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B o0630pnou cmamve obcyscoaomes akmyanvhvlie aAcnekmvl OUASHOCMUKY HACLIEOCBEHHbIX aAPUMMUYECKUX
CUHOPOMOS, CONACHO KIUHUYECKUM PEKOMEHOAYUSM, U MPYOHOCHIU, CLONCUBUUUECS 8 PEANbHOU KAUHUYECKOU NPakmuke,
a maxaice 603modicHble nymu ux pewterus. CucmemHulil U MyTbmUuOUCYUNIUHAPHBLI ROOX00 K PEeUeHUIo SMmux 3a0ad 6yoym
CROCOOCMBOBANM NOBLIUEHUIO IPPEKMUSHOCU KAUHUKO-2CHEMUYECKUX UCCIe008ANHUL, U MeM CAMbIM VIVUUEHUIO
NPOPUIAKMUKYU 3TOKAYECTNEEHHBIX APUMMULL U BHE3ANHOU cepOeUHOll cMepmil.
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The review article discusses current aspects of diagnostics of hereditary arrhythmic syndromes, according to clini-
cal guidelines, and difficulties that have arisen in real clinical practice, as well as possible ways to solve them. A systemic
and multidisciplinary approach to solving these problems will contribute to increasing the effectiveness of clinical genetic
studies and thereby improving the prevention of malignant arrhythmias and sudden cardiac death.
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HacnencrBeHHble apUTMHUM COCTABISIIOT OoJjiee 1MO-  aHOMAJIMEH Cep/IeuHBIX MOHHBIX KaHAJIOB (KaHAJIONaTHH),
JIOBUHBI BCEX HM3HAYAJIbHO HEOOBSICHUMBIX CIydaeB BHE-  BbIIBIsUIHCH B 30% cilyyaeB, a MJHONAaTHYECKUE CTPYK-
3amHOM cMepTH y Mojonsix Jitonei [1-3]. Ilpu aToM Ha-  TypHBIE HOpaXKEHHs CEpALA, OCOOCHHO TUnepTpopuyecKas
CJIC/ICTBEHHBIC ApUTMUM, BBI3BAHHBIE HCKItOYMTENbHO  Kapauomuonatus (KMII) - B 70% ciyuaes [1, 4]. Hacnen-
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CTBEHHBIC APUTMHUYECKHE CHHPOMBI 0€3 CTPYKTYPHBIX H3-
MEHEHMH cepaua, SBistoTcs npuanHoi 10% u3 1,1 munnu-
OHa ciy4aeB BHe3anHoil cmeptu B EBpone u CILA [5-7].
PaHHsIs IMarHOCTHKa HACJEJCTBEHHOW apUTMHH MOXET
3HAUUTENILHO CHU3UTh PUCK BHE3AITHOW CEPJICYHON CMEPTH
(BCC), nockonbky npumepno B 30% ciyuaes BCC sBus-
€TCsI IEPBBIM CUMIITOMOM 3THX 3a0osieBanuii [4, §].

MoHoreHnHble 3a00I€BaHNsI MOTYT OBITh NMPUYMHON
BCC, cpeau KOTOpbIX 4acTo MPEACTABICHBI CIIEAYIOIINE OC-
HOBHBIE HO30JIOTHYECKHE (DOPMBI, UMEIOIINE YHUKAIHBIE,
HO NEPEKPHIBAIOIINECS KIMHUYECKUE MPOSIBJICHUS U I'eHe-
THYECKHUE acCOLMALMK: CHHAPOM YUIMHEHHOTO HHTEpBaa
QT (LQTS - long QT syndrome), CHHIPOM YKOPOYCHHO-
ro uatepBasa QT (SQTS - short QT syndrome), curmpom
Bpyraga (BrS), karexomamuHeprudeckasi IOJUMOpgHast
xeynoukoBast taxukapausi (CPVT - catecholaminergic
polymorphic ventricular tachycardia), cuaapom panHeii
penonsipuzannu (ERS - early repolarization syndrome) u
uaronaruieckas Guopmuisnus sxenyaouxon (DOXK) [6, 9].

BeisiBisieMoCTh HaCIEACTBEHHBIX apUTMUIT U 3 dek-
TUBHOCTH 00pbOBI ¢ BCC, Hapsiay ¢ MEINKO-COLMAbHbI-
MU (aKTopamu, 3aBUCAT OT OCBEAOMJICHHOCTH M IIpaK-
THYECKUX HaBBIKOB Bpaueil mmpokoro npodwms [10, 11].
Bo03MOKHO, 3TUM 00BSCHSIETCSI AUCCOHAHC MEXAY JeKIIa-
PHUPYEMOii 4aCTOTON HACJIEICTBEHHBIX apUTMUHN B TIOIYJIs-
LUK U CIIOXKMBIICHCS peajbHONW MPAKTHKOW, KOTOpasl Kak
MIPaBUIIO CBOJUTCS K OIIMCAHUIO €IMHIMYHBIX KIMHUYECKUX
snu3070B. [To nanHbIM onpoca EBponelickoit acconuauu
cepaeunoro putMa (European Heart Rhythm Association,
EHRA), nposenennoro B 23 crpanax EBpomsl, 6onee 50%
KIIMHUYECKUX LIEHTPOB HE yYacTBYIOT HU B KAKOM BHJIE pe-
rucTpa (HalMOHAJIbHOM WIN €BPOIEHCKOM) HAcleACTBEH-
HOUW apuTMHH, BEPOSITHO, H3-3a 00JIee HU3KOW BBISBIISIEMO-
CTH HACNeJICTBEHHBIX aputMuii [1, 6, 10].

B kimmHMYeckol mpakThke, Kak IMPaBWIIO, BBISBIIS-
10T CHHJpPOMAaJIbHbIE BapHaHThl HACJIEICTBEHHBIX apUT-
Muit (curnapoms! bpyrana, [xepsemna-Jlanre-Hunbscena,
Tumotn, Anaepcena-TaBuia), XapaKTCPHU3YIOIIUECS KaK
KapJHalbHbIM, TaK M OJKCTpaKapAUaJbHBIM (EHOTHIIOM
[12-14]. Onnako HacieICTBEHHbIE aPUTMHUU MOTYT MpO-
SIBJISITBCSL  HECTEUM(PHUIECKUMH  ITpU3HaKaMu (0OMOPOK,
cepaleOUeHne, CyIOpOTH), W HEPEIKO ocTaBaThesi Oe3
JIOJDKHOTO BHUMaHUsI Bpadel. [IpuunHOI 3TOrO sIBISIOT-
Csl PacrnpoCTpaHEHHbIE B MOMYJSIMU ajuIeld (YyHKINO-
HaJILHOTO PUCKA WM CJ1a00 NEHETPAHTHbIE TEHETHUECKHE
BapuaHThl, /ISl (PEHOTHITMYECKOH OSKCIIPECCUH KOTOPBIX
HEOOXOAMMO TPHUCYTCTBHE IOTOJHHUTENIBHBIX (DaKTOPOB
pHCKa: BIMSHHE JIEKAPCTB, JICKTPOJIUTHBIC HAPYLICHUS,
nuxopajnka u T.1. [7, 10].

B nocnennue rogsl B Poccuiickoit denepanuu cy-
IIECTBEHHO YIyYIIWIACh JOCTYITHOCTh OKa3aHUsl BBICO-
KOTEXHOJIOTHYHOW MEIMIIMHCKOM ITOMOIIM MaleHTaM C
Cep/IeUHO-COCYANCTHIMH 3a00JIeBaHHUSMU, BKIIIOYAs MaIy-
€HTOB C YKM3HEYTPOXKAIOIMMHU apuUTMHsAMH. B pesynbrare
3HAQUUTENFHO BBIPOCIA YacTOTa HMIUIAHTAIMN KapHo-
BEpTEPOB-1ePUOPMIISITOPOB U AIIEKTPOKAPANOCTUMYJIS-
TOpOB, @ TAK)KE BHIMIOJIHEHUsI abialoHHoM Tepanuu [15].
B cBoro ouepenp, 3T0 TpeOyeT ONTHMH3ALWHM OKa3aHHs
CTeaIM3UPOBAaHHON TOMOIIM, KOTOpasi CIIOCOOCTBOBAA
OBl YJIy4IICHHIO JOCTYITHOCTH MEIUKO-T€HETHYECKUX HMC-
CJICIOBaHMH Y MAIlMEHTOB C HACJICICTBEHHBIMU apUTMHUS-
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MH Ccepilla, a TaKKe pealn3alud 00pa30BaTEIbHBIX
MporpaMM, HarpaBJICHHBIX Ha MOBBIIICHUC HUH()OPMHUPO-
BaHHOCTH U KOMIIETEHIIUH Bpavyei.

C y4eToM BBIIICU3TI0KECHHBIX TPEICTABIISICT HHTEPEC
OCBEIIEHHE CUCTEMHOI'0 MOAX0/1a K TUArHOCTUKE HACIe/I-
CTBCHHBIX apUTMHIA U aHAJIN3 BO3MOXKHBIX MPUYHH OIIU-
OOYHOM W/WIIM OTCPOYCHHOW IMATHOCTHKH ITHX COCTOS-
HUH B peasibHOM KIIMHUYECKON TIPAKTHKE.

HeobxomumMo OTMETHTh, YTO MOIPOOHBIA aHAIH3
TPYIHOCTEH TUArHOCTUKH HACIICCTBEHHBIX aPUTMUH, CBSI-
3aHHBIX C U3BECTHBIMU OTPAHMYCHUSMHU U OIIMOOYHOM
HUHTEpIpETAIMeH Pe3yJabTaTOB WCCICIOBAHUM, MMO3BOJST
MOBBICUTE 3(P(PCKTHUBHOCTh OKA3aHMsI MEIMKO-TCHCTHYC-
CKOU IMOMOIIY MAIMEHTaM C TOJ03PCHUECM Ha KaHaJola-
tuu. [lowck WHpOPMAIUM MPOBOIMICS B MEXKIYyHAPOI-
HBIX 0a3ax JaHHBIX, TakuxX kak PubMed, Scopus, Web of
Science n Cochrane Library, a Taxxe B poccuiicknx 0a3zax,
BKITtouas eLibrary.

PACITPOCTPAHEHHOCTbD
HACJIEJICTBEHHBIX APUTMUM B
nonyjiaaauu

Heo0xonmumMo OTMETHTB, YTO JaHHBIE O PacIpo-
CTPAaHEHHOCTH OT/CJIBHBIX CEPACYHBIX KaHAJIOMATHH B
oOmmel MomyJsIuy SIBISIIOTCSA pe3yJIbTaTaMi MeEKayHa-
POAHBIX MHOTOLIEHTPOBBIX HCCIIEIOBAHUH, HA OCHOBAaHUN
KOTOPBIX CO3/al0TCS 3JIEKTPOHHBIE HH(OPMANOHHBIE
0a3bl aHHBIX, YUUTHIBAIOUINE THUYECKHE, PACOBBIE U
reorpaduyeckie OCOOCHHOCTH OTHEIBHBIX CHHIPOMOB
HaciencTBeHHoW aputmuu [3, 5, 10]. Hampumep, B eB-
POTIEHCKNX W CEBEPOAMEPUKAHCKUX MOMyIAusax BrS
Berpedaetcs ot 0,012% mo 0,26%, Torga xak B dHIAEMUY-
HbIX paioHax KOro-BOCTOYHOM A3MM 3TO 3HAYUTENLHO
BoIme u coctasisieT ot 0,7% mo 1,0% [12]. Pactiipoctpa-
HEHHOCTbh cuHiapoMa [Ixepeina-Jlanre-Hunbcena Bo
BCEM MUpeE cocTaBisieT oT 1 1o 6 Ha 1 MuIH HaceneHus, a
B CKaHIWHABCKHUX cTpaHax - | Ha 200 000 HacemeHus [3,
16]. Cepaeunble KaHAIONATHHA BMECTO C TEHETUIECKIMHU
KapIUOMHONATUSIMH BXOJST B YHCIO OCHOBHBIX NPUYHMH
3200JI1€Ba€MOCTH U CMEPTHOCTH B JICTCKOM HOITYIISALUH C
exxerogHou 3aboneBaemoctsio 1,1-1,5 ma 100 000 gereit
B Bo3pacTe 1o 18 met [7, 17].

Jucnepcus BBIABISIEMOCTH CEPICYHbBIX KaHAJIOIATHH
TaKXKe 00BSACHACTCS MPOKOI TeHETHIECKON TeTePOTeHHO-
CTBIO OTJEIBHBIX MOMYJISIIMN 1 BIMSHUEM BHEIIHHUX (ak-
Topos [18, 19]. Tak, moka3zaHO, YTO PacIpPOCTPaHEHHOCTh
SQTS c uarepsanom QTc <300 Mc uMen camyio BBICOKYIO
gactoty Ha 100 000 genmoBek y adpoamepukanies (5,8),
Jlanee MmocieoBaau eBponeon st (3,2), JaTnHoaMepruKaH-
sl (1,8) 1 okuTEnM a3MaTCKUX U THXOOKEAHCKUX OCTPOBOB
(1,6) [3, 15]. BeccumnTOMHOE TEYCHNE CKPBITOTO HACIE-
CTBEHHOT'O 3a00JIEBAaHUSI CHIDKACT PEATBbHYIO IOIYIISIH-
OHHYIO YacTOTy HacJIe[ICTBEHHOI aputMmuu. Hampuwmep, B
40% renorunupoBaHHbIX ciaydaeB LQTS unrepBansr QT
HaxoxsTes B mpenenax HopMel [20, 21]. TlosTomy cunTaror,
YTO mpenonaraemas pacnpocrpanennocts LQTS B momy-
JSIIAU MOXKET OBITh BBIIIE CYNIECTBYIOIIEH CTATHCTHKU
[13, 16]. TTo maHHBIM PMHIAEMHOJIOTHISCKUX HCCIEIOBA-
Huil, pactipoctpaneHrHocts LQTS, BrS u CPVT B otnens-
HOCTH cocTaBisieT okoio 1:2000 [5, 22]. Haubonee penxoit
HaCIleICTBEHHOH apuTtMueil siserca SQTS, gacrora Ko-
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Toporo kojieonercs ot 0,1 mo 0,003% B momyssinuu [7, 15],
Hao0opoT, cuHApOM panHel penonspusamuu (ERS, early
repolarization syndrome) BcTpedaeTcsi ropaszto yaiie - ot
1% o 13% Hacenenus B 1ienom [23].

Ha pacnpoctpanennocts LQTS u SQTS, napsany c
JIpyruMu (haKTopamy BIMSIOT METOAWYECKUE MOTPELIHO-
CTH, CBsI3aHHBIE ¢ M3MepeHueM uHTepBaia QT Ha cran-
naptHoit OKI, a Taike OTCYTCTBHE €IUHBIX MOPOTOBBIX
BennunH uHTepBasia QT, SBISIOMMXCS IMAarHOCTHYECKU-
mu DKI-marrepunamu s LQTS u SQTS [13, 24]. Kpo-
M€ TOrO, IIUPOKOE MPUMEHEHHE B MPAKTHKE IMPOBOKAIH-
OHHOTO TecTa C aliMaJIMHOM IPHBENO K CYIIECTBEHHOMY
YBEJIMYECHUIO 4acTOThl BrS ¥ BBI3BaJIO JIeKapCTBEHHO-NH-
JIYLUHPOBaHHYI0 «Opyragododuto» [25]. B cBsa3u ¢ atum
coo0ranock, uro B EBporie 70% OeCCUMNITOMHBIX MaIly-
eHTOB ¢ BrS ObuM «anarHoCTHPOBaHbDY TOCHE MOJIOKH-
TEJILHOTO aMaJIMHOBOTO TecTa [6].

KJIMHUYECKUMN MOAXO/ K TJUATHOCTUKE
CEPJAEYHBIX KAHAJIOIIATUM

TpyaHOCTH KIMHUYECKOW [UArHOCTUKH HACIEA-
CTBEHHBIX apUTMHH OOYCIIOBJIEHBI HeCHenU(pUICCKON
CHUMIITOMaTHKOH, B HEKOTOPBIX CIIydasXx OTCYTCTBHEM
OKT -marrepHa u mpeobiafaHueM CKPBITHIX (0eCCHMITOM-
HBIX) BapuaHTOB. KIllOueBBIMM KOMIIOHEHTaMH B yCTa-
HOBJICHUH JMarHo3a KaHAJIONATUH SIBISIOTCS TIAaTeIbHAS
OLICHKA MMEIOIINXCSI CHMITOMOB, MOMCK COOTBETCTBYIO-
IIMX aHAMHECTUYECKUX JIAHHBIX 1 000CHOBAHHBIHN ITOJXO]
K JUAarHOCTHYECKHM mpoueaypam [6, 26, 27]. ITockoms-
Ky 3aTpOHYThIE MAalMEHTHl MOTYT CHadana oOpaTHThCS K
BpadaM pasHoro npo¢wis (cemMelHble Bpadnu, TEpareBThl,
TIeINaTPbl, HEBPOJIOTH M JIP.) BA’KHO YTOOBI HE TOJIBKO Kap-
JIMOJIOTH MOIVIM MJICHTU(HULIMPOBATh MPU3HAKH HacIel-
CTBEHHBIX apUTMUI.

Knuanueckass Manudecranus — HACIEICTBEHHBIX
apUTMUI TI03BOJISIET BBISBIATH CUMITOMATHYECKUX TAIH-
€HTOB YaIlle ¥ paHbIlle, YeM OCCCHMNITOMHBIX IAIEHTOB
[1, 28]. Haubomnee 9acThIMHU U TPO3HBIMH MPOSBICHUSIMHI
HACJIEICTBEHHBIX apUTMHUH SBISIOTCS OOMOPOKH, CyHO-
POTH ¥ BHE3arHasi CMEPTh, BO3HUKAIOIINE 0] BIMSHUEM
OIIPEEIeHHBIX TPUrTepoB. OOMOPOK CUMTACTCS OXHON U3
CaMbIX CJIOXKHBIX JWJIEMM JUIS Bpaya, IIOCKOIIBKY, C OTHON
CTOPOHBI, OH MOXKET OBITh TAKUM K€ HEBUHHBIM, KaK Ba3o-
BarajbHbI OOMOPOK, a C APYTOH - TAKUM K€ JIETAIBHBIM,
KaK 0OMOpPOK, CBSI3aHHBIN C TIOTUMOP(HOH JKEITyTOUKOBOI
taxukapaueit OKT) mma @K [2, 13, 29].

[Tpn KaHAIONATHSAX APUTMOTEHE3 MOKET IIPOSIBIISTH-
cst pasmraHbIME Bunamu JKT, umeromeit muddepeHnmnaisb-
HO-IMarHoctudeckoe 3Hadenue. Tak, 1t LQTS nauboiee
xapakTepHa nonumopdHas XKT tuma forsades de pointes;
mipu BrS 310 - momumopduas KT [27, 30]. [Tpu CPVT Ha-
Omromaetcst aByHanpasieHHas JKT, xapakrepusyromascs
YepeoBaHNEeM MOJSIPHOCTH Bexymmx 3yomos QRS [31],
a npu aputmorenHor KMII mpaBoro »enyaodka - MOHO-
Mop¢Has KT tuma Gmokansl neBoi HOXKHM ITydka [mca.
OTH apuUTMHUM YacTO KyNHPYIOTCS CIOHTaHHO, HO MOTYT
TpaHcdopmupoBarecst B DK, TpeOyronryto mpoBeneHus
aNeKTprUecKor nedudpmsinun. Bo Bpems aputmun mna-
LUEHTHl HEPEIKO HCIBITHIBAIOT CEpAneONeHNE, TOJI0BO-
KpY)KEHHE, OABIIIKY, O0JIb B TPYAH M PE3KYyIO CIaboCTh, a
TAKKe CTPaxX WU MaHHKY.

REVIEW

CrnenyeT OTMETUTH, YTO NPU CHHAPOMAJIBHBIX Ba-
pHaHTax KaHaJONaTHi, KpoMe KapJuaibHoro QeHoTHIa,
BBISIBIISIFOTCSL  AKCTpaKapAHalbHbIe, MYIBTHCHUCTEMHBIC
MOpa’KeHHsI, KOTOPBIE MOTYT KaK ITOMOYb IMPAaBUIIBHON JTU-
arHOCTHUKE 3a00JIeBaHUsI, TaK ¥ IPUBECTH K HEIPaBHIBHO-
My BEJCHMIO maiyeHnra. Hampumep, yaTuHEHHBIH HHTEp-
Ban QT u BpoxJeHHAs JBYXCTOPOHHSSI HEMPOCEHCOpHas
IIyX0Ta XapakTepHbl ansi cuHiapoma J[xepsesa-Jlan-
re-Hunbcena [13], a nuueBoil AucMopdu3m U CHHAAKTH-
TSt - ISt cuHapoma AHjepcena-Tasuia [14].

AHanu3 BO3MOXHBIX TPUITEPOB aApUTMUN YacTo
CIY’KMT OCHOBaHHEM JJIsl OJO3PEHUSI HAa KaHAJOMAaTHH.
Tak, apuTMuueckoe COOBITHE, BO3HUKAIOIIEE BO BpEMs
(u3NUECKUX yCUINH, 0COOCHHO MPHU IUIaBaHUH, MPEJIO-
naraet Tun LQT1, a apurMuueckuii 0OMOpOK, CBSI3aHHBIN
C BHE3AITHBIMU T'POMKHMHU CITyXOBBIMU CTUMYJIAMH XapaK-
teper s tuna LQT2 [32]. [ockonbky dusuueckue u
SMOIMOHAJIBHBIE CTUMYIbI (DU3MOJIOTHUECKU CBSI3aHbI C
MOBBIIICHHBIM BBIOPOCOM KaTeXOJaMUHOB, IOSIBICHHE
00MOpOKa B TaKMX CHTyalHUsX SIBISETCS XapaKTEPHBIM
st CPVT [33]. AputMudeckue coObITHS, BOSHUKAIOIIUE
BO BpEMs CHa WJIM OT/bIXa, a Takke Ha (oHe ITuxopanku
ykazpiBatoT Ha Tun LQT3 unu BrS, xotopeie cBs3aHbl ¢
myTauuei rena SCN54 [12, 22].

Heo0XoaquMo 0TMETHTB, YTO BEPOSITHOCTH (DEHOTHITH-
YEeCKUX MPOSIBJICHUI HACIEACTBEHHBIX apUTMUI U, CIeN0-
BaTeNIbHO, BEPOSITHOCTH JIMArHOCTHKM STHX 3a0oieBaHHN
OTIPEIETISIETCS] HEMOMHOM MEHETPAaHTHOCTBIO U IEPEMEHHOM
IKCIPECCUBHOCTHIO OTBETCTBEHHBIX T'eHOB [ 7, 18]. TIpakTu-
YECKU BCE HACIIEACTBEHHBIC apUTMUUECKUE CUHIPOMBI Me-
IOT HETMOJHYI0 TCHETPaHTHOCTH (B MeHee 100% ciyuacn)
[4]. Hanpumep, anst oTAeIbHBIX reHeTHUecKuX TUIOB LQTS
KJIMHUYECKast IEHETPAHTHOCTH KOJICONIETCS] B IIMPOKOM JTH-
amnaszone - ot 25% 10 100% u B cpenHeM coCTaBIIsIeT OKOJIO
40% [16]. D10 03HaUaeT, YTO YACTh 3aTPOHYTHIX MAI[IEHTOB
ocrarorcst OeccuMnToMHbIMH. Clie10BaTeIbHO, HOPMallb-
ueie uHTepBabl QTc Ha DKI He wuckmouator LQTS y
4JICHOB CEMbH MEPBOM CTENEHH POACTBA. B cBA3M ¢ 3TuM,
BEPOATHOCTH MOJIOKUTEIIBHOTO T'€HETHYECKOro TecTa Hau-
Ooriee BBICOKA Y JIMII C CaMOW BBICOKOH (pEHOTHUITHYECKON
neHeTpanTHOCTHIO [ 18]. Kpome Toro, u3-3a Bo3pacTHOH me-
HETPAHTHOCTU PAJa HACIEJICTBEHHBIX apUTMHUH PEKOMEH-
JryeTcst ieTeld 00ce1oBarh OBTOPHO B TIOJIPOCTKOBOM HIIH
paHHeM B3pociioM nepuoe [17, 34].

AJBTEPHATUBHBIE TUATHO3BI,
TPEBYIOIIUE JTU®PEPEHIIUAJIBHOM
JTUATHOCTHUKU

YduThIBast, YTO CHMIITOMATHYECKHE MTAIMEHTHI YacTO
HUMEIOT peruauBupyromue ooMopokn m3-3a KT mm OXK,
OHHU MOTYT JUIUTEIBHOE BPeMs HAOIIOAATHCS C ANArHO30M
«onmencus» u 6e3 dpdexTa Moaydars MPOTHBOCYIO-
poxHyto Tepamuio [29]. [ToaTomy moapoOHBIH ceMeiHbIi
anamHe3 1 aHammu3 DKI aBisroTcst 00s13aTeNIbHBIMU Y BCEX
MAMEHTOB C 3JIEKTpo3HIedaIorpaguieckn oTpuaTeIb-
HBIM CYZOPOXXHBIM PacCTPOHCTBOM, y MAJIGHBKHX AETEH ¢
ATUIMYHBIMU CyZOPOTaMHU BO BPEMsl JIMXOPAAKH U y Hie-
HOB CEMBH BHE3AITHOW MITaZiecHdecKoii cmeptH [17, 35].

B ommune or apuTMmueckoro oOMOpOKa MPHUCTYII
SMWIETICUM OOBIYHO HOCHUT HPOAPOMANBHBIM XapakTep,
HUMEIOTCS IPEABECTHUKH (aypbl) oOMopoka. B cirydae mpe-
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PBaHHON OCTAHOBKHU Cepiila OOMOpPOK OOBIYHO JUIATCS
HEJIONTO U MPU ITOM PEIKO BO3ZHMKAIOT cypoporu. OnHa-
KO OOJIBIIMHCTBO TPHUCTYIIOB SITUIICTICUH COITPOBOXKAACTCS
MIPOIOJIKUTENIBHBIMU M TeHEPATN30BAHHBIMU CyA0POTaMu,
U TMOCJIe MPUCTYMNA MaI[MeHThl UCTBITHIBAIOT PE3KYyHO Clla-
00CTb, yIaJJOK CHJI U BO3MOXKEH IPHUKYC s3bIKa. [TokaszaHo,
YTO 3JI0KAYECTBEHHBbIC apUTMMU BCTPEUAIOTCSl B 3HAUU-
TEJBHOM YacTH MPHUCTYNOB FEHEPATU30BaHHBIX CYA0POT U
MIPE/ICTABIISIIOT COO0W BO3BMOXKHBIHN MaTO()U3NOIOTHUECKHIIA
MEXaHU3M CBSI3M HEOOBSCHMMOW BHE3AITHOW CMEpPTH H
snunencuu [29]. Tak, B koropre nanuentos ¢ LQTS B 71%
cilyyaeB OBUTH BBISIBICHBI aHOMAaJIbHBIEC DJIEKTpOdHIEe]a-
JIOTPaMMBI TI0 cpaBHEHHUIO ¢ 13% B KOHTPOJIBHOI rpymnme
(p <0,01) [35]. TmatenpHOE 00CIEIOBAHIE ITUX MALUCH-
TOB BBIABUJIO MyTanuto reHa KCNQI, OTBETCTBEHHOTO 3a
LQT1. UssectHO, uro KCNQ!, Konupyromuil KaaueBblii
KaHaJ, 3KCIIPecCupyeTcs He TOIBKO B CepAlle, HO U B Iie-
peaHeMm mosre U cTBojiie mosra [24, 35]. CnenoBaTenbHO,
OT/AETbHbIC MAlMEHTHI C JUArHO30M JIMJIENCUU MOTYT
HMETb COMyTCTBYIOIME HACIEACTBEHHbIC APUTMHUU U MO~
BEprarbcsi 0COOEHHO BBICOKOMY PHCKY (haTajbHOW apuT-
mun [13]. [TosToMy nHpOpManus 0 BHE3AITHOW CMEPTH B
CeMbe IMaIMeHTa ¢ HEOOBIYHBIM CYIOPOKHBIM MPUCTYIIOM
JIOJDKHA TOOYIUTh K TIIATEIBHOMY KapIHOJIOIMYeCKOMY
00c1e10BaHuUIO.

IlepBuuHbIe MEPUOIUUECKUE MAPATUYU HUIH HEPB-
HO-MBIIIIEYHbIC KAaHAJIONATHH Y IETeH TaKkKe 3aCITy’KUBAIOT
BHUMAaHME B OTHOILEHHM CEpACYHBIX KaHajomaTuil. Tak,
y ManMeHToB ¢ CUHApoMoM AHzepceHa-TaBuia (kiaccu-
yeckuil Tun LQT7) xanuii-uyBCTBUTEIBHBIN IPEXOASIIUIA
MEePUOUUECKUI Mapajauy BCTpEdaeTcss MOYTHU BCeraa, U
4acTo BO3HHMKAET Ha (hOHE JTUTEILHOM 001Iei cinadocTu u
IpoTeKaeT 6e3 MUHOTOHWYECKUX MposiBieHui [14]. Dnuzo-
JIbl MBILIEYHOU CIa00CTH MaHU(ECTUPYIOT, KaK MPaBUIIO,
J0 10 neT uiaM B HOAPOCTKOBOM BO3pacCTe.

IKTI-ITATTEPHBI HACJEJCTBEHHBIX
APUTMHMA U TPYTHOCTHU UHTEPIIPETAIIUM
9KI' B IOKOE

Heo0xomnmMo OTMETHTH, YTO YacThIM MPOSBICHHEM
cepaeynoro (eHotuna sBISIOTCT U3MeHeHus Ha OKIT,
BKJIIOYas pa3MyHble HAapYIIEHHs PUTMA M MPOBOIUMO-
ctu [4]. DKI-narrepHsl, cnennpuIHbIEC U1 OTACTHHBIX
KaHaJIONaTHH, UTPAIOT BAXKHYIO POJIb B TUATHOCTUKE 3THX
cocrosiauii. [Toatomy peructparms OKI B 12 oTBeneHUsIX
B IIOKOE SIBJISIETCSI HEOTHEMJIEMOI YacThIO OLIEHKH Tpen-
rojlaraeMoro ciydasi kaxajgonaruu. [Ipum stom ciemyer
MIPOBOJNTH TOAPOOHBIN aHamu3 Bcex mapameTpoB DKT,
MIOCKOJIBKY MOTYT COCYIIECTBOBATh aHOMAJINH JETIONSIPH-
3aIUK ¥ PEHOJIIPU3ALNN KAK TIPEICEPANHL, TaK 1 KEITy104-
KoB [27, 30].

OcHoBanuneMm ig auarHocTukd LQTS ¢ BwICOKOH
BEPOATHOCTHIO, CONIACHO HATHOCTUYECKOH OaytbHON
mkane LQTS, sBistercs uatepsan QTe >500 mc Ha cepun
cranaaptHbIX OKI' 1 mpu oTCyTCTBUM BTOPHYHBIX IPUIHH
yamuHenns naTepBana QT (puc. 1) [13, 20]. Aranormu-
HBIM TpeboBaHueM K nuarnoctuke SQTS saBisercs naTep-
Bax QTc <330 mc [15]. OgHako OHU MPEICTABISIIOT COO0
KpaiiHue OTKJIOHeHHs mHTepBanoB QTc, koTopsie MOTyT
npuBectd k TunomgmarHoctuke LQTS m SQTS B Oomee
YMEPEHHBIX CITydasx.
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[Taronornueckue nsmenenus cranaaprHoit OKI' B mo-
KO€, He MMEIOIIHE IPYToro OOBSICHEHUSI, MOTYT OBITh I10J10-
3PUTENILHBIMY B OTHOILIEHUH CEP/ICUHBIX KaHATOMATHIA:

* yuIMHEeHHBIH / ykopoueHHbId naTepBai QT / QTc;

* KEJyIOYKOBBIE IKCTPACHCTOJIBI, BOSHUKAIOIINE BO Bpe-
Msl CTPECC-TeCTa C Harpy3Ko;

* KOCO-HMCXOMSIIMK (CBOMYATHIM) WM  CEAJIOBUIHBIN
noawseM cermenTa ST B orBenenusx V1-V3 (puc. 2);

e asprepHanus 3youa T (oTpunarenbHble WM aHOMAb-
Hble 3yO1m! T);

* 3aMeJUICHHE TPOBOAMMOCTH Cepila (CHHOATpuajbHbIE,
aTPUOBEHTPUKYIISIPHBIC U MHTPABEHTPHKYIISIPHBIC OJIOKa/Ib1);
e peructpanus BoiHBI 3mcuioH Ha DKI' B oTBeneHuMsIX
VI1-V3;

 BeIpaxkeHHbIe 3yOup! U, ynnunstomue natepsai QT-U,
B IIpeKkapauanbHbix orBeneHusx DK

* BBIpaXEHHBIC 3yOLbI J, TPOsBISIOIIUECS >JeBalueit
cermenTa ST nim Ge3 Hee, 0COOCHHO B 3a/IHUX WM 3a/IHE-
60KoBBIX oTBeAcHUIX DKI;

* nenpeccust cermenta PQ (PR) B HIDKHHMX OTBEAEHUSIX
OKT.

Hecmorpst Ha tocTatounyo HHGOPMATHBHOCTH CTaH-
nmaptHoit OKI' B mokoe, MpakTHUECKH BO BCEX BHUJAX KaHa-
JIONIATHi ATOT METO/I UMEET CBOU orpaHmnueHus. Tak, cyre-
CTBYIOT CJIOKHOCTU C TOYHBIM OIpENEICHUEM HHTepBaja
QT, uTo HeraTMBHO BIMSAET HA YACTOTY U CBOEBPEMEHHOCTh
quarHoctukn LQTS u SQTS. Ilpuumnamu 3T0r0 MOryT
ObITh aHoManuu Mopgonoruu komiuiekca ST-T (nByxdas-
HbIE, HU3KOAMIUTUTY/THBIEC WJIM MHBEPTUPOBaHHbIE 3yO1bl T),
BbI3BaHHbBIE OJIOKa 0l HOXKeEK TyuKa ['Mca, SeKTpOIUTHEIM
JCcOaNaHcoM, TUIEPTPOGHEH JKEeyJ0UKOB, IUTUTATHCHBIM
a¢dekrom u T. 1. [8, 24]. [losToMy Hanbosee TOUYHBIM SIBIISI-
eTcsl KacaresIbHbI MM TaHTCHIMAIbHBIN Croco0 orpere-
JieHus KoH1a 3youa T myTem nepecedeHus KacaTenbHO JIu-
HHH, TIPOBEJICHHOI OT caMoil KpyTOl TOYKH HaKJIOHa 3yOna
T, ¢ n30anekTpudeckoi InHUEH. YToObI HUBENIMPOBATH BIIU-
ssuue YCC na unTepBasn QT mpoBOJAT €ro KOppPEeKIUo Ha
YCC (QTc) ¢ moMoIIbr0 MaTeMaTHUECKUX (DOPMYJI, U3 KOTO-
PBIX YacTo ucmonb3yercst popmyna bazerra. Coobmianocs,
410 Aaxe dKkcrepTsl u3MepstoT untepsan QT mpu LQTS ¢
oumbkoi ot 10 1o 70 mc [16]. V3yuenne pacripocTpaHeH-
Hocti SQTS Ha ocHOBe aHanu3a Oonee 6,3 MITH 3amucei
OKT 'y 1,7 miH uenoBek npu aBToMarndeckoM ananuze KT
BeLsiBIIIO 1086 cimyuaes ¢ unrepsanom QTc <300 mc, a npu
n3mepenun unrepsana QT BpyuHyro numib B 45 3mu3onax
obut onTBeprkaeH QTc <300 mc [5].

Takxe W3BECTHO, UYTO PETUCTPALUS BBIPAXKEHHBIX
3yoroB U B npekopauaibHbix otBeacHusx IKI npu cun-
npomax AmnpaepceHa-TaBwia M aHkupuHa-B uMuTHpyer
yanuaenue unrepsana QT-U, a nckmouenue 3yonos U u3
pacuera mHTepBana QT mouTu Bcerga MokasbIBaeT HOP-
MaJibHbIC WK morpanuynbic uHTepBaisl QT (puc. 3) [8,
18]. TToaTOMYy, 10 CUX MOP BO3HUKAIOT JUCKYCCHUU O TOM,
SIBIISTIOTCSI JIM CUHZIPOMBI aHKUpUHA-B n Annepcena-TaBu-
na «tannaabiMmy popmamu LQTS [13].

PACHIMPEHHOE OBCJIEJOBAHHUE
HAOUEHTOB C HIOAO3PEHUEM HA
HACJIEJCTBEHHYIO APUTMHUIO

Ecmu o pe3yabTaraM KIMHUYECKOM OIEHKH BO3HUKA-
IOT OCHOBaHHUA IMOA03PEBATh KOHKPETHYIO KaHAJIOIIAaTHIO, TO
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ClJIelyeT NMPOBECTH JIOTIOIHUTEIbHbIE UCCIEA0BAHUS, BKIIIO-
Yasi FeHeTHYeCKoe TecTupoBanue. Takum oOpasom, cirydan
BHE3aITHOW CMEPTH B MOJIOZIOM BO3pacTe Y POJCTBEHHUKOB,
obmopokw, 3anokymentupoBannbie JKT/@XK wmu arumnmy-
Has SMMJIENCHS B KOHTEKCTE OIpPEAETIECHHBIX TPHUITEPOB
JIOJDKHBI TTOOYIIUTH K JIalIbHEHIIEMY 00CIIe/IOBaHUIO.

Crpecc-TecT ¢ pu3nveckoil HArpy3Koi

VY nanueHToB ¢ CUMITOMaMHU, YKa3bIBAIOIMHU Ha Ka-
Hajonatuy, u kaxyuieiica Hopmansaoit OKI' B mokoe, Mo-
JKET OBITh BBITIOJIHEH CTPECC-TECT C (PU3MUYCCKON HArpys-
xoii. [To nanneiM EHRA, nipu pa3nn4HbIX CHHAPOMAIBHBIX
HACJIE/ICTBEHHBIX AapUTMMAX HArpy30uHBI CTpPECC-TECT
ucronb3oBajics B 36-82% cinydaeB [6]. YuuTbIBas, 4TO
oxoso 40% cinyuaeB LQTS na OKI' B nokoe umeercs HOp-
ManbHbI uHTepBan QT, npennaraercs OLEHUTh PEaKIHIO
untepBana QT/QTc npu dhusnyeckoit Harpyske [32]. Ecin,
npu tunax LQT2 u LQT3 unrepsan QTc ykopaunBaercs,
To y manueHtoB ¢ tunoM LQTI1 mpoucxomut mapanox-
canpHoe ymiuHeHue uHTepBana QTc. TlosBrnenue npu
cTpecc-tecte nmoauMophHOW wuiu aByHanpasieHHoU KT,
ncyesaroniel Bo BpeMs (a3l BOCCTAHOBJICHUSI, SIBIISCTCS
xapakTepHbM npusHakoM CPVT [22, 33]. Onnako nono-
JKUTEJIbHBIN Harpy30uHbIil TecT BbIABIECH y 63% mnanueH-
ToB ¢ CPVT, 1 nostoMy oTpuLaTeNbHBIN CTpecc-TecT He
uckimoyaer CPVT [31]. B caywasx, xorga ctaHgapTHBINA
CTPECC-TECT HE BBISABISIET XKEIYIOYKOBBIX apUTMMH, He-
CMOTps Ha BBICOKOE KJIMHUUYeckoe nopo3penue Ha CPVT,
MOXET OBITh MCHOJIB30BaH IIPOTOKOJI HCCIIEHAOBAHUS C
«B3pBIBHOM» (hM3MUECKOM Harpy3koil. OTo obecrieunBaet
JIOCTHKEHUE HEOOXOIMMOT0 YPOBHS CTpecca, T.e. ObIcTpoe
yBenmuuenue YCC, ¢ BBICOKOM BEPOSTHOCTHIO MHAYKIIUU
KT [34].

Perucrpanysi BHICOKHX MPEeKOPANAILHBIX

orBefenuii KT

IToxa3zano, urto perucrpauus orsegeHuit VI-V3 Ha
1-2 Mexpebepbe BbIIIE CTAHJIAPTHBIX TO3UIMN B Cllydyae
CeITIOBUAHOTO mMmofabeMa cermMeHTa ST, MOXeT BBISIBUTH
ckpbIThiit OKT-narrepn BrS tuna 1 [12]. Kpome Toro, 3x0-
KapauorpauuecKoe ONpeJesieHHe YPOBHS PETHCTPALlK
otBeieHuil V1-V3, COOTBETCTBYIOIIEr0 aHATOMUYECKON
JIOKAIU3allMM BBIXOJJHOIO TpaKTa IPABOTO JKENIyHAO0UKa,
yBEJIMYMBAET 4acToTy AuarHoctuueckoro DKI-marrepHa
BrS tuna 1 mo cpaBHeHHIO CO CTaHAAPTHOM METOAMKOM:
100% mpotuB 43% (p <0,001) [25]. Takke peKOMEHYIOT-
cs nononHuTenbHble kputepun DK -nmartepna BrS, Takue
xak unnexc Koppazno qng OKI-narrepua tuna 1 u uzmepe-
Hue yria B st tama 2 [8].

Xouareposckoe monnTopupoBanne JKT

OHO uCnonb3yeTcs AN BBIABICHUS CKPBITBIX Hapy-
LIEHUH pUTMa U MPOBOAMMOCTH Cep/la y MALUEHTOB C
MOJJ03PEHUEM Ha HACJEICTBEHHYIO apuTMuto. [Ipu sTom
TaKkKe HEOOXOAMMO ONPEIEIISATh HATTMYKME Pa3InYHBIX TPH-
rrepoB apuTMuueckux coobitiil. [To nanueiv EHRA, xom-
TepoBckoe MoHuTopuposanue DKI' B eBpomneiickux cTpa-
HaX MCIHOJIb30BaJoch B 63-83% citydaeB Nmpu Mo03pEHUU
Ha HACJICJICTBEHHYIO apUTMHUIO [6].

IToxa3zano, uro crnontanusiii OKI'-nmarrepH BrS mo-
JKET HOCHTh WHTEPMHUTTHPYIOIIUH WM HEMOCTOSHHBIN
XapakTep U, mo3toMy Bocnpoussonumocts DKI'-marrep-
Ha BrS npu nosropssix 3anmucsax OKI' cocrasnger numib
25% [26]. B aTux ciydasx XOATEPOBCKOE MOHHUTOPHUPO-
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Banue ODKI' MoxeT moMoYb B BBISIBICHUM JTUHAMHYECKO-
ro OKI'-marrepna BrS tuma 1, u TeM caMbIM, MO3BOJIUT
UCKJIIOUYUTH HEOOXOMMOCTh MEIMKAMEHTO3HOM MPOBOKa-
nun. Kpome toro, xonreposckoe MoHutopupoBanue DKI
MOXET HCIOIb30BaThCs B KAUECTBE JUATHOCTUUECKON aJTb-
TEPHATUBHI y IETEH, KOTOPBIE HE MOTYT BBIIMOJIHATh HATpy-
30UHBIN TECT, a TaKXKe Yy JIOAEH, UbH CUMITOMBI CBS3aHBI
C SMOLMSIMH, @ HE C (PUBMYECKUMHU yrpakHeHHsIMH [32].
B ciydae nomo3peHust Ha apUTMOTEHHBIH 0OMOPOK MHOTIA
NpuOerarT K UMIUIAHTALMH KapJHOMOHUTOPA, OCYIIECT-
Bisttomero koHTpoib OKI' B TeueHue ot 6 mec. 10 ABYX
JIET, KOTOPBI MOXKET BBISBIISITH HApyLICHUS CEPACUHOTO
putMa [36].

JuiekTpodusnoIoruyeckoe uccienopanue (JOUN)

B OosbinHCTBE CiTydaeB KaHAIONATHIT TPUMEHEHHE
O®U c nensto unaynuposanus XKT, He UMeeT MOATBEPXK-
JICHHOH MOJIB3BI U, MO3TOMY HE SIBISIETCS CTaHJApTHBIM
MeTtojoM auarHoctuku [8]. TlokazaHo, 4TO MPOrHOCTH-
geckasl IIEHHOCTb MOJIOKHUTEIbHOTO pesynsrara ODU mpu
pa3IUYHBIX BUJAX KaHanmonatui cocrasisieT 37-50%, oT-
punarensHoro pesynsrara - 46-97% [22]. Bo3amMoxHOCTD
naykiun KT ¢ ucnonb3oBaHMEM MEHEe arpecCHBHOTO
peXnuMa EKTPOCTUMYISIMU (OTHUM WM JIByMS 3KC-
TPACTUMYJIAaMH) TOBBIIIAET MPOTHOCTHYECKYIO [IEHHOCTH
Metona. DD B OCHOBHOM pEeKOMEHAyeTcs AN CTpaTu-
(bUKaMKM pUCKa apuUTMHYECKHUX COOBITHIH, ONpeJeseHus
MOKa3aHUH K UMILIaHTAlUH KapauoBepTepa-aehuopuis-
TOpa y OECCUMITOMHBIX MAIMEHTOB M OLEHKN Y(PQEKTHB-
HOCTH MEIMKaMCHTO3HOM WK abJalMoOHHOM Tepanuu [§].
Opnnako HeBO3MOXHOCTh nHAyknuu JKT He obs3arensHO
yKa3bIBaeT Ha HU3KUH PUCK apUTMHUH, OCOOCHHO Y MalieH-
TOB C KJIMHNYECKUMHU IMPU3HAKaMH BBICOKOTO pUCKA.

ITo mamueiv EHRA, B OonbminHcTBe KIMHUK EB-
porbr (82-98%) DU He ucmonab3yeTcst I MPOBOKALUU
JKEITyZIOUKOBBIX TaXHapUTMMH, 3a HCKIoueHueM BrS, roe
39% KIMHHK COOOINATH O IPUMCHEHUH 3TOT0 MeToza [6].
IIpu stom muaynuposanue KT nnmu DX, sasnsromeecs
OCHOBHOM KOHe4HOU Toukoi DDU, BreisBasiercs B 60-70%
ciayyaes [22].

TecTbl MeAUKAMEHTO3HON NMPOBOKALMH

Ecnu npyroit muarHos He yCTAHOBJIEH M XapaKTepu-
ctuku BCC MoryT coorBeTcTBOBaTh BIS, pexomeHytoTcs
MIPOBOKALMOHHBIE TECTHI C MOMOIIBIO AaHTHAPUTMHUECKUX
npenaparoB kiacca | (afimanuH, uiekauHu, MpoKanHa-
MUJI) Y WICHOB CEMbH IEPBOI CTENEHH POJACTBA CO CTPYK-
TypHO HOpManbHBIM cepaueM [30]. Tlocne BHyTpUBEHHOTO
BBEJICHUS IpenapaTa peKOMEHIYIOT 3alUCh CTaHAAPTHOM
OKT unu xonteposckoe Mmonutopuposanue OKI' B 12 ot-
BEICHUSX C BBICOKMMHU oTBeneHusMm V1-V3. Iloka3zano,
YTO aiiMaJMH JaeT 3HAYUTEIBHO OOJIBIIE TOJIOKUTEIb-
HBIX PE3yNbTaToOB, YeM IPOKanHAMUA WM (ICKauHU
[12]. HecmoTpsi Ha BBICOKYIO 4yBCTBUTEIBHOCTH, Npoda
¢ alimanMHOM MeHee cnennduyHa. Tak, y NMarueHToB ¢
tuniom LQT3, aputmorennoit KMII nmpaBoro sxemymouka
n xommuiekcamu -ST B orBenenusix V1-V3 moxer ObITh
naymuposad OKI-narrepn BrS tuma 1 [30]. IToatomy
MOJIOXKHUTENIbHAs 1Tpo0a ¢ allMaIMHOM HE JaeT KaKoH-T100
TMIOJIE3HOW MH(OPMAIIUU O PUCKE APUTMUYECKUX COOBITHI
y 6eccummromusix Jni ¢ DK -narreprom BrS tuna 2 nnn
3 [8]. Muby3us HU3KUX 1103 a/peHAINHA HCIIONb3YETCs B
KaueCTBE TUarHOCTUYECKOM aJbTEepHATUBBI y MALUEHTOB C
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LQTS, xoTtopsle HE MOTYT BBIOJIHITH HarPy30UHBIN TECT.
[IpobGa ¢ agpeHaNMHOM MPOIEMOHCTPUPOBAJA HHU3KYIO
YyBCTBUTENBHOCTh (28%) M BBICOKYIO CHEUU(PHYHOCTH
(98%) o cpaBHEHHIO ¢ (hU3MUECKO Harpy3kou [13].

[To nanueiMm EHRA, auarnoctuueckas MeIuKaMeH-
TO3HAas MPOBOKAIMS TPU MOAO3PEHUH HA HACTIECTBEHHYIO
ApPUTMUIO TIPUMEHSIETCS HECUCTEMaTHYeCKH B Oosee Io-
noBuHe KIMHUK EBpomnsl [6]. Tak, mis nuarnoctuku BrS
ITPOBOKAIIMOHHBIH TECT ¢ OJIOKaTOPOM HATPUEBBIX KaHAJIOB
ucnonb3oBanu 90% kmuHUK U g auarHoctuku CPVT
mpo0y ¢ u3onpoTepeHonoMm - 36% xiuHuK. Kpome Toro,
s quarHoctuku LQTS, SQTS u ERS He npuberaror k
MeMKaMeHTO3HO! mpoBokanuu 80-92% KIMHMK, a MpH
uauonaruueckon OXK - 67% KIMHUK.

Busyanmzanus cepana

Ecnu peus nzaer o 3aboneBaHUsIX cepALa ¢ apUTMH-
i, B 4aCTHOCTH O TMIEPTPO(UUECKON MIIM JTUIaTal[HOH-
Hoit KMII umu aputmorennoit KMII, To coBpemeHHbIE
METO/Ibl BU3YaJIM3alMH - SXOKapauorpadus WM MarHuT-
Ho-pe3oHaHcHas ToMorpadus (MPT) cepaua moryr na-
BaTh JONOJHUTENbHYI nHpopmanuto [1, 7]. [Ipu sTom
peKOMeHyeTcst TpOoBOAUTh MoBTOpHEIe MPT u cnequts 3a
moboi sBomrorer genoruna. [To manaeiM EHRA, 3xo-
Kapauorpadust sIBIsIeTCs HanboJiee pacrnpoCTpaHEHHBIM
HCCIIeIOBAaHUEM, UCIONIB3yeMbIM B 72-84% apuT™mosoru-
yeckux LeHTpoB Espomns! [6]. TIpu stom MPT pexomen-
nyetcs At obcienoBanus maiuentos ¢ BrS, ERS u unu-
onarnyeckor MK uame, yem ans LQTS, SQTS u CPVT:
27-54% npotus 11-17%. OTaenpHble KIUMHUKA TPEITIOUH-
TAIOT BKJIIOYAaTh KOPOHAPHYIO aHTHOTrpadHIo B I1aH o0ce-
JIOBaHUS MAllUEHTOB C MOJ03PEHUEM Ha UANONATHYECKYIO
DK (62% uentpos) u CPVT (27%) [33]. buoricus muo-
Kapaa u curnaji-ycpennennas DKI' BkiroueHbl B AMarHo-
cTudeckoe obcnenosanne uanonarnyeckon ®XK u BrS, Ho
PEeNKO PEKOMEHAYIOTCS B KaueCTBE aJIbTePHATUBBI.

JUATHOCTUYECKHUE MIKAJBI BAJUIBHOU
OILIEHKH HACJIEJICTBEHHBIX APUTMUM

B ximHnUecKol MpakTHKe U1t BepU(pUKaLUK HACTIe -
CTBEHHBIX apUTMHYECKUX CHHIPOMOB IIUPOKO HCIIONB3Y-
10T JJMArHOCTUYECKHE IIKaJIbl O0aJNIbHOW OLIEHKH, KOTOPBIC
YUYHUTBIBAIOT COBOKYIIHOE 3HaueHHe kpurepueB: DKI-nat-
TEpHbI, XapakTep CUMIITOMOB, CEMEUHBII aHaAMHE3 U pe-
3yABTATHI TeHeTHIecKoro Tecta [13, 15, 33]. Takoit momxox
OlpaBJaH OTCYTCTBHEM aOCOIIOTHBIX MOPOrOBBIX 3Ha4e-
HU{ JUIS yJUIMHEHHOTO U yKOpO4YeHHOro nHrepsajioB QTc
s quarsoctkd LQTS u SQTS, a taxke TpymHOCTIMEI
mupdepennmarmn DK -nartepHa BrS n konburyparmmmn
xomrutekca QRS-T mpu cuaapomax J-somwusr [6, 23, 31].
Hamnpumep, noporosele nHTepBaisl QTc mist mono3peHus
/ maarHocTukH SQTS BappUpPYIOT B MIMPOKOM THAITA30HE
- o1 220 o 360 mc: ecthb «cepas 30Ha» ot 370 1o 330 mc
[15]. OTH CIIOKHOCTH pemIaroTCs B paMKax TUArHOCTHYE-
ckoit mkanel SQTS, Tae pa3nuIHbIM BeTMYNHAM HHTEPBA-
na QTc B 3aBUCHMOCTH OT YOSIUTEIBHOCTH / BEPOSTHOCTH
JMarHo3a 3a4ucisioT pasHble Oamuiel. Tak, 3a HMHTEpBal
QTc <370 mc mpucsamBaercs 1 Gamr, 3a uaTepBa QTC
<350 mc - 2 6ama u 3a mHTepBan QTc <330 Mc - 3 Oamna.

Kpome TOro, AnarHOCTHYECKUE IIKAJIBI MO3BOJISIOT
ONPEeNeNSITh TPAJAlUU BEPOSATHOCTH KOHKPETHOTO CHH-
JpoMa HacleIACTBeHHOW apuTMmuu. Hampumep, npu nep-
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BOHAYaJbHOI OIleHKe MalnueHToB ¢ npusHakamu LQTS
cornacHo mkaine P.J.Schwartz et al. (2020), eciiu cymma
0atoB cocTapisieT <I, TO 3TO yKa3bIBaeT Ha HU3KYIO Be-
positHocth LQTS, mpu 1,5-3 Gamiax - Ha IPOMEKYTOU-
Hyt0 BepositHOCTh LQTS u nipu >3,5 Oaia - Ha BBICOKYIO
BepostHocTh LQTS [13]. HecmoTps Ha TO, uTO AMarHo-
CTMYECKHE IIKaJbl 00ECIIeUnBAIOT CUCTEMHBIH ITOIXO K
BepU(UKALMK TMarHo3a, B CIy4asX IMOJJO3PEHUs Ha KaHa-
JIONATHH y YWICHOB CEMbH ITpo0OaH/1a 3HaueHNE OL[CHOYHON
IIKaJIbl He Oy/IeT BEICOKOYYBCTBUTEIBHBIM HU3-3a HEMOJHON
MEHETPAHTHOCTH [8§, 28].

Jiist nuarnoctuku BrS 00bIYHO MOTB3YHOTCST KOHCEH-
cycHbiM 3akiroueHueM skcrieproB HRS/EHRA/APHRS,
a Illanxaiickast OayuTbHasl IIKaJa MPUMEHSETCS B Cllyda-
SIX JIeKapcTBeHHO-UHAyIupoBanHoro DKI-marrepna BrS
[12]. B atom ciyudae Jyuisi MOATBEPKACHUS TUArHO3a, TMO-
mumo DKI -narrepna, TpeOyercs: HaJIMYMe OJJHOTO U3 Clie-
JYIOIINX KpUTEpHeB: 3a0KyMeHTipoBanHas XK / momu-
mopdras KT, oomopok, BCC B cembe y aui Monoxe 45
JIET C HETaTUBHBIM 3aKitoueHueM aytoncuu, DKI'-nmarrepH
BrS tuna 1 y uneHoB ceMbU WM HOYHOE arOHaJIbHOE JbI-
xaHue [8, 25].

i OOBbEKTUBHOW OIICHKU TMPEITCCTOBOM BEpPOST-
Hoctu CPVT Obuta pa3paboTaHa qUarHOCTUYECKas IIKa-
Jla, KOTOpasi BKJIIOYACT COBPEMEHHBIC (DEHOTHIHYECKHE
xapakrepuctukd CPVT [31]. K HuUM oTHOCATCS (akTo-
pBI, KOTOpBIE TMOBHINIAIOT (Bo3pacT Mosoxke 40 net, reH-
Hasl IO3UTUBHOCTh, CEMEHHBIH aHAMHE3) WM MOHWKAIOT
(>keyouKoBasi KTOMHsI, UIIeMUYecKast OOJNIe3Hb cepila,
6onee mumnHHbI uHTepBan QT) BepostHocts CPVT. Co-
IJIACHO ATOM miKane, 3,5-12 0aioB COOTBETCTBYET BBICO-
koit npeaTectoBoit BepositHocT CPVT, uTo 03Havaer Ha-
au4ue onpeneiaeHHoN i 6onee 90%-HOW BEpOSTHOCTH
CPVT. Ilpu stom crpecc-uHaynupyemas MoIuMOopQHas
KT mpun UCC >100 ya/mMuH npupaBHUBaeTcs K 4 6ayuiam,
YTO AHAJIOTUYHO MOJOXKUTEIBHOMY F€HETHUECKOMY TECTy
Ha nmaTtoreHHbI BapuanT [31]. YuuTeiBas TOMHUHUpPYIOIIEE
MOJIOKEHUE CTPECC-UHAYIIMPOBaHHON monmuMopgHon KT
npu CPVT, mupokuii Kpyr naiueHToB MOXKET OKa3aTbCs
B Kareropuu «Bo3MoxkHOW» CPVT. BepositHo, Oymymiue
PEKOMEH/IAlNY TTO3BOJISIT YTOUHUTH KPUTEPHUU BBICOKOBE-
positHoro marHo3za CPVT, ocoGeHHO B OTHOIIEHHH 00JIb-
IIOM J10JM HEreHOTHIHMPOBAHHBIX MM T€HOTUI-OTpHIA-
TEJILHBIX MAIEHTOB.

JUATHOCTHUYECKOE TEHETHYECKOE
TECTUPOBAHUE

ITo mamaeim EHRA, okono 40% mamueHTOB M HX
POZICTBEHHHKOB HE MPOXOAAT TCHETHYECKOE TECTHPOBa-
Hue [6, 19]. [loHnMaHne TEHETHIECKUX U MOJICKYISIPHBIX
OCHOB KaHAJOMAaTHH MOXET CHOCOOCTBOBATh YITydIle-
auto npodunaktukn BCC. CoBpeMeHHBIE TEXHOJIOTHH
CEKBCHMPOBAHUsI HOBOTO MOKOJIeHHs (next generation
sequencing) MO3BOJISIIOT MCCIIE0BATH ITaHEIb HAPYILICHNIH
pUTMa cepira, BKIOYAIONIyo B ceds 40 reHoB, a Takke
WX MYTAIllid, CBI3aHHBIX C pa3BUTHEM KaHajomatuii [19].
J1J151 TeHETHYECKOTO TECTUPOBAHUSI BAXKHBIM SIBIISICTCS IO~
TBEPKJCHNE CBS3M BBIBICHHBIX I'€HETHYECKUX H3MEHE-
HUH ¢ KIMHUYECKUM (EeHOTHIIOM. [Io3TOMY BEpOSITHOCTH
TIOJIOKUTEJIFHOTO TecTa Hanboiee BBICOKA Y JIUI C BBICO-
KOU (DeHOTHITNIECKOH MEHETPaHTHOCTEIO [ 18].
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Jlyist Bcex mpenmnonaraeMbIX JIMarHo30B, CBS3aHHBIX
C KaHaJIoMaTusIMH, HEoOXOAMMO OOOCHOBATh TOKa3aHUs
K TEHETHYECKOMY TECTHPOBAHHMIO. [ eHeTHUecKoe TecTH-
pOBaHHE UTPAET BaXKHYIO POJb B BBISBICHHU «IIPEIACHUM-
MITOMHBIX» MJIM «MaJIOCHMIITOMHBIX» MOJIOJBIX JIUI] C Te-
HETHYECKUM (PEHOTHIIOM, aCCOIMUPOBAHHBIM C PUCKOM
paszButust BCC, 4To no3BossieT CBOEBPEMEHHO ITPOBOIUTH
npoduiakruueckue mepst [ 19, 37].

HeoOxonmnmo ormeruts, uto Poccuiickue ximHHYe-
CKHE pEeKOMEHIalH <« KeTyJouKoBbIe HapyIICHUS PHUT-
Ma. JKemynoukoBble TaxMKapAWW M BHE3AIHAsl cepleyHast
CMepTh» pa3padOTaHbl HA OCHOBE pekoMeHaauuii EBpo-
nietickoro obmiectsa kapauosoroB (EOK), ¢ yuetom Ha-
[IMOHAJTBHOM CHeUupUKH, 0COOCHHOCTEH 00CeI0BaHus,
JICYCHUS], YUUTHIBAIOIIUX JOCTYITHOCTh MEIUIIMHCKON T10-
Moty [38, 39]. YpoBHH yOeAUTEIILHOCTH PEKOMECHIAIUIA
(YVYP) u ypoBHu pocroBepHoctu jpokazarenbct (Y1)
JUIsl 0OOCHOBAHUS MPOBEJCHUS TUarHOCTUYECKOTO I'eHe-
THYECKOTO TECTUPOBAHHUSI TECHO CBSI3aHBI C BEPOSTHOCTHIO
TIOJIO’KUTEIEHOTO TECTa B 3aBUCHMMOCTH OT HACJIE/ICTBEH-
HOTO apUTMHYECKOTO CHHJIPOMA.

CornacHo 3TUM KJIMHUYECKUM peKkoMeHaanusm [38,
39], mpoBeneHHE KOMIIJIEKCHOTO T'€HETHUECKOro aHajH-
3a Ha BBISABJICHHE BO3MOXKHBIX MyTanuil B reHax KCNQI,
KCNH2uSCN5A4 (LQT1-3 - Hanbosnee pacipocTpaHeHHbIE
(dbopmbl 3a00JICBaHUsI) PCKOMEHIOBAHO BCEM MAIMCHTaM,
uMeromuM kinHndeckue nposienenus LQTS, orsaromén-
HBII ceMelHbIN aHaMHe3 U yanuHeHue uatepsana QTc, 3a-
perucrpupoBanHoe Ha DKI' B mokoe uin npu NpoBeAeHUH
MIPOBOKALIMOHHBIX AuarHoctrueckux npod (EOK A umm
YVP C, YA/ 5), a Takke BceM MaIMEHTaM, HC UMCIOIIUM
xapaktepHbix ia LQTS knmuHUYEeCKuX CUMMOTOMOB, NpU
peructpanun Ha OKI ynnunenus nntepsana QTc >500 mc
IIPU OTCYTCTBHUHU JIPYTHX BO3MOXKHBIX NMPUYHMH YAJIHHEHHS
nntepBana QT (EOK IA umn YVP C, VI 5).

B ciyuae oOHapyxenus y manueHtoB ¢ LQTS u
BrS renernueckux MyTauuii, NpoBEICHUE CKPHHUHTA,
HalpaBJIeHHOTO Ha BBISBICHUE XapaKTEpHBIX JUISI 3THX
3a00JICBaHUI MyTaIlMif, PCKOMCHIOBAHO BCEM OJIHM3KUM
POJICTBEHHHKAM, Jla’Ke MPHU OTCYTCTBUM y HUX XapakTep-
HBIX JUISl 9TUX 3a00JI€BaHUH KIIMHUYECKUX MPOSBICHUN 1
u3menenut KT 17151 O1leHKH MHIMBUYaIbHOTO IPOTHO3a
(EOK IIaB wnu YYP C, Y1/ 5) [38, 39]. B 10 *%e Bpems,
MIPOBEJICHUE TCHETUYECKOTO TECTUPOBAHUS JIUIIAM, HMEFO-
M OKT-n3menenus 2 u 3 Tunos BrS, npu orcyTcTBUN Y
HUX KIMHUYECKUX MPOsiBIeHUN u otsironienHoro nmo BCC
CeMeMHOro aHaMHe3a B HACTOSIIEe BpeMsl He PEKOMEH]0-
Bano (EOK IIIC nmm YVYP C, YI/1 5) [38, 39].

[TpoBeneHne TeHETHYECKOTO TECTUPOBAHMSI HA OOHa-
pyxenue Mytaruii B renax RyR2 u CASQ2 pexkoMeHI0BaHO
BceM nauuentam ¢ CPVT u nanueHtam, KIMHUYECKHUE TPo-
SIBJICHUSI KOTOPBIX C OOJIBIIION BEPOSTHOCTHIO MOTYT OBITh 00-
YCIJIOBIICHBI 3TUM 3a00JIeBaHUEM, OCOOCHHO TPH OTSITOIICH-
HOM ceMeHHOM aHamHese Juist ctpatndukanyn pucka (EOK
IC wmu YVYP C, Y 5) [38, 39]. [aumenram ¢ SQTS pe-
KOMEH/IOBAaHO TPOBE/ICHHUE KOMILJIEKCHOTO MOJIEKYJISIpHO-Te-
HETHYECKOTO CKPHHHHTA (BBISIBIICHUE HANOOJIEe YacThIX My-
taiuii B reHax KCNH2, KCNQ1 u KCNIJ2) ans BoisiBIeHUs
niepcoHanbHbIX puckoB (EOK IC mm YYP C, VI 5) [38,
39]. Ilpu sTOM cremyeT Yy4YUTHIBaTh HU3KYIO UYBCTBUTEIIb-
HOCTh METOJIOB B IMATHOCTUKE ITOTO 3a00JIEBaHMSL.

REVIEW

B 3aBucumocTH OT ypOBHS HMEIOLIUXCS JOKaza-
TEJILCTB T€HETUYECKUII BapuaHT MOXKET OBITh OXapakTe-
pH30BaH Kak: JOOpOKaueCTBEHHBINH; BEPOATHO, 100pO-
KaueCTBEHHBIHN; BapHAHT HEONpPEACICHHON 3HAYMMOCTH;
BEpOSATHO, MATOTeHHBIH; naroreHHwli [18]. IlatoreHHsIit
BapUaHT MOATBEP)KIACT KIMHUYECKUH TUArHo3 U MOXKET
CITy’)KUTh MPOTHOCTUYECKUM WM TEPANEBTUYECKUM OpH-
EHTUPOM, a TAK)KE MMETh OOJIBIIIOE 3HAYCHHE IS TIOCIIe/TY-
IOIIEr0 CKPUHUHTA YJICHOB CEMbHU. 32 PEIKUMHU UCKITIOUe-
HUSIMH, BApUAHT HEOIPE/ICIEHHON 3HAYUMOCTH HE MOXKET
UCIIONIB30BATHCS ISl BEACHUs MpoOaH/a Wi MPOTHOCTH-
YECKOI OIICHKH 0ECCUMIITOMHBIX YICHOB ceMbu [40].

Taxke Ba)KHO OTMETHTbH, YTO B KOHCEHCYCHOM 3a-
kiarogenun  okcneproB  EHRA/HRS/APHRS/LAHRS
(2022) uznoxeHa KOHIEHIHS «KIFOUCBBIX TEHOBY» IO BEp-
cun ClinGen (Clinical Genome Resource), To ecTh TeHOB,
KOTOPBIE JUIsl KaXKJIOTO BapUaHTa JOJKHBI ObITh BKIFOYEHBI
B «HJICJBHBINY» CKPUHUHI, YTOOBI TIOBBICHTH JOCTHIKECHHE
KJIMHUYECKHU TOJIe3HBIX pesynsTaroB [18]. UyBcTBUTENB-
HOCTb TECTOB, INpEJIaraéMbIX A PYTUHHBIX T'€HETHue-
ckux uccrnenaoBanuit, ans Bcex tunoB LQTS u CPVT B
cpeaHeM coctaBisieT 65% u 60% COOTBETCTBEHHO, MpU
SQTS - 40% u npu BrS - 25-30% [18].

Kak wn3BecTHO, Hambonee yOeIUTENBHBIM JOKa3a-
TENbCTBOM B MOJIEPAKKY MATOTCHHOCTH BAPUAHTOB SIBJISIET-
csl cerperanysi o )eHOTHITY Y HECKOJIBKUX YJICHOB CEMbU
[8, 28]. [TorTOMY MONOKUTEIBHBIA T€HETUYECKUN TECT Y
npobaH/a JaeT BO3MOXKHOCTb JUIsl KACKaIHOTO TECTHPOBa-
HUS POJICTBEHHUKOB NEPBOM CTENEHU POJICTBA HA HAITUYHE
MaTOreHHOTO BapuaHTa. B 1enom kackaJHbIl CKPUHHUHT
PEKOMEHyeTCsl, KOIJla Pe3yabTaThl MOBIMAIOT HA KIMHU-
yeckoe BejieHHe. Ecim y 4JIeHOB ceMbH MpobaHjia reHe-
THYECKOE TeCTUPOBAHUE J1al0 OTPULIATENIbHBIN pe3ynbTar
(He BBISBICHO BEPOSITHO MAaTOTCHHOTO WM MAaTOr€HHOTO
BapuaHTa), TO HEOOXOANMO TMPOBOANTH PETYISIPHBIN KITH-
HUYECKUH CKPUHUHI, IOCKOJBbKY CYIIECTBYET 3HAUUTEIb-
Hast EHOTHITNYECKasi TeTEPOreHHOCTh B BO3pAacTe MaHH-
(ecTanuu 3a00JIeBaHNs y WICHOB OJHON ceMbH [25, 34].

Kak wn3BectHO, uT0o B 30-40% ciy4aeB HEOOBSICHU-
MO} BHE3alMHOM CMEPTU ayTOICHUS HE BBISBIACT MPUUYMHEI
CMEpPTH, HECMOTPSI Ha TOKCUKOJIOTHUECKUN U T'MCTONATo-
joruueckuit aHanussl [41]. B atux cimyuyasx OCHOBHOI
IpernosaraeMoi NpUYMHON CMEpPTH ABJSETCA BHE3aIHas
apUTMHUYECKash CMEepTh, CBS3aHHAsl CO CKPBITOW Haciend-
ctBeHHOM aputmueii [8]. TloaToMy, cortacHO pexomeHaa-
LIUSIM, B CITy4Yasix HeOOBbSICHUMOM BHE3aIHON CMEPTH U MU
MO/I03PEHUN Ha HACJIE/ICTBEHHBIE 3a00JI€BaHMs MTOKa3aHO
MIOCMEPTHOE F'EHETHYECKOE TECTHPOBAHKE (MOJICKYISIpHAst
ayTOICHs), a B CITy4yae BBISBICHHS TAaTOT€HHOT'O UJIH BEpO-
SITHO TIATOTEHHOTO BapHaHTa PEKOMEHAYIOT KacKaIHBIH ce-
meitnbril ckpuauaT (EOK IC wn YYP C, V1 5) [38, 39].

Heo0xoaumMo oTMeTHTh, uTO Onarogaps MOSBICHUIO
BBICOKOIIPOM3BOAUTENBHBIX METOAOB  CEKBEHHUPOBAHMS
JIHK crano nocTymHbIM KpYHMHOMAacIITaOHOE CEKBEHH-
pOBaHUE C HCIOJIb30BAaHUEM ITaHKApIUAIbHBIX IaHenei
(06b1uHO 50-100 reHoB, CBSI3aHHBIX C CEPALIEM) BIUIOTH J10
CEKBEHUPOBAHHUS BCETO 3K30Ma U BCET0 FEHOMa B KOTOpTax
¢ panee HeoObsicaumort BCC [41]. OgHUM U3 BaXKHBIX OT-
KPBITHII 3TOTO CTaj BBICOKUI yPOBEHB NMAaTOT€HHBIX Bapu-
AHTOB B T'€HaX, BOBJICUCHHBIX B HaciencTBeHHYt0 KMII, Ha
JIOJIF0 KOTOPBIX MPUXOAUTCs 10 70% KIMHUYECKH O30~
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LIMXCS JICUCHNIO TTATOI€HHBIX BAPHAHTOB IPH HEOOBSICHU-
moit BCC [41-43].

Taxke MOKa3aHO, 4YTO KOMOWHALUS MOJICKYISIP-
HOM ayTONCHUM M KIMHHUKO-T€HETHUECKOrO MCCIIEIOBAHMUS
BBDKUBIIMX POJICTBEHHUKOB YBEIUYHBAET BEPOSITHOCTD
UACHTH(UKAINY TTaTOTEHHOTO MJIM BEPOSTHO MAaTOr€HHO-
IO BapHaHTa, a JIOTNOJHUTEIbHbBIN HE3aBUCHUMBIN pe3yiib-
TaT MOJEKYJISpHOW aytomcuu coctasiser 15-30% [44].
HecMmortpst Ha 3T0, B KIMHUYECKON MpakTHke ToIbko 70%
Bpaueil paccMaTpUBaId MOJIEKYIISIPHYIO Ay TOIICHIO MTPH MO-
JIO3pEHHUHM Ha HACJIECTBEHHYIO IPUUHUHY BHE3aIMHOM cMep-
™ [2, 10].

NPOBJIEMbI UHTEPIIPETAIIUH
PE3YJBTATOB TEHETUYECKOI'O TECTA

Pacter renermueckas W ()EHOTHIIMYECKAsl TETEPO-
TEHHOCTh W TIOSIBISIETCS BCE OOJBINE CBHUICTENHCTB TOTO,
YTO HEKOTOPHIC HACIEICTBCHHBIC APUTMHU SIBISIOTCS
OJIMTOTeHHBIMHU 3a0oneBanusMu [18, 45], xotopsie mpea-
CTaBISAIOT JIOTIONHUTEIBHBIE TPYIHOCTH B T€HETHYECKOU
uneHTuuKamy. [loaToMy BEIOOP MaHETH TCHETHYECKUX
TECTOB, U HHTEPIPETAIHS PE3yTETaTOB TEHOTHITHPOBAHMS
TpeOYIOT BBICOKOTO YPOBHS CICIUATBHBIX 3HAHUH M MEXK-
JTUCHUTUTMHAPHBINA 1ToaX0A. AeHTHUKANNS TAaTOTEHHOTO
BapHaHTa YBEIMYMBACT PHUCK Pa3BUTH (EHOTUIIA, HO HE
MIPUPABHUBACTCS K KIMHUYECKOMY TUArHo3y. Taxke OT-
pHUIATENBHBINA Pe3yabTaT TEHETHYECKOTO TeCTa HUKOTa He
HUCKITIOYaeT 00OCHOBAHHBIN KIMHUYECKUHA auarsos. Ecim
pe3yIbTaT MOJIOKUTENBHBIA, TO €r0 IPaBIOMOJ00HOCTh
HEOOXOIMMO TIPOBEPUTH, TOCKOIBKY MOXKET OKa3aThCs,
YTO BBISBIICHHAs MYTAIUsl HE SBISICTCS TPUYWHOU HITH
€IMHCTBCHHOW MPUIMHOM 3a0oneBanus [18].

W3-3a moBTOpeHHUs (PEHOTHIIOB U TEHETHUYECKOH Te-
TEPOTEHHOCTH BBIOOP MPABHIIEHOTO TE€CTa JJIS TCHOTHITH-
pOBaHUS MOXKET OBITH 3aTpyaHEH. [Ipr 3TOM aHATOTHYHBIH
(eHOTHIT MOXKET OBITH BBI3BAaH MyTAaIllMsAMHU B Pa3HBIX Te-
HaX (CHHIPOM «TEHETHYECKOTo mepekpuITis») [11, 17]. C
JPYTOH CTOPOHBI, OJJHA U T K€ MYTAIIHsI MOXKET IIPUBECTH
K pa3HBIM (PEHOTHIIAM JJaKe B OTHOI ceMbe (TIIepeMeHHast
SKCIPECCUBHOCTH): HAMPUMED, WICHBI CEMBH C OIWHAKO-
Boil myTarmeit reHa SCN5A MOTYT UMETh pa3Hble (eHO-
Tumbl, Takue kak BrS, LQTS n aHoMannu mpoBOIUMOCTH
cepaua [19].

[TosToMy O€3 IpenonaraeMoro JuarHo3a HeT CMbICIIa
TIPOBOIUTH OOIIHI TEHETUYECKUH TECT TSI CKPIHIHTA KaK-
JIOTO U3BECTHOTO reHa, cess3anHoro ¢ BCC [8]. Taxkoit ckpu-
HUHT 9acTo 0OHAPY)KUBAET BApUAHTHI / MyTalllH, KOTOPHIC
He OBUIM TPUYMHON 3a00JeBaHMS B KOHKPETHOM CIIydae.
Jaxke mpu HaIMYUH TPEANONaraeMoro IMarHos3a, MHOTIA
PEe3yIBTaThl HE MOTYT OBITH MIPAaBIIIEHO HHTEPIIPETHPOBAHBI
0e3 TeHEeTHYEeCKOTO W KIMHHYECKOTO OOCIIETOBaHUS pPOI-
CTBEHHHKOB, 0COOCHHO €CITH paccMaTpHBaeMasi MyTaIlys 10
CHX TIop Hem3BecTHa. Kpome Toro, maeHTH(UKAINsA 00Ib-
IIOT0 KOJIMYECTBAa BTOPOCTEIIEHHBIX TEHOB, OTBEYAOIIINX
32 HECKOJIBKO BapHAHTOB, YBEIMUNBACT HEOTIPEHACICHHOCTD
WHTEpPIIPETAIN TeHeTHIecKoro Tecra [ 18].

Heo6xomnmMo OTMETHTH, YTO TEHETHYECKUE BapHaH-
THI BHE3AITHON CMEPTH Y MOJIOZBIX YACTO OCTAIOTCS KaK Ba-
PHAHTHI HEOTIPEICICHHOW 3HAYMMOCTH B TEUCHUE MHOTHX
JIET, UTO 3aTPyIHSACT UX BefeHne [38]. DTH ceMbH CIIeAYIOT
BECTH TaK, KaK eCclii ObI OHM MIMEJIH OTPHUIAaTeIFHBIN TeHO-

69

TUIM, U BAPHAHTHI HEONIPEIEICHHON 3HAYMMOCTH HE JOJIK-
HBI BIUSTh HAa KIIMHWYECKUE pelIeHus 1o BejeHnto. OnHa-
KO HEKOTOPBIE U3 HUX MOT'YT OBICTPO HIEPEUTH B BEPOSITHO
MaTOTeHHbIE BapMaHTBI MOCJE TIIATEIBbHON MPOBEPKU M,
MIO9TOMY JICYCHUE U N30EraHue ONpeesICHHBIX TPUTTEPOB
apUTMUH Y OECCUMITOMHBIX NAllMEHTOB MOTYT OJIaronpu-
SITHO MOBJIUSTH HA TeUeHHUE 3a00IeBaHUs.

I'enernueckue mccnenoBaHus 3a00J€BaHNI B OCHOB-
HOM COCpEJJOTOYEHBI Ha M3MEHEHUSIX MEPBHYHON CTPYKTY-
pot JIHK, cBsi3aHHBIX ¢ W3MEHEHHMSMH B TPaHCKPUIILIUH U
TpaHcismy reHoB [18]. OqHako cymecTByeT O0JbIoe KO-
JIMYECTBO CIIy4aeB HACIEICTBEHHBIX JKEIYTOYKOBBIX apHT-
MU ¢ HOpPMaJBHOW CTPYKTYpOil cepila, B KOTOPBIX MpH-
YUHHBIA TeH He Obu1 oOHapyxeH. Cpean MOTeHIMATbHBIX
MPUYMH FeHETHYECKN HEOTIPEACICHHBIX PE3YIbTaTOB MOTYT
OBITh AIUTEHETHYECKHE (PaKTOPBI, BIMSIOIINE Ha SKCIIPEC-
CHIO TeHOB BOCIIPHUMYHMBOCTH K JKETyZI0YKOBBIM apUTMUSIM
[46]. Hanpumep, nipu BrS ObUI0 3aperucTpupoBaHO OKOJIO
20 maToreHHbIX TeHOB, HO KOMIUIEKCHBIE (haKTOpPbl OTHOTO
reHa W TOJMI€HHbIC (haKTOpBI, TTO-IIPEKHEMY COCTABIISIIOT
60-80% Hen3BeCTHBIX PUUYUH 3a00eBanus [ 12, 45].

VYuurtsiBas, yto nepsuunsie KMII Hepeako g0 pas-
BUTHS KapAWOMHOIATHYECKOW KapTHHBI, MPOSBIISIOTCS
Pa3MYHBIMHM APUTMUSIMH, OHH MOTYT OBITH MHTEPIPETH-
pOBaHbl Kak IEpPBUYHBIC dJIeKTpuyeckue Oone3nu [44].
[ToaTomy, y manuentoB ¢ nogo3penuem Ha KMII unu Ha-
CIEJICTBEHHYIO apUTMHIO KOMIUIEKCHOE T€HETHYECKOE Te-
CTHPOBAHUE UMEET BBICOKYIO JMArHOCTHUECKYIO IIEHHOCTh
U MOXET INePeBECUTh OpeMsi HEONpeeICHHBIX pe3ysIbTa-
TOB T€CTUPOBAHUS.

OCBEJOMJIEHHOCTb U KOMIIETEHIINA
BPAYEM IO HACJIEJICTBEHHBIM
APUTMUAM

YdauThIBas PEOKOCTh HACIEICTBEHHOW apUTMHU B
OIS, (DEHOTUITHMYECKYIO0 BapHaOeIbHOCTE U TIPE00-
NagaHne 0ECCUMITOMHBIX WICHOB CEMbH NPOOaHa, OCBE-
JIOMJICHHOCTB Bpadeil UrpaeT BaXXHYIO POJb B BBISIBICHUN
ATHX MAalMEHTOB B KJIMHAYECKOH mpakTuke |5, 28]. Kpome
TOTO, 3TH MAIMEHTHI HEPEAKO 00paIalOTCs K BpayaM pas-
HBIX CIICIIMAIIEHOCTEH, YTO MOXKET IPUBECTH K OITHMOOYHON
WJIN TIO37HEH IMarHOCTHKE HACIEACTBEHHOW apUTMUH H,
CJIeZI0BATEIHHO, OHU MOTYT OCTaBaThCs 0e3 3P PEKTHBHOTO
JedeHus, HecMOTps Ha BbIcokuii puck BCC [2, 6, 35].

B cBa3u ¢ 3TMM B mocietHEe TO/BI 0CO000€ BHHMa-
HHE YACJSIOT M3YyYEeHHIO OCBEIOMJICHHOCTH Bpadei O Ha-
CJIC/ICTBEHHBIX aPUTMHUSIX M NX OTHOILICHHS K BBHITIOTHEHHIO
HEOOXOMMBIX THATHOCTHYECKHX MPOILEAyp, BKIOYAs Ha-
MIpaBJICHHE B CIIEUAIN3NPOBAHHbIC KIIMHUKH JJIsI KOHCYITh-
THUPOBaHUs [6]. B MHOTOLIEHTPOBOM HCCIIEI0BAaHNUH, IPOBE-
neHHoM nox arujol EHRA, nzyuanacek Tekyuiasi npakTika
BEJICHUS MOJIOIBIX ManueHToB, nepeHecumx BCC [1]. Pe-
3yJIBTaThl OHJIAHH-OMPOCa BBISIBHIIM HETIOCIIEA0BATEIILHbIN
MOZXOl K MCHONIB30BAHMIO HArpy304HOTO CTPECC-TECTa,
MEJUKAaMEHTO3HOH MPOBOKAIMK M TE€HETHYECKOTO TECTH-
posanws. [Ipu 3Tom 2/3 Bpadeit He 00CYy KAl pe3yIbTaThl
TEHETHYECKUX TECTOB C T€HETHKOM, AyTOIICHs BHE3AITHO
YMEpIIUX ITPOBOANIACH TONBKO B 43% citydaes, a HOCMepT-
HOE 'eHETHYECKOe TECTUPOBaHME - B 37% cirydaes.

Bpaun o0mieii MpakTHKKM MOTYT ChITPaTh CyIIECTBEH-
HYIO POJIb B BBISIBIICHHM JIMI[ C ITOZ03PEHHEM HA Haciel-
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CTBEHHBIC aPUTMHH, HAIIPABIISSl X HA TEHETHUECKOE KOH-
cynerupoBanue. Tak, onpoc 106 Bpaucit o0mIeH MpaKTUKU
MoKasaJl, 4To U3 Hux Tojibko 40% B cBoell mpakTHKe Ha-
OJrOfiaIi MOJIOABIX TMAIMEHTOB C CEMEHHBIM aHaMHE30M
BCC [28]. HecMoTpst Ha BaKHOCTh cOOpa CeMEHHOTo aHa-
MHe3a JUIs BBISIBIICHUS U HaUIE)KAIIETo JICYCHUS TeHEeTHYe-
CKoro 3aboseBaHus, TOJIbKO 21% Bpauei oOIel mpakTu-
K1 U 46% KapanoJioros cooOIany, 4To HacJIeICTBEHHAs
apuTMus ObUTa AMAarHOCTUPOBAHA B PE3YNbTaTe CEMEHHOTO
ckpunuHra. M3 Hux oxono 40% Bpaueil oOieil npakTuku
u 30% KapanuoJI0roB BOOOIIE HE pacCMaTPUBAIIN TaTbHEH-
[IMe WCCIIEAOBAHUS MPH HAJIMYMK CEMEHHOro aHamHe3a
BCC B mononom Bo3pacre.

B npyrom uccnenoBaHuu anketuposanue 154 Bpa-
4yel Xupypruueckoro npopuis (oOmue XUpypru, axyiie-
PBI, aHECTE3UOJIOTH) TOKA3aJI0, YTO OOJIBIIMHCTBO y4acT-
HuKoB (80%) He oOnaganu nomkHbIMU 3HaHUAMHU 0 BCC
UM HACJEICTBEHHOU apuTMuu [47]. YuacTHUKU ompoca
OLICHMBAJIM BA)KHOCTh 3HAHUH O HACJIEICTBEHHOW apUTMHHU
JULsl MX Ipo(hecCHOHaNbHON PabOTHI CIIEAYIOIM 00pa3oM:
35% cuMTaroT, YTO «3TO COBCEM HE BaxkHO»; 32% Ha3Ba-
JIM 3TO «YMEPEHHO Ba)XHO» U 28,5% ObIIM yBEpEHBI, 4TO
«3T0 oueHb BaxkHO». [locne mpoBenenHoro ompoca 95%
PECIIOHJICHTOB 3asBHJIM O CBOEM JKEJIaHHU HOJIYyYHUTh JI0-
MOJTHUTEIBHOE 00pa30BaHKE O HACJICICTBEHHOW apUTMHH
MOCPE/ICTBOM OHJIAWH-CECCUI M OUHBIX CEMUHAPOB.

Takxe cieayer OTMETHTh Ba)KHOCTh OOy4eHHs Ta-
LIMCHTOB YINpPAaBJICHHEM TPUITEPaMH, CBS3aHHBIMU C Ha-
cnenctBeHHol aputmueil. [lo nanueim EHRA, moutu BO
Bcex KiIMHUKaX (86-93%) manueHThl ¢ yCTaHOBJICHHBIM
JIMarHO30M HACJI/ICTBEHHOM apuUTMHU NOJydyasud HH(POP-
MalMI0 O B&KHOCTH M30eraHus crienuduyeckux TpHrre-
POB apuTMHUCCKUX coOBITHI [6]. Kpome Toro, marnueHTh
MH()OPMHUPOBAIUCH O CBOEM 3a00JIEBAaHNUH C TIOMOILBIO CO-
OTBETCTBYIOIIMX BeO-caiiToB (77%) 1 MHPpOPMAaLIMOHHBIX
oykietoB (56%). [Tocne Havana Tepanuu 68% MaIlMEHTOB
HaOJIOAINCh Y Kap/iMoJiora B YHUBEPCUTETCKUX KIMHU-
kax, 14% mnanueHToB - y 3nekrpodusunoiora, 13% manu-
CHTOB - Y KapIuojora B OoipHUIEC U 5% TAIUCHTOB - Y
Bpayeil o01Iei MpakTHKH.

Takum 00pa3oM, POBE/ICHHBIE JaHHBIC CBUJICTEIb-
CTBYIOT O HEYJ/IOBJIETBOPUTEILHOM COOJIIO/ICHUH OOILETIPH-
HSTBIX PEKOMEH/IAlNI B peallbHOM KIMHUYECKOW MPaKTH-
ke. [ToaToMy, ycTpaHeHHe BO3MOXKHBIX IPHYHMH TO3THEH
WM OIIMOO0YHOMN ANATHOCTHKH HACIEICTBEHHBIX apUTMUIA,
BKJTIOYask peasin3annio 00pa3oBaTeIbHbIX IPOrpaMM CpEan
Bpaueil mo BonpocaM BCC u HacleACTBEeHHBIX apUTMHU-

REVIEW

X, IO3BOJIAT ITIOBBICUTH B(b(l)eKTI/IBHOCTI: OKa3zaHusa MCJIHu-
KO-T€HETHYECKOI oMoy nanveHTam € rnogo3pCHMUEM Ha
KaHAJIONATUH M YICHAM UX CEMbEH.

3AKJTIOYEHHUE

[IpuBeneHHBIA aHAN3 PE3yIbTaTOB 00CIEIOBAHUS
U BEJCHUS ITAllEHTOB C HACIEICTBEHHBIMU apUTMUSIMHU
B PEANbHON KIIMHUYECKOM MPAKTUKE JaeT OCHOBAHHUE I10-
Jarath, YTO HECMOTPsI Ha >KU3HEYIPOXKAIOIIUE IOCIeI-
CTBHSI HapyILICHHH PUTMa U IPOBOAMMOCTH CEpAua Uit
CaMHX IALUECHTOB U WICHOB UX CEMEH, OTCYTCTBYET OIl-
THUMaJbHOE PeIIeHHe KOMILIeKCa MpodiieM, CBSI3aHHBIX ¢
cep/eUHbIMH KaHajonaTusaMu. Hapsiny ¢ pa3paboTkoil n
MOCTOSIHHBIM COBEPLICHCTBOBAaHHEM KIMHHUYECKUX PEKO-
MEHJIaLUi 10 BBISBICHUIO U BEJCHUIO MALUEHTOB C BBI-
COKHM PUCKOM BHE3aITHOI apuTMHYECKOW CMEPTH, B TOM
YHCiIe MIPU HACIICACTBEHHBIX apUTMHYECKHX CHHAPOMAX,
UX peanu3alys B KIMHHYECKHX YCIOBHUSX CONPSDKEHA C
TPYAHOCTSIMH, KOTOPBIE MOPOH MOTYT OKa3aTh KaTacTpo-
(ugeckoe BIHMSHHE.

Hapsiny ¢ HepeneHHBIME IPO0OIeMaMH, CBSI3aHHBIMH
C TEHETHYECKOI NIIeHTH(OUKALMEH HACIIeICTBEHHBIX apUT-
MHYECKUX CHHIPOMOB, BAXXKHOE 3HAYCHHE MMEIOT CTPOroe
COONIONCHUE aKTyaJbHbIX KIMHHYECKUX DPEKOMEHIALMI
BpadaMy, 00eCleYeHne MK INCIUILTMHAPHOTO MOAX0/A K
BEJICHUIO TUX HALMEHTOB, H CTUMYJIMPOBAHUE MpPEIoja-
BaHUs 00pa30BaTEIbHBIX MPOTPaMM 110 HACIEACTBEHHBIM
APUTMHSM C LEJBI0 YAYYIICHUS! KOMIICTCHIUH TpopHiIb-
HBIX Bpadeil. Kpome Toro, sBIISieTCs akTya bHbIM 00beIH-
HEHHE YCHIMH pa3iMYHBIX MEAULMHCKUAX YUPEKICHHUM TIO
CO3/IAHMIO €IMHOW MH()OPMALIMOHHOW 0a3bl JaHHBIX THUX
NAaUEeHTOB M CO3JaHUE JOINONHHUTEIBHBIX MPOQHIEHBIX
LEHTPOB H/WIM OTHEJCHUN KapAMOTCHETHKH, KOOPIMHH-
pyroLux padoTy Mo OKA3aHUIO MEIMKO-TeHEeTHYECKOH 110-
MOIIM 3aTPOHYTHIM MALUEHTaM U YICHAM UX CeMeil.

[1pu paccMOTpeHHN TAKTHKH 00CIIEIOBAHHS MTAlUCH-
TOB C IIOJO3PCHHUEM Ha HACIICJICTBEHHbIC apUTMUH TaKikKe
HEOOXOAMMO YYHTHIBaTh, YTO B KIIMHUYECKOW IPAKTHKE
LQTS u BrS cocrapnsror 6omee 2/3 cnydaeB. CHHKOIIE T
BHE3aIHasi CMEPTh SIBISIFOTCS TPpHU3HaKaMu mpumepHo 40%
HONYJIALMNA HACICACTBEHHOW apHTMUM, TOTAa Kak OO0Jb-
IIMHCTBO 9THX NALMEHTOB AUArHOCTHUPYIOTCS, KOTA OHU
OeccuMITOMHBI. B 3aKiiiodeHue ciieyer OTMETHTD, Y4TO B
COBOKYITHOCTH PELICHHE THX 3aJad MOXKET CII0COOCTBO-
BaTh JIy4IICH OLEHKU SHHIACMHOJIOTHH HACJIEICTBEHHBIX
APUTMHUI U TOMOYB B 3PPEKTHBHON NMpoUIaKTHKE BHE-
3aIHON apUTMHUYECKON CMEPTH.
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