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Buepsrie B 0TeUeCTBEHHOI meYyaTH JaHA MOIPOOHAS CPABHUTEJIbHAS XapaKTePUCTHUKA PacIpocTpa-
HEHHOCTH, THOJIOTHH, IIATOTeHEe3a U OCHOBHBIX KINHUYECKHX U IJTEKTPOPU3NOTOrHYECKUX IMPOIB-
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JeHu# Tpex crenudUUeCKNX MOJTHUIIOB HACJIEACTBEHHOIO CHHApPOMAa yajuHeHHOro umHrepsaia QT,
XapaKTepu3yIoUUXCA COUeTAHUEM SKU3HEYIPOKAIOIINX APUTMHUM ¢ IIOJTHOPTaHHOM MATOJOTHEe: CHH-
npomoB AHpepcena—Tasuia, Tumoru n /I:xkepBenna—Jlanre—Hunabcena. OmucrIBarOTCs OCHOBHBIE
MapKepsbl JKM3HEYTPOSKAIONIUX COCTOSHMI, KOTOpPbIe MO3BOJISIOT CBOEBPEMEHHO THATHOCTHPOBATH
3TH CUHAPOMBI Ha MONMYJANUOHHOM ypoBHe — Ha ocHOBe JKI'-ckpuHuHra, anaamnsa xajo0 U JTaHHBIX
reHeaJIOrnYecKoro aHaMHe3a, YTOUHUTh JMATHO3 B CHENUAJN3UPOBAHHOM apUTMOJIOTHYECKOM IeH-
Tpe U 00eCIIeYUTh IePBUYHYIO I BTOPUUYHYIO NPOGUIAKTUKY BHE3aIMHOI cepaeuHoii cmeprtu. JlaHbl
OCHOBHbIE HAIIPABJIEHUS ¥ MPHHIUIIBI J€UCHUT ITUX IMOJNOPTaHHBIX CHHIPOMOB.

Knrouesvie cnosa: demu, kanaaronamuu, cundopom yorunennozo unmepsana QT, enezannas cepdeu-
Has cmepmyv, NOAUMOPPHAs KHeaydoukosas maxukapius, nepuoduieckuil napaiuy, CuHOAKmuius,
8p0JCOeHHAS HellPOCeHCOPHAL MY20YX0CMb.

For the first time in the Russian press, the article presents detailed comparative description of
prevalence, etiology, pathogenesis and main clinical and electrophysiological manifestations of
three specific subtypes of elongated QT interval hereditary syndrome, characterized by a combi-
nation of life-threatening arrhythmias with multiorgan pathology: Andersen—Tawil, Timothy,
Jervell-Lange—Nielsen syndromes. The article describes basic markers of life-threatening con-
ditions that allow to diagnose these syndromes at the population level, based on ECG screening,
complaints and genealogical data analysis, to specify the diagnosis in a specialized arrhythmology
center and provide primary and secondary prevention of sudden cardiac death. It presents main
directions and principles of multiple organ syndromes treatment.

Keywords: children, channelopathies, long QT syndrome, sudden cardiac death, polymorphic
ventricular tachycardia, periodic paralysis, syndactyly, congenital sensorineural hearing loss.
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ITox moHATMEM NIEPBUYHBIX 3JIEKTPUUECKUX
3aboJsieBaHuii cepaiia O0beJMHSIIOT IIaTOJIOTUUECKIIE
COCTOSTHUSA, CONPAKEHHBIEe C BLICOKUM PUCKOM BHE-
sanHoii cepaeunoii cmeptu (BCC), B ocHOBE KOTO-
PBIX JesKaT M3MEeHEHUSA CBOMCTB MOJEKYJIAPHOM
CTPYKTYPHI IMOTEHITNAJI-3aBUCUMBIX MOHHBIX KaHa-
J0B KapaumomuoliuTa [1]. B mureparype oHU TakKe
BCTPEUAIOTCA IIOJ] OIIPeJe/IeHNeM «KaHAJIOIATUM »
— 3aboJseBaHUs, BbI3BAHHBIE MYyTallUsIMU B T'eHaX,
KOTOpBbIe KOAUPYIOT MOHHBIE CYObeIUHUIILI KaHa-
JIOB WM PeryJsaTopHble OeJKu. MoHHBIEe KaHAJBI
SABJISIOTCS IIOPO0O0OpasyIIuMU OeJKaMu, KOTOPhIe
00ecIeynBaOT MYTH IJA KOHTPOJUPYEMOTO IBU-
JKeHUS MOHOB BHYTPHh WJIM W3 KJETOK. TpaHcIopT
MOHOB Yepe3 KJIETOUHBbIe MeMOpaHBI MMeEeT pelra-
[oIllee 3HAUEHME MJIsI OCHOBHBIX (DPM3UOJIOTUYECKUX
mpoiieccoB oprammama. Vcxoas m3 MHOT000pasms
JOKAJIM3alluy WOHHBIX KAaHAJIOB, HAPYIIEHUA UX
GYHKIIUU JeKaT B OCHOBE IITUPOKOTO CIIEKTPa MaTo-
JIOTUYECKUX COCTOAHUI [2].

Oco0ObIli KIMHUUYECKHII M HAYYHBIM HHTEpec
TIPeACTaBISAIOT CUHIAPOMAJIbHBIE (DOPMBI C ITOpaKe-
HUEeM PAa3JUYHBIX OPraHOB M CHUCTEM, BeIYIUM
WJIX ONHUM W3 BEAYIUX KJIMHUUYECKUX ITPOSIBJIE-
HUHU KOTOPBIX CJYKAT JKMU3HEYTpPOKaIue Hapy-
IIeHUs PUTMAa cepalla: CUHAPOMBI AHIepceHa—
Tasuna, Tumoru u [xepBenna—Jlanre—Hunbcena
[3]. Kpome mocTraTouHO cHenu@UUHBIX IIPOSBJIIE-
HHUI CO CTOPOHBI CEPAEUYHO-COCYAUCTON CHUCTEMBI, B
3aBUCUMOCTU OT KOHKPETHOTO CHHApPOMAa y pebeH-
Ka MOT'YT OOHAPYKUBATBhCA TJIyX0Ta WUJIN TI'PyObIe
HEeBPOJIOTUYECKUE, DHIOKPUHHBIE, OPOHXO0JIET0Y-
Hble HAPYIIeHUA, UMMYHOAe(UIIUTHBIE COCTOSAHUA,
aucMop@rUyecKre UYepThl U APYyrue U3MeHeHUd,
KOTOophlie HamboJiee YACTO M CJIYKAT OCHOBOM MIJIs
obpalleHusa K CIEeNUaJUCTAM COOTBETCTBYIOIIIErO
npoduis. BoabHbIe HabJIOJAIOTCA HEBPOJIOTAMU,
TyJIbMOHOJIOTAMY, TeHETUKAMU U APYTUMU CIIEIU-
aJIMCTaMU U AJUTEJIbHO, MHOTAA TOAaMU, TTOJYYAIOT
Hea(h(PeKTUBHOE B I[€JIOM U B IJIaHe IPOPUIAKTUKI
BCC neuenune m momamarmT K KapAHOJOTy YiKe B
3amyIeHHol cTaguy 3a00JIeBaHNA.

3a ¢BoI0 TPOdEeCcCUOHANBHYIO JKUSHB ITeIUATPHI,
JIIeTCKUe KapAUOJOTH, a TaKKe CIeINaJIUCThI B IPY-
rux o0JacTAX MeIUINHCKUX 3HAHUI BCTPEUYaIOTCS
C TAaKMMU TaIllMeHTaMUu PeKO UMW KpaiiHe Peako,
a YMCeJo IyOoJnKaIluid B MEeIUIIMHCKON JuTepaType
0 JAHHOMY BOIIPOCY orpaummueHo. IloaTomy umcio
BpaueOHBIX OIMOOK B 9TO# 00JaCTH KJIMHUYECKON
MeIUIINHLI OUeHb BeJINKO. Bece 3To TUKTyeT He06X0-
IUMOCTh CHUCTEMATH3AIlUU UMEIINXCA HAYYHBIX
¥ KJIWHUYECKUX [TaHHBIX, II0Jb3YACh KOTOPBIMU
Bpaun-IeIUaTPhl U CHEIUAJIUCTHI PA3JIUYHOTO IPO-
dunsa (c yueroMm pasHOOOPA3HBIX MOJHUOPTaAHHBIX
HapYIIeHU, XapaKTepUsyoIuX CUHIPOMBI) CMO-
TYyT He MPOIIYCTUTh W CBOEBPEMEHHO 3aII0JJ03PUTh
CUHJIPOM, ACCOIIUUPYIONTUMACA C BBICOKMM PUCKOM
Pa3BUTHA KHU3HEYTPOKAIOININX KEJTYIOUKOBBIX
aputmuii 1 BCC B MosiomoM Bo3pacre.

AKTyanbHOCTh M3yUeHuA cuHApomMoB Tumoru,
I:xepBenna—Jlanre—Hunbcena u AmHIepceHa—
Tasuia o0ycioBJIeHA UX acCOIUAI[Mell ¢ BBHICOKUM
puckowm passutusa BCC, TpygHOCTIMU IMATHOCTUKM
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u BepuduUKaIUM AUATHO3a Ha (poHe pasHooOpasms
KJINHUYECKUX MNPOosABJeHuili. B To Ke Bpems paH-
HsI OUArHOCTHUKA I[I03BOJIIET CBOEBPEMEHHO OIle-
HUTh BCE PUCKY U ONTUMU3UPOBATH ILJIAH BeIEHU.
A ¥MeHHO 5TO C y4YeTOM BBICOKOII UaCTOTBHI pas-
BUTHUS JKU3HEYTIPOKAIOIINX APUTMOTEHHBIX COOBI-
TU# SABJSETCA OCHOBOIIOJIATAIOIIUM [JIsI IIPOTHO3a
JKUBHU IIal[eHTa.

3HaHWe KJINHUKO-IUATHOCTUYECKUX U ODIIU-
IeMUOJIOTUYECKNX XAaPAKTEePUCTUK CHHIPOMOB
Anpnepcena—-Tasumna, Tumorum wu [KepBeaaa—
Jlanre—Huincena mo3BOJAET CIEUAJNCTAM pPas-
JIMYHOTO MHPOMUIS 3aII0J03PUTh KUBHEYI'POIKAI0-
II[¥i€ COCTOSHUS 1 BOBPEMS HAIIPABUTH IAI[EeHTAa HA
KOHCYJIbTAIIUIO K KapANOJIOry WU/ B CHEI[MAJIU3MU-
POBAHHBIN aPUTMOJIOTUUECKUI IIeHTP.

Cunapom Amnpepcena—Tasuma (CAT) — sro
ayTOCOMHO-JOMUHAHTHOE 3a00JieBaHME, XapaKTe-
pusyiolneecsa HAJIUYMEM TPUALBLI CIEU(PUICCKUX
PU3HAKOB: IIEPUOAUYECKOr0 KaJUNUyBCTBUTE]Ib-
HOTO ITapajnya, KpaHuohanaibHOro U CKeJIETHOTO
npucMmopduama u yaanHenus nHrepsaiga QT ¢ Beico-
KUM PUCKOM Pa3BUTHUA JKU3HEOIIACHBIX KeIYI0UKO-
BBIX apuTMuii [4].

B ocuoBe cuHApoMa B OOJIBIIIMHCTBE CJIYYAEB
(oxomo 80-90%) nexxar myranuu B reie KCNJ2,
PACIOIO}KEHHOM Ha [IJIMHHOM IIJI€Ye XPOMOCOMBI
17 (17923) [5]. T'en kogupyeT cunTes 6enka Kir2.1,
BXOJSAIIEr0 B COCTAB KAJIMEBBLIX KAHAJIOB, KOTOPHIE
SBJISIFOTCSA BasKHBIMU PEryJIATOpPaMU MeMOPAHHOTO
IIOTEHI[HAJIA [IOKOS CePAEUHON U CKEeIeTHBIX MBIIIIIT
U BO3OYAMMOCTH KJIETOK STHUX TKAHEH B IIeJIOM.
OHU 0TBEUAIOT 34 PEryJAlUI0 MOCTYIJIEHNS NOHOB
KaJiuda B KJIEeTKY Kapauomuoliuta [5]. Kpome Toro,
9TM KaHAJbl YYACTBYIOT B PErYJSNUUA U IPYTUX
JKUBHEHHO BA'KHBIX (DYHKIMH OpPraHmsaMa: B IIOJ-
IEePsKAHUU COCYIHCTOT'O TOHYCA, BOIHO-COJIEBOTO
o0MeHa B IIOYEUYHOI TKAHU U IIPOAYKIUY UHCYJINHA
[5]. IlpeacTaBaeHHOCTD TaHHBIX MOHHBIX KAHAJIOB B
Pa3JIMYHBIX TKAHSIX OPraHU3Ma U JIEKUT B OCHOBE
MOJIMOPTaHHbIX MOPAKEHUN IIPU MYTAIUSIX B COOT-
BETCTBYIOIIIEM I'€HeE.

O6uapy:xeHue myrtanuii B reie KCNJ2 yka-
3bIBAeT HAa IIEPBBIA MOJEKYJIAPHO-T€HEeTUUECKUN
BapuauT cunapoma (CAT 1). Ogmaxo B 10-20%
caydyaeB wmyranusa He BbigBiaderca (CAT 2).
Pacopocrparnennocts CAT 10 HacTOsAIIEro BpeMeHHn
TOYHO He ompeneieHa. IMeTcss TaHHBIE O TOM, YTO
Ha ero moiro npuxozuTcea no 10% ot Bcex ciyuaes
nepuoandyecKkux mapanudeii (mpumepso 1:500 000)
[6].

PaccvarpuBasi KIMHUUYECKYIO TPUALY, Xapak-
TEePHYIO JJIS JTaHHOTO CUHIPOMA, CJIeAyeT OTMETUTD,
YTO IepUuOANUYEeCKUi mapaaud Bcrpeuaercsa B 100%
cayuaeB [6]. OH uamme mporekaer 0e3 MHOTOHU-
YECKMX MNPOSIBJIEHUIN W HE OTJIMYAETCS OT APYTHUX
dopM KaIMAIYyBCTBUTEIHHOIO IIEPUOAUUECKOTO
napaanda. EcTh MHeHIe, YTO BBUAY KPallHero Hemo-
CTOSHCTBA II€PEIafOB KOHIEHTPAIUN KaJlus IIPU
MapauTUYECKUX IPUCTYIIaX TPASUIIMOHHBIE KPHU-
TepUU TUIO-, HOpMO- U runepraanemun npu CAT
He MPaBOMOYHBI [4]. 3auacTyio MPUCTYIIBI Pa3BU-
BaloTCcA Ha (PoHe AJUTEJTbHOU 001en ciaaboctu [4].
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IIo coBpeMeHHBIM IIPEACTABIEHUAM KOHIIEHTPAIAS
KaJIis B CBIBOPOTKE KPOBU HAa (DOHE MUOTOHUYECKUX
IIPUCTYIIOB MOJKET ObITh KaK IOBBIIIIEHA, TAK U HOP-
MaJibHA, HO Yallle CHMKeHa [4]. Onu3oabl MBIIIIEY-
HOU cJjabocTu BapuabeJabHBI IIO0 AJUTEILHOCTH U
MaHuU(PECTUPYIOT, KaK mpaBmio, go 10 jger miu B
IIOAPOCTKOBOM BO3pacTe.

B MemxupucTynHBIII Oepuoj TaKue JIeTU He
OPeIbABIAAIOT KaKUX-Iubo Kajmobd, pee y HEKO-
TOPBIX IAIIMEHTOB OIMCAHO HAJIWYNE IPU3HAKOB
TIOCTOAHHOY MuOTOHUH [6].

Hpyrum kanandeckum kpurepuem CAT, BeTpe-
YAIOIIUMCSA BO BCeX CJIydYasaXx 3ab0IeBaHUs, SABJIS-
IOTCS XapaKTepPHbIe Y4ePThl KPaHuoMarnaaibHOro u
ckeserHoro pucmopdusma [4]. K Kiaaccuueckum
uyepram OuCMOpP(hmM3Ma, OMMCAHHBIM AHIEPCEHOM
u coaBT. B 1971 r., OTHOCAT HU3KO IIOCAYKEHHBIE
VIIIHbIE PAKOBUHBI, TUIIEPTEIOPU3M, He(PeKThI MT-
KOr'0 M TBEPAOro HEDA, MUKPOTHATUIO, KJIMHOIAK-
TUJINI0 W CUHAAKTUJINIO, HUSKUM POCT U CKOJIHO3
[4]. TIos:xe omucaHBI 3yOHBIE AHOMAJUU B BUIE
3a7IePKKYU IIPOPE3bIBAHUS MU OTCYTCTBUSA 3aKJIAJ-
Ku 3y00B, UBMEHEHUs I[BeTa sMain. K oTHOCUTEeIb-
HO DPEIKO BCTPEYAEMBIM OTHOCAT H30JIMPOBAHHOE
yMeHbIIIEHIEe Pa3sMepPOB KHUCTEH PYK U CTOI C MUO-
TOHNUYECKUMU U3MEHEeHUSIMU B UX MycKyaarype [7].

TouHass pacIpPOCTPAHEHHOCTH KapIUaJbHBIX
cumirtomoB npu CAT He ycramoBieHa, HO HMEH-
HO Da3BUTHE APUTMOTEHHBIX JKU3HEYTIPOKAIOIIUX
COOBITUI OIIpeAessieT IMPOTHO3 B OTHOIIEHHUU IIPO-
IOJIXKATEJIbHOCTY U KauecTBa KusHu. IlosaTomy mpu
BBISIBJIEHNY Pe0eHKA C IePUOJUUECKUM [IapaJIuIoM
U IpuUsHaKamMu gucMop@usMa Bcerzga HeoOXoamMma
peructpanua OKT ¢ 1e/Ibl0 NCKIIOUeHN CIeIndu-
YeCKUX M3MEHEHUN CO CTOPOHBI CEPIEUHOr0 PUTMA.

Kapauanwpabie cumnTombl npu CAT BapsupyioT
oT 0ecCMMIITOMHOIO yaJauHeHus muTepBasa QT mo
JKUBHEYIPOKAIOIIUX HAPYIIEHWHA PUTMa CepAlla.
VYnnunenue nuatepsanga QT MokeT OBITH Pa3IMUHON
CTEIeHU BBIPAKEHHOCTHU CO cliernu(puuecKum 3y0-
mom T ¢ TOKaThIM, PACTSIHYTHIM HUCXOIAIINM KOJIe-
HOM. TaK:Ke XapaKTepHbI BLICOKOAMILIUTYAHBbIe U
3yOIIbI (PEruCTPUPYIOTCA B T'PYAHBIX OTBEICHUSIX).
HMeroT MecTo yacTas JKeJyJ0YKOoBasi 9KCTPACUCTO-
JIUS BILJIOTH 70 Ouremuunm (puc. 1) u mosumopdHaa

R I aAnaSan s, BANSERNT 8

YCC =61 ya/mun
V2, \
| 1 R e LA s
B | B2} B B t i
QT “700mc

i i i Vv
QTc = 625-706mc
] QTd=80mc !

Puc. 1. ®parment IKI' mokos manueHTEH B Bo3pacte 19
aet ¢ CAT: cunycossrii putm ¢ YCC 61 yn/mMuH, yaanHeHHne
unrepsaia QT (QT V5=620 mc, QTc V5=625 mc), BbIpa-
skenHas aucnepceus uarepsana QT (QTd=80 mc), cnenudu-
yeckasa mopgoaorus U 3y6ua (cTpenka).
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sKenymoukoBasi taxukapaua (vKT). Peixe moryr
HaOmonateca apyHanpasiaeHHas KT, raxuxkapaus
Tuna «aupyaT» (torsades de pointes) u pubpuiis-
MU KeJyIouKoB [7, 8].

TpurrepasiMu haxTOpaMu, IPOBOIUPYIOIIUMEI
sKusHeomnacHble cocrosuus upu CAT, ciay:xkar smo-
1y, QU3NUeCcKas aKTUBHOCTD, a TAKIKE IIPUEM IIpe-
mapaToB, yaauHsiomux narepsaa QT. Coucok nope-
mapaToB JOCTYIIeH Ha caiiTe — www.qtdrugs.org.

K oTHOCHTENBHO PEIKO BCTPEUAEMBIM KJIMHU-
yeckuMm npusHakam CAT oTHOCHTCA OIMCAHHBIN
G. Yoon u coaBT. 0cOOBII HEHPOKOTHUTHUBHEBI (DEHO-
TUI, ACCOIMUPOBAHHBIN ¢ AeUIUTOM abCTPaKT-
HOTO MBIILJIEHUSI U PACCTPONCTBOM HCIIOJHUTEIb-
HbIX Gyurnui [9]. TakKe BcTpeuyaroTcAa OMUCAHUA
OTHOCTOPOHHEI TUIIOIIa3uu mouek [4] u medeKTs
mouyeyHbIX KaHaableB [7]. Ilo JaHHBIM AMOHCKUX
uccyaenosareineit, B 17% ciayuaes (y 4 us 23 mereir)
OBLIN OIIMCAHBI aheOpPUIbHEIE CYJOPOTH, XapaKTep-
HBbIE TOJIBKO JIJIsI Iepuoaa HoBoposkaeHHOocTH: [10].

Ilpu BBIABJIEHUM BBIMICONMMCAHHBIX KJINHAYE-
CKUX ITPUBHAKOB WUJIHU C I[eJIbI0 YTOUHEHU A JUArHO3a
B CJIOKHBIX IUATHOCTUYECKHUX CJIYyYasiX C YyIeTOM
BBICOKOT'O PHCKA PA3BUTUS aPUTMOT€HHBIX JKU3HE-
YIPOKAIOIIUX COOBITHUH Y JaHHOI I'PYIIBI IaIleH-
ToB upu nogo3peranu Ha CAT pebeHOK moJ:KeH ObITh
HaAIpaBJIeH Ha KOHCYJIbTAI[MIO KapAu0JIora C pele-
HUEeM BOIIPOCA O HEeOOXOAMMOCTH HAIPABJIEHUS B
CIeNraJIn3MPOBAHHBINA AaPUTMOJOTUUYECKUI IIEHTP.

Cuagpom Tumorm — remermueckoe 3aboJieBa-
HUe, HacJeayemMoe II0 ayTOCOMHO-ZOMHHAHTHOMY
TUITYy, IIPOSABJIAMOINEECS YIJUHEHWEeM HWHTepBa-
aa QT, curgarkTuINeii, BPOKIEHHBIMU IIOPOKAMU
cepaia, UMMYHOILe(MUIIUTHBIMUA COCTOSHUSIMU,
TPAH3UTOPHON T'HUNOTJINKEMUHell, KOTHUTHUBHBIMU
HAPYIIEHUSIMU U ayTU3MOM, IIOPAKEHUEM APYIUX
opraHoB u cuctem [11].

CorjlacHO HEMHOTOUYHCJEHHBIM HMEIOINMCS
ONMCAHUAM, OXBAaThIBAIOIIUM 17 O0JBHBIX, CPEeIHSI
IIPOJOJIKUTENBHOCTD JKUSHU ITAIleHTOB COCTAaBJIS-
er okKoJio 2,5 jger. PacmpocTpaHeHHOCTh CUHIPOMA
B HONyJaAnuU He ompeneinexna. OOHAKO BBICOKAS
CMEPTHOCTD U TSKeJIOe TeUeHNe JAHHOT0 CUHIPOMA
OIIPENe/IAI0T OUeHb HU3KYI PAaCIPOCTPAHEHHOCTH
ero cpenu HaceHusd B 1esom [12]. IlaTomoruyeckue
usMeHeHUsa Jokaiaudymorcsa B reme CACNAIC,
rogpupytoiiem Cavl.2 o-cy0ObeJUHUIY KaJIbIIIEBOT0O
kKanasa L-tuna [11]. 9ToT KaHAJ ABIAETCS OTHUM
13 HEeCKOJbKUX, OTBEYAOIINX 34 TPAHCIIOPT II0JIO-
JKUTEJNBHO 3aPAKEHHBIX MOHOB KAaJbIUA B KJET-
K. VOHBI KajbIUs y4YaCTBYIOT B COKPAIlleHUU
MBIIIIEYHBIX BOJIOKOH, PaboTe KJIETOK TI'0JIOBHOTO
MO3ra M OTBEUAIOT 3a MOAJAeP:sKaHNe IIPaBUJILHOTO
putMma cepama. ITpu myramusax B reme CACNAIC
U3MEHSIeTCA CTPYKTypa KaJbIHEBBIX KAaHAJOB, B
pesyJibTaTe 4ero OHM OCTAIOTCH OTKPBITHIMU HOJIb-
e, yeM OOBIYHO, UTO COIPOBOKIAETCA M30BITOU-
HBIM BXOISAIIUM KaJbIIMEBLIM TOKOM, YBEINUEHHNEM
KJIETOUHOII BO30OYAMMOCTH 1 MOBBIIIEHHBIM PHUCKOM
Pa3BUTHUS KUBHEYTPOKAIINX HAPYIIEHUN puTMa
cepana. Jlokanusamnus reaa CACNAIC — KOpoTKoe
miredo xpomocomsbl 12 (12p13.3) [11].
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Tabaruua

YacToTa BCTpeuaeMOCTU PA3JIHYHBIX (heHOTUNTHYECKUX NIPU3HAKOB

KJaccuueckoro cuaapoma Tumoru [14]

VY nnunenne uatepaia QT 100%
Bpagurkapausa, AB-6iokazna 94%
KenynourkoBaa raxuapurMusg 1%
ITopakeHMe cepaedHO- OTKPBITHIN apTepUaIbHBIN TPOTOK 59%
COCYAMCTOW CUCTEMBI T'mnepTpodrueckas KapJUOMHONATUA 50%
OTKPBITOE OBAJILHOE OKHO 29%
HMedextsr MIKIT 18%
Terpama Pajio 6%
AyTuuHbIE paccTPOHCTBA 80%
H AyTtusm 60%
EBDOJIOTITIECK e MpIteuHasi TuIOTOHUSA 40%
paccrpoiicTBa
3aepKKa ICUXUIECKOT0 PABBUTHU S 25%
INUIenTUUYeCKNe IPUIAAKYI 21%
BponxoJserounnie ITneBMOHMY /OGPOHXUTHL 47%
3a00JIeBaHIA Jlerounas runepreHsus 21%
T'unorsmukemus 36%
IJHAOKPUHHBIE HAPYIIeHUA | [UIOKaJIbIueMus 33%
I'mnotupeonusm 8%
CUHIAKTUINA 100%
OTCcyTCTBHE BOJIOC IPU POYKAEHUN 100%
ManenbKue 3y0bI 100%
JIuneBoii fucMopduaM 53%
L — Kapuosusblie mosocTu 50%
Py p NmmyHOmeDUIIUTHBIE COCTOSTHUS 43%
T'unorepmusa 33%
CHUHYCUTBHI 29%
Muonusa 25%
IToBBIIIIEHHBIN PBOTHBIN pedekc 31%

AB-6s0Kaa — aTpUOBEHTPUKYIAPHas 6sokana; MIKII — Mek:KeayL0ouKoBas Ieperopoaxa.

OnucaHBl JABa MOJIEKYJISPHO-TEHETUUECKUX
BapuaHTa cuHgpomMa Tumoru. HawmbGosiee uacro
BCTPEUAEMBINl — «KJaCCUUECKUii» — 0O0yCJI0BJIEH
myTanueil B 9k30He 8a reHa CACNAIC u xapak-
TepusyeTcsa MOIUMOPPU3MOM KJIMHUYECKUX IIPO-
ABJIEHUI, CBA3AaHHBIX C OKCIpPEcCUeldl MmTaHHOTO
yuyacTKa TeHa B PAa3JIMUHBIX TKAaHAX OpPraHU3Ma.
CyIlecTBEHHO pelKe BCTPEUAETCS <«aTUIUUHBIN»
BapuaHT ¢ MyTanuaMu B 8 sk3oHe reHa CACNAIC u
0oJiee BHIpa'KEHHBIM ynHeHUeM mHTepBasia QT u
QTc, *KeayIOUKOBBIMU apUTMUIMU, OOJBIITUHCTBO
U3 KOTOPBIX ABJAETCA JIEKAPCTBEHHO-UHAYIIUPO-
BaHHBIMU WUJIU CBA3aHO C IPUMEHEHUEM aHEeCTe3UU
[13]. OnmcaHb! Bcero HECKOJIBKO IMOJOOHBIX CIIyUaeB
[13]. Kpome TorO, )18 ZAaHHOTO BapMaHTa He BCErja
TunuuHa cuHAakTuiaud [11]. diaa «aTunugHOro»
BapuaHTa cuHApoMa TuUMOTHM XapaKTepHa MaKCHU-
MasbHas sKcupeccusa 8 sk3oHa rena CACNAIC B
TKaHU cepAia 1 roosuoro mosra (80% CACNAIC
MPHEK) [13].

KnuuHuyecKue IPOSABIEHUA «KJIACCUUECKOTO»
BapuaHTa cuHApoMa TuMoTH pasHOOOpasHBI (CM.
TabIUIy).

JaHHbI CUHAPOM CJeyeT UCKJIOUaTh y AeTel
C OTHOCTOPOHHE! MJIU ABYCTOPOHHEHN KOXKHOU (hop-
MO CHUHIAKTHJUHU C TOpPa’KeHUWeM JBYX U Tpex
naablieB, II-V maabpiieB KMCTU MU HaJBbIEB CTOII.
Tunuuen auneBoit gucMopGuaM (YIIJIOINEeHNE CIINH-
KM HOCA, MUKDPOTHATHUS C HOPa’KeHWEeM BepxHei
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YeJ0CTH, MUKPOJEHTHS, HU3KOIOCAKEeHHbBIE YIIIN);
OTMEYaloTCsA OTCYTCTBUE BOJIOC IPU POMKAEHUU U
TOHKME BOJIOCHI B mociyenymoiiem [12]. Heram c
TAKUMU KJINHUUYECKUMH XapPaKTePUCTUKAMU PEKO-
MeHIyeTCcs MPOBECTH XOTd Obl OAHOKPATHOE dJIeK-
TpoKapauorpa)muecKkoe HKCCJIeLOBaHUE C IEJbI0
WCKJIIOUeHUSA MPU3HAKOB MIPEAPACIIONIOKEHHOCTH K
JKU3HEOTACHBIM apPUTMUAM.

TununuuasiMu KT -IpusHaKamMu CIyKaT:

e 3HauuTeabHOE yanuHeHue QTc o 480—-700 mc
(puc. 2);

e (QYHKIMOHAJbHASA AaTPUOBEHTPUKYJIADPHAA
(AB) 6soxama 2:1, mpuuymHaA KOTOPOU 3ajepsKaH-
Has PeroJsapusalus JKeJyI0YKOB, a He HapyIlleHune
dyurnuu AB-ysaa (puc. 2);

e pe3Kas cumHycoBasa Opagukapaus (puc. 2 u 3);

e MmakpoanbTepHanus T-3y61a (puc. 3).

Y nereit ¢ curgpomom Tumorum B 70% ciy-
YyaeB ONpeNesIAI0TCA OTKPBITHI apTepualbHBIN
MIPOTOK, OTKPBITOE OBAJbHOE OKHO, AedeKT MerK-
JKeJIyIOUKOBOI Ieperopoaku, terpaga Pajio uin
MPUBHAKU TUNEPTPOGUUIECKON KapAUOMUOMATUN.
OrmeuaroTcAd HEHPOICUXUUYECKHe paccTpoiicTsa,
Takue Kak ayTusM, CYJOPOTH, KOTHUTHBHBIE pac-
CTPOCTBA, MBINIIEUHAS M'MIIOTOHUSA, a TaAKIKe aJall-
TalMOHHbIe HAPYIIIEHUA, BKJIOUAS 3aJeDIKKy peue-
BOTO pPas3BuTUA U (POPMHUPOBAHUE HABBIKOB CaMO00-
cay:kuBanus. Kpome Toro, onmcanbl cioyyau TPaH-
3UTOPHOU TUIIOTJIMKEMUU, & TaKKe CKJIOHHOCTh K
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Puc. 2. ®parment KT nokos nauueHTKH 3 JIeT ¢ CHHAPOMOM
TumoTu: BhIpaskeHHass puruaHas Opaguxapaus, YCC 55
ya/mun, AB-6mokana II crenenu 2:1 (crpenka), QT=700 mc,
QTc=668 mc.

im0l cm

Puc. 3. ®parMeHT X0JITEPOBCKOT0O MOHMTOPUPOBAHMS AU~
enTiu 3 aet ¢ cuaapomom Tumoru: YCC 78 yu/mun, QT=690—

700 mc, makpoaasTepHanusa T-3youa (crpenka).

yacTeIiM nH@eKnuam JIOP-opranos u 6poHxo0Ierou-
HOU CHUCTEMBI, 00YCJIOBJIEHHAS BPOXKICHHBIM IMMY-
"Homedururom [12].

ITpuumHoOil cMepTH AeTei ¢ cuaapoMmoM TumoTu
B OOJIBIIIMHCTBE CIIy4aeB SABJISIOTCS JKU3HEYIPOKa-
[orue JKeaxynoukoBble Taxuapurmun — KT ¢ TpaHce-
dopmanueii B QUOPUILIAIINAIO KEJIyJOUKOB. Perxe
MIPpUYNHAMU CMEPTH CJIY:KaT MHPeKInu (HecMoTPs
Ha arpecCUBHYIO aHTUOMOTHMKOTEPAIUIO) M OCJIOK-
HEHUS B pesyJbTaTe IeKOMIIEHCUPOBAHHOM THIIO-
raukemun [11-13].

Ilpu BBISBIEHUHN XapaKTEePHBIX (DEHOTUIINYE-
CKMX YepT W IIONO3PeHMU Ha cuHapoMm TumoTu B
caydae 3aTPYyAHEHHOHN IMOCTAHOBKM JHAarHo3a Heoo0-
XOAMMBI KaK MOYKHO 0oJiee PAHHAS KOHCYJIbTAIUS
KapauoJiora B CHEIUAIN3NPOBAHHOM KapIUOJIOTHU-
YECKOM WJIM apPUTMOJIOTMYECKOM IIEHTPE U FeHeTH-
yecKoe o0ciiefoBaHue.

Cungpom /[I:xepBenna—Jlanre—Hunbcena uiu
KapauoaypUKYJISAPHBIN CUHAPOM — 9TO ayTOCOMHO-
pereccuBHOE 3a00JieBaHME, XapaKTepusyolleecs
BPOXKIEHHON ABYCTOPOHHEII HEPOCEHCOPHOM TYyIo-
YXOCTBhIO BBICOKOI CTEIleHW, YIJIUHEHWEM WHTep-
Basia QT, kak mpasuio, 6osee uem 500 mc Ha KT
IIOKOSI ¥ BBICOKMM DPHCKOM PAa3BUTUS KEIYI0UKO-
BeIx Taxuaputmuii u BCC. Cpeau gOMOIHUTEIBHBIX
KJINHUYECKNX IPOSIBJIEHUN — KeesomeuurTHasd
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aHeMus U IOBBIIIIEHNE YPOBHSA I'aCTPUHA C [1aTOJIO-
Tuell CIM3UCTON 000J0UKHY sKeamyara [15, 16].

IlepBoHauanIbHO KJIACCUYECKHU (PEHOTHUI CHH-
npoma [:xepBesma—Jlanre—Husibcena accommumpo-
BAJICSI C TOMO3UIOTHBIMM MYTAIIUAMU, HO IAHHBIE
MOJIEKYJIAPHO-TEHEeTUYECKUX HCCJIEJOBAHUIN JIUIL C
KJIACCUYECKUMU KJINHUUYECKUMU IPU3HAKAMU dTOTO
CHUHIPOMAa BBIABUJIY KOMIIAYHI-T€TE€PO3UTOTHBIE
myratuu [17]. [lyia gaHHOro CUHAPOMAa XapaKTePHBI
MyTalliH B IBYX I'eHaX, KOAUPYIOIIUX Pa3HbIe Cy0'b-
eIMHUIILI IOTEHIINAJ-3aBUCUMOr0 KaJIMeBOro KaHa-
aa— KCNQ1 (noxkanusamus — 11p15.5) — Kogupyto-
miero anbda cyobenuauiry Kaaueporo kauasua (90%
Bcex cayuaeB) (JLNS 1) u KCNE1 (smokanrusanusa
21q22.1) — kogupyitoriero 6era cy0O'be IUHUITY KaJIu-
eBoro kanaia (10% cayuaes) (JLNS 2) [15].

Ilorennmuan-saBuCUMble KajJHeBble KaHAaJIbI,
KONUpyeMble STHMU TI'€HaMU, PAacCIoJaraloTcsa B
TKaHU BHYTPEHHEro yxa u MuokKapzue. Bo BHyTpeH-
HEM yX€ OHU IIOMOraloT IPAaBUJIBHO IIOAIePKUBATD
VOHHBIN OajiaHc, HEeOOXOAUMBIN I8 HOPMAaJbHOI'O
ciiyxXa, a B MUOKapAe y4YacTBYIOT B IOAAEPIKaAHUU
HOpMAaabHOTO purMma cepaia. KCNQ1 6enku obHa-
PY’KMBAIOTCA B TKAHAX IIOYEK, JETKHUX, JKeJIyIKa,
KUIITeYHUKA, I'le OHU YYaCTBYIOT B MOHHOM TPAaHC-
nopre. KCNE1 0eJKu JOIOJIHUTENIBHO SKCIPECCU-
pyIOTCA B TKaHU ITOYEK, ANYHUKOB 1 MaTKu [ 18].

B ciuyuae myramuii B BBIIIEIEPEUYNCIEHHBIX
resLax BcjeacTBre NUCHYHKIINHN KaJINEeBOro KaHaJa
CHUIKAETCS CKOPOCTDH PEIOJISPU3YIOIIEro KajaneBo-
ro TOKa, 4TO B CBOIO OUYepPeab IIPUBOLAUT K yBeJnUe-
HUIO IIPOJOJIXKUTEJIbHOCTY IIOTEHIIHAaja IeldCTBUS
B KapAUOMUOIIUTAX YW K IIOSBJICHUIO PAHHUX WJIU
MMO3OHUX IIOCTAEIOJSIPUIANUN U KeJIYIOUKOBBIX
Taxuapurmuii [15, 16].

PacmpocTpaHeHHOCTh CHHIPOMA BapbUPY-
€T B B3aBHCHUMOCTHA OT WM3y4aeMOM IOIYJISAIIUU.
Tak, Hampumep, IO MAHHBIM IIIBEICKUX W HOP-
BEXKCKHUX WHccaemoBauuii, cocrasiaser 1:200 000
IEeTCKOr'0 HACEeJIEHUS, B TO BpeMs KakK II0 APYTUM
manabiM  cuHApoM [[:KepBesna—Jlanre—Huabcena
BCTpeUaeTcs peke — C YacTOTOH IpHuOJIM3UTEIbHO
1:1 000 000 merckoro Haceneunusa [16, 19]. Boabiasa
pPacIpoCTPAaHEHHOCTh CHHAPOMA XapaKTepHa s
CTPAaH C BRICOKUM IIPOIIEHTOM POJCTBEHHBIX OPAKOB
[18]. IToutu y 50% 6GoJIbHBIX IE€PBbIE KINHUYECKIIE
MIPU3HAKK CUHAPOMA IIPOSBJISIOTCS B Bo3pacre 10 3
JIeT, a KapAuOTreHHble CUHKOIIE Y IIOJOBUHBI JeTel
pasBuBaTCH 40 3-aeTHero Bospacrauy 90% mamu-
euToB — no 18 jer [15]. Bosee mosoBuUHBI Aereit
¢ cuuapomom [[:kepBenna—Jlanre—Hunncena 6e3
Tepanuu ymuparT 10 15-1eTHero Bospacrta [16]. 1o
maaaeiM P. Schwartz u coaBT., puCK pasBUTHA Kap-
nuoreHHBIX cuHKome 1 BCC Huke y meBouek [15].

Kinaccuueckuit QeHOTHII IIPU CHUHIPOME
I:xepBena—Jlanre—HuibceHa, XxapaKTepHBIA A
TOMOBUTOTHOTO HOCHUTEJILCTBA, OMPENe/IsieTCs IBY-
CTOPOHHEN BPOKIEHHOU HEMPOCEHCOPHOM TYyroyXo-
CTHI0 W HAPYIIEHUEM IIPOIEeCCOB IeIOJIAPU3aIuN
U PEmoJsApU3aluy MUOKApPAA KeJNyIOUKOB B BHUIE
BBIpasKeHHOro yaanHeHusa nHrepsaaa QTc>500 mc
(puc. 4) [15, 16], KT, suusomoB TaxuKapauy TUIA
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Puc. 4. ®parment KT nokos nauueHTEH 2 JIeT ¢ CHHAPOMOM
HM:xepBenna—Jlanre—Huascena: cunycoBsrii putm ¢ YCC
64 yn/muH, ynaunenue unrepsaaa QT (QT — 580 mc, QTc
— 598 mc) u usmenenune mopdosoruu T-3y6ma B coceqHux
KapaHOLMKJIAX (CTpeaKa).

«IupysT» W (QUOPHIIAINU KEJIYIOUKOB, KOTO-
pble KIWHUYECKU ITPOSABISIOTCA CUHKOIAJIbHBLIMU
cocrossauaMu u BCC. et ¢ myranmusaMu B TeHe
KCNQ®1 yacTo UMeIOT Keie30Ae(PUIIUTHYI0 aHeMUI0
¥ TUIIEPTACTPUHEMUIO C PUCKOM IOPAYKEHUS CIAUBU-
croii obosouku :kenynka [20]. Haubosee vacTo cun-
IPOM BBISIBJIAeTCS Ha ocHoBauuu OKI-cKkpuuuHra.

OcHOBHBIE TPUHIMIIBI JIEUEHUS IIAIIEHTOB C
TMOJIMOPTAHHBIMHU IMOPaKeHUAMU Ha (hOoHEe KaHAaJO-
OaTUH 3aKJI0YATCA B aJeKBATHON IIPOPUIAKTU-
Ke DPasBUTHUSA KUBHEYTPOKAIOIIUX APUTMOTEHHBIX
coosiTuit 1 BCC. ITamumenTam OOJKHO OBITH PEKO-
MEeHIOBAaHO M306eraTh TPUTTEPOB, IPOBOIUPYIOIINX
JKM3HEOMACHbIE COCTOSHUA, TAKUX KaK upesMep-
HbIe BMOIMMU, (pusuyecKas aKTUBHOCTH, JeKap-
CTBEHHBIE IpenapaThl, yaanHAonre narepsaa QT.
Heo0xomuMbl IIOCTOAHHBIA JUHAMUYECKUN KOH-
TPOJIb KJIMHUYECKOTO COCTOAHUS U OIleHKa (DYHK-
MUOHAJBHBIX IIOKa3aTesiell CepaedHO-COCYIHCTOMN
cucteMmbl. IIpu curapome Tumoru o00s3aTeabHBI
MOHUTOPUHT YPOBHS TJIIOKO3LI B KPDOBU W II€PBUY-
Hasd npoduIaKTHKa HNHPEeKIMOHHON 3abojeBae-
moctu [12]. OGa3aTenbHO, KaK MOMKHO DPaHBIIIE,
HA3HAUYUTHL MEJWKAaMEHTO3HYIO Tepamuio U IIPU
HaAJWYUY TOKA3aHUHU — WMILIAHTUPOBATH KapAmoO-
BepTep-AepuopuIIsaTOP, UYTO OCOOEHHO BaXKHO IIPU
cuaapome THUMOTH B CBA3MU C KpaliHe 3JI0KAUeCTBEH-
HBIM TeueHUeM 3a00JIeBaHUS YK€ B OUeHb PaHHEM
Boapacre [6, 12, 15].

B kauecTBe mpemapaToB BbIOOpa IIPU MeLUKa-
MEHTO3HOH Tepalmny HCIIOJIL3YIOTCA OeTa-0JI0KaTo-
per [6, 12, 15]. IIpu CAT wumerorca mamHble 00
s((peKTUBHOCTH OJIOKATOPOB KAJBI[MEBBIX KaHa-
JIOB, a TakKiKe OJIOKATOPOB OBICTPBIX HATPUEBBIX
KaHaJoB ((hJIeKanHUI) C IeJbI0 KOHTPOJIA KeJIya0u-
KOBBIX aputmuii [21].

IIpu cungpome [:xepBesma—Jlanre—Huabcena

MeIUKaMEeHTO3HadA Tepanud dYacTo Hed(pheKTus-
Ha ¥ BBUAY HEOOXOAWMOCTU HPUMEHEHUS BBICO-
KuX 103 OeTa-0JI0KATOPOB YaCTO COIPOBOKAAETCS
TOOOYHBIMH SABJEHUAMU, UTO MOXKET IOTpeboBaTh
mocJie UMILJIAHTAIIUY aHTUAPUTMUYECKOTO YCTPOIt-
CTBa IIPOBEJIEHUSA JIEBOCTOPOHHEN CUMITATAKTOMUU
C IIeJIbIO IIPEeJOTBpAallleHnsa cpadaThbIBAHUN Kapauo-
Beprepa-gedubpusiraTopa [15].

OcCo0eHHOCTBIO BeIEeHHUsI IAIMeHTOB C CHH-
npomoMm [»xkepBenna—Jlanre—Hunbcena saBiseTcs
He00XOAMMOCTh KOPPEKIIUY TYTOYXOCTH, KOTOPas B
HaCToOAIlee BpeMA MOCTUTHYTA C MOMOIIBIO MeToa
KoxJeapHoi mmmiantanuu [22]. Hecmorpsa Ha TO,
YTO NaHHAS MAHUIYJISAINSI cUnTaeTcs 0e30macHoi,
y MAI[MeHTOB C JaHHBIM 3a00JeBaHIeM HeOO0XOI1MO
TIPOABIATH 0COOYIO0 OCTOPOXKHOCTD B CBA3U C BBICO-
KHM PUCKOM PAa3BUTHUA KU3HEYT'DOKAIONIUX HAPY-
IIeHUH PUTMAa B IpoIlecce IPOBeIeHUS aHECTe3U .

BCC aBasieTca omHOI M3 BaKHEMINNX COCTAB-
JSIONINX CMEPTHOCTH OT CEepPAeYHO-COCYAUCTHIX
3aboseBauuii [23], a 3abosmeBaHUA, CONPAIKEHHBIE C
BbICOKUM puckoM BCC, TpeOyoT Kak MOKHO 0ojiee
paHHero BblsByeHUA. OMUcaHHbIE CUHIPOMBI CJIOMK-
HBI JJIA TUArHOCTUKY BBUIY UX HEBBICOKOU PaCIIPO-
CTPAHEHHOCTHU B IOITYJIAIINM, OTCYTCTBUA IITUPOKOM
MHOOPMUPOBAHHOCTY MEIUITMTHCKOT'O COOOIITeCTBA 10
JTaHHOU IIpobjeMe, a TaKiKe IIOJIuMOP(PU3MA IPUCY-
IMUX UM KJINHUYECKUX TPU3HAKOB. IIpu 9TOM MMeH-
HO KM3HEYTPOKAIONe HapPYIIeHUsA PUTMAa cepaia
OIIPEeIeJIAIOT ITPOTHO3 KU3HU Y TAKUX MAIMEHTOB.
Hecmotpsa #Ha mosumMophusM KIMHUYECKUX IIPOSIB-
JIEHU, BBIJEJIAIOTCS OCHOBHBIE Hanboee nHpopma-
TUBHBIE AJIs1 PAHHEH JUarHOCTUKY CUMIITOMBI.

Tak, y gereil ¢ ImepUOSUUECKUMU Ilapajimda-
MH U YepTaMu KpaHuo(paruajlbHOTO U CKEJIETHO-
ro gucmopdusma ciaenyer samomo3putrsb CAT; mpu
BBISIBJIEHUU CUHIAKTUJIUYN B COUETAHUU C CUHKOIIE
u AB-0s0Kamo0ii HEe0OXOAMMO MCKJIIUATh CUHIPOM
Tumoru, a HeHPOCEHCOPHAs TYTIOyXOCTh BBICOKOM
CTelleHN B KOMOMHAIIMU C CUHKOIAJIbHBIMU COCTO-
AHUAMU TpebyeT HeMeIJIEHHOTO MCKJIOUeHUA CUH-
npoma I:xepBesna-Jlanre-HuibceHa.

CyliecTBeHHO YJAYUIIalOT CUTYAI[UI0 C PaHHeHn
npuarHoctTukon u npoduiaaktTukoit BCC paHHee mIpo-
Bemenne OKI-cKpuHMHIra ¥ BHUMAHNE K JaHHBIM
CeMeHOTr0 aHaMHe3a C aKIeHTOM Ha CJydyau BHe-
3aHOII CMEPTH B CEMbe B MOJIOJJOM BO3pacCTe U CUH-
KomaJbHbIE COCTOAHUA. [IpyM BBIABICHUUN CIEIU-
duuecKkxXx HM3MEHEHUU TpeOyeTcsa KOHCYJIbTAIUS
KapInoJIora ¢ pelleHrneM BoIIpoca 0 HeOOXOUMOCTH
HAIIPaABJEHUA B CIEIMAJTU3UPOBAHHBIN apUTMOJIO-
TUYECKUIl IeHTP.
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