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Cubupckuil pedepanvuslii ynusepcumem
Kpacnoapckuit punuan I'emamonozuueckozo nayunozo uenmpa Munszopasea Poccuu

N36biToxk romouucrenna (I'Ll) cmocoOen oka3biBaTh MOBpEXAAIOIIee JCUCTBUE Ha
SHOTENHN COCYIOB, YYaCTBYS B Pa3BUTHH CEPACUHO-COCYIUCTHIX 3a00eBaHUI, CTaApUYECKOro
ciaboymus (6osie3Hn AnbLreiMepa), OCIOKHEHHH OEPEMEHHOCTH U BPOXKICHHBIX MATOIOTUI
wioga. B npoucxoxnenun runepromonuctenneMun (I'TL) wurparot posnb [Be TpyMIibl
(GakTOpoB: HaCJEACTBEHHAsl IPEAPACHOI0KEHHOCTh U BHEIIHUE (AKTOpbl, B TOM 4HCIIE
OCOOCHHOCTH MUTaHUs, o0Opa3a XuU3HM M (onueBas KUCIOTa, KOTopas HeoOxoauma Juist
yrwmmzamun - [, T'eHerndyeckne mnoauMOppHU3MBI  MOTYT OOYCIIOBJIMBAaTH CHIIKCHHE
(GyHKIIMOHAIBHOW aKTUBHOCTH (hepMEeHTOB (hosiaTHOr0o OOMEHa, YTO MOXKET MPHUBECTH K
HakoruieHuto '] B kpoBu. CoriacHo IUTEpaTypHbIM JaHHBIM, €AUHCTBEHHBIM HCTOUYHUKOM
TOMOITUCTEHHA B OpraHU3Me SIBIISICTCSI METHOHUH, coaepKaiuiicsa B nuine. OCOOEHHO BBHICOKO
CoJiepKaHe METHOHUHA B OEJIKOBBIX MPOJYKTaX >KUBOTHOTO MPOUCXOKICHHUS — MsIce, phIOe,
gifiax, ceipe. CoueraHue mNOIUMOP(U3MOB T'€HOB OTAENBHBIX OENKOB, y4YacTBYIOIIHUX B
¢donatHOM oOOMEHE, W MPOBOLHMPYIOMICH TUETHI MOXET ONpPEIeNsATh WHIANBHIYaTbHYIO
CKJIOHHOCTh K BO3HUKHOBeHUIO ['TL]. CKpUHMHI HAa HOCHUTEIHCTBO MOJIUMOP(U3MOB I'€HOB
¢donarHoro oOMEHa TO3BOJUT pa3padoTaTh MNPOPHIAKTUYECKAE IPOrPaMMBI C IEJBIO
CHUXeHUs pucka pazsutus ['TTI.

[lenb pabOTHI — OIIEHUTH BO3MOKHOCTH KOPPEKTHPOBKH YPOBHSI TOMOIIMCTENHA B KPOBU C
MOMOIIBIO AUETHI Y JIUIL C MOTUMOPPU3MaMU T€HOB (HOJIaTHOTO OOMEHa.

Ha mepBom stame oObekToM wuccienoBanus ciuyxuina reHomHas JIHK demomeka, Ha
BTOPOM JTafe — CBIBOPOTKAa KpoBH. JlaGopaTopHas dYacTh UCCIEI0BaHMs BKJIOYaAa
Bbiienenne JIHK u3 JIeMKoUMTOB LETbHOM KPOBH C UCIOJIb30BAHUEM KOMIUIEKTA PEareHTOB
«PUBO-npen» (Ammnucenc, Poccust), mposeaenue I[P ¢ ucnonbp3oBaHueM KOMILIEKTa
pearenTtoB  «llupockpun» (mpodusib reHeTHYecKoro uccienoBaHus «dDoxar-cKpuH»)
(Amruncenc, Poccus), nereknuio MOIMMOP(U3MOB METOJOM IHPOCEKBEHUPOBAHUS Ha
npubope PyroMark Q24 (Qaigen, ['epmanusi) u OnoxuMudeckoe onpe/esieHne KOHIIEHTPaIul
I'T] B cbIBOpOTKE KPOBH C UCIOJIb30BaHWEM KoMmIuiekTa pearenToB Homocysteine FS (DiaSys,
['epmanusi) Ha  aBTOMAaTW4eckoM  OMoxuMudeckoM  aHanmu3atope  Sapphire-400.
Craructuueckass 00pabOTKa pe3yinbTaTOB NMPOBOAMIACH C MOMOIIBIO MpOrpamMmbl Statistica
7.0 u anexTpoHHbIX Tabmui Microsoft Office Excel 2007.

B rpynny o6cnenyembix Bouid 37 KIMHUYECKHU 3I0POBBIX JOOPOBOJIBLIEB: 35 KEHIIUH U
2 My>XK4MHBI B Bo3pacte oT 19 1o 59 net (cpeanuit Bo3pact coctaBui 29,6 jer).

Bnepseie  Ha  Tepputopunm  KpacHosipckoro  Kpas ~ MpOBEIEHO  H3y4eHUe
pacmpoCTpaHEHHOCTH MONMUMOP(PU3MOB TeHOB ¢onaTHoro odmeHa (tabn. 1). IlomyueHHbIC
pe3ynbTaThl B 1IE€JIOM COOTBETCTBYIOT CBEACHHUSIM O paclpOCTPAaHEHHOCTH HU3y4aeMbIX
nonmuMOp(HU3MOB B €BPOIEHCKON mMOmyssanuu, uMmerommmcs B 0a3e nanHeix NCBL
He3nauntenbHbpie pacX0XACHUS CBSI3aHbI C HEAOCTATOYHO OOJIBIION BHIOOPKOM 00CIETyEeMBIX
M.

Cnenyer OTMETHUTb, UTO paHee HaMHU ObUIM MOJIYYEHbI JJaHHBIE O PACIPOCTPAHEHHOCTH
nonumopduzmoB C677T (Ala222Val) rena MTHFR u A2756G (Asp919Gly) rena MTR



cpenu 3nopoBoro HaceneHus: T. KpacHosipcka Ha Oomnee KpymHbIX BblOOpkax. [lomydeHbr
CJIEAYIOIIME AaHHBIE 0 pacnpocTpaHeHHOCTH MyTanun C677T (Ala222Val) B rene MTHFR: y
50,3% oOcnenyemblx MyTanus He BbIsiBIeHa, 39,8% HUMEIOT reTepo3UroTHOE COCTOSHUE
MYTaHTHOIO reHa U y 9,9% Myrauus BbISIBI€Ha B TOMO3MIOTHOM cocTosHuu [1]. Hannume
mytauun A2756G (Asp919Gly) B rene MTR Obuio BbisiBIeHO y 2,9% B rOMO3UTOTHOM
coctosiHuy, y 28,8% B rerepo3urotoM; y 68,3% myrtauus He BblsiBieHa [2]. Takum oOpasom,
pe3yNbTaThl, MPEJCTaBICHHbIE B HACTOALICH paboTe, COOTBETCTBYIOT IOJIYYEHHBIM paHee
JAHHBIM O PacIpOCTPaHEHHOCTH U3y4aeMbIX MyTaluil cpenu xuteneit r. KpacHosipeka.

Tabmuna 1 — PacipoctpaneHHOCTh OIUMOP(U3MOB reHOB (HoIaTHOrO 0OMEHa B IpyIe
KIIMHUYECKH 3JI0POBBIX JIFOAECH

I'pynma o6cnenyempix (N=37) PacnipocTpanéHHOCTh B
[Momumopdwusm | I'enorun | KonmuecTBo KonunuectBo EBporeiickoi nmomynsiuuu
4yeJIoBeK, adc. 4yeJloBek, % (o mauuabM 6a3e1 NCBI), %
MTHFR C/C 20 94,1 46-59
Ce77T CIT 15 40,5 33-50
(Ala222Val) TIT 2 5,4 4-9
MTHFR AJA 21 56,8 =44
A1298C A/C 14 37,8 ~ 47
(Glu429Ala) C/C 2 5,4 =~ 10
MTR AlA 24 64,9 81-96
A2756G AlG 10 27,0 4-15
(Asp919Gly) G/G 3 8,1 0-4
MTRR AJA 5 13,5 ~ 38
A66G AlG 20 94,1 ~ 35
(lle22Met) G/G 12 32,4 ~28
SLC19A1 A/A 8 21,6 ~ 16
A80G AlG 19 01,4 ~ 55
(His27Arg) G/G 10 27,0 ~29

[To nanHBIM JUTEpaTypbl, Haubojee CylecTBEHHbIH BKiaa B paszsutue ['T1] BHOcHT
nonmumopomm C677T (Ala222Val) rena MTHFR. Hanuure moauMopdu3MoB Ipyrux reHOB
¢donaTHOrO OOMEHa MOKET YCHJIMBAThH €T0 BIMSIHUE, MOAYIUpys puck pazsutus [Tl U3 17-
TH 00CJeyeMbIX C JaHHOW MyTalued B rOMO- M TeTepO3UroTHoi (opme, 12 0JHOBpEMEHHO
UMEIOT 0oJiee 3-X JONOJHUTENIbHBIX MYTAHTHBIX ajuleieil B Apyrux re’ax ¢ojaTHOro oomMeHa
(tabn. 2). Takum obpazom, 32,4% ot obiero uucia A0O0pOBOJIBIEB UMEIOT MOBBIIICHHBIN
reHetudeckni puck pazsutus I'TTI.

Tabmuua 2 — PacnpeaeneHue KIMHUYECKM 300pOBbIX Jull ¢ Myrtamued C677T
(Ala222Val) B rene MTHFR B roMo- U reTepo3UroTHOM COCTOSIHUM B 3aBUCHMOCTH OT
KOJIMYECTBA JIONOJHUTENIBHBIX «OTATOUIAOIINX» MYTAaHTHBIX aJulesed

MyTaHTHBIE TOMO3UTOTHI K TETEPO3UTOTHI 10
KosndecTBO JOMOTHUTETBHBIX nomumopdusmy C677T (Ala222Val) 8 rene MTHFR
MYTaHTHBIX aJljIenei (N=17)
KonmgecTBo uenosek, adc KommgecTBo uenosek, %
1 1 59
2 4 23,5
3 7 41,2
4 5 29,4

B nurteparype cooOmiaercs, 4To eUHCTBEHHBIM UcTOYHUKOM ['L] B opranusme uenoBeka
SIBIISICTCS TMHILEBON METUOHUH, MO3TOMY OBUIO MPEANOTI0KEHO, YTO BBICOKUN ypoBeHb [,
OOYCJIOBJICHHBIA ~ HAJIMYMEM TOJUMOPGU3MOB TEeHOB (ojmaTHOTO OOMEHa, MOXKHO



KOPPEKTUPOBATh IyTEM OIpPaHUYEHHUS MMOCTYIUIEHUS METUOHHUHA ¢ 6enkoBoi nuiel. C uenbio
MOJTBEPKICHUSI ITOTO IPEINOJIOKEHUS OOCIEeAyeMbIM OBLIO NMPENI0KEHO B TEUCHHE 3-X
JTHEN TpuaepKUBaThCS AUETHI, OeqHol MeTuoHMHOM. K ymoTpelrieHHnio peKOMEeHI0BaIUCh
IPOAYKTHI C coepkanueM MetnonuHa meHee 150 mr Ha 100 r npoxykTa (oBOIIHM, (BPYKTH,
3eJIeHb). 3areM, nocie 4-XxJHEBHOIO MepepbiBa, 00CiIeyeMbIM ObLIO MPEII0KEHO B TEUCHUE
3-Xx OHEeW mpuAepXKUBATBCA AHMETH, Ooratoii MeTwoHmHOM. K ymoTpeGieHuro
PEKOMEHIOBAIMCH MTPOAYKTHI C cofepkanneM MeTuoHuHa B 6osee 200 mr Ha 100 T mpoaykTa
(Msco, mTHLA, peIda, MOJIOYHBIE MPOAYKTHI). Ilo MTOraM MpoOBENEHHOrO HCCIEIOBAHUS B
rpynne KIMHUYECKH 30POBbIX JIUI HE BBISIBUIOCH 3HAUUMBIX pa3nuuuil B KoHIeHTparuu ['1]
B CBIBOPOTKE KPOBH TOCTIE COONIOICHUS TUeT, OetHON U OoraToit MeTHOHHHOM (TaluI. 3).

Tabmuna 3 — KoHueHTpalysi rOMOIIUCTEHHA B CHIBOPOTKE KPOBU KIMHUYECKU 3JOPOBBIX
JIMII ITOCJIE COOIIOICHMS TUCThI, OeTHOM 1 00raToii METHOHUHOM

Bennas MeTHOHMHOM JIHETa Borarasg MeTHOHMHOM AueTa
IToxa3zarenn
Me C5—Cys Me Cas5—Crs
I'omonmcTend, MkMoias/n | 12,60 11,20 - 15,60 12,80 11,30 - 14,70

Crout OTMETUTBh, YTO TOCIIE COOTIOAECHUS KaKIAON U3 IueT 3HaueHus: KoHueHTpauuu ['1]
B CHIBOPOTKE KPOBHM B II€JIOM HE BBIXOJAAT 3a paMKM HOPMAaJIbHBIX 3HAUEHUH I JaHHBIX
BO3PACTHBIX U IIOJIOBBIX TPYIIII.

He 06pu1o oOHapyxeHO 3HAUUMMBIX paszauuuil Mexay ypoBHsMmMu 'Ll mocie kaxaol u3
JUET B 3aBUCUMOCTH OT HAIM4YUsA MYTAHTHOIO aUIeNs KaXJO0ro M3 HU3y4aeMbIX
NOJTMMOP(HU3MOB, a TaKKe€ OT COBOKYITHOTO KOJMYECTBA MYTAHTHBIX aJjiesiell B TCHOTHIIC
(tabi. 4). [lnsa cpaBHeHUs JaHHBIX MOKa3aTeslel UCIOIb30BAJICA KPUTEPHHA Y MIIKOKCOHA.

Tabmuna 4 — KoHneHTpanus roMOiucTenHa B CBIBOPOTKE KPOBU KIIMHUYECKHU 3/I0POBBIX
JIMILL TTOCIIE COOJIIOJICHUS IUEThI, OeIHOM U O0raToii METHOHMHOM, B 3aBUCUMOCTH OT HAJIM4YUs
noJIMMOP(HU3MOB TeHOB (poraTHOrO 0OMEeHa

Konnenrpanus '] B Konuenrpanus I'1] B
CBIBOPOTKE KPOBH ITOCIIE CBIBOPOTKE KPOBH OCIIE
[Tomumopdusm | I'enorun | N 0eTHON METHOHUHOM 60raroif METHOHMHOM
JIUETBI, MKMOJIB/JI JIMETBI, MKMOJIB/JI
Me C25—C75 Me C25—C75

MTHFR C/C 20 | 12,15 11,15 - 14,55 11,60 11,15-13,00

Cce77T CIT 15 | 15,00 11,20 - 16,30 14,70 12,80 — 16,90
(Ala222Val) TIT 1 12,50 - 9,20 -

MTHFR A/A 20 | 13,55 11,90 - 16,20 13,70 11,45 - 15,55

A1298C A/C 14 | 11,25 10,80 - 12,50 11,60 11,20 -12,80

(Glu429Ala) C/C 2 | 15,70 15,50 — 15,90 12,15 11,00 — 13,30

MTR A/A 23 | 12,60 11,40 - 16,10 12,80 11,30 — 15,00

A2756G A/G 10 | 13,05 11,10-5,50 12,60 11,10 - 14,50

(Asp919Gly) GIG 3 10,80 9,60 - 16,30 11,20 10,10 — 15,00

MTRR AlA 5 | 15,50 11,10 - 15,60 13,20 11,30 — 14,50

A66G A/G 19 | 13,50 11,20 - 16,10 13,30 11,50 — 15,00

(lle22Met) G/IG 12 | 11,75 11,30 -14,70 11,40 10,70 — 13,00

SLC19A1 A/A 8 11,35 10,60 — 15,65 12,50 11,60 — 15,05

A80G A/G 18 | 13,05 11,50 — 15,60 11,85 11,20 — 14,60

(His27Arg) G/IG 10 | 14,75 11,20 - 15,90 13,25 11,30 - 15,00

OTcyTCTBHE 3HAUMMBIX paznuunii Mexay ypoBHem [1] mocnme coOmroneHus] IUETHI,
OenHOW M Ooraroil METHMOHMHOM, MOXHO OOBSCHUTH TeM, 4YTO oOcienyeMas BbIOOpKa




NAlMEHTOB BKIIIOYAET B ce0s, B OCHOBHOM, MOJIOJIBIX KJIIMHUYECKHU 3/I0POBBIX JroAeH. B cBs3n
C 3TUM UMEIOIIMECS B UX T€HOTHUIIE MOJIUMOP(U3MBI TeHOB (hoslaTHOro 0OMeHa, BO3ZMOKHO,
ellle He yCIeJIN MPOSIBUThCA (peHOTUNHYecKH. Beab, kak M3BeCTHO, Hann4Kue noauMopduzma
reHa He sBisgercs 3al0oneBanneM camo mo cebe. Jlaxe eciu monmuMoppu3M HOCHT
HEraTUBHBIN XapakTep, B (PEHOTHUIIE OH MIPOSBIISETCS TOIBKO IPU HAIMYUU COOTBETCTBYIOLIMX
(dakTOpOB Cpeabl, MPOBOLMPYIOMIMX €ro KIMHUYECKHEe MposBieHHs. [lockoibKy Harpyska
METHOHMHOM B XOJ€ IpPEUI0)KEHHOW IHEeThl, OOOrallleHHOH METHOHMHOM, HE CIIMIIKOM
NPOJIOJDKUTENbHAS M MHTEHCHBHAs, MMEIOUIHecs (YHKIMOHAIBHBIE pPe3epBbl aKTHBHOCTHU
(depMeHTOB (IyCThb U CHUKEHHOM IPH YCIOBHM HAJIM4YUS B HUX FEHETUYECKUX IIOJIOMOK),
YCIICIIHO CHPABISAIOTCS C 3agadell mepepaOoTku M30bITKA METHOHMHA M yrwimszauuu ['11.
B03MOXXHO, TOJIy4eHHBIE PE3YyJbTaThbl SBISAIOTCA KOCBEHHBIM CBMJIETEIBCTBOM HAIMYUA
METHOHHHOBOTO JIeNo, Kak Oy(epHON CHUCTEMBbI, MO3BOJIAIONICH OpPraHU3My HAKaIUIMBaTh
HEMeTabO0IM3UPOBAHHBINA 3a1lac METUOHUHA MPU M30BITOYHOM €ro MOCTYIJICHMH B OPraHU3M
U TIOJJICP>KUBATh MMOTPEOHOCTD B ATOM aMUHOKHCIIOTE TP €€ JePHUIMTE B MHUILEBOM PALUOHE.
JlaHHOe wuccleoBaHUE YETKO JEMOHCTPUPYET, UYTO CHCTEMBl PEryisldd MeTadbosn3Ma
¢donaroB umeroT OoNbIION (YHKIMOHATBHBIA pe3epB, M CcaMO 10 cebe Haaudue
HoJaMMOp(U3MOB TeHOB (onatHOro oOMeHa He BeIeT K OJHO3HAYHOMY HapyIEHUIO
MeTaboar3Ma MeTHOHUHA U HakoruieHuto I'L] B kpoBu. s nposiieHus: HeGIaronpusTHOTO
JeMCTBUS TOrO0 WJIM MHOIO TEHETHMYECKOro MNoJuMopdu3Ma HeoOXOAUMO HaJHuue
JIOTIOJTHUTEIIBHBIX OTATYAIOIINX (PAKTOPOB PUCKA — CTPECC U JUINTENbHAs PEryJsipHas ueTa ¢
BBICOKUM COJIEpXKaHUEM >KMBOTHOro Oeika. Bce 3TO cHukaeT (QyHKUIMOHAIbHBIE pe3epBbI
OpraHu3Ma, B YaCTHOCTH, CUCTEMBbI PETYJISILIMY OOMEHAa METUOHUHA.

Takum 00pa3oM, NMpOBEJEHHE TI'€HETHYECKOro HCCIEJI0BaHMs Ha HaJMYue MyTalud B
reHax, KOIupyromux ¢epMeHTsl (osaTHOrO oOMeHa, B MOJIOJIOM BO3PacTe IO3BOJISET
BBIICJIUTh TOTEHUHUAIBHYIO TPYIIy IeHeThdeckoro pucka paszsurusg [TL[ m npemioxuts
KOMIUIEKC MPOPMIAKTUYECKAX MEp C IENbI0 YMEHbIICHHS (PEHOTHITMYECKOTO MPOSBICHUS
MyTalluii M CHWXXEHUs pHUCKa pa3BuTus mnatosioruii, Bbi3BaHHBIX [T1l. Hcnonws3zoBanue
uH(popMaluu 00 WHAMBUIYAJbHBIX T'€HETUYECKMX OCOOEHHOCTSX KOHKPETHBIX IallME€HTOB
Ba)XHO Ui Oojiee TOYHON AMArHOCTMKM W Ha3HaueHWs HauOoJiee ONTUMAJbHBIX METO/0B
npodunaktuku u jedeHus. C npoumakTH4ecKol TOUKH 3PEHHS MOXKET OBITh MpPENIOkKeH
KOMIUIEKC PEKOMEHJAINI M0 MHAUBUAYAIbHON KOPPEKLMH MUTAHUA y JIUL C TEHETUYECKOU
MIPEAPACIIONOKEHHOCTRI0 K HapymieHuto metabonusma ['1l. B kauecTBe mpodunakTruueckoi
mepel s 3amuTel oT I'TLl menecooOpaszeH exenHeBHBIH mpueM (OIMEBOM KHUCIOTHI,
BuTamrHa Bg u Bip. Ilockonbky 'Ll ABnsieTcss OKCHIIAaHTOM, PEKOMEHIYETCA TAKXKE MPUEM
€CTECTBEHHBIX aHTUOKCHIaHTOB.
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