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B cratpe paccMaTpuBaercsl KaTexOAaMMHepIidecKas
noanMopdHas xeaynoukosas Taxukapmysa (KITDKT),
OTHOCAMIASCS K KaHAAONATUAM, KOTOPHIE SBASIOTCS
CAEIICTBMEM PelKMX FeHeTHIeCcKMX 1epeKToB 1 IPUBO-
IAT K HapylIeHusaM cepaedroro purMa. Obcyxmaercs
KAVHWYeCKasl KapTuHa ¥ IMarHOCTHKA 3a00AeBaHMS,
reHeTHYecKue 0COOEHHOCTY, a TAKXe AedeHye GOABHBIX
¢ KITDXT u npoduarakTiKa BHE3aIHOM CMEPTH.
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CerozmHs HaKOIIAEHO JOCTaTOYHOE KOAMYECTBO HaH-
HEIX O 3a00A€BaHMSIX, COIPSDKEHHBIX C PMCKOM BHe3all-
Holt cepreunoit cmeptu (BCC). OmpenereHo, 4To MHO-
T¥e U3 HUX TeHeTMIeCcKy JeTepMUHMPOBAHEL, a 3TO 3Ha-
YT, YTO IOZ YTPO30ii HAXOAUTCS He TOABKO OOABHOI, Y

KOTOPOTO BBIIBMAM 3a00AeBaHWe, HO M ero IeTH, 1

OAM3KIME POICTBeHHUKIA.

Omnnoit n3 ocaoBHEIX TpuunH BCC y meteit 1 Anit Mo-
AOIIOTO BO3pacTa 6e3 OpraHNIecKuX ¥ CTPYKTYPHBIX 3a-
GoAeBaHMII Cepllia SBASIOTCS LIepBUYHEIE SAEKTpHUUe-
ckye 3a00AeBaHNS ceplla (Tak HasbIBaeMble KaHAAOIIA-
TVV), KOTOPBIE SIBASIIOTCS CAEIICTBUEM peIKMX I'eHeTH-
JecKyx J1ed)eKTOB, BHI3BIBAIOIINX HapyIleHne paboThl
MOHHBIX KaHAAOB B KapIVMOMMOIINTaX.

MonHble KaHAAB — 3TO MOAEKYASIPHEIE CTPYKTYPBHI,
BCTPOEHHbIe B AUIMIHBIN CAOM MeMOpaHbI KACTKY VA
ee OpraHounI0B, 0Opa3soBaHHbIE TPaHCMeMOpaHHBIMU
GeAKaMI CAOXKHOI CTPYKTYpH! (6erkaMu-KaHaA0dOp-
MepaMM), MMeIOIMI OIpelleAeHHOe CTpOeHNe 1 Ipo-
HM3BIBAIONIMMI KAETOUHYIO MeMOpaHy IIOLIepeK B BHIEe
HEeCKOABKMX IIeTeAb ¥ oOpasylomyMu B MeMOpaHe
CKBO3HOM KaHaA (mopy). Pasmep xaHaAOB JOBOABHO
Maa (mmamerp 0,5-0,7 HM). VoHHBIe KaHAABI OOectiedn-
BalOT OOMeH KAETKM C OKpY>Kalollleil cpeloll Belle-
CTBOM, SHeprueit 1 uHpopManmeit, BOCIPUITHE ¥ IPO-
BelleHNe IIPOLeCcCOB BO3OYXXIEHMS M TOPMOXKEHMsS B
HepBHOJ CYICTeMe U MBIIIIIaX.

B macrosmiee BpeMs K KaHAAOIATHAM OTHOCAT 4 CMH-
opoMa:

1. Curnpom ynanrensoro naTepBasa QT (LQTS).

2. Cunppom ykopouennoro uarepsara QT (SQTS).

3. Curnpom bpyrana (BrS).

4. KatexorammHepruueckas HOAMMOPQHAs JKeAy104-
xoBast Taxukapmst (KIDKT, CPVT).
HacaencrsenHble KaHaAOIATHY IIOKA KpailHe perKko

BBISBASIIOTCS B OOBIYHOM KAMHWYECKON IpakTuke. Vx

HepBUYHAs IMATHOCTMKA OCHOBBIBAETCSI, B OOABIINH-

CTBe CAydaeB, Ha BbIABAeHMM TuimuHOoM DKI' KapTuHEI

y GOABHBIX CO CXOIHOM JIASL BCeX KaHAAOLATHUI KAMHH-

9eCKOM CYMIITOMATMKOM (CHHKOIIE, XeAyIOUKOBbIe Ha-

PYLIeHMsT pUTMa M CAydYay BHE3aIIHOM CMepPTH! B CeMbe)

MAY GeCCUMIITOMHBIX GOABHBIX Ha OCHOBAHWM TUIINY-

Hot OKI' xapTuHB BO BHempuMCTyIHBIA Iepuon. U

ToABKO KIDXKT mmarHocTupyrorcs MCKAIOUMTEABHO B

MOMEHT peTucTpalyy HeIoCpeJCTBeHHO TUIIMYHON

JKEAYIOUKOBO apUTMIUM, KOTOpasl MOXeT TpaHCop-

MUpPOBaThC B paTaABHYIO M IIPUBECTH K BHE3aIIHOM

cMeptit 60AbHOTO [1]. VIMeHHO STOT THMII KaHaAOIATHI

9acTo OMMOOYHO KAACCUUIMPYETCT KaK «MIMOTaTH-
gecKast (pUOPUAASIIIVIS SKEAYIOUKOB».

KIDKT - 5T0 HacAenCTBeHHbII CMHIPOM, XapaKTepy-
3YIOIIMIICS SAEKTPIIECKON HeCTaOMABHOCTBIO Kapauo-
MJOIIMTOB, BOSHMKAIOIIe BCAENCTBIe OCTPOii aKTHBa-
IV CYMIIaTIYeCKO} HepBHOM cucTeMsl (Ha doHe pu-
3UUYECKOI MAU 3MOIMOHAABHON HAIPY3KM) U IIPUBOS-
I K BHe3allHOM cMepTu. PacnpocTpaHeHHOCTh Ha-
caencrserHoro cuaapoMa KITKT B Hacrosimee Bpems
TOYHO He M3BECTHA, 110 MMEIOIINMCS TaHHBIM IPUOAK-
suteArHO 1:10 000 [2].

Cunppom Buepsele ommcad Coumel B 1976 1. IToraua-
Ay Coumel NpenNOAOXMA, UYTO TaXuKapaws IpH
KIDXT mmeeT MOPPOAOIMIECKYIO CXOXKECTD C apUTMMU-
e, BO3HMKAIOIIe) Py MHTOKCHKAIIMM CepAedHBIMU
TAMKO3MIAMM, 9YTO OOYCAOBAEHO HApYILIEHNEM PeryAs-
MM KaAbpIvs. BrocaencTsuu KaAbLMeBEIL TeHe3 TaH-
HOTro 3a60AeBaHMs OBIA IIOAHOCTBIO IIOATBEPKIEH, HO
0Ka3aA0Ch, UYTO IIPHUMHON SABASIOTCS TeHeTHUYeCKye My-
Tanuy. ApUTMMS MOXeT OBITh BOCIPOM3Be/leHa P
IIPOBE/IEHNI TecTa C (PU3MUECKON HarpysKoi MAM Me-
IMKaMEeHTO3HBIX IIp00 ¢ BHYTPUBEHHBIM BBeleHMeM Ka-
TexoraMuHOB. CooTBercTBeHHO, O0ABHBIM KITXKT Tpe-
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OyeTcst orpaHndeHue pU3MIECKON HATPY3KM; TaKUM
AIOISIM KaTeTOpMYecKy 3alpelleHO 3aHMMAThbCs CIOp-
ToM [3].

MexaHusM pasBUTHS XeAyTOUYKOBBIX apUTMMUIA IpK
KITXT cBasan, npexnie Bcero, ¢ M3sMeHeHeM IOTeH-
maaa pevictsus (I1/]) xapaomMmonuToB 1o Tmiy o6-
PaTHOTO HallpaBA€HMS aKTMBAIlMM CTEHKM >KeAyIou-
KOB, KOTOPBINT pOpPMUpPYETCs 3a cueT pabOThI KaAbIIe-
BEIX MOHHEIX KaHaAOB. V3menenne I1/] mpusomut x
TPaHCMYPaABbHOM IMCIEPCHI PEOASIPHU3AIINIA U pa3By-
o JKT 1o MexarmsMy ob6patHOro Bxozia (pe-eHTpn).

B MomenT npuctyna Ha OKI' perncrpupyrorcs cae-
IyIomye IpU3HaKI:

*puTM =3 HOAPAN IIUMPOKUX KoMIIAeKcoB QRS
(>120 mo0);

® KaK MMHVMMYM JIBe pasAMYHBIE MOP(OAOTHH B 3aAlle
XT (moaumopdHBIe, IByHalIpaBAEHHEIE);

e UCC >100 yn/myH uan Ha 25% BbIlle HOPMBI, COOT-
BeTCTBYIOIIel BO3pacTy;

* AV-mycconmanys B 3aAlle TaXUKapIuL;

* neyHanpasaeHHOCTH KT, ¢ Mopdororneir momepe-
mennoi BIIBAHIIT u B3BAHIII' B cranmapTHBIX OT-
Befenyax u BITHIID B rpyqHBIX OTBeIeHIIX;

¢ 3aanbl CBT, mapokcnsmer @I, BosHUKAIOLIME U30AK-
POBAaHHO MAM B xoMmOuHamuu ¢ XT 1mo, mocae man
«BHYTpW» 3aAna XT.

KITXT oTHOCAT K TPYIHO AMarHOCTMPYEMBIM 3a00-
AeBaHMAM, IOCKOABKY OHO IMAarHOCTUPYeTCs MCKAIOUN-
TEABHO B MOMEHT perucrpary Tumraaoit JKA, xoto-
past MoXeT TpaHchOopMMpoBaThCs B haTaAbHyI0. Ennn-
CTBEHHBIM 3AeKTpOKapAmorpadudeckuM Ipu3HaKoM
KITXKT BHe mpucryma MoxxeT ObITh Opamvkapaus [4].
HexoToptre mccaemoBaTteAyt OTMEYAIOT, YTO Y HallVieH-
toB ¢ KIDKT MoryT BosHMKarh u3MeHeHus 3yoma U B
BuIe ero aapTepamun [5]. OmHako oueBMAHO, YTO >TH
IpM3HAaKY He MOTYT IIOMOYh paHHEMY BBIIBACHMIO 3a-
6oaeBaHMs. EcTecTBEeHHO, B TOM CAy4ae, eCAM Harpyska
BBI3bIBaeT CMHKOIIAABHOE COCTOsIHNME, B IIepBYIO Ode-
pelnb cAenyeT MCKAIOUMTD HaAWUMe IMIepTpodpiuecKoin
KapIMOMMOIIaTHM, CMHKOIIAABHOTO COCTOSIHMS, CBSI3aH-
HOTO C UIIeMyel MuOKapia, apUTMOT€HHOM AUCIAA3H-
€11 YIAY IIPOAAIICOM MUTPAABHOTO KAaIlaHa.

OO6MOpPOK, acCOIMIPOBAHHBII ¢ PU3MIECKON HATPy3-
KOV, MOXeT BCTpeYaThcs M Y GOABHBIX C CHMHIPOMOM
yaoanaersoro QT. Ipy sToM, y 9acTi G0ABHBIX (3TO Ka-
caercst cuHApoMa yaAauHeHHOro QT mepsoro Tuma) B
CBS3M C HEIIOAHOM IeHeTPaHTHOCTHIO, yaAuHeHue QT
Ha OKI, 3adpuKcHpOBaHHON B IIOKOE, IPOSBASATHCS He
Oyzert. B 3TOM cAydae mMarHo3 MoxkeT OBITh IIOCTABAEH
P TeHeTUIeCKOM TeCTUPOBAHNMA.

Kananueckn cuanpom KIDKT xapakrepusyercs cae-
IYIOIIMMY OCOOEHHOCTSIMIA:

* MaHMdecTamys B Bo3pacTe 7-9 AeT, HO BO3MOXHO U
mocae 40 aeT;

® MY>KCKOM IIOA;

® OTCYTCTBM€ CTPYKTYPHOTO IOpaKeHNs MUOKapa;

XT, uanynuposasHble cTpeccoM (pusmueckum MAn

SMOIIMOHAABHBIM);

® BBICOKUIT pucK BHe3anHoit cMepTHt (30-50% caydaes B
Bospacte 20-30 AeT);

* BHe3aITHas CMEPTh MAY CHHKOIIE B Bo3pacTe 110 40 AeT 'y
poncreeHHNUKOB 1-it AunMM poncrsa (B 30% caydaes);

* HaOAIOZIeHVe y HEBPOAOTA MAM IICMXMATpa B aHAMHe-
3€ II0 IIOBOMY SIMACIICHI MAY YCTepUI;

® OTCYTCTBYE CTPYKTYPHEIX 3a00A€BaHMII cepaIa.

K draxropam pucka BCC B maHHOI KaTeropuu mainm-
€HTOB OTHOCATCS: 3aperucrpuposannas DX, cemeit-
He11 aHaMHe3 BCC, mosBAeHMe CMMIITOMOB B I€TCKOM
BO3pacTe, HaAMYMe B aHAMHe3e 0OMOPOUYHBIX COCTOSI-
Huit, pusuyeckas akTUBHOCTh. OTHMM U3 BasKHBIX
dakxTopoB prucka MoXeT OBITh HECBOEBpEeMEHHOE Ha-

3sHaueHne [-ampeno6ArokaTtopos. ITo xpaitHell Mepe,
cpemn 101 6oaproro KIDKT HenasHaueHme 3TOro Kaac-
ca AeKapCTB acCOUMMPOBAHO C XyAIIMM IPOTHO30M 3a-
6oreBarns [6]. OnHako, co3naTh CTpaTUPUKALVOHHYIO
IIKAaAy B JAaHHOM CAydae BecbMa HeIPOCTO, IOCKOABKY
B IOA€ 3peHNs KapIMOAOTa IIONAJaloT AMIIA C 3aBeJOMO
BBICOKVM PUCKOM BHE3aIIHO CMepPTH.

O6caenoBanye GOABHBIX C IIONO3PEHMEM B OTHOIIe-
vt Haananst KIDKT moa’kHO BKAIOYATh KpoMe pukca-
i OKT mokos, mpoBesenye cyTouHoro (man Goree
nanTeApHOTr0) MoHMTOpupoBanys OKI, Harpy3ogHoro
TecTa (KOTOPBIM TOAKEH MCIOAB30BAThCS HE TOABKO C
IMArHOCTUIECKOM IeAbIO, HO ¥ IAS MOHUTOPUPOBAHMS
3¢ddeKTUBHOCTI AeUeHMs), 3XOKapamorpaduueckoe
MCCAeIOBaHMe ¥, IO BOSMOXKHOCTH, IIpOBeleHNe Mar-
HUTHO-pPe30HaHCHOM ToMorpaduu cepana. ITomsiTka
MCIIOAB30BAHMs TeCTa C BHYTPUBEHHBIM BBeJIeHVEeM ajl-
peHaAMHa, paHee BecbMa IIONYASPHOIO, IPU HeTaAb-
HOM M3y4YeHUM He IIOKa3aA IPMEeMAEMOi UyBCTBUTEAD-
HOCTM ¥ crenudnasocTy [4].

lFenetuka cunpgpoma KIMKT

B 1999 . 6B1A0 yCTAaHOBAEHO BO3MOYKHOE MECTO AOKa-
AV3aIlMM TeHeTMYeCcKoTo nedpexTa IpyM CHHIPOME
KIDXT - Aokyc repBoit xpoMocomsl 1g42-q43 [7]. B Ha-
CTosIIIee BpeM:sI CIMTAeTCs YCTaHOBAEHHBIM, UTO 3a pas-
BUTHMeE TUIIMIHBIX KAMHIYECKMX IIPOsIBAHNUI CMHIPOMA
KITXKT oTBeTrcTBeHHBI MyTalluy Kak MUHUMYM B 3 re-
Hax. Bergeasior Heckoabko rerorunoB KITDKT (taba. 1).

ITepssnit rerorun KIDKT (CVPT1) cBssan ¢ reHoMm
PMaHOIMHOBEIX pelenTopos RyR2, KapTMpOBaHHBIM B
Aokyce 1q42-q43. TlpakTuuecku OTHOBpEMEHHO B
2000 r. B Mtaanu [8] u Gurrsummm [9] 6s1au 0OHApYXKe-
HBEI MyTalli 3TOTO TeHa, accouuyposannbie ¢ KIDKT.
PranonMHOBEIN perienTop SABASETCS OCHOBHOM COCTaB-
ASTIOIIEN KaABLIMEBBIX KAaHAAOB B CApKOIIAA3MaTHIECKOM
petnkyayMe Kapayomyorntos [10]. Beaen 3a akTvBanm-
e ITOTeHIMAaA-3aBUCMMEBIX KaAbIIMEBBIX KAHAAOB B TIAA3-
MaAeMMe PUAaHOIMHOBEIE PelelITOPEl BEICBOOOXKIAIOT
MOHBI KaAbIVs, XpaHAIIMecs B capKOIAa3MaTHIeCKOM
PeTUKyAyMe KapAMOMMOIMTOB, B Pe3yAbTaTe Yero BO3-
HYKaeT COKpallleH/e CepIedHOI MBIIIIBI, TO eCTh OHU
UIPAIOT TAAQBHYIO POAD B TaK Ha3bIBaeMOM «KaAbIMI-MH-
IyIMPYeMOM BBICBOOOXKIEHVV KAABITVS.

PesyAbTaTOM IreTepO3UIOTHEIX MyTaluii B reHe RyR2
apasercs passurie 50-55% cayuaes KITXKT [3]. K na-
CTosIEeMY MOMeHTy ommcaHo 155 myranuit. C myTa-
OUAMU B 5TOM TeHe TakXXe CBA3aHbl TakKue HacAel-
CTBeHHBIe 3a00AeBaHNS, KaK apUTMOTeHHas IVUCIAA-
315 IPaBOTO XXeAynodka [11], curIpOM yIAMHEHHOTO
narepsara QT 1 tuna [12] u cuEIpOM BHE3AIHOM HET-
ckoit emeptu (SIDS) [13]. CpenHsis IeHEeHTPAHTHOCTb
MmyTanuii B 5ToM rere (B orHomenuu KIDKT) cocras-
AsteT 83% [2].

Bropoit rerornnn KIDKT (CVPT2) cBsi3an ¢ MyTanms-
M} B TeHe KaAbcekBecTpuHa-2 (CASQ?2), xapTpoBaH-
Horo Ha 1 xpomocoMe B Aokyce 1p13.3-p11. Kaabcekse-
CTPMH-2 SIBASIETCS OCHOBHBIM KaABIIUI-CBA3bIBAIOIIIM
6eAKOM B CapKOIIAA3MaTIIECKOM PETUKYAyMe Kapamo-
MyorToB. OH PYHKIIMOHAABHO U PU3MUECK CBA3aH C
PMaHOIMHOBBIM penentopoM RyR2 u dopmmpyer 1mo-
AVIMEpHl TePMUHAABHOM IVICTEPHBI CapKOIlAa3MaTiye-
CKOTO peTMKYAyMa B 3aKPBITOM PUMaHOIMHOBOM pellell-
TOpe, 9TO TakKXe obecIeunBaeT IIPOMEXYTOIHOE Xpa-
HeHJe VIOHOB KaABIVsL.

Buepssle myTtanmu B rene CASQ2 ObIAM OIIMCAHBL
7 mereit u3 ceMeiictsa benynnos B ceBepHOM J3pan-
Ae [14]. Ha cerommsauramit 1eHp u3BecTHO 6oaee 10
MyTanuit. MyTanmm B 3TOM TeHe M3MEHSIOT IPOoIecc
0CBOOOXKIEHNS IOHOB KAABIVS U3 BHYTPUKAETOIHBIX
memo [15].
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Ta6bnuua 1. [eHOTUNbI KaTEXONaMUHEPrUYECKON NONUMOPHOIA JKeNYA0UKOBOI TaXMKAPAUN

XpomocomHaa | Konuuectso DYHKUMOHANBHBIN
leHoTUN leH . benok NocnepctBua| Tun Hacnea. ®eHoTun
noKanusauums MyTauum ekt
CPVT1
BeicBObOMAEHME Lar1
- - 2+
CVPT1 RyR2 1g42.1-q43 155 PeuenTop puaHoguHa-2 T 11ca AD ARVD,C2
SIDS
CVPT2 CASQ2 1p13.3-p11 ~15 Kanbceksectpun-2 R M ca AR CPVT2
KanbLua B fuacrony
CPVT
I, KanueBbIit KaHan C
CVPT3 KCNJ2 | 17q21.1-q24.2 1 (Kir 2.1) AD/AR P
LaT7
AHKMpPUH B — cBA3bIBalOLMIA CPVT
CVPT4(?) ANKB 4q25-q27 1 6enok, obecneunsaer Na/Ca AD/AR LQT4
06MeH B KapaMomMmuoLuTax

MpumeyaHmne. AD — ayTOCOMHO-AOMUHAHTHBI TUN HacnefoBaHusA, AR — ayTocoOMHO-peLeccuBHbI TUN HacnenoBanus, CPVT — katexonamuHepruyeckas
noauMmMopdHas xenyaoukosas Taxukapaus, LQT — cuHapom yanuHenHoro uxtepsana QT, ARVD/C — apuTMoreHHas gucnnasus npasoro
eNyaoyKa/apuTMoreHHas KapAMoMMOonaTusa NPaBoro xenyaoyka, SIDS — cuHApOM BHE3aNHON AETCKO CMepTH.

Ta6nuua 2. PekomeHAaUUM No reHETMYECKOMY TECTUPOBAHMIO

PekomeHpauus

Knacc YpoBeHb

PeKOMeHﬂOBaHO BbINOJIHATbL reHeTUYeCKOoe TeCTUPOBaHUE Ha BpO)KﬂeHHbIVI CUHOpPOM KIMXXT Bcem LETAM U NOLAPOCTKAM C TaKUMU

thakTopamu pucka BCC, kak MHAyLMpoBaHHbIe GU3NYECKON UAK CUNBHOI IMOLMOHANLHON Harpy3koi nonumopdHas KT, I B

CUHKONE, CepAeYHbI apecT, a TaKKe NnLaM, UMeloLWnUM B CEMENHOM aHaMHe3e YKa3aHus Ha BCC

[eHeTUYeCKoe TeCTUPOBAHME PEKOMEH0BAHO BOJIbHBIM C BbICOKOW BEPOSTHOCTbIO AnarHo3a KMIKT, ocHOBaHHOM Ha AaHHbIX

aHaMHe3a, cemeliHoi UCTopuY, 3neKTpoKapamorpaduyeckom deHotune 3a60N1eBaHus, pe3ynbrarax CTPecC-TeCToB € hU3NYeCKOi I C

Harpy3Koil (TpeaMUn-TecT) UNK BBEAEHNEM KaTeXoNaM1HOB

[eHeTnyeckoe TeCcTupoBaHue poaCTBEHHUKOB 1-2 ctenenu POACTBA PEKOMEHL0BAHO NPU YCNOBUU BbiABNEHUA naTtoreHeTu4ecKomn

MyTaLuuu y npobaHga

IIb C

beaxn RyR2 n CASQ2 BOBA€YeHH B OIMH BHYTPU-
KAETOUHBIN MeTaOOAMYeCKUIA IpoIecc, CBA3aHHBINA C
KOHTPOAEM IOTOKOB BHYTPUKAETOUHOTO KAaABINS U
KOHIIEHTpAIIMU CBOOOTHOTO KAaABIVS B IIMTOIAA3ME.
Bcaencrsye MyTanuit B 000MX reHax IPOUCXOIUT YCH-
AEHHOe BBICBOOOXKIeHMEe VIOHOB KaAbIMS U3 CapKo-
IIAa3MaTNIeCKOTO PeTUKYAyMa B OTBeT Ha BXOJ IOHOB
KaAbIVA B KAETKY, BBI3bIBas IIeperpysKy KAeTOK MOHa-
MM KaABIVS, YTO YCUAMBAET TPaHCMeMOpaHHYIO IVC-
HePCHIO genomlpmamm u sanyckaer XT mo mexa-
HM3MY OOPaTHOTO BXOZIA SAEKTPUUYECKOTO BO30yXKIe-
HMsI, TO eCTb pe-eHTpH [16].

B passutun KIDKT npenrnoaaraercs ydacTue u opy-
ruX reHoB. Tak, HEKOTOpBIe aBTOPHI CIUTAIOT, UTO MyTa-
st B TeHe KNJ2 cBsi3aHa He TOABKO C pasBUTHEM CHH-
npoma Aunepcena/LQT7, vo u ¢ CPVT3. Eme y onroro
6oapHOrO ¢ KIDKT ommcana Myranys B reHe aHKUPH-
Ha-B, KoTopas TakKe MMeeT MeCTO IIpM Pa3BUTUI CHH-
npoMa ynamHeHHoro mHTepBara QT 4 tuma [17]. Bos-
MO>KHO, MyTauyy B reie RyR2 o6yCAOBAMBAIOT TaK Ha-
3BIBA€MBIVI CHHAPOM BHE3AITHOM CMEPTH Y MAaZeHIEB
[18]. B mocaennee BpeMsi MMeEIOTCS IIPEINIOAOXKEHNS,
uyto MaronaTndeckas PX MoxeT ABAATBCA OIHON U3
dopm KIDKT. Ognako s1v MyTanmy TpeOyIoT TaAbHeli-
mero u3ydenus (Taba. 1).

Henasno [19] 6s1ra mpomeMOHCTpUpOBaHa BO3MOX-
HOCTB TOTO, YTO APyIue reHeTudecKye AedeKThl MOIYT
6b11b OcHOBOM mAst KTDKT. BrLsiBAeHBI 3 pelleccuBHbIe
mytamuu B reHe Tpuaanaa (TRDN). DtoT TpancMem-
OpaHHEI GeAOK, B3aMMOIENCTBYS C PUAHOIMHOBBIMI
pelienniTopaMy, Tak>Xe BOBA€UEH B PeryAsIuIO BHYTpH-
KAETOUHBIX IIOTOKOB KaAbIyua. B To >xe Bpems, y
30-40% OOABHEIX He ymaeTcs MIOeHTU(UIMPOBATE My-
TaIlVi B YIOMSHYTBIX BBIIIIE TeHax.

FeHeTnyeckne ocobeHHocTu cuiapoma KMXT
Anaans macaenoBaums KITKT mmosBoAsieT BBISIBUTH

psiI 0cOGeHHOCTe HacAeOBaHM CMHIPOMa, KOTOPbIe

CAellyeT YUUTHIBATh B IMATHOCTMIECKOM IOUCKe:

® HU3Kasl IeHeTPaHTHOCTD;

BO3MOXKHO 0eCCHMIITOMHOe HOCUTEABCTBO IIaTOAOIH-
YEeCKMX aAAeALH;

® KOppeAsIs MeXy TeHOTUIIOM 1 (PeHOTUIIOM OTCYT-

CTBYET;
® BLICOKas TeHeTHdecKas TeTeporeHHOCTh: 4 (?) reHa,

6oaee 170 myTammit;
® HacAeflyeTcsl IPeMMYLIeCTBeHHO ayTOCOMHO-IOMM-

HaHTHBIM, PeXXe ayTOCOMHO-PeIeCCMBHBEIM ITyTeM.

Het nOAHOI SICHOCTH: BAMSIET AM AOKAAM3ALNS MyTa-
I B TOM MAM MHOM y4YacTKe TeHa Ha KAMHMYeCKHe
nposiBAeHns 3aboaeBanns. [Tokasano, uTo Gpammkap-
st Ha DKI' BHe IpuCTyIa He 3aBUCUT OT AOKaAM3aII
MyTauy [20].

Koppeasmmsa Mexxay reHOTUIIOM, (peHOTUIIOM, KAMHH-
9eCKMMM OKa3aTeAsIMI, CTpaTPyKayii pucKka 1 OITH-
MaAbHBIM TepalleBTMYeCKUM IIOIXOIOM OTCYyTCTBYeT.
EcTp ykasaHms Ha TO, 4TO y GOABHEIX C IIO3/(HEN MaHM-
decranmeit cuanpoma (ocae 21-ro roga >XusHM) B OC-
HOBHOM MYTaIlMy AOKaAW30BaHHL B reHe RyR2 [21]. B To
Ke BpeMs He yIaAOCh BBIABUTD JOCTOBEPHBIX PasAMUMIA
B pYICKe BHE3AIIHOM CMEPTH B 3aBUCMMOCTH OT F€HOTHIIA.

B Poccmitckux HallMOHAABHBIX peKOMEHIalMsIX IO
IpopuAaKTVKe BHe3aIHON cMepty [22] mpenmaaraercst
cAenyIomuii HabOp HeMCTBIUI IO IIPOBENeHNIO TeHeTH-
9eCKOTO TeCTHpOBaHMA (eCTeCTBEHHO, IIPU HaAMYUHI
TEXHUYECKOI BOSMOXKHOCTH) (TabA. 2).

3a py6exKoM CyIIecTByeT HeCKOABKO CTpaTeryii TeHeTH-
9eCKOIO TeCTUPOBAHMS — AMOO IIOCAEIOBATEABHOE CEKBe-
HypoBaHMe (TO eCTb MCCAeOBaHMe CTPYKTYpPHI I'eHa) OT
HanboAee BEpPOATHOTO IeHa K GOAee pelIKo BCTpedaro-
mymvcst. OHAKO ¢ yIIpolLIeHeM, i TAaBHOe C yielleBAe-
HJeM MeTOIMK CeKBeHMpOBaHMs BCe yallle MCIIOAb3YIOT
MYABTUTEHHEIE IIaHEAN, HO3BOASIONINE IIPOBECTH HOMCK
Cpasy Bcex BOSMOXKHBIX MyTalliii, 1 mpoBecTu mmdpdpe-
PEHIAABHBIA [MAarHO3 C JPYIMMM T€HETHYecK! 00-
ycaoBaeHHbIMI aputMusavu. B Espone un CIHA cosnana
U ycIelHO (byHKIMOHUPYET LieAast ceTh TeHeTMIecKmX
AabopaTopuit, ClIeNMAAM3MPOBAHHBIX B 0OAACTH BBISIBAE-




Ta6nuua 3. PekomeHaauum no npoMnakTUKe BHE3aNHO CepAeyHoil cmepTyn y 60nbHbIx KIKT

PekomeHpauus

Knacc YposeHb

MauuneHTam c yctaHosneHHbIM anardo3om KIMKT (knuHUYecku n/unu ¢ nomMoLybio MoneKynsipHo-
TEHETUYECKOro UCCNe0BaHNA) PEKOMEHAYETCA N3MEHeHNe 06pasa XU3HU (MaKcuManbHoe
orpaHnyeHne hu3nyeckux Harpy30K, COpeBHOBATENbHON CNOPTUBHOM AEATENbHOCTU, CUNbHBIX

amouuit)

MauneHTtam ¢ guarHo3om KMIKT, ycTaHOBAEHHBIM KTMHWYECKM, PEKOMEHAYETCs Ha3HaueHue beta-

610KaTopoB

B uensx sTopuyHoit npodunaktvkn BCC naymeHTam ¢ yctaHoBaeHHbIM AuarHo3om KIKT
(KNMUHMYeCKN 1/UAn C NOMOLLbIO MONIEKYNAPHO-TEHETUYECKOTO UCCIe[0BAHMSA), UMEIOLMUX OCHOBHOM
(haKTOp prCKa KaK yKa3aHWs B aHaMHe3e Ha OCTaHOBKY CepALia, PEKOMEHYeTCA UMNNaHTaL A

KapanoBepTepa-aeuopUNIATOpa U HazHadyeHue 6eTa-afpeHo610KaTopos

B uenax sTopuyHon npounaktuku BCC naumeHTam c yctaHoBneHHbIM gnarHosom KIMKT
(KNMHMYeCKN 1/UAn C NOMOLLbIO MONIEKYNAPHO-TEHETUYECKOTO UCCIE[0BAHMSA), UMEIOLMM TaKOiA
OCHOBHOI1 (haKTOp pUCKa KaK yKa3aHue B aHaMHe3e Ha OCTaHOBKY cepaLa, pa3BuBLIeiica Ha oHe

Tepanuu 6eTa-agpeHobs0KkaTopamu, pekomeHayetcs umniantayus NKJ

IIa C

MaumneHTam c ycTaHoB/NEHHBIM B AETCKOM UK 3penom Bo3pacte auarHozom KMKT (c nomotwbto

MOJIEKYNAPHO-FEHETUYECKOTO UCCNEA0BAHMA) MPY OTCYTCTBUN KITMHUYECKUX NPOSABIEHU, IIb C

peKoMeHAyeTcs HasHayeHue GeTa-610KkaTopoB

HIS TOTO MAM MHOTO TeHeTndeckoro 3aboresanus. K co-
>KaAeHMIO, 0co0eHHOCTH POCCHIICKOTO 3aKOHOIATEABCTBA,
Kacarolyecs: BbIBO3a OMOAOIMUYeCKIX 00pasIoB 3a IIpe-
TIeABI CTpaHBI, CTABUT HEIPEOIOAMMBIN Gapbep Ha IyTn
CTAaHIAPTHOTO CIOCO0A MUCIIOAB30BAHMS TAKUX AabOpaTo-
Pyt (OTCBIAKA TeHEeTHYeCKOTO MaTepyaAa IIo moure ¢ Oe-
3HAAMYHOM BIIOAHE yMEpPEeHHO OIAATOM BBIIIOAHEHJ
anaAmsa). ITposezieHne Takoro aHaAM3a BO3MOXKHO AMIIb
B CAy4ae AMYHOTO Bble3/ia GOABPHOTO IASI aHAAN3A.

Jleuenune G6onbHbix KMKT 1 npodunakruka
BHE3anHoi cepaeyHoi cMepTu

YanThIBast TOT paKT, YTO OCHOBHBIM TPUITEPOM apHUT-
MUM ABAsIETCs pu3MdecKas HarpysKa, 3aHATH CIIOPTOM
U MHTeHCHBHas du3nyuecKas Harpyska IpOTHUBOIIOKa3a-
HBI TaKuM OOABHBIM. CUMTaeTCs, 9TO TaKOJ >Ke II0XOI
CAellyeT IPUMEHSTh U K OeCCUMIITOMHBIM HOCUTEASIM
HIAaTOAOTMIECKMX MyTaIIVit.

OCcHOBHOJ crtOcO0 IpeIOTBPAIIE NS SIM30I0B JKEeAy-
TOUYKOBOV TaxMKapIui B COOTBETCTBME C MeXaHU3MOM
passutus KIDKT sBAseTcs HasHavyeHMe GeTa-ampeHO-
6A0KaTOpOB. VIMeltorcs cBenmeHus, 4To Hanboree 3¢-
peKTMBHBIM A€KaPCTBOM Y TaKMX OOABHBIX SBASETCS
HazmoAoa [6] B mose 1-2,5 mr/xr/ nens. Eme omamMm pe-
KOMEHIOBaHHBIM ITperapaToM SBASETCS IIPOIPAHOAOA
(2-4 mr/xr/nens). Cunraercs meArecOOOpasHBIM JC-
IIOAB30BaTh MaKCMMaABHO IePeHOCHMBIe NO3MPOBKU
npernapata. ¢ddeKTUBHOCTh Ha3HaUeHus OeTa-anpe-
HOOAOKATOPOB M MX JIO3MPOBKA KOHTPOAUPYETCS C II0-
MOIIBIO IIOBTOPHBIX HarpPy304HBIX TecToB. HeT mccae-
TOBaHMI, KOTOPHIe OBl M3Y4MAY LIeAeCO00Pa3sHOCTh C-
HOAB30BaHWS IIPeNapaToB y GeCCMMITOMHBIX HOCHTE-
A€t TTaTOAOTMYECKMX MyTaIlMil, HO 3KCIEPTHl CIUTAIOT
IeAecoOOpasHBIM HasHaueHNMe TaKUM AIOISIM aHAAO-
TMYHBIX JO3MPOBOK GeTa-aIpeHOOAOKATOPOB.

AABTEpHATUBON NIAA P-aZpeHOOAOKATOPOB, Bepo-
ATHO, MOXeT OBITh MCIIOAB30BaHUe OAOKATOPOB KaAb-
IMeBBIX KaHAAOB (BepallaMMAa), JAS MCIIOAB30OBaHM
KOTOPOTO MIMeeTCsl TeopeTideckoe 00OCHOBaHME U He-
GOABIIIOE KOAMIECTBO KAMHIYECKUX HabATonenit. [Tpn
Ha3sHauUeHMM BepallaMuAa TakKXe JOAKHEI MCIIOAB30-
BaTbCs MaKCMMAABHO IIepeHOCHMBIe O3Bl IIpelapara
[23]. Octaercsa Bonpoc, coxpansercst Au 3¢peKT Ipelia-
para Ipu JAMTeABHOM Ha3HaueHM.

O¢dPeKTUBHOCTD B-aZpeHOOAOKATOPOB, K COXaAe-
HUIO, He SIBASIETCs CTOIPOIeHTHOM. 1o pasHEIM cBene-
HUAM, Ha ¢oHe mx npumenerns or 70% [24] nmo B
30-40% cayd4aeB Oera-aZpeHOOAOKATOPHI HE IIpef-
orBpamator apurMuu [21] npumepro y 15% GoABHBIX
SIM30IBI MOTYT OBITh (paTarbHEIMM [6]. [JOIOAHMTEAD-
HBIM IIpellapaToM B TAKOM CAydYae MOXeT OBITH ae-

KanHUA. B oTAamume or B-ampeHoOAOKaTOpa, IIpen-
YIpeXIalolero apuTMIIo, OAOKUPYS IeiCTBUe alpe-
HaAMHa, dAeKauHu, IO-BUAUMOMY, KpOMe MOUIHOTO
MHTMOUTOPHOTO IeJICTBYS Ha HaTpUeBble KaHAABI, CIIO-
co0eH HelOCpeICTBeHHO VHIMOMPOBATh PUAHOIMHO-
BBl PeIeNTOPE, IpeNoTBpallas Ype3MepHbIil BEIGPOC
1moHOB Kaabims [25]. Takum o6pa3om, MOXKHO Haze-
ATHCS Ha CMHEPIM3M JeCTBIS IByX ONHOBPeMeHHO Ha-
3HaYEeHHBIX AeKapCTB.

Ommncana 3¢ppeKTMBHOCTS HasHaueHMsT pAeKanHMIA
y Tex G0ABHBIX, Y KOTOPBIX He yHaeTcs JI0OUThCs 9¢-
dpexTa Ha3HaueHMEM [-agpeHOOAOKATOPOB [26]. Ddp-
bexT dprekamHMITA OTMEYAETCS B TOM UMCAE U Y GOAB-
nex KIDKT, y KOTOpEIX He yIaAOCh BEIIBUTh TeHeTIYe-
CKyIO OCHOBY aput™uu [27].

Bompoc 06 vMIAaHTarmy Kapamoseprepa-necubpya-
ASTOpa IOAXKEH CTaBUTBCI TPy Hed(PpeKTMBHOCTI Me-
IMKaMEeHTO3HOTO A€UeHMs ¥IAM TOIZa, KOTla B aHaMHe3e
HIPUCYTCTBYIOT 3IM30/bI OCTAHOBKM cepna (TabA. 3).
ITpu 5TOM CAemyeT MMeTh B BIILY, 9TO TaKas Olepans He
MCKAIOUAeT IPOITOAKEHNSI aHTHAPUTMIIECKOI TepaIi
M MOXeT, B CBOIO ouepelb cO3/laBaTh JOIIOAHMTEABHBIE
npobaeMsl 1As 6GoapHOTO. OmNcaH CAydYait, KOIa MM-
IAQHTMPOBAHHBIN KapayosepTep — IedpUOPUAAITOP
BBI3BaA CBOeOOpa3sHOe OCAOXKHEHME — eT0 paspsl, BbI-
spanHb s1m3onoM KIDKT, B cBoro ouepens, nopoxast
BBIOPOC KaTEXOAAMMHOB, IIPOBOLMPOBAA OYEPEeTHON
smmson KIDKT u, cooTBeTcTBeHHO, OUepeiHON paspsin
nednOpMAAITOpa. DTOT 3aMKHYTHI KPYT YIaAOCh Pa3o-
PBaTh C OMOIIBIO Ha3HAYEHVSI OITHOBPEMEHHO OeTa-all-
peHobAOKaTOPOB U doaekavHMIA [28].

Emre omma crioco6 Aeuerns 60apabIX KTDKT — ceek-
TUBHAs CUMIIaTIUecKas TeHepBalys, KOTOPYIO CeTONH:
€cTb BO3MOXKHOCTh IIPOBOINUTE C MCIOAB30BAaHMEM Ma-
AOMBa3MBHOIO TOPAKOCKOIMYeCKoro gocryma. ITokasa-
HUSAMM JAS 9TOTO BMeIIaTeAbCTBA CAYKHUT HaAMdMe
IPOTMBONIOKa3aHMI A 6eTa-apeHOOAOKATOPOB MAU
ITAOXasl IPUBEP>XKEHHOCTD K ¥IX IIOCTOSHHOMY IIpMMeHe-
HUIO, HEBO3MOXXHOCTb MMIIAAHTHPOBATh KapIyuoBep-
Tep-1epuOPUAAITOP, IOBTOPHBIE SIM30IEI TaXMKap-
oMY Ha MaKCHMaABHOM MeIMKaMEeHTO3HOM Tepammyu
IpY YCAOBUM MIMIIAAHTAIIMM KapIuoBepTepa-neduo-
puaasTopa [29]. DddeKkTuBHOCTE 3TOM IpoLEnyPHI
OblAa IIpOIEeMOHCTpUpOBaHa 1 y xereii [30].

Taxnm 06pa30M, KIDKT sBAstsIch, K C4acThIO, DOCTa-
TOYHO peIKuM 3aboAreBaHMeM, TpeOyeT OOABLINX YCH-
Amit 1A o6Hapy>keHys. OCHOBaHMEM IIASI TOTO, YTOOBI
3aII0JJO3PUTh STOT HACAICTBEeHHBI CMHIPOM, ABASIETCS
pasBUTHEe CMHKOIAABHBIX COCTOSHMIA IpY (PU3MIECKON
MAM SMOIMOHAABHON Harpyske. HeobOxomimMo Taxxe
MIMETh B BUJy BOSMOXKHOCTD HaAW4Ms O€CCMMITOMHOTO
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HOCHTEABCTBA MYTallU B T€X CEMBAX, B KOTOPHIX peryu-
CTPUPOBAAMCh CAydayl paHHe} BHe3allHOW CepIedHOM
cMepTt. JIAd co3maHMs yCAOBMIL, IpU KOTOPHIX Oyzer
BO3MOXKHO BBISIBA€HNe 3TOTo 3aboreBaHms B Poccur,
HeoOXOIMMO CO3[aHMe CeTU IeHeTHIecKMx Aaboparo-
PYIL, AU XOTsI OBI OOA€TYeHye TASI HAlMX OOABHBIX JI0-
CTyIa K MeXXITyHapOIHOM MX CeTH.
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