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PE®OEPAT

KomudectBo ctpanwmi] — 51, pucyHkoB — 25, Tabmmi — 11, ncrmonp30BaHHBIX
HUCTOYHUKOB — 30.

KioueBble ci10Ba: KapJUOMHUOINATHM, MOPOKH CEp/lla, HACIEACTBEHHBIC
3a00J1€BaHUs, CEPACYHO-COCYAUCTAsI CUCTEMA.

O0bexkT wuccaegoBanmsi: llanmeHThl, cTpagarme HEKOPOHAPOTEHHBIMHU
3aboneBanusiMu cepaua. OOpas3ibl UX OYKKAJIBHOTO SMUTENHS MPETOCTABICHBI
PHIIL] «Kapauomorusp» Ijsi yCTaHOBJIEHHSI T€HETHYECKOW IMPUYMHBI PA3BUTHSA
3a00seBaHusl.

Hear pabGoTbl: ompenenutb pojb BBISIBICHHBIX Y TMAalUEHTOB C
KapJINIOMHUOIIATUsIMU BapUAHTOB B Pa3BUTUU 3a00JIeBaHUN cepala.

Metoabl ucciaenoBanus: [P, remp-anexTpodopes, CEKBEHHpPOBAHUE II0
Coanrepy, ananus in silico.

Kapnnomuonaruu — nmoaureHHble 3a00JieBaHus, T.€. OAUH (PEHOTHUI MOKET
OBITH BBI3BaH MyTalusiMHU B Heckosibkux reHax. JJKMII, camas pacnpoctpanénnas
U3 KapJUOMHUONATUM, B OOJIBIIUHCTBE CIy4aeB OOYCJIOBJIEHA MyTallUsIMH B IeéHaxX
TIN n LMNA. Ilpu TI'KMII nomck Myranuid OCYIIECTBIISAIIOT B T'€Hax
capkomepHbix 60enkoB—MYH7 u MYBPC3, mpu AIDKK - B aecMOCOMHBIX
renax(PKP2, DSP, DSG u T.1.), npu PKMII — B renax capkomepa (MYH7 u
TNNI3). B pabote mpeactaBieHbl IIECTh CIIydaeB KapAHOMHUONMATHHA. B Kkaxmaom
ciyyae ObUIM OMNpeaeNeHbl MOTEHIMANbHO MAaTOreHHble BapuaHThl. M3 Hux 3
HOBBIX BapuaHTa, 4 3aperucTpUpOBaHHBIX B KinHUYeckol 0aze ClinVar. B tpex
CIy4yasiX  YCTaHOBJIEHA TEHETHYeCKas  MpUYMHA  Pa3BUTHUS  MATOJOTHH:
HOCUTEIBCTBO MATOTEHHBIX BAPUAHTOB B T'€HAX MHUO3MH-CBSI3BIBAIOIIETO Oe€ika,
SJICPHOM JJaAMUHBI U CYObEIMHUIIBI TOTEHIIMAT-3aBUCUMOI0 HATPUEBOTO KaHaa.

B pabore BbIsiBJICHO:

1. Mytanus A3098G B rene SCNSA sBIsIeTCsI BEpOATHO MATOT€HHOM.

2. Mytanua GA343 344delinsTT B rene LMNA sBusieTcst BepOsiTHO
MaTOreHHON M acCOIMUPOBAHA C PA3BUTUEM HEKOMITAKTHBIM MHUOKAPJOM JIEBOTO
xenynouka u JIKMIT.

3. Mytamus G1828C B rene MYBPC3 sBisiercst BEpOATHO NATOrE€HHOU
u BbI3bIBaeT pazsutue ' KMIL

4, Myranus C31G B rene CRY AB He ABIs€TCSI TaTOT€HHOM.

st onpenenenus 3Hauenus BapuanToB G5473T B rene SCNSA, G1037A u
C3197G B reme MYBPC3 HeoOXomuMo TPOBEACHHE JIOMOJHUTEIBHBIX
MOJIEKYJISIPHO-TEHETHUYECKUX UCCIIEIOBAHUIM.



POD®EPAT

Konbkacup craponak — 51, mamonkay — 25, Tabmin — 11, ckapbicTaHbIX
KpBIHII — 36.

KiouaBbisi CJ10BBI: KapAbISIMIANATHI, CHAIYbIHHBIS 3aXBOPBaHHI, MapoKl
copIIa, CIpIaBa-CyI31HHAS CICTAIMA.

AO'exT nacjaenaBaHHs: [[anbleHTHI, KIS MAKyTYOLb HEKapaHAPOr€HHBIMU
3aXBOpPBAaHHAMI copla. Y30pbl 1X OykajmbHara osmiTdiairo nagan3ensl PHITL
«Kapasisuioris» uis ycTalsiBaHHS T€HEThbIYHAM MPBIYBIHBI Pa3BIIIA 3aXBOPBAHHS.

Mbra npanbl:  BbI3HAUBINL POJIO  BBIAYJIEHBIX Yy  MalbleHTay 3
KapJIbISIMISITATHISIMI BapbISIHTAY Y pa3Billlll 3aXBOPBAHHSY CaplIa.

Mertaabl nacaenaBanus: [UJIP, renb-anextpadapss, cekBeHaBaHHE Iia
Conrepy, a"ani3 in silico.

KapapiamisinaTell — MagireHHbIs 3aXBOPBaHHI, T. 3H. aA31H ()EHATHIT MOXKa
ObIllb BBIKJIIKAHbI MyTaubisiMi ¥ Hekanbkix renax. JKMII, camas nambipanas 3
KapJIbIsIMISINAThIN, y OoJiblIaciii Bbinajakay abymoyineHna myranbiami ¥ reHax TTN i
LMNA. IIper I'KMII nomyk MyTamblii Y>XbIULSYJSIOIb y F€HaX CapKaMEPHBIX
oskoy-MYH7 1 MYBPC3, npet AIDKK — y nscmacomusix reHax(PKP2, DSP,
DSG 1 r. n.), nmpet PKMII — y renax capkamepa (MYH7 1 TNNI3). V npaust
najgaj3eHbl MIACIh BBIMAAKAY KapAbIAMISANATHIA. Y KOXXHBIM BBINAAKY ObLI1
BbI3HAYaHbl MATAHIIBIMHA MaTareHHBISI BApBISHTHL. 3 1X 3 HOBBIS BapbISHTHI, 4
3aparicTpaBaHblXx y KiiHIYHail 0aze ClinVar. Y Tpox BhImagkax ycTajisBaHa
TE€HEThIYHAS MPBIUbIHA PA3BIILS MATAJIOrl: HOCKOITBA MaTareHHbIX BapbIAHTAY Y
reHax MIS31H-SK1 37ydae OsIKy, sfa3epHail JaMiHbl 1 CyOaa31HKI MaTIHIIBISII-
3aJIe’)KHAra HaTpbleBara KaHajia.

Y npausl BoisyjieHa:

1. Myraupis A3098G y rene SCNSA 3'synseniia iMaBepHa rnatareHHail.

2. Myrtanpis GA343 344delinsTT y rene LMNA 3'synsenma iMaBepHa
rmatareHHaid 1 acaimpisiBaHa 3 Pas3BIilIEM HEKAMIIAKTHBIM MISKapJaM JeBara
crpayniuka 1 JIKMIL

3. Myraupis G1828C y rene MYBPC3 3'aynseniia imaBepHa natareHHau 1
BbIKJIiKae pa3sinué ['KMIL.

4. Mytanpia C31G y rene CRY AB He 3'synseniiia naTareHHau.

Jlnst Bei3HAURHHS 3HAaUHHS BapbitHTay G5473T y rene SCNSA, G1037A i
C3197G y rene MYBPC3 marps06Ha mpaBsiA3eHHE NaJaTKOBBIX MalleKyJbHa-
TE€HEThIYHBIX JacedaBaHHSIY.



SUMMARY
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Object of study: Patients suffering from non-coronarogenic heart diseases.
Samples of their buccal epithelium were provided by the RSPC Cardiology to
establish the genetic cause of the disease.

Objective: to determine the role of variants identified in patients with
cardiomyopathies in the development of heart diseases.

Research methods: PCR, gel electrophoresis, Sanger sequencing, in silico
analysis.

Cardiomyopathies are polygenic diseases, i.e. mutations in several genes can
cause the same phenotype. DCMP, the most common of cardiomyopathies, is
caused by mutations in the TTN and LMNA genes in most cases. In case of HCMP
sarcomeric protein genes MYH7 and MYBPC3 are analyzed for mutations, in case
of APFA the desmosomal genes (PKP2, DSP, DSG, etc.), in case of RCMP the
sarcomere genes (MYH7 and TNNI3). This paper presents six cases of
cardiomyopathies. Potentially pathogenic variants were identified in each case,
including 3 new variants, 4 variants registered in the ClinVar clinical database. In
three cases, it was established that pathology development has a genetic reason:
being a carrier of pathogenic variants in the myosin-binding protein, nuclear
laminin and subunit of the voltage-dependent sodium channel genes.

Received results:

1. The A3098G mutation in the SCN5A gene is likely pathogenic.

2. The mutation GA343 344delinsTT in the LMNA gene is likely
pathogenic and is associated with the development of non-compact left ventricular
myocardium and DCMP.

3. The G1828C mutation in the MYBPC3 gene is likely pathogenic and
causes the development of HCMP.

4. The C31G mutation in the CRYAB gene is not pathogenic.

Additional molecular genetic studies are needed to determine the meaning of
the G5473T variants in the SCN5A, G1037A and C3197G gene in the MYBPC3
gene.
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