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CEPAEYHBIE U BHECEPJIEUHBIE ITPOABJIEHUA CUHIPOMA JKEPBEJIJIA-JIAHT'E-HUJIBCEHA
P.A.Unbnaposa, H.B.lllep6akoBa, B.B.bepe3nunkas, M.A.lllkoabunkoBa
HHUKH neouampuu um. akao. I0.E.Beromuwiesa @®I'bOY BO PHUMY um. H.H.ITupozoéa M3 Poccuu, Mockea,
Tanoomckas yn. 2.

Heas. [Ipoananu3upoBaTh TaKTUKY BeieHUs JeTel ¢ cunapomoM Jxepseiia-Jlanre-Hunbcena Ha OCHOBaHUM UC-
CJIC/IOBaHMS UX KIMHUYECKUX U TEHETHYECKHX XapaKTEePUCTHK; OLEHUTh A3P(PEKTUBHOCTh MEANKAMEHTO3HBIX U HEMEIH-
KaMEHTO3HBIX (XHPYPIrHYECKHX) METO/IOB JICUCHHS.

Marepuan u Meroasl. B uccienoBanue BkirodeHsl 12 OonbHBIX ¢ cuHApoMoM JIxepBeiuia-Jlanre-Huibcena.
Cpennuii Bo3pact nanueHToB coctaBmi 8,3+5,1 rona. KomriekcHoe kapauosornyeckoe o0CieJOBaHNE B CTallMOHApe
BKJIFOYAJIO CTaHAapTHY0 12-kaHaibHyo anekrpokapauorpammy (OKI) u cyrounoe monntopuposanue IKI, sxokapam-
orpaduio, TecT ¢ (UINUECKOH HArpy3KOH, KIMHUYECKUH 1 OMOXMMUYECKUIT aHAIN3bl KPOBH, YIBTPAa3ByKOBOE HCCIIENO-
BaHME LUTOBU/IHOM JKeJIe3bl M OLIEHKY TOPMOHAIIBHOTO CTaTyca, AJIeKTpodHIedatorpaduio 1, o NokazaHusM, KOHCYIIb-
TaIUI0 HEBPOJIOTA.

Pesynbrarsl. Cpeuuii Bo3pacT O0JIBHBIX Ha EPUO IIEPBOT0 BU3UTA B KIIMHUKY coctaBui 3,0+2 roza, npeoOiagan Jie-
BouKH (67%). BHe3anHbIX cMepTeit 3a nepuon HaomonaeHus He Obu10. Cpeauuii QTc cocrasmi 578,9+£57,3 Mc. ApuTMUUecKue
coObITHs 3aperucTprpoBanbl y 10 6ombHBIX (83%), BO3pACT, B KOTOPOM IPOU3OILIO MEPBOC COOBITHE COCTABUI B CPCTHEM
1,9£1,6 sier. YV 67% cuHKolle ObUIM NEpBOHAYAJIBHO PACLEHEHbl KaK MIenTudeckre. Bee GonbHbIe Tomydanu Oera-ajipe-
HOOJIOKATOPBbI, BO3pacT Ha MOMEHT Havasa Tepanuu coctaBii 3,042,3 net (ot 1 Mecsia 710 7 jiet). Y 8 G0JbHBIX apuTMHYECKHE
COOBITHS PELUIMBUPOBAIIN Ha ()OHE PErYISIPHOM U aJICKBAaTHON aHTHAPUTMUYECKOH Tepanyy, BCEM MaleHTaM UMIUIAHTHPO-
BaH KapauoBeprep-neduoOpuuisiTop. BoisiBiieHO, 4TO y OOJIBHBIX ¢ EPBBIM CHHKOIIE B BO3pacTe 10 1,5 JIeT 1 OTCPOYEHHBIM
HayaJioM Tepanuu B Bo3pacte 4,3+1,7 jiet, oTMeyanuch HEOJHOKPATHbIC PELUANBEI Ha (OoHE JiedeHHs. BHecepaeuHsle mposiB-
JICHUS BKJIFOYATIM HEHPOCEHCOPHYIO TYTOyXOCTb BBICOKUX cTeneHel B 100% 1 runoxpoMHyro aHeMuto B 75% citydaes.

3akurouenne. s 60onbHBIX ¢ cunapoMoM Jxepeia-Jlanre-HunbceHa, KOTOPBIX OTIAMYAET PE3UCTEHTHAS JKEITy-
JIOYKOBasl TAXUAPUTMHUS, JUI CHUKEHUS PUCKA KU3HEYTPOXKAIOLINX COCTOSIHUM KpailHe BaykHa MHTEHCUBHAs aHTHApPUT-
MHUECKasl Tepanus YK€ B paHHEM BO3pPacTe, YTO B CBOIO OYEPE/Ib JICJIaeT BeChbMa aKTyaJbHOW JMarHOCTHKY 3abolieBa-
HUS B TI€PBbIC JTHH JKU3HU. B TaHHOM BOmpoce orpoMHyI0 3HauuMOocCTh nprodperaer IKI' CKpHHUHT HOBOPOXKAECHHBIX.
BHecepieuHast naTosorus, COyTCTBYIOIIAs CHHPOMY, IIPEIoaracT He0OOX0JMMOCTh B3aMMOICHCTBHUS Bpayeil pa3HbIX
CreLMaabHOCTEH ITpu BeJeHuH 00sibHOTO ¢ cuHapoMoM JIxepseiia-Jlanre-Hunbcena.

KiroueBrble ciioBa: BHe3aIHas CepACcUHasd CMEPTh, KaHAJIONIATUH; KCITYJOUKOBAasA TaxXUKapAusd; UHTEPBaJl QT, CHH-
ApoM Z[)KepBeJma-HaHre-HI/mLceHa; APUTMOTI'CHHBIC CUHKOITIAJIbHBIC COCTOAHUA; TYTOYXOCTh; JCTCKAasA apUTMOJIOT UL
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CARDIAC AND NON-CARDIAC CHARACTERISTICS OF JERVELL-LANGE-NIELSEN SYNDROME
R.A.Ildarova, N.V.Sherbakova, V.V. Bereznitskaya, M.A. Shkolnikova
Veltischev Research and Clinical Institute for Pediatrics of the Pirogov Russian National Research Medical
University, Russia, Moscow, 2 Taldomskaya str.

We aimed to analyze the management of children with Jervell-Lange-Nielsen syndrome based on their clinical and
genetic characteristics and to assess the effectiveness of their therapy.

Methods. We analyzed medical data from 12 Jervell and Lange-Nielsen syndrome patients. Mean follow-up was
8.3%5.1 years. Comprehensive cardiological examination include the standard 12-lead electrocardiography (ECG), echo-
cardiography, stress-test, 24-hour Holter recordings, blood tests, thyroid ultrasound, and assessment of thyroid hormone
levels, and if necessary, consultation with a neurologist.

Results. At the first visit, the mean age was 3.0+2 years old, girls prevailed (67%). All patients are alive now. The
mean QTc was 578.9+57.3 ms. Cardiac events had 10 patients (83%), mean age at the first event was 1.9+1.6 years. In
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67% of children, syncope was initially regarded as epileptic. All patients received beta-blockers, which were prescribed
at mean age 3.042.3 years (from 1 month to 7 years). In 8 patients cardiac events recurred despite regular and adequate
beta-blocker therapy, all of them were implanted with implanted cardioverter-defibrillator. It was found that patients
with the first syncope under the age of 1.5 and delayed initiation of therapy (at the mean age 4.3+1.7 years) had multiple
recurrences of syncope despite therapy. Non-cardiac symptoms include sensorineural hearing loss in 100% of cases and
hypochromic anemia in 75% of cases.

Conclusion. In Jervell-Lange-Nielsen patients who are characterized by resistant ventricular tachyarrhythmia ag-
gressive antiarrhythmic therapy at a very early age is essential for increasing the risk of life-threatening cardiac events.
Consequently, diagnosis of the disease in the first days of life is extremely relevant. ECG screening is crucial in solving
the problem of early diagnosis of the disease. Extracardiac pathology in patients with Jervell-Lange-Nielsen syndrome
necessitates the interaction of doctors of different specialties together when managing a patient.

Key words: sudden cardiac death; cardiac channelopathy; ventricular tachycardia; QT interval; Jervell-Lange-
Nielsen syndrome; hearing loss; arrhythmogenic syncope; pediatric arrhythmology
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Cunnpom [Ixepsesuia-Jlanre-Hunbcena (C/JIH) - ay-
TOCOMHO-PEILIECCHBHOE 3a00JIeBaHKe, XapaKTepU3yIoliee-
Csl COUETAHMEM CEepJeUHON KaHajomaruu (B HacTosllee
BpeMsl - OIUH U3 BapUaHTOB CHHJPOMA YJUIMHEHHOIO MH-
tepBasia QT) ¢ nBycTropoHHEH HEHPOCEHCOPHOM TYroyXo-
ctbto III-IV creneneii, a Takxke KpaiiHe BHICOKUM PHCKOM
BHE3AITHON Cep/IeYHOM CMEPTH B IETCKOM BO3pacTe.

B 1957 rony nenuarpst Anton J[xepBenn u ®pex
Jlanre-HunbceH BnepBble OMMCAIM CEMbIO, B KOTOpoil 4
n3 6 nereil CTpagaiu DIyXOTOH U UMENIU PEeLUANBUPYIO-
IIMe CHHKONAJbHBIE COCTOSIHUS, MaHH(ECTHpOBaBIIHE
B paHHEM BO3pacTe; NMPU ATOM POJHUTENN U JIBOE CHOCOB
obutn 310poBbI [1]. Takum 00pa3om, omMcaHHE CHHIPO-
Ma, TOJYYMBIIETO UMS aBTOPOB, CTAJIO MEPBBIM MOJIHBIM
OIMCAaHUEM NPOOJIEMBI AJIEKTPHUUYECKOH HPOBOJUMOCTH
B Cep/le, Ha3blBaMOW CHHJIPOMOM YUIMHEHHOTO WH-
tepBasia QT. B Xome oOcnenoBaHus MOPaXEHHBIX dlie-
HOB CEMbH HE OBIJIO BBISBICHO CTPYKTYpHOH NaTOJIOTHH
Cep/lla, HO PErUCTPUPOBAIOCH BBIPAKEHHOE YUIMHEHHE
untepBasia QT HaA cTaHAApTHOM HIIEKTpOKapAHOrpaMMe
(OKT'); Tpoe OGONIBHBIX BHE3AITHO YMEPJIH B JETCKOM BO3-
pacte. B manpHelineM HeckoJbKo JieT crycts (1963-1964
IT.), OBUIO OIMCAHO aHAJIOTHYHOE COCTOSHUE CO CTOPOHBI
MIPOBOJMMOCTH CEpAlla, HE COYeTarolieecs ¢ MIyXOTOH U
MoJIy4yHBIlIee Ha3BaHMEe cuHApoM Pomano-Yopna. B cury
3HAQUUTEJILHO OOJIbIIEi PacpOCTPAaHEHHOCTH OCHOBHAs
HCCIIeJ0BaTeIbCKas aKTUBHOCTH Oblila HAIlpaBJieHa MMEH-
HO Ha HacJIeICTBeHHbIH cuHapoM Pomano-Yopaa ¢ nzonu-
poBaHHBIM yinuHeHneM uHTepBasia QT, Torna kak coOparb
U MPOaHAIN3UPOBATH PEJICTABUTEIBHYIO BBIOOPKY 00JIb-
HBIX ¢ cuHapomoM [Ixepseruia-Jlanre-Hunbcena qmrens-
HOE€ BpeMsl He MPEJICTaBIISIIOCh BOSMOMXKHBIM.

B 2006 rony Ilurep IlIBapi ¢ coaBT. B paMKax Mex-
JIYHapOJIHOTO HCCJIEJIOBaHUS [TPOAHAIN3UPOBAIM HAOIIO-
nenust 3a 186 GompHbiMu ¢ CIUJIH u chopmynupoanu

OCHOBHBIC XapaKTEePUCTHKH OOJIbHBIX [2]. BbL10 MOKa3aHo,
YTO MAIEHTOB C JAHHBIM CHHPOMOM OTJIHYAET 0C000 Tsi-
JKEJIbI BAapUAHT TEYCHUS B CPABHEHMU C JIpyTUMHU BapHUaH-
TaMu cuHIpoma yauHeHHoro uHTepBaia QT (CYUQT).
OT0 mposiBisieTcs: Oosee 3HAUYUTENBHBIM YIJIMHEHHEM WH-
tepBana QT (QTc > 550mc), Bbicoko# uactoToit (86%)
cuHKoIle, Oojee paHHel MaHH]ecTanuer apuTMHYECKUX
cOOBITHH (TTOJIOBUHA OOJILHBIX Pa3BUBAET MEPBBINA MPUCTYII
MOTEPU CO3HAHMS B BO3pacTe 10 3 JIET), HEIOCTATOYHOM
3 }EeKTUBHOCTHI0 MOHOTEpanuu Oera-aapeHodIoKaTopa-
mu (BAB) 1 BBICOKOI 4acTOTOH )KHU3HEYTPOYKAIOLIHX COObI-
THH - S1M30/10B BHE3AIMHONH OCTaHOBKHM KPOBOOOpAIEHHMS
W BHE3AITHOM CeplieuHOoil cMepTH (IIOYTH TPETh OOJIBHBIX).

K HacrosiemMy BpeMeHU YCTaHOBIIEHO, YTO B OCHOBE
naroreHesa 3a00JeBaHus JISKUT Ne(PEeKT KaJueBbIX KaHa-
JIOB, MPOBOMSIINX MEJICHHBIN KaJMeBBIH TOK, 0OYCIIOB-
JICHHBII TOMO3MTOTHBIMH JIMOO KOMIIAYH/T T€TePO3UTOTHbI-
Mu natoreHHsIMu BapuanTamu B reHax KCNQ1 u KCNEI
[3, 4]. Ot™eueHO, 4TO OOJIBHBIC C MATOICHHBIMU BapHaH-
tamu B reHe KCNE1 umeror Oosiee 100poKaueCcTBEHHOE
TeueHue 3a0oyeBaHus, YeM OOJIbHBIE C MAaTOTeHHBIMH Ba-
puantamu B rene KCNQI [2].

Pacnpoctpanennocts CJIJIH Ha cerogusimnuii 1eHb
coctasisiet ot 1 10 6 Ha 1 000 000 [5]. ITo naHHBIM CKaH-
JIMHABCKHUX aBTOPOB PACHPOCTPAHEHHOCTb ITOI0 CHHAPO-
Ma B crpaHax CkaHauHaBckoro noiyocrposa (Hopserus,
[Berust) Boime - 1 #Ha 200 000, 4T0 0OBACHICTCS BBICOKOM
MIPEJCTAaBICHHOCTBIO B 3TUX CTPAaHAX MaTOr€HHOIo Bapu-
anra B rene KCNQI ¢ sdpdexrom ocuosarenst (founder
effect) [6-9].

B unccnenoBaHMsX IOCHEIHUX JIET COOOIAETCS O
TOM, 4TO BHecepaeunsle nposisinenus C/JIH nHe orpanu-
YHMBAIOTCSl HAPYIIEHUEM CIIyXa, HO MOTYT BKJIIOUaTh TaKXkKe
MOpakK€HHE JPYTUX CHCTEM, B KOTOPBIX IKCIPECCHPYET-
csa red KCNQI1. OnHuM U3 Takux HpOsIBIEHUH sIBIsSeTCA
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xenesonedunutHas anemus [10]. Kpome toro, skcmpec-
cust rena KCNQI B HepBHOI TKaHM MOXET CIIOCOOCTBO-
BaTh COYETAHHIO CEP/IEUHOI KaHAJONATHH C AIUIICIICHEH,
1100 00ycIaBIMBaTh AMWIENTH(HOPMHYIO AKTUBHOCTD ITPH
anekTposHnedanorpapuueckom uccneaosannu [11, 12].
Bce 310 mpuBOAMT K CIOXKHOCTSIM AudQepeHraIbHOMN
JIMarHOCTUKU apUTMOTCHHBIX M HEWPOTCHHBIX CHHKOIIE M
HEpEeJKO TMPEISTCTBYET CBOCBPEMEHHOI MOCTaHOBKE Jina-
THO3a CEepJCYHOM KaHAJIONAaTHH, YTO OCOOEHHO aKTyalbHO
JUISL IeTel paHHEeTo BO3pacTa.

BADB, xoTopble ciy’kaT OCHOBOW TEpamMM MPHU BCEX
THUIaX CUHApPOMa yuinHeHHoro uurepsaia QT, y 60mbHBIX
¢ CAJIH nemoHCTpUpYIOT HeAOCTaTouHYI HddexTus-
HOCTb B OTHOIICHUHU MPO(MITAKTHKH Pa3BUTHUS )KUZHEYTPO-
JKAIOUIMX HKEITYT0YKOBBIX apUTMHHA. B CBsI3M C BBICOKMM
PUCKOM BHE3allHOW CepJeYHON CMEepTH B 3TOW Ipymnme
OONBHBIX TMOKa3aHHMs K YCTaHOBKE HWMILIAHTHPYEMOTO
kapnuoseprepa-aeudpumisatopa (MKJ]) BeisBIsAIOTCS B
Oonee panHeM Bo3pacrte. K maroreHeTnyeckum Metoaam
JICYCHUS] B TIOCJICIHUE TO/bI OTHOCHTCSI TAKXKe JICBOCTO-
poHHsis cummarakromus (JICD).

B Hacrosiiee Bpemsi, yuuTbIBass HaKOIUICHHBIH psi-
JIOM KJIMHUK OIIBIT 110 JUIUTEILHOMY HAONIONEHUIO AeTel
¢ CIIUIH, nonyuatomux HauOosee 3(pQeKTUBHbIE HAa Ha-
CTOSIIIIEE BPEMsI METOJIbI JICUCHHSI, aKTyaIbHBIM SIBIISICTCS
JIeTIbHBIN aHAIN3 KIMHUYECKUX HAOMIONCHUH C OLIEHKOM
KIIMHUKO-TEHETUYECKUX KOPPEJSIUN U OT/IAJIEHHOTO ITPO-
rHO3a.

Llens uccienoBaHus - MPOAHATM3UPOBATh TAKTHKY
BeZieHus nereil ¢ cunapomom Jlxepsenna-Jlanre-Husb-
CeHa Ha OCHOBAHWHM HCCJIEIOBAHUS WX KIMHHUYECKHX W

Tabnuua 1.
Jlemozpaghuueckue u KnunuyecKkue XapaKmepucmuKku
oonvnblx ¢ cunopomom /[xycepeenna-Jlanze-Hunvcena
(n=12)

XapaKkTepucTUuKu 3HaueHMs
Bospacr, et 12,9+8.,6
JHesouxwu, n (%) 8 (67)
Apurmugeckue coobitus, n (%) 10 (83)
Cunkore, n (%) 8(67)
Buesannast octaHoBka kpoBooOparienust, n (%) | 4 (33)
Hoxymentuposannsie XXT, n (%) 7(58)
Tepanus

Bera-610karopsl, n (%) 12 (100)
PenuinBel apuTMHUECKUX COOBITHIT* 8/12 (67)
UK/, n (%) 8 (67)
MortuBupoBanusie cpabdarsmBannst UK, n (%) | 4/8 (50)
JleBocToponHss cummnarskTomust, n (%) 4 (33)
ConyTcTBYyOIIHE 3a00JICBAaHUS U COCTOSHHUS

Anemus, n (%) 9(75)
Bpoxnennsie mopoxu cepana, n (%) 5(42)
Dmmnernicus, n (%) 1(8)

[Ipumeuanue: XKT - xenynoukoBsie Taxuapurmun; UK/ -
MMIUIAaHTHPOBAHHBIH KapauoBepTep-aedudpmuTop; * -
Ha (QoHEe Teparmuu OeTa-0IoKaTopamu.
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TFCHCTUYCCKUX XapaKTCPUCTHUK; OLICHUTH 3(1)(1)6KTPIBHOCTI>
MCAUKAMCHTO3HBIX W HCMCIUKAMCHTO3HBIX (xnpyprnqe—
CKI/IX) MCTOZ 0B JICUCHMU.

MATEPHUAJ U METOJbI
HCCIEJOBAHUA

3a mepuox ¢ | sHBaps 1996 mo 1 suaBaps 2020 roma
B HKU nennarpun umenn akagemuka FO.E.Benbrumesa
HaxoamuIoch o HabmoneHneM 1080 GONBHBIX C CHHIPO-
MoOM yanuHeHHoro uHTepBana QT. denorun cuHIpoMa
CJIJIH ycranosnen y 12 60mbHBIX, 4TO cocTaBmio 1,1% ot
Bcex narnuenToB ¢ CYNQT. I'eHOTHITMYECKH THArHO3 OBLT
MIOATBEPKJICH BIIOCIEICTBUU y 8 O0NMbHBIX. B HacTosmiee
HCCIIeIOBaHNE BKITFOYCHBI 12 poOaHIoB.

Cpemauii Bo3pacT ManueHTOB cocTaBma 8,3+5,1 met
(ot 1 roma o 18 met). Bee et HaXoauIMCh Ha JMHAMH-
YEeCKOM KIMHUYECKOM MOHUTOPUHTE C MOMEHTA [TOCTAaHOB-
KI JIMarHo3a 1 JI0 JOCTI)KEHHsI COBEpIICHHOIETHs. Beem
6osIbHBIM HE pexe | pa3a B TOf TPOBOAMIIOCH KOMILIEKCHOE
KapAHOJIOrnieckoe 00CIe0BaHNE B CTAllMOHApE, BKIIO-
yaBlIee craHmaptHyoo |2-kananpHyro DKI (B KimHO-,
OPTOTIOJIOKEHUU TIOCKe (U3MUYECKOH Harpys3KH), CyTOdU-
Hoe MoHmTopupoBanue JKI, sxokapmuorpaduro ¢ mon-
ieporpaduei, Mpu AOCTIKEHHH pocta >120 cM - TecT
¢ (pu3mUeCcKOi Harpy3KOH (TPEIMHUII-TECT), UCCIESIOBAIIICH
YPOBEHb IEKTPOIUTOB KPOBH M (PYHKIHUS IUTOBUIHOU
skene3bl. bonpHbiM ¢ MK aBask b1 B 1o MpOBOAMIICS KOH-
Tposb cuctembl UKJI, olleHMBaIOCh HAIMYUE XKETYTOUKO-
BBIX HapyLICHUH pUTMA.

AHanm3 apuTMHYECKUX COOBITHH BKIIIOYAN: OLEHKY
APUTMOTCHHBIX CHHKOIIE, JJOKYMEHTHPOBAHHOM >KEITy10d-
KOBOW TaxWKapAWW THUIA THPYIT, AOKYMEHTHPOBaHHON
ubpmmsmn xemynoukoB (DXK), BHe3amHOW 0CTaHOBKH
kpoBooOpamienus: (BOK), moTuBHpoBaHHBIE cpabaThiBa-
uHust UK. TTo OKT' oneHnBanmu [UIHTENEHOCTh HHTEPBajIa
QT u xoppuruposarnoro uarepsana QT (mo hopmyrne ba-
3erta), Mopdonoruro komruiekca QRST, mpusHaku smek-
TPUYECKOH HECTAOMIBHOCTH MHOKapaa (KeIymodKoBast
9KCTPACUCTONNS, MakpoaneTepHanms 3yboma T, npyrue
n3MeHeHns: Mopdonornu 3yona T B mocienoBaTeIbHBIX
KOMIIIIeKcax), AMHaMuKy uHTepBasna QTc Ha Harpys3ke.

[IpoBeneH aHaim3 apUTMHUYECKHX COOBITHH cpean
uieHoB ceMmbu [-1I crenenu poncrsa, ciiyyaeB BHE3aIIHOM
CMEpTH CPe/iN WICHOB CEMBH JI000I CTeneHu poacTBa. Y
25 d1eHoB ceMel (pomuTenu U CHOCHI) MPOaHAIN3UPOBa-
HBI JaHHBIE OOBEKTUBHOTO OOCIIEIOBAHMS - CTaHAAPTHAs
OKT w/mnmm cyrounoe moHuTopupoBanne JKIT.

Craructiueckass 00paboTKa TOITYYEHHBIX Pe3yIlb-
TaToB IIPOBOAWJIACH Ha IE€PCOHAIBHOM KOMIIBIOTEpPE C
ucronp3oBaHueM TmporpamMMm Microsoft Excel 2010 wu
STATISTICA. KonmudecTBeHHBIE MPU3HAKH BBIPAYKAIN B
BHJIC CPEIHET0 3HaueHMs Tokasateneit (M) u crangapTHOM
ommoKu (m).

INOJYYEHHBIE PE3YJIBTATBI

Cpenuuii Bo3pacT OOJNBHBIX Ha TEPUOA IIEPBOTO
BHU3HTa B KIMHHUKY cocTaBuia 3,0+2 roma (oT 6 Mecsues
o 8 7eT), Ha MepUo] TOCJIEIHEr0 BU3UTA B KIMHUKY -
12,9+8,6 net (ot 4 mo 32 net), npeobiagand ACBOYKH -
8 (67%). 3aboneBanre AUATHOCTHPOBAHO B BO3PACTE OT
MepBOM HeNlenu )KU3HU 10 6 jeT (B cpeanem 2,0+1,7 ner).

BECTHUK APUTMOJIOI'MU, Ne 3 (105), 2021



40

BuesamHol cmepTH 3a nepuoj HaOmozneHus Het. Jlemo-
rpaduuecKkre U KIMHUYECKHE XapaKTePUCTUKH OOJIBHBIX
MIpeCTaBICHbI B Ta0M. 1.

Dnexmpokapouozpaguueckue oannvie

BayTpryTpoOHO Opanukapaus no JAaHHBIM Kapanuo-
Tokorpaduu miona Oblla 3aperMcTpUpOBaHa Yy YETHIPEX
OOJIBHBIX, Y TPEX M3 HHUX ATO TOCIYXKHJIO MPUYNHOM Npo-
BeneHust OKI' B mepBble JHU KU3HU € TTOCIEAYIONMIEH Ara-
raoctukoit CJIJIH yxe B mepBble MecsIibl )KU3HH PeOeHKa,
YTO MpeAlIecTBOBAIO MaHHM(pecTauuu cubkore. Eme y
onHOro OonpHOTO ¢ Opaaukapaueii K[ mociie poxacHus
He peructpupoBanack, u CJJIH nuarnoctupoBan npu
pa3BUTHH CHHKOIIE B Bo3zpacte 1,5 ner. bpagukapaus npu
TIEPBUYHOM 00CIIEJOBAaHUHU HAa YPOBHE HMKE 2 TIEPLICHTUIIS
BospacTtHoro pacnpeaenenust YCC na cranaapraoit KT
U npu cyroyHoM MouuTopupoanun IKI' perucrpuposa-
nack y 11 OoibHBIX. B 01HOM cityyae naHHbBIE IEPBHYHOTO
OKT o0cnenoBaHust HE COXPAHMINCH.

VY Bcex OOJIBHBIX OTMEYAJIOCh BBIPAKEHHOE YJINHE-
nue unrepBana QT. Ha cranmaptaoit DKI™ untepsan QTc
npesbiman 500 Mc y BocbMU 00JbHBIX, H 600 MC - Y YeThI-
pex. Cpenuuit QTc coctaBun 578,9+57,3 mc. Ilpu aBro-
MaTHYECKOM aHaJIM3e MO JaHHBIM CYyTOYHOTO MOHHUTOPH-
posanust OKT" cpennuit QTc cocraBun 571,0+35,1 mc. [pu
atoMm cpenuuit QTc cBeime 550 Mc uMenu OONBITHHCTBO
6onbHBIX (58%). Makcumanbhbiii QTc y OonbIIMHCTBA
60sbHBIX (75%) 0611 Gostee 600 MC ¥ B Cpe/iHEM T10 TPYIIe
cocraBui 640,9+40,6 Mc. Y BOCbMH OOJIBHBIX ITPH TOBTOP-
HBIX MCCIICIOBAaHHUSX PETUCTPHPOBAIUCEH MEPUOJIBI MAKPO-
anprepHanyy 3yona T oT HECKOJIBKUX KapIUOIHMKIIOB 10 5
MUHYT (puc. 1).

Apummuueckue coovimus

AputMHYecKre COOBITHS 3aperucTpupoBansl y 10
00sbHBIX (83%); IPU ITOM CUHKOTIAIBHBIC COCTOSIHUS UME-
JIM MECTO y BOCBMH M3 HHX, YETBEPO OOJBHBIX IEPEKHIH
BOK, a y cemu ObUIM JJOKyMEHTHPOBAHBI JKEITYIT0YKOBas
Taxukapaus tana nmupyst au6o ®X npu xonTepoBcKoM
MOHUTOPHPOBAHUU WJIN B XOJIe MOHHUTOPHPOBAHUS CHCTE-
Mmbl K/I. Bo3pact nepBoro coObITHSI COCTaBHII B CPETHEM
1,9£1,6 ner (OT mepBoil HeACTH KU3HH 70 6 JIET).

PeunauBupyromiye CHHKONAIBHBIE COCTOSIHUSL, CIIPO-
BOLIMPOBAaHHBIE YMEpPEHHOW (u3nuecKoil (urpa, xoapda)
WIM 3MOIMOHAJIBHON (IUlau) Harpy3Koi, MMENIH MECTO
y BOCbMH OONBHBIX. [IepBbIii pHCTYN TOTEpPH CO3HAHMS
3aperucTpupoBan B Bospacte 1,18+0,4 ner (oT mepBoii
HEZIeH XKU3HU U 710 1,5 5eT), Ipu 3TOM B ISTH CIIydasx
CUHKOIIe MaHU()ECTUPOBAIU B Bo3pacTe 1,5 jet, a y Tpex
JeTel - B Bo3pacTe 10 | rona.

Y nBoux OOJBHBIX EIMHCTBEHHBIC APUTMHYECKHE
COOBITHSI PA3BWIINCH B OoJiee cTapiieM BO3pacTe ykKe Ha
(oHe aHTHAPUTMHUUECKOH Tepanuu. Tak y ManbpduKa 4eThl-
pex set Obuta nokymeHTuposana @K Bo BpeMst BbITONIHE-
nust JICO npu peunTyOanuu, a y
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CTeneHu. B Xoze HeoHaTambHOTO CKPUHUHTA TYTrOYXOCTb
Obu1a BISIBIIEHA Y IBOUX OOJBHBIX, Y 10 nereit HapyieHus
ciryxa ObUIM 3al0/I03peHbI B BO3PACTE OKOJIO JIBYX JIET B
CBSI3M C 33JIEPIKKOI peueBoro pa3BuTHs. TpoumM OOJIBHBIM
ObuIa MpOBE/ICHA MJIAHOBAs KOXJIeapHasi MMIUIAHTaIHs.

Cyooposicnblit cunopom

W3 BocbMH OOJIBHBIX C MOBTOPHBIMHM CHHKOIAJIBHBI-
MU COCTOSIHUSIMU y 1iecTd (67%) CHHKOIE OBLIM MepBO-
HAyaJIbHO PACIEHEHBl KaK SMHJICNTUYECKHe, TaK KakK Co-
MIPOBOXK/IAIUCE CYAOPOKHBIM KOMIIOHEHTHOM. CpenHuii
BO3pacT MaHU(ECTALUKN CHHKOIE Y 3THX OOJBHBIX COCTa-
Bun 1,2+0,4 rona (ot 0,5 no 1,5 ner), a cpenHuii Bo3pact
noctanoBku auarnoza CIJIH - 3,1+1,7 roxa (ot 1,5 1o 6
ner). CuHKoOIe OBUTM YaCTBHIMH BIUIOTH JIO €KEIHEBHBIX.
JITMTENbHO TPOBOAMIIACH AHTUKOHBYJILCAHTHASI TEpPaIys
6e3 3¢ ¢ekra. Coueranue CAJIH ¢ smmnencueit koHcTa-
THUPOBAHO TOJILKO B OJIHOM Clly4ae, Korja JeTckas abcaHc
snmencust Aedrotuposaia B Bo3pacte 10 yer. Pebenox
MOJTy4aeT KOMOMHUPOBAHHYIO IIPOTHBOCYIOPOXKHYIO Tepa-
MHIO0.

Anemusn

l'umoxpomHasi anemMusi Ha OCHOBAaHHH JIA0OPAaTOPHBIX
JTAaHHBIX ObLTA TUATHOCTHPOBAHA Y ICBSITU OONBHBIX (75%).
CHIDKEHUE YPOBHS TeMOINIOOMHA PErHCTPUPOBAIIOCH B BO3-
pacte ot 6 mecsues g0 11 et (B cpentem B 3,7+3,2 roza).
IIpu 3TOM aHeMus 2 CTENEHU MMeNa MECTO B JIBYX Cllyya-
SIX, Y OCTAJIbHBIX - | CTENeHU. YPOBEHb jkene3a KPOBU ObLI
B Mpezenax pedepeHCHBbIX 3HauUeHUI y TpeX OOJBbHBIX; Y
IIECTH - OTMEUAJIOCh CHMXKEHUE CBIBOPOTOUHOIO XKejesa,
kotopoe cocraBmwio 3,4+1,4 (ot 1,1 mo 5,5) MKMOIB/)T ipu
HOpMe OT 6,6 MKMOJIB/J1. Bee marueHTs ¢ mpu3HakamMu aHe-
MUH MOJTy4alli Tpernaparsl xKejae3a NepopanbHO JUINTENb-
HO, JIByM OOJIbHBIM II€PE/l ONEPAaTUBHBIM JICUCHHEM JUIs
KOPPEKLUH YPOBHSI TeMOITIOONHA KPOBH IIPOBEJCHO Jieue-
HUE MapeHTepaIbHBIMU MpernapaTaMy sKenesa.

/Jlannvle 2enemuuecKux uccieo06anuil

I'enetnueckoe uccienoBaHNEe Ha CETOIHSIIHUI 1eHb
npoBeneHO 11 GoNbHBIM. Y MATH M3 HUX OBLIH BBISBJICHBI
MaTOTeHHBIC WIIM OXKHJIAEMO MaTOr¢HHbIE BApHAHTHI B TO-
Mo3urotHoM coctostanu B rene KCNQ1 (B Tpex ciryuasix
MHCCEHC-3aMEHa, B OJTHOM ClIy4yae JeNelHs OJHOro JK30-
Ha JAHHOTO TeHa, €Ile B OJHOM Cllyyae MMeJ MECTO Ba-
PHAaHT, IPUBOJSIINI K 00pa30BaHUIO MPEXKICBPEMEHHOTO
CTOI-KOJIOHA), ¥ TPeX OOJIbHBIX BBISBIICHBI J[BA MATOTCH-
HBIX TeHETHYECKHX BapHaHTa B TPAHC-TIOJIOKEHHH (KOM-
nayHj-rerepo3urotsl) B reie KCNQI1. B tpex ciyuasx
OBLT BBISIBJICH TOJILKO OJMH T€TCPO3UTOTHBIN MaTOTCHHBIN
BapuaHT B reHe KCNQI1, B AByX U3 HUX B 3aKJIIOUCHHSIX
nabopaTopusiMK Tak)ke OblII BBIHECEH YacTBIA IMOJIMMOP-
¢usm-momudukarop B reue KCNE1. Jlns 3TuX nanueHToB
IUTAHUPYETCS TOTIOJTHUTEIbHOE TEHEeTHUECKOe UCCIIEA0Ba-
HUe (OJTHOT€HOMHOE CEKBEHUPOBAHUE).

16 wion 03.01,27

nesoukd mecty et BOK pa3su-

J1ach Ha ()OHE THEBMOHUH.
Hapywenus ciyxa
Hefipocencopnas  Tyro-

YXOCTh ObLIa IOATBEPKICHA

" AJB Gnoxaaa 2 v [9]

CYpAOJIOTOM Y BceX OOJBbHBIX:
IIl cremenu B omHOM cilydae,
B OCTAJIBHBIX - Tyroyxocts IV

o
Puc. 1. ®pazmenm cymounozo monumopuposanus IKI oesouku 2 nem.
Pezucmpupyemcsa maxpoanvmepnayusn 3youa T (usmenenue nonapuocmu 3youa T
6 ROC1e006aMeNbHBIX KOMNIEKCAX).
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OPUT'MHAJIBHBIE UCCIIEJJOBAHM A

Cemennnlit anamues

BHe3amHas cepaedHas cMepTh CpEeAaH POICTBEHHIKOB
I-II crenenn He ObLIA OTMEUEHA; B OJJHOM CiIydae MMEIu
MECTO CMEPTH JABYX CHOCOB B BO3pacte 10 6 MecsIeB, 00-
YCIIOBJICHHbIE MHO)KECTBEHHBIMH aHOMAJIUSIMH PA3BUTHSL.
CYUQT (dbenorun Pomano-Yopna) Obl1 TUarHoCTUPOBAH
y 9 u3 25 (36%) obcnenoBaHHBIX WICHOB U3 6 ceMeil (B
IIECTH CIy4asiX - OMUH U3 POJAUTENCH W B TPEX CIIydasx -
cUOCHI), Y YETHIPEX POAMUTENEH OBLIO BBISIBICHO yJIMHEHUE
naTepBana QT mo TuITy HapyIIeHNS aJanTalii HHTEpPBaja
QT k YCC. YV 12 uneHoB U3 5 ceMeil OTCYTCTBOBAIHM U3Me-
Henus Ha OKI™ 1 He OBLIIO apUTMUYECKUX COOBITHH.

Tepanusa

Bce OonbHbIe monydanu Oera-aapeHOOIOKATOPHI,
BO3pacT Ha MOMEHT Hayaja Tepanuu coctaBmi 3,0+2,3 et
(ot 1 mecsiia 1o 7 net). CraproBas n03a BAB Obuta B cpen-
HeMm 1,340,4 Mr/kr, a 1032 Ha MOMEHT IIOCJIEIHETO BU3HUTA
JIOCTOBEPHO BO3pOCa U cocTaBmia B cpeaaeM 2,4+0,5 mr/
kT (p<0,0001). BonbIIMHCTBO OONBHBIX B HACTOSIIIEE BPE-
M3l TIOJTy4arOT aTeHoJIoN, & TPOUM B CBSI3H C ero Hedhdek-
TUBHOCTBIO OBUT HA3HAYEH HAIOJIOM.

YV 8 OONBHBIX APUTMHUYECKUE COOBITHS PEIUINBHPO-
Baji Ha ()OHE PEryJSIPHON M aIcKBATHOW aHTHAPUTMHYC-
ckoii Teparnu. Becem M 6bu1 yetanosneH UK/, Cpennuit
BO3pacT UMIUIaHTaIuu coctaBui 7,1+4,4 rona (ot 3 go 17
net). MoTtuBupoBaHHBIE CpadaThIBaHUSI OTMEYaIUCh y 4
(50%) 60mbHBIX, y | GOTBHOTO JOKYMEHTHPOBAHO HEMO-
TUBUPOBAHHOE CpadaThIBaHUE.

[Ipn anHamm3e acconpamyy BO3pacTa JHATHOCTUKU
CJIJTH u Bo3pacta Havasa Tepanuud bAB ¢ Bo3pacTtom ma-
HUpecTayn CHHKOIE ObLIM BBISIBJICHBI HEKOTOPBIE 3aKOHO-
MepHOocTH. Tak OOJTBHBIM C IEPBBIM CHHKOIIE B BO3PACTE JI0
1,5 net (n=8) nmuarxno3 ObLT yCTaHOBJIEH B Bo3pacte 2,9+1,4
net (ot 1,5 o 4 ner), a BAb HazHaueHsl B Bo3pacte 4,3+1,7
netT (0T 2 10 7 JeT); Bce OHM MMENU YacThle JI0 €KEeTHEB-
HBIX CHHKOTE 110 Hadana Tepanun BAB m HeomHOKpaTHbIC
pennanBel Ha (POHE JIEUEHHS, B TOM YHCIIE MOTHBHPOBAH-
HBIC IIOKH. Y YeThIpeX OONBHBIX, KOTOPBIM JWArHo3 ObLT
YCTaHOBIIEH B Bo3pacTe A0 6 mecsiies (0,2+0,1 er) u cpazy
HaszHaueHa Tepanus bADB, emuHIIHBIE apuTMUYECKHE COOBI-
THSI OTMEUEHBI B JIBYX CJIydasix B Bo3pacte 4 u 6 jieT Ha (oHe
CEPbE3HOM MPOBOKAIINY (OTeparys 1 TsHKeIast HHPEKITHS).
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Puc. 2. IKT oesouku 8 nem c cunopomom /Ircepeenna-/Ianze-Hunvcena:
pezucmpupyemcs cunycogwtii pumm ¢ Y4CC 57-65 yo/mun. Hnmepean QT=600-
580 mc; QTc=594-601mc. Hapywenus npoyecca penonapuzayuu 6 Muokapoe

HCENYOOUKOB.
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JIeBOCTOPOHHSISI CUMIIAT3KTOMHUSL IIPOBEJEHa de-
TBIPEM OOJILHBIM, B TPEX CJIy4asiX - TOPAKOCKOMHYECKHM
JIOCTYIIOM. B 1ByX ciydasix MOKa3aHUSIMH OBLTH PELH/IH-
BUPYIOIIME MOTHBHPOBAHHBIE CpabaThIBaHUS, ITPU ITOM Y
0JIHO# OombHOM cuHKone nocie JICD penuanBrpoBay Ha
¢one ocnabnenus repanuu bAB. Y Bropoii 6osbHOI peru-
JIMBOB T1ociie ornepaiuy He Obi10. Ene 1ByM O60nbHBIM 0€3
cuHKone Ha Tepanuu BAB, HO uMeromuX BBICOKUN PUCK
Pa3BUTHS HKEJTYTOYKOBOH TaXxMKapAHU B KaueCTBE ajbTep-
narusbl MK/l 6b1a nposenena JICD. Y obonx nanueHToB
Pa3BHIIMCh apUTMUUECKHE COOBITHS (JIOKyMEHTUPOBaHHAsI
®X nenocpencTBeHHO Bo BpeMs onepauuu U1 BOK uepes
2,5 rona Ha (oHE TSHKEJIOW MHEBMOHHH), 000UM OOJIBHBIM
BIIOCJIEACTBUM ObLT nMIuIanTipoBan MK/

OBCYXIEHHUE IMMOJTYYEHHBIX
PE3YJBTATOB

B Hacrosiem nccienoBaHuN MPOAEMOHCTPUPOBAHO,
YTO ONFCAaHHAs IPyMIia OOJBHBIX XapaKTEePU3yeTCs TUITHY-
HBIMH (DEHOTHITUICCKIMH U TEHOTUIIHYECKUMH YepTaMH,
CBOWMCTBEHHBIM ONHCAaHHBIM paHee manueHTam ¢ CIJTH.
Tak B ucciexyeMou TpyIIe U Py aHaJIu3e TaHHBIX MEX-
JIYHapOIHBIX PETUCTPOB CHHKOMAIbHAs (opMa cHHApOMA
BCTpeyaeTcsi B paBHOW cremeHu 4acTto (B 83% u B 86%
cooTBeTcTBeHHO, p=0,3); Mo OONBHBIX, ¥ KOTOPHIX Ma-
HU(ECTanns CHHKOIEC HACTYIIIIIA B paHHEM BO3pacTe TaK-
ke, He pasnudatorcs (67% u 50% coorBercTBeHHO, p=0,1)
[2]. Cremens yBenmmueHus mmTenbHOCTH MHTEpBana QTc
y JIeTeil B MCCIIeAyeMOl TpyIIle COMOCTaBUMA C TaHHBIM
muteparypsl. [IpeBsimenne QTc crimie 550 Mc BBISIBICHO
Hamu y 67% OGonbHBIX TpoTHB 92% B TpyNIIEe B3pPOCIBIX
6ompHEIX 13 [IBernu (p=0,06). [Ipu 3TOM HEKOTOpOE TIO-
BermeHne QTc ¢ Bo3pacToM BBIIVISIUT JOTHYHBIM [9].
Cpemu 6ompueix C/IJTH HE3HaUHTENEHO Tpeobana-
0T 1eBOYKH (67% B HamIel rpymnre u 52% 1o TaHHBIM JTH-
teparypsl, p=0,3) [2]. IIpu 3ToM OTMEHaeTcst 9TO IS JIUI]
JKEHCKOTO TI0JIa PUCK apUTMHUYECKUX COOBITHI, 0COOCHHO
(aTambHBIX, B 3TOU TPYIIIE MMAIIICHTOB JOCTOBEPHO HIKE.
[To Hammm HaOIONEHNAM 3a00JI€BaHUE OMHAKOBO TSKE-
JIO TIPOTEKAJIO KaK y MAJBINKOB, TaK M Y JEBOYCK, OTHAKO
Takue coorrTus kKak BOK, umenu mecto y 50% meBodex u
HE 3apeTHCTPUPOBAHBI Y MAJTFIIKOB.
I[Ipn aHanuze  JaHHBIX
---“J’!jf" " karammuesa obpamaer Ha cebs
BHUMAaHHE TIO3IHSSA ITHATHOCTHU-
|~ Ka3abosneBaHHs B OOJBIIMHCTBE
cirydaeB. OcoOSHHO HAITISIHO
9TO TPOSBISUIOCH y JIETEH, po-
muBmmxcss o 2011 roma, T.e.
\ - | JI0 TIHPOKOTO BHE?I[peHI/Iﬂ KT
‘ CKpHHUHTA JeTell Ha MepBOM
° | romy xwusHu. OCHOBHOIl mpH-
‘ | i YUHON TIO3JHEW JUArHOCTHUKU
CIJIH Bo Bcex ciydasx ObLIa
THIEPINArHOCTHKA DITHJICTICHU
| [ W3-32 HAJIUYUS CYTOPOKHOTO
/" Y KoMIOHEHTa BO BpeMs HPHUCTya
MOTEPH CO3HAHUA. DTO Cephe3-
Has MpodJeMa, Tak Kak KacaeTcs
OHa B MIEPBYIO 04Yepeb OOTBHBIX
C CaMBIMHU TSDKETBIMU (popMamu

B
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CYUQT. Kak pe3ynbTar, 1eTU ¢ YaCTHIMU CHHKOIIE B paH-
HEM BO3pacTe BEJIUCh KaK OOJNBbHBIE C SMHJICTICHEH, MOITy-
Yaau JUTUTENBHO HEed((PEKTUBHYIO MPOTHBOCYIOPOKHYIO
TEeparmio, 0CTaBasCh B IPYIIIE BHICOKOTO PUCKA BHE3ATHOM
CeplIEeYHON CMEpTH.

[Tpn ananu3e anamHe3a 3aboyieBaHus JeTel, y KO-
TOPBIX TUAarHO3 ObUT YCTAHOBJICH B MEPBBIC MECSIBI KH3-
HU, OTMEUEHO, YTO OCHOBHOW NPUYMHON HAIPaBJICHUsS Ha
OKT Oblna Opaukapans, 3aperucTpupoBanHast JIn0o BHY-
TpUyTpOOHO, 1100 cpa3y nocie poxaeHus. bpanukapans
MOXeT ObITh 3apeructpupoBaHa y OonbHbIX ¢ CYNQT
yKe mociie 26 Henmenu OCpPEeMEHHOCTH BHYTPHYTPOOHO.
[TpuunHOl MOXET ObITh, KaK KOMIIEHCATOPHOE CHIDKE-
HUEe (YHKIMHM CHHYCOBOTO y3Jla, TaK M (YHKIHOHAJb-
Hass AB Onokana ¢ mposeneaueM 2:1. B uccienoBanuu
J.M.Lupoglazoff u coasrt. (2004) ObU10 MPOAEMOHCTPUPO-
BaHO, YTO CHHYCOBasi OpauKap/iusi, 3aperucTpUpOBaHHAs
HEOHaTaJbHO, XapakTepHa 0oJbIle /it OOJBHBIX C MaTo-
reaHbiMu BapuanTamu B reie KCNQI [13]. H.Horigome
u coaBt. (2010) ucciegoBanu 58 HOBOPOKIEHHBIX C JIaH-
HBIM CHHJIPOMOM M YCT@HOBWJIM, YTO CaMbIM YacTbhIM
CHMIITOMOM KaK BHYTPHUYTPOOHO, TaK M B HEOHATAJIbHOM
nepuone Obula UMEHHO CHHYycoBas Opamukapmust [14].
3nauenus YCC y mioga <110 ya/MHH C OTATOLICHHBIM
CEeMEWHBIM aHaMHE30M MO3BOJISIET 3aN0/I03PUTh HAINYNE
cunapoma ynnuHenHoro uHrepsana QT [15]. Bpanukap-
JIsI B TIEPBBIE JHU JKU3HH peOeHKa NMeeT 0COOCHHOE 3Ha-
yenue s quarnoctuku CIJTH.

B momasmnstonem OombrmHcTBe ciaydae CJIJTH
00 MMeJ CIOopajnYecKuil xapakrep, JIMOO0 MOpaKeH-
HBIX YICHOB CEMBbHU BBISIBUIM YX€ TOCJIE THarHOCTUKH
3a0oneBanus y npobanma. Takum oOpa3om He HajH-
Yue BBISIBJICHHOW maTojoruu B cembe, a uMeHHo OKIT
CKPHHHUHT Yy JIeTell paHHEro Bo3pacta MMEET pellarolee
3HA4YEeHUE JUIS BBISBICHHMS TEPBUYHBIX IJIEKTPUUYECCKHX
3aboneBanmii cepama. B wactHoctu, CJJIH momumo
OpaaMKap/any XapaKTepHU3YIOT BBIPAKEHHOE Y/IJIMHEHUE
unrepBana QT W 3HauMTENbHOE HApyILIEHHE Mpoliecca
penossipu3anuy ¢ MepBbIX JHeH xu3uu (puc. 2). Cpo-
eBpEMEHHas JIMarHOCTHKa M paHHee Havyalo aHTHapHT-
muueckoit Tepanuu CIJIH mo3BossieT oTCpoUnTh Bpemsi
HMILIAaHTAI[UU KapAuoBepTepa-aehuopwiuIsiTopa y neTei
W3 TPYHIIBI BEICOKOTO pUCKa Ha OoJiee MO3AHMUN BO3pacT,
YTO OYEHb aKTyaJIbHO JJIsl AETEH paHHEro Bo3pacra, JJis
KOTOPBIX HE CYIIECTBYET ONTHMAJBHBIX JJISl UX aHATO-
MHUHU UMIUIAHTHPYEMBIX aHTHaPUTMUYECKUX YCTPOMCTB.
Tax npu ananuze 3p(HEKTUBHOCTH aHTHAPUTMHYECKON
TEepanuy HaMH OBUIO OTMEUYEHO, YTO IUIOTHOCTH apHT-
MHYECKUX COOBITHH 3HAYMTEIHHO MEHBIIE B TPYIIIe
OONBHBIX, HaYaBIIUX Noiy4yarb BAB 1o manudecrannm
CUHKOIIE B CPaBHEHHUH C TeMH, y koro bAB Ha3Hayanuce
yxke Ha QoHe penuaMBHpyOMMX cuHKome. [TonoOHyro
TEH/ICHIIUI0 OTMETWIM CKaHJMHABCKUE HMCCJIE0BATEIN;
B ux rpynme u3 19 6onsubix ¢ CJIH Tpoe nereii ¢ dec-
CUHKOTIAJILHOW (hOpMOHi /10 Havaja Teparuu, OCTaBaIuCh
O6eccumnToMHbIMU Ha (hoHe mpuema bBADB [9].

[maBHBIM BHECEPJICUHBIM MPOSIBICHUEM, BOIIE/-
MM B YCTOHUYUBBIE (DEHOTHIHYECKHE XapaKTEPHCTHKU
CHHJIpOMa, SIBIISICTCS TYrOyXOCTbh. IlaToreHeTHuecKyro
B3aUMOCBSI3b TYTOYXOCTH C CEpACYHON KaHAIIONATHEH yxKe
TIPE/ATIOIOKIITH TIEPBBIC MCCIIEIOBATENN 3a00IeBaHMs, O/
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HaKO MEXaHWU3M OJHOBPEMEHHOTO MOpPaXEHUs cepauna U
ciryxa OblT HesiceH. B apy reHeTmueckux HcciieoBaHHUN
KaHaJonaTui ObUIO YCTAaHOBJICHO, YTO KAJIMEBBIC KaHAIIBI,
JIe(eKThl KOTOPBIX MPUBOMSAT K Pa3BUTHIO CEPACYHON Ka-
HaJIOMATUH, 3KCIIPECCUPYIOTCS HE TOJIBKO B KapTUOMHUOIU-
Tax [16, 17]. B anuTenuanbHbIX TKAHIX TAKMX OPTaHOB KaK
JKEITyI0UHO-KUIIEUHBIH TPaKT, TOUKH, JIETKHE, BHYTPEHHEE
YXO KaJHMeBbIe KaHaJIbI UTPAIOT BaXKHYIO POJIb B TPAHCIIOP-
T€ BOJIBI M COJICH, CHIIKEHHE WITH NoTepsi PYHKIMH KaHaa
MIPUBO/INT K 3HAYUTEJLHBIM HAPYIICHUSIM (QYHKIHH niepe-
YUCJIEHHBIX OpraHoB [17].

[Torepst QyHKIMM KaJMEBBIX KaHAJIOB BO BHYTpPEH-
HEM yX€ NPUBOJUT K HApyIIEHHIO TOKa MOHOB Kalus B
SHI0IMMY, KOTOpasi y4acTBYeT B Ipolecce TpaHchopma-
LIUH 3BYKOBBIX KOJIEOaHUH B DJICKTPUYECKUI MOTESHIMA BO
BHyTpeHHeM yxe [18]. [Ipeanonaranock, 4To TOIBKO FOMO-
3UTOTHBIE MM KOMIIAyHJ IeT€PO3UTOTHBIE MYyTallUU TeHa
KCNQ! npuBogsaT k pa3Butuio Tyroyxoctu. OgHako B
90-x ToAax MOSIBUINCH MyOJIMKAIMHU, TIOCBSILECHHBIC ayTO-
COMHO-pPELIeCCUBHOMY cHHIpoMy Pomano-Yopaa 1 tuma
[19, 20]. B 2013 romy J.R.Giudicessi u M.J.Ackerman
MIPOaHATU3UPOBATIM BCE CIIy4aul CHHAPOMA Y/UIMHEHHOTO
nntepBasia QT ¢ myrtanusamu B rene KCNQI u ¢ yaus-
JICHUeM OTMETHJIM, YTO CpeIy NalUeHTOB ¢ 00euMH Jie-
(dexTHBIME ajutensiMu reHa 73% OONBbHBIX HE UMENH Mo-
BpexkacHus ciyxa [21]. B uccnenosanuu Z.A.Bhuiyan u
co0aBT. (2008) OBUIO YCTAaHOBJICHO, YTO HAJIUYUEC TOJBKO
10% ¢GyHKIIMOHUPYIOIIUX KaJHEBBIX KAHAJIOB TOCTATOYHO
JUIsl TOTO, YTOOBI COXPAHSUICS CIyX Y OOJIBHOTO C TSIKEJIBIM
TeueHueM cuHjpoma yanuuénnoro unrepsana QT [22]. B
HaOJIfo1aeMoil HaMH TPYIIIE TYrOyXOCTh UMeJla MECTO Y
Bcex OOJNBHBIX U ObLIA BpOXKJCHHAs, 1BycTOpOoHHs, [1I-1V
crenern. OOpaiaer Ha ceOs BHUMaHUE, 4TO ayAHOCKPH-
HUHT B POJAJIOME B OOJIBIIMHCTBE CIIy4aeB HE BBISIBHI Ha-
PYIICHHH CITyXa, YTO MOIVIO ObI TOMOYB €CJIM HE B paHHEH
JIMarHOCTUKE CHHAPOMA, TO XOTs OBl B IPaBUIIBHOW HHTEP-
MpeTaly IPUYNH CHHKOIIE B IaJbHEHIIIEM.

KanueBble kaHanbl aKTUBHO yYacTBYIOT B JKEJIyA0U-
HOH cekpennu. Tak, 1 3¢ dexTnBHOrO QPyHKIMOHUPOBA-
Husg HY/K*-AT®a3b1 (pOTOHHO! MOMIIbI) MapUeTatbHBIX
KJICTOK CJM3UCTOM JKEIyIKa HEOOXOIMM JIOCTATOYHBIH
ypoBeHb noHOB K+, KoTOpBIH obecreunBaeTcs QyHKIHO-
HUpOBaHHWEM KaJlueBbIX KaHanoB [23]. B cBoro ouepens
ypoBeHb pH skenyaouHOro coka KpaifHe BaykeH AJISl yCBO-
enwus xenesa [10, 24]. Takum oOpa3zom, CHHKEHHE QYHK-
IIUM KaJIMEBbIX KAHAJOB MapHETalbHBIX KJIETOK KeJIydKa
NPUBOANT K Pa3BUTHIO JKeJe301e(UINTHON aHEMHU Yy
6oneubix CIUJTH. B nHaweit rpynme 75% OONbHBIX HMe-
JIM TIPU3HAKH JKeJe301ePUINTHON aHEeMUH, NPAKTHYECKN
C POXJICHHUA. AHEMHs KOPPEKTHPOBANach MEPOpPaTbHBIM
MIPUEMOM MIPENaparoB kejie3a U BHOBb PELUIUBHPOBAiA
MoCJIe MPEKPaIICHUs Tepanuu.

CuHkone NpH CHUHIPOME YAJUHEHHOTO HHTEpBaja
QT MoryT conpoBOXAaTbCSI TOHUYECKUMHU U TOHUKO-KIIO-
HUYECKHMHU CYJOpOTaMH, KOTOpbIE OOYCIIOBIICHBI THIIO-
nepdysueil HEHTPaJIbHOW HEPBHOM CHUCTEMBI, H, KaK yxke
OTMEUaoCh BBIIIE, SBJISIOTCS NMPUUMHON TUIEPAMATHO-
CTHKHM SMMJICTICUM B 3TOH Tpymme 6ombHbIX [25, 26]. Ilo
JIAaHHBIM TIPEIBIAYIINX UCCIIEI0BAHU 10 TPETH OOJBHBIX,
HaOJIIO/IABIIMXCST TI0 TIOBOJLy YCTOHYMBOM OSIHJICIICUH,
HMMeJH apuTMOoreHHble cuHkorne [12, 27, 28]. B To xe Bpe-
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OPUT'MHAJIBHBIE UCCIIEJJOBAHM A

Msi, U3BECTHO, YTO T'€HbI, ACCOLIMUPOBAHHBIE C CEPJICUHbI-
MU KaHAJIONIATUSIMH, MOTYT 3KCIPECCHPOBATHCS HE TOIBKO
B ceplle, HO U B TOJIOBHOM Mo3re. B nuteparype onuca-
HBI COUCTAHUSI CEPACUHBIX KaHAJIOMATHH U SMHUJICTICHH KaK
JBYX OTICNBHBIX 3a0oneBanuii [25, 29]. C mpyro#i cto-
POHBI, HEKOTOPBIE MCCIIEJOBAHUSI M KIMHUYECKUE CITydau
MIO3BOJISIIOT TIPE/ITIONIOKNTh, YTO CHHIPOM YUTMHEHHOTO
untepBaia QT U CyTOPOXKHBIA CHHAPOM MOTYT SIBIISATH-
sl MPOsABJIEHUAMH efauHoro mporecca [11, 30-32]. Tak, B
nccnenosannu K.H.Haugaa (2013) Obu10 mpoJeMOHCTpH-
POBaHO, 4TO Cpelu OONBHBIX C CHHJPOMOM YUIMHEHHOTO
natepBana QT nmocTroBepHO yarie BCTPEYAIOTCS MAaToNo-
THYCCKUE M3MCHCHHs Ha 3JIeKTpodHIedanorpamme [31].
Cpean HalIMX MAlMEHTOB y OHOTO IMarHOCTHPOBAHO CO-
yeranue CJIJIH ¢ abcanc snuerncueii, MaHHU(ECTUPOBaB-
1Iel 3HaYUTENBHO TTo3Ke. /lambHEeHIINMI TeHETHYECKUMHU
HCCIIEJOBAaHUSIMH TIPEJCTOUT YCTAHOBUTH SIBISIIOTCS JIM
9TH 3a00JIeBaHMsI CAMOCTOSTEIILHBIMU HITH UMEIOT T1aTore-
HETHYECKYIO0 B3aUMOCBSI3b.

3AKJIIOYEHHUE

TakuM 00pa3oM, TIPOBEACHHBI aHANHW3 HAamei
rpymmel 6ompHBIX ¢ CAJIH ¢ mmTensHBIM KaTaMHE30M
MIOATBEPKIACT BAXHOCTh PAaHHEH M MHTCHCUBHOM aHTHa-
PUTMHUUYECKON TEPAIHH, YTO AUKTYET HEOOXOTMMOCTh -
arHOCTHKH 3a00JI€BaHMS C TEPBBIX JTHEH KU3HM peOCHKa.
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B nanHOM BOmpoOce OrpoOMHYIO 3HAYMMOCTB NpHOOpETaeT
OKI' cKkpMHHUHT HOBOPOXJICHHBIX, 0COOCHHO aKTyaJbHbIN
B CllyyasiX, KOIJla HapyLIeHUsS PUTMa BBIIBISIOTCS IMPU
KapAHOTOKOrpaduu, YIbTPa3ByKOBOM HCCIIEIOBAHHUH ILIO-
Jla WK ayCKyJIbTaTUBHO MOCIE POXKJICHUS, a TAKOKE JUIS Jie-
Tel ¢ MpU3HaKaMU HEHPOCEHCOPHOM TYyroyXoCTH.

Baxxubim acniekToM B Benernu 0ombHbIX ¢ CIIJIH sB-
JISIIOTCSI BHECEP/ICUHBIC NMPOSBIECHUS CHHAPOMA, KOTOPbHIE
BIMSIOT Ha CBOEBPEMEHHOCTb JUATHOCTUKU (KaK Cymlo-
POXXHBIN CHHAPOM), Ha TIIyOMHY CHHKOIE (aHEMHsI) U TeM
CaMbIM MOTYT yCYT'yOJISTh TSDKECTh TeUeHHEe 3a00JIeBaHMs.
Kpome Toro, BHEcepeyHbIe 3a00IeBaHusI TPEAIIOIAraoT
HEOOXOIMMOCTh B3aMMOJICHCTBUS Bpayell pa3HbIX CIICIH-
anpHOCTEH TpH BeieHun 6osbHoro ¢ C/JIH.

AKTyaJIbHOM Ha CETOHAILIHUN JIeHb SIBISIETCS OLICH-
Ka FeHOTHI-()EHOTHIT KOPPEJISLINA, TaK Kak Oarogaps mu-
POKHMM T€HETHYECKUM HCCIEAOBAaHUAM TO, YTO Ka3aJloCh
OYEBUIHBIM, MOXET IOTpedoBarh mepecMorpa. Tak, Ha-
IIpUMeEp, HE BCErAa KOMIayH-TeTePO3UTOTHBIE MyTaIlUH B
reae KCNQI1 peanusyrorcs ¢peHoTHIIOM cuHapoMa Jxep-
Besuta-Jlanre-Hunbcena. YrnyOneHHbIC HCCICIOBAaHUS Ba-
puanToB renoB KCNQ1 u KCNE1 u ux skcnpeccuu B pas-
JINYHBIX TKaHAX, CO3aHUE KIETOYHBIX MOJieNeil MO3BOIAT
JIOCTUYb BBIPAYKEHHOTO NPOrpecca B MOHUMaHUU MEXaHU3-
MOB 3a00JIeBaHUsI ¥ Pa3padOTaTh NEPCOHUPUITMPOBAHHBIN
MOJXO/ K Teparuu.
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