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Pe3ztome. B cmamve npueodﬂmc;z pekomeHOaL;uu no npumeHeHuro MemMo008 2eHemu4ecKo2o
MecmupoB8arusi NPu 8POAHCOEHHOM CUHOpoMe YOnuHerHo2o unmepsana QT, evipabomarnnvie Ha OCHOBe
PEe3Yibmanios aHajiusa UmMeruwuxcs OauHwvIx 00 aqbgbekmueHocmu UCNONIBL308AHUSA MEOOd 8 yeisax
ouazHocmuKu 3a001e8anus, onpeoeienusi NPOSHO3Aa U 8b100Pa ONMUMATLHOU MAKMUKU 6e0eHUs.
nayuernma.

Knroueswie cnosa: CYUQT, kananonamuu, cenemuyeckoe mecmuposaHue.

Resume.The article presents recommendations on using genetic testing in patients with long QT
syndrome. The recommendations are based on the analysis of the existing data on the effectiveness of the
method in diagnosing the condition, determining the prognosis and choosing optimal approach to the
patient.
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AKTyaIbHOCTB. BposkieHHBIN cuHaApoM yutnHeHHOro uHTepBaga QT (CYUQT) —
penKoe  TMEepBUYHOE  JJIEKTpUYeckoe  3abojeBaHue  cepAua  (KaHajomaTws),
XapaKkTepu3ylolleecss CoueTaHWeM yajuHeHus uHTepBaga QTHa  cTanmapTHOM
ANEKTPOKApIMOTPAMME M MApOKCHU3MOB MOJIUMOP(PHBIX KEITYJOUYKOBBIX TaXUKapAMil,
KOTOpPbIE€ KIMHUYECKU MPOSIBISIIOTCA CHUHKOMAJIBHBIMU COCTOSIHUSIMM M MOTYT CTaTh
MPUYMHONM BHE3alHOM cepaedHoil cMepTH. YacTtoTa 3a00JIeBA€MOCTH OLICHUBAEeTCS B
1:2500-7000 HOBOpOXACHHBIX, TpudeM 5%-s1 BeposTHOCTh HacTymieHus BCC wmm
OCTaHOBKH CEp/illa C YCHEHUIHOW PEeaHHMAallMeil JTOCTUraeTcs KeHIIMHaMu K 21 roxmy, a
MyXunHaMH — yxke K 15 tomam [1]. Bpoxnenusriii CYUQTBeICTymaeT BemyIiei
APUTMOT€HHOM TNPUYMHOM BHE3AITHOW CEPIECYHOM CMEPTH CPEIM NETEN, HE MMEIOIIUX
BpPOXEHHBIX MOPOKOB cepua [2].

Haubonee pacnpoctpaneHHass ayTOCOMHO-IOMHHAHTHas ¢opMa 3a00JieBaHUS
(cunapom Pomano-Yopaa) pa3BuBaeTcs B pe3ysibTaTe MyTalluii B T€HaX, KOJIUPYIOIIMX
CTPYKTYpy O€JIKOB MOHHBIX KaHaJIOB cepaua. B HacTosmee BpeMs onpeaeneHo 13 reHos, B
KOTOPBIX Pa3BUBAIOTCS MAaTOJOrMYecKue MyTtauuu (okosno 95% ciydaeB MpUXOASTCS Ha
TpU reHa). B 3aBUCMMOCTH OT T€HOTHNA CYHIECTBEHHO PA3HATCSA TaKHE XapaKTEPUCTHUKU
3a00eBaHusl, KAK YaCTOTa PAa3BUTHUSl CUHKOIAJIBHBIX 3MMU30/I0B WM BHE3AMTHOW CepAeUHON
CMEPTH, MPOBOLUPYIOIIUE (PAKTOPbI, OKUIAEMBbI OTBET Ha CTAaHAAPTHYIO TEpamuio U
OTHAJIECHHBIN NPOTHO3 [3].

OCHOBHBIM METOJOM IUArHocTUku BpoxkaeHHoro CYMQTsBnsercs crangapTHas
AJIeKTpoKapauorpaMMa B 12-u oTBeneHusix. B HacTosiee BpeMsl CTaio BO3MOXKHBIM U
MPOBEICHNE T€HETUYECKOTO TECTUPOBAHMUS C IIEJIbIO ONPEETICHHS] KOHKPETHON MyTalluu U
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reHotumna 3aboneBanus. B To ke BpeMsl poJib T€HETUYECKHX METOJOB HCCIIEIOBAaHUS B
nuarHoctuke u jedeHuu BpoxkaeHHoro CYNQTocraercsa HescHol. B Hanbosee 3HaUnUMbIX
MEXIYHApPOJHbIX M HAlMOHAJIBHBIX peKkoMeHaanusx (B Tom uwuciie EBpomeiickoro
oOlecTBa KapJIuMOJIOroB M AMEPHKAaHCKOrOo OO0IIecTBa KapuoJIoroB/ AMEpUKaHCKOU
accolMaly cep/iia) He TPUBOIUTCA HHPOPMALIHS O TOTEHIIMAILHOM TM0JIb3€ MPOBEACHUS
MOJIEKYJIIPHO-TEHETUYECKOIO0 TECTUPOBAHUS B PA3JIMYHBIX KIMHUYECKHX CUTYyalUsX.
Heo0xoauMocTh 4YETKOro IMOHUMAHUSA POJM TEHETHYECKMX METOJOB MCCIEIOBaHUS B
BEJICHUU MALMEHTOB C MPEANOiIaraéMbIM WM YCTAHOBJIICHHBIM JINarHO30M BPOKJIEHHOTO
CYUQT obycnaBnuBaeT akTyaabHOCTh JAHHOTO UCCIIEIOBAHUS.

Heab: onpenenuts 3¢pGeKT OT MPUMEHEHUS METOJOB MOJIEKYIIPHO-TEHETHUECKOTO
TECTUPOBAHUS NPU YCTAHOBJICHHOM WM MPEANOJIaraéMOM JIUAarHo3€ BPOKIECHHOTO
CYHUQT.

3apaum:

1. IIpoananusupoBare naHHbIE 00 3()(PEKTUBHOCTU I'€HETHUUYECKOTO TECTHPOBAHMUS
KaK MeToJa JuarHocTuku Bpoxaennoro CYHUQT.

2. OueHWTh J0OKa3aTENbCTBA NPAKTUYECKON LIEHHOCTH OIPENENICHHUs] TE€HOTHUIA
BpoxkaeHHoro CYUQT c nensimu BbIOOpa Hauydllied cTpaTeruy BEACHUS MallMeHTa U
YTOUYHEHHS IPOTHO3A.

3. OueHuTh A0KA3aTeIbCTBA MPAKTHYECKOW IIEHHOCTH N€HETUYECKOrO CKPUHHHIA
OMM3KUX POJCTBEHHUKOB MAIIMEHTA C YCTAaHOBIECHHBIM ArarHo3oM BpokaeHHoro CYUQT.

Martepuas u metoabl. Hamu ObL1 11poBe/IeH MOUCK M OTOOP pe3yJbTaTOB HAYYHBIX
UCCJIEIOBAHUM,  CHCTEMaTHYEeCKUX ~ 0030pOB, METa-aHAJIM30B U  HE3aBUCHUMBIX
pEeKOMEHJalMi, W3JaHHbIX He paHee sHBapa 1995 roma, omyOJMKOBaHHBIX B
oubmmorpaduueckoit 0aze crareit HammonanpHOM MeauruuHckot Oubmumotexku CIIA
MEDLINE u  TOCBAIIEHHBIX  ONPENENEHUI0  KpUTepueB  HWHOOPMATHUBHOCTH,
JWArHOCTUYECKOM, MPOTHOCTUYECKOM M TEPANEBTUYECKOM 3HAYUMOCTU MOJIEKYJISIPHO-
T€HETHUYECKOro TecThupoBanus rnpu BpoxkaeHanom CYUQT.

Pe3yabTaTsl 1 UX 00cy:kaeHne. OTCyTCTBHE OOILIETPUHITOIO 30JI0TOTO CTaHapTa
B jauarHoctuke CYUQT 3aTpyaHseTr OLEHKY XapaKTepUCTHK TI'E€HETHYECKOIo
TECTUPOBAHUS KaK AMArHOCTUYECKOTO MeToza. [Ipu ncrnonb3oBaHnN B Ka4ECTBE 30J10TOrO
CTaHAAapTa KIMHUYECKOTO JHMArHo3a 4YyBCTBUTEJIBHOCTH MOJIEKYJSIPHO-TEHETUYECKOIO
MeTo/1a HaXxoAuTcs Ha ypoBHE 72-91%.

Tadauya 1.9yBCTUTENBEHOCTD U CIENU(PUIHOCTh TEHETUYECKOIO TECTUPOBAHUS

ABTOpBI T'on Bbi0opka YyBCTBHTEJIBHOCTD Cnennduunocrn
Choi et al. 2004 43 91% 100%
Tester et al. 2006 541 72% S7%
Taggart et al 2007 176 75% H/1
Lieve et al. 2012 855 72% 49%

ITpu »TOM HauOONBIIYIO MPEACKA3aTENbHYI LEHHOCTh METOJ IOKa3bIBACT IS
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NALKUEHTOB C BBICOKOM MPEATECTOBOM BEPOSTHOCTHIO HAIMUUS CUHAPOMA. B CBsI3U ¢ 3TUM
METOJI MOKET ObITh 3(PhEeKTUBEH ISl MOATBEPKIICHUS AMArHO3a y MAlMEeHTOB, KOTOPbIE
YaCTUYHO yNoBIeTBOpsitoT kKputepusim CYUQT.

B 1O Xe BpeMs MOJNEKYJISIPHO-TEHETUUECKOE TECTUPOBAHUE HE MOXET OBbITh
PEKOMEHJIOBaHO Tpu Tmojao3peHud Ha BpoxkaeHHbH CYWQTy mnanueHToB ¢ HU3BKON
MPEATECTOBOM BEPOSITHOCTh HAMW4Ms 3a00JieBaHMs (HAMpUMeEp, Y JHUI[ C CHUHKOMAMHU
MPEANOJIOKUTEIPHO Ba30BarajJbHON NPHUPOABI) W3-32 3HAYMUTEJIBHOU TI'€HETHYECKOU
TE€TEPOr€HHOCTH CHUHJPOMA M OTHOCUTEIBHO HHU3KOW TOYHOCTU METOJa B ATOM rpymmne
uccnenyemeix [4, 5, 6].

OnpeneneHrne MyTaHTHOTO T€HAa MOXKET MMETh BAa)KHOE 3HAYCHHE IIPU BBHIOOpE
MOIXOMOB K  KOHTpomto 3aboneBanusa. Tak, mnpu THme cuHapoma LQT1
BBICOKOA((HEKTUBHBIM CPEACTBOM SIBIIIOTCS O€Ta-aApeHOOIOKATOPBI, B TO BpeMs KakK JIs
nanueHToB ¢ LQT3 MoxeT ObITh BbIOpaHa OoJiee arpeccuBHasi TaKTUKa C UMIUIAHTallUEH
kapauonepuodpusuisitopa. OmnpeznelieHne HENOCPEICTBEHHOW JIOKaIU3allud MYTallud B
reHEe W €€ THUMa TMO3BOJIAIOT JO0OUThCS eme 0ojiee TOYHOM CTpaTHU(UKAIMK PHUCKA:
HarpuMep, MalueHTbl ¢ MUCCeHC-MyTanusamu npu tune LQT1 uMeroT BaBoe OObIIHiA
PUCK HACTYIUICHUS HEOJIArONPUATHBIX COOBITHM, Y€M MAIMEHThl C MYTallUSIMH THIIA
CIBUTA paMKHU CUUTHIBaHUS [7].

Hecmotps Ha 3TO, KOHCEHCYC B OILICHKE POJM OMpEACICHUs T'eHOTUIa B BBIOOpE
HaWJIy4Illed cTpaTeruu BEJCHUS MallMeHTa U Moa0ope Tepanuu oTcyTcTByeT [1, 4, 8, 9].
HccnenoBarenn OTMEYAKOT, YTO IMOCKOJBbKY 3a00J€BaHUE SBISIETCS IMOTEHUUAIBHO
JIeTadbHbIM, BCE MAIMEHTHI MOJYYalOT JICUCHUE IO YCTAHOBJICHHBIM MPOTOKOJIAM BHE
3aBUCUMOCTH OT PE3yJbTaTOB T€HETUYECKOI0 TECTHUPOBAHUS (UTO JEJAaeT HEBO3MOXKHBIM
MPOBEJICHUE CPABHUTEIBHBIX UCCIACJOBAHUM PpA3IUYHBIX TMOAXOJ0B K JICUCHHIO).
Pe3ynbTaThl T€HETUYECKOTO TECTHUPOBAHUSI TAK)KE HE IMO3BOJISIIOT BBIACIUTH MAIIUEHTOB
BBICOKOM M HU3KOM TPYIIN PUCKA, TO €CTh ONPEACIUTh HEOOXOAUMOCTh HHTEHCU(DUKAIIUH
JICYEHUS WJIA BO3MOXKHOCTb €TI0 MPEeKpaICHUsI.

XOTsl UMEIOTCSI TEOPETUUECKIE 00OCHOBAHMS PUMEHEHHSI METOJIOB MOJIEKYIISIPHO-
TeHETUYECKOW JMAarHOCTUKU [JIsi  ompeneneHus: reHotuna BpoxaeHHoro CYUQT,
HEO0OXOJMMO OTMETHUTH, YTO KJIMHUYECKUE UCCIEOBaHUs, olleHuBaronme 3pHeKT Kak oT
CTpaTu(UKalUA pUCKa B 00IIEM, TaK U OT T€HETUYECKOT0 TECTUPOBAHUS B YACTHOCTH, HE
BBITIOJTHSIJTUCh.

['eHeTnueckoe TECTHPOBaHUE OMMKANIIMX POJICTBEHHUKOB MPOOAH]Ia MOXKET OBITH
PEKOMEHJIOBAaHO B TeX CIIy4asiX, KOTJlda OHM HE YJOBJIETBOPSIOT WM TOJIBKO YACTUYHO
YAOBJICTBOPSIOT KIMHUYECKUM KPUTEPUSM JUarHocTuku. OrnpenerneHne KOHKPETHOU
MyTallui y TipoOaHIa MU €€ HaMpaBJICHHBIM TMOUCK y POJACTBEHHHKOB 3HAYUTEIHHO
MOBBIIIAET YYBCTBUTEIHHOCTh U CIIEHU(UUHOCTh UCCIICIOBAHUSHY MTO3BOJISIET TOATBEPAUTH
WM ONPOBEPTHYTHh HAJIWYWE CHHAPOMA YPOJCTBEHHUKOM TMpoOaHIa C BBICOKOM
JIOCTOBEPHOCTHIO[S].

B HarnsgHOM BUE, IPUTOAHOM JUIsl HEOCPEICTBEHHOTO UCIIOJIB30BAHUS Bpauamu,
CTAJIKUBAIOIIMMHUCS B CBOCH MpaKkTHKe ¢ nanueHTamu ¢ BpoxkaeHHbIM CYUQT, BBIBOIBI O
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COBPEMEHHOM POJIM T€HETHYECKOT'0 TECTUPOBAHUS B IMATHOCTUKE U JICUCHUU 3a00JIeBaHUs
MOTYT OBITh IIPEACTABJIEHBI B BUJIC CJICIYIONICH TaOJIUIIBI.

Tabauya 2. PekoMeHOalMK MO MPUMEHEHUIO T€HETUYECKOTO0 TECTUPOBAHUS IMPH I10J03PEBAEMOM HIU
YCTaHOBJIEHHOM Juarno3e Bpoxaennoro CYNQT

IMoxoop

JAnarnocruka IIporunos
Tepanuu

[lepBuuHBII CKPUHUHT (HET CEMEMHOMN
WUCTOPUH U CUMITTOMATHUKH )
CKpUHUHT aCUMITOMATHYECKUX
POJICTBEHHUKOB ITpo0OaH 1a
YacTtuaHoe HET CEMEMHOM + ()
COOTBETCTBHUE HUCTOPUHU
KIIMHAYECKUM €CThb CeMeHHas
KpUTEPUSIM HCTOPUS
IToaHOE COOTBETCTBHE KIMHUYCCKUM
KPUTEPUSIM TUarHOCTUKHU
Ipumeuanus: (++) — monp3a AMArHOCTHYECKOTO BO3JCHCTBHS JOKa3zaHa, (+) — Mmojb3a MEHee
yoemutesnpHa; (—) — mojb3a OTCYTCTBYET; (?) —pEeKOMEH[anus SBJISIECTCS MHEHHEM OSKCIIEPTOB M HE
OCHOBBIBABAETCS HA PE3yJIbTAaTaX UCCICIOBAHUM.

++

++

BriBoabI:

1 MonexynsipHO-T€HETUYECKOE TECTUPOBAHUE ABJISETCS NOCTaTOYHO
qyBCTBUTEIbHBIM MeTOJ0M auarHoctuku CYUQTnpu ycnoBuM BBICOKOW MPENTECTOBOM
BEPOSITHOCTH HAJIMYMS CUHAPOMA.

2 MonekyIapHO-TEHETUYECKOE TECTUPOBAHUE HE MOXKET ObITh PEKOMEHOBAHO IS
MEPBUYHOIO CKPUHHMHIa 3a00JIEBAHMUS y TMALMEHTOB C HEOTATOLICHHBIM CEMEHHBIM
aHaMHE30M (C HU3KOU MPEATECTOBOM BEPOSITHOCTHIO).

3 MonekynspHO-TEHETUYECKOE TECTUPOBAHNUE Y MALMEHTOB C AUArHOCTUPOBAHHBIM
CYUQTwmoxeT NpUMEHSThCS AJisl CTpaTH(PHUKAIIUN PUCKa U MOA00pa HAMITYyYIIel TaKTUKH
JedyeHus, OoJHako A(PGEeKT OT HCHOoJb30BaHUS METOAa JOJMKEH OBbITh OIICHEH B
MTOCIEAYIOIIUXKIMHAYECKUX UCCIIEOBAHUAX.

4 MonexkynsipHO-TEHETUYECKOE TECTUpOBaHUE 3(PPEKTUBHO B KadyecTBE MeETojla
CKPUHHMHIa CpEIu MHAalIeHTOB C BBICOKOW MPEITECTOBOM BEPOATHOCTHbIO OOHApPYKEHMS
CHUHJIPOMA, B TOM 4HuCJe OMMKallNX pOACTBEHHUKOB IpobaHna. B mocineanem ciyuae
PEKOMEHIyeTCsl  OIpe/esieHHe MyTaluu NpobaHIa W €€ HaNpaBJICHHBIM TOUCK Yy
POJICTBEHHUKOB I1alIUEHTA.
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