jatypsl 1 rosoBHoro mosra. Kanansr Kir2.1 geisiorcs
BaKHEUIIIMMU PETYISITOpaMUA MEMOPAHHOTO TTOTCHIIN-
ajia TOKOsI CEpIACUHON M CKEJIETHBIX MBI U, TAKUM
00pa3oM, BO30OYINMMOCTHI KJICTOK 3TUX TKAHEH B 1IEJIOM,
TaK KakK 00eCIeYrBaloT BbIXOA MOHOB KaIusl U3 KIETOK
C TUTIEPIOJISIPU30BaHHO MEMOPaHOI BO BpeMsI KOHEU -
HOI1 (pa3bl pernoisipu3aly MoTeHIana aeicTBus. be-
Jok Kir2.1 coctout u3 427 aMUHOKMCIOT C JBYMS
TpaHcMeMOpaHHbIMU JoMeHaMu (M1, M2) 11 LieHTpaib-
Horo otBepctus (nopsl) (HS) u perynupyert I, Kommo-
HEHT KaJIMEeBOIO TOKA C 3aep>KaHHBIM BBITPSIMIICHIEM
dazbl penoasgpuzaunu (cMm. puc. 2). CeBepHblii 0J0T-
tuHr-aHam3 (Northern blot analysis) BesIBUI 5,5-Kb
TpaHckpunuuio reHa KCNJ2 ¢ BBICOKUM COIep>KaHUEM
Kir2.1 B cepane, Mo3re, TUTalieHTe, JISTKAX M CKEJICTHBIX
MBIIILIAX ¥ MEHBIIMM COJiep>KaHUeM B Ioukax. B cepn-
e Kir2.1 kaHanbl mpeo01aaaoT B MpeACepansiX, Kery-
JouyKax (C BBICOKOM CKOPOCTBIO MpoBeaeHuUs I Toka) u
BOJIOKHAX [IypKWHBE M MEHBIIIE BCTPEYAIOTCS B Y3JI0-
BbIX KieTkax. Cyonenunuinl Kir2.1, Kkogupyemble re-
HoM KCNJ2, o0benuHSIIOTCS B TeTpaMep BHYTPU Kile-
TOYHOM CTEHKU KapauOMUOIIUTOB, (DopMUpPYsS (YyHK-
LIMOHUPYIOIINIA KaHaJI; OHM MOTYT TaKKe COCIMHSITHCS
¢ Ipyrumu cyobenHnamu cemeiicta Kir2.1 kak rete-
POMYJIBTUMEDPBI, YTO yKa3bIBaeT Ha WX (PYHKIOHATIb-
HYIO CJIOXKHOCTB M pa3HOOOpasue. BobImMHCTBO MyTa-
uuii reHa KCNJ2 sBASIIOTCST MUCCEHC-MYyTaLUSIMMU,
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OKa3bIBAIOIIMMU JTOMUHAHT-HEraTUBHBINA 3¢ dekT [9],
YTO MPUBOINT K CHIDKEHUIO [ ; TOKa, YMEHBIIICHUIO pe-
MOJISIPU3ALU Y YBEJTMYSHUIO MIPOAOIKUTEIbHOCTH T10-
TeHIMaa aeiicTBusl. Kak pesysasrar BEIIIEYKa3aHHBIX
TPOLIECCOB MPOMCXOIUT ACTIONSIPU3aLIUS 1 AeCTaOWIN-
3aIus MeMOPAHHOTO TIOTEHIIMAJIA TIOKOSI, YTO MHULINH -
pYeT MOSIBJICHHUE XeTyTOUKOBBIX apUTMUN MM MUOTO-
HUYECKUX COKpAIeHNI CKEeJICTHBIX MBIIII. bosee Toro,
HCCIIeIOBaTeNV MpeAronaraioT, 4to auchynkums Kir2. 1
KaHaJla M YMeHblIIIeHHe [ ToKa UTparoT BaxkKHYIO pOJIb B
Pa3sBUTUN CUTHAJIBHBIX TUCQHYHKIINA B HEBO3OYIMMBIX
TKaHSIX, 9YTO MOXET OOBSICHUTH ITPOSIBIICHUS JTUCMOP-
¢oreHesa y maeHTOB ¢ CMHIpOoMoM AHzepceHa [2, 14,
22]. M. Tristani-Firouzi 1 coaBT. u3y4anu (QyHKLMO-
HaJTbHBIC TTOCIICICTBIS MyTALIMI TIPU CUHApOMe AHIEp-
CeHa ITyTeM 3KCITPECCUM U3MEHEHHOIo MPOTerHa B yC-
JIOBUSX in vitro [22]. 3HauuTeabHOE YXyAIIeHue PyHK-
muu Kir2.1 kaHama HabI01a10Ch MPU BceX BUIAX MyTa-
LU, BBISIBJIEHHBIX K HACTOSILLIEMY BpeMeHHU [22].
KnuHunyeckue nposiBiaeHust cuHApoMa AHaepceHa
Ype3BbIYAITHO BapraOeTbHBI, UTO OOBSICHSIETCS CYIIe-
CTBOBAaHHMEM pPa3HOOOpa3HbIX MyTallUif, CITIOCOOCTBY-
IOIIUX TIPOSIBJICHUIO Pa3JIMYHBIX (DeHOTUITOB 3a00J1e-
BaHUs. BriostHe BepOsITHO, YTO B 3TUOJIOTUM CUHIIPO-
Ma AHjepceHa MMEIOT 3HaueHue U JAe(EeKThbl IPYTrX
UOHHBIX KaHajoB [15]. Ilepuoanyeckn BO3HUMKAIO-
1€ MbIILIEYHbIC MapaIMYX MOTYT OBITh BbI3BAHBI Ma-
TOJIOTHEH KaJbIIMEeBbIX, HATPUEBBIX U KaJIMEBbIX Ka-
HaJloB MUOLIMTOB. [TallMeHTHI OLIyIIAIOT KpaTKOBpe-
MEHHBIE 3TMU30/IbI CJIA00OCTU B pyKaX, HOTaxX, BILIOTh
JIO TeHEepaIM30BaHHBIX MMape30B M Iapaanyeii KOHed-
HocTelt. Takue TIPUCTYITBI MOTYT HaOJII0IaThCsT B TIO-
Koe, mociie (U3NIEeCKUX Harpy30K WU IPU MPOoOyK-
JeHun 1o yrpaM. CleayeT OTMETHTh, YTO ITYCKOBEIE
daxTophl 3a00JieBaHUs pa3NYHBL. B HacTosIee Bpe-
M UI3BECTHEI He BCe MTUIIEBBIE (DAaKTOPHI, IIPOBOIINPY-
IoIIre BO3HMKHOBCHME TIPUCTYITA Tapajiya MBIIIIT
Npu cuHApoMe AHIepceHa. BeposiTHO, K Tpurrepam
MOTYT OBITh OTHECCHBI MMPOAYKTHI, OOTaThIe KaJIMeM 1
II0K0301. Apyrumu pakTopaMu, TPOBOLIMPYIOLLIMMU
BO3HMKHOBEHHUE TIECPUOINYECKOrO Tapajnda MYCKY-
JIaTypbl, MOTYT OBITh: CMEHa BMIIOB IESITEIbHOCTU —
MOKON mocje (u3nyecKoil Harpy3ku, (usndeckas
AKTUBHOCTD TIOCJI€ JOJTOr0o CHUIACHUS, MPOOYyKICHUE
rmocjie CHa, JUINTEIbHas Telas MpoTyjiKa HaToIllaK,
OOMIBHBIN TpreM nuiu. JItodoe rnmpoctyaHoe 3a0oe-
BaHWE MOKET TaKKe BBI3BaTh MBIIICYHBINA ITapajiidg;
B JIUTEpaType UMEIOTCSI COOOIICHMS O CIyJasix, Korma
TPUTTEpaMM ObIJIM BIBIXaeMble Ta3bl — YIVIEKMCIIBIA
ras, Imapbl OCH3MHA WIN JaXKe 3aIlaX MacIsTHOI Kpac-
ku [20]. B uccnegoBanum Tristani-Firuozi [22] muk-
JIMYECKHUI TTapajind MYCKyJIaTypbl HaOmomaics y 23
(64%) w3 36 manueHTOB ¢ MyTanusiMu reHa KCNJ2.
[Tokoit mocye puznueckrx Harpy30K SIBJISIICS Haubo-
Jiee YaCThIM TPUITEPOM B BOZHUMKHOBEHMU Iapainya
MBI, KaK W MPY KJIACCUYECKNX BapruaHTaX I0I00-

HBIX COCTOSTHWM, TIpU 3TOM y OobIIMHCTBA (55%)
MMAIlMeHTOB MMeJla MECTO THITOKaIueMus (KOHIICHT-
palus Kajusl CbIBOPOTKM KPOBU MEHbIIIe 10O paBHa
3,4 M3KB/1N), TUIEepKaaueMusi otMmeuanach y 22%,
a HopMokanueMust — y 10% nauueHToB. OgHAKO MpU
cUHApOMe AHIEpCeHa TMITOKATUEMUIECKUM COCTOSI-
HUSIM He TIpeIIecTBOBaI IMPUEM B THIIY YIJIEBOIOB,
KakK 3TO ObIBaeT MpU KJIACCUYECKUX BapUaHTaxX TH-
MOKAJIMEMUYECKMNX TMapaJnyeil MBI, MBbIIIeaHast
OuoTCcUsI, BbIMOJHEHHas y 12 maiueHTOB, BbIsIBUJIA
Hecrenuduyeckue M3MEHEHUS — HEe3HAUYMTEIIbHBIC
MMOIATUM U/WIU TyOYJsSIpHbIE arperarbl, Habaoaae-
Mble Npu ApYrux dopMax LUUKINYECKHUX MBILLIEYHBIX
nape3oB Wiy Mapanuueii. MHruOUTopbl aHTUApa3bl
yriaepozaa 6eutn 3¢ GEeKTUBHBIMU B YMEHbILIEHUHN Yac-
TOTHI TIPUCTYTIOB Mapajiuyeil Mpyu cuHApoMe AHAEp-
CeHa, TaK Xe, KaK 1 TIpU KJIacCMIeCKUX (hopMax Iapa-
JIAYE MBILIILI.

Haubonee xapaktepHbiMU u3MeHeHUssMU Ha DKT
y TALIMEHTOB ¢ CUHAPOMOM AHIEpCeHa SIBISIIOTCS Y-
JuHeHue nuHTepBaia QT U BBICOKOAMIUIMTYAHBIE 3y0-
sl U (puc. 3). B HacTosII1Iee BpeMsi cpeny UccienoBa-
TeJIeil CylIeCTBYIOT MPOTUBOPEUNBbIE MHEHUSI OTHOCU-
TEJIBHO MPUYACTHOCTH CHHApPOMa AHAEpCeHa K OIHO-
My 13 BapUaHTOB CHHIpPOMa YIJIMHEHHOIO WHTEpBaia
QT. TTocKOMBKY CUHAPOM AHJEpceHa pacCMaTpUBaeT-
¢Sl KaK TeHeTMYeCKH JAeTepMUHUPOBAHHAS MaTOJOTHUs
PETIONSPU3AINY MBIIIEYHBIX KJIETOK, TO €T0 CTaJIN OT-
HOCUTb K CHHIAPOMY YIJMHEHHOro uHTepBaia QT
(LQT), a umenHo K 7-my tuny (LOT7). B HacTosiiee
BpeMsI BBIICJICHBI 5 TEHOB, MyTallMM B KOTOPBIX TOCTO-
BEpHO OTBETCTBEHHBI 34 pa3BUTHE TUITMYHBIX KIIMHU-
YECKUX TPOSIBJICHUM CMHApPOMA YIJIMHEHHOTO MHTEp-
Bata QT: KCNQI (LQTI), HERG (KCNH2, LQT2),
SCN5A (LQT3), KCNE1 (LQTS), KCNE2 (LQT6). Ana-
JIOTUYHO APYTUM (hopMaM BPOXKICHHOIO CUHAPOMA Y-
JmHeHHOTo QT, IEPBUYHBIM MPOSBICHUEM CO CTOPO-

(=)

Al At Ay
e ey

N A A A4
Puc. 3. HaubGonee TunuyHble 3aeKTpoKapauorpapuyec-
KWe W3MEHEHUS U HapylIeHUs] PUTMa, BBISIBISIEMbIE Y
OOJIBLHBIX C CUHAPpOMOM AHuepceHa [22].

a — ymmiHenne untepBaia Q7; 6 — KopoTKasi IpoOexKa HeyCToM -
YUBOM MOJUMOPGHON KeJTyI0UKOBOI TaXMKaAPAUM C TTOCIEAYIOLLE

JKEeJTyIOYKOBOI OUreMUHUEN; 6 — BYHAINPaBICHHAs! XeJIyJI0uKO-
Bast TAXUKAPANSI; ¢ — CTPETKaMU YKa3aHbl BBHICTYTAoOIINe 3yoinsl U.
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Hbl CEPACYHO-COCYIUCTON CHUCTEMBI TPU CHHIPOME
AHIepceHa SIBISUIOCh yIIMHeHre nHTepBaia Q7, uuaeH-
tudumpoBantoe y 71% Bcex Hocuteneit reHa KCNJ2
[22]. Cpennee 3HaueHUE KOPPUTMPOBAHHOTO WHTEP-
Bana QT (QT,) y MyX4dH W XEHIIUH — IpoOaHIOB
npu cuHapome AHIepceHa cocTapisiio 479 u 493 mc
COOTBETCTBEHHO [22], Torma Kaxk mpu Apyrux (opmax
cuHapoma ymimHeHHoro Q7 — 497 u 510 Mc cooTBeT-
ctBeHHO [10]. B ¢Bs13M ¢ HaMIMYMEM YIJIMHEHHOTO UH-
TepBajia QT M BO3MOXHOCTBIO Pa3BUTHST KU3HEYTPO-
JKAOIIMX JKEJTYIOYKOBBIX HAPYIIICHWIT pUTMa HEKOTO-
pBIe MCCIIeIoBaTeIM pacCCMaTPUBAIOT CUHIPOM AHIEp-
CeHa KaK OIWH M3 MOATUIIOB BPOXICHHOTO CHHIPOMA
yasmHeHHoro Q7 [22]. OnHako, Kak 0Ka3ajloch, He-
CMOTpS Ha 9YacTyI0 BCTPEIAEMOCTDH KEIYITOUYKOBBIX
apuUTMUIA (KeJTyTOUYKOBBIX IKCTPACUCTON U MPoOekKeK
HEYCTOMUMBBIX KEIYTOYKOBBIX TaXWKapOWii, B TOM
yucie U ABYHANpPaBJICHHBIX XKeTYI0YKOBBIX TaxUKap-
JUiA, M. puc. 3) — y 64% nalueHToB B UCCIEA0BAHUN
M. Tristani-Firouzi, puck BHe3amHON cepaeYHOI
CMEPTH MPY CUHIpOME AHIepCeHa ObLT HIKE, YeM IPU
CUHIpOME yUIMHEHHOTo nHTepBaia Q7 n Apyrux Ha-
CJIENICTBEHHBIX KaHajmomnaTusix [22]. s BbISIBICHUS
MEXaHU3MOB BO3HMKHOBEHMS KEJYIOUYKOBBIX apUT-
MU TIPY CUHAPOME AHIEPCEHa aBTOPhI CUMYJIMPOBa-
1 TomaBienre pyHkumu Kir2.1 KkaHama KapamoMmo-
LIUTOB KeJylouka cepiua B sKcrnepuMeHTe. Okasza-
JIoch, uto nonasienue dynkumu Kir2.1 kanana Ha ¢o-
HE TUIIOKAJIUEMUU MPUBOIUIO K YIJIMHEHUIO KOHEY-
HOI (ha3bl TOTEHIIMANA JSCTBUS CEPIEUHON MBIIIIIIHI,
BO3HUKHOBEHUIO 3aJep>KaHHBIX MOCTACTIONSIPU3ALINA
BcaencTBre MHAYKIMKY Na+/Ca2t-o0MeHa 1 pa3BUTHIO
CIIOHTAHHBIX ApUTMUM. ABTOPBI MPUIIUIM K BBIBOY,

YTO CyOCTpaT BO3HUKHOBEHUS KETYAOUKOBBIX apuUT-
MU TIpU CUHIpOMe AHAEepCeHa OTINYACTCS OT TaKo-
BOTO IpU ApyTrux (popMax BpOKIAEHHOIO CUHAPOMA Y-
nuHeHHoro nHtepBaia Q7 u Gojiee OIM30K K apUTMU-
sIM, BO3HUMKaIOIIUM BeieactBue Ca2* neperpy3ku uin
OUTUTAIMCHON WHTOKCHKAIMK (TaKWMM, KaK ABYHa-
MpaBJieHHAs U MOIMMOPGHAS XKeTyI0UKOBast TaXuKap-
nust). Takum oOpa3om, pu CUHApOMe AHIEpCEHa CO-
YEeTaIOTCSl KIMHUYECKHUE IIPOSBICHUS BPOXICHHOTO
CUHJpOMa yaJuHeHHoro mHTepBana Q7T u cemeiiHOM
(XaTexoJIAMUHEPTUYECKOI) TTOTMMOP(HOI KeTymou-
KOBO# Taxukapauu (Ipu MocjeaHel, Kak IpaBuio, He
HabOmomaeTcs ymmmHeHHOTo mHTepBana Q7). Crekrp
HapylwIEHU pUTMa, BCTPEYAIOLIUXCS MPU CUHIPOME
AHpgepceHa, mpeAcTaBJieH B TaOIULIE.

Bricokas amrutyaa 3yoroB U siBisieTcs cieliudu-
YeCKOU HAXOIKOU IIPY CHHIPOMEe AHIEpCCHA M PETUCT-
pUpYeTCsl MPEeUMYILECTBEHHO B MEpeIHUX TPYIHBIX OT-
BeeHUSIX (CM. puC. 3). DTOT NMpU3HAK ObLT BBISIBJIEH Y
76% npoGaHmoB u 47% HOCHUTelleli MYTAHTHBIX T€HOB
KCNJ2 nio panneiM M. Tristani-Firouzi [22]. Crenyer
OTMETUTb, YTO B HOPME Yy 3I0pPOBbIX Jioaei 3yoeu U
MOXKHO 3aperucTpupoBaTh MPU PEAKOM CEpACUHOM PUT-
Me [18], Torma Kak y mpo0aHmIoB ¢ CMHIPOMOM AHIepce-
Ha B ucciaeaoBaHuu M. Tristani-Firouzi cpennsist yacto-
Ta CepACYHBIX COKpAIlEHN cocTaBsuia 84117 yn/MUH
(o1 52 1o 115 yn/mun) [22]. U3BecTHO, UTO IIPU TUTIOKA-
JiueMur amIuiuTyaa 3yora U MoXKeT ObITh TakKe BbICO-
KO, oIHaKO paboT, coobIaromx 00 ypoBHE Kalluis B
CBIBOPOTKE KPOBU Y MAIIMEHTOB C BLICOKOAMILIUTYIHbI-
MM 3youiamMu U HaM HaliTU He yIanoch, TO3TOMY HeJTb3st
WCKJIIOUUTD POJIb TUMOKATMEMUU B T€HE3€ BHICOKOAMIT-
JUTYAHBIX 3y0110B U nipu cuHapome AHaepceHa. ABTO-

Kimnnyeckue nposiBjieHus] CHHApOMA AHepceHa y npo0aHI0B ¢ MyTaHTHBIM reHom KCNJ2

Myraius Knacrep | Tlon | HccC | HnutensHocTth QT, MC Hapyuienust purma
D71V 4415 X 100 513 He BoisiBIEHO
A95-98 3328 X 83 475 buremunus, nonumopdnas KT
(A-nmeneuust)
S136F 6634 X 68 500 buremuHust
G144S 3856 X 83 480 JIByHanpapienHast KT
P186L 7246 M 94 MBITHIIT* [Momumopdnas KT
N216H 3442 X 65 470 JByHnanpasnaeHHast KT,
HedaraabHas OCTAaHOBKA Cep/lia
R218W 2401 XK 100 560 buremunus, HedaraibHass OCTaHOBKA
cepaua, AB-6nokana I crenenu,
MepIlaHue, TPereTaHue KeTyIT0YKOB
R218W 2679 M 68 510 buremunus, nonumopdHas KT
R218W 2681 X 75 488 buremunmst, nonmumopdnas KT
R218W 7480 M 94 525 buremunus
R218W 6515 M 52 416 Buremunust, monumopdHas KT
R218Q 6562 M 70 469 He BBIsIBJIEHO
G300V 3387 M 88 474 JIByHanpasneHHast KT,
YaCThIE KeJTYTOYKOBbIE SKCTPACUCTOJBI
G300V 3677 XK 100 480 Buremunus, noaumopdHas KT
V3i02M 2682 M 79 MBITHIIT* buremunms
E303K 2281 X 85 495 YacTeie KeyT0uKOBbIe 9KCTPACHCTOJIbI
A314-315 5768 X 115 471 MepuaHue, TperneTaHue XeayT04KOB,

MoHoMopdHas KT

* [TonHas 6J0Ka/1a MpaBoil HOXKKM Mydka [Wca npensTcrBoBaia TOUHOMY U3MepeHuIo uHTepBaia Q7.
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Dbl TaKKe OLIEHUBAIM B3aMOCBSI3b MEXIY CTEIEeHbIO
BBIPAXXEHHOCTH MYyTalMil (TSCKECThIO MUCOYHKIIUN
Kir2.1 kaHana) u TSKeCThIO KITMHUYECKUX MTPOSIBIICHUI
(ywmunenviem Q7., apuTMUSMM, HEHAPOMBIIIEUHBIMU
CHMITOMaMU, OTUCMOP(OreHe30M) CUHApoOMa AHIEp-
ceHa. Okazanoch, 4YTo KJIMHUYeCKUii (heHOTUN 3a00s1€e-
BaHMSI HE KOPPEIUPOBal CO CTETEHbIO TOMWHAHTHO-
HeratuBHOM cyrnpeccuu ¢pyHkumu Kir2.1 kanana.

G. Andelfinger 1 coaBT. MIEHTUDULIMPOBAIIA TeTe-
PO3UTOTHYI0 MUCCeHC-MyTanuio R67W rena KCNJ2 'y
41 KpOBHOTO POACTBEHHMKA, IMIPU 3TO OKA3aJIOCh, YTO
HacJIeI0BaHNe XeTyI0YKOBBIX apUTMUI 1 TIEpUOIYC-
CKOTO TTapajIiia MBI OTIMYAI0Ch IO TIOJIOBOMY TTPH-
3HaKYy: TaK, XeJyIOYKOBbIe HapylIEHUs pUTMa TOMU-
HMpoBay y xeHIuH (y 13 u3 16, umu 81%), a Heiipo-
MBbILLIEYHbIE CUMITOMBI — Y MykuuH (y 10 u3 25, wim
40%) [2]. [pu 3TOM XeynouKOBbIe ApUTMUM HAUMHA-
JIN TIOSIBIIAThCSL B Bo3pacTe mocie 10 JieT, 1 oHu ObLINu
MeHee YaCThIMU BO BpeMsl OepeMeHHOCTU (B TO BPEMsI
KakK TpH APYrUX THnax myTamuii reHa KCNJ2'y KeHIIMH
HapylIeHWsT pUTMa ObLTU O0JIee YaCThIMU BO BpeMsi Oe-
PEMEHHOCTH) M TIocie 55 JeT (BO BpeMsl MEHOIIAy3bl).
ITpumMeuaTesbHO, YTO B JAHHOU POIOCIOBHOI HE OTMe-
qayioch ymiMHeHus uHrepBaia Q7. B 370l rpymme ma-
LIMEHTOB CUHKOIIAJIbHbIE COCTOSIHMSI B aHAMHe3¢ Ha-
OIIOIAICh Y TPOUX; OTHOMY ITAlIMEHTY, BBLKUBIIIEMY
TocJie BHE3aHOM CepAeyHO CMEPTU, ObLT UMITIAHTH -
POBaH KapArOBepTep-AeUOPMILISATOpP. Y § MAIMEHTOB
MY>KCKOTO TOJjia SIM30[bl MBIIIEYHON C1ab0CTU WIU
Hapaudyd OTMEUAINCH Tocie (PU3NYECKUX HATpy30K,
y 2-X UMeJia MECTO TUroKanuemus. [uneprenopusm Ha-
omonaics y 4-X MHINBUAYYMOB, MaJiasi BeJIMUMHA HITK-
Heit yemtocTy — y 10, CHHIAKTWINS IMajIblieB KUCTU WA
cronbl — y 9, kimHogakTtuaust — y 12. IlpusHaku auc-
MopdoreHe3a B OMMHAKOBOI CTETICHM 9acTO BCTpeda-
JIUCh Y JIUIL MY>KCKOTO M XKEHCKOTO0 ToJia. Xupypruyec-
KOMY JICUEHMIO TI0 TTOBOMY CKOJI03a OBLT IMOABEPTHYT
1 manMeHT My>KCKOTo T10J1a, a 1o MOBOIY He3apallleHusI
Heba — 1 malueHTKa XXeHCKoro noJjia. BecbMa HeoObIU-
HBIM OKa3aJI0Ch BBISIBJICHHE B UCCSIYEMOM POIOCIOB-
HOI OTHOCTOPOHHEN MUCIIA3UM TTOYKW U KJIATTAHHOU
MaToJOTUM Cepilla — CTeHO3a JITOUHOTo KJjaraHa
(IMarHOCTUPOBAHHOIO Y OJTHOTO MAallMeHTa B BO3pacTe
6 MecsilieB), IBYXCTBOPYATOIO AOPTAJIbHOIO KJlaraHa
(y 3-X mauMeHTOB) M JBYXCTBOPYATOTO aopTaJbHOTO
KJIarmaHa ¢ Koapkranueii aoptsl (y 1 matmenTa). [Togo6-
HbIE OTKJIOHEHMS OBUIH BIIEPBEIC BBISBIICHBI Y MTALICH-
TOB ¢ cuHApoMoM AHjiepceHa. Kpome Toro, 66110 c000-
IIEHUE O CMEPTU HOBOPOXKIEHHOIO C HEYCTAHOBJIEHHBIM
TIOPOKOM cepara. ATpHoBeHTpUKY/IsIpHas (AB) 6moka-
na I crenenu HaGmomanach y 4-x My>XKUUH Uy OJHOM
JKEHIIWHBI B COUCTAHWHN C OJIOKAIOM JICBO HOXKKM ITyd-
Kka [ica. Hu y omHOrO MHAMBUIYYMAa HE OTMEYAJIOCh O/~
HOBPEMEHHO BCEX MPOSBIICHII, XapaKTEPHBIX TSI CUH-
npoma AnpepceHa. IlneiiorponHocTh (heHOTUIMYEC-
KUX TIPOSIBJICHUI TIpM CUHApOME AHIEpCEeHa BHYTPU

JAHHOI ponOCAOBHOM (pUcC. 4) MOXKHO OOBSICHUTD WU
crienuduueckuM Bo3zelicTBrueM Mmyrtanuyu R67W, wim
BapualMeil SKCIpeccuu ajuienei, uim Moauduumpyro-
LM BO3ICHCTBIEM BHEITHUX (DAKTOPOB.

OnucaHuii MPUMEHSIEMOro Mpyu CUHApoMe AHIEp-
CeHa JIeYeHUsI CYLIECTBYET HEMHOIO [6, 16, 19]. B kaue-
CTBe MpumMepa npuseaeM coodmieHue J. Junker u coaBT.
[8]: y mamueHTKM 6 jieT 6e3 OTArOLIEHHOrO 110 HACJIE/I-
CTBEHHBIM U CEPIEYHO-COCYIUCTHIM 3a00JICBAHUSIM Ce-
MEIHOTO aHaMHe3a BIepBbIe HaYaJli BOSHUKATh PEeIv-
MUBUPYIOIINE TM301bI aTOHUMYHBIX TTape30B. B Bo3pa-
cte 10 sieT y Hee ObLT 3aII003PEH MOCTCTPENTOKOKKO-
BBIII MMOKApIUT M3-3a BEICOKOTO YPOBHSI KpEeaTUHKU-
Ha3bl CHIBOPOTKU KpoBu (1o 447 U/L) u acumnroma-
TAYHBIX TTOJIMMOP(MHBIX KEITYTOYKOBBIX 3KCTPACHCTON
(2KD), peructpupyembix Ha DKI. M3-3a cmoHTaHHO Ky-
MUPYIOIINXCS TIPUCTYIIOB MBIIICYHOI CJ1a00CTH Bpadm
HE UCKJTIOYAJId BEPOSITHOCTh MX TICUXOT€HHOTO MpPOKC-
xoxneHus. B Bo3pacte 15 jileT y mauueHTKU BO3HUK
snm3ol pubpwrsiuuu xenyaoukoB (D2K), Obuia yc-
MEITHO TIPOBECHAa CepIeUHO-JIeTOYHast peaHUMalls.
[1pu nporpaMmMupyemMoii 31eKTPUIECKON CTUMYJISILIUKA
WHIYLIUPOBAJINCH YCTOWYMBBIC KETyIOYKOBBIC TaXM-
kapauu, QT, coctasnsin 0,45 c. TlanmenTtke ObLT UM-
TUIAaHTUPOBaH KapauoBepTep-aedudpuistop (MKJ).
Yepes rom HaYaJId BO3ZHUKATh €KETHEBHBIC IIPHUCTYIIBI
®XK, Ttpedyromune paspsimoB MK, u Habmomammich
SMU304bI BEIPAKCHHOM MBIIIICYHOM C1ab0CTH (BILIOTh
o mapanuya Mmbiii). M3 ocobeHHocTel mpu husn-
KaJTbHOM 00CJIeIOBAaHNY TIPWBJICKAIN BHUMAaHUE: TN~
POKOE OCHOBaHWE HOCa, KIMHOMAKTWIMS, CKOJINO3 U
HU3KHI POCT. ATOHWYHBIC MBIIICYHBIC TTApAIMINA OX-
BaTbIBAJIM Pa3HBIC TPYIIIHI MBIIIIL] BEPXHUX U HUKHUX
KOHEYHOCTEe, BO3HUKAJIM BHE3aITHO, UIMJIUCh He-
CKOJIBPKO 9aCOB WJIM JHEU M KYIMMPOBAJIMCh CAMOCTOSI-
TEJbHO. YPOBHH KaJIsI CBIBOPOTKH KPOBU M KpeaTHH-
KMHa3bl ObUIM HOpMajibHbIMU. [lpucrtymnbl ciaboctu
WHAYLIMPOBAIMCH TUMEPKaTUEMUe WU XOJOI0M, a
du3mIecKass Harpy3Ka COIPOBOXAAIACH YMCHBIIICHN -
eM ToTeHUMana AelcTBUs Mbil. [Ipu Ouorcum
MBIIII OBUTM BBISIBJICHBI TYOYJISIpHBIC arperaThl M He-
CKOJIbKO BakyoJjiel. KiimHuueckuii guarHos cropaav-
YECKOro BapuaHTa CUHIpOMa AHepceHa OblLT TOf-
TBEPKIEH I1OCIe MOJIEKY/ISIPHO-TEHETUIECKOTO UCCIe-
JTOBAaHWSI, BBISIBUBIIETO TETEPO3UTOTHYIO MICCEHC-MY-
Tanuio R218W rena KCNJ2 y neBo4Yku, HO He y ee po-
nutenei. CoTajoa U aHTUAPUTMUYECKUE TIperaparhbl
(AAII) I xmacca, Bkmtovast hjieKamHUI U TTporracheHOH,
okazanuch HeadbekTuBHbIMU. K Tepanuu Kantonpu-
JIOM, HAJIOJIOJIOM Y JTUTUTOKCUHOM OBLT JOOABICH aMU-
ofapoH B Harpy3ouHoii no3e 200 Mr B neHb. 2Keryaou-
KOBbIC HApYIIeHUs pUTMa OBICTPO MCUE3JIH, a TIPUCTY-
bl MBIIIEYHOI CIA00CTU MPOAOIKAIM PELUANBUPO-
BaTh. Yepes 2 Mecslia K BhIIIEYKa3aHHOM Tepanuu ObLT
No0aBNeH aleTa3onamMul (IMaMokc) B 1ose 750 Mr B
IIeHb. B TeueHMe ToCIeAyIonmx 2-X JIeT Y MalueHTKI
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Puc. 4. [eHoTun u ¢peHOTUIIMYECKME TIPOSIBJICHUS CUHAPpOMa AHIepCceHa.

a — TeHeaJIoTuIeckKoe IepeBo (KBaapaTaMu 0003HAYEHBI JIMIIA MYXCKOTO T0JIa, KPY>KOUKaMU — JKEHCKOTO T0JIa; 3a4ePKHYThIe KBaApaThl 1
KPYXXOUKW — HEU3BECTHBII CTATYC; BOBHUKHOBEHUE XKETYTOUKOBBIX aDUTMUIA, TEPUOINUECKOTO Mapaiya MBI U TPU3HAKOB TucMopdore-
He3a 0003HaueHO MaJleHbKMMHU TEeMHBIMU KBaapaTtaMu; Ivdpa B KBagpaTe 0003HavYaeT Haimmyre Mytauun R67W); 6 — peructpupyembie xe-
JIyIOYKOBBIE HApPYIIEHUsI pUTMA Y 4-X MAIIMEHTOB KeHCKoro mnona; ¢ — tpancdopmarmst C—T (C199T), meHsiomast mociaen0BaTeIbHOCTb —
apriHuH Ha Tpuntodan (R67W), o6o3HaueHa HanpaBieHueM F; ¢ — mpusHaku aucMopdoreHesa (1o 4acoBoii CTpesiKe, CHI3Y BBEpX U HaIpa-
BO) — MaJICHbKasl HUXKHSISI UeJTIOCTb, TUTIEPTEI0OPY3M, CUHIAKTUIINS MajlbLEB CTOIBI (YepHasi CTPeJIKa), AByXCTBOPYATBII aOpTaIbHBbIH KianaH
(Genast cTpesika yKa3bIBaeT Ha JMHUIO KOONTALMY CTBOPOK) M KJIIMHOJAKTHIINS, HAOMIoOnaemMast y 5 pecTaBUTeNeil pa3HbIX CeMeid.

OTMEUAJIOCh BCETO 8 KOPOTKUX MPUCTYIIOB YMEPEHHOM
MBIILIEYHOM ¢J1a00CTH, a elle yepe3 6 MecsLeB Heipo-
MBbIIIIeYHasi CUMIITOMAaTHKA IMOJTHOCThIO ucyesna. Jleue-
HHE TIPOXOOMIO 0e3 BOBHMKHOBEHUST KAaKMX-JTMOO IT0-
00uHBIX 3(deKTOB. J. Junker 1 COaBT. IPUILLIN K BBIBO-
Iy, 4TO BbIsiBJIeHUe MyTaluu R218W rena KCNJ2'y ne-
BOYKM, OTCYTCTBYIOILEN Y €€ pOIUTENEH, eI pa3 IOI-
TBEpXKAaeT TOT (HakT, yTo MyTauuu reHa KCNJ2 nexar B
OCHOBE BO3HMKHOBECHUS 3a00JICBAHUS U YTO, BO3MOXK-
HO, R2ISW myTtauum gBiasitoTCsS HanboJjee YaCTbIMU U3
Bcex npu cuHapome AHaepceHa. [locne 6e3ycnenHoro
npuema AAII I knacca u Gera-0J0KaTOpoOB Tepamnust
aMMOIapOHOM M alleTa30JIaMUIOM OKazajach 3(dek-
TUBHOM U MpUBEJA K CTOUKOMY U JUIMTEJIbHOMY YJIy4-
IICHUIO COCTOSTHUSI 00JIbHOI. TeM He MeHee, IpyTue 1c-
cienoBarenu [6, 16, 19] coobiaioT 6o o Ge3ycrel-
HOCTH TepaIiuy aMUOJapOHOM U alleTa30IaMUIOM Y Tia-
LIMEHTOB C CUHAPOMOM AHJiepceHa, JIN0O 0 HeOOXOIU-
MOCTH ¢€ TIpeKpallleHNST 1M3-3a Pa3BUTUS TTOOOUHBIX 3(-
dekroB. C apyroii CTOPOHBI, BO3MOXKHO, CYIIIECTBYET
(bapmakoreHeTHYECKOE B3aMMOJICCTBUE MEXIY MyTa-
et Tunma R2ISW w TepalieBTMUECKUM OTBETOM Ha
aMUOJapOH U alleTa30JIaMIJI, YTO TPeOYeT OATBEPKIE-
HMS Ha TIpUMEpe APYTUX ManeHToB. [10CKoIbKY aM1o-
JIapoH uHruoupyert lx; ToK [5], TO JIOTMYHO MPEATOo-
JKWTb, YTO OH MHTUOMPYET TUTICPBO30YINMOCTh Cepued-
HOI MBIIILIBI ITyTeM 3aMelIeHUsT (DYHKIIMU HaTPUEBBIX
1 KaJIbIEBEIX KAHAJIOB, a TAaKKe OeTa-aapeHOPeenTo-

POB, KOPPEKTUPYS TEM CaMbIM MU3MEHEHUsI, BbI3BAHHbIE
notepeii pynkumu Kir2.1 kanana. Tem He MeHee, u3-3a
BEPOSITHOCTU Pa3BUTUSI BBIPAKEHHBIX MOOOYHBIX (-
(GEKTOB TIpreM aMHOJapOHa MOXET OBITh PEKOMEHIO-
BaH MalMEeHTaM C CUMITOMAaTUYHBIMU HapyILICHUSIMU
put™Ma. AlleTa3ofaMuj, Mpenapar, MEHS IO KUCIOT-
HOCTb KPOBHU, MOXET IPEIOTBPALIATh IPUCTYIIBI [IEPH-
OIMYECKUX Mapanyeil MycKyJIaTyphbl JJ1000ro reHesa 3a
CcYeT M30MPATEIBHOTO OTKPBITUS MBIIIEYHBIX Kp2+ Ka-
HayioB [21], 4TO, BOBMOXKHO, KOMIIEHCUPYET AUCHYHK-
mmio [ ; ToKa 1 mpenoTBpalacT naaecHue MeMOPaHHOTO
MOTeHIIMaja MbILIL MpU cuHapoMe AHaepceHa. ITauu-
€HTHI ¢ TUMOKAIMEMUYSCKIMU (DOPMaMU MBIIIEYHBIX
Mape30B MOTYT MPUHUMATh KaJIKs XJOPU, PaCTBOPEH-
HBII B HECJTAZIKOM pacTBOpe (OOBITHO CUMITTOMBI MCUe-
3a10T B TeUEHME Yaca); OHM JOJDKHBI M30eraTh IUILN,
Ooraroil yrieBoiaMu, U Ype3MepHbIX (PU3UIECKUX Ha-
rpy3ok. ITaiueHTsl ¢ runepkaimeMuiyeckumMu hopma-
MM MBIIIEYHBIX TTapajIudeil MOTYT MPeIOTBPATUTh 3TH
TIPUCTYIIBI TTYTeM YacThIX MPUEMOB IHIIN, OOraToi yr-
JIEBOJIAMHU Y C HU3KUM COZIEp>KaHUEeM KaJTusl.

Takum 06pa3oM, MbI MIPENCTABUIM HauOoJiee MoJ-
HOLIEHHBIN Ha CETOMHSIIHUI JeHb 0030p O KIIMHUKE,
MUArHOCTUKE M JICUCHUH CHHIpOoMa AHIepceHa, OMHOMN
U3 YHUKAJIbHBIX MTATOJIOTUIA Cpey HAC/IeACTBEHHBIX Ka-
Hajionatuit 6jJarogapsi HEOObIMHOM KOMOMHaLMUKU he-
HOTUITMYECKUX MPOSBJICHUIA CO CTOPOHBI KapIMaJIbHOMN
U CKeJIETHO-MBIIIIEYHOI CUCTEM B COYETAHUM C Pa3HO-
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00pa3HbIMU MIPU3HAKAMU JUCMOPGOreHe3a, MeXaHUu3M
BO3HUKHOBEHMST KOTOPBIX IO CHX TIOpP OCTacTCs Hesic-
HbIM. AHQJIOTUYHO OTKPBITUSIM HOBBIX BapMaHTOB Ta-
KUX TCHETUIECKHU IeTepMUHUPOBAaHHBIX 3a00JIeBaHNIA,
KaK CUHIPOM YIJTMHEHHOTO WM YKOPOUEHHOTO MHTEP-
Basia Q7, nanbHelIIe UCCIIeA0BAaHMS B 00J1aCTU MOJIe-
KYJISIDHOM T€HETHUKU TTOMOTYT BBISIBUTh HOBBIC (DOPMBI
CUHIpOoMa AHIEpceHa, IIyOxXe W3yYUTb MeXaHWU3MbI
JEUCTBUS MyTallMii (MyTallii MOTYT HapylaTh (hyHK-
LIMM MOHHBIX KaHAJIOB U TpaHCMEMOpPaHHBIX OEJIKOB Ha
pPa3HbIX YPOBHSIX UX B3AUMOACCTBUS) Y OOBSICHUTD HE-
00bIYHBIE (DEHOTUTTMUYECKUE TTPOSIBICHUST 3TOro 3a00-
JIeBaHMS, a (papMaKOTeHETUIECKIE MCCIICIOBAHMS T10-
MOTYT pa3padoTaTh HOBbIE METO/IbI JICUECHMSI.
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JTUATHOCTUKA, TEYEHUE U JIEYEHHUE
AYTOCOMHO-JOMHUHAHTHOU APUTMOTEHHOU
KAPIMOMUOIIATUH /TN CILVIASUU ITPABOT'O JKEJIYIOYKA

JI. A. Boxepus, B. A. basaes, A. X. Meauxyaos, Y. T. Kabaes, O. JI. Boxepus, P. B. Buckos,

A. T. ®uaamos, A. H. I'buyaii, B. B. Yymaxos

Hay4HbIli LEeHTP cepoedyHOo-cocyamcTom xmpyprun um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, Mocksa

PUTMOI€HHasd OUCIUIa3us IpaBoOro XKEjayaouka,
Wi apuTMOICHHAA IIPAaBOXKCIydO4YKOBasd Kap-
Lll/lOMI/IOHaTl/IH/ILI/ICHJla?:I/IH — TIATOJIOTUSI HESICHOM 3THO-
JIOr'MH, 4aCTO HACJICACTBCHHAA, XapaKTCPU3YIOLIAACA XK~

PpOBOI MM (PUOPO3HO-KUPOBOI MHMUIBTpALIMEil MUO-
Kapaa npeumyitectBeHHO T12K, conpoBoxkaaroiiasics xe-
JIYIOYKOBBIMU HAPYIIEHUSIMU PUTMA Pa3IMYHOM CTeIIEH!
TSDKECTU, BKITIOYast (puOpMLIsILIMIO XKeyaoukos [13, 15].
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BriepBble TepMIH «apUTMOTEHHAs TUCILIAa3MsI ITpa-
Boro xenymouka» (AITT2K) obut ipemmoxed B 1977 .
G. Fontaine 1 coaBT., KOTOpbIE BBISIBUIN KETYI0UKO-
Byto Taxukapauio (ZKT) ¢ mopdosnorueit 610Kaas je-
Boit Hoxku myuka Iuca (BJIHIIT), pe3aucteHTHYIO K
AHTUAPUTMUYECKOI Tepanuu, y 6 malunueHToB 0e3 BU-
IUMO KapauaabHoi maTtojoruu [22]. Bo Bpemst xu-
PYPTMUYECKOTO BMEIIaTeIbCTBA Y TpeX MalleHTOB ObI-
JIO HaMIEHO 3HAYUTEIIbHOE KOJIMYECTBO XUPOBOU TKA-
HU B cBoOoaHOM cTteHKe IT2K. [To3zxe ObLia BbIsIBIeHA
cBs13b AJITTK ¢ BHe3amHoIt cMepThio (BC) B Mmonmogom
BO3pacTe y JINI, He MMEIOIINX MPU3HAKOB KOPOHAap-
Holt 6one3nu [5, 54]. T1o kiraccuuKaunm cepaeaHo-
cocyaucThix 3aboneBanuii AJITIZK Oblia oTHeceHa K
KapIUOMMOITATUSM Ha OCHOBAaHMM PEKOMCHIAIWIA
Bcemupnoit Opranuzaiuu 3apaBooxpaHeHust [47].

CTATUCTHUKA

ANTIK MoxeT ObITh AMAarHOCTUPOBaHa B JIIOOOM
BO3pacTe Yy JIMII 000ero 1oJIa, pacIpoCTPaHEHHOCTD €€
MaJjio M3y4eHa B CBS3U C TEM, UTO JeOI0T 3a00JIeBaHUS
YacTo IPOTEeKaeT OCCCHUMIITOMHO, BCJICICTBUE YETO
o(UIIMATBLHON CTATUCTUKM O PacipoCTPaHEHHOCTH
AJITT2K B mupe He cymecTByeT. Yallle oHa BCTpeyaeT-
Csl Yy MOJIOZIBIX MTAIITMEHTOB MYXKCKOTO I10J1a, U COOTHO-
IeHWe MYXYWH W XKeHIIMH cocTaBuseTr 2,7/1,0.
OOBIYHO JMArHOCTUPYETCS B Bo3pacte mexay 20 u 50
romamu, B cpenHeM B 33 roga. Tonbko y 10% narueH-
TOB IHMarHo3 yctaHaBiauBaeTcs 10 20 et (BO3MOXKHO,
B CBSI3U C ITUTEJILHBIM JIATEHTHBIM TeUeHUEM 3a00J1e-
Banus). [To nanubiM G. Thiene u coaBT. [5] rucTomo-
ruaeckue npusHaku AJITTXK Obiiu BeIsIBIEHBE! Y 20%
13 60 maluMeHTOB, YMEPLIMX BHE3aIlHOW CMEPThIO B
Bo3pacte no 35 net. D. Corrado u coaBT. MPUUUHONK
BC y 26% nauueHTOB, yMepLIUX B Bo3pacte 10 20 JieT,
cuurtator AJITXK [14]. ExeromHo 1% OOJBHBIX C
AJITTK ymuparoT BHe3ammHO Ha (DOHE JICUCHMST aHTH-
apUTMUYECKUMM TpernapataMu [19].

OTUOIIATOTEHE3

Ha ceronnsmnuii aeHp atuojorus AITIK Hens-
BecTHa. CyXImeHHe O IaToreHe3e 3a00JieBaHUSI CBO-
JIUTCS K CJIEAYIOIIMM TPEAIONIO0XKEHUSIM.

o HacaencrBennast reopusi. HacnenctBeHHas 3THO-
sorust noateepxkaaercs B 30% ciyuaeB AITTK
[26]. 3a uckIIOYEHHMEM HECKOJBKUX CeMEM, Mpu
AJITTXK HacnemoBaHue OCYIIECTBISICTCS MO ayTO-
COMHO-JOMUHAHTHOMY TuIly [49].

¢ JlucoHToreHernyeckasi Teopusi B OOJIbIIECH CTeICHU
sIBJIIeTCsl ucTopuueckoit [9, 47]. OHa npennosara-
na, uro AIITTXK sBisteTcst hopmoii «ItepraMeHTHOTO
MPaBOTO XKEJTYIOUYKa» MJIN aHOMAJINU YIIsl.

o JlerenepatuBHas Teopus [8]. B ocHoOBe ee Jiexkut
MOJIOXEHWE O TMOeqd KapIUOMHUOLIMTOB BCIEICT-
BHC METabOJMYECKOTO WJIN YIBTPACTPYKTYPHOTO
HacieacTBeHHoro nedexkra. Bo3aMokHbI aedekT

ObL1 KapTupoBaH Ha 14 xpomocome (14q23—q24)

[46]. D1a 06sacTh KOIUPYET TeH, OTBETCTBEHHBIN 3a

0.-aKTUH, KOTOPBI CTPYKTYPHO TOMOJIOTMYEH C

KOHIIEBBIM ITOMEHOM IMCTpoMHA. DTa HaxomKa

MOATBEPXKIaJIa TEOPUIO O TEHETUYECKU JeTePMUHM-

pOBaHHOI aTpoduu, CXOIHOU ¢ TAKOBOI MTPU aMUO-

Tpodun JlfomieHa MM MBIIIEYHONH AUCTPOPUUN

bekkepa. HekoTopble aBTOpbI Mpeiaraaum onpeae-

T AJITTK Kak «MUOKapAuaabHYIO TUCTPOMPUIO»

[8]. B manbHeliiem ObL1 onucaH ciaydaii AITTXK B

IIBEICKOM CEMbE C BOBJICUCHMEM CKEJIETHBIX MBITIIIT

co cuerieHreM ¢ 10 xpomocomoii (10q22.3) [41].

o HWHbexkunoHnHasg, WIM BOCIAJIUTEIbHAS TCOPUS
nojaraet, 4yTo B ocHoBe AJITT2K nexxut Mmuokapaur

[5, 27]. BocnanmTenbHast MHMWIBTPALIS SBISICTCS

4yacToii rucronornueckoit Haxoakou npu AITTXK.
e ATmONTOTHYECKAS TEOPUsS — ITOATBEPXKICHA BBISB-

JICHMEM aIloITo3a U BEICOKOTO YPOBHSI IIpOTeas, He-

00XOAMMBIX JUTS anonTo3a, B Muokapae [1XK y 6 u3

8 marmenToB ¢ AIITT2K o cpaBHEHUIO ¢ KOHTPOJIb-

HBIMU OOpa3laMu 6e3 maTojioruu cepaua [35, 57].
o Teopus TpancauddepeHIMPOBKU KapANOMUOIIH -

TOB — OCHOBaHa Ha TMITOTe3¢ BOBMOXHOCTH TIepe-

POXICHUST MUOKAPIHATBHBIX KJICTOK M3 MBIIICU-

HBIX B KMPOBBIE M OOHAPYKEHUM KJIETOK, IKC-

MIPECCUPYIONINX NEeCMHUH, KaK ITPOMEXYTOUHBIX

MEXKIY MBIIIIEYHBIMU 1 XXUPOBBIMU KieTKaMu [51].

Benach moyieMuKa 1o moBoay BO3MOXKHOM acCOIIN-
anuu cuHapoma bpyraga u AJITT2K. HekoTtopnie nc-
ciemoBaTelN ToJIaraju, 4To 3TO pa3Hble (GOPMBI Of-
Horo 3a06oseBaHus [43]. OqHAKO HU JIEKTPOKAPINO-
rpadus (OKI'), HuU MarHUTHO-PE30HAHCHAsI TOMOTpa-
¢us (MPT) sToro He moATBEpAWIN, U aHTHOTpadu-
yeckue Haxonku npu AJITTK He BcTpeuaroTcss mpu
cuHapome bpyraga. B nocienHue roabl reHETUYECKUE
HCClIeIOBaHUs MOKa3aau, 4TO 3a 9TU JOBa 3aboseBa-
HUSI OTBETCTBEHHBI pa3Hble reHkbl [11]. Ha ocHoBaHuM
ceMmeitHoro aHaMHe3a 1 nposeaeHust JJHK-auarHoc-
TUKU BO3MOXHA BepuUKaus guarHosa [48].

B HacTos111€e BpeMsi onrcaHbl ayTOCOMHO-I0MU-
HAHTHBII M ayTOCOMHO-PEIICCCUBHBIM THUITHI Haclie-
noBaHUs 3a0osieBaHus. [Ipy ayTocOMHO-pelieccuB-
HoM Turie HacaenoBaHust AJITT2K codeTtaeTcs ¢ nmajib-
MaIUIaHTapHOM KepaTOAECpMUE U U3MEHEHUSIMU BO-
Jioc («1epcTsiHble BOJOCKI»). JlaHHast (hopma 3abosie-
BaHUsI HOCUT Ha3BaHUe «00s1e3Hb Naxos». bblin onu-
caHbl 18 ciyyaeB 3Toil 00JIe3HU Cpeau JUILL, TPOXKUBa-
IOIIMX Ha rpedeckoM octpose Naxos [19, 20].

T'NCTOIIATOJIOT A

I1pu ayroncun y 6onbHbIX ¢ ALK onpenensitor-

cd caeaytole usMeHeHus [4]:

e Makpockonuuecku y 60abHbIX ¢ AITTK BbIsIBIS-
JIU JIOKAJIbHYIO WM T€HepaJIu30BaHHYIO AujaTa-
muio I12K ¢ ucroHyeHmem Muokapaa B 00JacTu
BeIBoAHOTO TpakTa I12K, BepXylIKu 1 IpUTOYHOTO
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oTnena. DTU Tpu 06JacTu HOPMUPYIOT

«TPEYTOJIFHUK AUCILIa3um» [37].

o [Ilpu MMKpPOCKONMUYECKOM HCCIIEI0BA-
HUU BbLIESAIOT aBa BapuaHTa AITTXK.
IlepBhIii BapyaHT — JUMOMATO3HBIN, C
TMepBUYHON Awiaraiueil TpPUTOYHOTO
ornena wian oomein mvnartarmein T1K.
Bropoit BapuaHT — (ubponrrmnomaros-
HBII, TIPX KOTOPOM HaOII0Ial0TCST aHEB-
pusmbl creHku 12K B obGnactu HUXKHe-
3agHEl CTBOPKM TPUKYCIIHUIATBHOTO
kinarana (TK), Bepxymikv u/wim Tpu-
TogyHoro otaena [10].

OpnHako HeOoJIbIIas YacTh XKUPOBOI TKAHU B DIH-
KapauaJabHOM ciioe 1 B Muokapae 12K mpucyrcTByeT
u B HopMme. [1pu uccnegoanuu 140 ayToncuitHbIX 00-
pa3ioB C OTCYTCTBMEM CTPYKTYPHBIX 3a00JIeBaHUI
cepaua B 50% ciyyaeB XXuUpoBasi TKaHb IIPUCYTCTBOBA-
na B muokapzae I12K, 1 ee conepkaHue yBeJIMIMBaIOCh
¢ Bo3pacToM. BcieacTBue 3TOro TMCTOJOTUYECKUIA
nuarno3 AJITTK MoxeT ObITh 3aTpyIHEH B IOTPaHUY-
HbBIX caydasx. C 1e1bio IpeIoTBpaIleHUs TUTIepaar-
HocTuku AJITT2K ObLIM npeanoxXeHbl TUCTOJI0THYeC-
K1e KPUTEPUU, K KOTOPBIM OBUIO OTHECEHO HaJM4YMe
6osnee 3% pubposHoil TkaHu U 6osiee 40% XUpoBOI
TKaHu B Muokapme I[12K [25]. YyBcTBUTEIPHOCTD 3TOM
METOJIUKH cocTaBisieT 67%, cnermuduaHocts 92% [6].
OmHako BBINICYKa3aHHBIC MCCIICIOBAHUS HE OIpeie-
JISITA KOJIMYECTBO (DUOPO3HOM M KUPOBOM TKaHU B
cepauax 6oabpHbIx ¢ AITTXK [12].

A. Burke 1 coaBr. [12] monbITaJuch OLIEHUTH KO-
YeCcTBO >XXUPOBOi1 (7 cepaelr) u Gprudbpo3HO-KUPOBOIA (25
ceprelr) TKaHu y marueHToB ¢ AJITT2K. /I 6omee Tou-
HOTO pasfelieHrsl YKa3aHHBbIX BApUAHTOB Obljla Habpa-
Ha KOHTPOJIbHASI TPyMIla ¢ HOPMAaJIbHBIMU CEpALIaMU
(18 cepnen). B xome mpoBeneHHOTO CPaBHUTEIbHOTO
aHajM3a aBTOPLI OOHAPYXWIM, YTO TpU (HUOPO3HO-
KupoBoM BapuaHTe TeueHuss AIITIXK umeercs 3ame-
IIEeHNE KJIETOK MUOKapaa aTpopUpOBaHHBIMU MUOIIN-
TaMu M (UOPO3HOI TKAHbIO, KOTOPOE MOIJIO ObITh B
mo6o0it obnactu TT2K. MHTpamuokapavanbHash Kupo-

Puc. 1. ®ubposHo-xuposoit BapuaHT AITTXK ¢ iumdbo-
LIUTAPHBIM UHQUIBTPATOM.

Puc. 2. ®ubpos3Ho-xuposoii Bapuant AJITTXK ¢ BoBieueHueM jaTe-
pasibHOI cTeHku JI2K.
a — Makporipenapar; 6 — MukpodoTorpadusi.

Bast UHUIBTpalus Obl1a 0oJiee BbIpaXKeHa Mo CpaBHE-
HUIO C CeplaMU KOHTPOJIbHOI TPYIIbl B BEIBOAHOM
otnene npasoro xeaynouka (BOITXK) u Bepxymike. B
nepegHeBepxyleyHoit oonactu [12K He ObL10 0OOHaApy-
>KEHO IOCTOBEPHO 3HAYMMBIX pa3IMIMii TI0 CPaBHEHUIO
C KOHTPOJIbHOI IpyIioii (B cpeaHeM 15%). He Gbu10
0OHapYXXEHO Pa3IMInii TAKXKe B KOJMIECTBE JKUPOBOM
TKaHM TIOJ STTUKAPIOM, 32 MCKITIOUYCHUEM BBIBOTHOTO
TpakTa TnpaBoro xeayaouka (BTTIXK).

Tucronornueckuit ananua npu AIITK B GonbiH-
CTBE C/TyyaeB OOHapy>KMBaeT MPU3HAKU ITEPEHECEHHOTO
MUOKapINTa, TaK KaK MPUCOSTUHEHNE BOCIIAIUTEIb-
HOTO Mpoliecca MepeBOIUT YMCTO KUPOBOW BapUaHT
ANITTXK B pubpo3Ho-kupoBoii (puc. 1). Peuunus muo-
KapauTa MOBBIIIAeT PUCK BOZHMKHOBeHUs KA [52].

M3BecTHO, YTO MAIIMEHTHI CO CTPYKTYPHBIM TTOpa-
JKeHUEM ceplia 00jiee CKIIOHHBI K MUOKAPIUTY, YeM
3II0OPOBBIE JIIOIW. AHAIM3 CJTy9aeB BHE3AITHON CMEPTH
Yy CIOPTCMEHOB, ¥ KOTOPBIX OBIIIN 0OHAPYKEHBI TTPU-
3HAKW MMOKApANUTa, MOATBEPKAAET 3Ty TMITOTE3Y [56].
OmHaKO OCTaeTCsT He SICHBIM, SIBIISICTCSI JIA BOCIIAJIC-
HUe TEPBUYHBIM (haKTOPOM WJIM peaklveil Ha CIOH-
TaHHYIO TOeTb KJIeTOoK [29].

JlaHHbIe, OCHOBaHHbIE Ha MaTepuajgax ayTOIICHU,
CBUJIETEJTLCTBYIOT O TOM, YTO YaCTOTA BKITFOUEHUS JICBO-
ro Xellymouka B rpoiiecc (76% B ucciaea1oBaHHOM rpyIi-
T1e) YBEJIMIMBAETCS C BO3PACTOM, M OHO CBSI3aHO C KJTU-
HUYECKU 3HAUYMMBIMU apUTMUSIMU, OOJiee CYIIeCTBEH-
HOW KapauoMerajvei, BOCIaUTe TbHbIMA WHMWIBTpa-
TaMU U CepIeUHOI HeIOCTaTOUHOCThIO (puc. 2) [16].

KIMHNYECKHUE ITPOABJIIEHUA

IMo xIMHWYECKOW KapTWHE BBIACISIOT 4 TUIIMI-
Hble (hOpMBbI Te€UEHUs 3Toro 3adosieBaHus [38]:

— CKpBITas (hopMa, IIpy KOTOPOIt BHe3aITHasI cepaed-
Hast cMepTh (BCC) BenencTBre (puOpULISILIM XKeTy104-
KOB SIBJISIETCSI TIEPBBIM ITPOSIBJICHIEM 3a00JICBaHS;

— apuTMuueckas ¢opMa, XapaKTepuU3ylolasics
HaJIMIMEM ITOKYMCHTHMPOBAHHBIX CUMITOMATUUHBIX
JKEJTYIOUKOBBIX TaxMapUTMUI (KEITyIOYKOBON 3KC-
TPACUCTOJIMU M KEJyTOYKOBOM TaxXMKapAuu) ¢ KOH-
durypaumeir komruiekca QRS 1o TUMy OJIOKAIbI Jie-
BOI1 HOXXKM TTyuka [1ca;
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— «paicisymptomatic form» — popma ¢ cumnToma-
MM CpeIHEl CTeIeH! TSKeCTH, TAKUMU, KaK IMIPUCTY-
MBI CEpALEOrEH s, 00Ib B 00JIACTH CEPILIA;

— (opma, TIPOSIBIAIONIASICS CEPACIYHON HEAOCTa-
touHocThio (CH), mpeumyniecTBEHHO MpPaBOXENy-
JTOYKOBOM, C HAMIMEM WM OTCYTCTBUEM Hapylile-
HUI pUTMa Cepalia.

Knunnuecku AITTK 0ObI4HO MPOSIBISIETCS XKeJTy-
JIOYKOBBIMM HapYIICHUSIMU PUTMa Cepilia: SKCTPaCcH-
CTOJIMEI pa3IMIHbBIX TPANALINii, KOPOTKUMH «ITPOOEK-
KaMM» XKeJIyTOUYKOBOM TaXUKapauM, a B psiie CIydacB
1 ITapoKCHU3MaMU KeJTyJT0YKOBO# Taxukapauu. 2Kemy-
JIoYKoBas Taxukapaus y nauueHToB ¢ AITTXK ob6bruHO
nmeer DKI-Mopdoaoruio 6710Kagbl JEBOH HOXKU
myuka [¥ca, 9To yKa3pIBaeT Ha MPOUCXOXKICHNIE apUT-
muu u3 muokapaa I'T2K. Hepenko perucrpupyercst He-
ckonbko Mopdostoruit KT, Tak Kak mpu JaHHOM 3200-
JIeBaHUM MOTYT (hOpMHPOBATHCS MHOXECTBEHHBIE
aputMoreHHble oyaru. bonabHbie ¢ AIITTZK 1 ux ponacrt-
BEHHMKM YacTO MMEIOT B aHAMHe3¢ YKa3aHUs Ha CUH-
KOTIAJIbHBIE COCTOSTHUSI HEYTOYHEHHOW STHOJIOTHU.
OOMOPOKHM KaK TIPOSIBICHUE TSKEIBIX apUTMUUYECKIX
COOBITMII MOTYT BO3HUKATh 3aJ0JIT0 0 Pa3BUTHS Xa-
PaKTepHBIX KIIMHUKO-MHCTPYMEHTAIbHBIX IIPU3HAKOB
AJITTK. B nmocnenywoolieMm B 3TUX ciaydasix HabJioma-
10TCs TIporpeccupytomue n3MeHeHnst DKI u mapame-
TpoB Ox0KI, cBOiCTBEeHHbIE JaHHOMY 3a00JIeBaHUIO
[14, 32]. K Tomy ke B majbHEHIIIEM y OOJTbHBIX MOXKET
DPa3BUTHCS OMBEHTPUKYJISIPHAS HEIOCTATOYHOCTh KPO-
BOOOpAIIEHUSs, YTO BBI3BIBAET CEPHhE3HbBIC TPYTHOCTU
npu guddepeHumranbHoil auarHoctuke AJTTK ¢ au-
JlaTallMOHHOM Kapauomuonatueit [3, 28].

CriemyeT OTMETUTB, UTO CYILIECTBYET HEMaJIo CydJa-
€B OECCMMIITOMHOTO TeYeHUs 3a00/1eBaHusl, KOra rnep-

BBIM U, BO3MOXHO, €IMHCTBEHHBIM €TO MPOSIBIICHHUEM
ObIBaeT BHe3artHast cMepTh [5]. [1o maHHBIM aMepuKaH-
ckux aBtopoB, AJIIT2K mocMepTHO auMarHOCTUpYeTCs
MPUMEPHO B 5% ciiydaeB BHE3AITHOM CMEPTU CPEAM JIULI
Mostoxe 65 set [45] u B 3—4% cityyaeB cMepTH MOJIO-
JIbIX CIIOPTCMEHOB BO BpPEMSI COPEBHOBAHUI WU Tpe-
HUPOBOK [39]. ¥ 3HaunTenbHOM yacTu 60a6HbIX AJITTK
OCTaeTCsl HepaCIO3HAHHOWM, HECMOTPSI HAa UMEIOIIECs
KJIMHUYECKUE U MHCTPYMEHTAIbHbIC TTpU3HAKU. 3a00-
JIEBAHKME MOXET MPOrPecCUpoBaTh U TPUBOIUTH CO Bpe-
MEHEM K BOBJICYCHHUIO B ITaTOJIOTMUECKUIA ITPOIIeCcC
muokapaa JIZK. B kiimHuueckoit KapTuHe y TakuX 00J1b-
HBIX TOMUHHUPYIOT IPU3HAKN HETOCTATOUHOCTH KPOBO-
oOpalleHUs HapsITy C XKeJTyT0YKOBBIMU apPUTMUSIMMU.

OctpoBKH (HUOPO3HO-KUPOBOI TKAaHU, OOHApY-
xkuBaemble ipu AJITT2K, ¢hopMupyoT apuTMOreHHbIi
cyOcTpat, Hecyluiil B cede 3eKTpOohU3U0I0TNIYEeCKUe
YCJIOBUS AJIS pa3BUTHS TOBTOPHOTO BXOa BOJTHBI BO3-
OyxneHus (reentry), Jexaniero B OCHOBE 3JI0KaYeCT-
BEHHBIX 3KeJTyT0YKOBbIX Taxuaputmuii (2KT).

JNATHOCTHUKA

IMpuxusnenHass nuardHoctuka AJTTXK ymaercs
He Gosiee yueM y 15—20% nauueHTOB, B CBSI3U C YEM
W. J. McKenna u coaBt. (1994) npenjioxuiu nuarHo-
cruyeckue kputepuu AITTXK, cpeay KOTOpbIX Bblae-
Jst0T 6obire u Manbie [40]. CortacHo peKomMeHaa-
usgM aKcreptoB auarHo3 AITTXK momkeH OCHOBbI-
BaThCsl Ha HAJWYUU MaJIbIX U OOJIBIIMX KPUTEPUEB,
O0BEIUHSIONIUX TeHETUYECKHE, DJEKTPOKapAruorpa-
duyeckue, apuTMuIecKre, MOpHoPyHKIIMOHATIbHbIE
M TUCTOIATOJIOTMYECKUE TIPU3HAKU (CM. TaOJIUILY).

Hnst nmarHoctuku AJIII2K pocratoyHo Hanuuust
JBYX OOJIBIINUX KPUTEPUEB, TUOO OMHOTO OOJIBIIOTO U

Kpureprmu muarnoctuku AJITI2K (McKenna W. J. u coasr., 1994)

I. [loGanbHas u/vaum peruoHanbHast | bonbmue | 3HaunrtenbHas aunatauus u cHkenne @B [1T2K mpu oTcyTcTBUM M
MUCHYHKIUS U CTPYKTYPHBIE KPUTEPUU | TOJbKO HE3HAUUTEIbHOM yxyaiieHun JI2K
U3MEHEHUS JloxanbpHbie aneBpu3Mbl [1K (aknHeTUYHBIE WM AMCKUHETUYHBIE 30-
HbI C IMACTOJTMYECKUM BbIOyXaHUEM)
3HaunTeIbHas cerMmeHTapHas nunatanus [12K
Maunblie YMmepennast oomast punatauus [12K u/umm cHikenne @B npu Hop-
kputepuu | masibHOM JIZK. YMepeHHast cermeHTapHas nunatauus [12K
PernonanpHast runokunesust [12K
II. XapakTepucTrika TKAHU CTEHOK Bonpie | 3amelieHre COEAMHUTENLHON U XKUPOBOI TKAHBIO MUOKap/ia
KpUTEpUU
I11. Anomanuu perosipu3anuu / Bospie | BoJTHBI ATICMIIOH WITH TOKATBHOE YBEJTMYEHHE [UTUTETbBHOCTY KOMITIEK-
JIeToNISIpU3aLiu kputepuu | ca QRS B npaBbIX IpyIHbIX 0TBeneHUsIX (V,—V;3)
Massie WnBepcust T-BosHBL B IPaBbIX V, U V3 TPYAHBIX OTBEJEHUSX, Y MallA-
KpUTepUu | eHTOB cTapiie 12 et npu orcyrcTBuu 0okanbl [THIIT
[Mo3nH1e TOTeHIIMAITBI KeJTyTI0YKOB
IV. Aputmun Maubie KT ¢ mocrossHHO# wau TpaH3uTopHoit 6ynokanoit JIHIIT mo naHHbIM
kputepuu | DKI, cyTouHOro MOHUTOPUPOBAHUS U MTPOOBI C HATPY3KOIA
Yacrag 2KD (>1000/cyT)
V. CemeliHbIl aHAMHE3 Bonpmmme | HacnmencTBeHHBIN XapakTep MATOJIOTHH, TMOATBEPKAEHHBIM TaHHBIMU
KPUTEPUU | ayTOINCUU WU MPU ONepaluu
Mauteie BHe3amnHas cMepTb POJCTBEHHUKOB MOJIOXeE 35 JIeT ¢ TpearnoaaraeMomn
kputepun | AAITXK
JlaHHBIE ceMeHOTO aHaMHe3a (KIMHWYECKWIl TuarHo3, OCHOBaHHBIN
Ha HaCTOSIIIIMX KPUTEPUSIX)
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JIBYX MaJibIX, TUOO YeThIpeX MaJlbIx KputepuenB. MH-
(GopMaTUBHOCTh M IHMArHOCTUUYECKas 3HAYUMOCTh
MPeUIOKEHHBIX KPpUTEpUEB TpeOyeT MPOBEPKU B yC-
JIOBUSIX IJIATEILHOTO ITPOCITEKTUBHOTO HAOIIOMCHUS
3a OOJIBLIMM YMCJIOM OOJIbHBIX.

HeobxoquMocTh co3naHust O0IIENPUHSATBIX KPUTE-
pueB ObUIa MPOAUKTOBAHA TPYAHOCTSAMU B JUArHOCTH -
ke AIITXK: HeBbICOKOI cneun(pUUHOCTBIO TPU ITOM
natoyiorun DKI-u3MeHeHUil, TOIM3TUOIOTUYHOCTHIO
JKEJTYIOUKOBBIX TaxuKapauii, mpotekawimx ¢ OKI-
KapTUHOM 0610Kabl JIeBOM HOXKKU ITyuka [iica, MeToau-
YECKUMU CIIOKHOCTSIMIA WHCTPYMEHTAJIBHOM OLIEHKH
CTPYKTYpHI ¥ pyHKIMM [12K 1 mHTEepIIpeTarny JTaHHBIX
SHIOMUOKapIUaIbHOU Ouoncuu. Isi AMarHOCTUKU
AJITTK Takke BaKHOE 3HaYEHUE MMEIOT 3JIEKTPOKap-
nuorpacdusi, axokapauorpadusi, paaMou30TOIHAs aH-
rrorpadust, MarHUTHO-PE30HAHCHAST TOMOTpausl.

dnexkTpokapauorpadus

Bonbpirylo AMarHOCTUYECKYIO ILIEHHOCTh MMEET
obObryHag 12-kananbHast DKI, KoTopas 1o3BoJIsIeT 3a-
MOJO3PUTh HaduWuyue 3a00jieBaHMsI. YILIUPEHUE KOM-
iekca QRS 6oiee 110 mc B otBenenussx DKI ¢ Vi o
V3 gaBasieTcsl OOJBIIMM KpUTEpHeM U TpuodpeTaeT
0CO0yI0 3HAYMMOCTh, €CIU TUCTICPCHUS IIPOIOIKU-
TeJIbHOCTU KoMIuieKcoB QRS npesbiliaeT 50 Mc npu
HaJIMuuu 0JI0Kaabl MpaBoi HOXKHU mydka [uca [23].

OTHolIeHNe IJTUTEIbHOCTU KoMruiekca QRS B oT-
BeneHuu V, K QRS B V4, a TakKe OTHOIIEHUE CYMMbI
BennuuHBI QRS B oTBeneHusx Vi u V3 K cymme QRS B
oTBeneHUsIX V4 U Vg nMeeT 00JIbIIYI0 AUarHOCTUYEC-
Ky IICHHOCTh, YeM PErucTpaius B OTBEICHUU V)
ORS, 6onee unu paBHoro 110 mc [1].

B 50% ciyyaeB OTMEYAIOTCSI OTKJIIOHEHUE DJIEKTPU-
YeCcKOli OCH cep/ilia BIIPaBoO U pa3IMYHbIE CTETIEHU OJ10-
Kampl B CHCTEMe IIpaBOil HOXKM ITydka Iirca. OmHaKo
0JioKaIa MpaBoii HOXKMU IyvKa [11ca caMoCcTOSITEIbHO He
MOXET UCITOJIb30BaThCsl KaK TMarHOCTUIECKUIA KPHTE-
puii BBUILY TOTO, UYTO HEPEAKO BCTPEUACTCS U Y 3MOPOBbIX
JMOAEH, ¥ TIpH OPYTUX BUIAX matoyiorun. [1o aToit mpu-
yrHe 0JI0Kaaa MpaBoil HOXKKM ITyuyKa [iica He BKIIoueHa
B MepevyeHb IMarHOCTUYECKUX KpuTepueB (CM. TabJ1.).

MuBepcust T-3y011a B IpaBbIX IPYAHBIX OTBEACHU-
sIX — oIMH u3 HauboJjee yacTbix DKI-cummnromon
AJIITX, obnapyxuBaercs y 70—75% maiiveHTOB, I1e-
peHeciux xoTs Ob1 onuH mapokcusm XKT. Tlporpec-
CUPOBAHUE IATOJOTUU HAXOIWUT CBOE OTPAXEHUE B
nuHamuke DKI'-mapamerpos (puc. 3) [32]. UuBepcus
3y6110B 7' BO BCeX MPEKOPINATBHEBIX OTBEICHUSIX KOp-
peupyeT ¢ BOBJICUEHMEM B IaTOJIOTMYECKUI MpoLiecc
JI2K [21] v npu Hanmuyum KT yka3piBaeT Ha BBICOKUM
PHUCK €€ peMINBUPOBAHUSI.

B mipaBbIX rpynHbIX oTBeneHus X B 30% ciydaeB Ha
cermeHTe QT PEerucTPUPYIOTCS SICUIOH-BOJTHBI. DTO
HU3KOAMIUIUTYIHbIC 3JICKTPUYECKHAE ITOTCHIIVAJIEI,
KOTOpBIE PETUCTPUPYIOTCS B BUIIE 3a3yOPHHBI B KOHIIE

PRI,
v

|
— |
i ——
v —"'-"H”\V‘
2 | |
[ RBRE I
| P— —"""il-'l‘r"
V3
I Total GRS 175
Under 40 Uy 88

Last 40ms 3.9
Noise 0.3

AVR Va4 : I

50 uv

Puc. 3. OKTI naumnenrta ¢ AJIITXK, AB-610kana I cremne-
Hu: aaureapHocTh QRS B orBeneHun V, paBHa 173 mc,
SIICUJIOH-BOJIHA Ha cerMeHTe Q7, uuBepcus T-3yOia B
MpaBbIX TPYAHBIX OTBeAEeHUSIX. B TTpaBoii BepxHeit yacTu
pucynka npeacrapieHa DKI orBenenus V,—V,, rae 60-
Jiee OTYETIINBO PETUCTPUPYETCS ATICUIOH-BOJIHA, B HUXK-
Heli yactu DKI' BP ¢ no3nHuMU moTeHLIMaaaMu.

ORS-xomrutekca u B Hauasie cermeHTa S7' (cMm. puc. 3).
Onu Bbicokocnenuduynbl it AITTK u sgpiasiorcs
OTpaXKeHUEM 3aJIep>KaHHOU NEMONIpU3alid MUOKap-
nma TT2K [36].

KT BrIcoKOro pazpemenus

Ipu nposenenun DKI BbICOKOro paspelieHus
(BP) mozgHue moteHuuanbl xkerynoukon (ITITXK) Bei-
sisiiotTes y 50—80% 6onbHbIx ¢ AJITTK 1 moKyMeHTH-
poBaHHoi1 mapokcusmanbHoii KT [33] u oTpaxaroT 3a-
Iep>KaHHYIO IeIosipu3aiuio Muokapaa. Kak u apyrue
nameHeHust OKI mpu AIITTK, usmenenus na DKI' BP
OoJtee BBIPaKeHBI B ITPABBIX TTPEKOPANAIBHBIX OTBEIC-
HUSX, yeM B jieBbIX [36]. TTIT2K mMoryt He oOHapy:Ku-
BaTbCsl TIPU JIOKAJTHHOM TIOPaXKeHUM HEOOJIBIIIOTO CeT-
MeHTa muokapaa IT2K, onHako y Takux mauueHTOB He
HWCKITIOUCH PUCK Pa3BUTHS XKMU3HEYTPOKAIOIINX apUT-
muii. aMeHeHus curHan-ycpeaHeHHoi DKIT Hanbo-
Jiee 4acTo OOHAPYKMBAIOTCS Y MALUEHTOB ¢ 00Jiee BbI-
paxkeHHBIMU (POPO3HBIMU U3MEHEHUSIMU MUOKApIa U
CHUXeHueM riodanbHol cokpatumoctu TT2K. TITT2K
SIBJISTIOTCSI TIPEAMKTOPaMU BO3HMKHOBEHUS YCTONUM-
Boit KT y 6ombHbIX ¢ ATTK 1 1OKyMeHTUPOBaHHbI-
MU HeycTtoiunBeIiMU mapokcu3mamu KT [53].

YacroTa BbISIBIEHUs TTO3IHUX TTOTEHIIMAJIOB JKeJTy-
JIOYKOB KOPPEIHUPYET C IITUTETBHOCTHIO U TSKECTHIO
apUTMMYECKOTrO aHaMHe3a. BeposTHOCTb uX perucTpa-
LI BBIIIE TIPY YCTOMYMBBIX, YeM TIPY HECTAOMIBHBIX
KT. B HacTosiiee BpeMsl perucTpaiysi MOo3IHUX T0-
TEHIIMAJTIOB KEJIYIOYKOB SIBJISIETCS TUArHOCTUUYECKUM
kputepuem AITXK, HO, K coxaneHuro, oH obiamaer
HU3KOU YyBCTBUTEILHOCTHIO U CIEUU(PUIHOCTBIO [17].
I1pu oLieHKe BaprabeIbHOCTU CEPIEUYHOI0 pUTMAa Y MO~
JTaBJISTIONIETO OOJBIIMHCTBA OOJIbHBIX OTMEUAETCs 3Ha-
YUTEJIbHOE CHIDKEHME ITapaMeTpOB BPEMEHHOIO aHa-
JM3a U TpeodsagaHre HU3KOYACTOTHBIX COCTaBJISIIO-
X CIIEKTPAIbHOTO aHaIM3a. DTO CBUICTEIBCTBYET O
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Vector Magnitude

Butterworth
25-250 Hz
200 mm/s
1.00 mm/uV

Qurations(ms)

Std QRS 155
Total QRS 221
Under 40 Uv 103

RMS Voltages (uV)
Total QRS 39.6
Last40ms 4.0
SD of Noise  0.33
Mean Noise  0.95

100 uv
90 uv
80 uv
70 uv

= 60uvV

i 50 uv
| = 40uvV
= 30uv

I 20w
e

Puc. 4. OKI BP y manmenta ¢ AIAITXK. Peructpupyorcs
MO3HUE MOTeHU MBI XKeaynoukoB (QRS 6omee 221 mc)
CO 3HAYUTENILHBIM YBEJIMUEHUEM aMIUIUTY/Ibl KOHEUHOI
gacty QRS-KoMITIeKca.

TUIEPCUMITATUKOTOHUU U HAPSITY € MOJIOXUTEIbHBIMU
JMAHHBIMU TIPOOBI ¢ (PU3MYIECKOI HArpy3KOi MOXET
CJTy>KUTh KOCBEHHBIM TMOKa3aHUEM K Ha3HAUYEHUIO aH-
TUAPUTMUYECKUX TIperapaToB, O0Jagalonmx [-aape-
HOOJIOKMPYIOIIIEH aKTUBHOCTBIO, C LIETBIO TTPEIYITPEkK-
neHust mapokcusMoB KT, KoTopele B OOJBLIIMHCTBE
CJTy4aeB SIBJISIIOTCS KaTeXOJIaMUH3aBUCUMBIMU (puc. 4).

Idxoxapauorpadus

Oxokapauorpadust TpuMeHsieTcsl sl OLIEHKU
¢yukimm 1 pasmepos K u JIK. Hanbonee xapakrep-
HbIMU U3MeHeHusIMU Tipyu AIITT2K sIBJISIOTCSI TUITOKU-
He3 u aunarauud [12K, nmpu aTomM cnekTp JaHHBIX, MO-
JIydeHHBIX ¢ TToMoliblo DXoKI, MoxeT KojaebaTbcsl OT
HopMmanibHOTO 12K 1O MpHM3HAKOB TSDKEIIOTO ITOpake-
HMSI CO 3HAYUTEJIbHOW AWiaTaluyeid W HapylIeHUSIMU
cokpatutenbHoi cnocodHoctr T12K. YoenutenbHbIMU
OxoKT'-kpuTepusiMy cuMTalOTCsl 3HAYMTEIbHAS AUIa-
tauwms 12K, 1okanbHble aHEBPU3MBI U 00JIaCTU JUCKU-
He3a ¢ AMACTOJIMYECKUM BbIOyXaHUEM, KOTOphIC Yallie
OIpenessIloTcsl B HkHebazanbHoM cermeHTe TTK [2,
21]. HapyureHunst cTpykKTypbl ¥ (YHKLIMA
mrokapaa [12K moJmKHBI OlleHUBAThCS B He-
CKOJIBKMX 00JIaCTSIX, BKIIIOYAST ITPUTOYHBII
OTJIeJ, TeJIO U BBIHOCSILLIMI TPaKT, TaK KakK
TIopakeHre, 0COOCHHO Ha HavyaJIbHOM 3Ta-
e, HOCUT o4aroBblii xapakTep [18].

ApyruMu  BaXHBIMU ITapaMeTpaMu
Ox0KI" SBASIOTCS KOHEUHBI CUCTOIMYE-
CKMU M KOHEYHBIA AUACTOJIUYECKUIA pas-
Mepnl [T2K, a Takke cooTHOIIEHNEe KOHEY -
HBIX IMacTojiMyeckux pasmepoB 1K u
JIK. CootHourenue 6onee 0,5 obiamaer
YYBCTBUTEIBHOCTBIO 86%, criennduaHoCc-
ThI0 93% M mpeackasyloleil eHHOCTHIO
86% mna muarHoctuku AJIITK [31, 34].

HeratuBHas mnpeackasyioliasi IIEHHOCTb, paBHas
93%, nenaeT ONaHHBIA HapaMeTp MCKJIIOUMTEIbHO
BaXXHBIM. bojiee «TOHKMe» TPU3HAKM, BBISBIIsSIEMBIC
npu DxoKT, BkirogaroT naMeHeHus moxoctu [12K, ta-
KHe, KaK YCUJICHHEe UHTEHCHBHOCTU OTPaXKeHUsI MO-
JIEPaTOPHOTO TTyYKa 1 pesibedhHasi TpabeKyIsIpHOCTH B
obmactu Bepxyiku 12K [21]. OnHako B ciydae Jioka-
JIM30BAaHHBIX YYaCTKOB XMPOBOTO U/WIu (hUOPO3HO-
KMPOBOTO TEPEPOKICHUST KpaiiHe CIOXHO MIACHTU-
uMpoBaTh yKazaHHYIO aHOMAJIHIO.

PenTrenokonTpacTHas BeHTpHKYyIOrpadus

PeHTreHoKOHTpacTHasE BEHTpUKYyHAorpadus Io-
MpeXKHEMY paccMaTpUBaeTCss MHOTMMH aBTOpaMU KakK
METOJ, BBIOOPA JIJIsT OLIEHKU CTPYKTYphI U pyHKLU [T2K
[21, 36]. PeHTreHOKOHTpacTHasi BEHTpPUKYJorpabus
MO3BOJISIET BHIIBUTD Takue udmeHeHus I12K, xapakTep-
Hole 1151 AJATTK, kak uHGYHAUOYIIpHbIE aHEBPU3MBI,
yTOJIIIeHNE TpadeKys 6ojiee 4 MM, BBICTYTAIOIINIA MO-
JePaTOPHBIN TSK, aHEBPU3MBI BEPXYIITKM, MHOXECT-
BEHHBIC MEIITKOBUIHBIC BEIOYXaHMS B 001aCTH HIDKHEM
CTEHKHU, B cyOTpuKycnaaibHoi oonactu [12K. B 6onee
TSDKEJIBIX CITyJasiX BBISIBIITIOTCS TIPOJIATIC M HEMOCTa-
TOYHOCTb TPUKYCIUAANIBHOIO KJlarnaHa (puc. 5).

Coueranue BbBIOyXaHMSI mepenHeit creHku 12K,
CyOTpUKYCITUAATBLHON 001acTU U TUIlepTpoGUn Tpa-
Oexysn xapakrepusyercss 96% crelu@uuHOCTBIO U
87,5% 4yBCTBUTEJIbHOCTbIO B OTHOLICHUM AMArHo3a
AIITX [16, 20, 36, 40].

KoMnbloTepHas 1 MarHUTHO-pe30HAHCHASA
ToMorpacgus

Kowmmrsrorepras romorpacdus (KT) u MPT — nBa
HauboJyiee COBPEMEHHBIX METO/Ia, MO3BOJISIOIINX BU-
3yaJM3MpPOBaTh IATOJOTHMYECKHE M3MEHEHUS MUO-
Kapna, cBoiictBeHHble AJITTZK. XapakrepHbIMU Ha-
XOOKaMM TIpH 3JIeKTpoHHO-IyuyeBoi KT sBisiorcs
M30BITOK 3MUKAPAUAIBHOM XUPOBOM TKaHU, BBICTY-
naroiye TpabdekyJibl, (heCTOHYATBI BUI CBOOOIHON
creHku 12K u nHTpamuoxkapauanibHble XUPOBbIE OT-
JoxeHus [50].

Puc. 5. Bentpukynorpadus npu AAITTK: paciumpenue BTTIK, anes-
pusMatuuyeckoe BoiOyxaHue B oosactu Bepxyiku [12K u BTTIK.
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MPT no3BoJisieT XOpollIo pa3auyaTh XUPOBYIO
TKaHb 1 MUoKapa. OmHAKO IIPUCYTCTBUE B HOPME 1T~
KapIuajJbHOTO W TEepUKapAMaJIbHOTO XUpa CO3[aeT
TPYIHOCTHU B MACHTU(UKAITNY MHTPAMUOKAPINATEHOMN
XkupoBoit Tkanu [15]. MPT B kuHopexkume obdecrieun-
BaeT XOPOIIYI0 KOHTPACTHOCTh MEXJTy TOKOM KPOBU U
MuokapaoM creHku [12K, 4To 1mo3BosisieT moayIuTh 10-
CTOBEpHYIO0 MH(POpMalnio o pazMepax mosoctu 12K,
TTOABUKHOCTH €T0 CTCHOK, HATMYWU JIOKATbHBIX aHEB-
pU3M M CerMEHTApHOI MuiaTaly, a TakKKe OLIEHUTh
COCTOSTHHE COKpATUTEJIbHOM (pyHKIIMKM Muokapaa ITK
[42]. B Hacrosiiliee BpeMsl CUMTaeTcs, YTO METOAMKA
MOXET 3aMEHHMTh aHTUOTpauio M, BO3MOXHO, OMO-
TCUI0 B IMAarHOCTUKE 3TOI MaTOJOTUMU TPY YCIOBUU
BO3MOXXHOCTH pacueTa IIPOIICHTHOTO COMepKaHUSI K-
poBoIi 1 (puOpPo3HOI TKaHU B MuoKapae [20].

CounTurpagus Muokapaa

Wcnonb3oBaHue paauoOU30TOIMHOM CLMHTUIpA-
¢un muokapaa y manueHtoB ¢ AITTXK BbisgBisIeT Ha-
pylIeHrne KOHTPAKTUJIBHOCTA MUOKapP/a.

Tucronoruyeckuit anaamus

DHIOMUOKapaAUalbHas OMOICUST OOBIYHO TTPOBO-
JIATCS B 00JIACTH COCIMHEHUSI TIEPETOPOIKU U TIepeI-
Hell CTeHKM TpaBoTro Keiymouka. Kputepusmu gua-
THOCTUKM SBJISIETCS H0JisI (pUOPO3HON M KUPOBOM
TKaHu B ouonrate. [Tpu AITTXK xxupoBas cocTapsiio-
mast npesbimaer 3,21%, a ¢ubpo3Has TKaHb —
40,38%. YyBCTBUTEIIBHOCTb 3TO METOAMKU COCTaB-
nstet 67%, cneumbuaHocts — 92% [7].

JIEYEHUME NAIUEHTOB C AAITXK

JleueHne GOMBHBIX C ApUTMOTEHHOM AVCIIIa3Ueit
2K aBasieTcs CA0XHON KIMHUYECKON TMPpOOIeMOIid.
IlepBoii MONBITKON BO3AEUCTBUSI Ha CyOCTpaT Taxu-
Kapauu Oblla BEHTPUKYJIOTOMUSI B 30HE HambOoJjee
paHHEeH SMMKapIUaTbHON aKTUBAIIUY, BBITIOJTHEHHAS
G. Guiraudon u coast. B 1982 r. B mocnenyioiiem sta
TpyIa aBTOPOB TMPEIJIOXKWIA OIEepaInuio TOJTHON
u3ojssunn cBodomHoit creHku I12K, kotopast He Ha-
IIJ1a IIIPOKOTO PACIIPOCTPAHEHMS B CBSI3M C 9aCThIM
pPa3BUTHEM MPABOXKEIYIOUKOBON HETOCTATOUHOCTHU B
rnocjeornepaloHHoM nepuoae. Moaudukauus me-
TOAWMKU C YACTUYHOM M30Js1Meli CBOOOJHON CTEHKU
MPaBOToO XeJIylouka Takke He BOIIa B HIMPOKYIO
MPaKTUKY M3-3a 4YacThIX peuuauBoB aputMuu [30].
OnucaHbl OTAENbHbIE ClIydyau JIUTEABHOTO 3¢ deKTa
3oty [12K mpy He3HAYMTETbHOM CHIDKCHUM €TO
byHK1MM Ha DOHE ABYXKAMEPHON CTUMYJIALUU [44].
OOHMM U3 BapMaHTOB XUPYPTHUIYCCKOTO JICUCHUS
AJTITZK MOXHO cuMTaTh TpaHCIUIAHTALIUIO cepAlia.

B HacTosimiee BpeMs IS JIeUeHUS ITallUEHTOB C
nuarHozoM AJITT2K mMcnonab3yloT aHTUApUTMUYECKUE
pemnapaThl, KaTCTEPHYIO paaIloYacTOTHYIO abJIaIuio,
MMILJIAaHTAIMIO0 KapAUOBEPTEPOB-Ae(DUOPUIISITOPOB.

AHTI/IapI/ITMI/I‘IeCKaﬂ Tepanua

OIBIT METUKAMEHTO3HOTO JICYEHUST SKeTyT0UKOBBIX
HapyllIeHUit putMma cepaua y 0oiabHbIX ¢ ALK oTHO-
CHUTEJIBHO HEBEJIMK WM OrpaHWYMBACTCS pe3yIbraTaMu
psima HeOOMBIINX MCCIICIOBAaHMI, KOTOPBIE He (hOopMu-
PYIOT JOCTaTOYHOI ToKa3aTeabHOU 0a3bl. BoMIbHBIM C
YMepeHHO BhIpaxkKeHHBIMU M3MeHeHussMH [12K 11 oTcyT-
CTBMEM KaKHX-JIM0O 3Kaj00 peKoMeHayeTcs poduiak-
TUYECKOE Ha3HaYeHUE [-aapeHo0I0KaTopoB. Mcnomb-
30BaHUE TIPErapaToB 3TOM TPYIIIbI MO3BOJISIET CHU3UTh
CTETICHb aipeHEePTMIECKIX BIIMSIHUIA Ha Ceplie, BO3HU-
KalolMx Npu GU3NIECKUX U SMOIMOHATBHBIX Harpy3-
KaxX, ¥ TeM CaMbIM CHU3WUTbH PUCK Pa3BUTHS apUTMUIEC-
KMX COOBITUIA. B citydasix BBISIBICHUSI YAaCTOM KeTya0u-
KOBOI 3KCTPACUCTOINI BBICOKMX Tpamalliii, SITM3010B
JKETyIOYKOBOM TaxXMKAPIUKM PEKOMEHIYETCSI TTOMUMO
[-anpeH000KAaTOPOB Ha3HAUEHUE aHTUAPUTMUYECKUX
npenaparoB. [TokazaHo, yto HanboJsee 3(h(HEKTUBHBIM
CPEeICTBOM MEIMKAMEHTO3HOI MpOGMUIaKTUKN Tapo-
kcu3MoB KT y 3THX MALIMEHTOB SIBISIETCST COTAJION,
00BECOMHSIONIMNI B cebe AeCTBUE HECeICKTUBHOTO
[B-6mokaropa u anTraputMuka 11 kimacca [56].

AMMOIAPOH, AEMOHCTpUPYIOIUI 3(PPeKThl aHTH-
aputMumdeckoro nipernaparta I11 kiracca, cmmmaToanTiKa
(o~ u B-6mokaropa), 6;10KaTOpa KaablIMEBbIX KAaHAIOB
(IV xnacc), umeronmii peryranuio «mpemnapata No 1»,
KOT/Ia pedb MICT O TMEePBUYHON W BTOPUIHOM TTpodu-
JIAKTUKE BHE3AITHOW CMEPTH Y TOCTUH(MAPKTHBIX 00JTh-
HBIX 1 ITAIIMEHTOB C HEAOCTaTOYHOCTHIO KPOBOOOpaIIIe-
HUSI, TIO-BUIMMOMY, TaKXKe TOJIKEH 3aHUMAaTh MECTO B
TIEPBOM PSIIY CPEACTB JeueHUs 60abHBIX ¢ AJITTK. Om-
HaKO CErofHsl HeT JaHHBIX CIIELMaIbHO MPOBEIESHHBIX
HCCIICIOBAHNI, KOTOPBIC TTOATBEPAVIIN OBbI 3TO TIOJIO-
xkeHue. Mcnonb3oBanue mpemnapaTtoB I, ocobenHo 1C
KJacca, B JieueHuM nanueHToB ¢ AJITTK Helenecoo0-
pa3HoO BBUIY HU3KOM 3((HEKTUBHOCTU U BEICOKOTO PU-
CKa apUTMOTEHHOTO IEHCTBYSI, KaK Y TIPU APYTHMX BUIAX
MaTOJIOTUM, TIPOTEKAIONINX C AWjIaTallMeil ITOJoCTeit
ceplia ¥ CHIDKEHEM COKPaTMMOCTH MUOKap/a.

Haxe TIpd TPaBUIBHO TIOCTABICHHOM IHArHO3e
BO3MOXHOCTU KOHCEPBAaTHBHOI Tepamuu HEBEJUKMU:
3(HEKTUBHOCTh aHTHAPUTMUUYECKUX IIperapaToB
(AATII) cocraBnsier 40—50% Ha paHHMX CTaaMsIX 3200-
JIEBaHUS; TIPUYEM MOHOTEpaIus, KaK IIpaBUjIo, OKa-
3bIBACTCSl HEJOCTATOUHOM U TpedyeTcs coueTaHue 2—3
AAITI, 9TO yBeIMUMBAET YACTOTY BOBHUKHOBEHUS TO-
OOYHBIX, B TOM YMCJIE TTIPOAPUTMOTEHHBIX, 3(P(PEKTOB.

KaTeTepHaﬂ Paano4acTOTHAA 36113111/151

Meron KaTeTepHOI paauMoYacTOTHON abaLuu
(PYA) moxeT ObITh CTOIb30BaH y 00bHBIX ¢ 2K T, Boc-
MIPOM3BOAMMOI C TTIOMOIIBIO 3IEKTPOCTUMYJISIIUN TP
MPOBEJICHUM BHYTPUCEPACYHOIO 3JIEKTPO(DU3HOIOT-
YeCKOTo McclienoBaHus. [IpuMeHeHe pagro4acTOTHO-
IO BO3ICICTBUS Ha MUOKApP/l HAIIPABJIEHO Ha pa3pyllie-
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HME apUTMOTEHHOI 30HbI TaxuKapauu. MeTton MoxeT
paccMaTpuBaThCS KaK alkTepHATHBa (hapMaKOTepaITin
MpY OTCYTCTBUU 3(pdeKkTa OT MPUMEHEHUsI aHTUAPUT-
MMUYECKHMX TIPeIrapaToB WM WX HEMEepeHOCUMOCTU Y
OOJIbHBIX C YAaCTBIMU peluaArBaMU Taxukapauu. Hemo-
CpeICTBeHHBIN 2(PDEKT BBIMOTHEHUS STOW MPOLIEAYPhI
COCTaBJISIET, 110 JAaHHBIM Pa3HbIX aBTOpOB, oT 60 10 90%
[14]. BMecTe ¢ TeM OTMEYaeTCsl U BbICOKAsl yacToTa (10
60%) orcpouyeHHbIX peranuBoB KT, yTo TpebyeT mpo-
BelieHUs1 MOBTOPHbBIX mpoueayp. G. Fontaine u coaBT.
[24] coobmrarot 006 apdexTBHOCTH Mpolienypsl PYA B
32, 451 66% city4aeB TTOCIie TIEpBOTO, BTOPOTO M TPETh-
€ro BMeIIaTeJIbCTBA COOTBETCTBEHHO y 50 OOJIBHBIX.
IIporpeccupoBaHue MaToOJIOrMYECKOro Ipolecca Mpu-
BOINT K BO3HMKHOBCHUIO HOBBIX apUTMOTCHHBIX 30H,
YTO U SIBJISIETCS MPUUUHON OONBIIMX pa3INUUil MEXTY
HETIOCPEICTBEHHBIMI 1 OTHAJICHHBIMU pe3yIbTaTaMK
PYA. JlaHHble O BIMSHMM 3TOrO METOJA JICUEHUS Ha
MPOrHO3 XXU3HU MaureHToB ¢ AIITT2K oTCyTCTBYIOT.

HMmiuranTanus KapauoBeprepa-aepuopurisaTopa

PaHnoMu3MpOBaHHBIX UCCIIEMOBAHMIA TIO0 TIPUMEHE-
HUIO 3TOro MeToja JeueHus y naiueHToB ¢ AJITTK He
MpoBOAWIOCk. B HacTosII1Iee BpeMst M3BECTHBI pe3yJibTa-
ThI TOJTBKO OTHOTO KPYITHOTO MHOTOIICHTPOBOTO MCCIIe-
JIOBaHUS MO MPUMEHEHUIO UMILTAaHTUPYEMbIX Kapauo-
BepTepoB-neduodpuuiaropos (MKJI) ¢ uenbto nepBuy-
HOI 1 BTOPUYHO NMPpODUIaAKTUKKU BHE3AITHOI CMEPTU Y
6ombHbIX ¢ AIITK (DARVIN STUDY) [46]. B uccre-
JIoBaHMe BKIIIOUeHBI 132 601bHBIX B 22 1ieHTpax CeBep-
Hoit Mtanum u B 1 ientpe CLLA. Y 78 % GonbHBIX paHee
yxe peructpupoBaiuch smu3zonsl KT 1 BHe3amHO
cMepTH (TpyIia BTOPUIHOM NPOpUIaKTUKK), a 'y 22%
UMEJIMCh TOJIBKO (pakTophl prucka Bo3HUKHOBeHMSsT 2KT
(rpyrmna nepBUYHOI npoduiaakTuku). Cpok Habmone-
Hus mociie mviutaHTaumy MKl cocTaBm B cpemHeM
39 mecsueB. Yacrora pasButusi KT Oblia cxogHa B
obenx rpymmax: 7 u 7,4% B TOI COOTBETCTBEHHO.

Moyt y 50% GOMBHBIX, BOILIEAIIMX B MCCIIEI0BA-
HUE, 32 BpeMsl HaOIIOEHUST XOTSI Obl OJTHAXbI PETH-
crpuposanoch BkioueHue MK B orBet Ha KT nim
pubpumIaLMIO XenynoukoB. HezaBucrumbiMu (hakTo-
pamu paszButusi KT sgBuauch: MoJaoaoit Bo3pacr,
aHaMHe3 YyXe€ IepeXUThIX SIM30J0B BHE3aITHOMI
CMepTH, HapyIIeHUs TeMOIMHAMUKH BO BpeMsI T1apo-
kcusMa KT, a Takke pe3yabraTbl KIMHUKO-UHCTPY-
MEHTAJIbHOTO 00CIIeOBAaHNS, CBUICTEIHLCTBYIOIINE O
BOBJICUEHUN B MATOJOIMYECKMI MpoliecC MUOKapaa
JIK. HeoOXxoauMO OTMETUTD MOBBIILIEHHbI PUCK OC-
JIOXKHEHU, cBsA3aHHBIX ¢ mMmIutaHtauueir MKJ, vy
JlaHHOIT Kateropuu 6oibHBIX. [Ipexae Bcero, 3To 60-
Jiee BBICOKAsi BEPOSTHOCTD Tepdopaiiii nu3MeHEeHHO-
ro muokapaa IT2K TpaHCBEHO3HBIMU 2JIEKTPOJIAMU BO
BpeMmst omnepalii. K ToMy Xe CTpYKTYPHO 1 3JIEKTPH-
YECKM U3MEHEHHBII MUOKap/l FTeHEPUPYET HU3KOAMII -
JINTYIHBIE 3JICKTPUICCKUE CUTHAIBI U XapaKTepHu3y-

ercst 0osiee BBICOKMMU ITOPOTaMyu CTUMYJISIIAN U Jie-
¢ubpusamun. Bece 370 oTpHIIaTeIbHO CKa3bIBaeTCs
Ha 3¢ dekTuBHOCTH padoThl MK]/I.
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TIEPBUYHBIE ((EHETHYECKH JETEPMUHUPOBAHHBIE)
3ABOJIEBAHISA ITPOBOJAIIEN CUCTEMBI CEPIIIIA U KX
B3AMIMOCBS3b C HAPYIIIEHUAMU GYHKIINUA HATPUEBOT'O KAHAJIA

A. T. Andepcon

Hay4HbIli LEeHTP cepoeyHo-cocyamcTom xmpyprun um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, Mocksa

BHOCJICI[HCC BpeMsI OOJIbIIIOC BHUMAHUE YIeIsI-
€TCS1 HacJIeICTBEHHBIM 3a00JIeBaHUSIM, HE CO-
MIPOBOXIAIOIINMCS BBIPAXKCHHBIMU CTPYKTYPHBIMU
U3MEHEHUSIMU MMOKapla W TPOSIBISIOIIMMCS TIpe-
UMYIIECTBEHHO WJIM UCKITIOUUTETBHO 3JIEKTPODU3M0-
JIOTUYECKMMM HapylLIeHUSIMU B Kapauomuonute. st
STOU TPYMITEI COCTOSTHUI XapaKTepHBIM SIBJIICTCS BBI-
COKMIA pUCK BHE3AITHOM CMEPTU BCIECACTBUE PA3BUTUS
KU3HEYTPOXKAIOINX HapYIIeHWI pUTMa W/WIU TIPO-
BoAMMOCTU. B ocHOBe 3TuX 3a00JieBaHMIA JieXaT MY-
TallMy TEHOB, KOOUPYIOIINX O€JIKNM MOHHBIX KaHAJIOB,
BKCIPECCUPYIONINXCS B MUOKAPE, a TAKXKe UX MOIY-
JIATOPOB. DTO CTaJl0 OCHOBaHUEM JUISI OOBETUHEHUS
5THX 3a00JIeBaHMI B TPYIIITy KaHAIOIIATHIA.

K nepBUYHBIM KaHAJIOMATUSIM OTHOCST CUHIPOMBI
ymmuHeHHOTO nHTepBana Q7T (LOTS), yKopodeHHOTO
uHtepBana QT (SQTS), cunapombl bpyraga u Jle-
Ba—JleHerpa, cemeiiHbie (Gopmbl cuHApoMa Bosb-
¢da—ITapkuHcoHa—YaiiTa, UAMONATUYECKYIO U KaTe-
XOJJAMUHEPTUUECKYIO0 KEITYIOUYKOBEIE TaXWKapIWu,
ceMeliHble (POpMBI QUOPMILISIIMU TIpeIcepauili u
CHHIpOMa CJ1ab0CTU CMHYCHOTO y3J1a, CUHAPOM JIET-
CKOI1 BHe3aItHo cmeptu [1].

HopmanbHBIe aMITIATYIa M TIPOIOKUTEIBHOCTD
CEpIEYHOTO ITOTCHIIMAJA ICHCTBUSI 00CCIICUYNBAIOTCS
TOHKO COaJIaHCHPOBaHHBIM B3aMMOIEICTBHEM MHO-
I'MX MOHHBIX KaHAJIOB (pHUC. 1) M peryisiTopoB UX aK-
TUBHOCTU, KaXAbII U3 KOTOPBHIX KOAMPYETCS OTAC/b-
HBIM TeHOM. [103TOMY KOJIMYEeCTBO OSITIKOB M KOAUPY-
IOIIUX UX TEHOB, CIIOCOOHBIX MPUBECTU K HAPYIICHU -
SIM 3JIEKTPOTeHE3a, MOTEHIIMAIBHO OIEHUBAETCS He-
CKOJIbKMMM JiecsiTKaMM. B HacTosiiiee Bpemst U3BeCT-
HBI OKOJIO 15, MO-BUANMOMY, KJTFOUeBBIX TCHOB, MyTa-
LIMX B KOTOPBIX TPUBOIAT K PA3BUTUIO TUITMYHBIX
KJIMHUYECKUX MPOSIBICHUI 3TUX 3a0osieBaHuil. Pa3-
HbIe MYTallUW B MPEAENIaX OIHOTO IeHa MO-pasHOMY
U3MEHSIIOT 2JIEKTPO(PU3NOJIOTUIECKIE CBONCTBA CUM-
TBIBAEMOTO O€JIKa, YTO MPUBOIUT K MOSIBICHUIO He-
CKOJIbKUX aJlJIeIbHBIX (hOopM 3a0oJieBaHUS. AJLIEb-
HBIC CepUM 3a00JIEBaHMIT OTIMCAHBI TSI OOJTBITMHCTBA
T€HOB, OTBETCTBEHHBIX 3a IEPBUYHbIE HaAPYILIECHUS
CepIEeYHOTO pUTMA.

LeHTpanbHyIO POJIb B MPOBEICHUM CEPACIYHOTO UM-
MyJibca B KapAMOMUOLIUTAX TTPEACEPANI U XKeTyT0UKOB
U B KJIETKaX CUCTeMbI [#1ca urpaeT HaTpUeBbIi KaHa.
HarpueBblii kaHan obecrieynBaeT OBICTPBIN MOTOK MO-
HOB HaTpusl BHYTPb KJIETKH B (hazy 0 TpaHCMeMOpaHHO-
rO MOTEHIIMANa ICUCTBUSI, B pe3yJbTaTe Yero Mpoucxo-
JIUT JenoJsipu3anus MeMopaHbl KapauomuonuTa. Kak
TOJIbKO BeJIMYMHA TPAaHCMEMOPAHHOTO TMOTEHIMaia
nerictBust (TMIT) nocturner +20 MB (puc. 2), npoHu-
11aeMOCTh MeMOpaHBbI JIJIs1 HATPUsI YMEHbIIACTCs, a JJIsI
xJIopa — YBEJIMYMBAETCS. DTO MPUBOAUT K BOZHUKHOBE-
HUIO HEOOJTBIIIOTO MOTOKA OTPULIATETbHBIX NOHOB XJIO-
pa BHYTPb KJIETKU, YTO YACTUIHO HEHUTPaTU3yeT U30bI-
TOK TIOJIOKUTEIbHBIX NOHOB HATPUsI BHYTPU KIIETKU U
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Puc. 1. MoHHbIE TOTOKM BO BpeMsl TpaHCMEMOPaHHOTO
MOTEHIIMasa 1eUCTBUS.



OB30PbI 51

=754 Na*
-501
CeppoeyHas
MbILLLLA
-25

Ca++

®a3za nnato

+25

100 200 300 400
MunnucekyHabl
Puc. 2. TpancmeMOpaHHBIH TTIOTEHIIMAT ICCTBHSI.

BeJeT K HekoTopoMy nageHuto TMITI no 0 wnm Huke
(cbaza HauanbHOI OBICTpOIi penossipu3auu — ¢aza 1).
3areMm BenmmunHa TMIT nonmepskuBaeTcs 3a CYET MeI-
JICHHOTO BXOJISIIIIETO TTOTOKA KAJTBLIMS ¥ HATPUST BHYTPh
KJIETKM W TOKa KaJMsl M3 KJIETKW TIPUMEPHO Ha OMHOM
YPOBHE, UTO MPUBOAUT K (hopMupoBaHuIo 1u1ato. [1po-
TOJDKUTEIIBHOCTD 3TOM (Da3bl COCTaBISIET IIPUMEPHO
200 mc. B TeueHue 370 (pasbl KIeTKAa OCTAeTCsSl B BO3-
OY>KIEHHOM COCTOSTHUM, HaJyaJlo €¢ XapaKTepH3yeTCs
NETIONIIpU3alME, a OKOHYaHUE — pEIosipu3aluein
MeMOpaHbl (¢aza 2). K Havay ¢a3zbl 3 pe3ko yMeHblIa-
eTCsl TIPOHUIIAEMOCTh MEMOpPaHBI JUISI HATPUSI U KaJlb-
UsT ¥ 3HAYUTEIHLHO BO3pacTaeT I HOHOB Kayms. Ha-
YUMHAeT IpeodJianaTh MepeMelleHe NOHOB Kalusl U3
KJIETKHM, YTO TPUBOIUT K BOCCTAHOBIICHMIO ITPEKHEM
TTOJISIPU3ALIMK KJICTOYHO MeMOpaHbI, UMEBIIICH MECTO
B COCTOSTHUM TOKOsI. HapysKHast TOBepXHOCTh Kapayo-
MMOIIMTa OKa3bIBaeTCs BHOBD 3apsDKeHa TOJIOXUTEITb-
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HO, a BHYTPEHHSISI — oTpuuaTrejbHO ((a3za KOHEUHOI
OBICTpOIi pentossipu3anyu — (aza 3). Bo Bpems 4-ii da-
3bl MOTEHIIMAIA ACUCTBUS, Ha3bIBaeMOI (ha3oit TuacTo-
JIBI, TIPOUCXOINT BOCCTAHOBJICHUE MCXOMHOM KOHIICHT-
pallMi MOHOB BHYTPU M BHE KJIETKM OJjaromapsi JeiicT-
BUIO HaTpUII-KaaueBOro Hacoca. KieTku npoBonsiieit
CHUCTEMBI Cepllia U KJIETKM CUHYCHOTO y3Jia 00JIafaroT
CIMOCOOHOCTBIO K CIIOHTAHHOMY MEJIEHHOMY YBEIUYe-
HUIO TIOTeHIIMAA ITOKOSI — YMEHBIIICHUIO OTPUILIATEIb-
HOTO 3apsiia BHYTPEHHE! MOBEPXHOCTU MEMOpPaHbl BO
BpeMs (a3bl 4. DTOT MPOLIECC TTOIYIMT Ha3BaHUE CITOH-
TaHHOU JUACTOJIMYECKOU Jenoisipyu3allud 1 JIEKUT B
OCHOBE aBTOMAaTUYECKOM aKTUBHOCTH KJIETOK CHYCHO-
To y3/1a U mpoBofsiieil cuctemsl cepana. [lotok Ha-
TpUs BHYTPh KJIeTKU B pa3y 0 u B a3y miaTo obecre-
YuBaeTCs HaTPUEBLIM KaHajoM [3].

HarpueBblil KaHaT — 3TO CIOXHbBI MEMOPAHHbIN Oe-
JIOK, 00ECTIeUMBAIOIINil OTKPBHITUE 1 3aKPHITHE OBICTPOrO
MOTOKa HATPUSI B 3aBUCUMOCTU OT uaMeHeHust TMI/I.

BzanMooTHoOILIIeHUE CTPYKTYphl U (DYHKLIMU HATPU-
€BOTO KaHaJIa CTAHOBUTCS TTIOHSITHBIM ITPY BOCTIPOM3Be-
nmeHnu Oenka 3Toro kaHana (puc. 3). TeTpomoTokcuH-
HEUYYBCTBUTEJIbHBINM HaTpueBblii KaHan cepaua (hH 1)
komupyercss TeHoM SCNSA, pacronokeHHBIM Ha KO-
pOTKOM Tuiede 3-it xpoMocombl (3p21-24). hH 1 cocto-
WT 13 TJIABHOW O.-CYOBEAMHUIIBI, BKITIOUAtoNeit 4 oau-
HakoBbIx fomeHa (I, I1, I11 u IV), coennHeHHBIX MEXTY
co00l HermoYKaMi aMUHOKMCJIOT, PAcIOIOKEHHBIX B
LIMTOILIa3Me, U [3-CyObeAMHULL, PETYTUPYIOIINX aKTUB-
HOCTb KaHasa. belok o-CyObeIMHUIIBI UMEET KOJIbLIe-
BUIHYIO CTPYKTYpY. C MOMOIIIbIO COBPEMEHHBIX METO-
JIOB YIAJI0Ch OMPENEIUTh U3MEHEHNE CTPYKTYPhI KaHa-
J1a B otBeT Ha m3MeHeHne TMIT. YeTBepThie cyObeau-
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Puc. 3. CtpykTypa HaTpreBOTro KaHajia M U3MEHEHHE ero aKTUBHOCTH BO BpeMsI TDAaHCMEMOPaHHOTO TTOTEHIIMAaa IeCTBYSI.
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HULBI KaKA0ro 1oMeHa (S4) comepxKar MoJIOKUTETbHO
3apsoKeHHBIE aMIHOKUCIIOTHI JIM3UH U apTUHUH, KOTO-
pble BOCIIPUHUMAIOT U3MEHEHUEe TpaHCMEMOpPaHHOTo
3apsna. B oTBeT Ha IeToIsIpr3aliio MOJTOXKUTETBHO 3a-
psbKeHHbIe S4 BBIIBUTAIOTCSI HApyXKy, YTO OTKpPbIBAeT
MOpPBI KaHaJIa JUIsi MOHOB HaTpus [23]. AMUHOKHUCIIOT-
HbIe 1Ierouku, csasbiBatomue 111 u IV momensl, mom-
JepXkuBalOT S4 B ONpUIOAHSATOM cocTosiHuU. OmHaKo
9TH e IETIOYKH 3aKPhIBAIOT COO0I BHYTPEHHEE OTBEP-
CTHE TIOpHI, IEPeKPbIBasi HATPUEBBIN TTOTOK U BbI3bIBAST
MpoLecc ObICTPOI MHAKTUBALMU KaHala. TakuM obpa-
30M, MPOIIECC OTKPBITUS KaHaJIa MOXET OBITh 3aMeJICH
WM OCTAaHOBJIEH OBICTPOIl WMHAKTHBAIWE, KOTOpas
TaKKe BbI3BaHa IBMXKEHMEM Hapyxy S4 Bcex JOMEHOB,
Ho ocobeHHo 11l u IV. BricTpast nHaKTMBaIMS KaHala
HE3HAYUTEJbHO OTCPOYEHA BO BPEMEHU OTHOCUTEIBHO
aKTHUBALIUM, YTO Ia€T BO3ZMOXXHOCTb HATPUEBBIM MOHAM
OBICTPO BOWMTHU B KJIeTKy. OIHAKO HEKOTOpas 4acTb Ka-
HaJIOB MHAKTWUBUPYETCS, HE YcIieBasi OTKPHIThCS. Ha-
TpHUEBbIe KaHAJIbl, THAKTUBUPYIOIIUECS 0e3 OTKPBITHS,
CYILIECTBYIOT TOJIBKO B KJieTkax cepaua [21, 30]. beictpo
MHAKTUBUPOBAHHBIC KaHAJIbI OBICTPO BOCCTaHABIMBA-
1otcst — B TeyeHue 10 mc. Bo BpeMs a3bl 1ato noteH-
Majga ACHCTBUSI HATpUEBBIC KaHAJIBI ITPOrPECCHUBHO
BCTYNAIOT B COCTOSTHUE MEUIEHHON MHAKTUBALUU. DTO
0oJiee cTaOMITBHOE COCTOSIHIE, TIPY KOTOPOM KaHaJl 3a-
KpPBIT U1 MoHOB. Pa3za MeIICHHOM pernojsipu3aliy
KaHajJa UMeEeT Pa3INIHYIO IPOIODKUTEILHOCTh — OT
100 mMc 1o HeckonbKuX cekyHn [15, 17]. B To Bpems kak
OBICTpasi MHAKTUBALIMST O00ECTIEYMBACTCSI B OCHOBHOM
LIMTOILIA3MaTUIECKIMM CTPYKTYpPaMu, TIaBHYIO POJIb B
MeIJIEeHHOM MHAKTUBAllMU UTPatoT P-cerMeHThI — aMu-
HOKMCJIOTHBIE LIEMOYKH, CBsA3bIBatoIme S5 u S6 kax-
noro noMeHa [7, 10, 27, 29]. P-cerMeHTsbI jiexkaT BHYTpU
KJIETOYHOI MeMOpaHbI ¥ BEICTWIAIOT ITopy KaHana. Co-
JiepKalyecs: B CTPyKType P-cerMeHTa IMCTEeMHBI co-
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eAUHSIOTCS, (POpMUPYST AUCYIbMUAHBIE MOCTUKU, U 3a-
KPBIBAIOT Hapy:KHOe oTBepcThe KaHaia [11]. CkopocThb
(opmupoBaHUsT TUCYTbOUIHBIX MOCTUKOB 3aBUCUT OT
CTeTIeHU TTOJISIpU3aliu MeMOpaHbl M HanboJiee BhICOKA
B ¢hazy Iaato noreHuana AeUCTBUS, BEPOSTHEE BCETO
TOTOMY, UTO B 3TOH (ha3e LIMCTEUHBI 2-X pa3HbIx P-cer-
MEHTOB MaKCHUMaJIbHO MPUOJIKEHBI APYT K Apyry [10].
BpoxaeHHbIV CUHIPOM yIUIMHEHHOTO QT-uHTEp-
BaJla TPEACTaBIsSIET cOOON covyeTaHWEe YBEIMYCHUS
nmutesibHocT Q T-uHTepBasia Ha oobrdHON DKI ¢ ma-
POKCM3MaMM XKeJTyIOYKOBOW TaXUKAPANU TUTIA «ITUPY-
9T», KIMHWYECKU TPOSIBISIOIIMMUCS CUHKOIATbHbI-
MM COCTOSIHUSIMU U HEPEIKO 3aKaHYMBAIOIINMUCS
BHE3aMTHON CMEpPThIO y NETeil U TMOAPOCTKOB, KaK C
HEPOCEHCOPHOM MAaTOJIOTHEH ciTyXa, Tak 1 0e3 Hee [4].
KitoueBoii mpusHak cMHApoMa YAJIMHEHHOTO UH-
tepBania QT — yBeTMueHUE MPOJIOKUTETLHOCTH KOP-
purupoBaHHoro nHtepBana Q7 6onee 440 mc Ha DKI
TMOKOSI — MOXET SIBUThCS Pe3yJbTaToM 0Kojo 180 my-
Taluil, KOTOPbIE JIOKAIU3YIOTCS B ILIECTU TeHax, pac-
MOJIOXEHHBIX MPeuMyIllecTBeHHO Ha 3, 7 u 11 xpoMo-
comax. Myralmy HapyumaloT CTPYKTypy HAaTPUEBOTO
(LQT3), xanuesoro kaHana (LQTI1, LOT2, LOQT7) uan
ero perynstopoB (LQTS, LOT6) |6, 25].
ITpu mytauumsix B rene SCNSA (LQT3) HabmogaeT-
Cs HAUOOJTBIITNIA TIPOLIEHT JIETATbHBIX UCXO/IOB BO Bpe-
MsI OCTPBIX KapAMOT€HHBIX 3MU3010B. B oTamuue ot
npyrux ¢opM 3aboneBanust, npu LOT3 puck BHe3ar-
HOW CMEPTU BO3pacTaeT B MOKOE WM BO BPeMsI CHA.
MyTtauuy reHa HaTPUEBOTO KaHAIA, CBSI3aHHbIE C ay-
TOCOMHO-TIOMMHAHTHOM (hOpMOIi CMHIpPOMa YIUTMHEH-
Horo uHtepBana QT (LQOT3), npuBOIAT K YIJIUHEHUIO
QT-viHTepBaNa U MPUCTYIIaM MOJUMOPMHOI XKeTyIod-
KOBOI Taxukapauu. DTU MyTauuu (puc. 4) HapylaroT
OBICTPYIO MHAKTUBAIIMIO U IPUBOJST K TIOBTOPSIIOIIEMY-
Cs1 OTKPBITHIO HATPUEBOTO KaHajla BO BpeMsl IETIOJISIpH-
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3alMy, TOAAEpK1Basi HEOOJIbIION MOCTOSIHHbBIN MOTOK
HATpHS B KIIETKY BO BpeMsI IUIaTO ITOTEHIINAJIA ICICTBHS.
DTOT NMOBBILIEHHBIN MOTOK MOHOB SIBJSIETCS TTPOSIBIIC-
HHMEM W30BITOYHON (PYHKIIMM HATPUEBOTO KaHAla, 3a-
JIEPKUBAET PENOAPU3ALMIO KIETKUA U ABIIAETCS IPEL-
pacnoniararoium (HpakTopom IS pPa3BUTUS MOIUMOPDh-
HOI KeJyIOYKOBOI TaXWKapAWMW. YIWBUTEJIHLHO, UYTO
00BEM 3TOrO TOMOJHUTEIEHOTO MOTOKA MOHOB HATPUS
MuHuManeH — 0,5—2% oT MMKOBOIO ITOTOKA HATpHUs B
dazy «0» nmoreHimana aecTBusl. OMHAKO CBS3b MEXITY
STUM JOTIOTHUTEILHBIM ITOTOKOM HATpUsl, YIJIMHEHUEM
MOTeHIMANIa NEACTBUS U JIEKTPUIECKOI HeCTaOWIbHO-
CTBIO cepara MPOAEMOHCTPUPOBAHA SKCIICPUMEHTAITb-
HBIMU MCCIETOBAaHUSIMU. YUUTHIBAsI BHICOKYIO POJIb CBSI-
spiBaroeit 111 u IV goMeHbI ienouky B OBICTPOI MHAK-
THBALIMM KaHaja, IePBbIMU OMyOJIMKOBAaHHBIMU TaHHbBI-
Mu 0 myTtatmu nipu LQT3 ObIo cooOlIeHne o moTepe
TpeX aMUHOKHUCIIOT B 3ToM perroHe (1505—1507 AKPQ).
Tpu npyrue mytauuuy, BbI3bIBAIOLIME 3aMEHbI aMUHO-
KUCJIOT, pacojIOKEHHBIX PSIOM C BHYTPEHHEH, IIUTO-
TUTa3MaTUYECKON TOBEPXHOCThIO KaHata — N 1325S,
R 1644 H, T 1645 M, Takke MOTyT Hapywarth (pyHKIIMIO
1ernouku, ces3biBatortieii I u IV goMeHbI Bo BpeMsi Obl-
CTpO¥ MHAKTUBAIMK KaHana [12, 18, 31].

B ObicTpoil MHaKTHMBALlMXM HATPUEBOIrO KaHaja
YJacTBYIOT pa3jIWYHBIC CTPYKTYPHI KaHajla, IO3TOMY
MyTallMy IPYTUX PETMOHOB TakkKe MpUBOAIT K LOT3,
Hampumep, 3aMeHbl aMUHOKUCTOT B S4 nomeHos 111 n
IV — T 1304 M, R 1623 Q. IIpu LQT3 BcTpeyaroTcs
Takke MyTauuu B xBocTtoBoil yactu (COOH) Genka
HatpueBoro KaHana (V 1777M, E 1784K, D 1790G),
OTHAKO MEXaHM3M BJMSHUS 3TOrO yJyacTKa Ha Ipo-
1iecc OBICTPOIT MHAKTUBAIIYM OCTaeTCsl HeSICHBIM [32].

HApyruM HacieaCTBEHHbIM 3a00JIeBAaHUEM, TPUBO-
ISIIITAM K XKeJTyTOYKOBBIM HapYIICHUSIM PUTMA U CBSI-
3aHHBIM ¢ MyTalueil reHa SCNSA, siBIsieTCsl CHHAPOM
Bpyraga. bpatea P. u J. Brugada BnepBble omnmcanu
HOBBII KJIMHUKO-3JI€KTpOKapauorpauyecKuii CuH-
npoM B 1992 1. [14]. CuHIOpoM XapaKTepu3yeTcst 010-
Kajoii MpaBoii HOXKM TTyuka [iica, cToiiKoi1 aneBai-
eii cermeHTa S7 B MpaBBIX T'PYOHBIX OTBEICHUSX W
BHE3AITHON CEPIEYHON CMEPTBHIO B pe3yjbTare Ipu-
CTYMOB UIMONATUYECKON XKeTyTOUYKOBOU TaXUKAPIUU
i ubpuwuIunmn kenynoukoB. Cunnpom bpyrama
HacJeIyeTcsl 0 ayTOCOMHO-JIOMUHAHTHOMY TUITY.

MonHbIM MexaHu3MoM cuHapoma bpyraga npu Mmy-
tauun SCNSA sSBsieTcsl yMEHbIIIEHWE KOJIMYECTBA WIK
YCKOpEHHAsI THAKTUBAIIMST HAaTPUEBBIX KAHAJIOB B KJICT-
Kax anuKapaa rnpaBoro xeayaouka [19, 33], yto npuBo-
IAT K YMEHBIICHWIO IUIOTHOCTH IIOTOKA HATPHUS M
NpeXaeBpeMeHHON penossipusaiuu anukapaa. Kpome
TOTO, TIPY 3TOM CUHIPOME OBIIIO OOHAPYKEHO TIepeMe-
ILIEHUE HATPUEBBIX KAHAJIOB C MOBEPXHOCTU KJIETOK B
SHIOTUIa3MaTUYECKUIA PETUKYIIYM, YTO TaKKe Hapylla-
eT ux pynkuuio [9]. [Toreps Bepimnbl [1/1 Ha HeKOTO-
PBIX yYacTKax aMUKapAa Mpu ero HOPMaJTbHOM BEIUYH-

HE B 9HJIOKApIe CO3[aeT JAMCIIEPCHUIO PEToJISIpU3aliu
CTCHKU KeJTyI04YKa, IIPUBOASIIIYIO K TPAHCMYypPaTbHOMY
TPaIUEHTY HampsDKeHUsI, KOTOPBIN MPOSIBISETCS Ha
OKI momsemom cermeHTa S7. BeposiTHO, BCIIenCcTBHE
yKa3aHHBIX BBIIIE MPOLECCOB 00pa3yeTcsl «ysI3BUMOE
OKHO», BO BpeMsI KOTOPOTO MOXET BO3HMKHYTH MeXa-
HU3M pueHTpH, 3amyckaronmii KT u ®XK [2]. Takum
00pa3oM, MyTalusl B TeHe TTPUBOAMT K ToTepe (hyHK-
1IMM KaHAJIOB, UTO CO3MAeT IeTePOTreHHOCTh pedpakTep-
HBIX MIEPUOJIOB — WJICAIbHBIN CyOCTpaT Ul MeXaHu3Ma
PUEHTPH U KeJTyTIOYKOBBIX apUTMUIL. BO3HUKHOBEHIIO
KT 1 @K y Takux 00JbHBIX, KaK MPaBUIIO, MPEIIIeCT-
BYeT TIPEXKIEBPEMEHHOE COKpaIleHUE XEIYIOUYKOB C
uHTepBanoM cuerieHus: 388128 mc [20]. OagHako gane-
KO He Bcerna cuHapoM bpyrama compoBoXXaaeTcst BBISIB-
JIeHHWeM TIpM TeHEeTMYEeCKOM aHajlu3e MyTaluu B
SCN5A. Tlo maHHBIM HEKOTOPBIX McciemoBaTeneit 8],
3TOT I'eH 00yC/IOBIMBaeT okoJio 20% ciydaeB 3ab0JeBa-
HUs. B cBsI3M ¢ 3TUM TipearonaraeTcsi, YTo CUHAPOM
Bpyrana MoxeT OBITh BbI3BaH U IPYTUMU MYTallUsSIMU,
KOTOpBIE e1lle He MIACHTUMDUITMPOBAHBI.

Hecmotps Ha mnoBpexneHue OLHOTO TeHa —
SCN5A, B oTinume oT cuHapoma LOT3 mytauuu npu
cuHapoMme bpyrama mpuBoOAsT K CHIDKEHUIO (QYHKITUN
HatpueBoro KaHaua. CoueTaHue CUHIPOMA YIJTMHEH-
Horo mHTepBasia Q7T m cuHIpoMa bpyrama xaxercs
napagoKCalbHbIM, TaK KaK T€HeTUYECKUE MYTalluu,
BBI3BIBAIOIIME 3TU 3a00JIeBaHMSI, pa3HOHAIIPaBJICHHO
NEUCTBYIOT Ha (DyHKLIMIO HATPUEBBIX KaHAJIOB, OHA-
KO COBCEM HEIaBHO OMUcaHbl ceMbH [16] 1 0O6Hapy-
>keHa MyTtanus 1795insD, KoTopas MOXET BbI3bIBaTh
OIHOBpEMEHHO 00a cuHapoMa. Kak 1 MHOTO Ipyrux
LQOT3-mytanmii, 1795insD HapyiiaeT ObICTPYIO MHAK-
TUBAIMIO, BBI3bIBAsl IMPOMOJIKAIOIIUICS TOTOK Ha-
Tpusl BO BpeMs (a3bl IUIaTO IOTEHIIMAa ICHCTBUS,
3aMEIISTIONINI  PEeTOISIpU3alliio TIPU MEIJIEHHOM
cepaedHoM puTMe. B To Ke BpeMs 3Ta MyTalus yCu-
JIMBaeT KOMIIOHEHT MEIJIEHHON WHAKTHUBALUU, MPO-
HUCXOISIINIA BO BpeMsI TUIATO ITOTCHIIMAJA ICUCTBUS
Mnpu OBICTPOM CEepAECYHOM PUTME. DTOT 3(PPEKT 3a-
MeIJIsSIeT BOCCTAHOBJICHME HATPUEBOTO KaHajIa MEXKIY
CTUMYJaMU, BBI3bIBasl CHIKEHHE €ro (GyHKIUU U
MPOSIBJISISICH OTHOCUTETbHBIM YIJTMHEHUEM JTMACTO-
JIMYECKOr0o MHTEepBajia BO BpeMs Taxukapauu [28]. B
ucciaegoBaHum [24] Ha ¢oHe BBeAeHUs OOJIbHBIM C
LOT3 pnekanHuaa MpoOU30ILIO0 YKOPOUEHUE UHTEP-
Basa Q7, ipu 3ToM y 6 manueHToB Ha DKI Heoxu-
TAaHHO TIOSIBWJINCH TIPU3HAKK cuHIpoMa bpyrana.

Wzyuenue myrauu T1620M tipu cunapome bpy-
rama I0Ka3ajo yCWJIeHHEe HayaJbHOTO KOMIIOHEHTa
MEIJICHHOW WHaKTUBAllMM, YTO TakXe MPUBOIUT K
CHIDKEHMIO (PYHKIIUM HATPUEBOrO KaHaa.

He Bce mytaiuu reHa SCN5A, npuBogsine K CHUA-
KeHUIO (DYHKIIMM HATPUEBOTO KaHasla, TPOSIBISIIOTCS
cunapomoM bpyrama. Beuta omucaHa rojaHackas ce-
Mbsl ¢ cuHApoMoM JleHerpa, Hecyias mytanuio G 514 C
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B LIenouke, coeauHstonieit I u 11 tomeHsl, ¢ HapyIleHu-
€M TPOBOIMMOCTHU TIO TIPEACEPIMSIM, XKEIyOouKaM K
MPOBOJSIILEH CUCTeMe, TOTPeOOBaBIINM UMILIAHTALUA
BJIEKTPOKAPAMOCTUMYJISITOpa [26]. ¥V Bcex uieHOB ce-
MbU ObUIO HOPMAaJIbHOE MO CTPYKTYpE CepAlle U HE OT-
MEUaJIOCh 3ITM30[0B KCITYIOYKOBEIX TaxXWapUTMUIA.
ITpu uccnenoBaHum PyHKLIMM HATPUEBLIX KAHAJIOB ITPU
JTAHHOM MyTallMy OOHAPYXKWJIN, UTO IIJIST OTKPBITUS Ha-
TPUEBOIO KaHajla B 3TOM cjy4yae TpeOyeTcsl Oosbliast
CTeTIeHb JACTIONISIPU3alI MEMOPaHBbI, YTO COMIPOBOXKIA-
eTCsI CHIDKeHUEM (bYHKIIMM HAaTpUEBBIX KaHanoB. On-
HaKo Tapajule/IbHOe HapyllleHre MHAKTUBALIMKM KaHaia
Ha (boHe cnBuTa ACTIONSIPU3AINY YACTUIHO KOMITEHCH -
pyeT aedeKT U MIPUBOAUT K HEOOIbIIIOMY YMEHbBIIEHUIO
HaTPUEBOTO TIOTOKA Yepe3 KaHall. B pesyisrare 3TOM
MyTalli¥ HE TPOUCXOAUT 3HAUMMBIX U3MEHEHUI Mpo-
1IECCOB PETOJIIPU3AIINHI U TTOSIBJICHHSI 09aroB pUEHTPH,
a HaOJIogaeTCsl 3aMeUIeHUE TIPOBOAUMOCTH.

Bornesns JleHerpa — 310 epBUYHOE HEUIIIEMUUYECKOE
JlereHepaTUBHOE (KaJlbLM(PULIMPYIOIIEe) ITBYXCTOPOH-
Hee ropaxkeHue BeTBelt mydka [iica. OHa rposiBisieTcs B
OCHOBHOM COY€TaHMEM MOJIHOI 0J0Kabl MPaBOii HOX-
KU Imydka [ica u 6J10KazIpl epeTHeBEpPXHETO pa3BeTBIIe-
HMS JICBOM HOXKM TTydKa [i1ca, mopaxkaeT mperMyIecT-
BEHHO MY>XKYMH MOJIONIOTO U CPETHETO BO3pacTa.

I1pu Gone3nu JleBa MMeEeT MECTO TaKOe K€ Iopa-
JKEeHHe, HO C 3aXBaToM (DMOPO3HOro OCToBa Cepila.
Berpewaercst oHa yaiie y MOXWIBIX KCHIOWH. DTO
MPOrPECCUPYIOLINI CKJIEPO3 U OOBI3BECTBICHUE Jie-
BOW TIOJIOBUHBI (pMOPO3HOTO OCTOBA CEpMlla, 3axBa-
THIBAIOIIIME KOJIblIa A0PTAJIbHOTO Y MUTPAJIBHOIO KJla-
MTaHOB C pacIpocTpaHEHUEM Ha OCHOBAHMS MX CTBO-
POK M TIONYJIYHUi, LIEeHTpaJibHOe (UOpPO3HOE TENOo,
MeMOPaHO3HBIN OTAET MEXKETYI0UKOBOI Mepero-
POIKU M BEPXHIOIO YaCTh €€ MBIIIICUHOTO OTIEA.

IIpu oboux sTux 3abo0jieBaHUSAX HabaIOmACTCS
MIpOorpeccupoBaHme IIpoliecca M BO3HMKHOBEHHE CO
BpEMEHEM AUCTaJbHOM (TPEXIyuyKOBOM) aTPUOBEHT-
PUKYJISIpHOM 0JI0Ka/ibl, MPU KOTOPOW OOBIYHO TpeOy-
eTCsl UMILIaHTALMS 3JIEKTPOKApAUOCTUMYIIsITOpa [5].

IIpencraBieHust 00 3TUOJOIMU CUHAPOMA CIa00CTU
cunycHoro y3na (CCCY) 3a mocnegHue Toabl TakxkKe
TpeTeprieiu 3HAUYUTENIbHYIO 3Bomonmio. M. Ferrer,
SIBUBIIIASICSI OMHUM U3 MepBbIX uccienonateneiit CCCY,
B 1973 1. Hauboee YacToi MPUIMHOMN ITO MATOJIOTUN
HasBana MBC, 3ateM — M30JMpOBAaHHBIN CKiepoaere-
HepaTUBHBIN (Gudpo3 cuHycHoro y3na (CY) u cuHoar-
puabHOI 30HEL. [IepecMOTpy MpencTaBIeHUIA O CTPYK-
Type 3TUOJ0rnYeckux (pakTopos, Boi3biBatolnx CCCY,
CITOCOOCTBOBAIM HAKOIUICHHBIC K Hadalay 80-X TromoB
natomopdonornyeckue naHHble. Haubosnblee 3Haue-
Hue umena padora C. Thery u coaBr., kotopsie B 1977 1.
OIyOJIMKOBAJIM pe3yJbTaTbl MaTOMOP(HOJIOTMUYECKOTO
ucciaenoBaHus 111 maureHToB, TPY KMU3HU CTPaIaBILIMX
CCCY. JIuwb y 2 U3 HUX ObUT HaiineH MH(apKT MUO-
kapna (MM), y 5 — nepukapauT 1 KapLimHoMaTo3. B oc-

TaJbHBIX CTy4yasiXx OOHapy>XeH JOoKaJlbHbli (hudpo3 CY
HESICHOI 3TUOJIOTUH, TIPH KOTOPOM KOJIMUYECTBO KIIETOK
B CVY 0Obl10 3HAUUTEILHO yMeHbllIeHO. OTHOBpEMEHHO
Habmonacs Tsekenbiid pudpos Bokpyr CY u B ipencep-
nusix. Ho mpu ToM ciienyeT oroBopuThes, 4To hUdpo3 u
nereHepatust CY — 9T1o cydcTpar 3a00JieBaHusI, a HE €ro
npuyrHa. B To e Bpems cama IMepBUYHOCTD Mpoliecca,
OTCYTCTBHME OUYEBMIHON CBSI3M €T0 C UIIIEMUEH, BOCTIae-
HHEM, TOKCUYECKUMM BIMSHUSIMU JTaBaJli OCHOBaHUE
JIyMaTh O TEHETUYECKO NEeTePMUHUPOBAHHOCTH 3a00-
neBaHusl. Takoe TpeacTaBlIeHNe WITIOCTPUPOBAIOCh B
JIUTEpaType OIMMCaHUEM eIMHUYHBIX CEME, B KOTOPBIX
TpociexXxnBanoch Heckosibko ciydaeB CCCY.

OmHO U3 caMbIX MacIITaOHBIX UCCASIOBAHUI ObLIO
npennpuasaTo D. Benson m coaBT., MccaemoBaBIINMM
10 maumenToB nepBbix 10 et xxu3Hu ¢ CCCY u uieHoB
ux cemeit [13]. CuHapOM HacIeA0BAICS MO ayTOCOMHO-
PELIECCUBHOMY TUILY C ITOJIHOM MEHETpALUEN IIpU3HAKA.
Terepo3uroTHbie HOCUTEW MyTalluii ObLTA acCHMIITO-
MaTUYHBI, HO HEKOTOPBIE U3 HUX UMEIN CYOKIMHUYEC-
KUe TIPOSIBIIEHUST CKPBITOTO HApyIICHUST TIPOBOIMMOC-
TU, HalpuMep aTpPUOBEHTPUKYJISIpHYIO Oyokany | cre-
neHu. ¥ nmauyeHToB ¢ CCCY Takke ObL10 00HApYKEHO
HapylIeHNUEe NETOISIPU3aIIAN JKeJTYIOYKOB — YIUTMHEH-
HbIt QRS v 3aiepxkKa npoBefeHus oT Imydka [iica K xe-
JymoukaM. Y npoGaHmoB ObLIM OOHAPYXKEHBI 6 pa3/ind-
HBIX MYyTallUiA, IPUBOASIINX K YMEHbBIIEHUIO (DYHKIIUU
HaTPUEBOTO KaHaJla. ABTOPHI TIPEIITOIAraoT, YTO B OC-
HOBe (OPMUPOBAHUS CHUHIpPOMA JIeXKaT HapylleHUs
TPOBOIMMOCTHY OT CUHYCHOTO Y371a K ITOUIEXAaIM TKa-
HSIM, TaK Kak TOTEHIIMaJ ISHCTBUSI U aBTOMaTUYeCcKast
aKTUBHOCTh CHHYCHOTO y371a (POPMUPYIOTCS TIpEUMY-
IIECTBEHHO KaJIbIIMEBBIMUA U TETPOIOTOKCUH-3aBUCH -
MBIMU HaTpUEBBIMU KaHajamMu. PerieccuBHOe Hacieno-
BaHME MOXET OBITb OOBSICHEHO Pa3JIMYHOM 3KCIIPECCU-
eii peryJISITOPHBIX 3-CyObeNMHMI] HATPUEBOTO KaHajla B
TIpeCeParsIX M XKeyIoJKaxX, YTO0 MOXKeT KOMIICHCHUPO-
BaTh Ae(EKT O--CyObeAMHULIBI KaHaa.

Mytanunu reHa, KODUPYIOLIETO HATPUEBBIN KaHal,
HaOJII0JaI0TCsl TIPU MEPBUYHBIX (HACAEACTBEHHbBIX)
ApUTMUSX W Peau3yloTCs 10 OTJHOMY M3 IBYX MeXa-
HU3MOB, TIPUBOASIIIUX K CHVXXEHUIO WU TOBbILIE-
HUIO (DYHKIIMY KaHaja. B To e Bpemst OUH U TOT Xe
MEXaHM3M MOKET IIPOSIBIISITHCS Pa3IMIHBIM 3JIEKTPO-
duznonornyeckuM peHorunom. Ha pyHkimio kaHa-
Jla BJIUSIIOT TakKxXKe peryJsiTopHble Oejiku. Brilecka-
3aHHOE TIO3BOJISIET TIPEANOIOXNUTh MYJIBTU(hAKTOP-
HBIII TUN HACJIeIOBaHUS MHOTIMX HMIMOTATHYCCKUX
HapylIeHUI pUT™Ma, 4To TpebyeT NaibHeulIero usyye-
HUS TIPOOJIEMBI IJIT TOYHOTO OIIpeAesIeHUs IIPOrHO3a
M aJIeKBaTHOU Tepamuu TaKoro poja 3a00JeBaHuIA.
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APUTMHH ITPY HEYIPOMBIIIIEYHBIX 3ABOJIEBAHUAX -
OCOBEHHOCTHU TUAT'HOCTHUKHA U JIEYEHUA

3. C. Ioasxosa

Hay4HbIlh LEHTP cepaeyHo-cocyancTom xmpyprum um. A. H. bakynesa (amp. — akagemmnk PAMH J1. A. Bokepwus)
PAMH, MockBa

I ICﬁpOMBIHJC‘IHBIC 3a6OJ'ICBaHI/I$I, HECMOTpA Ha

CPaBHUTEJLHO HEBBICOKYIO PACIIPOCTpaHEH-

HOCTb B Nomnyjaduuu, HECOMHCHHO, IIPECACTaBIAIOT

0OJIBLLION MHTEPEC IS Kapauosoruu. [TopaxkeHue Muo-
Kapaa SIBISETCS HEOThEMJIEMOM YaCThlO KIIMHUYECKOU
KapTUHbI 3TUX 3a00JieBaHUi, BO MHOIOM OITpenesist
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nporHo3. bojee TOro, AOCTUXEHUS MOJEKYISIPHOU
OMOJIOTUM W TEHETHKHU 3a TOCICTHHUE IECSITUICTHUS
HArJSIAHO TPOAEMOHCTPUPOBAIM TECHYIO B3aWMO-
CBSI3b MEXIY ITaTOTeHE30M OOJIBIIMHCTBA HACIIEACT-
BEHHBIX MBIIIEUHBIX OTUCTPOGUIA U TPUBBIYHBIMU
B TIpaKTUKE KaXJIOTO KapAKrojora KapauoMUOIIaThs -
MM — KaK MOKa3bIBaIOT PE3YJIbTaThl TOCAETHUX UCCTIe-
IOBaHWIA, W Te, U IPYTUe UMEIOT CXOXHE MEXaHU3MBI
HacJeAyeMbIX MyTalliii IuToCcKeneTa [22].

B nanHoM 00630pe xoTesoch Obl MOApPOOHEe ocTa-
HOBUTBHCSI Ha KapIUOJOTMUECKUX U apUTMOJIOTUIEC-
KUX acTieKTaX Pa3TMIHbBIX TPYIIIT MBIIIEUYHBIX TUCTPO-
¢uit, MUTOXOHIPHUATBLHBIX 00JIe3Hel, aTakcuy Ppu-
peiixa u cunapome IueitHa—bappe.

Cpenu Bcex HEHPOMBIIICUHBIX 3a00JICBaHUI TIpe-
obsafarolieii sIBAsIeTCs TPyMIa MbIIIEYHBIX TUCTPO-
¢wuii, Bkmoyalomass B ceds MbILIEYHBIE AUCTPOPUN
MromeHHa n bekkepa, MMOTOHUYECKYIO MBIILIEUHYIO
nuctpoduto, auctpoduio IMepan—/dpeitdycca n He-
KOTOpBIE ApYrue KpaiiHe peikue pasHOBUAHOCTHU [6].
OO0uIMM CBOMCTBOM Bceil 3TOI TpyIbl 3a00eBaHUIA
SIBJISICTCS] HAJIMYME MYTallMii TEeHOB, KOIUPYIOIINX
crneuduyeckue OeNIKM ILMTOCKEIeTa U acCOLMUPO-
BaHHBIX C HUM MHUOMDWIAMEHTOB (B OOJIBITMHCTBE CITY-
yaeB npeobiamaeT X-CleIIeHHbIM BapuaHT HacJeo0-
BaHUs). MIHTEpecHO, 4TO CTeleHb (PeHOTUITMICCKOMN
9KCMpeccuu (a ciienoBaTebHO, U KIMHUYECKOM BbI-
PaXEHHOCTH TIPU3HAKOB 3a00JIeBaHMSI) TP MBIIICY-
HBIX AUCTPOMUSIX MOXKET 3HAUUTEJIbHO BapbUPOBATh.

MBbIIITEYHAA JTUCTPODUA JIOIITEHHA

MpbineuHas nuctpodus dromeHHa (nanee — M)
obOyciioBiieHa frame-shift MyTanueit reHa, oTBevalone-
IO 3a CUMHTe3 MbILIeYHOro Oejika aucrpoduHa [19].
M/ Hacnenyetcs 1o X-ClerieHHOMY pelieCCUBHOMY
TUIY, U 4acTOTa BCTPEYaeMOCTU ITOI MATOJOTUU CO-
crapisgeT npuMepHo 1:350 HoBopokmeHHBIX. OKOJIO
TPETU BCEX BBISIBJICHHBIX CIyJYaeB SIBISIOTCS CASICTBU-
eM HOBBIX MyTaluii. OyHKIIMM aucTpodrHa 3aKITI0Ua-
I0TCsI B 00pa30BaHUU CBSI3U MEXKIY COKPaTUTEIbHBIMU
OeiKaMy MbILIEYHOTO BOJIOKHA U ero MmeMopaHoii. MH-
TepecHo, uTo nipu MJI nuctpoduH (pakTUyecku He
CHHTE3UpPYeTCs, TOTIa KaK IPY MBIIIECYHON TUCTPO-
¢um bexkepa numeercs ero nepuuur [13]. Kimmanuec-
kue nposineHust MJ1/1 BecbMma XxapakTepHbl: 3a00/1eBa-
HHE TIPOSIBIISIETCS OOBIYHO B BO3pacTe OT 2 10 5 JieT.
PanHnMU TpU3HaKaMM SIBJISTFOTCS IBUTATe/IbHAST He-
JIOBKOCTh, HEYCTOMYMBOCTH, YaCTHIC CITOTBIKAHUS M
MaJeHus MpU Xoap0€e, YTO 0OYCIOBAMBAET Y TaKUX Je-
Teli BBIPAXXEHHYIO IBUTATEILHYIO ITACCUBHOCTD, HEXe-
JIaHUE XOIUTh M3-3a cTpaxa MaaeHus1 U ObICTPO pa3BU-
Barolieiicss yromnsiemoct. OMHUM U3 HauboJiee Xa-
PaKTepHbBIX CUMIITOMOB JTaHHOT'O 3200JIeBaHUsI SIBJISICT-
¢ TICeBOOTUTIEPTPOMUS Pa3TMIHBIX TPYIIIT MBIIIII, Ha-
n0oJIee YacTO MOPaXKAITCS UKPOHOXKHBIC MBIIIIIBI, UTO
TIPOSIBIIIETCS BBICOKOM TJIOTHOCTBIO 1 YBEJTMYEHHBIMK

pa3MepamMu 3THX MBIIIL JaXe B COCTOSIHUM TOKOSI.
IIceBmoruneprpocdust pa3BUBaeTCS yXe K BO3pacTy
5—6 JIeT U 1o Mepe MaJbHEMIIEro MporpecCupoBaHUs
00J1e3HN MMEET TEHICHILINIO K YMEHBIIICHUIO.

JlaboparopHbeiM Kputepuem MJIJ siBisieTcs 3Ha-
YUTEIbHOE TIOBBINIICHNWE YPOBHST KpeaTuH(hOCHOKM-
Has3bl B IUIa3Me KPOBU. BUOTICHST MBIIIII] OOBIYHO BbI-
SIBJISIET JereHepalnuio MUoGuOpuI, UX 3aMelleHue
XKUPOBOU U COCIMHUTEIbHON TKAHbIO U OTCYTCTBUE
cneuuduryeckoil okpacku Ha nuctpoduH. TeueHue
3a0o0JieBaHUsI KpaiiHe HeOJIaronpusTHO — B BO3pacTe
10—11 neT GoabHBIE YTPAaUMUBAIOT CIIOCOOHOCTh CaMO-
CTOSATENIbHO XOMWTh. JIeTalbHBIN MCXOA HACTyIaeT B
Bo3pacte a0 20—25 ner [13]. TlpuuuHoil cmepTu
OOJIBHBIX Yallle BCETO SIBIIICTCSI PAa3BUTHE IBIXaTEThb-
HOI HEAOCTaTOYHOCTU BCJIEACTBUE PECITMPATOPHBIX U
TopakonradparMaabHbIX HapYIICHUI.

BogiieueHure B MaToJOrMYeCKUii MPOIIECC COKpaTh-
TEJILHOTO MUOKap/a 1 TIPOBOISIIEN CUCTEMBI SIBJISIETCST
HeoTbeMsIeMO# YyacThlo naroreHeza M/IJI. CumnToMbl
CepIeYHOI HEeIOCTaTOYHOCTH TTPOTPECCUPYIOT C BO3pa-
CTOM, HEU30EXKHO MPUBOAS K KAPAUOMETATIUU U IEKOM-
neHcauuu. Hapsiny ¢ reHeTmyecku 0OOYCIOBICHHBIM
MopakeHNeM MHOKapaa HeMaJIoBaXKHas POJIb OTBOIMT-
Cs1 TUTIOBEHTWISILIMM B pe3YJIbTaTe CIab0CTH AbIXaTelb-
HBIX MBIIIIII, YTO B CBOIO OYePeIb YTSDKEISICT TCUCHNE 1
0e3 TOro CyIIeCTBYIOIIEH JIerOYHOM runepTeH3uu. MH-
TEPECHO, YTO MPOrPECCUPOBAHME KAPIUOMUOIIATUH I10
Mepe pPa3BUTHUSI 3a00JIeBaHUs IPOUCXOAUT HEpPaBHO-
MEPHO B Pa3IMIHBIX OTIEIaX MUOKap/a: CHavYasa rmaTo-
JIOTUYECKMM TTPOLIECCOM MOpaXkaloTcs 3aaHe0a3aIbHbIE
1 OOKOBBIE CTEHKH JIEBOTO XKEeTyI04Ka, 1 JIUIIb ITO3XKe —
OCTaJIbHBIE OTAENBbI cepaeyHoit Mbisl [9]. TicTono-
TMYECKN B MUOKAP/IE BBISIBJISIETCST BAKYOJIbHAST IMCTPO-
Gy ¥ >KrpoBast AeTeHepaLsI KapaHMOMUOILIUTOB U TIPO-
BomsIeil cucteMbl. [locTelieHHO B MaTOJOTMYECKUIA
TIPOIIECC BOBJICKAIOTCS M MANMJUISIPHBIC MBIIIIIBI, 9TO B
CBOIO Ouepelb MPUBOAUT K TOSIBJCHUIO MUTPaJIbHOMN
HemocTaTouHOCTU. Ilaromormyeckme M3MEHEHUS Ha
3JIEKTPOKaApAMOrpaMMe BBISIBISIOTCS K 10 romaM XKnu3Hu
y 60% nanentoB ¢ MJ1J1, u k 18-1eTHeMY Bo3pacTy OT-
Kj1oHeHus1 oT HopMbl Ha DKI ooHapyxuBatorcs y 100%
0osibHBIX [17]. XapaktepHbiMu aass MJIJ cuuTarorcs
BBICOKME 3YyOIIbI R C yBeJW4YeHUEM OTHoIleHusT R/S-
aMIUTATY/ B TIPEKOPAUATbHBIX OTBEACHUSIX (puc. 1) u
riryookue Q-3yo1sl B 00KOBBIX oTBeaeHUsIX [10]. PaH-
HUM TPU3HAKOM BOBJICYEHMS] MMOKapaa Yy OOJbHBIX
MJIJ1 siBnstercst cuHycoBasl Taxukapaus. HapyieHus
MPOBOAMMOCTH B OCHOBHOM 3aKJIIOYAIOTCS B TTPEACEPI-
HOM 3KTOITNM ¥ YKOpOUYeHNU PR-MHTEpBajia Py OTCYT-
CTBUU JiebTa-BoJIHBI [23]. TeM He MeHee onmucaHbl CITy-
yayl aTPpUOBCHTPUKY/ISIPHBIX OJIOKAI, B TOM YHCIIE W
MOJIHOM TTonepeyHoit Gokansl [14]. ¥V psima 00NMbHBIX
BBISIBIISICTCS]  YCTOMUMBAST KEIYIOUYKOBAsT TaXUKaPIUS
[20], onHako mpeoGiafaIUM TUTIOM XEeTyI0UKOBOM
SKTOMNYECKOM aKTUBHOCTH SIBJISIETCST YacTast KeJTy10u-
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Puc. 1. BKI 9-netnero pedenka, 6onpHoro MJ1J1 (oTBe-
neHue V)). XapakTepHa BblcoKasl aMILIUTyna R-3yOua,
CUHYCOBas TaXWUKapAWsl W HapylleHWe TMpeacepaHoit
MpoBOAMMOCTH (LIMT. 1o [12]).

Yacrora BcrpedyaeMoctd DKI'-0TKII0HEeHHI
y 6oababIx MJIJI (umT. mo [9, 12])

Yacrora

ODKI-mipusHak
BCTpeyaemocTu, %

Bricora 3y61uia R 6oiiee 4 MM

B OTBEICHUU V| 93
3y6e1r Q B G0KOBBIX OTBEICHUSIX 30
OrtHouenue R/S 6onee 1

B OTBelIeHUU V, 77
OtHouenue R/S 6onee 1

B OTBeIeHNH V, 33
AB-6no0kana I crerenu 10
KenynoukoBasi 9KTOIMS 30
CuHycoBas TaxuKapaus 77

KOBasl 9KCTPACUCTONMS, BCTpeUarolascs IpUMEPHO Y
30% mauuenTos [9]. Yactora BcTpeyaeMOCTH Hanbosiee
pernipe3eHTaTUBHBLIX DK -anomanuii mpu M1 ipuBe-
JeHa B Tabiuue. KapauanbHble OCIOXKHEHUS BBICTYMA-
10T KaK HETOCPEICTBCHHASI TIPUIMHA CMEPTH IIpHUMep-
Ho B 10% ciydyaeB, M cepledHasl HEIOCTATOYHOCTh B
KIIMHIYECKY Pa3BEPHYTOI (popMe TIPOSIBISICTCS JIMIIh
Ha (UHANIBHBIX CTagusx 3abojeBaHusl. CTOUT OTMe-
TUTB, YTO B CBSI3M ¢ X-CICTUICHHBIM THUITOM HaCJIeI0Ba-
HUS pa3BepHyTasl KIMHUYEeCKash KapTHHa HaOJItogaeTCs
TOJIBKO Y TIAIIMEHTOB MYKCKOTO TTI0JIa, B TO BpeMsI KaK y
JKEHILIMH — HOCUTeJIel TeHa 3a00ieBaHMSI TAKXKE MOTYT
BBISIBJISIThCS cxoxkue DKI-aHomanuu [11].

K coxaneHuto, BO3MOXXHOCTH TepaIiiu Kapauaib-
HBIX OCJIOXKHEHUWI TPU MBIIIEYHOM mucTpodum ro-
IIeHHA Ha CeTONHSIIHUNM OeHb OTPaHUYMBAIOTCS
CTaHIAPTHBIMM MeTomaMU (apMaKoTeparuy cepaeyd-
HOI HEeIOCTaTOYHOCTU. TeM He MeHee TTepBbIe SKCIIC-
pPUMEHTaJIbHbIe JaHHbIE 00 MCIOJb30BAaHUM T'€HHOU
Tepanuu (MIpUMEHEHNE TeHa TUCTPOGIHA) TTO3BOJIS-
10T HaJesAThCS Ha MOsIBICHUE 0oJiee NeCTBEHHBIX Me-
TOOB JICUYCHMST TOTO TSKEJIOTO 3a00IeBaHNs.

MBIITEYHAA ITUCTPO®NA BEKKEPA

Mpeimeunas auctpodusi bekkepa (manee — MJIB)
ObLa BbIIEJEHA B CAMOCTOSITEJIbHYIO HO30JIOTHIO (pa-
Hee oHa Bxonuia B rpymry MJID) P. E. Becker 1 E Kie-
ner B 1955 r. [3]. Do 3ab60seBaHKE NMEET MHOTO OOIIIe-
TO C TIPOTPECCUPYIONIEH MBIIIIEYHOI auctpodueii dio-
IIIEHHA, OMHAKO OTJINYaeTcs 0ojiee MO3TAHUM 1e0I0TOM

1 IOOPOKAYeCTBEHHBIM TEUCHHMEM; TeH 3a0oJieBaHMUs
KapTupoBaH Ha X-XpomocoMme, B jokKyce Xp21. Kak u
muoauctpodus Hromenna, MJIb obycinoBieHa myrta-
uusiMu reHa aucrpoduna [16]. [pu oTcyTcTBUM CUHTE-
3a guctpoduHa 60ye3Hb (DEHOTUTTNUECKHU TTPOSIBIISIETCS
dopmoti [l1olieHHa, TPU HAPYILIEHUW CUHTE3a TUCTPO-
¢urHa ¢ U3MEHEHNEM JIMHBI €r0 MOJEKY/Ibl UM CHU-
JKeHUEM KOJIMYeCTBa CUHTE3UpYyeMOro Oejika pa3BuBa-
ercsa popma bekkepa. YacTora BcTpeyaeMOCTH OT 3 11O
5 ciaydaeB Ha 100 000 >XMBOPOXAEHHBIX MaJTbUUKOB.
IlepBbie Mpu3HaKKU 3a00€BaHNSI BOBHUKAIOT TTO3IHEE,
yeM TIpy MHoITatin JIjoleHHa — B KOHIIE TIEPBOTO Je-
CATUJICTHS 3KU3HU, ¥ OTJIMYAIOTCST BApUA0EIbHBIM TeUe-
HueM. [TepBbIMU cUMIITOMaMM 3a00JI€BaHUS SIBJISTIOTCS
CJ1a00CTh U YTOMJISIEMOCTD TIpU XOAb0e 1 (PU3NYECKUX
Harpy3skax, BbIpa>keHHbIE MUAJITUM B HOTaX, XapaKTep-
HO M3MEHEHWE IMOXONKU IO THUIy YTUHOM, aTpodum
MBIIIIL] Ta30BOTO Tosica 1 Oeaep (BepXHUEe KOHEYHOCTHU
JTOJITOE BpeMsl He BOBJIEKAlOTCs B mpouecc). Oonurar-
HBIM TPU3HAKOM 3a0o0JIeBaHUsS SIBISETCS HaIUuMe
TICEBIOTUITEPTPODHIT Pa3IMIHBIX (TTPEUMYIIICCTBEHHO
WKPOHOXHBIX) TPYIIT MBI Ha mo3gHux cramusx 3a-
0oJIeBaHMS TIPUCOCAUHSIOTCS KOCTHO-CYCTaBHBIC JIe-
dopmanmu. CriocoOOHOCTh K CAMOCTOSITETLHOI XOIb0e
HepenKo coxpaHsieTcsi 10 copoka JieT. B ominuue ot
Muonatun JiolieHHa, TIpH KOTOPO OOJIBITMHCTBO JIe-
TaJbHBIX UCXOJIOB HACTYIIAET B Pe3yJIbTaTe pecrupaTrop-
HBIX OCJIOXKHEHUIA, TIPX MBIIIeYHOU qucTpodnn bekke-
pa cMepTh HACTyMaeT yallle BCEero OT CepAeyHOl Hemo-
CTaTOYHOCTH, HEPEAKHN CJTydau BHE3AITHOW CEpAeYHOU
cMmepTu. JIIMTEbHO COXpaHSIOUIAsCs ABUTaTeIbHasK
aKTUBHOCTbD Yy TauimeHToB ¢ M/Ib sBrsiercst hakropom,
KOMITPOMETHPYIOIIM CIIPOBOLIMPOBAHHBIN JIeDUIIN-
TOM JIUCTpPO(PMHA MUOKApI, YTO OIpenessicT UMEHHO
CepIeYHYIO JEKOMITEHCAIINIO KaK OCHOBHOM KJIMHUYC-
CKUIA CUMIITOMOKOMITIEKC. [loaToMy B OT/IM4Me OT
OOJBHBIX ¢ MuomaTHheit JIioleHHa KapIMOMHOIATAN
Pa3IMYHBIX TUIIOB MOXHO HAOI0AATh Y CAMOCTOSITE b~
HO TIepeIBUTAIOIINXCS OOJIBHBIX ¢ MHUOIIaTHei bekkepa
3aYacTyl0 Ha CaMbIX PaHHUX CTaausIX 3a0oJieBaHUs.
HMeHHO TIpHOpHUTET MOPaKEHUS CEpACUYHON MBIIIIIIBI B
kimHuke MJIB 3actaBisieT HaC BHUMAaTEJIbHO OTHEC-
THUCh K OMHOMY M3 HarboJIee TIPOCTHIX, 1 B TO K& BpeMs
BaXHBIX METOIOB MCCIICIOBAaHUS B KapaUOJOTMH —
OKI. CrniekTp 2/eKTpoKaparuorpapuueckux OTKIOHE-
HUM, XapaKTepHbIX JJIS1 MAlLIMEHTOB ¢ Muorarueii bex-
Kepa, XapaKTepu3yeTcsl HaJIUYMeM <«IICeBIOMHMbAPKT-
HBIX» U3MEHEHUH (puc. 2), IPSUMYIIICCTBEHHO 3aIHe-
0azayibHOI 1/uan 6okoBoii Jokanuzauuu [23]. Takke
4acTo BBISIBISIETCS BBICOKUM 3y0ell R B OTBeAeHUU Vi;
OTMEYaeTcs, YTO YaCTO PErMCTPUPYIOTCS MaTOJ0ruyec-
kue 3yousl Q B orBeaeHusx 11, 111 n aVE, a cymma amrr-
autyn 3yonoB Q B oTBeieHUsIX Vs, Vi, I 1 aVL nipeBbI-
111aeT 8§ MM MPU CTaHIAPTHOM ycuaeHuwu [1].
IMTatomopdosornyecku BhILIECONTUCAHHBIE U3MEHE-
Hus Ha OKI MoryTt ObITh 00ycIOBIEHBI TUGM(Y3HBIM
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Puc. 2. BKI nmanuenTa 28 et ¢ 1MarHo30M MPOTrPeccH-
pyloleit MblleuHoit quctpoduu bekkepa.

MUOKapIAUaIbHBIM (PUOPO30M C MPEUMYLIECTBEHHBIM
BOBJICUEHNEM 3a1He0a3aIbHON U OOKOBOI CTEHKM Jie-
BOTO 3KeJy/J04YKa, BBISIBISIEMbIM ITPY TMCTOJIOTMYECKOM
HCCIIEIOBAHNN CcepleYHOi MBIIIIL [21]. Y3 Hapyire-
HUI POBOIMMOCTH HauboJjiee YacTo perucCTpUpyoTCs
aHoMasbHas Mopdoitorus QRS-KoMITieKkca B OTBeIe-
HuM V| (IT0 TUIY HEMOJHOU OJ0Kaabl MPaBOi HOXKU
nyuka [uca), aTpUOBEHTPUKYJSIPHbIE OJIOKAIbI pa3-
JIMYHBIX CTENEHEH, HAPYILIEHUS BHYTPUXKETYI0YKOBOMN
MPOBOJAMMOCTU W HapylleHMsl pernojspuzauuu [25].
B perpocniektuBHOM uccnenoBanuu G. Nigro, mocBsi-
1LeHHOM aucrepcuun uHrepBaia Q7T'y 6oabHbIX M/IB,
OBLIO TIOKa3aHo, 4yTo uHAeKChl Q7c, Q7d OB 1OCTO-
BEPHO BbIIIIE, YEM Y TTALIMEHTOB KOHTPOJIbHOM IPYMIIbI.
OcoOeHHO WHTEPECHBI CpaBHUTEIbHBIC HaHHBIC
OT-nucnepcuu (puc. 3) [18]. CTOUT OTMETUTB, UTO U3
30 BKIIIOUYECHHBIX B TAHHOE MCCIIeI0BAHNE MAIlICHTOB
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Puc. 3. CpaBuenue Q7-aucnepcuu y MallMeHTOB C MbI-
meyHoit nuctpodueit bekkepa, ymepiuux BHE3arHO,
BBIKMBIIIMX U TPYMIIBI KOHTPOJIS (30POBbIE JIMIIA MYX-
ckoro nosa) (uut. mo [18]).

8 yMepau BHe3aImHo B TeueHue 12 Heaeslb OT Havyalla Ha0-
moneHus. HecoMHeHHBII MHTepeC TIPEICTABIISIIOT TaH-
HbIe OTEUECTBEHHbIX aBTOPOB [1]: Tak, Mo pe3yasraTam
o0cienoBaHMs y MalMeHToB ¢ auarHo3om MJIb B cra-
I HavyaJbHbIX MPOSIBACHUI MUOIATUYECKOIo IPo-
1ecca HapylieHWs puTtMa cepiia (CMHycoBasl TaxXu-
apUTMUSI, CYIpPaBEHTPUKYJISIpHasl 3KCTPACUCTOJIMUS,
MUTpaLKsT BOAUTEISI PUTMA) BBISIBJIEHBI B 75% cily4aes,
HapyLIeHUS CePIeYHON MPOBOANMOCTH (CUHOATPHAIIb-
Hast 6yokana Il cremeHu, HapylIeHNe IMPOBEICHMS IO
HOXKaM ITy4yka [ica) — y 67% OOJIbHBIX, KOCBEHHBIE
MPU3HAKN (PHOPOTIIECKUX U3MEHEHUI B TIPEICEPIMSIX
(TIporpeccupyrolree yKopoueHre nHTepBaia PQ), Mruo-
Kapae (matomornueckuit Q-3ybelr), aHaokapae (mpo-
rpeccupyloliee ymwiiHeHue nHrepBaia Q7) — B 58%
cJIyJaeB, MILIEMUYECKUE HapyILIEHUs] B MUOKap/Ie JIEBO-
ro XeJlyaouyka (30HaJbHOE yIutolleHue 3youa 7' win
OTpULIATENIbHBIN 3y0elr 7, 30HaJbHasI 2JeBallusl WIN
nenpeccust cermenta ST) — y 66% GOJIbHBIX.

MeToanl JiedeHUs] KapAuadbHBIX OCJIOXHEHUM
MBIIIIEYHOM nucTpodun bekkepa ocTaroTcs CUMIITO-
MaTuaecKuMu. OTIcaHbl HECKOIBKO CIyJaeB YCIIe-
HO TpaHCIDIAaHTAIlUK Cepla.

MBIIITEYHAS TUCTPODUS
DMEPU-IPEN®YCA

Mpbmieunast nuctpodust Omepu—/peiidyca Hacne-
JyeTcs 110 PELIECCUBHOMY, CLIETUIEHHOMY € X-XpPOMOCO-
MO THITY, OTHAKO U3BECTHBI M CJTy9ar ayTOCOMHO-I0-
MMWHAHTHOTO BapuaHTa HacjenoBaHus. [eH 3a0oseBa-
HUS pacIiojiaraeTcss B JUCTAJIBHOM OT/ENe IJTUHHOTO
ieda X-XpoMOCOMEI, B JIoKyce Xq28. B omimyue or
MO u MJIb, naHHas pa3HOBUAHOCTb MbILLIEUHBIX
nucTpodrii CBsI3aHa ¢ MyTallMell reHa, KOTUPYIOIIeTro
SMEpPUH — OCJIOK, HaXOISIINiicsS Ha BHYTPEHHEHR CTO-
poHe MbllIeuHOoi MeMOpaHbl [5]. IlepBble mpu3HaKu
3a00JIeBaHUS TIPOSIBIISIIOTCS B Bo3pacTe 4—15 net. PaH-
HUMHA TIPOSBICHUSIMHI OOJIC3HU SIBIISTIOTCST PETPAKIIAM
aXUJUTOBBIX CYXOXWJIMM (OONbHBIE BBIHYXIEHBI XO-
IIAThH, OTIMPAsICh Ha TIAJIbIIBI M HApPY>KHBIC Kpasi CTOII).
B nanbHeiieM pa3BUBalOTCSI KOHTPAKTYPhI JIOKTEBBIX
CYCTaBOB, JIIOMOAJTbHBIN JIOPA03 W aTPOGHH MBIIIIL Ta-
30BOrO Mosica U Oefep; Mo3ke BOBJICKAIOTCS MBIIIIIIBI
TUTEYEeBOrO Mosica. XapaKTepHO MEIJICHHO MPOrpeccu-
pytoliiee TeueHue. Y 00JbIION YacTy O0JbHBIX B T1ATO-
JIOTUYECKUI MPOLIECC BOBJIEKACTCS CEPIILIe C Pa3BUTU-
eM KapAMOMHUONAaTHi, HapyIIeHUI pUTMa W TIPOBOIM -
MOCTH, KOTOpble HEYKJIOHHO MporpeccupyioT [15].
[MpuHsTo cuutath, 4TO Tpu nuctpopuu DMepu—
Hpeiipyca MMEHHO HapyllleHUsI TPOBOAUMOCTU CIIy-
XKaT OCHOBHOW TPWUYMHOW JIETAIBHBIX OCJIOXHEHUM.
BeposaTHBIM 0OBSICHEHMEM MOXKET CIIY>KUThb TOT (PaKT,
YTO SMEPUH 3aIeiCTBOBAH B IIpoIiecce KIICTOUHOM aI-
re3uyd U MEXKJIETOYHBIX B3aMMOACHCTBUSX, CTOJb
BaXKHBIX ISl TIpoBeAeHUsT UMITyJibcoB [8]. Haubonee
PaHHUMHU 3JICKTPOKapAMOrpaUISCKUMUA CUMIITOMA-
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Puc. 4. ODKI' mpu MplmeyHoit muctpodun DMepU—
Hpeiidyca — yznoBoii put™m ¢ YXKC 37 B MUHYTY.

MM SBJISTIOTCS CMHYCOBAsI OpaguKapaus W aTPpUOBEHT-
pUKyJsipHas 6j0Kaga 1 cTreneHu, KOTOpble B TadbHel-
IIIeM TTPOTPECCUPYIOT B Y37I0BO# puT™ (puc. 4) [4]. Pu-
HaJIOM 3TUX HapyIICHUH IIPOBOANMOCTH SIBJISIETCST, KaK
npaBwio, GuopuIauMs Tnpeacepauit. MHTepecHo,
YTO MO JAaHHBIM HEKOTOPBIX aBTOPOB [7], MuoKapm
npeacepauii mopaxaeTrcs: pu IUCTpouu DMepu—
Hpeticpyca 3HAUMTETLHO paHbIIIe MIOKAPIA XeTyI0d-
KoB. 3avacTyio (peHOMeH atrial steandstill mpeaiecTBy-
€T BO3HUKHOBEHUIO (ubpmuianuu npeacepauii. Co-
IJIacHO pe3yJbrataM uccienoBaHus J. Bensaid 1 coaBT.
[2], v 33% mauueHTOB ¢ NAHHBIM CHEHM(MUICCKUM
BUIOM MBILLIEUHOM UCTPODUU TIPUCYTCTBOBAT (heHO-
MeEH M30JIMPOBAaHHON OCTAHOBKH TTPEICEPIMIA.

ITo mepe mporpeccupoBaHus (PUOPO3HO-KUPOBOIT
MHOWIBTPALIMK MUOKap/Ia MPOLIECC PACIIPOCTPAHSIETCST
Ha XeJIyIOUKH C TTOCICAYIOIINM Pa3BUTHEM IIPOTPEeCCH-
pyIolLIeii KapIUOMETaIMK 1 CEPIeUHOI HEMOCTATOYHOC-
. CHHIPOM BHE3AITHOM CepIeuHON CMepTH HaOJTIoma-
eTcst ipuMepHo y 50% malMeHTOB U Yallle BCETo CBsI3aH
¢ Opaguaputmusmu [15]. UMeHHO MO3TOMY CTOJIb BaX-
HOW MPEACTABIISIETCS PAHHSISA IMArHOCTUKA HAPYILIEHUIA
pUTMa cepalia Y JaHHBIX TAIlACHTOB.
CBOEBpEMEHHO TMpPEANpPUHSITas HM-
IJIAHTALUS JIEKTPOKAPAUOCTUMYJIS-
TOpa MOXET YIy4IIIUTh ITPOrHO3 1 Ka-
YECTBO KM3HM OOJBHBIX MBIIICUHOM
nuctpodueit ODmepu—/Ipeiidyca.

MUOTOHNYECKAA
JANCTPO®UA

MuoTtoHuyeckass AucTpous —
3a00JIcBaHNE C ayTOCOMHO-IOMM-
HAHTHBIM TUIIOM HACJIeAOBaHUS, Xa-
paKTepu3yIolleecs BHICOKOH cTere-
HbIO TEHETPAHTHOCTU MYTaHTHOIO
reHa. [eH MblnieyHol guctpoduun
pacmomaraercst B Jokyce 19ql3.2.
[MpusHaku 3abosieBaHMSI BO3HUKA-
10T B Bo3pacte 16—20 jieT u xapakre-
PUBYIOTCS KJIMHUKON MMOTOHUYEC-
KOTO CHHIpPOMa, MUOMNATUIECKOTO
CUHAPOMA W BHEMBbIILIEYHbIX Hapy-
IIEHUI ¢ YaCTBIM HapyIIeHUEM cep-

JNIEYHO-COCYIUCTON CUCTEMBI, HEUPOIHIOKPUHHOM
MaTOJIOTHEH, KOCTHO-CYCTaBHBIMU AcOpMaIUIMU 1
paccTpoOiiCTBAMM 3pUTEJILHOTO aHaiu3atopa. MuoTo-
HUYECKUE CUMITTOMBI TTPOSIBIISTIOTCSI B BUIC MUOTOHU -
YECKHUX CIMa3MOB, IIaBHBIM 00pa3oM B XeBaTeJbHBIX
MBIIIIIAX U CTHOATEIISIX TAIBIICB, TTOSIBIISIIOTCS TIPY Ha-
yajie OBWKeHUs (TIPpU IOIBITKE CXaTh PYyKy B KyJak,
HayaTh ABMKCHHE, OTKPHITh POT). B MO3MHMX cTammsx
3a00J1cBaHUsI M3-3a TIPOTPECCUPOBAHUST MBIIICUHBIX
arpouii BBIPaKEHHOCTh aKTUBHON MWOTOHWUM CHU-
xkaercsa. OCOOEHHOCTH MOPaXKeHMS Cep/lia IIpu MHO-
TOHUYECKOU AUCTPO(PUM 3aKITI0UAIOTCS B TIPpEeUMYIIe-
CTBEHHOM TIpeoOJIafaHNU apUTMHUII W HapyIIeHUM
MPOBOAUMMOCTH, B TO BpeMsl KaK KapAMOMHUOIATUsI 00-
HapyxXuBaeTcs peako (puc. 5). Hapymienust mposene-
HUs HauuHatTcs ¢ AB-Omokans! | crenenu, u ganee,
Kak IMpaBuI0, BO3HUKAET TperneTaHue Win Guopusis-
s npeacepauii. Emie omHoit 0cOOEHHOCTBIO MOpa-
JKEHUS cepla IMPpU MUOTOHUYECKON TUCTpopUU SIB-
JISIeTCST HapyIlleHHasI pejlakcallisl MUoOKap/a, 4To Ipy-
BOJUT B OOJIbIIEN CTENEHU M K JUACTOJUUECKON ArcC-
GYHKIIMYA TIpM HOPMAaJIBHBIX pa3Mepax M OOBEMHBIX
rnokasareJisix 000uX XeJayaoukoB. YTo KacaeTcs jeue-
HUS KapAWaJdbHBIX OCJIOXHEHUM MHOTOHHYECKOM
IUCTpOodUM, OHO, KaK 1 IJIs OOJBIIMHCTBA HEHPOMBI-
IIEYHBIX 3a00JIeBaHUII, OCTAeTCS HA CETOMHSIITHUIA
JIeHb CUMITTOMAaTUYECKUM.

B 3akitoueHure 3Toro 063opa XoTejaoch Okl ellle pa3
00paTUTh BHUMaHME HAIIMX YMTaTesell Ha BaXKHOCTh
MpoOJIeMbl KapAWaIbHBIX OCIOXHECHWI HEWpPOMBI-
LIeYHbIX 3a0ojeBaHuii. Benb oOlmMpHas ux rpyrma
SIBJIAETCS He YeM MHBIM, KaK HaIJISITHOM MOJICKYJISIp-
HOM MOJEJbI0 HEPEIKO BCTpEYalOIIEHCSI Ha CEero-
IHSIITHAN AeHb OWIATAIMOHHOW KapIMOMMWOITaTHI

Ll

=l.-.irlli-.d:

Puc. 5. DKI (3apeructpupoBaHHasl ¢ pa3Hulleil B 1 rom) y 60JbHOI MUOTO-
HUYECKOU TUCTpodueii.

OO6paiaet Ha ce0sl BHUMaHUe YAJIMHEeHe nHTepBaia PO 1 yinpeHue Komriekca QRS, 4to
oTpaxkaeT yXyAlleHWe MPOBOAMMOCTH 3a 12 MecsiieB HaboaeHus (LUT. 11o [2]).
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(AKMII). BeposiTHO, UMEHHO Ae3UHTErpaius 1UTO-
CKJIETa MOXKET CIIYKHUTh ITyCKOBBIM MEXaHU3MOM pa3-
Butus JIKMII. B aTOM oTHOLLIEHUM KpaliHe UHTepec-
Hbl pabotel C. Badorff u coaBt. [2], koTopbie Tipoje-
MOHCTPUPOBAIM BO3MOXKHOCTb CYILIECTBOBAHUS MO-
JIeKysipHO-TeHeTnueckoi monenu JIKMII, mokaszas,
yto nH(peKuMs coxsackievirus B3 cTpykTypHO pa3py-
maeT IUCTPOUH-aCCOLMUPOBAHHBIE OEJNIKU IIUTO-
cKejeTa MMOKapaa. B cBoio ouepenb, B3aMMOCBSI3b
MeX]y MaTojiorueil 6eJKoB HUToCcKeaeTa (Takux, Kak
BUHWINMH, TaJIUH, TUCTPO(GUH U [Ip.) U pa3BUTUEM Ta-
KUX 3a0o0JieBaHUIi, KaK MBIIICUYHbIe OUCTPOUU U
JKMII, MOXeT MOCIy>KUTh KJIF0OUYOM K IMOUCKY HOBBIX
BO3MOXHOCTE Tepanuu 3Ty 3a0oieBaHuit [24].
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ITPOAPUTMUU - PAPMAKOTEHETHYECKUE HAPYIIEHU A?

E. 3. Ioayxoea, H. I'. Kounadse

Hay4HbIlh LEHTP cepaeyHo-cocyancTom xmpyprum um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, MockBa

HapymeHI/IH pUTMa SIBJISIIOTCSI OTHOW U3 TJIaB-
HBIX IPUIUH CMEPTH Y OOJIBHBIX C 3a0071eBa-
HUSIMU ceplua. B mocnenHue roabl Mpu JieUEHUU
APUTMHI BCe Yallle MPUMEHSIOTCS aHTUAPUTMUIECKHEC
Tpernaparsl, yBEJIUYMBAIOIIKNE IMPOLOJLKUTEIBHOCTD

MoTeHIMaga AeCTBUSI. DTO OOYCJIOBICHO HaKOILIe-
HUEM JaHHBIX O POCTE CMEPTHOCTU MPU MTPUMEHEHUU
0JIOKaTOPOB HATPUEBBIX KaHAJIOB, OCOOEHHO y 00JIb-
HBIX CO CTPYKTYPHBIMU TMOpaxeHUusiMu cepaia. Hau-
OONBIIMIT PUCK MPOAPUTMUI XapaKTepeH sl TakK
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Ta6numa 1

ITo60ounbie 3¢hdheKThI HEKOTOPBIX «HEKAPAUAIBHBIX» mpenapaToB (Meyer F. P., Geller J. C., 2004)

[Ipenapar |

[To6ouHbIe 2 heKThI

Aumuncuxomuxu/Heiipoienmuku
Chlorpromazin (propaphenin)
Haloperidol
Primozid
Thioridazin, droperidol

Aumudenpeccanmoi
Desipramin, doxepin
Maprotilin

Ymnenne Q7c n nucniepcust Q7¢c

Vnnunenue Q7c

JByHnanpaienHast KT u ap. >Ku3Heyrpoxaloliue apuTMuu
Q7Tc>456 Mc y malMeHToB cTapiie 65 Jet

KesrynoukoBble apUTMUU
Yunmmnenune Q7c¢ (700 mc), nByHanpasiaeHHast 2KT rmpenmyIiiecTBeHHO

Y HOXMJIBIX ITALIMEHTOB C CCpL[C‘{HOVI HEI0CTAaTOYHOCTbBIO

AumueucmamurHtoble cpedcmea
Cetirizin (alerid, zyrtec), fexofenadin (telfast),
loratadin, promethazin

Anmubuomuxu
Clarithromycin (cylinid, klacid u ap.)
Erytromycin
Levoflaxin (tavanic)
Moxiflocxacin (avalox)

Yeenuuenue Q7c¢, XeaynouKoBble apUTMUH (J10303aBUCUMBIE 3(D(HEKTHI)

Yinmnenue QT v neyHanpasieHHas KT

346 HaGMIONCHUI XKeTYTOUYKOBBIX apUTMUIA

Enunuunsie caydyan yumuHenust Q7

HapyiiieHust putMa y nNaliMeHTOB C 3JIEKTPOJIUTHBIMUA HAPYILIEHUSIMU

W1/unu Opagukapaueit

Ofloxacin, levofloxacin 1 enoxacin
AeoHucmol 6ema-2-adpeHopeyenmopos
Fenoterol (berotec, partsisten)

Salbutamol, terbutalin
Ilpouue
Cyclophosphamid (endoxan u 1p.)

EnvHnuHble HaOMIONEHUST HAapyIIEHUIA pUTMa Cep/lia

BeipaxxeHHoe n0303aBucumMoe yaauHeHue QT
VYBenuuenne Q7T¢c npy MpUMEHEHUN HAaMBBICIINX J03; TUITOKAIUEeMUsI

Jlo3zozaBucumoe yBeauuenue Q7-nucnepcuu (43,2—83,2 Mc)

C pa3BUTUEM 00Tp0171 HCBO)KEHYZ[O‘{KOBOﬁ HEAOCTATOYHOCTU

Ha3bIBAEMBIX YMCTBIX aHTHAPUTMHUKOB, OOJIBIITMHCTBO
13 KOTOPBIX SIBJISIIOTCS TMpencTtaBuTessMu | Kiacca mo
knaccudukanuy Vaughan Williams [9]. Ho u s mpe-
MapaToB, AEWCTBYIOLIMX MyTeM OJIOKaabl KaaueBbIX
kaHanoB (kiacc III), xapakTepeH HEKOTOPBIA pUCK
npoaputmuii. [Ipemapater 111 kmacca cumuratorest on-
HUMHU U3 CaMbIX 3(P(PEKTUBHBIX aHTHAPUTMUKOB, OC-
HOBHBIM HX TIpEACTaBUTENIEM SIBJISIETCS aMMOIAPOH.
OnHako IKUPOKOE UCITOIb30BaHME aMUOJapoHa orpa-
HUYMBAETCS OCOOCHHOCTSIMU €ro (hapMaKOKMHETUKK
(ITMTEeTBHBIN TTIEPUOJ HACKIIIEHWSI 1 BEIBEICHUS TIpe-
IapaTta) ¥ BBICOKOM YacTOTOM MHOTOUYMCICHHBIX IT0-
00uHbIX 3(pdekToB. B mogodbHO# cuTyaluu 4pe3Bbl-
YalfHO TIPUBJICKATEIPHBIM UTSI KITMHUIIACTA TIPEeICTaB-
JIsseTcsl MpUMEHEHUe coTajlofia, CoOYeTalollero B cede
OCHOBHBIE CBOICTBA amMuoOmapoHa u [(-OjokaTopa u
MpPaKTUYECKU JIUIIEHHOTO MOOOYHBIX 3(P(HEKTOB U
cioxHo# papmakokuHetnku. OIHAKO U TIPU €TO UC-
Moyib30BaHUU Yy 6,5% OOJIbHBIX pa3BUBACTCS TaXu-
Kapousl TUIIA «ITMPY3T» W YCTOMUIMBAs XKeJTyIOouKOBast
TaxuKapaus [9].

Tunbl MpoapuTMOreHHOCTU TIpU JieueHUU ¢GHUo-
PUWUTSILINY VUIM TPETIeTaHMS TIPEACEePIUil pa3TuIHbI-
MM aHTUAPUTMUYECKUMU TIperiapataMy 110 KJIacCH-
¢uxamuu Vaughan Williams (Fuster V. u coasr., 2001):

Kenaydoukosas npoapummus
Torsades de pointes (kmaccer 1A u I11)

IMponomxarotniasicss MOHOMOP(dHAS Xeaya0uKOoBast
taxukapaus (kiaacc I1C)
[Mponomxatoiascst moauMopdHast KeJTyT0dKoBast

TaxuKapaus/GuopwUIILIUS XeTyIoukoB 0e3 yi-
quHenus QT (IA, IC u IIT)

IIpedceponvie npoapummuu
TTpoBokauus peuuausos (IA, 1C, u I11)

[IpeoOpazoBanue GUOpWLIALUM TpeAcepanuil B
tpenetaHue (IC)

VBenuueHnue nopora aepuodpumnsuuu (I1C)

Anomanuu npogederust uru GopmMuposaHus UMNyY16ca

Yckopenue Y2KC npu bubpwiisiumu npeacepauit
(IAu IC)

YckopeHne TpPOBEACHUS MO HOIOTHUTCILHOMY
MNyTU (IUTOKCUH, BepanaMul, JUITHA3EM)

HuchyHKIMST CMHYCHOTO y371a, aTPHUOBEHTPUKY-
JISIpHbIe 6J10Kaabl (ITOYTH BCe aHTUAPUTMUKM).

K pa3BuTHio TSIKEIBIX HapyIIEeHU pUTMa cepama
MOXET TPUBOIUTL TaKKe MCITOIb30BaHUE JIEKApPCT-
BEHHBIX ar¢HTOB APYTUX rpymir (tadm. 1) [11].

PesynsraThl KpYIHBIX UCCAEI0BAHUIA, TTOCBSILIEHHBIX
MMPOIIAKTAKE KU3HEYTPOXKAIOIINX HAPYIICHUIA pUTMa,
M3MEHWIN MPEeNCTaBACHUS O 11eJIeCO00pa3HOCTU ITPUMe-
HEHMSI 1IeJIOM TPYITITHI IIPeTapaToB, 3aCTABUB YACTISATH 00-
Jiee TIPUCTaJIbHOe BHMMaHME 0e30MacHOCTH aHTUapUT-
MMUECKUX cpeAcTB. Bce 310 00yCI0BUIO MOUCK HOBBIX
MOIXOIOB K HAa3HAYEHMIO JIEKApCTBEHHBIX cpeacTB. C
TTO3ULIMIA KOHIIeTIINN « CHIIMITIAHCKOTO raMOnTa» B 3Y-
YeHUH JaHHOTO BOITPOCa MOXKHO BBIIEIUTH TPY 3Talla:

1. OnpeneneHue cydocTpata apuTMoreHe3a B MUO-
Kapze.

2. OLleHKa TeHEeTUYECKNX (PAKTOPOB W BIIUSTHUS
Ccpembl, OIMPEICISTIONINX IeKTPOPU3N0TOTUICCKOE 1
CTPYKTYPHOE peMOIeIMpOBaHuE.

3. Wcnonp3oBaHue TPUHIMIIOB PAllMOHAIBHOTO
MPUMEHEHUS JIEKApCTBEHHBIX CPEACTB C OIpenaese-
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Ta6numa 2
DakTopbl pUCKA Pa3BUTHS JEKAPCTBEHHO-NHIYIIMPOBAHHOM XKeJIyTOYKOBOI MPOAPATMHI
Ilon Kenckuit
Boaspact [Moxxunoi

DNEeKTPOTUTHBIC HAPYILICHUS

rPIHOKaIII/ICMI/IH, TUIMOMarHe3ncMusd, rmioKaJIblIUCMUs

DnekTpokapauorpaduueckue mokazarean

QT-untepsan >460 mc (st npenaparos IA u 111 kiraccos), QRS>120 mc (IC),
yimmpenre QRS 6onee 150% mocie Havana nmpueMa ripemnapata (IC)

Hapyiuenust oOMeHa BelecTs

Tunorupeos, runeprapaTupeouInu3M, TUIIEPATLIOCTEPOHU3M,
deoxpomonuToma, 1uabeT (HeiiponaTusi)

HexapauanbHble HapyleHUs

LIHC: unTpakpaHuaibHble, CybapaXxHOMAAIbHbIE KPOBOU3IUSHUSI,
OCTpPBIIi CUHYC-TPOMO03, SHIIeMaTUT, paHEHUSI TOJIOBHI;
MoyYyeyHasl, IeYeHOYHasi HeIOCTaTOYHOCTh

KapauanbHbie HapyleHust

Huchyukuums JIK, kaparonatuu, MUOKapauT, Oyxoiu cepaua, AB-6iokana
BBICOKOU cTerneHu, TUChYHKIINS CMHYCHOTO y371a, Opamukapans <50/MuH

Hapyuienust nutanus

FOJ'IOI[EIHI/I(?, <«KECTKHE» NUECTHI

Pexxum JO3UPOBaHUA

BricTpoe yBenmmueHue 10361, BEICOKKE J03bI, HAKOIJICHUE TIperapaTa,
B3aMMOJICIICTBHE C APYTUMM TIpernapaTaMu, B TOM YKCIe AMyPEeTUKAMU, TPYTUMUI
aHTHApPUTMUKAMU, IIperapaTaMy ¢ OTPUIATEIbHBIM MHOTPOITHBIM IeHCTBUEM

[Mpoaputmuu B aHamMHe3e

HUEM ITOTeHLWAJIbHBIX TOUYEK IPHWJIOXECHUSI aHTH-
apuTMHU4ecKkoii Tepanuu [10].

Dakmopsl pucka pazeumusi RPOAPUMMUL MOXKHO
pa3meanuTh Ha IBE OCHOBHBIC TPYIIIIHL: OOIINE TTPUIH-
HbI, CIIOCOOCTBYIOILIME apUTMOTeHe3y (2JIEKTPOJIUT-
HBII OucbajaHc, WIIEMUSI, TOPMOHAJIBHEIC HapyIIe-
HUs), U (pakTOphI, U3MEHsIOIIMEe (PapMaKOIMHAMUKY
1 (HapMaKOKMHETHKY JIEKAPCTBEHHBIX CPelICcTB (I10-
XKUJIO BO3PACT, HEMPOIHIOKPUHHBIE HapyILIEHUS,
MeTabOJINYEeCKNe W3MEHEHUS, ITOTOJIHUTEIbHbBIC
CTPECCOBBIC BO3MEICTBUSI, COMYTCTBYIOIIAS MATOJIO-
rus) (Tadi. 2).

TEHETUYECKUE OCHOBBI [TPOAPUTMUI

BonbIIMHCTBO CcepaedHO-COCYIUCTHIX 3a00jeBa-
HUI1 SBISIIOTCS MYJIBTU(aKTOpHBIMU. B (hopMupoBa-
Hue ¢eHOoTUNa MpUu ATUX 3a00JIeBaHUIX MPUOIU3U-
TeJbHO PaBHBIN BKJad BHOCIT HACJAEACTBEHHOCTh U
cpena [2]. ITpu 3TOM pOACTBEHHUKU ¢ OAMHAKOBBIMU
MyTalsIMUA MOTYT UMETh pa3InyHbIe (PEHOTUTUIEC-
KU TIPOSIBJICHUS: OT aCUMIITOMHBIX O KM3HEYTrpo-
XKaromux. DToT (PeHOMEH MOXET OBITh CIEACTBUEM
HETIOJTHOI TIeHeTpay (OTCYTCTBHE TIPOSIBJICHUS 00-
JIE3HW Y HOCHUTEJII MyTallii B CEMbE C HacleayeMoit
00JIE3HBIO) WU Pa3IUYHON BKCIPECCUBHOCTU (pas-
JIMYHAS TSDKECTh WUIM CIIEKTP MPOSIBJICHUS OOJIE3HM).

B ocHoBe 3abojieBaHUl, XapaKTepU3YIOLIUXCS
MIePBUYHBIMH 3JIEKTPO(PU3NOIOTUISCKUMI HapyIIe-
HUSMU, JIexKaT MyTalluy T€HOB, KOAUPYIOIIMX OCJIKKU
MOHHBIX KaHAJIOB, a TakxKe UX MOAYJITOpoB [14], uTo
MPUBEIO K OObEAMHEHUIO STUX COCTOSIHUI B I'PYIIITY
KaHayonmatuii. K mepBUYHBIM KaHAJIOMATUSIM OTHO-
CSAT CUHAPOMBI yIuTnHeHHoro nHTepBana QT (LOTS),
yKopouyeHHoro uHrtepBania QT (SOTS), cuHAPOMBI
Bpyraga u JleBa—JleHerpa, cemeiiHble (pOPMBI CUH/I-
poma Bonbda—IlapkuHcoHa—Yaiita, uamonatuyec-
KYI0 U KaTeXOJaMHHEPIUIEeCKYIO KeIyIOUKOBbIC Ta-
XUKapAuu, ceMeiiHble (opMbl GUOPUIISLUNN TPea-
cepauii M CUHApPOMA CJIa0OCTH CMHYCHOTO y3J/1a, CUH-

JIpOM BHE3aITHOM AeTcKoil cMmeptH [3, 5, 6, 18]. Xots
HacjeITyeMble apUTMUN BCTPEYAIOTCs PEIKO, TCHETHU -
yeckasl Mpenpacrnoyio(KeHHOCTb MOXET OOYCIOBIM-
BaTh OoOJiee pacrpoCTpaHEHHBIC IMPHOOPETCHHBIC Ha-
pYILIEHUs pUTMa cepala.

OCHOBHBIM ITyCKOBBEIM (haKTOPOM ITPOApPUTMOTIEe-
He3a saBisieTcs yoaunenue QT-unmepsana, KOTOpoe, C
OITHOI CTOPOHBI, OKA3bIBACT aHTHAPUTMUUECKUI 3(-
¢eKT, a ¢ IPYroil CTOPOHBI, CIIOCOOCTBYET Pa3BUTUIO
PaHHMX MTOCTACTIONSPU3ALINIT 1 BOSHUKHOBEHUIO Ke-
JIyTOYKOBBIX HapyIIeHW puT™Ma. YiuyimHenue QT-uH-
TepBaja 6osiee 500 MC accOoUMUpYeTCsl C TMOBBILIEH-
HBIM PUCKOM BHE3aITHOU CepaeYHON CMEpPTH. Y-
HeHMe uHTepBaia QT v AByHaIlpaBJIeHHas XeJayaoy-
KOBasl TaXMKapIndsl OTYACTU J0303aBUCUMBI I BO3HU-
KaloT MPEeMMYIIIECTBEHHO Ha paHHEl CTaauu Teparuu.
KitoueBoii KOMITIOHEHT pa3BUTHSI IIPUOOPETEHHOTO
cuHApoMa yuIMHeHHoro QT, SIBISIIONIETrocsl pe3y/ib-
TaTOM JIEMCTBUS JIEKAPCTB PA3TMIHBIX KJIACCOB, — HE-
cnenuduyeckasl JeKapcTBeHHas O1oKama KaJueBbIX
KaHaioB. HeoOXogMMO OTMETHTh, YTO TOJBKO He-
GoJjiblias rpynma goaein (MeHee 10%) moasepskeHa
YVIJIMHEeHNIoO WHTepBaia QT W apUTMUSM TTOH JEUCT-
BHEM JICKAaPCTBEHHBIX coennHeHU. MHTeprperamus
pe3yIbTaTOB M3YUYEeHUS BPOXKIECHHOTO U MPHOOPETEH-
HOTO CHMHApPOMaA YIJIMHEHHOTro MHTepBaia Q7 mpuBe-
Jla K TIOSIBJIGHUIO TUITOTE3bl «MHOXECTBEHHBIX ya-
pOB» B Pa3BUTUM apUTMUI MpPU JAHHOU ITaTOJIOTUM
[12]. CornacHo eii, yiiuHeHue untepBana QT — 310
JIAIITh ONWH M3 KOMITOHEHTOB MHOKCCTBEHHBIX TCHE-
TUYECKUX OTKJIOHEHU . DTU OTKJIOHEHUS U SIBJISIIOTCS
«HaYaJIbHBIM TeHETUUYECKHNM YIapoM», IIpeapaciioya-
rarolM K pa3BUTHUIO apuTMUii. JIronu, UMerolue Ta-
KHe MyTallui, B OCHOBHOM HE CTpafaloT OT Hapylle-
HU pUTMa, HO B YCIIOBUSX OEUCTBUS TOIOTHUTEIIb-
HBIX CTPECCOBBIX (DaKTOPOB IJisd HUX XapaKTepeH
BBICOKMI PUCK apUTMUI. JlaHHbBIC HapyIIeHUS] MOTYT
BBISIBJISITBCSI TOJIBKO MOM NEeHCTBUEM JIeKapCTBEH-
HO-WHAYIIMPOBAHHOM OJOKambl KaJMEBBIX KaHAJIOB.
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Tab6nauuma 3

HekoTopblie reHbl, MOJMMOP(U3M KOTOPBIX 00YCIOBIMBAET BapHa0eIbHbIA OTBET
Ha npueM KapauajabHbIx npenaparos (Roden D. M., 2003, 2004; Evans W. E. u coasr., 2003)

Ten | Ddext
KCNH2, KCNE2, KCNQ1, KCNEI, PasButre cuHapoma yminHeHHOTo uHTepBaia Q 7, BBI3BAHHOTO MPUEMOM
SCN5A psiia IeKapCTBEHHbBIX MPEIapaToB
ACE CHUXeHMe YyBCTBUTEIbHOCTU K uHTOUTOpam AI1®, roBbiiieHHast

YyBCTBUTEIBHOCTB K [3-OJI0KaTopam

B1- u f2-anpeHOpEIENTOPHI
CYP344

Paznuuus B 4yBCTBUTEIBHOCTH K [3-0J10KaTopam
HaxkoruieHue/cBepxObICTpast MHaKTUBaIMs 3-0J10KaTOPOB,

aHTUAETIPECCAHTOB, HelipoenTUKoB (okoio 30 mpenaparoB)

CYP2D6

Haxkorutenne/cBepx0bicTpast ”HAKTUBALIMS [3-0JI0KaTOPOB,

aHTUIETIPECCAHTOB, HEHPOJENTUKOB (0K0J10 30 TIpenaparoB)

CYP2C9

3HauuTeIbHOE CHIKeHKE Al Mpu TipueMe Jio3aptaHa, upbezapraHa;

MOBBIILIEHHAsT YYBCTBUTEIBLHOCTD K BapdapuHy

Takmm oOpa3zom, 71T pa3BUTHS apUTMUN HapSITy C Te-
HETUYECKUMM HapyLIeHUSIMU, OOYCIOBIUBAIOLIUMU
AHOMAJIMK PEIOJISIPU3aI, HEOOXOIMMO BIIMSHUC
JOMOJHUTENbHBIX MPOBOLMPYIOLIMX (PaKTOpOB, Ta-
KHX KaK 3JIEKTPOJMTHBHINA IHUCOalaHC, CTPYKTYpHBIC
MOPaXXeHUs CepALA U JIEKAaPCTBEHHBIE BIUSHUS.

[Tpu oTCyTCTBUM reHETMUECKMX OTKJIOHEHU TTPO-
apUTMMU MOTYT pa3BUBAThCS MO BIUSHUEM pemoode-
auposanus cepaednoro dpenorurna. CyiecTByeT MHO-
JKE€CTBO CTPECCOPHBIX (paKTOPOB (BOCITaJIEHUE, OCTpast
U XpOHMYECKas HIIeMUsI, cepaedHas HeI0CTaTo4-
HOCTB, apTepHraabHasl TUIIEPTCH3US U APyTHe), 00yC-
JIOBJIMBAIOIIMX aJanTaluio cepilia, Ha3bIBaeMylo pe-
MonenupoBaHueM. Heckoiabko yiydmmass (yHKIIUKI
ceplla Ha paHHUX CTaIMsIX CBOEro pa3BUTHS, Ha 3a-
KJTIOUNTEIbHBIX 3Talax pPeMOACIMPOBAHMUE COIIPO-
BOXIAeTCsl BbIPaXXEHHBIMU HapYLIEHUSIMU BCEX
(yHk1mii, B Tom unciie aputmoreHe3oM. [Ipodunak-
TUKa PEMOICIMPOBAaHUS, IO-BUAUMOMY, CIIOCOOHA
3aMeUTUTh MPoTpeccupoBaHure 3aboieBaHU cepiia
1, clemoBaTellbHO, apuTMmuii. Hampumep, nedyeHue
CepIeYHOI HEI0CTATOYHOCTU MOXET IPEIOTBPATUTh
pa3BUTHE apUTMMI, BOSHUKAIOIINX BCICACTBIC aKTH -
BallMX PELIETITOPOB MEXaHWIECKOTO CTpecca, KaTexo-
JIAMUHOBOTO OTBETa M NIPYIuX (PaKTOpOB, MPUBOMISI-
IIUX K OCTPOMY WJIU XPOHUUYECKOMY PA3BUTHUIO apUT-
Muii. Jpyrum mpuMepoM TIpoPUIaKTUKNA apUTMHUH C
MOMOIIIbI0 O0PATHOIO Pa3BUTUSI PEMOJETUPOBAHUS
saBisieTcss 3(PHEeKTUBHOCTh MHIMOUTOPOB AHTUOTEH-
3MHIIPEBpallaoNIero (GepMeHTa B CHIDKEHUM 4acTo-
ThI pa3BUTUs HGUOPUIUTAIIMN TIPEACEPANN Y TaleH-
TOB C OUCHYHKIIMEH JIEBOrO XeaydouKa IOC]e MH-
¢apkra muokapaa [13].

[1pu neyeHUu cepaeyHO-COCYAUCThIX 3a00IeBaHU
BaXKHO YYMTHIBATb HE TOJIBKO BIUSIHME MYTAlIMil B Te-
Hax, HaIIpsSIMyIO OTBETCTBEHHBIX 3a TO WJIM MHOE 3200-
JIeBaHUE, HO M TEHEeTUYECKM IEeTEPMUHMPOBAHHBIC
0COOEHHOCTH MeTa00JIM3Ma JICKAPCTBCHHBIX IIpeIrapa-
ToB [8]. M3BecTHO, UTO BIMSHUE JIEKAPCTBEHHBIX
CPEICTB Ha Pa3HBIX WHANBUIOB MOXET OBITh pa3Idd-
HbIM [16]. Hanpumep, okosio 20% nroneit B eBpoIieii-
CKO TIOTIYJISIIINY PE3UCTEHTHBI K Teparuu 3-010KaTo-

pamu, okojo 50% — B-aroHMCTaMM; UIT HEKOTOPBIX
OOJIbHBIX XapaKTepHa MOBbIIIEHHAs! YYBCTBUTEIbHOCTh
K OIIpelieICHHBIM JICKapCTBEHHBIM TIpernaparaM. [1pu-
YMHAMM DPA3JIUYHON UYyBCTBUTEJbHOCTU MOTYT OBITh
0COOECHHOCTH MeTa0O0IM3Ma JIEKapCTB, pa3IMUHAs CIT0-
COOHOCTB ITPernapaToB CBI3bIBATHCS C MUILICHSIMM, Pa3-
JINYUsSI B TIaTOTe€He3e 3a00JieBaHUsST y Pa3HBIX JIIOJCH,
peMoneIMpoBaHNe MOHHBIX KaHAJIOB, Hapylllarolee
CBSI3bIBAHWE UM OT/EJEHNE JIEKAPCTBEHHBIX areHTOB; U
Kaxk1ast U3 MpUUMH MOXET ObITh B OOJIbILIEH I MEHb-
el CTerneHu JeTePMUHUpPOBAaHA TeHeTHYecKu. s
HEKOTOPHIX JICKAPCTBEHHBIX IIPEIIapaToB XapaKTepeH
MOHOTE€HHBIII KOHTPOJIb WX MeTabonusma, it 00Jib-
IIel 9acTH JIEKapCTB MX MPEBpAIleHUS B OpraHU3ME
MOABEP>KEHbI BIUSHUSIM 3HAYMTEIBHOTO YKC/Ia TEHOB.
B HacTos111€€ BpeMsT N3BeCTHBI BAPUAHTHI TEHOB, OIIPE-
NIEJISIIOIIME PE3UCTEHTHOCTD WM MOBBILLIEHHYIO YyBCT-
BUTEJIBHOCTh, & TAKXKE HETUTTMYHbBIE KIIMHUYECKUe 3¢-
(beKThl MHOTHX JIEKAPCTBEHHBIX MPENapaToB, UCIOJb-
3yeMbIX TIPU JICUEHUM CEePIEeYHO-COCYINUCTHIX 3a00ie-
BaHUi (Tadn. 3) [4, 17]. BeissBiaeHue y OOJBHBIX OIpe-
JIEJIEHHBIX aJUIeJIbHbIX BApUAHTOB T€HOB, OTBETCTBEH-
HBIX 32 MeTab0IM3M (hapMaKOJOTUISCKUX IIperrapa-
TOB, TIO3BOJIIET TPOTHO3UPOBATh 3(P(HEKTUBHOCTH
IIPOBOIMMOI TepaIliu 1 M30eraTh HexKeIaTeIbHBIX 3¢h-
dekToB JiekapcTB. Tak, NMpy CUHAPOME YIIMHEHHOTO
QT-wHTepBana I OOJBHBIX C MyTallUSIMHA B TCHAX,
KOIUPYIOIIMX OOMbIINE U Majible CYyObeAMHMIIBI Kalu-
eBbIX KaHanoB (KCNQ1, KCNH2, KCNE1, KCNE?2), na-
ubonee acdexkTuBHa Tepanus -010karopamu |7, 15].
Ho ecnu npuymHOi cuHApoma SIBISIIOTCS MyTalluu B
reHe SCNS5A, npuBoasine K yBeJIMYSHUIO BXOISIIETO
HatpueBoro Toka (LQ73), To mpenapartbl 3TOI rpymIibl
MOTYT SIBJISITBCSI ITyCKOBBIMU (haKTOpaMU JIJIST pa3BUTHS
noaumopdHoiil 2KT. HopManusytoT npoiiecchl penossi-
pU3aIN TIPY 3TOM THIIE 3200 IeBaHNS aHTHAPUTMHYC-
cKkMe mpenapaThl kKjaacca IB (MekcuneTuH, JUaOKarH,
drexanaun) [7]. Ommcad 3(pheKT CHIKEHUS TTPOIO0IT-
JKUTeJIbHOCTU MHTepBaia Q7'y malmeHToB ¢ LOT2 ipu
KOMOMHMPOBAHHON Tepanuu (-0710KaTOpaMU U [JIv-
TeJbHBIM IIPMEMOM IIpernapaTroB, YBEJUUMBAIOIIUX
koHueHTpauuio Kt B iasme [7].
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3AK/IIOYEHNE

EnuHCTBEeHHBIM TOCTOBEPHBIM METOIOM YCTaHOBJIE-
HMSI TEHETUYECKOTO BapHaHTa 3a00JIeBaHUS SBISICTCS
nposeneHue [IHK-nuarHoctuku. Ho gaxe rnpu rnojHom
CKPMHUWHTE BCEX M3BECTHBIX TEHOB, PUBOISIINX K pa3-
BUTUIO HACJICICTBCHHBIX HApyLICHW pUTMa M IIPOBO-
IMOCTH, TTprom3nTeibHO B 30—40% cityyaeB He yaa-
€TCSl YCTAaHOBUTH MEPBUYHBIA TCHETHMUCCKUIT IedEeKT.
DTO CBSI3aHO C TeM, YTO MICHTU(UIIMPOBAHBI eIlle He
BCe TEHBI, TIPUBOISIINE K HAPYIIICHUIO 3JICKTPOTreHe3a
Kapauomuouurta. MaeHTuguUKaluss HOBBIX T€HOB Ha
MaTepraje OOJBIINX CeMEi TTO3BOJIUT BBIIBUTH HOBBIC
MOJIEKYJIIPHO-TEHETUYECKIE BapUaHThI 3a00JIeBaHUI 1
JISKET B OCHOBY 3THOJIOTMYECKOTO MOIX0/1A K JICUEHUIO.
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APUTMUMU CEPALIA B CTPYKTYPE CHHIPOMA
BHE3AITHOH CMEPTH MJIAIEHIIEB

JI. A. boxepua, H. M. Hemunywuil

Kadenpa cepaeyHo-cocyamcTom xmpyprium Ne 2 MoCcKkOBCKOM MeanumHekom akagemum um. . M. CeveHoBa

WHAPOM BHE3alTHOW CMEpPTU MJIAJIEHIICB

(CBCM) (sudden infant death syndrome,
SIDS) nposiBisIeTCs CMEPThIO MPaKTUUYECKHU 3A0POBOT0
pebeHKa BO CHe, IIPU TTOJITHOM OTCYTCTBUHU ITPU3HAKOB
Kakoro-iuoo 3abojieBaHus. BriepBbie CMHAPOM ObLT
omrcaH B 50-X rogax IMPOIILIOTO CTOJCTHS M Ha3bIBaJI-
¢ moHavany «CwmepTth B konbioenm» [1, 47]. Csoe
OKOHUATeIbHOE Ha3BaHWE CUHAPOM MOTy4Yri B 1969 1,
a B 1978 1. ObUT BBeIeH B MEXKIyHAPOIHYIO KiIaccudu-
Karuto 3aboneBanuii [29]. Ha nomo CBCM npuxonut-
cs1 6onee 40% cMepTeit cpenyt HOBOPOXKICHHBIX U MJTa-
JICHIIEB B KOHOMWYECKH Pa3BUTHIX CTpaHax. B cTpyk-
Type O0ILei JeTCKO CMEPTHOCTA CUHIPOM 3aHMMAET

TpeThe MecTo (8,9%) Tocie BpOKICHHBIX aHOMAJTHIA
(22,0%) v HeoHaTaTLHOW CMEPTHOCTH BCJICICTBHYE T1a-
TOJIOTUM OEPEMEHHOCTU UM TMPEXAECBPEMEHHBIX POJOB
(14,0%) [11]. HecMoTpst Ha TLIATEIbHOE U3YyYEHHUE 00-
CTOSITEJILCTB THOEIU pedeHKa, ero MCTOPUU XKU3HU U
pa3BuUTHS, KBATU(GULIMPOBAHHYIO ayTOICHIO, B 0OJIb-
LIMHCTBE CJIy4aeB IPUYMHBI CMEPTU OCTAIOTCSI HEM3Be-
CTHBIMU M HeoObsicHUMBbIMU. Okojio 80% ciydaes
CBCM npuxoaurcst Ha repuoa or 1 go 6 Mmecsies
SKW3HU, TIPUYEM YacToTa CJIydaeB HEeBeIMKa Ha TPOTSI-
JKEHUM IIEPBOrO Mecsila >XKMU3HU, YBEIMYMBACTCS KO
BTOPOMY, IOCTUTAsi CBOETO ITHMKa MEXKITy BTOPBIM M YeT-
BEPTHIM MecCsSLlaMU, C IOCASAYIOLUIMM CHIXEHUEM
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K KoHIly nepsoro rona xusuu. B CIIIA B nepuon ¢
1978 mo 1994 1. vacrota CBCM cocrabisuia okoio 1,4
Ha 1000 mutagenues, a K 1998 1. cocrasma 0,69 Ha 1000
[10—12]. B HacTosiiee Bpemst MilaieHYecKast CMepT-
Hoctb B CIIA, obycnosnennas CBCM, konebaeTcst oT
2500 no 3000 cmeprteii exxeroaHo, MpU Mmokasarese 00-
1Ieit aeTckoii cMeptHocTH 6,6/1000 [13, 17].
3HaunTeTbHOE CHIDKEHUME ToKa3aTesisi CMEPTHOCTU
npu CBCM 3a 90-e roasI IpoM30I1LIo O1arogapsi Hada-
JIy aKTUBHOTO M3Y4eHUsT TIPOOJIEMbI, TIPOBEICHUIO Pa3-
JIMYHBIX MCCICAOBAHUI 1 CIICIIMATIBHBIX IIPOrpaMM I10
CHIDKEHMIO CMEPTHOCTH Cpein MitajieHIIeB. [TocKobKy
MHOTHE MCCIICIOBAaHUsI BBISIBUIN, YTO 3HAYMMBIM (DaK-
TopoM pucka CBCM gpisieTcsl mojioxXeHre MJaaeHla
Ha JXIBOTE BO BpeMs CHa, OMHUM M3 OCHOBHBIX HAaIIpaB-
neHuii npodunakruku CBCM 6bL1a KOMITaHUS O UC-
KJIIOYEHUIO JaHHoro dakropa [4, 6,7, 15, 16, 27,43, 48].
B cootBerctBUM ¢ JlupekTMBaMu AMEpPUKAHCKOI
TeMaTpUIecKoil akaJeMuu, ToJIokeHue pebeHKa BO
CHE HUYKOM, Ha >KMBOTE, JIMIIOM BHU3 SIBJISICTCS IIOTCH-
[IMAJTLHO OMACHBIM M 3HAYUTETHbHO YBEJMYMBACT PUCK
BHe3amHo cMmeptH [2]. KpoMe Toro, ObLIM ompeneie-
HBI IpyTUe, CBSI3aHHbBIE HETIOCPEICTBEHHO C YXOIOM 3a
pedeHkoM, dakTtopsl prucka CBCM (meperpeBaHue,
COH Ha MSITKO# TTIOBEPXHOCTH U T. 1.) ¥ TaHbI COOTBETCT-
BYIOIIIE PEeKOMEHIAIINN I UX MCKIToueHus [8, 14,
18, 23, 30]. locToBepHO AO0Ka3aHa CE30HHOCTh CUHIPO-
Ma — B OCEHHE-3MMHUI ITepro. PUCK BOZHMKHOBEHUS
CBCM Bo3pacTaert 1o cpaBHEHUIO C IETHUM TIEPHUOIOM
[14, 25]. OcHoBHble (akropsl pucka CBCM, mon-
TBEPKIEHHbIE MCCACHOBAaHUSIMU U TIpU3HABaeMbIe
OOJIBIIMHCTBOM aBTOPOB, TIPUBEICHBI B TAOJIULIE.
PaznuunHbie TUIOTE3BI M TEOPUU MpeIarajvuch B
KadecTBEe TIOIBITOK OOBSICHCHMUS STHUOJIOTMM M MeXa-
Hu3MoB pa3Butust CBCM. OgHako HM oqHA U3 HUX Ha
CETONHSITHUI IeHb HE SBJISIETCS TOMWHUPYIOIICHA.
Bojiee Toro, MHOrME U3 HUX B MPOLIECCE HAKOIUIEHMSI
nH(opMaLuy ObLIU OTBEPTHYTHI. Teopust BHE3aITHOTO
armHo, Kak npnunHel CBCM, tipemtoxkenHast B 1972 1.
A. Steinschneider, monroe BpeMst OblJ1a OCHOBHOI [41],

DakTopbl pUCKA CHHAPOMA
BHE3AMHOW CMEPTU MJIAJICHIIEB

®dakTopsl pucKa CreneHb
YBEJINYEHUS PUCKA
Myxckoit mon ~50%

Huskuit Bec npu poxxaeHUn <2500 r — B 2 pa3a

HenoHotieHHass 6epeMeHHOCTb ?
MHOXeCTBEHHbIE POJIbl

(1BOMHSI, TPOMHS U T. 11.) ?
OcNoXHEHUS TTPU poax U HUSKUI

nokasatesb 1o mkaie APGAR ?
Bo3spact matepu meHee 18 et ?
Menee 18 mecsieB Mexay pogamMu ?
Kypenue matepu B riepron

OepeMEeHHOCTU B 3 pa3a

Bapixanue tabauHoOro mpima
MJIafieHLIeM (MTacCUBHOE KypeHue)
ITonoxeHue MilaJieHIIa BO CHE HUYKOM

B 2,5 pa3a
B 2—13 pa3

HO MCCJIeNOBaHUs 110 MOHUTOPUPOBAHUIO JbIXAaTe/Ib-
HOI aKTUBHOCTH Y MJIAJICHIIEB HEe TIOATBEPIMIN €€ CO-
CTOSITEJIBHOCTb. YCTaHOBJIEHO, UTO SMU30bI alTHOD Ja-
ke He aBistiores npeankropamu CBCM. OTBeprHyThI
Takke rurnoresnl, cBsa3biBaBiine CBCM ¢ yayiibewm,
pBoToil u acniupauueii [10, 14]. He onpaBmanvch Ha-
JIeXIbl HAa MCTOJb30BaHUE TOMAIIHUX CUCTEM MOHHU-
TOPUHTA IBIXaTeJIbHON M CepieqHON aKTUBHOCTHY MJla-
neHueB B mpodunakTuke CBCM u omnpeneneHun ero
npuurH. M3yueHue 6osee ueM 25-JI€THEro OIbITa MPpU-
MEHEHHUS TOMAITHUX CUCTEM MOHUTOPHMHTA ITOKA3ajIo
ux HeadbekTUBHOCTD B penymnpexaeHur CBCM [3].

B ocHOBHOIT COBpeMEHHOII TEOPHU, OOBSICHSIIO-
1Iel MPUYMHBI BOSHUKHOBEHUSI U MEXaHU3MbI Pa3BU-
TSI CHHIPOMaA, TTOCICTHUI TIPEACTABIICH KaK MYJIbTH-
dakTOpHOE sIBJI€HUE, HA BO3HUKHOBEHHE KOTOPOTO
BIVSIIOT Pa3BUTHE MIIAJICHIIA, OKpYXalolas cpefa u
Hannuue GakTopoB Omogornueckoro pucka. Ilatore-
He3 CBCM cBs3aH ¢ Tpuanoil (akTopoB, coueTaHUe
KOTOPBIX MPUBOIMUT K BHE3aITHOW CMEPTH: a) YSI3BU-
MBIl TIEPUON B Pa3BUTUM MIIZICHIIA; 0) SK30T€HHBIC
TpUTTEpHBIE (PAaKTOPLI; B) TpeApacIiojararoimme pak-
TOpbl Uan (pakTopsl Ouosnormyeckoro pucka [24]. K
TTOCJICTHUM MOTYT OBITh OTHECEHBI BPOXKICHHBIC aHa-
TOMO-(DU3MOTOTMUECKUE U TeHETUYECKIE U3MEHEeHUSI,
KOTOpEIC TIPY HAJTMIUHU TIEPBBIX ABYX IPYIII (DAKTOPOB
CTAHOBSITCS HEMOCPEACTBEHHBIMU MPUYMHAMU BO3-
HUKHOBEHUS XU3Heyrpoxamux aputMuii 1 CBCM.

ZKuzHeyrpoxkaroIiyie apuTMUM Y HOBOPOXKIEHHBIX 1
MJTIaJICHIIEB MOTYT OBITH OCJIOKHEHMEM Pa3TMUHBIX 3200-
JIeBaHUI cepaua, MPUBOISIIMX K MOPGOIOrMIecKUM 1
(YHKIIMOHATTBHBIM U3MEHEHUSIM TTPOBOJISIIIIEH CUCTEMBI
cepaila M MHoKapaa. TakvMu 3a00JIeBaHUSIMUA MOTYT
OBITh. MUOKApAUTHI, KapAMOMUONaTuu, (Gudpoanacto3
[9, 20, 28]. dpyroii rpymIioil MpUIMH HAPYIIICHUIA cep-
JICYHOTO PUTMA SIBJISTIOTCSI aHOMAJTMM TTPOBOISIIIIEI CHC-
TEMBI Cep/ilia U HAJTMYME JOTIOTHUTETbHBIX ITyTel Mpo-
BeaeHus. Kpome Toro, apuTMUU MOTYT Pa3BUThLCS BCJIE/I-
CTBUC ITaTOJIOTMIECKUX W3MEHEHMI IIEHTPOB CTBOJA
MO3ra, KOHTPOJMPYIOLIUX CEPACYHYIO NESTeIbHOCTD U
nrcbaraHca aBTOHOMHOM HEPBHOM crcTeMbl [32—34].

C xoH1ia 70-X ronoB B KaueCTBe OCHOBHOI Kapauaib-
Holi npuuriHbl CBCM paccmatpuBaeTcsi CHHAPOM YU -
HeHHoro uHTepBaia Q7 [21, 39]. Ha ceronusiHuit 1eHb
M3BeCTHO, uTto cuHapoM QT — 3abojeBaHue, 0OyCIOB-
JIEHHOE TeHHBIMU MYTAlIUSIMU, KOTOPBIE BI3bIBAIOT U3-
MEHEHUS B CTPYKTYpe IIPOTEMHOB, OTBETCTBEHHBIX 3a pa-
00Ty MOHHBIX KaHAJIOB B MeMOpaHaX KapIuOMHUOILINTOB.
DTU HapyILIEHUST TTPUBOIAT K HETOMOT€HHOCTH MPOLIEC-
COB PENOJISIPU3AIINI 1 SJICKTPUICCKOI HeCTAOMIBHOCTH
muokapaa. DKI'-kapTuHa cuHApoMa XapakTepusyeTcs
ywmHeHneM uHTtepBana Q7, uameHenneM 7- u U-BonH,
yMeHbleHneM YCC 10 BOSHUKHOBEHMSI May3 B CUHYCO-
BOM putMme. 11 MITaIeHIIeB TIPEJICTABIISIET OTACHOCTh
BO3HUKHOBEHUE (hYHKIIMOHAILHON OJIOKAIbI MPOBEIe-
HUSI, WIM TaK Ha3bIBaeMoil niceBnoAB-0610Kab1, BCiea-
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CTBME YIJIMHEHMSI KeTyJIOYKOBOTO IIMKJIa (MHTEepBajia
QT). B s1oM ciryyae He Bce TTOTCHIIMAIBI TIPEICePIHOMN
AKTUBHOCTH (P-BOJTHBI) MPOBOISATCS Ha JKEJTYI0YKH, TaK
KaK TIOIMafaoT B pedpakTepHBIN Tepro ITOCIeTHNX. B
ciydasx 3HaAUUTENbHOIO yIIMHeHus1 nHtepBana Q7Tc 1o
700 Mc u Oosiee MoxeT HabmonaTbcst AB-6mokana 2:1,
YTO, KPOME YIpO3bl Pa3BUTHST TAXMAPUTMUI, HETATUBHO
BJIMSIET HA TeMOJAMHAMUKY B LiejioM [31].

KenynoukoBble HapylIeHUSI pUTMa IIpeACTaBIIe-
HBI TTAPOKCU3MAaMM HEYCTOWUMBEIX KEJIYIOYKOBBIX
taxukapauii (KT), mMerommx 1ByHanpaBIeHHBIN Be-
peTeHOO0Opa3HbIl MOJAUMOPGhU3M, MOJYYUBIIUNA Ha-
3BaHus: «torsades de pointes», «ITUPYIT», «CEPIECYHBIN
oanet». Ilpuctynsl KT Moryt mpekpaiuaTbCsi CIOH-
TaHHO JIMOO MePEeXOAT B (PUOPUILISLIMIO KEJTyT0YKOB
(®XK), pexe B ycToitunByio moHoMopdHyro XKT. Bos-
HUKHOBEHNE TaXWKAapAWUU 9Yallle CBSI3aHO C 3MOIMO-
HaJIbHOW MM (PU3NYECKON Harpy3Koi, OJHaAKO IJIst
MJIaJIEHYeCKOro Bo3pacrta cuHapoM Q7 accouumnpyer-
CsI C BHE3AITHOI CMEPThIO BO BPEMSI CHa.

B 1982 . P. J. Schwartz u coaBT. [35] coobuuam o
Tpex ciydasx CBCM cpenn 4205 obciaenoBaHHBIX pa-
Hee MJIJICHIIEB U OOHAPYXWJIM TOCTOBEPHYIO CBSI3b C
ymHeHneM nHTepBaiia Q7. OmHako momoOHasi 3aBU-
CUMOCTB He ObUIa IMONTBEePXKAeHA APYTMMU MCCIIeI0Ba-
tessimu [40, 46], 9To ABMIIOCH PUYMHON HayYHBIX JIHC-
Kkyccuil. B 1998 1. rpynma uccienoBarteneid mon pyko-
BonicTBoM P. J. Schwartz BHOBB omy0iMKkoBaa pe3ysisra-
ThI 18-JIeTHEro McCcIea0BaHMs MO U3YYEHUIO 3HAUMMOC-
™ yiiHeHus uHtepBata Q7 xak npuunHel CBCM
[37]. UccnenoBanue BKIOUMIO 34 442 HOBOPOXKAECHHBIX
pebeHKa 00OoUX MOJIOB, KOTOPBIM B TE€UEHUE MEPBOIA He-
JIeTM KU3HU BBITIONHSIOCH 3JIEKTPOKapauorpabuyec-
KOe uccieaoBaHue ¢ aHaiu3oMm uHtepsaia Q7. Tlepuon
HaOTIONEHNS 3a KaXKIIBIM PEOEHKOM COCTaBWII 12 Mecs-
1IeB, 3a BPeMsl KOTOPOTO OBUIO 3aperucTpupoBaHo 34
JIETAJTBHBIX CITyJasi, M3 KOTOPBIX 24 OBUTA OTHECEHBI K
CBCM. CpeaHee 3HaueHHE KOPPUTUPOBAHHOTO UHTEP-
Bama Q7c¢ y ymepmmx or CBCM OBUIO ITOCTOBEPHO
OoJibllle, YeM Y KMBBIX MiafeHleB (435145 mpotus
400120 mc; p<0,01) 1 y ymepImx OT APYrUX MPUYUH
(393+24 mc; p<0,05). Kpome Toro, y 12 u3 24 ymepiiux
ot CBCM 06b111 oTMedeHbI 3HaueHust Q 7¢, peBblla-
e 440 mc. Pe3ynbraThl MccaeIoBaHus MOKA3aIu, 4TO
prck CBCM nipu HopMaTbHbIX 3HaUeHUsIX Q7¢ cocTaB-
ssiet 0,037%, B TO BpeMsi Kak Ipu 0oJjiee BLICOKMX 3Ha-
yenusix QTc puck CBCM ysenuumBaercsa 10 1,53%.
[1aBHBIIN BBIBOI MCCIICIOBAHUS — YIJIMHEHUE MHTEPBA-
na QT Ha nepBoii Helesie XU3HU CBSI3aHO C BBICOKUM
puckom CBCM, a snekTpokapauiorpadgus B HeOHa-
TaJIbHOM TIEPUOE SIBJISIETCSI CKPUHUHIOBBIM METOJIOM,
TTO3BOJISTIONIMM BBISIBUTH TpyTiTy pucka CBCM.

KoMOuHMpoBaHHbBIE pPe3yabTaThl HCCIEI0BaHUI
P. J. Schwartz (1998) [37] u D. P. Southall (1986) [40]
BKJIIOYaloT JaHHble 0osiee yeM 40 000 MianeH1ieB, KOTO-
pble TIOKa3bIBaloT, uto y 30—35% mneteil, MOrMOIIMX OT

CBCM, Ha nepBoii Henee XXU3HU PErMCTPUPOBAJICS
yIUIMHEeHHBIH nHTepBai Q7, TO €CTh MOXXHO TOBOPUTH 00
oTtBeTcTBeHHOCTU cuHApoMa QT B 1/3 ciyyaes CBCM.
PacnpoctpanerHHocTh cuHapoma Q7 COCTaBIISIET OT
1/3000 mo 1/5000. BHe3amHas cepmevyHasi CMepTh MO-
XeT ObITh mepBoii MaHudecTaueil cunapoma Q7 B
12% ciyuaeB, u B 4% ciydaeB 3TO MOXKET ITPOU30MTHU Ha
repBoM rofy xku3Hu [36]. CerogHst U3BeCTHO, YTO CUH-
apoMm QT oOyciopiaeH MyTauusmu B reHax KVLQTI,
HERG, SNC5A, KCNEI v KCNE2. 3ayacTyto CUHIPOM
QT He UMeeT NPOSIBIEHN B (PeHOTUTIE, TIO3TOMY HOP-
MaJibHbIe TIokazareau QT y poauTeneil He NCKITIoYaloT
Hayuue 3abosieBaHms y aereit. Kpome Toro, mpumMepHo
B 30% ciiydaeB CUHAPOM CBsI3aH C BHOBb ITOSIBUBILITMMU-
cs1 MyTarussMa («de novo» mutations), 9To OBIIO TIpOJIe-
MOHCTPUPOBAHO B psiie coodieHuit [24, 44, 45].
ITockonbky cuampom Q7 cBA3aH ¢ BBICOKMM PHC-
koM CBCM, BcTaeT BOIpoc 0 HeOOXOAUMOCTHU Ha3Ha-
yeHUs! TpoUIaKTUIECKOTo JieueHus1. [Ipenmaparamu
BBIOOpA SABIAIOTCS OeTa-0J10KaTOphl, 3(P(PEeKTUBHOCTH
KOTOPBIX B TIPEAYIPEKICHUN Pa3BUTUS XKU3HEYTPO-
Katomux aputMuii gocturaet 80%. Eciu npuema Ge-
Ta-0JJ0KaTOPOB HEIOCTATOYHO IS TPOMIAKTUKA
snu3onoB KT, HeoOXoAMMO Ha3HAUYeHHUE JOIMOJTHU-
TeJIbHOM JIEKapCTBEHHON Tepanuu Jubo pelleHue Bo-
mpoca O CUMIIATUICCKON IeHepBalluM Cephama, M-
TUTAaHTAlUU KapIUOCTUMYJISITOpa M/WIM KapauoBep-
Tepa-aeUOPUIUIATOPa, CSCIAU ITTO3BOJISIIOT pa3Mephl
Teja U Bec mauueHTa. HyxXnaroTcst 11 Bce HOBOPOXK-
JIEHHbIe U MJIaJIEHLIbI ¢ cCUHApPOMOM QT 6e3 CrioHTaH-
Hbix 311130108 KT /DK B HazHaueHUM MPODUIAKTI -
yeckoii Tepanuu? OTBET Ha 3TOT BOMIPOC COAEPKUTCS
B JAMpeKTuBax MO MHTEPIIPETAllMU 3JICKTPOKApINO-
rpamM (DKT') HoBopoxkaeHHbix EBpomneiickoro Kap-
nnoyorndeckoro O6mectna [38]. IIpexne Bcero, Ha-
JINyue yaJUuHEeHHOTo nHTepBaia Q7¢ 1OKHO MOOYX-
IaTh K BBISIBJICHUIO IPUYMH, COOpY CeMEeITHOTo aHaM-
He3a U BHUMAaTEeJIbHOMY HAOJIIONEHUIO 3a MAallMEHTOM.
Ecmu nepsasg DKI' HOBOpOXKIEHHOTO CBUIECTEIBCT-
BYET O MPEBBILIEHUU BEpXHEW IpaHUIIbI HOPMaIbHBIX
3HaueHuit natepBasia Q7c (440 Mc), HEOOXOAMMO HC-
KJTIOUUTh MPEXOsiue IpUInHbl yiinHeHus: Q7, Ha-
yaTh cOOp CEMEHOTO aHaMHe3a: HaJIMYue CUHApOMaA
QT, BHE3amHO cMepTH, 0OMOPOKOB, B TOM YHCJIE DTN~
JlenThYecKux npunankon, 1 OKI' 6Ju3Kux poncTBeH-
HukoB. [ToBropHoe DKI'-uccnenqoBaHme Mpon3BOINT-
cs yepe3 HeckoJibko nHei. Ecau OKI nmokaxeT yniu-
Henue QTc ot 440 mo 470 Mc, TIpY HAJTMYUM TTIOJIOKM-
TEJIbHOTO CEMEMHOI0o aHaMHe3a HeoOXOIMMO Ha3Have-
HHUE MPOPMIAKTIYICCKON Tepallii W BBIIIOJIHEHHE T0-
MOJHUTEIbHBIX NTUAarHOCTUYECKUX TMPOLIEAYpP: XOJTe-
poBckoro MoHnTopupoBanusi, xoKI, reaHeTraeckoro
ucciaenoBaHus. [1pu BbIMOJIHEHUN XOJATEPOBCKOTO MO-
HUTOPUPOBAHUS HEOOXOAMMO O0OpaTUTh BHUMaHUE Ha
aJIbTepHalMIO 7-BOJIHBI, JKETYIOUYKOBYIO 3KTOITMYEC-
KyI0 aKTUBHOCTb U U3MeHeHMsI TTokazaresis Q7¢. B ciy-
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yasix, korma Btopass DKI nemMoHcTpupyeT 3HauYeHUs
Q17 ot 470 no 500 mc, BBITIOTHSIOTCS BCE HOTOTHU-
TeJbHbIE TMAarHOCTUYECKHE TeCThl U paccMaTprBaeTCs
BO3MOXXHOCTb Ha3HAYCHUS Tepallii BHE 3aBUCMOCTH
OT pe3yJIbTaToOB cOopa ceMeliHoro aHaMmHe3a. Eciu 3Ha-
yeHust Q7c Ha Bropoit DKI npesbiiator 500 Mmc —Be-
POSITHOCTD MOSIBJICHUSI CUMITTOMOB 3HAYUTEJIbHO BO3-
pactaet. B aTOM cilyyae Ha3HayaeTcsl Tepanusi U mpo-
BOIMTCS BCSI JOTIOJIHUTEIbHAs AuarHoctuka. K rpyrme
CaMOTr0 BBICOKOTO PUCKa BHE3AIMHOU CMEepTH OTHOCSIT-
cs1 mauueHTtsl ¢ Q7¢ 600 Mc u GoJjiee, 1/MUIM albTepHa-
ueit T-BosHbl, U/vu 2:1 ¢dyHKimoHanbHO AB-6710-
KaIoi, W/MIn OTCYTCTBUEM cllyxa. B mocimemHem ciy-
yae He0OXOAUMOCTb TILATEILHOTO KOHTPOJIS U Ha3Ha-
YEHMS TepaITiy HE BBI3BIBACT COMHEHUIA.

Cunapom WPW, 00ycliOBIeHHBIN Halu4yueM O0-
TIOJTHUTEIBHBIX TIYTEW TTPOBEAICHUSI UMITYJIbCA MEXKIY
MpeacepausMru U XKeJTyTouyKaMM, OOBIYHO SIBJISIETCS
3JIeKTpoKaparuorpad®uyeckoil HaxoAKou. 3adacTyio
€ro TMarHoCTUKAa Y HOBOPOXXIEHHBIX 3aTpyIdHEHa, T10-
CKOJTbKY TIPEIBO30YXKICHUE HOCUT WHTEPMUTTUPYIO-
I XapakTep, KpOMe TOro, €ro MPU3HAKKA MOTYT I10-
SIBJISITHCST TOJTBKO B HEKOTOPBIX oTBeneHusIx DKI [26].
PacnpoctpanenHocts cunapoma WPW B nneguarpuye-
ckoit mipaktrke coctasisieT 0,15—0,3%, nipu exerom-
Hoii BesiBIIIeMoctr 4/100 000. BHe3ammHast cMepTh cpe-
I JeTeil ¢ CUHAPOMOM MPeABO30YKICHUS BCTpeyaeT-
ca B 0,5% ciydaeB, mpUYEM YACTO 3TO MOXKET OBITh
MEepBbIM U €IUHCTBEHHBIM MPOSBICHUEM CHUHApPOMA.
B ogHoM uccnenmoBaHuy Habmonanu 3a 90 HOBOPOXK-
JIeHHBIMU ¢ cuHapoMoM WPW, u3 kotopbix a8oe (2,2%)
B MOCJIETYIOIIEM BHE3AIMHO YMEPJIU, OHAKO, K coXalle-
HUI0, 00a MITaJieHIIa TIoJTydaau TUrokcuH [5]. Kak cek-
LIMOHHBIE HAXOJIKM JIOTIOJTHUTEIbHBIC MyTH TIPOBEe-
HUS y MianeH1eB, nornommx or CBCM, BerpeyaroTest
B 28,6% ciyvaes [19]; 12,7% [42]; 21,7% [22].

BpoxnenHast nonHast AB-610Kkana Takke accoiu-
HUpYeTCs C BHICOKMM PUCKOM BHE3aITHON CepaeyHOM
CMEPTU Cpeau HOBOPOXICHHBIX. PacmpocTpaHeH-
HOCTb M30JIMPOBaHHOM MoHOM AB-0J10Kaabl cocTaB-
qsget 1 ciyvaii Ha 15—20 Teic. HOBOpOoXAeHHBIX. Kpo-
Me€ TOro, JaHHas MaTOJIOIUsI TOCTaTOYHO YacTo (OKO-
710 35%) BCTpedyaeTcsl B COUYETAHUM C BPOXIECHHBIMU
MOPOKAMM CEPJLIA, YTO B 3HAYUTEJIBbHOM CTENIEHU OIl-
penesisieT MPOrHo3 ISl JaHHbIX NmalueHToB [38]. Omn-
penesieHre TOJIOKEHMST TTaTOJIOTUH TTPOBOISIIEH CHC-
TeMmbl cepaua B ctpykrype CBCM npexie Bcero cBsi-
3aHO C CeKIIMOHHBIMU HaXOJIKaMM, KOTOPBIC, B CBOIO
ouepe/ib, B 00JIbIION CTENEHU 3aBUCSIT OT METOIUKU U
TEXHUKHU TUCTOJIOTUICCKOTO MCCIICIOBAHMSI.

B 3akioueHue ciemayer OTMETUTD, UTO XOTSI TEOpHUst
apurmoreHHoro rene3a CBCM 0bina 1 ocraercst Haubo-
Jiee TIPUBJIEKATENIbHOM, 10 CUX MOpP OKOHYATEJbHO HE
onpezeneHa 1oJst aputMuii B ctpykrype CBCM. 3Hauu-
TEJIbHBIE YCUJIMS CETOIHS HalpaBIeHbl Ha TIOMCK I'eHe-
Tyeckux MmapkepoB CBCM, pe3ysibraThl KOTOPBIX 103~

BOJISIT MPEMYTIPEXAaTh BHE3AMHYIO CMEPTh Y MJIAZCHIICB.
B 1ienmom, aranmm3 coBpemeHHoIt utepaTyphl 1o CBCM
MoKa3bIBaeT ciedyoliee. Bo-nepBbix, TaHHBIA CUHII-
POM B 3HAUUTEIILHOI CTETIEHN — SIBJICHHE HE TOJIBKO Me-
JMULIMHCKOE, HO U COLIMATbHOE, TTOCKOJIbKY €TO PacIipo-
CTPaHEHHOCTh CPEAW COLUAIBbHO HEOIarornoaydHbIX
CJI0eB HaceseHusl Bbillie. Bo-BTOPBIX, CMHIPOM MaJio
WU3Y4eH, U CYLIECTBYIOIIME TUIIOTE3bl TOJBKO ceifuac
MOJTy4aloT CBOE HAyYHOE TIOATBEPKICHME WIIM OTIPOBEP-
JKEHUE, a TAKKe MOSIBIISIIOTCS HOBbIE TUIOTE3bI, BbISIBIIS-
FOTCST HOBBIE (haKTOPHI PHCKA M HO30JIOTUIECKIUE TTPUUH-
Hbl. B-TpeTbux, mockonbky CBCM HaxonuTcs Ha CThIKe
MHOTHMX OTpacjieii MeIWIIMHCKOW HayKH, OTHOIICHHUE
Bpaueil pa3IMYHbIX CHeLMAIbHOCTEN K 3To Mpodeme
HEOMHO3HAYHOE, a 3aYacTyl0 MMEIOTCSI SIBHO TIPOTHBO-
peYMBbIe MHEHUSI, OCOOEHHO OTHOCUTEHbHO 3TUOJIOTU-
YecKUX (haKTOPOB CUHAPOMA U CTENEHU UX 3HAYMMOCTHU.
Kpome cyiiiecTByroI1iero orpoMHOro MHTEpeca K 3TOoM
npobsieMe U ee aKTUBHOTO U3y4eHUsl, TPeOyeTcsl TeCHOe
COTPYIHUYECTBO CHELIMAIMCTOB PA3JIMYHBIX HAIIPaBJIEC-
HUI, 4TO MO3BOJIUT B OyvzKaiiieM OymyieM naTh OTBe-
THI Ha sz BOrpocoB, Kacatommxcss CBCM.
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BO3MOKHOCTH ITPUMEHEHUA I'EHHBIX 1 KJIETOYHbBIX
TEXHOJIOT'UH JUIA TEYEHHUA HAPYIIEHUH PUTMA CEPILA

JI. A. boxepus, E. 3. Toayxoea, T. T. Kaxyuaa

Hay4HbIli LEHTP cepaeyHo-cocyamcTom xmpyprum um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, MockBa

HapymeHmI pHUTMa cepiia IIPoIoLKaIoT OCTa-
BaThCsl OMHUMMU 13 HarboJiee YacThIX MIPUUNH
3a00JIeBa€MOCTH 1 CMEPTHOCTH BO BceM mupe. Tak, ot
BHE3aITHOM CEPACYHON CMEPTU BCIEACTBUEC XKEIIYA0Y-
KoBbIX Taxuaputmuii B CILIA exxerogHo ymupaeTt oKo-
j0 300 ThIC. YesioBeK, a (pUOpMILISLIMS TIpeaCepaAni,
OT KOTOpPOIi cTpamaeT 6osiee 2-X MIJIH. aMepUKAHIIECB,
SIBIISICTCST BeAYIIeH MPUIMHON BOSHUKHOBEHUS UIIIC-
MHUUYECKUX MHCYJIBTOB CPEIW B3POCIOrO HACEJICHMUSI.
CoBpeMeHHBIC METOIBI JICUCHUS apUTMUI HampaBJIe-
HbI Ha MOAUGUKALIAIO TATOJIOIMYECKOTO 3JIeKTPODU-
3MOJIOTUYECKOTO CyOCTpaTa M BKITIOUAIOT CIICAYIONINE
HampaBjJeHus: dapMakKoTepanuo, MMIUIaHTALIMIO
Pa3IMYIHBIX YCTPOUCTB U XUPYPTUUECKUE METOMIBI Jie-
YeHUsl WM KaTeTepHylo abnanuio. PapmakoTepanusi
SIBJISITTACH OTIOPOI AaHTUAPUTMUIECKOTO JICUSHUST B Te-
YeHMEe MHOTMX AeCATWICTHi. TpaaullMOHHO aHTH-
apuUTMUYeCKMe Tpernaparbl KJIacCu@UIMPYIOT MO WX
BIIEKTPOGU3NONIOTHYECKIM 3(PdeKTaM Ha KJIETOYHOM
YPOBHE, B YaCTHOCTHU, T10 UX CITOCOOHOCTH BO3/ICHCT-
BOBaTh Ha BO30OYIUMOCTb, IJIUTECIBHOCTh MIOTCHIINAIA
NeUcTBUS U aBToMaTu3M. HecMoTps Ha Xopolilyio pe-
3yJITATUBHOCTh MHOTUX aHTUAPUTMUICCKUX IIpeIia-
pPATOB B JIEYEHUU PA3IMUHBIX apUTMUI, UX TTPUMEHe-
HHE MOXET OBITh OTpaHWYEHO BCJICACTBUE HeOIaro-
MPUSITHOTO BO3ACHCTBUS Ha (DYHKIIMIO Cepilia B Iie-
JIOM, OTHOCUTEJIbHO HU3KYI0 3D(HEKTUBHOCTD, YACTO
BO3HUKAIOIIUE U TPYIHO NMEPEHOCUMBIE CUCTEMHBIE
noboyHble 3h@EKTH U, YTO Haubosiee BaXHO, U3-3a
MMPOAPUTMOTEHHBIX 3P (PEKTOB, BeAYIINX K MapagoK-
caJlbHOMY BO3pacTaHUIO YPOBHSI CMEPTHOCTH.
PagmodgacrorHast KaTeTepHas adJalvst PeBOJIIOLINO-
HU3UPOBAJIa KIMHUYECKYIO 3JeKTPO(hU3UOIOTHIO,
JaB BO3MOXHOCTb ¢ 90%-Hoii 3¢(PEeKTUBHOCTBIO YCT-
DPaHSTh LEAbIA psii TAXUAPUTMUI — OOJIBITMHCTBO CY-
MIPABeHTPUKYJISIPHBIX apUTMUII U HEKOTOPBIE BUIBI
JKEJTYIOYKOBBIX TaxMKapAuil (3a UCKIIOUEHUEM ITOJIM-
MOpPGhHON XeTyT0YKOBOM TaxuKapanu,/buopruisimm
JKEJTYIOYKOB), CYILIECTBEHHO MPEBOCXOS TAKUM O0Opa-
30M 3(DHEKTUBHOCTh AHTUAPUTMHUUYECKUX TTPETIApaToOB.
OmHako TaKWe 4YacTO BCTPEYarolvecs HapyIIeHMS
puTMa cepaia, Kak hUuOpWUISIUS TTPEACepaAnii U BbI-
1IeyKa3aHHble (hOPMBbI XKETyTOYKOBON TaxuKapauu, B
MEHBIIIEI CTEIIEHU ITOIAI0TCST TAKOMY BUILY JICUEHUSI.

Yto KacaeTcs UMILTAHTUPYEMBIX YCTPOMCTB — €3Ke-
rogHo B CILA uMmiaHTUpyIOT 0K0JI0 250 ThIC. 271€KT-
POKapAMOCTUMYJIATOPOB U 60 THIC. KapAMOBEPTEPOB-
nedudpuuisiTopoB. MMIaHTamums 3aeKTpoKapano-
ctumysisitopoB (DK C) sgBisieTcs COBpeMEHHBIM METO-
JIOM TIaJUIMAaTUBHOTO JICYCHUsI OpanrapuTMHI, a Kap-
JIMOBEPTEPHI-Ie(OUOPWILISITOPHl  YCIEIIHO MCTIOJIb3Y-
FOTCsI BOT yXe Oojiee 20 JIeT Takeke TSI TaJTMaTHUBHOTO
JIEYCHUST TOJIBKO KU3HEYTPOXKAIOIINX XKeTyT0UKOBBIX
aputmuii. [TomoxureabHas pe3yIbraTUBHOCTD MOI00-
HOM TaKTUMKU Yy MAlHUEHTOB C BBICOKMM PHUCKOM — a
MMEHHO Y TTAIIUEHTOB CO CHIKCHHOM COKPATUTEIIBHOMN
GbyHKIIMEN JIeBOro XeJlyaouyka, MepeXUBIIMX BHe3aIl-
HYIO Cep/IEYHYIO CMEPTh U T. [I., ObUIa OTYETIIMBO TIPO-
JIEMOHCTPUPOBAHA B 1IEJIOM Psiie MaCIITaOHBIX paHIO-
MU3UPOBaHHBIX UccaenoBaHuil. OgHaKo, Oyayuu cria-
CUTEJIBbHBIM, TTOMOOHBIN BUI JICYCHUS HE IPEeIOTBpa-
I[aeT BO3HMKHOBEHME >KM3HEYTPOXKAIOUIMX Hapylle-
HUI puTMa B TociieaytomieM. Kpome Toro, y mammeH-
TOB C HU3KMM PUCKOM — COXPAaHHOW COKpPaTUTEITbHOM
¢yYHKIMEH JIEBOTO Xelymodka — HeoOxommma TIa-
TeJbHasl OLIEHKA COOTHOIIEHHUS TMOJIb3bl U PUCKA MPU
MMIDTIAHTAIIIHA KapaIroBePTepOB-IeOUOpMUISITOPOB.

Takum 00pa3oM, BbILIECKa3aHHOE MOOYXKAAeT CTpe-
MMWTHCS K Pa3pabOTKe HOBBIX METOIOB, aJIETepHATUBHBIX
MMEIOIIMCSI MeTolIaM JISYeHUsI apUTMUIA, Ha OCHOBE
COBPEMEHHBIX JIOCTVDKEHUI MOJIEKYJISIPDHOW U KJIETOU-
HOI OMOJIOTMH, TEHETUKU W OMOMHKEHEpUU, KOTOPhIE
SIBIISTTACH OBl HE TTAJTMATUBHBIMHU, a PATUKaTbHBIMA —
TTO3BOJISTFOIIMMMU TIPEIOTBPAIIATh Y YCTPAHSITh apUTMUH.

I[ToHnMaHue MOJIEKYISIPHO-TEHETUYECKUX MeXa-
HHU3MOB, JIeXKalllNX B OCHOBE apUTMUIA, TTIO3BOJIMIIO Ha-
yaTh MIPUMEHEHUE 2eHHbIX NPenapamos B JIEYCHUN ITUX
3a001eBaHmii. CoMaTnuecKasl TeHHasI Teparms I03BO-
JISIET MaHUITYJIMPOBaTh TEHHOM 3KCIIpeccueil comatu-
YeCKUX KJIETOK, UYTO JAcT BO3MOXHOCTh ITPOTHUBOMICIH-
CTBOBaTh 0O0JIE3HU IO aHAJOTUM ¢ (papMakKoTepanueii,
HO B OTJINYME OT TIOCJIEIHEI OMHOKPATHOE BBEICHME
HY>KHOTO TeHa B OpraH-MUIIEHb MOXET OOpaTUTh Ta-
TOJIOTUIO U JIEICTBOBAThH B TEUEHUE BCETO KU3HEHHOTO
LIMKJIa OpraHu3Ma 0e3 CHCTEMHOIO BO3NEMCTBHUS Ha
HEero, OJHaKO JaHHOE KOPPUTHPYIOIIee NeHCTBUE HE
repemaeTcs CIeayomuM mokoseHus M. [1pu aTom cire-
JIyeT OTMETUTD, YTO CEJIeKTUBHAs JOCTaBKa HEOOXOIM -
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MOro (YHKIIMOHUPYIOIIETO TepareBTUIECKOro TeHa
MOXKeT OBITh HaIlpaBJIicHA KaK Ha CTUMYJISIIIUIO, TaK 1
Ha TOPMOXEHME CEKPELMM OMpEeIeIEHHBIX OEKOB C
LIEJIBIO perpecca MaTor3N0I0OTUN 3200 IeBaHNS.
[unoTreTnyecku KI€TOYHbIE TEXHOJIOTUM MOTYT HC-
TTOJTb30BaThCS B JICUCHUN apUTMMUIA IIJIST TOTO, YTOOBI:
1) 3aMEHUTb OTCYTCTBYIOIINE VI TaTOJJOTMYEeCKHU U3-
MEHEHHBIC KJICTKHU IIPOBOISIINECH CHCTEMBI Cepala;
2) MoIuUIIMPOBATh U3MEHEHHBIHN 3JIEKTPODU3NO0IIO-
TMUYECKUi CcyOCTpaT MHoOKapiaa JOHOpa C TTOMOIIBIO
MMIUIAaHTALMHU KJIETOK, TpaHC(EIIMpOBaHHBIX TeHETH -
YeCKUMM KOHCTPYKLIMSMM, SKCITPECCUPYIOIINMU CITe-
mdrIecKre MOHHBIE KaHAIBI (TOKM); 3) M3MEHHUTHh
MMKPOOKPYXKEHHE B MUOKap/Ie MyTeM JIOKaJIbHOM ceK-
peuu crieluduieckKux peKOMOMHAHTHBIX OEJTKOB.
BakHbIM 11aTOM B MOATBEPXKIACHUN BO3MOXHOCTEH
AHTUAPUTMUIECKOI TepaIliy ¢ MCIOJIb30BaHMEM TeH-
HBIX M KJIETOUHBIX TEXHOJIOTWI MpU Opaduapummusx
SIBUJINCh 9KCIIEpUMEHTAIbHBIC WMCCIICIOBAHUS, ITOKa-
3aBIIME BO3MOXKHOCTh CO3JAaHUS TTOTCHLMATbHBIX
TPUTTEPOB-UHUIINATOPOB CEPIOCUYHBIX COKPAIICHUN W
BO30YAMMOT0 CyOCTpara JiJisl UX JaJIbHeHUIIero rmposeie-
HWSI, THBIMY CJIOBAaMU, CO3IaHNE TaK Ha3bIBAEMOTO OL0-
snoeuyeckoeo cmumyasmopa. COBpeMEHHBIC SJIEKTPO-
KapIUOCTUMYJISITOPBI, WCIOJIb3YIOIINECs IS YMEHb-
IICHUSI CMEPTHOCTH U 3a00JIEBAEMOCTH IIPH ITOJHBIX
aTPUOBEHTPUKYJISIPHBIX O10Kanax U JUCHYHKIMSIX CU-
HYCHOTO y3JIa, UMEIOT PsiI OTpaHWIeHUIL: 1) HecMOTps
Ha ycoBeplIeHCTBOBaHUe TexHojoruii, DKC He moryT
3aMeniaTb aBTOHOMHYIO MOYJISILIVIO CEPAEYHOTO PUT-
Ma — TO €CTb O0ECIeYUTh aleKBATHbII OTBET Ha (hU3U-
YeCKHe M SMOLIMOHAIBHBIC HATPY3KW; 2) Y IeTei 1o Me-
pe pocTa opraHM3Ma TpeOyeTcs 3aMeHa CTUMYJISITOPA;
3) BbIOOp MecTa (pUKcalMy CTUMYJIMPYIOLLIETO DJIEKTPO-
Jla UMeeT OOJIbIIIOe 3HAYCHUE, TaK KaK Pe3yJIBTUPYIO-
MW TIyTh aKTUBALIMM MOXKET OKa3aTh MTOJIOXKUTEIHHOE
WY OTPULIATEIFHOE ACHCTBIE HA BIICKTPO(MU3NOIOTHIO
WA COKPATUTENIbHYIO (DYHKILIMIO MUOKapaa; 4) pa3psii-
Ka OaTapen yepe3 OIpeacIeHHBIC IIPOMEXKYTKI BpeMe-
HU TpeOyeT ee 3aMeHbI; 5) MOTYT BO3HUKHYTh MH(MEK-
LIMOHHBIE OCJIOXKHEHUSI, TPEOYIOIINE 3aMEHBI CTUMYJISI -
Topa; 6) M HaKOHEll, 3JEKTPOKAPAMOCTUMYJISITOPI
MOTYT BBIUTU U3 CTPOSI MO, BO3ACHCTBUEM Pa3TUIHBIX
METaJJIOACTEKTOPOB, HEMPOCTUMY/ISITOPOB, MATHUTHO-
pe3oHaHcHol ToMorpaduu. B ommmune ot OKC, uc-
TTOJTh30BaHNE OMOJIOTMYECKUX CTUMYJISITOPOB B MIease
MOKET JaTh LEJIBIN psII MPEUMYILIECTB: 1) MO3BOJIUT CO-
30aTh CTAOMIBHBIN (DM3MOJIOTMYHBINA PUTM TTOKU3HCH-
HO; 2) He ToTpeOyeT OaTaper WK 3JIEKTPOaa U COOTBET-
CTBEHHO MX 3aMEHHI; 3) He OymeT prucKa MHPEKIIMOHHO-
BOCHAJIUTESIbHBIX OCJIOXKHEHUI 1 Heorutasuii; 4) odec-
TIEYUT COOTBETCTBYIOIINE N3MEHEHMS CEpICUYHOTO PUT-
Ma B OTBET Ha (PU3MOJOTMUECKUE TTOTPEOHOCTU Opra-
HU3Ma; 5) MO3BOJIUT MAaKCUMU3UPOBATh 3HMEKTUB-
HOCTb COKpAIlleHU# M CepIeYHbI BLIOPOC, CITOCOOCT-
BYSI IIPOBEICHUIO BO30OYKICHUS M aKTHBAIIUA COOTBET-

CTBEHHO MHIMBUIYaJIbHON aHATOMWU; 6) OymeT obJia-
JIaTh OTPAHWYCHHBIM apUTMOTCHHBIM ITOTCHIIMAJIOM,
WIM TIOCIeIHUI OyleT BOBCE OTCYTCTBOBaTh; 7) Oymer
MIPENCTaBIATh COOO0M pamuKabHBIN, a HEe TaTAATHUB-
HbIf MeTon JedeHusl. C 1esIblo co3naHusi Ouooruyec-
KOTO CTUMYJISITOpA B HACTOSIIIEE BPEMST TTPOIILTH IKCITe-
pUMeHTaJIbHbIE McCceIoBaHus (Kak in vitro, Tak 1 in
Vivo, Ha pa3JIMYHBIX KUBOTHBIX — KPBICAX, MOPCKUX
CBUHKAX, CBHUHBSIX, coOaKax, ¢ CO3TaHUEM MOeei
CUHIIpOMa Cc1ab0CTU CUHYCHOTO y3J1a U TTOJIHOW aTpUO-
BEHTPUKYJISIPHOM OJIOKaIbl) TPY KOHILIETIIUU: 1) pery-
JISALUST HEHPOTyMOPAIbHBIX BO3NEWUCTBUIA (MyTeM Mo-
BBILIEHUST 9KCIIPECCUN (-afpEHEPTUYECKUX PELENTO-
POB C TIOMOIIIbIO BHEIPEHUs IJIa3MUIHON KOHCTPYK-
MM TeHa, HECYIETo [3-aapeHEepPTUUECKUil PElenTop)
[3, 7]; 2) ymMeHblIeHe MOHHBIX TOKOB, YU4aCTBYIOILIVX B
penosipu3aluy MUOKapAa; uest 3aKiiovaiach B TOM,
YTO COKpaIlIEeHUE TMIEPIOJISIPUIYIOIINX MIOHHBIX TTOTO-
KOB (bUKCUpPOBAIO ObI MEMOpPaHHBIE MOTEHLUATbI HA
YPOBHE OTPUIIATEIbHBIX 3HAYCHUI M CITIOCOOCTBOBAIIO
YBEJIMUEHWIO BKJIaJa BXOASIIMX MOHHBIX TOKOB B TTPO-
1ecc AeToIIpU3allid M TEM CaMbIM ITOTCHIIMPOBAHUIO
ctumyssityu [8—11]; 3) yBenuueHue BXOISIIUX WOH-
HBIX TOKOB BO BpeMs ITHUACTOJIbI, TO €CTh ITOBBIIICHUE
AKCTPECCUU BXOMASIINX IETOJISIPU3YIONIMX HOHHBIX TO-
KOB; HICCJICTOBAHUSI B 9TOM HAIIPaBJICHUN CKOHILICHTPH -
poBaHbl Ha Toke I, Tak Kak 3TO eAMHCTBEHHbIN MOH-
HBII TOK, KOTOPBII (DYHKIIMOHUPYET TOJBKO B TUACTO-
JIy, U, TAKMM 00pa3oM, OH He OyIeT YIJIUHATh TOTeHLIU-
aJ1 IEUCTBUSI, Y OH XOPOIIIO PETYIMPYeTCs aBTOHOMHOM
HEPBHOM CHUCTEMOWM; HCCIEeA0Balach BO3MOXHOCTb
BJIMSIHUS TTOBBILIEHHO aKcnpeccuu reHa HCN2, konu-
pytoiero I~Tok, Ha UHUITMALIAIO TTOCTIEIHETO M COOT-
BETCTBEHHO WHAYKIIMIO CEPACYHBIX COKpalueHuii [15,
16]. 13 Tpex BbIlIEyKa3aHHbBIX KOHLEILIAI ITOKA TOJIb-
KO MOCJIeAHSIS TToKazasa sIBHY10 3((@eKTUBHOCTD C TOU-
KU 3peHMsT 0€30ITaCHOCTH, OTCYTCTBUS TTOOOYHBIX 3¢h-
eKToB, (DHU3UOJIOTMIYHOCTU M aBTOHOMHOM afanTaluMu.
Yro KacaeTcst IpUMEHEHUS KJIETOUHBIX TEXHOJIOTUIA C
LIEJIbIO CO3MaHUsI OMOJIOTMYECKOTO CTUMYJISITOpa, Hau-
0oJiee OOHAIEKMBAIOIIMMY 0KA3aTMCh UCCIETOBAHMS C
HCMOJIb30BaHMEM B3POCIIBIX ME3CHXMMAIbHBIX CTBOJIO-
BBIX KJIETOK 4eJioBeKa (Osarogapst MX HU3KOM aHTUTEH-
HOCTHM, CBOMCTBAaM MOHHBIX KaHaJOB M CIIOCOOHOCTH
MEePEeHOCUTh KPAcUTEIM W TIepefaBaTh MOHHBIE TOKU
JIPYT APYTY, APYTUM KJICTOYHBIM JJMHUSIM, B TOM YUCIIE 1
MMOLINTaM), TPaHC(HELMPOBAHHBIX HY:KHBIMUA T€HAMM
(HCN); B oToImame oT U30JIMPOBAHHOM TeHHOM Teparmn
HCN-3kcnpeccupylollye B3pocible Me3eHXUMallbHbIe
CTBOJIOBBIC KJIETKM CHMHXPOHU3WPOBAHHO B3amMMOICH-
CTBOBAJIM C KAPAMOMUOIIMTAMU XO35IMHA U TAKUM 00pa-
30M JaBaJll BO3MOXKHOCTh M30€XaTh CITOPAaTNIECKO
aKTUBaLIUM cepleyHoro putma 35, 19].

MexaHN3MBI BOSHIKHOBEHUS TaXUapUTMUI (pUEH-
TPpU, TPUTTEPHASI aKTUBHOCTb Y aHOPMAaJIbHBII aBTOMa-
TH3M) MOTYT OBITh PE3YJIBTATOM TTAaTOJIOTMIECKUX N3Me-
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HEHU 31eKTPODU3NOIOTUU U/ UK CTPYKTYPHOT'O Cy0-
cTpara B MHOKapIe. DTH U3MEHEHUSI MOTYT OBITh BPOK-
JNEHHBIMM (HAmpUMep, pas3uyHble T€HHbIC MyTalluu
MOHHBIX KaHAJIOB TIPY BPOXICHHOM CHHIPOME YIJIN-
HeHHoro nHrepsana QT, cunapome bpyraga u . n1.) wim
MPUOOPETEHHBIMU (HATIPUMEP, KEITyIOYKOBBIE apHT-
MW, BO3HUKAIOIIME TPU HIIEMUYECKON OO0JIe3HU
cepilia ¥ CepleyHol HeIOCTaTOYHOCTH, WU Pa3BUTHE
GUOPMIUISLINY TTpEACEePANIA TTPU STUX WU APYTUX 3200~
JieBaHusx). [Tatonoruyeckuit cyocTpart, gexalluit B oc-
HOBE BOHMKHOBEHUS 3TUX apUTMMUIA, MOXET OBITh aHa-
TOMMYECKUM WM (PYHKIIMOHATBLHBIM M MOKET JIOKAJIH -
30BaThCs B CIIEHM(UISCKOM yIaCTKe MUOKap/Ia MIH 3a-
TparuBaTh Becb MUOKap/d. [eHHast Tepanusi Mpyu Taxu-
APUTMHSIX MOXKET TpeciiefoBaTh CIICAYIONINE IICIIH:
1) u3mMeHeHue TI00aTbHbBIX 3JIEKTPOPU3NOTOrMYeCKUX
CBOWCTB MUOKapia Ui YMEHBIIEHUS JUIUTEIbHOCTH
MOoTeHUMaNa OEWCTBUS TpU IPUOOPETEHHOM WK
BPOKIEHHOM CUHJIpOME yIJTMHEHHOTo mHTepBaia Q7
(cepmeyHass HEIOCTAaTOYHOCTb paccMaTpUBaeTCs B Ka-
YecTBEe MPOTOTHUIIA TTPUOOPETEHHOTO CUHAPOMA YU -
HeHHoro Q7); WIS 3TOrO TPOBOIWINCH CJICIYIOIINE
SKCTIEpUMEHTAJIbHBIE WCCIIEOBAHUS: a) TOBBIIIIEHNE
akcnpeccuu reHa KV4,3, Koaupyloniero MCXOMSInii
KaJMeBbIi TOK l,,, TPUBOAMIIO K 3HAYUTEIHLHOMY
YMEHBIIICHUIO UINTEILHOCTH IIOTCHIIMANA ICHCTBUS
(akcrniepumeHTanbHble uccaenoBanus H. B. Nuss [13] ¢
runepakcrpeccueii reHa Drosophila shaker B, xonupy-
JOIIIETO KaJMeBbIN KaHasl, B KApAUOMUOILIMTHI XKeTy104-
Ka Ha MOJEJISIX CODaK C CepleuyHOl HEeIOCTaTOYHOC-
Thl0); O) TIOBBILIEHME SKCIPECCUMM TeHa YesIoBeKa
HERG, xonupylolero KaaueBblil KaHajl, obecrieurnBa-
IOIIIETO OBICTPHIN KOMITOHEHT TOKa C 3a7ep>KaHHBIM BbI-
npsimyieHueM (Ikr) dasbl penosisipuszaiuy B MUOKape,
TPUBOIMIIO K BEIPAsKEHHOMY YMEHBIIICHUIO TIPOIOJIKH-
TEJILHOCTY TTOTEeHIIMAJIa IEHCTBUS, YBEIMUYSHUIO OTHO-
CUTEJIFHOTO pedpaKTepHOTO Teproaa M YMEHBIIICHUIO
YacTOThl paHHMX MocTAenoasspusanuii [14]; B) MoBbI-
IIeHWE JKCIPEeCCUM ITO00aBOYHON CYOBEeIMHUIIBI
KCNE3 nns ycunenusi aktuBHoctd KCNQI xaHana,
CITOCOOCTBOBAJIO YBEJIMYCHUIO aKTUBHOCTU KaJIMEBOTO
KaHajla 00eCeUMBaIOIIer0o MEMJCHHBI KOMITOHEHT
TOKa ¢ 3aaepxkaHHbIM BbinpsimiieHreM (Iks) dasbr pe-
MOJISIPU3allii B MUOKap/e, M TaKUM 00pa3oM MPUBO-
JIAJIO K YMEHBIIIEHUIO TTPOIOJIKUTETHHOCTH ITOTEHIINA-
na nevictBus 1 mHTepBana Q7 [17]; T) MOBBIIIICHNE 3KC-
npeccuu KanblineBoit AT®-a3bl capKoruia3MaTHIeCKO-
ro petukyayma (SERCA) nzonmpoBaHHO WM B cOYeTa-
HUU ¢ TeHOoM, KoaupyroiuM Kir2,1 KOMIOHEHT Kajue-
BOTO TOKA C 3afep>KaHHBIM BBITIPSIMIICHUEM, TTPUBOI-
JIO HE TOJIbKO K YMEHBIIIEHUIO IMTPOIOIKUTETbHOCTH 0~
TEeHIIWAJIa JCHCTBUSI, HO W YBEIMUCHUIO KOHTPAKTUIIb-
HocTu Muokapaa [18]; 2) 1okanbHOe U3MEHEHUE DIeK-
Tpodusnosorndeckux cBoicts: a) D. Y. Burton u coasT.
uccienoBanu 3G@EKT TUIEPIKCITPECCUN MUCCEHC-MY-
tauuu reHa Q9E-hMiRPI, Kooupymoolero KalaueBblid

TOK. YCTaHOBJICHO, YTO JaHHAsT MyTALIUs SIBJISIETCS TIPY -
YMHOM CHHApOMa yIInHeHHoro mHTepBaia Q71 u Mo-
KET MPUBOAMTH K YMEHBILIEHUIO KaJTMEBOTO TOKa Mocye
BBEJCHUS KJIapUTpoMuULIMHa. In vitro TpaHchekuus my-
TaHTHOrO reHa Q9F-hMiRP1 ciocoOcTBOBaIa KJlapuT-
POMUITMH-UHIYITUPOBAHHOMY CHIKEHUIO UCXOISIIETO
KaJIMeBOTO TOKa B TpaHC(EIMPOBaHHBIX KIJIETKAaX IO
CPaBHEHMUIO C pe3yJbTaTaMU TpaHC(hEKIUU APYroro Th-
na MyTaHTHoro TeHa AMiRPI. JloctaBKa Tuia3MUIHOR
koHcTpykuuu reHa QIE-AMiRP1 B Muokapa npencep-
nuii cBuHbY (15% mnpencepaHbIX MUOLIMTOB OKA3aIiCh
TpaHChEIMPOBaHHBIMU 3TUM T€HOM) TTPUBOIWIIA K YII-
JIMHEHUWIO TIOTeHIIMAIA IeHCTBIA TIpeacepauii. Mccie-
JOBaTeIM MPUIILTA K BBIBOY, UTO TOT MyTaHTHBII T'eH
MOXET OKa3bIBaTh JIOKAJIbHOE ACCTBUE HA TKaHb MPEN-
cepnuii, MogoOHOe aHTUAPUTMUYECKOMY IIpernapary
III xnacca, ¥ TakuM 00pa3oM UCIOJIB30BAThCS B OYIy-
1LIEeM JIJIsI JISUYEHUST TIpeICEPAHBIX PUSHTPU apuTMUii [1];
0) J. K. Donahue u coaBrT. [2] B 9KCIEpMMEHTe OCyIle-
CTBWIM «Moaupukauuio» AB-y3ma nmpu ¢pubpumissunm
Mpeacepanii myTeM CeJIeKTUBHON JOCTaBKU B 00J1aCTh
AB-y351a reHa ¢ NOBBIILIEHHOI 9KCIPeccreil UHTMoupy-
foiiero Gal2 6enka, KOTOPbIY OJABUI MPOBOJUMOCTD
AB-y311a 6e3 ero 0J10Kaabl, YMEHBIIIMB TeM CaMbIM Yac-
TOTY 3KEJIyJOYKOBOIO pUTMa (CBOe0Opa3Hasi UMUTALIMS
a¢dekra OeTa-anpeHOOIOKATOPOB).

OTHOCUTE/IbHO MPUMEHEHUST KJIETOYHBIX TEXHO-
JIOTUH JUTST JICYCHUST TAXUAPUTMUIM CIIeIyeT OTMETHUTD,
YTO HEOOXOOMMO BBIAEACHME M CO3JAaHME Pa3HbIX
TMOJTUIIOB YeJIOBEUYECKUX KapAUOMUOLIUTOB (¢ peHo-
TUIIOM TEMCMEUKEPHBIX, MPEACEPAHBIX, XKEIYI0YKO-
BbIX KJIETOK, KJIeTOK cucteMbl Iuca—IlypkuHbe),
MOTAIOIINXCSI TEHETUUYECKUM MaHMITYJISIIUSIM, CITO-
COOHBIX CTPYKTYPHO M (PYHKIIMOHAJIBHO WHTETPUPO-
BaThCSI B TKAHb-MUIIICHDb PEIIUIIMEHTA; TAKUM TPeOo-
BaHUSM OTBEUYAIOT KapIMOMUOIIUTHI, IOJyYeHHbIC U3
SMOPHOHATIBHBIX CTBOJIOBBIX KJICTOK UeJIOBEKAa — OHM
YCMEIIHO UHTETPUPYIOTCS B TKaHb CEpILia eX Vivo, 00-
pasysl ennHBIN QYHKITMOHUPYIOIIWI CHHTULINN Cep-
ma [6]. Okazanoch, 4To GUOPOOIACTEI TAKXKE MOIYT
00pa30BBIBATh IIEJIEBBIC KOHTAKTHI ¢ KApIUOMUOIIM-
TaMU X035IMHA U TeHePUPOBaTh JEKTPUIECKUE B3au-
MOJEMCTBUS C MOCIEAHUMU — TaK, C LEJIbI0 U3MEHE-
HUST BO30YIMMOCTH XEJTYI0UKOB CepAlia KPbIChl ObLIU
UMILTAaHTUPOBaHbl (PUOPOOIACThI, TpaHCHEUPOBAH-
HBIE IIJIST OKCIIPECCUN CIIeHMMUISCKUX KaJTMeBbIX Ka-
HasioB (Kv1,3), 4To npuBesno K BeIpakeHHOMY YMEHb-
IIEHUIO aMIUTUTYIbI BHEKJIETOYHOTO CUTHAJIA U TIOSIB-
JICHWIO MHOKECTBEHHBIX JJOKaJbHBIX YUaCTKOB ¢ 0J10-
KaJIoi IIPOBEICHMST; TaHHbBIC N3MEHEHUST MCYE3JIH ITOC-
Jie BBeIeHus crneluguueckoro oiokatopa Kvl,3 [4].

Hecmotpst Ha 3HAYMTETLHBIN TIPOTpecce B ITOHUMA-
HUM COMaTUYECKOW TEHHOM TEPAINK U €€ MOTEHIMAb-
HOW pOJIM B paIUKaJIbHOM JICUEHUU ApUTMUIA, MBI
TOJDKHBI peajlbHO OCO3HAaBaTh, YTO HAXOAWMCS JIUIIb B
CaMOM Hayajie TIyTU K €€ U3YYEHUIO B IKCIIEPUMEHTE.
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JList BHEIpEeHUSI B KIIMHUYECKYIO 3JIEKTPOMU3UOJIOTHIO
HEOOXOAMMO, YTOOBI T€HHBIC TEXHOJOTHU IOKAa3alli
CBOIO 0€30IaCHOCTb, BHICOKYIO U IJTUTENbHYIO d(deK-
TUBHOCTB, BO3MOXHOCTb IIeJICHAITPaBIICHHOTO BO3MIEH-
CTBUSI Ha TKaHU-MUIIEHU 0e3 MHAYKLMUM Peakluii co
CTOPOHBI UMMYHHOI CHCTEMBI, CJIOBOM, 3HAUUTEITLHOE
MPEBOCXOACTBO HaJ TPAAULIMOHHBIMUA METOIAMM Tepa-
mu. Ha myTi mprMeHeHUsT TeHHBIX TEXHOJIOTUI B Jie-
YeHU apUTMUI €CTh OTIPeNeICHHBIC CJIOKHOCTH: 1) Bce
eI1le HeJIOCTaTOUYHbIE 3HAHUST MOJIEKY/ISIPHBIX MEXaHU3-
MOB, JISKAIIUX B OCHOBE MHOTMX apUTMUIA, W IIPOCT-
pPaHCTBEHHOE W BpeMEHHOE pa3HoOo0pasue IKCIIPecCrun
MOHHBIX KAaHAJIOB B Pa3/IMYHBIX yIaCTKaX MUOKAapIa MO-
I'YyT TIPEMSITCTBOBATh HCIOJb30BAHUIO EAMHUYHBIX
TPaHCTEHOB MOHHBIX KAHAJIOB; 2) IUIS YCIICIITHOTO aHTH-
APUTMUYECKOTO JIeYeHUs] HeoOXoarMa ycToiuuBas U
JUTATETbHAST 9KCITPECCUST TPAaHCTeHa (MECSIIIbI U TOMIbI),
YTO TPYIHOIOCTUKUMO C MCTIOIB30BAHNEM COBPEMEH-
HBIX BEKTOPHBIX TEXHOJIOTHIA; 3) TJIABHBIM HETOCTATKOM
HCTIONB3YeMBIX B HACTOSIIIIEEe BPEMsI TeXHOJIOTUIA SIBJISI-
€Tcsl HEBO3MOXXHOCTh a[IcKBaTHOTO KOHTPOJISI YPOBHSI
WU CTEIIEHW TPAHCTEHHOW 3KCIIPECCUM BHYTPU KIle-
TOK, HEBO3MOXKHOCTD OIPe/IeIeHHSI TOYHOTO KOJTMYECT-
Ba TpaHC(EIIMPOBAHHBIX MUOILIMTOB, UX TPaHCMYpallb-
HOT'0 U PerMOHAaIbHOTO pacripeneieHus B cepaie. B 1e-
JIOM B HACTOSIIIEEe BpeMsT MIOKapINATbHAS SKCITPECCHST
in vivo ¢ HCIOJb30BAaHUEM COBPEMEHHBIX BHUPYCHBIX
BEKTOPOB HeEIpeacKa3yeMa, TaeT OTHOCUTEJIbHO Kpart-
KOBpeMeHHBI 3(p(eKT, He roMOreHHa, MOXET CIT0CO0-
CTBOBaTh TMOBBIIIEHHON JAUCTIEPCUN PA3TMUHBIX 2JIEKT-
POGU3MNOIOTMIECKUX CBOMCTB M TEM CaMbIM CITPOBOLIU-
pOBaTh BO3HUKHOBEHME apuTMUiA. Takum o0pa3oMm, Ha
CETOMHSIITHUN IeHb HE N3YYEHHBIMM OCTAIOTCSI MHOXKE-
CTBO BaXKHBIX BOTIPOCOB: KAKOBBI ONITUMAJIbHBIE JI03bI U
IyTX BBEICHMSI TEHHBIX IIPErapaToB, BO3HUKAIOT JIN
TIPY MX TIPUMEHEHUU KaK1e-TM00 HexXelaTeIbHbIe 3(-
(eKThI B OTHAJICHHOM IIepHOe HAOMIONCHNMS, KAKOBBI
0COOEHHOCTH UX (hapMaKOKMHETUKU U (papMaKoauHa-
MWKHU B OPTaHU3ME YeJI0BEKa, SIBIISICTCS JIM UX JCCTBHC
MPOJIOIKUTEIbHBIM, U €CJIM Aa, TO HACKOJIbKO?
Hcnonp3zoBanue kietok (pudpobdnactos, pasziuy-
HBIX IEPUBATOB CTBOJIOBBIX KJIETOK U T. II.), KOTOPBIE MO-
TYT OBITh TIOABEPTHYTHI TEHETMYECKUM MaHUITYJISIIIUSIM
eX Vivo ISl MTHUIIMAILIY OTIPEeNeIEHHBIX AJICKTPO(DU3HO0-
JIOTMYECKMX CBOWCTB, @ 3aTeM UMITJITAHTUPOBAHBI B CEPJI-
L€ in Vivo, MOXET UMETh PsIi MPEUMYLLECTB MEpe.] U30-
JIMPOBAHHOM T€HHOI Tepanueit: 0osblyto 3PheKTUB-
HOCTbh M JIYYIIIMiI KOHTPOJIb HAJl ITPOLIECCOM TpaHC(heK-
LMK €X Vivo, BO3MOXKHOCTb MPOBOAUTH (heHOTUITNYEC-
KU CKPMHHUHT KJIETOK TIepel MX TpaHCIUIaHTaIluei u
OoJiee MPOJOHTUPOBAHHBIN 3¢ deKT (TocieaHee ObLIO
TPOIEMOHCTPUPOBAHO B McciienoBanuu [12]), a Takxke
TO3BOJIUT CHU3UTbh apUTMOTEHHBIN PUCK, OOYCIOBJICH-
HBIII HETOMOTEHHOCTBIO PETIOJISIPU3alliy 3a CUET TeTe-
POTEHHOI SKCITPecCUM TeHOB. Tak Xe, KaK U C TeHHbI-
MU TIperapataMu, OCTAlOTCSl OTKPHITBIMM MHOKECTBO

BOITPOCOB. MUTPUPYIOT JIM MMIUTAHTUPOBAHHBIE KIIETKHU
WM OCTAIOTCS Ha MecTe, U depeHIUPYIOTCS JIM OHU B
JPpyTye BUMBI KJIETOK, KaK OHU (DyHKLIMOHUPYIOT B Opra-
HHU3MeE YeJoBeKa (TakK 3Ke, KaK B MOIEIISIX Pa3TMIHBIX
SKMBOTHBIX, WJIM HET), KAKOBA FapaHTUSI OTCYTCTBUS pa3-
BUTHS 3]TOKAYECTBEHHBIX OCIOKHCHUI, TepaTOTeHHOC-
TH, UH(PEKLIMOHHBIX OCIOXHEHMI, peaKlui OTTOpKe-
Hus1? HeT TOJTHBIX OTBETOB HAa BOITPOCHI O MPEAIIOYTH-
TEJIbHOM THUIIE KJIETOK, MX ONTHMAJIbHOM KOJIMYECTBE,
HaWTyJIlIeM BpeMEHM Y IyTH BBEICHUS U, TJIaBHBIM 00-
pa3oM, 0 CIIOCOOHOCTH 3TOr0 METOA 3aMEHUTD CYLLECT-
BYIOIIIV€ HBIHE TPaTULIMOHHBIC METOIbI TEPATTH.
PellieHrie BbILLIEU3I0XKEHHBIX IIPOOIEM HE SIBJISIET-
csl JIerKoi 3amayeil. OMHAKO C YYETOM TOTO, YTO KO-
HEYHOI IeNTbI0 Tepannu OOJBHBIX SIBIIICTCS B OOJIb-
LIEei CTENEeHM UX PaAuKaJbHOE U3JICYCHUE, YEM CUMII-
TOMAaTHYECKOe JICUCHUE, TTOIBITKA HAXOXICHUS BO3-
MOXHBIX ITyTell pelleHUsI 3TUX ITPo0JIeM OIlpaBIaHHa.
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KIMHUYECKAA BAPUABE/IBHOCTDb 1 OCOBEHHOCTH
JEYEHHWA BOJIBHBIX C IIOATBEP;KIEHHBIM TEHETHYECKHU
CUHAPOMOM YVIMHEHHOTI'O MHTEPBAJIA QT, TUII 1

JI. A. boxepus, A. I11. Pesumsuau, E. A. Ilanmeneesa, H. B. ITponuuesa,

E. B. 3axaassmunckan®, A. B. Iloaaxoe*

Hay4HbIlh LEHTP cepaedYHo-cocyancTom xmpyprunm um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)
PAMH, *TY MeOmnko-reHeTU4eckunin HayuHblin LeHTp (amp. — akagemuk PAMH E. K. TmHTep) PAMH, Mocksa

B cmambe npedcmagnervi pe3yabmanvl KAUHUHECK020 U MOACKYAAPHO-2eHemuH1ecK020 o0credosarus 13 601b-
HbIX ¢ cuHOpomom yonunenHoeo unmepeana QT uz 8 Hepoocmeennbix cemeil. B 5 cembsx duaeno3 nepsuunozo
cundpoma yoaunernoeo unmepsara QT Obir noOmeepicoern MOACKYAAPHO-2CHEMUMECKUMU MemoOaMi.
IIposeden ananu3z KAUHUHECKOU 8apuadesbHOCMU CUHOPOMA, 4 MAKICe OUCHKA 3PDeKmMUSHOCMU PA3IUYHBIX

Memooos 1eyeHus.

Kawuegvie cnosa: :uce/lyaowxoebte apummuu, CUHKOne, ceHemu4ecKas 2cemepoceHHoCmb, eapuaﬁeﬂb—

Hocmb heHomuna.

We present the results of clinical and molecular-genetic investigation of 13 patients with long QT syndrome
from § non-related families. In 5 families diagnosis of inherited long QT syndrome was confirmed by mole-
cular-genetic tests. We have analyzed clinical variability of this syndrome and assessed the efficacy of diffe-

rent treatment methods.

Key words: ventricular arrhythmias, syncope, genetic heterogeneity, phenotype variability.

CI/IH,Z[[)OM ywiHeHHoro uHTepBaia Q7 (CYQT) —
3a00J1eBaHNE, XapaKTepU3Yylolleecs: yBeauyde-
HHUEM TPOAODKUTEIbHOCTH MHTepBaia Q7, CUHKO-
MTaJTbHBIMKA COCTOSTHUSIMU Y BRICOKMM PHCKOM BHE3all-
HOM CMEpTH BCJICICTBUE TTepexoia IMTOTMMOP(pHOM Ke-
JynoukoBoil Taxukapauu (KT) Tumna «mupyat» («tor-
sades de pointes») B QUOPMILIAIINIO KCITYIOUYKOB
(®2K). BHesammHas cepmeyHasi CMEPTh BO3MOXKHA TIPH
TIepBOM CHMHKOITAJTbHOM SITM30I¢ B OTCYTCTBUE TOJIK-

HOTO JieueHUs. Brimensdior nBe KinmHuYeckue (GopMbl
3aboneBaHus: cuHapoMm Pomano—Yopma (Romano—
Ward) ¢ ayTocoMHO-TOMUHAHTHBIM TUTIOM HaCJIeIOBa-
Hus u cuHapoMm JIxepsenna—Jlanre—HunbceHna
(Jervell—Lange— Nielsen) ¢ ayToCOMHO-peIIeCCUBHBIM
TUIIOM HacjienoBaHus. B mocnenHeM citydae yaidHe-
Hue nHTepBasia Q7 codyetaeTcsl ¢ BpOXKICHHOM HEWpo-
CEHCOPHOM ITTyXOTOI. DTHOIOTHUS U MaTOreHe3 3a001e-
BaHUS [UIUTEILHOE BpeMsi ObLUTH HesiCHBI. Bee aTn naH-
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Tabnuuma 1
I'enbl, 0TBEeTCTBEHHDbIE 32 CHHIPOM Y/ inHeHHOr0 uHTepBaja Q7 (4acrora 1:5—7 ThiC. HaceIeHUs)
Bapuanr CYQT | Jlokyc | Ten | benok
CYQT1 11p15.5 KCNQI (KvLQTI) a-cyobennHuIa KaaueBoro KaHama (IKs)
CYQT2 7q35-36 KCNH?2 (HERG) a-cyobenuHuila kanuesoro kaHana (IKr)
CYQT3 3p21-24 SCNS5A HaTPUEBLIN KaHal
CYQT4 4q25-27 ANKB aHkupuH B
CYQT5 21922.1-22 KCNEI (MinK) B-cyopenuuuua kanuesoro KaHana (1Ks)
CYQT 6 21q22.1-22 KCNE2 (MiRPI) B-cyopenunania kanuesoro Kanana (IKr)
CYQT 7 17923 KCNJ2 a-cyobenuHuiia kaauesoro KaHana (1Kir2.1)

HbIE TOCIYXWIA OCHOBAHMEM U aKTUBHOM pa3pa-
OOTKM reHEeTUYECKON TeOPUHU U MOUCKA TeHa, OTBETCT-
BEHHOT0 32 pa3BUTUE 3a00s1eBaHusl. Pa3Butre Moseky-
JISPHO-TEHETUYECKUX METOIOB UCCIIENOBaHUS MO3BO-
JIUJIO JIOCTOBEPHO YCTAHOBUThH HACJ]ENCTBEHHBIN Xa-
pakTep 3a00JieBaHUS U CEIaTh BaXKHbIE 111ard B TOHU-
MaHMU KJIETOYHBIX U MOJIEKYISIPHO-TEHETUYECKUX OC-
HOB (OPMUPOBAHUSI MOTEHIMANa ACUCTBUS KIIETOK
MUoKapna. B Hacrosiiee BpemMsi U3BECTHO HE MEHee
7 pa3IN4YHbBIX TEHOB, MYTallUM B KOTOPBIX OTBETCTBEH-
HBI 32 Pa3BUTHE CUHAPOMA YIJTMHEHHOTO WHTEpBasa
QT (tabn. 1). benkoBbIMU MPOAYKTAMM TUX T€HOB SIB-
JISI0TCS O- U [-CyObeAMHUIBI TPAaHCMEMOpPAHHBIX
MOH-CEJIEKTUBHBIX KaHAJIOB, 3KCIPECCUPYIOIIUXCS B
Muokapnae. HapymeHnve nx yHKIMOHUPOBAHUS MO-
JKET MPUBECTU K MOSIBICHUIO MOCTACTIOISIPU3ALUIA IO
TUMY pPaHHEW TPUITEPHOU aKTUBHOCTU W, CJElOBa-
TEJTBHO, K XKeIyIOUYKOBOI Taxukapauu [9]. YonmuHeHue
uHTepBaia QT Ha DKI gaBisieTcsl MpU3HAKOM Hapylle-
HUA Da3bl penoigpusauuu B Kapauomuonutax. Kamm-
€Bbl€ MCXOASIIe UOHHbIE TOKU YYaCTBYIOT B PEITOJSI-
pu3aluK, BOBIEKAsICh TIPAKTUYECKU BO Bce (pa3bl MO-
TeHUMa a aeiicteusi. U3sMeHeHre MpOHUIIAEMOCTH Ka-
HaJIOB MeHsIeT (hOpPMY CEPIEUHOTO MOTeHIMAIA IeHUCT-
BUSI, YTO OTOOpaxKaeTcsl 3JeKTpoKapauorpahuiecku
(puc. 1). Kanuesbiil kaHan, oOecreynBaOIMN Med-
JIEHHBI/ KOMITOHEHT TOKa C 3a/Iep>KaHHbIM BbITIPSIMIIC-
HueM (IKs) ¢a3bl penosnsipuzaniviv, ¥ KaJveBblid KaHa,
obecrieunBaloIuii ObICTPHIN KOMITOHEHT TOKA C 3a7ep-
>kaHHBIM BeinpsiMiaeHueM (1Kr) da3zbl penonsipuzanuu
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Puc. 1. TpancmeMOpaHHble noTeHumaibl 1 ODKI npu CYOT.

a — U3MEHEeHUs], Mpoucxoasiune B hopMe MoTeHLMa a ACHCTBUS U
OKT npu CYQT, tun 1; 6 — npu CYQT, tun 2.

B MHMOKap/ie HEOOXOMUMBI [IJIs1 TTOJIEPXKAHUST aieKBaT-
HOW TPOMOJIKUTETHHOCTU TTOTEHIIMANA JEUCTBUS TI0
OTHOIIIEHUIO K YacTOTe CEPACUHBIX COKpalleHUii [4].
KanueBblie KaHabl, (hOPMUPYIOIIME UCXOMSIINE PEro-
JIIpU3YIOIIVEe NOHHBIC TOKH, SIBIISTIOTCS TeTepoTeTpaMe-
pamu, 00pa30BaHHBIMU B pe3yJibTaTe B3auMOICHCTBUS
a- U P-CyObeAVHUL], KOIUPYEMbIX PA3HBIMUA T'€HAMMU.
benkosbiM mpoayktom KCNQI siBisieTcsl o.-CyObeau-
HMIIA KaJIMEBOrO KaHajla, KOTopasi COCTOUT U3 6 TpaHC-
MeMOpaHHBIX 1OMeHOB (S1—S6). CyObeIUHUIIBI OpH-
CHTHPOBaHBI TaKMM O0pPa30M, YTO OOpa3yloOT IICHT-
pajibHOe OTBepcTUe (MOopy) ¢ OOpallleHHBIMUA BHYTPb
Mopbl foMeHaMu S5 1 S6. MyTaluu B reHax, KOTOpbIe
KOOUPYIOT OelKu, oOpasylollive TpaHCMeMOpaHHBbIe
MOHCEJIEKTUBHBIE KaHaAJIbl, OTBETCTBEHHBI 33 Pa3BUTHE
KJIMHUYECKUX MpOosIBIIeHUI. BrIsiBIeHMEe MyTaliuu B
KOHKPETHOM TeHE HaIpsIMyIO0 CBHUJICTEIBCTBYET O Ha-
JIMYMK 3a00JIeBaHUSI, HE3aBUCUMO OT CTEIIEHM BhIpa-
JKEHHOCTHM KJIMHUYECKUX CUMITTOMOB, U JIaXe TPU MX
OTCYTCTBUM.

Cpeau METOJIOB JIeYeHUsI OOILETTPUHSTOMN SIBJISIET-
csl ITUTeNbHAsI, HEPEIKO MOXM3HEeHHas (hapMakoTe-
pamnusi, pernapataMyi BbIOOpa KOTOPOI SIBJISIIOTCS Oe-
Ta-6;0KaTOphl. B TO ke Bpems 3HaueHue Oeta-010Ka-
TOPOB, MO-BUAMMOMY, HE CTOUT IEePEOLIeHUBATh, MO-
CKOJIbKY, TTO TaHHBIM S. Priory u coasr. [6, 8, 11], oko-
70 20% OOJbHBIX PE3UCTEHTHBI K Tepaluu MaKCH-
MaJIbHO JOMYCTUMBIMU 03aMU OeTa-0JI0KaTOpoB. Y
HUX HE TIPEKPaIaroTCsl CMHKOIIE, HEKOTOPHIC TAlIMEeH-
Thl TTOrMOAIOT BHE3AMHO. Y YacTW MallMEHTOB Ha3Ha-
YEHME 3TOM TPYIIIBI IPerapaToB 3aTPYIHICTCS BbIpa-
>XEeHHOI Opaaukapaueil. Beicokasi cCMEpTHOCTb 00JIb-
HBIX B OTCYTCTBHE JICUCHHST M HeAOCTaTOYHAsT 3 heK-
TUBHOCTb (hapMaKOTeparnuy Win ee OTCYTCTBUE Y psiia
OOJIEHBIX CTUMYIMPYIOT IMTOUCK IPYTHX 3(PPEKTUBHBIX
METOJIOB JIEUEHUsI, B TOM YMCJIe U XUpyprudeckux [1].
B martoreHese XW3HEYIpOXAIOIIMX apUTMHUU TIpU
CYQT cyliecTBeHHYIO POJib UTpaloT Opagukapavs 1
IMOCTIKCTPACUCTOINYECKUE T1ay3bl, BO3HUKAIOIIIUE TIe-
pel pa3BuTHeM PeHOMEHA «KAaCKaia», IPEALIECTBYIO-
mero araabHON apuTMUU. B COOTBETCTBUM € 3TUM
MMEIOTCST TIPEINOJIOKEHUSI O BO3MOXHOM 3((eKTUB-
HOCTM MMILIAHTALIMU 3JIEKTPOKAPIUOCTUMYJISITOpA,
CIIOCOOHOTO TIPEAOTBPATUTh pPAa3BUTHE OpamTvapuT-
MMii. [IpyriM MEeTOIOM XMPYPru4eCKOro MHTePBEHII -
OHHOTO BMEIIIATEIbLCTBA SIBJISICTCSI MMIIAHTALINS Kap-
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nroBepTepa-aeuOpUIIsATOpa, MPOBOASIIETO dEKT-
POIIIOK TIOCJIE PEeTHUCTpalny Havaia (QUOPMIIISIIAN
KeJlynoukoB. Ho enrHOro MHEHMSI OTHOCUTEJIbHO
MIPEATIOUTECHUS TEPATIeBTUICCKUX MJIN XUPYPTUIECKIX
METOIOB JICUEHUSI B 3aBUCMMOCTU OT T€HETUYECKOro
BapuanTa CYQT Ha cerogHsIIHUMA 1eHb HET.

Llenpio HACTOSIIIIETO MCCIEI0BAaHUS SIBUJIOCH M3Y-
yeHue KJIMHUYECKO BapuabeJbHOCTU CUHApOMA Y-
JMHeHHoro nuHTepBana Q7, Tum 1, BBI3BAHHOTO MyTa-
uusmu B reHe KCNQ1, a Takxke oleHKa 3¢ GeKTUBHO-
CTU Pa3IUIHBIX METONOB JICUCHUSI HA OCHOBAaHUM OCO-
OEHHOCTE! KIMHUKO-TEeHETUYECKOT0 MOoJIMMOophU3Ma.

MATEPHUAJI 1 METOJbI

C 1997 o 2004 r. o HalIMM HaOJII0ACHUEM Haxo-
quuch 13 marumeHToB (keHIH — 11, My>kunH — 2)
u3 8 HeponcTBeHHbIX cemeii ¢ CYQT, B Bo3pacte ot 11
110 36 neT (B cpeaHeM 17,5 roga), U3 HUX 7 MaLIMEHTOB
ObUIM ornepupoBaHbl (K KoHIy 2004 1.)*. O6cnenoBa-
HHE BKJIIOYAJIO B CeOST TTOMUMO TPaAVIIMOHHBIX KIIH-
HUKO-MHCTPYMEHTAIBHBIX METOMOB PSI CICIMab-
HBIX MOJIEKYJISIPHO-TEHETUUECKUX METOIOB UCCIIeI0-
BaHUs. JlnarHo3 ObLT yCTaHOBJIEH HA OCHOBAaHUM KPU-
TepueB, NipeanoxXeHHbIX P. Schwartz (1993).

Kaunuxo-uncmpymenmanvHoe 06caedogarue BKITIO-
yajgo CTaHIapTHOE M MHOTOKaHaJbHOE 3JIeKTpoKap-
mnorpadpuueckoe ucciaenoBanue (DKI), cyrounoe
MoHutopupoBaHue DKI o Xoarepy (B ToM uucie no
12 xaHanam), UHBa3UBHOE 3JIEKTPODU3UOIOTUYECKOE
o0cen0BaHKe MO MOKAa3aHUsIM, cOOp reHealoruyec-
KOTO aHaMHe3a C OLIEHKOW 32JIeKTpOKapauorpaMm
BCEX YWICHOB CEMbM, BKIJIIOYAS MOCTYITHBIX JAJTbHUX
POICTBEHHUKOB, C BEISIBICHHEM CJIydaeB BHE3aITHOMU
cMepTu B ceMbe. OLIEeHUBAIUCH CIICAYIONINE ITapaMeT-
pBI: 9yacToTa 0a3MCHOIO PUTMA, IMPOIOJKUTEIHBHOCTD
nHTepBaia Q7T 10 OTHOIICHUWIO K TEKYIIEH YacTOTe
CEepIeYHOTO0 pUTMa, HaJIMYKMe ajabrepHaluu 3youa 7,
IWHAMWKa IATeIbHOCTH MHTepBana Q7, KOppuTH-
poBaHHBI uMHTepBan Q7T¢ (paccuuTthiBajics Mo Gop-
myste Baserra (1918): QTe=QT/VRR), nucnepcust UH-
tepBana QT (QTd) (paccuuTbiBajgach B MC KakK pas-
HOCTh MaKCHUMaJIbHOTO Y MWHWMAJIbHOTO 3HAYCHUA
MHTEpBaia B KaXKI0M M3 12 cTaHIApTHBIX OTBEIECHUIA:
QTd=QTmax—QTmin), KOppuUrMpoBaHHasl IuCIEp-
cust untepBana QT (QTcd) onpenensiiach Kak pas-
HUIlAa MeXOY MaKCHUMaJbHBIM W MWHUMAaJbHBIM
3HaAaYeHUEeM KOPPUTHMpPOBaHHOTO WuHTepBaida QTc
(QTed=QTemax—QTemin). Bo BpeMsi NpoBeAeHUS
cyrouHoro mouunTopupoBanus DKI no Xonrepy Tak-
K€ OLIEHUBAIUCh IJTMTEIbHOCTb MHTepBajia Q7, nuHa-
MUKa IIPOIOJLKUTEIBHOCTH MHTepBaja Q71, mpu3HaKKu
9JIEKTPUYECKON HECTaOUJIbHOCTM MMOKapaa, Hajlu-
Yye XKeJIYIOIKOBBIX apUTMUIA. 2KeTynqouYKOBEIN TeHe3

*KcenenoBanus B JaHHO 06JacTu ObutM noaaepxanbl HaydHbim
LIEHTPOM cepaeuHo-cocyaucToi xupyprun um. A. H. Bakynea
PAMH (otaeneHueM XUpyprudeckoro Jie4eHUs TaXuapuTMuii) u
rpanToM POOU Ne 04-0589/04.

apUTMUU OBLJT TTOATBEPKICH JaHHBIMM XOJITEPOBCKO-
ro MOHHUTOpUpOBaHUs, peructpaiueit DKI Bo Bpems
MPUCTYIIA B psilie CJTydaeB, MPU MPOBEACHUU MHBA3UB-
HOTO 3JIEKTPODU3NOIOTTICCKOTO UCCICIOBAHMS.

Moanekynapro-eenemuueckoe uccaedosanue IPOBOIM-
Jioch Ha oOpastax JJHK 601bHbIX, BbIIEIEHHON U3 el -
KOIIMTOB BEHO3HOI KPOBM CTaHIAPTHBIM METOIOM C
WCIIOJIb30BaHEM Habopa peareHTOB W MPOTOKOJIA IS
BeineneHus JJHK ¢upmbr DIAtom™ DNAPrep100
(Poccust). Tlonumepasnyto uernHyto peakuuto (ITLIP)
MIPOBOIVJIN C TIOMOIIBIO TepMoLKiepa «MC2» rpons-
Boactea dupmbl «JIHK-texHonorus» (Poccust) ¢ uc-
oIb30BaHneM Tag-mmoammepassl hupMbl «briomactep»
(Poccust). beina mpoaHanm3upoBaHa KOAUPYIOLLAS T10-
crenoBarebHOCTh TeHa KCNQ1 ¢ TipujieTalonuMy TH-
TPOHHBIMU oOnacTsiMu. TTouck myTanuii B a9k30He 1A
MPOBOIMJICST METOIOM IIPSIMOTO CEKBEHHMPOBAaHMS, B
aKk30Hax 1—15 — metogom PCR-SSCP ¢ nocneayommnm
MPSIMBIM CEKBEHUPOBAaHWEM (PparMeHTOB ¢ aHOMAJIb-
HOi1 2JIeKTPOGOPETUUECKOI MOIBUKHOCTBIO HA aBTO-
MaTtudeckoM cekBeHatope ABI™ 3100 ¢pupmnbl «Applied
Biosystems». Hannuue Hykji1eOTUAHBIX 3aMEH y KPOB-
HBIX POICTBEHHUKOB ITPOOAHIOB BBISBIISIIA METOIOM
PECTPUKIIMOHHOTO aHajm3a. VICITonmp30BaHHBIC 3HOO-
HyKJ1ea3bl pousBeaeHbl hrupMaMu «CrudoDH3um» (Poc-
cust) m HITO «Fermentas» (JIatBust).

PE3VJIBTATBI 1 OBCYXK/JIEHUE

B HacTos111ei paboTe aHaTM3UPOBATMCH KIIMHUYEC-
kue mnposieHus CYQT, BbI3BAHHOTO pa3IUYHBIMU
myTauusgMu B reHe KCNQ1, mpoBOIMJIOCh CpaBHEHUE
TSDKECTU KIIMHUYECKUX TMPOSIBJICHUI Y OOJIBHBIX C pa3-
HBIMM MYTaIlMsSIMH, OLICHUBAJIOCH 3HAUCHNE KOHKPET-
HOW MyTallMM ISl ONpENeSIeHUs] TaKTUKU BEICHUS
0onbHbIX. [lomyuyeHHblie Hamu pesynbrathl JJHK-mgua-
rHoctuku noaTrBepauan Haamuve CYQT, tun 1, y 10
(76,9%) GOIBHBIX, B IATH U3 8 00CIICIOBAHHBIX HEPO/I-
CTBEHHBIX CEMeil 10151 BBISIBJIEHHBIX MyTalllii COCTaBH -
na 62,5%. B nByX HEPOICTBEHHBIX CEMbSIX Y 4 OOJTBHBIX
3a0oyieBaHUEe OBLIO OOYyclIOBIeHO MyTauueit A341V.
B Tpex cembsix myTaiuu ObUIM pa3HbIMU. MyTaius
G306R naeHTHdULIMPOBAaHA Y 4 POICTBEHHBIX OOJIb-
HbIX, anueHTsl ¢ Mytauusamu G314S u G589D 6buin
€IUHCTBEHHBIMU OOJBHBIMU B CBOMX CeMbsIX. Myta-
LIMU TTO-pa3HOMY 3aTparuBaloT CTPYKTYpy Oejika Kajiu-
eBoro kaHaia: myraunu G314S u G306R 3arparusaror
nopoo0Opasyloliyto ooaacTb 6eska, a A341V — memOpa-
HOCBSI3aHHBI JoMeH S6 (puc. 2). Myrauuuy npeacras-
JISIIOT OO0 aMUHOKUCJOTHBIE 3aMEHbI: MyTallus
G306R — 3aMeHa IMLMHA HA QpIMHUH B TOJI0XEHUN
306, G314S — 3aMeHa NIMIMHA HA CEPUH B ITOJIOXKEHUU
314, A341V — 3ameHa ajJaHMHA Ha BaJMH B MTOJOXEHUU
341, G589D — 3ameHa IIMIIMHA Ha acmapardiHOBYIO
KHUCJIOTY B nojoxeHuu 589. Kaxnas u3 MyTaiuii npu-
BOIUT K MU3MEHEHMIO CBOMCTB OeJIKa U, CJIeI0BaTe/IbHO,
K HapyIIeHUIO KaJIMeBOM MTPOBOIUMOCTHU. B risitu ceMb-
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Puc. 2. Cxema Gesika KaJlueBOrO KaHaja, KOAUPYEMOTO
redoM KCNQ1 (CYQT, tum 1), ¢ ykazaHueM MyTalWii,
BBISIBJIEHHBIX Y HAIIIMX MAIlMEHTOB.

SIX TIPOCJIEKMBAJIOCh HacenoBaHUe 3a00eBaHUs 0O-
Jiee YeM B OJTHOM TTOKOJIEHUM, B TPEX CEMbsIX TIPOOaH]T
ObLT €AMHCTBEHHBIM OOJIbHBIM. Y Tpex OOJIbHbIX MyTa-
it B reHe KCNQ 1 BbISIBIIGHO He OBIIO.

Y 12 u3 13 (92,3%) GONbHBIX HA 3IEKTPOKAPANO-
rpaMMe ObUTa yBeJIMUYeHa MPOAOKUTEIbHOCTh NHTEP-
Basia Q7. CpenHee 3HaueHre MHTepBana Q7 Ha DJIeKT-
poKapauorpamme Iokosi cocTaBuio 458+59 mc, 3Ha-
yeHue KoppurupoanHoro uHrepsaia Q7 (Q7c) cocra-
BWIO B cpenHeM 464+87 mc. CinenyeT OTMETUTD, YTO Y
3 u3 13 (23%) 60JIbHBIX MOAOOHBIE U3MEHEHUST CETMEH -
Ta QT OBbUIN BHISIBIEHBI TOJBKO ITPU ITPOBEICHUM XOJI-
TEPOBCKOTO MOHUTOPUPOBAHUSI, a Ha 3JIEKTPOKAPANO-
rpaMMax IOKOSI JTUTEIbHOCTD MHTepBaia Q7 Haxomm-
JIach B Tpejiesiax HOPMbI MJIM Ha BEPXHEN ee TpaHuIIe.

KinnHuyeckue mposiBieHUsT 3a00j1eBaHUST Y O0JIb-
HBbIX C BbISIBIEHHbIMU MyTauusiMmu B reHe KCNQI
(CYQT, tun 1) xapakTepru30BaIrCh Bapra0deIbHOCTHIO
B HEPOACTBEHHBIX 1 POICTBEHHbBIX CeMbsiX. B KinHMye-
CKO#1 KapTWHE TOMWHHMPOBAIN TIPUCTYITBI TTOTEPU CO-
3HaHUs (CMHKOIIE), IJI KOTOPhIX XapaKTepHa CBS3b C
MPOBOLMPYIOIIUM (PaKTOPOM. YHUBEpPCaIbHOTO (hak-
TOpa, BBI3BIBAIOILIETO CUHKOIIE, HE YIaJ0Ch BbIIEIUTD,
TaK KakK IIPUCTYITBl BOBHUKAIIA Ha pa3HoM (oHe. Dak-
TOPBI, TTPOBOIIMPYIOIINE CUHKOIIE, OBLIN TIpeICTaBIIe-
HBI [ICUXO3MOIIMOHATBHBIM BO30y:KaeHUeM (60%), hu-
3uueckoil Harpyskoii (50%), B yactu ciaydaeB ObUIA
CBsI3aHBI C TIPOOYKIeHHeM OoT HouHoro cHa (20%). I1s1-
Tepo (50%) GONbHBIX MEPEXUIN KIMHUYECKYIO CMEPTh
C TOCJIEAYIOIIMMI PeaHUMALIMOHHBIMU MEPOITPUSITHSI -
mu. Jlarxpie DKI mokazanu pa3imaHyo MopdoIoTiio
3youa 7'y OOJIbHBIX C MOATBEPXKIAECHHBIM TeHETUYEeCKU

CYQT, tum 1. B gyetsipex (40%) u3 10 caygaeB Mopdo-
Jiorust 3youa 7"6bu1a 00bI9HOIM, 3y6el] 7'¢ IMPOKUM OC-
HOBaHMeM ObLI IpeacTasiieH B 5 (50%) ciydasix, IByX-
(asnbiii T-3y6en; Bctpetuics B 1 ciydae (10%). Ha
9JIEKTPOKapAMOrpaMMax B JAHHOM Trpymie OOJbHBIX
BBISIBJISUTUCH M JIPYTHE TMPU3HAKK JIEKTPUUECKON He-
CTa0MJILHOCTM MMOKapaa, TakKue, KakK ajJbTepHallus
3yb11a 7, a TakKe COMYTCTBYIOIIME HAPYILIEHUS] pUTMA U
npoBonumocty. CyrouHoe MoHuTOpupoBaHue JKI o
XoaTepy okaszajoch 0ojiee MHGOPMATUBHBLIM, YeM
crannaptHas DKI, B rutaHe BbISIBJIEHUST CTOMKOM CUHY-
COBOIl OpaguKapaInuy B MojioBuHe ciydae (50%), aib-
TepHaiuu 3yora 7B 6 (60%) ciydasix 1 0co6oit hopMbI
KT ¢ xaoTnyecKrM U3MEHEHUEM 3JIEKTPUUIECKON OCU
SKTOIMMYECKUX KOMIUIEKCOB — TtojimmopgHoit KT tu-
na <«IUpy3T», KOTOpasi PerucTpupoBajach B MEpUOL
npuctyna — B 8 (80%) ciyydasix. B 3 cryvasx u3 8 monu-
mopdHas KT Obuta 3aperucTpupoBaHa B COYETAHUU C
@K, monomopdHas KT Oblna mpeacTaBieHa equHAY-
HbIM ciiydaeM (10%), yacTast >kel1yI04KoBasi SKCTpacu-
CTOJTMST BBICOKMX Tpanaiuii o JlayHy otmevanach B 3
(30%) cnyyasix. CorocrapieHue JaHHBIX, TIOJyUYEeHHbBIX
npu ogHoBpeMeHHoi peructpaumu OKI B 12 oTBene-
HUSIX, ¥ JAaHHBIX 12-KaHaJbHOTO CYTOYHOTO MOHMTO-
pupoBaHusi DKI' mo Xontepy BbISIBUIO dJEKTpUYEC-
KYyI0 HETOMOTEHHOCTh MHMOKAapIa, a UMEHHO HaJINJne
avcrepcuy uHtepBaia QT pa3IuyHOI CTENEHU BbIpa-
keHHocTH. MBI otleHnBanm: Q7 min, Q7 max, gucrep-
cuio uHtepsBana QT (QTd), koppUrupoBaHHbII UHTEP-
Bant QT (Q71c), nucniepcuio KOppUrMpOBAHHOTO UHTEP-
Bana QT (QTcd). B 3aBUCMMOCTH OT CTETIEHU TSKECTU
KJIMHUYECKUX TTPOSIBIIEHUIA TTAllMEHThI ObUTA pasiiesie-
HBI Ha IIBE TPYTIIIBI, 1T KaXKIO0M 13 KOTOPBIX XapaKTep-
HbI CBOU 3JIEKTpOKapAUOrpachuyeckrue OCOOEHHOCTHU.
IlepByto rpyrmmy cocTaBwIn OOJbHBIE C PEAKMMU CHUH-
KOII€ 1 XOPOILUM OTBETOM Ha 3-0610KkaTophl (1 601bHOM
¢ mytauueit G314S u 4 6onbHbIX ¢ MyTauueit G306R).
Bo Bropylo rpyriny BolUIM 00JbHBIE ¢ 00Jee TSKETbIM
TEUCHUEM: YaCTHIMU CUHKOITS, KIIMHITICCKONU CMEPTHIO
B aHaMHe3e M COXpaHEHUEM IPUCTYINOB CUHKOIE Ha
done neueHust 6era-610karopamu (4 OOJTBHBIX C MyTa-
uueit A341V u 1 6ombHas ¢ mytaumeit G589D). IMoka-
3aTeNv TUCTIEPCUM JIOCTOBEPHO BBIIIIE BO BTOPOIA IPYTI-
e 6oabHBIX (p<0,05), yem B mepBoii (TadI. 2).
YuuThIBas YacThle CUHKOIIE, B PSijie CIIydaeB IMpu-
BEIIIME K COCTOSTHUIO KIMHUYECKOW CMEPTH, TTOTpe-
OOBaBIIIEl TIPOBENEHNSI peaHUMAIMOHHBIX MEPOTIPHSI-
T, a Takke gaHHble DKI, Tpoe OONBHBIX M3 BTOPOIA

Ta6bnuma 2
CpaBHeHue 3HAYeHMii ucniepcuu nHTepsaia Q7 no AByM rpynnam 00JIbHbIX
C Pa3jMYHOM CTENEeHbIO THKECTH KINHUYECKUX MPOSBJICHUI
Ipynmbr QTmin, mc QTmax, mc QTc min, mc | QTc max, mc Q1Td, mc QTed, mc

1-4 rpyrmna (n=5)

(G314S - 16., G306R —406.) 45647 492+42 469165 504+68 367 35+5
2-¢ rpynmna (n=>3)

(A341V—-46.,G589D —16.) 462181 533482 471168 550£76 71£15 79+18
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Tab6nauuma 3
CpaBHuTeIbHAS XaPAKTEPHCTHKA KJIMHIYECKHX 0COOEHHOCTEl TeueHHs 3a00/1eBaHus
y nanueHToB ¢ noarsepxkaeHHbiM renermaeckn CYQT, tun 1
1-s1 rpymimna 2-s1 TpyImIa
ITokazaTenu

G306R |  G314s A341V G589D
Yuco nmpobaHIoB 1 1 2 1
OO011e€e YUCIIO MalueHTOB 4 1 4 1
QTe, mc (11 ct. oTBeneHME) 459+54,1 457,43£31,5 522435,8 5144342
Hannuue cuHKOMaIbHBIX COCTOSTHUI 10 JICYESHUS 3 1 4 1
IMauueHTbl, cCOXpaHsIolMe CUHKOIE Ha (DoHe Teparuu 1 0 4 1
KnamHnueckas cMepThb 0 0 4 1
BHesanHast cMepTh B ceMbe TTpodaHaa 0 0 2 1
[TaneHTHI ¢ ynaaeHHBIM JIEBbIM 3Be314aThIM TaHTJIMEM 1 0 2 0
MK 0 0 0 1
DKC 1 0 2 0
AAT 2 1 4 1

TPYIIIBI M ONWH OOJIBHOM M3 TIEPBOM TPYIIIBI OBLIA
rpoorneprpoBaHbl. OTHOMY MAIMEHTY ObLT UMITIAHTH-
pOBaH KapanoBepTep-nepuOPMIIISTOp, TPEM TallleH-
TaM ObUT UMIUTAHTUPOBAH 3JIEKTPOKAPAMOCTUMYJISITOD
1 Ha3HA4YCHBI aicKBaTHBIC JO3bI OeTa-0JIOKATOPOB.

ITonumopdusM 3aboneBaHUS B Halleil Tpyre
OOJIBHBIX MPEACTaBIEH Ha MOJEKYISIPHO-TE€HETUYEC-
KOM YPOBHE B BHUJE pa3HbIX MyTalllil B OMHOM T'eHeE.
KnuHuyeckasi kapTrHa 3a001eBaHMsT XapaKTepU3yeT-
CsI MEXCEMEWHBIM M BHYTPUCEMEMHBIM NOJUMOP-
¢uszmom Ha deHoTunuueckoM ypoBHe. COBOKyM-
HOCTb T€HETUUYECKOU T'eTepOreHHOCTU U (PEHOTUIIM-
YecKoit BaprabebHOCTU JUKTYET OCOOEHHOCTH Belle-
HUS U TaKTUKU JICYCHUS Yy OOJTBHBIX C TEHETUYECKU
noarBepxaeHHbIM CYQT, tun 1 (Tadma. 3).

Tpoe manmeHToB, Y KOTOPHIX HE OBLINA BBISIBJICHBI
myTtauuu B reHe KCNQI, yuyutbiBas KIMHUYECKUE
JMaHHBIE, TAKKe OBUTM OIlepHUpOBaHbI. B OBYX cirydasx
OB MMIUIAHTMPOBAH 3JIEKTPOKAPAUOCTUMYJISITOP, B
OJIHOM CJIyyae KapAuoBepTep-AeduopuLISTOp.

CoriacHO MHOTOUYHCJICHHBIM KIIMHUYECKUM U MO-
JIEKYJIIPHO-TEHETUYECKUM UCCIIeOBAHUAM, KIMHU-
yeckue ocobeHHoctn CYQT, a Takke 3¢p¢eKTuB-
HOCTb Pa3JINYHBIX ITOAXOAOB K JICUEHUIO B 3HAUUTETh-
HOI CTEIICHU OIIPEACIISIIOTCS IMOPAaKEHHBIM TCHOM.
Kpome Toro, TSKeCTb COCTOSTHUSI OOJIBHBIX C OJTHUM
MOJIEKYJISIPHO-TeHETUYECKM BapHUaHTOM 3aBUCHUT OT
KOHKPETHOM MyTalliM, MPUBOIIIEH K 3a001eBaHUIO.

CoOcTBeHHBIC TaHHBIC MO3BOJISIOT CYMTATh, UTO
3a0o0seBaHMe, 00ycaoBaeHHOe MyTanueit A341V B re-
He KCNQI, xapakTtepu3yeTcsl TSIKEIbIM TEUSHUEM.
DTU JaHHBIE COMIACYIOTCS ¢ ONyOJIMKOBAaHHBIMM B 3a-
pyOexXHOI JuTepaType pe3yabraTaMu KIMHUYECKUX
HaOmogeHuii [5, 13]. YuuTbiBasg BBICOKYIO YacCTOTY
BHE3aITHBIX CMEPTEl B CEMbsIX OOJTbHBIX, COXpaHEHHE
CUHKOTIe Ha (hoHEe Tepanuu 6eTa-0JIoKaTopaMu y Bcex
Hocuteneit mytaiuu A341V, ToJbKO MeAUKaMEHTO3-
HOE JICUCHHE HEJIb3sI CYNTATh TOCTATOYHBIM. MBI CUM-
TaeM, 4YTO BBISIBJICHUE STOH MyTalUu y OOJBHBIX C
CYQT MoxeT paccMaTpUBaThC KaK MoKa3aHue K 00-
Jiee arpecCMBHOMY JieueHuo. B rpymme ¢ Tsokeabim

TeUeHUEM 3a00JIeBaHMS TakKe HaOJomazach Imaiu-
eHTKa C 3a00JieBaHUEeM, OOYCIOBIEHHBIM «(DUHCKOI»
myTanueit G589D. Bra myTaums aBiasieTcs IPUINHOMN
He MeHee TpetH Bcex ciaydaeB CYQT B dunmgHaumn
[7]. O6GBIYHO 3Ta MyTalLIMSI IPUBOIUT K MATKOMY TeUe-
HMIO 3a0oseBaHust. Y 50% HocuTeneil 3Toil MyTauuu
HabII0IaeTCs MPOAO/LKUTEILHOCTE O 7¢ MeHee 460 Mmc,
u 8% reMoAMHAMMUYECKU 3HAYMMBbIX TIpucTynoB KT
n/vmn O accouumpyeTcsl ¢ IPUEMOM Pa3JTMUHBIX
TPYIIII JICKAPCTBEHHBIX TTPEIapaToB (TaK Ha3bIBaeMbIil
BropuuHblii cuHapoM CYQT), B criekTp MOOOYHBIX
NecTBUl KOTOophiX, o MHeHuto K. Piippo u coaBT.
[7], BXOmUT HapylIeHWEe MPOLIECCOB PEMOISIPU3ALIUU.
Takue gaHHBIC TUKTYIOT OCOOCHHOCTH aHAIM3a K-
HUYECKUX M aHaMHECTMYECKMX NaHHBIX y Halllux
O6ombHBIX. OUeHb BaXXHBIM SBJISIETCS TEHETUUICCKOE
o0cieqoBaHUe BCeX KPOBHBIX POJCTBEHHUKOB 0O0Jb-
HBIX U BBISIBJICHNE IPYIITBEI BHICOKOTO PHCKA Pa3BUTHUS
nonuMopdHoii KT. B cembe OonbHOM ¢ MyTamueit
G589D HaM HeusBecTHO O Apyrux 6ojbHbIX ¢ CYQT,
OIHAKO TpMU 3TON MyTallMM, KaK yKa3aHO BBIIIE, B
50% ciyyaeB XapaKTEPHO CKPBLITOE TeYeHUEe 3a00Je-
BaHMS, Koraa 0e3 NMPUMEHEHUS] MOJIEKYISIPHO-TeHe-
TUYeCcKUX MeTonoB nuarHoctupoBath CYQT mpakTu-
YeCcKM HEeBO3MOXHO. Takxke HeoOxoaum Oosiee TIa-
TeJbHBIN aHaau3 (GakTOPOB, MPEAIIECTBYIONIMX Ma-
HudecTauny 3a00JIeBaHUs, Ha TIPEAMET BBISIBICHUS
accolMalu ¢ BO3MOXHBIM (hapMaKoOJOTMYeCKUM
MpoBoLUpYOIUM (GakTopoM. B cirydae BBISIBICHUS
9TOI MyTallUM Y IPYTUX YJIEHOB CEMbU OYIET HEOOX0-
MO, TI0 MEHBIIIEH Mepe, PeryysipHOe 00cieIoBaHIe
y KapauoJiora BCceX BBISIBICHHBIX JIUIL 1 O3HAKOMJIe-
HHME WX CO CIIMCKOM JIEKAPCTBEHHBIX TIPErnaparoB,
CIIOCOOHBIX TIPUBECTH K MaHMdecTaluu 3aboyieBa-
Husl. Tsokennoe TedyeHWe 3a00JieBaHUS y HaIlel Mmaiu-
€HTKU MOXET OBITb O0YCJIOBJIEHO HE TOJILKO MOIUDT-
LUPYIOINMHA BIUSTHUSIMH CPEIbl, HO M TCHETUIECKM -
mu BaustHusIMu. 1o manHbiM na6opatopuu JJHK-nu-
arnoctuku ['Y MI'HII PAMH ne menee 3—5% ciryua-
eB CYQT o0ycrmoBIeHBI HATUIEM 00Jiee YeM OTHOM
MyTalliM B Te€HaX, OTBETCTBEHHBIX 3a 3a0oJieBaHUE
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[18]. Bo Bcex aTux ciyyasx KIMHUYeCKasl KapTUHa 3a-
OoseBaHMs y OOJTBHOTO C IBYMST MYTAITUSIMU SIBJISIETCST
0oJiee TSKENOi, YeM Y POICTBEHHUKOB C OTHOI MyTa-
mueil. DT JaHHBIE TaKKe OOCYXHAloTcs B padoTax
P. Westenskow u coaBr. [15]. [ToaTomy nipencraBisieTcst
11eJIeCO00pa3HbIM TIPOMOJIKEHNE TSI TaHHOW 0O0Jhb-
HOI MOJIEKYJIIPHO-TEHETUUECKOT0 CKPUHUHTA B IPY-
rux reHax, orBeTcTBeHHbIX 3a CYQT, 1151 BbIIBIECHUS
WIA WCKJTIOUEHUS NOIOJHUTEIBHBIX MYTallWii, 4TO
MO3BOJIUT JIydllle TIOHSTh MOJIEKYJISIPHYIO TTPUPOIY
3a00JieBaHUsI, YTOYHUTDH IIPOTHO3 U MpPOBECTU OoJiee
3¢ deKTUBHOE MEIUKO-TeHETMYECKOe KOHCYJIBTUPO-
BaHUE B TaHHOU ceMbe. biarompusTHoe TeueHMe 3a-
OoJieBaHMST HAOIIOAAIOCH Y TTALIMEHTOB C MyTallUSIMU
G314S u G306R, uto cornacyercsi ¢ UMEIOLIUMUCS
B JIUTepaType KIMHUYECKUMU ONMMCAHUSIMU OOJTbHBIX
C YKa3aHHBIMM TeHETUYCCKUMU AceKTaMU MO ITaH-
HbIM Wang u coast. (1996), Jongbloed u coast. (1999)
(uur. o [18]).

HuarHoctuka CYQT B HacTosiee BpeMsl OCTaeT-
CsI CJIOXHOM, TTOCKOJIBKY BO3MOXKHBI pa3IUIHBbIC Ba-
PUAHTBI TEYCHMSI, OCOOCHHO TPYIHO BBISIBUTH CKPHI-
Toe TeueHue 3a00JIeBaHsI, C MUHUMAJIbHBIMU 3JIEKT-
poKapauorpaduIecKUMU TIPOSIBICHUSIMU, TIPU 3TOM
PHYICK pa3BUTUSI XKM3HEYTPOXKAIOIIMX apDUTMUIA OCTaeT-
cg BBICOKMM [4, 14]. KitmHMYecKast reTeporeHHOCTh
CYQT mnposgsnsieTcs, HarlpuMep, B pa3idyuu Ipo-
BOLIMPYIOIINX (DAKTOPOB, BEAYHIMX K CUHKOMAIb-
HOMY 3Mnu3oay. B nurepatype oTmedaercsl cTaOWIb-
Hasl CBSA3b MEXAy (PU3NUEeCKOW U TICUXOIMOILIMO-
HaJIbHOI Harpy3kamu W pa3BUTHEM apUTMOTICHHBIX
CUHKOMAJIbHBIX cocTossHUI y mauueHToB ¢ CYQT,
tan 1 [16]. dna naumentos ¢ CYQT, tum 2 Hanbosee
XapaKTepHBIM TPUTTEPHBIM (PAKTOPOM SIBJISIETCS Pe3-
KNIl 3BYKOBO#M paszapaxutenb [16]. Cpenn Haimx
MalMeHTOB ¢ CUHKOIAJbHON (hopMoii 3a00ieBaHuUS,
Y KOTOPBIX ObUIN BBISIBIIEHBI MyTaliuni B reHe KCNQ1,
9TOT (pakTOp HEe ObLT OTMEUEH HU pa3y. DTU HabJ0Ie-
HUST cornacytotcsi ¢ maHHbiMM G. Vincent (1992),
I. Splawski (1998), J. Lupoglazoff (2001), onuckiBato-
IIAX 3TOT IPOBOLUPYIOIINI (DaKTOp IPEUMYIIECT-
BeHHO y maneHToB ¢ CYQT, tum 2 [13, 14, 16]. Oxn-
HaKO 3TOT MPU3HAK MOXET ObITh MCITOJIb30BaH B Ka-
yecTBe AU depeHINaTbHO-IUAarHOCTUYECKOIO KpU-
Tepusi ¢ OOJBILIONW OCTOPOXHOCTBIO, Tak Kak J. Wei
(2000) onmucan manmenTa c¢ aenenueit 504delG B rene
KCNQI v cuHKOMNaJIbHBIMU COCTOSIHUSIMU, BbI3BaH-
HBIMU PE3KUM 3BOHKOM OyawiibHUKa. Ha ocHOBaHunM
KOMITJIEKCHBIX KJIMHUKO-TEHETUYECKUX MCCIIeI0Ba-
HUI B INTEpaType OMUCHIBACTCS pa3InmdHass MOpdo-
Jorus 3youa 7' it pa3IMYHbIX BapMaHTOB CUHApOMa,
YTO HEepeaKO MMEET OIpeAeIsioniee 3HaUeHUE B Jua-
THOCTHMKE OCHOBHBIX KIIMHUYECKUX BapUAHTOB CUH/I-
pomMa. ITo MmueHuto A. J. Moss u coaBrt. (1995) (uut. mo
[4]), onnHaKOBbIC TeHETUYECKKME HAPYIIIECHUS TTOBJIe-
KYT 3a cO0Ol CXOXUe KIMHUKO-3JIEKTpOKapauorpa-

uyeckue MposIBIEHMS, U ST KaXKIOTO MOJIEKYJISIP-
HO-TeHETUYECKOTO BapHMaHTa XapaKTepeH OIpeaeIcH-
HBII BaeKkTporpaduyecKuii maTrepH. Tak, MyTaluu B
rene KCNQ1, otBerctBeHHOM 3a CYQT, tum 1, peHO-
TUITMYECKU TIPOSIBISIIOTCS u3MeHeHussMu Ha OKI B
Bune 7-3y011a ¢ MMPOKUM OCHOBaHMEM. [eHeTnIecKn
JeTepMUHUPOBAHHAs 32JICKTpUUECKasi HeCTaOUIb-
HOCTb MUOKap/a 3J1eKTPoKaparuorpapuiecku posiB-
JIIeTCsl B BUIC YIUTMHEHUST nHTepBaia Q7, anbrepHa-
uum 3youa 7, nucniepcuu uHTepBaia Q7. Cuntaetcs,
YTO ajbrepHanus 3youa 7' (Mu3MeHeHHe ero (OpMbl,
TOJIIPHOCTH WJIM aMIDIATYObl B TeYEHWE KOPOTKUX
MIPOMEKYTKOB BpPEMEHM) YBEJIWYMBAEeT Bapuadeshb-
HOCTh uMHTepBasia Q7, HapylllaeTcsl CUHXPOHM3AIUs
Mexny 6a3zoBoii YCC m mIMTETBHOCTBHIO MHTEpBaIa
QT, 4TO B 11eJIOM OTpakaeT BHICOKMI YPOBEHb JIEKT-
pudeckoil HectabuiabHOCTU MMokapaa. W. Shimizu,
C. Antzelevitch 1 coaBT. B CBoMX paboTax MoKa3biBa-
FOT, 9YTO MOBBIIICHHBIN PUCK Pa3BUTHUS JKEJIYIOIKOBBIX
apUTMUI aCCOLUMPYETCS HE TOJBKO C YBEJIMYEHUEM
MPOIOKUTEIBHOCTH (ha3bl pernosipuzaunu (rmoxkasa-
ter QTmax, QTemax, oTpaxaroluiye MPOIOJKATEb-
HOCTb Mpoliecca pernosipu3aiu B MUOKap/e), HO U C
yBeJIUUCHUEM TIIoKasaTelleil OUCIepCHy WHTepBajia
QT (QTd), otpaxarollux BbIPaXEHHYI HEOIHOPO.-
HOCTh (HETOMOTEHHOCTB) IIpOIIecca peroIIpu3allum
¥ TOTOBHOCTb MMOKapaa K apuTmoreHesy [12, 17].
ITosTomy cumTarot, uro qucnepcus naTepsaia Q7 siB-
JISETCS BaXXHBIM TOKa3aTejeM, OTpaxalollMM DPUCK
pa3BUTUSI BHe3aIlmHOW cMepTu [2, 3, 9], u OOJbHBIM,
y KOTOPBIX 3TOT MOKa3aTeb JOCTATOYHO BBICOK, Tpe-
OyeTcst OoJiee arpecCUBHOE JIeUeHUE.

M3zyueHne KIMHMYECKOTO M TEHETUIECKOTO IO~
Mopdur3Ma 3a00JieBaHUSI TTO3BOJWIO TIOJYYUTh BO3-
MOKHOCTb aCCOLIMAaTUBHON OLICHKU (DeHOTUITMIECKUX
¥ MOJICKYJISIPHO-TEHETUUECKIX MPOSBICHUI B paMKax
OITHOTO MaTOJIOTIECKOTo cocTosiHMs. braromapst pa6o-
TaM 3apyOeKHbIX UCClIefoBaTe/ el U HalllUM UCCIen0-
BaHUSIM B 3TOI OOJIACTH TTOTydeHA BO3MOXKHOCTD ITPO-
THO3MPOBAaHUST BEPOSITHOCTU PAa3BUTHSI KU3HEYTPOXKa-
FOIMX apUTMMI ¥ BHE3aITHOI CMEPTH, TIPUTOM, UTO TSI~
JKECTh TeUeHHUsI 3a00JieBaHMSI 3HAYMTEIbHO BapbUpyeT
JlaKe B IpeJiesiax OJHOM ceMbU. B OOIBIITMHCTBE CiTyda-
€B TOYHO IMOCTaBUTh AMAarHO3 MOXHO TOJBKO IPH I10-
MOIIIY MOJIEKYJISIPHO-TEHETUYECKIX METOIOB MCCIIE/IO-
BaHUsl. BHyTpuceMeiHbIli KJIMHUYECKUI MOJIUMOpP-
Gur3M MOXET ObITb OOYCIOBJIEH KaK HaluyueM OoJjiee
OITHO MyTaIlM1 B TeHaX, OTBETCTBEHHBIX 3a 3a00JIeBa-
HUE, TaK U BIUSTHUEM Ha TIPOSIBJICHNE MYTallMii MOV -
¢ummpyromux (hakTopoB B BHIE APYTUX T€HOB WM
BosaeiicTBuit cpenbl [10]. Takum oOpa3om, BbIpaxKeH-
Has TeHETWYecKas TeTepOTreHHOCTh OOYCIOBIMBACT
BBIPAXKEHHBIM KJIMHUYECKUI MoJUMOpPu3M 3abose-
BaHus. OMHUM U3 (HaKTOPOB, OMIPEAETSIONINX TSIKECTh
TeYeHUs 3a00JieBaHUSsI, SIBISIETCSI CTeNeHb (hYHKIIMO-
HaJIbHOI HEJIOCTaTOYHOCTH MYTaHTHOTO OeJTka.
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BbBIBO/IbI

1. Cunapom yaaMHeHHOro uHtepsaia QT — 3a60-
JIeBaHWE C BBIPAXKCHHBIM MEXKCEMEWHBIM M BHYTPHU-
CEMEWHBIM TTOJIMMOPGU3MOM KIMHUYECKON KapTH-
HBL. BeieacTBue 3TOoTO BCe OMMCAaHHBIC 3aKOHOMEp-
HOCTU HE MMEIOT XapakTepa YeTKUX IuddepeHIIm-
aJIbHO-AMAarHOCTHYEeCKUX KpuTepreB. OQHaKO Ha OC-
HOBaHUM COIIPSIKEHMS TSIKEIOro TeueHUs 3a00ieBa-
HUsI, YBEJIMUEHHBIX MMOKa3aTesiell TUCTIEpCUr WHTEP-
Bana QT c¢ Hamuuuem myrtanuu A341V BbIIENSIOT
Ipyrnimy OOJIbHBIX, KOTOPBIM Hapsiay C MeIuKaMeH-
TO3HBIMHM TIOKa3aHBl U WHTCPBEHIIMOHHBIC METOIbI
JIeYeHUsI, B YaCTHOCTU MMILJIAHTAILUST KapauoBepTe-
pa-nedubdpumisTopa.

2. YuutbIBas TSLKECTh IMPOTHO3a, TPEACTaBISIETCS
BaXKHBIM JAJTbHEHIINI MOMCK KOPPEISIIUN MEKIY Te-
HETUYECKOU ATUOJOTUEN M KIMHUYECKUMU OCOOEH-
HOCTSIMHM 3a00JIcBaHUS TSI YTOYHCHMST IIPOTHO3a U
BbIOOpa Haubosee aneKBaTHOrO MeToJa JIeUYEeHHS.
JHK-auarHoctuka cuHApoMa yIJIUHEHHOTO UHTEp-
Bana QT siBasieTcst HanboJiee THPOPMATUBHBIM METO-
JIOM MICCJIEIOBAHUSI, TIO3BOJISIIONIUM PEIIaTh BOTIPOCKI
InuddepeHIMaNbHON AUaTHOCTUKM, a TaKXKe OCyIle-
CTBJISITH TIOA00P ONTUMAJIBHBIX XUPYPTUIECKUX U ME-
MTUKAMEHTO3HBIX METOIOB JICYCHMUS TSI pa3HBIX MOJIE-
KYJISIPHO-T€HETMUECKUX BapMAaHTOB CUHIpPOMA YIUIM-
HeHHoro nHTepBajna Q7.
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K cBegeHunio aBTopoB

lNpy HanpasneHuy cTaTby B peaakLmo Heobxoammo cobnonarb
creayoLyme rnpasuia

Cratbu, npuceliaeMble B PeAakumio, A0JIKHbI UMETb BU3Y HayYHOIro PYKOBOAMUTEJIS U COMPOBOANTEIbHOE
MMCbMO PYKOBOACTBA Y4PEXAEHWS B PeAaKkLUmIo XypHasa.

Cratbsi fo/mkHa ObITb HarneyaraHa Ha 1a3€pPHOM MPUHTEPEe Ha O4HOV CTOPOHE JIMCTa C ABOVHbIM MHTEPBAa/IOM
mexay cTpokamu (Ha ctpaHuue 30 cTpok, 60 3HakoB B CTPOKe). Pacrieqatka TekcTa CTaTtby NpeacTaBseTcs B
2-X 9K3eMIIsipax, K Her npvknaaeisaetcs guckera v CD.

Ob6bem cTaTby HE [OJIKEH rnpeBbiwats 10— 12 cTpaHuL MaLLMHOMWCHOIO TEKCTA, BKJI0Yasl CrIMCOK IMTepary-
pbl, pestome n Tabauubl. OTAes/bHbIE Ka3yMCTUYECKNE COOOLLIEHUST U 3aMeTKM [0JIXHbI ObiTb HE 6osiee
3-4 ctpaHuu.

B Hayane 1-ii ctpaHuubl nuwytcs: 1) wmHuumansl v Gamuamy aBTopoB, 2) Ha3BaHWe CTaTbi,
3) yupexneHuve, 3 KOToporo BbiLLia paboTa, C yKa3aHNeM VHULIMAIOB 1 daMUAn PYKOBOANTESIS YHPEXAEHUS.

B crarbe 4osikxHbl ObITb pasgesbl. marepuall u MeTtoabl, pe3ysibTtatbl N o6cy>meH1//e, 3akJjio4eHve njin BbiIBO-
Abl M0 MyHKTaMm.

B koHUe cTaTbm 06513aTe/1bHO Haimyne coOOCTBEHHOPYYHOM NOANMCY aBTopPa C NMOJIHOCTbIO YKa3aHHbIMU UMEHEM,
OTYECTBOM M TOYHBIM aAPECOM (AOMALLHWNI TeNEMOH 1 CTyXEOHbIN), LLIECTU3HAYHbLIM MMOYTOBbLIM UHAEKCOM.

KonnektuBHble cTatby OIKHBI UMETb COOCTBEHHOPYYHbIE MOANMCY BCEX aBTOPOB.
Cratbs 4oskHa 6biThb TLAaTeIbHeLLINM 06pa3oM poBepeHa aBTOPOM.

oy HanM4YMm B CTaTbE LIMTAT B CHOCKE 06513aTE/1bHO YKa3biBAETCS UICTOYHUVIK LINTAThI (HAMMEHOBaHWe, n3aaHue,
rof, TOM, BbIryck, CTpaHuLa).

KonunyecTtBo rpagudeckoro marepuana LoKHO ObiTb MUHUMAasIbHBIM. PoTorpagumv 4omkHbl 6bITb KOHTPACT-
HBIMU, PUCYHKWN YETKUMM, HEPTEXM U ANArPaMMbl BbIMOTHEHbI TYLLbIO. TOHOBbIE (PEHTreHOrpaMmebl, GPOH-
XOrpamMmbl, MMKPOGOTO U T. A.) PUCYHKN HYXHO MpUCbLIaTe pasmepom 9x12 cm.

Ha kaxxnom pucyHke (Ha obopoTe) MSrkumM KapaHaalloM CTaBUTCSl HOMED PUCYHKA, paMuivs aBTopa, a Takxke
0003HayaroTCsi BEPX Y HU3 PUCYHKA.

TMoanvcy kK HUM 06s13aTesibHbI M AeN1al0TCs1 Ha OTAEIbHOM JINCTE C yKa3aHWeM HOMEPOB PUCYHKOB U CTPaHUL]
TekcTa, Takxe faeTcsl 00bsICHEHNE 3HAYEHUs BCEX KPUBbIX, OYKB, LGP 1 APYrvX YC/I0BHbIX 0003HAaYEHWIA.

B noanucsx k MyukpogoTorpapusm ykasbiBaTb yBE/MHYEHVNE OKynspa v 00bekTuBa, MEeTos OKpacku (vam
UMIperHaumnm cpes3os).

PucyHku MoryT ObiTb npeacTasieHbl Ha gnckete nav CD ¢ pa3pelueHnem 1200 dpi.
PucyHku BknaablBarOTCs B KOHBEPT, Ha KOTOPOM MULLIYTCS hamMuins aBTopa n Ha3BaHUe CTaTby.

Mecrto, rge B TekcTe faetrcs cchbljika Ha PUCYHOK W Ta6/muy, cJsiegyet OTMeTUTb KBaAaparoM Ha JieBOM
rioJsie; B KBagpare ctaBuTcsd HoMep pucyHka niin TabmLbI.

Tabnvubl NPeAcTaB/IsIiOTCS B Hare4ataHHOM BUfe, MNOJIHOCTbIO 0QPOPMIIEHHbIEe: Ha3BaHne TabvLibl U 3aro-
JIOBKM rpag — ¢ npornmncHow 6ykBbi, NoA3aro/ioBKM — CO CTPOYHOM, CHOCKM (€C/n eCTb) — nosd TabsInLeld.

Damunmm 0TeYEeCTBEHHbIX aBTOPOB B TEKCTE CTaTby AAlTCs 0653aTe/1bHO C MHULUManamu, pammnmm 3apy-
6eXHbIX aBTOPOB B TEKCTE A0JIXHbI ObiTb AaHbl TO/IbKO B MHOCTPAHHOV TPAHCKPUMNUMU TaKXe C MHULnanaMmm
(B ykasaresie 1MTepartypbl OHV Aal0TCsl B MHOCTPAHHOW TPAaHCKPUNLMM).

Bubnunorpaguyeckmne Ccbliikv B TEKCTE AAIOTCS B KBaAPATHbIX CKOOKax HOMEpamu B COOTBETCTBUM C NMpUCTa-
TeViHbIM CMIMCKOM JINTePaTypbl.

CokpalleHusi c/10B, UMEH, Ha3BaHWiA (KPDOME OOLLENPUHSTLIX COKPALLEHWI MEP, PUINHECKUX, XUMUYECKNX
M MaremaTtnyeckux BeJINYNH Y TEPMUHOB) HE A0MYyCKaloTCs. B cTatesx cnenyet ncrnosib3oBarb cuctemy CUL.

CneuwnarbHbie TepMUuHbI cregyeTt rpuBoanNTb B TEKCTE B pyCCKOVIV TPaHCKpUrLuu.

B KOHLe cTaTbu AOIKEH ObITh npuBeeH bubnnorpapuyeckuii ykasaresb paboT (B OpUrnHaIbHbIX CTaTbsX
He bosiee 25 NCTOYHMKOB, B 0030pHbIX — A0 50) ¢ coboaeHem rpaBui 6ubanorpapu4eckoro onucaHus:
Ha3BaHWe UCTOYHMKA, e Hane4ataHa cTatbsi, TOM, HOMEp, CTPpaHuLbl (0T U A0), OJIHOE Ha3BaHNe KHUIM,
mecTo v rog nagaxvs. CHavana rnpuBoAsiTCS OTEHECTBEHHbIE aBTOPbI, a 3aTeM 3apybexHsble, Te v Apyrve
B asihaBUTHOM ropsake (Kaxzaoe Ha3BaHve ¢ HOBOK CTPOKU).

Kaxgas opurnHanibHasi cTatbs 4OJIXKHA COMPOBOXAATLCS Kpamkum PEe3toMe (C KI0YEBbIMU C/I0BaMU), B KOTO-
POM 6bliv Gbl OTPAXEHb! CYLLECTBO MU3/1araeMoro Bornpoca, MeToamnka NCCenoBaHus u Marepuas asTopa.

O6bem pe3tome He [10/IKEH npeBbILLaTh 1/2 cTpaHvubl MalUMHOMUCHOIO TEKCTa (Yepes 2 nHTepnasna).
Penakuusi octasssieT 3a cobov npaBo cokpalyatb U UCMPaBJIsiTb MPUC/IaHHbIE CTaTbU.

Ha ctatbsix, NpuHSTLIX K reYyartu be3 I'Iepep360TKl/l, CTaBUTCS Adara riepBoHa4asibHoOro rocTyriJieHns B pedak-
umio. Ha crarbsx, TPUHSATLIX B rie4artb rocrie nepepa60TKM, cTaBuvTCs gara rocTyriJieHus riocsie nepepaGOTKM.

HarnpaBneHve B penakumio pa60T, KOTOpbIe yXXe HariedYaraHbl B APYrX N3aaHusx v XXe rpucsiaHbl 4715
Harie4araHvs B Apyrve penakunv, He 4oryckaeTtcs.

He nipuHsaTeie k ne4atu pykonvcu aBTopam He Bo3spalyatotcs. CtaTby HanpassTh 10 aApecy peaakumm
XXypHana:
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