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BPOXKJTEHHBIN CHHIPOM YJUIMHEHHOTI'O HHTEPBAJIA Q-T

JI. A. boxepua®, 0. JI. boxepus, M. 3. Mycaesa

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

PAMH, Mocksa

Cpenu 3aboyieBaHUIl cepleUYHO-COCYIUCTON CHC-
TeMBbI HapyIIeHUST CEPJCYHOTO PUTMA 3aHUMAIOT 0CO-
60e MecTo. K 3a601eBaHNSIM C BLICOKUM PUCKOM BHE-
3alTHOM CMEPTM OTHOCHUTCSI CUHAPOM YIJIMHEHHOTO
untepBasia 0—T7 (CYU O—T1).

Panee cuuranock, yro Hasmuue CYU Q—T gaBns-
eTcst GakTopoM KpaliHe BhICOKOTO pUCKa BHE3aIHOM
CMEpPTH, OJTHAKO Ha CETOIHSAIIHUI IeHb 3a00JieBaHNe
paccMmarpuBaeTcsl Kak HapylleHrue puTMa cepiia, Ko-

TOpOe HOCHUT 0oJjiee pacipoCTpaHEHHBIN XapakTep
cpeay HaceJleHHUs, 4eM IIpeAroiarajoch paHee, HO
COITPOBOXIAETCSI MEHbBIIIEH JIETaTbHOCTBIO.
Kimmanuecku CYU Q—T xapakTepusyercst yIJIn-
HeHueM uHTepBasia O—T (Q—Tc) Ha 12-KaHaabHOU
OKI, cMHKOMaJIbHBIMU COCTOSTHUSIMU W BHE3aITHOU
CepIevyHOl CMEepThIO B pe3yjabTaTe XXU3HEyrpoxaro-
e JKeTyTOUYKOBOM TaxXUKapauy TUIIA MUPYST («tor-
sades de pointes»), KoTopast 0OLIYHO MPOBOLIMPYETCS

* Anpec 115 iepenucku: e-mail: leoan@online.ru
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(buzmyeckumMy Harpy3kamu, 3MOIMOHAIBHBIMU TI0-
TPSCEHUSIMU WJIM BHE3aITHBIM 3BYKOM.

MounekynsspHble OTKpbITUS 1990-X rog0B, caenaH-
Hble M. Keating u J. Towbin, a Takke naHHBIE peecT-
poB 6osbHBIX ¢ CYU Q—T, conepxauiye xapakKTepuc-
TUKH Pa3INIHBIX (DEHOTUIIOB MMAIIIEHTOB, COOpaHHEIC
non pykoBonctBoM A. Moss u P. Schwartz, mokazanu
(byHIaMeHTaIbHBIC MOJIEKYJISIPHO-TEHETUUECKHE ac-
TEKTHI, JIeXKalllue B OCHOBE (DYHKIIMOHAIbHOM aKTUB-
HOCTHU CepICUYHBIX MOHHBIX KaHAJIOB.

HayuyHo-uccienoBaTeIbCKMUil OTBIT MOCASTHUX
JECATWIETHIA TTO3BOJISIET CETOIHS IIPOBOAUTH MOJIEKY-
JIspHO-TeHeTn4eckoe turnupoBanue CYU Q—T, uto
JlaeT BO3MOXHOCTb Oosiee 3(PpPeKTUBHO OlLIEHUBATh
PUCK BHE3alHOM CepAeYHOM CMepTU U pa3padaThi-
BaTh MOAXOIHI K 3((HEKTUBHOMY JICUSHUIO.

Tem He MeHee OCHOBOW KIMHWYECKOW OIIEHKU
CVYU O—T ocraroTcs THIATEJbHBINM aHAIU3 aHaMHe3a
3a00JIeBaHMs, KM3HU, BHE3AITHOTO CIydas CMEpPTU B
CeMbe, a TaKXe OLICHKA 2JIEKTPOKAPIMOTPAMMBI U CY-
TouHOro MoHutopuposanus JKI' no Xoarepy npo-
OaHpa.

HNCTOPHUYECKAA CITPABKA

Bpoxnenusiit CYNU Q—T Ob11 BriepBble OMUCAaH B
1856 1. T. Meisser Kak BHe3aITHbII ciIy4ail CMEPTH MO-
JIOOTO YeloBeKa, B CEMbe KOTOPOTO €llle IBOe OJIU3-
KNX YMEPJIU TIPYA aHAJIOTUYHBIX OOCTOSITeIbCTBaX. B
1957 1. A. Jervell u F. Lange-Nielsen auarHoctupoBa-
mm CYU Q—T B HOPBEXKCKOI ceEMbe, B KOTOPOIi y UeT-
BEPBIX U3 IIeCTU ACTEH UMEUCh YIJIMHEHHBIN MHTEpBa
O—T Ha »IeKTpoKapauorpaMMe, BpOXKICHHAsT Heil-
pOCeHCOpHas TYroyXoCTh, CJly4Yal IOTEpPU CO3Ha-
HUS;, TPOE U3 HUX YMEPJIM BHE3aITHO B Bo3pacTte 4, 5
1 9 JIeT COOTBETCTBEHHO [14]. AHATOTUYHBIN KJIMHU-
YeCKUil CUHIPOM BHE3alHOW CMEePTH BO BpeMs hu-
3UYECKO Harpy3Ku M dMOIIMOHAJIBHOTO IMepeXkrBa-
HUSI, HO 0e3 BPOXIEHHOU TIyXOThl ObLT OMUCAH
C. Romano [17] u O. C. Ward [23] B Hauane 1960-x .
OTU aBe KiIuMHU4Yeckue pazHoBugHoctu CYU Q—T
cranu u3BecTHBI Kak Jervell-Lange-Nielsen syn-
drome u Romano—Ward syndrome. IlocinegHuii
TIpeIcTaBiIsIeT co00l KpaliHe pemKoe 3a00JIeBaHUE C
ayTOCOMHO-PEILECCUBHBIM TUIIOM HacJeIoBaHUs
[14]. K 2006 1. 66110 M3BecTHO He H60stee 200 Takux ma-
nueHToB. [laTonorus oTinyaeTcst HEOJIarONPUSTHBIM
MPOTHO30M IMPU €CTECTBEHHOM TEUEHUU.

AIMMUIEMHNOJIOTUA
N1 PACITPOCTPAHEHHOCTD

PacnipoctpaHeHHOCTh 3a001€BaHUsI O KOHIA He
BBISICHEHA, ITOCKOJBKY SIHUAECMHUOJOTrNYeCcKre IPO-
CMEKTUBHBIC MCCJICIOBAaHUS HadaThl CPaBHUTEJIBHO
HenaBHo. B CIIIA, nmo nmociaegHUM JaHHBIM, MTOJIyde-
Ha 0oJiee BbICOKAs YacTOTa BCTPEYaeMOCTU CUHApPOMa,
4yeMm paHee, — pubausuteabHo | ciaydait Ha 5000 ue-

snosek [21]. ITpu atom exeronHo B CHIA morubarot
okoJjio 3000—4000 meteit, TOAPOCTKOB, MOJIOABIX JTIO-
IIeil ¢ IMaTHO30M «CHHAPOM YIJTMHEHHOTIO MHTepBajia
O—T5>. B to ke Bpems B Utaimu ony0IMKOBaHBI JaH-
HbI€, MO3BOJISIONINE MPearoaraTh, YTO pacrnpocTpa-
HEHHOCTb 3a00JIcBaHUS MOXET OBITh eIlle BBIIIC —
1 cayuait Ha 2000—3000 HOBOpOXAEeHHBIX [11], 9TO
MMOATBEPKIAeTCSI pe3yJbTraTaMHW ayTOICUM OeTeil
TPYIHOIO BO3pacTa ¢ CUHAPOMOM BHE3AIMHOW CMep-
™ [20].

Bpoxnennas ¢popma 3a6oaeBaHus — cuHApoM Po-
MaHO—Yopaa — sBJsIeTCS CaMOil pacipoOCTPaHEHHOM
dopmoit CYU Q—T, yacTtoTra e€e BCTPEYAEMOCTU —
1 cayyaii Ha 10 000 HaceneHus , MPU 9TOM HaceayeT-
CsI CUHJIPOM I10 ayTOCOMHO-JI0OMMHaHTHOMY TuIty [17].

Cpeny MHOrooopa3HbIX MOJIEKYISIPHO-TEHETUYEC-
knx ¢dopm CYU Q—T ocoboe MecTO MPUHAIIEKUT
TpeM BapraHTaM, IPU KOTOPBIX HApSIAY C YIJIMHEHUEM
nHTepBajga Q— T mMeeTcs mopakeHNe IPYTUX OPTaHOB
u cucreM: cuHiapom JIxepsenna—Jlanre—HwunbceHa
(coueranue CYU Q—T ¢ HEpOCEHCOPHOI TYyroyxoc-
Tbl0), cuHapoM AHnepceHa— TaBuna (CYU Q—T ¢ no-
JUMOPGhHON XKeJTyTOUYKOBOU TaxuKapauei, rmepuoam-
YECKMMHU MapaJiiyaMiu U CKEJIETHBIMY aHOMAJIUSIMU) U
cunapom Tumotu (CYU Q—T B coueTaHUU C mopaxe-
HUEM CepIeuyHO-COCYINCTOM cuctembl, AB-0mokanoii
II cremeHM, TIOpOKaMM Cepiala, COINPSLKEHHBIMHU C
CUHOAKTWINEH, TPAaH3UTOPHBIMU METa0OIMICCKUMM
HapylLIeHUSIMU, aHOMAJIUSIMU TICUXMIECKOTO M YMCT-
BEHHOTO Pa3BUTHSI, MMMYHONEGUIIUTHBIMUA COCTOSI-
Husmu). [IpuseneHHbie BapuaHTel CYU O—T Hache-
IYIOTCSI TI0 ayTOCOMHO-PELIECCMBHOMY TUINY U
OTJIMYAIOTCSI KpallHE HU3KOM BCTPEYAEMOCTBIO, TaK,
10 TIOCJICAHUM JAHHBIM, CHHAPOM TWMMOTH OmucaH y
22 manMeHTOB BO BceM Mupe. Bce Tpu HasBaHHBIe
dopmbl CYU Q— T oT11MuaoT OT OCTaIbHBIX OCOOEHHO
3JIOKAYEeCTBEHHOE TEYECHME M KpaWiHE BBICOKUI PUCK
BHE3aITHOU CMepTH B paHHEM Bo3pacTe [1, 22].

[IpoBeneHHBIN B MOCIeIHIE TOABI aHAIN3 BHE3all-
HOM cepleyHOl CMEpPTH HaceJeHMs IoKa3ajl, 4YTO B
60% ciyyaeB MPUYMHOIN SIBJISIETCS Pa3BUTHUE XU3HE-
YIpOXKalolIuX apuTMuii cepaua [2].

Ha cerogHsamHmii geHb TpobjeMa BHE3aIMHOM
CMEPTU CUMUTAETCSl OJHOI M3 MPUOPUTETHBIX B KJIU-
HUYECKOM MEeIUIITHE.

MOJIEKYJIAPHAA TEHETHUKA

YcTaHOBIEHO, YTO C TOUKU 3PEHUS] MATOTCHETU-
yeckux mexaHusmoB CYM QO—T Bo3HUKaeT B pe-
3yJIbTaTe COTHU MyTauuit B 10 pa3auuHBIX TeHax,
KOOUPYIOUIUX OEJIKU PEeryIsUy KaJTUueBbIX U HATPU -
eBBIX KaHaJI0B MuoKapaa. B 75% ciyyaeB, korna Ha-
auuue CYM Q—T OblJI0 MOATBEPXKAEHO FeHEeTUYeC-
KU, CHHAPOM ObLT O0YCJIOBJIEH MYTallUsIMU B TE€HAX,
KOAMPYIOUIMX KaJueBble KaHajbl, IPU 3TOM HU3Me-
HEHUS MOTYT OBITh B albda- u 0eTta-cyobeAuHULIax,
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o0ecTneynBaloMX MOJHOUEGHHYIO paboTy TaHHOTO
KaHasa.

CrenyeT OTMETUTh, YTO B CTPYKTYpe 3a00JIeBaHUS
MyTallid B TeHE HATPUEBOIO KaHaja COCTAaBIISIIOT
okouio 15%.

Mytanuu B 11000M 13 10 TEeHOB MOTYT IIPUBECTH K
pPa3BUTHIO 3a00JIeBaHUSI.

LQ—T1 Bctpeuaetcst B 30—35% cityyaeB v KOIUPY-
ercs reHoM KCNQI1, MoekyasipHOI MMILIEHbIO KO-
TOPOTO SIBJIsIeTCS abda-cyobeAMHUIIA KAIUEBOTO Ka-
Hana [12]. LO—T2 npexacrasied B 25—30% ciayyaes,
OTBETCTBEHHBIM T€HOM TIPU JJAHHOM BapuUaHTE Tede-
Hus 3aboneBanHusa gpusiercst KCNH?2, konupyromimii
anbda-cyobenuHMLy KanaueBoro kaHana. LO—T73
MOATBepKAeH B 15% ciyyaeB, a MyTalluyd BO3HUKAIOT
B reHe HaTpueBoro KaHaina SCNSA. I1pu LO—T4 my-
TalMu OpoucxoasiT B reHe AnkB, KOTOpbIil OTBETCT-
BEHEH 3a CTPYKTYPHBIl 6eJJ0K MeMOpaHbl aHKUPUH B.
LO-T5, LO—T6 xomupyiorcs renamu KCNEI u
KCNE2, koTophble moaaepKuBaloT paboTy 6eTa-cyob-
eIMHMLbI KaJiueBoro KaHaina [18].

ClloXXHBIE MYJBTUCUCTEMHBIC CUHIPOMBI, BKIIIO-
yaromne CYU Q—T, npeacraBiaeHbl TeHAaMU, OTBETCT-
BEHHBIMHU 3a pabOTy MOHHBIX KaHaIoB. CUHIApPOM AH-
nepceHa—TaBuiaa, KOTOPBI TPUHAT KakK BapuaHT
LO—T7, npencrasnen reHom KCNJ2, oTBevarommm
3a anbda-cyobeIMHUILY KaaueBoro KaHana. CUHApOM
TumoTn n3BecteH Kak LO— 78, 00ycI0BIIeH MyTallUsI-
Mu B CACNIC anbha-cy0ObenMHUIBI KalblIMEBOTO
kanana L-tuna. [Tpu LO—T79 myrauum mpoucxonsr B
reHe, KOIMPYIOILIeM CTPYKTYPHBIN 0el0K MeMOpaHbI
kaBeonH. LO—T10-dyHKkMoHaNbHAST HEIOCTATOY-
HOCTb BO3HHKAeT B pe3yjabrare IMCYHKIUM Oera-
CyOBeTMHUIIBI HATPUEBOTO KaHaJa.

DyHKUMOHABHBIE M3MEHEHUs OEJIKOBBIX CYObh-
€IMHUI] MIOHHBIX KaHAJIOB HapyIaloT TpaHCMeMOpaH-
HBII TPaHCIOPT, CITOCOOCTBYS (POPMUPOBAHUIO paH-
Hell MOCTAEMOJSIpU3allMU, TeTEPOreHHOCTU PEerno-
JISIpU3aMKY MUOKapaa XKeTyTOUYKOB U ITyCKOBOM aK-
TuBHOCTH [10].

B Hacrosiee BpeMs aKTyaJIbHOM 3aadeii ocTaer-
Csl YCTAHOBJICHME CBSI3M MeXay (DYHKIMOHATbHBIM
COCTOSTHHEM ILIEHTPaIbHON HEpPBHOM CUCTEMBI I aHO-
MaJIbHBIMU 3J1€KTPO(PU3NOJIOTMUECKIMU MEXaHU3Ma-
MU BO30yxneHus: Muokapaa. ConpsizkeHHOCTb Ouo-
3JIEKTPUUYECKON HEeCTaOMJIBHOCTA MUOKapaa M Mo3ra
y nanueHToB ¢ CYU O—T MoxeTr 6bITh 0600CHOBaHA
MOJICKYJISIPHO-TEHETUYECKUMU U 3JEKTPOGhU3NOIIO-
TUYECKUMU MCCIIETOBAHUSIMU, TTOATBEPKIAIOIIIUMU
3aMHTEPECOBAHHOCTH OHUX U TeX e KaJMeBbIX, Ha-
TPUEBBIX, KaJIbIIMEBBIX KAHAJIOB 3JIEKTPOreHe3a 3TUX
JIBYX KM3HEHHO BaXKHBIX OpraHoB [7].

KIIMHUYECKHUE ITPU3HAKHN

BapuanTel knuHuueckoro nposieHuss CYU Q—T
MOTYT OBITh pa3JIMYHBIMU, HAIIPUMEP ACHUMIITOMA-

TUYHOE TeUYCHME Ha TIPOTSLKEHUM BCE KU3HU WIIN
BHE3aMHbII ciayJyaii cMepTy B MJlageHuecTBe. M3BecT-
HO, 9TO TIpuOIM3nTebHO 50% GOMBHBIX C TeHETUYEC-
K1 nokaszanHbIM TedeHueM CYU Q— T Hukorna He Oy-
IYT uMeTb cumntomMoB Oone3nu [10, 18]. as
MMAIIMEHTOB, Y KOTOPBIX B COCTOSIHUU TTOKOST HE peru-
cTpupyeTcs yIMHeHue uHtepBaia Q— T, xapaKTepHO
ckpoitoe TeueHnne CYU Q—T.

KnuHuyeckast 1MarHocTMKa CMHApOMa yIJIUHEH-
Horo mHTepBaia Q—7T ocraercs IS Bpadya TPYTHOMN
3ajavyeii. DTo CBSI3aHO C BBIPAXKEHHOM KIMHUYECKOI
reTepOTeHHOCThIO 3aboseBaHusi. OCHOBHBIMU KITH-
HUKO-3JIeKTpOKapaAnorpapuIecKuMu Ipu3HaKaMu
CYU Q-T sasasiorcs: yaauHeHue uHtepBaia O—T
mpu npoBeneHun crangaptHoit DKI, ammu3ons! more-
P¥ CO3HAHWs, CBSI3aHHbBIE C (PU3MIECKONM MU TICUXO-
SMOIIMOHAIBHON HArpy3Koil BCIEICTBUE TTOIUMOPd-
HOM XeJyT0YKOBOM TaXUKapAuu.

Cryuau motepu co3Hauust y 6onbHbIX ¢ CYU Q—T
CBSI3aHbl C Pa3BUTUEM 3JIOKAYECTBEHHON apUTMUHU,
Hambosee 4acTo — ¢ MOJIMMOP(MHON KeTyTOUYKOBOI
Taxukapaueit tTumna «torsades de pointes». Ctpeccop-
HBbIE BO3ICUCTBUS, TaKWe KaK dMOIMOHAIbLHOE BO3-
OyXIeHue, BbicoKas (pu3nyeckass aKTUBHOCTb, SIBJISI-
JOTCST apUTMOTCHHBIMH (paKToOpaMU TSI OOJBHEBIX C
CYU Q—-T. Bce 6onbHBIE, MMEBIINE XOTS Obl OAUH
SMU30[ CUHKOIIE, JOJDKHBEI OBITh OTHECEHBI K TPYITIE
MMOBBIIIICHHOTO PHCKa 10 BHE3aIlHOW CepIaedHOi
cmeptu [2]. YacToTa peluanBOB KU3HEYTPOXKAIOLINX
JKEJIYIOUYKOBBIX apUTMHIU KOJeOJeTcsI B IIpemesiax
3—5% B roa. C BO3pacToM 4acTOTa CUHKOIIE YMEHb-
maetcs, 3a00jieBaHKe MIpHOOpeTaeT MeHee 3JI0Kave-
cTBeHHOe TeueHue. [1poaoKuTeIbHOCTh OTEPH CO-
3HAHUS COCTaBJISIET NMPUOIU3UTENBHO 1—2 MUH, HO B
OTHEJIBHBIX CJIydassX MOXeT ObIThb Oojbuie. Y 50%
OOJIBHBIX C CUHKOMAJIBLHOUN (hOPMOIA IMIPUCTYIT COIIPO-
BOXIAETCsI CyIOpOraMu ¢ HeIIPOU3BOJIbHBIM MOYEHC-
nyckaHueM, pexe aedexkauueir. Hamuuue cymsopor
CIYKAT KPUTEPUEM TSKeCTH cuHKome. Yacrora m
MIPOIOJIKUTEIbHOCTh CUHKOTIIE SIBJISTIOTCSI KPUTEPHUS -
MU TSXKECTU 3a00JieBaHUsI, OTHAKO O0palliaeT Ha ceos
BHMMaHUe TOT HaKT, YTO CMEPTh MOXKET HACTYIMUTh BO
BpeMsI TIEPBOTO CTydas ITIOTepU CO3HAHUS. DTO TUKTY-
€T He0OXOIMMOCTD OMpee/IeHUs CTeTIEHU pUCcKa BHe-
3aITHOM CMEpPTU KaK IIPW HAJIWIUKU CHHKOITAJIBHOM,
TaK ¥ 0€CCMHKOMAaIbHOI (POpMBI CUHIpPOMA.

IlepBruHO cuHKOTMAajbHAs ¢opMa BCTpedaeTcs y
35—40% GonbHbIX. BonpinHcTBO MaiueHToB (60%
cllydyaeB) UMeIOT yaauHeHue nHtepBaia Q—7 Ha OKT
B OTCYTCTBHE MPUCTYIIOB MOTEPU CO3HAHUS, XOTSI CO
BpeMEHEM HEKOTOpbie OOJbHBbIE ¢ M3HAYaJlbHO Oec-
CHHKOITAIbHOU (popMOii 3a00J1eBaHNST HAUMHAIOT Te-
PSITh CO3HAHUE.

OnHAKO CEKTP KIMHUICCKUX ITPOSIBICHUI CUH-
IpoMa 3HAYUTEJbHO IIMpPE, YeM Mpearnoaraioch
paHee.
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B HacTosimiee BpeMsi BBIICISIOT HECKOJIbKO KJTH-
HUYECKUX BAPUAHTOB TEUECHUS 3200JIEBAHMS: CUHKOTIE
U yIuiiHeHue uHtepBaga Q— T; U30JUpOBAHHOE YU -
HeHue Q—7T;, CMHKOINE TIpU OTCYTCTBUU YIJTUHEHUS
O—T; ckpnbiTast hbopMa 3aboneBanus. [locneqHuit Ba-
pPUAHT yKa3bIBAET HA OTCYTCTBUE OYEBUIHBIX BAXKHBIX
(beHOTUTIMUECKUX MTPOSIBICHUI 3a001€BaHUS U TP -
roJjiaraeT HaJu4ue HecTabUIbHOTO MHOKapaa [6].

Tonbko KoMmIieKcHas olieHKa (paKTOpOB pUCKa y
BCEX WICHOB MTOPAXKEHHON CeMbH TMO3BOJISIET C BBICO-
KO CTEeTIeHbIO BEPOSITHOCTU AMATHOCTUPOBATH CKPbI-
TO TIpOTeKalollee 3a00eBaHIe.

KnuHnka cuHKOMaabHBIX COCTOSIHUI, TTPOTEKalO-
KX C CYJTOPOXHBIM KOMITOHEHTOM, CXOJHAsI C BIU-
JIETITUYECKUM TPUTIAAKOM, 3aTpyaHsieT auddepeH-
UaJbHBIA aUarHo3. MexXmay BSnuaenTUYeCKUM |
APUTMOTEHHBIM TMAapOKCU3MaMM, OJHAKO, WMEIOTCS
otinyusi. OCHOBHBIM OTJIMYUTEJbHBIM TMPU3HAKOM
cuMTaeTCs OBICTPOE BOCCTAHOBJIEHUE CO3HAHWSI, XO-
polleil NpOCTPaHCTBEHHO-BPEMEHHOU OpUEHTALIUU
Tocjie OKOHYaHUS TIPUCTYTIA. B MeXTIpUCTYITHBI Tie-
pPUO/I OCHOBHBIMU Xaji00aMU OOJIbHBIX SIBJISIIOTCS TO-
JIOBOKPYXEHUE, TOJIOBHASI 00Jib, OLIYLIEHUE CEpLie-
OueHwust, 60U B 00J1aCTU cepjlia, HapyllIeHUe CHa.

Y 4vactu GONbHBIX C OECCHMHKOMAIbHOU (opMoii
CHUHIpOMA BO BpeMsl (pU3MUecKOoro Ui dMOLIMOHATb-
HOTO HaIpsDKEHMST BOZHUKAIOT BHe3aImHast cl1aboCTh,
MOTEMHEHUE B IJ1a3aX, cepaleonueHme, KOTopbie pac-
LIEHWBAIOTCS KaK MPEICUHKOMAIbHBIE COCTOSTHUSI.

IMpu ananuse HakTopoB, MTPOBOIMPYIOIINX CUH-
KoTIe, ObLJIO YCTAHOBJEHO, YTO Y 38% OOJBHBIX MpU-
CTYIT PETMCTPUPOBAJICS Ha (DOHE CUIBLHOTO dMOIMO-
HaJlbHOTO BO30yXIneHus, B 48% ciaydaeB ero
MpoBoLIMpoBaia husndeckas Harpyska, B 22% — ruia-
BaHue, y 16% OOJbHBIX OH IPOMCXOIMJI BO BpeMs
MPpOOYXKIEHUsI OT HOYHOTO CHA, B 5% ciydaeB — ObLI
peaxkuueil Ha 3ByKOBOI pa3ipaxkuTesb. Takum obpa-
30M, (u3ndeckass aKTUBHOCTb M B3MOIIMOHAIbHOE
BO30YXIEHUE SBISIIOTCS MPOBOLIMPYIONTUMU apUTMO-
reHHbIMU (akTopamu ripu CYU O—T.

XAPAKTEPHOE COOTHOIIEHUE MEKIY
TEHOTHUIIOM U ®EHOTUIIOM

Muoroo6pasue ¢peHorunoB CYU Q—T obyciaoB-
JICHO JIeXalllelf B er0 OCHOBE TeHETUUYCCKOI IeTepo-
TeHHOCThIO [19].

Ieneruueckas rereporeHHocts CYU Q—T ompe-
JeNIsieT BapuaOeIbHOCTh (PeHOTHUINA. YCTaHOBJIEHBI
npoBoLupytolre GakTopbl U crietupuyeckue DKI'-
TMaTTePHBI IJIs pa3IMYHBIX BApUAHTOB CHHIPOMA.

VY GonbHBIX ¢ HanboJiee pPacpOCTPAaHEHHBIM TeHe-
TYeckuM BapuaHToM — LO—T1 dusndeckas Harpys3ka
M CUJIbHOE 3MOIIMOHATbHOE BO30YXKICHUE SIBIISIIOTCS
OCHOBHBIMU TIpMUYMHAMU Pa3BUTHUS apUTMOTCHHBIX
cuHkore. [IpoBoLupyomnM (HakTOpoM MOXKET ObITb
Oer, MCITyT, THEB, pa3npaxeHne U TpeBora. MiHTepecHo,

YTO IUIaBaHUE OKa3bIBa€TCS TE€HOCTELU(PUUESCKUM
APUTMOTEHHBIM TPUITEPOM, CBSI3aHHBIM ITOUTH BCeraa
¢ LO-T1 [9,16]. 3a HeOOMBIIUM HCKIIOYEHHEM, BCE
6onbHBIE ¢ CYU Q—T ¢ KMMHNYECKMMH TTPOSIBIICHUSMU
U BHE3aIHBIM CJIy4aeM CMEPTU B CEMbE UMEIOT MyTalluU
BreHe KCNQI [9]. Myraumu B KCNQ1 BbI3BIBarOT Ha-
pymeHue IKs-kaHaia, KOTOpbIii OTBeYaeT 3a CUMIaTH-
YeCKYI0 MHHEPBAIIUIO Ceplla M amcKBaTHYIO IIPOIOJI-
JKUTEIbHOCTb MOTEHLIMAJA ASMCTBUS 110 OTHOIIIEHUIO K
YaCTOTE CepACYHBIX COKPAIIEHUIA, TO3TOMY B HOPME pe-
TUCTpUpYyeTcs yKopoueHue nHtepBaia O—7 B OTBET Ha
MOBbIlIeHUEe cepaeuHoro putMa. Ipu nmaronoruu Q—7¢
aKTUBHO YIJIMHSICTCS BO BpeMs (bU3UIeCKOI Harpy3Ku,
BO3HUKAET paHHsIS MOCTOEMONSIpU3alusi, KOTopasi co-
MIpsCKEHA ¢ Pa3BUTHEM XKETyI0YKOBOM TAXUKAPIUM. Xa-
PaKTepHBIMUA U3MEHEHUSIMU Ha 3JIEKTPOKaparorpaMmme
pu LO—T'1 SBASI0TCS yBeTMUSHUE TIPOIOJKATSIIBHOC-
™ uHTepBajga O—7T u Mmopdosorus 3youa 7' B BUAE T0-
JIOTOM BOJHEI |3, 4].

Peskuii 3BykK0OBOIi paznpaxkuTtesb, TaKOW Kak 3BO-
HOK TeiedoHa WM 3BOHOK OYIWJIbHHUKA, SIBIISICTCS
TUIMMYHBIM Tpurrepom nipu LO— T2, KOTopkIii compsi-
xeH ¢ mytauueit rena KCNH?2 [22]. B nepuoa HoBo-
POXIEHHOCTH PMCK BHE3aITHON CMEpPTH OTMEYaeTcCs
qarre npu LO—T72 (16%), yem nipu LO—T1 (MmeHee
1%) [13, 15]. B 15% cay4aeB cepaedyHble IIPUCTYIIbI,
cBs3aHHble ¢ LO—T2, BO3HUKAIOT BO BPEMSI COCTOSI-
HUS OKOST MU cHA. Y manueHToB ¢ LO— T2 OBl BBI-
SIBJIEH XapaKTEpHBI sjeKTpoKapAauorpabudecKuii
NaTTepH: pacllelJeHHbI Wi OBYropOblii 3ydeu 7' B
JIEBBIX MTpeKapAuaIbHbIX OTBeICHUSIX [4].

BrIcokmii prCK TOTepH CO3HAHUS, BHE3aITHON
CMEpTHU BO BpeMsI CHa WJIM B COCTOSIHMU IOKOSI XapakK-
TepeH i OOJBbHBIX ¢ MyTauusiMu B reHe SCNSA, kKo-
IUPYIOIIeM HaTpUeBbIN KaHau [5, 19, 24], uTo cBoiiCT-
BeHHO mig LO—73. B pesyiabraTe Takux MyTaldid
HapyIraeTcsl THAKTUBAIIMS HaTPHUEBOTro KaHaja u (op-
MUPYETCS MEPCUCTUPYIOLIUI TTO3IHUI HATPUEBBIN MO-
TOK, OTCYTCTBYIOLIMI B HOpMe. [1ocTOSIHHBIN MPUTOK
HaTpUs B KJIIETKH IIPUBOANT K HETIOJTHOM PEoJIIpr3a-
I MEMOpPaHBI, €€ TUIIEPBO30YINMOCTH, YBETUNICHUTO
MPOJOKUTENLHOCTH TIOTeHIIMAaIa AekicTBuUs [3].

Jlexxammit B OCHOBE CHMHIpPOMA T€HOTHII OIIpee-
JIsIeT KJIWMHUYECKMe TIposiBlIeHus 3abojeBaHus [13].
Cembu ¢ BapuaHTamMu TeuyeHus cuHapoma LO—T1 u
LO—T2 cocraBingior npubnusurenbHo 60—70%, u
PHMCK BO3HUKHOBEHUSI CepIACYHBIX MPUCTYIIOB y HMX
BhIlIE, 4YeM y OosbHBIX ¢ LO—T3. OgHako JeTalib-
HOCTb OT 3JI0KQYECTBEHHOW apUTMUU OKa3bIBAETCS
camoii Beicokoit mpu LO—T3.

MOJIEKYJIAPHOE TEHETUYECKOE
TECTUPOBAHUE

Juarnoctuka CYU Q—T B HacTosIIee BpeMsT 0C-
TaeTcsl CJA0XKHON MpPoOJIeMOii, TTOCKOIbKY BO3MOXKHBI
pa3auyHble BapuaHThl TeUYeHUsl 3a00JIeBaHMSI, B TOM
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qUCcIie TIPaKTUIECKN 0€CCUMIITOMHOE TeUeHHUE, ¢ MU-
HUMAJbHBIMU 3JIEKTPOKapAMOrpapuueCKUMU TIPOSIB-
JICHUSIMU, TIPY KOTOPOM OCTaeTCs BEICOKUIA PUCK pa3-
BUTHS XKN3HEYTPOKAIOIINX apuTMuii. Mcrioas3oBaHme
COBPEMEHHBIX MOJIEKYJISIPHO-IUarHOCTUYECKUX TeX-
HoOJIoruii 103BOoJIsIeT OoJsiee 3(hp(PEKTUBHO OLIEHUBATH
puck BCC u pa3pabatbiBaTh MOAXOALI K COBPEMEHHO-
MY JICUCHHIO.

Pe3ynbraThl MccienoBaHU, MOCBSIIIEHHBIX KaHa-
JIOTaTusIM, ObUIU BIIEpBbIE OMyOJrKOBaHbI B 1995 T. B
0030pe 0 BPOXIEHHOM CHMHIPOME YITMHEHHOTO WH-
tepBana Q— T, moArotoBieHHOM Jaboparopueii Keat,
Ha crpanuuax xypHaua «Cell». ABTOpHI OTMeEYasu,
yto CYUN Q—T — reHeTnyecku IeTepMUHUPOBAHHOE
3a0o0yieBaHUE, OOYC/IOBJIIEHHOE MyTallUsSIMM B TI'eHax,
KOIMPYIOIIMX TpaHCMeMOpaHHbIe 0eJTK1M MOH-CeJIeK-
TUBHBIX KaHaJoB [18, 22]. DTU ocHoOBoMoIaraioume
OTKpPBITUS Mo3BoaMAU BHeapuTh JIHK-guarHoctuky
B KIIMHWYECKYIO MpakTuky [5]. B aBrycre 2004 . 6611
copMyaUpOBaH MPOTOKOJ TECTUPYIOLIUX HCCIEn0-
BaHWI MyTallMii B reHax, oTBeTCTBeHHbIXx 3a CYU
O—T, KOTOpBHIi1 BKJIIOYAJI TeHETUYECKIE TeCThl TEHOB,
accouuupoBaHHbix ¢ LQO-—TI1, LQO-T2, LQO-T3,
LO—-T5u LO-T6.

CymiecTBOBaHME Pa3IMIHBIX TCHETUUECKIX Bapy-
antoB CYU Q—T ompenenseT HEKOTOpPbIe aCTEKThI
BapuabeIbHOCTU (peHoTUMna. PUCK pa3BUTUSI CUHKO-
MTAJIBHBIX COCTOSTHUI TOCTOBEPHO BBHIIIIE Y OOJIBHBIX C
LO—T1 n LQ—T2, yem ¢ LO—T3. OnHako BeposT-
HOCTb BHE3aITHOM CMEPTH TIPU TIEPBOM CJTy4dae IoTepu
CO3HaHUY BhIIE y 00abHBIX ¢ LO—T3. YcTtaHoBIEHA
CBSI3b HEKOTOPBIX TPUITEPHBIX (PAKTOPOB C TCHETUYC-
ckumu Bapuantamu LO—TS. Hanpumep, y O0JbHBIX €
LO—T1 cuHkonajabHbIe COCTOSHUS 4Yallle CBSI3aHbI C
(usmyeckoit Harpy3koii [8]. DTo MOXeET OBITH 00yC-
JioBiieHO TeM, uto IKs perynupyercss HopaapeHaau-
HOM U SIBJISIETCSI KJIIOUEBBIM (PaKTOpPOM B KOHTpPOJIE 3a
TPOJIOJKUTELHOCTBIO TIOTEHIIMANIa AEMCTBHUS B YCIIO-
BUSIX MMOBBILLIEHHON CUMIIATUYECKOM peryasiuuu [5].

MoeKkyasIpHO-TeHeTHYeCKOe MCCIIeOBaHNE T103-
BOJIICT MOATBEPINUTh AUATHO3, YCTAHOBJICHHBIN KIIH-
HUYECKH, a TakXke ONpeneuTh INMPOrHo3 3adoJieBa-
HUSI, TIPOBECTH KOPpeKIIno Tepanmuu. McciaemoBanme
Ba)KHO MPOBOAMTH Y POACTBEHHUKOB MpobaHaa ¢ bec-
CUMIITOMHBIM TeueHMeM. OrmpenesieHa BaXXHOCTh
MPOBEICHNUS MpeHaTaIbHON TUAaTHOCTUKU B CEMbSIX C
MOJIEKYJIIPHO-TEHETUYECKU TTOATBEPKACHHBIM 3200~
JieBaHUEM. BBIsSIBIeHME U aHalIM3 MyTalldili B reHax,
oTBeTCTBeHHBIX 32 CYU Q—T, 1Mo3BojsIET OCyLIECT-
BUTb PAHHIOK JTOCUMITOMATUYECKYIO JTUATrHOCTUKY
JMAHHOTO 3a00JIeBaHUsI.

N3ydyeHune Bompoca HaciaeACTBEHHOCTU, T€HETH-
yeckoro tunupoBaHuss CYU Q—T ssnsercs KpaiiHe
aKTyaJIbHBIM, TTOCKOJIbKY Ha CeTONHSIITHUI IeHb I10-
SIBJISIETCSI BCe OOJIbIlIe JaHHBIX O POJM HACIEACTBEH-
HOCTH B Pa3BUTHM HapYLICHU TIPOBOAUMOCTH Cep-

I1a, BeIyTcsI ITOUCKY HOBBIX MyTanuii. CBOeBpeMEHHO
¥ TIPAaBWJIBHO TTOCTaBJICHHBIN IWarHO3 C OIpeae/IeHN -
eM BapHMaHTa CUHApOMa YIIMHEHHOTO WHTEpBasa
O—T mo3BosieT OOOUTHCS UIMTEIBHON pPEMUCCHUU,
CHU3UTH PUCK Pa3BUTHSI BHE3AITHON CepaeyHOI cMep-
. OmMUOKA OTUATHOCTMKM, STHUOJIOTUU CUHKOIIAIhb-
HBIX COCTOSIHMI MOTYT MOBJIeUb 32 COOO0I HempaBUJIb-
HYIO TEpaIuio U Pa3BUTHE TSLKEIBIX OCTOXKHEHUIA.
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APUTMOTI'EHHAA TUCIIIASUA /KAPITNOMUOIIATHUA

ITPABOTI'O JKEJIYJOYKA

JI. A. Boxepua®, 0. JI. boxepus, A. I1I. Temupbysamosa

Hay4HbIlh LEHTP cepaedyHo-cocyamcTom xmpyprun um. A. H. bakynesa (amp. — akagemuk PAMH J1. A. Bokepwus)

PAMH, MockBa

ApUTMOTEeHHAsI OMCIUIa3Wsl IIPABOTO KEJTyoodKa
(AOITXK), nim apuTMOTreHHasl IpaBOXKeIyJI0uKoBast
KapIMOMUOTIATUsI, — 3TO TMATOJOTUsST HESICHOW 3THO-
JIOTUH, XapaKTepU3YIOIIasics BOSHUKHOBEHUEM XKEJTy-
JIOYKOBBIX apUTMUI Pa3JIMYHON CTETIECHW TSXKECTH,
BKIIovas (ubpwuisuuio xeaygoukoB (DXK), u
CTPYKTYPHBIMM HM3MEHEHUSIMU ITIPABOTO KETyIovKa
[37, 54]. TepMuH «apUTMOTeHHAS TUCIUIA3MS TIPABOTO
>KeJlymouka» OblL1 BriepBblie npemioxeH G. Fontaine B
1977 1. [23]. B 1982 1. E 1. Marcus nipetoKuiI TepMu-
HBbI «apPUTMOT€HHas MPaBOXKETyI0UYKOBask KapAUOMHUO-
TaTus» WIN «apUTMOTeHHAas 00JIe3Hb IIPaBOTO KEJTy-
nouka» [38]. PacmpoctpanenHocts AIITXK Moxer
BappuMpoBaTh B mpenaenax oT | ciayyas Ha 1000 mo
1 cnyuas Ha 5000 HaceneHusi. BoigeaeHbl OTaeIbHBIE
PETMOHBI, T/Ie €€ PaCIPOCTPAHEHHOCTh BhIIIIE, HATIPU -
mep Ipeuns (0. Hakcoc) u Utanus (Beneuus:). B 80%
cayyaeB AJIIT2K BbigBasieTcss B Bo3pacTe 10
40 ner, yame y myxx4uuH (4:1). ITo manaeim G. Thiene
u coaBT. [54], y 20 u3 60 ymepIInx BHE3aITHO B BO3pa-
cTe 10 35 JIeT BBISIBIIEHBI TUCTOJIOTMICCKIE TPU3HAKK
ANITTK. Br1o 3abojeBaHre XapaKTepU3yeTCsl BBICO-
KNM PHCKOM pPa3BUTHS BHE3aITHOM CepACIHON cMep-
™ (BCC). D. Corrado u coaBT. CUMTalOT apUTMOTEH-
Hyoo auciiasuto npuynHoir BCC y 26% neteii u
noApocTKOB A0 20 JIeT, yMepIIuX OT CepaeuHO-COoCy-
nucThix 3a0oneBanuii [15]. E. Larsson u coaBT. mpo-

aHAJM3UPOBAJM OaHHBIE ayTONCUM 16 BHE3alHO
YMEPIIUX MOJOABIX criopTcMeHoB, A/ITT2K Oblna nua-
THOCTHMPOBaAHA y KaXJ10ro 4YeTBepToro u3 Hux [31].

KIMHUYECKHUE ITPOABJIEHUA

[lo xIMHWYECKOW KapTHUHE BBIACISIOT YEThIpe
dopmbl Teuenuss AITTXK:

— cKphrITas ¢popMa, ripu Kotopoit BCC Bcitenctue
®XK sIBIIsIeTCST IEPBBIM TTPOSIBIICHEM 3a00JIEBaHNS

— apuT™MHIecKast hopMa, XapaKTepU3YIOLIasiCs Ha-
JIMYMEM XKEJTyTOUYKOBBIX TaXUapUTMUM — KeTyI0YKO-
Boii aKkctpacuctonuu (KIC), kxenymoukoBOM Taxu-
kapauu (XKT) — ¢ koHburypauueit Komriekca QRS
no Tumy OJioKaabl JIEeBOM HOXKM Tydka Iuca, moa-
TBEPKICHHBIX TOKYMEHTAJIbHO;

— (opma, npogBisoIIasICI KIMHUKON cpeaHei
CTEIeHU TSKECTH, TaKOM KaK MPUCTYIIBI cepalieoue-
HUi1, 6oseli B 00JacTu cepaua;

— IIPaBOXEIYyIOYKOBasl cepaedHass HeIO0CTaTOd-
HOCTh C HAJIMIMEM WJIA OTCYTCTBHEM apuUTMHUit [36].

Knuanyeckre mpu3HaKd apUTMOTEHHOI IMCILIA-
31U TIPABOTO XXeayJA0uKa OObIYHO MOSIBJISIOTCS B MO/ -
POCTKOBOM WJIM IOHOIIIECKOM Bo3pacTe. TUITMYHEI Ka-
JIOOBI Ha TOJIOBOKPYXXEHME, MPECUHKOIaJIbHbIE U
CHHKOITAJIbHBIE COCTOSIHMSI, y4allleHHOE cepaieoume-
HuUe, repedbou B paboTe cepala, MOBBILIEHHYIO YyTOM-
asiemoctb. AJITT2K mposiBisieTcsl BO3HUKHOBEHUEM
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