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OnHoii 13 HanboJIee aKTyaTbHBIX B TTOCIIEIHEE BPeMSI SIBJISIETCS TTpoGJieMa paHHETO BBISIBJICHUST (haKTOPOB prCKa
BHe3amnHoi cMeptu (BC) B MosiomoM Bo3pacte. 3HAUMTETbHBIE YCTIEXW B U3YUYEHUN JIEKTPOMUZMOTOTMUECKIX
¥ TEHETUYECKNX MEXaHU3MOB Pa3BUTHS KU3HEYTPOXKAIONINX apUTMUI OBUTM TOCTUTHYTHI GJIaromapsi ucciaeno-
BaHUSIM CEMEITHOI TTaTOJIOTUH C BEICOKMM PUCKOM BHE3AITHOM CepAeTHOI CMEPTH, UTO TTO3BOJIIIIO pa3paboTaTh
TIPUHITUITEL €€ paHHEW TUarHOCTUKM U TTPOMMIAKTUKY. JOCTIKeHUST COBPEMEHHOU MOJIEKYJISIPHON OMOJIOTHT
TOKa3aJv, YTO CYIIECTBYIOT pa3IWYHbIe 3a00JIeBaHMS, OIpeneIsIoniue puck Bo3HUKHOBeHUsT BC: cuHapom
mmmHHOTO MHTepBayia QT, curopom bpyrana; cMHIpPOM TpekneBpeMeHHOTO BO30YXIEHMS XeTyT0YKOB; TUTIeP-
Tpodudeckass KapaIMOMUOTIATHS; apUTMOTEHHAs TUCIIIa31sl TIPABOTO XeTynoyKa. 3HaHWe TeHeTUIeCKOoi TpeI-
PacToNIOKEHHOCTH B Pa3BUTUM apUTMUI TIPU KaKIOH KOHKPETHOM TIAaTOJIOTUH, TTO3BOJISIIOT CBOEBPEMEHHO JIMa-
THOCTHUPOBATH 6OJIE3Hb U BBIOPATH MPaBUIIBHYIO TAKTUKY BeICHUST OOJBHOTO.

KitioueBble ciioBa: HacaeACTBEHHbIE CUMHIAPOMBI, BHE3aIHasA CMEPTb, KM3HCYTPOXKAIOIINEC ApPUTMUHU.

Recently, early diagnosing of risk factors for sudden death (SD) at young age is one of the most actual medical
problems. Progress in studying electrophysiological and genetic mechanisms of life-threatening arrhythmias is
based on studies of hereditary pathology, associated with high risk of SD. This facilitated setting principles of early
diagnostics and prevention for such pathology. Advances in modern molecular biology demonstrated that various
diseases are associated with SD risk: long QT syndrome, Brugada syndrome, ventricular pre-excitation syndromes,
hypertrophic cardiomyopathy, right ventriculum arrhythmogenic dysplasia. Knowledge on genetic predisposition
to arrhythmias gives an opportunity to early diagnose the disease and choose the optimal management strategy.

Key words: Hereditary syndromes, sudden death, life-threatening arrhythmias.

bnaromapst 1oCTHKEHUSIM B U3YYEHUM T€HOMA Ye-
JIoOBeKa, KOrga MOJIeKyJIsipHasi OMOJIOTUsI M TeHeTuKa
CTaJli 4YacThl0 COBPEMEHHOUN MEIUIIMHBI, MOSBUIMCH
HOBbIE HO30JIOTMYECKUE EIMHMIIbI, COCTaBJSIONINE
OOJIBIIYIO TPYMITY HACAEACTBEHHBIX CUHAPOMOB [22].
Haubonee mupokoe pacrnpocTpaHeHUE MOJYYMIU Te-
HETUYECKHUE UCCAEAOBAaHUSI B apUTMOJIOTUU. AKTyaslb-
HOCTb 3TOT0 OOBSICHSIETCS TEM, UTO MALIMEHTHI C TAKOMU
MaTOJIOTUEN UMEIOT BBICOKUM PUCK BHE3AITHON CMEPTU
(BC) B Mmosog0M BO3pacre.

Exeromno BC cnyxut npuunnoii 400 ThIC. cyyaeB
cMmepteii B CILIA, npuyem B 5-10% neTanbHblA UCXOM Y
ManMEHTOB CBA3aH C HACIEACTBEHHOM MaTOJIOTMel, Be-
IylIeil K pa3BUTUIO XKU3HEOIMACHBIX apuTMuii [27].

HecMotpst Ha Bo3pocliiee NMOHMMaHUE MEXaHW3-
moB BC, BbIsIBJIeHUE MALIMEHTOB C BBICOKUM PUCKOM €€
BO3HUKHOBEHUS BCE €I11€ NPEACTABISET ONpeaeIeHHbIC
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TPYAHOCTU. 3HAYUTEIbHbBIC YCIIEXU B U3YYCHUM DJIEK-
TPODU3UONIOTUIECKHUX M TEHETUYECKUX MEeXaHU3MOB
Pa3BUTHUS XKU3HEYTPOXKAOIIUX apDUTMUI ObLIIA TOCTUT-
HYTbl Ojarogapsl MCCJIEIOBaHUSIM CEMEWHON MaToJo-
T'MY C BBICOKMM PUCKOM BHE3AITHOM CEPACYHOM CMEPTU
(BCC). OHu no3BOJUIM TIOJYYUTh YHUKAJIBHYIO WH-
dopmanMio 0 KJIETOUHBIX U MOJEKYJISIPHO-TEHETUYeC-
KUX OCHOBAX DPEMNOJSAPU3ALUY MUOKapAa, YCTAHOBUTH
KJIMHUKO-3JIEKTPODUZUOJIOTMYECKIUE MapKephl prcKa
KUBHEYTPOXKAIOIIUX APUTMUM, U3YYUTH POJIb CPEAOBBIX
(akTOpOB, MOJOBBIX U BO3PACTHBIX Pa3IMUMI B peasi-
3alliM TEHETUYECKU IETEPMUHUPOBAHHOUN 3JIEKTPU-
YeCcKOM HecTabMIBbHOCTM MUOKapAa M Ha 3TOil OCHOBE
pa3paboTaTb MPUHLMITBI PAHHEW TMAarHOCTUKU U MPO-
dunaxktuku BCC [25,54,62].

JlocTuzkeHUsT COBPEMEHHOM MOJIEKYISIpHOI OMo-
JIOTHM TTOKA3aJIM, YTO CYLLIECTBYIOT pa3IMuHbIC 3a00J1€e-
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BaHWUS, OIIpeAeIISTIONINe PUCK BO3HUKHOBeHUsI BC [14]:
cuHApoM JuinHHoro nHTepBaia QT, cuHapom bpyrana;
CHUHJIPOM TPEXIEBPEMEHHOTO BO30YXIECHUS XKeIya04-
KOB, B T.4. cuHIpoM Bonbd-ITapkuHcon-VYaiita (BITY);
runeprpodudeckass KapaIuOMUOIATUS, apUTMOTEHHAsI
JIUCILUIa3us paBoro xeaynouka (AIITXK) [5].

OnHuM 13 HanboJee paCIPOCTPAHEHHBIX HACIEAC-
TBEHHBIX CUHIPOMOB SIBJISIETCSI CHHAPOM IJTMHHOTO WH-
tepBasia QT. B 19571 Jervell A, et al. [38] BnepBbie onu-
Cajli CEMbIO, YWIEHbI KOTOPOW CTpajaiud BPOXIECHHOMN
TJIYXOTOM, YaCThIMU MPUCTYIIAMU MOTEPU CO3HAHUS U
WMEJIU CTOMKOe ymirHeHue nHTepBaia QT Ha siaekT-
pokapauorpamme (DKI'). OnHako uepes 6 et Romano
C B 19631 [56] 1 Ward OV B 1964r [63] ony61rKoBain
HaOJI0IEHNE aHAJIOTUYHOTO CUHAPOMA, HO 0e3 BpOX-
JNeHHOM T1yxoThl. C 3TOro BpeMeHU U3BECTHHI JBa Ba-
pUaHTa HACJIEICTBEHHOIO CUHIpPOMA YUIMHEHHOTO
uHtepBaia QT, HazBaHHBIe MO (aMUJIKUSIM aBTOPOB:
cuHapoM Pomano-Yopaa u [xepsemna-Jlanre-Humb-
ceHa. B mocnenHem ciydae ynmunenue QT couetaercs
¢ BpoxaeHHo niryxotoid. Puck BC y maiiueHToB ¢ CUH-
npomom mnuHHoro QT mocturaer 71%. Pacmnpoctpa-
HEHHOCTb CUHJIPOMA IO JAHHBIM Pa3IUYHBIX aBTOPOB
cocrtapisieT 1 Ha 10 ThIC B 001IEH MOMyJISILIMUA, OJHAKO
3a00JIeBaHUE BCTPEUYAETCS Yallle B AETCKOM U MOIPOCT-
KOBOM Bo3pacTtax [6]. Bo3HUKHOBeHHE TaHHOTO CUH]I-
pOMa CBSI3BIBAIOT C TEHETUYECKUMU MYTALIUSIMUA HE Me-
Hee 6 pa3IMYHbIX TeHOB [28] (Tabiuia 1).

IMaTtorenes passutus cuHapoma miuHHOTo QT om-
penessieTcss MyTallMsiIMU T€HOB MOHHBIX KaHayioB. Ha-
pylieHusT (PyHKIIMU MOHHBIX KaHAJOB (KaJIMEBOTO, Ha-
TPUEBOTO WX KaJblIMEBOTO) MPUBOIAT K YBEIUYEHUIO
MPONOKUTEIbHOCTU TOTEHUMANA JCUCTBUS MPEUMY-
IIECTBEHHO B M-KJIeTKax, 4TO BJIEYET 3a COOOI MOsIBIIe-
HUE PAaHHUX WY NO3IHUX MOCTAENOISIpU3aLUiA U, Clie-
JIOBaTEJIbHO, TOTUMOPGMHOM XKeJTyT0YKOBOM TaXUKAPIUU
(KT) tuna «nupyst» («torsades de pointes») [6].

KinuHuyeckuMu mposiBICHUSIMUA CUHAPOMA MOTYT
oniTe BC; o6Mopok yame us-3a KT Tuma «nupyat»;
TSKEJIbIE pacCTPOMCTBA TEMOJUHAMUKU C MPOTPECCU-
pyOIIUM TMaJeHUeM apTepuaibHOrO AaBieHust (AJl),
OCTPOIl HEAOCTATOYHOCTHIO JieBOro Xenyaouka (JIZK) u
TUIOKCUEN OPTaHOB U TKAHEM.

B 1985 r Schwartz PJ [57] npemioxwt npu 1uarHoc-
TUKE WUCIOJIb30BaTh OoJiblliie W Mayble KpuTepuu. K

OOJIBIIMM KPUTEPUSIM OTHECEHBI: YIUIMHEHNE KOPPUTU-
poBanHoro uHTepBayia QTc 6omnee 440 mc Ha DKI B m0-
KO€; CUHKOIIE; CJIy4au BBISIBICHUSI CUHIPOMA JUIMHHOTO
QT B cembe. Cpeny MajibIX KPUTEPUEB: BPOXXACHHAS Ty~
XOTa; aJibTepHalg 3yo1a T, Hu3Kas 4yacToTa CepaeYHbIX
cokpaienuit (YCC) 1 HapyleHue npoliecca penoyisipu-
3allMA MUOKap/a Xeayao4koB. CUHAPOM JUIMHHOTO UH-
tepBaia QT aAuarHocTUpyeTcs Npy HAIMYKUU JBYX OOJIb-
IIUAX WIU OHOTO OOJIBIIOTO U IBYX MATBIX KPUTEPUEB.

N3yyenue cuHmpoma MiauHHOro uHTepBaia QT
MOKa3aj10, 4YTO OH PACIHPOCTPAHEH 3HAYMTENBHO Yallle,
yeM Mpearnosaraaock paHee. CTajau U3BECTHBI MHOTO-
yucaeHHble hakTopkl prcka (PP) ymmHeHust MHTEpBa-
sna QT: 3abosieBaHUS EYEHU U MOYEK, TUTTOKATUEMUS,
KEHCKHUI moJi, runepTpoduss MUOKapaa U cepaeyHast
HEIOCTaTOYHOCTh, OpaauKapausi, CUMIIaTUYecKast akK-
TUBHOCTbh M Harpy3ka KajblIMeM, CHUXEHHBII pe3epB
penospusaiuu. becCuMONTOMHbBIE HOCUTEIA MYTaH-
THBIX TEHOB, KOMUPYIOIIUX HATPUEBBIE WU KaJEBBIC
KaHaJIbl, MOTYT OBITh OOJiee YyBCTBUTEJBHBI K Mpenapa-
TaM, YIJIMHSIIOIIIM perojsipu3anuio [4] (Tadiauma 2).

Hng neyenust cunapoma umHHOro QT mpumeHs-
I0TCSI KapAUOBePTEPBI-NebUOpWILIATOPHL. B Tex ciyyasx,
KOTIa OH OOYCJIOBJIEH ITPUEMOM JIEKAPCTBEHHBIX CPENICTB,
HX OTMEHa comnpoBoxaaeTcss Hopmanm3armeit DK [4].

TakuMm 06pa3oM, K HaCTOSI1IEMY BPEMEHU YCTaHOBJIE-
HO, YTO HACJIEICTBEHHBII A CUHAPOM JJIMHHOTO UHTEpBaIa
QT gasnsieTcs 3a00/€BaHUEM C TOKA3aHOM T€HETUYECKOM
npuponoi, xapakrepHoil DKI kapTuHON (yIIMHEHUE
uHtepBasia QT u mapokcusmel KT) ¥ TUIMMYHBIMU KITU-
HUYECKUMU CUMIITOMAaMU B BUJIE TIOBTOPSIIOLIUXCS TTPU-
CTYIOB IoTepU co3HaHus U cirydaeB BCC.

OnHO U3 penKo AMArHOCTUPYEMBIX HACIEICTBEHHBIX
3a0o0eBaHuii — cMHApoM bpyraga, onucaH cpaBHUTENb-
HO HenaBHO OpaTtbsimMu Brugada 1992 [17,23], u mostomy
NpakThyeckn HemsBecTHbIM. CuHapom bpyrana — rene-
TUYECKU AeTepMUHUpOBaHHOe 3abomeBanme [20,33,34],
XapaKTepu3ylolieecs: BOZHUKHOBEHUEM CUHKOMATbHBIX
cocrosiHuil i cinydaeB BC u cnenmbuyeckumMu usme-
HeHusiMu Ha OKI B Bune sneBaumu cermeHta ST B npa-
BBIX TPYIHBIX OTBEACHMSIX U OJIOKAAbl TIPABOM HOXKHU
myuka Iuca [22]. [TomynsiuroHHasg yacToTa 3a001eBaHUs
HEU3BECTHA, HO CYILIECTBYIOIIME MyOINKALIMU CBUIETEIb-
CTBYIOT O €T0 paCIpOCTPaHEHUU MTPAKTUIECKU MTOBCEMEC-
THO [19], omHako yvaiie y HaceneHust CeBepo-BocTouHoii

Taomma 1
TeHeTnyeckye MyTalluy NIPY Pa3JIMIHBIX TUITaX cMHapoMa JinHHoro QT [6]

Bapuant cunapoma giiuHHoro QT Jlokanuszanusi MyTaly B XpOMOCOME Ien
LQTI 11p15.5 KCNQI (KvLQT1)
LQT2 7q35-36 HERG
LQT3 3p21-24 SCN5A
LQT4 4q25-27
LQT5 21g22.1-22 KCNEI (MinK)
LQT6 21q22.1-22 KCNE2 (MiRP 1)
JLNI 11pl15.5 KCNQI
JLN2 21q22.1-22 KCNEI1
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Ta0amua 2

l'[per[apaTH, BbI3bIBAIOIIME YAIMHCHUEC UHTCpBaJia QT

Ipynna npenaparos

.HCKapCTBCHHHC cpeacTBa

Bazoaunararopst
AHTUTHCTAMUHHBIE TPeTapaThl

IIpoTMBOMUKpPOOHBIE U
TIPOTUBOBOCTIAIUTETbHBIE

benpuawun, nunodna3ui, NpeHUIaMWH, MarnaBepuH (BHYTPUKOPOHAPHO)
ActeMu3oji, 30acTuH, TepdheHanH

AMaHTaL[I/IH, KJIIApUTPOMUILINH, XJIOPOXUH, KOTPMMOKCA30J1,
SPUTPOMMUIIMH, FpeHaq)JIOKCElL[I/IH, KETOKOHAa30J1, XMHWH, CIIMPAaMUIIMH

AMMTPUNTWIIMH, KJIOMUTIPAMKI, XJIOPAJITUAPAT, IPOTIEPUIO,

IcuxoTpomnHble npenaparhbl

¢nydeHasuH, ralonepyuaoi, MMUIIpaMyH, IperapaThbl JUTHS,

ManpoTUJINH, THOPUAA3UH

AHTHApUTMUYECKUE TIPETIapaThl

A¥iMaJiviH, aMUMOIapOH, aHOTIPUHIWH, a3UMWIUA, 1OGETUTUI, AU30TTUPAMUI,
UOYTUIW, HOBOKAaMHAMMI, TTpornadeHOH, COTaJIoN, XMHUIUH

Asun [47]. 3aboneBaHne cpeayd MYXKYMH BCTpedaeTCsI
yamie B 9 pa3, 4eM y >keHIuH [7,44]. CMepTHOCTb Cpenu
naiueHToB coctaisieT 30% B Givkaiiive 3 roaa ¢ Mo-
MEHTa IMarHoCTUKM [16]. BaxkHO OTMETHTB, 4TO CHHIPOM
Bpyrana ciryxut Hanboree 9acTol IMPUINHOM JIETATHHOC-
TH B IETCKOM Bo3pacTte [51]. 3aboneBaHue XapaKTepu3y-
€TCsl ayTOCOMHO-TOMMHAHTHBIM THIIOM HACJICIOBaHMSI,
OOYCIIOBJICHHBIM MYyTallMeii TeHa HATPUEBLIX KaHAJIOB
SCNS5A, nokann3oBaHHOR B 3 mape xpomocoMm [21,26].
CyI1ecTBYIOT JIBa pa3IMIHBIX TUIIA MYTaLIMKM 3TOTO TeHa.
[lepBEIit TAIT MyTaLMK JIEKUT B OCHOBE Pa3BUTHS CUHI-
poma mmmHHoro nHTepsana QT [18,37]. ITpu Bropom Tume
mytanuy reHa SCNSA, Kotopast CIy>KUT TPUINHOM pa3-
BUTHS cuHApoMa bpyrama, ymeHbImaeTcst mepuon ped-
PaKTepHOCTH HATPUEBBIX KAHAJIOB, YTO CHIDKACT IIPOIOI-
JKATEJIBHOCTH MTOTEeHIMaNa aevictsus [13,39].

TakuM 06pa3oM, MEXaHN3M Pa3BUTHS aPUTMUI TIPU
cuHIpome bpyrana cBsizaH ¢ yMEeHbBIIIEHEM ITOTEHIIMAIIA
IEMCTBUSI, BCICACTBUE YETO 00pa3yeTcs 3IeKTprUIecKast
TeTepOreHHOCTh B Tpenenax snukapaa I1XK [9,42], daro
MIPUBOIUT K BOSHUKHOBEHUIO CIICTUICHHBIX JKEIYIOYKO-

BBIX 9KcTpacuctol (KD) mo mexaHusmy re-entry [10] ¢
ITOCTICAYIOINM Pa3BUTHEM IapOKCHU3MATbHBIX ITPUCTY-
roB KT 1 ¢ubpmIanum Xeiaymno4ykos [29,36].

Knunauyeckas kaptuHa cuHapoMa bpyranma ckia-
npiBaeTcs u3 xapakrtepHbix DKI mpu3HakoB, mepeHe-
CECHHBIX OOJIPHBIM CHHKOIAJIBHBIX 1 OOMOPOYHBIX CO-
CTOSTHMIA, BHE3aITHBIX MPUCTYIOB cepaiedouenus [22],
kotopslie Bo3HuKaloT rpu 2KT. ITpuunnoit BC mamuen-
TOB SABJISIETCS (GPUOPMIUISAIINS KEITYTOIKOB.

[To 3nmeKTpohU3NOIOrMUECKIM KPUTEPHSIM CHHIPOM
MOXKHO pa3[enTh Ha aBa Tura [11]. I1pu nepBom Tume Ha
OKI' perncrpupyercs sneBanys cerMeHTa ST, KoTopas
HOCHT «KYITIOJIOOOPA3HBIi» BUI M COUETACTCS C THBEPCHCH
syoua T B otBesienusax V, — V, [11,50]. I1pu Bropom turme
HabmomaeTcs necdopmanmst cerMeHTa ST B BUIe «CITMHBI
OyiiBoIa» MM UMeEIoLast «CTyTIIeHeoOpa3HbIi» Bua. Ho Bo
BCeX CITyJasix mogbeM cerMeHTa ST moJmkKeH codyeTaThes C
OJ10Kamoli TTpaBoit HOXKM TTyuka [ica [44].

CJI0XXHOCTh TMaTHOCTUKY COCTOUT B TOM, uT0 DKI
y OOJIbHBIX OOJIBIIYIO YaCTh BpeMEHM HaOJIOACHUS He
dukcupyer Kakue-1md0o OTKIOHEHHS OT HOpMBI. Om-

Ta0smna 3

Knunndyeckast cuMIIToMaTKa KapIMOMUOTIATHI B 3aBUCUMOCTH
OT JIOKAJIM3aLIM1 TeHeTHYEeCKMX MyTalllil CHHTE3a OSIKOB KapJAUOMUOLIMTOB [55]

benok cepaia

Jlokanuzauust Mmyranuu

Knunuueckue nposiBieHust

bera-mMuo3uH 14 xpomocoma

Muo3uH-cBsA3bIBatoNInii 610K C 11 xpomocoma

Tpononun T 1 xpomocoma

TpononuH I 19 xpomocoma

A-TponnoMuo3uH 15 xpomocoma

Jlerkue uenu MrMo3uHa 12 xpomocoma

AKTUH 15 xpomocoma

TakTun 2 xpoMocoMa

Beicokuii puck BC
Hwuzkas yacrora BC

HesnauntenbHo BbipaxeHHas [JI2K B coueTaHuu ¢ BbICO-
k1M prckoM BC B MosiogoM Bo3pacre

Junacronnyeckas quchyHKILIM MUOKapaa
Meirkas u ymepeHHasi cTerneHb rurepTpodur MUoKapaa

MaccuBHas TunepTpoGUs NamUUISPHBIX MBIIIL, 00CTPYK-
1S BbIXOAHOTO TpakTa JIZK

AnnkaneHag [TIK

Cnopannueckuie hopMbl KAPIUOMUOTIATHI
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HaKo, NpUMEHEHHE aHTUAPUTMUYCCKUX IIperrapaToB
OOHaXkaeT MyTallUM TeHa HATPUEBBIX KAHAJIOB Y Malll-
€HTOB, MPUBOMAS K BO3HUKHOBEHUIO TUNHUYHOU DKI
KapTuHbl. Takum o006pa3oM, Ha3HayeHWE aliMalivHa,
(nexauHuma M HOBOKaWMHaMuAa, CIYXUT HauboJsee
CIe(UIHBIM 1 YYBCTBUTEILHBIM TECTOM UICHTU(DU-
Kaluu HocuTesei mytaHTHoro reHa SCNSA.

EnvHcTBeHHBIM 3¢h(GEeKTUBHBIM METOAOM Jieue-
HUS NallMeHTOB C CMHApoMOoM bpyraga B Hacrosimee
BpeMsI pacCMaTPUBAIOT UMIUIAHTALIUIO KapuOBepTEpa-
neduodpumisatopa [15]. AHTUapUTMUYECKHE TMIpena-
paThl, B T.4. 3-aApeHOOJOKATOPHl HE MPENOTBPAILAIOT
puck Bo3HUKHOBeHMsT BC, a B psifie ciryyaeB SIBIISIIOTCS
Jlaxke OMacHBIMU 151 )KU3HU 00JIbHOTO [59].

Takum 006pa3oM, 3HaHWE TPUINH BOSHUKHOBCHHS,
MEXaHM3MOB Pa3BUTUS M IMATOTHOMOHWYHEIX TTpH3HA-
KOB cuHapoma bpyrana, mo3BoJIsIIOT Bpady MpaBUJIBHO
JMMAarHOCTUPOBATh MAHHYIO TIATOJIOTHIO, OLIEHUTh PUCK
pasBuTusi BC 1 cBoeBpeMEHHO OTIPEIeIUTh TTOKA3aHUS
JUTSL UMTTTAaHTAIlA KapauoBepTep-aehudpuuisaTopa.

K uucy Hanbosee 4acTo BCTpevaroluxcs: Hacenc-
TBEHHBIX 3a00JICBAaHUI OTHOCAT CHHAPOM IIpeXKIeBpe-
MEHHOTO BO30YKICHHUS JKeJTyTOUKOB, KOTOPEII BKITFOUACT
curapoM BITY u cunnpom kopotkoro PR vnu cunapom
Kiepka-JleBu-Kpucrecko. PacnpocTtpaHeHHOCTb CHH-
npoMa BITY, Bnepsoslie ommrcanHoro B 1930r, mocturaer
0,3% B obmeit momyositmu. BCC Hactymaet B 4% citydaeB

1 O0YCJIOBJIEHA Pa3BUTUEM (haTaTbHBIX ApUTMUI [5].

Menuko-reHeTU4eCcKue UCCEeNOBaHUS  CeMEW
OOJIBHBIX C CUHIPOMOM MPEXIEBPEMEHHOTO BO30YyXKIe-
HUS XKeJTyT0YKOB IMOKAa3aJIu, YTO HACAeIOBaHUE MPOUC-
XOJUT IO ayTOCOMHO-TOMUHAHTHOMY TuUIy. Jloka3aHo,
YTO AaHATOMUYECKUM CYOCTPAaTOM CUHIPOMA SIBJISIIOTCS
JIOTIOJTHUTEJIbHBIE MPOBOASIIME MyTU. M3BECTHBI ce-
MbH, B KOTOPBIX ayTOCOMHO-TOMWHAHTHO HAaCJIEeIyIOT-
Cs IOTOJIHUTEIbHBIE MPOBOJSIIUE IMYTU, OMPEAENSTIO-
1K€ MOSIBJIEHUE PA3TNYHBIX BADUAHTOB 3a00JI€BaHUS Y
POICTBEHHUKOB IIpobaHma [4].

JomomHuTeTbHBIE TIPOBOISIITME TTYTH MOTYT PacIio-
naratbest B I12K u teBom xxenynouke (JI2K). Y 5-16% Goinb-
HBIX C CHUHAPOMOM IIPEXAEBPEMEHHOIO BO30YXICHUS
KETyIOYKOB BBISIBIISIIOTCSI MHOXKECTBEHHBIC IIPOBOISIITNE
nytu. B 11,7% HaOGaoaeHUii BO3MOXHO IBYCTOPOHHEE
MPOBEJEHUE, YTO OIPEEIISET MOSIBJICHUE PAa3IUYHbIX BU-
JTIOB OPTO- Y aHTUJIPOMHOI MApOKCU3MATBHON HAIKETy-
JIOYKOBOI Taxukapauu. ITomumo storo, y 30-35% Gosnb-
HBIX CYIIECTBYET CKPBITHIN cuHapoM BITY [5].

KnandeckumMy TIpOSIBIEHUSIMU CUHIPOMA Yarlle
BCETO SIBJIIIOTCSI 3KCTPACUCTOJNS, CUHYCOBasl TaXMKap-
JINS1, TTapoKCcU3MalibHast (popma pUOPUILISILIAM peacep-
nuit. OnHako BCC y 60bHbIX ¢ cuHapoMoM BITY Bo3-
Hukaet Benenactsue KT v Gudpuuisimm Xeay1ouKkoB.

K OKT npusznakam cunapoma BITY otHocAT: KO-
potkuit untepan PQ <0,12 ¢, BonHa [I, paciuupeHue

Ta0omua 4

Kpurepuu quartnoctuku AIITK [30]:

Kpurepun

«bonbine NpU3HaKm»

«Mauible nmpu3HaKu»

3HaunTeIbHAS AUIATALINS U CHIDKEHUE pakiuu  YMepeHHas obmas mvtatauus [12K n/vmum
BBIOpOca [T2K mpu oTCyTCTBUM WIM TOJIBKO HE3HA- CHUXXKEeHUE (DpaKILIMK BIOpOca Ipy HOP-

IMoGanpHas u/unm peru-
OHaJIbHas AMCHYHKLNS U
CTPYKTYPHBIE U3MEHEHUS

YUTEIbHBIX U3MeHeHUsIX JI2K;

3HayuTeabHas cerMeHTapHast qunatanus TTK

XapaKTepuCcTHUKa TKaHU

CTCHOK TKaHbIO

AHOMaJIUN PeTIosIpu3a-

VW /IO pU3aliii
1n /1 puzanl HBIX OTBeAEHUAX (V -V,).

Apurmun -

HacnenctBeHHbI XapakTep narojioruu, noa-
TBCp)KI[eHHBIfI JaHHbIMHU ayTOIICUU WU IIPU

CeMeiiHbIM aHAMHE3
orepanuu

JlokanbHbie aHeBpu3Mbl [12K: a- unu nuckune-
TUYHbBIE 30HbI C AUACTOJIMYECKUM BbIOYXaHUEM;

BoutHBI 3MICUIIOH WY JIOKATbHOE YBEIMYCHUE
JIIATEbHOCTU KomIuiekca QRS B npaBbIX rpya-

manbHoM JIK

YMepeHHast cerMeHTapHas JujaTaius
I1XK;
PerunonanbHas runokunesust 12K

3aMelneHre MUoKapa CoeMMHUTETbHO-KUPOBOI

WuBepcus T-BoNHBI B TIPaBbIX V, U V,
TPYIHbIX OTBEACHUSIX, Y MALlUEHTOB
crapuie 12 jeT npu oTCyTCTBUU OJ0KaIbI
npaBoii HoxXku nyuka [uca.

HOSI[HI/IC IIOTCHIMAJbI 2KCTTYyTJOYKOB
(SAECG).

KT ¢ mocTosTHHOI MK TPaH3UTOPHOM
0JI0Ka/I0M JIeBOIT HOXKM TTy4yKa [ca mo
naHHbIM OKT, cyToYHOro MOHUTOPHpPOBA-
HUS ¥ TPOObBI C HArpy3KOif;

Yacrasa KD >1000/cyT.

BC poncTBeHHUKOB MoJioxke 35 JieT ¢
npennoyaraecMoit AJITTXK.

JlaHHbIe ceMeifHOTO aHaMHe3a (KJIMHUYeC-
KU IMarHo3, OCHOBAHHBIN Ha HACTOSIIIIUX
KPUTEPUSIX).
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komriekca QRS >0,1 c¢. B Tex cinyyasx, Koraa MMeIOT
mecTo Tojbko DKI mpusHaku, HO HET ApUTMUIA, TPU-
HSITO TOBOPUTH O (DEHOMEHE, a TPU HAIMYUU APUTMUNA
— o cuanpome BITY [4].

Hepenko cuHIpoMm codetaercs ¢ TaKUMU 3aboJe-
BaHUSIMM Cepla, KaK TunepTpodudeckas KapauoMu-
OMNaTusl, NWIATAllMOHHAS KapAMOMUOIIATHS, TPOJAarc
MUTPAJIBHOTO KJianaHa [12], KoTopble TakxKe 00yCa0B-
JIEHBI HACJIEICTBEHHOU MPeapacnoloXeHHOCThIO U Ha-
JIMYMEM reHeTUYeCKUX MyTauuu [2].

Ipynna kapnruoMuonaTvii JUINTEIbHOE BPEMS CUM-
Tajach 3a00J€BAaHUSIMU C HEU3BECTHOU STUOJIOTHEN.
Onnaxko B 1990r Geisterfer-Lowrance A, et al. [35] onu-
CaJI MYyTalIMIO TeHA TSDKENbIX Lenei B-MUOo31Ha B Kade-
CTBE MPUYMHBI Pa3BUTHUSL CEMEWHOMN (hOPMBI TUTIEPTPO-
(buueckoii kapmuomuonatum [45]. B HacTosiiiee BpeMst
UIEHTA(DUIIMPOBAHO 12 T€HOB, MyTallUX KOTOPBIX MOTYT
TMPUBECTU K PA3BUTHUIO TUTIEPTPOPUIECKON KAPIUOMUO-
matuu [55,61]. BoNBIIMHCTBO OMMCAHHBIX TEHOB KOIM-
DPYIOT COKpAaTUTEJIbHbIE OENKA KAapAUOMUOLUTOB WIA
OeJIK1, BXOASIIUE B CTPYKTYPY TOJCTBIX U TOHKUX (bU-
JJaMeHTOB [2,52]. MyTtauuu 601bIIMHCTBAa TEHOB, KO-
pYIOIIKX OeJIKY ceplla, NPeACTaBJIECHbI B TabaulLe 3.

B pesynbraTe MyTaluy reHOB BO3HUKAIOT yYaCTKU
JIe30praHu3aluy KapJUOMUOIIUTOB, KOTOPHIE SIBJISIIOT-
Cs MaTOJOTUYECKUM CyOCTPaTOM Pa3BUTHS XKU3HEYTPO-
XKarormux aputMuii [31,48]. KnuHMIecke posiBIeHUS
TUnepTpodUIECKOil KapAMOMUOINATUN CBS3aHbI C 00-
CTpyKuuel BeiHOocsmero tpakTa JIZK, ero nuacronnuec-
Kol nucdyHKIMen, nmeMueir MUoKapaa U HapyluIeHU -
saMu cepaeyHoro putma [45]. Ilpu runeprpoduueckoit
KapauomuonaTuu Bo3MoxHa BCC, koTopast BO3HUKaeT
B pe3yJibTaTe GUOPWLISIINN XeTyT09KoB [60].

K ogHuM u3 peako IUarHOCTUpPYeMbIX 3a0oJieBa-
HUIi, UMEIOLUX HACIEACTBEHHYIO MPEeapacIioIoXeH-
HOCTb, oTHOCIT AJITT2K — maToa0ruio HesICHOM 3TUOJIO-
TUU, 0OOBIYHO MPEACTABISIONLYIO COOOU U30JIUPOBAHHOE
nopaxenue [12K; yacto ceMeitHas, xapakTepusyromasi-
cs XUPOBOU WK (HUOPO3HO-KUPOBOU MHOWIBTpALIU-
eli MUOKapa XeJIyT0YKOB, COMPOBOXAAIOLIASICS KeIy-
JIOYKOBBIMY HAPYIIEHUSIMU PUTMA PA3TUYHON CTETIEHU
TSDKECTH, BKITIOUast QMO PYILISIIINIO XXeTynoukoB [41,58].
Pacnipoctpanennocts AIITTZK mMano usydyeHa B CBS3U C
TEM, YTO Hayajo 3a00J1eBaHUs HEPEIKO MPOTEKAET Oec-
cumntoMHo. B 80% cityuaeB oHa BBISIBJISICTCS B BO3pACTe
1o 40 net, yanie y myxxuuH [3]. [IpuunHa 3a6oneBaHMs
OCTaeTcsl 40 HACTOSILEeTr0 BpeMeHU HescHoil. MMeroT-
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csd aHHbIE O HacjeACTBeHHOM xapaktepe AJIITK. B
1982r Marcus FI, et al. [43] oOpatuny BHUMaHVE Ha
BO3MOXHBIN cemeliHbIil xapaktep AIITK. Nava A, et
al. 1988 [46] BicKa3aJIi TMTIOTE3Y 06 ayTOCOMHO-TOMM-
HAHTHOM THUIIE HACJENOBAHUS C PA3TUYHON CTEMEHBIO
MpOSBJIEHNUSI U TeHeTpaluu. B mocienyoneM ObUiv
00Hapy>XeHbI TEHETUYECKNE HAPYILICHUS Y WICHOB ISITH
cemeti ¢ AJITTK B xpomocome 14q23-24 [53]. Li D, et al.
2000 [40] cunTaoT TPUYMHON TTATOJIOTUM HApYIIIEHUE
B xpomocome 10p12-pl4. Tem He MeHee, OOBIITUHCTBO
MAleHTOB HE UMEIOT CEMEMHOTO aHaMHe3a uin dak-
toB BC cpenu Gnuxaiimmx poacTBeHHUKOB. KinHu-
yecku AIIT2K OOGbIYHO NEOIOTHUPYET XETyAOYKOBBIMU
HapyleHus MU puTMa cepaua: KO pa3nuuHbIX Tpaaa-
LU, KOPOTKUMU «ITpodexkamu» KT, a B psae ciyyaes
u mapokcusMamu KT. [TocKOIbKY apUTMOTEHHBII OYar
Haxonutcs B [12K, skTonnyeckue KeayT0uYKOBble KOM-
TUTEKCHI UMEIOT BUJT OJTOKAJIbI JIEBOW HOXKM mydKa [uca
[32]. B mocnenmyomnieM y OOJbHBIX MOXET Pa3BUTHCS
OMBEHTPUKYJSIpHAs HEIOCTaTOYHOCTh KPOBOOOpallie-
HUS$1, YTO BBI3bIBAET CEPbE3HbIE TPYAHOCTH Ipu Audde-
peHumanbHoi nuarHoctuke AJITZK ¢ nunarauoHHOM
kapauomuomnatueit [1]. Yacto mepBbIM U MOCHETHUM
MIposIBICHUEM 3a0o0eBaHmsI MoXeT ctaTth BC [49,58].

McKenna WJ, et al. 1991 [30] nmpennoxwiu cieny-
foiue nuarHoctudeckue kputepuu AITTK, cpeau ko-
TOPBIX BBIICIISIOT OOJIBINNE M MaJible (Tabauma 4).

O Hanmnuuu AJTTXK cBuaeTenbCTBYIOT BhISIBIEHHE
2 OONBIIUX KPpUTEPHUEB, | OONBIIOTO U 2 MaJIbIX KPUTE-
puveB, U 4 MaJIbIX KpUTEPUEB.

HoctoBepHble nuarHocTuueckue kpurepuu AITTK
MOTYT OBITh MOTYYEHBI ITPU SHAOMUOKAPANAIBHONU OMO-
IICUU, TIO pe3yJbTaTaM KOTOPOW MOJS KUPOBOU TKaHU
>3%, pubposHoit <40%. OaHaKO 3TO UCCIIEJOBAHMIE BbI-
MOJTHSETC B €AMHUYHBIX KTMHUKAX MUPa. 3HAYUTETBHO
yanie MCHOJb3YyeTCsl MarHWTO-Pe30HAHCHAasT TOMOIpa-
¢ug (MPT), no pe3ynsratamMm KOTOPOW BBISIBJISIETCS TIO-
BBIIIEHHOE COJEPKaHWE XUPOBOW TKaHW B MUOKAp/IE;
METOIMKA MOXET 3aMEHUTh aHTUOrpaduio U, BOZMOXK-
HO, OMOTICUIO TIPU TUATHOCTHKE 3TOM IMaTtoornu [8,24].

Takum o6pa3oM, HECMOTpPS Ha PEAKYI0 pacmpo-
CTPAaHEHHOCTh OOJIBIIMHCTBA HACJEACTBEHHBIX CHUHJ-
POMOB B apUTMOJIOTMUY, 3HAHWE T€HETUYECKOW Mpe.-
pacmoJIOXKEHHOCTU B Pa3BUTUM apUTMUIN MPU KaxXAOU
KOHKPETHOW TAaTOJIOTUX, TO3BOJISIET CBOEBPEMEHHO
JMIMAaTHOCTUPOBaTh 3a00JieBaHVE W BBIOpATh MpPaBUJIb-
HYIO TAKTUKY BeI€HUS OOJBHOTIO.
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