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PE3IOME

O6ocHosaHue. CUHOpoM maxu-6padukapouu y 83pOC/IbIX Yacmo Ae/1aemca c/eo-
cmeuem ulieMuYecKux UsmMmeHeHUU U 8bisignisemcs 8 50 % criyuaes cpedu ecex nayueH-
moe ¢ CUHOPOMOM C/1TabocMUu CUHYCOB8020 y3/1a. Y Oemeli CUHOpPOM maxu-6padukapouu
npakmuy4ecku He Ucciie008asICA, 2eHemuYecKue MEXaHU3Mbl €20 803HUKHOBEHUS He U3Y-
yeHsl, a onpedesieHUe MAKMUKU 8e0eHUs 3ampyOHEHO 8 C853U C HeOOXOOUMOCMbIO Ky-
NUPOBAHUSA y NAUUEHMO8 KAK XXu3Heyzpoxatouwjeli 6padukapouu, mak u maxuapummud.
Lenv pa6omol. Onpedennumes yacmomy 8cmpeyaeMocmu 06MOPOYHbIX COCMOAHUU,
cepoyebueHul U 3eKmpokapouocepaguyeckux MapKepos, a makxe Usy4yums 4acmomy
U npedcmassieHHOCMb 2eHemuyecKux Mymauyuti, dcCoyuupOBaHHbIX C pasgumuem cep-
0eyHbIx KaHaaonamut u Kapouomuonamud, y demeti ¢ CUHOPOMOM MAxu-6paduxkapouu.
Mamepuanel u Mmemoosl. 06¢1e008aHbI 18 nayueHMos ¢ CUHOPOMOM maxu-6pa-
oukapouu 8 go3pacme om 1 0o 17 nem (8 cpedHem 11.3 + 4.97) 6e3 op2aHu4eckux
3a6onesaHuli cepoyd, npowieowiue NosIHoe Kapouosioauyeckoe 06c1e008aHUeE C 2e-
Hemu4ecKUM aHa1u3om.

Pesynomamel. Y 67 % 0emel 8 KTUHUYECKOM Cmamyce 0mmeyasauce 06MopoyHeie
cocmosHus, y 56 % — cepoyebueHus, y 39 % — noxasa nepeHoCUMOCMb hu3U4ecKUX
Hazpysok. CodemaHue HapyweHus yHKYUU CUHYCOB020 Y3/1a C AMpPUOBEHMPUKY-
napHol 610kadoli | cmeneHu 8bif8/1eHO 8 56 % Cr1yuaes, y 00H020 pebeHKa — c ampuo-
s8eHMpuKynapHol 61o0kadol I-Il cmeneHu. Y 6 0emeli uMnIAHMUPOBAHbLI AHMU-
apummuyeckue ycmpolicmad, y 00Hoz20 nposedeHd onepayus pado4yacmomHou
kamemepHoU abnayuu, 7 nayueHmos noay4aau mepanuto aHmuapummuyecKumu
npenapamamu. Y 78 % nayueHmog 6blsu 8bisi8/1eHbl 8APUAHMbI 8 PA3/IUYHbIX 2eHAX,
accoyuuposaHHsIX ¢ pasgumuem KaHasonamud, apummud unu kapouomuonamudi.
3aknroyeHue. Tonbko 17 % demeli c CUHOpOMOM Mmaxu-6paduxkapouu He npedvA8-
nalom xanob. CUHOpoM maxu-6padukapouu ¢ Hadxesyo0ouyko8bIMU maxuapum-
MUsMU Moxem 6bimb nepasiM nposseHUeM CmpyKmypHoU namoso2uu cepoya.
[eHemuyeckoe ucciiedosaHue 00/IXHO 8xo0ume 8 njiaH obciedosaHus Oemeli
C CUHOpOMOM maxu-6padukapouu, m.K. N038os1Aem OUAzHOCMUPOB8AMb 2eHemu-
yeckue MexaHu3Mbl Npozpeccupyowux opeaHu4Yeckux 3abosesaHul Muokapoa,
kapouomuonamud, pdHHUE NPOABJIeHUS KOMOPbIX He 8ce20a 8biAsAoMcs y Oe-
mel npu cmaHdapmHoM 06¢1e008aHUU.

Knroueesle cnoea: cuHopom maxu-6paoukapouu, 2eHemuKka cCuUHOpoma caabocmu
CUHYC08020 y3/1a, cepdeyHble apummuu, HapyweHus nposodumocmu cepdyd, npo-
2peccupyrowue 3abonegarus cepoyd, kapouomuonamudu, oemu
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RESUME

Background. Tachy-bradycardia syndrome in adults is often a result of ischemic
changes and is detected in 50 % of cases among all patients with sick sinus syndrome.
Tachy-bradycardia syndrome has not been studied in children, the genetic mechanisms
have not been studied, and the definition of treatment tactics is difficult due to the need
to treat both life-threatening bradycardia and tachyarrhythmias in patients.

The aim. To determine the frequency of occurrence of syncope, palpitations and elec-
trocardiographic markers and to study the frequency and representation of genetic
mutation associated with the cardiac channelopathies and cardiomyopathies in chil-
dren with tachy-bradycardia syndrome.

Materials and methods. Eighteen patients with tachy-bradycardia syndrome aged
1 to 17 years (on average 11.3 + 4.97) without structural heart diseases were exam-
ined, who underwent a complete cardiological examination with genetic analysis.
Results. 67 % of children in clinical status had syncope, 56 % had palpitations, 39 % had
low tolerance of physical activity. A combination of sinus node dysfunction with atrio-
ventricular block | was detected in 56 % of cases, one child had atrioventricular block
of I-Il degrees. Antiarrhythmic devices were implanted in 6 children, radiofrequency
catheter ablation was performed in one, and 7 patients were treated with antiarrhyth-
mic drugs. Variants in various genes associated with channelopathies, arrhythmias
or cardiomyopathies were identified in 78 % of patients.

Conclusion. Only 17 % of children with tachy-bradycardia syndrome have not com-
plains. Tachy-bradycardia syndrome with supraventricular tachyarrhythmias may
be the first manifestation of a structural pathology of the heart. A genetic study should
be included in the examination of children with tachy-bradycardia syndrome, as it al-
lows to diagnose the genetic mechanisms of progressive cardiac conduction diseases,
cardiomyopathies, the early manifestations of which are not always detected in children
during a standard examination.

Keywords: tachy-bradycardia syndrome, genetic of sick sinus syndrome, cardiac
arrhythmias, cardiac conduction diseases, progressive heart diseases, cardiomyopathy,
children
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AKTYAJIbHOCTb

CrvHgpom Taxukapauu-6pagvkapgun (CTB) sBnset-
CSl OQHVIM 13 BAapVaHTOB CUHAPOMA ClaboCTh CUMHYCOBOrO
y3na (CCCY) no MHEHMIO, KaK 3apybeXXHbIX CCriefoBaTenei,
TaK M OTEUECTBEHHbIX KIMHUYECKUX pekoMeHpauun [1-4].
dnekTpokapaunorpadpudeckum (3Kl nposeneHnem CTb
ABNIAETCA UepedoBaHMe CYHYCOBOW Opaavkapguy C Hag-
XKenyaoukoBbIMU TaxvaputMuamu. MNpy nepBom onmMcaHum
cuHapoma B 1954 rogy Short D. oTMeTUn cMeHy CUHYCOBOW
O6pagvKapanv Ha MepuaHue Npeacepauii 1 NpemnoxXun
TEPMVH «CUHAPOM aslbTEPHUPOBaHKA bpaavKkapauv u Ta-
X1Kapaun», a NepBoe MOJIHOE KIMHMYECKOe OnvcaHne na-
LMeHTa Obiio NpeacTaBneHo noutn yepes 20 ner [5].

CTBb sABnseTca nNpuuMHON AN OGOMbLUIMHCTBA UM-
nnaHTauun snektTpokapgunoctumynatopos (3KC) B CLUA
M cyuTaeTcs 6ONe3HbI0 MOXWUIbIX, T.K. 3a00neBaeMoCTb
1M BO3pacTaeT NPonopLUUOHanbHO YBEIMYEHNIO BO3pac-
Ta nauyuenTa [6, 7]. Cpegn B3pocnbix naymeHtos ¢ CCCY
CTB 3aHMMmaeT He meHee 50 % [6, 8], a cpeau geten c CCCY
B eAUHUYHbIX paboTax yKa3aHa 3HAUUTENIbHO MeHbLIas
npeactaBneHHocTb CTB - B 15 % [9]. [MpuynHbl pa3Butua
CCCY un CTB KpaiHe pa3HOOOpa3Hbl, B TOM YACIIe, KpOMe
BO3PAaCTHOWM MHBOMIOLUN CUHYCOBOrO Y3/a, MMeeT 3Ha-
yeHure ero TpaBMaTUYeCKOe NOBPEXAEHME NPU KOppPeK-
LM BPOXKAEHHbIX MOPOKOB cepaua [1-3]. 3HaunTenbHble
CNOXHOCTM BO3HMKAIOT B ONpefesieHn TakTUK/ BeleHA
B CBA3M C HEOOXOAMMOCTBIO KyMNMPOBAHWA Y MaLUeEHTOB
¢ CTB Kak »KM3Heyrpoxaiowlen bpagukapgmm, Tak u Ta-
XMapUTMUI, 3HAUYNTENbHO CHUXKAIOLUX KaueCTBO XU3HU.
Y peTten cvHOpPOM Taxu-OpagMKapauu MNpakTUYecku
He 1nCccnefoBancs, a reHeTUYeCcKne MexaHu3mbl ero Bos-
HUKHOBEHWA He NU3YYeHbl.

LEJIb PABOTbI

Onpegenntb 4acTOTy BCTPEYAEMOCTV OOMOPOUHbIX
COCTOSIHUN, CepauebueHun n snekTpokapauorpaduye-
CKUX MAapPKEPOB, a TaKXKe N3YUUTb YacTOTY Y NPeAcTaBeH-
HOCTb reHeTUYECKMX MyTaLKMi, aCCOUMMPOBAHHBIX C pas-
BUTMEM CepAEYHbIX KaHanonatmin M KapauoMuonaTuii,
y fleTell C CUHAPOMOM Taxu-6pagnKapaum.

MATEPUAJIbl U METObI

B HVWKW negmnatpum n geTckon Xxmpyprim nm. akage-
MuKa FO.E. Benbtuwesa (r. Mocksa) B 2021-2024 rr. HaMmu
6b1n10 obcnegoBaHo 18 nauneHToB ¢ CTh B Bo3pacTe oT 1
no 17 net (B cpeaHem 11.3 + 4,97) 6e3 opraHNYecKnx 3a-
6oneBaHuin ceppgua. Bcem getsm npoBoauncs cbop aHa-
MHe3a C [1eTa/lbHOM OLIeHKOW BCeX »anob, TuiaTeNbHbI
aHanM3 [aHHbIX CeMENHOro aHamHesa, NnabopaTopHble
nccnenoBaHuA (06WNIA N BUOXMMUYECKNIA aHANN3 KPOBMY,
o6t aHanm3 moun). NonHoe Kapanonoruyeckoe obcne-
noBaHue Bktoyano JKI B 12-Tn cTaHZAPTHbIX OTBEAEHU-
AX B MOJIOKEHUN NieXKa 1 CToA, XONTepoBCKoe 24-yacoBoe
MOHUTOpUpoBaHue (XM) B 3-x unu 12-T OTBedeHUsX,
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a TakXe axoKapguorpaduto (IXO-KI) ¢ gonnneporpaduen
COCYLOB sl UCKIIOYEHMS OpPraHMYeckux 3aboneBaHui
cepaua. TeCcT C [O3MPOBAHHON GU3NYECKON Harpyskom
- Tpegmun-tecT (TT) no npoTtokony bptoca — 6bin npose-
aeH 14 petam B Bo3pacte 6-17 net. JuarHo3 «CUHAPOM
CnabocTy CMHYCOBOTO y3na» Obll YCTaHOBMEH COrfnacHoO
KNUHUKO-IKI knaccnomkauum LkonbHmkoBon M.A., npu-
MeHsemol B neaunatpum [4, 10]. AKTMBHaA KJIIMHO-OPTO-
cTaTnyeckaa npoba Obina NpoBeAeHa ANA UCKIIOYEHMWS
pedneKTopHOM MNPUUMUHBI  CMHKOMAJIbHbIX  COCTOAHUN
y cemepblXx nauyveHtoB 7-17 net. BropnyHblie npuymHbl
pa3BuTusA 3aboneBaHMA ObUIM UCKIIIOYEHBI MPU MpoBe-
LEHUN OOMONHUTENbHBIX UCCIeOBaHWI MO MOKa3aHUAM
(ynbTpa3BykoBoe wucCC/efoOBaHME LWMTOBUAHOWM »Kene3bl
n gp.). Bcem 18 mauvieHTam B pasnunyHbix nabopaTtopusx
OblI0 MPOBEEHO MOSIHO3K30MHOE W/ MOSIHOFeHOMHOEe
CEKBEHVPOBaHVEe ANA BblABNEHUA reHEeTUYECKNX BapraH-
TOB, aCCOUMMPOBAHHbIX C Pa3BUTVEM KapAMOMMOMNATUN
1 KaHanonatuu, lNpoBegeHHoe nccnegoBaHne KOropTHOe,
HepaHAOMM3NPOBaHHOE.

WccnepoBaHve 6bil1o 0100pPEHO NIOKaNbHbIM 3TUYe-
cknm kommutetom HWUKW negmatpum n getckom xupyp-
rmm M. akagemmka tO.E. Benbtuwgesa (npotokon No 7
oT 10.09.2019). Poautenammn neten 66110 NOANNCAHO UH-
dopmmpoBaHHoe cornacre, popma KOTOpOro yTBepKaeHa
3TUYECKUM KOMUTETOM VIHCTUTYTA.

PE3YJNIbTATDI

Pe3ynbraTbl NPOBEEHHOrO NCCNEA0BAHMA C KIUHMYE-
ckumm 1 IKI ocobeHHocTAMY naumeHToB ¢ CTb npeacras-
neHbl B Tabnuue 1. nntenbHOCTb HabNAeHUs COCTaBMa
oT 6 no 168 mec. (B cpeaHem 61.7 mec.), 6onbluas YacTb fe-
Tel Habnofanacb B TeUEHVe HECKOMbKIX J1eT, B TOM yuncsie
ambynaTtopHo. MpefcTaBneHbl MAaKCUMANbHO BbIPaXKeHHble
JKI' 3mMeHeHVs, 3aperncTpUpoBaHHble HaMu Npu 0bche-
[OBaHNM B TeUEHUe BCEro rx HabmogeHus. Cpeam Hawmx
MaureHTOB He Obiflo MPOPeccMoHanbHbIX CMOPTCMEHOB
W 3aHATUA JOMONHUTENbHBIMM GU3NUECKUMI HArpy3Kamu
(pyT60N, XOpeorpaduis, HACTONMbHBIN TEHHWUC U T.4.) Y HUX
He npeBblwann 2-3 4acoB B Hegento. Y 12 peten (67 %)
B KJIMHUYECKOM CTaTyce OTMeuasnicb 0OMOPOYHbIE COCTO-
AHusA, y 10 geten (56 %) cepauebueruns, y 7 peten (39 %)
nyoxas NePeHoOCUMOCTb GU3NYECKMX Harpy30K, 1 pebeHoK
BHe3arnHo ymep. PeneKkTopHbI reHe3 06MOPOUHbIX COCTO-
AHWIN OblN UCKIIOYEH MOCTIe aHanv3a JaHHbIX 00 YCIOBUAX
pa3BuTVA OOMOPOKOB Ha OCHOBAHMWM OTCYTCTBYSA B3aUMOC-
BA3U C NpOoBOLMpPYOL MY haKTopamu B BUAE AJINTENbHOTO
OpTOCTa3a, NpPebbiBaHNA B OYLUHbIX MOMELEHUAX, Meau-
LVNHCKMX MAaHUNYNAUMA N T.4. Y 2-X feTell paHHero Bo3pacTta
Mbl HE OTMETUIN Cneuuduueckx ans abpekTnBHO-pecniu-
paTOPHbIX MPUCTYMNOB MPOBOLUPYIOLLMX GAaKTOPOB B BUAE
«3aKaTblBaHMWN», 6ONEBbIX TPUITEPOB U T.4., YTO MNO3BONWIIO
HaM VICKJTIOUMTb STOT B OOMOPOKOB. AKTUBHAs KIMHO-OP-
TOCTaTMyeckaa npoba Obina oTpuuaTeNibHas y BCEX CeMU
nauveHToB 7-17 net c obMopokamum. May3bl puTmMa no faH-
HbIM XM npeBbiwany 2 cek.y 9 feTen, n3 HUX y 5 geter 6oim
6onee 3 cek. (B JHEBHOE BPEMSA Y TPOWX, Y ABOUX HOUbIO),
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a y ogHoro pebeHka gocturanu 6 cek. (puc. 1). CouetaHue
HapyLeHns GYHKUMM CMHYCOBOIO Y3/1a C aTPUOBEHTPUKY-
nspHow (AB) 6nokagoii | cteneHu BbisiBNeHO B 56 % ciyyva-
€B, U elle y ogHoro pebeHka (B 6 %) — ¢ AB 6nokagon |-l
cTeneHn. HapyLueHre BHYTPVXXenyLoUYKOBOro NpoBeeHs
oTmeuanocb y 15 geteir (83 %), npu yem, B OONbLUIMHCTBE
3TV U3MEHEHUS NMPOABIIANNCH HEMOJHOW 6/10Kal0N NPaBOW
HOXKWM MyuKa lca c nepexofom B NOJHYLO 6rioKagy npaBoi
HOXKM NyyKa [Mca y ogHOro pebeHKa, 1 COYeTanuch y IBOMX
MaureHTOB C 6I0Kafol 3afjHel BETBY JIEBOV HOXKM MyyKa
MMca n c 6nokaZon nepefHeln BETBY NIEBOW HOXKYM MyyKa
lca B ogHol cnyyvae. Y Tpoux fieTein Obinvi BbIAIBNEHO yanu-
HeHue nHtepsana QT B TeueHne CYyTOK, OQHaKO, KpTepues
ONA AMArHOCTUKM MEPBUYHOrO CUHAPOMA YAIMHEHHOrO
uHtepana QT 6b10 HepgocTaTouHo. Tonbko y 1 pebeHKa oT-
MeYasnocb CHUKeHMe ¢pakumm Bbibpoca no gaHHbIM IXO-
KI no 57 %, y ocTanbHbIx HacocHas GyHKUKMA cepaLa bbina
He n3MeHeHa. MiameHeHus no gaHHbIM OXO-KI y aByx Aeter,
KoTopble noApobHee onucaHbl B 06CYKAEHUU, Mbl HE CBA-
3bIBaEM C Pa3BUTUEM aPUTMOFEHHOWN KapAnoMMOMaThu.

Tonbko y 17 % (3 petelt) oTMevanca oTpuLaTesibHbIN
reHeTUYecKun Tect, y 78 % Obinn BbiSBNEHbl BapuaHThl
B Pa3/IMYHbIX reHaX, aCCOLMNPOBAHHBIX C PAa3BUTMEM KaHa-
nonaTnin, apUTMUN AN KapgruommonaTtnin. MakcumanbHyo
npeacTaBNeHHOCTb CPeAM BCEX BbIABIEHHbIX MyTaLWi Me-
NN FeHeTMYeCKne BapuaHTbl B reHe SCN5A -y 6 nauueHToB
(33 %), npyyem y ogHoro pebeHka B COUETaHUN C MyTaLMen
B reHe ANK2. Y 1 nauunenTa (5 %) 16-t1 net (N2 16) BbiABNe-
HO 2 BapwuaHTa B reHe BVES, oAnH 13 KOTOPbIX pacLeHeH
KaK BEPOATHO-MATOreHHbIN, a8 APYro — BapuaHT HEACHOM
3HAUMMOCTU, UX HANTMYKE MOXET MPUBOAMUTb K Pa3BUTUIO ay-
TOCOMHO-PEeLEeCCUBHON KOHEYHOCTHO-NMOACHOW MbILLIEYHOM
anctpodum, Tun 25 (OMUM: 616812) 1 He accoUMMPOBAHO
C pa3BUTVEM KapAMaNibHOWN NaToONor1u.

Mo pesynbratam obcnepnoBaHus y 6 (33 %) geten um-
NAAHTUPOBAHbI aHTNApUTMMYecKme ycTporncTtaa (4 SKC n 2
KapauosepTepa-gedubprnnatopa), y o4HOro nposeaeHa
onepauus paguovactotHon abnauum (PYA). Mpumepsbl
JKM-M3MeHeHNM HeCKONbKUX HalWX MauueHTOB Mo AaH-
HbIM cTaHgapTHon JKI 1 XM nocne mmnnantaumm SKC
npeacTaBneHbl Ha pucyHkax 2, 3. Cemepo 13 Hawmx nayu-
€HTOB VIMeNV 3HaunTesNIbHYl0 MPeACTaBleHHOCTb B Teye-
HUe CYTOK M BbICOKYIO YacTOTy TaxnapuUTMnUiA NO AaHHbIM
XM, v )kanobbl Ha NPUCTYNbl cephLebueHunn, yto noTpebo-
Basio Ha3HauYeHWA aHTUAPUTMUYECKONW Tepanunu, KOTOpyio
3TU NaUWeHTbl NONyYanu B MPenMyLLECTBE MPaKTUYeCKM
NMOCTOAAHHO, @ B TPEX Cyyasax — Kypcamu.

OBCYXXAEHUE

OfHUMN 13 Hambonee XapaKTEPHbIX KIVHUYECKUX
nposasneHun gna CTb ABNATCA CUMHKOMNaNbHble COCTOA-
HUA aPUTMOreHHOro reHesa U1 oulyLleHna cepauebueHmnn,
NPUYMHAMN KOTOPbIX CNY>KWUT BHe3arnHoe npekpalieHune
TaxMapuTMUIN C NOCNeAYOWUMA AAUTENbHBIMI May3aMu
putma [8]. B Hawwew rpynne 0CHOBHbIMY Xanobamu cTanm
06MOpOoYHbIe cOCTOAHUA Y 67 % feTell U NPUCTYNbl CEPA-
uebreHnin y 56 % petein. Mbl npefnonaraem C BbICOKOM
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[lonen BeEpPOATHOCTN aPUTMOTNEHHbBIN reHe3 CMHKOManbHbIX
COCTOAHWA Yy HaWWX MauWeHTOB Npu y4yeTe OTCYTCTBMUA
cneyndryeckmx MpPoBOLMPYIOWKX (aKTOPOB pPa3BUTKSA
pednekToOpHbIX NPUCTYNOB U OTPULIATENIbHONW KITMHO-Op-
TOoCTaTUYeckon npobol. Y 7 pgeten (39 %) 6bin OTMEYEH
APYron KNNHUYECKNIA NPU3HAK — NaoXasa nepeHoCnMoCTb
bU3nyecKux HarpysokK, KoTopas, BepOsATHO, OOyC/IOBNEHa
XPOHOTPOMHOW HEAOCTAaTOUHOCTBIO 3a CUeT BpaguKapanm
1 xapakTtepHa ana 20-60 % B3pocnbix NaumeHTos [8]. Tpom-
603M60/Us, KOTOpas TakXKe pa3BUBAETCA BCeACTBME pe3-
KMX NepenagoB 4acToTbl cepaedHblx cokpaweHun (YCC),
6onee xapaktepHa ans CTb, uem ans gpyrux BapriaHTOB
CCCY [11], HO 3TOT NpU3HaK He Obl1 OTMEYEH HU Y OHO-
ro 13 Halux geTen. Y Tpex Halux NaLueHToB Kakue-nmobo
»anobbl OTCYTCTBOBaNY, YTO TakXe MHOrAA MMeeT MecTo
No AaHHbIM APYrnxX uccnegoBaHui [12].

JTiobble DKI metoguku — SKI, XM, TT - asnaioTtca gu-
arHOCTUYECKU 3HAYMMbIMU AN YCTAaHOBMIEHUA AMarHo3sa
CTbB cornacHo Poccminckum pekomeHngaumam [2, 3, 4], og-
HaKo B 3apy0eXKHbIX UCCefoBaHMAX nHorga duryprpyet
anroputM o6cnefoBaHUs, COMMAacHO KOTOPOMY AvarHo3
yCTaHaBNMBAETCA HAa OCHOBaHMUM AaHHbIX KT B 12-TK cTaH-
JAPTHbIX OTBEAEHUAX AaHHbIX aHaMHe3a MocCie WCKIo-
yeHMA BTOPUYHBIX MPUUYUH (FOPMOHAsNbHbIE N3MEHEHUSA
M T.A.), @ XONTepoBCcKoe MoHuTopupoBaHue IKI, cTpecc-
TECT, IeKapCTBEHHbIE MPOObI ABAAOTCS AOMOSHUTESbHbI-
mun [13]. B pekomeHpaumax ACC/AHA/HRS ynomunHaeTtca
06 OTCYTCTBMM HEOOGXOAUMOCTU NMPOBEAEHUs 3neKTpodu-
3MONIOrMYECKOro NCCNENOBaHNUS Ha NepBOM 3Tane obcne-
[0BaHMA NauneHToB ¢ nogo3peHunem Ha CCCY. MNo MHeHuIo
nccnepoBaTenien, 3n1eKTpodusonormyeckoe nUccenoBa-
Hue, oTHocAweeca npu CCCY ko lIb knaccy nokasaHumi, Mo-
XeT ObITb BbINOJIHEHO Y>Ke MOC/e NOJlyYeHNA HEraTVBHOMO
pe3ynbTaTa TecTa ¢ pr3NYECKON HArpy3KOM 1 ANUTENIBHOTO
MoHuTopuHra KT [1].

B peTckonm npakTtuke OCHOBHbIM METOAOM [MarHo-
ctukn CCCY n CTB saBnaetca XM, B TeueHMe KOTOPOro
C Oonblueil BEpPOATHOCTbIO MOXHO 3aperncTprupoBaTb
KpaTkoBpemeHHble JKI-peHomeHbl [4, 10]. Mo gaHHbIM XM
TaKXe MO>KHO BbIAABUTb CHUXKeHMe cpefHert cyTouyHom YCC,
YTO AAeT BO3MOXKHOCTb NpoBeaeHus anddepeHumnanbHom
anarHoctuky CTb oT XpOHUYEeCKOM HeNapoKCM3MaibHOM
TaxmKkapauu, npu kotopoi Ha JKI Takxe pernctpupyerca
yepenoBaHMeE HagKeNygoUYKOBbIX, YaCTO FPYMMOBbIX KTO-
MniA, C CUHYCOBBIM PUTMOM. DMI30[bl BblpaXKeHHOW 6paau-
Kapamn n cHukeHne cpefHen cytouHon YCC no gaHHbIM
XM He meHee yem Ha 20 % OT HOPMbI OTMEYaNINCh Y BCEX
HaWMX MALMEHTOB, YTO U MOCAYXUNO OHOCHOBAaHMEM
IR yCTaHOBNeHWs arnarHo3a «CCCY», XoTa MakcManbHas
NPOAOMKNTENIbHOCTb May3 pUTMa He BCerga npe.blwana
1,5 cek (Tabn. 1). Mpn obcnegoBaHNN HALIMX MALMEHTOB
naysbl puTMa no gaHHbiM XM cocTaBnanm MakcMmasnbHO 6
cekyH Y 1 pebeHKa 1 npeBblwany 3 ceKyHabl y 5 aeten,
YTO He MPOTVMBOPEUUT NIUTEPATYPHbIM AaHHbIM. B epu-
HUYHBIX 3apYOEXHbIX OMUCAHUAX KIMHUYECKUX Cy4YaeB
CUHApPOMa Taxu-6pagnKapany y nogpocTkoB purypupyet
NPOAOMKNTENBHOCTb  3aPErMCTPUPOBAHHON  AaCUCTONNN
anutenbHocTblo 7,2 1 4,5 cek [14, 15]. HagxkenynoukoBble
SKTOMUU N TaXMAPUTMUKN TaKXKe Obl 3aPerncTpupoBaHbl
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Yy Halwmx feTel, U ObiNM JOCTaTOYHO pa3HooobpasHbl:  Knaccudukauum CCCY y peTei, Ha poHe mporpeccupy-
OOVHOYHbIE, MapHble, TPYMNMoBble MPeAcePAHble SKCTPa-  IOWEro CHUXKEHUs! aKTUBHOCTM CMHYCOBOTO 1 aTPUOBEH-
CUCTONbI, 3MM304bl Y3/I0BON TaxMKapAuu, MapoKCcuaMbl — TpUKynspHoro y3nos npu CTBb npefacTaBneHHOCTb arpec-
npeacepaHon Taxukapauv, Guopunnsaumm npeacepanini - CMBHOFO MUCTOYHMKA TFETEPOTOMHOro pUTMa MOCTENEHHO
(tabn.1). CornacHo CywecTBYOLWUM NPeACTaBAeHUMOMe-  BO3PaCTaeT, UTO MOXET MPOABATLCA YBEIMYEHUEM MPO-
XaHu3max pa3sutua u tedeHus CCCY, nexalynm B OCHOBE  LIEHTHOW NpeAcTaBleHHOCTU HaXKeNyAoYKOBbIX SKTOMUIA.
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16.04.2017 5:53:12 YCC: 32/mnH Maxkc nHTepean RR 5.0 mm/mY 25,0 mm/s
% 2 H it

Y3n08as maxukapous ¢ YCC=130 yo/muH c nocmmaxukapoumuyeckou naysoti 1710 mc, nocnedyowuti 5nu300 y3108020 pumma ¢ YCC=43-67 yo/muH. OOUHOYHbIE,
napHvle HaoXxeny0o4yKo8ble IKCMpPACUCMObl, 3NU3006bl Y3/1080U MAxukapouu, 3amewaowuli y310800 pumm, 3nu300bl acucmosnuu 3093 mc u 4576 mc.

AV-nodular tachycardia with a heart rate of 130 beats/min with a post-tachycardic pause of 1710 ms, followed by an episode of AV-nodular rhythm with a heart rate of 43-67
beats/min. Single and paired supraventricular extrasystoles, episodes of AV-nodal tachycardia, a substitutive nodal rhythm, episodes of asystole of 3093 ms and 4576 ms.

PUC. 1. FIG. 1.

OpazmeHmol 31eKMpokapouopammel U Xoameposckozo MoHU-  Fragments of electrocardiogram and Holter monitoring of patient
mopupogaHusa nayueHsma N2 4 0o umniaHmayuu 3nekmpokap-  No. 4 before implantation of pacemaker

duocmumynamopa

83
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Pumm snekmpokapouocmumynamopa 8 pexume VVI ¢ 6asosoli YCC 60/MuH, eOUHUYHbIe Y3/108ble COKpAWeHUs. Y3/1080U pumm, 2pynnosable y3/108ble SKCmpa-
CUCMOJIbl, 0OUHOYHBILU KOMNJIEKC U 3nU300 pumma om 3/1iekmpokapouocmumynamopa e pexume VVI 45 umn/muH.

Pacemaker rhythm VVI, base heart rate 60 imp/min, single AV-nodal complexes. AV-nodal rhythm, group AV-nodal extrasystoles, single complex and rhythm episode
of pacemaker rhythm VVI, base heart rate 45 imp/min.

PUC. 2. FIG. 2.

OpazmeHmebl 3n1eKmpokapduoepammel u Xonmeposckozo MoHu-  Fragments of electrocardiogram and Holter monitoring of patient
mopupogarus nayueHma N 4 nocne umninaimayuu snekmpo-  No. 4 after pacemaker implantation

Kapouocmumynamopad

CrapTysa C OQUHOYHbIX M MAPHbIX HaaXenyLoUYKOBbIX BepoaTHO, HacneactBeHHbIN reHe3 CTb y GONbLUMH-
skcTpacucton, CTb nocTeneHHO NporpeccupyeT A0 BbiCO-  CTBa MaLMEHTOB Hallel rpynnbl MOATBEPXKAAETCA BbICOKOM
KOW NpeACTaBNeHHOCTY TaxXMapuUTMniA Ha GOHE CHXKEHMA  YacToTon (72 %) BbISIBEHUA TEHETUYECKUX BapWaHTOB,
bYHKUMOHANbHOM akKTMBHOCTM CMHYCOBOTO y3/1a C MOCTO-  acCOUMMPOBAHHbBIX C Pa3BUTUEM KaHanonmaTuiA, aputMui
AHHO CyLEeCTBYIOWMM KOHKYpPeHTHbIM putmom [10]. Co- wnm kapguomwuonatuin. Bapmuantol B reHe TNII3K, BbisB-
yetaHve CTb ¢ AB 6nokagamu 1 C BHYTPUXKENYAOUYKOBbI-  NeHHble y AByX cnbcoB (N2 1 1 NO 2) onucaHbl y naLMeHToB
MU 6n0Kafamuy, KOTOpble Mbl BbISIBUIM COOTBETCTBEHHO  C TMNWYHbIMU AnA CTB HapylIeHUsMU CepAeYHOro puTMa
B 56 % 1 83 % cnyyaeB y Hawux geten, OCTaTOYHO TUMWY- 1 MPOBOAUMOCTY, UHOrAAa C AWIaTauMOHHOW Kapamomu-
HO 1 /151 B3POCTIbIX 6OMbHbBIX M 06yCnIoBNEeHO, B TOM uncne, onatuen (OMUM: 613932#0001), TwatenbHoe AMHAMU-
nporpeccrpoBaHriem ¢pnbpo3a, C KOTOPbIM U CBA3BIBAIOT  YecKoe 1ccnefoBaHme aaHHbIX IXO-KI o6ourx naumeHToB
BO3pacTHoe pa3sutme CTH. B KaTaMHe3e 1 Ha JaHHbII MOMEHT MaToNOrnn He BbIABUIIO.
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B nutepaType onuvcaHbl pa3HOOb6pasHble reHbl, BapuaH-
Tbl B KOTOPbIX accoummpoBaHbl ¢ pa3sutnem CCCY n CTb
y NauyeHToB AETCKOro 1 B3pocsoro Bospacta [16, 17, 18].
OpfHako ynoMrHaHMA O [EeTAX BCTPeYalTCA npeumyLle-
CTBEHHO MpPU OMWCAHUN CEMEWHbIX Cepuin UNN OTAesNb-
HbIX KJIMHWYECKUX ClyyaeB, B TOM yuncie 3aboneBaHui
C MaHudecTaumell BO BHYTPUyTpobHOM nepuoge [19, 20,
21]. B Hawewn rpynne y BHe3anHo ymepuwero B 13 net pe-
6eHka (N2 3) c nporpeccrpyloWUmM HapyLeHneM BHYTPU-
»KenyfouykoBON NPOBOAUMOCT OT HEMOSIHOW A0 MOJIHOW
6r1oKaabl NPaBoOV HOXKM Myyka lMca Npy reHeTMYecKom
nccnenoBaHUM GbTY BbISIBIEHO 2 BEPOATHO MaTOreHHbIX
BapuaHTa reHa SCN5A, HaxoZALWMXCA B TPAHC-MONOXKEHNN
(komnayHA-reTepo3mnroTa), @ Mo AaHHbIM ayTONCUN OTMe-
yanocb BblpaxxeHHoe ¢ubpo3upoBaHue obourx npepcep-
Oni, He BM3yanusmpyouleeca no agaHHbIM IXO-KT. B gpy-
rmx cememnHbIx cnydaax — N2 5,6 n N2 9, 10 6b10 TakxKe
BbIAABNIEHO MO 2 BEPOATHO MATOrEHHbIX MUCCEHC-BapuaHTa
B KOMMAayHA-reTepo3nUroTHoM coctoAaHmmn B reHe SCN5A.
B3anmocBsasb myTauuii B reHe SCN5A ¢ pa3Butnem cepaeu-
HbIX 3aboneBaHnii ¢ pasnuyHbiMu KT deHoTMNamu, B TOM
yncne CCCY n cungpoma bpyraga, npogemMoHCTprpoBaHa
B 6OMbLUOM KOnmMuyecTse nccnegosaHuin [21, 22, 23], B Ha-
LeM MCCNefoBaHNM MaKCMMalibHOE KOMMYeCTBO — TPeTb
BCEX BbIAIB/IEHHbIX BAPMAHTOB OblIO IMEHHO B FreHe HAaTpu-
eBblX KaHanoB SCN5A. Y Haweln nauneHTku N2 8 BbisiBNeH
BapVaHT HeACHON 3HauMMocTu B reHe PRKAG2, BapuaHTbl
B KOTOPOM acCoUMMpPOBaHbl C CMHAPOMOM Bonbda-Map-
KUHCOHa-YanTta (OMIM: 194200) n ¢ runepTpoduyeckon
kapanomuonatuen, Tun 6 (OMIM: 600858), ogHaKo CTpyK-
TYPHbIX U3MEHEHWNI Mbl Y Hee He BbiaBUAN. B cnyyae N2 12
MMen Mecto BpoXKAeHHbIN xapakTep CTB, a TakkKe MOPOK
pa3BUTUA BEPXHUX KOHEYHOCTEl 6e3 BPOXAEHHOIo Nopo-
Ka ceppaua, 3To NO3BONWIIO 3anofo3puUTb CMHAPOM XonTa
- Opama, NOATBEPXKAEHHDIN MO3Xe BblABIIEHNEM CTPYK-
TYPHOrO TreHeTMyeckoro BapuaHta reHa TBX5 (OMUM:
142900). Y naymeHnTa N° 18 B KapTrHe 3aboneBaHus obpa-
Lano Ha cebs BHUMaHUe yBennyeHne nHtepsana QTc mak-
cmanbHO 0 510 mc no gaHHbIM XM, pacLieHeHHOoe KakK Ha-
pylweHne agantaumm nHtepsana QT kK YCC, no gaHHbIM DKl
B 12-Tn cTaHAapTHbIX oTBeAeHuAx 1 TT QTc He npeBblwwan
449 mc n 418 mc cooTBeTCTBEHHO. [Tpn reHeTn4eckom nc-
CfleloBaHMM y NauueHTa Obinv BbiABIEHbl BEPOATHO NaTo-
reHHble BapuaHTbl reHa SCN5A (OMIM:603830) 1 reHa ANK2
(OMIM:600919), KoTopble 06a accoUMNPOBaHbI C CUHAPO-
MOM yanuHeHHoro uHtepBana QT. Y naumeHTkn N° 14
kpome 3KI' nposieneHmit CTH 6bifo BbISIBNEHO CTOWMKOE
3ameaneHune QTc B TeueHre 97 % BpeMeHU MaKCUManbHO
0o 482 mc no gaHHbiIM XM 1 3ameanenue QTc oo 462 mc
Ha JKI nocne 10 npucegaHun. OcobeHHOCTN SneKTpuYe-
CKOWM cMCTOMbI OblIM pacLeHeHbl Kak HapylleHve agan-
Taumm nHtepsana QT K YCC, a y eBOUKM B JanbHenwem
Obl1a BblAiBfIeHa MaToreHHaa MyTauusa B reHe CACNATC,
KOTOpas MHOTAA ONMUCbIBAETCA Y NaLUEHTOB C CUHAPOMOM
yannHeHHoro nHtepsana QT, Tun 8 (OMIM 618447). Mauu-
eHTKa N2 17 Takxe kpome CTb umena ctabunbHoe yBenu-
yeHune QTc B TeYeHMe CYyTOK NO AaHHbIM XM MakcManbHO
0o 527 mc n QTc go 512 mc Ha SKI nocne 10 npucepaHuin.
B TeueHue kaTamHe3a y pebeHka nosBuiacb TEHAEHUUS
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OOuHOYHbIe HaodXesy004YKo8ble IKCMPACUCMOosibl, 3NU300bI Y3/108020 pum-
ma ¢ AB-duccoyuayueli C CUHYCO8bIMU «3aX8aMAamu», 3nNU300bl HABA3bIBAHUS
pumma om K/[] 8 pexxume VVI 50 umn/muH.

Single supraventricular extrasystoles, episodes of nodal rhythm with
AV dissociation with sinus «captures», episodes of rhythm imposition
from cardioverter defibrillator VVI, base heart rate 50 beats/min.

PUC. 3.
OpazmeHmbl X01mepos8cKo20 MOHUMOPUPOBAHUA NAUUEHMKU
Ne 6 nocie umniaHmayuu kapouogepmepa-oegpubpunnamopa

FIG. 3.
Fragments of Holter monitoring of patient No. 6 afterimplantation
of a cardioverter defibrillator

K YBEIMYEHUNIO INIEKTPOMEXaHNYECKOW 3afepKKu 000mx
XKenyfouKoB, CHUXKEHME POTaLMN OCHOBAHMA NIEBOMO Xe-
Nyooyka M 3aMefsieHMe CKPY4YMBaHUA M PacKpy4yrBaHUA
NEBOro »Kenyfouka, BblfBMIEHHble MO AaHHbIM IXO-KT,
YTO MO HaLLEMY MHEHWIO, CBA3AHO C HayanbHbIMW MPU3Ha-
KaMu Kapguomwuonatuu. MNpu reHeTnyeckom obcnefoBa-
HUW y pebeHKa BbIB/IEHbl BAPUAHT HEACHOWN 3HAUYMMOCTM
B reHax PLN n ACTNZ2, naToreHHble BapuaHTbl B KOTOPbIX
MOTYT NMPUBOAUTb K Pa3BUTWIO AWNATaLMOHHOW VAN TU-
neprpoduuyeckorn  Kapguomuonatuy, (OMIM:609909)
n (OMIM:612158), opHako, pe3ynbTaTbl BanuAUaLUn
no CaHrepy He OfHO3HaYHbI, @ OT MarHUTHO-PE30HaHCHOM
Tomorpadum (MPT) popuTeny naumeHTKM OTKasanucb.
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MayveHTke NQ 7, nmeowen B KNIMHNYECKON KapTUHE He-
CKOJIbKO CUHKOManbHbix coctoaHuii, CTb ¢ ¢ubpunns-
Luin Npeacepamnn, cHukeHne ¢pakumm Boibpoca fo 57 %
no gaHHbiM IXO-KI' 1 BEpOATHO MATOreHHyw MyTauuio
B reHe TTN, npoBepeHa MPT cepaua ¢ KOHTpacTpPOBaHU-
€M, Fae BbIABUNCH YYacTKy GrMOPO3MpPOBaHMA MUOKApAa
NeBOro npeacepamns, MUTPaNbHOro 1 TPUKYyCNnAanbHOro
KnanaHoB B HebonbloM obbeme. BapuaHT TTN, BbiABNEH-
HbI Y 3TON MAUMEHTKN, MOXET NMPUBOAUTbL K Aunartauu-
oHHoW KapguomumonaTtunm (OMUM 604145), HauyanbHbIMA
NPOABIEHNAMN KOTOPOW BEPOATHO U ABAsOTCA ¢nbpo3s
N HapyLleHVe HAacoCHOW ¢yHKUMM MuoKapga. Y 11-net-
Hero Manbumka N2 4 npu reHeTUYeCKoOM WUCCefoBaHUN
BblAB/IEH BEPOATHO MATOreHHbI BapuaHT reHa PRDM16,
KOTOpPbIA OMUCaH MNP CUHAPOME HEKOMMAKTHOro MMO-
Kapga neBoro xenygouka, Tmn 8, a npu nposegeHnun MPT
C KOHTpacTMpoBaHveM ObHapykeHbl $pUOPO3HblE K3Me-
HEHVA NIeBOro 1 NPaBoro nNpeacepaun, mexxnpeacepaHon
neperopoku 1 yCTbeB NIErOYHbIX BEH M HEpPaBHOMEpPHOe
HaKoMnJieHne KOHTpacTa No nepefHen CTeHKe NpaBoro xe-
Nyflouka Ha ypoBHe TpabeKkynsipHoW uactn. Kpurtepuem
BK/IIOUYEHUS B HaLly rpynmny geTen 6b11o OTCyTCTBUE CTPYK-
TYpPHbIX 3ab0neBaHui cepaua. B TeueHre HabnogeHms y 3
Hawwmx 6onbHbIX (N2 7, 11, 17), nocie nony4YeHus nonoxu-
TENbHOrO FEHEeTMYECKOro TecTa Ha HanmMume BapuaHTOB,
acCcoUMNPOBaHHbIX C Pa3BUTUEM U KaHanonaTum, Mbl CMOT-
NN BbIIBUTb  QYHKLUOHANbHbIE OTKIIOHEHUs, KOTopble
MOTYT CBUIETEIbCTBOBATb O HauaJIbHbIX Npr3HaKax ¢op-
MWUPOBaHUA OpraHMYeckon NaTonoruu, B OOHOM Cllyyae
(Ne 3) Habnoganu nNporpeccrpoBaHMe HapYLUEHWA MPO-
BOAALEN cucTeMbl cepgua. PesynbraTtbl reHeTnyeckoro
uccnepoBaHus y cnbcos N2 1 1 N2 2 no3Bonmnv akUeHTu-
pOBaTb BHYMAHVE HAa HEOOXOANMOCTY PEryNAPHON OLeH-
KN COCTOAHMA MOMOCTEN cepAua MU ero CoKpaTUTesbHOM
CrnocobHOCTU Mo AaHHbIM IXO-KI' ans BO3MOXXHOCTU CBO-
€BPEMEHHON KOpPpPeKUM/ HayasbHbIX MPU3HAKOB Kapau-
omuonatun. CTB ¢ Hag»KenygouKOBbIMU TaxMapuUTMUAMN
MOXeT ObITb MepBbIM MPOABJIEHNEM CTPYKTYPHOW Mnato-
noruu cepgua. o Hawemy MHeHWMIo, reHeTnYecKoe nccrne-
[l0OBaHVie [O/MKHO BXOAUTb B MfaH 06CnefoBaHus feTen
¢ CTB, T.K. OHO NO3BONAET BbIABUTb FreHeTUYecKne mexa-
HM3Mbl MPOrPeCcCUPYIOLIX OpPraHMYecKux 3aboneBaHWn
MUOKapaa 1 KapANOMMOMNATUIN, a Tak»Ke BblAeNUTb rpynny
MauMeHToB, KOTOPbIM TpebyeTca yrnybneHHoe obcnepo-
BaHue, Hanpumep, MPT cepgua. Kputepun gna onpege-
NeHVsA MOoKa3aHui K 6onee TwaTeNlbHOMy 06CelOBaHNIO
JeTen Ana NCKNYEeHUA CTPYKTYPHOWM MaTofiornm cepaua
[OJIKHbI ObITb pa3paboTaHbl Ha 6onee KPYMHbIX BbIGOPKax
naymeHToB getckoro Bo3pacta ¢ CTh.

JleyeHne cuHgpoma Taxu-Opagmkapauu npepcTas-
nAeT 3HauMTeNbHble CJIOKHOCTU, T.K. 4YacTb MNaLMEHTOB
HY>KQAeTCcA B aHTMAPUTMUYECKOW Tepanuu, noboYHbIMM
3bdeKkTamm OT KOTOPOW YacTo ABAseTcA GpagvKkapaus.
OpfHako, ypexeHre puTMa, yXKe M3HayanbHO AUarHoCTu-
poBaHHOe y naumeHToB B pamkax CTb, MoxeT ycyrybutbca
Npu Ha3HaYeHUW aHTUAPUTMMYECKMX NpenapaToB. Vm-
nnaHTauma IKC ABNAETCA METOAOM, KyNMPYOLWNM PeaKnin
pUTM, OHAKO, TaXMapUTMUN MPU 3TOM HE YCTPaHAITCA.
Hanbonee ontnmanbHbIM AnA neyeHna y B3pocsbix ¢ CTh
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ABNAETCA COYETAaHHOE NMPVMEHeHNEe NMMIAHTUPOBAHHOIO
3KC 1 aHTMapuTMMYeCKol Tepanum Niamn KateTepHom abna-
uun [24, 25]. B nutepaType akTMBHO 06CyXaatoTca npeu-
MyLLeCTBa 3TUX METOAUK ANA B3pOoC/bix nauneHTos ¢ CTb,
HO HaM He yAanocCb HAWTU HY OLHON PaboTbl MO CpaBHe-
HUIO y AiIeTeN STUX METOLOB JIeYeHUA.

Bbibop npenapatoB C aHTMAPUTMUYECKUM dPdeKToM
y [leTel orpaHnyeH B CPaBHEHUM CO B3pOC/biMu [26]. 39 %
[eTel B HalleM NCCnefoBaHnM Noyyanu aHTMapuTMuye-
cKyto Tepanuio npenapatamu IC Knacca (@annanuMHmH, Npo-
nadeHoH), 6eTa-6l0KaTopaMyi aTeHOJIONIOM, COTaslofIoM
UM aMUOJAPOHOM COrMACHO CYLLIECTBYIOLWMM PEeKOMEH-
JauyAam B BO3PacCTHbIX [03UPOBKax. [ononHuTenbHble
CNOXKHOCTM Y MaUMeHTOB AEeTCKOro Bo3pacTa Co3JaeT He-
06x0AMMOCTb boJiee YacTol, YemM y B3POCIIbIX KOpPeKLUun
[03bl B 3aBVCMMOCTU OT Beca U ObICTpOe HacTyrnseHve
UCTOLLEHUA aHTUAPUTMMYeCcKoro 3¢ deKTa, YTo NprMBOAUT
K HEOOXOAUMOCTM CMEeHbI Mpenapara.

Y B3pocsbix nauneHTos ¢ CTb B nutepaTtype obcyxpaa-
I0TCA KaK peXnmbl CTUMYNALMW UMNAHTUPOoBaHHOTo SKC,
TaK U NpeanoYTUTeNIbHblE MECTa JIOKaNM3aLum 3NeKTPoa0B
[24, 27]. PagnoyacToTHaA KaTeTepHas abnauusa ABnseTcs
TakXe BO3MOXHbIM BapVaHTOM JieYeHua AiA NauneHToB
¢ TBC n pmnbpunnaumen npeacepaunin ¢ ypoBHeM pEKOMEH-
pauui lla [25] n obcyxpaeTcs Kak 6onee adpdeKkTUBHan Me-
TOAVKA AN1A CHUWKEHMA CMEPTHOCTU U NPOrpeccMpoBaHna
MepLuaTenbHON apuTMmm Y naumeHToB ¢ ThC B cpaBHeHUN
¢ 3KC [25, 27, 28]. B Hawel rpynne PYA 6bina npoBefeHa
TONbKO Yy ofHoro nauueHTta (N2 16) C 3apermcTpupoBaH-
HbIM Mapokcm3amom AB-y3n0BOM peumnpoKHOM TaxumKap-
ann. mnnantayua JKC asnaetcs metogom nevenma CCCY
n CTB y geTen n B3poC/bix NPU Hanuumm nokasaxum [1-4],
HO ee MpoBefdeHne NHOrAa 3aTPYAHEHO 13-3a BO3PACTHbIX
0COBGEHHOCTEN Y MALMEHTOB PAHHETO 1 M1aJLLIEro BO3pac-
Ta. B Hawen rpynne 33 % peten Hy>Kganncb B MMMIaHTa-
U1K aHTMAPUTMUNYECKOrO YCTPOMCTBA, Y 2 AeBOYEK B CBA3N
C ANArHOCTMPOBAHHBIM CUHAPOMOM Bpyraga 6bin nMMnniaH-
TUPOBAH KapanoBepTep-0eprnbpunnaTop, y octasibHbix 4
nawLMeHToB NpoBefeHa nmnnaHTauyma IKC.

ANbTepHaTUBOW XMPYPrMYECKOMY JIeYEeHUI0 MOryT
CTaTb OMONOrMYecKmne KapauoCTUMYNATOPbI, pa3paboTka
KOTOPbIX B HAacToALLEee BpeMsa akKTVBHO MPOBOAWTCA 3a py-
6exxom [29]. OfMH 13 MexaHW3MOB CO3[aHUA GUOCTIMY-
nATopoB — AnddepeHUNPOBKa in Vitro CTBONOBbLIX KNETOK
UM nNpsamas MogudrKaLma pasnmnyHbIX TUMOB CEPAEYHbIX
KNETOK B KNETKN C NeNCMeKepHbIMM CBONCTBaMU. BOo3mox-
HO TaKXKe CO3[JaHMe WCKYCCTBEHHbIX BoAuTenen putMma
N3 VIHEPTHbIX KapAUOMMUOLINTOB B MeNCMEKepPHble KNeTKM
in vivo nyTem nepeHoca reHoB C MOMOLLbIO afieHOBMPYCHbIX
BEKTOPOB WM Me3eHXMMalbHbIX CTBOJIOBbIX KNETOK, N
VMHDBEKLMIN FreHHO-UHXKEHEPHbIX CTBOMOBbIX KNEToK [29].

[na HeKoTopbIX HaCNeACTBEHHO O06YCNOBMIEHHbIX
CCCY B nocnegHme rofbl U3y4yaeTca BO3MOXKHOCTb NleYeHus
reH-cneunduueckumm npenapatamu [30, 31]. Y MbILMHBIX
MoZeneli MOXKHO BbI3blBaTb WM YCTPAHATb AUCOHYHKLUIO
CUHYCOBOTO y3na, AB-6110Kafbl 11 XXenyoUYKoBble apuTMunK,
conpoBoXxJatowume ux, MyTeM reHeTUYeckoro BO3aew-
CTBMA Ha aKTMBUpYeMble runepnonapusaumen LAMO-3a-
BUCUMble MOoHHble KaHanbl HCN4, Tok If n Ha kKaHanbl GIRK4
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N BXOOAWMIA TOK KanveBoro BbinpamneHus IKACh [30,
31, 32]. Tot xe 3¢deKT B BUAE YCTPAHEHNA FreHETUYECKN
00yCnoBIeHHbIX 6pafnapuUTMn MOXKeT ObiTb JOCTUTHYT
1 NPAMbIM MHIMO6MpPoBaHuem Toka IKACh dpapmakonoruue-
CKMM npenapaTtom TepuymannHom-Q [30, 32, 33].

TBC, kak ogHo 13 IKI NpoABNEHNIA, ONUCaH y NauneH-
TOB C PasfIMYHbIMM HAPYLUEHUAMU CEPAEYHOV MPOBOAU-
MOCTW, AMNATALMOHHON KapAvOMMONaTUen, HafKenynouy-
KOBbIMW apUTMUAMU U C BapuaHTamn B reHe TNNI3K [19,
34-36]. NccnepoBaHua aktmBHOCTM TNNI3K-KnHa3bl y nito-
[ell C BapraHTaMu 3TOTO FeHa U PasfIMYHbIMK CepaeYHbl-
MU peHOTMNaMK MPOAEMOHCTPUPOBAM KaK BO3MOXHOe
CHWXKeHue [35, 36], Tak 1 MOBbIWEHNE aKTMBHOCTU dep-
MeHTa [34]. Y mopenei, skcnpeccupyowmx 6onee BbiCOKMe
ypoBHu TNNI3K, nokasaHa 6Gonbluasi npeacTaBneHHOCTb
CepaeYHbIX apuUTMnA, 3aMefjieHne CepaeyHon NMpoBOAM-
MOCTW, PEMOZENNPOBAHNE CEPALIA, @ BbIPAXKEHHOCTb 3TUX
U3MEHEHUI CHUPKAETCA MPU OTCYTCTBUM KUHA3HOW yHK-
uvn 6enka nnm npu uHrnonposaHuy TNNI3K. OkoHuaTtesnb-
HbIi1 MEXaHU3M BIUAHNA U3MEHEHHOI aKTUBHOCTM KMHA3bl
Ha GOPMMPOBaHKE HaPYLUEHWU CEPAEYHOrO PUTMa U NMPO-
BOAVMOCTY HEAACEH, MOCKOMbKY eCTb ONUCaHNA Kak MOBbI-
LIeHUs, TaK 1 CHUPKEHMSA MpoLlecca ayTodochopunrposa-
HUA. OCO6EHHO Nnone3HbIMU MoK Obl CTaTb pa3paboTka
N NPVYIMEHEHVE CENEKTUBHbIX MPernapaToBs, NOAABNALLNX
akTmBHOCTb TNNI3K, ana nayneHToOB C BbIABNEHHbIMU re-
HeTMYeCKNMY BapuaHTaMU, Kak, Hanpumep, Halu naum-
eHTbl N2 1 1 2. B HacTosilee Bpems BegyTcs pa3paboTKu
nHrnéutopos TNNI3K-knHa3bl, Hanbonee 3pdeKTMBHBIMM
13 KoTopbix ocTatoTcsa GSK854, GSK114 n GSK329 [37-39],
O[HAKO, KIIMHMNYECKMEe NCMbITaHWA eLle He MPOBOAUMUCH.

MpencTaBnseT MHTEPEC 3KCNepUMeHTaNbHas reHHas
Tepanua HekoTopbix cnyyaeB ThC, B YaCTHOCTU CUHAPOMA,
06yCNOBNEHHOro aHOMaNbHOW peaKkumell Ha afeHO3VH,
Korga ageHo3MH-00yCNoB/IeHHble MOCTTaxMKapauTuye-
CKMe nay3bl pUTMa BO3HUKAIOT 3@ CUET HE CHUXKEHUS aBTO-
MaTVi3Ma OCHOBHOIO BOAUTENS PUTMA, a 3a CUYET «6ioKabl
BbIXOZa» MeX[Y CMHOATPUasbHbIM Y3/IOM U Npeacepans-
mMu. MpuurHon CCCY mMoXeT CTaTb AePULNUT afeHo3nHae-
3aMuHa3bl 2 (ADA2) — pepmeHTa, yuacTBYIOLLErO B CHTE3e
aflEHO3MHA, U B 3TUX CJIyYyasix NMokasaHa 3¢pdeKTMBHOCTb
reHHOW Tepanuy B SKCMepUMEHTasIbHbIX PaboTax Ha Xu-
BOTHbIX ¢ TBC B BuAe ynyuleHus GyHKLUM cepaLa U yMeHb-
WeHUss cMMNTOMOB Y Mblwein [40]. MprumeHeHre 6rono-
rMYECKrX KapauoCTUMYIATOPOB U reH-crnelmduyeckon
Tepanuu y naymentos ¢ CCCY B HacToALLee Bpema n3yye-
HO HEeOCTAaTOUYHO AJ1A BHEAPEHUA U WMPOKOro NprMeHe-
HUA B MEAVLVHY, HO NPEeACTaBNsAeT cOO0 NepcnekTnBHoe
ans Oyayuwmx UccnefoBaHUI HanpaBlieHre, KOTOpoe Mo-
3BOMINT NPEANOXKNUTL aflbTEPHATUBY UM OTKa3aTbCA MoJi-
HOCTbIO OT YCTPOWCTB BPEMEHHOW W KPaTKOCPOUYHOM
CTMMynAuMK y naumeHTtos ¢ CCCY.

3AKNIOYEHUE

Taknm 06pa3om, No HalLVM JaHHbIM TeYeHne CUHAPO-
Ma crnabocTu Taxu-6pagrKkapauun y getein 6e3 opraHuye-
CKOW naTonorum cepaua B 67 % cnyyaes CONPOBOXKAAETCA
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pa3BuTUEM OOMOPOUYHbBIX COCTOSAHWI 1 B 56 % — cepaue-
6ueHuamn. Tonbko 17 % peten ¢ CTb He NpeabABNAIT
*ano6. CouetarHne CTB ¢ HapyweHunem AB nposepgeHus
oTMeuaeTtca B 61 % cnyuaeB. Y 78 % peten ¢ CTb Hamun
OblIN BbIABIEHbI FeHETUYECKME NPEeANOChIIKN ANA pas-
BUTUA CEPAEYHbIX apUTMUI, KapanomuonaTtuin. [eHeTu-
yeckoe UccniejoBaHme, No Halemy MHEHUIO, JOJIKHO BXO-
AUTb B nnaH obcnenoBaHus aeten ¢ CTh, T.K. no3sondaeT
AVarHOCTUPOBaTb reHeTUYeCcKme MexaHW3Mbl Mporpec-
CUPYIOLUX OpraHMyecKnx 3abonieBaHnii MMOKapaa, Kap-
AVIOMMONATNI, paHHKE MPOABNIEHMA KOTOPbIX He BCeraa
BbIABAITCA Y AeTell Npy CTaHAApPTHOM 06CnefoBaHUN.
Mo Hawwm paHHbIM, getn ¢ CTb HyXxJaloTcA B Ha3Haye-
HUW aHTUapuTMmnyeckon Tepanum B 39 % cnyvaes, B 33 %
— B UMMAAHTaLUM aHTUAaPUTMUYECKOro yCcTponcTBa. M3y-
YyeHue pa3NINYHbIX KKOMMEHCATOPHbIX» FEHETUYECKUX U
bapMakonornyecknx MexaHU3MOB MO3BOJIUT OTKPbITb
WHHOBALMOHHbIE TepaneBTMYeCKNe NOAXOAbl Y NauneH-
TOB C Obpagunaputmusamu n CTB, YTo NO3BONUT OTCPOUUTD
XVPYpPruyeckoe fieyeHune unm nbexartb ero, Uto KpariHe
XenaTenbHO B CBA3M C TPYQHOCTAMM M3-3a BO3PACTHbIX
aHATOMO-PU3NONOTrMYEeCcKX 0COOEHHOCTEN Y AeTel paH-
Hero 1 mMnagLwero Bo3pacTa.

KoHnuKT nHTepecos
ABTOpbI [l@aHHOW CTaTbM COOOLIAT 06 OTCYTCTBUWU
KOHONMKTA UHTEPECOB.
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