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27\56% manueHToB BhIsiBIeHa ceMelinas Gopma JIKMII. Beem manmenTam npoBeacH
koMIuiekce uccaenoBanuii: DKI'-12, XM, OxoKI', MPT, reneTnueckoe ucciaea0BaHue
(meTonpl NGS + Coanrep).

PesyabraThl. Y 20 (43%) nanueHTOB BBIABIECHBI MATOI€HHBIE MYTallUd B F€HaX:
LMNA (n=6), LAMP2 (n=3), TTN (n=2) u no oo mytaiuu B SDHA, ILK, SCN5A,
DSP, NEXN, SCN1B, RBM20, CRYAB, SLC25A4. Bozpact manudecranuu JIKMII y
HocuTeel MmyTanui coctaBwi 36,3£11,5 ner (VS cnopamwueckas ¢opma 46,9+12.4
roga; p=0.001). JlamHble WCCICIOBAaHWA BKIIOUWIA B  KOPPEISAIIUOHHBIN,
perpeccuonnbiii 1 ROC-ananu3. KadecTBeHHBIC TPU3HAKY aHATTM3UPOBAIN C HOMOIIBIO
¥2 W To4yHOro Kputepuss Pumiepa. B pesynpTare aHammsza orpeneneHbl 3HAYAMEBIC
paszivuus NPU3HAKOB Y MAIlMEHTOB C TEHETUYECKH AeTepMHUHUpOoBaHHOW LKMII:
$hubpo3 Muokapaa, mo gaHsM MPT (3°=5,64; p=0.017), cuukone u CJIP.B aHamHe3e
(x*=21,7; p=0.0001), dpparmentaumst QRS (x*=6,36; p=0.011), AB’ Gnokags! (1°=12,2;
p=0.001). BoisiBnensl nonoxkurenbHble koppemsinuu (p<0,01) mexay mapokcuzMamu
ycrorunBoii KT m tectom MATB (K=0,41), a tarke unrepBaiom PR (k:=0,39);
orputiateibHas koppeasuusa ¢ 6-MTX  (Ks=-0,34). IIpusHakud cO 3HAYUMOCTBHIO
pazmuunii meree <0,05 BrIOUWIM B perpeccMoHHYHO Moxaens (F=12,2; p=0,01), B
pe3yiabTaTe  aHadW3a  BBIABWIM  HE3aBUCUMbBIC  TPEAWKTOPHI  T€HETHYCCKH
nerepmunarpoBannoit JIKMII: AB Gnokana 1-3 cxs (3=0,60; p=0.01), uanexkc ¢uodpo3a,
no panHeiM MPT (>25%: B=0,51; p=0.03), ®BWJIK ($=0,56; p=0.025) u cunkorme
(B=0,60; p=0.01). ITpu npoenenun ROC-ananm3a cCBOIO 3HAYMMOCTb MOATBEPAUIIM JIBA
daktopa: PR wuntepBan (AUC 0,702; 95%:JA1:+0,502-0,858; p=0,045) u wunHmekc
¢dudpoza (AUC 0,746; 95% U: 0,591-0,90; p=0,06).

BobiBoabl. [lamuenTsl ¢ ceMeNHOM, \TeHETUYECKU JeTepMuHrupoBaHHOon JIKMII
UMEIOT 0oJiee paHHIOI MaHHU(]ecTaluio 3a60JiIeBaHMs, IPOTPECCUPYIOINIECE CHUKEHUE
OB JDK, kIMHUYECKH 3HAYUMBIE< HapylIeHUs cepAeyHoro putma u AB
MPOBOJIUMOCTH, BhicOKkHi puck BCC.
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BBe)IeHI/Ie. (DI/I6pI/IJIJI$IHI/I$[ HpGI[CCpJII/Iﬁ ABJIACTCA OJHMM U3  YaCThIX
OCJI0KHEHUM apTepHaHBHOﬁ TUIICPTCH3UU. Hpoueccm pEMOJCIUPOBAHUA H

43




13-14 cents6ps 2018 r., ['ponno, benapych

rUnepTpopuu, MNPOUCXOANIME B CEpALE TMOJ BO3JACHCTBUEM IMOBBIIICHHOTO
NABJICHUS, SIBISIOTCS NPUYMHON MOSIBIEHUS HEOJHOPOJHOCTH B MHOKapHe, YTO B
CBOIO OY€pEb IPUBOJUT K PA3BUTHIO aPUTMHUIL.

Heab ucciaenoBanmnst — onpenenuts puck passutus @II y nauuentos ¢ Al' B
3aBUCUMOCTH OT BEr€TaTUBHOI'O TOHYCA.

Martepuaa u meroabl. Pabora BbimogHEeHa Ha 0a3e KapAHOJIOTMYECKOTO U
TepaneBTuueckoro otaeneHnit Y3 «lopoackas kinuHuYeckas OonpHHMIla No 2
r. I'pomno». B wuccrnenoBanue BkiIouanuch mnamueHTel ¢ Al |-l cremenn
TPYIOCIOCOOHOTO Bo3pacTa. Bcero Obuin oOcnenoBaHbl 92 den., cpenuw. HUX 67
MY>KUMH U 25 xeHIMH (cpeanuil Bo3pact 4248 ner). Kputepun uckmouenus: AT 1|
CTENIEHU U CHUMIITOMAaTUYECKHME THUIEPTEH3UHU; uLIeMudeckas O00JIe3Hb cepalla,
HapylleHUss pUTMAa CepAlla W  NPOBOAUMOCTH;  XPOHUYECKas “w, CepleyHas
HejpoctaTouHocth >H2A  cragum  mno  Bacunenko-Crpaxkecko —wm/mnu >l
¢ynkumonanpHoro kmacca (mo NYHA); mopoku cepana W \KapAHOMHOIATHY;
caxapHbIil [uabeT; apyras Tsbkelas CONMyTCTBYIOLIAs KapauaisHas W HeKapIuaabHas
[aTOJIOTHsI, KOTOpasi Morja Obl MOBIMUATh HA Pe3yJbTaThl uceienoBanus. [lannreHTs
ObUTM paslieJieHbl Ha TPYNNbl B 3aBUCMMOCTH OT,. MpeoOJaqarolero TOoHyca
BeretaTuBHON HepBHOM cuctembl (BHC): 1-s rpynna — namueHTsl ¢ npeodiiajanieM
TOHyCa CHMIIATHYECKOH HEpPBHOW cHCTeMbl (R=79), 2-1 rpymma — MalUeHTHl C
npeoOialaHieM TOHyca NapacuMmmnaTHdeckol HepBHOM cuctembl (N=13). ['pynmsi
OBLITM COMOCTAaBUMBI TI0 MOy, BO3PACTY, MHIEKCY, MACCHI Tella.

Bcem mnanmeHTamM Hapsay €O CTaHAAPTHBIMU METOJAMU HCCIEIO0BAHMS
BBINIOJIHAJIACh  3alUCh KAPJUOMHTEPBAIOTPAMMBI €  IOCJIEAYIOIIUM aHaJIU30M
BapuabenbHoctu cepaeynoro putMma (BCP). Kpome Toro st omneHku puicka
passutuss @Il wucnonb3zoBanu [ @pamMeHPeMCKyr0 wkany. B maHHOM mikaie
YUUTBIBAIMCH CIEAYIOIINE MMOKA3aTe: BO3pacT M MOJ MAlUEHTOB, MHIEKC MacChl
Tena, creniedb Al, mpuem npenaparos, auHa naTepBaiia PQ (PR), Hammaue nryma B
cepAle W CEepACYHOHU . HeAoctaTouHOocTH. (OOpaboTka IONYYCHHBIX B  XOJIE
WCCJIEIOBAHMSI PE3YJIBTATOB BBINOJHAJIACH MPU TMOMOUIM HEMapaMeTPUYECKUX
METO/I0B CTaTUCTUKH.

Pesyabtatrbl. LIp aHanu3e MNOJYyYEHHBIX JAHHBIX YCTAHOBIEHO, YTO Y
MAlMEHTOB |- rpymnmbl M0 CPAaBHEHHUIO CO 2-U rpymnnod HaOI0Janoch JOCTOBEPHO
OoJplIee 3HaUeHUE 1Mo cymme 0amioB dpameHreMcKol mkanbl pucka pa3utus OI1
— 3 (1;4)ywm 1.(1; 2), coorBercTBenHo. [Ipu pacuere kodddunmenta xKoppensuuu
CmmpMeHa BBIsIBJIEHA OTpULATEIbHAsl ciadas B3aUMOCBS3b MEXIYy CYMMOW OaiioB
no PpaMEHreMcKoi IKaje C MPOLEHTHBIM BKJIAJOM BOJH HHU3KOM 4YacTOTHI, MO
naaaeiM BCP (r=-0,22).

BoiBoabl. Hannuue BeretaTMBHON TUCHYHKIMHM C TUIEPCUMIATUKOTOHUEH y
nanueHToB ¢ Al acconuupyercs ¢ 6osee BbICOKMM puckom pazButus OII B 10-
JETHEW TMEepCHeKTUBE. IJTO MOATBEPKAACTCS  BBIABICHHONM  OTPULIATENBHOM
Koppessiqueid JTaHHbIX PpaMEeHreMCKOM IMIKaJlIbl € BKJIAJO0M IapacUMIaTUYECKOU
COCTABJISIFOLIEN HA MOYJIALIMIO CEPJIEYHOTO PUTMA.
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