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KAPAUOMUOITATUU: COBPEMEHHBIE IIPEJICTABJIEHUA N
PEJAKUE KIMHUYECKHUE ®OPMbI

Huésos a3u3zbex myxparoBu4 ctygeHT 116-rpymnmbl
JleuebHoro (hakynapTeTa-1 camMapkaHICKOTO
roCyAapCTBEHHOTO MEIUIIMCKOrO YHUBEPCUTETA,
pecnyOyIMKH y30€KHUCTaH , I'.caMapKaH]

BBenenue:

Kapauomuonatuu mpencTaBiasioT cOO0M IeTeporeHHYIO TPYIIy 3a0osieBaHUM
MUOKapJa, HE OOBACHIEMBIX HIIEMHYECKOW OOJIE3HBIO CepJlla, apTepUuaIbHOU
TUTIEPTEH3UEH, BPOXKIEHHBIMU MMOPOKAaMHU U KJIallaHHOM martojiorueid. OHU ABISIOTCA
BaXHOW NMPUYUHOM CEPJICYHOM HEAOCTATOYHOCTH M BHE3AIHOM CEPJICYHOM CMEPTH,
0CO0EHHO y MoyioAblx mtojed. C TOSBIEHMEM HOBBIX METOJIOB MOJEKYJISIPHOU
JTUAarHOCTUKH CTAJIM BBISIBIISATHCS PEJIKUE U aTUITHYHBIC (DOPMBI KapIMOMUOIIATHMA, YTO
MEHSIET TPEACTaBICHUS O MaToreHe3e u TpedyeT ImepecMoTpa TPaAUIIMOHHOM

KJIacCU(PUKALIUH.

I'eneTnueckue U MOJIEKYJISIPHbIE MEXAHU3MBbI:

Kapnuomuonatuu MOryT ObITh Kak IPUOOPETEHHBIMU, TAK U HACTEACTBEHHBIMHU.
B ocHoBe HacieacTBEHHBIX (POPM YACTO JISKAT MyTAIMH B T€HAX, KOJUPYIOMINX OCITKH
CapKOMEPOB, IMTOCKEJIETa, MUTOXOHJIPUN U HOHHBIX KAaHAJIOB:

* 'enst MYH7, MYBPC3 — cBsi3anbI ¢ TunepTpopuueckoit KapIMOMUOTIATHEH.

e I'ew TTN — mHaubonee Yacto MyTalUPyeT TNpU JIWJIATAlIMOHHOU
KapJAUOMHOIIATHUH.

* MUTOXOHApHUAIbHBIE MyTallUX — BBI3BIBAIOT KaPAMOMHONATHU C IOPAKEHUEM
I[THC u MbIlIIeYHOM TKaHM.

* HekoTtopble MyTanuu acCONMUPOBAHbI C CHHIPOMAaMH, BKIIOYAKOIIUMU

MopakeHue APYrux opraHoB (Hampumep, cuaapom J»aan—Yokepa, cuaapom bapra).
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Knaccupukanus u kiimHn4eckue (popMmbi:

B 3aBucumoctu ot Mmopdonornu u GyHKIIMN MUOKapAa pa3inyaior:

» ['uneprpoduueckas kapauomuonatus (I'KMII) — yrommenue crenok JIK,
qyacTo 0e3 auiaTaium.

* lunatannonnas kapauomuonatus (JIKMII) — pacmmpenne mojocTelt cepana
Y CHUKEHUE CUCTOJIMYECKON QyHKIIUU.

* PecTpuKTHBHAs KapAUOMHOIIATHS — HAPYIICHHUE paccaadIeHusl MUOKapaa pH
HOPMAJIBHBIX pa3Mepax Kamep.

* ApuTMOreHHas kapauoMuonaTtusi nmpasoro xenyaouka (AKIDK) — xxuposoe
3aMelleHUEe MUOKAP/Ia U TSKEIbIE apUTMUU.

» Taxkay0o (cTpecc-UHAYLUpPOBaHHAsl) — BpEeMEHHas JUCPYHKIUS JIEBOTO

JKCIIy04Ka, 4aCTO Yy )KCHINHWH B ITIOCTMCHOIIAY3C.

MeToabl AUATHOCTUKH

COBpeMeHHbIe MCTOAbI IIO3BOJIAKOT BBIABJEATH KapAWMOMHOIIATHM Ha pPaAaHHHUX

CTaUsIX:

* Dxokapauorpadus ¢ J0MIEPOM — OCHOBHOM METO/1 MEPBUYHOMN OLICHKH.

* MPT cepamna ¢ KOHTpacTOM — JUIsi YTOYHEHHS CTPYKTYpbl U (ubposa
MHOKap/a.
* ['eHeTHueckoe TECTUPOBAHME — TO3BOJISET BBIIBUTH ceMelHbIe (HOPMBI U

YTOYHHUTH ITPOT'HO3.
* buoncus MHOKapaa — IIpU IHIOAO3PCHHMM Ha BOCHAJIUTCIBHBIC WA

WHOUIBTPATUBHBIE MPOIECCHI (HATIPUMED, CAPKOUI03).
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COBpEMeHHLIe nmoaxoabl K JICUCHUIO:

Tepanus kaparuoMuonaTuil THANBUAYATTM3UPOBAHA U 3aBUCUT OT (DOPMBL:

* bera-6mokartopsr, MATI®, APA — 6a3oBas tepanus npu JJKMII.

» UmmnnanTanus kapauoBeptepos-aepudpunsatopoB (MK/) — npu BeICOKOM

PUCKE apUTMUI.

* TpaHcIutaHTanys cepana — NpU TEPMUHAIBHONU CEPACYHON HEJOCTATOYHOCTH.
* 'ennas tepanus u PHK-unTepdepenuys — Haxonarcs B CTaAUK KIMHUYECKUX

HCTIBITaHUM (0COOEHHO TIPYU TPAHCTUPETUHOBON aMUTIOUI03€).

» KapanoMuocTUMyJISIIIUs — TPU PECTPUKTUBHBIX (PopMax C HapylleHUEM
puTMA.

ITHYECKHE U CoOuaJIbHBbIC ACIICKTbI.

CoBpeMeHHbIE METOJBl JUATHOCTUKHM M JICUECHUS KapIUOMHUONATHH, 0COOCHHO
TeHETUYECKOE TECTUPOBAHUE, TIOJJHUMAIOT PSIJ ATHUECKUX BOIIPOCOB:

* Hy>HO 111 TpOBOJIUTH TECTUPOBAHKE Y JAeTeil 0€3 CUMITOMOB?

» Kak TpakToBaTh BBISBIICHHBIE MyTAIlMA HEW3BECTHOTO 3HAUCHUS?

* KTo moimkeH uMeTh JOCTYI K TEHETUYECKON HH(pOpMaIUK MalueHTa’?

 Kak o0ecrieunTh paBHBIN JOCTYI K BBICOKOTEXHOJIOTUMYHOM MOMOIIN?

3ak/JIro4YeHue:
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Kapauomuonatun  sBiSItOTCS JUHAMHYHO Pa3BUBAIOLIEHCS 00J1aCTBIO
KapanuOJIOTuHu. Hosrle MOJICKYJIAPHBIC OTKPBLITHUA ITIO3BOJIAIOT IICPCCMATPHUBATL CTAPHIC
AWUArHo3bl 1 OTKPBIBAIOT ICPCIICKTUBLI IICPCOHATIMZUPOBAHHOIO IIOAX0Aa K TCpaIlnu.
OpHako MIMPOKOE BHEAPEHUE TAKMX TEXHOJOTHHA TpeOyeT MEXTUCIHUILTMHAPHOTO
BBaHMOIIefICTBHH, Pa3BUTHA 6I/IO6aHKOB, ICHCTUYCCKOI'O KOHCYJIbTUPOBAHHUA U
IMOCTOSAHHOTI'O 3TUYCCKOI'O KOHTPOJIA.

Cnucok aureparypsbl:

1. Elliott P. et al. Classification of cardiomyopathies: a position statement. Eur Heart
J, 2008.

2. Hershberger R. E. et al. Genetic evaluation of cardiomyopathy. J Am Coll Cardiol,
2018.

3. Towbin J. A. et al. Inherited cardiomyopathies. Circ Res, 2019.

4. Marian A. J. Genetic determinants of cardiomyopathy. Curr Opin Cardiol, 2020.

5. Pinto Y. M. et al. Proposal for a revised definition of cardiomyopathies. Eur Heart
J, 2021.

6. OMIM: Online Mendelian Inheritance in Man — https://www.omim.org

@ https://scientific-jl.org/obr d 6 B Buinyck scypnana Ne-73
Yacmv—1 uwn-2025



