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Pecrpukrusnas kapauomuonarust (PKMII) onpeesisiercst Kak MaTOJIOTHYECKOE COCTOSTHUE,
XapaKTePU3YIONIeecss PECTPUKTUBHON (DU3UOJIOTHEN KEeIYI0UKOB IPU HAJIUYUA HOPMAJILHOTO
WJIA YMEHBIIEHHOIO JIHACTOJINIECKOro 00beMa (OIHOrO Win 0O6OUX YKeJYJI0UYKOB), HOPMAaJIbHO-
ro WA YMEHBIIIEHHOI'O CUCTOJIMYECKOTO 00beMa M HOPMAJILHOM TOJIMUHBI CTEHKH 2KEJTy/I0UKa
[3,4]. Pecrpukrusnas wapmmommonarusi (PKMII) orHOCHTCS K rpytiie peKuX KapauoMEo-
natuil. /[anHoe cocTosinve MPUBOIUT K HAPYIIEHUIO PACCIA0IEHNS XKETYTOYKOB B JIMACTOIY U
HAPACTAHUIO CEPJIETHON HEJIOCTATOYHOCTH, TPEOYIOIIEH B JabHeReM TPaHCILIAHTAIIINH CePIa
y nereit. PKMII, gBssich moausTHOIONrTYeCcKNM 3ab0sieBanneM [5], IperMyIecTBEeHHO NeHEeTH-
YeCKOU 9THOJIOTHH, TPeOyeT paHHel JUArHOCTUKY JIjIs IPOTHO3UPOBAHUS JIEUEHUA U TI0JINOTOBKH
pebénka K TpanciianTaryu. [Ipuannoit pazsutug PKMII MoryT sBigThCcs naToreHHble Bapu-
AHTBHI B TeHaX, KOJUPYIONINX capKoMepHble n nuTockaernbie 6enku MYH7, ACTC, MYBPCS,
TNNI3 w TNNT2 [1]. B CHIA na moaro PKMII u gpyrux HeuiaTaliiOHHBIX MU THIEPTPO-
duyeckux KapauoMuonaTuit mpuxoauTes 1o 3% cpey Beex KapIHOMUOIATHH y JleTeil Miia e
18 sier [2]. B Poccun B HacTosiIee BpeMst HeT TOYHBIX JAHHBIX 110 pacripocrpanéarocTn PKMIT.

[lenbio Hameir paboThl OBLIO OIpeeeHre OTHOCUTEIbHBIX 9aCTOT U CIEKTPa IaTOreHHBIX
BapuUaHTOB reHoma y poccuiickux jiereit ¢ PKMII.

B wuccienoanue 6n110 BRIodeno 619 nereit ¢ kapanomuonatusMu. Beem jeTam mpoBo/u-
JIOCh MOJIEKYJ/ISIPHO-TE€HETHYECKOe UCCJIe/IOBaHNe TapreTHbIX obsiacteit 408 reHOB, OTBETCTBEH-
HBIX 33 PA3BUTHE PA3JIUYHBIX KAPIMOMHUONATHI M KAHAJONATUNA, METOJIOM MacCOBOI'O IapaJ-
JIEJIBHOTO CEeKBEHUPOBAHUSI.

B pesynbrare uccienosanus y 30 mereit ¢ PKMII (cpeauuit Bospact 8 smer 3,5 mecsra,
Me/[aHa Bo3pacTa 7 jieT 8 Mecsines) B 19 pasjimdHbIX reHax ObLIO BbIABIEHO 37 HYKJICOTHIHBIX
BApPUAHTOB, 18 U3 KOTOPBIX ObLIN ONKUCAHBI paHee Kak narorennbie. ¥ 19 (63,3%) mereit GbLim
BBIABJIEHBI HYKJICOTHTHBIE BAPDUAHTHI B T€HAX CAPKOMEPOB, TOTJIa KaK HYKJICOTHIHbIE BapUaH-
TBI B Jpyrux rerax Berperwsmch y 11 (36,7%) mereit. HykieoruiHbie BapHaHTBI B OJHOM
rere Gbutn BoisiBiieHbl y 23 (76,7%) nereii, Torma Kak BapUAHTHI B HECKOJBKUX MeHAX OBLIH
obuapyzkenbl Hamu y 7 (23,3%) nerei.

Yaie gpyrux Berpedaauch BapuanTbl B rene TNNI3. Ouun 6buiu BoisgBiaenst y 7 (23,3%)
nereit ¢ PKMII u npejicraBiienbl mATHIO pa3IUYHbIMU HYKJIEOTUIHBIMU BapuaHTaMU B I'eHe
TNNI3. llo gernipe Bapuanta obuapyzkeno B renax TPM1 w MYH7, o Tpu Bapuanra -
B redax FLNC u DES, nBa HyKJIeOTHJHBIX BapuaHTa HaiijeHbl B rene TNN T2 u 1o oi-
HOMY HYKJIEOTHIHOMY Bapuanty B renax DSG2, FHL1, JUP, LMNA, LZTR1, MYBPC3,
MYL2, NEBL, PRKAG2, PTPN11, RYR2, TBX 20 u VCL. Jlumb Tpu myrtaruu - ¢.575G>A
u c.509G>A B rene TNNI3 wu ¢.48/G>A B rene MYLZ2, Oblii BbISIBJICHBI HAMHU JIBAYKJIbI,
TOr/a KaK OCTaJbHbIe HYKJIEOTHTHbIE BADUAHTHI OBLIN YHUKAJIbHBIMU, YTO TOBOPUT O OOJIBITION
reHEeTUIECKOl reTeporenHocTu poccuiickux gereir ¢ PKMII.
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BbIBO,D;I)I! BHepBbIe B POCCI/H/I OolrpeJgesieHbl OTHOCUTEJ/IbHBIC YaCTOTBI 1 CIIEKTP ITaTOI'€HHBIX
BapUaHTOB reHOMa B rpyiire poccuiickux jgereit ¢ PKMIT.

Hcrouynuku u jaureparypa

1) Cemepuun E. H., Kusszesa A. A., Bepumnauna T. JI. U np. lenerndeckuii criekTp uamo-
MATUIECKO# pecTpuKTUBHOM Kapanomuonatun— 2017 — C. 39-46.

2) Denfield S. W. Clinical Features of Restrictive Cardiomyopathy and Constrictive
Pericarditis / Denfield, S. W., Elsevier Inc., 2018. — 215-238 c.

3) Elliott P., Charron P., Blanes J. R. G. et al. European cardiomyopathy pilot registry:
EURObservational research programme of the European society of cardiology //
European Heart Journal. — 2016. — Vol. 37, N 2. — P. 164-173.

4) Kostareva A., Kiselev A., Gudkova A. et al. Genetic spectrum of idiopathic restrictive
cardiomyopathy uncovered by next-generation sequencing // PLoS ONE. — 2016. — Vol.
11, N 9. - P. 1-16.

5) Muchtar E., Blauwet L. A., Gertz M. A. Restrictive cardiomyopathy: Genetics,
pathogenesis, clinical manifestations, diagnosis, and therapy // Circulation Research. —
2017. — Vol. 121, N 7. — P. 819-837.



