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BBEJIEHUE

AKTyaJILHOCTL TEMbI HCCJICI0BAaHUA

Aputmorennass  kapauomuonatus (AKMII) — penkoe HacieacTBeHHOE
3a00J1€BaHNE, OCHOBHBIMH MPOSBICHUSIMUA KOTOPOTO SIBIISIFOTCS KETYI0YKOBbIE apUTMUU
(KA) u nunaranus npasoro (ITDK) unu, pexe, nesoro xenynouka (JIXK) co cHmxenuem
UX  CHCTOJMYECKOM  (YHKIMH  BCIEACTBUE  MPOTPECCUPYIOLIETO  3aMEIEHUs
KapauOMHUOLMTOB (hrbOpo3HO u/mmu Gpudpo3Ho-KupoBoit Tkaubio [40, 57, 61, 85, 127,
153]. Knunanueckass kaptuaa AKMII BapuabenbHa: OT OECCHMITOMHOTO TEYEHUS JO
BHe3anmHoW cepaeuHot cmeptu  (BCC). bomee Toro, TsxkecTh 3aboJieBaHUSA,
IIPOTPECCUPOBAHUE U UCXOJ Y TAIIUCHTOB 3HAYUTEIBHO Pa3TUYaloTCs B BUY BBICOKOM
HCHETPAHTHOCTH 3a00j1eBaHus [61].

Panee pmaHHas KapauOMHOINATHSA CUMTAIACh 3a00JIEBAHUEM, XapaKTEPHBIM
UCKJTIOUUTEIIBHO JIJIs1 B3POCJION onyJisiuu 1 nopaxaromum toiabko [DK. C navana 2000-
x rogoB AKMII crana mpeameroM Oojee yriayOJeHHOTO M3y4Y€HHUs, YTO NPUBENIO K
npusHaHuto BoBieueHus JOK npu nannoi kapauomuonaruu. Tak, ¢ 2019 rona momMumo
«KJIACCHYECKOW» TMPAaBOAOMHHATHOW (OPMBI CTadM BBIACIATh «HEKIACCHUYECKHUE)
(EHOTUIIBI — JICBOJOMHHATHBIA ¥ OMBEHTPUKYIsApHBIH [153]. Kpome Toro, B MupoBoii
JAUTEepaType MOosABUINCH onucanus ciydaeB AKMII B gerckoit momyssiuu [34, 51, 54,
88].

OnHako, HECMOTPS Ha 3HAUUTENbHBIN nporpecc B u3yuyeHun AKMII y B3pocibix,
B IIEAUATPUUECKOM MPAKTUKE COXPAHAETCS HU3KUN YPOBEHb OCBEAOMIIEHHOCTH O JAHHOM
3a00IeBaHUM, YTO HETATUBHO BIHUSET HAa €ro BBIABIAEMOCTh M CBOEBPEMEHHYIO
JUATHOCTUKY. DTO MOATBEPKIAETCA TaHHBIMU JIUTEPATYPHI, COTJIACHO KOTOPBIM KaxK/1ast
gyerBeptast BCC y nereii cBs3ana ¢ AKMIT [130].

BeposiTHO, 3TO 00YCJIOBIEHO NPEXJE BCET0 BO3MOKHOCTBIO OECCHMIITOMHOIO
TeUeHUs 3a00JieBaHUSI M TPYAHOCTHIO TOCTAHOBKM JHAarfHo3a y NeAUaTPUYECKUX
nanueHToB. J[o cux mop BemyTcs CIOpPhl O TOM, B KaKOW CTENEHU CYIIECTBYIOIIUE

KpUTCPHUHN IJId JUATHOCTHKH 3TOI'0 3a00JIeBaHU YYBCTBHUTCIIbHBI H CHGI_II/I(l)I/I‘-IHI)I B
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JICTCKOM MOMYJISAINH, ITOCKOJIbKY OHU OBUTH BaJIMIUPOBAHbI HA B3POCIIOM HaceaeHHH [28,
68, 122, 153]. Tak, /i OLICHKH psifia KPUTEPUEB HEOOXOIUMO MPOBEICHNUE MArHUTHO-
pe3onancHoit Tomorpadun (MPT) cepana ¢ KOHTpaCTUPOBAHUEM U THCTOJIOTMYECKOTO
WCCJIEIOBAHUS, OJJHAKO Y JIETEN 3TU METOABI 3a4aCTyI0 HEBO3MOKHBI M3-3a BO3PACTHBIX
OTPAaHUYEHUN M BBICOKOTO pHCKa OCIOXHEHHMI. Kpome Toro, Ttakue KpuTepuu, Kak
uHBepcus 3youa T uiau 3MCUIIOH-BOJIHA, MOTYT ObITh HEIOCTATOUYHO MH(GOPMATUBHBI U3-
3a BO3pPaCTHBIX 0COOeHHOCTEH AekTpokapauorpammel (OKI') mokos y aeteit.

BaxxHo momguepkHyTh, UTO MPOSBICHUS 3a00J€BaHMS B BUJAEC KEITYJTOYKOBBIX
HapyleHu putMa U MopHoPyHKIIMOHATBHBIX U3MEHEHUM MUOKap/a HecTielupUIHbI U
TpeOYIOT TIIaTebHOU quddepeHnanTbHOl JUarHOCTUKUA CO JPYTUMU 3a00JI€BaHUSMH.
[Ipexnae Bcero HEOOXOAMMO WCKIIOUHUTH TaXUUHIYIIUPOBAHHYIO KapJAHOMHONATHIO
(TKMII), mockofibKy MpW JaHHOM MNATOJOTUM YacThle uauonarudyeckue KA Moryt
BBI3bIBATh BTOPUYHBIC 110 OTHOIIEHUIO K HAPYIICHUSIM PUTMA U3MEHEHUSAM MHUOKAp/ia B
BUJIE JWJIATAIIMM TIOJIOCTEH cepjilla W/WIK CHI)KEHHIO COKPATUTENBHOW CHOCOOHOCTU
muokapaa [18, 64]. Bepudwukarus nuarHo3a KpUTHUECKH BaKHA JUIS ONPEICICHHUS
TaKTHKU BefieHus narueHToB. B ommmune or TKMII, umeroiieit oOpaTuMbIii XapakTep H
OnaronpusaTHeiii nporuo3, AKMII accouumupoBanHa ¢ XyIUmIiuM TPOTHO30M TEUYEHUS
3aboneBanus u BeicokuM puckom BCC [18, 61, 64, 153].

BrimiensnoxkeHHOe TOM4YEpKUBAaeT HEOOXOIMMOCTh TIOBBIIIICHUST BHUMAHUS K
ATOMY 3a00JIEBAHHIO B IETCKOW MOMYJISAIUK U pa3pab0TKe Mep AJId paHHEH NTUarHOCTHKU
U CHIKEHUS JETCKOM CMEpPTHOCTH. Ha CerogHsImHui AeHb OTCYTCTBYIOT YETKHE
MPEACTAaBICHUS O TEUEHUWHW | 3a00JeBaHUs y JETe, a TaKkKe CrhenupuIHbe
JTUArHOCTUYECKUE KpHUTEpUHM 3a00JieBaHHUsSA, B TOM 4HCIe s auddepeHInanbHON
nuarHoctTuku.  [loaromy  HeoOXomuMo  m3yuuTh  knumHWYeckue, DKI -nmpu3Hakwy,
CTpyKTypHBIe U MopdodyHKImoHanbHbIe ocobenHocTH AKMII B meamarpudeckoit
MOMYJSIMK, a TaKke (aKTOpPhl pHUCKAa HEOIArompHsTHOTO TPOTHO3a, YTO TO3BOJIUAT
OOJIEeTYNTh JTUATHOCTUYECKWM TIOWCK ¥ BHIOOP TPABWIBHOW CTpPAaTeTHH BEIACHUS
MalueHTa.

B cBA3m ¢ TeM, 4TO MBI BCTyHmaeM B 3M0XY HOBBIX TEPANEBTUYECKUX

BO3MOXHOCTEM, B TOM unciie reHHo# Tepann AKMII, npruopHuTeTHBIM ABIsSE€TCS aHAIN3
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TedeHHsT 3a00JIEBaHHUS Yy ONCSAUATPUYICCKUX IMAallUCHTOB. HccaenoBanus IIPOABJICHUA H
MMpOrpeCCUpOBaHUs JaHHOTO 3a00JIcBaHUS B ACTCKOM BO3PACTC SABJIAIOTCA BaXHBIM

maromM B 3TOM HaIlpPpaBJICHUH.

Crenenb pa3padOTAHHOCTH TeMbI HCCJIEI0BAHUSA

Hecmotpst Ha nocrarouno Oonbmioi onbiT uzydenuss AKMII y B3pochbix,
CBEJICHUS O TCUCHUU ITOr0 3a00JICBaHUS y TIAIMEHTOB JIETCKOTO BO3PACcTa MPAKTHUCCKU
OTCYTCTBYIOT, MOCKOJBKY TPAJMIIMOHHO CUUTAIOCh, YTO 3Ta MATOJOTHS B OCHOBHOM
nopaxaet nun crapie 30-40 mer [40, 57, 61, 85, 127, 153]. B nacTosiiee Bpemsi B
JUTEPAType MPEACTABIICHBI JIUIIb CIMHUYHBIC ITyOJUKAIIMK, ONUCHIBAIOIIUE OTIACITbHBIC
KJIMHUYECKHE CIIyYaWB WU HEOOJIBIINE KOTOPTHI C JACOFOTOM 3a00JICBaHHUS B JICTCKOM
BO3pAcTe U OTHOCHTEIHLHO KOPOTKUM TeprooM HaOmoaenus [28, 34, 37, 54, 92].

CoeBpeMenHas nquarHoctrka AKMII y meauaTprudeckux MaueHToB 3aTpyAHeHa
[28, 34, 37, 54, 55, 93, 119, 153]. B wuccaemoBanuu Roudijk R. u coaBropoB ObLIO
noATBEPKIeHO, uTo et ¢ AKMII nmonBep:keHbl MOBBIIEHHOMY PHUCKY OMACHBIX IS
xu3HU aputMuil 1 BCC, 4To nenmaer TOYHYIO JUArHOCTUKY W paHHEE HAdallo JICUCHUS
KPUTHYCCKH BAXXHBIMHU JIs YIIYUIIICHHUS IPOrHO3a 3abomeBanus [51].

OnHako 70 CUX TOP OCTAIOTCS HEIOCTAaTOYHO M3YYEHHBIMU JAaHHBIE O BO3pacTe
MaHH(eCTallu, KIMHHYECKUX ocoOeHHOCTAX M mcxomax AKMII y meamaTpudeckux
OonmbHBIX. Kpome Toro, OOJBIIMHCTBO MNPEABLIYIIUX  HCCICIOBAHUM  OBLIN
cocpeoTo4YeHBI Ha mpaBogoMuHaHTHON popme AKMII [34, 37, 54]. Ha cerognsmmHmi
JeHb  W3BECTHO, 4YTO  (PCHOTHNMYECKMH  CHEKTp  3a00JeBaHMS  BKIIFOYAET
JIEBOJIOMUHAHTHOE M OWMBEHTPUKYIsSIpHOE TopaxeHue [28, 55, 92, 119, 153]. Yacrora
Pa3BUTHS U KIMHUYECKUE MPOSBICHUS HEKIIACCHYICCKUX» (POPM ITON KapIHOMHOIIATHH
y TAITMEHTOB JICTCKOTO BO3PACcTa TAK)KE OCTAIOTCS HEN3yUYCHHBIMH.

B Hacrosimee Bpemsi CIEKTp I'€HOB, acCOUMMPOBaHHBIX C pa3zButuem AKMII,
3HAYMTEIIPHO PACIIMPCH, OJHAKO KOPPEIANUS MEXKIy TCHOTHIIOM MU (PEHOTHIIOM,

0COOCHHO B JICTCKOHM BO3paCTHOM IpyIIe, OcTacTcs Majion3ydeHHou [153].
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Kpome Toro, Ha cerogHsINIHUNA A€Hb OTCYTCTBYET alroput™M auddepeHimanbHoi
JMArHOCTHUKH ¢ HanboJiee KIIMHUYECKH CX0KUM 3a0oaeBanuemM — TKMIT.

JnurensHoe HabOmoneHue 3a Oonbiiod rpynmnoid gereil ¢ AKMII nmosBonut
BBIJICJIUTE OCOOCHHOCTH TEUYEHUs 3a00JIeBaHUs, OINPEACTUTh HauboJee TUITHYHbBIC
KIMHUYECKUE TIPOSBIICHUSA JJIsl ONTHUMHU3ALMM JTUATHOCTUYECKOTO, B TOM YHUCIIE
mudepeHManbHOro MoAX0Aa, ONPEACTUTh HCXOAbl W MPOTHO3 apUTMOTECHHBIX

COOBITHH C OCJIbIO UX CBOCBpeMeHHOI\/’I HpO(I)I/IJIaKTI/IKI/I H JICUCHMUA.

eap ncciaexoBaHusi

HSY‘II/ITB KIIMHUYCCKHUC OCO6CHHOCTI/I, 3dKOHOMCPHOCTHU TCUCHUS, IIPOTHO3
apHTMOFCHHOﬁ KapaAUOMHUOIIATHUH Y )IGTGfI JIIs 000CHOBaHHUS nporpaMmbl BCIACHUA

ITaIIMCHTOB.

3agauu ucciae10BaHuA

1. [IpenacTaBuTh KIMHUYECKYIO XapaKTEPUCTHKY MALMEHTOB JIETCKOTO BO3pacTa ¢
APUTMOTEHHON KapAUOMUOIIATHEM.

2. VY cTaHOBUTH B3aMMOCBS3b BO3PACTa U MOSBICHUS AJIEKTPOKAPAUOTPaAhUUECKUX U
Mop(hoyHKIIMOHATBEHBIX U3MEHEHHUH B CEp/IEe TPU aPUTMOTEHHON KapUOMHUOIIATUH Y
JeTEN.

3. [Ipoananu3upoBath  KOPPENMALMIO  MEXAY  MOJEKYISIPHO-TEHETUYECKUM
BapUAHTOM M ()EHOTUIIOM aPUTMOTEHHOMN KapANOMHOIIATHH.

4. [IpoBecTu CPaBHUTEIIbHBIN aHaJIN3 MEXIY ApUTMOTEHHOU 51
TaXUUHIAYIIUPOBAHHOM KapAHMOMHUONATUSIMU (IaHHBIE KIMHUYECKOTO TEUEHHS U
WHCTPYMCHTAIBHBIX WCCICIOBAHUN) W TPEIOKUTh KpuTepuu audQepeHnnantbHon
JUArHOCTHUKHU.

d. VYcraHoBUTH (PaKTOpPHl pUCKA HEOJArOMPUSATHOTO TEUYEHUS, MUCXOJbl U MPOTHO3

apHTMOFCHHOﬁ KapaAUOMMHOIIATHHN Y MIAIMCHTOB ACTCKOIo BO3pacTa.
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Hay4yHast HOBU3HA

BrniepBble mpoBefieHa KOMIUIEKCHAs OLIEHKa /1e€0i0Ta, KIMHUYECKOW KApTUHBI U
4acTOTa BCTPEYAEMOCTH (AMArHOCTHUYECKAsl IIEHHOCTh) «OOJIBIIMX» U «MaJIbIX»
KpPUTEPUEB aPUTMOIEHHON KapIUOMHUONIATUH Y IETEH.

[IponemoHCcTprpOBaHO, 4YTO MaHU(eEcTalUsi APUTMOTCHHOM KapAUOMHUONATUU
BO3MOXKHA Yy JIeTeil HauMHasl C IOIIKOJILHOT'O BO3pacTa.

Ycranosneno, uro 6onee 50,0 % nerel UMEIOT «HEKIACCHUYECKYIO» (PopMy
3a0oneBaHus. Y TpPEeTH MALMEHTOB C apUTMOTE€HHOM KapJAHMOMUONATHEH MMEIT MECTO
HEZIECMOCOMHBIE MYTallUU.

OnucaHo peakKoe MPOSIBICHUE APUTMOTCHHOW KapAMOMMOIATHU — «Topsyash
¢aza, conpoBokaaromieecs 00JIbI0 B TPYIHON KJIETKE U MOBBIIIICHUEM YPOBHSI TPOIIOHUHA
l.

Pa3paGorana  mozenb  IPOTHO3UPOBAHUS  BEPOSITHOCTH  ApUTMOTCHHOMU
KapJMOMHUONIATUH Y JAETEH.

[lony4yeHsl HOBBIE JTaHHBIE 00 acCOIMAIIMM T'€HOTHIA W BEPOSTHOCTH Pa3BUTHUS
apUTMOTEHHBIX COOBITUI U TSKEJION XPOHUUECKOU Cep/IeYHON HETOCTATOUHOCTH Y JIeTeH
C ApUTMOT€HHOM KPaJUOMHUOIIATHUEM.

[lony4yeHsl HOBbIE JaHHBIE 00 OTIMYHUTENBHBIX YepTax AapUTMOTCHHOU
KapAUOMMOTIATUM TP €ro paHHed MaHudecTaud, K KOTOPBIM OTHOCSTCS:
MOJIUMOPPU3M  KETYJOUKOBOM apUTMHUH, PEIKas BCTPEYAEMOCTh AIICHIOH-BOJHBI,
HEBO3MO>XHOCTb UCIIOJIb30BAHUS IPYIIbl KPUTEPUEB «AHOMAJIUU PEMOJISIPU3ALIHI.

BriepBrie onricaHO HEOIArONPHUITHOE TEYCHUE APUTMOTCHHOU KapIMOMHUOTIATHH C
MEPBUYHBIM  TOPAXEHHEM TMPABOr0 JKENyJAOoYKa W  MPOrPECCUPOBAHUEM O
OMBEHTPUKYIIPHOTO, ACCOIIMMPOBAHHOE C KpailHE peKUMH MyTanusMu B rerax MYH7
u ALPKa3.

[TokazaHo, 4YTO pHUCK AapUTMOTECHHBIX COOBITHI y JETEed C apUTMOTCHHOU
kapauomuornarued Ha (oHe Mmytanmmu B TeHe PKP2 (mmakodwimHa) HuKe, IO

CPAaBHCHUIO C ITAIMCHTAMH, UMCIOIIIMMHA MYTAallMW B APYTUX I'CHAX.
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TeopeTuquKaﬂ U NMMPpaKTHYECKasA 3 HAYUMOCTD

YcTaHOBIEHO, YTO 1€0I0T apUTMOI€HHOM KapAMOMHOINIATUU MOXET OBITh y JeTen
JOIIKOJIBHOTO BO3pacTa.

I[Ipu wu3yueHuum «ropsiueid»  ¢aszpl  3a00J€BaHUA  MPOJEMOHCTPUPOBAHA
HEOOXOIMMOCTh y BCEX JeTe ¢ MOJO0OHOW KIMHUKO-1a00paTOpHOM KapTUHOM B
muddepeHManbHbIl  psii BKIOYATh APUTMOTCHHYH) KapJUOMHUONATHIO, a B IUIaH
oOcnefoBaHMs - TEHETUYECKoe TecThupoBaHue. [lomuepkHyTa MpPOrHOCTHYECKas pPOJIb
JAHHOTO SIBJICHUS.

OcOOEHHOCTH TE€HETUYECKOro CIHEKTpa apUTMOTE€HHON KapAHMOMUONATHU Y
NAlMEeHTOB JETCKOro Bo3pacTa oOOyCIaBIMBAIOT HEOOXOJUMOCTh BKJIIOUEHHUS B
IUArHOCTUYECKYI0 TaHEIb HE TOJBKO JIECMOCOMHBIX, HO M HEJECMOCOMHBIX T'€HOB,
0COOEHHO MPH MOI03PEHUH Ha JI€BOJIOMUHAHTHYIO U OUBEHTPUKYISIPHYIO (POPMBI.

BBICOKOTEXHOJIOTUYHBIE METOJbl  MCCIEIOBAaHUS, TaKHE KaK MarHUTHO-
pe3oHaHCHasi Tomorpadus cepala C KOHTPACTUPOBAHMEM W TEHETHYECKUN aHaiu3
MOBBIIIAIOT TOYHOCTh JUATHOCTUKN ApUTMOTEHHON KapIHOMUOIIATHH.

['eHeTMYECKOE TECTUPOBAHHE IIEHHO HE TOJBKO B JHAarHOCTUYECKUX, HO U
nmporuoctTuyeckux nensx. Jletn ¢ myranusmu B reHe PKP2 MeHee 1moiBep>KeHbl PUCKY
apUTMOTEHHBIX COOBITHIA.

YcranoBieHo, 4to yepe3 17 mecsieB OT MepBoii MaHU(ECTAIINHN KETYTOUKOBON
aputmun, Oosnee yeM y 50% nerell ¢ apUTMOTEHHOW KapIUOMHOINATHEH MPOU30UIET
apUTMOTEHHOE COOBITHE, YTO JEMOHCTPUPYET BAXKHOCTH OOCYKIEHHUS MPOPUIAKTUKH
BHE3AITHOM CEpJICUHON CMEPTU B KPATUAMNIIIME CPOKH ITOCIIE MOCTAHOBKYU JUAarHo3a.

Ha ocHOoBaHWMM TMONy4YEeHHBIX pE3yJIbTATOB OBUIM  BBIABICHBI KPUTEPUU
mubdepeHnaTbHOM  AMATHOCTUKA ~ APUTMOTEHHOW W TaXWUHIYIHPOBAHHON
KapJIMOMUOIIATHI, a TakKe pa3paboTaHa MPOTHOCTHYECKAs MOJENb JJI ONpeelCHUs
HaJINYXSl y TAUEHTa apUTMOT€HHOM KapAMOMHUOIIATUH.

Braenpenne npeanokeHHON MPOrHOCTUYECKOM MOJIENIH B KIIMHUYECKYIO MPAKTUKY
Bpaua-rneauaTpa u JeTCKOTO KapAroJiora MO3BOJUT CBOEBPEMEHHO BBISIBJISATH MALIUEHTOB

C BBICOKHUM PHUCKOM pPa3BHUTHUA apHTMOFeHHOﬁ KapJAHnOMHUOIIATHH.
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[Ipennoxkena mnporpaMma >TanHOM JWArHOCTMKM MW BEICHMS NALMEHTAa C

APUTMOI€HHOW KapAUOMHUONIATHEM.

MCTOI[OJ'IOFI/IH H ME€TOAbI UCCJICI0BAHUA

beu1 mpoBeneH aHanM3 HAy4YHOW JIMTEPATYpPhl, KACAOIIMNUCA KIMHUYECKOTO
TE€YEHUSI U TEHETUYECKOr0 CIIEKTpa ApUTMOT€HHOW KapJAMOMMOIIATHH y JIETEH, a TaKXKe
BOMNPOCOB AuGdepeHInanbHON TUarHOCTUKHU JAHHOTO 3a00JI€BaHu.

PaGorta BblllONIHEHA B JW3ailHE MpPO- UM PETPOCHEKTHUBHOTO KOTOPTHOIO
uccienoBanus. B uccnenosanue BiitoueHo 44 pedeHka, MpOXoAUBIINX 00CIeI0BaHUE U
neuenue Ha 6azax OI'BY «tHMULI um. B. A. AnmazoBa» Munszapasa Poccuu B nepuon
¢ 2011 mo 2024 r. B pabGore ObUIM TPUMEHEHBI KIMHHUKO-aHAMHECTHYECKHE,
FEHETUYECKHE M TECHEAIOrMYeCKUE, MHCTPYMEHTAJIbHBIE U CTATUCTUYECKHE METOJIbI

HNCCIICO0BaHUA.

HOJIO)KCHI/IH, BbBIHOCHMMbIC HA 3a1IIUTY

1. AputMorenHass kapauomuomnatus y 37,5% manuMeHToB uMeeT Je0T B
JOIIKOJIBHOM MW MJIAJIIEM IIKOJIBHOM Bo3pacte, y 62,5% B cTapiieM IIKOJIbHOM
Bo3pacte. JleOroT 3aboneBaHHMsS HAYMHACTCS € OECCUMITOMHBIX KEITYJIOYKOBBIX
aputmuii. KinHuyeckass kapThHa KapJIUOMUONATHH TMPEJCTaBICHA apUTMOTCHHBIMU
COOBITHSIMU  (CMHKOTIE, YCTOWYMBAs OKEIYJOUKOBas TaxXWKapaus, cpalOaThIBaHUE
UMIUTAHTUPYEMOTO KapAHoBepTepa-n1epuOpmmisaTopa), cepAeuHOl HETOCTATOYHOCTHIO H
y 20,8% neteit CUMIITOMOKOMIUIEKCOM, MPOSIBISIIONIUMCS O0JbIO0 B TPYAHOW KIIETKE U
MOBBIIIIEHHEM YpOBHs TpomoHuHa | («ropsyas» ¢dasza). bomee 50% peteit mmeror
JIEBOJIOMUHATHYIO WM OMBEHTPHUKYIAPHYIO (hopmy 3a001eBaHUS,.

2. OCHOBHBIMH KJIMHHYECKUMH H  JJICKTPOKAPAUOTPa)HUESCKIMH  KPUTECPUSIMH,
MO3BOJISIIONTUMU TIPOBeCTH NU(PGEepeHITHATBHYIO TUATHOCTUKY MEXITY apUTMOTCHHOU U
CXOJHOM 1O KIMHUKO-(PYHKIMOHAIBHBIM  MPOSBICHUSM TaXUUHIYLHUPOBAHHOU
KapJIUOMUOIIAaTHE  SBISAIOTCS HAJIMYME CHUHKOIE, CpPEJHECYTOYHAsl IUIOTHOCTb

xemynoukoBor — aputmuu  <20%, momuMopdHBIA  XapakTep  KEIyJI0YKOBOMH
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JKCTPACUCTOJIUM, HAJIUYUE XKEIYyNOUYKOBOW TaXUKApAUU M IIO3JHUX IIOTEHIINAJIOB
YKEIIyOYKOB IIPU apUTMOIE€HHOW KapJAUOMHUOIIATHH.

3. ['eHOTHIT apUTMOT€HHOW KapAUOMMOINATUN y OOJIBIIMHCTBA JETEl MpeACTaBiIeH
NECMOCOMHBIMHA MYTallUsIMU, TPETh IIAIMEHTOB HUMEET MYyTallUd B HEIECMOCOMHBIX
reHax. HeanecMocoMHBIE MyTaluu AOCTOBEPHO Yallle aCCOLMHUPOBAHBI C Pa3BUTUEM
JIEBOJIOMUHATHON (popMbl 3a00neBanusd. Hannuue roMo3uroTHeIX, KOMIAyHA-MYTalU,
a TaKKe JUIEHHBIX MyTallUi C BOBJICUCHHMEM KAaK JIECMOCMOMHBIX, TaK H
HEIECMOCMOMHBIX ~T'€HOB  CBfI3aHO C  OBICTPONPOTpECCUPYIOIIEH  CepIeyHOU

HCIOCTAaTOYHOCTBIO.

CreneHb 10CTOBEPHOCTH U Aanpodanusi pe3yJabTaToOB

Pe3ynbTaThl AuccepTalimoOHHON pabOTHI MPEICTABICHBI B KAaYECTBE JIOKJIAJIOB Ha
Poccuiickux HaydHbIX KOH(MEpPEHIMSAX, Cbhbe37aX W KOHIpeccax, B TOM YHCIE C
MEXIYHAPOIHBIM yyacTueM: Poccuiickuii HaIlMoHanbHbIN KOHTpecc Kapauosioros—2022
(Kazanb, Poccus, 2022), X Cankrt-IlerepOyprckas mikoma aputmojiorun—2022 (X
Bceepoccniickas Illkona ¢ mexayHaponubiM ydactueM) (Cankt-IletepOypr, Poccus,
2022), 23-it Konrpecc Poccuiickoro o0mectBa XOJITEPOBCKOIO MOHHTOPHUPOBAHHS U
HenHBa3uBHOUW snekrpodusuonorun (Capanck, Poccus, 2022), XIX Poccutickuit
KOHIpECC C MEXIyHapoaHbIM yuactueM «llenmuatpus u perckas Xupyprus B
[TpuBomxkckoMm (denepanmbHoM okpyre» (Kazams, Poccus, 2022), XII Beepoccutickuii
koHrpecc «Jlerckas xapaumonorust 2022» (Mocksa, Poccusa, 2022), 24-it Konrpecc
Poccuiickoro oOmiectBa  XOATEPOBCKOTO MOHHUTOPUPOBAHUS M HEMHBA3UBHOU
anektpoduznonoruu (Spocnasis, Poccus, 2023), VI UnnoBanmonnsiii [letepOyprekuit
mequimHckuii popym (Cankrt-IlerepOypr, Poccms, 2023), FOOumneitnpiii X ®Dopym
MOJIOABIX KapJuOJ0oroB PoccHiiCKOro KapAauoJorhuueckoro oOiecTBa «J[BrkeHue
BBEpX» ¢ MexayHapoansiM yudactueMm (KemepoBo, Poccus, 2023), XI Cankr-
[letepbyprckass mkoma apurmonorun—2023  (XI  Bceepoccumiickass mkona ¢
MexayHapoaHbiM ydactueM) (Cankt-IletepOypr, Poccus, 2023), XIII Beepoccuiickuii

Cemunap namstu npodeccopa H.A. benokonb «PeanbHasi KIMHMYECKas MPaKTHKa B
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JETCKOW Kapauoioruu: mnpobiiembl u pemenus» (Mertumu, Poccus, 2023), 25-i
ro0uneitnbplii Konrpecc Poccuiickoro oOmiectBa XOJITEPOBCKOIO MOHUTOPUPOBAHUS U
HenHBa3uBHON anekTpodusuonorun (Cankr-lIlerepOypr, Poccus, 2024), V Cankr-
[letepOyprckuit  aputmonoruyeckuit  ¢opym (Cankr-Ilerepoypr, Poccus, 2024),
Poccuiickuit HanmoHansHBIN KOHrpece kapauonoros—2024 (Caukr-IletepOypr, Poccus,
2024), XII Cankr-lletepOyprckas Illkona aputmonorun—2024 (Cankr-IletepOypr,
Poccusi, 2024), MexnucuurniauHapHas KOH(MEpeHIuss C MEeXIyHapOAHbIM y4YacTHEM
«HewusBecTtHble u peakue 3aboneanus», VIII Konudepennusa «Opdannbie 3a60eBaHusl.
HNuarnoctuka. Jleuenue. PeaGunuranus» (Canxr-IlerepOypr, Poccus, 2024), XIII

Bcepoccuiickuit Konrpecc «Jlerckas kapaunonorus 2024» (Mocksa, Poccus, 2024).

BHenpenue pe3yjbTaToOB B IPAKTUKY

Pe3ynbTaThl HWCCEeIOBaHUS WHTETPUPOBAaHBI B JICYCOHBIM W JHUArHOCTUYCCKHUI
npoiiecchl cienyromux yupexaenuii: CII6I'bY3 «/lerckas ropojackas GonpHUIIA No2
cearoi Mapum Marganune», CIIOIBY3 «Jlerckuii ropoackoit MHOronpoguIbLHBINA
KIMHUYECKUN CTEIUATU3UPOBAHHBIA LEHTP BBICOKMX MEIUIIMHCKUX TEXHOJIOTHII»,
OTJICJICHUSI ICTCKOM KapAHOJIOTHH ¢ MEJUIIMHCKOW peadMIMTaIliy JETCKOro Je4eOHO-
PeadMINTAIIMOHHOTO KOMIUICKCA, a TaK)Ke OTACIICHHUS CEPJCUYHO-COCYAUCTON XUPYPTUH
nia nered  Knuauku marepunctBa U nerctBa PI'BY «HanmmoHanbHbIM MEIUIIMHCKUN
uccienoBaTelbCkuid  1eHTp uMeHu B.A. AmnmazoBa». Kpome Toro, marepuaisbl
HCCIICIOBAaHUS BKJIIOYCHBI B YYECOHBIM M JICKIIMOHHBIM MpOIeCCHl Ha Kadeape
MIEPUHATOJIOTUH W TICAHATPUHM C KIMHUKOW HMHCTHTyTa MEIUIIMHCKOTO 0O0pa30BaHMS
OI'bY  «HamnuoHanbHBI MEIUIIMHCKUNA HCCIEA0BATEIbCKUI IIEHTp HuMeHu B.A.

Anma3zoBa» Mun3sapasa Poccun.

JIM4HbBIN BKJIAJ aBTOpA

ABTOpPOM BBINOJIHEH 0030p JIUTEPATYPhl MO TEME TUCCEPTALUOHHOIO HUCCIEIOBAHUS,
pa3paloTaH AU3aiH HCCIIeI0BAHMS, ONpPEIeTIEHa METO0JIOT Ul UCCIIE0BaHNUs, IPOBEJCH

AHAJIN3 IIOJIYYCHHBIX JAHHBIX W UX CTAaTHUCTHYCCKaAs 06pa60TKa. C HCIIOCPCACTBCHHBIM
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yY4acTuCM aBTOpa OHY6J'H/IKOB3HBI CTaTb II0 PpE3yjbTaTaM JIUCCCPTALIMOHHOI O
HCCICOAOBAaHUA. ABTOp JIMYHO IMOATOTOBUII TCKCT AUCCCPTAIMOHHOIO HMCCICOAOBAHUA U

MpeACTaBHUJI PE3YJIbTAThl HAa HAYUYHBIX U ITPAKTHICCKHX KOH(i)CpCHI_II/IﬂX.

IIy0ankanun

[To martepuwanam npuccepranuu omnyonukoBaHo 10 pabGoT, U3 HUX 6 crarei
onmyOJMKOBAaHO B JKypHajax, BKIIOYEHHBIX B «llepedeHp Beaylux pereH3upyeMbiX
HAay4YHbIX JKypHaJIOB W wu3nanui» Beicmelr AtrectanmonHoi Komuccun npu
MunuctepcTBe 00pa3oBanus U Hayku Poccutickoii denepanuu u 6 crateil, BXOISIINX B
0a3y ma"HbIX Scopus. [lomydeHo CBUAETENHCTBO O TOCYIAPCTBEHHOM peructpaiuu basbl
Hannabix Ne2022620959 ot 04.05.2022 «Peructp mnaimueHTOB AETCKOrO BO3pacTa C

apUTMOT€HHOW KapAUOMHUOTATUEN.

CTpykTypa u 00b€eM aucCCEPTANNM

Huccepranus u3ioxeHa Ha 161 cTpaHuile MAIIMHOMIMCHOTO TEKCTA U BKITIOUAET B
cebs BBeJeHUE, 4 TIIaBbl - 0030p JIUTEpaTyphl, MaTepUaibl U METOJIbI, PE3yJIbTaThl
COOCTBEHHBIX  HCCIIEIOBAaHUM, OOCYXKICHHS, a TaKkKe 3aKIIOYeHHUE, BBIBOBI
JTUCCEPTALMOHHOTO MCCIIEIOBAHUSA, IPAKTUYECKUE PEKOMEHIAIIMH, CTUCOK COKPAIICHHM
U UCIIOJIb30BAaHHOM JIUTeparyphl. TeKcT auccepranuu gomnoHeH 23 tabimunamu u 34
pucyHkamu. B cnmcke nutepatypsl ykazanbl 154 UCTOUHUK, U3 HUX 19 oTeuecTBEHHBIX

u 135 3apyOexHbIX.
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I'/TABA 1. OB30P JIUTEPATYPbI

1.1 CoBpemenHble npeacTaBjaeHUs 00 APUTMOTeHHOM KapANOMHONATHH

AKMII — »10 peakoe HacieACTBEHHOE 3a00JIeBaHUE, XapaKTepU3YIOIIEecs
3aMeIICHUEM MHUOKapja JI00ro M3 KeNyJA04KoB (HOPO3HO-)KMPOBOW TKaHbIO [1-5].
Kinuandeckn naHHas KapJUOMHUOIATUSI TPOSBISETCS KETYyIOYKOBBIMH HAPYIICHUSIMHU
putma, BCC, a Takxke aucPyHKIUEH OJHOTO WIM OO0OMX IKEIyIOYKOB C
HPOrpecCUPOBAHUEM XPOHUYECKOH cepreunoit Hepoctarounoctu (XCH) [40, 57, 61, 85,
127, 153].

Heckonpkumu JecITUICTHSMU paHee A0 BHEAPCHHUS B KIWHUYECKYIO MPAKTHKY
MPT cepama © TEHETHYECKOTO OOCIEIOBaHMS CUMUTAIOCh, YTO TMPU DITOU
Kapauomuonatun mopaxkaercss gumb IDK u  ans  obo3nauenus 3aboseBaHHs
UCIIOJIB30BAICS TEPMUH «apUTMOreHHas aucruiasus/kapaunomuonatus [DK» [1-5].
CoBpeMEHHBIN K€ TEPMUH «apUTMOTE€HHas KapJIUOMHUOIATHS YUYUTHIBAET BCE TPHU
OCHOBHBIX (peHOTMTIMYECKUX BapuaHTa, a wumeHHo AKMII c¢ mnopaxenuem
uckmountenbHo [DK, ¢ BoBneuenunem JIK u popmy ¢ mopakeHueM OBYX KEITyJOUYKOB
[1, 57, 127, 131, 143, 153].

CornacHo wMupoBbiM gaHHbIM, AKMII npogomxalOT OTHOCUTH K PEIKUM
3aboneBanusam [40, 57, 61, 85, 127, 153].

YuuteiBas, 4T0 OOIMIMI TEPMUH JIs1 BceX (EHOTHIOB KapIUOMHOIIATUUA BBEIICH
CpPaBHUTEIBHO HEJABHO, CBEJAEHUS O paCIpPOCTPAHEHHOCTH U SIHAEMHUOJIOTUU
3a00eBaHUsl W MPOYEM B JaHHOM 0030pe OyAyT MpeaCTaBIEHBI MPEUMYIIECTBEHHO
OTHOCUTENbHO TpaBogoMuHaHTHOM Qopmbr AKMIL. Tak, mo coBpeMeHHBIM
npenacrasiaeHusiM - pacrpoctpaneHHOCTh AKMII ¢ mopaxkennem IDK y B3pocibix
nanueHToB Bapsupyercs oT 1:1000 mo 1:5000 [105].

Ha cerogHsmHuii JeHb B MCCIEAOBATENbCKHUX pabOTaxX HMMEIOTCS OMUCAHMS
ciysaeB  AKMII ¢ BoBneuenuem JIXK. JleBogOMUHAHTHBIM (PEHOTUIT ATOH

KapauoMuomnaTuu Berpedaetcs 10 50% ot Becex ¢popM 3adoseBanus [60].
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YacToTa BCTpeuaeMOCTh 3TOM MATOJIOTUU Y MAIMEHTOB JIETCKOI'0 BO3pacTa TakKe
OCTaeTCs 10 KOHIIA HEU3BECTHOM. DTO MOXKET ObITh 00YCIOBIECHO TE€M, YTO JIJIsl TAHHOTO
3a0oneBaHusi, HauboJee YacTo XxapakrepHa Manudecranus B Bo3pacte Mexay 20 u 40
rojlaMu M KpaiHe peJKO B JE€TCKOM M MOJPOCTKOBOM BO3pacTaxX, a TaKKe B CBSI3U C
TPYAHOCTSIMH €r0 THArHOCTHKH y Aetei [25, 33, 40, 57, 61, 85, 125, 153].

Hekoropsle uccnenoBatenu nonararot, 4to peanusanus ¢penoruna AKMII noxg
BO3JICCTBMEM BHEIIHUX U BHYTPEHHUX (DAKTOPOB TOBPEXKICHHUS BO3MOXKHA TOJBKO
MIOCJIE MOJTHOTO 3aBEPILCHUS IIPOIIECCa CO3PEBAHMS IECMOCOMBI, KOTOPBIH, KaK MpaBUIIo,
npojospkaeTcs B TeueHuu 10 neT mocne poxaenus [41].

Tem He MeHee, B JuTepaType OIMUCAaHBbl EIUHUYHBIC KIMHUYECKUE CIIydau
3a00J1eBaHMs Y TIEAUATPUUCCKUX MMAIMEHTOB, a TaKXe HEOOJBIINE KOTOPTHI JeTed C
AKMII, naubonee 4YacTO JIUArHOCTUPOBAHHOW TMOCIE CEMEHHOro CKPUHMHTa Ha
OCHOBAHUHW BEJCHUS PETHCTPOB B3POCIBIX MAIMEHTOB ¢ ATUM 3a0osieBaHueM. Camble
KpyImHOMACIITaOHbIe W3 HUX BKIFOYAIH OT 17 10 75 ;mereid, mpu 3TOM CpeIHUNA BO3pACT
JeTel, BKIIFOUCHHBIX B HccliemoBanus, coctaBuia 13,5 £ 3,3 ner [19, 28, 34, 37, 54, 55,
92, 119].

BaxxHo moa4epKkHYTh, YTO JAaHHAsl KapAHMOMHONAaTHs B cTpykType npuuuH BCC
3aHUMAaeT OJHY M3 BEIyIIUX MOo3uiui. Tak, COrlacHO MEpBBIM HCCieaoBaHusAM Thiene
G. ¢ coaBTOpamMH, OCHOBaHHBIXHA JIAHHBIX ayTOIICHH Yy JIMI] MOJIOJIOTO Bo3pacTa, AKMII
¢ nopaxeruneM 10K sBunacek npuunnoit BCC y 20-30% [38, 130]. ITo manusiM Corrado
D. nmpu wusydenuu stuosorndyeckux npuunH BCC y MOJOABIX CIOPTCMEHOB 3Ta
KapJIMOMHOIIaTUs ObLTa MPUYMHON HEOIAronpuaTHBIX coObITHI B 22% ciydasx [136]. B
psle  Opyrux  MCCIEAOBaHUM  TakKe  MOAYEPKUBACTCS  3HAYUTEIbHAs  J10JA
npaBogomMuHaHTHOU (hopMbl AKMII B pazsutuu BCC y monoasix mur [49, 121]. Kpome
TOTO, B HACTOSIIEEe BPEMsI B MATOJIONOAHATOMUYECKUX UCCIeq0BaHusIX nopaxenue JIK
OOHapy’>KeHO TPHMEPHO B JIBYX TPETAX CIy4acB y TAIUEHTOB C TOATBEPKICHHBIM
auaraozoM AKMIT [143].

Takum 00pa3om, Ha CErOAHSIIHUN JIEHb JaHHOE 3a00JIeBaHUE SABJISIETCS OJTHUM U3
CaMbIX paclpoCTpaHEHHbIX 3a0oneBaHuil ¢ BbicokuM puckomM BCC, a Takxke

MHOI'OI'PaHHBIM B KIMHHUYCCKUX IIPOABICHUAX U TpeGyeT CBOCBPCMCHHOI'O BBISIBJICHUA.
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1.2 Ucroprueckue 3Tanbl pa3BUTHSA B3IJIAA0B HA 32a00/1eBaHUE

Brnepsoie TepMun AKMII ynoMsHyT B utepaType 00jee YeThIpeX AECITHIETUN
Hazaj. OIHaKo B3TJISAIbl HA TOHUMAHKE ATOM MaTOJI0TUH C MOMEHTA €€ TIEPBOHAYAILHOTO
MPEICTaBICHUS 3HAYUTEIIbHO u3MeHwnch [1, 57, 118, 127, 134, 153].

Ha cerogusmHuil 1aeHb W3BECTHO, YTO IIEPBOEC YIOMHUHAHUE O JaHHOMN
KapJIMOMHUONIATUM OTHOCUTCA eme K 1763 roay, kKorga UTalbsSHCKUN HCCIIEI0BaTENb
Jl>xoBanuu Mapwust Jlanun3u npeacraBui onucanue B cBoém tpyzae «De Motu Cordis et
Aneurysmatibus» HECKOJBKO KIMHHYECKHX CIydaeB C OTATOIICHHBIM CEMEHHBIM
aHAMHE30M B OTHOIIEGHUM CHUHKOMAJIbHBIX cocTosiHud u BCC B Tpéx-ueThIpéx
nokosnieHUsix [98]. Ilpu BCKpBHITUM BHE3AITHO YMEPIIMX MPEIACTABUTENICH ITHUX cemei
UCCIIe0BaTE b OOHAPYKUJT pacIIMpeHue MpaBbIX OTACIOB cepiama u aHeBpusmy I[1K
[98]. OTu npusnaku cumrarorcs cnenuduueckumu it AKMIT ¢ Boneyennem DK B
HacTosiee Bpems [61, 85].

Kpome toro, eme B Cpeanue Beka cooOmanoch O 3a00J€BaHUU >KUTEIEH
rpeueckoro octpoBa Hakcoc. KnmHuueckue mposiBieHUs ATOW OOJIE3HH BKIIIOYAIH
JAJJOHHO-CTOINHBI KEpaTO3 W IMIEPCTUCTHIE BOJIOCHI, @ TAK)K€ OMAaCHbIE IJIsl >KU3HU
Hapymenus putMma u ciiydau BCC [45]. Y nums B 1986 roay sto 3aboisieBanne ObLIO
3aperucTpupoBaHo kak Oone3Hb Hakcoca, a mosxke ompeseneHo Kak ocoOas dopma
AKMII [45, 63].

K mnepBbIM ke COBpEMEHHBIM ONUCAHMSIM JAHHON KapJAHMOMHOIATHH OTHOCST
KIIMHAYeCcKUe HaOmoneHns kKoHIa 70-x-Hadama 80-X IT. 0 24 B3pOCIHBIX IMAIMEHTOB C
xemynoukoBor Taxukapauen (OKT) m ameBpusmoit DK, oOycrnoBnenHoit ¢pudbpo3Ho-
YKUPOBBIM 3amelieHrneM Muokap/a [131]. BakHO OTMETUTD, UTO JTOKAJIU3aIUs aHEBPU3M
COOTBETCTBOBaJIa 00JIACTU “TPEyrojbHUKA AUCIUIA3UKU~ , 0OPa30BAHHOTO MPUTOYHBIM,
BbIXOAHOM otaenoM U Bepxymkod IDK [131]. Beuio mpeamonoxkeHo, 4YTO OSTOT
CUMIITOMOKOMIUIEKC ~ MOXET  OBITb  pe3yJbTaTOM  BPOXKJIEHHOIO  KJIETOYHO-
JUCIIIIACTUYECKOTO0 MPOIECCa, MOATOMY JUIsl 3TOTO 3a00JyieBaHUs ObLIO MPEAJIOAKEHO
Ha3BaHWE — apUTMOTCHHAs JHCIIa3us mpaBoro xeympouka (AJITDK) [131].

Cnenyet yuectb, uTo yxe B 1979 rony Obl1 nipeactanieH nepsbiii cinyyait BCC,
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BBI3BAaHHOM JaHHOM KapAUOMHUOIIATUEHN, Y MOJIOJOr0 Bpadya BO BPEMsI TCHHUCHOI'O Marya
B Mupano (Beneuus) [130]. On npencraisieT co00il «HYJIEBOr0» MalMEHTa U3 CEpUU
BCC or AKMII ¢ nopaxenuem IDK y mononbix mroaeil, omyOiIMKOBaHHBIX B New
England Journal of Medicine [130]. B mocieaytomux uccieIoBaHUsIX ObLIO JI0Ka3aHo,
YTO CIIOPTUBHAS aKTUBHOCTH yBennuuBaeT puck BCC y marmentoB ¢ AKMIT [153].

B 1995 ronmy Oonesnp cepama Obula BKJIIOYEHA B KJIacCU(DUKAIIUIO
Kapauomuonatuii BcemupHOUM opraHuzainyei 31paBOOXpaHEHHS 107 Ha3BaHHUEM
aputMoreHHas kapauomuonartus [DK [61].

N3navanpbHo  ¢enotun AKMII  xapakrtepuzoBajcs NpeUuMyIIECTBEHHBIM
nopaxxkenrem I[DK, a dopmbel 3a0oneBanus ¢ He3HauuTelbHBIM BoBIedeHueMm JDK
pacIeHUBAINCH KaK MPOrpecCHUpoBaHKe Mmarosiornyeckoro mpomecca [1, 19, 60, 153].
OnHako ¢ pa3BuTMeM 3HaHUW O TreHetudyeckord mnpupone AKMII u akTuBHBIM
ucrnonb3zoBanueM MPT cepaiia ¢ KOHTpacTUpOBaHHEM B BpadueOHOW MPAKTHUKE CTAJO
U3BECTHO, YTO Y HEKOTOPHIX TMAlMEHTOB HaOMIONAI0TCs JIEBOJAOMUHAHTHBIE U
OMBEeHTpUKYJsApHBIE (opMbl 3a0oneBanus [1, 57, 118, 127, 134, 153]. HoBble cBeneHus
pacmvpuian GEeHOTUITHMYECKHM CIIeKTp AToi matosoruu U B 2019 roay pabouas rpymmna
OO6mecTBa cepieyHOr0 puTMa O(UIIMATIBHO MIPUHsUIA O0Jiee IMUPOKOE ONpeieNieHue JIs
storo 3aboneBanust — AKMII, koTopoe BkirouaeT Bce Tpu ¢eHoruna [1, 57, 118, 127,
134, 153].

B nacrosiiee Bpems 10 cux nop cpeau uccienonareneit AKMII npogomxaroTcs
CIOpBl O TOM, KAakOH K€ TEPMHUH CIIEIyeT MCHOJb30BaTh HpPH OOO3HAYEHUU 3TOTO
3a0oeBaHusl.

Tak, B mocieqHUX pekoMeHAauusx EBporeiickoro o0miecTBa KapAuOJIOrOB IO
Kapauomuonatusam  oT 2023 roga peKOMEHIyeTCs TNOAXO0J, OCHOBAaHHBIM Ha
npeobiamaronemM (GeHOTUIIe TP IMMOCTaHOBKE auarHosa [1, 57]. DkcmepThl NPUHSIH
pelieHre O 3aKperieHu TEPMUHA, BKIIOYaroniero uzonupoanHoe nopaxenue DK u
OMBEHTPUKYIAPHBIN (eHoTun, a Gopma kapauomuonatuu ¢ mopaxkenuem JIK Obiia
OTHECEHA K HeaujatauoHHOW kapauomuonatuu JDK, koTopas onpenensieTcs Mpexae
BCEro HaJIMYKMEeM HeuleMuueckoro ¢pudpo3upoBanus win ;kupoBoro 3amemnenus JIK co

CHWXXEHHEeM wuiu 0e3 ero cucronudeckod ¢ynkuuu [1, 57]. Jpyras »xe rpymnmna
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uccienosareneii Bo rnaBe ¢ Corrado D. mnpeninokuiau KOHLENLHIO «PYyOLIOBOrO»
MOpaKEHUsT MHOKapja, 3akioyarouerocss B (UOPO3HO-)KUPOBOM  3aMELICHUU
KapJUOMHOLIUTOB BCIEJACTBUUM HUX THUOEIM M SBJISIOLIErocs CyOCTpaToM Kak IS
apUTMOTCHE3a, TaK M I CHCTOJIUYECKON MUCPYHKIMU 0Ooux kemynoukos [1, 134].
[loaTOMy JnaHHBIE HCCENOBAaTEIM PEKOMEHIOBAIM HAa3bIBaTh 3Ty KapAHMOMHOIATHIO
«pyOuoBasi/aputmoreHHas» [1, 134].

CoBceM HeJaBHO UCCIEA0BATENSAMU OB MPEJIOKEH COBEPILICHHO IPYToi MOAX0
K OINpEAENICHUIO U KiIacCU(pUKAILIMK 3TOr0 3a00J€BaHUs — F€HOTUII-OPUEHTHUPOBAHHBIN
[24, 65, 153]. DkcnepThl MoNararT, YTO UMEHHO T€HOTHIT OyJIET KIIFOUEBBIM KaK JIs
nuarHoctukun u omnpeaenenus tuna AKMIIL, Tak M TakTUKM BeleHUS MalleHTa

(crparudukaruu pucka BCC, pekoMeHaluu 1Mo crnopry u npouyee) [24, 65, 153].

1.3 I'eHeTnUecKkasi CTPYKTYypa apUTMOreHHON KApAMOMHUONIATHH

Xopomo u3BectHO, yTo AKMII sABnsieTcs reHEeTUYECKH-IEeTEPMUHUPOBAHHBIM
3aboneBanuem [54, 57, 84, 153].

BaxxHO OTMETHTH, YTO B OTIMYUE OT JPYTUX KapAUOMHUONATHH, OJHUM U3
KJIFOYEeBbIX AuarHoctuueckux kpurepueB AKMII cuntaetcst moioKUTENbHBIN pe3yabTaT
reHeTH4YecKoro ucciemoBanus [54, 57, 84, 153].

OcoOyi0 3HAaYMMOCTh TEHETHYECKOE TECTUPOBAHHE MPUOOPETAET B CIOKHBIX
JTUATHOCTUYECKUX CUTYAIUsX, HAIIPUMED, TIPU «HEKJIACCUYECKUX» hopMax 3a00JIeBaHUS
[153]. [osy4eHne MONOKHUTEIBHBIX PE3YJIbTATOB TC€HETUYCCKOTO aHAIM3a IO3BOJISET
OKOHYATEIbHO mOoATBepANTH auarHo3 AKMII, 4to cymecTBeHHO BiMsSeT Ha BBIOOD
CTpaTEeTuH JICUCHUS.

Ha nHavanbHOM 3Tanen3ydyeHuss TEHETUYECKOW MPUPOABI 3TOM KapJAUOMHUOIATHH,
CyIIECTBOBAJIO MHEHHME O €€ CBA3M C MAaTOJOTMEH KapAuadbHOM JECMOCOMBI C
MPEUMYIIECTBEHHO ayTOCOMHO-JOMUHAHTHBIM M PEXKE ayTOCOMHO-PELECCUBHBIM
TUIIAMH HacjaeaoBanus [54, 57, 84, 153]. OnHako Ha CErOMHAIIHUHN ACHb JI0Ka3aHa POJb
1 HEJCCMOCOMHBIX I€HOB B pa3BUTUHU JaHHOIo 3a0oneBanus [54, 57, 84, 153].

UccnenoBanne ke reHermdyeckux ocHoB AKMII nHawamocs ¢ aHanuza HAByX
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PELECCUBHBIX CUHAPOMOB, CBSI3aHHBIX C MOPAKEHHUEM CEpAlla U KOXKH, U3BECTHBIX Kak
6one3np Hakcoca u cungpom Kappaxans [31, 128]. Tak, cmyctsa 6omnee necsaTUieTus
nociie mnpu3HaHus Oone3Hn Hakcoca OBIT OTKPBIT T'€H IMTOCKEIETHOTO Oenka
naaxkoenobuna (JUP), sastonuiicss mpuuuHoii 3Toro 3adonesanus [31]. [IpumepHo B 310
e BpeMs B DKBaJIope IpyIina iepMaroioros Bo riase ¢ Carvajal-Huerta L. oonapyxuna
PCLIECCUBHYIO MYTAIlMIO TeHe, KoaupyronuMm Oenok aecMorutakua (DSP) B cembe ¢
nunatanuoHHo kapauomuonatuen (JIKMII) u kapamo-koxxusiM curapomom [48, 116,
128]. Ceroans cungpom Kappaxans oTtHocutca k rpynne ¢enoruno AKMII [60,
111,127].

brnarogapst mpoBe€HHBIM OTKPBITUSAM, ObUI WHUIIMHPOBAH II€JICHANPABICHHBIN
T€HETUYECKUIM aHaau3 JeCMOCOMHBIX OenkoB y marmueHTtoB ¢ AKMII [17, 153]. B
pe3yibTaTe 3TOro aHanu3a ObuT OOHAPYXKEH KacKajJ MyTalluil BO BCEX U3BECTHBIX T'€HAX,
KOJHUPYIOIINX JIECMOCOMHBIE Oenku, BKiItouas miakopmmmn-2 (PKP2), mecmorieunn-2

(DSG2) u pecmoxommu-2 (DSC2) (Pucynok 1) [17, 27, 110-113, 117].

-

8

~

O Baza OMIN [:] Jpyrae renst AKMIT

Y

- | CDED
2004 @
2005 @
| EDED
o | QDN
2009 | @B

]

[toss]
2017 m

2002
2003
2007
2010
2011
2012
2014
2015
2016

. Jecamocymonma . DnexTpodH3HOTOrHA . Snepuas odorouxa Kaerounas aresua

. Cesseiganne PHK Capxomep . Z-muck Tpyrue

*Bomesns Hakcoca
#Cunnpom Kapsaxana

Pucynok 1 —I'eHbl, CBA3aHHBIE C ApUTMOT€HHOM KapIMOMUOIIATHEN COTIIACHO TOY
oTKpbITHs. [[BeTOM 0003HAYEHO CYOKIETOUHOE PACIIONIOKEHHE W/WTH (QYHKIIMOHATIbHAS

CBSI3b. AJTANITHPOBAHO HA PYCCKU S3bIK [84]

CoBpeMeHHbIE UCCIe0BaHuUs MOKA3bIBAIOT, YTO KaK MUHUMYM y 50 % nanueHToB
¢ AKMII uneHTuduIMpoBaHbl MATOTEHHBIE WJIM BEPOATHO-NATOICHHBIE MYTallUM B
mecMocoMHBIX TeHax [117]. JlecMOCOMBI, SIBISIOIIAECS YaCThIO MEKKJICTOUHOM

CTPYKTYpbI, HM3BECTHOM KaK BCTABOYHBIM JHUCK, WIPAIOT KPUTHUYECKYKD pOJb B
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ANEKTPUUECKUX, META0OJIMYECKUX U CTPYKTYPHBIX (PYHKIHUSAX KapAHOMUOLUTOB. OHU
COCTOSIT U3 TPEX OCHOBHBIX Tpymn OENKOB: TpaHCMEMOPAHHBIX OENKOB (KaAre€pUHOB) —
DSC2, DSG2 u DSP, a takxe nuHkepHbix OenkoB, Takux kak JUP u PKP2, kotopsie

cBs3bIBaIOT Kaarepunsl ¢ DSP (Pucynok 2) [97, 117].

MexraeTousrOS

EEIIeCcTEC
BayTpHEIeTOZHOS BayTprEneTouroe
ESIIeCTEO ESIIecIs0

JdecMOorIeHH

JecMOIIIaKkHH
J

IInakormoOHH
N 2

Knetounas
MeMOpaHa

PucyHok 2 — Cxema CTpOeHHUsI 1eCMOCOMBL. AJTAITUPOBAHO HA PYCCKUM SI3bIK

[117]

[Ipumepno y tperu B3pocibix nanueHToB AKMII cBsd3ana ¢ maToreHHbBIMH
BapHaHTaMH, OTHOCSAIIIMMHUCS K HeAecMOCOMHBIM TeHaMm [34, 38, 60, 85, 97, 121]. Tak,
HanOoJIee YacTo Cpelr HEJECMOCOMHBIX TeHOB BeTpeuaroTcs amunun A/C (LMNA/C),
oecmun (DES), duramun C (FLNC), mpancmembpannwviti benox 43 (TMEM43),
puanoounossiii peyenmop-2 (RYR2), docghonamban (PLN) u mpancghopmupyrowuii
Gaxmop pocma-3 (TGFJ) [34, 38, 49, 60, 85, 121]. Kpome Toro, B HEKOTOPBIX CIIy4asx
OBIJI0 OOHAPY’KEHO, YTO TeHBI, KOJUPYIOIINE TAKNE aIT€3UBHBIC COSTUHUTETHHBIC OCITKH,
Kak a-[-kamenun (CTNNA3) u N-xaodeepun (CDH2), Taxxe UTparoT poJib B TaTOIeHE3e

AKMII, Tak Kak OHM y4acTBYIOT B MEKKJIETOYHOM B3aMMOJECHCTBUU KapJAUOMHUOLUTOB



20

[49]. Hapymiennas (yHKIHMS 3THX T€HOB NPHBOAUT K THOCIH KapIAOMHOIIUTOB U
3aMenIeHnI0 uX (UOpPO3HON TKaHBIO, a TAKXKE BBI3BAET M3MEHEHMS] MOHHBIX TOKOB U
aJIeKTpUIecKre HapymeHus [49].

Takum 00pa3oM, K CErogHSUIHEMY JIHIO M3BECTHO MPUMEPHO O 26 pa3invHbIX
reHax, cBs3aHHbIxX ¢ pazButueM AKMII [11, 97, 117]. OxHako HECMOTpS Ha OOJIBIION
MPOrpecc B U3YYCHUU M'EHETUYECKUX MPUUYUH ATOTO 3a00JI€BaHUsI, JO CUX MOP OCTAETCS
HESCHBIM, KaKu€ MMEHHO T'€HBI CIEAYeT CUUTATh OCHOBHBIMU JJISI JUATHOCTHUKU ITOTO
3a0oneBanus [17, 97, 153]. Tak, B sxcneptsl O01IECTBA CEPACYHOIO PUTMA MPUILLITH K
KOHCEHCYCY M MPEIJIOKUINA UCTIO0JIb30BATh NaHeb U3 15 reHoB miist nuarnoctuku AKMIT
[153]. Ora nanens Brar0ovaer cienyromue reusl: BAG3, DES, DSC2, DSG2, DSP, FLNC,
JUP, LDB3, LMNA, NKX2-5, PKP2, PLN, RBM20, SCN5A u TMEM43 [153]. Coracto
e HEJaBHEMY HCCIIEIOBAHUIO, MIPOBEIEHHOMY T'PYIIION KCIIEPTOB C MUCIOIb30BaHUEM
nosiykonuuectBeHHOM Mojenu ClinGen, ananu3 26 rteHoB, cBszaHHBIX ¢ AKMII,
MoKasaJ, 4To TOJbKO 8 u3 HuX umerT yoenutenbusie (PKP2, DSP, DSG2, DSC2, JUP,
TMEM43) wim ymepennsie (PLN, DES) moka3aTenbcTBa CBA3M C Pa3sBUTHEM STOTO
3a00JICBaHUsI M CUMTAOTCS OCHOBHBIMH TPUYMHAMH €ro BO3HUKHOBeHHs [97]. DToT
(bakT, BEpOsATHO, CBA3aH C BEICOKOM paclpOCTPAHHEHHOCTHIO MYTAIUi B YK3aHHBIX T€HAX
npu AKMII, 49T0 mupoko mpeacTaBiacHO B Hay4HO# jaurepatype [17, 127]. Baxuo
OTMETHUTh, YTO HEKOTOphle W3 26 TEHOB, KOTOphIC OBUIM MPEICTABICHHI B ITOM
UCCJICIOBAHNU, HE MPOJEMOHCTPUPOBAIN YOCAUTENbHBIX JOKA3aTeIbCTB CBS3H C
AKMII, BcTpeyaroTcss B peIKUX KIMHUYECKUX CIy4asiX MU B HACTOSLIEE BPEMS MMEIOT
orpanndennbie nanueie [49, 60, 127, 153]. Omnako oOHHM oOmpenenéHHO TPEOYIOT
JadbHEUIIEro U3y4eHUs U MOHUTOPHUHTA.

Cnegyer OTMETHTH, YTO MO JaHHBIM juTepatypsl, B 10-20% cnygasx npu
MOATBEPXKACHHOM monoxuTenbHoM (perorurie AKMII myranus octaeTcs HEM3BECTHOM
[153].

CoBpeMeHHbIE HCCIIEIOBAHUS MO3BOJIWIM HU3YYUTh T'€HOTUM-(PEHOTUIIUYECKUE
KOppPEJISIIUU TIPU TaHHOM 3a0oiieBaHUU. Tak, MOKa3aHO, YTO MYTAIMU B JIECMOCOMHBIX
reHax CBsA3aHbl C pa3BuTHeM kiaccudyecko Gopmbl AKMIIL, a myranuu B reHax, He

OTHOCAIIUMCA K ACCMOCOMAaM, CBA3aHbI C HGBOI[OMHH&THOﬁ nu 6I/IBeHTpI/IKYJ'I$IpHBIMI/I
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dbopmamu 3aboneBanus [49, 125, 153]. Myrtauuu B reHe PKP2, kak npaBuiio, cBsi3aHbl ¢
npaBogoMuHaTHON popmoit AKMII, a myramuu B Takux renax kak DSP, DSG2 u PLN
Jare BCTPEUYAIOTCS y MAIUEHTOB C «HEKJIIACCHYECKUMU» TUTIAaMU KapauomuonaTtuu [49,
125, 153].

B Hacrosmee BpeMs TEHOTUIIUPOBAHHE HMMEET 3HAYCHUE HE TOJBKO IS
JMArHOCTHUKH, HO U JIJIsl IPOTHO3UPOBAHUS TCUCHUS 3a00JIeBaHus U ero ucxo 108 [49, 60-
61, 125, 153]. B uccnenoBanuu Bhonsale u ero xomiern (2015), Obu1 nipoBe/icH aHAIU3
Biusausg TeHotuna Ha TedeHue AKMII [90]. Onu oOHapy»XWJIM, YTO MAIMEHTHI C
npaBoxkenynoukoBoit AKMII u Hamuyuem AByX wiu Oojiee MyTaluil (JIUTCHHBIC WU
CJIOKHBIE TETePO3UTOTHhIE MYyTallMd) UMeENIU O0oJjiee paHHEe Hauyajao 3a0oJieBaHUS,
nosbieHHbIN puck BCC, 6victpoe yxynmenne XCH mo cpaBHEHHIO ¢ TEMH, y KOTrO
obuta ToabKO omHa MyTtanus [90]. Kpome Toro, ObUIO BBISBICHO, YTO MyTallMd B FeHaX
DSP u PLN cBsizansl ¢ 6oiee BoicokuM puckoM nopakerus JOK [90]. dpyrue yuénnie
oOHapyxuiau cBsA3b Mexay mytarusimu B reHax DSP, DES, PLN, FLNC, TMEM43 u
XYAIIAM TIPOrHO30M, HoBbIeHHbIM puckoM BCC (Tab6muna 1) [59, 126].

CTOuT MOAYEPKHYTh, UTO B HACTOAIIEE BPEMsI TEHOTHUIT OTHOCSAT K (paKTOpaM pHcKa
BCC napsiny ¢ mosom, BO3pacToM, HAUTMYHUEM 0OMOPOKOB, KOJIMYECTBOM OTPUIIATENBHBIX
3yo1oB T m xenynoukoBbiX dkcTpacucton (KOC) mpu CyTOUHOM MOHUTOPHUPOBAHUHU
OKI' (CM-3KT'), a Takxke CTENeHbIO HApyIICHUS (PYHKIUU OOOMX >KEIYyJA0YKOB Yy

HaIMeHToB ¢ 3TUM 3aboieBanuem [49, 59-60, 125-126].

Tabnuna 1 — Tabnuila OCHOBHBIX TE€HOB apUTMOTCHHOW KapAHMOMHOINATHN W T€HOTHII-

(EHOTUITMYIECKIX KOPPEIIAHA. ATanTHPOBAHO Ha pycckwid si3bIk [49, 59-60, 125-126]

I'en benok Xpomocoma, ®opma Puck BCC
JIOKYC 3a00JIeBaHUS
JUP [TnaknornoOux 17921.2 IDK, buB —
DSP JlecMorakuH 6p24.3 JIX, buB KpaiiHe BBICOKUU
pPUCK
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I'en benok Xpomocoma, dopma Puck BCC
JIOKYC 3a00JeBaHUs
PKP2 [Inakopummmu-2 | 12p11.21 IDK, buB —
DSG2 Jecmornenn-2 18g12.1 IDK, JIK, buB —
DSC2 JlecMokomIMH-2 18g12.1 IDK,buB —
DES JlecMuH 2035 JIK, buB -
TMEMA43 | TpancmembOpan- 3p25.1 IDK, buB KpaiiHe BBICOKUI
HBII Oesok 43 PHCK
PLN dochonandan 6022.31 JIX, buB KpaiiHe BBICOKUI
pHCK

neBojgomuHaHTHas Gopma, [DK — nmpaBogomuHanTHas hopma

[Ipumeuanue: buB — 6uBentpuxynspuas popma, BCC — BHe3amHas cepaeunas cmeptsh, JIK —

Kpome Toro, TmiarenbHbll aHaM3 reHeTnueckux ocodennocreir AKMII kpaiine

BaXXCH I PA3BUTHUA FeHHOM TCparm  OJisd  JICUCHHUA 3TOI'O 3a00JIEBaHUS.

CETOJIHSIIHUN JIeHh pa3paboTaHa TEHHas Tepanus IJis TAaIMeHTOB C CaMbIM YacTo

BcTpevarontumcs renoturiom — PKP2 u Benytes kimandeckue ucnbitanus [108].

Takum oOpa3zom, riay0OKOe H3y4eHHUE W TOHUMAHUE TEHETUYECKUX AaCIIEKTOB

3a00eBaHUs WMEET OrPOMHOE 3HAaueHWEe JUIsl Pa3BUTHS TEPCOHATH3UPOBAHHOM

MEJIULINHBI U OLleHKU uHauBUAyanbHoro puck BCC y nanuentoB ¢ AKMIL

Henonnas INCHCTPAHTHOCTb M HU3MCHYHBOCTL OJKCIIPCCCHHN I'CHOB IIPHUBOAAT K

IHAPOKOMY CHEKTPY KIMHUYECKUX MPOSIBIICHUN JAHHOW MATOJOTHMM B pPaMKaXx JaxKe

1.4 Knnanyeckasi XapaKTePUCTUKA U CTAIUU 3200/ 1eBaHUA
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OJIHOW CEeMbU, HauMHasi C JIETKUX (PEHOTHUIOB U 3aKaHUYMBas TIKEIBIMU CIydasMH,
Biutouass BCC u 6uBentpukynsipuyo XCH [2; 6; 23].

Kak mpaBuno, y mnammentoB ¢ AKMII npu poxaeHun cepaue
MOPQOPYHKIIMOHAIBHO M CTPYKTYpHO HOpMajbHOe, a crnenupuyeckuid (HeHoTun
pa3BuBaeTCs Mo3xe. M3BecTHO, UTO Ha MEPBBIX CTAIUAX 3a00€BaHUs HecTlennpruuecKue
CUMIITOMBI B BUJIE CepAllcOueHni, 00U B TPyAM U OOMOPOKOB MOTYT BO3HHUKATh JIaXKe
0e3 SBHBIX HM3MEHEHUW CcO CTOpoHB MHokapaa. OtkinoHenus Ha OKI' o0ObryHO
NpeAmecTBYI0OT MOPGODYHKIIMOHATBHBIM  W3MEHEHMSIM, TaKUM KakK JHIaTaius
KEITYJTOYKOB, CUCTOJIMYECKAs AUCHYHKIUS M HAPYIICHUS JIBM)KCHUS CTEHOK, KOTOPbIC
CTaHOBSTCS 00Jiee 3aMETHBIMU 110 Mepe pa3BUTHs 3a0o0sieBaHUs. be3ycnoBHO, TSHKECTb
teueHuss AKMII 3aBUCHUT Kak OT 3JEKTPUUYECKOM HECTAOMIBLHOCTH CEpJilla, TaK U OT
nporpeccupoBanust XCH.

Jis AKMIT ¢ Bosieuenuem IT0K Sen-Chawdhry S. ¢ coaBTopamu cooOmuiu o

YeThIpeX PazIUYHBIX MPOrPECCUPYIOUINX CTaausX pa3Butus 3adoneBanus (Pucynok 3)

[49].

®  GeccMAMOMHOCHD
CyOKIHAHYeCKas ®  HEGOIMONCHO UOSHMUGUUUPOSAMD CINDYKIYPHBIE USMEHEHHA
CTagHsa ®  BCC moxcem Gbvimb HEPEBLM NPOREIEHUEM 3AD0TE6AHILA

*AEHBIE ITEKMPUYNECKUE HAPYVIUEHUR, IMAMNLETRE
DIeKTpHUECKaN HCETYAOUKOEHLE APUNLMILL
cTagnsg *BCC

~

HegocTaTo4HOCTE
IIPOI'PECCHPYIOIIEE
TEYEHHE

ILK
l 4 '
] BHeeHRTpHKyIApHaA

HeOOCTATOIHOCTE

Pucynok 3 — Ctaguu pa3BUTHS apUTMOTCHHON KapauoMuonaTuu [22]

IIpumeuanune: BCC — BHe3anHas cepaeunas cmepts, IDK — npaBblii sxemynouek
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[lepBas, «morucrosoruyeckas» (CyOkIMHHUYecKas) (a3za, OXBaThIBa€T IMEPUOJ]
BPEMEHHU MEXAy POKICHHEM M HauyajaoMm 3abojeBaHus. B 3TOT mepuos U3MEHEHHS B
MHUOKapJie pa3BUBAIOTCS MEIJICHHO. TeM He MeHee, SKCTIEPUMEHTAIbHbIE UCCIICIOBAHUS
Ha XUBOTHBIX mokazaiu, yto BCC uz-3a ¢ubpwuisauuun sxenygoukoB (DXK) moxer
BO3HUKHYTH JAaXe B 3Ty (azy, 10 pa3BUTHUs HUOPO3HO-KUPOBBIX NOPAKEHUN MHOKApIA
[107, 139]. Bo Bpemsi «CyOKJIMHUYECKOI» CTaauM TPYAHO TUATHOCTHUPOBATH JAHHYIO
KapJIMOMHUONATUIO, TTOCKOJBKY PE3yJIbTaThl BU3YAIU3UPYIOIIUX HCCIIEIOBAHUN eIIé He
BBISIBJIIIOT M3MEHEeHHI B Muokape [19, 49, 121, 153].

Bropas cramus, «dnekTpuyeckas», Xapakrepusyercsa —mnosBieHueM KA,
U3MEHEHHUSMHU TIPOIIECCOB JCMOJSIPU3AMN U PEMOJISIPU3ALUU JKEITYJ0UYKOB, a TaKkKe
U3MEHEHUSIMHU CTPYKTypbl Muokapga DK B Bume ¢uOpO3HBIX M3MEHEHHH, KOTOPHIC
SBISIIOTCS  cyOcTparoM pasBuTus aputvuil. Onuzonsl KT Moryt mporekath Kak
OCCCUMITOMHO WM C HE3HAYUTEIbHBIMH CHMIITOMaMU, TaK M COIMPOBOXKIATHCS
cuHKOMaabHbIMU cocTossHusaMu u BCC [19, 49, 121, 153]. CumnromoB XCH Ha BTOpOIif
CTa/INH €IIIe HEeT.

[locnenyronue craguu SIBISIIOTCS CJEICTBHEM 3aMEHBbl HOPMAJbHOTO MHOKap/a
¢bubpo3HOIt/ GUOPO3HO-)KUPOBON TKAHBIO B HAIIPABICHUH U3 CyO3MUKApAUATBHBIX CIIOCB
B CyOdHIOKapaUadbHble, M BIOCIEACTBUH MPOTPECCUPOBAHUE TPAHCMYPATBHOIO
¢ubpo3a BBHI3BIBAET HCTOHUECHHWE MHOKap/ia, PErHOHAJIbHBIC HAPYIICHHUS JIBUKEHUS
CTEHKM H >XenyaoukoByro muchynknuro [19, 49, 121, 137, 153]. Kinunuueckue
MPOSIBIICHUS JTAHHBIX CTaJuil Xapakrepusyiorcs nporpeccupytomiein XCH [19, 49, 121,
137, 153].

EctectBennoe teuenue mnopaxenus JDK nmpu AKMII uszyueno mioxo. OpgHako
OoJjilee TO3JHME WCCICIOBAaHMS TIOKa3ald, 4YTO TaToJorudeckuii mporecc B JDK
uaeHTryeH takoomy B ITK [29, 60, 101, 137, 140]. Tem He MeHee psiT HCCIIEIOBATEIICH
YKa3bIBAIOT Ha pPa3jIuyusi B TEYEHUU MPABOJIOMUHATHOW M JIEBOJJOMUHAHTHOU (opm
3aboneBanus. Tak, HapuMmep, y manueHToB ¢ nopaxennem JDK Hambosee BbIpakeHBI
cumntombl XCH, a misg naunenTtoB ¢ BoBieueHueM [DK, ugamie Bcero xapakTepHbI

apuTMuYeckue nposisieHus [28, 55, 60, 145]. Haubosee Tsokenoe TeueHre HaOI01aeTCs
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y MaIMEHTOB C JICBOJIOMUHAHTHOW U OMBEHTPUKYIIApHOU hopmamu 3abosneBanus [28, 55,
153].

Cnengyer mog4eTpkHyTh, uTto npu Bcex (peHotunax AKMII coxpansercs puck
BCC, koTopblii MOKET Pe3KO BO3pacTaTh MO0 MEepe MPOrpecCUpoBaHus 3aboiieBanus [57,
153].

B nacrosiiee Bpemsi B MUpe aKTUBHO OOCYIKJIa€TCsl paHee HE ONMHUCAHHOE, KpaifHe
penkoe nposiienne AKMII, o koTopom ele HE TOBOPUJIM HECKOJBKO JIET Hazal, —
«ropsivyass» (aza 3aboneBanus. [lposBienue «ropsiueit» dazer nmpu  AKMII
peructpupyetcs y 4—5% nanuenTtoB [88]. [laHHOe KIMHUYECKOE SBJICHUE MIPEACTABISET
c000¥i AMK30/1 ¢ TPU3HAKAMH U CUMIITOMaMU, TTIOX0KHUMH Ha MHOKapAUT — 00JIb B TPY/IH,
MOTJIMBOCTh, CEPAIIcOMEHNE, a TAaK)Ke COMPOBOXKIACTCS MOBBIIIIEHUEM TporoHuHa | 6e3
MOPXKECHUS pyciia KOpoHapHBIX apTepuit [60, 88]. DTo nposBiieHHE Yallle BCTpeUaeTcs y
JIUIT MOJIOJIOTO BO3pacTa, ¢ OOJIBbIICH JOJIeH MaiueHToB B AeTckod nmonyismnuu [88]. B
HACTOAIIlEe BpeMsl B JIMTEpPATypE OIMMUCAHBI JIMIIb OTACNIbHbIE CIIy4au WM HEOOJNbIINE
TPYIIIBI MAIMEHTOB, Y KOTOPBIX HaOmromanuchk 3T cuMmntomMsl [16, 30, 54, 56, 65, 81,
119]. «l'opsiyas» ¢aza mMoxer ObITh caMbiM paHHUM mpuzHakoM AKMII, korma y
naueHTa emnie HeT MOpPPOPYHKIIMOHATBHBIX W/WIH CTPYKTYPHBIX U3MEHEHUI B CEep/IIIE,
U eMy OMHOOYHO IUArHOCTUPYIOT npyroe 3abosieBanue. Hampumep, HEKOTOpHIM
NalMEeHTaM U3HAYAJIbHO CTABUJIM TAKHE AUArHO3bl, KAK OCTPbIA MHUOKAPAUT WIH OCTPBIN
uH(papKT MHOKapaa 6e3 MmopakeHHs KOPOHAPHBIX apTepuid, HO MO3KE YCTaHABIUBAIU
auarno3 AKMII [88]. Cpenu ydeHBIX MpOMOIDKACTCS AWCKYCCHS O POJH JTaHHOTO
CUMIITOMA B TeueHUH 3a0oneBanusa. HekoTopbie aBTOpHI MOJIAraloT, 4To «ropsyas» dasza
ABISeTCS OMHMM U3 mepBbix mpossieHuit AKMII u sBnsercs cnenctBuem rubdenu
MHOLIUTOB, BBI3BIBAIOIIECH BOCHATUTEIBHYIO PEAKIUIO U KIMHUYECKH MPOSIBISIONIYIOCS
MHOKapAUTONOA00HBIM cuMIToMOKOMILIekcoM [138]. B ToM umciie MMerOTCsl OmMcaHus
Ciy4aeB «ropsuei» (a3bl, BOSHUKAIONIEH Ha pa3HbIX CTaAusIX 3a001eBaHuUs, HO BCEraa
SBIIIONIETOCST TPUTTEPOM TporpeccupoBanus 3aboneBanus [16, 81, 88, 145]. Tak,
CUCTEMAaTHUYECKU 0030p Mo «ropsueit» ¢ase, mpoBeAEHHBIN yuéHbiMU U3 [lagyaHckoro

yHuBepcuteta B 2022 roay, mokasaja, 4TO y HEKOTOPBIX MAIMEHTOB 00Jib B TPyAu C
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BBICBOOOXJACHUEM MHUOKapAHAIbHBIX (EPMEHTOB BO3HUKala Oojiee OIHOrO pasa
(MakcuMyM 6 3aperucTpUPOBaHHBIX AMTU3010B) [88].

HccnenoBanusi TakXke MOKAa3bIBAIOT, 4YTO SIU30Jbl «ropsyer» (a3pl MOTyT
BO3HUKaTh Npu pasznuusHbix peHorunax AKMII, Ho yaile BcTpedaroTcsl y NAlMEHTOB C
JIeBOCTOpOHHEH dopmoit 3a0oneBanus [56, 114, 119]. Taxxke Obl1a 0OHaApyKeHA CBSI3b
sToro ¢eHomena c onpeneneHHbiMu renamu AKMIIL. Mytanuu B rene DSP nau6Goinee
pacIpoCTpaHEeHBI CPEIU MAITUEHTOB C «Topsiuei» ¢a3oi, a Takxke MmyTtanuu B reHax PKP2
u DSG2 [3, 30, 52, 65, 119].

Taxum o6pazom, AKMII nposiBnsieTcss MHOTOJMKOCTbIO KITMHUYECKUX CUMIITOMOB,

4TO 3aTpyAHACT CBOCBPCMCHHOC BLIABJICHUC HaCHeHCTBCHHOﬁ IIaTOJOTNH
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1.5 /InarHocTuka u jieueHue 3a00J1eBaHHSI

OOuue NpUHUMIBI AUATHOCTUKHU

Jnarnoctuka AKMII Ha cerogHsmHuii AeHb OCTACTCS CJIOXKHOM 3ajadc,
MMOCKOJIbKY HE CYIIECTBYET €IMHOI0 «30J0TOr0 CTaHAapTa» JJjIsl BBISBICHHS JaHHOTO
3a00JIeBaHMs, a TAKXKE B CBSA3U C HAUIMYUEM Psifia poOJieM, CBSI3aHHBIX C 0COOCHHOCTSIMU
OKI' oTKJIOHEHMI, MHOXKECTBOM BO3MOXHBIX MpU4MH JKA, TPyAHOCTSIMU B OILICHKE
BU3yaJIU3allUM CepJlla M XapaKTepUCTHKU CTPYKTypbl MuOKapnaa. Kpome Toro,
CYILIECTBYET CJIOKHOCTh B MHTEPIPETALMH PE3YJIbTATOB MOJICKYJISIPHO-TEHETHUYECKOTO
TECTUPOBAHUSI W3-32 HETOJHOTO MMOHUMAHHS TEHETHYECKUX OCOOCHHOCTEH M OOJIBIIOTO
KOJIMYECTBA «TCHETHYECKOr0 IIyMa», 4YTO TaKXKe IOBBIINIACT PHUCK HENPaBUIbHOU
nauarnoctukw [153].

[TocTaHOBKa JaMarHo3a OCHOBBIBACTCS HA COBOKYMHOCTH MHOYKECTBEHHBIX
NaTOJIOTUYECKUX HAXOJIOK, OOHAPY>KEHHBIX C MOMOIIBIO PA3IMYHBIX TUArHOCTHUYECKUX
METOJIOB, KOTOpble OOBEIUWHEHBI B CIOXKHBIM Habop KputepueB. Tak, B OCHOBe
COBPEMEHHOW TUArHOCTUKHU JaHHOW KapJIHOMHUOMATUU JIEKUT MHOTONApAMETPUUYECKUM
MOJXO/, OXBaThIBaIOmIMKM 6 Kateropuii kputepueB: 1) MopdhodyHKIIMOHATBEHBIC
MU3MEHEHHUS )KEITyI0YKOB; 2) CTPYKTYPHBIE aHOMAaJIMM MUOKap/ia Ha OCHOBE PE3yJIbTaTOB
XapaKTEpUCTUKU TKaHeH; 3) aenossipu3alvoHHble U 4) penonspusanuoHHbie OKI
n3menenus; 5) XKA; u 6) ceMelinblii aHaMHe3/TeHeTHUECKHE AaHHbIe [68-69, 122, 127].

BaxxHO MOJYEPKHYTh, YTO 3a MOCJIEIHUE JIBA AECATUIETUS NU3MEHUIIUCH HE TOIBKO

npcacTaBJICHNA O CaMOM 3a6OH€BaHI/IH, HO TaxK)KXC H IIOAXOAbl K €ro AHMArHOCTHKC

(Tabsmna 2).
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Tabnuua 2 — OBodronUs JUarHOCTUYECKUX KPUTEPUEB apUTMOI€HHOM KapIMOMUOTIaTH!

U X CpaBHHTEIbHAS XapakTepucTuka [68-69, 122, 127, 146]

Kpurepun OcHoBHas OrpanndeHus HoBoBBenenus
KOHIIETILIHS
TFC 1994 r. JTMAarHOCTHKA -OTCYTCTBHE —
(McKenna W.J.) AKMII ¢ KOJIUYCCTBEHHBIX
nopaxxennem [DK [1apaMeTpPOB
-OTCYTCTBHE
TEHETUYECKUX
KPUTEPUEB
-HEJJ0O0IIEHKA
aPUTMUYECKHUX
KPUTEPUEB
TFC 2010 r. JTMAarHOCTHKA -OTCYTCTBHE -BBEICHUE
(Marcus F.1.) AKMII ¢ KPUTEPUEB IS TeHETUYECKHIX
nopaxenuem IDK | «Hekmaccuyeckux KpUTEPUEB
» (hopm -IIPUMEHEHUE
3a00J1eBaHUS KOJINYE€CTBEHHBIX
MapaMeTpoB IS
onenku [ DK
-00JIbIIIC BHUMAHUS
aneKTpokapauorpad
WYECKUM U
APUTMHUYECKUM
KPUTEPUSIM
The Padua Criteria JIMATHOCTUKA 3aBUCUMOCTbh -BO3MOKHOCTD
2020 T. 11000i PopMBI BepUUKAITIU JUATHOCTUKH (PopM
(Corrado D.) AKMII AKMITJIDK ot | ¢ mopaxkenuem JIK
MOJIOKUTEIBHOTO | -BaXKHOCTH (prbpo3a,
TEHOTHIIA 00HapyKEHHOTO 10
MPT cepaua c
KOHTPACTUPOBAHUEM
TFC 2023 r. JAarHOCTHKA HEJIOOLICHKA -HAJIM4Ke pyo1na Kax
(Corrado D.) 10001 PopMBI TE€HOTHUIIA 00s13aTEIbHBIN
AKMII KpUTEPUH JJIs1
JIUarHOCTUKH
IIpumeuanne: AKMII — apurmorenHas kapauomuonarusi, JOK — neBbiil xemynouek, MPT —
MarHuTHO-pe3oHaHcHast Tomorpadusi, [DK — npaserii sxenynouek, TFC — Task Force Criteria




29

Tak, nuarnoctuuecknii mytb AKMII ¢ nmopaxenuem IDK nauvanca eme B 1994
rony, korga McKenna W. u coaBropaMu ObUITH MPEJI0KEHBI MEPBbIC JUATHOCTHUECKUE
kputepun [/0]. Crparterust ucnoip3oBaHus KputepueB 1994 roma 3akiovanach B
00bEeIMHEHUU MPUMEHEHUS XapaKTEPUCTUK U3 6 pa3HbIX KaTeropuii: riiodanbHas WU
peruoHanbHas JUCPYHKIUA W CTpykTypHble u3MeHenus B IDK, oOHapyKeHHBIE C
MOMOIIBI0O  METOJOB  BHU3YyaJW3allMU;  XapaKTEPUCTUKA TKAHU C  TOMOIIBIO
SHJOMUOKapauaabHOl Ouoncuu (OMB); HapylieHus NpPoONEcCOB penoispu3aluu U
nenossipu3anuu o gaHabM OKT; KA ; cemeiinbiii anamues [7/0]. OTaenbHbIe KpUTEPUH
CUUTAINCH «OCHOBHBIMH» («OOJBITUMUY») WIH «BTOPOCTEIIEHHBIMHY («MaJIbIMH») B
3aBUCUMOCTHU OT UX CHEUUPUIHOCTH I pa3nudus mpaBogoMuHanTHOU Gopmbr AKMIT
U JIpyrux 3a00JeBaHMI CepAlla CO CXOXEH KIMHUYECKOW KapTHUHOW, B OCHOBHOM
uanonarnyeckod KT Beixognoro tpakra [DK wim OuBentpuxynspuoit JKMIL
JInarHOCTUYECKUM allrOpUTM, NpeIokeHHbIN B 1994 rony, aist Bepudukamun AKMII ¢
nopaxenuem [1K tpeGoBan Hanuuus y nanueHTa JM00 2 «OCHOBHBIX» KPUTEPHUEB, MO0
l «OCHOBHOTO» M 2 «BTOPOCTENECHHBIX» KpPUTEPHUEB, JHOO 4 «BTOPOCTEIICHHBIX)
KpPHUTEPUEB, BCe U3 pa3HbIX kateropuii [70].

Onnako kputepun 1994 rToma He oOmagalii YyBCTBUTEIBHOCTBIO  JUIS
OCCCHMIITOMHBIX TAIIMCHTOB W HayajdbHBIX (a3 3aboneBaHus. BeposTHO, 3TO OBLIO
CBSI3aHO C TEM, YTO MEPBOHAYAIBHBIC KPUTEPUU ObUTH OCHOBAHBI IIPEUMYIIIECTBEHHO Ha
OMbITE Bpayei, KOTOpPHIE B MEPBYID OUEPEb CTAIKUBAIKNCH C TAKEIBIMU U MO3IHUMU
cragusmu AKMII ¢ BoBineuenuem IDK.

BaxxHO MOAYEPKHYTh, YTO JaHHbIE KPUTEPUH OTpa)Xalu MNPEHUMYIIECTBEHHO
KaueCTBEHHBIEC XapaKTEPUCTUKH MATOJIOTUYECKUX U3MEHEHHUM, a HE KOJIMYECTBEHHBIE, U
COOTBETCTBEHHO MUMEJIH OINPEEICHHbBIE HEJJOCTATKUA B IPAKTUUYECKOM MCIOJIb30BaHUU.

Tak, ocHOBHOE orpaHudyeHue kputepreB 1994 roga ObUIO CBSI3AHO C OTCYTCTBHEM
KOJIMYECTBEHHBIX TOKa3aTele mis oneHku mwnaranuu/nuchynakmum [DK u crenenu
¢bubpo3a mpu rucronorndeckom anaim3e [67, 151]. Kpome TOro, apurMmueckue
MpOSIBJICHUS 3a00JICBaHUS CUUTAINCH JOMOJHUTEIbHBIMU KpUTEpUsiMHU. Takxke He

YUUTBIBAIMCH TeHeTHYeckue acriekTel AKMIT [67, 122].
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B Buny 6sicTporo Hakorienus 3Hanuii 00 AKMII ¢ nopaxenunem IDK B 2010 rogy
OBbUTM TIPEJUIOKEHBl yCOBEPIICHCTBOBAHHBIE KpPUTEPUM MexXAyHApOIHON IIeleBOM
rpynmbel — Task Force Criteria (TFC 2010) ¢ menbio yCTpaHEHUs TaKUX OTPAHUYCHHI.
Tak, TFC 2010 3HaYMTENHHO MOBBICHJIM YYBCTBUTEIBLHOCTh MPEIBIAYIIUX Oyarojaps
MPEeXKAE BCETO BKIIOUCHHIO KOJIMUYECTBEHHBIX MapaMeTpPOB JJIsi OLIEHKU CTPYKTYPBI U
byaxkuuu IDK [68]. bonbmas 3HaunmocTh B AuarHoctuke npuaaBaigack OKI u
apUTMHUYECKUM acrnektaM 3aboneBanus. Hanuure puOpo3HO-KMPOBOTO 3aMEIIEHUS 10
TUCTOJIOTUYECKOMY HUCCJIEOBaHMUS OBbUIO OTHECEHO K «OCHOBHOMY» KPUTEPHIO
3aboneBanus. He MeHee BaXHBIM HOBOBBEJCHHEM ObLIa MIASHTU(UKAIIMS MAaTOTEHHBIX
WM BEPOSITHO MATOTC€HHBIX T€HETUYECKUX BapUAHTOB B KAU€CTBE OCHOBHOTO KPUTEPHUS
3a0oneBanus [68]. Tem caMbIM Obljla MOAYEPKHYTA 3HAUUTEIbHAS POJIb TEHETUYECKUX
myTtauuii B maroreHe3e u pazputum AKMIIL. Kpome toro, kpurepum 2010 rona
pacUIMpUIN TUArHOCTUYECKUIN JTMara3oH, OMpeIesivB JIBa HOBBIX (peHOTHUIIA, & UMEHHO
«TOTPAaHUYHOTO» U  «BO3MOXHOTO», KOTOpPBIE COOTBETCTBYIOT  OIpPEACICHHON
COBOKYITHOCTH «OCHOBHBIX»/ «BTOPOCTENEHHBIX» kputepues [122]. HecmoTtps Ha TO, 4TO
TU KPUTEPHHU MPOAEMOHCTPUPOBAIM XOPOIIEE MPUMEHEHUE [JIs OINpEeeTICHUs
UCKIIIOYUTENBHO  mpaBogomMuHaTHOoro  (enoruna AKMII, wum He xBatano
YyBCTBUTEJIBHOCTH IS BBIABICHUS PopM 3aboneBanus ¢ mopaxenuem JIK.

B cBi3u ¢ stum B 2019 romy MexayHapojaHash Tpyla »dKCIEPTOB IO
KapauoMuonatusM mnepecmoTpena kputepuud 2010 roma, mogYEepKHYB TPU OCHOBHBIC
00JacTH JIA UX YIYUYIICHUS C IEIbI0 MOBBIMICHUS TOYHOCTA JTUATHOCTUKH JII0OOTO
denorunna AKMII: 1) HeoOxoaumocTs moBbIieHus poiaun MPT cepaiia He TOMBKO AJIs
Moph o YHKITMOHATBHOM OIEHKH, HO M JJISI XapaKTePHUCTHKU TKaHU; 2) HEOOXO0IUMOCTh
KOHKPETHBIX JuarHoctuueckux kpurepueB mnopaxenus JDK; 3) paccmorpenue
F€HETUYECKOI0 TECTUPOBAHUA B KA4YECTBE «OCHOBHOTO» KPUTEPHUSI, MO3BOJSIOIIETO
JUAarHOCTUPOBaTh 3a00JieBaHUE JIaK€ TMpPU OTCYTCTBUM MOP(OJIOTUYECKUX U
(GYHKITMOHAIBHBIX H3MEHEHUH JKETyI0YKOB (B OTJIMUKE OT APYTHUX 3a00JIEBAaHUM CEP/IIa,
MIPU KOTOPBIX JAMArHo3 Bcerjaa TpeOyeT NEMOHCTpPalMM KIMHUYECKUX OTKIOHEHHH, a

TCeHETUICCKOE TECTUPOBAHUE MCIIONIBb3yeTes s Bepudukamum) [32, 62]. B gomoiHenue
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K 3TOMY 3KCHEPTHI MOAYEPKHYIU HEOOXOAUMOCTh MEPECMOTPA KOHKPETHBIX KPUTEPHUEB
U ISl TuarHoctuku ¢popm ¢ mopakenuem [1K [153].

B 2020 romy yuenbiMu u3 IlagyaHCKOro yHHMBEpPCHTETA NIpPU MNOAACPIKKE
MEXIYHApPOJIHBIX KOJUJIET, ONMHpasch Ha KOHCEHCYCHble pexkoMeHianuu OOuiecTBa Mo
U3y4YeHuIo cepaeyHoro putma [153], Obutm pa3zpaboTaHbl HMONMYOJMKOBAHBI HOBBIE
nuarHoctuueckne kpurepun AKMIL Otu, Tak HaswsiBaemble «llagyaHCKHe KpUTEpHUM»
BHepBbIe yunuThiBau nopaxenue kak [DK, tak JODK nmpu AKMII [122].

I[loMuMO BBEAEHUS JOUArHOCTUYECKUX KPUTEPUEB ISl «HEKJIACCUUYECKUX»
(eHOTHUIOB, BAXKHBIM 3aKJIIOUEHUEM HKCIIEPTOB CTAJO MPU3HAHUE TOTrO, YTO TOJBKO
Hauu4yus TNaTtoreHHelx Mmytanui, anomanuii DKI' wim KA yxe HeZoCcTaToOyHO JIJis
muarHoctukun AKMII. Jlnsg mocTaHOBKM quarHo3a KapJIUOMHUOMNATHH JOJIKEH OBbITh IO
KpaitHeit Mepe oJiuH MOpG O YHKIIMOHATIBHBIM WM CTPYKTYPHBINH KPUTEPUHN MOPAKEHUS
IDK wm JDK, «Oonbuioit» wuimu «BTOpocTeneHHbIH» [122]. Tak, B ciy4ae
OMBEHTPHUKYJISIPHOTO dbeHoTtuma AKMII HaJIN4YME
Mop (oD yHKIIMOHATBHBIX/CTPYKTYpHBIX KputepueB nopaxenusi IDK rapantupyert, uto
comytcTBytoiee JOK mopakenue siBisieTcss cienupuUHbIMUA AJia 3a00sieBaHus. YTOObI
JUArHOCTUPOBATh U30JMPOBAHHYIO JIEBOJIOMUHAHTHYIO (OPMY HEOOXOIUMO COUYETAHUE
MOJIOKUTEILHOTO Pe3yJIbTaTa FTEHETUYECKOTO 00CIEA0BAHMS M OOJIBIIOTO CTPYKTYPHOTO
kputepust [67]. Ilom crpykrypubiMu wu3MeneHussMu npu AKMII moapasymeBaroT
(GuOpPO3HO-KHPOBOE 3aMeIlleHHe MHOKapjaa. B  maHHOW KaTeropuu, COTJIACHO
[Tagyanckomy moaxoay, MIPUCYTCTBYIOT TOJIBKO «OOJIBIINEY KPUTEPUH, OCHOBAaHHBIC HA
nanHbIX MPT cepania ¢ KOHTpaCTUPOBAHUEM, UTO TOAYEPKUBAIOT BBICOKYIO 3HAUMMOCTh
pPEe3yIBTATOB ATOr0 MCCieAOBaHUS g ompeaencHus BomiedeHus JIDK [122]. Takxe
BaXXHO OTMETHUTh, Y mnanueHtoB ¢ AKMII ¢ mopaxennem JIK dubposnoe 3amemnienne
JDK mporpeccupyeT OT cyOsmUKapAMadbHBIX 10 CYOSHAOKAPAHAIBHBIX CIOEB, YTO
MPUBOJIUT K TPAHCMYPAIbHBIM (PUOPO3HBIM TOPAKEHUSIM M OOIIMPHOMY HMCTOHUYCHHIO
ero creHku [25, 134]. WmenHo Takas nokaim3anus GUOPO3HBIX U3MEHEHUH OTIMYaeT
AKMII oT cxoxkux ¢ HUM 3a00JI€BaHUM.

Bonee Toro, B kputepusix 2020 roga pudbposnoe 3amenienue npu IMb sBusercs

«OCHOBHBIM», O6H3py>KCHI/Ie sncuinoH-BoaHEI Ha OKI' sBisercs «BTOPOCTCIICHHBIM»
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KpUTEPHEM, a MO3AHUE NoTeHuHabl xkenyaoukoB (ITIDK) na ycpeanenHoit no curnaiy
OKI' Oosbllle HE YYUTHIBAIOTCA JUISl TMATHOCTUKHM M3-3a HU3KOM JUArHOCTUYECKOU
tTouHoctu [122].

Huarnoctuka AKMII ¢ ucnionszoBanue IlagyaHckux KpuTEPUEB, OCYILIECTBIISIETCS
B HECKOJIbKO 3TanoB. [lepBbIM 3TanoM siBisgeTcs uAeHTU(UKAIMS KaKOro-Iu00 U3 Tpex
OCHOBHBIX (PEHOTUNHMYECKUX BapUAHTOB. BTOpbIM - ompejeneHre BEPOSTHOCTH
JIMarHo3a: «OIpeeTICHHbIN» JUAarHo3 MOATBEPKIAETCS, €CIIU €CTh JIM00 2 «OCHOBHBIX»
Kputepus, JuO0 | «OCHOBHOW» U 2 «BTOPOCTENEHHBIX» KpuTepus, audo 4
«BTOPOCTETICHHBIX» KPUTEPHS; «ITOTPAHUYHBII TUAaTrHO3, €CIIN €CTh IM00 1 «OCHOBHOI
U | «BTOpOCTENIEHHBIW» KpUTEPUH, THOO 3 «BTOPOCTENEHHBIX)» KPUTEPUS; «BO3ZMOKHBII»
JMAarHo3, €ciu ecTh Ju00 1 «OCHOBHOW» KpuUTepuid, MO0 2 «BTOPOCTETIECHHBIX)
kputepus. Ha 3aBepiaromiem 3tamne npoucXoAUT ONPeAesIeHUEe THOIOTHH 3a00IeBaHUS
coriacHo redotuny [122]. [locnennue u3MEeHEHHsI 1 YTOUHEHHS STUX KpUTEpHUEB ObUIH
omyOnukoBaHel B KoHie 2023 roma B KauecTBe KpuTepueB EBporielickoil 1eneBoi
TPYIIBl  «IITAa0-KBapTUPOH» MeXayHapoaHbIx »kcreptoB AKMII.  EBpomeiickue
kputepun 2023 rona, oOHOBIEHHBIE HA OCHOBE [lajyaHCKUX KpuTEpHeB, HAPaBIIEHbI HA
MOBBIIIEHUE TOYHOCTH M JOCTOBEPHOCTH JIMArHOCTHKH, YJEJsisi 0co00e BHUMAaHHUE
nopaxkennto JK, KoTopoe 4acTo HEMPaBUIJIBHO TPAKTYETCA WM HE NHATHOCTUPYETCH.
[127]. OcnoBHoe pasmuume Mexay kputepusimu Ilagyum 2020 roma u KpUTEpHSAMHU
nieseBoi rpynmnsl 2023 roga 3akiI04aeTCs B ONPEACIICHUH JICBOJIOMUHAHTHOTO (PeHOTHUIIA
AKMII. Cornacno kpurepusm I[lanyu 2020 roma, AKMII ¢ nopaxenuem JDK moxer
OBITh JTUArHOCTUPOBAHA TOJIBKO TMPHU TMOJOKUTEIBHOM pPE3yJdbTaTe TE€HETHYECKOTO
UCCIIEIOBAHUS, TEM  CaMbIM  HUCKIIOYas  COCTOSHMS,  XapaKTEPHU3YIOIIHECs
HeulemMudeckuM pyoneBanvemM JDK W KelyJZOYKOBBIMM HApyIICHUSIMH pUTMA,
BTOPUYHBIMU 1o OTHOILIEHUIO K IpYrum ATUOJIOTUSIM (manpumep,
MIOCTMUOKAPJIUTUYECKUE) WM  T€, KOTOpbIE  SBISIOTCS  MIUONATUYECKUMHU
(oTpuLaTeNbHOE TEHETUYECKOE TECTUPOBaHUE 0€3 UACHTUDUIMPYEMBIX MPUYUH).
Onnako, Hantpumep, nanueHT ¢ KA ¢ mopdonorueit 6:10kapl mpaBoit HOXKH Iy4dka [ uca
(BITHIIT) w  cyOsnmukapAvaibHBIM/UHTPAMYPAIbHBIM  MO3AHUM  YCHIICHHUEM

KOHTpacTtupoBanus 1o nanHsiM MPT cepana, Ho 6e3 nunatauuu/auchynkuuu JOK npu
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OTpULIATEIBLHOM T€HOTHUIIE napaioKCcalbHbIM o0Opazom OCTaHEeTCs HE
AMAarHOCTHPOBAHHBIM, JaXke TMPH TIOJOXKHUTEIBbHOM CeMEeHHOM aHamHe3ze [146].
Hanportus, eBponeiickue kputepun 2023 roma MO3BOJAKOT JHATHOCTUPOBATH
neBogoMuHaHTHYIO popMmy AKMII Ha ocHOBe KOMOMHALIMKM KPUTEPUEB, HE3ABUCUMO OT
OCHOBHOM MPUYMHBI, TAKUM 00pa3oM, HE pa3Aelisisi TeHEeTUYECKU-IEeTEPMUHUPOBAHHOE
3aboneBanre oT ero Qenokonuil. Kpome Toro, 3TOoT mOAXOA MOIYEPKUBAET
3HaunTenbHbIA puck BCC He3aBUCHMO OT €€ ATHOJIOTUH U 1aXKe eciu (ppakius BeiOpoca
JDK otHOCUTEeNnbHO coxpaHeHa [127, 146]. CTouT moA4epKHYTh, YTO JTaHHAST KOHIICTIIUS
NPOTUBOPEUUT HMMEIOIIMMCS B HACTOSIIEe BpeMsl JaHHBIM O 3HAUYUTEIbHOM BIUSHUU
reHoruna Ha teueHne AKMII, B Tom umucne B crpatuduxanuu pucka BCC mpu stoit
KapAMOMUOIATHH.

B 10 xe Bpems EBpornelickie pekoMeH1aluu 1o kapauomuonatusm ot 2023 rona
PEKOMEHYIOT MPOJOJDKAaTh HUcHoiib3oBaTh kputrepuu 2010 roma s Bepuduxanuum
AKMII ¢ nopaxenuem IDK, a qis nuarHoctuxku dopm ¢ mopaxkenuem JDK Hamuuune
(UOPO3HBIX M3MECHEHHH HE CYMTATHOOSI3aTSIIbHBIM yCioBrueM [127].

BeposiTHO, cymiecTByeT orpomHasi mOTpeOHOCTh B pa3paboOTKe JOKa3aTelbHO
00OCHOBAHHBIX TEHOCMEIMPUUECKUX TOJAXOJ0B K BBISBICHUIO (DEHOTUIIHNYECKOTO
CIEKTpa M BEJCHHUIO MAIIMEHTOB C MX CHEIU(UUYECCKUM TE€HOTHIIOM KapIUOMHUOIIATHH.
Takum 06pa3zom, HECMOTPS HAa UMEIOIIYIOCS TUCKYCCHUIO IO TTIOBOIY HAWITYUIIIEro BEIOOpa
TE€X WM UHBIX KPUTEPHUEB, BaAXXHO NOMHUTH O BbicOkOM pucke BCC mpu AKMII u

Ba’XKHOCTH CBOGBpeMCHHOﬁ AUAarHOCTHUKH 3TOI'O 3a00JIcBaHUs.

AuddepenunanbHass AMATHOCTHKA

CymiecTByeT HECKOJIBKO TEPBUYHBIX AapPUTMUYECKMX MAaTOJOTHUHA, a TaKke
CTPYKTYpHBIX M3MEHEHUH MHUOKApJla, KOTOPbIE IMEPECEKAIOTCs C KIMHUYECKUM
denornmom AKMIIL. Opnako, HauOONBIIyI0 TPYAHOCT, B Au(depeHITnaTbHON
nuarHoctuke ¢ AKMII npeacTaisitoT 3a00sieBaHUs, UMEIOIIUE COBOKYIMTHOCTh CXOXKHX

APUTMUYECKUX U CTPYKTYPHBIX U3MeHeHul (Pucynok 4).
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Pucynok 4 — CriekTp «epeKpbIBaroIInXcs» (HEHOTUIIOB C apUTMOTE€HHOM

Kap)IHOMHOHaTHGﬁ

[Ipumeuanme: AKMII — apurmorennas kapauomumonatusi, BOIDK — Beixomnon otaen, JAKMII —
munaranvonHas kapauomuonatus, KT — xenynoukoBas taxukapaus, [DDK — mpaBbelii kenynodex,

TKMII — TaxunmHAYIMpPOBaHHASA KapINOMUOIATHS

Huddepennmansuas auarsoctuka Mexay AKMIIT u MuokapauToM MOXET OBITH
OCOOEHHO CIIO)KHOM, TOCKOJIBKY «HEKJIACCHUECKHE» BapUaHThl 3a00JIEBaHUSI MOTYT
UMETh 3HAYHUTEIBHOE CXOJACTBO C MHOKapAUTOM. OJHAKO 3TH COCTOSIHUS HMEIOT
COBEPIIIEHHO pa3HOe JIeYeHHWE W TPOrHO3. MHUOKapAHWT, Kak MpaBUIIO, UMEET Ooiee
100pOKaYECTBEHHOE TEUEHHE C BOBMOKHOCTBIO OOPaTHOT'O PEMOICITMPOBAHUS MUOKapAa
¥ BOCCTAHOBJICHUS €r0 COKpaTtuTeabHou ciocooHoctu [43]. C npyroit croponsi, AKMII
SBIIETCS TEHETUYECKU O00YCIIOBICHHON KapIMOMHUONIATHEH C TSKEIBIMUA aPUTMUIECKUM
MIPOSIBIICHUSIMH, CBS3aHHBIMH C BBICOKUM pruckoMm BCC, B KOHEYHOM UTOTE TPEOYIOMIEH
UMITIaHTau Kapauoseprepa-aedudpmwistopa (UK [153]. bonee Toro, B cimyuae
AKMII TouHBIl [UarHO3 KMEET 3HAYEHNUE HE TOJIBKO ISl HAUEHTA, HO U JUISl YWICHOB €T0
cembu [153].

OO0uIen3BeCcTHO, YTO MHOKAPIAUT KaK MPaBUIIO TAK)Ke MPOSBIACTCS IUJIaTaIuei
Kamep cepila CO CHUXEHHUEM COKPaTUTEIbHOM CIIOCOOHOCTH MHUOKap/a, a TaKkKe
pPa3IMYHBIMU HApYIICHUSIMU PUTMa CEpAlla, B T.4Y. KEITYIOYKOBBIMH, & HEKOTOpbHIC
nauueHTsl ¢ AKMII MoryT umerh «MHOKapAUTONOAOOHBIE» MPUCTYNBl — «TOPSTUHE)

(da3bl, 0 KOTOPBIX Mbl YIIOMUHAJHU HIpU ONUCAHUU KIMHUYecKuX nposienenuit AKMII [60,
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88]. Hdannble da3sl XapaKTEPU3yIOTCS MPEXKIE BCEro Kanooamu, BKIItoYas 00Jb B IPYAH
U cepAleOreHre, a TakXke BbBIOPOCOM TpOMOHMHA U MOPGOQYHKIHOHATBHBIMU
W3MEHEHUSIMU MUOKap/1a, UMUTUPYIOIIUMHU OCTPBIA MUOKAPAUT.

Crout noguepkHyTh, yTo natoguznonorust AKMII 1oBonbHO Cll0KHA U BKITIOYAET
B ce0s1 MHOXKECTBEHHBIE HapYIICHUSI CUTHAJIBHBIX MYyTeH, TaKUe KaK PEeMOICIUPOBAHUE
IIEJIEBBIX KOHTAKTOB, aloNTO3 MHOKapJa W COOTBETCTBEHHO BBICOKHE YPOBHU
UPKYJIMPYIOIIUX MPOBOCHANINTEIbHBIX HUTOKMHOB [95]. B Hactosmiee Bpemsi B
JUTEPATYPHBIX 0030pax BBICKA3bIBACTCSA MPEAINOJIOKEHUE, UYTO BOCIAJICHHUE SBIISIETCS
yacTbto natoreHeza AKMII, dro eme Oosiee 3HAUUTENBHO YBEIUYHBAET TPYAHOCTU
muddepeHnranbHON TMarHOCTUKY 3TUX IBYX cocTosuuit [88, 95]. U ecnu nuarnoctuka
npaBogomuHanTo popmbl AKMII B Buay yHukaneHocT nopaxenus [1K kak npasusio
HE BBI3BIBAECT TPYAHOCTEH, TO «HEKJIACCHYECKHE» BapUaHThl 3a00ieBaHUS TPEOYIOT
THIATENbHON AU(depeHInaNbHON TUarHOCTUKH.

OpHako HECMOTpsT HAa BBICOKOE (DEHOTUIMMYECKOE CXOJICTBO, BBISIBIEH M PSJ
OTJIUYMI JaHHOU FeHETUYECKU-ACTEPMUHUPOBAHHON KapUOMHUOIIATUHA OT MUOKAPAUTA.
Tak, HanuuKMe BOCHAJIEHUs MO JAHHBIM TMCTOJIOTMYECKOro OOCIeAOBaHMS MUOKapaa y
nanueHToB ¢ AKMII BapsupoBanocs ot 30% mo 67%, yaiie Bcero ¢ ydacTuem
JTUM(OIMTOB, MOHOITUTOB, HEUTPOMHUIOB M pPEXKe TYUHBIX KIETOK, MakpodaroB
TUCTHOITUTOB B 00JIACTSAX UCKIFOUUTEITHLHO (PUOPO3HO-)KUPOBOTO 3aMEIICHUS, KOTOPOE HE
SIBJISIETCS. XapakTepHOU yepToil Muokapaura [35, 141]. K ToMy ke Ba)kHO MOJIUYEPKHYTh
0coOeHHYI0 JoKanu3aiuio pyomnossix uamMmeHenuit npu AKMII mo nanasim MPT cepama
— nopaxkenue JIDK MoxeT mposiBISATBHCS B BUAC CyOSNMKApAUATBLHOTO WM CPEIHETO
MHUOKapAHAIBHOTO PYOIIEBAaHHUS, YaCTO BOBIIEKAIOIIETO HIKHIOI M OOKOBYIO CTEHKH
[127, 134, 146,153]. [Ipu MuoKapauTe ke MPEK/Ie BCEro 0OHAPYKUBACTCS OTEK TKAHEH,
a opMmupyronuiics pyoelr Kak MpaBuiIo KMEST TPaHCMYpPalIbHYIO JIOKamu3auo [2, 9,
17, 109]. Kpome Toro, B HegaBHeM uccaeaoBanuu Colombo D. u coaBTopos o poiau MPT
cepaia B auddepenunanbHoi guarHoctuke AKMII ¢ mopakenmem JDK w
MOCTMUHUOKAPAUTHYECKOTO pyO1ia ObLJIO BBISBICHO, UTO MAIIMEHTHI C KapAUOMHOTaTUEN
XapaKTepu30BaIKCh OoJblIed creneHblo (uOpo3a MuOKapAa, YeM MalUeHThl C

MPEAIIECTBYIOIUM OCTPhIM MHOKapAuToM. Tak, Haiuuue ¢uodposza B JOK >15 r unu>
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30% wmaccel JOK mo3Boiauiao uM C BBICOKOM CHEHUM(PUUHOCTBIO HACHTHU(PUUUPOBATH
MAalMEeHTOB ¢ JieBogoMuHaTHOU popmoit AKMII, mockosibKy 3TH MOPOroBbl€ 3HAUECHHUS
HUKOT/Ia HE OBLIU MPEBBIIICHBI Y MAIIMEHTOB C MPEAMIECTBYIONUM MUOKapauToM [132].
Taxxe Bocnanenue npu AKMII, kak npaBuiio, He CBA3aHO ¢ UHPEKIIMOHHBIM TPUITEPOM,
MOCKOJIBKY ~ Takue  MalMeHThI ObUIM  ONUCAaHbl  KaK  HCIHbITHIBAIOLIUE
«MHOKapIUTOTOJOOHBIE» STTU30bl IPU OTCYTCTBUU BUPYCHOTO 3a00neBanus [115]. Taxk,
Martins D. u coaBTOpbI TIOKa3aJIH, YTO B ICTCKOM MOMYJISIIIMU C Pa3TMYHBIMU BapUaHTAMH
AKMII HM y OJHOrO U3 MAlMEHTOB C HAJIUYUEM «ropsdyeil» @a3pl He ObLI
UACHTUPUIUPOBAH WH(GEKIMOHHBIA TPUITEpP, a CKOpee BCero oHa Obula BbI3BaHA
¢usuueckoi Harpyskoii [115].

besycnoBHo, Beayilyo posib B qud@epeHiranui 3TUX ABYX COCTOSHHI UTpaer
MOJIEKYJISIpHO-TeHEeTHUeCcKoe uccienoBanue. CorjgacHo mpeuioxkeHHbIM [lamyanckum
KPUTEPUSIM, TEHETUYECKOE TECTUPOBAHUE SABISAETCS OOA3aTENbHBIM [JIsi MOCTAHOBKHU
auartosa JieBogoMunatHoi Gopmbr AKMIT [153].

Takum oOpazom, nuddepeHnmranbuas AMarHoCTUKa MEXAY OCTPHIM MUOKApIUTOM
W1 noctMuoKapautudeckuM pyoriom 1 AKMII tpeOyet nmoapodHoro cbopa anamHesa,
TuiaTenbHoro aHanu3a JKI' ¥ aHoOManuii BU3yaldu3aluu Cep/la, a TakKe MPOBEICHUS
UCCJICIOBAHUs Ha TOMCK HWH(EKIMOHHBIX areHTOB M MOJICKYJISPHO-TEHETHYECKOTO
TECTUPOBAHUS.

JNKMII  nHeoOxommmo  auddepeHmpoBaTh c JIEBOJIOMHHAHTHOM 5
ouBeHTpuKyIsapHoi hopmamu AKMII, moToMy 4TO OHHM TakXe SIBISIIOTCS KIMHUYECKH
CXOJHBIMU 3a00JIEBaHUSIMM MHUOKapJa U TMPOSBIAIOTCA €ro MEXaHUYeCKOW U
anekTpuuecko auchyHknued. OIHAKO BMECTE C TeM Yy ITHX JBYX HaTOJOTHM
CYILIECTBYIOT pa3Hbl€ MOJAXO/bI K BEACHUIO MAMEHTOB, 3aKIIOYAIOLINAECS MIPEXK]IE BCErO
B paznuue pucka BCC. ITpu AKMII puck BCC 3HaunTenbHO BBIIE, B TOM YHUCIE HA
paHHUX cTagusax 3aboneanus [99, 153].

B ciyvae OMBEHTPUKYJISIPHOTO dbenoTuna AKMII HaJIu4ue
MOph o YHKIIMOHAIBHBIX/CTPYKTYPHBIX KpuTepueB nopaxenusi [DK rapantupyer, yto
COIYTCTBYIOILLIEE  JIEBOCTOPOHHEE IOpaXeHUE  SBISETCS  CHEUUM(PUUHBIMU  JUIA

3aboneBanus. [lo cpaBuenuro ¢ JIKMII, y manuenToB ¢ neBogomunantHoii AKMII wacto
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HaO0JII01a0TCS BBIPAKEHHBIE U TsKemble KA, HE COOTBETCTBYIOLUE MOP(POIOTHUECKUM
aHOMaJIUAM M HapyweHuto cucronnyecko pynkuuu JDK [99]. Kpome Toro, BakHO
3aMETUTh, YTO JKEIYJOYKOBbIE HapyumieHus putMa y mnangueHTtoB ¢ JIKMII
PETHCTPUPYIOTCS NMPEUMYIIECTBEHHO Ha MO3AHUX CTaAMsIX 3a00JIeBaHUs, YXKE IOCie
MopdodyHKIIMOHATBHBIX W3MeHeHud [99]. ['maBHOW KIMHUYECKOW OTIMYUTEIBHOM
yeptoit AKMII ¢ nopaxennem JDK or JKMII sengercs nanumume k KA Ha paHHHX
cranusax 3abonesanus [99, 153]. Taxke cymiecTByeT pa3HuIla B HATUUHH, JOKATH3AIHN
U Xapaktepe (PUOpO3HbIX HM3MEHEHUU. Tak, COTrJacHO HECKOJBKUM HCCIEAOBAHMSIM,
¢ubpo3 no ganusiMm MPT cepana oOHapyxupaetcst Tojibko y 30-50% mnanueHToB ¢
JIKMII, Torpa kak ans nanuentoB ¢ AKMIT nanuune gpubdposa siBiserca 00s3aTenbHbIM
KpuTepueM Ui mocTaHoBkM guarHosa [46, 99]. Ilpu JAKMII ¢ubpo3nas TkaHb
JIOKAJIM3YeTCsl MPEUMYIIECTBEHHO MHTPaMypaibHO, U €€ KOJMYECTBO HE UMEET CBSI3U C
TSDKECThIO cuctonndeckon nucynknuu JIXK [42, 46, 91]. Boneuenue JDOK mpu AKMII
MOKET TPOSBISATHCS B BUIE CYOIMHMKapAHaIbHOrO (uOpo3a, YacTo BOBJIEKAIOIIETO
HIkHIOI0 1 OokoByro crenku JDDK [50, 99]. Cenranbhas jokamusanus (HUOPO3HBIX
M3MEHEeHUH npucyTcTByet 6osee ueM B 50% cinyuaes AKMII ¢ Bosieuenuem JK [50].
Kpome Toro, Obuio mokazaHo, uTo kupoBasi uHpuibTpanus JIDK sBusercs
pacnpoctpaHeHHOM Haxonkoit mipu AKMIIL, ¢ dYacTeiM BOBJICUEHHUEM HMMEHHO
cyOsnukapauanbHoro 6okoBoro yudactka JOK u mpuBonfmias K MCTOHYEHHIO CTEHKH
muokapza [113].

NutepecHo otmetuthb, uTo B ciydae cpaBHeHuss JIKMII ¢ AKMII nomumo
coBnajeHuss (eHotumna, Takke OBUIO OOHAPYKEHO 3HAYUTEIBHOE TEHETHYECKOE
cxonctBo [120]. Tak, Ha CErOAHSAMIHUA JEHb IMTUPOKO H3BECTHO, YTO ITOMHUMO
necMocoMHbIX MyTaruii, mpu AKMII Oputi BBISIBIEHBI MyTalid B HEIECMOCOMHBIX
redax [153]. DT HeTeCMOCOMHBIE TEHBI BKITIOYAIOT CPEJIU MTPOoUero Takue reHsl kak DES,
TTN, LMNA/C u PLN, xotopble MOTYT OBITh BBISBIICHBI Takke y marueHToB ¢ JJKMII
[66, 112, 148].

Takum oOpazom, ais qudpepeHnn JByX 3TUX MaTOJIOTUM TTIaBHYIO POJIb UTPAIOT
aHaMHe3 JauTenbHOCTH W Tsokecth KA, a Ttaxwke npanasie MPT cepama c

KOHTPAaCTUPOBAHHUEM.



38

HaubGonpmue TpynHOCTH BbI3BIBaeT AU PepeHlHanbHas AUArHOCTHKA MEXIY
AKMII ¢ TKMIL. Ilocneansist npeacraBisieT cO00 OTHOCUTENBHO TOOPOKauYeCTBEHHOE
3a00JIeBaHNE, B OCHOBE KOTOPOIO JIEKUT oOpaTuMas MOCJe KyMUPOBaHUSHAPYIICHUM
pUTMa HEWIIIEeMHUYECKass KapAUOMHUONATHsI, OO0YCIOBIECHHAS HAaKEIYJOYKOBBIMU WIIU
KEIyTOYKOBBIMHU TaxuaputMusimu [ 18].

['maBHBIM K€ CXOACTBOM OTHUX JBYX COCTOSHUU SBJISIETCS TEPBOHAYAIBHOE
Hanuuue JKA ¢ nocieayromumu MoppodyHKIIMOHATBHBIMA U3MEHEHUSIMU B MUOKap/Ie.
Onnako B cinyuyae AKMII kak xenyno4koBbIe HApYLIEHUS PUTMA, TaK M U3MEHEHUS
MUOKapJia TepBUYHbI K 3aboneBanuto, a nupu TKMII wmopdodyHKIMOHANTBHBIC
MU3MEHEHUS SIBJISIIOTCS BTOPUYHBIMU 10 oTHomeHuio k JKA [18, 153]. [Ipunumas Bo
BHUMaHue, 4to st AKMII sensercs cneunduunbiMm umenno KA, cutyauuu, mnpu
kotopblx TKMII BO3HMKaeT M3-3a HAIKEITYJIOUYKOBBIX APUTMHUW, B JAHHOW TJIABE MBI
paccMaTpuBaTh HE OyeMm.

Cuuraercs, uro TKMII ¢opMupyercs y mNanmMeHTOB CO CpeaHEH YacToToi
CepacUHbIX cokpainenuii >100 ymapoB B MuHYTY, IutoTHocThio KA >10% [18].
WN3menenuss Muokapia MOTYT OBbITh Kak B BUJE JWJaTallMd, TaK W CHUXKEHHUS €ro
COKPATUTENHHON CIIOCOOHOCTH UJTU K€ MX COYETAHUH, TIPU ITOM MOPAXKEH MOXKET OBITh
mo60it u3 xxemynoukoB [100]. OgHako yaiie BCero B JIMTEpaType OMUCAHBI KITMHUYECKUE
cirydan ¢ TKMIT ¢ mopakenuem JIK [7,18, 64]. CortacHo pe3yabTaTaM HCCIICIOBAHMS
EBpomneiickoit accomuanuyd cepAeyHOTO PUTMA, 3TO MOXET OOBICHATHCS TEM, YTO
CTaHJapTHBIC MPOTOKOJBI DX0-KI' He Bceraa Birouatot oneHky ¢pynkmuu [DK. [64, 70].
Oco6enno Borieuenue [DK xapakrepHo y manueHToB ¢ yactoi KOC [64].

Baxno ormetuth, uTto mmarHo3 TKMII kak mpaBuio sBISETCS IHArHO30M-
HCKIIFOYEHUEM, YTO 3aTPYAHSET PAHHIOK JMArHOCTUKY 3TOW KapAHOMHUOMNATUEH.
HaubGonee wacto, TOATBEpPKACHHE TMPOWCXOAHUT, KOTJA CTPYKTYpHBIE HW3MCHCHUS
perpeccupyroT IMOocje YCTpaHEHHs COOTBeTCTByromied aputmuu [64]. OpxHako
MOTCHIIMAJIbHAsT O0paTUMOCTh TATOJOTUHM TpPeOyeT TMPOAKTUBHONW JTUArHOCTHKH,
OCOOCHHO C TOSIBJIEHWEM 00Jiee CIIOKHBIX METOJ0B BU3yallM3allMl U OMOMapKepoB, a

Takke d(PGEKTHBHBIX METOJOB JICUCHHS, TaKWX Kak karerepHas aOismwms [101]. Tlo
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JAHHBIM JIUTEpaTypbl CPOKU OOpaTHOro pemMojenupoBaHusi Muokapaa npu TKMII
BapbUPYIOTCS B cpeHeM OT 14 nHel — 2 mecsies 1o 1 roga [13, 64].

N3BectHo, uTo puck BCC y mamuentoB ¢ AKMII yBennuuBaercss ¢ Te4eHUEM
BpeMeHH, nostomy nuddepentmanuss TKMIT u AKMII ouens BaxHa e1ie Ha Ha4aabHBIX
JTamax, yYUThIBash JTOOPOKAYECTBEHHYIO MPUPOAY TIEPBOTO M HEOOXOIUMOCTH
crtpatudukanuu pucka BCC u cemeiiHOrO CKpHHMHTA BO BTOpoM ciy4dae. OIHaKO B
HACTOsIIIIee BpeMsl HET ajroputMa aud@epeHInanTbHON TUAarHOCTUKU MEXIY ATUMH

3200JIEBAHUAMMU.

Benenue nanueHToOB ¢ ApUTMOrEeHHON KapAUOMHONIaTHEH

Crparerus Benenust nanueHToB ¢ AKMII cocpenorouena Ha moaudukanuu
oOpasza XW3HM B BHUJIC OrpaHUYCHUA (U3UYCCKONW HATPy3KH (C IEJIBI0 3aMEJICHHUS
porpeccupoBaHus 3a00JieBaHUs), MEAMKAMEHTO3HOM JICUEHUU HAPYIICHWH pUTMA U
XCH, ctpatudukaruu pucka BCC nis pemenus Borpoca o cpokax nmrutanTaruu UK/,
a TaK)Ke TpaHCIUIAHTaluu cepana, [153].

BCC saBnsercs ¢aranbHbiM  ocioxkHeHueM AKMII, kortopoe  MOXHO
MPEIOTBPATUTh ¢ MOMOIIbI0 nocTaHOBKHA MK/, [1o naHHBIM UTEpaTyphl y ALMEHTOB C
AKMII cpennuii exXeroaHblii pUCK pa3BUTHUS MOTEHIMAIBHO ONMACHBIX I KU3HU KA
i BCC cocrasnser npumepro 10% [125,152-153].

Bormpocsi crpatudukanuu pucka BCC npu AKMII Takke BBI3BIBAIOT JUCKYCCHIO
o ceil JeHb. B TeueHMM MOCIEAHUX HECKOJbKUX JIET OBbUIM MNPENJIOKEHBl pPa3HbIE
AITOPUTMBI JUIsI OTIPEICIICHUS] PUCKA 3TOTO HEOJIArOMPHUATHOTO COOBITHS y TAIMEHTOB C
TAHHBIM 3a00JIEBAaHUEM.

B nacrosiee BpeMs yCTaHOBJIEHO, UTO MPEAUKTOPAMHU KU3HEyrpoxaronmx KA u
BCC npu naHHON KapAMOMHONATHU SIBISIOTCS MY’KCKOM TOJI, MOJIOJOW BO3pacT Ha
MOMEHT TIOCTAaHOBKM JWarHosa, cucrtonuwdeckas auchynkums [DK, wammuwne
HeycroiunBoit JKT, oOMopoku u Beicokas oTHOCTH JKOC mo manabeiM CM-OKT [51].
B 2015 romy Corrado D. pazgenun 3Tu (QakTopbl pHCKa HAa «OCHOBHBIE» U

«BTOPOCTCIICHHBIC» W IIPCAJIOKKWI aJITOPUTM IJIA KJIaCCI/ICI)I/IKaI_II/II/I MManuCHTOB 11O TPEM
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Pa3IMYHBIM KaTErOpUsM apUTMHUYECKOIO PHUCKA: BBICOKUM, YMEPEHHBIM W HU3KHUHU.
CornacHo NpeaIoKEeHHOMY anroputmy, nocraHoBka MKJ/[ Moxker ObITh MoOKa3aHa B
kinaccax I, Ila, IIb wnu He mokazana. K «OCHOBHBIM» (pakTOpamM pHCKa OH OTHEC
MEPEHECEHHYI0 OCTAaHOBKY CEp/illa WJIM OMACHBIC JJIS KU3HU apUTMHUH, HEYCTOMUHUBYIO
KT, crenenb cuctonmyeckod AUCHYHKIMU (YMEPEHHAs WIM TsDKeNas CUCTOJIMYecKas
muchynkius [DK/JIK) u cuakonanbHbie COOBITHS, 8 KXBTOPOCTEIIEHHBIE» (PaKTOPhI pUCKA
BKJIIOYAJIM CTAaTyC MpoOaHaa, MYKCKOM TOJI, JJIEKTPUYECKYI0 HECTaOMIbHOCTh
(cnontanubie KT wnau BbI3BaHHBIE MPHU IJIEKTPOPUIMOIOTHUECKOM HCCIIEAOBAHUN),
MOJIOJION BO3pacT, cJIOXkHBbIM reHotun [13, 44]. TlomoOHble aJrOpUTMbI ObUIH
npencrapieHsl Takxke EBpomneiickum OOmectBom cepaeunoro putma B 2017 u 2019
rojax [125]. OnHako naHHBIE pEKOMEHAAIIMN OCHOBBIBAIUCH HA IKCIIEPTHBIX MHEHUSIX U
NPEeOCTaBIsUIM TOJBKO KaTeropuanbHble kKiaccel pucka BCC mns pexomeHaaruu
umriantanuu MKJI, 9To 3HAYMTENBHO 3aTPYIHSIIO UX MCIOJIB30BAaHKUE B KIIMHUYECKOMN
npaktuke [49]. [Ipunumas Bo BHMMaHue, uTo noctanoBka MKJ] conpsbkena ¢ puckom
Pa3TUYHBIX OCJIOKHEHUH, HEOOXOIUM TINATEIbHBIM OTOOp MAlMEeHTOB HJis JTOU
POLIEAYPHI.

B 2019 roay Obu1 pa3paboTaH MEPBBIM «KaJbKYJISITOPA PUCKA» MPOTHO3ZUPOBAHUS
XA u BCC y nanmmentoB ¢ AKMIT — www.acm-risk.com [23]. Ou Obu1 pegHa3HaueH
IUIsl OLIEHKH PHCKa BO3HUKHOBEHUS >KEIIYJOUYKOBBIX HApPYUIEHUN pUTMA y MAlUEHTOB C
AKMII, koropsie coorBercTBYI0T TFC 2010 1 Obli1a OCHOBaHA HA UCTIOJIB30BAHUU 6 yKe
M3BECTHBIX MEPEMEHHBIX-NPEIUKTOPOB PUCKA: IOJ, BO3PACT, HEAABHUM (<6 MecslEB)
apuTMOreHHbIM 00MOpoK, HeycToumnBas KT, maotHocTs XKOC no ganusiMm CM-OKIT',
KOJIMYECTBAa WHBEPTHUPOBAHHBIX 3yOIOB T B MpaBhIX TPYIHBIX OTBEICHUSX, (PpaKiius
BbIOpoca IDK u ¢paxmus Beiopoca JIK. BaxkHO OTMETHTH, 9TO 3TOT KaIBKYJISITOP OBLT
CO3JaH JJIs OnpeaeseHus nokazannii Kk uMmrmuiantaiuu MK/ ¢ menpro kak ¢ nepBUYHOM,
Tak ¥ BTOpu4HOH npodmitaktiuku BCC [23], u mpories BHENTHIOW BATHIAIUIO B TPYIIE
CIIOPTCMEHOB, TIPOJIEMOCTPUPOBAB aJiekBaTHYO padoty [93, 96, 102]. Tem He MeHee, Ta
MOJIEb, HApPSIAKY C C APYTMMHU HUCCIEJOBAHUSIMU, MPOBEACHHBIMU JJISI BBISBICHUS
(bakTOpOB prCKa, BKIIFOYAIX momyJisiiuio marueHToB ¢ AKMII 6e3 ydyeTa reHeTHYeCKuX

BapuaHTOB y OonpmimHcTBa [lOmBITKM — M3y4uTh  CHeUU(PUUYHYIO [ TEHOB
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s pexTuBHOCTS KanbKyasiTopa pucka AKMII yctanoBwIM, 4TO OH pabOTaeT aJIeKBaTHO
y TMalWeHTOB C oOmpelaeieHHbIM reHotunomM — PKP2 -accomuupoBanubiM [93],
nepeoneHuBaeT puck JKA y manmeHToB ¢ reH-Heysn1oBUMbIM BapuantoM AKMII u moxo
pabGoTaer y manueHToB ¢ Mytanued B rene DSP [103]. [IpyruM orpaHu4eHHEM 3TOTO
KaJIBKYJISITOpa SBJISIETCS TO, YTO OH pa3paboTaH U mpoBepeH y marueHToB ¢ AKMII,
ctpatudunrpoBaHHeix B cootBerctBUM ¢ TFC 2010 roma, 4YTo OrpaHuYMBaceT
onpenenenne pucka BCC y TreHOTUI-TIONOXUTEIBHBIX, (EHOTHUI-OTPUILIATEIHHBIX
YJICHOB CEMBH.

OTU  HIOAHCHl  SBWINCh  TPEANOChUIKAMU Il pa3pabOTKU  TE€HOTHII-
OPUEHTHPOBAHHBIX KaJIbKYIATOPOB pacueta pucka BCC mpu naHHON KapAMOMHOMATHH.
Taxk, 6b1TH pa3zpaboTaHbl KATBKYJIATOPBI PUCKA, CTICIIUGUYHBIC JIJISI OTIPE/ICIICHHBIX T€HOB
w/unu BapuantoB (Hampumep, PLN -p.Argld4del m DSP), xoropbie Takke MOTyT
UCIIOJIB30BAThCSl Yy TMAIIMEHTOB C COOTBETCTBYIOIIUM T'E€HOTHUIIOM HE3aBUCHUMO OT
KIuHAYecKoro (enoruna [24, 104, 126] u mMO3BOASAIOT HMHIWBUAYaIHM3UPOBATH
IPOrHO3MPOBAHME PUCKA HA YK€ PAaHHUX CTaAMsIX 3a00J1eBaHUs.

Tem He MeHee, CYIIECTBYIOUIME KaJbKYJIATOPHl OIEHUBAIOT TOJBKO PHUCK
xu3zHeyrpoxkarormux KA, W He TNpenCcKa3bIBAIOTPUCK JAPYTUX HEOIaronmpusiTHBIX
coObITHil (Hampumep, coobiTul, cBsizanHbIX ¢ XCH), KoTopble MOTYT OBITH BEIYIIHUM
nposiBiicHueM mnpu omnpeneneHHbx  ¢opmax AKMII (wmanpumep, DSP- u PLN-
KapauoMuonaTusx). Takum o0pa3oM, HEOOXOIUMBI JATbHEHIIINE YCHIIHS TI0 pa3padoTKe
MOJIeJIel JJIsi MPOTHO3UPOBAHUS HE ApUTMHUYECKUX COOBITHH MPU TeHETHIECKUX (popmax
CO 3HAYUTEIbHBIM PUCKOM JIJIs1 TAaHHOTO MUCXOAA.

C uenbro cHmwkeHuss pucka Bo3HUKHOBeHHs KA npu AKMII pekomeHayroT
MCITIOJIB30BaTh IPEMMYIIECTBEHHO OeTa-OmokaTtopbl [153]. OmgHako JoKa3aTeabCTBa,
noaTBepxaatontue 3G hekTuBHOCTD 3TOM Tepanuu 1t npodunaktuku BCC mpu AKMII,
OCTafOTCsI OTPaHUUYEHHBIMH. BeposiTHO, mpuMeHeHue 0eTa-0JI0KaTOpOB OCHOBAHO Ha X
criocoOHocTU cHUXKATh puck BCC y maiMeHToB co CTPYKTYPHBIM 3a00JIEBAaHUEM CEp/lIa,
IPEeIIIeCTBYIONIUM MoBpexaeHueM Mmrokapaa u XCH [4-5, 153].

Wichter T. u xoyiern npoaeMOHCTPUPOBAIIN [ICHHOCTh COTAJIOJA Y IMAIIUEHTOB C

AKMII weckonbko necatmiernit Hazan [150]. Hanportus, Gosee mo3aHee uccieaoBaHue
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Marcus G. noka3ano HeOOIbIIYIO IIEHHOCTh COTAJ0JIa ¥ IPUILLIO K BBIBOJY, UTO OOJIBIIEH
3¢ heKTUBHOCTHIO 00JianaeT amuonapon [74]. Crnemyer OTMETHTh, YTO B HACTOSIICE
BpEMsi BO3POC HMHTEpeC K HCHoib3oBaHUIOo (iexkanHupga [122, 149]. Tak, Epmaxos
OMyOJUKOBaJI OMNBIT HCIOJIB30BaHUS KOMOMHUPOBAHHOW AHTHAPUTMHUUYECKOU Teparuu
(AAT), Brmrouaromieit uexannun y nanueHtoB ¢ AKMIT [149]. Bonee Toro, Cerrone
MOKa3aj Ha KUBOTHBIX, YTO (PJICKAWHU]T UMEET IIEHHOCTh B JICYCHUU MBIHUHBIX PKP2-
mozenet [122]. Ha ocHOBaHMM JTHX WCHOBITAHUN TPOBOJIUTCS TMEPCIEKTUBHOE
PaHIOMU3UPOBAHHOE KIIMHUYECKOE HcclieloBanne (hiieKauHuIa, KOTOPOE MPECTaBIsET
co00l KpaTKOCPOUYHOE MEPEKPECTHOE UCCIENOBAHUE, T€ KOHEYHOW TOYKOW SIBJISICTCS
nonarieHue JXKA. Kpome Toro, B Hacrosimiee Bpemsi ISl JICYEHUS >KEITYJI0YKOBBIX
HapyILIeHUN pUTMa MPUMEHSETCs Takxke panuodactoTHas abmanus (PUA), ocobenHo y
MOJIOJIBIX U pedpaKkTEePHBIX K TepaIMH NaIlUCHTOB.

Jleuenne XCH y naumentoB ¢ AKMII cxoxe ¢ je4eHrneM 3TOoro KIMHUYECKOTO
OCJIO)KHEHUS TIpU ApYrux kapauomuonatusix. Koneunoit toukoil jneuenuss XCH unu
TSDKEJIBIX HapyleHuil putMa y nauueHToB ¢ AKMII sBasiercs TpaHCIaHTauus cepaua
(TC) [152-153].

CoBcem nHemaBHo s jiedeHus AKMII ¢ myramumsmu B rene PKP2 Obina
pazpaboTaHa TeHHas Tepamnus, C HCIOJIb30BAHUEMBEKTOPA aJ€HOACCOIMUPOBAHHOTO
BHpYCa, KOTOPBIC EUCTBYIOT KaK TpaHCIIOPTEPHI 11l tocTtaBku reHa PKP2 B cepare [20-
21]. B nHactosimee Bpemsi BemyTcs KiIMHWYeckue ucnblTanus ¢asel I u I, kotopsie
JEMOHCTPUPYIOT XOPOILIHUE MPEABAPUTEIbHBIE PE3YJbTATHINIO MPEAOTBPALICHUIO
munataru [DK, nporpeccupoBanus XCH u 6pemenu XA [20-21].

N3BecTHO, YTO E€AWHCTBEHHBIM MOAUPUIIMPYEMBIM (PAKTOPOM, CBSI3aHHBIM C
MIEHETPAHTHOCTHIO 3a00yIeBaHms, SBisieTcs husndeckas Harpyska [153]. CnenoBaTensHo,
orpaHuyeHue Qpuznueckod akTuBHOCTH y manueHToB ¢ AKMII u poacTBEeHHUKOB U3
IPYIIbl PUCKA UCTOPUUYECKH PEKOMEHJIOBAIOCHh B PYKOBOJCTBAX C ILIEJIbIO 3aMEJIUTh
nporpeccupoBanue 3adoseBanwus [ 153].

B psine uccnenoBanuil ObLI0 MOKa3aHO, YTO OTPAHUYEHUE/CHUKEHNE aKTUBHOCTU
HE TOJBKO CHWKAET apUTMHUYECKYIO0 Harpy3ky y mnanueHToB ¢ AKMII, HO Takxke

3aIuIacT FeHOTI/IH-HOJ'IO)KI/ITeJILHBIX/(b CHOTHUII-OTPHULATCIBbHBIX POACTBCHHUKOB
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NAIMEHTOB C ATHM 3a00JICBaHUEM OT €ro Pa3BUTHs, a TakkKe BO3HUKHOBeHHs JKA [79,
89].

B Hacrosmee BpeMs MoOKa3zaHO, 4YTO (uU3MYECKas AKTHUBHOCTb  Kak
MoauduuupyeMbiil gpakrop pucka neHerpantHoctd AKMII takke nMeer 3aBUCUMOCTb
OT T€HOTHIIA, M HEJIaBHUE PEKOMEHJAMU NPEANoJaratoT renocnenupuyeckuii moaxos B
pelieHny Bompoca 00 OrpaHUYEeHHH (QU3NYECKOW Harpy3Kd y MAlUEeHTOB C 3TOU

Kapauomuormnaruen [154].
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1.5 OcobeHHOCTH aPUTMOIeHHOM KapAMOMHMONIATHH Y JeTel

Onncanne AKMII B meauaTpudeckod NOMYJIALMU HPEICTABIECHO HECKOIBKUMU
WCCIICIOBAHUSIMUA C OTPAaHUYCHHBIM YHCJIOM MAIMEHTOB M OTHOCHUTEIBHO KOPOTKUM
nepuogom Habmoaenus. Tak, B 1995 roxgy Daliento L. BriepBbie monbITanCs CpaBHUTH
MOJ0JIbIX U B3pocibix nanueHtoB ¢ AKMII [34]. ABTop cOOOMmIMII, YTO Yy MOJIOIBIX
NaIlMeHTOB C JaHHBIM 3a0oJjieBaHHeM Ipu mnpoBeaeHun OMDB BwisiBIsieTcs: Oobliiee
KOJIM4ecTBO (PuOpo3a, a Takke OTMedYeHa Oojiee BBICOKAs 4YacTOTa BO3HUKHOBEHMS
GubpuIIIIUN KEITYT0UKOB u BCC, yem y B3POCIIBIX.
B 2011 rogy Bauce mnpoananusupoBan koroprty gereii ¢ AKMII ¢ myrauusimu B
JIECMOCOMHBIX TeHax [54]. Pe3ynbTaThl uUCCIENOBaHUS TOKa3alyd BBICOKUUA PHUCK
XKU3HEYrpokaronux KA y MOJIOIBIX MAIIMEHTOB U KOPPEIISIITUIO MEXy MyTalliel B TeHe
DSP u 6onee TsxeNnbIM TeUueHHEM 3a00JieBaHus B BujIe Awtataruu/qucdynkiuu kak [1DK,
tak 1 JDK, 4TOo moaTBepkIaeT KOHLEMIMI0, corinacHo koTtopoir AKMII sBnsercs He
Tosibko 3a0oneBanuem [DK. JlanHble 3TOro Mcciaen0BaHus ObLUTH TAKKE MOATBEPKICHBI
uccinenosareinem Chungsomprasong P., koTopslit coobuimi o nopaxenuu JOK y gereit u
MOJIPOCTKOB KaK 0 0oJiee CUIIbHOM MPEABECTHUKE HEOIAroNMpUsTHOIO UCXO0/1a, BKIIIOYAs
Heooxoaumocts TC [100].

B tot ke mepuon Te Riele A.S., cpaBauBas nedror AKMII y meteit u y B3pOCIbIX,
coobmmi, yto BCC mpexxae Bcero xapakTepHa ISl NeAUaTPUYECKUX MAIlMEHTOB, B TO
BpeMsi KaK y B3pOCIBIX 4Yalle BCEro HaOMIOAAeTCsl TEeMOIWHAMUYECKH 3HAYnMast
yctoiuuBas JXXT, oqHako Apyrue npu3HAKU U UCXOJbI 3a00JI€BaHUS TIPH YCTAHOBICHUN
muarao3a AKMIT Ob11H CXOKUMH B OTIUYHE OT OOJIBITMHCTBA IPYTUX KapAUOMHUOTIATHI
c n1eOITOM B JIETCKOM BO3pacTe, IIe paHHEee Hadajao 3a00JieBaHUS CBSI3aHO ¢ Ooiee
HeOIaronprUATHBIM KIIMHUYEeCKUM TeueHueM [37]. boiee Toro, B 3TOM KOropTe JICTH Yallie
OBLTM HOCUTEISIMU TATOTEHHOW MyTaluu. JTo MpuBeno kK Tomy, uro Deshpande S. ¢
COABTOpaMU MPEJIOKUIN HEOOX0uMOCTh Moaudukaruu nepecMotperasix TFC 2010
n3-3a Bo3MOkHOUM HegooueHkn AKMII, ocoOeHHO 17151 MaiueHToB AETCKOro BO3pacTa,
MOCKOJIbKY HEKOTOpble KpuTepuu 3abozeBanust (Hanpumep, IDKI' kputepuu) TpyaHo

npuMeHuMBl 'y nered [39]. B yacTHOCTH, omnpeneiacHHBIE TPYAHOCTH BBI3BIBACT
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MHTEpIpETALXs U3BMEHEHUN penossipusanuu y gertei. Masepeus 3. T B mpaBbIX IpyAHBIX
orBeAeHUsAX VI1-3 oTHocUTCS K OONBIIOMY KpPUTEPUIO M CuuTaeTcs Haubosee
pacIpOCTpaHEHHBIM, YYBCTBUTEIBHBIM U cHenuuuHbiM MapkepoM. OOIlIenpu3HaHo,
YTO JAHHBIM MAapaMmeTp SBJISETCS HOPMAJIbHBIM SIBICHUEM Yy IMAIMEHTOB JETCKOIO
Bo3pacTta 0 14-16 net [8, 11, 71]. DncuioH BojHa, KOTOPas OTHOCHTCS K «OOJIBIIIOMY»
KpUTEpHIO 3a00JIeBaHUsI, HAOJIOAACTCS B MPaBBIX TPYAHBIX OTBEICHUSIX U SBISETCS
xapaktepHoit yeproi AKMII, cooTBETCTBYET 3aepKKe ACnoisipu3aluu CBOOOTHON
crenku IDK u BeiBogHOrO Tpakta IIDK. OHa BCcTpewyaeTcss mpeuMyIieCTBEHHO B JIAJIEKO
samenmux ciydasx AKMII u kpaiine peako y aeteil u moapoctkoB [26]. Bee ato
MOTEHIMATBLHO MPUBOAUT K UCKIIIOUEHHUIO ABYX BakHBIX DKI' KpuTEpHEB B TMArHOCTUKE
AKMII B negunarpuueckoi nonynanuu. Hanumuue TTTDK («manbiii» KpuTepuil) Takke He
XapaKTepHO /IS MAIMEHTOB JCTCKOTo Bo3pacta [85].

Kpome Toro, npoBeneHrne TakKuxX BBICOKOTEXHOJOTMYHBIX METOJIOB JUArHOCTUKU
kak OMb u MPT cepjilia ¢ KOHTpaCTUPOBAHUEM KpPalHE 3aTPYJHEHO B MEANMATPUUYECKOMN
HOIYJISIIUU B CHITY MaJIEHBKOTO BO3pacTa MalMeHTOB U HEOOXOAMMOCTH MCIIOJIb30BaHUS
AHECTE3UOJIOTMYECKOT0 MOco0us, a TakKe KpailHe BBICOKMX PUCKOB OCIIOKHEHHH MpHU
BbinosiHEHUU OMBbB. O/1HaKo, HECKOJIBKMUMH UCCIEAOBAaHUSAMU MOATBEPAKICHO BAXKHOE U
ToyHoe 3HaueHne MPT cepana ¢ koHTpactTupoBanuem i guarHoctuku AKMIIL, B Tom
yKcie y aerei u moapoctkos [43, 109, 153].

Hpyroit BaxkHoi ocobeHHOCThI0O AKMII y neteit SBISIIOTCS MOBTOPSIOIIUECS
AMU30/bI «ropssueii» pa3pl. B oTiaudme oT B3pocibix naueHToB, y aeteit ¢ AKMII vare
BCTpEUaeTCs «3To mposiBiieHue [54, 88].

Coscem HemaBHO Roudijk C. ¢ coaBropamu ommcalid KIMHHYECKOE TEUEHUE U
UCXO0lbl caMoi Oonblioil menuarpuyecko koroptel ¢ AKMII (mpoOannbl u
poactBeHHUKH) [51]. bouio noaTBepxkaeHo, yto BCC nmoTeHIHalbHO SBISETCS MEPBBIM
nposineHuem AKMII kak y npobGaH0B-AeTeN, TaK U y UX POJCTBEHHUKOB, HECMOTPS Ha
penkocts AKMII y nereii.

[Ipu momo3peHun AaHHOTO 3a00JEBAHUS B CBSI3M C PUCKOM BO3HUKHOBEHHS
OMAaCHBIX ISl )KU3HU COOBITUH CiieayeT MPOSIBISATh HACTOPOKeHHOCTh. [loaTomy DKI

n3MeHenus, Hanuuue KA u pesynpratel MPT cepana ¢ KOHTpaCTUPOBAHUEM HMEIOT
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INPUHIUIIAAIBHOE 3HAYCHUE U OUArHOCTUKHM, a TaKXe Ui BBIABICHUS IPU3HAKOB
IIPOrpECCUPOBaHUS 3a00JIE€BaHUS.

Takum oOpa3zoM, Ha CETOAHSIIHUNA JA€Hb HEIOCTATOYHO CBEJCHHM O TEUEHUU U
npossieHusx AKMII y nereld, a Takke OTCYTCTBYIOT clielU(pUUECKUE TUarHOCTUYECKHUE
KpUTEpHUH 3a00JI€BaHUS C YYETOM BO3pacTHbIX ocobeHHocTel. [IpuHruMas Bo BHUMaHHE
Bbicokui puck BCC u mokaszatenn CMEpTHOCTH y JAETEe MpU JTaHHOM 3a00JieBaHUM,
uzyuenre ocodennocreit teuenuss AKMII B nenuaTpuueckoi MOMyNsSIIMU CTAHOBUTCSA
KpaiiHe  akTyaidpHbIM.  Onenka  kiauHuuyeckux,  OKI,  CTpyKTypHBIX U
mopdodynkuronaneubix xapakrepuctuk AKMII y neteit, a Takxe nzyuenue GakTropos
pUCKa HEOJAronmpHUsITHOrO IMPOTHO3a MOMOXKET OOJErdyuTh MPOLECC AMATHOCTHUKUA M

BBI6paTI) AJICKBATHYIO CTPATCIUIO BCACHUA ITAl[UCHTA.
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I'TABA 2. MATEPHUAJIBI U METO/IbI

JIuzaiin uccjiegqoBaHus

B uccnenosanue Ob11u BKIIIOUEHBI 44 manuenTa, u3 Hux 29 (65,9 %) Manb4ukoB u
15 (34,1 %) neBouek, KOTOpBIE MPOXOAUIN 00CIIeIOBaHKE U JICUCHHUE Ha 0a3e OTAeICHUN
JeTCKasi KapJMOJOTHUs W MEIUIMHCKas peadwIuTauss U CEepJAeYHO-COCYIUCTOM
xupypruu i aered OI'bY «HaunonanbHbI MEAUIIMHCKUM UCCIIEI0BATENILCKUN LIEHTP
uM. B.A. AnmazoBa» Mun3apasa Poccun B nepuon ¢ 2011 o 2024 rop.

Opranuzanus, dTansl U AU3aiiH UCCIIEAOBaHUS 0JJ0OPEHBI JIOKAIBHBIM dTHYECKUM
komuretom ®I'BY «<HMUIL um. B.A. AnmazoBa» M3 P® (mpotokonm Ne 01-23 or
23.01.2023 ropma). Poaurenn BceX NAI[MCHTOB, Y4YacTBOBABINUX (BKJIIOYEHHBIX) B
UCCJICIOBAaHUH, TaBATM MH(POPMHUPOBAHHOE COTJIACHE HA MPOBEICHUE TUATHOCTUYCCKUX
1 JIe4eOHBIX MEPOTIPUSITHI B paMKaX IJIAHOBBIX TOCTTUTATU3AIINM,

Hacrosiee nccnenqoBanre 0HOLIEHTPOBOE, aHAIUTUYECKOE, PETPOCIIEKTUBHOE U
IPOCIEKTUBHOE, BKJIIOYAIONIEE MALHUEHTOB JETCKOTO BO3pacTa C KEIyJAOYKOBBIMHU
HapylIeHUSIMA pUTMa B COYETAaHUU C MOP(POPYHKIIMOHATHEHBIMU H3MEHEHUSIMU
MHUOKap/Aa O JaHHBIM BU3YAIH3UPYIOMIMX MeToa0B obOcnenoBanus (Oxo-KI, MPT
cepAla ¢ KOHTPaCTUPOBAHUEM ).

HccnenoBanue mpoBOMIOCH B HECKOJIBKO ATanoB. OOIui Au3aiftH uccie10BaHus
IIPEJICTABIICH HA PUCYHKE 3.

Kpurepun Brirrouenus:
* [lanmeHTHI B BO3pacte 10 18 JieT ¢ KeaydoYKoBbIMH HapymeHusMu putma (>500
KOC/cyrkm w/mmm  Hamwuue JKT) w HamuuueM JOWiIaTaliii W/WIA - CHYKCHUS
COKPATUTEILHON CIOCOOHOCTH JTF000TO U3 KETY0UYKOB,;
* Hannume nHGOpMHUPOBAHHOTO COTIACHS, TIOMUCAHHOTO POIUTEIISIMH.

Kpurepun HeBKIIIOUCHUSA:
* [TanmenTs! B Bo3pacre crapiie 18 ser;
* Hanuuue cnenyronux 3a0oieBaHuii cep/iia: MepBUYHBIC SJIEKTPUUECKUE 3a00I€BaHMUS;

BPOXJCHHBIE IIOPOKH CEpALA; OCTPbIA BOCIHAIUTEIBHBIA MPOLECC B MHOKAPIE;
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OKCTpaKapAruajibHas IIaTOJIOrus, KaK IMPUYHMHAa BTOPUYHBIX KCITYIOYKOBBIX HapymeHI/Iﬁ
pyuTMa U auiiatainyu KaMep cepAana, rcHCTUYCCKU-ACTCPMHUHUPOBAHHAS JHUJIaTallHOHHAS

KapaAnoOMHUOIIaTH:.

Ananaz 447 HCTOpHHE D0IE3HH NANHEHTOE, TOCHHTANHIHPOEAHHEEIX ¢ JHA

!

Otbop manuenTor ¢ JKHP u gunaranmeii Kadep cepana H/HIH CHEEEHHeM COEPATHTENRHOH
cnoco0HOCTH MHOKAPIA T000TO H2 HETYI09KOE

[IpoBeneHHe KapIHOAOTHIECKOrO 00CIeJ0BAHAY . AHATHS aHAMHECTHIeCKHX JaHHEX (B 9acTHOCTH
ceMeHHOrO aHAMHe33), %ano0, GHIHKATEHOTO 0CMOTpa, TabopaToproro MouETopHHTa, SKI, CM-3KT,
Ix0-KI, THIX. tpeauut-Tecta, MPT cepana ¢ KOHTPacTHPOBAHHEM.
n=44

!

IIpoBedeHAEe AOMOIHATENEHOTC 00CIENOBaHAA:
-TeHETHYECKOE HCCASNOBAHHE;
-THCTOJIOTHYECKOE HCCIeNOBaHAA (0 MOKaZaHIAM)
-CeNIeKTHEHA KOpOHAporpadms (110 HOKasaHHIM)

/

OneBKa JHHAMHEH 3aD0IeBaHHA MOCTe
nogaeneHHE" JKA CrparndHEanHA TAMHEHTOE IO
(MeIHEaMeHTO3HOE PATHOTACTOTHOE kprTepusM TFC 2010 & [Magyu
TedeHHE) -
AKMII n=24 TEMII n=20
{ocHOERa% rpymma) IPYIIIA CPARHEHHA)

T
¥

JEEaMHAEYecKOe HAOMIOJeHHEe H H3yUeHHe ocOOeHHOCTEH TedeHHA

AKMII v geTeff H ONEHKA EKOHETHEIX TOUEK (CHHEONE, YCTOHUHEAR

JHT/®H, cpabarreanns HK ], exmogenne & JIOTC/TC)

PucyHnok 5 — Jlu3aiin uccieaoBaHust

[Ipumeuanue: AKMII — apurmorennas kapauomuornartus, KA — xenynoukoBasi aputmusi, KHP —
XKenmynoukoBsie Hapymienust putMma, UKJ] — ummnantupyemsrit kapauoseptep-aedpudpmmstop, JIOTC
— gmuct oxunganus TC, MPT — wmarautHo-pe3oHaHcHass Tomorpadpus, CM-OKI' — cyrounoe
MoHutopupoBanue DKI', TKMII — taxumnayuupoBanHas kapauomuonatusi, TC — TpaHcriaHTauus
cepaa, THIX — Tect ¢ mectuMuHyTHOM xX0np00i, DK — PubOpmsamus xemnynouko, DKI —

anektpokapanorpamma, Ixo-KI™ — sxokapauorpadus, TFC — Task Force Criteria

Ha 1 3rane ucciaeaoBaHusi TPOBEIECH PETPOCIIEKTUBHBIN aHAIN3 MEIULIMHCKON
nokymeHtanuu 447 wucropuii 00JE3HM TAIMEHTOB, TOCIHTAIM3UPOBAaHHBIX ¢ JKA B
niepuos ¢ 2011 mo 2024 roxa. Jlanee mpoBOaUIICS OTOOP MAIMEHTOB COTJIACHO KpUmepusim
BKIIOYEHUSl U HEeBKIIOYeHUsl TIOCIE PETPOCIEKTUBHON OLEHKU CIEAYIOIINX CBEICHUU O

nmanueHrax: aHaMHCCTHYCCKUX AaHHBIX (B TOM 4YHCIC OIpCACIACHUA BPCMCHHU
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BO3HUKHOBeHUs1 KA u MoppodyHKIMOHANBHBIX W3MEHEHUU MHOKapaa), Kajoo,
bu3UKaIbHOrO OCMOTpa, JabopatropHoro Mouutopuura, OKI, CM-OKI', Dxo-KT',
TpeaMuii-recta, MPT cepalia ¢ KOHTpacTUpOBaHUEM.

[To pesynbraram oTOOpa B uCcleqOBaHME ObUIO BKIOYeHO 44 malueHTa,
COOTBETCTBYIOIINX KPUTEPUSIM BKIIOUCHUS.

Ha 2 >Tane uccjenoBaHus 1Mo MoKa3aHUsIM ObUIA TIPOBEICHBI JOMOIHUTEIbHBIE
UCCJICJIOBAHUSA: MOJEKYISIPHO-TCHETUYECKOE C HCIOJb30BaHUEM TIAHEIU IIeJIEBOTO
CEKBEHUPOBAHUSI, TUCTOJIOTUYECKOE, CEJICKTUBHASI KOPOHaporpadus, a TakxkKe MpoBeICH
PETPOCTIEKTUBHBIM aHaIu3 JTUHAMUKH 3a00eBaHuUs nocie
MeJMKaMeHTO3HOoro/paanodactotnoro nojasienus KA. Kpome Ttoro, mpoBoauiach
ctpatudukanusa nauueHtoB cornacHo TFC 2010 u kpurtepusim [lagyu. ITanuentsl, y
KOTOpBIX HaOmoaamuch u3mMeHenus co ctopoHsl DK omnenuBamuces mo TFC 2010,
OosbHbIE ¢ BoBIeYeHUEM JIDK min OMBEHTPUKYIISIPHBIM MopakeHueM — 1o [lagyanckum
kputepusMm. bpimu chopmupoBaHbl 2 Tpynmbl MAlMEHTOB: TepBas - BKIouanga 24
nalyenTa, KOTophle cooTBeTcTBOBaM juarHosy AKMIIL JluarHoz AKMII 6wt
YCTaHOBJIEH B COOTBETCTBUU C JMATHOCTHYECKUMHU KPUTEPHUSIMHU JAHHOTO 3a00JEBaHUS
(TFC 2010, xputepuu Ilagyn) u ObLI MOATBEPKACH reHeTHUSCKUH. Bo BTOpyIO rpymmy
Bo1uIo 20 yeaoBeK, KOTOpbIM ObLT ycTaHoByeH quardo3 TKMII. Kputepruem nmoctaHOBKH
IuarHo3a ObUla TOJHAs HOpMalu3allvs pPa3MEPOB U COKPATUTEIBHOM CIOCOOHOCTH
MHUOKap/Ia KeTyT04YKOB 1ocie KynupoBanus KA u orcyrcTBue GUOPO3HBIX U3MEHEHU I
no nanaeiM MPT cepana ¢ koHTpacTUpOBaHUEM.

Ha 3 sTamne uccijieoBaHUsl OCYIIECTBISIIOCh TUHAMHUYECKOE HaOI0/IeHNEe 32
MalMeHTaMd OCHOBHOM TPYIIBI C TMPOBEACHUEM KOHTPOJIBHBIX 0O0CIEeA0BaHUN
(craHmapTHOE KapauOJIOTHYECKOe OOCIEAOBAHHME C BBIMOJTHEHUEM JIOMOJHUTEIBHBIX
UCCIIEIOBAHUNM 1O TOKAa3aHUSM B paMKax IJIAHOBBIX TOCIHUTAIA3ALMNA) N1 OLIEHKU
KOHEYHBIX TOUeK (cuHKore, ycrounas KT/ @XK), cpabateiBanus MK/, BkitoueHne B
muct oxumanus TCluposenenune TC). MenuaHa UIMTETBHOCTH HAOIOICHUS 3a
narmentaMmu  AKMIT cocraBuna 27 mecsneB [16,5-38]. Hacrosiiiee wucciiemoBanue
SIBJISIETCS CAMBIM KPYITHBIM O BEJIMYMHE BHIOOPKH M CaAMbIM JJIUTEIIbHBIM [0 MEIUaHEe

HabmoaeHus 3a 6onpHbIME ¢ AKMII B Poccuiickoit denepannu. beln co3maH perucTp
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nanueHToB nerckoro Bozpacta ¢ AKMII (cBuaeTenbcTBO 0 peructpanuu 0as3bl JaHHBIX

Ne2022621121 ot 04.05.2022 1.).

CrpaTudukanus naMeHTOB 10 KPUTEPUIAM

Huarnoctuueckas ctpatuduxanus no kpurepuasm AKMIT (TFC 2010, kputepun
[lagyn) oOeux rpynm MOpPOBOAMUIACHE HA MOMEHT MEPBUYHOIO KapAUOJIOTHYECKOTO
oOcne0BaHMsl, TOCTE BBISBICHUS JKENTyT0YKOBBIX HApYIICHUNA pUTMa U U3MEHEHUN CO
CTOPOHBI MHOKapJla B BHUJE AWJIATAUU W/WIA CHUXKEHUS (QYHKIUU KeayaoukoB. [Ipu
onucaHu MOpPOoPyHKIIMOHAIBHBIX U3MEHEHUH B 00€HX rpymnnax yuyuThiBaIuch Ix0-KI°

nannbie u nanabie MPT cepana (Ta6numa 3).

Tabnuua 3 — MopdodyHKIIMOHaTbHAS XapaKTEPUCTHKA MAIUEHTOB OCHOBHOM TPYTIIIbI

" CpaBHCHUA HA MOMCHT IICPBOI'O KOMIIJICKCHOT'O O6CJIC]IOBaHI/ISI

XHP AKMII TKMII
(ocHOBHas TpyIna) (rpyrmma cpaBHEHUS )
n=24 n=20
W3onupoBaHHast 5 (20,8 %) 6 (30,0 %)

nunatanus [DK (n, %)

N3onupoBanHoE 0 0
camxenue FAC (n, %)

Hunaranus DK + 6 (25,0 %) 1 (5,0 %)
cumxenue FAC (n, %)
N3onupoBannas 2 (8,4 %) 6 (30,0 %)
nunatanus JOK (n, %)
N3onupoBannoe 0 1 (5,0 %)
camwxkenue ®B JIK n, %)
Hunaranus JOK + 7 (29,2%) 6 (30,0 %)
camwkenue OB JDK

(n, %)




o1

[Iponomxenue Tabnuupl 3

JXHP AKMII TKMII
(ocHOBHas rpymIa) (rpynmna cpaBHEHHUS)
n=24 n=20
busenTpukynspHoe 4 (16,7 %) 0
nopaxenue (n, %)

[Ipumeuanue: AKMII — aputmorennas kapauomuonatusi, JKHP — xenynoukoBble HapylieHuUs
putMma, JDK — nessiii xenynouek, IDK — mpaseni skenynodek, TKMII — taxumHaynupoBaHHas
kapanomuonatus, @B — ppakuus Beropoca

[Ipu mpoBegeHun crpaTUGUKAIMKM KaXKIbI MAlMEHT OCHOBHOW TPYIIBI UMeEN
HEoOXoAuMBbI HabOp KpuTepueB M TocTaHOoBKM sguarHoza AKMII, koTtopsiii
BKJIIFOYAIMUHUMYM 1  «Oonbmioi» W 2 «MalbIX» KpPUTEPHEB U3 KaKOU-ITHOO
KaTEerOpUaJIbHON TPYMIbI, YTO MO3BOJISIIO YCTAHOBUTH nrario3 AKMIL.

N3 rpynmnel MopdhodyHKIIMOHATBHEIX M3MEHEHHH Mo pesynbTaTaM 29x0-KI' 12
(50,0 %) nereii umenu «oompiiue» kputepuu, 4 (16,7 %) — «mansie» u 8 (33,3%) He
COOTBETCTBOBAJIM HH OJIHOMY KPUTEPHUIO, OJHAKO HMMENH JWJIATAllMI0 KaMep W/WIH
CHU)KEHHE COKPATUTEIBHOM CIIOCOOHOCTH MUOKapAa.

ITo mamapiMm MPT cepana nmereit, y 14 (58,3 %) denoBek OBLIM BBISBICHBI
«Oonpmme» kpurepun uy 8 (33,3 %) npmereit — «wmanbpie» W3 KaTETOpUU
«ophopyHKIIMOHANBHBIX». K CTPYKTYpHBIM KpUTEpUSM 3a00JieBaHUS OTHOCST
¢bubpo3Hble HW3MEHEHHUS MHUOKapja, BbIABICHHbIE 1O ngaHHeIM MPT cepama c
KOHTPACTUPOBAHUEM WIIM THUCTOJOIMYECKOTO HCCIENOBaHUs. Y BCEX IAIMEHTOB,
KOTOpeIM ObITO BBIMONTHEHO MPT cepama ¢ uCHonab30BaHMEM KOHTPACTHPYIOIIETO
BeleCTBA ObUIM OOHApYX)eHbl (UOPO3HBIE H3MEHEHHUS, OJHAKO, YYTEHbl OHH OBLIU
TOJIbKO Yy TMAI[MEHTOB C JIEBOJJOMUHAHTHOM W OWBEHTPUKYJIAPHBIMU (opMaMu
3a00eBaHms, MOCKOJBKY JTaHHBIE TKAHEBOW XapaKTEPUCTHUKHA MHUOKapAa MO JaHHBIM
MPT cepana ve BxiatoueHsl B TFC 2010, a rucTosioruyeckoe UCCiae0BaHME HA MOMEHT
JAArHOCTHKH 3TUM IMAIMEHTAM HE IPOBOJIHIIOCH.

Cpenu apuTMUYECKUX KPUTEPHUEB Y BCEX MALMEHTOB OBbUIA BBISIBICHBI «MAaJIbIE»

kputepuu. B 24 (100,0%) cinyuasx Obuio oOHapyxkeno Oosnee 500 KOC/cytku mo
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nanubiM CM-OKT, 6 (25,0 %) 6onbubix umenu KT ¢ mopdonorueit 61okaasl JieBoit
HOXKH myuka ['uca (BJIHIII') ¢ Hmxkueit ocwto u 4 (16,7 %) pedenka — ¢ Mopdosoruei
BITHIIL, uro taxxe aBnsercs «MaabiMu» Kputepusimu AKMIL. JIums 2 (8,4 %) pebénka
umenu Oonbiioi kputepuit — KT ¢ mopdornorueit BJIHIII' ¢ Bepxueir ocwkro. Cpenu
aHOMAJIUW pernosipyu3aliy 1k nauueHToB ¢ nopaxenueMm [DK «Gonpmmm» kputeprem
no TFC 2010 sBnsiercst uuBepcus 3youa T B V1-V3 y i crapiue 14 net npu oTcyTCTBUU
NOJIHOM GJ10Ka/Ibl MpaBOW HOKKH My4ka ['nca, ManabsiM — nHBepcus 3youa T B OTBeeHUAX
V1-V2/V4-V6 6o unBepcus 3youa T B V1-V4 y nun crapiie 14 ner npu HaIuduu
nosHoit BITHIII. [Ins Gonbubix ¢ mopaxenuem JDK mo xputepusm I[lagyu mnBepcus
3yonoB T B V4-V6 nipu orcyrctBun nonnast BJIHII sBnserca «manbim» kputepuem. B
Hamel BbIOOpke manueHToB ¢ AKMII oumeHky mnpoueccoB pemnojspu3alud  Mbl
npoBoAwIn Toinbko y 11 (45,8) yenoBek, kotopeie ObuIM cTapiie 14 ner. Kpurepum
«aHomanuil penosspuzanuuy Obun monyuensl y 1 (4,2 %) pebenka ¢ AKMII ¢
nopaxenuem [DK («bombiioin»), y 2 (8,3%) mannentos ¢ nopaxenuem JOK («manbie») u
B 1 (4,2 %) cinydae y narieHTa ¢ OUBEHTPUKYJISIPHBIM (DEHOTUTIOM («OOJIBIIONY).

[ITK 6butn 0O6Hapyskensl B 19 (79,2%) ciydasix, HO Kak «MaJIbIii» KpUTEPHii ObLITH
yutenbl b y 11 (45,8%) manurentoB ¢ AKMII ¢ Bosneuenuem [DK. YV GonpHBIX €
JI€BOJJOMMHATHOM M OMBEHTPUKYJISIPHON popmamu 3a00€BaHUS JaHHBIE U3MEHEHUS HE
YUUTBIBAJIUCh, TOCKOJIbKY HCKItO4eHbl u3 IlagyaHckux kpurepueB. Ha momeHT
HNEPBUYHOTO KPaJUOJIOTHUYECKOro O0CIEe0BaHUS HHU Yy OJHOIO MAalMeHTa HE ObLIO
BBISIBJICHO SIICMJIOH-BOJIHBI, HU3KOIO BOJIbTaXa KomIiuiekca QRS B oTBeneHusx ot
KoHeuHocTer. OpHako npu nuHamuveckoM HabOmonenmu y 4 (16,7 %) mereii Obuia
3aperucTprupoBaHa dMCUIOH-BoiHA U Y 1 (4,2 %) peOeHka oTMedancs HU3KUN BOJBTaXK
komiiekca QRS B 0TBeICHUAX OT KOHEYHOCTEH.

I'ucronoruyeckoe HcciaeOBaHUE HA MOMEHT NEPBUYHOIO KapAHUOJIOIMYECKOIrO
UCCIIEIOBaHMUS HE OBLIO BBIMOJHEHO HU OJHOMY W3 mauueHToB. OJHAKO B Ipolecce
HaOmoaeruss 6 (25,0 %) OGompHBIM ObuUTH TIpOBeneHBI DOMbB WM TUCTOIOTHYECKOE
UCClIeIOBaHNE HATHUBHOTO cepauna mociae T1C, mpu 3TOM Bce JaHHBIC MAIMEHTHI

COOTBETCTBOBAJIM «OOJIBIIOMY» THCTOJIOIMYECKOMY KPUTEPHIO.
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Bce netu u3 370l rpynmbl ObUIA T€HOTUI-TIOJOKUTEIBHBIMU U UMEIU MYTalluH,
accouuupoBaHHble ¢ pazButueM AKMII.

B rpynmne cpaBHeHUS! y MallMEHTOB ObLIM BBISBICHBI «MAaJIbIe» WU «OOIBIITUE)
kputepun AKMII, onHako HU OJMH TAIMEHT HE UMeEN JOCTaTOYHOTO KOJIMYECTBA
JIUArHOCTUYECKUX KpuTepues s Bepudpuranuu AKMIL

ApUTMHUYECKUE KPUTEPUH TAKXKE OINMpPEEsINCh Y BCeX MalueHToB. Tak, y Bcex
neTeil ObUT OMpeiesieH «Malbli» KpuTepuid u3 3toil rpynmnsl — 6o1ee 500 XKIC/cytku. ¥
1 (5,0 %) yenoseka umeno mecto KT ¢ mopdonorueit BJIHIII ¢ BepxHel ocklo, y Ipyrux
4 (20,0 %) nanuentoB Obuia 3apeructpupoBaHa KT ¢ Takoi ke mMopdosorueid, HO
HUXKHEH OCBhIO, UYTO COOTBETCTBOBAJIO «OOJBIIOMY» M «MaJIbIM» apPUTMUUYECKUM
kputepusiM. CTOUT OTMETUTh, YTO HU OJIMH MAIMECHT HEe UMell GUOPO3HBIX U3MEHEHUH 110
nanabiM MPT cepana ¢ konTpactupoBaHueM. MophodyHKIIMOHATBHBIE KPUTEPUU
CYLIECTBEHHO OTJIMYAIMCh y nanueHToB ¢ nopaxenuem [ DK u JDK. Tak, Bce nanueHTsI
¢ BoieueHueM JDK wuMmenu AMAarHOCTHYECKHWE KPUTEPHH, OTPAXKAIOIINE HaTUIUE
munataruy u/unun guchyaknuu JOK: 11 u 10 «Gonpmmx» KpUTepueB mo JaHHBIM DXO-
KI' u MPT cepnua coorBerctBeHHo. Hu onun pebeHok ¢ mopaxenuem IDK He
COOTBETCTBOBAJl «MAJIOMY» WJIH «OO0JbIIOMY» MOP(PO(YHKIIMOHATIBHBIM KPUTEPUSIM B
BUJly OTCYTCTBHUSI MPU3HAKOB HAPYIIEHUSI ABUKEHUS CTEHKHU JKEIYAOYKOB MO JAaHHBIM
Ox0-KI" w/mmu MPT cepania. [1pu 3ToM Bee JaHHBIE MAITUEHTH UMEJIM U3MEHCHHS B BUIE
munatanuy u/unn cHwkeHus GyHkiuu [DK (moapobno otpakeno B Tabnuie 4). Hu y
OJIHOTO TAIMEHTa HE OBIIO KPUTEPHUEB «AHOMAIUH PETONISIPU3ALIUNY, YTO OBLIO CBA3aHO
C X BO3PAcTOM Ha MOMEHT o0ciietoBaHus. Taxke HU OTHOTO TAIMEHTa IaHHOW TPYIIITBI
He ObUTIO 0OHAPYKEHO STICUIIOH-BOJIHBI, HU3KOTO BoslbTaxka Komiuiekca QRS. V 6 (30,0%)
narueHToB ObutH 3apeructpupoBansl [ITDK, kak «Mmanbriit» kputepuii 3a00aeBaHns ObLUTH
yuteHsl Tuiib y 4 (20,0%) neteit ¢ nopaxenuem [DK. Kpome Toro, cpeau 60JbHBIX 3TON
IPYIIIIbl, KOMY IPOBOJUIOCH FTEHOTUIIMPOBAHKE, HE ObLUIO MOTYYEHO €T0 MOJI0KUTEIbHBIX

pEe3yJIbTaTOB.
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Kiannuyeckasi XapaKTepuCTHKA 00C/IeI0BAHHBIX IPYIII

I'pynna nanuentoB ¢ AKMII (ocHoBHas rpynna) Bkitovana 24 nauuenta. Cpenu
Hux 15 (62,5 %) manpurikoB u 9 (37,5 %) nesouek. Bce marmueHTsl ObUIH TpOOaHIaMHU.
Menuana Bo3pacta NOCTaHOBKM KiMHUYecKoro auarnoza AKMII cocrasuna 13 nert [12-
15].

[Ipu ananu3e mepuHATAIIBHOTO MEpHoJia ObIIO yCTAaHOBIEHO, uTO B 15 (62,5%)
CIy4yasix y MaTepell MNalMeHTOB OCHOBHOW TPYIIBI UMEIH MECTO MaTOJIOTHYECKHE
COCTOSIHUSI BO BpeMsi OepeMeHHOCTU. Tak, y 5 U3 HUX OTMeYanach yrpo3a mpepbiBaHUS
OepeMeHHOCTH, y 4 — aHeMusl, y 3 — yporeHuTaibHas undeknus u enie y 3 — OPBU. B 2
(8,3%) cnydasx Obutk mpexaeBpeMeHHbIe pojbl. [Ipu poxaenun Bce netn ¢ AKMII
UMeJTi HOpMaJlbHbIE aHTPOIIOMETPUUECKHUE JTAHHBIC.

Ha MomeHT mepBoro o0cienoBaHus y MAllMEHTOB OCHOBHOW T'PYMIBI 3aJepiKKa
¢uznueckoro paszputus ormevanach y 3 (12,5%) nereit. ComyTcTByromiasi naTojaorus
ObL1a obHapyxkenay 17 (70,8%) aereit. Tak, 7 (29,1%) neanaTpuyeckux O0JIbHBIX UMEITH
3a00eBaHUsl JKEIYJOYHO-KHUILIEYHOTO TpakTa B (OpME XPOHUYECKOTO TacTpUTa M
JTUCKUHE3WH  JKemdeBbIBOIAmMX  myrer, 5  (20,8%) mamueHTtoB Obut ¢
odTanbMoornyeckoi natonoruei, 3 (12,5%) pe6bEHka UMenu nMaToJoruio JOP-OpraHOB
u emie y 2 (8,3%) nereii Habmromancst M30bITOK MacChl Teja.

VYuuteiBast CTAIMMHOCTD 3200JI€BaHNUs, OMUCAHHYIO B TaBe 1, a Takke MpUHUMas
BO BHUMaHUE TOT (akT, 4To y Bcex mamueHToB JKA ObUIM 3aperucTpupoOBaHBI paHee
KIIMHUYECKUX 3Kaio0, 1e0r0TOM 3a001€BaHUSI MBI CYUTAIIA BO3PACT MEPBOM PETUCTPAIINH
YKEITyJI0UYKOBBIX HapylieHud putMa. Menuana Bo3pacrta nosiBjieHus: JKA U MOsIBICHUS
MOp(POPYHKIIMOHATBHBIX U3MEHEHHI MHOKapaa coctaBuia 12 jet [9-14] u 12 nmet [11-
15] coorBercTBeHHO. MenuaHa BpPEeMEHH OT MOMEHTAa TIIEpBOM  pErucTpaIuu
KEITyOYKOBBIX HAPYIIEHUH puT™Ma 710 TocTaHoBKY nuarHo3a AKMII 6sina paBHa 1 rony
[0-3].

B mpornecce nadmoaenus 9 (37,5 %) nerel uMenu MpaBOJIOMHUHAHTHYIO (GOpMY
AKMII, 7 (29,2 %) — mneBomomuHanTHyro ¢dopmy AKMIT u 8 (33,3 %) -
ouBeHTpuKysapuyo popmy AKMII (PucyHnok 6).
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@ Npasopommw@nTHas dopma
@ leeopomuHaTHaR dopma

BuBeHT pHKyNapHas chopma

Pucynok 6 — Ctpykrypa (eHOTUIIOB apUTMOTCHHOW KapAUOMHUOTIATUHU Y

MNCANATPUICCKUX IMAITUCHTOB

Cnenyer otmetrutb, 4to 4/8 (50,0 %) mnamueHTOB € OUBEHTPUKYISIPHBIM
(GEeHOTUIIOM Ha MOMEHT JAMArHOCTHKU 3a00JIeBaHUS UMENH OJHOXKETYIJO0YKOBOE
nopaxeHue: y 2 u3 Hux ormevanoch nopaxenue [DK, y 2 apyrux — JIK.

Bcem manuenram ¢ AKMII Obi10 MmpoBeeHO MOJEKYISPHO-TEHETHYECKOE
uccienosanue. Y 16 (66,7 %) nereit Obin 0OHApPYKEHBI MYTAllUd B JECMOCOMHBIX
reHax, y 8 (33,3 %) umenu HEAECMOCOMHBIE MyTallMu. Bce ManueHThl Moxydanu
AHTHAPUTMHUUYECKYI0 U mnonukoMnoHeHTHyro Ttepamuio XCH, 9 (37,5%) Oblnu
npeanpuHaTel monbITku PYA cyberpata aputmuu. 13 (54,1 %) 6s11 yctanosien UK/I. 3
(12,5 %) nersm mpoeaeHa TC, mpu 3TOM 2 M3 HUX HYXKIAJUCh B HHOTPOIHOMN
mogaepxkke mepen TC, 1 (4,2 %) peObeHOK HaxoAwics Ha JJIMTCIBHOM
MEXaHUYECKOM MOJIJIEPIKKE.

I'pynna cpaBHenust HacuutbiBasia 20 maunumentoB. Cpeau Hux 14 (70,0 %)
ManbuukoB U 6 (30,0 %) neBouexk.

Y mamumentoB ¢ TKMII y 11 (55,0%) Obu1 OTATOIIEH aKyIIEPCKO-
ruHekonorndecknii anamaes. B 6 (30,0%) cinydasx WMenT MECTO T€CTO3 IEepBOM
noJioBHHBI OepemeHnHoctH, B 4 (20,0%) — yrpos3a npepbiBaHus OepeMEHHOCTH U B 1

(5,0%) cnydyae umeno mMecto BHYTpuyTpoOHOoe uHuuupoBaHue. [lpu poxaeHun Bce



56

MAIMEHThl TPYIIBI CPAaBHCHHS TaKKe HWMETH HOPMalIbHBIC aHTPOMOMETPHUSCKUE
MOKa3aTelu.

Ha momeHnT o6cnennoBanus B Haieit kiuHuke nuiib y 1 (5,0%) naruenta ¢ TKMIT
oTMeydasiach 3ajiepxkka puznueckoro pazputusa. Y 9 (45,0%) GonbHBIX ObLIa BBIABICHA
conyTtcTBytomas mnatojorus. 4 (25,0%) peOeHka mMenu H30BITOK Macchl Tena, y 3
(15,0%) 6butn 0OHapy>KeHbI 3a0osieBaHus Jiop-opranoB u 2 (10,0%) nanuenta umenu
XPOHUYECKUI TaCTPUT.

B rpynne cpaBHeHuUs y ALIMEHTOB Takxke 1e0I0T 3a0oeBanus Havyaics ¢ KA, npu
3TOM MeJMaHa BO3pacTa UX MosBIcHHs cocTtaBwia 14 ner [7-16], a mequana Bo3pacta
nosiBeHUs MOPGODYHKIIMOHAIBHBIX M3MEHCHHH W BO3pacTa IMOCTAHOBKH JIMArHO3a
cocrasisuta— 15,5 ner [7,25-16]. 12 (60,0 %) neteit umenu nopaxenue JK, 8 (40,0 %)
— IDK. Hwm oauH W3 manueHTOB B TPYIIC CPaBHEHUS HE UMENT OMBCHTPHKYIISIPHOTO
nopaxenusi muokapa. [Tonosune nanueHToB (n=10; 50,0 %) BBIIOJIHEHO MOJIEKYIISIPHO-
reHeTHYECKOe UCCIEAOBAHNE, Y BCEX PE3yJIbTaThl TEHETHUECKOro 00CieI0BaHus ObLIN
orpunatenbubie. 11 (55,0%) namuenTtam 6su1a mogoOpana spdextuBnas AAT, 9 (45,0%)
Ob1a npoBeneHa PYA cyOctpata apuTMHM C MOJIOKUTENbHBIM 3 dextom u 9 (45,0%)
neteit Ha ¢pone TKMII nonmyganu tepanuto XCH. Ilocne ycnemnoro nedenus KA, Bo
BCEX CIy4asX TMPOU30IUIa HOpPMAIM3allMs KamMep Cceplala M COKPATUTEIbHOU
CIOCOOHOCTH  MHMOKapia. Meanana BpeMeHH OOpaTHOTO  peMOCIUPOBAHUS

MopGh o YHKIIMOHAIBHBIX H3MEHEHHI cOCTaBmiIa 6 Mecses [3-6].
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MeTtoabl 00caeI0BAHUSA

KommnekcHoe oOcnegoBaHue MALMEHTOB BKJIIOYAIO B Ce0sl M3y4YEHHE Kanold U
aHaMHe3a, OILIEHKY JIaOOpaTOpHBIX IOKazaTeleld W IMPOBEAECHUE HHCTPYMEHTAJIbHOIO

o0cetoBaHus cepeuHO-cocyaucToi cuctemsl (Taomuma 4).

Tabnuua 4 — OObeM NpPOBENEHHBIX O0CIENOBAaHMNA B OCHOBHOW TpyIIe U TpyIe

CpaBHEHUSI
['pynmbr AKMII(n=24) TKMII(n=20)
Co6op xanob n=24 (100%) n=20 (100%)

AHaMHE3 KHU3HU

n=24 (100%)

n=20 (100%)

DOU3UKAIBHBIA OCMOTP

n=24 (100%)

n=20 (100%)

JIabopaTtopHoe n=24 (100%) n=20 (100%)
HCCIIeIOBAaHHE
TIOX n=24 (100%) n=20 (100%)
OKT nokos n=24 (100%) n=20 (100%)
CM-DKT n=24 (100%) n=20 (100%)
Oxo0-KI' n=24 (100%) n=20 (100%)

Tpenmumn-tect

n=12 (50%)

n=14 (70%)

KI" — sxokapauorpadus

MPT cepnana ¢ n=22 (91,7%) n=19 (95%)
KOHTPAaCTHPOBAHUCM
CenextuBHas n=5 (20,8%) n=0
KOpoHaporpadus
['enoTunupoBanue n=24 (100%) n=10 (50%)
['ucronoruyeckoe n=6 (25%) n=0
HCCIICA0OBAaHHC
IIpumeuanne: AKMII — aputmorennas xkapauomuonartusi, MPT — marHuTHO-pe3oHaHCHas

tomorpadust, CM-OKI' — cyrounoe monutopupoBanue OKI, TKMII — taxunaynupoBaHHas
kapauomuonatus, THIX — tect ¢ mectumuHyTHOU X0A6001, DKI" — sanekrpokapaunorpadus, Ixo-
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[Ipu uzyyeHuu xanod n aHamHe3a 3a00J€BaHUs aKLUEHT ObUI ClIeJIaH Ha BO3pacTe
BO3HUKHOBEHUS TMEPBBIX CUMIITOMOB, KOTJa BIIepBbie ObLIa 3apeructpupoBaHa KA u
BpeMsi TosiBJieHUs]T MOPGOQYHKIIMOHANBHBIX H3MEeHeHuW. Omnpoc mnanueHTa W ero
3aKOHHBIX MIPEACTAaBUTEIICH OBbLT HAIIPABJIEH Ha BBISIBIICHUE MTPEXKIE BCETO apUTMUUYECKHUX
coObITHI1 (cHMHKOIE, BHe3amHoW octaHoBkHM cepana, BCC, cpabateiBanne MKJ) u
cumntoMoB XCH. TmaTeiabHO M3ydaquch OOCTOSTENIHCTBA BO3HUKHOBEHHUSI CHUHKOIIE,
CyOBEKTUBHBIC OIIYIIEHUS TMAallMeHTa BO BPEMs 3TOTO COOBITHS, BKJIFOYAsi CUMIITOMBI-
IIPEABECTHUKH B BUJIE CEPALICONECHUS, TOJIOBOKPYKEHHUS, a TAKKE JJTUTEIIBHOCTh YTPAThI
co3HaHus. bonpuioe BHUMaHuWE  YAENSUIOCH  M3Yy4YEHHIO  OOJEBOTO  CHHJpOMa
(Jroxanmm3anus, XapakTep, JJIUTEIbHOCTh) B 00JacTH cepAla y nauuenta. Coop aHamHesa
00s3aTeNIbHO BKJIIOYA BRISICHEHHE CEMEWHOTro aHamHe3a B oTHoeHuu Hainnuus BCC B
CEMbE, M3BECTHBIX KapJMOMHOIIATUM, a TAaK)Ke HAJIUYWS CUHKOIMAJIbHBIX COCTOSIHUH Yy
POACTBEHHUKOB | 1 2 mopsiaka.

N3yuyenue nabopaTOpHBIX IAaHHBIX BKIIOYANO B ce0s OONIMII aHalu3 KpOBH,
OMOXMMUYECKUI aHAIN3 KPOBH (OMNpeieTieHne OMOXUMUYECKUX MapKEPOB BOCTIAJICHUS U
CHIBOPOTOYHBIX MAPKEPOB MOBPEXKACHUSI MUOKApAa, THPEOUIHBIN CTATyC), ypOBEHb —N-
KOHIIEBOr0 MO3roBoro Hatpuiiyperudeckoro mentuaa (NT-proBNP).

[TpoBoaMIOCH KOMIUIEKCHOE MHCTPYMEHTANILHOE 00CIIeI0BaHNE: TTIOBEPXHOCTHAS
OKI B 12 orBeaenusx, CM-OKI', Oxo-KI" uccienoBanue ¢ TONMIEPOBCKUM aHAIU30M,
TecT ¢ mecTumMuHyTHON xoapbor (TIIX), mpoba ¢ mo3upoBaHHOU (U3HUIECKON
Harpy3kou (TpeAMUWI-TECT) — TMpU OTCyTCTBUM orpaHudyeHui, MPT cepnua c
KOHTPAaCTUPOBAaHHEM (IO MOKAa3aHUSIM U IPU OTCYTCTBUM OTPAHUYECHHUI), CEIICKTUBHAs
KopoHaporpadus (Mo MOKa3aHUSIM U TPU OTCYTCTBUU OTPAHUYCHHH ), TUCTOJIOTHIECKOE
uccienoBaHue (MO TMOKa3aHUsIM), MOJIEKYJIIPHO-TEHETUYECKOe uccaeqoBaHue (1o

TOKa3aHUsM).

[Toapa3znenenus, Ha KOTOPBIX OCYIIECTBISAIACH IUCCEpTAallMOHHAs padoTa:
e HUO apurmonoruu (pykoBogutens - 1.M.H. Jlebenes /1.C.);
e HUO cepnedno-cocynuCThIX 3a00€BaHUN Y J€TEH C TPYION TETCKOU

KapIUOXUpypruu (TJIaBHbIM HAy4YHBIA COTPYIHUK - 1.M.H. Bacuukuna E.C);
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® IHCTUTYT MONEKYJIAPHON OMOJOTUU U TEHETUKH (IUPEKTOP — J.M.H.
KocrapeBa A.A.);

e HWJI maromopdonoruu (pykoBoauTenas — A.M.H. Mutpodanona JL.B.);

e OTaeneHre KapAUOJIOTMHM U MeTULIMHCKON peabunuranuu [JJIPK
(3aBenyromuii — Bepmmnauna T.JL.);

e OrtneneHue JETCKOU CepACYHO-COCYUCTON XUPYPruM (3aBenyromuii — JlaTeimon
A.K));

e [leHTpanbHas KIMHUKO-MArHOCTHYECKAS JIabopaTopus (3aBEyIOIIHA -
Bacunbena E. 10.);

e OTzeneHre MarHUTHO-PE30HAHCHOM ToMOorpaduu (3aBeayromuii - PeikkoB

A.B)).

JduekTpoxkapauorpadus

3anucy OKI' mpoBojauiiach BCEM TMAIlMEHTaM B TOJIOKEHUH Jéxka B 12
OOLIETTPUHATHIX OTBEICHUSIX MTPU CKOPOCTH JICHTOMPOTSHKHOTO MexaHu3Ma 25 u 50 mm/c
Ha snekTpokapanorpade GE Medical Systems MAC 1600 ST (CIIIA). ITammentam
npoBojauiica craHaapTHeld aHanu3 MmieHku OKI', Bkmouas mouck OKI-kputepues
AKMII: anomanuii aenossipu3anu U penonspusanuu. Ocoboe BHUMaHUE YACISIIOCH
OLIEHKE MPOLECCOB pENOISpPU3aALNN B TPYIOHBIX OTBEACHUAX B COOTBETCTBUU C
BO3pacTOM, HAJIIMYMIO SIICUIIOH-BOJHBI, BOJbTaXy KoMmiuiekca QRS B oTBeaeHusix ot
KOHEUHOCTEW (HU3KHI BOJIbTaX omnpenensicsa kak <0,5 mB).

IIpu peructpammu Ha OKI' XKenyT04KOBBIX HapyLIEHH pUTMa OIEHUBAJICS UX

XapakTep, MOp(OJIOTHS U TOKATH3AIH.

CyrouHoe monutopupoBanmne JKI'

C nomompbto Hocumoro cyrounoro MoHuropa IKI' «Kapauorexnuka-07» c
ucnoiabs3oBanueM nporpammbl «MukapT» (OO0 “Unkapt”, Cankt-IlerepOypr, Poccus,
PY Ne ®CP 2008/01748) mnpoBoawnoch cyrounas 3amuch OKI, kortopas pnaer

BO3MOKHOCTb IIPOBCACHHUA aHAIM3ad KOJHUYCCTBA KCIYJOYKOBBIX Hap}II]_ICHI/Iﬁ puT™Ma
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(IIIOTHOCTH), @ TaKXKe OINPEAENICHHUs THUIA apUTMHUU OTHOCHUTENBHO paclpe/lejieHUs B
TE€YEHUs CYTOK, Xapakrepa KA, ouenku cpennecyrounon HCC, npyrux HapylmieHHN
pUTMa cepana M NMPOBOAUMOCTH, MIIeMHueckux m3meHeHniu, Hanumuue [IIDK. Kpome

TOT0, MPOBOJIUIIACH OIIEHKA CYyOBEKTUBHBIX *ano0 Bo Bpems npoBeaeHus CM-OKIT'.

TecT ¢ LIECTUMHUHYTHOM X0Ab0OI

s ouenku ¢pynkiunonanbHoro kinacca XCH nposoauics TIIX. Tlo pe3ynsTaTam
JAHHOTO MCCIIEIOBaHUS OLICHUWBAJIACh MAaKCUMallbHasi MPOWJECHHAas IUCTaHUUsS 3a 6
MUHYT. [lepen HauaaoM M B KOHIIE TECTA MAIMEHTAM U3MEPSIICS MYJIbC, apTEPUATIBHOE
JaBJICHUE, YacTOTa JbIXaHUS M caTypalusi KpOBH KHUCIOPOJOM. Takxke OIEHHUBAIOCh

CaMOYYBCTBHUC IMTAlITMUCHTA BO BPpEM:A TCCTA U KOJIMYCCTBO OCTAHOBOK.

IIpo6a ¢ no3upoBaHHOM PU3NIECKOI HATPY3KOI

[Ipu oTcyTCTBMH NPOTUBOIIOKA3aHUH MTALIMEHTAM [IPOBOJWIN TECT C 1I03UPOBAHHOM
(¢u3nueckol Harpy3koil C HCIIONb30BAaHUEM TpEAMUI-TeCcTa Mo mpotokony Bruce. C
IOMOUIbIO JAHHOTO TE€CTa OLICHUBAINUCH MPEXKAE BCEr0 (PYHKIMOHAIBHBIE BO3MOKHOCTU U
BO3HMKHOBEHME HAPYIICHUN CEpACUHOr0 puT™Ma BO Bpems TecTa. Eciau Bo3Hukanu KA vnn
Ha/KETyI0YKOBBIE apUTMUHU, U3ydajach UX CBA3b C Pu3ndeckoil Harpy3koil. Kputepusamu
IpEeKpaleHus: MPoObl ObLIM: 3HAYMMOE HAPACTAaHUE YACTOTHI JKEIYIOUYKOBBIX HAapYyLIECHUN
puUTMa, B TOM 4YHCIE MOSBIECHUE OUreMHUHHM B Te4eHHH 10 CEeKyHH; IOCTHKEHHE
cyomakcumanbHoit YCC; 3HaunMoe MoBbIIIeHHe Win cHkeHne AJl; HexxenaHue peOeHka

MMpOa0JIZKaTh HCCIICTOBAHUC.

TpaHcTopakajbHas 3XoKapauorpagus

Ox0-KI" mpoBoaunace st onpenencHust MOPGOPYHKITMOHATBHBIX XapaKTEPUCTHK
MUOKapaa W KjanmaHHoro ammapara Ha mpubope Philips 1E33 Matrix (Hunepnaumasr).
[IpoTokon wccaeaoBaHMs BKIIOYAT OOS3aTEIBHYIO OIICHKY pa3MepoB KaMep ceplia,
COKPATUTEIFHON CIMOCOOHOCTH MHOKap/ia 00OUX JKENyJAO0YKOB, HAPYIIECHUS KUHETHUKH

CTCHOK.
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Kpurepun 2x0-KI' qns qunarauuu w/wnu auchynkuuu [DK/BeIxogHoro tpakra
IDK/JDK Opun cnenyromumu:  gunatauus DK >2  z-score, FAC <35%, PLAX
BeixogHOTO OoTaAena IDK/BSA >16 mm/m 2, PSAX Beixomgnoro oraena IDK /BSA >18
MMm/M 2, aunatarust JOK> z-score 2, ¢pakuus BeiOpoca JDK <50% wu HapyumieHus
newxkenus crenkn JDK wimm IDK. 3xauenust z-score g IDK onenuBamuch 1o
KaJbKyIsTOpY Z-Score Koestenberger, s JIK — kanekynstop z-score Boston Children’s
Hospital system (BCH Z-Score calculator) [129].

MarHuTHo-pe3oHaHCHAas TOMorpadgus cepauna

MPT cepana npoBoaunack namueHTam Ha 3,0 Tin MP-tomorpage MAGNETOM
Trio A Tim, Siemens ¢ ucoJIb30BaHUEM KOHTPACTHOTO BelllecTBa rajoinuHus. [IpoTokon
UCCJICJIOBAHUS TaKXKe BKIIOYA 00sA3aTEIbHYI0 OIICHKY pa3MEpoB Kamep cepalla,
COKPATUTENbHON CHOCOOHOCTH MHUOKapAa O0OMX >KelyAO4YKOB, Hanuuus (puOpO3HBIX
u3MeHenui. Jmnaranus u/wmm qucdynkius JOK mo MPT cepania onpenensnack mytem
BBISIBJICHHS CJICIYIOIIUX TOKa3aTesei: KOHeuHo-auactonndaeckuii oorem (KJ10) >120
mi/M 2, DB <50%; DK — ®B IDK <40%, KO >120 ma/M 2 y au1l My>KCKOTO T0J1a U
>110 mur/Mm 2 y JIHIT )KEHCKOTO 110J1a U HAPYIICHUS JTBUKCHHS CTCHKH.

I[Ipu Haymmuum QUOPO3HBIX HM3MEHEHUH OICHWBAJach WX JIOKAIU3AIMs
OTHOCHUTEJIBHO JKEJYJOYKOB, a TaKXE€ XapaKTep PaclpOCTPaHECHHUs IO OTHOIICHHUIO K
CIOSIM  MHUOKapja: TpaHCMYpPaJbHBIM, WHTPaMypalbHBIM, CYOdHIOKApAUATBHBIN,
cyOsmuKapauaibHelii. BaxkHO MOAYEpKHYTh, YTO HWMEHHO JIOKAIHM3alUs W XapakTep

¢bubpo3a umenu OOJBIIOE 3HAUCHHUSI 111 TUATHOCTUKHU JIeBOoqoMUHATHBIX (hopm AKMIL.

CesiekTBHasi KOpoHaporpadus

[Ipouenypa mpoBOAMIACH, B pPEHTTEH-ONEpanroHHOW. JIsi  mpoBeneHus
KopoHaporpaduy UCIOIb30BAIC TpaHC(HEMOPATBHBINA JTOCTYN WM TPaHCPaIUaTbHBIN
JIOCTYTI C UCMOJb30BAHUEM MECTHOU aHecTe3uu. Uepes BbIOpaHHBIM JOCTYI BBOJUIICS

CHeHHaHBHBIﬁ KOHTpaCTHBIfI KaTCTCp AJIA BBCACHHA KOHTPACTHOI'O BCIICCTBA C LCIILIO
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BU3yaJIM3allMM KOPOHApHBIX apTepuil. Jlamee mnpoBoAamiIach pETrHCTpaldsl CEepUH

PEHTT€HOBCKUX U300pakKeHHI.

I'eHeTnueckoe uccae10BaHue

['eHOTHIIMpOBaHWE TMPOBOAWIOCH C  HCIOJB30BAHWEM TMAHENH  LEJIEBOTO
CEeKBEHHUPOBAHWs, KOTOpas BKIOYana 172 TeHa, CBSI3aHHBIX C KapAHMOMHUOMATHEH,
onucaHHbIX B r1aBe 1. lleneBas maHenps u3 172 reHoOB, CBI3aHHBIX C KApAHMOMHUOIIATHEH,
Obuta pazpaboTaHa u 00paboTaHa C MOMOIIBIO CHUCTEMbI OOOTAIICHHS IIEJIEBBIX TE€HOB
SureSelect (Agilent; BanbpnOponn, ['epmanusi) ¢ momomibio HWHCTpyMeHTa [llumina
MiSeq. Bapuantsl ObUIM  OTOUIBTPOBAHBI HAa OCHOBE HX (DYHKIIMOHAIBHBIX
XapakTepucTuK. Takke OBUIO MPOBENCHO JBYHAIIPABICHHOE CEKBEHHPOBAHHE TIO
Coanrepy 715 MPOBEPKHU BCEX 3apErUCTPUPOBAHHBIX BAPUAHTOB. | eHETHUECKHE BAPUAHTHI
ObUTH KJTacCH(UIIMPOBAHBI B COOTBETCTBUU C KPUTEPHUSIMH AMEPHKAHCKOTO KOJIIEIKa

MEIMIIMHCKOM TeHeTuky u renomuku 2015 roga (ACMG) [22].

I'ucrosoruyeckoe uccjaeaoBaHue

['ucTonaTonoruyeckoe Uccie10BaHue (SHIOMUOKapAUaibHas OMOTICHS U3 TTPABbIX
KamMep ceplla WIM HCCIICAOBaHHEe HATUBHOIO Cepllla IMOoCjie TPaHCIUIAHTALMH)
IPOBOAMIIOCH C TIOMOIIBIO OKPAIIIMBAHMS T€MATOKCHIMHOM U 303MHOM, 110 Ban-I'u3ony.
JI71s1 UCKITFOUEHUS] MUOKAPIUTa MPOBOANWIOCHh HMMYHOTHUCTOXUMUUYECKOE UCCIIEI0BaAHUE
c aaturenamu k CD3, CD68, HLA-DR. Mopdomerpudeckoe ncciae0BaHHe OCTATOYHOM
TUIOMAAN KapJAUOMHUOIIMTOB U TOJCYET KJIETOYHOrO WH(MIbTpaTa NPOBOAMINA C

MTOMOIIIBI0 aHaIM3aTopa n300pakenuit Image Scope Color M (Poccus).

MeankamMeHTO3HOE U XUPYPruieckoe JieHeHue

[Tocne ycraHoBneHus nuarHo3a namnuentam HazHadainach AAT u tepanns XCH. B
kauectBe AAT mpumensnace MoHotrepanus npenaparamu IC, II, III m IV kmaccos

aHTHAPUTMHUYCCKUX TperapaToB 1o kiaccudukamuu Vaughan-Williams E. M. (1969),
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160 KOMOWHHUPOBAHHOE JieueHUe U3 2 mpemnapatoB. Jlo3a npemnapatoB noadupanach ¢
Y4€TOM MacChl peOEHKa COIrIacHO KIMHUYECKUM PEKOMEHIAIUSM 0e€3 MPEBBIIMICHUS
MAaKCUMAJIBHO JIOIYCTUMOM J03bI MO HMHCTPYKUMH K npenapary [S]. Kpurepmsamu
s pextuBHOCTH AAT cunTanuck: cHUxkeHue obiiero konmuuectBa XKIC Oonee, ueM Ha
50%; ymenblienue konuuectBa mapHod XKOC B 10 m Oosee pa3; OTCYTCTBHE
napokcu3mMoB XKT [5]. Ouenka ¢ dexruBHoctd AAT npoBoauiIack mocie JOCTHKEHUS
LEJIEBOM 103bI IPEMNaparoB, yepes 2 u 6 mecsues 1o pesyiabratam CM-OKIT'.

Tepanuss XCH na3znauanack B 3aBUCUMOCTH OT PyHKIIMOHAILHOTO Kiacca (PK) B
COOTBETCTBUHM C CYHIECTBYIOIIMMHU KIMHUYECKUMHU peKOMeHAausMu no jedeHno XCH
y naerert [6]. Jus nedenuss XCH wucnonap30BaiCh HMHTHOUTOPHI aHTHOTEH3UH-
npeBpainiaronero (GepMeHTa, aHTarOHUCTHI PEIENTOPOB albJOCTEPOHA, MOUYECTOHHBIC
Ipenaparsl, 1Mo MOKa3aHUAM MPUMEHSIIACh HHOTPOITHAS TOAAEPKKA.

ITpu pa3BUTUHU 0O0YHOTO a¢pdexra npemnapar OTMEHSLICSL.
NuTepBeHIIMOHHBIE METOAbl  JICYCHMs, TaKhe KaKk paauovyacToTHas  alrarus
apUTMOTE€HHBIX 30H cepana u nocraHoBka MKJ[ mpoBOAWIMCH COTIAaCHO aKTyaJIbHBIM
KJIIMHAYECKUM PEKOMEHAAIMSAM Ha MOMEHT MIPUHATHS PEILICHHI.

IIpu pasButun Tskenod XCH mamueHTaM NMpOBOAWIIACH TPAHCIIAHTALIMOHHAS
KOMHCCHUSl JUIsl BKJIIOUEHMS NauMeHta B JucT oxuganuda TC ¢ mocnemyromum
npoeaeHueM TC. Bremonnsiiack oprotonmueckas TC mo OuWkaBaabHONW METOJHMKE B

YCIIOBUSAX UCKYCCTBEHHOT'O KPOBOOOpAIIeHHs B (apMaxoJIoA0BON KapAUOTIIETUH.

MeToabl cTaTHCTHYECKOH 00pa0OTKH pe3yibTaTOB

B xo¢e BoImosHeHHS paOOTHI JIJIs1 CTATUCTHYECKUX TOICUYETOB ObLTa co31aHa O6a3a
JTAHHBIX TaInueHToB. IlomydeHHBIE pe3yabTaThl ObUIM O00pabOTaHBI C  ITOMOIIBIO
cratuctrueckou mporpammel IBM SPSS Statistics v.26. /I[uckpeTHbIe JaHHBIC B HAIICH
paboTe TpeACTaBiICHBI B BHJC aOCOMIOTHBIX 3HAYCHHWH W MPOIECHTOB. JIJIs omucaHwus
KOJIMYECTBEHHBIX TMPU3HAKOB B 3aBUCUMOCTH OT HOPMAJBbHOCTH pacHpeacICHUs
WCTIOJIb30BAINCH CpeHee apudMeTHYeCKoe + CPEeAHEKBaJPAaTHYHOE OTKJIOHEHHE (B

Cllyyae HOPMAaJbHOIO pachlpenesieHus)) Wiu B Buae kBaptuwied 50 [25; 75] (nmpm
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pacupeneneHud, OTIIMYHOM OT HOPMAJIbHOIO). YYHUTHIBas KOJUYECTBO MAI[MEHTOB,
BKJIIOYEHHBIX B HCCIIEIOBAaHUE, I OLECHKA HOPMAJIBHOCTH HCIIOJIB30BAJICI KPUTEPUI
[MTanmupo-Yunka. Ilpu cpaBHEHUMM KOJWYECTBEHHBIX IIEPEMEHHBIX, MMEIOMIUX
«HEHOPMAaJIbHOE» paclpeiesieHne, npuMeHsics kputepuii U-kputepuil MaHnHa-YUTHHU.
JIns cpaBHEHHUs CPEAHUX BEJIWYMH IIPU HOPMAJIBbHOM PACHPEACICHUNA KOJIUYECTBEHHBIX
NAHHBIX mnpumeHsyica t-kputepuid  CrhrogeHTa. /[[ns cpaBHEHUST HOMMHAJIBHBIX
[I0KA3aTeJIe MCIOJIb30BAIMCh KpUTEpUN XU-KBajgpar IIupcoHa, TOYHBIA KpUTEpUI
@umepa. CTaTUCTUYECKH 3HAYMMBIMHU Pa3JIMuMs MOKA3aTeNeNd CUATAIUCh IPU YPOBHE
3HaunMoct p <0,05. g OUEHKH BBDKUMAEMOCTH 0€3 apUTMOT€HHOIO COOBITHS
ucnonb3oBasica Meron Kammana-Meiiepa. IlocTpoeHnE NPOrHOCTUYECKOM MOJEIU

OCYIHICCTBIIAJIOCH MCTOJOM 6HHapHOﬁ JIOTUCTUYECKOM perpeccuun.
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I'JIABA 3. PE3YJbTATHI COBCTBEHHBIX UCCJIEJJOBAHUI

[Tpu ananuze 447 ucropuii 0one3nu nauueHToB ¢ KA Ob110 BbIsiBIEHO 24 (5,4%)
nanueHTa ¢ guarHozoM AKMIIL TloapoOGHO cTpykTypa IMAarHO30B y MaIlMEHTOB C

KEITYTOYKOBBIMHA HAPYLIEHUAMHU PUTMA MpEACTaBiIeHa Ha Pucynke 7.

@ Ma ¥A
® ap

TAXMHHAYUM POBAHHAR KARQHOMASNETHR

P
WENYAOYKORIN TAXMKAPARA

Pucynok 7 — CTpyKTypa JUarHo3oB y HAIMEHTOB C JKETyI0YKOBBIMU apUTMUSIMHU

3.1 OneHKa KIMHUYECKUX XapPAKTEePUCTUK U JAHHBIX JIA00PATOPHOIO H

HHCTPYMEHTAJIBHOT0 00CIeJ0BAHMS Y JIeTeil ¢ APpUTMOreHHOW KapAUOMHONATHEH

V¥ manmentoB rpynnsl ¢ AKMIIT Obutn mpoaHaan3upoBaHbl CEMEHHBIN U aHAMHE3
3aboneBanus, Bo3pact mnosBieHus OKI, MophodyHKIIMOHAIBHBIX U CTPYKTYPHBIX
M3MEHEHHUI cep/iiia, OCOOEHHOCTH KIMHUYECKOTO TeueHHUs 3a00ieBaHUs («ropsuuer
¢ba3pl, «Hekmaccuueckue» (GopMbl 3a00JIeBaHMs, HEOIArONPHUITHOE TEUEHHE), ObUIH
ycTaHOBJEeHbl kputepuu pasznuuusa mexay AKMII u TKMIIL. Hamu npencraBieHsl
pe3yIbTaTHI UCCASAOBAHUS KaK o0miel KoropTsl marueHToB ¢ AKMII, Tak 1 oTAeIbHBIX

CC MOATrpyIIIl B 3aBUCHMMOCTH OT I'CHOTHIIA, (beHOTI/IHa.
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B3anMocBs3b Bo3pacTa M NOABJICHUS 3JIEKTPOKApPANOrpauyecKux u
MOpPGo(PYHKINOHAIBHBIX M3MEHEHUI B cep/ile NPU APUTMOTeHHOM

KapAUMHONATHH Y AeTel

OcHoBHas rpymnmna Biittoyana 24 nanuenrta. Cpenu Hux 15 (62,5 %) Maap4ukoB U
9 (37,5 %) neBouek. Bce nmanuenTtsl 6puM npobanaamu. CpenHUil BO3pacT HA MOMEHT
NEPBOro KOMIUIEKCHOTO O00CJeOBaHus B Halled KIMHHKE cocTaBui 12,7 + 3,2 ner.
MenunaHa Bo3pacta NocTaHOBKM KinHUYeckoro auarnoza AKMII cocraBuna 13 ner [12-
15]. B Tabaume 5 npuBeieHO pachpeieiicHHe IeTei B 3aBUCHMOCTH OT BO3pacTa
JUArHOCTUKU 3a00JIeBaHUs B COOTBETCTBUE C MEpPUOAM3ALMEN JETCKOTO BO3pacTa IO

Boponmosy .M., Mazypuny A.B. (2009r) [14].

Tabmuma 5 — CBeneHust 0 BO3pacTe IMArHOCTUKU 3a00JieBaHUS y JCTEH pa3HBIX

BO3pACTHBIX Tpymi (N=24)

Bo3spacthas rpymnmna Bcero, %
1-3 ronga 0
4-6 et 1 (4,2%)
7-11 ner 4 (16,7%)
>12 ner 19 (79,1%)

[locne mnpoBeneHHOTO aHadM3a aHamMHe3a, aMOyNIaTOpPHBIX KapT, a TaKKke
MEIUIMHCKUX JOKYMEHTOB OBLJIO YCTAaHOBJIEHO, YTO Y BCEX MAalMEeHTOB mepBbie KA
ObLTM  3apEeTUCTPUPOBAHBI 10  TOSBIEHUS  KIMHUYECKUX  CHUMITOMOB U
MophodyHKITMOHATBHBIX u3MeHeHui. Tak, y 7 (29,2 %) nereit KemymouKoBBIC
HapylieHuss puTMa OBUIM BBISBICHBI BO BpeMs NPO(UIAKTUYECKOTO0 OCMOTpa H
nucnancepuszanuu, y 17 (70,8%) pu ocMoTpe BpadyoM-TieIUaTPOM IOCIIE TEPEHECEHHBIX
HHTEePKYPPEHTHBIX 3a00seBanmii. CBeeHUs 0 BO3pacTe Ae0r0Ta 3a00IeBaHUs B Pa3HBIX
BO3PACTHBIX TPYyMTax MpecTaBieHbl Ha Pucynke 8.

Baxxno momuepkHyTh, uTOo KA mMenu OecCUMNTOMHBIA XapakTep. MeamaHa
neOrora 3abosieBanus (Bo3pact mosBiieHus mepBbix JKA) cocraBmia 12 ser [9-14].
CnenyeT oTMeTUTh, 4TO TOJbKO 12 (50,0%) nereit nmocse BhISIBICHUS HapyILICHUH pUTMa

Ha6J'IIOI[aJ'II/ICB ACTCKHMM KapAnOJIOIrOM.
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62,5%

Komauectro IMalHeHTOR

1-3roga 4-6 net 7-11 net > 12 net

BozpacTHble rpynmst

Pucynok 8 — Cenenus o Bo3pacte 1e0r0Ta 3a001€BaHus B Pa3HBIX BO3PACTHBIX

rpynmax

Menuana BpeMeHHM OT BO3HMKHOBeHUs JKA 10 wmopdodyHKIMOHATBHBIX
u3MeHeHui cocrarisia 1 rog [0-1]. Tak, y 10 (41,6%) nereit MmopdodyHKIIMOHATEHBIE
M3MEHEHHMsI ObUTN BBISBICHBI B TEUEHHUH T'OJIa MOCJIE PETUCTPAIMU HAPYIIEHUH pUTMa, Y
14 (58,4 %) — 6onee yem uepe3 1 rox (ot 1 g0 5 net). YV 17 (70,8%) manueHTOB NIepBbIC
’Kast00bI TIOSIBHJIUCH TaKXKe B TeUeHUHU roja mocie acorora AKMIL, y 7 (29,2%) — G6omee
geMm yepes 1 rox (ot 1 g0 5 nmer). MeauaHna BpeMeHH OT MaHH(ecTaluu 3a00JIeBaHUS 10
MOSIBJICHHS TIEPBBIX 3kano0 4 mecsna [2-8]. Jlumb y 2 (8,4%) uenoBek xano0bl BOSHUKIIH
niociie BoisiBNieHUs JKA 1 MOphoPyHKITMOHATHHBIX H3MEHEHUM MUOKap/a.

Menuana JIUTETBHOCTH CYIECTBOBAHUS KEITYJAOUYKOBBIX HAPYIIEHUH pUTMA 0

MOMEHTa TIEPBOro 00CiIeIOBaHus B Hallel kauHuke coctaBuia 10,5 mecsues [5-30].
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Kinnuyeckasi XapaKTepUCTHKA NALUCHTOB

Ha MoMeHT mepBoro o0cienoBaHus B HAIleM LEHTPE >KaloObl MPEabsABISIN 23
(95,8 %) uenoBeka, MeMaHa Bo3pacTa MosBJICHH )anoo coctasmia 12 jer [10,5-15].

B npouecce HabmoneHns x&ano0bl U KIIMHUYECKas KapTuHa y nanueHToB ¢ AKMII
BKJTtouaa cepaieonenuns y 21 (87,5 %) pedenka, cuHKomnaabHble cocTostaus —y 14 (58,3
%) nereit, cumrrombl XCH B BHJIe OJBIIIKKA U CHIXKEHUS TOJIEPAHTHOCTH K (PU3NIECKOM
Harpyske — y 12 (50,0 %), «ropsiuas» daza — y 5 (20,8 %) GonbHbIX, ¥ 4 (16,7 %)
OoTMeYasiach M30JIMPOBaHHAs 00Jb B Tpynu 0e3 peructpanuu «ropsiueit» dassl (Pucynok

9).

CepnetueHune 87.5 %

CuHione

CuMmnTOMBI
cepaeYHon
HeagocTaToyHOCTH

«opAdvaa» dpasa 20,8 %

WMaonupoeaHHan
Gone B rpyaHon 16,7 %o
KneTke

0 5 10 15 20 25

KonagecTBo MAaNHEHTOB

Pucynok 9 — CtpykTypa KIMHUYECKHUX MPOSIBICHUN apUTMOTCHHON

KapaAuOMHUOIIaTHH

Tonpko 1 mamuent (4,2 %) ocrtaBancs OECCUMITOMHBIM Kak Ha MOMEHT
ITOCTAaHOBKHM JWarHo3a, Tak W B Xoje JaidbHeimniero HaOmoneHus. Juarano3 KA Obun
YCTaHOBJIEH B XO/JI€ IUCTIAaHCEPU3ALIHH.

CunkonanbHble cocTosiHUA y nanneHToB ¢ AKMII aBnsitoTcst oiHUM U3 MapKepoB
HEOJIaronmpusATHOTO TeUeHUs. B Haimiel Tpyrmme CHHKONE WMENTW MecTo Ooiee 4em y
MIOJIOBUHBI JIETCH, M XapaKTePU30BAIHCH MporpeccupyromumM tedeHuem. Y 6 (25,0 %)
JIeTe CUHKOIE BO3HUKAIW B cocTosHMH Tokos, vy 5 (20,8 %) — mpoBorupyronum

(bakToOpoM yTpaThl CO3HAHUS SIBJISIACh MCKIIOYUTENILHO (hr3rueckas Harpyska, y 2 (8,3
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%) ManueHTOB OOMOPOKM OTMEYalld Kak Ha ()OHE SMOIMOHAIBHOTO CTpecca, TaK M BO
BpeMs (hu3nyeckoi Harpy3ku, y 1 (4,2 %) - o0OMOpok pa3Buiics Ha GOHE SIMOIUOHATIBHOTO
Bo30yxneHus. Y 3 (12,5 %) nanMeHToB CUHKOIME BIEPBbIE BOZHUKIIN Y€pe3 HECKOIBKO
netT nocie ycraHoBieHus nuarHoza AKMIL dns 7 (29,2 %) yenoBek ObLT OTMEUYEH
pelUIMBUPYIOMIHNI XapakTep oOMopokoB. 11 (45,8 %) manueHTOB mnepen 0OMOPOKOM
OTMEYaJIH JKaJI00bl HA yYalleHHOE cepialeOneHre. BaxkHo otMeTHTh, uTo Y 8 (33,3 %)
MAIMEHTOB C OILIYIICHUEM cepAIleOneHus Tiepe]] CHHKOIE OBLTH 3aperucTprupoBanbl JKA
B MOMEHT yTpaThl co3HaHus. Tak, y 7 (29,2 %) nereit nabmtonanace moHomopduas KT

uy 1 (4,2 %) peoénka — ®XK (Pucynok 10).

A.I BJ|L f\ /'\ f\/U\ /\/4‘\ /\/’\/\ J\/ﬂ
' v j\/\ ATAVAVAVAVAYAVAY
am ' | £VR ‘\ VAVAVAVAWAVAVAN
2 UM VW

AVF W/ \/\ \/r
Jl \

Pucynok 10 — A) @parment DKI" nesouku C. 10 ner. MoHoMmopdHas
xenynoukonas Taxukapaus ¢ YCC no 150 B mun. b) ®parment KT manbuuka B. 15

neT. QUuOpMIISAIUS KETYJOUKOB.

ITpu nepBuuHoit quarnoctuke, cumntombl XCH umenu 12 (50,0 %) nauneHTos,
Bce umenu XCH II ®K no NYHA. Ilpu nocnenyroiiem HaOJIIOACHUU BCE MAIIMEHTHI

nuvenu mnpuszHaku CH: y 19 (79,2 %) nereir ¢ynkiuonansHbii kimacc XCH
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cootBercTBOoBal |Il, Torga kak y 5 (20,8 %) nanuentos 3apeructpupoBana XCH -1V
®K (NYHA).

CrouT MOMYEpKHYTh, YTO HU Y OJHOTO HAIIETO MAlMeHTa He ObUIO BHE3AIHON
ocTaHoBKH cepaua. Onnako y 4 (16,7 %) maireHToB ObLT OTATOIECH CEMEHHBIN aHaMHE3
BCC (y Bcex ato BCC poncreennukoB 1 u 2 nopsigka). Cemeiinbiii anamae3 AKMIT He

OBLT OTATOLICH HX Y OAHOTO IMallCHTA.

«l'opsiyas» ¢aza y NaMeHTOB ¢ APUTMOTCHHON KapAUOMHONaTHEH

Penkoe xnmmnanyeckoe nposisieHue AKMII — «ropsiuas» ¢asa, BcTpeuanaoch y S
(20,8%) neteii. B cBsA3M CO CXOXKECThIO KIMHMYCCKOW KApTUHBI M JIAOOPATOPHBIX
M3MEHEHUI, BCEM TaIleHTaM OBUT HCKIIOUEH MHOKApAWT W OCTPHI KOPOHAPHBIN
cuHapoM. JletanmpHas XapakTepHCTHUKa TpPYMNIbl TAIMEHTOB C «ropsuei» dazoi

npeacTanieHa B Tabmure 6.

Tabnuna 6 — XapakrepucTuka KIMHUKO-TA00PAaTOPHBIX U MHCTPYMEHTATbHBIX JaHHBIX

y MAIMEHTOB C «ropsuei» da3oit

Ne 1 2 3 4 3)
[Ton MYXK KEH KEH MYXK KEH
Bo3zpact 6 6 13 13 13
I'enotun DSP/ PKP2/ MYH7/ DSG2 PKP2/
DSP PKP2 FKTN P PKP2
P/LP P/LP L/P P/LP
deHoTHI JDK JDK DK DK buB
Tpurrep OH — — OH —
JleOroT — — — + —
3a00J1€BaHUS




[Iponomxenue Tabauuel 6
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Ne 1 2 3 4 5
HeoOroT — — — + —
3a00J1eBaHUS
KommuecTBo >5 1 1 1 1
3IIN3010B
MakcuManbHbIN 11,5 10,08 10,345 1232,7 10,074
ypOBEHb
TpOIOHUHA I,
HI/MJT
Hopmanuzanus 2 4 7 14 3
TPOITIOHUHA [, THU
K®K-MB, Ex/n 162 154 130 17 16
KK, 52 60 74 98 113,6
En/n
NT-proBNP, mr/mn | 15284 | 12504 1967 11090 14309
N3menenus Ha — — — — —
OKT
[IporpeccupoBanue | + + + + +
3a0oeBaHuUs
[Tpumeuanus: KK — kpeatunpochokunaza, KOK-MB — kpeatundocdokxunaza MB, NT-proBNP
— N-KoHIIeBOY MO3T0OBOI HATPHITYpEeTUYECKUI TIENTH/T

Y OonpmIMHCTBA MAIMEHTOB C «ropsyeit» (as3oif Obutn  OOHAPYIKEHBI
J€CMOCOMHBIE MyTallUM U TOAbKO 1 (4,2%) mamueHT uMen HEeJEeCMOCMOHBINA M'€HOTHII.
«opstuasi» ¢aza BcTpedasiach y MAIMEHTOB C JHOObIM (DEHOTUIIOM KapAHMOMHOMATHH.

Bospact BO3BHUKHOBEHUSI 3TOTO CUMITOMOKOMIUIEKCA BapbupoBaJics OoT 6 1o 13 ner — e
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meauana 13 jet [6-13]. KnuHnyeckas kapThHa y BceX XapaKTEPU30BAJIaCh 3IH3070M
CHWIbHON 0osin B rpynHOM kierke, 0e3 m3MeHeHuid Ha OKI', moBbllIEHHEM YPOBHS
TpononuHa, kpeatuHpochoknnazsl MB (KOK-MB), NT-proBNP. YposeHb TpornoHnHa
(MakcumanbHOE 3HaueHue) BapbupoBasicss ot 0,08 mo 232, 7 ur/mn (Me 0,345 Hr/mn
[0,08-1,50]). Hopmanuzarnust tpononuHa I 3anumana ot 2 no 14 aueit (B cpentem 6,0 +
4,9 nueif). KpoMe BbICOKOrO YpOBHS TpomoHWHa [, y BceX MalMEeHTOB C AITUM
NPOSIBICHUEM TakKe oTMevascs moBbleHHbIH ypoBeHb NT-proBNP — ot 967 no 5284
nr/min (cpeanee 3Hadenue 2830,8 + 1924,50 nr/m). ¥V 3 u3 5 manueHToB 0TMEYaNoOCh
noBeimeHne KOK-MB — ot 30 no 62 En/a (cpennee 3nauenne 35,92 + 21,10 Exn/n).
3HaueHus oOmelt kpeaTuH(POCOKUHA3bl B 3TOT MEPUOJ OCTABAINCH B Mpelesax
HOopManbHBIX. Bo Bpems snuzonoB 6onu B rpyaum OKI ocraBanach HEM3MEHHOW B
CpPaBHEHUH C UCXOJHOM: HU Yy OJHOTO M3 ATHX MAIMEHTOB HE OBLJIO HU MIIEMHUYECKHX
W3MEHEHUW, HU HapylieHud putMa cepana. I9xo-KI' kapTuHa npu TaHHBIX AMHA30/1aX
TaK)K€ HE OTIMYalach OT UCXOJHOM, OJTHAKO y BCEX MAIIMEHTOB uyepe3 3 Mecsua IMocie
smu3oAa  «ropsyei»  gaspl  OBUI0O  JIMAarHOCTHPOBAHO  MPOTrPECCHpPOBAHUE
MophohYHKITMOHAIBHBIX U3MEHEeHHH TIpH KoHTpoJie Ix0-KT'.

Huarno3 AKMII o pa3Butus «ropsuein» (asbl yxe 0bu1 yeranosieH y 3 (12,5 %)
naiueHToB, v 1 (4,2 %) OonbpHOro 3aboneBaHue ObUIO JNMATHOCTHPOBAHO BO BpeMs
nepBoro smu3o0aa 6o0au B rpyaud u B 1 (4,2 %) ciaydae JaHHBIA CHMITOMOKOMILIEKC
pasBwics g0 ycraHoBineHus AKMII, HO Obul TpakToBaH Kak HEYTOYHEHHAas
KapJIMOMHUOIIATHS, YTO MTOCTYKHUIIO TOBOAOM JUIsl TOCIIUTANIM3AMY B HAIll LIEHTP. B xo1e
TOCIATAIN3alNH, IOCIIE HCKIIOYEHHS] OCTPOro KOPOHAPHOIO CUHAPOMA U OCTPOTO
Muokapauta, osuia moarepkaena AKMIL.  HutepecHo ormeruts, uto y 2 (8,3%)
MAIMEHTOB, TEPEHECIINX «ropsuyto» (a3zy mnpu MPOBEAHHH THUCTOJIOTHYECKOTO
HCCIIEIOBAaHUSI HATUBHOrO cepana mnocie mnposeaeHuss TC, omnpenensiuch MpU3HAKH
TuMGOIUTAPHOTO MHUOKapAWTa. boyiee TOro, y OJHOTO MalHeHTa OBbLI0 HECKOIBKO
3MU30J0B 3TOr0 CUMOTOMOKOMILIEKCAa (>5), Mpu 3TOM MOCIAE KAXKIOTO 3NU30/a
MPOBOJIMIIOCH UCCJEAOBaHUE KapAuocnenupuieckux GepMeHTOB, ¢ MOJOKUTEIbHBIMU

pesynbTaTtamu B 100% ciryyaes.



73

JAuHamuka ypoBHs Kapauocneuupuyeckux pepmentoB u NT-proBNP kak

MOKAa3aTeJib MPOrpecCUpPYIOIEro TeYeHN s APUTMOTeHHOM KaAapAMOMHONATHH

Ha moment nocranoBku nuarHoza AKMII mMenuana ypoBHs TpomnoHuHa |
cocrapisuia 0,0095 ur/mn [0,0027-0,0345]. Cnenyer ormetuthb, uto 9 (37,5%)
MAlMEHTOB MMENU MOBBIIIEHHBI ypoBeHb TpomoHuHa | — ot 0,01 mo 0,36 Hr/mu.
Menuana 3nauenns KOK-MB B oOmieii BeiOOpke mocturana 18,7 En/m [14,1-27,1].
Ypoenb KOK-MB 65151 Bblllie HOpMaabHbIX 3HaueHu y 6 (25,0 %) neteit u cocTapisi
ot 30,8 1o 107 En/n. 3nauenus kpearnndochokunassl (KK) He mpeBbliian moporoBbix
3HAYCHUN BO BCEX Clydasx M ero cpeanue nuudpsl cocrabmsu 85,9 + 40,0 En/m.
Menunana ypoBHsi NT-proBNP 6buta 180,6 nr/mn [52,9-570,0]. 3nauenuss NT-proBNP
ObLTH noBbIIeHHBIMU Y 14 (58,3%) nereid, mpu 3TOM €ro ypoBEHb BapbUPOBAICI — OT
160,0 mo 1467,0 nr/mn. Meauana ucxoguoro ypoBHs NT-proBNP cocraBunal80,6
nr/mi [52,9-570,0].

[Ipy nuHamMuyeckoM HaOMIOEHUHM MeJuaHa YPOBHs TpomoHuHa | mocturana
0,0026 wur/mun [0,0017-0,0288], mpu 5TOM 3HadYeHHS TPOIOHHMHA | MpeBBIIIATH
HOopMasbHBIE Y 6 (25,0%) manrentoB u BapbupoBaiuck ot 0,05 no 0,4 ur/mi. Meaunana
snaucHnit KOK-MB cocrasmsna 17,2 En/n [14,3-23,2]. 3unauenns KOK-MB ocraBaiuch
BbIIlIE HOpMaJbHBIX Juiib y 4 (16,7 %) maumuentoB u coctaBimsuiu ot 32 no 54 EJl/x.
VYposensr KK y Bcex manueHTOB cOXpaHsICsA B paMKax peepeHCHBIX 3HAUCHHM, U €ro
MeauaHa Obuta paBHa 64,4 En/n [48,5-80,0]. Meauana NT-proBNP cocrasisiia 354,8
nr/mn [156,0-797,0]. 3naueruss NT-proBNP Obutn moBbimeHHbiMu yxe y 17 (70,8%)
JeTel, a ero ypoBeHb u3mensuics ot 156,0 go 9520,0 nr/m.

[lo pesynpTaTaM HaIIero WCCIACAOBaHHUS OBLJIO OTMEYEHO CTAaTUCTHYECKHU
3HaurMoe ToBbIieHHe ypoBHS NT-proBNP B aunamuke. B Tabnuue 7/ moapoOHO

MIPEICTABICHBI PE3yIbTAThI TAOOPATOPHBIX IMOKA3ATEIICH.
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Tabmuua 7 — JluHaMuMKa OCHOBHBIX JAaOOPATOPHBIX IOKa3aTelel y NalueHTOB C

ApPUTMOICHHOW KapJUOMHUONIAaTUEN

[Toxa3zarens Hcxonno B nunamuke p

[ToBbIlIcHHE YPOBHS 9 (37,5 %) 6 (25,0 %) 0,375
TponionuHa I (n; %)

Tpononun 1, Hr/Mn 0,0095 0,0026 0,269
[0,0027-0,0345] [0,0017-0,0288]

[ToBbIlICHHE YPOBHS 6 (25,0 %) 4 (16,7 %) 0,625
K®K-MB (n; %)
K®K-MB, En/n 18,7 17,2 0,204
[14,1-27,1] [14,3-23,2]
[Toseimenne NT- 14 (58,3 %) 17 (70,8 %) 0,453

proBNP (n; %)

NT-proBNP, nr/mn 180,6 354.8 0,018
[52,9-570,0] [156,0-797,0]

[Tpumeuanus: KK — kpearuadocdoknnaza, KOK-MB — kpeatundochoxknnaza MB, NT-proBNP — N-
KOHIIEBOM MO3IOBOM HATPUHYPETUYECKUM MENTH/T

ApuTMHYeCKHe H JIeKTPoKapAuorpagpnieckre 0COO0EHHOCTH APUTMOTeHHOM

KAPAMOMHOINIATUH Y AeTeH

OnanM w3 00s3aTenbHBIX U TepBbIX TposiBneHuin AKMIT sBistotes KA (KOC
u/vmm JKT). B Hame#t rpynmne oHu ObUTH IEPBBIM TIPOSIBIICHUEM 3a00JI€BaHN.

Cornacuo kputepusim AKMII no TFC 2010 gnst mpaBogomuHanTHX (hopm KIC
u3 BeixonHoro otaena [DK u KT ¢ mopdonorueit BJIHIIT ¢ HuxHE#H 0ChI0 OTHOCATCS K
«manbiM» kputepusiM, a KT ¢ mopdonorueit BJIHIIT ¢ BepxHeil oCblo — K «OOJIBIIAM»
kputepusaMm. [lo [Magyanckum kputepusm st JDK popm AKMIIT kak KIC, tak u KT c

Mopdonoruer BITHIIT sBnsitoTest «MalibiMy Kputepruem 3a001eBaHuUs.
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B nenom no rpymnmne «6ombiioin» kputepuit umen mecto y 2 (8,3%) naiueHToB, B
TO BpPEMSs KaK Y BCEX OCTaJIbHBIX 3TO OBbLIT «MaJIbIi» KPUTEPUI.

AHanu3 JKENyJAOYKOBBIX HAPYIICHHWH pUTMA MPOAEMOHCTPUPOBAI, YTO B
OOJILIIMHCTBE cllydaeB B jeOroTe umena mecto penkas XKOC — 22 (91,7%) nauuenta u
Toibko y 2 (8,3%) neteii ObLia 3aperucTpupoBaHa W30JUpOBaHHAs yctodumBas KT
(Pucynok 11). Bo3moxxHo, ogHON 13 npuuuH no3aHed auarnoctuku AKMII sBnsercs
To, yTo KOC nosroe BpeMs ocTaBajach HE3aMEUEHHOM B CUITY €€ PEIKOCTH.

B nunamuke y 16 nereit u3 22 x XKOC npucoegunmniiace KT, B OCTanbHBIX Ciiydasix
Hapactajio KoiaumyecTBO aKcTpacuctod. Ilo manueiM CM-OKI' no HasHauenuss AAT
cpeanee 3HaueHue KOC cocraBmsno 8343,1 + 6914,0 B cytku. Menunana cyTOYHOU
wioTHocTH KA cocraBuna 8,75 % [1,9-11,1]. Cneayer orMeTuTh, 4TO TOJABKO y 3 (12,5
%) marmuentoB XXOC mmena MOHOMOP(HBIA XapaKTep, BO BCEX OCTAIBHBIX CIIydasx
(n=21; 87,5 %) )KOC umenu monuMopdHbIi XapakTep U ObUIH MPEACTaBACHBI OT 2 10 4
MOP(OJIOTHH.

IIpu neranpHoM ananmuze CM-OKI' Obuto ompeneneHo, 4To mnpeoOiaaaromien
mopdororueit XKIC y 19 (79, 2%) nanueHTOB SBISIIACH JIOKAIU3ALMS U3 BBIXOIHOTO
ornena IDK, y 5 (20,8 %) — JDK nokanuzanus. Matepecno ormetutb, uro KIC ¢
BeJIyIIIeH JTIoKanu3aluen u3 Berxoguoro oraena [IDK mabmonanace y 4 (16,7 %) 601bHBIX
c neBoxenynoukoBord ¢opmoir AKMII, mpu >ToM HHM y OJHOTO IMamHWeHTa C
IPaBOJIOMUHATHOM (popMoit 3a00sieBanms He ObLI0 3apeructpupoBano KOC uz JDK. 20
(83,3 %) OONMBHBIX UMENU «THEBHOW» TUI aputMu, 3 (12,5 %) — «aounoit» u 1 (4,2 %)
— «CMELIAHHBIN.

T 6b11a 3apeructpupoBana y 16 (66,7 %) denosex.

B nenom B rpymnmne mamuentoB ¢ KT y 12 (50,0 %) nereét ormeuancs
MoHOMOpGHBIN Xapaktep, Y 9 (37,5 %) — momumopdubii, npuuem y 4 (16,7 %) nerei
uMeno mecto Toibko mommMmopdHas JKT. Crmenyer mog4epKHYTh, YTO HAITHYHE
nommmmopduoit KT He 3aBuceno ot ¢eHoTuna 3a0o0jieBaHMs, W TaKOW XapakTep
Taxukapauu ObuT BbIsiBIIeH ¥ 2 (8,3 %) pereit ¢ mopaxkenuem IDK nuy 2 (8,3 %) — ¢
nopaxenneM JDK. BaxxHO MOOUEpKHYTh, UTO y BCEX MauueHTOB C ycronumBon KT

orMmeyvasicss MoHOMOpQHBIIN xapaktep XKT. Jlumes 2 (8,3 %) nauueHta uMenu



76

mopdomoruto BJIHIIT" ¢ BepxHell 0CbIO, UTO COOTBETCTBOBAJIO «OOJIBIIOMY»» KPUTEPUIO
AKMII no TFC 2010 s npaBogomuHanTHEIX (hopMm (PucyHok 11). Cpennsis YCC B

3aiie Taxukapauu cocrasuia 196,9 +£40,2 B MuHyTy.

B Wcxoavo [ B AMHaMuKe

12

45,8%

10

12,5%

8,3% 8,3%

BIHMNI ¢ BepxHeir  BITHMI ¢ HUKHe#N BAHNr NonuMopdHan KT
ockio ocklo

MoHomopdHaa KT

Pucynox 11 — Mopdonorus xKemxyJoukoBOW TaxXWKapAUU Yy TAIUEHTOB C

apI/ITMOFGHHOﬁ KapHHOMHOHaTﬂeﬁ Ipu JANHaAaMHUYCCKOM Ha6JIIO,Z[€HI/IH

[Tpumeuanue: BJIHIIT — 6mokana neBoit Hoxku myuka ['mca, BITHIIT — 61okana mpaBoit HOXKKH ITydKa

I'uca, KT — xenynoukoBasi Taxukapaust

[Ipu nuHamMuyeckoM HaOIIOACHUH, HecMOTps Ha mnpoBoaumyo AAT, KA
coxXpaHsuch y Bcex nanueHToB (Pucynok 12). IIpu 3TOM UX CTpyKTypa B JUHAMHKE
CTaTUCTUYECKU HE U3MEHSJIACh, OJTHAKO MOYKHO BBLICIUTh HEKOTOPHIE HIOAHCHI.

Tax, nzomupoBannas XOC Owuia 3apeructpupoBana y 11 (45,8 %) nereir, y 13
(54,2 %) narmenTtoB 66110 coueTanue XKIC ¢ XKT.

BaxxHo mog4epkHyTh, 4TO Y OOJIBIIMHCTBA €T ¢ MOHOMOPGHOM TaxuKapauei B
mporiecce HaOmoeHus cTana peructpupoBaTthes monumopduas XT. H3menenue
xapakrtepa JXT ¢ ogHOW CTOPOHBI MOJYEPKUBACTCA MPOTPECCUPYIOMIUN XapaKTEP
AKMII, a ¢ npyroii CTOpOHBI 3aTPYAHAET TUATHOCTHKY Ha MO3THUX dTarax 3a00JIeBaHus,
notomy uto OKI-kputepuem AKMII sBasiercst umeHHO MoHOMOp(HBIN xapakTtep KA

(Pucynox 12).
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B WcxogHo [ B avHamuke
20

66,7%

Hac WIC+HKT Yetoinuneas KT MMonumopdiHaa MoHomodpHaR
KT KT

Pucynok 12 — CTpykTypa u XapakTep KelyJOUYKOBbIX HAPYIICHUI pUT™Ma Y

ITaIMCHTOB C apHTMOFGHHOﬁ Kap)IHOMHOHaTHeﬁ HCXOJHO U B TMHAMUKC

[Ipumeuanue: KT — xenynoukoBas Taxuxapaus, JKIC — xenyqoukoBas 3KCTPACUCTOINS

Ha pone AAT 3HaUMTENBHO YMEHBIIWIACH TTIOTHOCTH JKA, MeIraHa KOJIU4YeCTBa
KIC u cyrounoit motHoctu 1o panHeiM CM-OKI" — 1976,0/cyt [396,5-4067,5] u 1,7
% [0,4-3,7] coorBeTcTBeHHO. [laHHBIC TIOKa3aTey ObUTH CTATHCTUYCCKH 3HAUYUMBI (p=
0,001 u p <0,001 cOOTBETCTBEHHO).

12 (50,0 %) nersm no HazHaueHuss AAT Obuia mpoBeneHa nMpoda ¢ PU3NIECKOn
Harpy3Koii Ha Tpeamuiie, mpu 3ToM y 5 (20,8 %) nmarueHToB ObUT OTMEUYEH HATrPY30UYHBIHI
xapakTtep KA.

[Tpunumas Bo BHuMaHue Bo3pacTHeie DKI' ocobeHHOCTH, TOAPOOHO OMHCaHHBIC
BO | rmaBe, cpeau aHOMaluid pENOJISPU3ALMMU JIUIIbL HEKOTOPhIE AETH HMEIU
0COOEHHOCTH, OTJIMYAIOIINECS OT HOPMBI.

«Mamnsriit» KT -kputepuit mo TFC 2010 B Buae unBepcuu 3youa T B V1-V4 npu
HaJUMIUH TTOJTHOM OJI0KaJbl MpaBoi HOXKKM Mydka ['mca — ormedeH jumb y 1 (4,2 %)
nanuenTta ¢ nopaxenueM IDK, B Bozpacte 17 ner. 2 (8,3 %) nereit ¢ BoBineuenuem JIK
B Bo3pacTe 16 jeT umenu orpunarenbHbie 3yorsl T B V4-V6, 9TO SBIISIIOCH «MaJIbIM)
[Nagyanckum kputepueM. Y 1 (4,2 %) nauuent ¢ 6uBeHTpuKkyisipHoi ¢popmoit AKMII
uMmen otpuiarenbHbie 3yousl T B V1-V4 B Bo3pacte 17 net, 4To Tak:ke COOTBETCTBOBAIIO

«Oonpmomy» [lagyanckoMy KpUTEpHIO.
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Kpowme Toro, emie y 4 (16,7%) yenoBek peructpupoBaach nojaHas 010kaja npaBoiu
HOXKKH Iydka ['uca ¢ unBepcueit 3youa T B V1-V6, ogHako BO3pacT y 3TUX MALUEHTOB
ObuT Mnaame 14 et, T03TOMYy OHU HE ObUTH CTpaTU(UIIUpOBaHbI o Kputepusim AKMIIT
rpYIIbl «aHoManui penoispusanun»y AKMIL

Oricunon-oJHa («6ombinoi» kputepuit mo TFC 2010 1 «Manbiii» — 1o KpuTepusIM
[lagyn) Obuta BbIsiBIEH Toibko y 4 (16,7 %) mauveHTOB ¢ OMBEHTPUKYJISAPHBIM
BapUAHTOM Ha MO3JIHEH ctaruu 3a0oseBanusi, uepes 4 u 5 jet HabmoaeHus. (Pucynok

13). Yto nmoarBepkaaeT HU3KYIO 3HAUUMOCTh JAHHOTO KPUTEPUS JIJIS JCTCH.

Pucynok 13 — ®dparmMeHT 31eKTpOKapANOTPaMMBI C STICUIIOH-BOIHOM Y

namueHTky 16 net. CtpenkaMu ykazaHa dICUIIOH-BOJIHA

Huskuit Bonbraxk QRS 0611 3apeructpupoBan Takxke nuiib y 1 (4,2%) nanuenra

(Pucynox 14).
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Pucynok 14 — ®parmeHT 351eKTpoKapAMOrpaMMBbl NaliueHTa 7 JeT ¢
JI€BOJOMUHAHTHON apUTMOI€HHOM Kapauomuonarueil. Husknii Bosbtaxk QRS B

CTaHJAaPTHBIX OTBCACHUAX

B 19 (79,2 %) cnyuasx Obumu oOHapyskenbl [IIDK («vanbiit»y xkputepuii mo TFC
2010), npu stom B 100% ciydasx AaHHbIE TapameTpbl ObUIM 3aperuCTPUPOBAHBI Y
MAaIMEeHTOB C MpaBoXKenya0ukoBoi hopmoit AKMIL.

Cpenu HapyuieHUWd NPOBOAMMOCTH, KOTOPBIE TaKXKE€ MOTYT BCTpEYaTbCs MpH
AKMII -y 21 (87,5%), u3 Hux y 12 (50%) Obuta oOHapy>keHa HemoJiHas 0J10Kajia MpaBoi
HOXKHM Tiyuka ['uca, y 5 (20,8%) — nmonnas BITHIIL, BJIHIIT y 3 (12,5%) neteit u B 1
Clly4ae aTpUOBEHTPUKYJspHas Onokama 1 cremeHW. AHTPUOBEHTPUKYJISIPHOE
NpoOBEJIEHNE OlleHWBaIoch A0 HazHaueHUsT AAT, 4YTOObI UCKIIOYUTH BIUSHHE

IperapaToB Ha MPOBOIAIIYO cucteMy cepana) (Tabmuma 8).

Tabnuna 8 — CBemeHus O HApPYIICHHSX MPOBOJANICH CHUCTEMBI Y TAIMEHTOB C

ApUTMOTCHHOW KapJHUOMHUONIATHEN

Xapaxkrep nopaxeHus n; %
Henonnas 610kana mpaBoil HOKKH Imyuka [ 'uca 12: 50,0 %
[Tonnas 61o0kaza mpaBoi HOXKKHM Mydka I 'uca 5: 20,8 %

brnokana neBoit HoXxkM mydka ['uca 3;125%
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[Iponomkenue TabiuLbl 8

XapakTep MopaxeHus n; %

ATpuoBeHTpUKYJsipHas Oyokana 1 creneHu 1,42 %

MoppopyHKIHOHATBHBIE U CTPYKTYPHbIE 0COOCHHOCTH aPUTMOIEeHHOM

KapauoMuoImnaTumn

B 3aBucuMoOcTH OT BOBJICUEHHMS KEIyJOUKa BCE TMAIMEHThl MO JaHHBIM
BU3YAJIM3UPYIONIMX METOJ0B 00CieNoBaHus ObUIM pas3feieHbl Ha 3 Tpymdmbl: ¢
n3oaupoBaHHbIM nnopaxkennem [1K (kiaccuueckas, mpaBogoMuHanTHas ¢popma) win JOK
(meBomoMuHanTHass ~ GopmMa) u  OuBeHTpuUKyIsApHas  ¢opma  3aboJeBaHUS
(«ueknaccuueckue» ¢opmbl). Tak, Ha MOMEHT nepBUYHOTO obcnenoBanus 11 (45,8 %)
neteit umenu npaBogoMuHatHyio Gopmy AKMIL, 9 (37,5 %) — AKMII ¢ nopaxkenuem
JDK u 4 (16,7 %) — 6uBenTpukyspuyto hpopmy AKMIIT (Pucynok 15).

B Wcxogvo [ B AuHamuke

12

45,8%

npaBofoOMUHAHTHaA NeBoAOMMWHAHTHARA BMBEHTPUKYNApHaRA
thopma topma thopma

Pucynok 15 — Ctpykrypa ¢peHoTrna 3a00g€BaHNs HCXOIHO U B JUHAMUKE
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[Ipy neranpHOM aHaNM3€ AHAMHECTHMYECKMX JaHHBIX MAIUEHTOB ObLIO
YCTaHOBJIEHO, YTO y 3 MAalMEHTOB C OMBEHTPUKYJISPHBIM (DEHOTHUIIOM MEPBUYHO OBLI
nopaxkeH I1DK, y 1 manuenTa — JIK.

CraTucTUyecKy 3HaYMMBIX Pa3Inuui MEXIy BO3PACTOM IMOCTAHOBKU JAMArHo3a u
¢enorunom 3aboneBaHusi (IPaBOJAOMUHATHONM (OPMOM U KHEKIACCHUYECKUMU»
dbopmamu) HaitneHo He ObuT0 (p=0,225). OgHaKO OTMEUanach TEHAEHIIUS K OoJiee paHHEH
nuarHoctuke IDK ¢opmbl. Tak, ObUIO BBISIBIEHO, YTO MEIMAaHA BO3pacTa JUArHOCTUKHU
IDK ¢opwmbr coctaBnsina 12 mer [10-13], a Bepudukauuu «HEKIACCUYECKUX» (GopM
3aboneBanus — 15 [13-16].

B xone mnocnemyromiero HaOMo0JeHUS Y psAa MalUEHTOB C TNEPBUYHBIM
MOPaXXEHUEM OJTHOTO M3 HKEITyT0YKOB Ha0JII01aJI0Ch MPOTpecCupoBaHme 3a00IeBaHuUs 10
OuBeHTpuKyysipHOro mopaxenus (Pucynokx 15). Tak, mo 2 (8,3 %) mnammenta c
JIEBOXKENYI0YKOBOM ¥ mpaBoxkenygoukoBord ¢opmamu  AKMII  chopmuposanu
OMBEHTPUKYJISIpHBIA (eHoTun. OnucaHue NPaBpIOMHUHATHBIX U JIEBOJOMHHAHTHBIX
¢enorunos AKMII, kortopeie chopmupoBaiv npu HaOIOJEHUM OUBEHTPUKYISIPHOE

nopaxeHue OyJeT MpeICTaBIECHO B TPyMIe OMBEHTPUKYIISIPHBIX HOPM.

IIpaBogoMuHaTHasi (popMa AaPUTMOTeHHOM KAPAHUOMHUONIATHH

Bce nmammmentsl nmenu guinatanuio IDK B cooTBETCTBUH cO 3HAUEHUAMHU Z-SCOre
KIP IDK. 6 (66,7%) u3 9 denoBek uMMenu AwiaTanuio BbixogHoro otaena IDK mo
PLAX/BSA, 5 (55,6%) no PLAX/BSA. Camwxenue cokpatutenbHoi pyakuuu mo FAC
Obu10 OT™MEUeHO Y 4 (44,4%) marmenToB. Tapse Ob1n camxken y 7 (77,8 %). B 7 (77,8 %)
ciny4yaeB ObL10 0OHapyxeHO HapymieHue kuHeTuku DK B Buae muckunesnn. Hu ogmn
MalMeHT Ha MOMEHT JMarHOCTUKH 3a00JIeBaHUS HE HWMEN aHEBPU3MATHUYECKOTO
m3menenus [DK. YV 4 (44,4%) ormeuanach noBblillieHHas TpadexkynsipHocTh DK,

Menuana nepuoga Habmonenus 3a mamueHtamu ¢ AKMII ¢ mopaxkennem DK
cocraBmwia 1 rox [1-3]. [lpu nuHamuueckoM HAOMIOACHUHM CTATHCTUYCCKH 3HAYMMO
yBenuuuics KJ[P IDK (p=0,028), npu 3ToM He HabM0Aanach CTATUCTUYECKH 3HAYUMOTO

n3MeHeHus pa3mepoB BeixogHoro otaena [DK. Kpome Toro, moctoBepHO CHHKAINCH
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FAC u Tapse (p=0,028 u p=0,027 coorBercTtBeHHO). Tak, munarauus KJP IDK u
cumxenue FAC u Tapse nabmtoganucek y 6 (66,7 %) manueHToB 3TOW rpynmbl. Y 3
(33,3%) nereil mpu AMHAMUYECKOM HAOIIOJEHUHM OBUIO OTMEYEHO (hopMuUpOBaHHE
anespuaMbl [DK. Jlumpe y 1 (11,1 %) peOeHka OTMEYEHO YBEJIWYEHHE IPABOIO
npeacepausi B JMHAMUKE.

CpaBHuTeNnbHAsA XapakTepucTuka ocHOBHBIX JXx0-KI' mapamerpos IDK B nunamuke

naHa B Taomuue 9.

Tabmuua 9 — JluHamuka »>xoKapauorpad@uueckux IapaMeTpoB Yy MAlMEHTOB C

HpaBOIIOMI/IHaHTHOﬁ q)OpMOﬁ apHTMOFCHHOﬁ KapaAuOMHUOITaTH N

[TapameTpel Hcxonuo B nunamuke p
PLAX/BSA, 17,0 18,2 0,123
MM/M2 [15,9-18,2] [16,3-21,8]
PSAX/BSA, 18,2 19,4 0,327
MM/M2 [17,3-22,9] [17,0-23,5]
FAC, % 38,0 34,0 0,028
[34,0-39,0] [27,0-35,0]
Tapse, MM 17 16 0,027
[17-18,4] [15-17]
KJP IDK 2,6 2,8 0,028
(z-score) [2,3-3,1] [2,8-3,2]
[Ipumeuanue: K/[P — koHeuHo-nuacronnueckuii pasmep, IDK — npaBblii xenynouek

8 (88,9%) 6onbHBIM ¢ TpaBogoMUHATHOHN Popmoit AKMIT Ha MOMEHT MOCTaHOBKH
nuarHo3a Owu1o BeinosiHeHO MPT cepaua ¢ koHTpacTupoBaHuEM. Y BCEX JIETEH, KOMY
obut0 BEIMoHeHO MPT cepama, HaGmronanock yeenmuenue uaaekca KJ1O (uK/0) DK
— Meauana Obuta pasHa 115,2 mi/m2 [112,2-127,5]. Cokparurenbras ciocodHocTh TIDK
ObuTa cHIDKEHA Y 6 (66,7 %) yenoBek — menuana @B ITXK cocrasisna 36,5 % [26,5-39,5].
Takum 06pazom, nanusie MPT cepuia noaTBepxkaanu BoisiieHHble 9x0-KI' usmenenus.

Kpome toro, y 5 (55,5 %) ObLu BbIsiBIIeHbI (PUOPO3HBIE U3MEHEHHS B CBOOOTHON CTEHKE
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ITK.

JlesonomMuHaTHas popMa apUTMOIreHHON KapAUOMHUONATHHI

Hu onuH nanueHT c JIeBOAOMHMHATHOW (popmoil 3aboseBaHUsT HE HUMEN IpHU
NOCTyIUIeHUuU yctaHoBiaeHHoro nuarHo3a AKMIL. Tak, 4 (44,4%) Obuin HampaBieHbI C
muarHozom JIKMIT u 4 (44,4%) c¢ mmarmozom TKMIL, y 1 (11,2%) peGenka
M0/103peBaIach MOCTBOCHIAIUTENbHAS KapIUOMUOTIATHS.

Cpenu manueHToB ¢ JeBOAOMUHAHTHON hopMmoii 3aboneBanus B 100,0 % ciygasx
Obutn BoIsBIICHBI Kak awmmatanus JIK, tak m camxenne ®B JDK. V 5 (71,4 %) u3z 7
yesnoBek uMenu runokuHes JOK, Hu oHOTo marueHTa Ha MOMEHT JUarHOCTUKH HE ObLTO
BBISIBJICHO JUJIaTalliy JIEBOTO Mpeacepausi, aHeBpu3Mbl JIK.

Menuana nepuoaa HabmoaeHus 3a nanuentramu ¢ AKMII ¢ nmopaxennem JIK
cocraBuia 2 roja [2-2]. UaTepecHo, 4TO MpH JUHAMHUYECKOM HAOJIOIEHUH 0TMEYAIOCh
cratuctTuyecku 3Haunmoe cHrkeHne @B JDK no Cumrncony, 4OCTOBEpHON NUHAMHUKH

n3Menenus pasmepoB JOK craructuyecku Haimeno He 6b110 (Tabmmma 10).

Tabmuma 10 — JlmHamuka 3Xokapauorpaduueckux mapamMeTpoB JICBOTO XKETyI04YKa Y

MAIMCHTOB C JICBOJIOMUHATHOW (POPMOI apUTMOTEHHON KapIHOMHOIIATHH

[TapameTtpsl Hcxonno B nunamuke p
KJIP, JIX (z-score) 2,6 £0,6 29+0,7 0,437
@B JIX (S), % 51,1+59 454+ 7,2 0,003

[Tpumeuanue: KJIP — koHeuHo-auactonuueckuit pasmep, JOK — neBsiii sxxenynouek, @B — ppakuus
BBIOpOCa

Jlvmis y 1 (14,3 %) chopmupoBanacs anespusma JIK.

6 (85,7%) npmersm w3 oatoi rpynmel  npoBogunack MPT  cepaua ¢
KOHTpacTHpOBaHUEM, y Bcex Obuta BoisiBiaeHa auiatanus JIK mo uKJ1O JDK — meauana
cocraisuia 126,5 mu/m2 [124,0-140,0], a Taxxke cHwkenne DB JDK, cpemnee

3Hauenne42,8 + 4,2 %. Kpome Toro, y Bcex MalMEHTOB BBISIBJICHBI (PUOpPO3HBIC
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M3MEHEHU ¢ CyOanuKapaAuanbHON JoKkanu3anuei B cBoooaHou crenke JOK, y 3 (42,9 %)

— €lle ¥ B 00JIACTU MEXIKEITYA0UKOBON EPETOPOIKH.

buBeHTpuKy/JsipHas ¢opMa apUTMOreHHON KapAUOMHONATHH

Ha moment nuarnoctuku 4 (16,7%) pebeHka COOTBETCTBOBAIM TUATHOCTUUECKUM
KkputepusiM OouBeHTpUKYIIApHON Gopmbl AKMIIL. Eme 4 (16,7%) mauueHta JOCTUIIN
OMBEHTPUKYJIIPHOTO MOPAXKEHUsI B IMpollecce HAOMIOACHUS — MeauaHa cocTaBuia 27
mecsneB [11,5-29] (Tabmuma 11). Menuana BpeMeHH HaOJIOJACHMS 3a MAUEHTAMH C
ouBeHTpuKyIsipHbIM (peroturniom AKMII cocraBuna 18 mecsnes [15-36]. MuTepecHo
OTMETUTh, YTO B JUHAMHKE HMEJIO MECTO CTaTHYECKH 3HAYUMOE CHIDKEHUE
cokpatutenbHoit crmocooHoctu ITK (p <0,05). TTokaszarenu pa3mepoB KaMep cepilia He

HMCJIN CTATUCTHUYCCKU 3HAYUMOT'O PaA3JINYHUI.

Tabnuna 11 — JIlunamuka »sXxokapauorpad@Uyeckux MapaMeTpoB Y TMAIMEHTOB C

OMBEHTPUKYIIAPHON HOPMON apUTMOTEHHOMN KapAMOMUONIATHH

Hcxonuo B munamuke p
PLAX/BSA, 21,4 +6,3 23,3 £7,0 0,693
MM/M2
PSAX/BSA, 20,3 +3,7 243 +6,8 0,339
MM/M2
FAC, % 31,6 £9,6 25,1 +£8,6 0,047
Tapse, MM 150 £2,9 14,2 +4,3 0,215
KJIP, ITXK (z-score) 2,2 £0,5 3010 0,2
KJIP, JIXX (z-score) 1,8 [1,8-2,6] 1,8 [1,8-2,6] 0,111
®B JTXK (S), % 48,8 +13,1 38,3+ 14,6 0,066
IIpumeuanue: KJIP — koHeuHO-auacronuueckuii pazmep, JOK — neserii xenynouek, DK — npassiii
xenynouek, @B — ppakius BeiOpoca
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BeposiTHO, 3HAYMTENBHOE CHW)XEHHE COKPATUTEIbHONW CHOCOOHOCTH cepaua
MOKET OBITh CBSI3aHO C MPOTPECCUPYIOLIUM pa3BUTHEM (PUOpPO3a TKaHU MHOKapaa. Tak,
y BCeX IAllMEHTOB B JAHHOU rpymnne Ipu nposenenun MPT cepaua orMedanuchs
(¢ubpo3HbIe H3MEHEHUsT B OOOMX OJKENyJOo4yKaX, a TaKkKe B MEXKEITyJOUYKOBOU
neperopoake. Kpome Ttoro, mpu auHamuueckom HaOmwonenuu y 2 (8,3%) nmereit ¢

OMBEHTPUKYJIAPHBIM (PEHOTUIIOM CPOPMUPOBAIHUCH AHEBPU3MBI 00OUX KETYJOUKOB.

CpaBHUTeJbHASI XaPAKTEPUCTUKA (PEHOTHIIOB APUTMOreHHOMH KapAHOMHONATHH

CymectByer MHeHue, yTo kiauHuueckoe teuenne AKMII ¢ mopaxenuem 11K
MOJKET OTIUYATBCS OT «HEKJIacCHUeCKuX» (opM 3a00JeBaHus, IPU KOTOPHIX BOBICYEH
JDK. MsI nipoBenid CpaBHUTENIBHBIN aHAIM3 OCHOBHBIX MpOsiBIIeHUH 3a0oneBanus, KT
napaMeTpoB U T€HOTUIIA MeX Iy «Kiaccuueckoit» popmoit AKMII ¢ nopaxenuem [1K u
C HCKJIACCUYECKUMU» BapHaHTaMH 3abosieBanus ¢ nopaxenueM JDK (Tabauma 12).
CrarucTU4ecKd 3HAYMMBIX DPA3jIMyuil B BO3pacTe MOsABIEHUs nepBbiX JKA, mepBbixX
&Kao0 U BpeMEeHU MOosBIeHUS MOPPOPYHKITMOHATBHBIX U3MEHEHHH B CEp/LIe MEXKIY 3TH

JBYMs IpyInnamMu HalieHo He 6suto (p >0,05).

Tabmuma 12 — CpaBHUTENBbHAsS XapakTEPUCTHKA (PEHOTHUIIOB aPUTMOTEHHOMU
KapAMOMUOIIATUH!
XapaKTEepUCTUKHN AKMII «Hexaccuueckue» p
¢ nopaxenuem [DK | dopmer AKMII
KonunuectBo 9 15 —
[Ton (>xen/mMyx) 217 7/8 0,225
BCC B cembe, % 3 (33,3%) 1 (6,7%) 0,130
Cunkore, % 6 (66,7 %) 8 (53,3 %) 0,418
«["opstuas» dasa, 2 (22,2 %) 3 (20,0%) 0,640
%
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[Mpononxenue Tabmuibr 12

XapaKTepUCTUKHU AKMII «Hexknaccuueckue» p
¢ nopaxenuem IDK | popmer AKMII
Hamuuue KT, % 7 (77,8 %) 9 (60,0 %) 0,332
KT, % 4 (44,4 %) 5 (33,3 %) 0,453
DrcuaoH-BoJHa, % 1 (11,1 %) 3 (20,0%) 0,514
MyTauus 8 (88,9 %) 8 (53,3 %) 0,087
ACCMOCOMHasAn
Myrarus 8 (88,9%) 7 (46,7%) 0,178
HCACCMOCOMHaAsA
VKT 5 (55,5%) 8 (53,3 %) 0,510
JIOTC/TC,% 1 (11, 1%) 4 (26, 7%) 0,360
[Ipumeuanume: AKMII — aputmorennas kapaunomuomnarus, BCC — BHe3anHas cepieyHas CMepTh,
KT — xenmynmoukoBast taxukapaus, K] — ummianaTupyemslii kapauoBepTep-nehudpumisarop,
JIOTC — muct oxumanus TC, TDK — mpaserit xxenynouek, [DKT — momumopdnas KT, TC —
TPaHCIUIAaHTALMs cepaLa

Kpome Toro, He ObUIO HAWAEHO CTATHUCTHYECKH 3HAYMMBIX pa3IMUMi B
KIMHUYECKUX TMpOosABICHUSIX, HeKoTopblXx OJKI' mapamerpax M ucXojax, T€HOTHUIE Y
narnreHToB ¢ nmopaxkenueM [DK u «Hexmaccuueckumm» hopmamu 3adoneBanus. OqHako
CTOUT OTMETHUTh, uTO y neteit ¢ AKMII ¢ BoBneuenuem IDK oTsaromieHHbIil ceMeiHbIN

anamue3 B otHomeHu BCC BcTpeuasics vare.

Pe3y.]'II>TaTI>I TUCTOJOrHYECKOro 00c/ie10BaHUs

6 (25,0 %) 60mBHBIM OBIIIO IPOBECHO THCTOJIOTHYECKOE nccienoBanue (Tabmumna
13). Caenyet otmeTuTb, uto 3 (12,5 %) mamuenTam ObUTO TPOBEICHO TUCTOJIOTUYECKOE
uccinenoBanue HatuBHOro cepaua nocie TC, ocransubiM 3 (12,5 %) Obula BhINOJIHEHA
OMb B xome nmposenenus PUHA KA. Tak, nmo pesynprataM HCCIENOBaHUS y BCEX
nanueHToB Obu1 moaTBepkaeH AuarHo3 AKMII no Hanuuuio xapakTepHbIX (PUOPO3HBIX

M3MEHEeHU B Muokapiae («Oomnbiioi» [lagyanckuii kputepwuii), mpu 3TOM OCTATOYHOE
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KOJMYECTBO KapJIUOMHUOLIMTOB BO BCeX ciiydasix 0bu10 <40 % («O0sbLION» KPUTEPUI 110
TFC 2010). V 3 (12,5 %) nereii kxpome (GUOPO3HBIX H3MEHEHUH, OBLI BBISBICH
JUIOMATO3, YTO TAKXKE SBJIAECTCS XapaKTEpHOH 4epToil AaHHOro 3aboneBanusd. Cienyer

OTMCTUTHb, 4YTO Yy IMAIMCHTOB, Y KOTOPLIX OBILI10 MMPOBCACHO THUCTOJOTHUYCCKOC

UCCJIEIOBAHUE HATUBHOIO cepAua, ObulM OOHApyXeHbl MpPU3HAKA AKTHUBHOTO

TUM(OLUTAPHOTO MUOKaP/INTA.
C HEJAECMOCOMHBIM T'€HOTHIIOM HMEIU

I/IHTepeCHO, 4TO BCC IIallMCHTHI

rucrosiornyeckune kpurepun AKMIL

Tabnuua 13 — J[aHHbIE THCTOJIOTMYECKOT0 UCCIIEI0BAHUS Y TAI[MEHTOB C ApUTMOT€HHOU

Kapanomuomnatucii (N=6)

No | I'enotun | YcnoBus OcrtaTtouHbie ®ubpo3 | Jlunmomaro3 | Bocnanenue
KapAMOMUOILUTHI,
%
1 PKP2/ | Harusnoe 0-30 + _ +
PKP2 cepane
2 PKP2 OMb 37 + + _
3 MYH7/ | HatuBHoe 5-10 + + +
FKTN cepate
4 FLNC OMb — + — _
5 SYNE1 OMb 38 + — _
6 PKP2 | HatuBHOe <40 + + +
cepaue
[Tpumeuanue: OMb — sHOMHOKapAMATBEHAS OUOTICHS




88

3.2 I'eHoTun-geHOTUNINYECKHE KOPPEJSIIUN Yy NAIHEHTOB ¢ APUTMOTeHHOM

KapAuoMuonaTHuen

['eneTnyeckoe TecTUpOBaHUE OBUIO TMPOBEAEHO Yy BceX 24 TaIlUEHTOB C
HCIIOIb30BaHUEM IIEJICBOM TAHENW CEKBEHHPOBAHHUS HOBOTO TOKOJICHUS C IIUPOKUM
CIIEKTPOM HCCIIeIoBaHHBIX T'eHOB. [lo pesynbratam oOcienoBaHusl BCE BapHaHThI B
3aBUCUMOCTH OT TMATOT€HHOCTU OBUIM KJIACCHU(UIIMPOBAHBI COTJIACHO Kiaccudukaiuu
AMEpHUKaHCKOro KoJuleka reHeTUKH U reHoMuku [22] (Tabmuna 14). Bosbinas 4acThb
MAIlMeHTOB MMeJla TaTOTCHHBIC/BEPOSITHO MATOTEHHBIE BapUaHThI, MEHEE IOJOBUHBI
ObUTM C BapuaHTaMH HEOMNpEJENeHHOW KIMHUYeckoW 3HauuMoctu. Crenyer
MOJYEPKHYTh, YTO PAAYy TAIMEHTOB TEHETUYECKOE KCCIICIOBAaHUE BBITTOJIHEHO
OTHOCHUTEJIbHO JIaBHO, U B HACTOSIIEE BpEeMs HEKOTOPhIC BapHaHTHI HEOIpEeIeHHON

3HAYUMOCTU MOTYT OBITH OTHECEHBI K HaTOI‘CHHBIM/BepOSITHO IIaTOTCHHBIM.

Ta6J11/111a 14 — PacnpezxeneHI/Ie BApHUAHTOB COI'JIACHO KJIaCCI/I(l)I/IKaI_II/II/I IMaTOrCHHOCTH

AMepI/IKaHCKOFO KoOICaoKa TCHCTUKHU 1 TCHOMHWKH

CreneHb MaTOreHHOCTH Konuuectso, %
[TaToreHHBIC/BEPOATHO 16 (66,7%)
aTOTCHHbIC
Heomnpenenennas 3Ha4MMOCTb 8 (33,3%)
BepositHO 100pOoKavyecTBEHHBIC U 0
T00pOKaYEeCTBEHHBIC

JlecmocoMHbIe MyTanuu ObUTH OOHapykeHbl y 16 meteit (66,7%), Bkiarodas 8/16
nmanueHToB ¢ Bapuantamu PKP2, 3/16 pebenka ¢ DSP, o 2/16 manmmenTa ¢ DSC u DSG2,
1/16 6ompHOTO ¢ BapuanTom JUP. 3/16 manuenTa uMenu CIOKHYIO TETEPO3UTOTHOCTD H
umenu nBa Bapuanta PKP2, a y 1/16 peGenka Owpuio nBa Bapmanta B DSP ¢
COOTBETCTBYIOIMMH KIMHHYECKUMU TIpu3Hakamu cuuapoma Kapsaxans. ['enetnueckue
BapuaHThl B HEACCMOCOMHBIX TreHaX, Takux kak FLNC, MYH7/FKTN, RYR2, ALPK3,
SCN5A u SYNEL, 6butn o6Hapyxensl y 8 nanuentoB (33,3%) (Pucynok 16). 2 (8,3%)
naiyenTa umenu aureassie mytanun — MYH7/FKTN, PKP2/CDH2.
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PKP2

@ HepecmocMoMHEIe MyTaLWKM

@ DsP
¢ Dscz2
@ DsG2
@ Jup

@ MYHT?

@ RYRZ
FLNC
SYNEA

o ALPK3
SCNSA

Pucynok 16 — I'eneTudeckuii CrieKTp IPUYHH ApUTMOTEHHON KapIUMOMHUOTIATHH

Heob6xonumo otmeTuts, uto 2 (8,3%) marueHTa uMear TOMO3UTOTHYIO MYyTaIIMIO
B rene DSC2, Bce ocranmpHbie BapuaHThl ObUIM B T€TEPO3UTOTHOM COCTOSIHMH. B
3aBUCUMOCTH OT TeHoTumna Bce manueHThl ¢ AKMII Obutn pasneneHsl Ha 2 TPYMIIBI:
MalKUEeHThl C MyTalHUSIMU B FT€HaX IECMOCOM U HEIECMOCOMHBIMU MyTauusiMu. C 1eNIbI0
YCTAaHOBIICHUSI KOPPESAIUU MEXKIAY TUIIOM MYTallid W TE€YEHUEM 3a00JeBaHUS, MBI
MPOBEIM CPABHUTEIbHBIA aHAM3 MEXAY TIpPYNINaMHd IO OCHOBHBIM KIMHUYECKUM

xapakTepuctukam 3aboneBanus (Tadmumma 15).
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Tabnuua 15 — CpaBHUTENBHBIN aHAIU3 MALMEHTOB C ApUTMOT€HHOM KapJInoMuonaTuei

B 3aBUCHUMOCTH OT I'CHOTHIIA

[Tapametp JlecmocomHBIE HenecmocomHusble p
MYTalH MYyTalHH
KonuuectBo 16 8 -
NAlUEHTOB
Bospact 11,19 + 3,87 11,25 +3,41 0,969
peructpamuu XA,
neT

Mo (Myx/xeH) 7116 2/8 0,388
Bospact 12,06+3,71 13,00+3,38 0,976

MOSBJICHUS DXO-
KI" usmenenni,
JIET

Bospact 13 (9,5-15,5) 15 (12-15) 0,528
JMarHOCTHKH, JIET

Cunkore, % 9 (56,3 %) 5 (62,5 %) 1

«[opsiaasy» dasa, 4 (25,0 %) 1(12,5%) 0,631

%

XCH @K III-1V 4 (25,0 %) 1 (12,5%) 0,631
VcroitunBas 6 (37,5 %) 2 0,667
KT/DK, %

ITnotHocts KA, % 1,0 (0,2-2,6) 4,5(2,9-7,6) 0,032

DICWIOH-BOJTHA 3 (18,8 %) 1(12,5%) 0,593
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[Iponomxenue Tabnuist 15

[Tapamerp JlecMocomHBbIe Henecmocomusie p
MyTalluu MyTaluu
®denorun DK, % 8 (50,0 %) 1 (12,5%) 0,178
denorun JIK, % 2 (12,5 %) 5 (62,5 %) 0,021
denorun buB, % 6 (37,5 %) 2 (25,0 %) 0,667
VKL, % 10 (62,5 %) 3 (37,5 %) 0,650
JIOTC/TC 4(25,0 %) 1 (12,5 %) 0,631
[Ipumeuanue: buB — 6uBenTpukynsapusiid, XKA — xenynoukoBas aputmus, KT — xenynoukoBas
taxukapaus, MKJl — ummnanTupyemslil kapauoseptep-aeguodpmstop, JOK — neBbiit xenynouexk,
JIOTC — nuct oxunanus TC, ITK — npassiii xenynouek, TC — Tpancrnantanus cepama, DX —
bubpmwmsnus xenynouko, K — dynakumonansueiii kmace, XCH — xpoHuueckas cepaeuyHas
HE/I0CTaTOYHOCTh

Tak, B Halel BRIOOPKE MAIMEHTHI C AECMOCOMHOMN M HEJICCMOCOMHON MyTaIUsIMH
HE UMEJH CTaTUCTUYECKH 3HAYMMBIX OTIMYUI HU MO MOy, HU 1O BO3pacTy aelroTa u
YCTAaHOBJEHUsA JauarHo3a. [Ipm CpaBHEHUTENBHON OIIEHKE OCHOBHBIX KIMHUYECKHUX
NPOSIBIICHUN TaK)Ke HE OBLIO BBISIBICHO MEKTPYIIIOBBIX Pa3TUYUi.

CpaBHuTeNnbHBIN aHanuM30CHOBHBIX OKI' mapamMeTpoB BBISIBHJI CTaTUCTUYECKU
3HauMMble paznuuug B 1wioTHocTH (p <0,05) XA mexny rpynmamMu NalUeHTOB C
JECMOCOMHBIMH M HEJECMOCOMHBIMH MyTauusiMu. B rpymnme ¢ ¢ A€CMOCOMHBIMU
MyTauusamMu 1IOTHOCT, KA Obuta moutn B 4 pa3za Huxke. OIHAKO, B JTaHHOU
rpyIIeoTMeyanach TEHCHINS K 00Jee BRICOKOM YacToTe peructpanuu ycronunoit KT
U COOTBETCTBEHHO, Ooiyiee yactoi mmrutantanmii MKJI, a Takyke TeHIEHIUS K Ooliee
gactomy ¢opmupoBanuto IDK denornma 3a6oneBanus.

Crnenyer OTMETHTh, UTO MYyTallMd B HEAECMOCOMHBIX I'€HaX JIOCTOBEPHO 4Yalle
Obutn  accouuupoBanbl ¢ paszsutueM JDK dopm AKMII (p <0,05). Mexny

COIOCTAaBJISIEMBIMH TIPHM3HAKAMHU OTMEYajach OTHOCUTENBbHO cuibHas cBs3b (V=0,519).
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Takum o6pazom, npu noxo3penuun Ha AKMIIL, ocobenno c mnopaxenuem JDK B
Ir€HETHUYECKYIO MaHelb CIeAyeT 00s13aTeNbHO BKIIOYATh HEAECMOCOMHBIE T'€HBI.

B xoze uccnenoBanus HaMu ObUTH ONIPEENIEHBI PEAKUE T€HOTUIT-(PEHOTUITUYECKHE
couetanus. Tak, y nmanueHToB ¢ myranueit B rene MYH7 u ALPKS3 ne6rot 3aboneBanus
OTMEYEH C U30JIMpOoBaHHOTO nopaxkenus [DK, a y manueHTku ¢ KoMnayHa-myTaiuei B
reHe PKP2 — ¢ uzonuposannoro JDK BoBneuenus. [Ipu HaOmo1eHny JaHHBIE TAUEHTHI
JOCTHUTJIA OMBEHTPUKYJISIPHOTO MOPAXKEHUsI. Y MAIlMEHTOB, UMEIOIINX BapUaHThI B TeHaX
MYH7 u ALPK3 oTmeudanuch peruauBUPYIOIINE CHUHKOMAJIbHBIE COCTOSAHMS. Takxke
ObLIa BBISIBJICHA HOBasi TCHOTUIT-()EHOTUITUYECKAsI aCCOIMAIUs — MAI[UEHT ¢ MyTallueu B
rede  SYNE1l  monHOCTBIO ~ COOTBETCTBOBad  (PEHOTUIIMYECKHM  KPUTEPUSM
neBogomuHatHor ¢dopmbel AKMII, Brmtouas ganusie OMb. V 2 (8,3%) nereri Obuin
BBISIBJICHBI BapuaHThl B TeHe RYR2 u 1o ogHOMYy ManuieHTy UMeENM MyTallid B TeHax
SCN5A u FLNC, accouumpyromuecsi, Kak MpPaBWIO, C KaTeXOJaMHUHEPTHUUECKON
nosmmopduoit KT, cuaapomom bpyraga u pecTpUKTUBHOW KapJIUOMHOIIATHEH
COOTBETCTBEHHO. OJHAKO STH TMAlMEHThl TaKXE€ COOTBETCTBOBAIN (PEHOTUIIUUYECKH
kpurepusiMm AKMIL.

Bcem ceMbsM manueHToB ObLT MPEJIOKEH KapIUOBACKYJISIPHBIA U T€HETUYECKUIN
KacKaJHbI cCKpuHUHT. Kapauonornueckoe o0Cie10BaHre MPOBEJACHO BO BCEX CEMbIX —
POJMTENIN U CUOCHI OBLITM OECCUMIITOMHBIMH Ha MOMEHT oOciefoBanus. [ eHeTnyeckoe
oOcieIoBaHKEe yal0Ch BBITIOJHUTD JIUIIb 3 CEMbsIM, B KOTOPBIX MPOOaH]T UMEIl paHHEee
HAYaJIo M TsDKEJIOe TeUCHUE, U KaK MPaBUIIO, UMEN CIIOKHBIA T€HOTHUIT B BUJIE KOMITAYH]I.
Tak, naHHBIE TEHETUYECKOTO CKPUHUHTA OBUTM JOCTYIHBI TOJBKO JUISI TPEX CeMer ¢
komnayH1-Bapuantamu B PKP2 y npo6anmoB (Pucynok 17).

Bo Bcex Tpex ciy4asx OIWH WU JIBa POAUTENS OBUIM HOCHTEISMH OJHOTO
Bapuanta PKP2, Tem He MeHee, OCTaBaluCh OECCHMNTOMHBIMH Ha MOMEHT

KIIMHUYCCKOT'O UCCIICAJOBAHUH.
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Pucynok 17 — PogocioBabie cemeit mpobaHa0B ¢ KomnayHa-myTamnusimu B PKP2.
A — pomocioBHas manUeHTa ¢ MpaBoJOMUHATHOM (POPMOIT apUTMOTEHHOU
KapJAXOMUOIIATUEN U OTATOILICHHBIM aHAMHE30M BHE3AMHOW cepAeYHOU cMepTH. b —
POJIOCIIOBHAS TMANIMEHTKU C OMBEHTPHUKYIIIPHOH (hopMoii 3a00eBaHusI, KOTOPOI OBLIO
MpOBEJIEHA TPaHCIJIaHTalMs cepana. B — poJcnoBHas MallMEHTKU C OMBEHTPUKYJIAPHOU

dbopmoii 3a00eBaHus, 10T KOTOPOH CITYUHIICS C TIOPAKESHHS JIEBOTO JKEIyI09YKa
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3.3 JleueHue u Mcxoabl 3200J1eBaHUsI Y NAUMEHTOB C APUTMOreHH O

KapAuoMuonaTHuen

Jleyenue mMauMeHTOB ¢ APUTMOrEeHHOM KapAUOMHONIAaTHEH

OcHoBHbiMU HamnpaBieHusmu JedeHuss AKMII saBnstorcs monasineHue KA,
neuenne XCH u npodunaktuka BCC. C »TOH 1enbl0 nanueHTaM Ha3zHayanaach
MenukamenTto3Has tepanus (AAT u nmonukommnonenTHas tepanus XCH), a Ttakxke
NpPUMEHSUTUCh MeToAbl xupypruueckoro seueHuss (PUA KA, wmmmanramms HK],
MCIOJIb30BaHUE MEXAHUUYECKOU MOAACPKKU, TPAHCIUIAHTALIMS CepLa).

Ha Pucynke 18 npuBeneHbl CBOAHBIE JaHHBIE O MEIUKAMEHTO3HOM JIEYCHUU
nanueHToB ocCHOBHOM rpynmbl. [Ipu onucanun AAT Kcnonb30BaIuCh JaHHBIE O CaMOU
sbdextuBHOM cxeme. Haubomnee rddextuBabiMu cxemamu AAT B JledeHUN OKa3ajiuch
MOHOTepanusi OeTa-OJoKaTopaMu M KOMOMHUpPOBAaHHAs Teparnus Oera-0J0KaTopoB U

npenaparoB 1C knacca.

MoHoTepanua GeTa-

375%
BrokaTopamu

MoHoTepanus
npenapatami Ii| 16,7 %
knacca

Beta-6nokaTtopbl + 1

o0,
C knacc 33%

Beta-6nokatopsl +

Il knacc 83%

1C knacc+lll knacc 42%

0 2 4 6 8 10

Pucynok 18 — D¢ dexTuBHBIE CXeMBl aHTHAPUTMHUYECKON Tepanuy y MAIMEHTOB C

APUTMOTECHHOUN KapJIMOMHUOIIATUEN
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9 (37,5 %) nauuentam ObUIM PEANPUHSTHI NONBITKY BblonHeHUs: PYA KA, npu
aToM y 5 (55,6,8 %) ObLI 3aperucTpupoOBaH PEIUIUB KEIYA0UKOBBIX HAPYIICHUN pUTMa
B PaHHEM IOCJIECONEPALIMOHHOM NEPHOJIE.

B nenax nmpodunaktuku BCC 13 (54,1 %) 6w ycranosien MK/: 8 (33,3 %)
nByxkamepHbIx U 5 (20,8 %) oqnokamepHbix. B nemsix nepsuunoit npodunaktuku BCC
WK/ 0611 yctanoBieH B 7 (29,2 %) ciaydasx, a BTopuaHoi npodriaktuku — 6 (25,0%).

Menunana Bo3pacta wuMiviantauud MKJ[  cocraBuma 13 gjer [11,5-13].
Bcem nanuenTam 6nu1a HazHaueHa tepanus XCH. Ha MoMeHT mocneanero Bu3uTa Jimoo
nepeq TC Bce AeTH TOJNyYaId TMOJUKOMIOHEHTHYIO TEpalHio: aHTarOHUCTHI
albJI0CTepOHA, HMHTUOUTOPBI aHTHMOTEH3UH-TpeBpariatomero depmenta, 6 (25,0%)
OO0JBHBIX TpeOOoBaIM Ha3HaueHHs auyperudeckod tepamuu. Kpome toro, 2 (8,3 %)
pebenka nepea TC Hy»XTanuch B MHOTPONTHOU mojaepxke, 1 (4,2 %) u3 HUX HaxXOIUIICS
Ha JUIMTEJIbHOM MEXaHUYECKOM TMOJIJIEPKKE.

3 (12,5%) nauuentam 6nu1a nposeneHa TC u eme 2 (8,3%) B HacTosiIee BpeMs
HaXOASATCS B JIUCTE€ OKUJAHWSA TpaHCIUIaHTaUMU cepiyia. Menuana Bospacta TC
coctaBwia 16 set [13,5-16]. ITpu Bxatouenuu B JIOTC Bo3pacT mariueHTOB COCTABIISI 6

u 16 xer.

Hcxoapl y manMeHTOB ¢ aDUTMOTeHHOM KapAMOMHUONIATHEe

Meanana murenpHOCTH HaOmroneHus 3a manumeHtamMu AKMII cocraBuna 27
mecsieB  [16,5-38]. K HeOmarompusTHBIM HcxojgaM 3a00JieBaHHS B IPOIECCE
JTUHAMHYECKOTO HAOIIOEHNUS MBI OTHOCHIIM CHHKOIE, ycTounBas JXXT, cpabaTteiBaHus
K], sxmouenne B JIOTC/TC (Tabmmma 16). V 15 (62,5%) nereii Obum
3apEruCTPUPOBAHBl APUTMOTECHHBIE COOBITHSA, a ¥ 5 (20,8%) manueHToB OTMEYanaoch

Tsoxeioe teuenne XCH.
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Tabnuma 16 — Mcxo/1bl y HAIIMEHTOB C apUTMOTeHHOW Kaparnomuomnatuei (N=24)

Hcxon Konnuectso
CuHkorne 14 (58,3 %)
Ycroiuupas KT 8 (33,3 %)
CpabarbiBanne MKJ] 5 (20,8 %)
JIOTC/TC 5 (20,8 %)
[Ipumeuanue: KT — xxemynoukosas taxukapaus, MK/[ — uMImmanTUpyeMblil KapaAuoBEpTEp-
nebubpuwsatop, JIOTC — muct oxunanus TC, TC — TpaHcIutaHTanus cepama

BaxxHo oTMETHTB, UTO 3a BECh MEPUO]| HAOIIOJACHUS HU Yy OJHOTO TMAaIlMEHTa HE
osuto BCC, neranpHOro ucxona. OmHako 3a BpeMs HabmoaeHus B 5 (20,8%) ciyuasx
OBLTN 3aperucTpupoBaHbl 000cHOBaHHBIE cpabaTeiBanuss K], a 4 U3 HUX oTMEYaIuCh
HEOJHOKpaTHbIE cpabaThiBaHus — OT 3 70 8 pa3. Hu y ogHoro mamueHTta u3 Hamien
I'PYIIBI He OBLIO BBISIBJICHO OCJIOKHEHUM OT uMmIutaHTaruu cuctemsl K/, B ToMm dmcie
HeaJIeKBAaTHBIX cpaOaThIBaHUM.

[IpoBenennbii Mmeronom Kamnana-Meiiepa aHann3 nmokasaji, YTo MEAUMaHa CpOKa
HACTYTIJICHUSI apUTMOTEHHOT0 COOBITHS cocTaBmiia 17 mecsies ot nebrora KA (95% JAU:

0,00 — 63,64) (Pucynoxk 19).



97

100

80

60

40

BuIX1BaeMOCTE Oe3 APUTMOTEHHOTO C06HTH$I, %

0 12 24 36 48 60 72 84
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Pucynok 19 - Kpusas Kamnana-Meiiepa, xapakTepu3yroiias BbDKUBAEMOCTb 0€3

Pa3BUTHUA ApUTMOT'CHHOT'O COOBITHS

ApPUTMOTEHHBIM COOBITUEM CUMTAJIOCh JI000E TMEepBOE MPOU3OIIEIIIEE U3
cnenyromux nocie aedrora XKA: ycroituupas XKT/DXK, cunkone, cpadareiBanne MK/,
Taxum obpazom k 17 MecsreB ot aedroTa 3a0oneBaHus He MeHee yeM y 50% nereit ¢
AKMII npowusoiiner apurMoreHHoe coObITHE. MennaHa BPEMEHH 10 BO3HUKHOBEHUS
apUTMOTEHHOT0 COOBITHS B HAIICH rpyIine coctaBuia 4 mecsia [2-12].

VYuuThiBas, 4TO B HalIEl KOTOPTE CAaMbIMU YacTO BCTPEYAIOLIUMUCS MYyTallUSIMHU
optn B reHe PKP2, Opima mpoBeneHa OIeHKAa BBDKMBAEMOCTH 0€3 apUTMOTEHHOTO
coObITHS y TanMeHTOB ¢ Bapuantamu B PKP2 B cpaBHeHuu c apyrumu reHamu. Tak,
3aBUCUMOCTh BBIKMBAEMOCTH 0€3 apUTMOTE€HHOTO COOBITHS OT THIA TE€HETUYECKOMN
MyTauuu Obuia cratucTudecku 3Hauumoil (p=0,025). Menuana cpoka pa3BUTHS
apUTMOTEHHOTO COOBITHS y MAIMEHTOB ¢ MyTanue B reHe PKP2 He Obiia nocturHyTa, a
y NAlMEeHTOB C MyTallMsAMH B JIpyrux reHax cocrtaBuia 3,0 mecsua (95% JM: 0,078 —
5,92). ComocrtaBiieHUE 3HAYE€HUM BBDKMBAEMOCTH 0€3 apUTMOI€HHOTO COOBITHS B
3aBUCUMOCTH OT THIIa MYTAallMU C MOMOIIBIO KpuBbIX Kamnnana-Meiiepa npeicTaBieHbl

Ha Pucynxke 20.
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Pucynok 20 — Kpussie Kamnnana-Meiiepa, xapakTepu3yroliue BbDKUBAEMOCTh 0e3
Pa3BUTHs APUTMOTEHHOTO COOBITHA (KpPaCHOM JIMHHUEH MOKa3aHa BEIKHUBAEMOCTh Y
nanueHToB ¢ myTanuen B rene PKP2, cuneil nuHuel — y naiyueHToB ¢

HETIaKO()UIUTHHOBBIM IEHOTHUIIOM)

[TpuHuMas BO BHUMaHUE TOT (haKT, YTO MY>KCKOM TOJI SIBIIsIETCS] (DAKTOPOM pHCKa
apUMTOTCHHBIX COOBITHH y marueHToB ¢ AKMII, npoBeneHa orneHka BEKHBAEMOCTH 0€3
apUTMOT€HHOTO COOBITHSI y MAIMEHTOB PAa3HOro Ioja ¢ MoMoulpl0 KpuBbix Kamnana-
Meiiepa.

3aBUCUMOCTh BBDKHBAEMOCTH 0€3 apUTMOTEHHOTO COOBITHS OT moja Oblia
cTaTucTHYeck He 3Haunmoin (p=0,524). OgHako, pa3BUTHE apUTMOTEHHOTO COOBITUS Y
JIEBOYEK HAOJIIOAAJIOCh paHbllle, YeM Y MaJlbuMKOB. MeanaHa cpoka HaCTYIUICHUS
aApPUTMOTEHHOTO COOBITHSI Y MAJILYMKOB cocTaBmiia 27,68 mecsres (95% JU: 0,0 — 13,3),
a y neBouek 4,74 wmecsaua (95% JU: 0,0 — 94,25). ComocraBieHue 3HA4YCHUH
BBIKMBAEMOCTH 0€3 apUTMOI€HHOTO COOBITHUSI B 3aBUCUMOCTH OT MOJia C MOMOIIbIO

kpuBbIx Kammana-Meiiepa npeacrasiensl Ha Pucynke 21.
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Pucynok 21 - Kpussie Kannana-Meiiepa, xapakTepusyrolirue BbKHBAEMOCTh 0€3
pPa3BUTHS APUTMOIEHHOTO COOBITHS (KpacHOM JHMHHMEHW TMOKa3aHa BBIKHUBAEMOCTH Y

IMamUCHTOB MYKCKOI'O I10J1a, CHUHEH JIMHUEH — Y IallUCHTOB JKCHCKOI'O nona)

[TonpoOHO OblIa H3ydeHa rpyria NaueHToB ¢ TshkenbiM TeuenneM XCH npu
AKMIIT: y ngereii mocne TC wmm BrmouenHeix B JIOTC (Tabawma 17).
Menuana BpeMeHu pas3Butus kimHudeckord kaptuHbl XCH III-IV ®K cocraBuna 12
mecsies [12-26].

HNuTepecHo oTMETUTD, UTO MpakThuuecku y Beex manueHToB B JIOTC/TC nepsuuno
obu1 mopakeH IDK. Tlomumo Tsixenoro tedenns CH, y maHHBIX TAIMEHTOB TakKe OBLIN
aputMoreHHbie coOwitusi. Tak, y 4 (16,7%) neteit ObIIM CUHKOMAIBHBIE COCTOSIHUS, Y
BCEX JaHHBIX MallMEHTOB ObLTa 3aperucTpupoBaHa yctoiunas KT B MOMEHT CHHKOTIE.
Bcem OonbubiM Obut yctanoBieH WKJ[, npu stom y 4 (16,7%) Oblim OTMEYEHbI
azekBaTHble cpabOatbiBaHusl. Kpome Toro, 3 w3 5 nerel w3 3TOH Tpynmbl UMENU

MIPOSIBIICHUS «TOpsTUYeii» (pa3bl.
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XpPOHUYECKOMN CEPACYHON HENOCTATOUHOCTH IPU APUTMOICHHOU KapAUOMUONIIATUH

Ne 1 2 3 4 5
Ilon XK K M XK M
Bospact Ha MOMEHT 11 16 8 12 16
TC/Bkarouenus B JIOTC,
JeT
[IepBruHOE BOBJIICUEHNUE DK IDK JOK DK DK
denotun buB buB buB buB buB
I'enotun PKP2/ MYH7/ DSP/ PKP2/ DSC2
CDH2 FKTN DSP PKP2 L/P
L/P/VUS P|VUS P/LP P/LP
KIIMHUYECKUE JTaHHbBIC
BCC B cembe — — — - -
Bo3zpacTt nebrora 10 12 4 12 16
3a00JIeBaHUsl, JIET
CuHkorie + + - + +
CepaneOuenue + + + + +
«["opstuas» daza — + + + —
XCH, ®K (NYHA) IV IV Il v Il

JlanHbIe 1eKTpOoKapauorpadun
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No 1 2 3 4 5

Ycroituusas XT + + + + +

Kon-Bo Mmopdosnoruit 2 3 8 3 2

K2C

DINCUIOH-BOJIHA — + — + —
WNuBepcus 3. T V1-V5 V1-V6 V2-V6 V1-V6 | V4-V6

TTDK + + — + +

JaHHBIE YXOKapauorpaduu

KJIP IDX, mm (z-score) 60 54 34 68 46
(+5,0) (+3,7) (+1,7) (+4,9) (+3,2)

FAC ITX, % 15 12 30 14 35

Tapse, MM 14 12,5 17 7 16

KJIP JDK, mMm (z-score) 34 54 58 46 46
(-2,6) (+3,0) (+8,5) (+2,6) | (+2,29)

@B JIX (Cumricon), % 55 25 25 24 46

AHeBpu3Ma DK buB — buB —

JTAaHHBIE MATHUTHO-PE30HAHCHON TOMOTpaduu cep/ilia ¢ KOHTPACTUPOBAHUEM

dubpo3HBIC U3MECHEHUS

+

+

+

+

JaHHBIC THCTOJIOTHYCCKOI'O 06CJ'IGI[OBaHI/I$I
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No 1 2 3 4 5
OcrarouHsbie 0-30 5-10 — <40 —
KapJAMOMUOLHUTHI, Yo
UCXON
15101 + + + + +
BozpacT ummnantanuu 10 13 5 13 16
UK/, net
CpabatsiBanue K] — + + + +
TC + + JIOTC + JIOTC
[Ipumeuanue: buB — OuBenTpukymsapubeiii, XT — xemynoukoBas Ttaxukapaus, XKIC —
x)enynoukoBas skctpacuctonus, MKJl — ummmanTupyemsiil kapanoseprep-aedudpustop, KJIP
— KOHEYHO-IuacTonueckuid pasmep, JIK — nebiit sxxenynouek, JIOTC — nuct oxxunganusa TC, TDK
— npaBbii xenygouek, [IIDK — mo3gaue noteHmansl xkenynoukoB, TC — TpaHCIIaHTALMS cepa,
®B — ¢pakums BeiOpoca, DK — dynkumonaneHbiii kirace, XCH — xpoHuueckas cepaeyHas
HEJ0CTaTOYHOCTh

Takoe ObicTpoe mnporpeccupoBanne XCH y nereit u Haluuue TSKEITBIX
APUTMHUYECKUX TPOSBICHUH MOTYT OBITh OOOCHOBAaHBI OCOOCHHOCTSIMU HMX TE€HOTHIIA.
Tak, HeCMOTpsS HAa «MSITKOE» TEUEHHWE B OTHOIIEHWUW APUTMOTCHHBIX COOBITHN Yy
nanueHToB ¢ mytanusmu B PKP2, y 2 (8,3%) nereit ¢ BapuaHTamMu B 3TOM T'eHE Oblia
nposegeHa TC. OgHako BayKHO CIeNIaTh aKIIEHT Ha TOM, YTO Y OJTHOT'O U3 ATOr0 MalMeHTa
ob110 couetanue mytanuii B PKP2 1 CDH2 (murennas myTaius), a y Ipyroro — cliokHas
TeTePO3UTOTHOCTh, YTO OOBSCHSAET TSHKECTh MX TCUCHHs. Y IPYTUX MAlMEHTOB OBLIN
BBISIBIICHBl KOMIIAYHA-MYyTallUM WM TOMO3UTOTHOCTh B JPYTUX JECMOCOMHBIX F€HaX U

emé OJMH MalnuCHT MMCJI JUI'CHHYIO MYTAallMIO B HECACCMOCOMHBIX I'CHAX, 4YTO TAKIKC

npeamnoJaracT TAXKCIIOC TCUCHHUC.
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3.4 CpaBHMTeJbHBIH aHATH3 KIMHUYECKHX XapPaKTePUCTUK Y NALUEHTOB C

APUTMOICHHON M TAXUMHAYLHUPOBAHHOM KAPAMOMHONIATUAMHM

XOpouo HU3BECTHO, YTO B PYTHMHHOM IPAKTUKE OCTAETCsS CIOXHOM 3axadeu
npoBecTH Au(pdepeHIuanbHbIi AMArHO3 MEXAY ABYMS 3a00J€BaHUAMH, KOTOpbIE Ha
ONPENIEIIEHHOM JTalle CBOETO PA3BUTHSA UMEIOT OYEHb CXOXKYIO0 KiIMHH4YecKyro, JOKI' u
9x0-KI' kaptuny. OcHoBHbiMU TiposiBieHUsAMU kak AKMII, tak u TKMII sBisitorcs
Hanuuue JKA U Aunataiuuu /i CHIKeHHe cokpaTuTenbHol ciocoonoctu JOK n/unm
IDK. Jduarno3 TKMII Obi1 yCcTaHOBIIEH MO CHEAYIOUIUM KPUTEPUSM: HOPMATU3ALMS
MOp(oyHKIIMOHATBHBIX HM3MEHEHUH mocye ycnemHoro jedeHust KA, oTcyrcTBue
¢ubpo3HbIx U3MeHenui no gaHHeiM MPT cepaua. ¥V psnga nauumentoB ¢ TKMIT Gbuio
POBEJIEHO T'€HETUYECKOE UCCIIeIOBAHNE, Y BCEX ObLT OTPUIIATEIbHBIN PE3yIbTaT.

C 1enplo moucka «mpocThix» audepeHnnanbHO-1MarHOCTUYECKUX KPUTEPHUEB, B
KayecTBe IPYIIbI CpaBHEHHUS ObLI0 0TOOpaHo 20 manueHToB aeTckoro Bo3pacta ¢ TKMII
(n=20).

OO6e rpymnmbl ObUTM COMOCTAaBUMBI IO TOJY, BO3pacTy nedroTa 3aboieBaHus,
BO3pAaCTy MOSBJIECHUS U3MEHEHUN CO CTOPOHBI KaMep cepAlla, BO3pacTy JUArHOCTUKHU (p
>0,05) (Tabmuma 18). Kpome Toro, He OBUIO MOJYYEHO JOCTOBEPHBIX PA3TUYHI IO
BpeMeHH  (GopMmupoBaHUS  MOP(PODYHKIIMOHAIBHBIX ~ HM3MEHCHHMH  OT  Hadala
manudectanuu KA (p>0,05).

VYuuteiBas JaHHbIE HAOMIOACHUSA, a TaKKe CXO0XKECThb (PEHOTUIUYECKHX
MPOSIBIICHUM O00€MX TMAaTOJNOTHM HaMu ObUTM MOAPOOHO W3YYEHBI KIMHUYECKHE
cuMnToMmbl, xapaktep KA ¥ M3MEHEHHWH MHOKapAa MO BU3YAIU3UPYIOIIUM METOJaM

AUArHOCTUKHU IIPHU KaKIO0M 3TOM 3a00J€BaHMH HA MOMEHT AUAarHOCTHUKH.
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Tabmuma 18 — CpaBHUTENbHBIN aHaNW3 KIMHUYECKUX JAHHBIX MAllMEHTOB OCHOBHOM

IPYIIBI ¥ TPyIIbI cpaBHeHHs (N=44)

XapakTepUCTUKU AKMII TKMII p

OO1ue cBeneHus

KomuuectBo, % 24 20 —
Mo, Mmyx/xkeH 15/9 14/6 0,534
Bospacr 12 (9-14) 14 (7-16) 0,231
perucTparuu

nepBbix KA, ner

Bospact 12 (11-15) 15 (7,5-16) 0,390
TIOSIBJICHHSI
MopdodyHKIIMOHA
JTHHBIX H3MEHECHHM,
ner

Bospact 13 (12-15) 15,5 (7,25-17) 0,321

AUArdHOCTHUKH, JICT

Bpewms or nebrora 9 (4-23) 4 (4-10) 0,124
70
MopdohyHKIIMOHA
JIbHBIX U3MEHCHUM,
MecAIIEeB

Cumnromuocth 1 anamue3 BCC B ceMbe

CuMnTOMHOCTS, % 23 (95,8%) 7(35,0%) <0,001

Cunkorte, % 14 (58,3%) 1 (5,0%) <0,001

Cepanebuenne, % 21(87,5%) 7 (35,0%) <0,001
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[Mpononxenue Tabaunsr 18

XapakTepUCTUKU AKMII TKMII p
Boub B rpyHOi 4 (16,7 %) 5 (20,0%) 0,710
KJIETKE

M30JMpoBaHHast, %o

XCH Ha MOMEHT 24 (100%) 9 (45,0) <0,001

JTHArHOCTHKH, %o

OTAroIeHHbIH 4 (16,7%) 0 0,114
CEMEMHBIN
anamue3, BCC

[Ipumeuanume: AKMII — apurmorennas kapauomuonarus, BCC — BHe3anHas cep/iedHasl CMEpTh,
KA — xenynouxoBass aputmusi, TKMII — taxumanynupoBannas kapamomumonatus, XCH —
XpOHHYECKAs CEpACYHAsI HETOCTaTOYHOCTh

Tak, HamIM pe3yJabTaThl JEMOHCTPUPYIOT CTATUCTUYECKH 3HAYUMMBIE Pa3Idyus
cumntomMmoB AKMII u TKMIIL. B otnuuue ot nanuentoB ¢ TKMII npaktuyecku Bce
OOJIbHBIE OCHOBHBIN IPYMIIbl HA MOMEHT IMAarHOCTUKHU ObTH cuMnTOMHBIMU (p <0,001).
Mexnay cumntomHocThio 1 AKMII Ovima oTHocuTenbHO cuibHast cBsI3b (V=0,560).
OcHoBHBIMH OTJIHUUTENBHBIMEU TIpu3HakaMu AKMII Obimu cuHKoME, YacThie jkano0bl Ha
cepaneouenue, kmuandeckas kaptuaa XCH. Otmeuanack cunbHas cBsi3b Mexxy AKMIT
u cunkone (V=0,650) u XCH (V=0,632) u otHocuTensHo cuiibHast AKMII u nannuus
cepaueduenus (V=0,543). Baxxno ormetruts, uto y 1 (5,0%) pedbenka ¢ TKMII 65110
3aperuCTPUPOBAHO CHHKOMAIBHOE COCTOSTHHE, OJTHAKO, B OTJIMYKE OT OOJIBIIMHCTBA
narueHToB ¢ AKMII y Hero orcyTcTBOBaia CBA3b 0OMOpOKa ¢ PU3NUECKON HATPY3KOH,
He OBUIO OoTMeueHO Kano0 Ha cepaneOuenue. [Ipu mpoBeACHUM TOTOTHUTETHHBIX
oOcne10BaHMMA ObLIT JIOKa3aH Ba30BaraJIbHbIN TeHE3 CHUHKOIIE.
Crnenyet noquepkHyTh, uTO K nanuentaM ¢ XCH B Haliem ucciaegoBaHUU Mbl OTHOCUIIN
TeX OOJIbHBIX, KOTOpPbIE UMEINH Xano0bl, kKinHuueckue nposiinenuss XCH, aunaramuio
IDK/JDK co cHMXEeHHMEM ero COKpaTUTEIbHOM CIOCOOHOCTH C Pa3BUTHEM 3aCTOMHBIX

SABJICHUH 10 OOJBIIOMY WJIM MajJOMy KpPyry KpoBOOOpalleHus, HaJludyueM
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TPUKYCIIUJAIBHON WM MUTPAIBHON HEJOCTATOYHOCTH, a TAKXKE IO pe3ysIbTaTaM TECTa
HIECTUMUHYTHOM XOJbOBI.

[Ipu wm3yuenum ypoBHs Kapauocneuuduueckux pepmeHtoB U NT-proBNP y
MAlMEHTOB OCHOBHOM TPYIIbI U TPYNIbl CPAaBHEHUS OBLIM BBISABICHBI CTATUCTHYECKU

3HauuMble paznnuus (Tadnuma 19).

Tabmuma 19 — CpaBHUTENbHAS XapaKTEPUCTUKA TA0OPATOPHBIX MOKa3aTeel MaliueHTOB

C apI/ITMOFCHHOﬁ u TaXHHHHyuHPOBaHHOﬁ KapaAuOMHUOIIAaTUAMHA Ha MOMCHT JUAIrHOCTUKHU

(n=44)

IToxa3zarenu AKMII TKMII p
NT-proBNP, rr/m | 188,8 (60,5-602,3) | 36,0 (23,0-91,4) 0,001
Tponionun I, Hr/Mn 0,0095 0,001 <0,001

(0,0027-0,035) (0-0,003)
K®K-MB, EJl/n 23,7 18,7 0,383
(14,3-28,3) (14,5-27,1)
[Tpumeuanue: AKMII — apurmorennas kapauomuonatusi, KOK-MB — kpeatundochokunaza MB,
NT-proBNP  — N-koHmeBoi  MO3roBod  HaTpuilypermueckuid  mentuna, TKMIT —
TaxXUHMHIyLIUPOBAHHAS KapIMOMHOIIATHUS

Tak, Ha MomeHT auarHocTuku ypoBeHb NT-proBNP y nereit ¢ AKMII 6bun
nmpakTudecku B 6 pa3s Boie, 4yem y aeteit ¢ TKMII (p= 0,001) (Pucynok 22). Jlumb y 3
(15,0%) naunrentoB ypoBeHb NT-proBNP npessimian HopMmy. Takke ypoBeHb TPOIOHHHA
[ 611 cTatrcTyecku 3HaunuMO Bhitie y manueHToB ¢ AKMIT (p <0,001). ITpu cpaBHeHNH
ypoBHs KOK-MB y manueHTOB 3THX Tpynm HE ObIIIO OOHApYKEHO CTAaTUCTUYECKU

3HAYMMBIX Pa3JINYHi.
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Pucynok 22 — CpaBuenue ypoBHsi NT-proBNP y nmanneHToB ¢ apuTMOTeHHON U

TaXPIPIHIIyIIPIpOBaHHOﬁ KapAUOMHUONIATHUAMU HA MOMCHT JUAI'HOCTHUKH

Kak manueHTbl OCHOBHOW T'pYMIbl, TaK M TPYNIBI CPABHEHUS UMENU XOTs Obl 1
«oonpro» wnn 1 «Mmanerii» aputmuueckuit kputepuit (TFC 2010, ITamyanckue
KPUTEPUH), YTO OE3YCIOBHO 3aTpyIHsIO Au(depeHuanbHy0 1uarHocTuky. OmHaKo
npu getanbHOM aHaiu3e KA HaMu ObIT BBISIBICH P CTATUCTUYECKU 3HAUYUMBIX
pas3uuui, KOTophle He SBIUTHCH KputepusmMu AKMII, Ho TeM He MeHee TTO3BOJIHIN OBl

3a1mo103puTh AaHHbli quaruo3 (Tabuma 20).

Tabnuna 20 — CpaBHUTENbHAS] XapaKTEPUCTUKA KETYJOUKOBOM aPUTMUH y TTAIIUEHTOB C

APUTMOTE€HHOW M TAaXWHUHAYLIUPOBAHHON KapJAUOMHUOIIATUIMHU

XapakTepUCTUKU AKMII TKMII p
Kon-Bo 8548,5 25873,0 <0,001
KOC/cyTku [2312,0-11413,5] | [21980,5-29966,0]
(TBICAYN)
CyTtouHas 8,75 25,05 <0,001
mwiotHOCTh KA, % [1,90-11,10] [21,25-28,50]
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[Mpononxenue Tabmuis 20

XapakTepUCTUKU AKMII TKMII p
[Monmumophuzm 21 (87,5%) 0 <0,001
K3C, %
Hamuuue KT, % 16 (66,7%) 5 (25,0 %) 0,008
Ycroiunast KT, 7 (29,2%) 1(5,0%) 0,054
%
HeycroitunBas 15 2 (10,0%) 0,001
KT, %
Harpy3ounbrii 5 (20,8 %) 1 (5,0 %) 0,059
xapaktep KA, %

TIITK, % 19 (79,2%) 6 (30,0:%) 0,002
[Tpumeuanue: AKMII — apurmorennas kapauomuonatus, KA — xenynoukoBas aputmusi, KOC —
*KenynoukoBas skctpacuctonus, KT —xxenynoukoBas Taxukapaus, [ITDK — no3qaue noTeHnaibt
xenynoukoB, TKMII — TaxumuynimpoBanHasi KapJMOMHOIIATHS

Tak, y nmauuentoB ¢ TKMII komuuectBo KOC B CYTKM M COOTBETCTBEHHO
m1oTHOCTH JKA OblTa mouTH B 3 pasa Beime, 4yeMm y nereit ¢ AKMII (p <0,001) (Pucynox
23). [Ins1 neteli ¢ TeHETUUECKU-IETEPMUHUPOBAHHON KapIMOMHOIIATHH OBLIT XapaKTepeH
nomuMopdueIi xapaktep JKOC. beura ormedeHa odeHb cuibHas cBs3b MexXI1y AKMII
HanuuueM nonumopduzma XKOIC (V=0,872). Takxke CTaTUCTUYECKH 3HAYUMBIMU
pa3IUYUAMU JJ1sl HAMEHTOB OCHOBHOM IPYMIbI U IPyMIbl cpaBHeHHe Obud Hanuuue KT
u IIIDK (p <0,05). JlanHble npu3HAKK BCTPEUYATUCh 3HAUYUTENBHO Yalle y OOJBHBIX C
AKMII. Mexnay comnocraBUMbIMM NPU3HAKAMH OTMEUYaJlaCh OTHOCHUTEIBHO CHUJIbHAS
cBs3b — V=0,415 nna vammums KT u V=0,494 nna [HIDK. IIpu stom y nereit ¢ AKMII
yanie peructpupoBanack ycrtoilumBas KT, ogHako 3T0 He OBUIO CTaTUCTUYECKU

3HaunMbIM. Kpome toro, y namueHntoB ¢ AKMII oTMeuanacy TEHICHIUS K HAJAYHIO
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Harpy3ouHou KA Ha TpenMui-tecre.
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Pucynok 23 — CpaBHuUTEIbHAS XapaKTEPUCTHKA INIOTHOCTH KEITYT0YKOBOM
apUTMHH HA MOMEHT JUArHOCTUKH Yy TAI[MEHTOB OCHOBHOM T'PYIIIBI U TPYIIIBI

CPaBHCHUA

[Ipu cpaBHeHMH (EHOTUTIMYECKUX TMPOSBICHUN CTATHCTHUYECKH 3HAYMMBIX
pasTUYHi MEXIy IBYMS TPYIIaMH OJYY€HO HE ObLIO, OHAKO BaYKHO MOAYEPKHYTH, YTO
y nereii ¢ TKMII Hukoraa He BcTpeuanoch OMBEHTPUKYJIApHOTO mopakeHus (Tabmuia
21). [Toatomy nipu cpaBHeHnn Ix0-KI' JaHHBIX MalIMEHTOB ABYX IPYIII MbI HE BKIIOYAIH
Tex nauueHToB ¢ AKMIIL, y KOTOpbIX Ha MOMEHT JUAarHOCTUKH YK€ OIpeesscs

OMBEHTPUKYIAPHBIN (EHOTHII.
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Tabnuua 21 — denoTunuyeckre BapuaHThl 3a00JI€BaHUS Yy I€T€ OCHOBHOW I'PYIIbI U

IPYIIIBI CPAaBHEHUS

DEeHOTHIIBI AKMII TKMII p
(n=24) (n=20)
denorun DK, % 11 (45,8 %) 9 (45,0 %) 0,760
®denorun JIK, % 9 (37,5 %) 11 (55,0 %) 1
®denotun buB, % 4 (16,7 %) 0 0,114
[Ipumeuanue: AKMII — apurmorenHnas kapauomuonartus, buB — OuBenTpuxymspubiii, JOK —
neBbii xenyaouek, [DK — npaseiit xxenynouek, TKMII — TaxumaaynupoBaHHas KapIMOMUAOTIATHS

OcHOBHBIE TTOKa3aTeNd, oTpaxaromre MophodyHKIIMOHAIBHBIE U CTPYKTYpPHBIE

W3MEHEHHUs MUOKap/Aa npeacTaBieHbl B Tadmuie 22.

Tabmuma 22 — CpaBHuUTelIbHas XapakTepucThuka MOPPOPYHKIIMOHAIBHBIX U

CTPYKTYPHBIX U3MEHEHN y NAMEHTOB OCHOBHOW IPYNIIBI U IPYIIIBI CPAaBHEHUS

[TapameTpsl AKMII TKMII p

C BoBieyenuem JIK

KIIP, JIXK 2,3 [2,1-3,0] 2,2 [2,0-2,7] 0,967
(z-score)
®B JIXK (S), % 51,1 £59 52,6+ 8,7 0,535
uK/10, mur/m2 126,5[124,0-140,0] | 120,0 [66,5-128,7] 0,113
(MPT)
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ITapameTpel AKMII TKMII p
@B JIK, % 42,8+ 4,2 49,9+ 7,0 0,036
(MPT)
C BoBneuenuem DK
FAC, % 38,0 [34,0-39,0] 38,5 [36,3-43,8] 0,173
Tapse, MM 17,0 [17,0-18,2] 21,0[21,0-21,8] 0,027
PSAX/BSA, 18,2 [17,3-22,9] 21,5 [18,5-23,2] 0,360
MM/M2
PLAX/BSA, 17[17-18,4] 16,9 [16,1-20,4] 0,696
MM/M2
KIP, IDK 2,6 £0,5 2,1 £0,5 0,654
(z-score)
uKJ0, m/m2 | 115,0 [112,2-127,5] | 112,0 [97,0-113,4] 0,042
(MPT)
O®B ITK, % 31,69 + 8,7 41,4+ 34 0,019
(MPT)
[Tpumeuanue: AKMII — aputmorennast kapauomuonartusi, buB — ouBentpuxymnspusiii, uKJ10 —
MHJEKC KOHEYHO-AuacTtonnyeckoro oobéma, KJIP — koHeuHo-muactonumueckuit pasmep, JOK —
JIEBBIM KeNyJoueK, MarHuTHO-pe3oHaHcHass Tomorpaduss — MPT, DK — mpaBelil sxemynouex,
TKMII — taxunnaynupoBanHas kapauomuonatusi, @B — ¢paxmust Beiopoca

Taxk, npu cpaBHeHuu jerei ¢ nopaxenueM JDK kak ocHoBHbIe Dx0-KI' mapameTpbl
(z-score KJIP JIXK u @B JI)K no Cumricony), Tak u uKJ1O JIK, onpenenennbiii mo MPT
cep/la, CTaTUCTUYECKU 3HAYMMO HE OTJInYaliiCh. CTaTUUECKU 3HAYMMOE pa3iniue ObLIo

BBISIBJICHO B 3HAYCHHSX COKpaTutTesbHOM criocoonoctn JIK (p <0,05) (Pucynok 24).
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Kpome toro, mo ganueim MPT cepaua vu y oanoro nanueHta ¢ TKMII e ObL1o
BBISIBJIEHO (pOpPO3HBIX M3BMEHEHUI B MHOKapje, B To Bpems kak netu ¢ AKMII umenn
TunnyHble (uOpo3Hble U3MeHeHHs B cB0oOOAHON creHke JDK. Takum oOpazom,

npoBenenue MPT cepania ¢ KOHTpacTUpoBaHUEM yiydliaeT guarHoctuky AKMIL

60
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Pucynok 24 — Pa3uuna 3HaueHnii ppakiiu BeIOpOCa JIEBOTO JKETyI0UKa Y
NAIMEHTOB OCHOBHOM TPYMIBI U TPYIIBI CPABHEHUSI IO JAHHBIM MarHUTHO-

PE30HAHCHOM ToMoTpaduu cep/ia ¢ KOHTPACTUPOBAHUEM

[Ipu cpaBHeHUH ManeHTORB ¢ nopakeHueM DK OblI0 BBIABICHO, UTO TIO JaHHBIM
9x0-KI' netn ¢ AKMII otnuyaroTcsi cTaTUCTUYECKM 3HAYMMO IO 3HaueHuto Tapse (p
<0,05). Tak, y nartuentoB ¢ AKMII 3nauenus Tapse ObLIM 3HAYUTEIBHO HUXKE, YEM Y
6onpHBIX B Tpymme ¢ TKMIL

Onnako mno paHHeiM MPT cepana CTaTUCTUYECKH 3HAYMMBbIEC —PA3IUUUS

ormedanuck kak mo uKJIO ITDK, tak u mo @B ITXK (p <0,05) (Pucynok 25, 26).
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Pucynok 25 — Pa3zHu1ia 3Ha4eHUI WHEKCa KOHEYHO-IMACTOJINIYECKOTO 00bEMa

IIpaBoOTo XKCIYyJOYKa y ITaTUCHTOB OCHOBHOM I'pyIIibl ¥ TPYIIIIBI CPAaBHCHUA 110 JaHHBIM
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Pucynok 26 — Pa3nuna 3HadeHunii ppakimu BEIOpOCca MpaBoro xKemya0dka y
MAIMEHTOB OCHOBHOMW TPYIIIBI U TPYIIIEI CPAaBHEHUS TI0 JAHHBIM MarHUTHO-

PE30HAaHCHOM ToMorpaduu cepaua ¢ KOHTPACTUPOBAHUEM

Kpome toro, Bce manmentsl ¢ AKMII B otiinuune ot nererd ¢ TKMII no manHbiM
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MPT cepana umenu Hapymenue kuaetuku [DK B Bume runokunesun, a takke y 5 (55,5

%) 4enoBek ObUTH BBISIBICHBI ((UOPO3HBIE U3MEHEHUsI B cBOOOAHOM cTeHke [1K.

HpOFHOCTI/I‘-IeCKaﬂ MO/1€JIb AJId OHCHKHA BEPOSATHOCTU HAJIUIUA
apI/ITMOFeHHOﬁ KapaAuOMHUOIIATHMA Y MAIHECHTOB C KEJIYTOYKOBbIMA AaDUTMHUAMMU H

MOpP(}OoPyHKIHOHAIBHBIMY U3MEHEHUAMH MHOKapAa

Jns  mporHosupoBanusi y pebenka ¢ KA u  mMopdodyHKIIMOHATBEHBIMU
u3MeHeHussMu Muokapaa Hamuuus AKMII paspabota mnporHoctudeckas MOJETb.
Hcxonno Oblmu oToOpaHbl (PakTophl, OOJaAIOMIMEe HAWOOJBIIMM MPOTHOCTUYECKUM
noteHImaiom BepostHoctu Hanunuuss AKMIT npu onrodakropHom ananuze (p <0,05) —
cunkore, noaumoppusm KIC, mamuuue XT, IMIDK, miotHocts KA <20, cyrounas
npeactaBiaeHHOCTh (Tabmuma 23). TlocTpoeHre Moaeau OCYIIECTBISAIOCH ¢ TTOMOIIBIO
MHOTO(aKTOPHOTO aHajiM3a METOJOM OWHApHOUM JorucTuueckoil perpeccun. Ilpu
MHOTO(AaKTOPHOM aHajgu3e OBUIM BBIABICHBl HE3aBUCHUMbIE MPEIUKTOPHI PA3BUTHS
AKMII — cunkone u mmoTHOCTh KA <20. Jlns omucaHus 3aBUCUMOCTH BEPOSTHOCTHU
Hannuus y narpenTa AKMIT namu Obuta oto6pana Moziens, 06J1agaronas HanoOIbIIUMHU
MoKa3aTeNsiMA YYBCTBUTEJIBHOCTH U crnenupuyHocTd. HaGmrogaemasi 3aBHCHUMOCTH
onuckiBaeTcs ypaBHeHueM (1):

P=1/(1+e-z)*100%

z=-291 +4,04*XCHUHKOIIE + 5,13*XIIJIOT 1)

rae P — BepostHocTh Hamuuug y mnamueHta AKMIIT (%), XCHUHKOIIE —
cuHkonanbHble coctosiHus (0 — orcyrctBue, 1 —Hammume), XIUUIOT — mioTHOCTH
xenmynoukoBoi axTormu (0 —>20%, 1 — <20%).

[lonyueHHast perpecCMOHHasi MOJIENb SIBISIETCSI CTATUCTUYECKU 3HAYUMOM (P
<0,001). Ucxons n3 3HaueHus kodddunuenta aerepmuHanuu Haimkenkepka, 81,9%
nucriepcun BeposatHocTr Hannuust AKMII onpeaensitorest pakTopaMu, BKIIFOUEHHBIMU B

Mozens (1).
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Hcxoas u3 3Ha4eHHUI perpecCUOHHBIX KO3(PUIUMEHTOB, BCE NPEIUKTOPbI UMETU

NpSMYIO CBsi3b € BepoATHOCThIO Hammuust AKMIIL XapakTepuCTHKM KaXAaoro us

dakTopoB npeacTapieHsl B Tabnuie 23.

Tabmuma 23 — XapakTepUCTUKHU CBSI3M NPEIUKTOPOB Mojaenu (1) ¢ BEpOSATHOCTHIO

HaJIn4dus y nanucHTa apHTMOFeHHOﬁ KapaAnOMHUOIIATHH

JKCITyAOYKOBasd 3KCTPACUCTOJINA, MK — MO3JHUEC IMOTCHIIUAJIBI KEIYIOUYKOB

[IpeaukTopsl I'py6oe OL CxoppekrupoBanHoe OIII
CO111; p OllL; p
95% AN
95% AN
[TnoTHOCTH apuTMUU 95,0; <0,001 169,6; <0,001
< 20% 9,72 — 928,312 9,81 —2931,5
Cunkorie 26,6; 0,003 56,8; 0,008
3,04 —232,6 2,88 —1120,2
[onmumopdnas KIC 251,9; <0,001 - -
12,24 — 5183,5
Hamuuaue KT 6,0;1,6-225 | 0,008 — —
CytouHas 0,45; 0,21 - 0,036 — —
MpecTaBICHHOCTH KA 0,93
[I1DK 8,867, 0,002 — —
2,246 — 35,0
IIpumeuanne: XA — xenymoukoBas apurmud, KT — xemynouxoBas taxukapaus, XKOC —

I/ICXOI[H N3 IIOJIYYCHHBIX PC3YJIbTATOB Yy IIallMCHTOB C CHHKOIIAJIbHBIMHA

coctosiHusMHU 1manchl Hanuuusgs AKMII B 56,8 paza Beime (95% JAU: 2,88 — 1120,2), mo

CpPaBHEHMIO C MalMeHTaMHu 0e3 cuHKonaibHbIX coctosiHuit (p=0,008). [Ipu mioTHOCTH
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<20% mancel Hanmuuusg AKMII B 169,6 pa3za Beie (95% JAU: 9,81 — 2931,5), yem npu
mwiotHoct > 20% (p <0,001). Ha pucyHke MoOJenau COMOCTABJICHBI 3HAYCHUS
CKOPPEKTHPOBAHHOIO OTHOHIEHUS IMaHcOB ¢ 95% AW nns u3ydaeMbix (pakTopos,
BOIIEIIINX B MoJeb (1).

[ToporoBoe 3nauenue BeposiTHOCTH Hamuuusgs AKMII P coctaBuno 50%. Ilpu
3HaueHusaxX P>50% onpenensicsa Beicokuil puck BeposiTHocTd AKMIL. Ilpu 3Hauenusx P
<50% — Humskuii puck BeposTHOCTH AKMII. UyBCTBUTENBHOCTh U CHEHMPUYHOCTD
moznenu (1) mpu paHHOM MOpPOroBOoM 3HayeHUW coctaBwin 95,8% wu 90,0%
COOTBETCTBEHHO. JlaHHAsI MOJEINb MO3BOJISIET TPOTHO3UPOBATH BEPOSTHOCTD HAJIMYUA Y
naimenta AKMII npu coueranuun XA ¢ MoppopyHKIIMOHAIBHBIMA M3MEHEHUSIMU
MHUOKap/a, TeM caMbIM criocoOcTBYs nudepenuunanbioit auarnoctuke AKMIT u TKMIT

yKe MPpU NEPBUYHOM 00CIIeTOBAaHUU.

3.5 IlIporpaMmMma 3TanHoi TUATHOCTUKHU M TAKTUKHU BeJeHHUS MALMEHTA C

APUTMOrCHHOM KAPAMOMHUONIATHEH

Cpenn gnereit ¢ mnoaTBepxkaeHHbIM auarHozoM AKMII npu  nmepsoit
rOCOUTAIM3AUUN B Hallly KIMHUKY Juiib y 4 (16,7%) nanueHToB HampaBUTEIbHBIM
nuarnozoM 6eta AKMIL. B 8 (33,3%) ciyvasix 6su1 ipeanonoxen guarao3 TKMIL, B 7
(29,2%) — XA, B 4 (16,7%) — OKMII u B 1 (4,2%) — noCTBOCHAIUTEIbHASL
KapAMOMHOTIATHS.

YuutsiBast pe3yiabTaThl HAIIEH paOOTHI M JAHHBIE IUTEPATYPHI, PU OOHAPYKEHUU
y pebenka JKA B coueTaHuu ¢ nuiaTanueil u/miv CHI>KEHUEM COKPATUTENbHON (DYHKITUU
J1000T0 M3 JKEIYJOYKOB CIEAYET BKIIOUHUTH B AUG(PEpEHIMATBLHON Psl CIICIYIONINE
3aboneBanusa: AKMIIL, JIKMII, TKMII, mMuokapaur, a Takke BTOPUYHBIC HMPUYHHBI
apuTMHA W HM3MeHeHud muokapnaa [18, 41, 98, 152, 153]. IIpunumas BO BHHMaHHE
Boicokuii puck BCC mpu nmaHHOM 3a00J€BaHWM, BAXHO YCTAHOBUTH TMPABWIbHBIN
JIMaTHO3 HAa PAHHUX CTAIUSAX 3a00JICBAHMS.

YuuThiBasi  BBIMIEU3IIOKEHHOE, HaMH TMPEIJIOKEHAa TporpaMma  ITalHON

auarHocTuky u jeueHus nanuenta ¢ AKMIIT (Pucynok 27).
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Tlauper ¢ KA + priarangei WM CHEEERHEM CHCTOMITeCKOH (YHKIHH KiKOT0-TH00 B3 KeITyI0aKos

Bropiamie M
TEMIT ARMIT JRMIT Isosapzur

v KoMmexcHoe KapIuotoriyeckoe odeIetoBaHue:
chop anol (cumwome), amamHs aHammesa (B T.4. cemeliHora), iafopaTophoe MecIENOBdMMe (BOCTATHTETEHBIE MADKEPEI,
xapauocnemiyeckse gepyentsl, NT-pro BNP, ITIP #a xapauocnennddeckue ERPYChl, TOPMOHBI IHTOENHOMN &enessr), JKT,
CM-3KT, mpofa ¢ duseeckoii Harpysxoit, Jxo-KI,MPT cepua ¢ KOHTpacTHpOBaHHEM
¥ Hasuawenue nevetns
(oueHKa 0bpaTHOTo PeMoJETHPOEARAS HA OKE NeteHHs)

Y

CrpaTadmKams mo KPHTEPHAM APHTMOTEHHOH KApIHOMHONATHH

1>Tam

TInner 4RPACHEIT §UIAT0R? APHTMOTERHOH RADTHOMEOTIATHN:
CHHKOIE, CHMITTOMOKOMILIEKC «T0psas dasa» (6015 B IPYIH M HOEBIIEHHeE YpoBHA Tponotnia I), nommnsopdusm KIC

AKMII
C BhICOKOH BEPONTHOCTRID

2 3Tam

TenomRIMpOEaHRE

ogrsepanenne AKMIT

Ouenka l};mupo; pucka BCCu
HEGIAToNPHATHOTD MPOTHO3a

IMauwenTsl TOIBEKD €
METHRAMEHTO3HOH TepanHeii

3 sTam

Hexmmuenne (HSHYECKEY HATPY30K H CIOPTA

Jemavirgeckoe HaGmogense 1 pas B 3 aecsua (no nokasaHus qaue): Tunanmgeckoe Habrerne
#anobs1, naboparopsni korTpoas, IKT, CM3KT, IXOKT ¢ pemermen COTTACHO MPOTOROTY BRIHYEHHT
EOMPOCA 0 TAKTHRE s.JI0TC

PI/ICYHOK 27 — HporpaMMa ATAITHOM JAUArHOCTUKH WU TaKTHKKW BCACHUA ITAllUCHTA C

APUTMOTCHHOU KapJIMOMUOIIaTUEN
ITIpumeuanune: AKMII — aputmorennas kapauomuonarus, BCC — BHe3anHas cepaeunas cMepTsb, JJKMII
— JquiartanuoHHas kapauomuomnartus, JKA — xenynouxoBas aputmus, WK/[ — umnnanTupyeMsblil

kapauoseptep-aedudbpusaTop, JIOTC — nuct oxuaHus TpaHCIUIAHTALMK CepLa

HepBBIM 9TalioOM  ABJECTCA  IMPOBCACHHUC BCEM  IIAOMCHTAM, HMCIOIIUM
CHUMIITOMOKOMIIJIICKC B BHIAC KA B coueranmm c HHH&T&HHCﬁ W/MIIH  CHIDKEHHE
COKpaTHTCHBHOﬁ CIIOCOOHOCTH JIF000TO nu3 JKCIIYAI0O4YKOB, KOMIIJICKCHOT'O
KapaAnOoJOrun4eCKoro 06CJ'ICI[OB&HI/I$I, BKIIIOYAOLICT O TIHEITCJ'IBHBIfI C60p aHaMHEC3a

3a00JIeBaHMs, CEMEMHOro aHaMmHe3a, >Xalo0, (U3UKaIbHBIH OCMOTp, JIabOpaTOpHOE
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uccnenoBanue, nposeaeHue OKIT u CMOKI, Dxo-KI', mpoOsl ¢ 103upOBaHHOM
dbuszuueckoi Harpyskoi, MPT cepana ¢ koHTpactupoBanueM. Kpome Toro, Ha JjaHHOM
ATarne OCYIIECTBISECTCS OMpPEICIICHUE MTOKa3aHUil U oA00p MEIUKAMEHTO3HOUM Tepanuu
(AAT, tepanu XCH). IIpu c6ope anamHe3a HEOOXOUMO YCTaHOBUTH BpeMs MOSIBIICHUS
KA, DOxo-KI' wusmeHenmii, mnepBbix xkano0, Hamuune BCC/renetudeckoi
KapJINOMUOTIATUH Y OJIMDKAMIINX pOJCTBEHHUKOB pebeHka. BaxkHO 0OpaTUTh BHUMaHUE
HAa HaJIWMYME CHUHKOMAJIBHBIX COCTOSHUM Yy TmMalueHTa, OOJu B TPYAHOM KIIETKE.
JlaGopatopHoe ucciie1oBaHue 00s3aTeIbHO T0HKHO BKIIOYATh aHAIN3 BOCTIAIMTEIIbHBIX
MapKepoB M Kapauocrenupuyeckux (EepMEHTOB, MOJMMEPA3HYIO IEMHYI PEaKIUIo
KpOoBM Ha KapauorponHble Bupycbl, NT-proBNP, ropmMoHOB mMTOBHIHON 3>KeE3bl.
Ananuzupys manasie OKI, CMOKI' u tpeamuin-tecta HEOOXOAUMO YASIUTh 0coboe
BHUMaHUE aHaJIu3y MOPGOJIOTrUU U CyTOUHOU TIIOTHOCTH JKA, ee CBA3U ¢ (hU3UYECKOU
Harpy3koil, a takxke noucky OKI'-kputepueB AKMIIL. B xone BemmonHeHus 2xo-KI'
TpebyeTcst obsi3aTenbHasi orleHKa He ToJibko pazMepoB u dyHkuuu JIK, Ho u IDK. Ilo
nanaeiM MPT cepania ¢ KOHTpacTUpOBAaHUEM NPEXKIE BCETO HEOOXOIUMO HCKIIOUUTH
BOCHAIUTEIbHBIE 3a00JIeBaHMsA MHUOKapJa, a TakKe OICHUTh HaJU4he KpUTEPUEB
AKMIL

AHaMHECTUYECKHE JTaHHbIC MallMeHTa, BpeMeHHble Xapakrepuctuku DKI' u Oxo-
KI' m3menenuii, Hanuume »xajaob, oOpaTHOE peMOCIMpPOBAHME MHOKapaa Ha (GoHe
NOJIOOPAaHHOTO JIEUEHUS WrpaloT KIIIOYEBYIO pOJb B ONPENEICHUU HAIPABICHUS
muddepeHnmansHoi  auarHocTukd. Kpome Toro, Bcem mamueHtam ¢ KA w
MOPPOPYHKITMOHATTEHBIMA ~ HM3MEHEHUSMH  MHOKapia  Toclieé  KOMIUIEKCHOTO
KapJINOJIOTHYECKOTO OOCIeOBaHUS HEOOXOIUMO TIPOBECTH CTPATH(HUKAIIUIO 10
kpurepusasm AKMIIL. Ognako, yuuTbIBasi, YTO psii JMarHOCTUUYECKUX KPUTEPUEB 00J1a/1aeT
HU3KOW WH()OPMATUBHOCTHIO Y TMEIUATPUYECKUX TMAIMEHTOB, MBI PEKOMEHIyeM
o0paTUTh BHUMaHUE Ha «KpacHbIe yiarm», KOTopblie He siBIsitorcs kpurepusmu AKMII,
HO OBbUIM BBISIBICHBl B HAIlleM HCCIEJOBAHUU KaK XapaKTepHbIE TMPU3HAKU HSTOTO
3a0oyieBaHMs 'y JaeTed. B dYacTHOCTHM, 3TO KacaeTcs CHHKOMAJIbHBIX COCTOSHHMU,
CUMIITOMATHUKH, CBSI3aHHOW C OOJISIMU B IPYJM U MOBBIINIEHUEM YPOBHS TpPOMOHMHA I, a

TaKKe MoIMMOopdu3Ma U HeBbICOKOM mioTHoCcTH (<20%) JKA.
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Ha BTOpOM 3Tane oOcieaoBaHus MalMEHTaM C BHICOKOW BEPOSTHOCTHIO HAJTHUMS
AKMII g5t okoHYATENBHOTO MOATBEPIKACHUS U/WIIM UCKIIOUEHHUS 3TOro 3a00JieBaHus,
CJIEQYET MPOBECTU T€HETUUECKOE UCCIIEAOBAHHUE.

Ha tpethem stane B ciyuyae Bepudukanuu guarHoza AKMII BeiGop TakTuku
Benenus (umrutantamus WK], Bxmouenne B JIOTC) ompenensiercs mpexie BCEro
HanuuueM pakropoB pucka BCC u HebmaronpusiTHOro nporHo3a. BaxHo nNoauepKkHyTh,
YTO B HACTOSAIIEE BpPeMsl OTCYTCTBYIOT €JIMHBIC MOAXOAbl K MPUHSITHIO PEIIeHUsT 00
umiutantauuu UKl y nereit. Ilo naHHbIM Halllero ucclieIoBaHUSA B MEPBYIO OUYEpE.lb
BOIIPOC O TOCTAHOBKE JAHHOTO YCTPOMCTBA JOJKEH OBITh PACCMOTPEH y JeTed MNpu
HAJIUYUKU OOIIECNIPUHATHIX (PAKTOPOB PHUCKA PA3BUTHUSA KUZHEYTPOKAIOIIUX COOBITHIMA
(cunkorne, KT, motHocTh KA, CHM)KEHHE COKPATUTEIHHON CIOCOOHOCTH MHUOKap/a,
MYKCKOHM ToJ1, (hr3nueckas Harpyska). Kpome Toro, s mpuUHSATHE STOTO PEIICHUS MBI
PEKOMEHJYeM VYHUTBIBATh TEHETHYECKUM TpoQuiIb MalMeHTa: y TalUeHTOB ¢
HETUTAKO(PUILTHHOBBIMU MYTAIlUSIMUA HEOOXOIUMO KaK MOXKHO OBICTpEe IPUHSITH MEPHI 10
UMIUTAHTAIMK YCTporcTBa B 1enax npodunaktuku BCC.

Cpoxku Brimoyenus namuenta B JIOTC Takxke ciienyeT onpeaensTh HE TOJIbKO B
3aBUCUMOCTH OT TshkecTd XCH, HO U ¢ ydyeTroM pe3yibTaToB r€HETHYECKOIO aHAJIN3A.
OCHOBBIBasSICh Ha pe3yJibTaTax HAIIEr0 UCCIEAOBAHNUS, MALIMEHThI, Y KOTOPBIX BBISIBJICHBI
KOMIIayHJA-MYTallui, TOMO3UTOTHBIA U JTUT€HHBIE MyTAllUU KaK B IECMOCOMHBIX, TaK U
HEJIECMOCOMHBIX TeHaX mojjiexar paccmorpenuto BkiatoueHus B JIOTC B Onmxaiiee
BpeMs MTOCJIe Bepu(DUKAIIUU THATHO3A.

Puck HacTymiieHrs apuTMOT€HHOT'O COOBITHS MIPUCYTCTBYET Y KAXKIOTO MallMeHTa
¢ AKMIIL. Bcem mnamueHTaM pEKOMEHAYETCS HCKIIOUNTH (U3MYECKHUE HATPy3KH H
3arsTHs ciopToM. HezaBucumo ot ummutanranmu MKJl w/uan Brmoyenus B JIOTC, 3a
BCEMHU IMEAUATPUYECKMMH MAlUUCHTAMHU PEKOMEHJIOBAHO NPOJOJKUTh MHPUCTAIBHOE
TrHamMu4yeckoe HaOmogenue. KpatHocTh quHaMUYecKoro KoHTposist 1 pa3 B 3 mecsia
ompenesieHa (PaKToM CpPOKOB BO3HUKHOBEHHUS APUTMOTEHHBIX COOBITUH W TEMIIaMHU

nporpeccupoBanusa XCH y nereit ¢ AKMIL
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Kaunndeckoe Haoawoaenue Nel.

B nauvane 2022 roga 13-netHuii nanuent I'. ObUT TOCIUTATIM3UPOBAH B OTACICHUE
JETCKOW KapAHOJOTHMU W MeaunuHcko peabwnutanmun OI'BY «HMUIL[ um. B.A.
AnmazoBa» MunzapaBa Poccun. Y wManpumka ObUIM JKalloOBl HAa  y4alleHHOE
cepaledbuenue, 60m B 00JacTu cepalla, ciadbocTb, OAHOKPATHBIN OOMOPOK.

N3 uctopum 3a00ieBaHUSI W3BECTHO, UTO MAIMEHT HAOMIOJAJICA Y JCTCKOTO
Kapauosiora no mnosony peakod JXIC. 3a monroga A0 rocnuTaniu3alMyd BO BpeMs
BEJIOMOE3/IKM TMAaIMeHT TMoTepsyi co3HaHue. CHoycTs HECKOJIbKO JHeW peOeHOoK
MOKAJIOBAJICSI HA TPUCTYIN YYaIIEHHOTO CepAIeOMeHUs], KOOIy OO0Jib B TPYyIHOMU
KJIETKE, MHOTOKpaTHY0 pBOTY. [Io OKI' B 3TOT MOMEHT 3aperucTpupoBaHa TaXUKapAaus
¢ mupokuMu komiuiekcaMu QRS ¢ HCC cBbiiie 250 y1apoB B MUHYTY, KYITUPOBAHHYIO

MPOBECHUEM JIEKTPHUECKOM KaparoBepcuu paspsaom 160 JIx (4 Jx/kr) (PucyHok 28).

Pucynok 28 — DnexTpokapauorpaMMa B MOMEHT MPUCTYTIA TAXUKAPIUH.

Taxukapaus ¢ mupokumu komruiekcamu QRS ¢ wactoToit cepaednnpix cokpaienuit 250

B MUHYTY

[To manHBIM 00CIIETOBAHUS MMAIIMECHTA 110 MECTY JKUTEIHCTBA UMEITUCH CBEJICHUS O
noBeimieHHOM ypoBHE NT-proBNP mo 16308 nr/mn (Hopma <370.00 mr/mm). Ha
noBepxHoctHoi DKI" Habmonanucek orpuniarensabie 3yorsl T B otBenenusx V1-V4. [1o
pesynabratam CM-OKI' BeisiBnena peakas JKOC, a Oxo-KI' He BbIsiBHIIa OTKIIOHEHHI.
Baxxno ormeTuTh, uTo cemeitnbiii anamue3 no BCC y nanuenta otsroieH He Obut. [lo

MECTY JKUTEIhCTBA Obl1a mHUIIMUpoBaHa AAT nmponadeHOHOM.
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Jlanee manmeHT ObLT HampaBieH Ha rocnutanuzauuio B HMUI[ um. B. A.
AnmazoBa. @U3MKaIbHBIA OCMOTpP MAlMEHTa NPU NOCTYIJIEHUH BBISIBHII OpaJuKapauio.
JlabopatopHo uMen mecto BbICOKHM ypoBeHb NT-proBNP g0 929.70 nr/mn (Hopma
<370.00 nir/mn) u tpononuna I go 37.8880 ur/min (Hopma 0.0000 - 0.0340 ur/mi), npu
TOM 3HAYEHHUs BOCHAIMTEIBHBIX MapKephl OCTaBaJIMCh B Ipejaesiax pedepeHCHBIX.
Bupyconoruueckoe o6ciieioBaHuEe Ha KapAHOTPOIIHbIE BUPYCHI (BUpYC DniuterH-bapp,
BUPYCHI IPOCTOTO Treprieca 1 U 2 TUNOB, reprec-BUpyc 4esnoBeka 6 tuma, [lapBoBupyc
B19) Obu10 oTpULIATEABHBIM.

Ha OKI" noxkos peructpupoBaincsa cunycoBslii putm ¢ HCC 60 B MuUHYTY, nMena
mecto AB Onokana | crenenn (uaTepBan PQ 200 Mmcek). Kpome Toro, y marueHTa
peructpupoBaniack noiHas BITHIIT (QRS 130 mcek). Pesynbratet CM-OKI' nokazanu
peakyto monomopduyto XKIC, a taxxke npodexku monoMopdHoi KT ¢ mokanuzaruei
u3 BbeixogHoro otaena [DK («mansim» kpurepuit AKMII no TFC 2010). TTomumo 3Toro,
y nanuenTta peructpupoBainuch I[IIDK, yTo Takke cOOTBETCTBYET «BTOPOCTEIIEHHOMY»
kputeputo NFC 2010.

B udetbipexkamepHoii mo3unmu B xoxae nposeneHus Ixo-KI' Obuio oOHapyx eHO
yBenuuenue pazmepon [ DK (KJIP 38,2 mm, Z-score 2,8) u BeixogHoro otaena [DK kak mo
KOpoTKoi, Tak u JuimHHON ocu (PLAX/BSA=20,8 mm/m2, PSAX prox=20 mm/m2), npu
TOM HE OBLJIO BBISABICHO HAPYUICHUN COKPATHTEIbHONW CIIOCOOHOCTH W Yy4YacTKOB

JUCCHHXPOHHH, TUC- 1 akuHe3un (Pucynok 29)

Pucynok 29 — Dxokapauorpadus (quiaatamus IpaBoro Keay109Ka)
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HNuTepecHo, yTo B mpolecce 00Cie0BaHus Y MajJbyMKa MOSBUIIKACH jKajo0bl Ha
AMU30JIbl CWIBHOM O0O0JIM ¢ JIOKaNIM3alHuew 3a TPYIUHOW, COMPOBONKIAIOIINECS
BBIPAKEHHBIM MOBBILIEHWEM ypOBHA TporoHuHa | 1o 108,597 Hr/mia (MakcuMaibHO 10
232,744 ur/mit), py 5TOM reMOJIMHAMKKa BO BpeMs MPUCTYIIa OCTaBajlach CTAOUIBHOM:
Al 115/75 mm pr.cT., HCC 60 B MuHyTYy, TOHBI putMuuHbIe. [lo pedynbratam OKI' B
MOMEHT kajio0 MapoKCu3MaibHas aKTUBHOCTh HE peructpupoBanach. M3-3a Hanuuus y
Masiburka noiaHou BITHII mocToBEpHO OLIEHUTH HATTUYWKU UIIEMUYECKUX N3MEHEHU M HE

HpeCTaBIISLIOCHh BO3MOKHBIM (Pucynok 30).

Pucynok 30 — DnekTpokapauorpamma Bo BpeMsi 00JI€BOro CUHIApOMa (PUTM
CHHYCOBBIHN C YaCTOTON CEpJCUYHBIX COKpAIICHUN 64 B MUHYTY, IMOJHAs 0JI0Kaj1a MpaBon

HOXKKH Tyuka ['uca)

[IpyauMass BO BHHUMAaHUE KIWHUYECKYI0 KapTHHY, CXOJHYK C OCTpPBIM
KOPOHAPHBIM CHHJAPOMOM ISl UCKIIFOUEHUSI MTaTOJOTMYECKUX U3MEHEHUN KOPOHAPHBIX
apTepuii, MaJIbuMKy ObLIa MPOBECHA CEIEKTUBHAS aHTHOTPpadUs KOPOHAPHBIX COCY/IOB.

JlaHHOE HCCIIeIOBaHNE HE BBISBHIIO ITATOJIOTHH KOPOHAPHBIX apTepuil (Pucynok 31).



Pucynok 31 — CenexktuBHas anruorpadus. KoponapHeie cocybl 6€3 Mpu3HaKOB

ATCPOCKIICPOTHICCKOI'O IMMOPAKCHHA, CTCHO30B HC BLIABJICHO

HuddepenumanbHas AUMArHOCTHUKA JaHHOTO COCTOSIHUSI TaKXe o0053aTelbHO
0XBaThIBaJIO «ropsuyo» pazy AKMII, octpelit MuokapIur.

st aToro manueHty Owuia BbiosiHeHa MPT cepilia ¢ KOHTpacTUPOBAHHEM C
BbIsiBJIeHHEM yBenuueHus: pazmepoB [DK (65x40 mm, KJIO 84 mur), a Takyke CHUKEHHS
COKPATUTENbHON CIIOCOOHOCTH W PpaCHpOCTPAHEHHBIX (UOPO3HBIX HU3MEHEHUU B
muokapae [DK. lannas Haxonka coorserctBoBaia 1 6onbimomy MPT-kputeputo mo TFC

2010 (Pucynox 32).

manaTagag JDK

Pucynok 32 — MarauTHo-pe30HaHCHasI ToMorpadus cepia ¢
KOHTPAaCTHPOBAHKEM (CJIeBa — AMIIATHPOBAHHBIN IIPABOTO XKeIy109Ka, CIIpaBa —

(buOpo3HBIC U3MEHEHHUS )

OMBb He npoBoAMIIaCh U3-3a BO3PACTHBIX OTPAHUYCHUM.
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Takum 00pa3om, OBLIM HCKIIOYEHBI OCTPBIA KOPOHAPHBIA CHUIAPOM M OCTPBIA
MUOKapAUT. A HalW4uue y nanueHTa 2 «Maiubix» u 1 «6onsmoro» kpurepue TFC 2010
ITO3BOJIMJIO IOCTABUTH TOCTOBEPHBIN Auardo3 AKMIL

JuarHo3 ObUI TOATBEPXKACH pe3yJbTaTaMU TI'E€HETHYECKOro oOciaeqoBaHus
MetogoM NGS c mocneayromeit Banupanueit mo Conrepy. Y mnainueHTa oOHapyXeHa
BEpOSITHO-NIaTOreHHast Mmytauus B rene DSG2 (NM_001943.5: c146G> A).

[loBeilIeHHEe ypoBHS TponoHuHA | B coueTanuu ¢ 60JIeBbIM CUHAPOMOM B 00J1aCTH
IPYAHON KJIETKH ObUIO PACIIEHEHO KaK MPOSIBICHHUE «ropsyeil» (a3bl 3a001€BaHUs.

[Ipu nuHaMuyYeckoM HAOIIOJEHUHN Y MaJIburKa HaOII01a10Ch KyIMpOBaHUE 00y,
U HOpMaun3auus ypoBHs TponioHuHa I. Cinegyer OTMETHTb, UTO 3HAUUMOW TMHAMUKH 110
mauaeIM CM-OKI 1 Dx0-KI' He Ob110 BBISIBIEHO.

[IpyHrMass BO BHHMMaHWE BO3pacT NALKUEHTA, HAIW4Us 3apEruCTPUPOBAHHOMN
ycronuuBo KT, cuHkomne, a Takke CTpYKTYpHBbIX U3MEHEHUH B BUje aunatauuu [DK u
CHIJKEHHUSI €0 COKPaTUTEIbHOM CIOCOOHOCTH Yy MallMeHTa UMENIN MECTO aOCOIIOTHBIE
nokazanuss k mnoctaHoBke HMKJ[. C nenplo Koppekuuu HapylmeHudl putMma Oblia
nogoOpana AAT corarekcanoM. Kpome 3Toro, manueHT mnosydai MOJIMKOMIIOHEHTHYIO
tepanmuto XCH aHTaroHucramMm ajnbJecTepoHa W HHIMOMTOpAaMU AHTMOTEH3UH-
npeBpararonerocs GepMeHTa (3MICPEHOH U SHAJIANIPHI).

Ha cerognsmnuii neHp y peOeHKa He ObUIO PELUAMBOB CHUHKOIE, 3MH30]10B
«ropstaeit» ¢aswl, cpadateiBanuii UK.

PeGenok mpogomkaeT HabIIOIEHWE B HAIIIEM LIEHTPE.

Kaunnuyeckoe Haoronenue Ne2.

VY naunuentku . B Bo3pacte 4-X JET NPU OCMOTPE YYACTKOBBIM MEAUATPOM
ayCKyJIbTaTUBHO BbIsABIeHA 3KcTpacuctonud. [Ipu Beimonnenun OKI' 3apeructpupoBana
KIC, umeromas nonumopdubsiii xapakrtep. [lo pesynbratam Oxo0-KI' matonmoruum He
0OHapyXeHO, KaMepbl cepAlla HOPMAJIbHBIX 3HAYEHUN U COKpATUTEIbHAsI CIOCOOHOCTh
MHOKap/ia He cHUKeHa. [Ipu HaOmoeHnH B TeUEHUH T0J1a Y J€BOYKH BO3HUKIIU 0O0JIN B

obnactu cepaia aasaiero xapakrepa. Ha cepun OKI' coxpansinacs nonumopduas KIC,
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M3MEHEHHUs TPOIECCOB pPENoJiipu3allui BbISIBICHO He Obuio. Pesynapratel CM-OKI
nokKazajin Hajauuue mnonumopdHor (3-x Mopdosoruid) KeayaoYKOBOM HKTOMUU C
IJIOTHOCTHIO aput™Muu 10 1%. Dx0-KI' ocTaBaacs 6€3 maToaoruueckux usMeHeHui. B
TEYEHUHM CJEIYIOUIEro Troja HaOMIoIeHHs NOSBWIMCH KaJloObl Ha CiabOCTh,
MOBBILIEHHYIO YTOMJIIEMOCTh, 0OCOOEHHO MPU MHTEHCUBHOM (PU3MYECKON Harpys3ke.

[Ipu nmepBUYHOM 00CIIEIOBAaHUU IO MECTY >KUTEIbCTBA (CIYCTA 2 rojaa moclie
neorora J)KA) ObL10 BhISBIICHO yBenndeHue B pasmepax JIXK mo 47,8 mwm (z-score +4,38)
U CHU)XXEHHE €ro COKpaTUTEeIbHOM crmocoOHocTH (pakiusi BbiOpoca g0 24% (o
Cumncony). Kpome Ttoro, ormeuanach runokunesust creHok JIK, ocoOenHo 3aaneil.
JlabopaTtopHO OTMEYAIOCh M30JIMPOBAHHOE TMOBBIIIIEHWE ypOBHs TpomoHuHa [ 10 40,3
nKr/mi (HopMa 110 37 IKr/min), pu 3ToM Jipyrue kapauocneupuyeckue pepmenTs (KK,
K®K-MB) 6bi1u B mipeziesiax HOpMajbHbIX 3HaU€HUU. BhIsBICHHBIE N3MEHEHHUS CTalU
OPUYUHOM ISl TPOBEJICHUS CEJIEKTUBHAS KOPOHAPOAHTHOTPA(Us € 1ENIbI0 UCKITIOYEHUS
aHOMAJIUH KOPOHAPHBIX COCYJIOB, 1O PE3yIbTaTaM KOTOPOW MATOJIOTUU OOHAPYKEHO HE
obuto. Jns nuddepeHnnanbHOl UArHOCTUKM C  BOCHANUTENBHBIM TPOILECCOM B
Muokapnae, Obia BbimosiHeHa MPT cepama ¢ KOHTpacTHpPOBaHUEM: OIPEAEIsIaACh
runokuHe3us cteHok JIK, pubpo3nsie uamMeHeHus ¢ cyoanukapanaibHON JTIOKaTu3alue
B O0KOBOI 1 3aaHel crerke JIK, a Taxoke Hapymenue cucronnieckon pyakmuu JOK (OB
JDK 40%). Tlpu stom pasmepsl IDK u ero ¢yHkuus ocraBanuch 0e3 HM3MEHEHUH.
Cemeitnbiii anamues B otHolreHnd BCC orsaroiueH He O0bu1. Pourenu neBouku Ob11H 03
&Kano0, KapJAUOJIOTUYECKOTO 00CienoBaHus He mpoxonwiu. [lpuHumas Bo BHHUMaHUE
TWITATallMOHHBIN (PEHOTHI C M30JIMPOBAaHHBIM nopakeHueM JIK, oTcyTcTBHE KpUTEpUEB
MUuoOKapauTa, auaruo3 TpaktoBaics kak JKMII ITanmuentke Obuta momobpana AAT
Oeta-6okatopamu, a takke tepanus XCH (Cmmpononakton, Kanrtompui). Omnako,
HecMoTpss HAa AAT B TeueHuM 6 MecdlleB OTMeuajach OTpUUATEIbHAs JAUHAMUKA IO
nanabeM OKI™ u CM-OKI': yBenmuunacek npenacraBieHHOCTs Mopdoiaoruit KIC (¢ 3 mo
5), mosiBMIIaCh MapHast MOJIMMOP(HASIH KEITYTOIKOBAS SKTOIHUS U YaCThIe HEYCTOMYNBEIC
napokcuzMbl MoHOMOpdHOH KT ¢ UCC 180 B Munyty u mommmopduoit — ¢ HCC 220
yaapoB B muH. I[InotHocts KA cocraBnsiia okono 12% B cytku. Pezynprater Ox0-KI'

ocTtaBaiuch 06e3 nuHamuku. [To MecTy xuTenapcTBa OblIa poBeAeHa Koppekius AAT c
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nepexogoM Ha koMOunHupoBanHyto - 1C xmacca u III wkmacca (IIpomadenona wu
Corarekcana) ¢ JOCTUKEHUEM OTHOCHTEIIBHO XOPOILEro aHTHAPUTMHUUECKOTO P (DeKTa.
Tepanuto XCH pebeHok npoaoskall noiaydaTh B IpeKHEM 00bEME.

B Bo3pacte 7 ner (uepe3 3 roma oT nebrota 3a0oseBaHMsI) MallMeHTKa OblLia
BepBbie TocnutanusupoBana B OI'BY HMMHI[ um. B.A. AnmazoBa. Y JeBOYKH
COXPAHSUIMCH >KaJIOObl HAa MOBBIIIEHHYIO YTOMIISIEMOCTb, CIa00CTh Aake MpU ObITOBON
AKTUBHOCTH, CUHKONAJIbHBIX COCTOSIHUM He Obuto. [lpu oOcnemoBaHuu ompenesieHo
3HauuTenbHOe noBbilieHHe YpoBHS NT-proBNP no 1467 nr/mn (mopma <112.00). 1o
pesynbratam Ix0-KI': KJIP JIK cocraBnsin 47,8 mm (z-score 2), ®B Simpson 45%,
TaKXKe OIpeJessyicss THUINOKUHE3 3ajHeOokoBoi cTeHku JIK, Obuta BbIsIBICHA
TUNIEPIXOTeHHOCTh 3a7He00koBoM creHku JIK. Pasmepwr u dynkmus IDK ocraBanucek
HOPMAaJIbHBIMHU.

KenynoukoBasi skronuueckass aktuBHOCTh o CMOKI' Owia mpencrarieHa 3
mopdororusimu KIC ¢ miaoTHOcThIO apuTMuu Menee 1%. BaxHo oTMeTHTh, YTO
BEIIYIICH JIOKAJIM3alUeH >KEIyJ0UYKOBOM HKTOmuu ObuT BeIXOAHOW otaen IDK, uro
sBisieTcss «BropoctenieHHbIM» kKputepuem AKMIT TFC 2010 (Pucynok 33A). Takum
o0pa3oM, HECMOTps Ha HETHIMYHBIE MpOsBIeHUs 3a0oieBaHus ¢ BopieueHueM JIK, y
narueHTku npu ananuze Bcex CM-DKI 6putn BeisiBieHs! eie 2 TFC «manbix» Kputepust
AKMII — neycroiuusas XXT mopdonorun BJIHIIT ¢ mmkueit ocsio u ITIIK (PucyHok
33b).



Pucynok 33 — ®parmMeHT CyTOYHOIO MOHUTOPUPOBAHUS AJIEKTPOKAPIUOTPAMMBI.
Crpenkoll yka3aHa KelyJ0ouKoBasi IKCTPACUCTONUS (A) U TAPOKCU3M KEITyA0UKOBOU
taxukapauu (b) ¢ mopdonorueit 6:10kaabl J1€BOM HOXKKY Mydka ['Mca ¢ HUKHEH 0ChIO

(maTTepH SKTOMMYECKOTO CyOCTpaTa BEIXOJHOTO MPABOTO JKEITYI09YKa)

Taxum oOpazom, mpuHUMAas BO BHUMaHUE HaIMUne 3-X «Majbix» kpurepueB TFC
2010 (2 u3 3-x kpuTEpHEB OBLIN U3 OJTHON TPYIIIHI) ObLTO 3amo03peHo Hanmurne AKMII.

OxoHuatenbHas BepuQuKaIys 1uarnosa HaclieIcTBeHHOro 3a0oneBanus — AKMII
¢ nopaxenuem JDK Obuta caenaHamocsie MOMY4YeHHUS PE3YyIbTAaTOB T'E€HETHYECKOTO
oOcnenoBaHus — OOHAPYKEHA KOMITAyHA-MYTalldsi B TETE€PO3UTOTHOM COCTOSIHUH B T€HE
PKP2 (Chr12:33031068C> G NM 004572.3: ¢.746G>C, c.971 972insT). HykneoTuausbiii
BapuaHt ¢.746G>C omnmucaH Kak BEPOSITHO MAaTOT€HHbIN, HYKJICOTUIHBIN BapuaHT c.971
972insT kak maTOreHHBIN.

[TarmenTke Obu1a poBeneHa sckanamus tepamun XCH. Cmycts monroaa mo 9xo-
KT 6bura BeisiBiiena gutatarus [DK — KIIP (A4c) 43.5 mm (z-score +3.02 Koestenberger
et al., AmJ Cardiol 2014) u camxenue ero cokparutenbHoi criocooroctu — FAC 30%.
[To panueiM MPT cepnua nonarBepaunock mnopaxenue IDK: Obuin oOHapyKeHbI
cyoanukapauaabHbie (UOpPO3HBIE U3MEHEHUS B MEpeHer, OOKOBOM M 3aJHEN CTEHKaxX

JDK n pacnipoctpanennbie pudpo3nbie namMenenus B [DK (Pucynox 34).
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Pucynox 34 — Pe3ynbrarbl MarHUTHO-PE30HAHCHOM Tomorpaduu cepiana c
KOHTPAacCTUPOBaHUEM. UEpHOU CTPEJIKOM yKa3aH AUIIATUPOBAHHBIN ITPABBIM KEIIYJ0YEK,

OenbIMu cTpenkaMu — pruOpo3HbIe U3MEHEHUS

[Ipunumass BO BHHUMaHHE paHHIOK MaHU]ecTanuo 3a0o0JieBaHUsA, OBICTpOE
nporpeccupoBanne XCH, Hanuyue maToreHHOW KOMIAyHJ-MyTalluu, OBLIO MPUHSITO
pemenue 06 umrantanuu MK/ B nensx neppuanoit npodunaktuku BCC.

Takke NOPOBOAWIOCH  KapAUOJOTMYECKOE U  MOJICKYJISIPHO-TEHETHYECKOE
oOcneioBanre poautTenaeid. Y o0OMX pOAUTENCH BBHISBICHBI aHAJOTHMYHBIC MYTallMU B
PKP2. B nacrosmuii MOMEHT OHH UMEIOT OTpHUIlaTeIbHbIN (peHOTHIT 3a00JIeBaHMS.

[Ipn nuHAMUYECKOM HAOIIOJCHUU CUHKOMAIBHBIX COCTOSHHUH, CcpaOaThIBaHUI
UK]] y manmueHTKH HE oTMmedanoch. OJHaKO, B XOA€ MOCJIEAHEW TOCHUTAIM3AIUN
BBISIBJICHA OTpUIIaTelibHAsg JuHamMuka mo Ixo-KI': oTpuniarenbHas JWHAMHKa B BHUIE
CHWKECHHS COKpaTuTenbHOU criocooHocTr Kak JUK, Tak u u [DK: @B Simpson 45 — 34%

u FAC 30 — 23%. [lanmenTka mpoaomkaeT HAOIIOJeHHE B HAIIIEM TICHTpE.
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I'TIABA 4. OBCYXIEHHUE PE3YJIbTATOB

Mmuorue roael cuntanoch, uto AKMII nopakaetT npeuMyIiecTBEHHO MallMEHTOB
B3pOCJIOr0 BO3pacTa M OCHOBHOM MUK 3a00JieBaHMs HAOJMIOAETCd MEXAY TPEThbUM U
YETBEPTHIM JecATWICTUSIMU Xu3HU [131]. Tak, HECKOJbKMMH HCCIIEA0BATEIbCKUMU
rpynnamMu ObUIO MOKa3aHO, YTO JJIs JAHHOTO 3a00JieBaHMs XapaKTepHa BO3pacTHas
neHeHTpaTHocTh: AKMII penko mposiBisieTcst 10 Bo3pacta 10 jer, a pucK mposiBICHUS
3a00JIeBaHUsl YBEIMYMBACTCS C TEUEHHEM BPEMEHM, MPU HTOM Yy OOJBIIMHCTBA
KJIMHWYECKUE TPOSIBICHUs 3a0o0jieBaHUS HaduHAOTCS mocie 60 jet [25]. Omnako ¢
npuzHanueM AKMII cemelinpiM 3a00JieBaHNEM, BCE Yallle COOOIANOCh O €ro cliyqasx y
neteit [45; 80]. Tak, B HacTosiiee BpeMs W3BECTHO, YTO J1€0I0T HEKOTOPHIX (hOpPM 3TOi
KapJIMOMHUONIaTUM BO3MOXKEH emie Bo muanendectse [17, 27, 81]. Ilo pesynbTaTam
Hamiero uccieaoBanus 3 (12,5%) pedenka umenu npossienus AKMII B Buge KA yxe
B Bo3pacTe 4 yieT. Y 0IHOT0 U3 ATUX NalueHToB Obul cuHpoM KapBaxass, i KOTOpOTo
XapaKTEePHO paHHEe pa3BUTHE KapAuoaorudeckoro penoruma [17, 27, 81].

Takke B HacTosIIee BPpEMsI €CThb CBEAECHUS, YTO Y MEIUATPUUECKUX MALUEHTOB C
ATUM 3a00JIeBaHUEM PHUCK >KM3HEYTPOKAIOIIUX >KETYIOYKOBBIX HAPYIICHUA pUTMA U
BCC Beitie, yem y B3pOCIHBIX, YTO MOAYEPKHUBAECT HEOOXOAUMOCTh PAHHETO BBISBICHUS
3aboneBanus [37]. danubiii gakt TpeOyeT HACTOPOKEHHOCTH OT BpadeH-TeUaTPOB H
JNETCKUX KapIHOJOT0B B OTHOLIEHUH MAIIUEHTOB IETCKOI'0 BO3pacTa ¢ U30JIMPOBAHHBIMH
KA, a Takke TIHIATENBHOTO JAWHAMHYECKOTO HAOIIONEHUS C IMPOBEICHUEM OIICHKU
KIMHUYeckoro craryca u oos3zarensHoro OKIT u Dxo0-KI' xontponsa. OcobeHHo 310
Kacaercs neret ¢ anamue3oM BCC/renernueckoii kapauoMuonaTiu. Tak, SKCIEPTHI MO
CEepACYHOMY PUTMY PEKOMEHAYIOT HauuHaTh CKpUHUHT AKMII y poJcTBEeHHUKOB
npobangoB B Bo3pacte B 10-12 mer [153]. HampotuB, AmepukaHckoe 0OIecTBO
CEepJICYHONM HEJIOCTATOYHOCTH MPENINOIaraeT, 4ro CKPUHHUHI CJEeIyeT HayuHATh B
Bo3pacte 6 JIeT U yCHIuBaTh B Bo3pacte 13—19 mer [27]. B Hameli koropre marueHTOB C
AKMII 4 (16,7%) peGeHka uMenu OTATOIICHHBIM CEMEWHBIM aHAMHE3 B OTHOLICHHUH

BCC, ognako HY OJIMH M3 HUX HE OBLIT 00CeI0BaH KaK poACTBeHHUK kepTBbl BCC.
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Crnenyer OTMETUTD, UTO, HECMOTPS Ha PAHHEE U TSKEI0€ KIMHUYECKOE TEUEHHE,
HU OJIMH W3 HAIIUX MAIlMEHTOB HEe cooOmmi o ceMeitHoMm aHamHeze AKMIL. Dtot dakr
MOTEHIIMAJIBHO MOKET OBITh OOBSICHEH TE€M, YTO (POPMBI CIO0KHOM I€T€pO3UTOTHOCTH,
BCTPEYAIOIIMECS Y MMALMEHTOB HAIllE KOTOPTHI, IPEAIIOIArarT, 4To 10 KpahHEen Mepe
OJIMH U3 POJUTENEH SABISIETCS HOCUTEIEM MaTOr€HHOTO BapUaHTa, KOTOPbII MOKET ObITh
HEIMEHETPAHTHBIM WJIM MPUBOJUTH K MO3JIHEMY MPOSBICHUIO 3a001€BaHusl. JTO SIBJICHUE
IIMPOKO OIMHCAHO JUIsl HOcuTened pasnuunbix BapuantoB AKMII [72, 77, 94, 119]. B
ATOM CJIy4ae TOJbKO CJIOKHAas FeTepO3UroTHasi KOMOMHAIIMA BApUAHTOB MOKET MPUBECTH
K paHHEMY MPOSIBIECHUIO, KOTOPOE OyAeT 0ECCUMIITOMHBIM Y POJIUTENIEH ¢ OAUHOYHBIMU
BapuaHTamu. Kak u B Haieil paboTte y malueHTOB ¢ KOMIAayHA-MyTalusMu B rene PKP2
ObLT OTMEYeH ne0I0T B JETCKOM BO3pacTe, a UX POAUTEIM-HOCUTENU OJIMHOYHBIX
NaTOTEHHBIX/BEPOSITHO TATOTEHHBIX BApPMAHTOB B OJTOM K€ TE€HE OCTaBaJUCh
0ecCUMNTOMHBIMU HA MOMEHT 00cIieoBaHus. Y MaleHTa C KOMIIayHA-MyTalluei B reHe
DSP (cunapom KapBaxaiis) Takxke oTMEUEH 00T B paHHEM Bo3pacTe. Takum 00pa3oM,
orcyTcTBHE  cemeiiHoro anHamHe3a BCC w/miM  WM3BECTHOM  T'€HETHYECKOM
KapJMOMHUOINIATUH HE UCKIIFOYAET BO3MOKHOCTHU pa3BuTus y nanuenra AKMIL

[lo maHHBIM JUTEpPATYypbl CUMITOMATHYECKOE MPOSBICHUE 3a00JIeBaHUS y JeTel
KaK TPaBWIO pErucTpupyercsi B Bo3pacte okosio 15 mer [54]. Ilo maHHBIM Halero
MCCIICIOBAHMS MeIMaHa BO3pacTa MOsSBICHUS MEPBBIX skano0 Obuta pasua 12 aet [10,5-
15]. Crout mOAYEPKHYTh, YTO OO TMOSABIACHHUS JKago0 y BCeX JeTed ObuLin
3apeructpupoBanbl KA. be3yclioBHO, TMOSIBIIEHHE KIMHUYECKUX CHUMIOTOMOB Y
MAIMEHTOB, paHee HaOIIOAABIIMXCA IO TOBOJY >KEIYAOYKOBBIX HAPYIICHUNA PUTMA,
SABIISIETCS «KPACHBIM (hJIaroM» JJisl TOCJIETYIONIeH UX KIMHUYECKON OICHKHU.

B nammeii koropre 00apHbIX ¢ AKMII HU 01MH 13 HUX HE UMEJT OCTAaHOBKH Cep/lia
nwm BCC. Ognako y 14 (58,3 %) Obutn 3aperucTpupoBaHbl CHHKOIAJIBHBIE COCTOSHUS,
npuyeM y Ooblieil moiaoBuHbI ¢ noMmollbio KT ObUT MOATBEPKAEH X apUTMOTEHHbBIN
I€He3 W JIaHHbIE MALWEHThl Mepe]l yTpaTold CO3HaHUS OIIyllalu cepaueoueHue. Y
MOJIOBUHBI MAlMEHTOB ¢ OOMOpPOKaMH MPOBOIUPYIOIIUM (AaKTOPOM  SIBIISLIACH
du3nyeckasl Harpy3Ka, y psiaa AeTed CHUHKONE BO3HHMKAJIO B MOKoe. TakuM oOpazoMm, y

nanueHToB ¢ JKA u/unu MophodyHKIIMOHATIBHBIMA U3MEHEHUSIMU MUOKAp/a BbISICHEHUE
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HAJINYMSI CUHKOMAJIbHBIX COCTOSHUW M YCJIOBHM MX BO3HUKHOBCHUS SIBISIETCS KpaillHE
BaYKHBIM IpU cOOpEe aHaMHE3a.

Y 5 (20,8%) mnamueHTOB OBUIO 3apErUCTPUPOBAHO PEAKOE KIMHHUYECKOE
npossienne AKMII — «ropsuas» ¢gaza. Penkocts 3TOro siBeHus, BO3MOXKHO, CBSI3aHa C
PaHHHUM TOSIBJICHHEM JTAHHOTO CUMIITOMOKOMILICKca (110 mosiBienus penorurna AKMII),
C HecTIeIU(UYHOCTHIO €70 CUMIITOMOB, B CBSI3U C YEM OIIMOOYHO MOXKET OBITh TOCTaBJICH
HernpaBWIbHBIA AuarHo3 [16, 88]. Hampumep, mo JaHHBIM HCCIEIOBAHUM HEKOTOPHIM
NalMeHTaM M3HaudajdbHO CTABWJIM OCTPBIM MUOKAPJIUT WU OCTPHIM MH(MAPKT MUOKAp/ia
0e3 nmopaxeHusi KOpOHAPHBIX apTEePUiA, HO TO3KE Y HUX OblIa quarHoctupoBana AKMII
[64, 66]. B mamreii rpynme namuenToB 2 (8,3%) pedenka He umenu auarno3za AKMIT na
MOMEHT  «ropsiueit»  ($a3pl, UYro  Oe3yCJIOBHO  MOTpeOOBaiO  TIIATEILHOMN
muddepeHIManbHON TUarHOCTUKY TIPEXKJIE BCETO C OCTPHIM KOPOHAPHBIM CUHJIPOMOM U
OCTPBIM MUOKapAUTOM.

[NaTodusnonorudyeckas MHTEPHPETAIMS ITOTO KIMHUYECKOTO MPOSBICHUS BCE
enlé OCTaércs HEAOCTATOYHO M3YYEHHOW. BaKHO OTMETUTh, UTO C MOMEHTa IEPBBIX
omucaHui 3aboJieBaHMS U3y4anach poJib BocmajeHuss B maroreHese AKMIIL. B
HACTOAIIEEe BPEMsSI CUMTAETCS, UYTO JAe(PEKT JECMOCOMHOIO T'€Ha CIOCOOCTBYET rubdenu
MUOLMTOB, a 3HAYUTEIbHAsl IOTEPS MHOLMTOB COMNPOBOXKIAETCS BOCHAIUTEIBHOMN
peakiuen, KoTopass yCWJIMBACTCA BTOPUYHOW MMMYHHOM pPEaKIUEH, UYTO KIMHUYECKU
NPOSIBIIIETCA KaK «ropsidas» ¢aza ¥ MOXKET SIBISATHCA MEPBBIM CUMIITOMOM 3a00JI€BaHUS
[30, 65]. MccnenoBanus Ha MBIITUHBIX MOJEIIAX TAKXKE MMOATBEPIKIAIOT, YTO BOCIIAJICHUE
npu AKMII wmoxeT mnpeamiecTBOBaTh MOSBICHUIO SIBHBIX THUCTOJIOTUYECKUX H
anekTpuueckux aHomanuii [30, 65-66, 81, 88]. YuuteiBas Bc€ BBIIICCKAa3aHHOE, Ha
paHHUX CTaauax 3a0ojeBaHUsA CJIOKHO oTanuuth TedyeHne AKMII ot octporo
MUOKapauTa. Takum o0pa3oMm, y MeJUaTPUIeCKUX MalUeHTOB ¢ CHHIPOMOM, TI0I00HBIM
MUOKapJIUTY, O00s3aTEIbHBIM SIBISIETCS TILATEIbHBIA COOp CEMEWHOro aHaMHe3a Ha
npeaMer Hanuuus B ceMbe ciydaeB BCC unu kapauomuonaTuu. A Takxke, O HalleMy
MHEHUIO, y AETEH C TAaKOW KIIMHUYECKOW KapTUHOM CIIEAYyeT paCCMOTPETHh MPOBEACHHUE

ICHCTUYCCKOI'O TCCTUPOBAHMUA, 0COOEHHO B CIIOPAAUYCCKHUX ClIydasdX.
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NuTepecHo, 4TO MO JaHHBIM JIUTEPATyphl «ropsyas» (aza Kak MOpaBUIO
BCTpEYaeTCsl y manueHToB ¢ myrtanusimu B reHe DSP [37, 54, 119]. B nameit koropte
MalMEHTOB JaHHOE MPOSIBJICHUE BCTPEUAIOCHh KaK B CIAydasX HaJIUYMS JECMOCOMHOM
MyTallid, TaK U HEJIECMOCOMHOM, MTPUYEM JECMOCOMHBIN T'€HOTHUIT BKJIIOYAT HE TOIBKO
BapuanTthl B rene DSP, no u PKP2, DSG2.

ITo uccnenoanuto Surget E. 1 coaBTopoB Bo3pact Ae0roTa 3a00J€BaHus BIUAI HA
teuenue AKMII [55]. Tak, netu, y kotopbix manudecranus AKMII 6bu1a 10 moaoBoro
CO3pEBaHMs, 4Yalle UMEIT JICBOJOMUHAHTHYI0O U OUBEHTPUKYISPHYIO  (OPMBI
3a00JI€BaHUsl U UMEJIM XYIIIUN mporHo3 uz-3a tsokenod XCH. B namieit pabore u3 5
(20,8%) neteit ¢ III-IV ®K XCH 2 (8,4%) uenoBeka Obutn ¢ nedrotom AKMII B
JIOIIIKOJIbHOM BO3pacTe.

Mpg1 oapoOHO paccMOTpeNu Tpynmy jaetrei ¢ TsokeabiM TeueHueM XCH u Hamu
OBLIO BBISBIICHO, YTO BCE MAIIMEHTHI 3TOH IPYIIBI UMEH 0coOeHHOCTH reHotuna: 3 (12,5
%) mamueHTa ¢ MyTalMsIMU B JIECMOCOMHBIX T'€HaX UMEJIHM IMAaTOreHHbIe KOMIAyH]I -
mytaiud, 2 (8,3%) peOeHKka MMeIU JWICHHBIC MYTAIl[MHd KaK B JECMOCOMHBIX, TaK H
HEeJeCMOCOMHBIX TeHax U 1 (4,2%) 00JbHOM UMeNT TOMO3UTOTHYIO MYTaIlHIO.

Henp3s WMCKIIOYNTH, YTOMMEHHO CO CHEHU(PUYHOCTHIO TEHOTHUIIA CBSI3HO HX
TSOKEJNOe TedueHwe. Tak, B JHTEepaType €cThb padoThl JAEMOHCTPUPYIOIIWE, YTO ¥
NAIMEHTOB C OoJiee YeM OJHUM MaTOT€HHBIM/BEPOSITHO TATOTEHHBIM BapHAHTOM
(BKJTIOYAsi TOMO3UTOTHBIE, CIIOKHBIE TETEPO3UTOTHBIE WIIU M- U TPUTCHHBIE BAPUAHTHI)
HaOmomaeTcst Oojiee paHHUU NEOI0T, Xy[INIMe KIMHHUYECKOE TEYCHHE U MOXKET OBITh
atunnuHbii peHorun [58, 86-87]. B mamem wucciienoBaHHMM MBI TakKe HaOIIOmaIn
MAIMEHTKY CO CJIOXHOW TeTepo3uroTHoil mytamueil B rene PKP2 wu pasBuBmmmcs
OMBEHTPUKYIAPHBIM (PEHOTUIIOM 3a00JIEBaHUS, Y KOTOPOU JEHCTBUTEIHHO OTMEUAJIOCh
paHHee Hadaso 3aboeBaHus U nepBoHavanbHoe mopaxkenue JIK, Torna kak PKP2 game
Bcero acconuupyetcs ¢ paspurueM AKMII ¢ mopaxenunem DK [153].

Kpome Toro, Haime wuccineqoBaHUE€ MOATBEPAWIO  PACIpPOCTPAHEHHOCTh
aputmudyeckux cumntomoB npu AKMII y nereit, mnockonbky XA  Obuin
3apEruCTPUPOBAHBI Y BCEX JIETEH M3 HAIIEW Ipynnbl ucciaenoBanus. OJHAKO TOJBKO y 2

(8,3%) manuenta Obuta KT ¢ BJIHIII' ¢ BepxHel oChlOo, KOTOpasi COOTBETCTBOBAJIA



133

«6onbmm» kpurepusiM TFC 2010. ¥V Bcex ocTanbHbIX NaueHTOB U3HayaibHO KT Oblia
apyroii Mop¢osorui, B TOM YHUCJE B pAJI€ CIIyd4aeB MOJUMOP(GHON, TO3TOMY JUArHO3
AKMII Obu1 MOATBEPKIEH C UCIIOJIB30BAHUEM APYTUX KPUTEPUEB.

OTH pe3ysbTaThl NOAUYEPKUBAIOT «YSI3BUMOCTB) HCIOJIb30BAHUS U ApPUTMUYECKAX
KpUTEPUEB B AETCKOM monysauuu. Henb3q uckimounts, yto 11060t tun KT moxeT ObITh
noteHuuanbHbIM  npusHakoMm AKMII y gerell. OTo0 mpenmosoKeHUE paHee
noauepkuBanu Shriprasad R. u coaBTopsl B cBoeM uccienoBanuu [39].

WurtepecHo, yto B Hamed pabore y xereit ¢ AKMII ormeuena BbicOKas
pactipoctpaneHHOCTh KA ¢ mopdonorueid BJIHIIIT u HmwkHel ocbio, uCXOnsIIeit
u3BbIxogHoro otraena IDK, sBisromascs camoil pacpOCTPAaHEHHOW JIOKaIU3alMen y
nanueHToB ¢ uanonaruaeckumu JKA [39, 74]. Dto MoxeT yka3blBaTh Ha TO, UTO Y ICTCH,
3Ty MOPQOJIOTHUIO CIEAyeT paccMaTpuBaTh C TeM e BHUMaHueM, 4to KA apyroi
JoKanu3anuu. Ha 3TOM TakKe NeNnarT akUEHT IpYIIa KCCIEI0BaTeleid BO TJIABE C
Cicenia M. [28].

I'emonunamuuecku 3Haunmasi KT HaOmoganach MpEeUMMYIECTBEHHO Y JIETEH ¢
dbopMamu ¢ MpaBOJOMUHATHON U OUBEHTPUKYIApHBIMEU popmamu AKMII, u Bcem netsam
JaHHBIM JeTsM norpeboBanack umiuiantaimuss MK, B cBsa3u ¢ 3TuM HE0OX0auMO
co0JIr01aTh HACTOPOKEHHOCTh B OTHOMmEHUH AKMII u ocymecTBiIsATh JUHAMHYECKOE
HabOmonenne 3a AeTbMH ¢ JKA ¢ HanuuueM WiM OTCYTCTBUEM MOP(O]YyHKIIMOHATBHBIX
M3MEHEHHUI MUOKap/ia JJisi CBOeBPEMEHHOW JUArHOCTUKU 3200€BaHUs U TPODUIAKTUKU
BCC [39, 55, 92].

Kpome TOro, MBI oOmpemenuiau, 4TO y NaIlMeHTOB ¢ BapuaHtamu B PKP2
apuTMoreHHbie coObiTust (cuHKome, ycrtonumBas KT/DXK, cpadareBanus WK])
BCTPEYAIUCh 3HAYUTEIBHO pEXKE, YeM Yy JAeTeM ¢ MYyTalMsIMU B JAPYIMX TEHaX.
JIeHCTBUTENIBHO B PAJIE UCCIIEIOBAaHNNA TPOAEMOHCTPUPOBAHO, YTO APUTMUYECKHUIN PUCK
BBIIIIEC y MAIIMEHTOB ¢ MyTalnusIMHu B Takux renax kak ALPK3, DSP, FLNC [49, 54, 79,
119, 153]. B To0 ke BpeMsl HECKOJIBKUMHU HCCIICIOBATCIILCKUMH TPYIIIAMHA OBLIO
MIOKa3aHO, YTO s IUIAKOYWIIMHOBOM KapAMOMHUONATUM XapaKTepHa BBICOKAs

INCHCHTPAHTHOCTh W KIIMHUYCCKOC TCYCHHC HAIIPAMYIO 3aBHCUT OT THIIA MYTAallUW B
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JaHHOM T€HE W COOTBETCTBYIOIIETO HapymieHus (yHKnuu Oenka riakodummuHa [99,
123].

OgHuM U3 caMbIX CJOXKHBIX KPHUTEpUEB [UJIsi NPUMEHEHHs y JeTed mpH
nuarHoctuke AKMII sBnsitoTcss aHOManuy TPOLECCOB PENOJISPU3ALMM, MOCKOJIbKY
MHBEPTUPOBAaHHbIE 3yOIbl T SBISIOTCS BO3PACTHOM HOpMOM B 3TOM momyisiuuu [8, 11,
71]. B Hame#t koropre jgumb 1 (4,2%) pedenok ¢ AKMII ¢ Bomieuenuem ITK
COOTBETCTBOBAJ OCHOBHOMY KPUTEPHIO PENOJIAPU3ALMH, KOTOPBIA MPEACTABISIT COOOM
orpunatenbHbiid 3yden T B otBefenusx V1, V2, V3 u V4 npu nonHoi O610Kasl mpaBoi
HOXKHM myuka ['muca. Takxke emre 2 (8,3%) marnuenta ¢ BopineuenueMm JIK B Bozpacte 16
net umenu orputatenbubie 3yousl T B V4-V6 u 1 (4,2 %) nauueHT ¢ OUBEHTPUKYISIPHON
dbopmoit AKMII umen orpuniatenssie 3yonsl T B V1-V4 B Bo3pacte 17 mer.

Kpome TOro, M3BeCTHO, 4YTO OSMCHIOH-BOJHA KpailHE pPEAKO BCTPEYAETCS Y
nanueHToB Jetckoro Bodpacta [151]. Jlume y 4 (16,7%) ¢ OUBEHTPUKYISIPHBIM
¢denotunom 3abosieBanus OblJIa OTMEUYEHA BU3YaU3aIlMsl STOTO U3MEHEHUS, UTO CTABUT
110/ COMHEHHE €ro HaJEKHOCTh KaK JUArHOCTUYECKOTO KPUTEPHS Y MMALIUEHTOB IETCKOTO
Bo3pacTa. [lo JaHHBIM TUTEpaTypHl SICUIOH-BOJIHA Yallle BCErO MPOSIBISETCS Ha Oojiee
NO3AHUX CTaAusX 3a00JeBaHUs, KOTrJa €CTh 3HauyuMble MOp(hOdyHKIHMOHAJIbHBIE U
CTPYKTYpHBbIC M3MEHEHHUS MHUOKapjaa [68]. BaxkHO moguyepKHYTh, YTO ATOT MATTEPH HA
OKI" MokeT MMeTh UHTEPMUTTUPYIONTUN XapaKTEP U MOXKET HE PETUCTPUPOBATHCS MIPHU
TUHAMHYCCKUX 00cmenoBanusx [29, 68].

HecoMuenHO, 110 pe3ysibTaTamM Halero uccieaoBanus nposegeaneM MPT cepana
C KOHTPACTUPOBAHUEM SIBISECTCS O4YEHb IIEeHHBIM MeTojoM auarHocTuku AKMIIL. Ero
BbICOKas cCHeuu(UYHOCTh y JAeTed Takke Oblla TOATBEPkKACHA HECKOJIbKUMHU
uccienoBanusimu [28, 55, 68, 119]. B nameit xoropre y BceX MAIMEHTOB, KOTOPHIM
BoimonHslack  MPT  cepama ¢ KOHTpacTUpoBaHHMEM, ObUlM  OOHApYKEHBI
MOp(hOodYHKIIMOHATBHBIE W3MEHEHHS, a TaKkKe BBIABICHBI (PUOPO3HBIE W3MEHEHHS.
OcobOennyto 3HauuMocThb BbimojdHeHue MPT cepaua wumena [ JHAarHOCTUKH
«HEKJaccuueckux» Qopm 3aboneBaHus U B auddepeHuuanbubix nensx. OmHako
BBINIOJIHEHHE 3TOr0 UCCIIEOBAHUS Y MAJIEHBKUX JE€TEH 4acTO MOYKET OBITh CIOKHBIM U3-

32 HEOOXOJMMOCTH AHECTE3UH U PUCKA PAa3BUTHUS KUZHEYTPOKAIOIIUX HAPYIICHUI pUTMa
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[73, 135]. Tak, 2 (8,3%) manueHTaM W3 HaIIeH T'PYNIbl HE OBLJIO BBHITOJHEHO JAHHOM
HCCIIEIOBAHUs IO PUYMHE Hanmnuus Tsokesnon KA.

AHanoru4Hble OrpaHu4eHus cBs3aHbl ¢ npuMmeHeHneM OMb. Xors OMb moxer
ObITh O4YeHb MH(OPMATHUBHON NpH ycTaHoBieHuu nuarHo3a AKMII, ee nposenenue y
JeTel TOBOJIbHO OrpaHMWYeHa M3-3a BBICOKOIO pucka ocioxkHenuit [39]. Tak, B Haiiem
uccienosanuu OMb Obi1a BeinonHeHa 3 (12,5%) Bo Bpems nposenenust PHA cyOctpata
aputMuM B Bo3pacte 15 gmer. Crnegyer OTMETUTh, YTO y BCE€X ATHUX MAIMEHTOB
MPUCYTCTBOBAIM MIPU3HAKU (PUOPO3HOTO 3aMENICHUS MUOKap/a.

ITo pesynbratam Harmieit pa6otsl 6omee 50,0% nerelt UMenn «HEKIACCUYECKUMA»
dbeHoTum 3a00ieBaHusl. DTH JaHHBIE KOPPEIHUPYIOT C JaHHBIMU JUTEepaTypshl [55]. Hamu
OBLJIO YCTAHOBJIEHO, YTO Y MAalMEHTOB JIETCKOrO0 BO3pacTa OTMEYalach TEHJICHLUS K
OoJsiee paHHEW JUAarHOCTUKE TPABOJOMHHATHOM ¢Gopmbl 3abosieBaHus. Tak, OBLIO
BBISIBJICHO, YTO MeauaHa Bo3pacta auarHoctuku popmel AKMII ¢ nopaxennem TDK
cocraisuia 12 mer [10-13], a «wmekmaccuueckux» ¢opm — 15 mer [37, 54, 92,
119]. BeposiTHO, 3TO 0OYCIOBIEHO TPYAHOCTAMH AuddepeHInanbHON TUATHOCTHKH
JIEBOJJOMUHATHONU M OUBEHTpUKYJsipHON Ppopm AKMII ¢ apyrumu 3aboneBaHUsIMU CO
cxoxumu ¢Genotunamu. KirodeByro poib B BEepUPUKALUM  «HEKJIACCHUUYECKHUX)
denotunnoB AKMII ceirpano npoBe/ieHHe TeHETHYECKOTO NCCIISTIOBAHMS.

B menom, Bce mamuMeHTHl B Halled rpymme ObUIM T€HOTHUII-TIOJIOKUTEIbHBIE.
MyTanuu 1eCMOCOMHBIX OEIIKOB HCTOPUYECKH CUHTAIOTCS HauboJiee BOBJICUCHHBIMU B
natorene3 AKMIIL. Tak, momoOHO Tpynmam B3pOCHBIX, MYTallud B OJIHOM U3
JIECMOCOMHBIX T€HOB OBLITM Hau0O0JIee YaCTHIMU T'€HETUYECKUMH NMPUYUHAMH B HAIICH
uccieayeMon rpymnmne, npuueMm 16 u3 24 nanueHToB (66,7%) uMenu MyTalluv BO BCEX
U3BECTHBIX JecMocoMHbIX TeHax — PKP2, DSP, DSG2, DSC2 « JUP [62, 60, 90].

OnHako Ha CEroAHSIIHUN JIeHb TMOSIBISIETCS BCE OOJIbIlIE J10KA3aTeNbCTB,
YKa3bIBAIOIIMX HA y4acTHE HeAeCMOCOMHBIX TeHOB B maroreHeze AKMIIL. [lo nanHbIM
HaIllero MCCJIEAOBaHUSA Y TPETU MalMEHTOB ObUI BBISIBIIEH HEIECMOCMOHBIM T'€HOTHII.
CoBpeMeHHbIE UCCIIEIOBAHMS 110 U3YUEHHUIO TAaHHOTO 3a00JI€BaHUS IEMOHCTPUPYIOT, UTO
MyTallid B HEJECMOCOMHBIX T'eHaxX Takxke cuutarorcs npuunHoit AKMII, ocobenHo npu

JICBOJIOMHHATHOM ¥ OMBEHTPUKYJISAPHBIX (popmax 3adboneBanus [60, 62, 100].
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JleficTBUTENIBHO, PE3YIbTaThl Hallle PabOThl MPOJEMOHCTPUPOBAIHN YETKYIO CBSI3h
MEXKIy HeaecMOCOMHbIMM MyTauusmu U BosieueHnem JUK nmpu AKMII Tak, cpenn
HEJIECMOCOMHBIX TeHOB Oblmu BbIsABICHB MyTanumu B FLNC, RYR2, MYH7, SCNOSA,
ALPK3 u SYNE1l. Xorts HekoTOopple M3 3THX TI€HOB, KaK XOpOILO H3BECTHO,
neiictButenbHO cBsa3aHbl ¢ AKMIT (FLNC, RYR2, SCN5A), npuunHHast pojib APYTHX,
takux kak SYNE1, tpeOyer manbneitmeit mpoepku [29, 140, 153]. Tem He meHee, y
nanuenTa ¢ mytamueit B rene SYNEL Obu1o qocrarouno peHOTUNTHUYECKUX KPUTEPUEB, B
TOM YHUCJI€ THCTOJIOTMYECKUX MO AaHHbIM OMDbB, HeoOXomAMMBIX ISl MOCTAaHOBKH
JMarHosa.

WNuTepecHo, 4TO elle y HECKOJbKHX MAllMeHTOB Hallled TpyMIbl MaTOT€HHbIE
BapHaHThI ObUTH UACHTU(PUIIMPOBAHBI B TeHAX, KOTOPBIE, KAK XOPOIIO U3BECTHO, CBSA3AHbBI
C IPYTMMU TUTIAMU HaClIeICTBEHHBIX cepacunbix 3a0oneBanuii (MYH7, SCNSA, FLNC u
RYR2) [11, 15, 82, 153]. Be3yciioBHO, MOJICKYJSPHbIC MEXaHU3MbI Pa3BUTUS ITHX
HACJIEICTBEHHBIX 3a00JIeBaHUN MOTYT OTJIMYaThCsi OT TakoBbiXx mpu AKMII, uyto
NOTEHIIUATBHO TPUBOIUT K Pa3IMYHBIM KIMHUYECKUM MOAXOAaM. DTO MOIYEPKUBAET
KJIMHUYECKOE M TeHeTudeckoe coBmageHue wmexay AKMII u  npyrumu
HACJIEICTBEHHBIMU ~ CEpJICYHbIMU  3a00JIEBaHUSIMU, TOJYEPKUBas HEOOXOIUMOCTh
JOJITOCPOYHOTO  TIIATENILHOTO HAOMIOACHUS IS JIy4YIIero TMOHMMAHHS TaKUX
(heHOTHUTIOB.

Crnenyer MOMYEpKHYTh, YTO B HaIlled KOTOPTE BCTPETUIUCH KpalHE pEeIKHe
reHotunibel AKMIT — MYH7 u ALPK3, cBsizanHble ¢ OUBEHTPUKYISIPHBIM (DEHOTHUIIOM
3a0oneBanus. B nurepartype omnucaHbl €IMHUYHBIE MMOJ0OHBIE KIMHUYECKUE CITy4aw,
JE€MOHCTPUPYIOLIME BBICOKUN PUCK Pa3BUTHS aPUTMOTECHHBIX COOBITUH MpHU JTaHHBIX
BapuaHTax reHoruna [78, 133, 150].

TakuMm oOpa3om, HalllK pe3yJbTaThl NOKA3bIBAIOT FEHETUYECKYIO I€TEPOTr€HHOCTh
3a00JeBaHUA. YUHTBIBas, YTO MAIMEHTHI AecTkoro Bo3pacta ¢ AKMII ocobenHo
CKJIOHHBl MMETh MYTAallUM KaK B JIECOMOCOMHBIX, TaK M B HEJAECMOCOMHBIX TI'€HaXx,
UCIIOJIb30BaHUe Oosiee KPYNMHOM MaHeNu SBIAETCS Pa3yMHBbIM JJIi MaKCHMaJIbHOI'O

00Hapy>XKEHHUS TOJTHOTO T€HOTHUIIA.
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Opnnako renotunupoBanue u/nian MPT cepana ¢ KOHTpacTUpOBaHUEM HE BCeria
SIBJISIETCS IOCTYMHBIM HAa MOMEHT JAMArHOCTUKHU 3a0oneBaHus. I OONbIIyI0 CIOXKHOCTD
npeactasisier auddepennumanpias guarHoctuka AKMIT ¢ TKMII, kotopas Takxke
nposisisiercs KA u moppodyHKIIMOHATTBHBIMU U3MEHEHUSIMU MUOKap/ia C OJMHAKOBOM
XPOHOJIOTUYECKOH MOCIEI0BATENILHOCThIO BOBHUKHOBEHUS JJaHHBIX nposiiaeHuil.  [lo
pe3yapTataM Hamero uccienoanuss rpynnbel nanueHToB ¢ AKMII m TKMII nHe
pa3Iuyairch 1o Moy, BO3pacTy AeOroTa 3a00JeBaHUsl, BO3PACTY MOSBICHUS U3MEHEHU N
CO CTOPOHBI Kamep cepAla, BO3pacTy IHAarHOCTUKU. Kpome TOoro, B psae ciaydaeB y
nanrenToB ¢ TKMII 6t n3menenus He Tosibko co croponsl JDK, Ho Takxke u IDK, uto
HE TPOTHUBOPEUHUT JIMTEPATYPHBIM JaHHBIM [64]. B03MOXKHOCTH BOBJIEYEHHUS OOOMX
xenynoukoB nmpu TKMII eme Gonbine 3aTpynsseT nuddepeHIIbHYIO AUArHOCTHKY
ATUX COCTOSHUU.

Hamu ObuT BBISIBIIEH psJi KPUTEPUEB, KOTOPHIC OBLIM PA3IMUHBIX B ITUX JBYX
rpynnax. Tak, Qakropamu, 0OJagarONIMMU  HAUOOJBIIMM  MPOTHOCTUYECKUM
noreHianom npu oxgHodakTopaom ananuse (p <0,05), obun mrotHOCTH KA <20%,
Hanuure noauMmopdHon XKIC, TIIDK, ycroruuBoit KT u cunkome. B uccienoBanuu
Fujino M. u coaBropoB npu cpaBuenuu AKMII ¢ uanonatrnueckumu KA Taxke ObLIO
NpOJAEMOHCTpUpPOBaHO  Hanmuuue moauMopdubeix KIC Il  TEHETUYECKHU-
JAeTEPMUHUPOBAHHOMN KaparomuonaTuu [76]. Kpome Toro, B HEKOTOPBIX UCCIIEIOBAHUSIX
TaK)K€ TOKa3aHa 3HAYUTEIbHAs POJIb MO3JHUX IMOTEHUHUAJIOB KEIIYJOYKOB C LEJBIO
muarnoctukn AKMIT y manueHToB ¢ Keny1I09KOBBIMHU HapymeHusiMu putma [19, 76].

Hamu Opina pa3zpaboTaHa MPOTHOCTUYECKAS MOJIETb, KOTOpask MOXKET SIBIISITHCS
MEPBBIM HMHCTPYMEHTOM ISl TMPOTHO3UPOBaHUA Hanuuus y mnanueHta ¢ KA u
MOph oD YHKITMOHATEHBIMU H3MeHeHUsIMH Muokapaa AKMII, ocoOeHHO B OTCYTCTBHH
BO3MOXXHOCTH TI0 KaKHUM-ITHOO TPHYMHAM HCIOJIB30BAHUS BBICOKOTEXHOJIOTHIHBIX
METO/IOB TUarHOCTHKHU. [I0CKONMBKY MO HAIIUM pacdyeTaM apUTMOTCHHOE COOBITHE IS
narmeHToB ¢ AKMII moxker HacTynuTh B TeueHun 17 mecsieB nocie Manudecradum
KA, 310 KpaliHe Ba)XHO C LENbl0 omnpeneneHusa rpynmnbel pucka BCC mna kaxaoro

manucHTa.


https://link.springer.com/article/10.1007/s00380-020-01754-2#auth-Mitsuhiro-Fujino-Aff1-Aff2
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Takum oOpa3om, yuutbiBasg Bbicokuii puck BCC mpu AKMII, ocobenHo y
MAlMEHTOB JETCKOTO BO3pAacCTa, TIIATEIbHBINA COOp *ano0 M aHaMHE3a, XapaKTePUCTUKH
OKI, CMOKI', npoeenenne MPT cepiama M Te€HETHYECKOTO MCCIEIOBAHUS HMEET
OCHOBOIIOJIArarollee 3HAYCHUE JJIs1 PAHHEW JUAarHOCTHKH, a TAKXKE JJIs IPOrHO3UPOBAHUS

porpeccupoBanus 3a00J€BaHKs B OTHOIICHUU apUTMOTeHHBIX coObITHi 1 XCH.
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SAKVIIOYEHUE

Hacrosmast paboTa mpeacraBiseT IMEepBO€ B OTEUECTBEHHOM MPAKTUKE
KOMIUJIEKCHOE HCCJIEAOBAHHUE MEIUATPUUYECKON KOTrOPThl MALIUEHTOB C apUTMOTE€HHOMN
KapAXOMHUOITaTUEN.
VYcraHOBIIEHHBI OCOOCHHOCTH TEYEHUST W HCXO0Jbl 3a00JeBaHHMS B JETCKOM
nonyyisuuu. [lokazaHo, 4TO apuTMOr€HHas KapAUOMHUOINATUS MOXET MPOSIBIATHCA B
paHHEM BO3pacTe U B PsJIe CIydaeB COMPSHKEHA C PAa3BUTHEM apPUTMOTCHHBIX COOBITUM
U/WTU TSDKETTBIM TeUEHUEeM XPOHUYECKOUW CepAeUHON HEeIO0CTaTOYHOCTH, TPEOYIOUUX
NPUMEHEHUSI  BBICOKOTEXHOJOTMYHBIX  METOJOB  JieueHus. BwisiBIeH  pan
TEHOTUIUYECKUX U (PeHOTHUIHUYECKUX (PAKTOPOB HEOIATONIPUATHOTO MPOTHO3A.
CoueraHue >KemyJA0YKOBOM apUTMUU U MOPGOGYHKIIMOHAIBHBIX HW3MEHEHHM
MHUOKapJia, TaKUX KakK JWwiaTalus KaMep W/WIA CHI)KCHUE COKPATHUTEIbHOMN
CIOCOOHOCTH,  JOJKHBI ~ BBI3bIBaTh  MOJO3PEHHE HA  pPa3IUyHble  (PEHOTHUIIBI
apuUTMOTeHHOW KapauomuonaTtuu. Takue nposiBiieHus 3a00J€BaHUs MOTYT OBITh CXOKHU
C TAXMUHYUMPOBAHHOW KapAuoOMHUoONaTueil. BeIsIBIEHHBIE KPUTEPUH, OTINYAIOLINE 3T
nBa 3a0o0ieBaHus, a TaKkKe pazpaboTaHHas MPOTHOCTHYECKAs MOJENb MOTYT CIIYKHUTh
MIEPBBIM IIaroM B X JTU(dHepeHIHATIBHON JUArHOCTHKE.

[IpoBenenne reHeTHUECKOro 00CIIeIOBAaHUS UMEET BaKHOE 3HAUCHUE HE TOJIBKO
JUISl TUarHOCTUKHU, HO W JJIA MPOTHO3UPOBAHUS TEUYCHUS 3a00JIEBaHMS, a TAKXKE IS
BBISIBJICHUSI HOBBIX T€HOTHIT-(DEHOTUITUYECKUX KOPPEIISIIHIA.

[loBbllIEHME  OCBEIOMJIEHHOCTH O  pPaHHEM  Hayaje  apUTMOICHHOMN
KapJIUOMHUOIIATUM HWMEET Ba)XXHO€ 3HAYEHUs I CBOEBPEMEHHOIO JICYEHUS W

Mpo(UIIaKTUKY BHE3AITHOM CepICYHON CMEPTH, a TAKXKE CEMEHHOT0 CKPUHHUHTA.
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BbIBO/bI

1. ApUTMOreHHass KapJAUOMHUOIIATHsI MOXKET MPOSABIATHCA Y JAETEN TOLIKOIBHOTO U
MJIQJIIIET0 HIKOJBHOro Bo3pacTa. J[eOroT 3a0oneBaHUs Kak MpPaBHIIO HAYMHAETCS C
O0ECCUMNTOMHOM  JKEIYJOYKOBOM  apUTMUU  C  TIOSBJICHHEM  KIMHUYECKUX
MOP(POPYHKIIMOHATIBHBIX U U3MEHEHUH B CpeiHEM uepe3 | rof.

2. «Knaccuueckyo» ¢opmy 3aboneBanuss umeror Toibko 37,5% gereit ¢
APUTMOT€HHOW KapAUOMHUOIATUEW, B OCTAJbHBIX CIIy4yasiX — 3TO «HEKJIACCUYECKHE)
dbopmbl, TpeOyrolue 0053aTEIHFHOTO MOJIEKYISIPHO-TEHETUYECKOTO TTOATBEKACHUS IS
UCKJIFOUEHUS JUIATAlMOHHON M TAXUMHAYIIMPOBAHHOW KapAMOMHOIIATHH.

3. Hamnune romMo3urotHou, KOMHOayHA-MYTAalMd M JUIEHHBIX MYTallUd C
BOBJICYEHUEM KaK JECMOCMOMHBIX, TAK U HEIECMOCMOMHBIX T'€HOB ACCOULIMMPOBAHO C
OBICTPHIM PA3BUTHEM TSKEJIOW CEpACUYHONM HEJOCTAaTOYHOCTH W MOTPEOHOCTH B
TpaHCIUIAHTALUU Cepllia. A KpailHe BBHICOKUN PUCK Pa3BUTHUS apPUTMOTEHHBIX COOBITHIA
aCCOIIMMPOBAH C HAJIMYMEM HEIIaKO(UIUTMHOBBIX MYTaIIHA.

4, Pan  nuarHocTHyeckMX KpUTEpHEB 3a00JIEBaHMSI W3 TPYNIBl  «aHOMAJH
penonsipuzanun»  (MHBepcuss 3yoma T, SnCWIIOH-BONHA)  00MalaroT  HU3KOU
MH(POPMATUBHOCTHIO B MIEUATPUUECKON MOMYIISIINH.

d. OCHOBHBIMH KpPUTEpUSIMHU I TpoBeaeHUs: IudPpepeHrantbHoil TUarHoCTUKA
MEXIY APUTMOICHHOM KapAWOMHOIIATHEW W TaXUUHIYLIMPOBAHHOW KapAWOMHUOIATHUH
SIBJISIFOTCS HAJIMYME CHUHKOIE, CYTOYHOM IIJIOTHOCTU >KEJIYJT04YKOBOM aputmuu <20%,
MOJIUMOPGHBIN XapaKTep KEITYJOUYKOBOW SKCTPACHUCTONINH, HAIMUYUE >KEITYyI0YKOBON
TaXUKApJUX W  TO3JHUX  TNOTCHUUAIOB  JKEIyJIOYKOB IPU  apUTMOTECHHOMU
Kapauomuonatud. Pa3paboTaHa TPOTHOCTUYECKAs MOJENb BEPOSTHOCTH HAIHYUS Y

nmanucHTa apHTMOFeHHOﬁ KapaAUnOMHUOIIaTHH.
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NPAKTUYECKHUE PEKOMEH/JALIUU

1. [Ipy BBISIBIECHUU KETYyAOUYKOBOW APUTMHUU y MNALUEHTOB JETCKOrO BO3pacra B
nudepeHManbHbIi psii HEOOXOIUMO BKJIIOYATh apUTMOTCHHYIO KapJHOMHUOMNATHUIO,
0COOEHHO MpHU HATMYHUU CUMIITOMOB (CUHKOIIE, cepledruenre, 601 B TpyAHON KIIETKE)
W/WIW TIOJIOKUTEJIBHOTO CEMEMHOro aHaMHE3a B OTHOIIEHWM BHE3AIHON CcepiedyHOM
CMEpPTH/TEHETUYECKUX KapAuoMuonaTuii. JlaHHas Tpymma MalueHTOB HYXKIAeTcs B
JTUHAMHYECKOM HAOIOICHUH.

2. Jns nuddepeHnnanbHON TUATHOCTUKYA apUTMOTCHHOW U TaXUMHIYIMPOBAHHOM
KapAUOMHOIIATUH  PEKOMEHIYeTCsl NPOBEIEHHE KOMIUIEKCHOTO  0OCIeA0BaHMS,
BKJIFOUYAIOIIIET0 MAarHUTHO-PE30HAHCHYIO ToMOorpaduio cepAla ¢ KOHTPAaCTUPOBAHUEM U
MOJIEKYJISIPHO-TEHETUYECKOTO HCCIeJOBaHUE. B cilydae OrpaHWyYeHHil JOCTYIHOCTH
YKa3aHHBIX BBICOKOTEXHOJIOTHYHBIX METO/]IOB JMAarHOCTUKH, PEKOMEH]I0BaHO
UCIIOJIb30BaTh Pa3pabOTaHHYIO MPOTHOCTUYECKYIO MOJIEIIb.

3. [TaruentaMm ¢ GOJEBBIM CHUHAPOMOM B TPYIHON KIETKE, COMPOBOXKIAIOIIMMCS
NOBBIIIEHUEM YPOBHS TpPOMOHMHA [, HEOOXOAMMO HCKIIOYHTH apUTMOTCHHYIO
KapJAMOMHUONATHUIO.

4, [Ipennoxkena mnporpamMma >TalmHONM JAWMArHOCTUKM M BEACHUS MALMEHTOB C
APUTMOTCHHOM  KapJMOMHMOIIATHEH, BKIIOYArOIIeH  oO0s3aTelbHOe  IPOBEICHHUE
TeHETHYECKOr0 CKPUHUHTA U PETYNISPHOE KIMHUKO-MHCTPYMEHTaJIbHOE 00cieoBaHue
POJICTBEHHHUKOB JIJIsI paHHEH BepuUKaIuu 3a00IeBaHMS.

5. Bce nmanueHTsl ¢ apuTMOreHHON KapAMOMHOTIaTHEH HYKAAI0TCs B HAOIIOICHUH B
denepanbHbIX EHTPaX C IEIbI0 CBOEBPEMEHHOTO PEIICHHS BOMPOCca 00 MMIUTAHTAIIUH
KapauoBepTepa-aepuOpuUIsITOpa U BKIIOYCHHUS B JIUCT OXKUJAHUS TPAHCIUIAHTAIINH

cepara.
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NEPCHEKTUBLI JAJTBHEWIIENA PA3PABOTKHU TEMBI

[lepcniexTuBbl AanpHEWIIEN pa3paOOTKU TEMBI 3aKIIOYAIOTCA B MPOJOJDKEHUU
M3YYEHHUsS] 3TOT0 YHHMKAJIBHOTO PEAKOro 3a0oJjieBaHMs y JeTed, Habope OOJbIIon
KOT'OPTHI MALIMEHTOB JJIsl TIOMCKA CIELM(PUIECKUX KPUTEPUEB JAHHOTO 3a00JIEBAHUS Y
NeJuaTpUYecKuX OOJBHBIX, PACIIMPEHHs] TEeHETUYECKOTro CHEeKTpa 3a0oJjeBaHus,
YCTAHOBJICHUS HOBBIX T'€HOTUMN-(PEHOTUITMYECKUX KOPPEISIHUI C EIbI0 BO3MOXHOCTH

IMPOTHO3UPOBAHUS TCUCHUA 3a00JIeBaHUs.
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CIIUCOK COKPAILIEHUM

AAT — aHTHapuTMHUYECKas TEpaIUs

AB — aTprOBEHTPUKYIISIPHBIN

AKMII — apuTtmoreHHast KapIHOMHOTIATHS

BCC — BHe3anHas cepaeyHas CMEPTh

KA — xeny1o4koBast apuTMus

KIC — xeny10ukoBas 3KCTPACUCTONIUS

KT — xxenynoukoBasi TAXUKaAPAUS

uKJ1O — nHIeKC KOHEYHO-AUaCTOINYECKOr0 00bEMa
KI1O — xoHEYHO-AUaCTOIHYECKHI 00BEM

KJIP — xoHeYHO-AnacTOMMYECKUI pa3Mep

KK — kpeatnnkunaza

K®K-MB — kpeatnndocokunaza

KCP — KOHEUYHO-COCTOJIMUECKUM pa3Mep

JDK — neBblii )Kenygo4eK

JIOTC — nucT 0’)kMAaHUs TPAHCIJIAHTALIMK CEPALA
MIKT — MoHOMOpdHAas KeTyT0UKOBask TaXUKaP M
MPT — MaraHuTHO-pe30HaHCHAs ToMorpadus

IDK — npaBbIid )Kenyg04eK

PUYA -panpmouacroTHas KaTeTepHas abarus
TKMII — taxunHAynMpoBaHHas KapAUOMHUONATHSA
TC — TpaHcmiaHTamus cepama

THIX — TecT ¢ MECTUMUHYTHON XOIbOOM

@B - ¢paxius BeIOpoca

OK — GhyHKIIMOHAIBHBIN KITACC

CM-OKI" — cyrounoe MmonutopupoBanue IKI'
XCH — xponuueckas cepaeyHas HEJOCTaATOYHOCTh
YCC — yacrora cepieuHbIX COKPAIICHUI

OKIT - snekrpokapauorpadus
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OMBb — sHoMHOKapANalIbHAS OUOTICHS
Ox0-KI" — sxokapaunorpadus
NT-proBNP — N-koHI1I€BOW MO3roBOIl HATPUHYPETUUECKHM METTH]T

Task Force Criteria — (TFC)
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