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Beaymas opraHu3anus

®enepanbHOE TOCYIapCTBEHHOE aBTOHOMHOE 00pa30BaTeNbHOE YUPEXKIECHHE BBICIIErO 00pa3oBaHus
«Poccuifckuil HalMOHANBHBIA HCCIEIOBATEILCKAN MEIUIMHCKHA YHUBepcuTeT uMeHn H.H.
[Tuporosa» MuHHuCTEpCTBa 3/ipaBooxpaneHus Poccnlickol Denepanuu

3amura cocroutcs 15 oxtsadps 2025 roma B 13:00 yacoB Ha 3acefaHHMM AMCCEPTAMOHHOTO COBETA
21.1.028.01 (JI 208.054.03) Ha 6a3e ¢enepaabHOTO TOCYIAPCTBEHHOIO OIOMKETHOTO YHUPEXKICHUS
«HanuoHansHEId MEIUITUHCKHE UCCIeI0BaTeNbCKUM eHTp UMeHH B.A. AnmasoBa» MunuctepcTBa
3apaBooxpanenus Poccuiickoit @eneparuu no agpecy, (197341, Canxr-IlerepOypr, yin. Akkypartosa,
I 2)

C muccepranueli MOXKHO O3HAKOMHTECS B OHONHoTeKe H Ha caiiTe deaepansHOro rocyIapcTBEHHOTO
OroKeTHOro yupexaeHus «HaluoHaTpHBIH MeTUIIMHCKIA HCCIENOBAaTENECKAN NEHTP HMeHu B.A.
AnmaszoBa»MunucTepcTBa 3apaBooxpanenns Poccuiickoit @eneparun (197341, Canxr-Iletepbypr, yi.
Axkyparosa, 1. 2, www.almazovcentre.ru)

ABTtopedepar pa3ociaH «___ » 2025 r.

/W

VYuensiii cekpeTapb
aucceptanponHoro coseta 21.1.028.01 (/1 208.054.03),
KaHIUAAT MEIUIIUHCKUX HAayK, JOLEHT JleonoBa MpuHa AnexkcaHapoBHa
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O0mas xapakrepucTukKa padoThl
AKTYaJIbHOCTb TeMbl HCCJICI0BAHUSA

Aputmorennas kapauomuonatrus (AKMII) — penkoe HacieacTBeHHoe 3a0oJieBaHHE,
OCHOBHBIMH IPOSIBJIICHUSIMU KOTOPOT'O SIBJISIOTCS YK€y I0UKOBble apuTtMud (JKA) u quiaraius npaBoro
(IDK) wnmu, pexe, neBoro xemynodka (JIDK) co cHIDKEHHEM WX CHCTONMYECKON (DYHKIIUH BCIICACTBUE
MIPOTPECCUPYIOIIETO 3aMEIICHUs] KapAUOMHOIMTOB (puOpo3HON w/miau (uOpPO3HO-KUPOBON TKAHBIO
(Corrado et.al. 2017, Towbin et al. 2019). Knunuueckas xaptuna AKMII BapuabenbHa: ot
O0ecCUMNIITOMHOTO TeYeHHs 10 BHe3anHoW cepaeunoit cmeptu (BCC). bomee Ttoro, TsxecTh
3a00JIeBaHMsl, TIPOTPECCUPOBAHNE M MCXO/ y TMAIIMEHTOB 3HAYUTEIBHO PA3INYarOTCsS B BUAY BBICOKOM
nieneTpanTHOCTH 3a0osieBanus (Corrado et.al. 2017).

Panee nanHas kapanoMuonaTus CUMTaNAch 3a00JIEBaHUEM, XapaKTEPHBIM HCKIIIOUUTENBHO IS
B3pocioi nomyssiiuu u nopaxaromum Toasko [DK. C nauana 2000-x ronoB AKMII crana npeamerom
OoJsiee yrIyOJICHHOTO M3YyY€HMs, 4YTO MpUBENO K TmpuzHaHuio BorieueHus JDK mnpu nmanHo#M
kapauomuonatuu. Tak, ¢ 2019 roma MoOMUMO «KJIACCHYECKOW» MPaBOJOMUHATHON (OPMBI CTamn
BBIJIEJISITh «HEKJIACCHUECKHe» (PEHOTHUIBI — JICBOJJOMUHATHBIN M OuBeHTpUKysipHbIM (Towbin et al.
2019). Kpome Ttoro, B MupoBoil nuTeparype mnosBuiuch omnucanus ciaydaeB AKMII B nerckoit
nonyisiuu (Daliento et.al. 1995, Bauce et.al.2011).

Onnako, HecMOTps Ha 3HauuTeNnbHBIA mporpecc B u3ydeHun AKMII y B3pocibix, B
MeAUaTpUUeCKON MPAaKTUKE COXPaHAETCsS HU3KUN YpPOBEHb OCBEJOMIICHHOCTH O JaHHOM 3a00JIeBaHUH,
YTO HETaTUBHO BIIMSIET HA €0 BBISBISEMOCTb U CBOEBPEMEHHYIO JHUATHOCTHKY. JTO MOJATBEpXKIaeTCs
JTAaHHBIMU JIUTEPATypPhl, COrNIacHO KOTOpbIM Kaxkaas yerseprast BCC y nereii cBsizana ¢ AKMII (Caileigh
et.al.2014).

BeposiTHO, 3TO 00YyCIOBIIEHO TPEXKIE BCEr0 BO3MOXKHOCTHIO OECCUMITOMHOTO TEYEHHUS
3a00JIeBaHUS M TPYAHOCTHIO IIOCTAHOBKY JIMArHo3a y MeAuaTpuiyecKuX manueHToB. J{o cux nop Beayres
CHOpHI O TOM, B KaKOW CTENEHH CYIIECTBYIOUIUE KPUTEPUU ISl TUATHOCTUKU 3TOTO 3a00JieBaHUS
YyBCTBUTEJIbHBl U CIEUU(PUYHBI B JETCKON MOMYJISILIMK, MOCKOJIbKY OHM ObUIM BaJMIMPOBAHBI Ha
B3pociom HaceneHuu (Towbin et.al.2017, Cicenia et.al.2022). Tak, mans oleHKH psila KpUTEPHEB
HEO0O0XO0MMO TIPOBEICHHE MarHUTHO-pe3oHaHcHO Tomorpaduu (MPT) cepara ¢ KOHTpacTHpOBaHUEM
U THUCTOJOTHMYECKOTO HCCIIENOBAHMs, OJHAKO Y JIeTel 3TH METOAbl 3a4acTyl0 HEBO3MOXKHBI H3-3a
BO3PACTHBIX OTPaHUYEHUN U BBICOKOTO pHCKa OciokHeHH. Kpome Toro, Takue KpHUTEpuH, Kak
uHBepcus 3yona T umm s1cuaoH-BoIHa, MOTYT OBITh HEJJOCTaTOUHO UH(POPMATUBHBI U3-32 BO3PACTHBIX
ocoOeHHocTel AtekTpokapauorpammel (IKI') mokos y nereid.

BaxxHo nmoguepkHyTh, 4TO NpOsIBICHUS 3a00JI€BaHUS B BUJIE JKETYAOYKOBBIX HApYILIEHUH pUTMa
u  MOphOPYHKIMOHAIBHBIX HM3MEHEHHIl MHOKapJa HecnelnupuuHbl U TpeOyloT TIIATeIbHOM
muddepeHnnaibHO  IUAarHOCTUKKA €O JApYyruMH  3aboneBanusiMmu. IIpexxne Bcero HeoOXoAMMO
UCKITIIOYUTh TaXxUMHIyLHpoBaHHYI0 Kapauomuomnaruio (TKMII), mockoibKy mpu JaHHON MaTOIOTUU
yacTele uanonatuyeckue XA MOryT BbI3bIBaTh BTOPHUYHBIC 1O OTHOIICHHUIO K HAPYHICHUSM pUTMA
W3MEHEHUSIM MHOKapJa B BUJAE OWIATallMU TOJIOCTEH cepAlla W/WUIN CHIDKEHUIO COKpATUTEIbHOU
cnocobnoctu Muokapaa (B.U. Crexnos u ap. 2022). Bepudukanus auarno3a KpUTHYECKH BaxkHa IS
oTpe/eNieHus] TAKTUKY BeeHus nanueHToB. B otimune or TKMII, umeromieit oopaTuMblii XxapakTep U
OnmaronpusaTHbI nporHo3, AKMII accouuupoBana ¢ XyJqIIMM MPOrHO30M TEUYEHMs 3a00JIeBaHUS U
BbicOkMM puckoM BCC (Towbin et.al.2019, B.1. Creknos u np.2022).

BeliensnoxkeHHoe NOJUEpPKHBAeT HEOOXOJUMOCTh IOBBINIEHUS BHUMaHUS K ITOMY
3200JIeBaHMIO B JIETCKON MOMYJISALUH U pa3paboTKe Mep JUIsl paHHEH TUarHOCTUKH U CHU)KEHUS IETCKOM
cMepTHOCTH. Ha ceroqHsImHui JeHb OTCYTCTBYIOT YETKUE MPEACTaBICHUS O TeUSHUH U 3a00JIeBaHuUs Y
JeTed, a Takke crheur(uUHble IUAarHOCTUYECKHME KpUTEpUH 3a00JeBaHMSA, B TOM 4YHCIE UL
middepennnansHoit auarHoctuku. [lostomy HeoOxoaumo u3yunth kimHU4eckue, DKI-npusnaku,
CTPYKTypHBIE U MOpodyHKITMOHATBHBIE 0coOeHHOCTH AKMII B eanaTpruyeckoi Momyssiiuy, a TakKe
(bakTOphl prcKa HEOIAroNmpHUITHOTO MPOTHO3a, YTO MO3BOJHUT OOJErYUTh JTUArHOCTUYECKUN MOMCK U
BBIOOD NPAaBUIIBHOM CTpAaTEruu BEACHUS MallUCHTA.
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B cBs13u ¢ TéM, 4TO MBI BCTYIIA€M B 3MOXY HOBBIX TEPAIIEBTUYECKUX BO3MOKHOCTEH, B TOM UUCIIE
reHHoi Tepanuu AKMII, npuopuTeTHBIM SBIISIETCA aHAIU3 TEUEHUS 3a00JI€BaHMs Y NEIUATPUUECKUX
nanueHToB. MccienoBaHus MpOSIBIEHUS W NPOrPECCHPOBAHMSI JAHHOIO 3a00JIeBaHUS B JIETCKOM
BO3PACTE ABJISIIOTCSA BAKHBIM 11arOM B 3TOM HAIPABJICHUM.

Crenenb pa3padoTaAaHHOCTH TeMbI HCCJIETOBAHUS

HecmoTtps Ha nocrarouno 60b1oit onbIT nzyueHuss AKMII y B3pociibix, CBEAEHHS O TEUEHUH
3TOro 3a0o0JieBaHMsI y TIALMEHTOB JIETCKOIO BO3pacTa MPAKTHUYECKH OTCYTCTBYIOT, ITOCKOJIBKY
TPAJUIIMOHHO CYHUTAIOCH, YTO 3Ta IMATOJIOTHS B OCHOBHOM mopakaet yuil crapire 30-40 ner (Corrado
et.al. 2017, Towbin et al. 2019). B nHacTosiee Bpems B 1UTepaType NpPeACTaBICHbI JUIIb €INHUYHbIE
yOIMKaIMK, OMUCHIBAIOIINE OT/IEbHbIE KIMHUUECKUE CIydand WM HEOOJIbIINE KOTOPTHI C 1€0I0TOM
3a00JIeBaHUs B JIETCKOM BO3pacTe€ M OTHOCUTENIILHO KOPOTKMM mepuojoM Habmonenus (Daliento
et.al.1995, Bauce et.al.2011).

CoeBpemenHas nuarHoctuka AKMII y menmatpuueckux nanuentoB (Towbin et al. 2019,
Daliento et.al. 1995, Bauce et.al.2011). B uccnenoanuu Roudijk R. u coaBTopoB Ob110 OATBEPKIEHO,
yto et ¢ AKMII nonaBepkeHbl MOBBIIEHHOMY PUCKY OMACHBIX Ui *ku3HM aputmuil 1 BCC, 4ro
JieNlaeT TOYHYIO0 JMAarHOCTHKY U paHHEe Hayajo JICYEHUS KPUTHUYECKH BaXHBIMHU ISl YIYYIIECHUS
nporHo3a 3aboneBanus (Roudijk et.al.2021).

OpHako 10 CHX MOP OCTAIOTCS HEJOCTATOYHO U3YYEHHBIMHU JAHHBIE O BO3pAacTe MaHU(ECTALINH,
KIMHAYECKNX ocobeHHocTsax u wucxomax AKMII y mneamarpuueckux OonbHBIX. Kpome ToroO,
OOJIBIIMHCTBO MPEIBIIYIINX HMCCIAEA0BAHUNA OBLIM COCPENOTOYEHBbl Ha IMPABOJOMHHAHTHON (opme
AKMII (Towbin et al. 2019). Ha cerogHsmHMii 1e€Hb W3BECTHO, YTO (EHOTHUIHUYECCKUN CIEKTP
3a00J1€BaHMs BKJIIOYACT JIEBOJIOMUHAHTHOE M OMBEHTpUKYIsipHoe mopakenue (Towbin et al. 2019).
YactoTa pa3BUTHS U KIMHUYECKUE TPOSIBICHUS «HEKJIACCHUYECKUX» (HOPM 3TOM KapAMOMHUONATUU Yy
MalMEHTOB JETCKOTO BO3pacTa TaKXKe OCTAIOTCS HEU3YyUEHHBIMHU.

B HacTosiiee BpeMs CHEKTp T'€HOB, acCOUMUPOBAHHBIX ¢ pazBuTHeM AKMII, 3HauntenbHO
paciiupeH, OJHAKO KOPPENALUsS MEXAY T€HOTUIIOM U (DEHOTHIIOM, OCOOEHHO B JE€TCKOM BO3pacTHOM
rpynne, octaetcs manousydeHHo# (Towbin et al. 2019).

Kpome Toro, Ha ceroHsIIHUIA IeHb OTCYTCTBYET alroput™M auddepeHranbHoi AUarHOCTUKH
¢ HanOoJiee KITMHUYECKU CX0KuM 3aboneBanuemM — TKMIL.

JlnutenbHoe HaOmrogeHue 3a Oospmiod rpymmoi gereir ¢ AKMII 1mo3BOJSUT BBIJACIHUTH
0COOCHHOCTH TeueHHus 3a00J1eBaHUsI, ONIPEICIUTh HanboJiee TUITMYHbIE KIMHUYECKUE MPOSIBICHUS JUIS
ONTUMU3ALMH TUATHOCTHYECKOTO, B TOM yucie TuddepeHInaibHOro nojaxoaa, onpeaeauTh UCX0AbI U
MIPOTHO3 APUTMOTEHHBIX COOBITUH C LIEIbI0 UX CBOCBPEMEHHON MPOMUIAKTHKY U JICUCHHUS.

eans uccaenoBanusi

HSy‘II/ITL KIIMHUYCCKHC 0C06€HHOCTI/I, 3aKOHOMCPHOCTH TCUYCHHA, IIPOIrHO3 apHTMOFeHHOﬁ
KapAUOMHUOIIATHH Y aerei s 000CHOBaAHHMS nporpaMmbl BEACHUA ITAIMCHTOB.

3agaum uccieI0BaAHUA

1. Hpe,[[CTaBI/ITL KIIMHUYCCKYIO XapaKTCPUCTUKY MAIIUCHTOB ACTCKOI'0 BO3pacTa C apHTMOFeHHOﬁ
Kap,[[I/IOMI/IOHaTI/Ieﬁ.

2. YCcTaHOBUTH B3aMMOCB3b BO3pacTa )51 IOABJICHUSA BHCKTpOKap,Z[I/IOFpa(bI/IquKI/IX n
MOp(bO(I)yHKI_[I/IOHaJIBHBIX W3MEHEHUI1 B cepanc mnpu apHTMOFCHHOﬁ KapAUuOMUOIIaTUH Y JIeTeH.

3. HpoaHaJ'II/BI/IpOBaTB KOppCIIOUI0 MCKAY  MOJICKYIIDHO-TCHCTUYCCKUM  BAPpHUAHTOM U

(beHOTI/IHOM apHTMOFCHHOﬁ KapaAnOMUOIIaTHH.



5

4. IIpoBecTH CpaBHUTENBHBIM AHAIA3 MEXKIYy aApPUTMOTCHHOM M TaXMMHAYLUPOBAHHOMN
KapAMOMUONIATUAMM (JaHHbIE KIMHUYECKOIO TEUYEHUS W HHCTPYMEHTAJIBHBIX HCCIEIOBaHUM) U
MPEUIOKUTH KpuTepun AudhepeHInanbHON JUArHOCTHKH.

S. YcraHoBUTh (hakTOphl prCcKa HEOIArONPUATHOTO TEUEHHSI, UCXOAbI M MPOTHO3 apUTMOTCHHOM
KapIMOMHUOIIATUH y ITALIUEHTOB JIETCKOI0 BO3PACTA.

Hayqﬂaﬂ HOBH3HA

BnepBbie mnpoBeneHa KOMIUIEKCHas OLEHKa Je0r0Ta, KIMHUYECKONW KapTHMHBI M 4YacToTa
BCTPEUAEMOCTH (JIMAarHOCTUYECKAs IIEHHOCTh) «OONBIIUX» U «MaJbIX» KPUTEPUEB apUTMOTEHHOMU
KapJMOMUOTIATUH Y JACTEM.

[IponemMoHCTpUpPOBaHO, YTO MaHHU(]ecTalusi aApUTMOTEHHOW KapAMOMHONATHHM BO3MOXKHA Yy
JieTel HaulHasi ¢ JOIIKOJIbHOIO BO3pacTa.

YcranosineHo, uro Oosiee 50,0 % nereil UMEIOT «HEKIacCHUecKyo» (GopMmy 3aboseBaHus. Y
TPETH MALUEHTOB C APUTMOT'€HHOM KapIMOMHOIIaTHEN UMEIOT MECTO HEJIECMOCOMHbBIE MYyTaIUH.

OnucaHo penkoe MpOSBICHUE AapUTMOTEHHOM KapJuOMHMONaTUM — «ropsAyas» (asa,
COTIPOBOXKIAOIIEECS OOJIBIO B TPYTHOM KIIETKE M MOBHIIIICHHUEM YPOBHS TpOoroHuHa I.

Pa3pabotana Mojenb MPOrHO3MPOBAHUS BEPOSATHOCTH APUTMOTEHHOW KapIUOMHONATHH Y
neTei.

[TonyueHsl HOBBIE JaHHBIE 00 accolMallMyi TE€HOTHUIIA U BEPOSATHOCTU Pa3BUTHS apUTMOTEHHBIX
COOBITMM W TSKEJIOM XPOHWYECKOW CepleYHOM HEeAOCTaTOYHOCTH y JeTed ¢ apUTMOTeHHOU
KpaJIMOMUOTIATHUEH.

[TonyueHsl HOBBIE TaHHBIE 00 OTIUYUTENBHBIX YEPTaX APUTMOTEHHON KapIMOMUOTIATHH TIPU €70
paHHeil mMaHudecTanuu, K KOTOPHIM OTHOCATCA: MOJMMOPGU3M >KEITyI0YKOBOM apuUTMUU, peakas
BCTPEYAEMOCTh 3IICHJIOH-BOJIHBI, HEBO3MO>XHOCTh HCIOJIb30BAaHUS TPYIIbl KPUTEPUEB «AHOMAIUHU
penonspu3aum.

BrniepBbie onrcaHo HeOIAaronpusATHOE T€UYEHHUE apPUTMOTEHHOM KapAHMOMHUOINATHN C TIEPBUYHBIM
MOpaXEHUEM IMPABOTO KeNyI0UKa U MPOTPECCUPOBAHUEM JI0 OMBEHTPUKYIISIPHOTO, ACCOLIMUPOBAHHOE C
KpaitHe peaKuMu MyTtanusamu B renHax MYH7 u ALPK3.

[TokazaHo, 4YTO pUCK apUTMOTEHHBIX COOBITHI y JeTel ¢ apUTMOTEHHOU KapAHMOMHUONaTHEN Ha
¢one myranuu B reHe PKP2 (mnakoduuiiHa) HUXKE, N0 CPABHEHHUIO C MAlMEHTaMU, UMEIOIIUMU
MYTaluu B IpYIUX FeHax.

TCOPETI/I‘IeCKaﬂ H MPAKTHYECCKasA 3SHAYUMOCTD

Y cTaHOBIEHO, UTO A€0HOT apUTMOTE€HHOM KapANOMHOIIATUN MOXKET OBbITh y JIeTel AOIIKOIBHOTO
BO3pacTa.

[Ipu usydyenun «ropsiuei» ¢aspl 3a00J€BaHMsI MPOJIEMOHCTPUPOBAHA HEOOXOJUMOCTh Y BCEX
nerell ¢ MOAOOHON KIMHMKO-1a00paTopHOW KapTHHOH B auddepeHUIualbHbli psf BKIOYATh
apUTMOICHHYIO KapJUOMHUONATUIO, a B IUIaH OOCIEA0BaHMs - TIEHETHYECKOEe TECTUPOBAaHHUE.
IToguepkHyTa MIPOTHOCTUYECKAS POJIb JAHHOTO SIBICHUS.

OCOOGEeHHOCTH F'€éHETUYECKOT0 CIIEKTPa apUTMOI€HHOM KapIMOMHUOTIATHH Y AllUEHTOB IETCKOTO
Bo3pacta 0OyCIaBIMBAIOT HEOOXOAWMOCTh BKJIIOYEHHS B JAMAarHOCTUYECKYIO IaHENb HE TOJBKO
JIECMOCOMHBIX, HO U HEIECMOCOMHBIX I'€HOB, OCOOCHHO IpH IOJ03PEHUN HA JEBOJOMHHAHTHYIO U
OUMBEHTPUKYIISPHYIO (POPMBIL.

BBICOKOTEXHOJIOTUUHBIE  METOABbl  UCCICAOBAHMSA, TAaKUE KAk MarHUTHO-PE30HAHCHAs
ToMOTpadusi cepAua ¢ KOHTPACTUPOBAaHWEM W TEHETHMUYECKHH aHalu3 TMOBBIAT TOYHOCTh
JUArHOCTUKU apUTMOIE€HHOM KapAUOMHOIIATHH.

I'eneTnyeckoe TECTHUPOBAHUE LIEHHO HE TOJBKO B JUAarHOCTUYECKUX, HO U IIPOTHOCTHYECKUX
nensx. Jletu ¢ myranusmu B reie PKP2 MeHee oABEep KEeHbl pUCKY apUTMOT'€HHBIX COOBITHH.

YcranoBieHo, yTo yepe3 17 Mecs1eB OT nepBoil MaHu(ecTaluy KenyI0dKOBON apuTMuH, bosee
yeM y 50% pgereil ¢ apUTMOT€HHOW KapJHMOMHONATHEN MPOU30iIeT apuTMOreHHOe COOBITHE, YTO
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JIEMOHCTPUPYET BAXHOCTh OOCYKICHHS MPOQHUIAKTUKH BHE3ATHOM CEpACYHON CMEPTH B KpaTyaiime
CPOKH I10CJIE IIOCTAHOBKHU JMArHO3a.

Ha ocHOBaHMUM TMOJy4EHHBIX PE3YJIbTATOB OBLIM BBISBICHBI KpUTepuu IudepeHInaaIbHONn
JMAarHOCTHUKH apUTMOTEHHOM M TaXUMHIYLIMPOBAHHON KapAMOMHONATHH, a Takke pa3zpaboraHa
IIPOTHOCTUYECKAsT MOJEINb JIJISl ONPECIICHUS HAIM4YNA Y MAllMEHTa apUTMOT€HHOM KapAMOMUOIIATUN.

Buenpenne mnpemioxkeHHONM NPOTrHOCTHMYECKOM MOJENM B KIMHMYECKYH0 IIPaKTUKY Bpada-
reuaTpa U JIeTCKOro KapauoJiora Mo3BOJUT CBOEBPEMEHHO BBISBIIATH ITALIMEHTOB C BBICOKUM PUCKOM
pa3BUTHUS APUTMOI€HHOM KapAMOMMOIIATHH.

[Ipemioxkena nporpamMma 3TarHOM AWArHOCTUKA W BEICHUS IIALMEHTa C ApUTMOICHHOU
KapIMOMHUOTIATHEH.

MeToa0J10rusi 1 METOAbI HCCJIET0BAHUS

beul mpoBeneH aHaiM3 HAy4YHOW JIMTEPATYpbl, KacalOUMNCA KIMHUYECKOIO TEYEHHUS H
TEHETUYECKOTO CHEKTpa APUTMOTCHHOW KApAMOMMOIIATHM y JE€Tel, a TakkKe BOIPOCOB
g epeHnnanbHON TUarHOCTUKY IaHHOTO 3a00JI€BaHMUS.

PaGora BbIMONHEHa B Ju3aifHE MPO- U PETPOCHEKTUBHOTO KOTOPTHOTO HccienoBaHus. B
uccaeoBaHue BKIIIOUEHO 44 pebeHka, MPOXOMMBIIHMX oOcieoBaHue W JieueHne Ha Oa3zax OI'BY
«HMUIL um. B. A. AnmazoBa» MunsnpaBa Poccun B mepuoa ¢ 2011 mo 2024 r. B paborte Obum
IIPUMEHEHBl KIMHUKO-aHAMHECTUYECKHE, TeHETUYECKHE W TIEHEAJIOrH4eCKue, MHCTPYMEHTAIbHBIE U
CTATUCTUYECKNE METO/IbI HCCIEAOBAHUS.

HOJIO)KCHI/IH, BBIHOCUMbBIE HA 3AIIIUTY

1. ApuTtMoreHHas KapauoMuonatus y 37,5% marnueHToB UMEET 00T B IOTITKOJIHPHOM U MJTAJIIIIEM
IIKOJIBHOM Bo3pacTe, y 62,5% B crapiiem HIKOJIbHOM Bo3pacte. J[e6roT 3a0o0sieBaHUsS HauMHAETCS C
0eCCUMIITOMHBIX JKETYAOYKOBBIX apuTMuid. KinHMueckass KapTHHA KapJUOMHOIATUH MpeicTaBiieHa
aPUTMOTEHHBIMU COOBITUSIMU (CHHKOIIE, YCTOWYMBAs MKEJIyIOYKOBas TaxWKapAus, cpabaTblBaHUE
UMIUIAaHTUPYEMOTO KapauoBepTepa-aepuoOpuuisiTopa), ceplaedyHoil HemocratrouHocThio Uy 20,8%
JeTell CUMIITOMOKOMIUIEKCOM, MPOSBISIONIMMCS 0OJIbIO B T'PYIHOM KJIETKE M MOBBILICHHEM YPOBHS
TponoHuHa I («ropsiaas» daza). bonee 50% nereit UMEIOT JIEBOJOMUHATHYIO WJIM OUBEHTPUKYIISIPHYIO
dhopmy 3aboeBaHuA.

2. OCHOBHBIMU KIIMHUYECKHUMH U 3JIEKTPOKApAUOTpapUUEeCKUMH KPUTEPUSMHU, MO3BOJISIOIIUMU
npoBectd updepeHINATbHYI0 JUAarHOCTUKY MEXAY AapUTMOI€HHOW W CXOAHOW M0 KIMHHUKO-
(GYHKIIMOHATBHBIM MPOSIBICHUSM TaXUUHAYIIUPOBAHHON KapAWOMHOINATUEH SBISIOTCS HaIU4ue
CUHKOIIE, CpEIHECYTOYHAas IIJIOTHOCTh J>KETyA0o4KoBoil aputmuu <20%, moauMopdHBIA XapakTep
KEITYTOYKOBOM HSKCTPACUCTOJIMU, HAIWYHE JKEITYyJIOYKOBOM TaXWKApAWMM M MO3THUX MOTEHIHAIOB
KEITYI0YKOB MPU aPUTMOTEHHOM KapIUOMHUOIATHH.

3. ['eHOTHTT apUTMOTEHHOH KapJUOMHUOTIATUH Y OOJIBITUHCTBA JETEH MPECTABICH 1€CMOCOMHBIMHU
MyTallUSIMH, TPETh MALMEHTOB MMEET MyTalluu B HEAECMOCOMHBIX reHax. HemecMocoMmHble MyTaliuu
JIOCTOBEPHO dallle acCOIMHPOBAHBI C Pa3BUTHEM JIE€BOJOMHUHATHON (opmbl 3aboneBanus. Hamudue
TOMO3UTOTHBIX, KOMIIAYH/I-MYTallui, a TAK)K€ JUT€HHBIX MYTal[Ui C BOBJIEYEHUEM KaK J€CMOCMOMHBIX,
TaK U HEJIECCMOCMOMHBIX T€HOB CBSI3aHO C OBICTPOMPOTPECCUPYIOIIEH cepAeYHON HEIOCTaATOUHOCTHIO.

CteneHb 10CTOBEPHOCTH H anpodaius pe3yabTaToOB

Pe3ynbTathl auccepTaliioHHON pabOTHI MPEACTaBICHBI B KaueCTBE JNOKIAIOB Ha Poccuiickux
HAayYHBIX KOH(EPEHIHSX, Che3aX U KOHTpPeccax, B TOM UHCIE C MEXKIYHApOIHBIM Y4aCTHEM:
Poccuiickuii HanmoHanbHBI KoHrpecc kKapauonoroB—2022 (Kasaup, Poccus, 2022), X Cankr-
[TerepOypreckas mkona aputmoiorun—2022 (X Beepoccuiickas [1Ikona ¢ MexayHApOAHBIM y4acTHEM )
(Canxkr-IletepOypr, Poccms, 2022), 23-ii Konrpecc Poccuiickoro o0mecTBa X0JTEPOBCKOTO
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MOHHUTOPHUPOBAHUS U HEMHBA3UBHOU aekTpodusuonoruu (Capanck, Poccus, 2022), XIX Poccuiickuit
KOHIpecC € MexayHapoaHblM yuactueMm «llenmatpuss um nerckas xupyprus B IlpuBomkckom
denepanbaoM okpyre» (Kazans, Poccus, 2022), XII Beepoccuiickuii KoHrpecce «JleTckas kapAnoaorus
2022» (MocksBa, Poccus, 2022), 24-ii Konrpecc Poccuiickoro oOmecTBa XO0JTEPOBCKOTO
MOHUTOPUPOBAaHUS W HEWHBA3MBHOM anekrpodusuosiorun (SApocnasnb, Poccus, 2023), VI
WunoBanmonnsii  [lerepOyprekuii  memunuackuii  opym  (Cankr-IletepOypr, Poccus, 2023),
HO6uneitapit X @opyM MOJOIBIX KapAHOJIOTOB POCCHIICKOTO KapauOJOrHYecKoro oOmiecTBa
«/IBmxenue BBepx» ¢ MexayHapoaHbiM yuactueM (KemepoBo, Poccus, 2023), XI Cankr-
[TerepOyprckas mkoina apurmosiorun—2023 (XI Beepoccuiickast mkoma ¢ MeXIyHAPOIHBIM yIaCTHEM )
(Cankr-IletepOypr, Poccus, 2023), XIII Bcepoccuiickuit Cemunap namsta npodeccopa H.A.
benokonr «PeanpHas KIMHWUYECKash MPAKTHKa B JETCKOW KapAWOJIOTHHU: MPOOJIEMBI W PEIICHHS
(Mertumu, Poccus, 2023), 25-it ro6umneitasiii Konrpecc Poccuiickoro oOmiecTBa XOJITEPOBCKOTO
MOHHUTOPHUPOBAHUS U HEMHBa3UBHOM antekTpodusuonoruu (Cankr-IlerepOypr, Poccus, 2024), V Cankr-
[lerepOyprckuit  apurmonoruueckuid  ¢popym (Cankr-IlerepOypr, Poccusa, 2024), Poccuiickuii
HaIlMOHANIBHBIM KOHTpecc KapauosioroB—2024 (Cankrt-IlerepOypr, Poccus, 2024), XII Cankr-
[lerepOyprckas llIkona aputmonorun—2024 (Caukr-IletepOypr, Poccus, 2024), MexaucuuninHapHas
KOH(pEepeHIus: ¢ MeXIyHapodaHbiM ydactuem «HeusBectHole u peakue 3aboneBanus», VIII
Kondepenmuss  «Opdannsie 3a0oneBanusi. [uarnoctuka. Jlewenwe. PeaGummramus» (CaHKT-
[TerepOypr, Poccus, 2024), XIII Beepoccuiickuiit Konrpecc «/lerckas xapauomorust 2024» (Mocksa,
Poccus, 2024).

BHeapeHnue pe3yibTaToB HCCJIEI0BAHUA B MPAKTHKY

Pe3ynbraThl WCclieOBaHUS WHTETPUPOBAHBI B JICUEOHBI M JUArHOCTUYECKHH IPOIIECCHI
cnenyromux  yapexaenuii: CIIOIBY3  «/lerckas ropoackas ©OonpHuiia No2 cBsto Mapum
MarganuHeny, CIIoI'bY3 «/lerckuii TOPOJICKOI MHOTOITPO QUITHHBII KIIMHUYECKHI
CHeIUaTU3UPOBAHHBIN IIEHTP BBICOKMX MEIUITUHCKUX TEXHOJIOTHI», OTIACICHHS IETCKOW KapInOJIOTHI
U MEIUIMHCKOW peaduIuTaluyu JETCKOTO JieueOHO-peadMINTallMOHHOTO KOMIUIEKCa, a TaKkKe
OTJEJICHUS CEPACUHO-COCYAUCTON Xupypruu mis aereid KimHuku marepuHctBa M jercrBa OI'BY
«HanuoHabHBI MEIUIMHCKUN HMCCIEN0BATEIbCKUM IeHTp uMeHu B.A. AnmazoBa» MuH3apaBa
Poccun. Kpome Toro, marepuainsl ncciae0BaHUs BKIOYEHBI B yU€OHBIM M JICKITMOHHBIA MPOIIECCH HA
Kadenape MepuHATOJIOTHH U TeauaTpuu ¢ KIMHUKON MHcTtuTyTa Meauiuuackoro oopaszoBanust O®I'BY
«HanuoHaIbHBI MEIUIMHCKUN HMCCIEN0BaTENbCKU 1IeHTp uMeHu B.A. AnmazoBa» MuH3apasa
Poccumn.

JInuHbIi BKJIAJ aBTOPa

ABTOpOM BBINIOJIHEH 0030p JIMTEPATypbl 10 TEME JJAUCCEPTAIIMOHHOTO HCCIICIOBAHUS,
pa3paboTaH JAW3aliH MCCICIOBAHMS, OIPEICICHAa METOIOJIOTHS HWCCIEI0BaHMs, MPOBEACH aHAIN3
MOJIyUEHHBIX JAaHHBIX W HX CTaTUCTHYecKas oOpabotka. C HEMOCPEeICTBEHHBIM YYacTHEM aBTOpa
OMYOJITMKOBAHBI CTaThU MO PE3yIbTaTaM JUCCEPTALMOHHOTO UCCIEeI0OBaHUS. ABTOP JIMYHO MOATOTOBUI
TEKCT JIUCCEPTAIMOHHOTO HCCIEAOBAaHUS W MPEICTaBHII Pe3yNbTaThl Ha HAYYHBIX U MPAKTUYECKUX
KOH(pepeHIHsX.

ITyonukanun

ITo marepuanam auccepranuu omyonaukoBaHo 10 paboT, U3 HuUX 6 craTeil OmMyOJUKOBaHO B
JKypHajax, BKIIOUYEHHBIX B «llepedeHb Beylmux peLEeH3UPYEMBIX HAYYHBIX >KYPHAJIOB U HU3JaHUI»
Beicuieit Arrecranmonnoit Komuccun npu MunucTepcTBe Hayku U BbIciiero oOpasoBanusi Poccuiickoit
Qenepanu 1 6 craTei, BXxoaAmMX B 0azy naHHbIX Scopus. [lolydeHO CBHIETENBCTBO O
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rocyaapctBeHHoil peructpauuu baser [Janueix Ne2022620959 ot 04.05.2022 «Peructp maiueHTOB
JIETCKOTO BO3pacTa ¢ apUTMOIE€HHOM KapIHUOMHUOIIAaTUEN.

CTpykTypa u 00beM AuccepTannu

Huccepranus usnokeHa Ha 161 cTpaHuile MAIIMHONMMCHOTO TEKCTa M BKJIIOYACT B CeOs
BBeleHue, 4 TnaBbl - 0030p JIMTEpaTypbl, MaTepuanbl U METOMAbI, PE3YIbTaThl COOCTBEHHBIX
UCCIIEIOBAaHUM, OOCYXXJIEHHUS, a TakKe 3aKIIOYEHHE, BBIBOJbI AMCCEPTALIMOHHOTO MCCIEA0BaHus,
IIPAKTUYECKHE PEKOMEHJALNUH, CIMCOK COKpAIleHW M HCIOJb30BAHHOW JMUTEpaTypbl. TekcT
auccepTanuu JomnoiHeH 23 tabmuumamu M 34 pucyHkamu. B chucke nureparypbl ykasaHsl 154
HMCTOYHHUKOB, U3 HUX 19 oTedecTBeHHBIX U 135 3apyOexHBIX.

OCHOBHOE COAEPKAHUE PABOTbI
Matepuajbl 1 METO/IbI

Opranu3anus, dTanbl U AW3ailH UCCIEA0BaHUS 0JT00PEHBI JIOKATBHBIM ITHYECKUM KOMUTETOM
OI'BY «HMUI] um. B.A. Anmazoa» MunzapaBa Poccun (mpotoxon Ne 01-23 ot 23.01.2023 1.).
Pomurenn Bcex mamuMeHTOB, y4YacTBOBABIIMX  (BKJIIOYEHHBIX) B  HCCICIOBAaHWHU, JaBajd
MH(POPMHUPOBAHHOE COTJIACHE HA MPOBEJICHUE TUATHOCTUYECKHUX U JICUCOHBIX MEPOTNPHUATHN B pPaMKax
MJIAHOBBIX TocnuTanu3anuii. OOmuii qu3aifH uccieoBaHus NMpeAcTaBicH Ha Pucynke 1.

Kputepun BK/IIOYEHHS:

[laruenTel B BO3pacTe 10 18 JeT C KeNMyAOYKOBBIMH HapymieHusMu putMma (>500
XKenynoukoBbix skcTpacuctos (KIC)/cyrkn n/mmm xenynoukoBoit taxukapauu (OKT)) m Hammumem
JUJIaTaluU /WK CHIDKEHUS COKPATUTENbHON CIIOCOOHOCTH JIF000TO U3 KEITyI0UKOB;

*Hanuune nudopmupoBaHHOTO coriacus, NOAMUCAHHOTO POIUTENISMHU.

Kputepun HeBKJIIOUEHHS:

[laniueHTsl B Bo3pacte crapiie 18 jerT;

*Hanuuue cnenyromux 3a0oieBaHuil cepaua: MEepBUYHBbIC DIEKTPHUUYECKHUE 3a00JIEBaHUS;
BPOKJICHHBIE MOPOKHU CEplla; OCTPbI BOCHAIUTEIbHBIN MPOLECC B MHOKap/e; dKCTpakapaAuaibHas
MaToJIOTHs, Kak MNpu4YuMHa BTOpuYHbIX KA W jaunatTauuu Kamep ceplua; TIeHEeTHYeCKHU-
NeTepMUHUPOBAHHAS UJIATAlMOHHASA KapAHUOMUOMATHUS.

Ha 1 3Tane uccienoBanusi IpoBEACH PETPOCIEKTUBHBINA aHAIN3 MEAUIIMHCKONW JOKYMEHTAIIUH
447 ucropuii 00JI€3HN NAIMEHTOB, TOoCIUTATN3UpOoBaHHbIX ¢ JKA B mepuos ¢ 2011 mo 2024 roa. [lanee
MPOBOJMIICSA OTOOp TMALMEHTOB COTJIACHO KpUmepusM 6KIIOYeHUsT U HesKIYeHUs ToCTe
PETPOCIEKTUBHOM OIICHKH CJIEAYIOIIMX CBEICHUN O MAallMeHTaX: aHaMHECTHYECKHX JTaHHBIX, XKoo,
(bu3MKaIBHOTO 0CMOTpA, Taboparoproro Monutopunra, IKI', CM-OKT', Oxo-KI', tpenmun-tecta, MPT
cepaia ¢ kontpactupoBanuem. [1o pesynbratam oT60pa B UcclieoBaHNne ObUIO BKIIIOUEHO 44 manyeHTa,
COOTBETCTBYIOIIUX KPUTEPHSIM BKIIOUCHHS.

Ha 2 3Trane uccienoBanusi 1o MOKa3aHUsIM OBLIH IPOBECHBI TOTIOTHUTENbHBIC UCCIICIOBAHUS:
MOJIEKYJIIPHO-TE€HETUYECKOE C UCIIOIb30BaHUEM MTAHEH LIEJIEBOI0 CEKBEHUPOBAHMUS, THCTOJIOTHUECKOE,
CeNIeKTUBHAsi KOpoHaporpadus, a Takke PeTPOCHEKTHBHBIM aHANU3 ITWHAMUKU 3a00jeBaHMs TOCTe
MeJMKaMeHTO3HOTro/paarnodactoTHoro mnoaasineHust KA. IlamueHTsl, y KOTOpPHIX HaOIIOJAINCh
m3menenus co croponbl DK omenuBamuce mo TFC 2010, GomnbHbie ¢ BoBineuenuem JDK wmm
OMBEHTPUKYIAPHBIM MopakeHueM — no Ilagyanckum kputepusMm. beum chopMupoBaHbI 2 TPYIIIBI
MalMEeHTOB.

[lepBast (ocHOBHas) rpymnmna BkiIodana 24 TalMeHTa, KOTOPbIe COOTBETCTBOBAIM AHATHO3Y
AKMII. /Tnarao3 AKMII 6b11 yCTaHOBIIEH B COOTBETCTBUH C TUATHOCTHYECKUMH KPUTEPUSIMU TAHHOTO
3aboneBanus (TFC 2010, xpurepun Ilagyn) u Obu1 monaTBepxkaeH reHerudyecku. Cpenn MalnueHTOB
OCHOBHOU Tpymmbl Obuto 15 (62,5 %) manpuukoB u 9 (37,5 %) neBouek. Bce manueHTsl ObLH
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npobaHgaMu. YUUTHIBasK CTaJUIHOCTD 3a00JI€BaHMs, a TAK)KE IMPUHUMAsl BO BHUMaHHUE TOT (DaKT, 4TO y
Bcex nanreHToB JKA ObUIH 3aperucTpUpOBaHbI paHee KIMHUYECKUX )Kajio0, 1e00TOM 3a001eBaHUs MbI
CUMTAJIA BO3pAcCT IIEPBOM PETHCTpPALMM JKEIYyJOYKOBBIX HapylIeHUMH puTMa. Menuana Bo3pacra
nosiBrieHust KA u nosiBneHust MOp(OQYHKIIMOHAIBHBIX U3MEHEHUH MHOKapJa B OCHOBHOW TpyIie
cocraBuna 12 ner [9-14] u 12 ;er [11-15] cooTBercTBeHHO. MeamaHa BO3pacTa INOCTAHOBKH
knmuHndeckoro jguarHo3a AKMII cocraBmnma 13 mer [12-15]. 9 (37,5 %) nereét umenwn
npaBogoMuHaHTHYIO popmy AKMII, 7 (29,2 %) — neBogomunantHyto opmy AKMII u 8 (33,3 %) —
ouBeHTpUKyYIsIpHYIO hopmy AKMIL YV 16 (66,7 %) nereit Obu1n 0OHAPY>KEHBI MyTAIIUH B IECMOCOMHBIX
resax, y 8 (33,3 %) umenu HeZJleCMOCOMHBIE MyTaliH.

Anamaz 447 uetopwii OonesHER TATHEHTOE, TOCIHTATHIHPOEAHHEX ¢ A

L
Oroop nammentos ¢ KA u quiaranpedi kavep cepana WHIH CHIGECHHEM
COKpATHTETEHOH CII0co0HOCTH MHOKAP/A TE000T0 H3 HATYI0THOR
[Tporenense KapTHOMOTHYECKOTO OOCIEIOEAHNA. AHATHI
AHAMHECTHYECKHX JAHHEX (B YACTHOCTH, CEMEHHOTO AHAMEE3A), JKAI00,
(HzEKaTEHOTO ocMoTpa, Taboparoproro MorrToprara, KT, CM-3KT,
Ixo-KT, THIX, tpemyman-tecta, MPT cepaua ¢ xoRTpacTHpoRanHmeM
n=44
¥
[IpoBeneHHe JOMOMHHTEIREOTO 00CISTOBAMIA:
-TEHETHHECKOE HOCIEIOEANHE,
-THCTOMOTHIECKOE HCCISI0EAHEE (II0 MOKAZAHHAM );

~CENeKTHRRAA KOporaporpadns (no nokasanni)

-—— p ——
OueHra IHMEAMHEE 3a00ICBAHNA
ToCIIe mogaBTermd KA Crpatatarana naneHToR 00
(MemMEAMEHTO3HOE PATHOTACTOTHOE - TN xpareprav TFC 2010 = [lagyu
TETEHHE) -
& i,
AKMITn=24 TEMII n=20
(ocHOEHAA rpymma) (rpymma cpaeEseHH)
Y

JlaHaneecKoe HAOMIOAEHHE H H3YICHHE
ocooennocTed Tegenna AKMII y geteit i onensa
KOHETHRIX TO9eK (CHHKOTE, yeroimmean A/ @

cpabareearie MK sxmosemse & JJIOTC/TC)

Pucynok 1 — /lu3aiin uccienoBanus

[Ipumeuanne: AKMII — aputmorenHass kapamommonartusi, JKA — skemymoukoBas aputmusi, JXHP — xemymodkoBbie
HapymeHus putMma, MKJ] — ummmanTupyemsiii kapanoseptep-nedudpmwursitop, JIOTC — mucr oxunmanus TC, MPT —
MarHuTHO-pe3oHaHcHas Tomorpadus, CM-OKI' — cyrounoe monuropupoBanue DKI, TKMII — taxumHmynupoBaHHas
kapauomuomniatusi, TC — TpaHcmmanTamus cepama, TIHIX — Tect ¢ mectumMuHyTHOM XompOoi, @K — ¢ubpummsims
xemynoukoB, DK — amextpokapauorpamma, 9xo-KI™ — sxokapanorpadmus, TFC — Task Force Criteria

Bo BTopyto rpynmy (rpynmna cpaBHeHHs) BOILIO 20 yeoBeK, KOTOPBIM ObLT YCTAaHOBJIEH JMArHO3
TKMII. B rpynne cpaBHeHHs: HU OJJMH NAIIMEHT HE UMeJl I0CTaTOYHOT'O KOJMYECTBA TUarHOCTUYECKUX
kpurepue a1 Bepudukanun AKMIL. Kpurepuem noctanoBku guarHo3a TKMII Obiin mosmHas
HOpMaJIM3alusi pa3MepoB M COKPATHTEIbHOM CIOCOOHOCTH MHOKap/Aa »KEIyJ0YKOB, OTCYTCTBHE
¢ubpo3ubIx n3MeHeHuit o nauHbIM MPT cepana. B rpymnme cpaBuenus 6suto 14 (70,0 %) ManbuukoB
u 6 (30,0 %) neBouek. Menuana Bo3pacta peructpauuu KA cocraBuna 14 ner [7-16], a Mmeauana
BO3pacTa MOsBICHUS MOP(PODYHKIMOHATBHBIX H3MEHEHMH M BO3pacTa IOCTAaHOBKM JMAarHo3a
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cocraBisina — 15,5 ner [7,25-16]. 12 (60,0 %) nereit umenu nopaxenue JIK, 8 (40,0 %) — IDK. Hu
OJIMH W3 MAIMEHTOB 3TON TPYNIBI HE UMeN OMBEHTPHKYISIPHOTO MOpakeHUs Muokapna. [lomoBune
nauueHtoB (n=10; 50,0 %) BBINOIHEHO MOJIEKYISPHO-TEHETUYECKOE HCCIEOBaHUE, y BCEX
oTpunarenbHbie pe3ynbrarel. Ilocne ycnemnoro neuenuss XA, B 100% ciydasx mnpowusonuia
HOpMaJM3alusi KaMep cepjlla U COKpaTUTEJIBbHON CIOCOOHOCTH MHUOKapja. MeauaHa BpeMEHHU
oOpaTHOTO peMoeTupoBaHus MOP(O(YHKITMOHATFHBIX H3MEHEHHH COCTaBmIIa 6 MecsieB [3-6].

Ha 3 3rame mccienoBaHusi OCYILECTBISUIOCH AMHAMUYECKOE HAOIIOJIEHUE 3a MAlUEHTAMU
OCHOBHOHM TPYNIBI C MPOBEJCHUEM KOHTPOJBHBIX 00CIEeNOBaHMN (CTaHIAPTHOE KapIMOJIOTHYECKOE
o0cIieZIoBaHUE C BBIOJHEHUEM JOTIOJHUTEIBHBIX UCCIICAOBAHUI 110 MOKa3aHUSM B paMKaX IJIAHOBBIX
TOCIIATATH3AIHN ) 1T OTICHKH KOHEYHBIX TOUYEK (CHHKOITe, yeroiunBas XK T/huOpuiuisiims :keryJ09KOoB
(®XK)), cpabarbiBaHusI UMILUIAaHTUpYEMOro Kapiauoseprepa-nepudbpumiaropa (MK/), BxitoueHue B
JIUCT OKHMJIaHMS TPaHCIUIaHTaluu cepana/TpancianTanus cepamna (JIOTC/TC).

Menuana qmuTenbHOCTH HabmoaeHus 3a manueataMu AKMII coctaBuna 27 mecsies [16,5-38].
JlaHHO€ ucclieJOBaHUE SBJIETCS CaMbIM KPYIHBIM 10 BEIMYMHE BBIOOPKHU U CaMbIM UIUTEIbHBIM 110
Meauane HaOmoneHus 3a 6oapHBIMH ¢ AKMII B Poccuiickoit ®enepaunu. beut co3mgan peructp
nanueHToB JieTckoro Bo3pacta ¢ AKMII (cBunerenscTBO 0 peructpanuu 6a3el 1aHHbIX Ne2022621121
ot 04.05.2022 1.).

IIpu wu3ydyeHum :xajjod M aHamHe3a 3a00JieBaHUsl aKIEHT ObUT CJAeJaH Ha BO3pacTe
BO3HHKHOBEHHSI  IEPBBIX  CHMIITOMOB,  peructpanmuu KA W BpPeMEHH  TOSBICHHS
MOpPOYHKIIMOHATBHBIX W3MEHEHUM, cOope aHamHe3a B oTHouueHuu Hanuuusi BCC B cewmbe,
M3BECTHBIX KapIMOMHOTIATHH.

N3yuenne 1ad0paToOpHBIX JAHHBIX BKIIOYAJIO OO aHAIN3 KPOBU, OMOXHMUYECKUI aHAIIN3
KpoBU (ompeneneHne OHMOXMMHUYECKHMX MAapKepOB BOCHAJIEHHS U CBIBOPOTOYHBIX MapKepoB
MOBPEXKACHUS MUOKap/1a, THPEOUIHBIN cTaTyc), ypoBeHb NT-proBNP.

IIpn anammze miaeHkn IKI' m CM-IKI' nposommics nouck IKI'-kputepuer AKMIL.
OrneHuBacs Xxapaktep, MOp(HOJIOTHS 1 JOKAIH3AIHSs, TUIOTHOCTH JKA.

TecT ¢ IECTUMUHYTHO# X0Ab00I TPUMEHSIICS I OIEHKH (YHKIIMOHAIBHOTO Ki1acca.

Ilo naHHBIM TPeIMWJI-TeCTa OLECHUBAINUCH MPEXkKAE BCEro (PyHKIIMOHATBLHBIE BOBMOKHOCTH U
BO3HMKHOBEHHE HapyILIEHUH CEpCUHOTO pUTMa BO BpeMs TECTa.

IIporokoa 3xokapauorpaguueckoro HccjJeJOBAHMs BKIIOYANT OLEHKY pa3MEepoB KaMmep
cep/iia, COKpaTUTENbHOM CIIOCOOHOCTH MUOKap/a 000UX KEITyA0YKOB, HAPYIICHUS KWHETUKU CTEHOK.

IIporokon MPT-ucciieoBaHusl cepala TaKKe BKIIOYaAJI OLICHKY pa3MepoB Kamep cepilla,
COKPAaTUTEIbHON CIIOCOOHOCTH MHOKapAa O00OMX JKETyJOUYKOB, HaMU4us (PUOPO3HBIX M3MEHEHHH ¢
oTpe/iesieHuEM JIOKATU3AIUHU U XapaKTepa pacpoCTpaHeHus 0 OTHOIICHUIO K CJIOSIM MHOKapAa.

CenexTuBHasi KopoHaporpagus mnpoBoauiach i auddepeHIranrbHON AUArTHOCTUKH C
OCTPBIM KOPOHAPHBIM CHHIPOMOM.

I'enoTunupoBanue MPOBOJWIOCH C HCIOJb30BAHUEM IaHEIH LIEJIEBOr0 CEKBEHMPOBAHMUS,
KoTopas Bktoyana 172 reHa, CBS3aHHBIX C KapIUOMHOATHEH.

I'ucronaronornyeckoe uccjieaoBanue (FHAOMUOKAPANAIbHAS OUOIICHS U3 MPAaBbIX Kamep
cepala UM Mcciel0BaHUe HATUBHOIO Cepala nocjie TPAHCIJIAHTAIMHU) TPOBOAUIIOCH C IIOMOIIBIO
OKpaIllMBaHUs TEMATOKCUIMHOM M 303UHOM, 110 Ban-I'n3ony.

[locne ycraHOBNEHHS AMArHO3a TMAallMEHTaM Ha3Hauyalach AaHTHUAPUTMHYECKas Tepanus u
tepanus CH. VIHTepBEeHIIMOHHBIE METOJBI JICUEHUS, TaKWe KakK paJuovYacTOTHas almanus
apuTMOTeHHbIX 30H cepana u HWKJ[ npoBoAWIMCH COTJacHO AaKTyalbHBIM — KIMHHYECKUM
peKOMeHAaUSIM Ha MOMEHT NpUHATHS petieHuil. [Ipu passutuu tsoxenoit CH narmeHTaM mpoBoIniach
TpaHCIUIaHTAIlMOHHAs KoMuccus ais BkitodeHus nanuenta B JIOTC ¢ nocnenyromeit TC.

[Tomyuennsie pe3ynabTaThl ObLTH 00pabOTaHBI C MOMOIIBIO CTaTUCTUYECKOW mporpammsl IBM
SPSS Statistics v.26.
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Pe3yabTaThbl COOCTBEHHBIX HCCIEI0BAHMI

[Tpu ananuze 447 uctopuii Oone3nu naueHToB ¢ KA Obu10 BbIsiBICHO 24 (5,4%) nmanuenTa ¢
muarHozoM  AKMII.  TlogpoGHO CTpykTypa J[AMAarHo3oB y MEJUATPHUECKUX MAIMEHTOB C
KEJTYI0UKOBBIMU HapYIICHUSIMU pUTMa IpejicTaBiieHa Ha Pucynke 2.

o lHomaTHdeckie xelyIOUKOBBIE ADHTMIH
© ApHTMOTeHHAq KapIHOMHONATHL
TaxHHHIyIIHPOBAHHASL KApTHOMHOTIATHS
KarexonamHHepradeckas MoIHMOpdHaT
sKelTyJ0UKOBad TAXHKAPIHT

Pucynok 2 — CtpykTypa IMarHo30B y MaldeHTOB JETCKOTO BO3pAcTa C KeNyI0UKOBBIMU
apUTMUSIMHU

B3aumocBsi3b Bo3pacTa ¥ MOSIBJIEHHS YJIEKTPOKApPAHOrpaguyecKux 1 MOp(opyHKIINOHAILHBIX
U3MeHeHHi B cep/ile MPH apUTMOTeHHOI KapANOMHONATHH Y JTeTei

Menuana Bo3pacta nmoctaHoBku auarHoza AKMII cocraBuna 13 mer [12-15]. B Ttabmumne 1
MPUBEACHO paclpeneieHue JeTel Mo Bo3pacTy IMAarHOCTUKM 3a00JIeBaHHS B COOTBETCTBHUE C
nepuoau3anueii rerckoro Bospacra no Bopouosy .M., Maszypuny A.B. (2009r).

Tabnuna 1 — CBegenust 0 Bo3pacte AUArHOCTUKH 3a00JIeBaHUs Y IeTel pa3HbIX BO3PACTHBIX TPYIIIT

Boszpacrtras rpynma Bcero, %
1-3 roma 0
4-6 ner 1 (4,2%)
7-11 ner 4 (16,7%)
>12 ner 19 (79,1%)

Ilocne mnpoBeaeHHOro aHanu3a aHamMHe3a, aMOyJIaTOPHBIX KapT, a TaKKe MEIUIIMHCKUX
JOKYMEHTOB OBIJIO YCTaHOBJIEHO, YTO Yy BCEX MalMeHTOB mnepBble JKA ObuUIM 3aperucCTpUpPOBAHBI 10
MOSIBJICHUS KITIMHUYECKUX CUMIITOMOB U MOP(OohYHKIIMOHATIBHBIX U3MeHeHUH: y 7 (29,2 %) nanueHToB
BO BpeMs NMpOo(UIAKTUYECKOI0 OcMOTpa M aucnaHcepusanuu, y 17 (70,8%) npu ocmoTpe BpadoMm-
NeINaTPOM TOCIIe IEPEHECEHHBIX HHTEPKYPPEHTHBIX 3a00I€BaHUH.

BaxxHo moguepkHyTh, uTo KA nmenu 6eccuMNTOMHBIN Xapakrep. MeanaHa nX BO3HUKHOBEHUS
cocraBuia 12 et [9-14]. Ceenenus o Bo3pacte aeOroTa 3a00seBaHUs (BpeMsl PEerHCTpaLiK MEePBBIX
7KA) B pa3HBIX BO3pacTHBIX IpYIIax MpejicTaBieHsl Ha Pucynke 3.

Crnenyet oTMeTHTb, uTO ToNbKO 12 (50,0%) nereit HaOMOAATNCH TETCKUM KapAHOJIOTOM IMOCIe
BbIsABIICHUS JKA.

Menuana BpemeHun oT peructpauun KA 110 BO3HUKHOBEHHS MOP(PODYHKINOHAIBHBIX
u3MeHeHui cocrapuia 1 rox [0-1].
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VY 17 (70,8%) manueHToB MepBbIC KATOOBI TOSBHINCH TAKKE B TCUCHUH TOJIa TIOCIIC BBISBICHUS
KA,y 7(29,2%) — 6onee uem uepe3 1 rox (ot 1 go 5 ner). Menuana Bpemenu ot perucrpamnun KA 10
MOSIBJICHHMSI TIEPBBIX jkanio0 cocraBuia 4 mecsma [2-8].

62,5%

25,0%

Komuecrro MarHeH TR

1-3 roga 4-8 net T-11 ner > 12 ner

Bo3pacTHEIEe rPYONEL

Pucynok 3 — CBenenus o Bo3pacte 1e0roTa 3a00J1eBaHMsl B pa3HbIX BO3PACTHBIX IPyIIax
KiimHn4yeckasi XapakTepuCcTHKA MAallHEHTOB

Ha momeHT mepBoro oOcienoBaHUs B HalleM LIEHTpe KanoObl mpeabsBisum 23 (95,8 %)
YeJI0BeKa, MeJaHa BO3pacTa MosIBICHHS kano0 cocraBmia 12 met [10,5-15].

B mporecce HabmoneHus kanoObl ¥ KIMHWYEcKas KapTuHa y nanueHToB ¢ AKMII Bxitouana
cepaueduenus y 21 (87,5 %) pebenka, cunkonanbHble coctosiHus —y 14 (58,3 %) mereit, cuMITOMBI
CH B Buje OJBIIIKK U CHUYKEHUS TOJIEPAHTHOCTH K (usnueckoit Harpyske —y 12 (50,0 %), «ropsuas»
daza— y 5 (20,8 %) OonbHbIX, Y 4 (16,7 %) oTMeuanack U30JIMpoBaHHas 00JIb B Ipyau 0e3 perucTpaiuuu
«ropsueit» daspl. Tonpko 1 manuent (4,2 %) ocraBayics OECCUMITOMHBIM KaKk HA MOMEHT MOCTaHOBKH
JIMarHo3a, Tak 1 B XoJie AajbHeiiniero Hadmoaenus. J{uarnos KA y nanHoro namuenTta Obl1 yCTaHOBJICH
B XOJI€ AUCIIaHCEPU3AIIIH.

[Ipu nepBuunoii nuarHoctuke, cumnrombl XCH umenu 12 (50,0 %) nanuenTos, Bce umenu XCH
II ®K no NYHA. I[Ipu nocnenyroiem HabaoaeHnN Bee manuenTsl nmenu npusHaku CH: y 19 (79,2 %)
nereii ¢ynkuuonaneHbeiii knacc XCH coorBerctBoBan II, torma xak y 5 (20,8 %) mauueHToB
3apeructpupoBana XCH III-IV ®K (NYHA).

CTouT MOAYEPKHYTh, YTO HHU y OJIHOTO HAIIEro MalueHTa He ObLJIO0 BHE3AIMHOM OCTaHOBKH
cepaa. Ognako y 4 (16,7 %) nanuentoB Obu1 otaromieH cemeiinblii anamue3 BCC (y Bcex ato BCC
ponactBeHHUKOB | u 2 mopsnka). Cemeitnbiit anamue3 AKMIT He ObLT OTATOIIEH HU Y OJTHOTO MAllMEHTa.

JuekTpokapauorpaguyeckue H ApUTMHYECKHE 0COOEHHOCTH apUTMOI eHHOM
KapANOMHONATUH

VY Bcex ManueHToB JeTCKOTo Bo3pacTta Obuto 3apeructpupoBano 6osee 500 )KOC/cytku, a KT
Obuta 3apeructpupoBaHa y 16 (66,7%) namuentoB. CienyeT OTMETHTb, 4TO Tojibko y 3 (12,5 %)
naruenToB J)KOC umena MOHOMOP(QHBIN XapakTep, BO BCeX OCTaIbHBIX ciaydasx (n=21; 87,5 %) XKDOC
UMeNn NoJMMOP(HBIN XapakTep U ObTM HpeAcTaBieHbl oT 2 10 4 Mopdosoruil. B nerom B rpymme
narmeHToB ¢ KT y 12 (50,0 %) nereii otmedancs MoHOMOpgHBIA xapaktep, v 9 (37,5 %) —
nosuMopdHbIi, npudeM y 4 (16,7 %) nereit umeno mecto Toabko nomumopduas XKT. ITo nanaeiv CM-
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OKI' 1o Ha3HaueHUs: aHTHAPUTMUYECKON TEpauu MeauaHa cyrouHoi motHocTH JKA cocrasuna 8,75
% [1,9-11,1].

«Mausrit» DKI-xpurepuit mo TFC 2010 B Bune unBepcuun 3youa T B V1-V4 npu Hammuuu
MOJIHOK OJIOKaJbl MpaBOd HOXKKH Iydka ['mca — otmeuen numb y 1 (4,2 %) nampienTta ¢ nopakeHHueM
IK, B Bo3pacte 17 net. 2 (8,3 %) nereii c BoBieueHueM JIK B Bo3pacre 16 et umenu oTpUIiaTesIbHbIE
3youslt T B V4-V6, uro sBisutoch «ManbiM» Ilagyanckum kputepuem. Y 1 (4,2 %) mauueHT C
oueHTpUKYIsIpHOU (hopmoit AKMII nmen otpuniatensueie 3yoisl T B V1-V4 B Bo3pacte 17 ner, 9to
TaKXKe COOTBETCTBOBAIO «Ooisbmomy» IlagyanckoMy KpHUTepHo. OICHIOH-BOJHA («OOJBIION
kputepuii o TFC 2010 u «mainsrity — o kpurepusm [lagyn) Obuta BeIsBICH TONbKO v 4 (16,7 %)
MAIMEHTOB C OMBEHTPUKYJSPHBIM BapHMAHTOM Ha MO3JHEW crauuu 3aboseBaHus, yepe3 4 u 5 JeT
Habmonenus. B 19 (79,2 %) cinyuasx Oputn 0OHapy>KEHBI IO3IHUE MOTEHITHAIBI xKemynodkos (ITTDK).

Takum ob6pazom, npu ananuze DKI' 1 apuTMHUECKUX TaHHBIX ObLIT BBISIBICH psii 0COOEHHOCTEN
AKMII B pmerckom Bo3zpacte: KA Hocunu mnoauMopHBIN XapakTep, cyroyHas MIOTHOCTh KA
coctaBisiia Menee 20% Ha MomeHT auarHocTuku, Hanmmuue [1I1K y GonblmIMHCTBA MAalUMEHTOB, P
JMarHOCTUYECKUX KPUTEPHUEB 3a00JI€BaHMs U3 TPyl «aHOMAIMKA Penosipu3aluny» 00aaaand HU3Kon
MH(OPMATUBHOCTBIO.

MopdodyHKunoHaIbHbIE U CTPYKTYPHbIE 0COOEHHOCTH APUTMOTeHHOI KapAHOMUONATHH

B 3aBumcmMOCTH OT BOBJICUEHHSI KEITyao4dKa BCC IMAIMCHTHI IO JAaHHBIM BU3YAJIU3UPYIOIIHUX
MeTO/I0B 0oO0cienoBaHusl ObUIM pa3/ieleHbl Ha 3 TpyNmbl: ¢ HM30JUpOBaHHBIM mopaxenueM [DK
(«kmaccuueckasi», mnpaBogomuHaHTHass ¢opma) wumu  JDK  (neBogomuHaHTHass ¢opma) U
OuBEeHTpUKYJsIpHAs (hopma 3a00sieBaHUsI — «HEKJIaccudeckue» Gopmbl. Tak, HA MOMEHT MEPBUYHOTO
obcnenoBanus 11 (45,8 %) aereit umenu IDK popmy AKMII, 9 (37,5 %) — AKMII ¢ BoBneuenuem JDK
u 4 (16,7 %) — ousentpukynsipusii penotun AKMIIL. Ilpu neranpHOM aHann3e aHAMHECTUYECKUX
TAHHBIX TAI[MEeHTOB OBbLIO YCTAaHOBJIEHO, YTO y 3 TMAlleHTOB C OMBEHTPUKYISPHBIM (EHOTUIIOM
nepBuyHO Ob1T mopaxeH [DK, y 1 mamuenTa — JIK.

B xone mocnenyromiero Ha00IeHUS y psJa NAllMeHTOB C IEPBUYHBIM OPAXKEHUEM OJHOTO U3
KEIyI0YKOB HaOII0AaNoCh MporpeccrupoBaHue 3a0osieBaHMsI 1O OWBEHTPHUKYJISPHOIO MOPAXKEHHS
(PucyHnok 4).

Il VcxoaHo [ B AvHamuke

45.8%

npascgoMUHaHTHaA neeocgoMHHaHTHaA SHBEHTP"KYHEIPHBFI
thopma opma chopma

Pucynox 4 — CtpykTypa (peHOTHIIOB 3a00JI€BaHUS HCXOAHO U B JMHAMUKE
I'enornn-geHoTnnuyecKkne KOppeJsiiiy y NAHEHTOB ¢ APUTMOr¢eHHOM KapAHMOMHUONaTHel

I'eneTnyeckoe TeCTHpOBaHHME OBUIO MPOBENEHO Y BceX 24 TAIMEHTOB C HCIOJIb30BaHHEM
LIEJIEBOM TMAaHENIM CEKBEHUPOBAHUS HOBOTO MOKOJEHHS C IIUPOKUM CHEKTPOM HCCIEAOBAHHBIX I€HOB
(Pucynok 5).

JlecmocomHbIe MyTauu ObLd oOHapykeHbl y 16 gereit (66,7%), Bkiarouas 8/16 manueHToB ¢
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Bapuantamu PKP2, 3/16 pebenka ¢ DSP, o 2/16 nauuenta ¢ DSC u DSG2, 1/16 60515HOTO ¢ BAPHAHTOM
JUP. 3/16 nmauueHTa MMeNH CJIOXXKHYIO TE€TEpO3UTrOTHOCTh M UMENH jaBa Bapuanta PKP2, a 'y 1/16
pebenka Obuio 7Ba Bapuanta B DSP ¢ COOTBETCTBYIOUIMMH KIMHMYECKHMMH MPU3HAKAMU CHHIPOMA
Kapsaxans. ['eneTnueckue BapuaHThl B HEJIECMOCOMHBIX TeHax, Takux kak FLNC, MYH7/FKTN, RYR2,
ALPK3, SCN5A n SYNEI, 6pun ob6Hapyxensl y 8 manueHToB (33,3%) 2 (8,3%) manumenta umenu
murenHsie mytatuu — MYH7/FKTN, PKP2/CDH?2.

Heo6xoaumo otmMeTuTs, 4to 2 (8,3%) manuenTa iMeinn roMO3UTOTHYIO MyTanuio B rene DSC?2,
BCE OCTAJIbHBIC BAapHaHTHl OBUIM B TE€TEPO3UTOTHOM COCTOSHHM. B 3aBUCHMOCTH OT T'€HOTHIIA BCE
nareHTsl ¢ AKMIT Obimi pas3zeneHsl Ha 2 TPYIIBL: TaUEHTHl ¢ MyTAlMsIMA B T€HaX JECMOCOM H
HEIECMOCOMHBIMH MyTanusMu. C IIeTbI0 YCTAaHOBJICHHS KOPPENSAIMH MEXAY THIIOM MYTaluu M
TedeHueM 3a00JIeBaHMsI, MBI TPOBEIM CPABHHUTENBHBIM aHAIN3 MEKIY TPYNIaMH MO OCHOBHBIM
KIMHAYECKUM XapaKTepUCTHKAM 3a00JICBaHMSL.

Tak, MyTanuu B HEIECMOCOMHBIX T€HaX JJOCTOBEPHO Halle ObLTH aCCOMUPOBAHBI C Pa3BUTHEM
JIK popm AKMII (p <0,05).

PKP?
®  Hedecrmocomumie mymayuu
® psp
Dsc2
@ DSG2
@ JUP

o MIHT

FINC
STNEI
o ALPEZ
SONA

Pucynok 5 — I'eHeTHueCcKuil CIEKTp MPUYUH aPUTMOT€HHOM KapJMOMHOIIATHH

B xoze uccnenoBanus ObuIM ONpeaeseHbl peAKHe TeHOTUII-(DeHOTUITMYECKUE coueTanus. Tak, y
nanueHToB ¢ Myrauueid B rene MYH7 u ALPK3 ne6root 3a0ojeBaHHs OTMEUYEH C H30JIHPOBAHHOTO
nopaxenus IDK, a y manumeHTkn ¢ kommnayHia-myrtauuend B reHe PKP2 — ¢ usonupoBanHoro JDK
BoBiieueHUs. [Ipu HaOar01eHNM TaHHbIE MALMEHThI IOCTUTIIN OMBEHTPUKYIISIPHOTO nopaxeHus. Taxke
ObUIa BBISBICHA HOBas T€HOTUI-(EHOTHIINYECKAs acCOIMalus — NallMeHT ¢ MyTauueil B rene SYNE]
MOJIHOCTBIO COOTBETCTBOBAN (peHoTunuueckuM kputepusim ¢opmbel AKMIT ¢ mopaxenuem JDK,
BKJIIOYasl IaHHBIE SHAOMUOKapAnanbHOM ouoncun. Y 2 (8,3%) nereii ObliN BBISIBIICHBI BADHAHTHI B I'eHE
RYR2 m mo ogHOMy naunueHTy mMenu Mmyrauuu B reHax SCNSA u FLNC, accouuupyromuecs, Kak
NpaBUJIO, ¢ KarexosamuHepruyeckoir momumopgHoi KT, cunapomom bpyraga u pecTpUKTHBHOM
KapmoMHonaTueit COoTBeTCTBEHHO. OIHAKO ATU MAIMEHTHI TAK)KE COOTBETCTBOBAIN (PEHOTHIUYECKU
kputepusm AKMIL.
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Hcxoanl Y HannueHToB € apHTMOFeHHOﬁ KapI[HOMHOHaTHeﬁ

Cpennss yuTenbHOCTh HabmoaeHus 3a naueaTamu ¢ AKMII cocraBuna 29,3 + 17,6 mecsies.
K HeOmaronpusTHpIM UCX0/4aM 3a00JIEBaHUS B MPOIIECCe JMHAMUYCCKOTO HAOIIOACHHUSI Mbl OTHOCHIIH
OIICHKY KOHEUYHBIX ToueK (cuHKome, yctowumBas JKT/DXK, cpabareiBanuss UK]], BkitoueHue B
JIOTC/TC) (Tabmuma 2). V 15 (62,5%) nereii OblH 3aperuCTPHUPOBAHBI ApUTMOTEHHBIE COOBITHS, & Y
5 (20,8%) manueHTOB OTMEYANIOCh Tskenoe Teuenue CH.

Tabmuua 2 — Vicxopl y MAIIMEHTOB C apUTMOTEHHOM KapAMOMHOTIATHEH

HUcxon Konuuectso
Cunkore 14 (58.3 %)
Ycroituupas XKXT/DXK 8 (33,3 %)
CpaobatsiBanune K] 5 (20,8 %)
JIOTC/TC 5(20,8 %)
[Mpumeuanue: KT — xemynoukoBast Taxukapaus, UK/ — nmmnantupyemslii kapauoeprep-aedudpuuisitop, JJOTC —
nuct oxunanus TC, TC — tpancimanTanms cepana

BaxxHo oTMeTHTB, YTO 3a BECh MEpPHOJ HAOMIOACHHS HH y ofHOro mamueHTa He Obi1o BCC,
netanpbHOrO Mcxona. OnHako 3a Bpems HaOmroaeHus B 5 (20,8%) ciydasx ObUIM 3aperuCTPUPOBAHbI
obocHoBanHbIe cpabaTeiBanust K.

[IpoBeaennsplit Mmetogom Kartana-Meliepa aHany3 mokasai, 4TO MEJUaHa CpoKa HACTYIUICHUS
apUTMOTEHHOTO cOOBITUs cocTaBmia 17 mecsneB ot aedrora KA (95% JU: 0,00 — 63,64) (Pucynok
6A).
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Koa-go
YaTIOBSK IO 14 12 9 7 6 1 1
HaOIFOIeHHEM
JITHTenbHOCTE aHaMHe3a oT JedioTa JKA, JIIHTenbHOCTE aHaMHe3a oT JedioTa KA,
MECHALIBI MeCALBI

Pucynox 6 — A) Kpusas Kannana-Meiiepa, xapakTepu3yrolas BBKUBAEMOCTb 0€3 pa3BUTHS
aputMoreHHoro coonitus. b) Kpussie Kamana-Meiiepa, XxapakTepu3yroliye BBIKUBAEMOCTh 0e3
Pa3BUTHS ApUTMOTEHHOTO COOBITHS (KPaCHOW JIMHUEH MoKa3aHa BKUBAEMOCTh Y MAIIUEHTOB C

myranueii B rene PKP2, cuneit iuHuel — y MalMeHToB C HEIUIaKoQMIITTMHOBBIM T€HOTUIIOM

ApUTMOTEHHBIM COOBITHEM CUUTAJIOCH JII00OE MEpBOE MPOU3OLIEANIee U3 CIEAYIOMIUX Hoce
ne6rota XKA: ycroituuas XKT/DXK, cunkone, cpadbatsiBanue K/, Takum oOpazom k 17 mecsieB oT
ne6iota KA He menee ueM y 50% nereit ¢ AKMII npousoiiier apuTMOreHHoe COOBbITHE. YUHUThIBas,
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YTO B Halled KOTOPTE CAMbIMHM YacTO BCTPEYAIOIIMMUCS MyTauusiMu Obmn B reHe PKP2, Obuia
MIPOBE/ICHA OI[CHKA BEKUBAEMOCTH 0€3 apUTMOTEHHOTO COOBITHS Y MAIIUEHTOB ¢ BapuaHTamu B PKP2 B
CpaBHEHHH C APYIrUMH TeHamH. Tak, 3aBHCHMOCTh BBDKMBAEMOCTH 0€3 apUTMOTEHHOTO COOBITHSI OT
TUIA TeHEeTHUYECKOW MyTaluu Obuia craTucThdecku 3Haummoi (p=0,025). Menuana cpoka pa3BUTHS
apUTMOTEHHOT'0 COOBITHS Yy MAllMEHTOB ¢ MyTanuei B reHe PKP2 He Obljla JOCTUTHYTA, a Y AllUEHTOB
C MyTaIlMsIMU B IpyTruX renax cocrasuia 3,0 mecsina (95% AU: 0,078 — 5,92). ConocraBiieHne 3HaYCHU I
BBIKMBAEMOCTH 0€3 apUTMOIE€HHOI'O COOBITHS B 3aBUCUMOCTH OT THUIIA MYTAal[MU C MOMOIIBIO KPUBBIX
Kannana-Meiliepa npesacraBiens! Ha Pucynke 6b.

[Monpo6HO OblIa M3y4YeHa Tpymmna manueHToB ¢ TsokenbiM TeueHuem CH npu AKMIL: y nereit
nociie TC wim BimtoueHHbIX B JIOTC (Tabauna 3). Menuana BpeMeHH pa3BUTUS KIMHUYECKOW KapTHUHBI
XCH III-IV ®©K cocraBuna 12 mecsmnes [12-26].

WNHuTepecHo oTMmeTuTh, yTO mIpakTHuecku y Bcex nanueHToB B JIOTC/TC mepBuyHO ObLI
nopaxeH [DK. Ilomumo Tsxenoro tedenust CH, y naHHBIX MalMEHTOB TakKe ObLIM apUTMOTEHHbBIE
coobiTus. Tak, y 4 (16,7%) nereli ObLITM CUHKOTIAIBHBIE COCTOSIHHS, Y BCEX JAHHBIX MAIIMEHTOB ObLIa
3apeructpupoBana ycroitunbas XXT B momeHT cunkore. Becem GosbHbIM Ol yeTanoBiien UKL, mpu
atom y 4 (16,7%) OblTH OTMEUEHBI afiekBaTHBIE cpabarwiBaHusi. Kpome Toro, 3 u3 5 nmereit u3 sToit
IPYIIIBI UMENN MPOSIBIIEHUS «TopsAYeil» ¢da3bl.

Takoe ObpicTpoe mporpeccupoBanne XCH y nerelt W Hamu4uWe TSDKETBIX ApPUTMHYECKHUX
MPOSIBIIEHUIN MOT'YT ObITh 0O0CHOBaHBI OCOOEHHOCTSIMU MX T€HOTHIIA.

Tak, HECMOTpS Ha «MATKOE» T€YEHHE B OTHOIIEHUH apUTMOTEHHBIX COOBITUH y MAllUEHTOB C
myrtauusmu B PKP2,y 2 (8,3%) nereit c BapuaHTamMu B 3TOM T'eHe Obu1a npoBeneHa TC. OqHako BaXKHO
CIeNaTh aKIEHT Ha TOM, YTO y OJTHOTO U3 3THX MaIllMeHTOB ObLIO coueTtanue mytaruii B PKP2 u CDH?2
(nureHHast MyTanus), a y Apyroro — CJl0XkHasi FTeTepPO3UTOTHOCTb, UTO OOBACHSET TSKECTh UX TEUCHHUS.
VY Ipyrux ManuMeHTOB 3TOM TpyNmbl ObLIM BBISBIEHBI KOMIIAYHA-MYTallMM WJIA TOMO3UTOTHOCTH B
JIPYTUX JECMOCOMHBIX I'€HaxX M €€ OJVH NAlMeHT UMEJl TUTC€HHYI0 MYTAlUIO B HEIECMOCOMHBIX I'€HaXx,
YTO TaKXe MPEANOoaraeT TsHKeJI0e TEYCHHE.

Tabmuma 3 — KiuHuueckas XapakTepHUCTHKA TAIMEHTOB C TSDKEIBIM TEUEHHEM CepIeYHOM
HEJ0CTaTOYHOCTH IIPU apUTMOT'€HHOM KapIUOMHONATHI

IIpuzHaku Nel No2 Ne3 N4 No5
ITon K K M K M
Bozpacr Ha MOMEHT 11 16 8 12 16
IlepBudHOE BOBJICUCHIE IDK IDK JOK IDK IDK
denorun BuBeHTpUKYIIpHBII

I'erotun PKP2/CDH2 MYH7/FKTN | DSP/DSP PKP2/PKP2 | DSC2
Bo3zpact nebrota 3a001eBaHus, 10 12 4 12 16
Cunkorre + + - + +
“T'opsiuas daza” - + + + -
VYeroituusas KT + + + + +
CpabatsiBanne UK]] - + + + +
TC + + JOTC + JIOTC
[Mpumeuanne: KT — xemynouxosas Taxukapaust, UKJ] — umrutantupyemslii kapanoseprep-nedudpumistop, JIOTC —
mct oxunannsg TC, TC — tpaHciutaHTanus cepama
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CpaBHI/ITeﬂbeIﬁ AHAJIN3 KIHWHUYCCKUX XaPAKTEPUCTUK Yy NMANUCHTOB C apHTMOFeHHOﬁ H
TaXI/II/IH)IyIII/IPOBaHHOﬁ KapauoMuonarus

XOopoumo HM3BECTHO, 4YTO B PYTMHHOM IIPAKTHUKE OCTAETCS CJOKHOM 3aJadeil MpOBECTH
maddepeHnnanbHON qUarHo3 MEX Ty IByMs 3a00JIeBaHUSIMHU, KOTOPBIE HA ONIPEICIICHHOM 3Tare CBOEro
pa3BUTHS HMMEIOT OYECHb CXOXKYI KIMHHKO-3JIEKTpoKapauorpadudeckyo kKaptuHy. OCHOBHBIMH
nposisieHussMu kak AKMII, trak u TKMII sBnsrores Hanmume XA W pumaranuu W/Wivd CHUKCHHE
COKpATHTEIBHOM CITIOCOOHOCTH JIEBOTO W/WIJIM TIPABOTO JKEIY0UKA.

C menpio MOMCKa «IPOCTHIX» IU(pPEpEeHINATLHO-TUArHOCTHYECKUX KPUTEPUEB, B KaueCcTBE
TpyIIBI CpaBHEHUS ObLTO0 0TOOpano 20 manueHToB neTckoro Bo3pacta ¢ TKMII (n=20).

O06e TpyIIITBI OBLITN COTTOCTABUMBI T10 T0JTY, BO3pACTy 1e0r0Ta 3a00JIeBaHMs, BO3PACTY MOSIBICHUS
W3MEHEHUU CO CTOPOHBI KaMep cep/lia, Bo3pacty auarnoctuk (p >0,05) (Tabmuia 4). Kpome toro, He
ObUIO TOJYYEHO JOCTOBEPHBIX pa3IuMuuil MO BpeMeHU (GopMHUpoBaHUS MOPPOPYHKIMOHATBHBIX
M3MeHeHu oT Hauana manudecramuu XA (p>0,05).

VYauTeiBas AaHHBIC HAONIONCHHS, a TAaKXKE CXOKECTh (PEHOTHITMYECKUX MPOSBICHUH 00enx
MaTOJIOTHH HaMH ObUTM TOAPOOHO M3Yy4YeHBI KIMHUYECKHE CHMIITOMBI, Xapakrtep JXKA u m3MeHeHHH
MHOKap/a 10 BU3YAJH3UPYIOIIUM METOJIaM AMArHOCTHKH TPU KaXXJIOM 3TOM 3a00J€BaHUU HA MOMEHT
JIMAarHOCTHKH.

Tabnuma 4 — CpaBHUTENBHBIN aHAIN3 KIMHUYECKUX JIaHHBIX MAI[MEHTOB OCHOBHOM TPYIIIBI U TPYIIITBI
CpPaBHEHUS

[Ipuznaku AKMII TKMII )
Konuuectso, % 24 20 —
IToi, My»KCKO#/>KEHCK Uit 15/9 14/6 0,534
Bospact peructparuu nepBbIx 12 (9-14) 14 (7-16) 0,231
KA, ner
Bospact nosiienus 12 (11-15) 15 (7,5-16) 0,390

MOP(POPYHKIIMOHATBEHBIX
H3MEHEHUM, JIeT

BospacT nuarHoctuku, JaeT 13 (12-15) 15,5 (7,25-17) 0,321

Bpewms ot ne6rota 1o 9 (4-23) 4 (4-10) 0,124
MOP(POPYHKIIMOHATBHBIX
H3MCEHCHNM, MECAIICB

CuMnITOMHOCTB, %0 23 (95,8%) 7(35,0%) <0,001
Cunkone, % 14 (58,3%) 1 (5,0%) <0,001
Cepauebuenue, % 21(87,5%) 7 (35,0%) <0,001

Bbonb B rpyaHoOl KIeTke 4 (16,7 %) 5 (20,0%) 0,710
XCH Ha MOMEHT THaTHOCTHUKH, 24 (100%) 9 (45,0) <0,001
OTSTOoIeHHBI CeMEeHHBIN 4 (16,7%) 0 0,114

[Mpumeuanne: AKMII — aputmorenHas kapanomuonatusi, BCC — BHe3amnHas cepaeyHas cMepTh, KA — jxerrynouKkoBast
aputMusi, TKMII — raxuuanynupoBanHas kapauomuonaTts, XCH — xpoHudeckas cepedHast HelocTaTOYHOCTh

Tak, HamM pe3yabTaTbl JEMOHCTPUPYIOT CTATUCTUYECKU 3HAYMMBIE DPa3iIudus CHUMIITOMOB
AKMII u TKMII. B otnuune ot nanuentos ¢ TKMII npaktudecku Bce 607IbHbIE OCHOBHBIN I'PYIIITBI HA
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MOMEHT AUarHocTuku Opuin cuMnTOMHBIMU (p <0,001). OCHOBHBIMU OTIMYMTEIBHBIMU NIPU3HAKAMU
AKMII 6b111 CHHKOTIE, YacThIe )Kano0bl Ha cepAneOneHue, kimandeckas kaptuaa XCH.

Kak marueHTsl OCHOBHOM TPYIIIBI, TaK U TPYIIIIbI CPABHEHHS UMENU XOTS Obl 1 «O0NbIIuniiy nim
1 «manbiity aputmudeckuid kputepuit (TFC 2010, [Tagyanckue kputepun), 94To 0€3yCIIOBHO 3aTPY/IHSIO
maddepennnanbayro nuarnoctuky. OfHako mpu netanbHoM aHainm3e JKA HaMu ObUT BBISBICH DPAf
CTaTUCTUYECKH 3HAYUMBIX pa3iMuui, KOTopble He sABIsIMCH KpuTepusmu AKMII, Ho Tem He MeHee
TTO3BOJIUIIM OBl 3a10I03PUTH JaHHBIN quarto3 (Tadmuma 5).

Tabmuna 5 — CpaBHHTENIbHAS XapaKTEPUCTHKA JKEITYIOUYKOBBIX ApUTMUN Y TTALIMEHTOB C apUTMOTEHHOMN
Y TaXUMHAYLUPOBAHHON KapAMOMMOIIATHIMHU

[Tpuznaku AKMII TKMII p
Kon-Bo XKOC/cyTku 8548,5 25873,0 <0,001
Cyrounas mioTHOCTh KA, % 8,75 25,05 <0,001
Iomumopdusm KA, % 21 (87,5%) 0 <0,001
Hanuune XT, % 16 (66,7%) 5 (25,0 %) 0,008
Harpy3ounstit xapakrep KA, 5 (20,8 %) 1 (5,0 %) 0,059
[To3mHME MTOTEHIIUATIBI 19 (79,2%) 6 (30,0:%) 0,002
[Tpumeuanue: AKMII — apurmorennas kapanomuonatus, KA — xemynouxoBas aputmus, JKT — xenynouxkoBas
taxukapaud, JKIC — xemynoukoBas sxctpacucronusd, TKMII — TaxunaaynupoBaHHast KapAUOMUOIIATHS

IIpornocTuyeckasi Moae/b 1JIsl OLEHKH BEPOSITHOCTH HAJTUYNSA APUTMOETHHOM
KApPANOMHONIATHH Y NAIHEHTOB C JKeJIYI0YKOBBIMH aPUTMUSIMU U MOP(OPYHKIMOHAIBLHBIMU
H3MEHEeHUsIMH MUOKapaa

st mpornosupoBanus AKMII y pebenka ¢ )KA u mopdodyHKIMOHATEHBIMUA H3MEHEHUSIMHU
MHUOKap/a pazpaboTaHa MporHoctTudeckast Mojienb. Mcexoano 6b11u 0ToOpansl GakTophl, 00IaAar0IINe
HauOOJBIIUM MPOTHOCTHYECKUM MOoTeHIuanoM BeposTHOcTH Hanuuuss AKMII mpu oanodakropHoM
ananuse (p <0,05) — cunkone, momumopdusm KA, vanmnuue XKT, TITDK, motHoCcTh KA <20, cyrouHas
npectaBieHHOCTh (Tabnuia 6). [loctpoenne Moaen OCYIIECTBISIOCH C IOMOIIBIO MHOTO()AaKTOPHOTO
aHaJl3a METOJO0M OHHapHOW JorucTudeckod perpeccuu. Ilpu MHOrodakTopHoM aHaiu3e OBbLIU
BBISIBJICHBI He3aBUCHMBbIC TpeaukTopbl pa3Butuss AKMII — cunkomne u miotHocts KA <20.  [ns
OTHCAaHUs 3aBHCHUMOCTHU BeposiTHOCTH Hanuuus y nanueHTa AKMII Hamu Oblna otoOpaHa MoOJens,
obOnanaromasi HauOONBIIMMU TOKa3aTeNsIMU YyBCTBUTEIBHOCTH W crenupuyHoctu. Habmomaemas
3aBUCHMOCTH OIHUCHIBaeTCs ypaBHeHueM (1):

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

z=-2,91+ 4,04*XCHUHKOIIE + 5,13*XTIJIOT (1)

rae P — BepostHocTs Hanmuums y mamueHta AKMIT (%), XCHUHKOIIE — cunkonanbHbie
cocrosinus (0 — orcyrcrBue, 1 —Hanuune), XIIJIOT — mnoTHOCTE xenynoukoBoi skronuu (0 —>20%, 1
—<20%).

[TomydeHHas perpeccCuoHHast MOJIEINb SIBJISETCS CTaTUcTUYeckH 3HauuMoi (p <0,001). Ucxoas u3
3HaueHus kodpdunrenta aerepmuHanyu Haiimkenkepka, 81,9% nucnepcuu BEpOATHOCTH HAIUYHS
AKMII onpenenstorest pakTopamu, BKIOUEHHBIME B MOeNb (1).

Bce npenukTopbl uMenu npsMyro cBsizb ¢ BepoATHOCThIO Hannuuss AKMII. Xapakrepuctuku
Ka)K70ro U3 pakTopoB mpeacTaBieHbl B Tabmuie 6.
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Tabnuua 6 — XapakTepUCTHKH CBSI3U MPEAUKTOPOB MoienH (1) ¢ BEpOSTHOCTBIO HAIMYHS Y TAIIHEHTA
apUTMOTEHHOM KapIuOMHOIIATHH

IIpenuxTops! I'py6oe OIII CxoppektupoBanHoe OI1I
COlI; 95% A1 p OlI; 95% AN p
ITnotHOCTS < 20% 95,0; 9,72 - 928,312 <0,001 169,6; 9,81 —2931,5 <0,001
Cunkorne 26,6; 3,04 —232,6 0,003 56,8; 2,88 —1120,2 0,008
[Momumopdras XKIC 251,9; 12,24 — <0,001 — —
5183,5
Hamuue KT 6,0; 1,6 —22,5 0,008 — -
CyrouHas npeacTaBIeHHOCTb 0,45; 0,21 -0,93 0,036 — -
MIDK 8,867; 2,246 — 35,0 0,002 - -
IIpumeuanne: XA — xemymoukoBas aputmuda, KT — xemymoukoBas Taxukapausa, KOC — xemymoukoBas
akcTpacucronus, [ITDK — nmo3iH1e noTeHnnans! Keny109K0B

Hcxons v3 mosiydyeHHBIX Pe3yabTaTOB y MAllMEHTOB C CHUHKOMAJIbHBIMU COCTOSIHUSIMH IIAHCHI
Hamuuust AKMII B 56,8 paza Bemme (95% JAU: 2,88 — 1120,2), mo cpaBHEHMIO C MardeHTamMu 0Oe3
cuHKonaybHbIX cocTosHui (p=0,008). IIpu mnotHOCTH <20% mancel Hannuuss AKMII B 169,6 paza
Boime (95% JIU: 9,81 —2931,5), yem nipu mnotHocTH > 20% (p <0,001). Ha pucynke 1 conmocraBieHsl
3HAYCHHS CKOPPEKTHPOBAHHOTO OTHOMIEHUS IaHCOB ¢ 95% JIW mist n3ydaembIx (hakTopoB, BOTIEAITUX
B Mozenb (1).

[Toporosoe 3nauenue BeposiTHocTH Hamuuust AKMII P coctasuno 50%. [1pu 3nauenusx P>50%
onpenensics Bbicokuil puck BeposTHocTH AKMIL. Ilpu 3nauenusix P <50% — Hu3Kuil puck
BepositTHocTH AKMII. YyBcTBUTENBbHOCTS M crieniuuaHocTs Mojaenu (1) mpu AaHHOM MOPOTOBOM
3HaueHnu coctaBuim 95,8% u 90,0% cooTBeTcTBeHHO. JlaHHAsE MOJEINb MO3BOJISET MPOTHO3UPOBATH
BeposATHOCTh Hamuumsi y manueHta AKMII npu coderanmm XA ¢ mopdodyHKIIMOHATEHBIMU
W3MEHEHUSMH MUOKap/1a, TEM caMbIM criocoOcTBys nuddepennunanpron auarnoctuke AKMIT u TKMIT
YK€ MPpHU MEPBUYHOM 00CIIeI0BaHUU.

IIporpaMMa TAKTHKM BeJeHUS MANMEHTA ¢ APUTMOTeHHON KapAuoOMHUoONaTH el

VYuuteiBas pe3ysabTaThl Hallei pabOThl U JaHHBIE JUTEPATYyphl, IpU OOHApYXKEHUHN Y peOeHKa
XA B couetanuu ¢ nuiatanuent U/ CHIGKEHUEM COKPATUTENbHON (PYHKIUU JIF000TO U3 JKETYA0UKOB
cienyeT BKIOUNTh B auddepeHnmansHoil psan cienyroniue 3adoneBanus: AKMII, JIKMII, TKMII,
MHOKapAUT, a TaKKe BTOPUUYHBIC TPUYMHBI apUTMUN U U3MeHeHu muokapnaa [18, 41, 98, 152, 153].
[Ipunumas Bo BHuMaHue BbicokMii puck BCC mnpu naHHoOM 3a00jeBaHUM, Ba)XXKHO YCTaHOBUTH
MpaBWJIbHBIN MAarHO3 Ha paHHHUX cTaausax 3aboseBanus. Hamu mpemnoxkeHa mporpamma 3TarHOM
nuarHocTuku U nedenus nanuenta ¢ AKMII (Pucynok 7).

[lepBbIM 3TanoM sBISIETCS MPOBEACHUE BCEM IMALMEHTaM KOMILJIEKCHOTO KapAHOJOTHYECKOIro
oOcrenoBaHus, BKIIOYAIONIErO TIIATENbHBIN cOOp aHaMHe3a 3a00JieBaHUs, CEMEWHOro aHaMHe3a,
XKano0, GU3nKaIbHBINA 0CMOTP, TabopaTopHOE uccnenoBanue, IKI u cyrounoe moautopupoBanue IKI°
(CM-3KT’), DXO-KI', mnpoba c¢ no3upoBaHHOW ¢u3udeckoil Harpyskoi, MPT cepauma c
KOHTPAaCcTUPOBAHHUEM TMOI00p MEINKAMEHTO3HOH Tepanuu (aHTHapuTMU4eckas Tepanus u XCH).

Ha BTOpOoM »Tame o6cnenoBaHus MaieHTaM C BBICOKOW BepoATHOCTHIO Hanmuuuss AKMIT nns
OKOHYATENILHOTO TOJATBEPXKIACHUS W/WIM MCKIIOYEHUs JTOoro 3aboyieBaHMs, CIEIyeT IPOBECTH
TEHETHUYECKOE UCCIIEI0BAHUE.

Ha Ttpersem atamne B ciyuae Bepuduxanuu nuarnoza AKMII BeiOop TakTUKK BeJeHHS (CPOKH
noctanoBku MK/, Bxmrouenus B JIOTC) onpenensieTcs npexie Bcero HanuuueM ¢axtopos pucka BCC
1 HEONMarompHUsATHOTO IPOTHO3A.

KpatHocTh amHammueckoro kKoHTposis 1 pa3 B 3 Mecsma ompeneneHa (HakTOM CPOKOB
BO3HUKHOBEHUSI apUTMOT€HHBIX COOBITUI 1 Temnamu nporpeccupoBanus XCH y neteit ¢ AKMIL
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Pucynox 7 — IIporpaMMa TakTHUKU BEACHUS MAIIMEHTA C ApUTMOTE€HHHOM KapIMOMHOIIaTHEN

[Ipumeuanne: AKMII — aputmorennas kapaumomuonatusi, BCC — BHe3amHas cepaeuHas cmepth, JAKMII —
nunaTtanuonHas kapauomuonatus, UK/ — ummmantupyemsiit kapauoseptep-aedudpumsitop, JIOTC — nuct
OXHJIaHMs TPAHCIUIAHTALMK CepaLa

3akJiIrouenune

Hacrosimas pabota npeicraBiseT MEpBOE€ B OTEYECTBEHHOM NPAaKTUKE KOMILIEKCHOE
HCCJIEIOBAHUE NTEIUATPUUYECKON KOTOPTHI MALMEHTOB ¢ aPUTMOT€HHOM KapIUOMHOIIATHEN.
VYcTaHOBIEHBl OCOOCHHOCTM TEUEHMsI M HCXOAbl 3a00JIeBaHUS B JETCKOM MOIMYJSLMH.
Iloxa3zaHo, 4TO apUTMOIr€HHAsl KapAMOMHUOIIATHSI MOXKET MPOSABIATHCSA B PaHHEM BO3PACTE U B pAIC
CIIy4aeB COIPSDKEHA C pa3BUTHUEM apUTMOTEHHBIX COOBITHI W/WIIN TSXKENIbIM TE€YEHUEM XPOHUYECKOM
CepACYHON HEJOCTATOYHOCTH, TPEOYIOUINX IPUMEHEHHS BHICOKOTEXHOJIOTMUHBIX METOIOB JICUEHUSI.
BblsiBiieH ps reHOTUNMYECKUX U (peHOTUINYecKuX (PakTopoB HEOIAronpUATHOIO IPOTHO3A.

CoueraHue KeTy104KOBOH apUTMUHU U MOP(HO(YHKIIMOHAIBHBIX M3MEHEHUH MHOKap/ia, TAKUX
KaK JujaTanus KaMmep W/WIM CHUXKEHHME COKPAaTUTEIbHONW CIIOCOOHOCTH, JOJDKHBI BBI3BIBAThH
MOJIO3PEHUE Ha pa3iIuyHble (PEHOTUIIBI APUTMOTEHHOW KapAMOMHONATUU. Takue MpOsBICHUS
3a00JeBaHUsT MOTYT OBITh CXO0XHM C TaXMUHAYLHPOBAHHOW Kapauomuomnarueil. BolsiBieHHbIE
KPUTEPHH, OTJIMYAIOIIME TH JiBa 3a00JIeBaHUs, a Takke pa3paboTaHHas MPOTHOCTUYECKAs MOJEb
MOTYT CITYXHUTb NEPBBIM I1aroM B UX U PepeHInaTbHON AUarHOCTHKE.

[IpoBeneHne T'eHETUYECKOTO OOCIIEOBAaHUS HMEET B@KHOE 3HAUEHHE HE TOJNbKO JUIs
JMarHOCTHKH, HO U JUIsl IPOTHO3MPOBAHUS TE€UECHHUsS 3a00JIeBaHMS, a TAKKe JUIS BBISBICHUS HOBBIX
TeHOTHI-(DEHOTUITMYECKUX KOPPEIISAIIHH.

[loBbIlIEHNE OCBEIOMIIEHHOCTH O PaHHEM Hadajle apUTMOTE€HHOW KapIUOMHONATHH UMEET
BaXHOE 3HAYECHUS JUII CBOEBPEMEHHOI'O JICUeHHs U NMPO(UIAKTUKNA BHE3AMHOM ceplieuHON cMepTH, a
TaK)K€ CEMEMHOr0 CKpUHUHTIA.
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BriBoabI

1. ApuTMOreHHasi KapJUOMHUONATHUSI MOXKET MPOSBIATHCS y AETEH JIOLIKOJIBHOTO M MIIAJIIIETO
IIKOJIBHOTO Bo3pacTa. Je0roT 3a001eBaHus KaK MPABUIIO HAYMHACTCS C 0ECCUMITTOMHOM JKeTyI0YKOBOM
APUTMUH C TIOSBJICHUEM KIMHUYECKUX MOP(HOPYHKIIMOHAIBHBIX M U3MEHEHHU B CpeiHeM uepe3 1 rog.
2. «Knaccudeckyro» ¢opMmy 3aboiieBaHusS HMEIOT TOibko 37,5% JneTeil ¢ apuTMOrEeHHOM
KapIMOMHOTIATHEH, B OCTaJbHBIX CIy4asx — OTO «HEKJIAacCHUecKue» (opmbl, Tpedyrommue
00513aTEIIBHOTO MOJICKYJIIPHO-T€HETUIECKOTO TOATBEPXKICHHUS ISl WCKIIOUEHUS JHJIATAllMOHHON W
TaxXUUHYLIUPOBAHHOW KapAHMOMUOTIATHH.

3. Hanuume roMo3uroTHou, KOMIAyHA-MyTallMii M JWTE€HHBIX MYTAalMd C BOBJICYEHUEM Kak
JIECMOCMOMHBIX, TaK U HEJIECMOCMOMHBIX I'€HOB aCCOLMUPOBAHO C OBICTPBHIM Pa3BUTHUEM TSDKEION
CepJICUHON HEIOCTAaTOYHOCTH M MOTPEOHOCTHIO B TPAHCIUIAHTALIMU ceplua. A KpaiiHe BBICOKUN PHUCK
Pa3BUTHS APUTMOT€HHBIX COOBITHI aCCOIIMMPOBAH C HAJIMYNEM HEIUIaKO(PUIUTMHOBBIX MyTaIUi.

4. Psan nuarHocTuueckux KpuTepueB 3a00JIeBaHUSA W3 TPYIIbl «aHOMAJIUH PENOJISIpU3ALIAN
(maBepcus 3yona T, smcuioH-BOJHA) 00J1aMal0T HU3KOW WH(OPMATHUBHOCTBIO B IEIUATPUUCCKOM
MOMYJISILIUH.

5. OCHOBHBIMU  KpUTEpUAMH JUIsl TpoBeAeHUs TuddepeHlnaTIbHO IUAarHOCTUKA MEXAY
APUTMOTE€HHOM M TaXWHHIYLMPOBAHHOW KapIMOMHONATHEH SIBJISIFOTCS HAJIMYHME CHHKOIE, CYTOYHOMN
IJIOTHOCTH JKeNTy1I0YKOBOM aputMuu <20%, monuMop@HbIi XapakTep KeayI0uKOBOH SKCTPACUCTOIHH,
HaJIM4Yue >KETyAOYKOBOM TaXWKapAMM U TO3JHUX TMOTEHIUAIOB >XEIYIOYKOB MPU APUTMOTECHHOMN
KapauoMuonaTtuu. Pa3zpaboTaHa NpPOrHOCTHYECKass MOJEIb BEpPOSITHOCTH HaIW4Msi Yy MalMeHTa
apUTMOTEHHOM KapIMOMHOIATHH.

IIpakTHyeckue peKoOMeHIAMT

1. IIpy BBISIBIEHMHM JKEIMyJAOYKOBOM apUTMHUM y TMAIMEHTOB JETCKOrO  BO3pacTta B
muddepeHnnanbHbIA psii HE0OOXOAMMO BKIIIOYATh apPUTMOTEHHYIO KapAHMOMHUOMATHIO, OCOOCHHO TPH
HaJU4YMU CUMITOMOB (CHHKOTIE, cepameOueHne, 00IM B TPYAHOW KIIETKE) W/WIM TOJIOKHUTEIHHOTO
CEeMEMHOro aHaMHe3a B OTHOIIIEHWU BHE3AIMHOMN CepJeUHON CMEpTHU/TEHETHUECKUX KapAHOMHOMATHHA.
JlanHast rpynna nmalnueHToB HyXK/IaeTCsl B JUHAMHYECKOM HaOIIOACHUH.

2. Jns  muddepeHManbHO  TUarHOCTHKKA ~ apUTMOTCHHOW W TaXUMHAYIIUPOBAHHOM
KapAMOMUOTIATHI PEKOMEHYETCS IMpPOBEJECHHWE KOMIUIEKCHOTO OOCIeI0OBaHMS, BKIIOYAOLIETO
MarHUTHO-PE30HAHCHYIO0 TOMOTpaduIo cepa ¢ KOHTPACTUPOBAHUEM U MOJIEKYJISIPHO-T€HETUYECKOTO
uccinenoBanue. B ciaydae orpaHmueHuil NTOCTYMHOCTH YKa3aHHBIX BHICOKOTEXHOJIOTHUYHBIX METOJIOB
JMArHOCTHKH, PEKOMEH0BAaHO HCIIOJIb30BaTh Pa3pad0OTaHHYIO TIPOTHOCTUYECKYIO MOIETIb.

3. ITaruenTtam ¢ 00JIEBBIM CUHIAPOMOM B pr,[[HOﬁ KJICTKC, COIIPOBOXIANOIIUMCS ITOBBIIICHUCM
YPOBHA TPOIIOHUHA I, H606X0)II/IMO HCKITIOUYUTHh apUTMOTCHHYIO KapAUOMHUOIIATUTO.
4, Hpezmox(eHa Inporpamma STaINHOM JUArHOCTUKM MW BCACHHA IIAIIMCHTOB C apHTMOFeHHOﬁ

KapmoMHONaTHeH, BKIIOYAKOIIel 00s13aTelIbHOE TPOBEICHNE FEHETUYECKOT0 CKPUHHUHTA U PETYISIPHOE
KJIMHUKO-UHCTPYMEHTAIbHOE 00CcieI0BaHNe POICTBEHHUKOB JJIsl paHHeH BepuduKkaluu 3a001eBaHMs.
5. Bce manueHTs ¢ apuTMOreHHON KapAMOMHONIaTHEN HYKIAal0TCsl B HAOMIOJICHNH B (pefiepabHbIX
LIEHTpaX ¢ IeJbl0 CBOEBPEMEHHOIO pelleHus Bompoca 00 HMIUIAaHTallUM KapAuoBepTepa-
neubpuIsTOpa U BKIIOYEHUS B JIUCT OKUIAHUS TPAHCIUIAHTALIMH Cep/Ila.

IlepcnexkTHBBI JaJIbHelICH Pa3padOoTKH TeMbI

HepCHCKTI/IBLI JlalbHEeHII e pa3p3.60TI(I/I TCEMBbI 3aKIIFOYAR0TCA B ITPOJOJIZKCHUHN U3YUCHUS 3TOTO
YHUKAJIBHOTO PEAKOTO 3a00JIeBaHUS y I[eTeﬁ, Ha6ope OOJIBIIION KOropThbl MAlMCHTOB JJISI ITOUCKA
CHCI_II/I(I)I/I‘-ICCKI/IX KPUTCPUCB [JAHHOTO 3a00JIeBaHUS Yy OeAUATpUYCCKUX 60J'IBHBIX, pacmiipeHus
TCHCTUYUCCKOTO CIICKTPa 3a6OJ'ICBaHI/I$I, YCTAaHOBJICHUS HOBBIX FCHOTI/IH-(I)CHOTI/IHI/I‘-ICCKI/IX KOppCHHHI/Iﬁ
C IICJIBKO BOBMOXKHOCTHU IMPOTHO3UPOBAHUSA TCUCHUA 3a00JIeBaHUs.
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