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[To nanueim HNU kapamosorum m BHyTpennux oOosiesneii PK B pecrnybiinke 3apeructpu-
POBAHO TIOYTH JIBa MUJIJIMOHA YEJIOBEK, CTPAJAIONINX CEPIETHO-COCYTUCTHIMU 3200/ I€BAHUSIMI
|[# ENREF _6].

ZKetymoukoBble apuTMUN SBJIAIOTCA BeJIyIIell MPUIUHON 3a001€BAEMOCTH U CMEPTHOCTHU
BO BCEM MUpe, YTO IPUBOJUT K BHE3AITHON cepjievHoil. ['eHeTndeckass ocHOBa 0oJe3HU ObLIa
BBIABJIEHA TIPU OIPEJICJIEHUH CIEIJIEHHOCTH 3a00JIEBaHUA C XPOMOCOMHBIM peruoHoM 1q42 B
reHe Cep/IeTHOrOo perenTopa pranouta tuna 2 (ryanodine type 2receptor(RYR2)[#  ENREF
6].

Ananu3 JuTepaTypHBIX JAHHBIX [TOKA3bIBAET, UTO B HacTosilee Bpems npu usydenun KT
BBISABJIEHBI JI0CTOBepHBIe accormarmu ¢ reioM hRYR2. Oanako nccnenoBanns pasjmaaioTcs 10
3aiiHy, TPOBOANINCH Ha pasandHbix nomyisimusax|l, # ENREF 6.

B cBa3u ¢ 9TUM TpecTaBIseT HECOMHEHHBIN NHTepeC N3yINTh BKJI]] TeHETUIECKIX Bapua-
it rena hRYR2 B dbopmuposanue npeapacnosiozkennoctu Kk 2KT cpenn nacenenns Kazaxcra-
HA.

B uccnenoBanne BKJIOUEHBI OOBHBIE APUTMUSIMU - YKEJIYI0UKOBON Taxukap/ueit. naruao3
BepuduimpoBasca B HanmoHabHOM HayTHOM KapIMOXUPYPrudeckKoM mnentpe 1. Acrana. ['erno-
TUIIUPOBaHUE IIPOBOINIOCH B JlabopaTopun reHOMHOI U ITepCOHATU3UPOBAHHON MeIUIMHBI dY
«National Laboratory Astanas r. Acrana.

st Boienenus JIHK 6b11 ncnosibzoBan Wizard@®) Genomic DNA Purification kit B coot-
BETCTBUU C IIPOTOKOJIAMHE [TPOU3BOUTE/IsI C HEKOTOPOI MO/IM(DUKAIINETA.

Cexpenuposanne JTHK mposoguan na npudope 3730XL cortacHO POTOKOJTY TTPOU3BOIUTE-
Jist. AHAIN3 TOJTY YeHHBIX HYKJICOTH/IHBIX [TOCJIE€I0BATETLHOCTEN ITPOBOIMJICA € UCIIOIH30BAHIEM
nakera nporpamMm Applied Biosystems, FinchTVv1.3.1. u ¢ ucnonb3oBanreM MexK1yHAPOTHBIX
6a3 HykjeoTuIHbIX mnocseaoBaresbuocteii (Blast, ENSEMBL, Gene Bank u sip.). Ananus Hyk-
JIEOTUJTHBIX TTOCJIe/I0BATEILHOCTE TeHa TTPOBOUIN C TIOMOIIBIO PA3JIUYHBIX TAKETOB KOMIIHIO-
TEPHBIX IMporpaMm, Takux kak SeqScape 2.5, BLAST, BioEdit.

[IpoBenen ckpuaUHT reHeTndeckux BapnanToB rema hRYR2 y nByx mamumenTos ¢ CPVT u 14
HaIUeHTOB ¢ Kesy10ukoBoil taxukapaueit (VT) B 2012 roay u jgonoaauTebHo y 20 HAIUeHTOoB ¢
2KT B 2013 romy. Obiiee kKomudaecTBo 60JbHBIX ¢ 2KT, KOTOPBIM MPOBOIMIICS CKPUHUHT MY TAIN
B reie hRYR2 cocrasuiio 36 vesoBexk.

Brisieiternst 2 HoBele MmyTtarnuu B rede hRYR2 y mammenta CPVT (c.A13892T; p.D4631V)
u y narnumenta VT (¢.G5428C; p.V1810L). O6a BapuanTa HAXOAATCsI B (DHIOI€HETHIECKH KOH-
cepBaTHBHBIX peruonax rena RYR2 u apisgiorcs natonorndeckumu. Takzke Oblita oOHapyKeHa
myranus (¢.C7511T; p.T2504M) y 6osbHoro ARVD, panee m3BecTHasi U acCOMUPOBAHHASL C
passutuem ARVD.

Takum obpazom, JJaHHOE HCCeoBaHne OYIET MOJIe3HO s ITPOTHO3MPOBAHUS U ITPOMUIaK-
TUKW BHE3AITHON cepJiednoit cMeptu un andbepeHimaibHoil TuarnocTukn aputvun B Kasax-
CTaHe.
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