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B nuteparype omucaHbl T€HETHYECKUE MOTMMOP(PU3MBI, CBS3aHHBIE C MOBBIIICHHON
4acToTOM pasButus umeMmudeckoi Oonesnn cepama (MBC). Hawmbomee wacto wcciaemyroT
OJTHOHYKJICOTUIHBIE MyTaruu B reHax: AMPD1 (rs17602729), CDKN2A/2B (rs1333049),
HIF1A (rs11549465), MMP3 (rs3025058), APOE (rs42®)3%APOE (rs7412)I1poaykTsl
OKCIIPECCUU JAHHBIX TEHOB WIPAIOT BAXHYIO pOJb B MeTabonmu3Me U Peryisiuu
JESATENIbHOCTH TJIaJIKUX MBIIII] CEPACYHOM MBIIILBI U COCYOB.

I'en Aoenosunmonogocham-oezamunazer 1 (AMPD1) koaupyeT aMHHOKHCIOTHYIO
MOCIIEI0BATENbHOCTh (PEpMEHTa, KOTOPBIM HUIpaeT BaXXHYIO pPOJb BO BHYTPHUKIETOYHOM
metabonu3me aaeHosuHa. [Ipu Hanmmuuu nomumopduszma Q12X C>T Genok cuHTE3UpyeTcs
KaTaJUTHYECKU HEAKTHBHBIM, B pE3ylIbTaTe€ Yero IMpH TMIIOKCUU MPOUCXOIUT HAKOIUICHHE
aJieH03MHa, o0agaromero kapauonpoTekTuBHbIME cBoiicTBaMu. ['ensl CDKN2A u CDKN2B,
JIOKQJIM30BaHbl B OJHOM XpPOMOCOME U SBISIOTCA pEryiasTopamMu mposudepanun U
T epeHIIMPOBKH B TOM YHCIE TJIAJAKOMBIIICUHBIX KJIETOK U (pubdpobdiactoB. Pakmop,
unoyyupyemultl_eunoxcueti-14, xogupyemorii reaom HIF1A - Bemymuii TpaHCKpUIIIIMOHHBIN
pEryasiTop SKCIpecCHu OOJIBIIOrO KOJMYECTBAa T'EHOB, OTBETCTBEHHBIX 32 pa3BUTHE
QIanTUBHBIX  peEaKkIuii Ha HemocTaTok  kucimopoga. Ien MMP3  (mampuxcnas
Memanionepokcudasza 3), KOAMPYET MpPOTEUMHa3y, KOTOpas IMpH JaHHOM IOJIUMOpdu3Me
5A>6A cekpeTupyeTCs MAaJOAKTUBHOW, 4YTO TPHUBOJAUT K CHIDKCHHIO TIPOTEOJIHM3a
BHEKJIETOYHOTO MAaTpHKCa U, KaK CJIEACTBHE, YMEHBIICHHIO KOJIUYEeCTBA M JUaMeTpa
KopoHapHbIX cocynoB. ['en APOE necet B cebe nHbopmaruio o 6enke anoiunonpomeune E,
MPUHUMAIOIIEM BaXKHOE y4aCTHE B METa0OIU3ME JIUIHIOB U MO IeP>KaHUN TOMEO0CTa3a.

W3BecTHO, YTO HUCIOJIb3yeMbIE CXEMbl XUMHOTEPAIIUU JIJIsl TAIUEHTOB C XPOHUYECKUM
auMboneiikozom (XJIJI) BriIrOYaroT mpenaparbl, 00JANAIOIIUE CEPhE3HBIM MOOOYHBIM
NeiCTBUEM, B TOM YHCJE€ TOKCHMYHOCTHIO B OTHOUICHHHM CEPACUYHO-COCYTUCTOW CHCTEMBI.
[Ipenmonaraercs, 4TO MPOTHOCTHYECKHUE MAPKEPHI OCIOKHEHUM MOTYT OBITH MOJE3HBIMU MPU
BBIOOPE OMTHMANILHOTO PEXKUMA XUMHUOTEPAITHH.

Llenbto JaHHOI pabOTHI SIBUIOCH BBISIBICHHUE MOIUMOP(U3MOB MPEAPACTIONOKEHHOCTH
K Pa3BUTHUIO HAPYIICHUH (DYHKIIUU CEPIICTHO-COCYAUCTON CUCTEMBI y manueHToB ¢ XJIJI.

Oo6nextom uccnenaoanus seuiack JJHK, Beigenennas u3 1eHKOIMTOB 1EILHON KPOBH
nanueHToB ¢ auarao3oM XJUJI. I'pynmy oGcnenoBanHbix coctaBmin 54 yenoseka, 30MyxunH
u 24 xenmuH, B Bo3pacte oT 49 no 80 net. [[s BBIABICHUS W3y4aeMbIX MOJTMMOP(HU3MOB
OblTa UCHOJB30BaHA METOAMKA OMNPEACTCHHUS HYKJICOTHIHON  MOCIEAOBaTEIIbHOCTH
dbparMeHTa TeHa C TOMOIBI0 THpocekBeHUpoBanus. Brigenenne JIHK wu3 nelikomuTon
IEeTbHOM KpPOBM MPOBOAWIM C Hchoib3oBanueM Habopa «/IHK-cop6-B» (O®BYH
«enrpanpubiiit HUW stuaemuonorun»). Konnenrpanuto JIHK usmepsiiin ¢ Cmonbp30BaHHEM
HaOopa «dSDNA HS Assay Kit»a diayopumerpe «Qubit» («Invitrogen»CIIIA) u rotoBuim
passenenus JJHK B TE-Oydepe mo xounenrpammu 2 Hr/mkia. s aerekuun moauMopdu3Mon
ObUIM WCHOJB30BaHBl peareHThl BXopasue B ¢opMmy Kommuiektaruu Ne3 «ABC-ckpun»
Habopa pearcHTOB «AmruCenc® [Mupockpur» (®PBYH  «lentpansubiii  HUU




SIHUIEMHUOJIOTHI, perucTpannontnoe ynocropepenue Ne ®CP 2012/13246t 19 mapra 2012
r.). [P mnpoBommnace Ha npubope «Tepumk» (IHK-texHomorus», Poccus).
[IpoGonoaroToBKka MNPOAYKTOB aMIUTH(GUKAIIMK TPOBOIUIACE C HCIIOJIB30BAaHUEM (HOPMBI
komruiekrarn - Nel «JTupompen» Habopa pearceHTOB «AmmmCenc® ITnpockpun».
[TupocekBeHHpOBaHUWE MPOBOAMIOCH Ha mpubope «PyroMark Q24»c wucmonb3oBaHHEM
nabopa «PyroMar Gold Q96 Reagents» («Qiagerepmanus). O6paboTKa Pe3yIbTATOB
CEKBEHUPOBAHHUS OCYIIECTBIISIIACH C MIOMOIIBIO MporpaMMHoro obecrneuenust «PyroMark Q24
2.0.6». IlocranoBka IIIIP u mnpoBexeHue HI/(g)OCCKBeHI/IPOBaHI/IH IPOBOJMIINCH COIIACHO
WHCTPYKIIUHU K Ha0opy peareHToB «AMrumCenc [Tupockpun».

Pesynprarel aHanmza monuMop(HU3MOB B IeHaX MPEIPaCIONOKEHHOCTH K Pa3BUTHIO
HapylieHu (QYHKIIMU CEepACYHO-COCYAUCTON CUCTeMBbI y marueHToB ¢ XJIJI mpuBenaeHsl B
Tabmue 1.

Tabmuma 1 — PacnpocTpaHEHHOCTh TEHETHYECKHUX MOJIMMOP(U3MOB, CBS3aHHBIX C
pa3BUTHEM CEPACYHO-COCYIUCTON MATOJIOTUU Y TALUEHTOB ¢ quarHozom XJIJI

Bapuant ITammuenTs! ¢ quarano3zom XJIJI
[Momumopduzm Konnuectso % ot obmrero yncna
FeHOTHIIA
4eJI0BEK obcreyeMbIx
AMPD1, (Q12X G>A) G/G 37 68,5
(rs17602729) G/A 17 31,5
(N=54) A/A - -
CDKN2A/2B, (G>C) G/IG 15 27,8
(rs1333049) G/C 31 57,4
(N=54) C/C 8 14.8
HIF1A, (P582S C>T) c/C 44 83
(rs11549465) CIT 9 17
(N=53) T/IT - -
MMP3, (5A>6A) 5A/5A 13 42
(rs3025058) 5A/6A 8 25,8
(N=31) 6A/6A 10 32,2
APOE (J101),C112R T>C T/IT 13 72,2
(rs429358) T/IC 5 27,8
(N=18) C/C - -
APOE (J102),R158C C>T C/C 46 86,8
(rs7412) CIT 7 13,2
(N=53) T/IT - -

Yacrora wnccinenyeMslXx I'€HOB y manueHToB ¢ auarHo3oMm  XJIJI coorBercTByeT
3Ha4YeHUsIM B oOmied momyssiuu 1o gaHHsiM NCBI, uto cBumerenscTByeT 00 OTCYTCTBUH
y4acTusi JaHHBIX MOJTMMOP(PU3MOB B Pa3BUTHU 3a0ojeBaHUS. BmecTe ¢ TeM, BBISBICHUE
FeHEeTUYECKUX (PaKTOPOB PUCKA BOSHUKHOBEHHS KapJIUOTOKCHUYHOCTH MOTYT OBITH TOJIC3HBI
JUISl ONITUMAJIbHOTO Ha3HAYEHUsl MUTOCTATUUYECKOM U MOJIEPKUBAIOIIEH Tepaluy MalueHTaM
C OHKOT'€MAaTOJOTMUEeCKOM MaTOJIOTHEH.




