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Ifens uccneoosanusn. Hacmoauwuii 0030p noceauer OnucanuIo Mymauutl A0epHo2o 2eHoMa Henoeexd,
ACCOUUUDOBAMHBLX C NOBLIUCHIHBIM PUCKOM Urdaprma muorapoa (HM).

Mamepuanst u memoowt. /i pabomot HAO OAHHBIM 0030POM UCHONLI0BAHDL HAYHHbIC CIMAMbUL U3 Oa3bl
NCBI (ncbi.nlm.nib.gov).

Pesynsmamot u o0cyxcoenue. [Ipoanaiusuposarv. OaHHble OmedecmeenHotl t 3apyoencHoll aumepa-
mypot. IIoKazamo, 4mo npu HaAnuuuy OaHHIX MYMAULl 603HUKAIOM, KAK NPAGUN0, NAMON02UL CePOeUHO-
COCYOUCMOLL, MbIUUEHHOLL U HEPBHOLL CUCIeMbL, KOMOpble XapaKmepu3yiomcs no30HUM NPOAGLEHUEM
KAUHUHECKUX CUMPTINOMOB.

3axnouenue. Ananus 60161UUX BbIOOPOK NAUUEHITIORB U ONUCANHULE COMmeH POOOCTIOBHIX, C6e0eHULL O B3AlL-
MOOMHOUCHULL MENHCOY 2EHOMUNOM U PEHOMUNOM, CIMPYKMYPoL U 4ACIONMbL MYMauuli npu uxngaprme
MUOKAPOA, NO3BOIUL BHIABUNG DO BANCHBIX MYMALULE 2EHO8, PE2YIUDYIOUGUX MEMAOONUIM UNUOOE U )2/ie-
80008, a MAKIce OMBEHUAIOULUX 3G PYHKUUOHANLHYIO AKIMUSHOCML (hepmenmos. IIpusedértsie 6 0030pe
MYMAUUL KAACCUPUUUDOBANHBL 110 IOKANUSAUUL 6 28HAX A0EPHO20 2eHOMA HeI0BEKA.

Kmnioueswnie cnoea: mymauiis, amuHOKUCIOMA, MUMOXOHOPUANHBILE 2eHOM, UHPADKIM MUOKAPOA.

Association nuclear genome mutations with myocardial infarction
K.Yu. Mitrofanov, A.V. Zhelankin, M.A. Sazonov, I.A. Sobenin, A.Yu. Postnov
Abstract

Objective. This review is dedicated to a description of nuclear genome mutations associated with increased risk of
myocardial infarction (MI).

Materials and Methods. Scientific articles from NCBI base (ncbi.nlm.nib.gov) were used to work on this review.

Results and discussion. A number of data from domestic and foreign literature was analyzed. It was shown that in
the presence of these mutations, as arule, pathologies in cardiovascular, muscular and nervous systems occur, which
are usually characterized by a late manifestation of clinical Symptoms.

Conclusion. The large sample analysis of patients and a description of bundreds of genealogies, information about
the relationship between genotype and phenotype, structure and frequency of mulations in myocardial infarction let
us reveal a number of imporiant mutations in genes regulating the metabolism of lipids and carbobydrates which
are responsible for the functional activity of the enzymes. The mutations cited in the article are classified by their
localization in genes of buman nuclear genome.

Keywords:mutation, aminoacids, mitochondrial genome, myocardial infarction.

ﬂ,ﬂ,eprlﬂ FeHOM 4HeNioBeKa BbICOKO KOHCEPBATMBEH,
O[HaKO B HeEM BO3HWMKAIOT KakK HadleACTBeHHbIE, TakK
N COMatn4eckmne Mytaunm, KOTopble MOTMYT npurBectn
K Pa3Jin4HbIM MaToNnormam.

NOBbILLEHWe YPOBHA Nentmaun-genentuaasbl A, ac-
COUMMPOBAHA C CaxapHbIM AMA0ETOM U HapyLIEHNEM
YHKUMM NeBoro xenynoyka [1-5].

leH AGER, xpomocoma 6p21.3.
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leH ACE, xpomocoma 17q23.

MemO6paHHO-CBA3aHHbIV aHTMOTEH3UH-TNPeBpaLLa-
o cepmeHT (AMND); npeobpasyeT aHrMOTEH3WH
| B @aHMMOTEH3MH Il 1 akTMBMpPYeT BpadUKUHNH Yepes
KannmKpenH-KMHUHOreHHylo cuctemy. Hdeneuma 287
M.H., BO3HMKaIOWAA B MHTPOHe 16 1 Bbi3blBalOLas

MPOAYKT AaHHOTO reHa - YieH cynepceMemncrsa M-
MYHOIIOBYNIMHOB MOJEKYN KNETOYHOW MOBEPXHOCTU,
SBNAETCA PELeNTOPOM NS PA3SINYHbIX MOMEKYI, B TOM
yucne ons amunouaHoro-p Genka. Mytaumsa T429C
CHWMXKAET PUCK BO3HMKHOBEHMA MHMapKTa M1oKapaa,
a fopyras Mytauumsa 3toro reHa — T374A CHUXaeT puck
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BO3HVIKHOBEHMS WLLEMWYECKOTO WHCYynbTa, obnagaer
3alLMTHBIM 3 dekToM OT aTepoTpombo3a [6-8].

leH APOC3, xpomocoma 11923.1-q23.2.

APOC3 — 0enok nunonpoTevaoB O4eHb HU3KOW
nnotHocTk (JIMHI), nogasnseT nMnonpoTenHIMNasy
M NeYEHOYHYIO TNMNasy Y YMEHbLUAET NOIMOLLEeHNE NNM-
DaTNHECKMX XMTOMVKPOHOB MEYEHOYHbIM KI1eTKamu.
[pomoTepHble nonumopdusmsl -455T/C n -482C/T
aCCOLMMPOBAaHbI C MOBbILLEHHbIMK ypoBHAMKM APOC3
N TPUIMNLEPWUOOB B MNasme, C NMOHVXXEHHbIMWU YPOB-
Hamw JTNBIT v yBennyeHnem pucka NBEC [9].

leH APOE, xpomocoma 19q13.2.

APOE - mefnatop CBA3bIBaHWUSA, WHTEPHaNM3aLLmMm
1 KaTabonm3ma nMnonpoTenaHbIX YacTuy, CiykKnT nu-
raHoom anga peventopos JIMHIT v ons cneunduyHbIx
ano-E peLenTopoB Ne4YeHOYHOM TKaHW.

OcraTky XMNOMMKPOHOB 1 JIMMOMNPOTENAOB O4eHb
HM3koW nnotHocTk  (JITIOHTT) 6bIcTpo  yaanaoTcs
M3 KPOBOTOKA MyTEM PELENTOP-ONoCpeOBaHHOIO
3HOOoUMTO3a B NeveHu. Anonunonpotenp E, rmas-
Hbli  anonpoTenp,  XWIOMUKPOHOB,  CBA3bIBAETCA
CO CneumpuyecknM peLenTopoM  KIETOK MedeHu
M nepudepmndecknx Knetok. ApoE nmeer BaxHoe
3HaYeHWe Ans HopManbHOro Kkarabonvama OoraTbix
TpurnuuepngamMu  nunonporennos. [edekTol reHa
anonunonpotenga E B pesynsrate cemenHon nusbe-
TanMnNpoTenaeMnUn U runepnunonpotengemmn |l
Tina (710 111), npy KOTOPOM yBenuYeHne ypoBHEN
XofiecTepmHa 1 TPUMULEPUOOB B MNasMe ABNSeTCs
CNefCTBMEM HapyLUeHWs BblBEAEHWSA OCTaTKOB XWIO-
MUKPOHOB 1 JTOHTT.

Monumopduram E2 (Arg158Cys) accoummpoBaH
C Oonee HW3KMMW YPOBHAMK OOLLEro XxonecrepurHa
B MNyasme, B TO BPeMs KaK APyron nonnmmMoppusm,
E4 (Cys112Arg) Obif accoumMmMpoBaH C MOBbILIEHN-
€M YPOBHS XOfecTeprHa, BO3PaCTalOWMM  PUCKOM
OonesHn AnblreriMepa, aTepocksiepo3a U MHdapKTa
Mmokapga [9].

leH CETP, xpomocoma 16q21.

Benok-nepeHocymk adupos xonectepura (CETP)
OCYLLeCTBAIAET nepefady 3TepudULMPOBaHHOIO M-
LpooOHOro xonecreprHa Mexay nMnonpotenaamm
BbICOKOW MIOTHOCT 1 MOTEHLMANbHO aTePOreHHbIMU
nunonpotenaaMu HM3kom nnotHocTu (JIMHM) v nn-
nonpoTenAaMM MPOMEXYTOHHOW NNOTHOCTU. MyTaums
B kogoHe 405 3k30Ha 14, C 3aMeHOW aMUHOKMCIOT
lle405Val, Bbi3biBaeT amucdyHkumio J1BIM, cnocobctays
passutuio MBCmM UM [11-13].

leH eNOS, xpomocoma 7q36.

BenkoBbI MPOAYKT A3aHHOTO reHa cnocobcTsyeT
CMHTe3y OKCuAaa a3oTa, Onarofaps amMWHOKMUCIIOTE
L-aprvHuH 13 rpynnbl - epmeHToB  NO-CUHTa3bI
(NOS). Mytauma G1917T aBnsetca To4e4HOM 3ame-
HOW ryaHWHa Ha TUMWH B No3mumm 1917 1 Bbi3bIBaeT
pa3BuTMe MM, cna3ma KopoHapHbix aptepuu, UBC,
OCTporo MHdgapkta muokapga (OMM). Takxe 4a/b

NoNMMMOPMU3M B WHTPOHe 4 BRMSET Ha YHKUUN
3HOOTENNA U Ha HaYallbHble aTePOCKIePOTUYECKME 13-
MEeHEeHWS y NaLMEeHTOB C T’MNor3apHbIM HeLOCTAaTKOM
ropMoHoB pocta. Monumopdusm G894T B 3k30He 7
(Glu298Asp) BbI3bIBAET M3MEHEHMS B CUHTE3E OKCMAA
a3oTa u cnocobcryeT passutuio UM, UBC [14-16].

leH FXIII, xpomocombi 6p25-p24 n 1q31-q32.1.

MPOAYKT LAHHOIO reHa ABNAeTCA TpaHCryTaMmHa-
301, KOTOPas LMPKYNMpyeT B NasMe rerepotetpamep
OBYX KaTanuTuyeckmx cyobeomHul, A (6p25-p24)
N OBYX TPAHCMOPTHbIX CyObeauHn, B (1931-g32.1).
TpoMOUH-akTMBMpoBaHHbI - FXIII - (FXIlla)  katann-
3upyeT oOpa3oBaHMe KOBANEHTHbIX CBA3EM MeXAy
raMmMa-rmyTamun U 3NCUNOH-NIM3N  OCTaTKaMM  Ha
cocegHne uenu ¢ubprHa. G/T 3aMeHa B 3K30He
2A-cybbenuHnubl reHa FXIIl — 3aMmeHa nenuyHa Ha
BaJIMH B MOMOXEHUN aMUHOKNCNOTbI 34. [1aHHbIN Ba-
puaHT (Leu34) Bnuset Ha FXIII TpaHCrMoTaMUHA3HYIO
aKTUBHOCTb; TOMO3MUIOTbl MO HEMy acCoLMMPOBaHbI
C BbICOKOW aKTMBHOCTBbIO (PepMeHTa; reTepo3uroThl
06nafaloT NPOMEXYTOHHOW aKTMBHOCTBIO (PepMeHTa.
3ameHa G Ha T ABNAeTCA NPUYMHON BO3HVKHOBEHWS
cocynmcrtoro Tpombo3sa, MBC [17-18].

leH FGA, xpomocoma 4q2; reH FGB,

Xpomocoma 4q28; reH FGG, xpomocoma 4q28.

PUbpUHOreH MMeeT ABOVIHYIO DYHKLMIO: BIBOANT
MOHOMEPbI, KOTopble MNoMMEpPKU3yloTcs B DUOPUH
M BbICTyNaeT B KayecTBe KodakTopa B arperauum

TPOMOOLIMTOB.
Benok, koavpyembln 3TMM  reHoM  (anbda-
KOMMOHEHT  (bMOpUHOreHa,  TPaHCMoOPTUPYeMbIit

B KPOBW [MKOMPOTENH), COCTOUT M3 Tpex mnap
HEOOMHAKOBbIX MOAMNENTUAHbIX Lenen. locne no-
BPEeXAeHNs cocynoB, (GUOpPUHOreH pacllennseTcs
TpoMOVHOM Ans opmmnpoBaHus GUbprMHa, KOTOPbIN
ABNAETCA Hambonee pacnpoCTPaHeHHbIM KOMMOHEH-
TOM 00pa3oBaHWs TPOMOOB. Kpome Toro, pasnuyHble
NPOAYKTbI pacLienneHns GubpuHoreHa 1 hrUbpuHa
PErynmpytoT KNETOYHYIO afresmio 1 pacnpocTpaHeHme,
oTobpaxeHVe XemMOTaKTU4eCKOW aKTMBHOCTW, U §B-
NAOTCHA MUTOrEHaMW AN1 HEKOTOPbIX TUMOB KI1ETOK.
Mytaums Thr312Ala Bo3Hnkaet B aC obnactn pnbpm-
HOreHa, KOTopas BaXXHa 411 NlaTepasibHoW arperaumm
1 dpaktopa XII-nHOYLUMPOBaHHOIO CLUMBAHWA BONOKOH
hnbpuHa. Accoummpoara ¢ MBC 1 IM [19].

leH remoxpomato3sa (HFE), xpomocoma 6p21.3.

[eH NoKann3oBaH Ha KOPOTKOM Miede XpOMOCOMbI
6. HaHHbIN reH kogupyeT MeMOpaHHbIM 6enok, BO
MHOIOM MOXOXWA MO CBOMM CBOWCTBaM Ha Oenku
OCHOBHOTMO KOMMMeKca rmcrocoBmectmoct — HLA.
Mpeanonaraetcs, 4to 6enok HFE perynnpyet metabo-
nmn3m >kenesa Gnarogaps cBoen CNocoBHOCTU TeCHO
CBA3bIBATLCA C PELLENTOPOM TpaHCheppuHa 1, Taknm
0bpa3omM, M3MeHsTb CPOLACTBO peLienTopa K Hecylle-
My Xefe3o TpaHceppuHy. TodevHas 3ameHa 845A
(C282Y), 3aMeHa TMpPO3MHA Ha LMCTEMH B aMUHO-
Kncnote 282 B cootBeTcTBYtoUEeM HFE Gerke, cBA3aHa
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C MOBbIWEHHbIM COAEPXaHMEM Xefe3a B MNeyeHu,
cepaue v Opyrmx opraHax. [erepo3mrotel Mo AaHHOW
MYTaLMM MMEIOT MOBbILIEHHOE COAepXaHue deppu-
TWHa B CbIBOPOTKE KPOBW, MOBbILIEHHOW HacCbllLeHne
Xene3om TpaHcdepprHa. ACCOLMMPOBAHA C LMPPO-
30M NeYyeHu, oCcTaHoBKoW cepaua, KM, CO, M [20].

leH GNB3, xpomocoma 12p13.

MponykT reHa GNB3 - G-0enok, npeacraBnser co-
OoW retepoTprMep, COCTOAWMIA U3 Tpex CyObeanHuLL:
a, b, g. G-Benkn 3kcnpeccupyloTcs BO BCeX KieTKax
4enoBeka W BOBJEKAIOTCA B Mepefady MHpopMaumm
OT peLenTopa K BHYTPUKIIETOYHbIM WNCNOTHUTENbHbIM
cuctemam. Monumopdmsm C825T cBfzaH C MOBbI-
LIeHNEeM aKTUBHOCTU CUMHaJIbHbIX MyTeN MHOTUX rop-
MOHOB (TaknX KaK VHCYNMH U HEMpPOTPaHCMUTTEpPbI).
B ceppe4HO-coCyancTon cnmcreme 31oT Nonmmophursm
BIMAET HAa PEaKTUBHOCTb COCYAOB W KIETOYHbIV POCT
KapaMOMMOLMTOB. 1aToONOrM4eckun BapuaHT annens
0Ka3aJ1Cst CBA3aH C OXMpPeHMEeM, MHPaPKTOM MVOKap-
4a VI TmnepToHmen. 3aMeHa ¢ Ha T B nonoxeHun 825
B reHe GNB3, koTopbin KoaupyeT B3-cybbeduHuuy
G-0enka, COMPOBOXIAETCA aNbTEPHATVBHbBIM Crinam-
CMHIOM, YTO MPUMBOOWUT K YKOPOYEHHOMY BapWaHTy
9-1o 3K30Ha. BbI3bIBaeT r1nepreHsnio, NwemMmio M1o-
Kapga, M [21].

leH GP1a, xpomocoma 5q11.2.

[eH KoOMpyeT aMWHOKUCIIOTHYIO MNocnenoBaTtellb-
HOCTb anbda-2-cyObeAMHNLbI WHTETPUHOB — cCre-
LMaNM3NPOBaHHbBIX PELEeNTOPOB TPOMOOLMTOB, 3a
CHET KOTOPbIX MPOVCXOAUT B3aMMOAENCTBIME TPOMbO-
LIMTOB C TKaHEBbIMY Denkamm, 0OHaXkaeMbIMU NPK Mo-
BpexXaeHuUn cTeHku cocyos. [Monnmopdurim C807T
reHa GP1a cBfi3aH C 3aMeHOW HYKNeOTMAA LMTO3MHA
Ha TUMVWH, YTO NPUBOAWUT K 3aMeHe aMWHOKMUCIOTbI
B NENTULHOM Lieny MoneKy bl anbda- 2 -cyobeanHNLb
WNHTErPUHOB.  VI3MEeHeHne nepBMYHOW  CTPYKTYpbI
LaHHOW CyObedVHNLbI BbI3bIBAET M3MEHEHME CBOWCTB
pelLentopoB. B cny4ae BapmaHta T nonumopdrsma
C807T oTMe4yaeTca yBenuyeHue CKOPOCTU anaresvm
TPOMOOLMTOB, 4TO MOXET MPUBOAMUTL K MOBbILLIEH-
HOMY pucky Tpombodunun. Kmelolimecs [aHHble
MO3BONAIOT pPacCcMaTpMBaTb BapuaHT T, Kak Mapkep
MOBBILLEHHOIO pUCKa MHMapKTa MUOKapaa U Opyrux
cepheyHo-CoOCyanCTbIX 3aboneBaHnn [22].

leH LPL, xpomocoma 8p22.

JInnonpotenaras nunasa (LPL) — knoyeBont dep-
MEHT MeTabonm3ma NMNMOOB, KOTOPbIA  SBMAETCS
OCHOBHbIM KOMMOHEHTOM  TPUMIVLEPULL-HACILLEHHbBIX
XVNIOMVKPOHOB U NIUMONPOTENAOB O4E€Hb HU3KOW MOT-
HocTv (JIMOHTT). JIunonpoTenaHas nMnasa Urpaet Bax-
HYIO POsb B (POPMMPOBAHUM NNMONPOTEVA0B BbICOKOM
nnotHoct (JIMBM). MoMUMO rvuaponii3a TPUMnLIepU -
OB Mnasmbl 0o gumuuepunos, LPL Takxe ydvacrsyet
BO B3aVMOLENCTBUW JIUMONPOTEULOB C KIETOYHbIMU
peuentopamu. BapmaHt G nonnmopdmsma Asn291Ser
XapaKTepU3yeTCH MOBbILLIEHHBIM YPOBHEM TpuUMmumLe-
PVAOB U MOHWMXeHHbIM ypoBHeMm JIMBI — xonectepu-

Ha, YTO NPWBOAMT K MOBbILLEHUIO pycka pa3suTma NBC
N nHcynstoB. BapuaHT G nonumopduimMa Serdd7X
(NpexaeBpeMeHHbIA CToM-KOAOH), HaobopoT, acco-
LMWPOBaH C ONaronpuUsTHbIMU M3MEHEHVSIMU TNMNUA-
HOIO COCTaBa: MOHMXEHHbBIM YPOBHEM TPUMMLLEPUOOB
1 NOBbILWeHHbIM ypoBHeM J1TMBI1-xonectepuHa [23].

leH MEF2A, xpomocoma 15q26.

[eH NOKaIM30BaH Ha y4acTke XpoMocombl 15926.3.
DTOT reH 4BNAeTCS 4YIEeHOM CeMencTBa myocyte
enchancer factor-2 (MEF2). YneHbl 3TOoro cemMencrea
TPAHCKPUNLMOHHBIX (haKTOPOB CBA3bIBAIOTCA C KOH-
cepBatMBHbIMM A-T GorateiMK  MoOCNenoBaTeNbHO-
crammn HK GonblWMHCTBA KapAmanbHbIX MbILEYHbIX
CTPYKTYPHbIX reHOB. OHM 3KCNPeccrpyoTcs B Kapamo-
FeHHbIX MPeALlecTBEHHMKAX N AU depeHUpOBaHHbIX
KapOMOMMOLIMTAX, @ TakKe B KITOHaX CKENETHbIX M rnag,-
KOMbILeYHbIX kneTok. Heneuwns 21mn.H. B 3k30He 12
BbI3bIBAaeT IKCMPECCUMio MyTaHTHOrO Genka ¢ feneunen
CeMn aMUHOKMCOT, ONOKMPOBaHME MPOHUKHOBEHMS
MEF2A B 90p0 1 NoBpexXaeHVe ero TPaHCKPUMUMOH-
HOM aKTUBHOCTM AOMWHAHT-HEraTMBHbIM MEexXaHu3-
MOM. AccolmmpoBaHa ¢ passutnem UM, NBC [24].

leH PCSK9 R46L, xpomocoma 1p32.3.

MyTaumm B reHe ©0efnkoBOW KOHBepTasbl Cy0-
TUNM3MHA /kekcmHa  Tmna 9 (PCSK9)  cBsizaHbl
C ayTOCOMHO-AOMWHAHTHOW CeMENHOW runepxone-
crepuHemmen (CI). TeH pacnonoxeH Ha NepBol Xpo-
mMocome (1p34.1-P32) 1 koampyet 666 aMUHOKMCIOT
Oenka, KOTOpbIA 3KCNpeccnpyeTca B nederu. Monara-
toT, 4to PCSK9 BbI3bIBaeT nossneHne CI' B OCHOBHOM 3a
cqeT cokpallerusa Yuena JIMHT peLentopos B KieTkax
nevyeHn. MuncceHc-mytaumsa, L-annens R46L ceszaHa
CO cHMXKeHMeM ypoBHA JITTHI 1 prckoM nieMmn4eckom
OonesHu cepaua n MM [25].

len CCL5, 17q11.2-q12.

XemMoaTTpakTaHT ~ Ons  MOHOLMTOB  KPOBMU,
T-XennepoB 1 303MHOMWIOB. Bbi3blBaeT BbICBODOX-
LleHWe TucTaMuHa 13 6a3odunoB 1 akTMBU3MPYET 30-
3nHodunbl. MpreasaH kK CCR1, CCR3, CCR4 n CCRS.
OOHVM 13 OCHOBHbIX BVY-nogasnaoLwmx hakropos
npousBoAnmMbIx CD8 T-knetkamu. PekoMOWHAHTHbIN
RANTES ©enok Bbi3blBaeT [0303aBUCMOE NHIMOMPO-
BaHMe pasfinyHbIx Wtammos BUY-1, BUY-2 1 Bupyca
nMMyHogeduLmTa 06e3baH (BMO). DTOT reH asnseTcs
OOHWM 13 Heckosbknx CC reHOB LMTOKMHOB, Pacnono-
KEHHbIX Ha AJIMHHOM rnede XpoMocoMsbl 17. Lintokn-
Hbl MPeaCTaBNsIiOT COOOM CEMENCTBO CEKPETUPYEMbIX
0enkoB, y4acTBYIOLLMX B MIMMYHOPEryNsTOPHbIX U BOC-
nanutensHbix npoueccax. CC LUTOKMHbI ABASIOTCA
Oenkamm, xapakTepusylWnMNCS OBYMSA COCELHUMMU
umcrenHamu. G-403A — nonvMopdur3M UHTpPoHa 1.
@yHKUMOHaNbHbIM - nonuMmopdmam  reHa  RANTES,
3a[leMICTBOBAH B MaToreHese MlUemMnyeckon OonesHu
cepaua [26].
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leH SCN5A (LQT3), xpomocoma 3p21.

SCN5A  dBnsieTcad  a-cyObeOuMHULEN TeHa Ha-
TpueBoro kaHana ceppua. Jlokyc LQT3 nokanusyercs
B TPETbEWN XPOMOCOME YenoBeka B no3uumm 3p21-24.
B 1995 rogy Obino ycraHoBneHo, 4to nokyc LQT3
asnserca reHoM SCNSA HaTpreBOro KaHana cepaua.
lfeH (SCN5A) 3KCnpeccupyeTcs B OCHOBHOM B TKaHSX
ceppua. Kpome Toro, ero akcnpeccusi Obina 3aperu-
CTPMPOBaHa M B KIeTKax Mo3ra — HempoHax. Hatpue-
BbI KaHan obecrneynBaeT ObICTpylO Oenonsapr3aLmio
BEHTUIKYNIAPHBIX MUOLMTOB, a TakXe MPOBOAUT TOK Ha
CTaun NaTo BO BPeMfA OencTBMA noTeHumana. fanb-
BaHWYECKM HATPUEBBIV KaHan MpefcTaBnseT cobou
MYNETUMEPHYIO CTPYKTYpY, COCTOSILLYIO 13 OONbLUOM
MMIMKO3UTMPOBAHHOW anbda-cyObeanHMLbl 1 OLHOM
WY ABYX Masbix 6eTa-cyobeamHnl, [27].

len UCP2, xpomocoma 11q13.

UCP — MUTOXOHAOPWANbHbIA TPAHCMOPTHbI Oenok,
KOTOPbIV CO343ET yTeHKy MPOTOHOB Yepes3 BHYTPEHHIO
MeMOpaHy MUTOXOHAPWI, TakiM obpa3oM, pa3obLla-
eT oKncmTensHoe GochopunnpoBaHe C CUHTE30M
AT®D. B pesynbrate, 3Heprys paccemBaeTcs B BUAeE
Tenna.

MuToXOHZpManbHbIM  pa3obwalowm  benok
(UCP2) ABnsieTcs 4neHomM BObLLOM Fpynmbl MATOXOH-
JpuanbHbix 6enkoB-nepeHocHKoB aHoHos (MACP).
Pazobuwatowmmn Genok UCP2  obrnerdyaer nepeHoc
AaHWOHOB OT BHYTPEHHEW K BHeLIHeX MemOpaHe
MUTOXOHZPUA 1 0OpaTHbIN TPaHCMOPT MPOTOHOB OT
BHeLLHeN K BHyTpeHHen MembpaHe MutoxoHapuii. OH
TakXKe YMeHbLLAET MUTOXOHLPUANbHBIA MeMOpPaHHbIN
NOTEHLMAN B KIeTKax MIEeKOMMTAIOWMX. DTOT MeH 3KC-
NpeccnpyeTcs BO MHOTMX TKaHAX, NpuyeM Hambonee
BbIpaXKEHa 3KCMPEeccns B CKeNeTHbIX Mblwuax. OH
NrPaeT Ponb B PEryNMpOBaHUM TEPMOreHe3a, oxXupe-
HUS U caxapHoro amabeta. Monvmopduram G-866A
B reHe UCP2 cBf3aH C OXMWpeHueM, apTepuanbHOm
rMnepTeH3nen, 1 caxapHbiM AMa0EeTOM, MOBbILIEHHbIM

YPOBHEM MapKepOB OKUCITNTENBHOMO CTpecca y 0orb-
HbIX CaxapHbIM AvabeTtoM. Annenb Obin CBsi3aH ¢ Mno-
BbILLEHHOW KOHUeHTpaumen UCP2 B XMpoBOW TKaHU
B eCTeCTBeHHbIX yCrnoBuax. [28].

leH npotpomb6uHa, xpomocoma 11p11.

MpoTpoMOUH (KoarynaumoHHbIi daktop Il nnn F2)
ABNAETCA OOHWM M3 MaBHbIX KOMMOHEHTOB CUCTEMBI
CBEPTbIBAEMOCTN KPOBU. B xofde (epmMeHTaTMBHOroO
pacLienneHns npoTpoMbuHa obpasyetcs TPOMOUH.
[aHHasa peakuus sBNSeTCS Nepsou cTagmert obpaso-
BaHMIS KPOBSIHbIX CryCTKOB. MyTauus reHa NpoTpoMou-
Ha G202 10A xapakTepur3yeTcs 3aMeHOW HyKeoTuaa
ryaHuHa Ha HyKkneotup ageHwH B nosuvumm 20210.
Mpn HaNU4MM OaHHOM MyTauumM OBHApYyXXMBAIOTCS
NOBbILLEHHbIE KOMMYEeCTBa XMMWYECKN HOPMaSlbHOMo
npoTpombuHa. YpoBeHb MPOTPOMOMHA MOXET ObITb
B MoNTopa-fBa pas3a Bbille, Yem B HOopMe. [eTepo3u-
FOTHbIMW HOCUTENAMU reHa ABNatoTca 2-3 % npeacra-
BUTENEN eBpOMenckor packl. MyTtaumsa Hacnemyetcs
No ayTOCOMHO-AOMMHaHTHOMY Tuny. CnocobcrsyeT
passutuio VIM 1 MBC [8].

3akntoyeHme.

MHbapkT Mr1okapaa sBnseTcs ogHow 13 Hanbonee
COLMANbHO 3HAYMMbIX MaTONOrMn Cpedm 3abonesa-
HUI, aCCOLMMPOBAHHbIX C MyTaLMSMU SAEPHOIO reHo-
Ma YernoBeka. 103TOMy OeTeKkUMs acCOLMMPOBAHHbBIX
¢ M myTaumi sgepHOro reHoma sIBNSIETCH BeCbMa
aKTyanbHOW AN BbIABMEHWS FPyNn pyUcka 1 CeMeNHOro
aHanusa WMIM, c uenbio paHHeM N CBOEBPEMEHHOW
LVArHOCTVIK MPefpacrofnoXeHHOCTU K AaHHOMY 3a-
DoneBaHMIO, a TakxXe NPeLOTBPALLEHNS OCIIOXHEHWN,
BbI3BaHHbIX  MOpaXeHVWeM  Cephe4HO-COCYANCTOM
CUCTEMBI.

Pabota nposogunace npu ¢UHaHCOBOW Moj-
Aepxke MuHuctepcTea obpazoBaHus U Hayku P®.
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