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PE®EPAT

O6bem murmoMa — 43 CTpaHMIlbl, HAaCUUTHIBAET 18 pucyHkoB, 2 Tabmwuipl, 40

VMCTOYHUKOB JINTEPATYPHI.

Karuesble cioa: LMNA, JIKMII, namunomarun, SSCP-ananu3

Obvekmom uccnedoeanuii, ONVCAHHBIX B JIaHHOW JIUIUIOMHOM pabote
SBIIAIOTCA TAIMeHThl ¢ uauonarnyeckoil gopmoit JJKMII ¢ denoTunmueckumu
MapKepamMu JIAMUHOBBIX AaHOMAJIM: HApPYLIICHUSIMH CEPACYHOrO0 pHUTMA U
MPOBOJAMMOCTH, OOIIUM KOJIMUYEeCTBOM — 120 denoBexk.

Ilenv pabomwr - wuccienoBaTh TPyNIy OOJMBHBIX C JAWIaTallMOHHOMN
KapJIMOMHOIIATUEH Ha HOCUTEILCTBO MyTaluii B reHe jamuHoB A/C (LMNA).

B xone mpoBeneHHs HCCIENOBAHMM HCIOJNB30BAJIUCh TAKUE METOJbI Kak:
Boiienienne JIHK, monmmmepasnas nenHas peaxius, snaekTpodopes, single-strand
conformation polymorphism analysis (SSCP-ananu3), moaroroBka oOpasloB K
CEKBEHUPOBAHUIO U Jp. bbio mpoBepeHo 5 »3k30HOB (1, 5, 3, 8 u 10) rena LMNA,
B pe3yibTaTe ObLI ACTEKTUPOBAH OJWH nosuMopdus3m B dk30He 10. Takke ObLIO
MIPOBEICHO FEHOTUIIMPOBAHUE CECTPBI U MAaTEPH MaIlMEHTa, UMEIOLIEr0 MyTalllIO B
sk30He 9 reHa LMNA, koTtopoe rnokasano, 4To 00€ OHM — HOCUTEIN HOPMaJbHOTO
redotuna C/C. JlaHHbIe MCCIeAOBaHUS SBJSIOTCS HOBBIMU M YHHKAJIBHBIMH JJIS

HalIeil CTpaHbl, MOCKOJbKY PaHee HUTJE HE IPOBOJUIHCH.



PO®EPAT

MOIIYK MYTAIIBII ¥ TEHE LMNA Y TAIBIEHTAY, SIKIS
HNAKYTYIOIb JAbLIATAIIBIMHAS KAPIBISAMISIIATBIA

AG'ém gpimuioma - 43 crapoHki, HamiuBae 18 mantonkay , 2 Tabminsl, 40

KPBIHIIL JiTapaTypshl.

KarouaBbia ciaoBel: LMNA, JIKMII, nmaminanateii, SSCP-anami3

Al'exkTaM JaciefaBaHHsSY, amicaHbIX Y JaJ3eHail JbIIUIOMHAN Mpallbl
3'IynsroNa MaubleHThl 3 iabisanareiuHaid  ¢opmait JIKMIT 3 ¢enaTsimiuHbIMI
MapKepami JaMIHaBBbIX aHaMallli TakiX, fK MapylIdHHI capjd4yHara pbITMY 1
MIpaBOIHACIII, arylbHal KoibKacio - 120 gaimaBek.

Mbsra mpausl - gacienaBallb  TpyMy  XBOPBIX 3 JbLIaTallbliiHaii
KapAbIAMISTIAThISANA Ha HassyHACIh MyTalblid ¥ rene naminay A/C (LMNA).

VY Xon3e mpaBsiA3eHHs JacielaBaHHsY BBIKAPHICTOYBAIICS TaKisi METabl SIK:
BeUTyudsHHe JIHK, mamimepasnas naHiyroBas paakubis, dnekrpadapnss, single-
strand conformation polymorphism analysis (SSCP-ananiz), mnagpbIxTOyKa
reHeThlYHara MaT3phislly Ja CeKBaHipaBaHHs 1 1HII. beuto npaBepana 5 sk3oHay (1,
5,3, 8110) rera LMNA, y BbIHIKY OBIY J3TIKTaBaHbI aJ131H namiMapdizM ¥ sK30HE
10. Takcama ObUIO TpaBen3€HA T€HAThINABAaHHE CSCTPBI 1 Malll MAlbIEHTa, K1 Mae
MyTalbito ¥ sk30He 9 rena LMNA, sikoe makasaya, mrto abea3Be siHbl - HOChOITHI
HapmanibHara rerarbiny C/C. IlpaBen3ensist acieqaBanH1 3'yIISIOIIA HOBBIMI IS

Halllai KpaiHbl, MaKOJIbK1 paHel Hij3e He MPaBOA31IICS.



ABSTRACT

SEARCH MUTATIONS IN LMNA IN PATIENTS SUFFERING
FROM DILATED CARDIOMYOPATHY

The volume of represented diploma is 43 pages, 18 figures, 2 tables, 40
sources of literature.

Keywords: LMNA, DCM, laminopathies, SSCP-analysis

The object of the studies - patients with idiopathic dilated cardiomyopathy
form with phenotypic markers lamin anomalies: cardiac arrhythmia and
conductivity, total number - 120 people.

The purpose of work - to investigate a group of patients with dilated
cardiomyopathy whitch carrier mutations in lamins A / C (LMNA).

In the course of the studies were used such methods as DNA extraction,
polymerase chain reaction (PCR), electrophoresis, single-strand conformation
polymorphism analysis (SSCP-analysis), preparation of samples for sequencing,
and others. Five exons (1, 5, 3, 8 and 10) of LMNA gene were checked, but only
in exone 10 was detected a polymorphism. Also was conducted a genotyping of
DNA, belonging to sister and mother of the patient, that has a mutation in exon 9
of the gene LMNA. The experiment showed that both of them support normal
genotype C / C. These studies are new and unique to our country, as it have never

been carried out.



