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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.
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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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Puc. 4. Jlokanuzamust MyTa]_[I/Iﬁ B CTPYKTYPE HAaTPpMECBOTO KaHaIa ITPp1 HACJICACTBEHHbIX 3a00JIeBaHUSIX.
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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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