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IHEPEJTIOBAA CTATbA

IT'EHETUYECKU JETEPMUWHUPOBAHHBIE HAPYIIEHUA PUTMA CEPILIA

HlIkoavnuxosa M.A. I*, Xapnan M.C. 1’2, Hnrvoaposa P.A. !

®dI'Y MockoBckuit MHCTUTYT neAMaTpuu 1 nerckoit xupypru M3 u CP P® — JleTckuii HaydYHO — MPaKTUYECKU I
LIEHTP HapyllIeHui cepaedHoro purma ; @I'Y Poccnitcknii KapanoJIorn4ecKuii HaydHO-TTPOM3BOACTBEHHBIN KOM-
miekc M3 u CP P® — MHCTUTYT KIMHUYECKOM KapIUOJIOTT M. AJL.MsicHuKOBa (oTmen KIMHUYECKOM 2JIeK-
TPOMU3UOJIOTUY U PEHTTEHO-XUPYPIrMYeCKUX METOIOB JISUYeHUST HapyIllIeHUi puTMa cepaiia), Mocksa

Pe3iome

Tenemuueckue ghaxmopvr uepaiom 8axicHyio poab 6 namoeerese 60abuUL020 uucaa bonesueil. Ilokazarno, umo nomenyuan—
3asuUcuUMble HaAmpuesvle, Kaiuegvle U Kalbluegble KaHaabl NPOSGAAIOM 00uue C8olUCMea MOACKYASAPHOU CIMPYKIMYpbL, YMO
BAICHO YHUMbBIBAMb NPU OUeHKe UX gusuonoeuveckoil pynxuuu. Hacaedemeennoie 3a60ae6anus, 00ycio6aeHHble U3MEHEHUS-
MU IMUX CB0IICMB, OMHOCIMCA K “KAHAA0Namusam” uau nepeuyHoiM I1eKmpudecKum 3a004e8anusim cepoya (CuHopom yonu-
HenHoeo unmepeana QT, cundpom ykopouennoeo unmepeana QT, cundpom bpyeada, kamexonamun — 3aeucumas jicenydouKo-
6as maxukapous, uduonamuueckas QuoOpuiIayUs dceaydoukos, Ooae3us Jleneepe, nacredcmeeHHblll cuHopom Boavgha-
Ilapkuncona-Yaima, nacaedcmeennas gopma cpubpurrayuu npedcepduit). Bedyujeii npuuuHoil 8He3anHol cepdeuHoll cmepmu
(BCC) nocae koponapHoii 60oae3nu cepoya A6A5H0MCL BMOPUYHbBIE HACAeOCMBEHHbIE IAeKmpuYecKue 3a001e6aHus, K KOMopbiMm
OMHOCAMCS Kapouomuonamuu (eunepmpopuueckas KapouoMuonamusi, OULamayuoHHAs KapouoMUonamus, apummoeeHHas
ducnaasus npasoeo Hceny0ouKa, U30AUPOBAHHAS HEKOMNAKMHOCHb MUOKApOa 1e6020 Jceaydouka). lenemuuecku demepmu-
HuposanHbie Hapyuterus pumma cepoya (HPC) kak npu omcymemeuu, max u npu HaAU4uu cmpyKmypHoi namonoeuu cepouya,
KaK npaeuno, Manugecmupyrom 8 mMoaodom eo3pacme (3a uckaroueruem cunopoma bpyeaoa) u umerom onpedenentvle gero-
munuueckue u eenomunuueckue uepmol. OCHOB0I c60e8peMeHHOI OUASHOCMUKU dMUX cocmosnuil seisemes DK - ckpununme,
KOMOpbLil ONMUMAABHO 00AJCeH OblMb BbINOAHEH 8 8o3pacme 00 3-X aem (8viaerenue namonoeuveckux IKI- ¢enomenos),
u IxoKI. Kpome moeo, b6oavuioe duaznocmuueckoe 3HaveHue umeem oocaedosanue cemeil uz epynnul vicokoeo pucka no BCC.
Boicokuii cymmaprutii yposens pucka BCC y 6oavhbix ¢ eenemuuecku demepmuruposanusvimu HPC na ghoone mepanuu sensem-
¢ NOKA3aHUueM K UMHAGHMAUUU UCKYCCmeeHHo20 Kapouosepmepa-deguopuriamopa (UKI). Onmumanvnas cmpameeus
npogunrakmurxu BCC'y 6oavHbix ¢ eenemuyecku demepmunuposantvimu HPC — amo onpedenenue 6a3080e0 pucka u nociedy-
WUl MOHUMOPUHE OONBHBIX 8 COOMBEMCMBUL ¢ UHOUBUAYANbHBIM NpoQuaem pucka. B 063ope npusodumces onucanue KAuHu-
YeCKUX NPos6AeHULL, MOAEKYASPHO-eeHemu4eckux ocobennocmeil, kpumepueg pucka BCC u cospemerHbix n00x0008 K 0uaeHo-
cmuke u aeveHuio eenemuyecku oemepmunuposanivix HPC.

KimoueBble cjioBa: HapyllIeHUs pUTMa cepalia, FTeHeTuIecKast 9TUOJIOTUsI, KPpUTEPUU pUCKa, KIMHUYECKHE TTPOsIB-
JIeHUsl, IMarHOCTUKa, JeUYeHue.

I[eHeTnueckue pakTopbl UIrpalOT BaXHYI pPoOJib TOYHBIX KOHTAKTOB; TPaHCMEMOpPAaHHBIX MEPEHOCYUKOB,

B MaroreHe3e OoJjbioro yucia 6osnesHeit. [lo maHHBIM
MpoeKTa paciindpoBKM FeHOMa YejoBeKa B OpraHuM3Me
cymectByeT okosio 350 000 reHoB. B mocieaHue rombl
MPOrpecc B MOJIEKYJISIPHOI OMOJIOTUM U TeHHOI MHXKEeHe-
PUM MO3BOJMJI KIIMHUIIMCTAaM HA HOBOM YPOBHE IMOJONTH
K M3YYEHUIO MOJIEKYISIPHBIX MEXaHU3MOB Pa3BUTHS Cep-
JIEYHO-COCYAUCTHIX 3a00eBaHmii, B ToM ynuciae HPC [2].

B cepaue sxcmnpeccupoBaHo okojo 30 000 reHos.
WNnentuduiimpoBanbl reHbl, GYHKIMS KOTOPHIX MMEET
HEMOCPEICTBEHHOE OTHOIIIEHUE K TTpolieccaMm, MporucxXo-
ISIIUM B MUOKapze uesioBeka [21]. Haubomblee yucio
CepIEeYHO-COCYIUCThIX O0JIE3HEN SIBISIOTCS MOJUTEHHBI-
MU. K MOHOTeHHBIM 3a00J1€BaHUSIM, aCCOLIMMPOBAHHbBIM
C NOpaXeHWEeM CepAlLa, OTHOCUTCH pPsAL CUHAPOMOB
u OoJie3Hel, COMPOBOXIAIOIIMXCS 3710KaueCTBEHHBIMU
HPC u BbICOKMM pMCKOM BHE3aIHO# CEpACYHOM CMEpPTU
(BCC). INpuuunoii HacnenctBeHHbIX HPC cuuraroT aHo-
MaJIMM CJIEAYIOLINX OCHOBHBIX KJIACCOB OEJIKOB: COKPaTH-
TEJbHBIX U LIUTOCKEJETHBIX; MIOHHBIX KAHAJOB U MEXKJIe-

a TakxKe UX MOIYJSITOpoB [7].

B Hopme mnoTeHLMan IOEWCTBUSI KapAUOMUOLIMTOB
XapaKTepu3yeTcsl aKTHBalMeil IMOTEeHIIMAaT-3aBUCUMbIX
MOHHBIX KaHAJIOB, ACTIOJISIPU3YIOIIUX MEMOPaHY C MOC/IeTy-
IOILEN aKTUBALMEN BBIXOISIIMX PEHOSIPUYIOIINX TOKOB.
[TokazaHo, yTO MOTEHIIMAI—3aBUCUMbIE HaTPUEBbIE, KA~
eBble 1 KaJbIIMEeBbIE KaHAJIbl MPOSIB/SIOT OOIIME CBOMCTRA
MOJIEKYJISIDHOM CTPYKTYphI, UYTO BaXKHO YUYWTHIBATb IpU
olLIeHKe UX pusunosgornyeckoii ¢pyHkiuu. HacneacrBeHHbIe
3a0071eBaHUsI, 00YCIOBIEHHbIE UBMEHEHUSIMU 9TUX CBOICTB
OTHOCSITCS K “KaHaJIoNaTUsM” WU TEPBUYHBIM BJIEKTPU-
yeckuM 3abosieBaHMSIM cepaia. K reHeTuuecku aeTepMu-
HUPOBaHHBIM 3a00JIeBaHUSIM, KOTOPbIE TaKXKe MOTYT IpH-
BoauThb K 310KkadecTBeHHBIM HPC u BCC oTtHocsT rpynmy
0oJie3Hel ¢ BPOXKIEHHOM CTPYKTYPHOI MaTojlorueit cepaia
[23]. B Ttabn. 1 mpencraBiaeHbl U3BECTHBIE K HACTOSILLIEMY
BPEMEHU 1 MOATBEPKISHHbIE MOJIEKYJISIPHO-T€HETUYECKIM
aHaJIM30M HAaCJIEACTBEHHBIC CUHIPOMBI M HO30JI0TMUYECKUE
dopwmbl, npossasiiomnecs HPC [12, 23].
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Puc. 1. PebeHOK 6 JIeT C IPEANOIOXKUTEIbHO TIEPBBIM MOJICKYISIPHO-TEeHETHYECKUM BapUaHTOM CHHApOMa yutnHeHHoro nHtepsaia QT. MK]L
3aperucTPUPOBaH SMU30/1 HEYCTOMYMBOM XeTyI0UKOBOM TaXMKAPAUKM TUIIA MUPYIT, KYITUPOBABILIUIICS CAMOIIPOU3BOJIBHO.

IlepBuunbie d/1eKTPUYECKHE 3200/I€BAHUS CEPALA.

HacaencTsennplii CHHIPOM Y/JIMHEHHOTO HMHTEPBAJia
QT (CYHUQT) ciy>KUT YHUKAJbHOM MOJEJIbIO JISl U3yue-
HUSI BCeX TIEPBUYHBIX JIEKTPUUECKUX 3a00JIeBaHUI cep-
JIIA, BIMSHUS pa3IMYHbIX CPEOBBIX (DAKTOPOB Ha IeHe-
TUYECKU OOYCIOBIEHHbBIE U3MEHEHUS DJIEKTPOGU3NO0IO0-
TMYECKUX CBOMCTB MMOKap/ia, a TAaK>Ke aHaI13a BJIUSHUS
nojla UM Bo3pacta Ha cTeneHb pucka BCC.
PacnipocTpaHeHHOCTh CMHApPOMAa B MOMYJISILIUM COCTaB-
asteT 1:2500 — 1:5000 ipu nmeHetpanTHOCcTH 10 90% [11].

CYUQT xapakTepusyercsl YIIMHEHUEM MHTepBaja
QT na DKI 1 npenpacrnoiox)KeHHOCTbIO K 3JI0KaYeCTBEH-
HBIM XeJdyaoukoBbiM aputMusim u BCC. WM3amepeHue
uHrepBaia QT Ha crangaptHoit DKI' ocyuiecTBasieTcs
B TPYAHBIX OTBeAeHUsIX V2 u V5, NpomaosKuTeabHOCTD
koppurupoBaHHoro uHTepBaia QT (QTc) BeUmMcaAIOT
no moauduuupoBaHHoit ¢opmyne bazerra (QTc (s) =
QT /N R-R (s)) [5]. Yaunenue unrepsata QTc Goiee
450 Mc y My>kuuH 1 6osee 470 MC y )KEHIIMH C BICOKOM
BEPOSITHOCTBIO CBUACTEILCTBYET O HAJIMYMU CUHIPOMA.

OCHOBHBIM KJIMHHUUYeCKUM mnposiBieHuem CYUQT
SIBJISTIFOTCSL TIPUCTYIIbI TTOTEPU CO3HAHUSI, OOYCJIOBJICHHbBIE
peuuauBaMM  KenynoukoBoil Taxukapauu (KT) tuma
“mmupyat” (TdP) (puc.1). B Tabn. 2 npencrapiaeHbl AMarHo-
cruueckue kputepun CYUQT, paspaboraHHbBIE U TOTON-
HeHHble P.Schwartz et al. [28]. JIlmarHo3 ocHOBBLIBaeTCS
Ha aHaJM3e TPEALICCTBYIOIIEC MCTOPUM CUHKOIAIbHBIX
3IM30/I0B; CEMEMHOM aHaMHe3e (MOATBEPXKIACHHbIE CITydan
CYUQT u/unu ciyyan BCC B ceMbe B Bo3pacte MeHee 40
JieT); oueHke crietmduieckux DKI mposBnenmit. Elie
JI0 TIOJIyYeHMs JT0KA3aTeJbCTBA T€HETHYECKOM MpPUPOIbI
3a00J1eBaHMsI ObUIM BbIIEICHBI YEThIPE BapraHTa KIMHUYE-
CKOro TeUeHUs: 1) CHHKOMAJIbHBINI ¢ yIUIMHEHUEM UHTepBa-
na QT, 2) 6eccuHkonanbHbIN ¢ yaauHeHueM uHtepsana QT,
3) CMHKOMAJIbHBII C HOPMAaJIbHOM TIPOAOJIKUTEIBHOCTBIO
uHtepBana QT u 4) Hemas (1aTeHTHas1) popma [3].

Tenetnueckas mpupoga CYUQT, BnepBbie UAESHTH-
dunmpoaHa M.Keating et al. B 1991 r. [15]. C artoro
BpeMeHU OTKpbITo 6onee 500 myTauuit B 12 pa3auuHbIX
reHax, OnMcaHbl ayTOCOMHO-TOMUHAHTHAsI U ayTOCOM-
HoO-peleccuBHast popMbl 1 12 reHETUYECKUX BapuaHTOB
JaHHOro cuHapoma (tabu. 3) [6, 22, 23].
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Puc. 2. Peoerok 10 net ¢ cunapomom JIxepsena-Jlanre- Huibcena
(cuHApOM yuiMHeHHOro nHTepBaia QT, cuHKomaabHas
¢opma, cocrosinue nocie umriantaunu MKJI, 1BycropoHHss
HelpoceHCOpHast TYroyxocTocTh). CunycoBslii put™m, YCC 57
ya/mMuH, PQ=140 mc; QRS=70 mc; QT=520 mc; RR=1040 mc;
QTc=510 mc. ST-T HapylIeHUsT BO BCEX OTBEACHMSIX.

Taomuma 1
Hacneacrsennblie 3200, 1€BaHIs CEPAEUYHO-COCYAUCTOIA
CHCTEMbI, MPOSIBIAIOIINECS HAPYIIEHHSAMHI PUTMA
¥ IPOBOAMMOCTH Cepaua

ﬂepeuwbte N1eKkmpuvecKkue 3a001e6aHUS.

* CUHIPOM yIJIMHEHHOro nHtepBana QT

» CuHapoMm yKopoueHHoro untepBaia QT

* Cunnpom bpyrana

» KaTtexomaMuH — 3aBUCHMAast 2KEJIyoOUYKOBasi TaXUKapaust

» Wnuonaruueckas GuOpUILISLINS KeTyT0YKOB

* bonesnb Jlenerpe

* HacnencrBeHHblit cuHapoM Bonbda-IlapkuHcona-Yaiita

» HacneacrBeHHast hopma huOpULUISILAK TTPEaCepanii

Hacnedcmeennbie 3a601e6anusi co cmpyKmypHoil namoao2ueli cepoua,
CONpoBoNCOarOwUecs 310KaA4eCme8eHHbIMU HAPYUWeHUAMU PUMMA cep-
dua.

+ [uneptpoduueckas KapaIuOMUOTIATUS

» IunataliioHHast KapauoMuoIiaTust

° ApI/ITMOFeHHaﬂ JUCIIIa3us IIPpaBoro KEJIyao4yKka

° I/ISOJ’[I/IDOBaHHaﬂ HCKOMITAKTHOCTh MUOKapaa JICBOIro XKEJIya0o4yKa
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Tabmmna 2

Junarnoctuyeckue kputepuu CYUQT 1993-2006.
Kputepuii OaJLbl
OKI' — xapakrepucTnka
QTc > 480 mc 3
QTc 460 — 470 mc 2
QTc 450 — 459 mc (y MykuuH) 1
3aperucTpupoBaHHas TaXMKapaus TUMa “rupyat” 2
AunbrepHalus BOJHbI T 1
Hanuuue 3a3yopeHHoii BosiHbl T B 111 oTB. 1
Penkuit put™ cepaia uisi COOTBETCTBYIOIIETO BO3pacTa 0.5
Anamue3
CuHKOMNAJIbHbBI 3MU30/1 MOCJIe cTpecca 2
CHHKONaJIBHBIN 9MU307 B TOKOE 1
BpoxeHnHas riayxora 0.5
CeMeiiHblii aHaMHe3
Hanuune noareepxaeHHoro CYUQT y wieHa cembu 1
Hamuue BC B cembe B Bozpacte MeHee 30 jieT 0.5

Ilpumenanue: < 1 Ganna = Hu3Kas BeposiTHOCcTh Hanuuuss CYUQT, >
1 — 3 6ayuta = npomexyrouHasi BepossTHocTb Haymuust CYUQT, > 3.5
Gayia = BeIcOKast BepossTHOCTh Hamuust CYUQT.

AyTOCOMHO-pelieccuBHass dopMa —  CUHOPOM
Icepsenna-Jlanee- Hunvcena (JLN) — Oblia OTKphITa
B 1957 romy. OHa BcTpeyaeTcsl peako (C 4acTOTOM
1:25000), a ymnunenue uHtepBaia QT um puck BCC
BCJICJICTBME Pa3BUTHSI XKU3HEOMACHBIX apUTMUI aCCOL-
UPYIOTCSI HE TOJILKO ¢ yiiuHeHueM nHtepBana QT u cuH-
KOIaJIbHBIMU COCTOSTHUSIMU, HO M C BPOXKIEHHOM TITyXO-
Toii [29]. 3HauuTeNbHO OOJIee pacIpOCTpaHEHA ayTOCOM-
HO-IOMUHaHTHas1 dopMa — cuHapoM Pomano-Yopaa,
KoTOpasi onucaHa B 1963 u 1964 It 1 uMeeT U30J1MpOBaH-
HBI “cepaeuHbiii” deHotumn [11].

B Hacrogiiee BpeMsi MyTauuu, OOBSICHSIOLINE
MmexaHu3M aputmoreHesa npu CYUQT, BoisgBASIOTCS
B 75% KIMHUYECKU TOATBEPXKACHHBIX ciydaeB [11].
Takum obOpa3om, reHeTuueckasl TeTepOT€HHOCTb CUH-
JIpoMa JI0 HACTOSIIEr0 BPEMEHU ellle He IOJIHOCThIO
usydyeHa. TpyAHOCTU TMarHOCTUKY CUHIPOMA O0YCIOB-
JIeHbl Hecneuu(GuUecKoil KIMHUYECKOW KapTUHOMN
3a00eBaHMs (CXOACTBO C BIUJIETICHEN ), HEBO3MOXHO-
CThIO JIMAarHOCTUPOBAaTh CUHAPOM B OTCYTCTBUE IaH-
HbIX DKI 1 BBICOKOI1 4aCTOTOM CKPBITO (DOPMBI, TIPU
KOTOPOU IMarHocThKa BO3MOXHA TOJIbKO MPU MOMOIIH
MOJIEKYJISIDHO-TEHETUYECKOTO aHajiu3a. B  cBiI3m
C 3TUM 4YacThl CJy4Yaud IIO3JHEH AUAarHOCTUKU, IPH
KOTOPBIX 3a00JIeBaHKE BBISIBJISICTCSI TOJILKO HAa OCHOBA-
HUM HEOJHOKPATHBIX CUHKOMAaJIbHBIX COCTOSIHUIA,
Kax10e M3 KOTOPBIX MOXKET 3aKOHYMUThCSI BHE3aIHOM
cmepThio 6onbHOro. Ilammentol ¢ CYUQT Hepenko
JUIMTEJbHO HaOJII0OAAIOTCS HEBPOMATOJOraMU C JIMar-
HO30M “anujernicus’”, 6e3 a¢gdeKra MmoaydyaroT NpoTh-
BOCYJIOPOXHYIO Tepalluio, 0CcTaBasiCh B TpYIIe BbICO-
koro pucka nmo BCC. JIo HacTos11ero BpeMeHU BhISIB-
nsioresa cembu ¢ CYUQT Tonbko nmocine BCC omgHoro
13 YjaeHoB ceMbHu [11].

Puc. 3. OKT pedenka 9 siet. CunapoM yaamHeHHoro nHrepBaia QT, 1
MOJIEKYJISIPHO-TEHETUYECKU I BapuaHT. OTpenesieHa MyTaLus
B reie KCNQ1 — A341V. Cunycossrit putm ¢ YCC 67-73
yi/muH, QT=410 mc, RR=760 mc, QTc=471 mc; 3y6ert T ¢
LIMPOKHUM OCHOBAHMEM.

Cunapom JIxepsenna-JlaHnre-HusibceHa sBaseTcs
OIHOI U3 caMbIX TsKebIX KauHudeckux opm CYUQT.
BoablMHCTBO ciyyaeB 00YCIOBAECHO MyTallMSIMU B Te€HE
KCNQI (puc.2, ta61.3). [To naHHBIM HanboJIee MOJTHOTO
OIMCaHUsI, BKJIIOYAIOIIETO B TOM YMCIIE U POCCHUIICKUE
nmanHble, P.Schwartz ¢ coaBropamu, okoJio 15% GoJIbHBIX
pPa3BUBAIOT KapIMOreHHbIE CUHKOIIE YK€ B TeUEHUE TIep-
Boro roja xusHu, 50% — B TeyeHUE MEPBBIX 3-X JIET
>KU3HU U npaktudecku 90% — B Bozpacte 1o 18 jet [29].
CHHKOIlE MNPOBOLMPYIOTCS (PU3MUECKON Harpy3Koi,
IJIJaBaHUEM M 3MOIMOHAJIbHBIM CTPECCOM, HO UYPE3BbI-
YyaifHO peaKo HacTymaloT B mokoe. [IporHo3 y 00JbHBIX
¢ atum BapuaHToM CYMQT kpaitHe HeOIaronpusTHHIN,
OeTa-010KaTOphl HENOCTATOUHO A(PPEKTUBHBI B TpOdu-
JIAKTUKE KU3HEYTPOXKAIOIIMX apUTMUI, BCICACTBUE YETO
MPaKTUUYECKU BO BCeX Cydasx TpedyeTcst Oe30Tyiarateib-
Hasg MMIUIAaHTaUMsl KapAuoBepTepa-aeduodpumisTopa
(MKL).

Cunapom PomaHo-Yopna — HauboJjiee pacripocTpa-
HeHnHas popma CYUQT. Puck BCC B oTcyTcTBUE ageK-
BAaTHOIO JICUEHMS JOCTUIraeT INpu cuHapome PomaHo-
Yopna 71%. I1o naHHBIM caMOTo OOJIBIIIOrO ITPOCIIEKTHUB-
Horo wucciaenoBaHus cuHapoma “International LQTS
Registry” B 57% ciyyaeB BHE3aIlHOM CMEPTH OHa HACTY-
naeT B Bo3pacte 10 20 net [34]. V mereit B OoTCyTCTBUE
neueHusi puck BCC cnycrst 3-5 neT mocjie mosiBaeHUs
IepBOro IMPUCTYMa IOTepU CO3HaHUsT mocturaeT 32%
MU MakcuMaJieH B IybepraTHOM niepuone [4].
IMponoKUTETbHOCTh TOTEPU CO3HAHUST COCTABJISIET, KaK
MpaBuIo, 1-2 MUHYTHI, HO B OTAEJbHBIX CJIydassX MOXET
npocturath ¥ 20 MUHYT. Y 50% G01bHBIX ¢ CUHKOIAIbHOM
(opMoii MpKUCTYN CONMPOBOXKIAETCS CyTOPOraMU TOHUKO-
KJIOHMYECKOIO XapakTepa C HENPOM3BOJIbHBIM MOYEH-
crnyckaHueMm, pexe — aedekanueit. Yactora u KonmyecT-
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Tabmumna 3
Monel(y.rmpﬂo-reﬂem'lecxne BAPUAHTBI NEPBHYHBIX JJICKTPUUCCKHUX 3a00.1eBaHMIA cepana
Bapuant JIokyc XpoMOCOMBI Ten/6enKoBbIil MPOLYKT Tun HacnenoBanusi | MisMeHenue noH- | % nuiy/ neteit ¢ aH-
HOTO TOKa HBIM TCHOTUIIOM

CunznpoM Pomano-Yopna

LQT1 11pl5.5 KCNQ1 All Iksi 30-35
o

LQT2 7q35-36 KCNH2 (HERG) All IK,~L 25-30
oL

LQT3 3p21-p24 SCNS5A ALl I, T 5-10
o

LQT4 4q25-q27 ANKB All [ <1
aHKUpUH-B Inex

LQT5 21q22.1 KCNE1 All IKsl« <1
B

LQT6 21g.22.1 KCNE2 All [ <1
B

LQT9 3p25 CAV3 Al I T -
KaBEOJIMH 3

LQT10 11923.3 SCN4B All I, T -
B4-cybbeanHuLIa HATPUEBOTO KaHaIa

LQTI1 7q21-22 AKAP9/Yotiao Al It N

LQT12 20q11.2 SNTAI ALl I, T -
CUHTPOITHUH

Cunapom /Ixepsesuia-Jlanre- HuibceHa

JLN1 11pl5.5 KCNQI AP [ -
oL

JLN2 21q22.1 KCNE1 AP lei -
B

CunzipoM AnjepceHa-TaBuia

ATSI (LQT7) | 17q23 | KCNJ2 (Kir2.1) | Al [ | 50
o

Cunzpom TumoTu

TSI (LQTS) | 12p13.3 | CACNAIc (CaV1.2) | * [ | 50
oL

Cunapom ykopoueHHoOro nntepsana QT

SQTI 7q35-q36 KCNH2 (HERG) Al IK'T -
o

SQT2 11pl5.5 KCNQI * [’ -
o

SQT3 17q23.1-24.2 KCNJ2 Al lKlT -
o

SQT4 12p13.3 CACNAlc (CaVl.2) * ICBLT -
o

SQT5 10p12.33 CACNB2b Al ICEL'F -
B2-cyObenHMLIA KAIBLIMEBOIO KaHala

Cunzapom bpyrana

BrS1 3p21 SCNS5A All I, { 15-30
o

BrsS2 3p22.3 GPDIL All [ -
riauuepod-3-docedaraerniporeHasa-
NO00OHBII

BrS3 12p13.3 CACNAlc (CaV1.2) * ICaLi -
o

BrS4 10p12 CACNB2b * Imi -
B2-cyObeanHuLIA KATbLIMEBOTO KaHaia

BrS5 19q13.1 SCNIB * I { -
B-cyObennHmIIa HATPMEBOTO KaHaja

BrS6 11q13-q14 KCNE3 * 17 -
B

KarexomaMuH-3aBUCUMASsT TIOJUMO] Has KCJTyN10IKOBasd TAXUKAPAUS

CPVTI 1q42.1-q43 RyR2 Al ICHLT 65
PUAHOJMHOBBII peLenTop

CPVT2 1p13.3-pl1 CASQ2 AP 1.7 5
KaJIbCHKBECTPHH 2

BpoxIeHHBIIT CHHIPOM C1ab0CTH CHHYCOBOTO y31a

CCceyl1 3p21-p24 SCNS5SA AP lNai -
oL

CCCY2 15q24-q25 HCN4 Al 1l -
AKTMBHMPYEMBIii TUIIEPIIONspU3aLIIeit
KaJMeBblii KaHas 4

H]JOI'DCCCP[ DVIOLIEE MOPAXKCHUC IT OBDHHLL[eﬁ CUCTEMBI Cep/lia

MIIICI 3p21-p24 SCNS5A All I { -
o

Hacnesncreennas dopma GpuOpHLISLIY TIpeIcepanii

OIT1 11pl5.5 KCNQ1 AP IKST -
o

D112 10922-q24 HE U3BECTEH Al - -

D113 6q14-16 He M3BECTEH ALl - -

D114 21922.1-q22.2 MIRP All IK,T -
B

Ilpumenanue: AJl — ayToCOMHO-JOMUHAHTHBII; AP — ayrocomHo-peuneccuBHblii; LQT — cunnpom ymimHeHHoro uHtepsaia QT, JLN — cunapom
Ixepsesna-Jlanre-Hunbcena; SQT — cunapom ykopoueHHoro nHtepBana QT, ATS — cunapom AnaepceHa-Tasuna; TS — Tumoru cunapom; BrS
— cunapom bpyrana; CPVT — karexonaMuH-3aBucuMast xenynoukoas Taxukapaus; CCCY — cunapoM cinaboctu cunycoboro yzina; [TITMCI —
Mporpeccupyloiiiee mopaxeHue mpoBojsiieil cuctemsl cepaia; @I — dubpuisuus npeacepauit; * — criopaquyeckue Ciyvau; IKs — MeJUIEHHBII
KaJIMEBBIN TOK 3a/IeP>KaHHOTO BBIMPAMIEHNS; |, — GBICTPBIN KaIMeBbIN TOK 3a/lep>kaHHOTO BBIMPAMIEHNS; | | — BXOAAIMIA KanmeBbril TOK; [ —
HAaTpUEBbLA TOK; | | — HATPMEBO-KalIMeBblil TOK; I — MeWIeHHbI KanbLueBblii TOK; If — akTMBUpYeMblii rUNepIOsApU3aLMEN KaMEBbIii TOK,
ToK JIu Dpanuecko; v — cHikeHne; T — MoBbilIeHMe.
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Ta6uauna 4

CpaBHHTEIbHAS KIIMHUKO-3JIEKTPOKapauorpadudeckasi XapakrepucTuKa
Tpex HauOoee pacnpocrpaHeHnbix Bapuantos CYNUQT

Bapuant/Ten LQTI1/KCNQI

LQT2/KCNH2 LQT3/SCN5A

Db deKkT MyTalMu Ha MOHHBII TOK cHmkeHue Toka [Ks

cHmkeHue Toka [Kr ycwiieHue 1ato [Na

®akTophI, MTPOBOIMPYIOIINE XXKU3HEO-

nacHsie HPC CKUIi cTpecc, MiaBaHbe

3SMOLIMOHAIbHBIN WIN (1)1/131/[‘-16 -

Ha ¢oHe Opanukapauu (B OKoOe,
BO CHE)

pe3KUil 3ByKOBOW CUTHAJT, IMO-
LIMOHAJIBHBIN WK (hu3nUecKuit
cTpece

Oco0eHHOCTH Penosipu3almn
Ha CUHYCOBOM PHUTME

MUpoKast, ciMMeTpuaHast T
BOJIHA

HM3Kasi aMIUTUTya BOJTHBI T,
nBydaznass T — BoiHa

YIUIMHEHHBIA U303JIEKTPUYECKUIA
cermeHT ST

Hanuuue may3 putMma mpy MHIYKLIAN
xuzHeonacHbix HPC

HET

XapaKTEPHbI HET

Junnamuka QTc Ha Harpy3ke

yIUTMHEHUe (HapyllleHUe ajiar-

YKOPOUCHHUEC (HOpMaJTI)HaH 3HAYUTCJIbHOC YKOPOYCHUE

Tauuu K YCC) JIMHAMUKA)
HNunuamuka QTc nipu BBeneHun AATT HeT HeT YKOpOUeHUe
I xnacca
DdbdeKTUBHOCTD Tepanuu B-agpeHo- | ecTb MeHblle, yeM rpu LQT1 HE U3BECTHO
O10KaTopaMu 6omee 80% okoJ10 50%

Cokpawenus: AAIl — antTuaputmMuyeckuii npenapar; HPC — HapylieHus putma cepaua

BO CUHKOIIE SIBJITIOTCSI KPUTEPUSIMU TSKECTU 3a0oJieBa-
HUSI, OHAKO, OOpalaeT Ha ce0s BHUMaHMe TOT (PakT, uTo
CMEPTh MOXKET HACTYIIMTh U BO BPeMsI IIEPBOTO MPUCTYyMa
MOTEPU CO3HAHUSI. DTO IUKTYET HEOOXOIUMOCTD OIpe/ie-
neHust crerieHu pucka BCC y 0onbHBIX KaK ¢ CMHKO-
najabHOM TaK M ¢ 0€CCUHKOMAIbHOM (popMaMu CUHVAPO-
Ma. CUHKOIAJbHbBIE COCTOSIHUS C CYIOPOXKHBIM KOMIIO-
HentomM npu CYUQT cnenyer auddepeHupoBaTh
OT anuIenTUYecKuX Mpuctymnos. s 6onbHbix ¢ CYUQT
TUITMYHBI TIPEICUHKOIMAIbHbIE COCTOSIHMS; TTOC/IE OKOH-
YaHUsI CUHKOIE CO3HAaHME BOCCTAaHOBJIMBAETCS OYEHb
OBICTPO; HE OTMEUAETCS HAPYIICHUI TTaMSITU U COHJIMBO-
CTU B TMOCJENPUCTYIHBII IMEePUOI; TCUXOJOTMUECKUE

Tabmuma 5
3a0ouieBaHns, Beaylnue K djaepanuu cermenra ST
B MPABBIX MPeKOPAUATbHBIX 0TBeAeHns X DK

Biiokana mpaBoii Wiu JIeBO HOXeK ydka [uca

Tuneprpodus Muokapaa JeBOro XKeayaouka

OCTpblil MUOKApAUT

OcTpblit MHMAPKT MUOKapaa WK UIIEMUs MUOKapaa

PaccnauBatoiasi aHeBpu3Ma aopThl

Octpast TpoMO03MO0IIMS JIETOUHOI apTepuu

[epeno3upoBKa reTepoLUKIMIECKUX aHTHIETIPECCAHTOB

MpitieuHast guctpodust JlioeHHa

Artakcust Dpunpeiixca

HenocraTtouHocTh THAMWHA

rI/Il'IepKaJII)III/IeMI/IH

Tunepkanuemust

MHTOKCHMKALIMSI KOKAMHOM

OnyXxo/b CpelocTeHUs C 0OCTPYKIIMEl BBIXOJHOTO TPaKTa MPaBoro
JKeJTyIouKa

ApHTMOl"CHHaﬂ JUCTIIa3us IpaBoTro KeJTyaoyKa

CuHIpoM yiamuHeHHOTo nHTepBaia QT, TpeTnii MOJIeKyYJIIpHO-
TeHEeTUYEeCKUI BapUaHT

CHUHIPOM paHHE! penoIsipu3alnmu

BapuaHT HOpMbI, OCOGEHHO Y JIMII MYKCKOTO ToJ1a

U HEBPOJIOTUYECKUE UCCICI0BAHMS HE BBISIBJISIIOT y IETeil
¢ CYUQT usmMeHeHU1 TUMYHOCTU, TUITUYHBIX 1JIsI 00JIb-
HBIX snujencueit [4].

B nocnenHue rofabl uccie0BaHbl KOPPEISLUM MEXKITY
BBIPAXXEHHOCTbIO (DEHOTUITMYECKUX TPOSBICHUI MpU
CYUQT u reHeTMYeCKMMHU BapuaHTaMU CUHApOMA.
BoisiBiiensl crienupuyeckue DKI-peHoTumnsl, xapakrep-
HbI€ JUISI OCHOBHBIX MOJICKYJISIPHO-TEHETUYECKUX Bapu-
antoB — LQTI, LQT2 u LQT3, Ha 10110 KOTOPBIX MpHU-
xomuTcst 10 90% OT BceX reHeTUYEeCKM TOATBEPXKACHHbIX
ciaydaeB (ta6na. 4, puc. 3, puc. 4, puc. 5). OOpaiiaer
BHMUMaHMe Ooiiee BbicokMii puck BCC y nui My»KcKoro
rnoja, a MMEHHO — Y MajJbuMKOB B IIpeny0OepTaTHOM
u nyoepratHoMm nepuoaax npu LQT1 [4]. CuHkone Bo3-
HUMKAIOT Ha BBICOTE TICUXOAMOLIMOHAIBHOM UK (pusunye-
ckoit Harpy3ok (LQT1, LQT2), B Bome, pexe BO CHe
(LQT3) u Bo Bpemst pe3koro 3Byka (LQT?2). B HacTosiiee
BpeMsi Ha OCHOBaHMM KIMHUKO-3JIEKTpoKapanorpadu-
YEeCKOro aHajau3a BO3MOXHO MPEAMNOJOXUTb BEpOsT-
HOCTb OJTHOTO U3 TpeX HamboJjiee M3y4eHHBIX U Pacipo-
CTpPAaHEHHBIX T€HETUYECKHUX BapHaHTOB CHUHIpPOMa
(LQTI, LQT2, LQT3). D10 no3BosieT elie A0 TMojayde-
HUSI PE3YJIBTATOB MOJIEKYJISIPHO-TEHETUYECKOIO MCClIe-
JIOBAaHMSI TIPUHSThH PELIEHKE O MaTOreHeTUYeCKOW Tepa-
nuu [11, 34].

Jleuenune 6onbHbIX ¢ CYUQT 3akiovaeTcss B MaKCU-
MaJIbHOM MCKJIIOUEHWU TPUITEPOB KU3HEYTPOXKAIOIIMX
apUTMUI, creu@UuUeckKux s KaXIOoro malMeHTa,
a TaKKe MCKIIIOYEHUHU TIPernapaToB, CIIOCOOHBIX YITUHSITh
nHTepBan QT (crucok BeIIaeTcst malydeHTaM Py BbIMU-
CKe M3 cTtairoHapa). O0s13aTe/IbHO AIUTEbHOE (TTOXKU3-
HEHHOE) Ha3HayeHUe aHTUapUTMUYECKOIro Iperaparta.
IIpenapaTom BbIOOpa sIBsIETCS OeTa-0J0KaTOp — IpO-
MPaHOJI0JI, AaTEHOJIOJ, METOITPOJIOJ WJIv HaxoJ1o1. JlaHHast
rpyrnmna mnpenapaTtoB ocooeHHo 3 dexktuBHa npu LQTI
(81%), npu xoropom puck BCC HampsiMmyio cBsi3aH
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C peakilMeil Ha CUMMATUYECKYlO CTuMyJissuuio. [lpu
LQT2 u LQT3 Oerta-61okatopbl MeHee 3(P(MeKTUBHBI
(53% wn 50% cootBeTcTBeHHO) [26]. [Tp1 3TOM Y GOJIBHBIX
¢ LQT3 6eTa-610KaTOphl JOKHBI TTIPUMEHSATHCS C OCTO-
poxxHocTbio TToa KoHTpoJieM YCC, Tak KakK BbIpaxKeHHOE
CHUKEHME YacTOThl CEPACYHOTO pPUTMA IIOBBIIIACT
JUCTIEPCUIO PETOSIpU3ALIMM U MOXET 00sieryaTh mocje-
Jylolllee BO3HMKHOBEHME TaXUKapauu TUIa “IupysT”
Mpd 3TOM BapuaHTe CHUHIpoMa. TepallMio IMallMeHTOB
¢ LQT?2 npeanoxeHo ycuiIuBaTh Ha3HaYeHNEM Tpernapa-
TOB Kajiusl (COmep>KaHMS JIEKTPOJIUTA B IIa3Me KPOBU
JKeJIaTeIbHO TOAAEPKMBATh HA MaKCUMAaJIbHO TOIMYCTH-
MOM YPOBHE) B COYETaHUU C KaJlhii-cOeperaroimmu Iuy-
petukamu. Ilpu LQT3 xopomuii adpdexr mnoayueH
OT Ha3HAYEHUsI MEKCWIETHHA (AHTUAPUTMUYECKMIA TIpe-
napat IB knacca) — 6;10kaTopa HaTpueBbIX KaHasoB [30].
DKCNepUMEHTATBLHO OBbLIO MOATBEPKAEHO, UTO aHTHA-
puTMUYecKUit 3PHEKT MEKCUIETHHA B OTHOLLICHUU Mpe-
OYMPEXACHUS pa3BUTUSI TAXMKaPAUY TUIIA “TIMPYAT” TpU
Bcex Tpex BapuaHTax cuHapoma (LQTI1-3). B HacTosiee
BpeMsI pEKOMEH/IOBAHO JIOITOJIHUTEJIBHO K 0a30BOI Tepa-
nuu 6eTa-0Jj0KaTopaMu Ha3HaueHue OJJoKaTopa HaTpue-
BBIX KaHAJIOB Y OOJIbHBIX C TPETHBUM BapUaHTOM CHUHJIPO-
Ma. B KOMOMHUPOBAHHOI aHTMAPUTMUUYECKON Tepanuu
MpU COXpPaHEHUM CUHKOIEe Ha (poHE MOHOTEpanuy aHTH-
ApUTMUUYECKHUM TperapaToM y AeTeit MOXeT ObITh 3 heK-
TUBHO JOIOJHUTEIbHOE Ha3HAYEHUE MPOTUBOCYIOPOXK-
HOTO Tpenapara KapbamasenuHa. [IpenapaT Takxke oka-
3bIBACT BJMSHNE Ha MHAKTMBALMIO HATPUEBBIX KaHAJIOB
— MEXaHU3M pealM3allii TPEThero BapraHTa CUHIpOMa
[4]. TTpenapaTbl marHust y 0oabHbIX ¢ CYUQT ynyuinaror
agantaunio QT k mosbieHuto YCC mpu mpoBeaeHUMN
cTpecc-TecToB [4].

MmmanTtauust snekrpokapauoctumyssitopa (3KC)
paccMmaTpuBajiach Kak JOMOJTHUTENbHBIN pecypc npodu-
JIAKTUKY ITOBTOPHBIX aPUTMMUECKUX COOBITHI Y GOJbHBIX
¢ LQT3, LQT2 npu BbISIBICHUU Tay3-3aBUCUMON TaXu-
Kapauu tuna “nupyat”. IMomuepkuBajcs MOJOXKUTEIb-
HbII 9P@EKT criiaxkuBaHUsI YacTOThl CEPAECUYHOTIO pUTMa
npu umruiantauun OKC [21]. B HacTosiee BpeMst mpu-
OPUTET Cpead MMILIAHTUPYEMbIX aHTHaApPUTMUYECKUX
YCTPOMCTB B 3TO# rpynme OonabHbix oTmaercss WMKII,
BKJIIOUAOIIEro (hyHKLUIO AeUuOpUIsITOpa U 3J1eKTPO-
KapIMOCTUMYJISILIMM, TTOKa3aHa MallieHTaM C BBICOKMM
puckom BCC (knuHMueckasi cMepTh B aHaMHe3e WU
IOBTOPHBIE CMHKOIIE Ha (hOHE aHTUAPUTMUYECKOI Tepa-
nuu). Ele omHUM pecypcoM Teparuu SBJsieTCsI I€BOCTO-
poHHSIS cumnaTakTomus [31].

Cpedu 6cex eeHemu4eckux CUHOPOMOG, ACCOUUUPOBAH-
Hoix ¢ yoaunenuem uumepeanra QT na DKI, ocoboe mecmo
npuxadaexcum mpem, npu KOmopuix Hapsoy ¢ yOAuHeHuem
unmepsana QT u kapouoeennviMu npucmynamu nomepu
CO3HAHUSL HA (DOHE HCUBHEYZPOICAIOWUX APUMMULL, UMeem
Mecmo nopadicerue opyeux opeanog u cucmem. K num ommno-
cumesi onucauuwlil pamee cunopom Jucepeenna-Jlanee-
Hunvcena [29], a maxwuce cundpomvr Andepcena-Tasuna

Puc. 4. OKI pebenka 12 net, cunnpom yauimHeHHoro nntepsaia QT 11
MOJIEKYJISIPHO-TeHeTUUecKuii BapuaHT. OnpeaeneHa MyTauusi
BreHe KCNH2 - L586M. Cunycossrit put™ ¢ YCC 85-95 yn/
muH, QT=440 mc, RR=640 mc, QTc=550 mc. 3y6eu T oTpu-
uarenbHbli B orBeaeHusx 11, 111, aVF«aByrop0Oblii», «1Byxdas-
HbI» B oTBeneHUsIX V2-V6.

[13] u Tumomu [18].

Cunnpom Annepcena-Tasmwna (LQT7) — penkast mato-
JIOTUSI, XapaKTepusylollasics TMepUoINYeCcKUM Tapajiu-
YoM (TUMep- WIM TUTTOKAIMEMUYECKUM), KETYI0UYKOBBI-
mu HPC u nucmopbudeckumu yepramu. Takoil cnenu-
duueckuii (peHOTUN OOBSICHSIETCS COYeTaHMEeM aHOMa-
JIMIA CKEJIETHOM MYCKyJaTypbl MU MHUOKapja. JluueBoii
IUCMOPGU3M YacTO SIBJISIETCSI KJIIOUOM K ITHArHOCTUKE
cuHapoma. C Bo3pacToM 3IU30/bI apajinuya CTaHOBSITCS
pexe 1 Kopoue BO BpeMeHHU [25].

Cunapom AHaepceHa-TaBuna — 3ab0oieBaHNEe C ayTO-
COMHO-JOMUHAHTHBIM TUIIOM HaCJeIOBaHMUS, aCCOLMU-
pyetcs ¢ mytauueii B reHe KCNJ2, kogupyiolem Kajve-
BbIIi KaHai Kir 2.1., OTBETCTBEHHBIN 3a BXOASIIUI Kalv-
eBbiit Tok Ikl [13]. ¥V GonbliMHCTBA MALMEHTOB UMEIOT
MECTO MHOXKECTBEHHbIE OCOOCHHOCTU pPeroJsipu3aliuu
Ha OKI: crietuduyeckas BojsHa T ¢ MOKaTbIM pacTsIHY-
ThIM HUCXOISIIMM KOJEHOM, Iuupokasi BojaHa TU,
n nByxdasHas mupokas BoiHa U (puc. 6). Takas oco-
o6eHHocTh TU BOJIHBI 00YyCIOBAEHA YMEHBIIEHUEM BXO-
JISIIIEro KaJMeBOro ToKa B pe3ysbTaTe MyTalluu B TeHe
KCNIJ2. Crieuudpuyeckas BoaHa U aBisgeTcsa auddepeH-
LIMATbHO-TUATHOCTUYECKUM MTPU3HAKOM, TTO3BOJISIIOIIMM
B psiie CJIOXHBIX JUISI TUarHOCTUKM CJIydyaeB, OTJIUYUTH
CUHAPOM AHIEpCceHa OT KaTeXxoJaMUHEPruuecKoi mojau-
MOP(HOM KeJTyI0UYKOBOM TaXUKapaAUn, KOTOpast aCCOLM-
upyetcsi ¢ MyTauussmMu B KaHanax RyR2 u CASQ?2 (ta6in.3).

OnucaHbl Kak J0OpOKauyeCTBEHHOE TeueHUe 3a00Jie-
BaHus, Tak U caydyan BCC y atux 6obHbIX [14]. JleueHue
JIOJKHO OBITh COIVIACOBAHO MEXIYy HEBpOMaToJoraMu
U KapauoJioraMy, OHO HalleJIEHO Ha YMEHbIIIEHHUE YacTO-
Thl U BBIPaXKEHHOCTH MPUCTYIIOB MEPUOANYECKOTrO Mapa-
auya u koHTpoab HPC. C wnenbio npoduirakTUKu
MOBTOPHBIX aTaK MEePUOJUYECKOro Mapajnya MpUMEHs -
JOT MHTMOUTOPBI KapOoaHTHIpas3bl (aLieTa3oJaMui WIn

13



Poccuiickunin kapanonorndeckuii xxypHan Ne 1 (87) /2011

OKT — tunst Cunnpoma Bpyrana

Tabsmna 6

OKI kpurtepun Tun 1 Tun 2 Tun 3
3JIeBALASI TOYKU J >2 MM >2 MM >2 MM
Bonmna T OoTpUIIaTeIbHAS TTOJIOKUTETbHASI TIOJIOKUTETbHASI
uiam nByxdasHas
KOHburypaims THna “ceoga” TUMNA “CIMHKYU cenia” THUMA “CIUHKU centa”
S-T—-T

KoHeuHast yacThb
cermeHTta S-T

TIOCTCTICHHOEC CHM2XKECHUE

aJieBalys > MM

aneBarys < IMm

Ilpumenanue: 1mm = 0.1 MB.

JuxiaopdeHaMuI), a TakKe Kajauii coeperamouiie auype-
TUKU — CIIMPOHOJIAKTOH WK TpuamTepeH. C 1esbio Mpo-
(pUITaKTUKY XKU3HEYTPOXKAIOIIUX apUTMUIT HEOOXOAMUMO,
Kak ¥ IpY IpYrMX BapuaHTax yaiuHeHus: uHtepBaia QT
n30eratb TPUITEPOB (3MOLIMOHANIBHBIX U (DU3UUYECKUX
CTPECCOB), MpernapaToB, CIOCOOHBIX YIJIUHATh UHTEPBAJ
QT. CranmapTHOe aHTUAPUTMUYECKOE JIeUeHUE 3aKII0-
yaeTcsl B JUIMTEIbHOM Tipueme 0OeTa-0J10KaTOpOB.
CyuTaeTcss ONTUMAJIbHBIM AEpXXaTh BepxHee 3HaueHUE
YacTOTHI CepIeuHOro putMa B npenenax a0 130 B MUH.
brokatopsl KanbliMeBbIX KaHAJIOB, TaKUe KaK aMJIOIdM-
MUH U HUMEIUNTMH TakXkKe ToKa3alu CBO 3(h(hEeKTUB-
HOCTb y psifa nauueHToB. Mmmuantauus MK mokaszaHa
nauueHTaM ¢ BeicokuM puckom BCC, mpu aTom Tepanust
OeTa-0i0KaTOpaMU OCTAETCSI HEOOXOAUMBIM 3JIEMEHTOM
Teparnuu.

Cungpom Tumorn (LQTS8) Hacnenyercst 1o ayrocoM-
HO-PELIECCUBHOHY TUITY, TTPOSIBJISIETCSI COUeTAaHUEM CUH-
JAKTUIUKU (BPOXKIEHHBIM MOJHBIM UM HEIOJHBIM Cpa-
1LIEHMEM MaJIbLIeB KUCTH, CTOIIbI) (puC.7, Tab.3), KOTHU-
TUBHBIX aHOMAJIMI 1M ayTU3Ma, UMMYHHOW HEAOCTaTOY-
HocTH, AB-010Kaabl, 3KCTpEeMaJllbHOTO YIAJIWHEHUS
uHTtepBaia QT ¢ BBICOKOAMIUIMTYAHBIM 3y01ioM U U 3K13-
HeomnacHoi 2KT. XapakTepHO 0COOEHHO 3710KaYeCTBEH-
HOE TeueHHUe ¢ KpaliHe BHICOKUM prcKoM pa3Butusi BCC,
YTO HapsAy € MOXW3HEHHOW aHTUAPUTMHUUYECKOM Tepa-
nueit TpedbyeT umraHtauuu MK/ y Bcex OOMBHBIX.
C 1989 rona no Hacrosiiiee BpeMsi B MUPE OITMCAHO TOJIb-
KO 23 maimueHTa ¢ 3TUM 3aboneBaHueM, 10 U3 KOTOPBIX
yMepiu B Bo3pacte 1o 2,5 net [32]. B 2004 r Obl1a uaeH-
tudumpoBana myrainus B reHe Cavl.2 (CACNAIC),
OTBETCTBEHHOM 3a L-TuUM KaJblIMeBOTo KaHaja Ipu JaH-
HOM BapMaHTe CUHIpPOMa U TMPEJIOKEHO BBIIEIUTH €ro
kak LQTS-8 (tab6x. 3) [2].

Cunzapom ykopouyennoro untepsaia QT (SQTS) oTHo-
CUTCA K TEHETUYECKU TeTepOreHHbIM 3a00JieBaHUSIM
C M3MEHEeHMsIMU KanueBbIx KaHajoB. DKI kputepuem
ero SABJSEeTCS YMeHblleHue npoaokutenbHoctu QTc <
300 Mc ¢ BBICOKMM, CUMMETPUYHBIM, B (popMe MuKa 3y0-
oM T (puc.8). SQTS u3BecTeH OTHOCUTEIBHO HEIaBHO,
¢ 2000 1, koraa OblJ1a oruvcaHa repnast CeMbsl C TAPOKCU3-
MaJIbHOI (UOpUJUISILIMEN Mpeacepauii U YKOpOYeHUEM
nHtepBana QT [14]. BonabHbIe CcTpagalOT MPUCTYyHaMU
MOTepPU CO3HAHMS M MMEIOT MOBbIIeHHBbIN puck BCC,
0COO0EHHO B Tepuoa HoBopoxaeHHocTu [27]. OpHuM
U3 OCHOBHBIX 2TaroB AMArHOCTUKW CUHAPOMA, OTHOCS -
LIErocsl K TMEPBUYHBIM 3JIEKTPUUYECKUM 3a00JeBaHUSIM
cepaua, sBisieTcsl oOHapyXeHue Ha craHaapTHoil DKI
YCTOMYMBOIO YKOPOYEHHUSI IO CPABHEHUIO C HOPMOW,
npogokuTenabHocTH nHTepBana QT. BaxxkHoe 3HaueHue
B JMArHOCTMKE MMEIOT IPOrpaMMbl MOMYJISIIMOHHOIO
OKTI-ckpuHMHra, BKJIIOYasl JUCIaHCepU3alUi0 Hacese-
Hus. lajgee nMarHo3 YTOUHSIETCSI HA OCHOBE KOMILIEK-
cHbix kputepueB [21]. Ilpu crnopammyeckux Oeccum-
MTOMHBIX CJTydassX CBOEBPEMEHHBIII MPaBWIbHBIN 3JIEK-
TpoKapauorpaduyecKuii 1MarHo3 sBIsieTCsl eIMHCTBEH -
HBIM IIAHCOM JJIsI O0JIBLHOTO Ha MOoJIydeHUe aaeKBaTHOM
MEQULIMHCKON TTOMOILLIN.

Myrtanuuy, NMpUBOIAILIKME K YKOPOUECHUIO MOTeHLMaa
JEeWCTBUS, MATOTHOMOHMYHbBIC IS JAaHHOTO CHHIpoOMa
OBLIN BBISIBJICHBI B pa3IMYHbIX r'eHax (Taou. 3). Takum obpa-
30M, Takke Kak 1 CYUQT, cuHapoM yKOPOYEeHHOTO MHTEP-
Basa QT sBisIeTCs reHeTUUeCKU TeTeporeHHbIM 3a00JieBa-
HueM. Koppensuyu Mexay (heHOTUMUYECKUMU MPOsIBIe-
HUSIMA M T€HETWYECKMMU BapuaHTaMu usydarotcs. [lpu
Bcex noarunax SQTS mpoucxomuTt ycuieHHe KaaueBOro
TOKa, peanusyloieecs: B ykopoueHuu I1]1, yTo cooTBeTcT-
BYeT MPOIOPLIMOHATILHOMY YMEHBIIEHHIO BpeMEHM ped-
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Puc. 5. DKTI pedenka 13 sier. Cunapom ymimHeHHoro uHrepBaia QT, 111 MmosiekysisipHO-TeHeTMYeCcKuid BapuaHT. OnpeiesieHa MyTalus B reHe
SCNSA — R190G. Cunycossiii putm ¢ YCC 55-65 yu/mMun, QT=460 mc, RR=900 mc, QTc=484 mc. Peructpupyercsi XapakTepHOE yJIIH-
HeHue cermeHTa ST, «aByxdasHblit» 3yoeir T B oTBeneHusix V2-V4.,

PaKTEepHOro Meproaa 1 MpoBOLUpPYeT (OpMUPOBAHKE BOJIH
“re-entry”. IlaTonormyeckoe ykopouyeHue nHTepBasa QT
C YCKOPEHHOM KJIETOYHOM PENMOJISIPU3ALMEN TOTEHLIMUPYET
pa3BUTHE TIpencepaHbIX U XkeynoukoBbix HPC.

Hurepsan QT Bapeupyer ripu SQTS ot 220 1o 360 mc.
K apyrum DKI-xapakTeprcTuKaM OTHOCHUTCSI BbICOKas,
3a0CTpeHHasl BojiHA T B MpeKopAuaabHbIX OTBENCHUSIX,
OTHOCUTEJIbHO JUIMHHBIN uHTepBas Tpeak-Tend, ykopo-
yeHHBbI cermeHT ST, a TakKe HapylleHME aJanTaluu
uHtepBaia QT k YCC. Ipu SQT4 u SQTS unrepnan QTc
OTHOCUTEJIbHO IJIMHHBINA B CPAaBHEHUM C IPYTMMU Bapu-
aHTaMM CHUHIpoMa YKopouyeHHoro wuHTepBaga QT
M JOocTUraeT 3HaueHuit okoso 330 um 360 Mc.
DeKTpopU3noJoruuecKkue MccleaoBaHus IoKa3aau
CHUXXEHME pedpakTepHOCTU MPEaCepAuii U KeayI0UYKOB
U TIOBBILIEHHYIO YSI3BUMOCTD XKEJIyI0YKOB K BOZHUKHO-
BEHUIO apUTMUI Y OOJIBIIMHCTBA MALlIEHTOB.

KnuHuueckue mnposiBieHUsT CUHIpOMAa TeTeporeH-
Hbl — BBISIBJIEH BBIPA>KEHHBIA MEXCEMEUHBIN 1 BHYTPU-
ceMeliHBbIi oaumMopdusM. B omiHOM U3 caMbIX OOMBIINX
onucanunit, mpeacrasieHHoM B 2006 r C.Guistetto
C COaBT. peub UIET 0 29 manreHTax ¢ CHHIPOMOM YKOPO-
yeHHoro nHrepBana QT, U3 KOTOpBIX XapaKTepHbIe st
SQT1 mMyrauuy ObUIM BBISIBJIEHBI TOJIBKO B 25% citydaes.
KnunHuyeckass MaHudecralus 3adoeBaHUs BapbUpOBa-
ma ot 1 Mec Xxu3HU 10 62 jeTHero Bo3pacta. CaMoMy
cTapuieMy YJeHy CEMbH, UMEIOIIEMY YKOPOUSHUE UHTEP-
Bana QTc menee 300 mc, 06110 80 J1eT. OKOJI0 62% MaLu-
€HTOB C YKOPOYeHHBIM MHTepBasioM QT umenu cummnro-
MbI, HanboJiee yacTo — octaHoBKY cepaua (31%). Ilpu
3TOM KJIMHUYECKash CMEPTh OblIa MEPBbIM KIMHUYECKUM
MposIBJIeHKEeM 3a00JieBaHusI OoJiee, YeM Y ¥4 MallMeHTOB.
Y nByx meTteii ¢ JAHHBIM CHUHAPOMOM KJIMHUYECKas

CMepTh OblIa 3aperuCTpUpOBaHa B 0OYeHb paHHEM BO3pa-
CTE — Ha MEPBOM MECSILIE XKM3HU, YTO TIO3BOJISIET TIPEIIITO-
JIOXKWTh 3HaUY€HME CUHIPOMAa YKOPOYEHHOIO MHTEpBaJia
QT B reHese cuHapoMa BHE3aITHOI CMEPTH y IeTelt Tpy/-
Horo Bo3dpacTa. CepaiiedbreHMs ObLIU BTOPBIM 110 YacTOTe
CHMIITOMOM 3a00JIeBaHUST M OTMEYanCh y 31% OGOJIbHBIX,
B 24% ciy4yaeB OHU COIpPOBOXAaIuCh cuHkomne. Y 17%
MalMEHTOB IMEePBbIM KIMHUYECKMM CHMITOMOM ObLia
Gubpunsauus npeacepauii. [To MHeHUIO psiia UCCAEI0-
BaTeJieil, YacToTa e¢ BBISIBIICHUS IIPY JaHHOM CHUHIPOME
nocturaet 31%. V3 apyrux KIMHWUYECKUX MPOSIBICHUI
4acTo MMeJIa MECTO KeJIyJ04YKOoBasi 3KCTPacCHUCTOJIMS.
CuMnTomMbl He oTMmedainch B 38% ciyyaeB, Bce 3TH
MalMeHThl ObUIM BBISIBJICHBI B CBSI3U C OOHapy>KEHHEM
CUMIITOMATUYECKOrO TEeYeHMsI 3a00JieBaHUs Y IPYTHUX
YJICHOB CEMbM, B paMKaX CEMEHHOTrO lieJeHaIpaBIeHHO-
ro OKI ckpunuHra [8, 9, 24].

Crpatudukalus pucka 1 MeIMKaMEeHTO3HOE JIeYeHUE
Mpu CUHApOME YKopouyeHHoro mHrepBana QT paspaba-
ThiBatOTCs. [lokazaHo, YTO TOJBKO XMHMIMUH CIIOCOOEH
JIOCTOBEPHO YMIUHATL MHTepBas QT 10 HOpMalbHBIX
3HaueHuii, BoccTaHapauBaTh anantanuio QT/RR, moBei-
math 3pGeKTUBHBIN pedpakTepHbII TTEPUOI KETYA0U-
KOB Y CHMXKaTh PUCK pa3BUTHsI (DUOPUILISIIUN KTy 10U -
KoB y 9Tux 6osabHbIX. [Tpenapatsr IC u 111 knaccoB oka-
3a71ch He 3G (GEKTUBHBI. JIpyruM mepcrneKTUBHBIM Tpe-
rnmapaToM CYMTAeTCsd IU30MMPaMUI, KOTOPBIN TakXKe
yuauHsieT uHTepBan QT, moBbimaer pedpakTepHOCTh
JKEJYJAOUKOB M cokpaiaer uHTepBaid Tpeak-Tend.
Hexoropbie mNaimueHTbl ¢ CUMHAPOMOM YKOPOYEHHOIO
uHtepBasa QT cTpamaloT TOJBKO TapoOKCU3MaMU
GUOPUITSILIMKM TpeAcepaAnii, B OTHOIIEHUU KOTOPBIX
a¢pdexTuBeH npornadeHoH [22].
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Taoanua 7

HacnencrBennbie 3a00j1eBaHUS CO CTPYKTYPHBIM IMOPAZKCHUEM CepaAlia, CONMPOBOKIAIOIIUECA HAPYHICHUAMU pUTMa

U NPOBOAUMOCTH

Denorun Tan Jlokye Ten Benok CrkenerHast
HACJIeI0BAHUS MHONATHS
Tuneprpoduueckas KapauOMHONATHS
C nopaxcenuem: ALl 2q24.3 Tutun (TTN) Tutun ?
THraHTCKOro
MHO(DHIAMEHTA
TOJICTOrO All 14q11.2-q12 Tsxenast uenb Tsxenast uenb B-Muo3uHa ?
MuO(pHIAMEHTA p-muosuna (MYH7)
ALl 14q11.2-q12 Tsxenas uenb Tsxenas 1enb o-MHO3MHA ?
o-Muo3uHa (MYH6)
Al 12q23-q24.3 MYL2 PerynsitopHast Jerkast Lierb MHO3HHA XeJTy- ?
JIOUKOB
All 3p21.2-p21.3 MYL3 3CCEHLIMAIbHAs JIeTKasl Lelb MUO3MHA KeJTy- ?
JIOUKOB
TPOMEKYTOYHOTO ALl 11pl1.2 MYBPC3 CepaeuyHblit MUO3MH-CBsI3bIBatoLIMii ipotenH C | ?
muopuiamenTa
TOHKOTO MHO(HIAMEHTa Al 1932 Tporonnu T (TNNT2) CepreuHslit TporonnH T ?
ALl 19p13.4 Tpononun I (TNNI3) CepieyHblit TPOIOHUH 1
All 15q22.1 a-tporomuo3ut (TPMI1) 0L-TPOTTIOMUO3MH Hewmanun-
MUOTIATUS
ALl 15q14 a-akTiH (ACTC) CeprieyHblit o.-aKTHH ?
Z-nucka All 11pl15.1 CSRP3 Mpitreunsnii LIM-6etok ?
ALl 17q12-q21.1 Teneronun (TCAP) TeJeTOHUH ?
All 10922.1-q23 Bunkynun (VCL) BUHKY/IMH/ METaBUHKYJIMH ?
All 10q22.2-g23.3 ZASP/LBD3 LIM-cBsi3biBatoinii 1oMeH 3 ?
ALl 1q42-q43 o-akTHHIH (ACTN2) O~ -aKTUHUH 2 ?
Kasbuuesoro oomena ALl 1g42.1-q43 PuanonnHosblii peuentop (RyR2) PuaHonnHOBbII peLenTop ?
All 20q12 Jxaukrodwiun 2 (JPH2) JikaHkTODWLTUH 2 ?
ALl 6q22.1 Docodonamban (PLN) Docodonambdbar ?
Bonesus nakonaenusi ¢ TKMIT Al 7q35-q36.36 PRKAG2 AM®-akTHBUpyeMasl IPOTEMHKMHA3A Coueranvie ¢ BITY
X-clernieH-Hoe Xq24 LAMP2 ?
X-cuernjeH-Hoe Xq22 GLA o-TajakTo3uaasa A ?
Muroxonapuansuas TKMIT MMTO- XOHAPU- 9q13 mtIHK (dpatakcun ?
anbHOE
Cmemannass TKMIT ALl 3p25 Caveolin-3 KaBEOJIMH ?
Juna THS.
JKMIT X-cuerieHHOE Xp21 Juctpodun (DYS) Jucrpobun MBILIEYHAs! JUCTPO-
bust
JiomieHHa,
Bekepa
JAKMII X-cleruieHHOe Xq28 G4.5 (TAZ) Tadazun Bapr-cunapom
JAKMIT ALl 15q14 AxtuH (ACTC) AKTHH HemanuH-muonarust

B HacTosiiee Bpemst ummnanTauus MK/ pekomeHay-
eTCcsl BCeM IaluMeHTaM ¢ auarHoctupoBaHHbIM SQT
B KayecTBe IEPBUYHON MPOMPUIAKTUKUA TaK KaK PUCK
BCC B ceMbsix KpaiiHe BBICOK M OCTAaHOBKa cepAala
MOXET CTaTh MEPBbIM KJIMHUYECKUM CUMIITOMOM 3a00-
JIEBAHMSI, a TAKXKE YYUThIBAs IUUMPOKUI BO3PACTHOM Aua-
na3oH MaHubeCcTallMM KIMHUYECKUX TPOSBICHUM.
B cBsI3u ¢ BBICOKOI 4acTOTOM OOHApy>KEHUSI BBICOKOM
3a0cTpeHHOU T BOJIHBI, TPY UMILIAHTALIMU Y 9TUX ML~
€HTOB OCOOEHHO BBICOK PUCK HEMOTMBMPOBaHHBIX
1LI0KOB, YTO AUKTYET HEOOXOAMMOCTb MPUMEHEHUs CIie-
LHMaJbHOM  MporpaMMallid  aHTUAPUTMUUYECKUX
YCTPOMCTB, YTOOBI M30€KaTh MOBBIIIIEHHON YYBCTBUTEb-
HOCTHU ycTpoiicTBa (“oversensing”) Ha aMIUIMTYQY BOJHBI
T [22].

Karexonamun-3aBucuMasi KeJayJ04yKoBas Taxukap-
I — TeTeporeHHOe HacJeICTBEeHHOe 3aboJieBaHue,

XapakTepu3ylolleecs: MHAYLIMPYeMOil (GU3NYECKUM WU
SMOIMOHAIBHBIM CTPECCOM JIBYHallpaBJEHHOW WU
noauMopdHoii KT (puc.9), ObicTpo mnepexomsiiei
B (UOPUILISILINIO XKEJIyI0YKOB, C BBICOKMM puckoM BCC,
Mpyu KOTOPOM OOHapyXeHbl TeHeTu4yeckue aedeKThl
KaJbLMeBoro kaHana [6, 23]. Hanbosnee xapakTepHBIM
ee TIpU3HAKOM sIBJisieTcsl cTpecc-uHayuupyemas KT, Bo3-
Hukarwoas y 80% 00JbHbIX Ha (hOHE MPEIIIeCTBYIOIICH
CUHYCOBOI Taxukapauu [17].

CumnTombl yaimie MaHUPECTUPYIOT B Bo3pacte 7-8
qet [17]. Dtu 6onbHbIe TakkKe Kak ¥ naieHTsl ¢ CYMQT
HEpPEeAKO [UIMTEIbHO HAaOJII0Ma0TCsl HEBPOMATOJOraMu
U ToJlydaroT 6e3 addekTa MpOTUBOCYIOPOXHYIO Tepa-
nuto. Ha OKI BHe mpucTymna, Kak mpaBUiIo, peTUCTPUPY-
ercsa Opamukapausi M HopMmaibHble 3HaueHus QTc.
Peakiiust Ha cTpecc-TeCT B BUAE pa3BUTHS MOTUMOPPHOM
XKT gBnsieTcss B BBICOKOI CTENMEHU BOCIPOU3BOIMMOIA,
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Denorun Tun Jlokyc Ten Besok CrkenerHast
HACJIeI0BAHNS MuonaTus

JIKMII ALl 2q35 Jecmun (DES) Jecmun JlecMUH-MUOTIATHST

JAKMII Al 5q33 A-Capkorinkatd (SGCD) A-CapkKorinkaH MplLeuHast IMcTpo-
bust LGMD

JKMII Al 1932 Tporonun T (TNNT2) Tporonuu T ?

JKMIT Al 14ql11 Tskenas 1ernb Tsxenas 1ernb ?

B-muoszuna (MYH7) B-Muo3uHa

JKMII Al 10922 Metaunkymus (VCL) MeTaBUHKYINH ?

JKMIT Al 15q2 o — TporiomMuosuH (TPMI) 0. — TPOTIOMUO3MH HemanuH-muonarust

JKMIT ALl 2q31 Turun (TTN) Tutun TuGuanbHast MblLIed-
Hast IucTpodust

JKMIT MUTOXOHIpU-aJIbHOE 4q21 B —Capxkornukat (SGCB) B —Capxkoriukan MpblnieyHast IMCTpo-
dus LGMD2E

JIKMII Mutoxonapu-anbHoe mtIHK mtIHK MuToxoHapuanbHas MuTtoxonapuanbHas

JIbIXaTeNIbHas LeMb MUOMaTus

JKMIT+ X-cuerieHHOE Xq28 OMmepuH OMepuH MpitreyHas

HapyleH1e nuctpodus Dmepu-

TPOBOAUMOCTH Hpeitdyca

JAKMIT+ ALl 1q21 Lamin A/C (LMNA) Lamin A/C MpbluteuHast

HapyleH1e nuctpodus Dmepu-

MPOBOAUMOCTH Hpeiidyca

ApPHTMOTeHHAs IMCILIA3HS MPABOTO JKeIyJ04Ka

ALK Al 14q24.3 PuanonnnoBslii perienitop (RyR2) PuanonnHoBbIit peLienTop -

ANTIK2 ALl 1942.1-43 PuanonuHosblii peuentop (RyR2) PuaHonnHOBBII peLenTop MpbluieyHast
nuctpodust

AITTXK3 Al 14q12-q22 HEM3BECTHBII - -

AJITTX4 Al 2q32.1-q32.3 HEM3BECTHBII - -

AJITTXKS All 3p21.3-3p25 TMEM43 - -

AJITTXK6 Al 10p12-p14 HEW3BECTHBIN - -

AITTXK7 ALl 10g22.3 HEM3BECTHBII - -

AJIITKS ALl 6p24 Jecmornakus (DES) JlecMorLTakuH -

AJTTXK9 Al 12pl1 InakoxwiMH-2 InakoxvwimH-2 -

ANITTK10 All 18ql12.1-q12.2 Jecmornenn-2 (DSG2) JlecmornenH-2 -

AIITXK11 ALl 18q12.1 Jecmokomnuu-2 (DSC2) JlecMOKOLTUH-2 -

AITEX AP 17q21 IMnakorno6un (PLAK) IMnakornobun -

ALK AP 149-24q HEU3BECTHBII - -

ANIMXK AP 6p24 Jecmornakuu (DES) JlecMoTLTakuH -

Naxos 6one3Hb AP 17q21 IMnaxkorno6un (JUP) IMnakornobun -

n p THOCTh JIEBOTO JKeJTy10YKa

WHMIJLXK1 Al 18q12.1-q12.2 a-auctpobpesuH (DTNA) 0-AUCTPOOPEBUH MpbitieyHas IucTpo-
bust

MHMJTX X-cuerieHHOE Xq28 G4.5 TabazuH Bapr-cunapom

Coxpawenus: AJl — ayToCOMHO-TOMUHAHTHBII, AP — ayrocomHo-petieccuBHbiit, AIITTXK — apuTMoreHHast ucruia3ust ipaBoro xeaynouka, [ KMIT
— runeprpodudeckas Kapauomuonatusi, MHMJIK — uzonupoBaHHast HSKOMIIAKTHOCTb MMOKap/a JieBoro xeiayaouka, BITY — Cunapom Bonbha

— IMapkuHcoHa — Yaiita, IKMII — nunarauroHHast KaparuoMUOIaTHsI.

a caM TeCT CIIYXKUT KJIIOUeBBIM B IMarHOCTUKE 3a0oJieBa-
Hus. XapakTepHO MPOrpecCUBHOE HapacTaHUEe apuTMMU-
YEeCKUX CUMIITOMOB — OT €IMHUYHON MOHOMOpP(MHOI1
JKEJYIOUKOBOW 3KCTPACUCTOJUM K OWTMMEHUM, TO0JIH-
MopdHOIi aKcTpacuctoauu u noauMopgHoi KT.

B Hactosmee BpemMsi UAeHTUGUUMPOBAHO [Ba
TeHEeTUYEeCKMX THUIla, OTBETCTBEHHBIX 3a 0OoJiee ueM
50% cnyvaeB naHHoro 3abosieBanus |14, 23]. I1epBblit
TUMN — C ayTOCOMHO-AOMUHAHTHBIM TUIIOM Hacjleao-
BaHUs, BbI3bIBAIOIIUICSA MyTalMeld B TeHe, pacroyao-
KEeHHOM Ha xpomocome 1 (1q42—q43), OTBETCTBEH-
HOM 3a pUaHOAMHOBBII peuentop. Bropoit tum —
3a00JieBaHUME C ayTOCOMHO-PEILIECCUBHBIM TUIIOM
HacjaeIoBaHUS, MPU KOTOPOM BBISIBAEHBI MyTallUuu
B reHe CASQ2, pacrojloxXeHHOM Ha | XpoMocome
(1p11—13.3), koaupytolieM KaabCUKBECTpUH (Tabda.3).
KnuHuyecku oba Tuma He pas3anyaloTcsi, HO IpU

ayTOCOMHO-PEIECCUBHOM THUIe MaHUecTalusl CUM-
ntomoB u ciydan BCC npoucxonst B 6ojiee paHHEM
BO3pacTe — A0 7 JIeT, UMEeeTCsI CKIOHHOCTh K CUHYCO-
Boii Opagukapauu [15, 23].

B oTcyTcTBUE NeyeHUsT CMEPTHOCTh OUEHb BhICOKA
u gocturaet 30-50% k Bospacty 30 ger [17]. Ilpm
9TOM, YeM paHblle KIMHUYecKas MaHuddecraius
3aboneBaHus, teM Oojee BbicoK puck BCC. berta-
0710KaTOPHI (HAMOJI0J, KOHKOP, aTeHOJIO0J, MPOMpaHo-
JIOJI) SIBJASIIOTCSI 00s13aT€IbHBIM KOMIIOHEHTOM MeIu-
KaAMEHTO3HOM Tepanuu OOJIbHBIX C MOJUMOPPHOI
XT, oHu cymecTtBeHHO cHuxawT puck BCC.
D deKTUBHBIC 103bl 3TUX MPENapaToB, KakK MpaBuio,
B 2 pasa Bbllie TakoBbIX y 0oiabHbBIX ¢ CYUQT.
Hanbonee sdpheKTUBHBIM MpemapaToM SBISETCS
HagoJ0J (Koprapa), K CoXajJeHUI0, He 3aperucTpupo-
BAHHBIN [J151 IPUMEHEHUS B HALLIEW CTpaHe.
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Ta6muuna 8
Kpurepnu quarnoza AITTK

1. [oGanbHas Wi peruoHaabHask AMCHYHKIUS U CTPYKTYPHBIE
U3MEHEeHUs™*

BOJIbILINE

- 3HayuTeNbHAs AWIaTalks U CHYDKEHMe (hpakuuu BeIOpoca
TTXK npu oTcyTcTBUM (MM HE3HAYUTEIbHOM) BoBiieueHUs JIZK.

- JlokanbHbie aHeBpU3MBbI [12K (akMHETMUHBIE MIIM TUCKUHETUYHbBIE
00J1aCTH C IMACTOIMYECKUM BbIOYyXaHUEM).

- 3HauuTeNbHas cerMeHTapHas aviatauus [TK.

MAJIBIE

- Ymepennas nunatauus [12K unu cHukeHue dhpakimu BeIOpoca
TT2K ipu HopmanibHOM JI2K.

- YMepeHHas cerMeHTapHast auiaTtanus [TK.

- PernonanbHas nuckunesus [TXK.

I1. XapakTrepucTrka TKaHU CTEHOK

BOJIbILION

- OuUOPO3HO-KUPOBOE 3aMEIEHNE MUOKAP/IA 10 JaHHBIM 9HIOMM-
OKapAUaJIbHOW OMOIICHUMU.

I11. HapymieHust perosisipusainuu

MAJIBI

- MuBepcust T BOJIHBI B MPaBbIX MPEeKOpAUaIbHbIX OTBeIeHUIX (V2
u V3) (s nuir crapie 12 JieT; Tpu OTCYTCTBUM OGJIOKAbl paBoit
HOXKM m.Iuca).

IV. HapyieHust nenoisipu3ariviv/ IpoBeIeHUS

BOJIbLIION

- DICUJIOH BOJIHBI WM paciupeHue komriekca QRS (>110 mc)

B IPaBbIX MPEKOPAUATbHBIX 0TBeaeHUsX (VI — V3).

MAJIBI

- [To3nHUe MOTeHLMAIBI XKeJayI0uYKOB (curHai-ycpeaHeHHass OKI).

V. Aputmun

MAJIbIE

- Kenynoukosas taxukapausi ¢ OKI' Mopdosorueii 6iokanpl
sieBoit HOXKH 11.Tuca (ycroituusas u Heyctoituusas) (DKI, MoHU-
TopupoBanue DKI mo Xosarepy, Harpy304HbIie MPOOHI).

- Yacras xenynoukoBast akctpacuctonus (>1000/24 4.) (MoHUTO-
puposanue DKI o Xoarepy).

VI. Cemelinblit aHaMHe3

BOJIBIIIOM

- HacneznctBeHHbIN XapakTep MaToJOrMu, MOATBEPXKACHHBIH ayTor-
CUeil WU TIPU OTIepallu.

MAJIBIE

- CeMeiiHbIil aHaMHE3 BHE3aITHOI CMEPTU B MOJIOJIOM BO3pacTe
(<35 net) npeanoaoxutenbHo Beneactere ATTK.

- CeMeitHbIi aHaMHe3 (KIMHUYECKHUIA IMarHo3, OCHOBAaHHbII

Ha TIPEeICTaBICHHBIX KPUTEPHSIX)

Ilpumenanue: * onpenensiorcs ¢ nomoliinbio DxoKI, aHruorpaduu,
MarHUTHO-PEe30HAHCHON TOMOrpaduu Wik paaruoOHYKJIUIHON BEHTPU-
kyiorpaduu. IT2K — npassrit xenynouek, JIZK — neBblit xenynodek. O
Hammuuu ALK cBUIETEbCTBYIOT BhISIBJICHUE 2-X OOJIBIINUX KPUTEPU-
€B, 1-10 0OJIBILIOro U 2-X MaJIbIX KPUTEPUEB, WU 4-X MAJIbIX KDUTEPUEB.

Kaxk nmpaBusio, y Takux 601bHbIX 3¢ GEeKTUBHA TOJIbKO
KOMOMHMPOBAHHOAsI aHTUAPUTMUYECKasl Teparus, Mpu
3TOM K OeTa-0yioKaTopy mo0aBisieTcsl elle OAMH aHTha-
PUTMMUYECKUIA TIpernapar ¢ y4eTOM €TI0 BO3MOXKHOI'O BO3-
JIECTBUSI HA TPUITEPHBIC (PaKTOPBI, TaKME KaK CyIpa-
BEHTPUKYJISIpHbIE apuTMUK. B KauecTBe BTOPOro aHTHA-
PUTMMYECKOIO Mpernapara y JIMI MOJOIOTO BO3pacTa
3 (HEKTUBHBIMU MOTYT ObITh MEKCUJIETUH, MPOTNaeHOH,
aMMOJapOH, BepamaMWJl WM BTanu3uH. Ilommepxu-

Barollasi 103a aHTUAPUTMUYECKOTO Iperapara orpesae-
JISIeTCSl MHAUBUAyanbHO. [lpy yBenuyeHUM HMHTEpBajia
QT 6oee, yueMm Ha 25% OT UCXOMHBIX 3HAYECHUI TTperapa-
ol 11l kmacca ormenstorcsi. Bece O0bHBIE C MOIMMODP-
¢ubiMu KT kak u nauueHTsl ¢ CYUQT moJiKHBI Haxo-
JISITCSI HA MOHUTOPHOM HaOJIOJIEHUM ¢ KOHTPOJIEM YKclia
U BBIPAKEHHOCTU WHAMBUAYaJIbHBIX (DAaKTOPOB pHUCKa
pa3Butus cunkorie 1 BCC. KomriiekcHas Tepanusi cuu-
TaeTcst 2(p(PEeKTUBHOM, e€ciM OHa TO3BOJISIET M30eXKaTh
peuuauBoB KT, MOHU3UTH Kjacc XeaydOouyKOBOW apuT-
MUWHM, YMEHBIIUTh YKCIO0 MOIUGMDULIUPYEMBIX (PaKTOPOB
pucka cunkone u BCC. C uenbio goKa3aTeabCcTBa KOHTP-
07151 32 3(PPEeKTUBHOCTHIO aHTUAPUTMUUECKOIN Teparnuu
DPEKOMEHIYeTCSI MOHMTOPOBaTb OHEBHbIE W HOYHBIE
napameTpbl YCC (BKIII04Yass MakCMMaJlbHble, MUHUMAaJb-
Hble U cpenHue 3HayeHuss YCC), mauTenbHOCThL Tiay3
puTMa, U3MEHEHUE LMPKATHOCTU apuTMUU TIOA HAeil-
CTBUEM aHTHMAPUTMUUYECKMX IperapaToB, APyTrue Hapy-
LIEHUs] pUTMa U TTPOBOAMMOCTH. [IpoBoAUTCS AUHAMM-
YECKUU KOHTPOJIb ITapaMeTPOB LIEHTPAJIbHOMU reMOIMHA-
MUKM TI0 JaHHbIM OxoKI Ha cuHYcOBOM puUTME U B
3ajrax aputMuu. Pa3Buthe Ha (poHe Tepanmuu CUHKO-
MaJbHBIX aTakK, HaIW4ue KPUTUYECKON CUHYCOBOI Opa-
IUKapIMK, OTpaHUYMBAIOIIE BO3MOXKHOCTU TOCEAYIO-
1IeW aHTUAPUTMUYECKON Teparu, a TakKXKe COXpaHEHUE
Ha ¢oHe JieyeHUsI BBICOKOW CTENEHU pPHUCKa Pa3BUTUSI
BCC (xenymouykoBble U MpencepaHble apuTMUU, IpyTue
MPU3HAKU BJIEKTPUYECKON HECTaOMILHOCTUM MMOKapjaa)
cayxar nokaszaHusimu K umruiantauuu UK. [Mpu BbIsiB-
JIEHUU TPpUTTEepHBIX (pakTopoB pa3BuTus KT nmoakiroya-
I0OTCSI PEXUMBI MX KOHTPOJISI B MMILJIAHTUPOBAHHBIX
YCTPOMCTBAX (PEeXUM aHTUTAXUKAPIAUTUUYECKON CTUMY-
nsauuu v ap.). Ummnantanus MK He npoBoauTcs 601b-
HbIM ¢ 4YacTbiMM snu3ogamu KT wuiau npu pasBuUTUU
y 60abHbBIX ¢ KT YacTbIX 3MM3010B CYNMPaBEHTPUKYJISIP-
HOM apuUTMMU C BBICOKOI 4yacToToii putma (6oaee 200
B MMH), TaK KaK B 3TOM cJlyyae HeM30eKHbI YacThie cpa-
OaTbIBaHUSI aHTMAPUTMUUYECKOIO HMILJIAaHTUPOBAHHOIO
ycTpoiicTBa. HeobxoauMo B 3TUX caydassX MaKCUMaJbHO
HCTOJIb30BaTh OMOJHUTEbHbBIE PECYPChl aHTUAPUTMM-
YeCKOI Tepamnuu, B MOCJAEAHUE Toabl JoKa3zaHa 3¢ deK-
TUBHOCTD JIEBOCTOPOHHEN cuMnaTakTomuu [35].

Cunzapom Bpyraga oTHOCUTCS K IEPBUYHBIM DJIEKTPU-
yecKMM 3a00s1eBaHUsIM cep/lia ¢ BbicokuM pruckom BCC.
CunnpoM onucaH B 1992 1, HaciemyeTcsl IO ayTOCOMHO-
JIOMMHAHTHOMY TUITY, IPOSIBISIETCS] PELUAUBUPYIOIIUMU
CUHKoOMaJbHBIMU cocTosiHUsIMU U BCC, ¢ uaMeHeHusImMu
Ha OKI B Buae Ojokambl MpaBoil HOXKM mydka [uca
U syeBaluu cerMeHTa ST B MpaBbIX MPEeKOpAUATIbHBIX
otBeneHusx (V1-V3). Knunuueckue mposiBaeHus odHa-
DPYXMBAIOTCS yallle y JHUII MYXXCKOTO Tojia B BO3pacTe
30-40 net. [IpuHSATO CYMTATh, YTO CMHAPOM OTBETCTBE-
HeH3a4-12% BcexcinydaeB BCC. DrimaeMUoI0rnyecCKUMu
HUccaenoBaHUsIMU B SIMMOHMM MOKa3aHO, YTO 4YacToTa
BcTpeyaeMoctu cuHapoma bpyraga ot 0,12 mo 0,14%
B oOweit monyasuuu [10].
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Puc. 6. DKT pedenka 15 net. Cunapom AHaepceHa — rnmojuMopdHast XeJyIoukoBasi TaXuKapausi HelpepbIBHO-peuanBupyioias. OrnpeneneHa
mytanust B reHe KCNJ2 — nt1063delC (Leu355). Ha donHe crHYCOBOTro puT™Ma perucTpUPYETCs YyacTast OAMHOYHASI K TTapHast TOJIUMOp-

(Has Kesy1ouKoBasi IKCTPACUCTOIMSI IO TUITY OUTeMEHUH.

OKI — mpusHakamu cuHapoMa bpyraga siBasiiorcs:
Onokama mpaBoit HOXKM Imydka [ica ¢ ycuaeHHoi (akieH-
TYUPOBAHHOI) BOJIHO J B BUIe HAJIMYUS DJIEBALIMU CEr-
meHTa ST B mpaBbIX NMpeKopauanbHbIX oTBeaeHUsIX (VI-
V3), yacTo ¢ mocjaeaymurM OTpuLiaTeJbHbIM 3y0o1ioM T,
JKeJTYIOUKOBbIE 9KCTPACUCTOJIbI C KOPOTKUM MHTEPBAIIOM
cueruieHust; anu3oAnl noaumopdroit XKT, ¢ nepexogom
B ®XK B yacTtu ciayyaeB. BoisiBieHMEe OOBIITMHCTBA MPU-
3HAKOB TpebyeT MoHuTopHOoro koHtpoasti DKI. Tlpu
oOHapy:KeHUU 2y1eBalu cerMeHTa ST B mpaBbIX IPYIHBIX
otBeneHusix DKI, 06e3ycioBHO, HEOOXOAUMO MPOBOAUTH
nuddepeHIMaNbHYI0 OUArHOCTUKY C COCTOSIHUSIMMU,
BBI3bIBAIOIIMMU CXOJHbIC 3JIEKTpoKapauorpaduyeckue
u3meHeHus (tabxa. 5) [14]. Ha ocHoBaHuu XapakTepa
U3MEHEHUI KOHEYHOM YacTHU XKEJyITOYKOBOI0 KOMIUJIEK-
ca cuHapoMm bpyraga mogpasnpensietcss Ha Tpu DK —
tnna (ta6n. 6). Uurepsan QT mnpu cunapome bpyrama
MOXET OBbITh KAK HOPMaJIbHbIM TaK M YIUIMHEHHBIM [7].
OOHUM M3 METOAOB YyTOUHeHUs! auarHoctudeckux DKI
KpUTEPUEB SIBASIETCS] MIEPEHOC 3JiekTpoaa VI u3 TpeTbero
MeXpeOephbsl BO BTOPOE, OMHAKO YYBCTBUTEIbHOCTb 3TOTO
METO/Ia He ycTaHOBIeHa. TakxKe ObLIO MPeaokKeHO perv-
crpupoBath DKI' mociie 0OMIBHOI eAbl, YTO MO3BOJISIET
MOATBEPAUTH HATMYME CUHAPOMA B COMHUTEbHBIX CITY-
Yasix y MOJOBUHBI MALIUEHTOB.

YcTaHoBEHME TOYHOTO AUArHo3a y rnaiyeHTOB ¢ U1~
oInaTuyecKoil (puopuIsILMeit XXeayaI0uKoB U Mpearoa-
raeMbIM cMHApoMoM bpyrama Bo3aMoXHO, B psjae ciayya-
€B, TOJIbKO TOCJI€ MPOBEIESHUsI MTPOBOKALIMOHHBIX JeKap-
CTBEHHBIX TECTOB C BHYTPMBEHHbBIM BBEACHUEM Mpernapa-
TOB M3 IPYIbI 0JJOKATOPOB HATPUEBBLIX KaHAJIOB (aiiMa-
JIUH, au3onupamMun, QaekauHua, npoxkanHamum) [10].
JuarHoCTUYECKUMU KPUTEPUSIMU SIBJISIIOTCS: TIOSIBJICHUE

XKEeMYyA0YKOBBIX Taxuaputmuii; yimmpeHue QRS kom-
niekca 6osnee yem Ha 30 % OT MCXONHOW BETUYMHBI;
TpaHchopmauus mopgoaoruu 2 u 3 DKI' — TUnoB B Mop-
¢oaoruto 1 DKI' — tumna; nmosiBeHUe BOJHBI J aMIUIUTY-
ol 6osnee 2 MM B oTBeneHusx VI u/wiu V2 u/unu V3
C HaJIMYMeM WIM OTCYTCTBUEM OJIOKAIbl IMPAaBOi HOXKHU
nyuka [uca. Takue DKI-u3MeHeHUs1 B OTBET Ha BBele-
HME MperapaTta cJyXaT OCHOBAaHMEM JUISI TTOCTAHOBKH
JlMarHo3a cuHiapoma bpyraga ¢ oTCyTCTBUEM TUITMYHBIX
kputepueB Ha ucxonHoi DKI. B xome tecta BO3MOXHO
pa3BUTHUE YIPOXAIOIIMX KU3HU KeayaouykoBbix HPC,
Bkitouass DK, yTo TpebyeT HeMeMIEHHOro IpeKpalie-
HUSI BBEICHUs IperapaTa, NpOBeACHUs peaHUMAallMOH-
HBIX MEPOIPUSTUI U Havaja UH(QY3UU U30IPOTePEHOIa
(1-3 pur/mMun) [4].

CuHkonanbHbie snu3onbl uian ciydait BCC moryr
OBbITh EAMHCTBEHHBIM KJIMHUYECKUM MPOSIBICHUEM CUH-
npoma bpyraga. XonrepoBckoe MmoHuTopupoBaHue DKI
y 3TUX OOJIbHBIX B Psijie CJIy4aeB BhISIBIIICT HEYCTOMYMBbIC
snu3oabl noaumopdHoit 2KT. XapakTepHbIM SIBJISIETCS
UX BO3HUKHOBeHUE B HOUuHOe Bpems. Cnyuyan BCC vanie
BCEro pa3BMBAIOTCSI BO BPeMsl CHa WM B MPEAyTPEHHUE
yachl. Cpenu 00JbHBIX C CHHAPOMOM bpyraga BO3HMKHO-
BEHME MapOKCU3MAaJIbHBIX Ha/DKETYI0YKOBBIX TaXUapUT-
MU perMCTPUPYIOTCS 4allle, YeM B OO0llell MOmyJIsiliiu.
IIporHoctryeckast LEHHOCTb IOJIOKUTEIBHOTO Pe3yiib-
tata nHBasuBHoro MU cocrasnster 37-50%, orpuiia-
TenbHOrO — 46-97% [10].

B xone mnpoBeaeHMs MOJIEKYJISIPHO-TEHETUYECKOTO
aHanu3a cuHapoma bpyraga BeIsIBIeHO clierieHue 3a00-
sneBaHMs ¢ TeHOM SCNSA, KOIUPYIOLIUM o — CyObeau-
HUILy HaTpueBoro kKaHayia (T1a0;.3) [6]. B Hacrosiuee
BpeMs uaeHTuduLponaHo 6osee 100 pa3TuIHbIX MyTa-
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Puc. 7. OKT pedenka 2 siet ¢ cuHapoMoM Tumortu. Cunycosbiii put™ ¢ HCC 55 yn/mMuH, dpyHkunoHanbHast AB 61okana 11 cteneHu, BbpakeH-
Hoe yumHenne natepBaia QT — 620 mc, RR=1030 mc, QTc=614 mc.

LIM{, MMEIOIIMX 3HAaYeHUe IJIs Pa3BUTUS CUHApPOMA,
B JaHHOM TeHe. [ToMHMMO reHeTHYeCKU IeTePMUHUPO-
BaHHOrO HapylleHUsT (YHKIMU HATPUEBBIX KaHAJIOB,
BBISIBJICHBI MyTallMU B FeHaX, MOAYJIUPYIOIIUX (DYHKIIMIO
HaTPUEBBIX KaHAJOB W KOIUPYIOIIUX L-TUIT cepaedHbIX
KaJbLIMEBbIX KaHajoB. OQHAKO TeHeTWYecKas Mpupona
NaToJOTMU y OOJIBIIMHCTBA TMALMEHTOB ¢ (heHOTUIIOM
cuHapoMa bpyrana Bce elie octaeTcsi HEBbISICHEHHOIM.

G. Yan u C. Antzelevitch npennoxuim o00CHOBaHUE
n3meHeHuit DKI' 1 pa3BUTUS XKeTyI0YKOBBIX TaXUapUT-
MU TIpM 3TOM cHHApoMe. B ocHOBy OblLia MojioxkeHa
KJIETOYHAasl TeOpUsl PEruoHallbHOW TeTePOreHHOCTH
xapaktepuctuk [1[, ompenensemass BHYTPU CTEHOK
JKeJYIOUKOB Cepllia, KaK MEXIY ITpaBbIM 1 JIEBbIM XKeJTy-
JIOYKaMHU, TaK M B TOJIIIE MMOKAp/a MEXIY SMUKAPIOM,
BHYTPEHHUMU CJIOSIMU MMOKapaa U sHaoKapaom [7, 15].
Hanuuue Tpex npeobiiagaroimx TUIIOB KJIETOK: SIUKap-
JIUaIbHbIX, M — KJIETOK M 3HI0KApAUAIbHBIX, SBISCTCS
OCHOBOI paznuuuit mopdosiorun I1J] B pasHbIX CI0saX
M OTIEeJIax Cepilia.

CylliecTBYOIIIME B HACTOSIIIIEE BPpeMsl peKOMEHAAIUN
I10 JICYCHHUIO BKJIIOYAIOT Ha3HAYEHUE BHICOKUX J03 XMHU-
IuHa. M3onporepeHos Takke MmokasaH KakK 3(@deKTHB-
HBIIl mpernapaT, CIOCOOHBIM TOJABUTH 2JIEKTPUYECKUI
LITOPM y O0JBHBIX ¢ cuHApoMoM bpyraga. UMmnnanTanus
MK/ sBsieTcst eIMHCTBEHHBIM 3(P(PEKTUBHBIM METOJOM
npodunaktuku BCC. ¥V 0eccMMNTOMHBIX MalMEHTOB
MOKAa3aHUSAMU K UMILIAHTALUK SIBJISIOTCS: 1) MHAYLIMPO-
Banne @K npu nposeneHnn DU B coueTaHNM CO CITOH-
TaHHBIM WJIU 3apPErMCTPUPOBAHHBIM Ha IIPOOe ¢ GJI0KaTO-

pom HaTpueBbIX KaHamoB 1 Tumom OKI ¢deHomeHa
bpyraga; 2) uHayuupoBaHHBIF Ha mpobe (eHoMmeH 1
Tuna bpyraga B codeTaHUM ¢ HAJTUYMEM B CEMbE CJIyyaeB
BCC y nmuu Mononoro Bo3spacrta. Jiuna, umeromne SKIT
¢enomen bpyraga (1 Tum), MHIyUMPOBAHHbBII Ha TPO-
0ax, B orcyTcTBUe cuMnToMoB U ciydaeB BCC B cembe
IOJKHBI HaOmonarbest. [1posenenne DDU u nmrutanTa-
s MKJI B aTUX ciyvasix He MOKa3aHbI.

Hexoropeie 1okycel u mytauuu B reHe SCNSA oTseT-
CTBEHHBI OJTHOBPEMEHHO 32 HECKOJIbKO HACJIEICTBEHHBIX
apuTMoreHHbIx 3aboneBanuii: LQT3, cunapom bpyraga
n bonesup Jlenerpe [6, 22]. OGcykmaeTcs TakxKe, 4TO
(deHoMeH “BHe3almHOil HEOObSICHUMOI CMEPTHU B HOUHOE
BpeMsi” U cUHApPOM bpyraga mMmeroT B cBoeil OCHOBE
cXoAHble TreHeTndyeckue aHoManuu. Cunapom BCC
B HOYHOE BpEMsI BCTPEYAETCS y MPAKTUUECKU 310POBBIX
MOJIOIBIX MYXKUYMH U OMUCaH Kak 3adosieBaHue B FOro-
BocTtouHnoit As3um, yame B Taunanzae, SnoHun
n Ha @ununmnuHax. Ero yacrora cocrasisier 26-38 ciy-
yaeB Ha 100 000 naceneHus B rof, B JlJaoce — 1 Ha 1 000
B roa. B Taunanae maBHO M3BECTHO 3abojieBaHUE —
“cMepThb Bo BpeMst cHa” [10].

Boaesns JleHerpe (M301MpOBaHHOE HapylLIEHUE TMPO-
BOAMMOCTH CepAlla) MpeAcTaBasgeT co00l IMepBUYHOE
JilereHepaTMBHOE 3a00JIeBaHUE, 3aTparuBarollee Mpermy-
LIECTBEHHO MPOBOJISIIYIO CUCTEMY CEp/ILia C MPOrPecCu-
pYIOIIMM  HapylIeHUWEM MPOBOAMMOCTU  Ceplia.
3abosieBaHNe XapaKTEpU3YeTCsl CHUXKEHUEM CKOPOCTU
nposeaeHus no cucreme [uca — [NypkuHbe, 4TO OTpaxka-
ercs Ha moBepxHocTHoi DKI' ymnuHeHMeM MHTepBaja
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PR u ymupenuem komriekca QRS. TTosBneHue nmonHoit
AB 0yiokaabl MPUBOIUT K CUHKOIIAJbHBIM COCTOSTHUSIM
n BCC. Bcrpeuaercst cemeiiHas ¢popma ¢ ayTOCOMHO-
JOMUHAHTHBIM TUIIOM HacJieJIoBaHUsI U MaHUdecTaLueit
CHMIITOMOB B JIETCKOM BO3pacTe.

ITepBoe onucanue mytauuu B reHe SCNSA ObL10 clie-
JaHo B 1999 r. npu uccienoBaHuu 0OJbILIONH (DpaHILy3-
cKkoll cembu ¢ mporpeccupytouieii bosnesnbio JleHerpe.
CiieCTBUEM JaHHOI MyTallUU SIBJISIETCSI CHUKEHME (DYH -
KILIMY HAaTPUEBOTO KaHasa. ¥ KaXXJI0ro ujeHa 3TOi ceMbU
C BO3pacTOM IPOUCXOIWJIO YAJMHEHUE WHTEpBaJOB P,
PR, QRS, uto npuBoauiio K HEOOXOAMMOCTU UMILIAHTA-
mu DKC [15, 35].

“Unuonarnyeckas GpuOpMLIANNA KeTyI04YKOB” I1ar-
HOCTHPYETCsl Ha OCHOBAaHUU BBISIBIICHUS KU3HEYIPOXKa-
JOIMX XEJYJT0YKOBBIX apUTMUM U MCKIIOYEHUsI APYTHX
3aboneBaHuit ¢ puckoM BC, nmenomumx yetkue GpeHOTH-
nuyeckue npusHaku KT. B HECKOMBKUX CEMbBSIX C “UaM-
onaTuyeckoit (GuOpUIISLIMEt KeayaTouKOB” BbISIBICHbI
MyTalluM B TeHe, koaupyomeMm Na kaHan SCNSA, npu-
BOJSIIME K YMEHBIIEHUIO KOIUYeCTBa (DYyHKIIMOHUPYIO-
LIMX HATPUEBBIX KAHAJIOB CO CHMXKEHUEM X aKTUBHOCTH
[23, 35].

IlepBuuHbIiA CHHAPOM CJA0OCTH CHHYCOBOTO Yy3Ja
(CCCQCY), xapakTepu3yOILIMIICS CUHYCOBOI Opaaukap-
IWeil U meprogaMu apecTa CMHYCOBOIO y3j1a, OTHOCUTCS
K MEePBUYHBIM apUTMOI€HHBIM 3a00JIeBAaHUSIM U SIBJISICT-
csl TeHeTudyecku reteporeHHbiM. B 2003 r onucaHa
ceMeitHas ¢popMa 3a00J€BaHUSI C AyTOCOMHO-PELIECCUB-
HBbIM TUIIOM HAacJeI0BaHMsI, NPU KOTOPOI BBISIBIIEHA
myTtausi B reHe SCNSA, mpuBoisiuasi K CHUXEHUIO
(GyHKIMM HaTpueBoro KaHaja [].Hapsiny ¢ aTuMm, B IByX
clydasix HaiteHbl MmyTtauuu B reHe HCN4, koaupyioliem
oL — CYObEAMHUILY aKTHUBUPYEMOTI'O TUIIEPITIOISIpU3aLueit,
AT® — 3aBUCHMOro KATUHOHHOIO KaHalia, MPEeruMYILIeCT-
BEHHO 3KCIIPECCHUPYIOLIErocs B CUHYCOBOM Y3Jie, OTBET-
CTBEHHOTO 3a IelicMekepHbIii Tok — If — TokK
Hu-Ddpanyecko. DT0 MPUBOIUT K CHUXKEHUIO TeiicMme-
KEPHOTO TOKa, CJIICACTBUEM YEro SIBJISICTCS BbIpaXKeHHast
CUHYCOBas Opagukapausi, B psiie CiiydyaeB coueTaroasics
¢ ymimHeHueM uHTepBajia QT u TdP. B kauectBe ocHOB-
HOM TaKTUKHW JedeHus siBisieTcss umrianTtauus HKC
Ha OCHOBaHUM MPUHSTBIX peKoMeHmauui [15].

Cemeiinas dopmMa (UOPHIIAIMM  TPEACEPIMIi.
Ddubpwmtsuns npencepauii (PIT) compoBoXIaeT psin
opraHuyeckux 3aboneBaHuil cepaua. Ha nonto unuorna-
TUYECKON W30JMPOBAHHON (POpPMBI MPUXOAUTCA OT 5
10 15 % cnyyaeB B nonyasiydu. AHaJIU3 JaHHbBIX, MTOJTY-
YEeHHBIX TIpU TIpoBeaeHUr PPpaMUHIEeMCKOIO UCCIeI0Ba-
HUsI, BBISIBWI, 4TO Haauuue ®I1 y poauTesneii moBbIIaeT
puck passutus @I1y gereii, onpeessis ee HaCcAeACTBEH-
HYIO MIpeApacIoiokeHHOCTh. BriepBhie cemeiinast popma
3a0o0seBaHus onucaHa B 1943 . C 1996 r. 10 HacTosIIIero
Bpemenu P. Brugada c¢ xomneramu omucanu 10 cemeit
C ayTOCOMHO-IOMMHAHTHBIM THUIIOM HacJieqOBaHUs
¥ BBISIBUIIN clieTuieHne ceMeiinoi opmbl PIT ¢ 1oKycom

or |} !

Puc. 8. @parMeHT X0ITEPOBCKOTO MOHUTOPUPOBaHUS pedbeHka 10
JIET C KaTeX0JIaMMHEPTUYeCKOM MoIMMOPMHOI KeTy10uKo-
BoIi TaxuKapaueii. Ha ¢hoHe cHYCOBO# TaxuKapauu peru-
CTPUPYIOTCS 3JITTBI HEYCTOMIMBOU TTOTUMOPQHOI KeTynou-
KOBOI1 TaxMKapAuu, OOMHOYHBIEC U MAPHBIE XKETYI04YKOBbIE
9KCTPACUCTOJBI.

Ha xpomocome 10 (10g22), ogHako, reH, OTBETCTBEHHbII
3a 3a0osieBaHME ellle He HaiimeH. Takke omucaHa ceMbsl
u3 34 JenoBeK, MPU MPOBEACHUN MOJIEKYISIPHO-TeHETH-
YeCKOro MCCJIEI0OBaHUsI B KOTOPOIi, BBISIBJICHO CLIETLIE-
HHME C JIOKycoM Ha 6 xpomocome. [lpu uccienmoBaHUM
oAHOIi cemMbu B KurTae ¢ u30aMpoBaHHOI (dopMoit
®IT HaiineHa myrauus B rene KCNQI (KvLQT1I), xoto-
past IPUBOAUT K YCHJIEHHIO (DYHKIIMU MEIJICHHOTO KaJlv-
€BOro KaHaJla, BbI3bIBasi YKOPOUYEHHE MTPOIOIKUTEIbHO-
ctu Il u sdpdexkTuBHOrOo pedpakrepHoro mnepuoaa
npeacepnusi, xapaktepHbix st @I1. OTMeyeHO McXoma-
Hoe yanuHeHue nHtepBana QT Ha DKI' y 9Tux 00JbHBIX.
HenaBHo mosiBuiuch paboThl C yKazaHUEM Ha HaJIudue
mytaiuii B reHax KCNE2 u HERG B cempbsax ¢ ®@II.
Cneuudpuueckoro JjeyeHUsT s ceMelHOi (opMbl
He pa3paboTaHo. [Togxonbl K Teparnmu aHaAOTUYHbBI TAKO-
BBIM MpU TIproopeTeHHoi hopme PIT [15, 35].

HacnencrBennsiii cuaapom Boabsda-Ilapkuncona-
Vaiita (BILY).

Knaccuueckum npusHakoM cuHapoma BITY aBnsior-
¢ OKI uamMeHeHUsIMM B BUIE TIPEABO30YKACHUS KEJTy-
JIOYKOB: yKopouyeHusi uHTepBaja PR, ymmpeHus xom-
miekca QRS Gonee 100 Mc ¥ Hanuuusl OejbTa BOJIHBI;
a TaKKe IPepacIioNoXeHHOCThIO K HaIKETyI0UKOBBIM
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HPC. O6cyxnaercst HacaeACTBEHHBI XapaKTep CUHIPO-
Ma. MoOJeKyIsIpHO — TEeHEeTUYEeCKUIi ITMarHo3 Kak Ipu
CIoOpaauyveCcKoi, Tak U MpU ceMeiiHOoI (hopMe ¢ ayTOCOM-
HO-JTOMMHAHTHBIM TUIIOM HacCJeAO0BaHUSI CUHApPOMA
BITY B HacTosiiiee Bpemsi yrouHsietcs: (tabda. 7) [35]
OnucaHa Takxke penkast ¢popma cunapoma BITY ¢ ayro-
COMHO-PELIECCUBHBIM TUIIOM HacjeI0BaHUsI, TIPU KOTO-
POt KIIMHNYECKUI (PeHOTUT XapaKTePU30BaICs HaJTUUU-
eM TpeaBo30yxaeHus Ha DKI, yacThiMU MapoKcu3MaMu
H2XT n ®I1, nporpeccupyioimum HapyieHuem AB npo-
BOAMMOCTHU B COYETAHUU C TUIepTpodueit Muokapaa.

HacnencrBeHHble 3a00eBaHUS CO CTPYKTYpPHOIT
MaToJIOTME cepjlia, COMPOBOXIAIOIIMECs 3JI0KauecT-
BEHHBIMM HapyILIEHUSIMU PUTMa Cep/Lia.

BtopuyHbie HaciaeACTBEHHbIE 3JIEKTPUUYECKUE
3a00JIeBaHUS I CUHAPOMBI, K KOTOPBIM OTHOCUTCS IPyTI-
a KapauoMuornartuii (runeprpodudeckast, AuiaTauuoH-
Hasl, apUTMOTeHHasl OUCILIa3us MpaBoro Keayaouka,
M30JMpPOBaHHAsI HEKOMIIAKTHOCTb MHOKapiaa JIeBOTO
Keynouka) sipastiotest Benyeir npuunHoir BCC nocne
KOpOHapHo# 6osie3Hu cepaua (tadn.7) [19, 23].

Tuneprpoduyeckas kapauomuonaruss ('KMII) — nHau-
Oosiee M3yyeHHOE 3a0o0yieBaHe JAaHHOI TPYMIIbl, HAclie-
JyeTCsl IPEUMYIIECTBEHHO MO ayTOCOMHO-IOMUHAHTHO-
My THITY, XapaKTepU3yeTcsl BhIPAXKEHHOI runepTpodueit
Muokapza jeBoro xenymouka (JIZK), ¢pubdbpo3om B coue-
TaHUU C MOpaxkeHUEM MeJIKMX cocynoB. B 1ab/1.7 o0benu-
HEHbl OCHOBHBIC MOJIEKYJISIPHO-TEHETUUEeCKUEe BapuaH-
Tel. PacnpoctpanenHocts I'KMII cocrasasger 1:500,
eXeromHasi CMEPTHOCTbh HIocTuraer 2-3% y B3pOCIbIX
u Oonee 6% y nmereil C JaHHOM TATOJOTMEH.
[leHeTpaHTHOCThL 3a00J€BaHUs CpenM T'€HOTUITMPOBAH-
HOI MOMNyISILMKA HaXOOUTCs B npeaenax 55% B Bo3pacre
o1 10 10 29 net u 75 % y mau crapie 50 aet. KinuHuyeckast
cUMMTOMaTUKa HauboJjiee 4yacTo pa3BUBaeTcs B Iybdep-
taTHOM mepuone. CepnuedueHust U nepedbou B cepiey-
HOW JesITeIbHOCTU, OOYCJIOBJIEHHBIE, KaK MpaBUIIO,
HapylIeHUSIMU PUTMa, OTMedaroT 0KoJio 50% GOJIbHBIX.
[TpuumHamMy CUHKOMAJBHBIX COCTOSTHUI, TTOMUMO TIpe-
XOMSIIEW apTEPUATILHON TMIIOTEH3UU BCJIEACTBUE HApy-
IIeHUsT 0apopelieNITOPHOIO MexaHu3Ma, CIyxKaT TakxKe
Taxu- U Opaguapumun. [1o JaHHBIM CYyTOYHOTO MOHUTO-
pupoBanust DKI aputmum BeIBIsIOT Y 75-90% GOJBHBIX
[20]. CymnpaBeHTpUKYISIpPHBbIE apUTMUU BCTPEYAIOTCS
¢ yactoToii 10 50% 1 HepeaKo yCyryosiioT HapylleHuUs
remonuHamuku. Haubosiee HeGiaronpusiTHble B MpO-
THOCTUYECKOM ILJIaHE CYMpPaBeHTPUKYJISIPHBIE apuT-
MMU — MEpLAHUe U TpereTaHue Mpeacepanii pa3BuBaloT-
csl y OONBHBIX C pacOpOCTpaHEHHOI Truneprpoduei
JIEBOTO XXeJlyJo4yKa, CybaopTajabHOI 00OCTpyKIIUE U yBe-
JIMYEeHUEM pa3MepoB JIEBOTO npeacepaus.
CynpaBeHTPUKYISIPHbIE TAXUAPUTMUU MOTYT TPUBOJIUTD
K moBbIlIeHHOMY pucky BCC, co3naBas B psie ciaydyaeB
pealbHYIO0 YTpO3y CUHKOMNE U (PUOPUIISALUMNU KETya0u-
KOB. 2KeslymoukoBble HapylIeHUsI pUTMa elle dosee pac-
npoctpaHeHbl y 601bHbIX ¢ [KMIT, npu aTOM ux yactora

U KOMIUIEKCHOCTh HapacTaroT MO0 Mepe MporpeccupoBa-
HUs 3a0oneBaHus. JlokazaHO MPOTHOCTUYECKU Hebmaro-
MPUSITHOE 3HAYEHUE XKEeJTyTOUKOBOM TaXUKapaAuU y 00JIb-
Hbix ¢ TKMII. [Ing pa3Butus KeayaouKoBOW apUTMUU
HMMEIOT 3HaUeHUE KaK CTereHb OOCTPYKIIMMU, TaK U pac-
MPOCTPAHEHHOCTh MOPGOJOTUYECKUX H3MEHEeHUN
B MuoOKapnae, npuoodpetaromux Auddy3HbI XapakTep.
[Ipenmnonaraercst, YToO apUTMOTEHHBIM CYOCTPAaTOM SIBJISI-
I0TCSI oyard JAe30praHu3aldu  KapJUOMUOIIUTOB
u pubpo3a, KpoMe TOro, XapakTepHasi 1151 9TOro 3ad0J1e-
BaHUs TUCTpodus Muokapaa. BHe3anHas cMepTh SIBIIsI-
ercsi HauboJjiee TPO3HBIM OCJIOXHEHUEM U OCHOBHOM
npuyrHoii cMepTu 60abHbIX ¢ TKMII. YcTtaHoBeHO, UTO
I'KMIT — onHo u3 HauboJjiee pacnpocTpaHEHHbBIX 3a00-
JIeBAaHUI cep/lla, BbISIBISIEMBbIX Y BHE3aITHO YMEPIIMX
npodeccuoHalbHBIX CITIOpTcMeHOB. Ha ocHOBaHuM maH-
HbIX DX0KI BBIAEASIOT OOCTPYKTUBHYIO, HEOOCTPYKTUB-
Hyto u nateHTHy10 ¢opmbl KMII. Jleuenue I'KMII
HarpaB/eHO Ha MEePBUYHYI0 U BTOPUYHYIO TPODUIAKTH -
ky BCC u xomreHcauuio sIBI€HUN HEOOCTATOYHOCTU
KpoBooOpaiieHusi. K ocHoBHBIM (pakTopam pucka BCC
npu FKMIT otHOCsTCS: HaTMUKMe B aHAMHe3¢ KaK YCTOM-
YUBBIX, TAK 1 HeyCTONYMBBIX Tapokcu3moB KT mim OXK;
ciydan BCC B ceMbe; CMHKOTMANbHBIE COCTOSIHUS; TOJI-
mwuHa creHku JIZK > 30 Mm; mapamokcanbHas peakius
aprepuanbHoro aasjieHus (AJl) Ha pU3MYECKYIO HArpy3-
Ky (oTcyTcTBUe moabeMa AJl > 25 MM PT CT ITpU JOCTHKE-
HUM MakcuMmyMa Harpy3ku). K Bo3MOXHBIM hakTopam
pucka BCC takxke OTHOCAT: MapOKCU3MbI (DUOPUILISI LM
Mpeacepanit; HaTuuKue UIeMU MUOKapaa, 0OCTPYKIIMU
BbIXoAHOTO oTaena JIZK, a TakKe CrIOpTUBHbIE HArpy3Ku
[19, 24, 35].

C LIeJIbIO YMEHBILIEHUST YPOBHST OOCTPYKLIMU U B Kaue-
CTBe MPOGUIAKTUYECKON aHTHAPUTMUYECKON Tepanuu
MPUMEHSTIOTCSI aHTarOHUCThI KalablLus (Beparamui), 6eTta-
aApeHOOJIOKATOPbl U aMUOJAPOH. XUPYPrUYECKoe Jieue-
Hue 'KMII (upezaopTanbHasi cenTajabHasi MUIKTOMUS
WJIM TpaHKaTeTepHasl ceNnTalibHasl aJIkoroJjbHasl adiaiysi)
MPUMEHSIOTCSI B TSDKEJIBIX CIydasix MpU BbIpaKeHHOM
aCUMMETPUYHON TUIIEPTPOUN MEXKETYI0UYKOBOI Mepe-
ropoaku (rpagueHT B mokoe Oosee 50 MM pT CT).
Mmnnanrauus MK/ nokasaHa Bcem nmarmeHtam ¢ [KMIT
B KauecTBe BropuuHoii mpopunaktuku BCC [1].

JInnarammonnasa kapauomuonatus (JIKMII) — xpoHu-
yeckoe 3a00JieBaH1e, XapaKTepu3ylollleecsl pacIiliupeHM-
€M KaMep ceplia M 3HaYMTeIbHbIM CHUXKEHUEM IJ100aTb-
HOM CcHMCTOJMYEeCKO (yHKUUU. PacrpocTpaHEeHHOCTb
AKMIT B mnonynasuuum oueHuBaeTcs Kkak 1:2500.
HacnencrBeHnbie popMbl nMeroT MecTo B 40-60% ciryya-
ax JKMIT (tabn.7). Yacto HabOmomaeTcsi coueTaHue
JAKMIT ¢ HeiipoMbllliedHBIMU 3a00eBaHUsIMU (Ta01.7).
K ¢axropam, BoBieueHHbIM B natoreHe3 JJKMII oTHo-
cATCsl: BUPYCHasi MH(eKIus1, NeiiCTBUE TOKCUHOB, ayTo-
WMMYHHbBIe 1 MHOUIBTpaTUBHBIE Tpouecchl. [lepBbiMu
KJIMHUYECKUMHU CHUMIITOMaMU 3a00JieBaHUS SIBISIETCS
CJ1a00CTh, YYBCTBO HEXBAaTKU BO3[yXa, CHUXXKEHUE TOJe-
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pPaHTHOCTU K (u3nueckuM Harpy3kam. B martoreHese
BO3HMKHOBEHMs KaK HamxkelymouykoBeix (PIT), Tak
u xenaynoukoBbix HPC npu IKMIT Beny1ryto ponb urpa-
10T (pubpoTHUUeckue udmMeHeHus. B kauecTBe mpodunak-
TUYECKON AHTUAPUTMUYECKON Teparivyu NPUMEHSETCS
amuogapoH. [Ipuunnamu cmeptu nipu JAKMIT siBnsiroTcst
JIETOYHbBIEC U CUCTEMHbIE SMOOINHU, OpaauapUTMUHU, DJICK-
TpoMexaHudeckass auccoumanusi, 1 B 30% — BCC.
IMocnennue ronbl Hapsily ¢ KOMILIEKCHON MeIMKaMeH-
TO3HOM Tepamnuei, HalpaBJIECHHOW Ha KOMIIEHCALIUIO
SIBJICHUI HEJOCTATOYHOCTU KPOBOOOpaIeHUs U TIpohU-
JIAKTUKY TPOMOO3MOOIMYECKUX OCJIOXHEHUM, pa3BUBa-
FOTCSI MHTEPBEHLIMOHHBIE MOAXObI K JiedeHU0. C Lebio
PECUHXPOHU3UPYIOIIEH Tepanuu MPUMEHSIIOTCS TpexKa-
MEpHbIe MUMIUTAaHTUPYEMble aHTUAPUTMUYECKUE YCTPOii-
CTBa, KOTOpbIE MOKAa3alu CBOIO 3(P(PEKTUBHOCTD B IJIaHE
KOMIIEHCALlMM MEXaHWYEeCKOW MUCCUHXPOHUHU TpU
JAKMII. TTokazaHusiMU K PEeCUHXpOHU3UPYIOLIEH Tepa-
MUY SBJISIETCS HaJIW4Yue IMOJTHON OJIOKAIbl JEBOM HOXKU
nyuyka [uca, QRS > 120 mc. UK]I ummnuantTupyrorcs
¢ Heablo nepBuuHoii mpodunakruku BCC npu ¢ppakumumn
BeIOpoca JIZK < 30% [19, 23, 35].

ApUTMOreHHass JAWCIVIA3UsA TPaBOro  KeJyd0dKa
(AIITZK) oy apuTMOTeHHasl TpaBOXeTyJI0uKoBas Kap-
JUOMMOIATHUSl — TeHETUYECKU TeTEPOreHHOEe HACIeICT-
BEHHOe 3a0o0JieBaHME CEepIlLla, XapaKTepU3YIOLLEeecs
(UOPO3HO-KUPOBBIM 3aMeIleHUEM MUOKapaa TMpeumMy-
mecTBeHHo mpaBoro xenymouka (I12K), kimHuuecku
maHudectupytomee HPC B Bume kenymoukoBoil 3Kc-
Tpacucroaun (2KD) u mpaBoxXenayI04KOBOI TaxuKapauu
¢ BeicokuM puckom BCC y nuu mMonomoro Bo3pacTa,
a Takke CropTcMeHoB [35].

ApPUTMOTEHHOI AWCIUIa3Meil MpaBoro keaymouka
B 1977 r. G. Fontaine et al. Ha3Bas 3a00j1eBaHNE, BHISIBUB-
11eecsl y rpyIbl MallMeHTOB, CTPaaaBIIUX Pe3UCTEHTHOM
K MeaukameHTo3Ho# Tepanuu KT 6e3 sSIBHOi cepaeuHO-
cocyaucToil maroyioruu. Ilo3xke ObLaa BBISIBIEHA CBSI3b
ANITTXK ¢ HeoObsicHumoit BCC B MonogoM Bo3pacTte
y JIMLI, He UMEIOIIMX MPHU3HAKOB KOPOHAPHOU OOJIE3HU.
Ha ocHoBaHuu pekomeHpauuii BcemupHo#i opraHu3za-
uu 3apaBooxpaHeHus AITTXK Obuia oTHeceHa K Kapav-
omuornatusim [19]. HacnenctBeHHast 3THOJOTUST TOA-
TBepxknaercs B 30% ciayvaeB 3aboJieBaHusI. [€HbBI, OTBET-
crBeHHbIe 3a AIITTK, He 10 KOHIA UIEHTU(DULIMPOBAHBI.
B T1abn.7 mpencrtaBieHbl MOJEKYJISIPHO-TEHETUUECKUE
BapuaHThl AJITTXK, n3BecTHbIE K HACTOSIIIEMY BPEMEHU,
B 3aBMCUMOCTH OT TeHeThuueckoro aedekra. B 6oabmmnH-
CTBE CJlyyaeB HacjelOBaHUE OCYILECTBISIETCS MO ayTo-
COMHO-IOMMHAHTHOMY TUIly [15, 23]. B ceMbsix ¢ ayTto-
COMHO-PELECCUBHBIM THUIIOM HacaegoBaHus AJITTXK
coyeTaeTcs C MajbMarJlaHTapHOU KepaTonepMUeit U Ipy-
TUMM U3MEHUSIMM CO CTOPOHBI COSAMHUTENbHONU TKaHU
B BUIE “LIepCTSHBbIX Bosioc”. laHHasa dopma 3aboseBa-
HUSI HOCUT Ha3BaHUue — 60je3Hb Naxos. OHa Obljaa OInu-
caHa cpeau JIUL, MPOXUBAIOIIUX Ha TPEYECKOM OCTPOBE
Naxos. MoJieKynsipHO-TeHETUYECKUI aHalu3 ToKas3aj

nedeKT B reHe, OTBETCTBEHHOM 3a TJIaKOTIOOUH B OJHOM
ceMbe U1 3a IeCMOIJIO0NH B Tpex ceMbsx (Tadu.7). Mo kin-
HUYECKON KapTUHE BBIAEHSIOT 4 TUIMYHbIE (DOPMBI
ALK [35]:

e ckphoiTast ¢opma, npu Kotopoit BCC BcieactBue
DK saBnsieTcs IEPBLIM MPOSIBIIEHUEM 3a00JIEBAaHUS;

e apuTMuyeckas hopMa, XapaKTepU3yrIIascs HaIu-
yyueM JOKYMEHTUPOBAHHBIX KEJIYyTIOYKOBBIX TaxuapuT-
muit (ZKOC u KT) ¢ koHdurypamueit kommiaekca QRS
Mo TUITy OJIOKabI JIeBOM HOXKM Tyuka [uca;

® C CUMMTOMaMU CpeIHel CTeNeHU TSIKECTH, TAKUMU
Kak TMPUCTYIMbI cepaledreHusi, 00Jb B 00J1aCTU Cepalia;

e MPOSBISIONIAsACS CEepACUYHON HEIOCTaTOYHOCThIO,
MPEeUMYILIECTBEHHO IPaBOXEIYI0YKOBOH, C HaJIUYUEM
nnu otcyrerBuem HPC.

Hawnb6onee yacteimu niposgBneHussMu ATTK aBnsitor-
¢ xenygoukoBble aputmMuu ¢ IDKI-mopdonorueit
Mo TUIy OJIoKanbl JIeBoi HOXKHW mydka [uca; Ha OKI
HUMEIOTCSI UBMEHEHUSI AeTIOSIpU3alluy U Perosipu3aliuu
MMOKap/Ja XeJIyaI0uKOB, BbISBIsIEMbIe B ITPaBbIX MPEKOP-
IUAIbHBIX OTBEACHUSX; HApYLIEHUs TJI00AJIbHON U/WIN
JIOKaJbHOM COKPAaTUMOCTU MPABOTO KeJydoukKa 1 M3Me-
HEHUsI CTPYKTYpbl €ro Muokapiaa mo aaHHbIM DxoKI
U MarHuTHO-pe3oHaHcHoit Tomorpadpuu (MPT).
Juarnoctuueckue kputepuu AJIIIXK mnpencraBieHbl
B T20.J. 8 [35].

Kak u npyrue cxoqHble HaCleACTBEHHbIE ADUTMOTIE€H-
Hele 3a0oseBaHus, AJIII2K reHeTnyecku reTeporeHHa.
Myrtanus B reHe RyR2 oOHapyXeHa TakKe U Mpu APYyroi
BBIILIEONTMCAHHON TMATOJIOTMM — KaTexoJaMUH-3aBUCH-
MO XeayaoukoBoii Taxukapauu [15]. He uckitoueHo,
YTO KaTXOJaMMH-3aBHUCUMAsl KeTyI0YKOoBasl TaXUKapausi
M ayToCcOMHO-peneccuBHas dhopma AJITTK — amnensHoe
WA OJHO U TO Xe 3a00jieBaHue.

Jleuenue AJIITK ckiagpiBaeTcsl M3 CUMITOMAaTUYE-
CKOM Tepanuu cepaeyHOr HEAOCTaTOYHOCTH, ITPELOTBPA-
LeHUs TpoMOoaMObonuyeckux ocioxHeHuit u BCC,
a TakXe KaTreTepHoW abJlauu apUTMOTeHHOM 30HBI
B MpaBoOM enymouke [35].

M301mpoBaHHAs HEKOMNAKTHOCTh MHOKApAa JIeBOTO
KeJIymodyKa — 3TO penkoe 3abojieBaHME Cepila, Hace.-
CTBEHHBI TeHEe3 KOTOpOro yTouHseTcs. B Hactosiuee
BpeMs €€ OTHOCSIT K KapIWOMMOMATUSIM U OIpPEeAeIIsSIIoT
Kak “HekyaccuduimpoBaHHas kapauomuonaTtus” [19].
B ocHoBe nmaTosioruu jiexxat HapyleHus: SHIOMMUOKapI-
aJIbHOTO 3MOpHUOreHe3a, MPUBOISIIME K Pa3BUTUIO Tpa-
OeKyJISIPHOCTHU cep/la ¢ ITyOOKUMU MEXTPaOEKYJISIPHbI -
MU mpocTpaHcTBaMM. KiimHMYecKass cHUMMOTOMAaTHKa
BapbUpyeT OT OECCUMIITOMHOTO TE€UEHUs OO Pa3BUTUS
TSIKEJION CTeTNeHU cepeuyHOlt HenocTaTouHOCTU. YacToii
MaHudecTaleil SBASIOTCS XKeJyIOYKOBbIE apUTMUM,
TpoM0O03MO0aMK 1 Kak ciencrsue BCC [14, 33].

ITo manneiM M.Ritter ¢ coaBTOpamMy Ha OCHOBAaHUU
pesynbratoB DxoKI' UTHMJIK Bctpeuaercs B 0.05% ciy-
yaeB B IMOMyJIsIMU. BeTpeyaroTes Kak criopaauyeckue, Tak
1 ceMelHble (POpMBI, KOTopble BBIABISIIOTCT B 40-50%
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cJlydaeB JIETCKOM monynsiunu 1 B 18% — cpeay B3pOCIbIX.
IToka3zaHo, 4TO MPOTHO3 MpU MaHU@ECTaLUUN CUHAPOMA
B paHHEM JETCKOM BO3pacTe 3HAYMTEeIbHO Xyxke. B 42%
clyyaeB JETM He JOXMBaIu OO0 S5-JIETHEero Bo3pacTa.
ITo pe3ynsraTaM HEKOTOPBIX MCCIEAOBAaHUIA ObLT cIelaH
BBIBOJI, UTO M30JMpPOBaHHAs HEKOMMAKTHOCTh MMOKapa
JIEBOTO 3KEJIyIOYKa Y B3POCIBIX MALUEHTOB SIBIISICTCS
B OOJBIIMHCTBE CcJiyyaeB 3a00JieBAaHUEM C ayTOCOMHO-
JOMUHAHTHBIM TUIIOM HacieaoBaHus (tabdna. 7) [14].
O6HapyxeHbl MyTauuu B reHe G4.5 B Tokyce Xq28, oTBeT-
CTBEHHOM 3a CTPYKTYPHBbIi1 0e1oK Tadpa3rH. MoJIeKyasipHO-
TeHEeTUYECKUI aHaJIu3 TPOBOIMJICS TPEUMYILECTBEHHO
y MalMEHTOB JETCKOTO BO3pacTa. Y B3POCHbIX OOJIbHBIX
BBISIBJISIIOTCSI CXOAHBIE aHOMAJIMUM Pa3BUTUS JIEBOTO XKETy-
JIOYKa, HO BKJal FeHEeTUYeCKUX (haKTOpOB, B TOM YHUCIE
mytauuii B reHe G4.5 He 10 KoHLa uM3ydyeH. Mytauuu
B reHe Lamin A/C, KoaupymoolleM CTPYKTYpPHBII OeloK
MeMOpaHbI KapauoMuouuToB U reHe Cypher/ZASP, konu-
pylolieM MPOTeWH, SBISIOIIMIACA KOMIIOHEHTOM
Z-TI0JIOCKY KaK B CKEJIETHBIX, TaK U B CEPACYHBIX MUOLIM-
Tax, ObUIM HaiimeHbl B ceMeilHbIX ciaydasx MHMILXK,
TakKe Kak v 1pu ceMmeitHbIx ¢popmax JIKMIT [33].
Yerkux DKI kputepueB cCUHIpOMa He OIMCAHO.
Bcerpeuaroress DKIT — 0ocobeHHOCTH, B TOM YUC/IE BOJIb-
TaXXHbIe KpuTepuu runeprpoduu muokapna JIK u kpu-
Tepuu NpeaBo30ykaeHusa. OCHOBOI TMAarHOCTUKU SIBJISI-
eTcst axokapauorpadus (DxoKI). B 3aBucumoctun
oT OxoKI u3MeHeHuii 1o cTerneHu BOBACUYEHUS OTAEI0B
cepilla B TMAaTOJOIMYECKHUH TpOLEcC BbIACASIETCS
Heckoabko opm MHMILK. JlnarHocTuueckue KpuTe-
puu MHMIJIXK paspabdoransl R. Jenni ¢ coaBropamu
B 2001 ., K HUM OTHOCSITCS: OTCYTCTBUE APYTUX Hapylle-
HUI CTPYKTYpHI cepaua; 2-X clOoiHasl CTPYKTypa CTEHKHU
JI2K ¢ TOHKMM KOMMNaKTHBIM 3MMKapAuaIbHbBIM U OoJiee
TOJICTBIM 3HIOKapAUATbHBIM CJIO€M B BUIE TPAOEKYJIsIp-
HOM CeTU ¢ TTIYOOKMMU MEXTPaOeKyJISIpHBIMU MMPOCTPaH-
cTBaMu. MakcuMaabHOE COOTHOILIEHUE HEKOMMIAaKTHOIO
CJI0ST K KOMIIAKTHOMY B CUCTOJTY >2; MPpEeUMYLIeCTBEHHAS
JIoOKaau3alus MaTojJOruu B CPEIHUX CerMEeHTaX OOKOBOM
CTEHKHU, B OOJJaCTU BEpXYIIKM M CPEIHMX CEerMeHTax
HIKHe creHku JIZK; MexxTpabeKyasapHbIe TpoCTpaHCTBa
coob1arTes ¢ nojocThio JIZK Ha ocHOBaHUM pe3ynibra-
TOB LIBETHOTO JOIIJIEPOBCKOTO KapTupoBaHus [14, 33].
Jleuenue MHMIJIXK sBiagercss cMMIITOMATUYECKUM,
BKJIIOYAOILIEM TPOGUIAKTUKY TPOMOOIMOOIUUYECKUX
OCJIOXKHEHUM, KOMIUIEKCHYIO TEPAIIUIO CEPIEYHOM HEIO-
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CTaTOYHOCTH, a Takxke Tpodunaktuky BCC. Mertogom
BbIOOpa cuntaercst umriantauust MK/, Onucansl cryyan
YCTIEILIHOW TPAHCIUIAHTALIMU CEPALIA TPU PA3BUTHU TsIXKe-
JIOi cepaeuHOli HelocTaTOUHOCTH Y 60JbHbIX MHMUILK.
C uenwvto mepBuyHoit mpodunaktuku BCC Bcem
MalyeHTaM ¢ KapAMOMUONATUSIMU 3alpelleHO 3aHITUe
COpEeBHOBATE/IbHBIMU BUAaMU criopTa [35].

3akiroyenue

Takum 00pa3oM, reHEeTUYeCKU AeTEPMUHUPOBAHHbIC
HPC otBeTcTBeHHBI 3a OoJbliyto 4acTh ciayyaeB BCC
y JIMII KaK B OTCYTCTBUE, TaK MPU HAIUUYUM CTPYKTYPHOM
narosioruu cepaia. JaHHbie 3a00eBaHUsS U CUHAPOMBI,
Kak MpaBUio, MaHUMECTUPYIOT B MOJIOIOM Bo3pacTte (3a
UCKJIIOYEHMEM CUHIpoMa bpyrana) v UMeEIoT orpe/esieH-
Hble (EHOTUINMYECKHWE U TEHOTUIIMYECKHUE YepThl.
OcCHOBOIi CBOEBPEMEHHOI TMAarHOCTUKU 3THUX COCTOSTHUIA
apisteTcs: DKI-CKpUHMHT, KOTOPBIii ONTUMAaIbHO JOJIKEH
OBITb BLITIOJTHEH B Bo3pacTe 10 3-X JeT (BbISIBJICHNE MMaTo-
nornyeckux DKI-peHomenoB) u DxoKI. Kpome Toro,
0oJIbIIIOE TUAarHOCTUYECKOe 3HAaUYeHME UMeeT o0ciIea0Ba-
HUe ceMeil U3 TPYIIN pucka 1 yriydjJeHHOe o0cieqoBaHue
OOJILHBIX ¢ MMOBTOPHLIMU CUHKoOME. PekomeHayeTcst 00s1-
3aTeJIbHOe O0CeNOBaHUE BCEX MPSMBIX POACTBEHHUKOB
I-II creneHu pomcTBa MpPoOAHIOB C MEPBUYHBIMU BJICK-
TPUYECKMMU 3a00JIeBaHUSIMU Cepllia U MpOBEIeHHUe
CTpecC-TeCTOB IpM HAJIUMYMU B aHaMHe3e Y IallMeHTa
aCCOLIMUPOBAHHBIX C (PU3UUYECKON HArpy3Koil »Kajod —
TOJIOBOKPYKEHUI, CUHKOIIE WIK CepaLIeOeHUIA.

YacroTa BCTpeuyaeMOCTHM MHOIMX M3 3TUX 3a00jeBa-
HUIi cepilla B HACTOSIILIEEe BPEeMs y>K€ yCTaHOBJIEHA, YTO
JTOJIKHO CITYXKUTh OPUEHTUPOM JIJISI TOJTHOTHI UX BbISIBIISI-
€MOCTH B IOIYJISILUU Ha YPOBHE MepBUYHOTO 3BeHa. [To
U BO3PACT HEPEeIKO OKa3bIBAIOT MOAYJIUPYIOLINA 3(pdeKT
Ha KJIMHUYECKYI0 MaHubecTauuio U BepossTHOocTh BCC
9TUX OONBbHBLIX. BBICOKMITI cyMMapHBII YpOBEeHb pHUCKa
BCC y 00JbHBIX C TEHETUUECKHU AETEPMUHUPOBAHHBIMU
HPC Ha ¢oHe Tepanuu siBisieTCs] MOKa3aHUeM K UMILIaH-
tauun MKJI. AKLIEHT aHTMAapUTMUUYECKON U MHTEPBEH-
LIMOHHON Tepanuu TakxKe MOJLKEeH ObITh cAelaH Ha KOH-
TpoJb TpurrepoB. OnTuManbHasi cTpaTerust npoguiak-
ik BCC y G0JIbHBIX C TeHETUYECKHU JeTePMUHUPOBAH-
HeiMu HPC — 310 onpenenernune 6a3oBoro pucka (Moau-
duumpyembie 1 HeMoauduIpyemblie (haKTOpbl U MapKe-
pbl PUCKA) U TMOCIEAYIOLIMI MOHUTOPUHI OOJbHBIX
B COOTBETCTBUU C MHIAMBUAYAIbHBIM MPOGUIeM prucKa.
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Abstract

Genetic factors play an important role in pathogenesis of many diseases. It has been shown that potential-dependent Na, K, and Ca
channels have common characteristics in their molecular structure, which should be taken into account when assessing physiological
functioning of these channels. Hereditary diseases due to channel pathology are called channelopathies, or primary electrical heart
disorders (long QT interval syndrome, short QT interval syndrome, Brugada syndrome, catecholamine-dependent ventricular tachy-
cardia, idiopathic ventricular fibrillation, Lenegre disease, hereditary Wolf- Parkinson-White syndrome, hereditary atrial fibrillation).
The second leading cause of sudden cardiac death (SCD), after coronary heart disease, is secondary hereditary electrical disorders
(hypertrophic cardiomyopathy, dilated cardiomyopathy, right ventricular arrhythmogenic dysplasia, isolated left ventricular non-com-
paction). Genetically determined cardiac arrhythmias (CA), with or without structural heart pathology, manifest in young age (with an
exception of Brugada syndrome) and have specific phenotypic and genotypic characteristics. Timely diagnostics of these diseases should
be based on ECG screening (ideally performed before 3 years of age) and EchoCG. In addition, examination of families with high SCD
risk has an important diagnostic value. High total SCD risk in treated patients with genetically determined CA is an indication for car-
dioverter-defibrillator implantation. Optimal strategy of SCD prevention in patients with genetically determined CA includes baseline
risk assessment and ongoing monitoring, according to the individual risk profile. This review describes clinical and molecular features
of genetically determined CA, SCD risk criteria, and modern views on diagnostics and treatment of these patients.

Key words: Cardiac arrhythmias, genetic etiology, risk criteria, clinical manifestation, diagnostics, treatment.

Ilocmynuna 20/11 — 2010

© KotekTus aBTopoB, 2011

Ten.: (495) 483-21-01; daxc: (495) 483-21-01; e-mail: arcentr@mail.ru

[[konpHUKOBAa M.A. (*KOHTaKTHOE JIUII0) — JI.M.H., Tpodheccop, pyKOBOAUTEb LIeHTpa, [Tpe3uneHT Beepoccuiickoil 00111ecTBEHHOM OpraHu-
3alMK “AccolMalus AeTCKUX KapaunoaoroB Poccun”, riiaBHbIN AeTcKuil Kapauoiaor Mocksbl, Xapiaan M.C. — K.M.H., Bpa4-KapJIuoJOT PEHTIeH-
orepalMoHHOro KabrHera Ha 6aze Otiena KIMHUYECKON 3JIEKTPODU3NOJIOTUM U PEHTTEH-XUPYPTUUYECKUX METOIOB JISYeHUsI HapyLIEHUI puTMa
cepnua MHcTuTyTa, Bpay GyHKIMOHATBHOM auarHocTuku OTaeneHust GyHKIIMOHATIBHOM AMarHOCTUKHM 1ieHTpa, Mibaaposa P.A. — Bpau-kapano-
JIOT KOHCYJITaTUBHOT'O OT/IEJICHUSI CO CTAllMOHAPOM JHEBHOTO MpeObIBaHMS |.

25



