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Pe3rome: 6 cmamve npusedenvl pe3yibmanmvl AHAIU3A CIMPYKMYPbl pacnpeoeieHus NOIUMOPHU3IMO8
2enos ¢honamnozo yuxna. Ilokazana 3Hauumocme u3yueHust NOJUMOPPUIMO8 2eHO8 POAMHO20 YUKILA OJs
NPOCHO3UPOBARUA U npoqbuﬂakmuku accoyuupoBaHHbIX C HUMU 3ab01e6anull.

Resume: the article presents the results of analysis folate cycle gene polymorphism distribution
structure. The significance of research the folate cycle gene polymorphisms for predicting and preventing
diseases associated with them was shown.

AKTyaJbHOCTh. DOJIaTHBINA LIUKJT IPEACTABISAET COOO0M CIOKHBINA KaCKaIHBINA MPOIECC,
KOHTPOJIUpYEeMbIil (pepMEHTaMH, KOTOphIE B KauecTBe KO(DEPMEHTOB HMMEIOT MPOU3BOJHbBIE
donueBoit kucnoThl. KiltoueBbIM 3TaioM B 3TOM MPOLIECCE SIBISIETCS CUHTE3 METUOHWHA U3
roMouucrerta. B aTom mpoiiecce yuacTBYIOT EepMEHTHI METHIIEHTETparuipoQoiiaTpeaykrasa
(MTHFR), metnonnncuntaza (MTR) u metnonnncunTaza peaykraza (MTRR).

AHanmu3  MmyTanMii B reHax (ojaTHOro - IMKIA  TO3BOJIAET  OINPEACNIUTH
MIPEAPACTIONIOKEHHOCTh K psiay mnaronoruit. [lomumopdusm rena MTHFR mnpuBogut
neduiuTy 3Toro GepMeHTa, 4To MPOBOLMPYET aKTUBALIMIO MHOTUX KJIETOYHBIX T'€HOB, B TOM
YHuCJie U OHKOT€HOB. Kpome TOro, mpoucxoauT U30BITOYHOE HAKOIUJIEHME FOMOLIMCTEHHA —
MPOMEXKYTOUYHOTO TMPOAYKTAa CHUHTE3a METHOHHUHA. ['unepromMouucTenMus — SBISIETCS
HE3aBUCUMBIM (PaKTOPOM PUCKA aT€POCKIEpO3a U aTepoTpoMO03a.

CymectByer nBa Bapuanta noaumopduszma rena MTHFR. Bapuant T (MTHFR C677T)
cBA3aH ¢ 3aMeHoM Hykieotuaa uuro3uHa (C) Ha TumuH (T) W MOXET HPOBOLUUPOBATH
BO3HUKHOBeHHE 4-EX Trpynn MHOTO(aKTOPHBIX 3a00JICBaHUN: CEpPJEYHO-COCYIUCTHIX,
ne(heKTOB pa3BUTHUS TUI0/IA, KOJIOPEKTAIILHOM aJIeHOMBI M paKka MOJIOUHOM >KeJIe3bl U SIMYHUKOB.
Heb6naronpusitHoe Bo3nelicTBue Bapuanta T monumopdu3mMa CHIBHO 3aBUCUT OT BHEITHUX
(haKTOpPOB — HU3KOTO cojiepkaHusl (OJIATOB B MHUIIE, KYPEHHS, IPUEMa aJIKOTOJIs.

Bapuanr C nmomumopduzma rena MTHFR (MTHFR A1298C) cBsizan ¢ To4edHOM
3amMeHOM HykJeoTuaa aneHnHa (A) Ha uuto3uH (C). Y 11l rOMO3UTOTHBIX U T€TEPO3UTOTHBIX
M0 JTOMY BapHaHTy MOAUMOP(PHU3MA OTMEUAETCS HEKOTOPOE CHUXKEHHUE aKTHBHOCTH
MeTUJIEHTETparuapodoaaTpeykTa3bl. ITO CHIKEHHE OOBIYHO HE COMPOBOXKAAETCS
M3MEHEHHEM YPOBHS TOMOIIMCTEUHA B IJIa3Me KPOBH, OJHAKO, 00YCIIOBIIUBAET MOBBIIIEHHYIO
MOTPEOHOCTH B (DOJIaTaX M BHICOKUM PUCK OHKOJOTUUECKUX 3a00JICBaHUM.

[Tomumopduzm rena MTRR A66G cBsizan ¢ 3aMeHOM HykieoTHaa ajeHuHa (A) Ha
ryanuH (G). B pe3ynbTaTe 3TOM 3aMeHbl (DYHKIIMOHATbHAS aKTUBHOCThH ()EPMEHTA CHUXKAETCH,
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YTO MPUBOIUT K TIOBBIIEHUIO PHUCKA PA3BUTHsI THIIEPTOMOIMCTEHMHEMHH W 3a00JeBaHUN
CepIeUHOCOCYaUCTOMN cuctemsl, B yacTHOCTH MBC. Hannuue Takoi HyKJI€OTHIHOM 3aMEHEI B
KEHCKOM OpraHHU3ME MOXET MPUBECTH K OCJIOKHEHHUSIM OEPEMEHHOCTH, TAKUM KaK IMO3/IHHUE
r'eCTO3bI, OTCJIONKA IUIAIEHTHI, HeBBIHAIIMBAHUE OCPEMEHHOCTH, 3aep’KKa BHYTPUYTPOOHOTO
pa3BUTHS, aHTEHATalIbHas THOeNb mioAa. Takke BO3MOXKHBI HapyIICHUS Pa3BUTHs IUIOJA —
nedeKThl pa3BUTHS HEPBHOM TpyOKH, He3apaleHue ryobl win Heba u ansHuedanus. Biusaue
nosmmopdusma ycyryomsercs aebunurom B12.

[Tomumopduzm rena MTR A2756G cBs3aH 3aMeHOM HykjeoTHla ajeHuHa (A) Ha
ryanuH (G). B pe3ynbTaTe 3T0M 3aMeHbI (PYHKIIMOHAJIbHASI aKTUBHOCTD (hepMEHTA U3MEHSIETCH,
YTO MOXKET MPUBECTU K THIEPTrOMOIIMCTEMHEMHH, MOBBIIICHUIO PUCKA CEPACYHOCOCYTUCThIX
3aboneBanuit (MBC). VY IKkeHIMH Hajau4We MaHHOW MyTallid yBEIWYHBACT PHCK
BO3HUKHOBEHHUS OCJIOKHEHUN OEpEeMEHHOCTH, a TaKKe TaKUX JA€(PEKTOB Pa3BUTHUS IUIOAA KaK
cugpom JlayHa, He3apalleHUE KOCTHOMO3TOBOIO KaHaja, He3apallleHUe BEpXHEU IyObl WiIn
HEOa. Bistnue nmonumopdusma ycyry0IisieTcsi OBBIIIIEHHBIM YPOBHEM roMonucTenHa [1].

CormacHO JaHHBIM JIMTEPATyphl dYacToTa BCTpedaeMocTH BapmaHTa C677T
noaumopduzma reka MTHFR B nmonymsuuu: T/T — 10-16%, C/T — 56%; Bapuanta A1298C
nomumopdusma resa MTHFR: C/C — 3-13%, A/C — 45-55%. ITomumopdusm MTRR AGEG
BCTpEYAaeTCsl B TMOMyJSIUMU ¢ 4YactoTor 15-25% — myrtanTHass romosurora, 40-50% -
rereposurota; a MTR A2756G c gactotoii 20-30% [2].

Pe3ynpTaThl MOJIEKYISIPHO-TEHETUYECKOTO HCCIEIOBAHUS TOJUMOP(PU3MOB T'E€HOB
¢oyaTHOTO IMKJAa CYIIECTBEHHO pPAaCHIMPAIOT BO3MOXKHOCTH TPOTHO3UPOBAHUS U
MPOQPHIAKTUKYA aCCOIMUPOBAHHBIX C HUMH 3a00JICBaHUM.

Heab: u3yuntb ocoOeHHOCTH pactipeaenenus nomumopguzmoB C677T, A1298C rena
MTHFR, A66G rena MTRR u A2756G rena MTR y mamuentoB bY3 VP "llepmas
PecnyOnukanckast kinHU4eckas 6onpHuna M3 YP".

MarepuaJbl u MeToabl. bbUTH npoaHanu3upoBaHbl pe3ynbTarsl aHanu3a [1IP «real-
time» Ha omnpeeNeHue OJTHOHYKIEOTHUIHBIX MOJUMOP(OU3MOB T€HOB CUCTEMbI CBEPTHIBAHUS
KkpoBu U (onarHoro nukia 327 nanuentoB bY3 VP "llepBas PecnyOnukaHckas KIMHAYECKAS
oonpaHIa M3 YP" 3a 2017 rox.

bonee mosioBUHBI HAMpaBJICHHBIX HA aHAIW3 MYyTalMid B TreHax (POJaTHOTO IMKJIA
MAIMEHTOB SBJISIOTCS HEBPOJIOTHUYECKUMHU OOJNbHBIMU U manueHTkamMu IeHTpa OKO wu
PENPOAYKIIMU YEIOBEKA.

Pe3yabTaThl M UX 00cy:xaeHne. He oOHapyxeHo MyTanuii B TeHax (OJaTHOTO LUK
y 6 marmmentoB (1,8%). Hocurensmu omuoro m3 mommumopdusmoB (C677T, A1298C rena
MTHFR, A66G rena MTRR wimm A2756G rena MTR) sBisttorcst 55 denosek (16,8%) u3
oOcnenoBaHHBIX: 33 TeTepo3uroThl W 22 MyTaHTHbIE TOMO3WUTOTHL. KomOuHamms nByX
noauMopu3MoB BeTpeTwiack B 144 ciydasx (44,0%), npuuém yamie Bcero (61 ciydaid)
BcTpeuaercss komOuHammss MTHFR  A1298C u MTRR A66G. Coueranue Tpéx
nonumMopdusmMoB BcTpeuaercs B 98 caywasx (30,0%), wyamie Bcero OJIHOBPEMEHHO
Bctpeuarotcss MTHFR A1298C, MTRR A66G u MTR A2756G — 39 cinyuaeB. KomOuHams
BCEX YeTHIpEX moymMopPusMoB oOHapyxkuiach y 24 mnanueHToB (7,4%); TpU Takux
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couetanusax noaumopdusmbel C677T m A1298C rema MTHFR Bcerna naxoawiuch B
reTepO3UTOTHOM COCTOSIHUU, TOTa Kak monumMopdusmsl A66G rena MTRR unn A2756G rena
MTR BcTpeyanucey U B reTepO3UrOTHOM M B TOMO3UTOTHOM COCTOSIHUSIX.

Yame Bcero ooHapyxuBaics nmommophusm rera MTRR — 255 ciygaes, u3 aux y 146
NAIMEHTOB 3TOT T'€H ObUI B Ie€TEPO3UTOTHOM COCTOsSIHUMU, a Yy 109 BbIsiBIEHA MyTaHTHas
romo3urota. Pexe onpeaensumick Hocutean Bapuanta C nomumopdusma rena MTHFR — 191
MalUEeHT, U3 HUX 153 UMEIOT 3TOT I'eH B T€TEPO3UTOTHOM COCTOSIHUU U 38 B TOMO3UTOTHOM.
Bapuant nonmumopdusma T rena MTHFR naiinen y 148 genosek: y 119 rereposurora, y 29
MyTaHTHasi romo3urora. Pexxe Bcero peructpuponaics noiaumopdusm rena MTR — 139 pas,
u3 HUX 125 rerepo3urot u 14 MyTaHTHBIX TOMO3UTOT.

NzomupoBanusiii nomumoppusm T rema MTHFR Bctpetmncs y 7 uccienyeMmbix,
BapuanT C rena MTHFR y 16 nanuentoB, nonmumopdusm rena MTR 3apeructpupoBan y 5
yenosek, a rena MTRR y 27. KomOunanus nonumopgusmos resoB MTRR u BapuanTa C rena
MTHFR Bctpeuanace yanie Bcero - B 61 cinyudae, resoB MTRR u Bapuanta T rena MTHFR —
B 41 ciyuae. Coueranue renoB MTR u BapuanTta T rena MTHFR oOnapysxeno B 10 cinyyasx,
reHoB MTR u Bapuanta C rena MTHFR — B 13 cnyuasx. Hepenko BcTpedaroTcss KoMOMHAIUU
Tpéx nonumopdusmoB: reHoB MTR, MTRR u Bapuanta C rena MTHFR — 39 ciiydaes; renos
MTR, MTRR u Bapuanta T rena MTHFR — 28 ciyuaes. [lomumopdusmsl rena MTRR u
BapuanToB C u T rena MTHFR 3apeructpupoBans! y 23 nanueHnToB, a rena M TR u BapuanToB
Cu T rena MTHFR y 8 nanueHToB.

BeiBoabl. 1. Hawubosiee dYacThiM codeTaHueM MyTaluid TeHOB ()OJIATHOTO LIMKJIA
spisercs moaumoppuzm MTHFR A1298C u MTRR A66G — 18,6% nanuenTtos; 2. Hanbomnee
peaKoit komOuHaIuen moMMophrU3MOB T€HOB (DOTATHOTO IUKIIA SIBISETCS HAJTUYHE YEThIPEX
mytauuii - 7,4% wuccnenyembix. 3. Y  OONBIIMHCTBA TMAIMEHTOB OOHapyXeH
nomumopduzm A66G rena MTRR — 78%. 4. Haubonee penko BcTpedaeTcs: MOIUMOPHUIM
C677T rena MTHFR — 42,5%.

JronsiM, y KOTOPBIX OOHApY:KEeH OJWH WU 0ojiee MOIUMOP(PU3MOB IeHOB (POJIATHOTO
IMKJIa HEOOXOJMMO OTKa3aThCsl OT KypEeHHs M YHOTPEOJICHHsI alKOroJis, IMPOBOJUTH
npodUIAKTUKY TUIIOBUTAMHUHO30B Be, Biou dhonueBoit KHUCJIOTBI.
XKenmunam ¢ myranueit rena MTHFR C677T cnenyet uzbderats npueMa KOMOMHUPOBAHHBIX
OpaJIbHBIX KOHTPALIEITUBOB.
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