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UccneposaHme PesynbTat KoMMeHTapuit

MTHFR (677 C>T) C/C BapvaHT nonumopduama, npeapacnonaratolmii K HapyLweHuio
donaTHOro LuMkna, He 0bHapy»XeH.

MTHFR (1298 A>C) A/A BapuaHT nonmMopdusma, npeapacronaratoluii K HapyLIeHWO
(onaTHoOro uMkna, He 06Hapy>XeH.

MTR (2756 A>G) A/A BapuaHT nonmmopdusMa, npegpacrnoniaratolmii K HapyLeHuo
onaTHOro LuMkna, He 0bHapy»KeH.

MTRR (66 A>G) G/G O6Hapy>xeH BapvaHT nonMMopdusMa, npeapacnonaratoLmnii K

HapyLieHno honaTHOro LIMKMA, B rOMO3UIOTHOMN chopMe.

BHuMaHve! B 3n1eKTpoHHOM 3K3eMnispe 61aHKa Ha3BaHWe MccneaoBaHus COAEPXUT CCbIIKY Ha CTpaHuUy calTa

http://www.invitro.ru/c onucaHnem nccneaoBaHums.

PesynbTaTthl 1ccnenoBaHniA He SBMSIOTCS ANarHo3omM, Heobxoanma KOHCYyNbTauua cneunaancra.

M.M. / Noanuck Bpaya

cTp.1m3l
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®UO, 1963 r.p., obcnenoBaiack B OO0 «HE3ABUCUMAS JIABOPATOPUA
«MHBUTPO» c 1enbi0 BBIABICHHUS TE€HETHMYECKUX (HaKTOPOB MOBBIIIEHHOTO
pucCKa pa3BUTHUS TOOOYHBIX peakiuii mpu npuéme MeroTpekcarta. OmnpejeneHue

HaIM4us OIMMOpP(U3MOB B TeHaX (epMEHTOB peakinil (poJaTHOro nukia ( TeHbI
MTHFR, MTRR , MTR ) (mpodmns Ne148 I'TI).

B 3axnouenuu ucnonv3ylomest ciedyiowue mepMunbl :

Tomosucomnoe cocmosinue (HOCUMENbLCMBO)— COCMOsIHUE, NPU KOMOPOM 004 2eHa 6 nape (6ce 2eHbl y
ueo8eKd napHule) A6IsIIOMCst IUOO HOPMATbHBIMU, TUOO MYMAHNMHLLMU

T'emeposzucommnoe cocmosinue (HOCUMENILCMBO) — COCMOSIHUE, KO20d 00UH 2eH U3 NAPbl HOPMALbHbILL, d
8MOpoL — Hecem 6 cebe Mymayuro

Memompexcam - yumocmamuyeckuti, RPOMUEOONYX01€8blii NPENaApam, AGIAIOWULCS UHSUOUMOPOM CUHme3d
Gonuesoil kuciomol.

Tayuenmam ¢ peemamouOHbimM apmpumom, nPOXOOSUUM KYPC JeUeHUsi MEMOmPeKCcamoM,
PEKOMEHOYemcsl NosbICUMb nompedieHue orama wiu npurumams 00b6asxu gonuesou kuciomot no 1000
MUKDOSDAMMOS 8 O€Hb.

Donuesas KUCIOMa umMeem 8axdcHoe 3Havenue 0Jiss ObICmpo OeNTMUXCSL KIeMOK U mKkanell. Paxoevle kiemku
denamcs ObICMpo, U IeKapCmed, KOmopble Meularon Memaboauzmy ¢oiamos, ucnonb3yiomces 0 1e4eHus

paxa. Memompexcam (1 anano2u mpumemonpum, RUPUMEMAMUH) Yacno UCTIONb3Yemcsl Osl IeUeHUsl paKd, ROMOMY
YUMo 0epaHUNUBAem aKmusHOCMb UHOYYUPYyemblx goramamu epmenmos. Ipumenenue npenapamos ¢oauegou
KUCTOMbL 8 IMOM CIIyHAe HENCEAAMENbHO, MAK KAK GO3MONCHO CHUMNICEHUE IPDEKMUSHOCMU ledeHUs]
memompekcamonm. . Jlevixosopun (Kanoyus gponunam (Calcium folinate)) npenapam, crhudsicarouguti mokcuyeckue
ahpexmuvl Mmemompexcama, npu SMoOM IP@HEKMUSHOCHL MEMOMPEKCAMA He CHUNCACTCSL.

Ipenapamul epynnvi Memompexcama_uupoxo UCNOAb3VIOMCA 8 He OONbUIUX 003aX Ol IeYeHUs. MAKUX
3a001€6aHUll, KAK PEEMAMOUOHBILI APMPU, CUCTEMHAS KDACHAA 8POIHAHKA, NCOUA3, OPOHXUAIbHAS acmMa,
CapKoud03, nepeutiHbIll OUTUAPHDBLIL YUPPO3 NEUeHU, d MAKICe BOCRATUMENbHBIX 3a00N1e8aHUll KutieyHuka. B smom
Cayuae 603MONCHO BO3HUKHOBeHUe Oepuyuma ghonamos. Llpumenenue nuwu 602amoti Goramamu Uiy NPenapamos
@onuesotl Kuciomel cHudCAem deuyum u yCmparsem 8eposimHOCHb 803HUKHOBEHUsL NOOOUHBIX dDekmos, He
CHUJICAA PP EeKMUBHOCTNU MemompeKcama.

THomumo degpuyuma gonuesoui kucromul 6 op2anuzme, 00yCIO0GLEHHbIM HEOOCMAMOYHbIM NOCMYNIEHUEM € C
nuwet, b0 npuemMom NEPRAPAMos — UHSUOUMOPO8 (houedol Kuciomol ( Maxkue KaK Memompexcam u iu
8aLNPOEBASL KUCIOMA), MOZYM BO3HUKANb NOOOUHbBLE I heKkmbl, 00YCI08eHHbIe HAUYUEM HeDIA2ONPUSMHBIX
NOAUMOPPUIMO8 8 2EHAX epMeHMO8 peaKkyull oIamHO20 YUKIA.

Pe3szbmam bl CCHeMUUECKOo20 mecmupoeanus:

MTHFR (677 C>T) ~ C/C
MTHFR (1298 A>C)  A/A
MTR (2756 A>G) A/A
MTRR (66 A>G) G/G

I'en MTHFR KoOupyem AMUHOKUCTOMHYIO nocnedo8amenbHOCMb Gepmenma

Mmemunenmempazuopogonampedykmaszot (MTI' DP), uepaiowezo kaouesylo poas 8 memaboausme @oauesou
KUCTOMBbL.



Hepuyum MTI'DP npueooum x chudicenuio memunuposanus JHK, umo npusooum x axmueuzayuu MHOSUX
KAEMOYHbIX 2€HO8, 8 MOM UUCe - OHK02eH08. Kpome moeo, npoucxooum u366imouroe HaKonieHue 2oMoyucmeuna -
NPOMENCYMOUHO20 NPOOYKIMA CUHME3A MEeMUOHUHA.

CHudicenue 6 nuwe cooepicanusi eumamunos B6, BI2 u ¢onuesoti kuciomel  evizvieaem
2UNEPOMOYUCTEUHEMUIO He MOIbKO ) 20MO3USOMHbIX HOCUMENel Mymayuu, HO U Y Jiodel be3 Mymayuu 2eHd

MTHFR.

B cayuae cnuoicennoii axmusnocmu MTI @P maxoice ycunugaemces 1usnue mepamo2enHuix U MymazeHHbx
@axmopos sHeuineli cpeobi.

Honumopghuzm c.665C>T B 5TOM reHe CBSI3aH C 3aMEHOW B COOTBETCTBYIOILIEH
no3unuu Hykiaeotuaa nuto3una (C) Ha TumuH (T).

VY nui, TOMO3UTOTHBIX MO JaHHOMY BapuaHty (reHotun T/T), pepment MTI'OP
MPOSIBJISIET YyBCTBUTEILHOCTH K TeMIIepaType (TepMOIaObMIbHOCTD) U TEPSIET CBOIO
aKTUBHOCTh NpuMepHO Ha 65%. Bapuant T cBsizaH C CEpAEUYHO-COCYAUCTHIMU
3a00JIeBaHUSIMH W KOJOPEKTAJIbHON aJleHOMOW. Y HOCHTeJeH 3TOro BapHMaHTAa
BbICOK PHCK Ppa3BUTHA MNO00YHBIX 3(Q¢eKTOoB NpM npuéMe HEKOTOPBIX
JIEKAPCTBEHHBIX MPenapaTroB, MCHOJb3yeMbIX B PaKOBOl XHUMHOTEpANHu,
HANpUMeEP, MeTOTPeKcaTa.

Heb6naronpusitHoe Bo3aeiicTBue BapuanTa T nmoaumopdusmMa CUIbHO 3aBUCUT OT
BHEIIHUX (DAKTOPOB - HU3KOTO COJEpKaHUs B mulle (HonaToB, KypeHHs, MpUeéMa
AJIKOTOJIS1.

Haznauenme (¢onmeBoil KHCIOTHI MOXXET 3HAYMTEIBHO CHH3UTH PHCK
MOCTIEACTBHUI TAaHHOTO BapuaHTa MoJuMopdu3ma.
VY nanueHTa He BhIIBJIEeHA MyTalusi B JaHHOM nojmmopgusme (Bapuant C/C).

Honumopguszm c.1286A>C BblllIeyKa3aHHOTO I'eHa CBA3aH C TOUCYHOM 3aMEHOM
Hykiaeoruna anennHa (A) Ha uurosuH (C). VY U, TOMO3UTOTHBIX H
reTepO3UTrOTHBIX MO JAHHOMY BapHaHTYy MOJUMOp(HU3MA OTMEUAETCS HEKOTOPOE
cHrkeHue aktuBHocth MTI'OP. DTO CHMKEHHE OOBIYHO HE COIMPOBOXKIACTCS
M3MEHEHHEM YPOBHS FTOMOIMCTEHHA B IJIa3M€ KPOBU 10 CPABHEHUIO C HOCUTEISIMU
HOPMAJILHOTO BapuaHTa MOJUMOP(U3MaA, OJHAKO COUYETAHWE MYTAaHTHOTO aJIIeIIs
c.1286C c amnenem c.665T NpUBOAUT K CHUKEHUIO YPOBHS (DOIMEBON KUCIOTHI U
COOTBETCTBYET MO cBoeMY 3(P(HEKTy TOMO3ZUTOTHOMY COCTOSIHUIO 110 C.665C>T.

VY namnueHTa He BbISIBJIEHA MYTallUsl B JAHHOM NoOJuMop¢u3me (BapuaHT
A/A).

I'en MTRR KoOoupyem AMUHOKUCTOMHYIO nOC1e008aMeNbHOCHIb pepmenma
memuonuncunmazsipedykmaswl (MCP), uzparowjezo 6asxicnyio ponv 6 cunmese 6eika u yuacmsyrouezo 8 60abuom
KOAUYeCmee GUOXUMUYECKUX PeaKyulil.

Momumopdpusm ¢.66A>G cBsi3aH ¢ aMUHOKHUCJIOTHOM 3aMEHOW B MOJIEKYJIE
dbepmenta MCP. B pesynabraTe 3TON 3aMeHbl (DYHKIMOHAIbHAS AKTHBHOCTH

depmenTa cHwKaeTcs. BausHue nomumopdusMma ycyryonsercs aeGuuuToMm
BUTaMuHa B12.



[Tomumopdusm ¢.66A>G rena MTRR ycunuBaet runeproMounucTenHEMHUIO,
BbI3bIBaeMy10 noiaumopduzmom c.665C>T B rene MTHFR.

VY nainueHnTa He BbISIBJI€HA MyTalMsl B JAHHOM (BapuaHT A/A).

I'en MTR KOOUpyem amuHOKUCIOMHYIO NOCLe008amenbHoCmb Gepmenma memuonun cunmasvl (MC) - 0onozo
U3 KIO4esblX (hepmMenmos 06MeHa MemuoHuHd, KAmaiuzupylowezo obpazoeanue MemuoHuHa U3 20MOYUCMEeUHd

nymem e2o pememunayuu. B kawecmee kogakmopa 6 >3moiul peakyuu npuHumaem yuacmue eumamun BI2
(kobanamun).

Honumopgpusm  ¢.2756A>G  cBsizaH C  AMHUHOKHUCIOTHOM  3aMEHOMU
(acmaparuHOBO#M KHMCJIOTHI Ha TIUIUH) B Mojekyie pepmenta MC. B pesynbrare
ATOM 3aMeHBI (PYHKITMOHAIbHAS aKTUBHOCTh (PEpMEHTA H3MEHSCTCS.

VY nainueHTa BbISIBJIeHA MYTAIIUA B TAHHOM MOJIUMOp(u3Me B
roMO3UIrOTHOM cocTosinuM (Bapuant G/G)

PE3IOME
Takum oOpa3oM, HagMuue OAHON MyTallMd B TOMO3UTOTHOM COCTOSHUH B
UCCJICIOBAaHHBIX TOJUMOpP(HU3MaxX YMEPEHHO MOBBIMAET PHUCK BO3HUKHOBEHUS
no004HbIX 3(()EKTOB MPU MPUMEHEHUN METOTpEKcaTa, 00yCIOBICHHBIX
HapylieHueM oomMeHa (oJIaToB y MaueHTa.

PexoMmenganun

1. B 3aBucMMOCTH OT TOr0, C KakKOW LEJbI0 IUIAHUPYETCS MPUMEHSThH
METOTpeKcaT , JJId YMCHBIICHUSA MOOOYHBIX OS(PPEKTOB MOXKET OBITH
PEKOMEHIOBAHO MMPUMEHEHHE IpenaparoB Tuma Jletixogopun (pu JCUCHUH
OHKO3a0oJsieBanuil) win Donayun B KOMIUIEKCE C MPOAYKTAMH OOTaThIMU
dhonueBol KUCIOTOM (3€lEHBIN cayiat, MeTpyllKa, KamycTa, CBEKJa, Topox,
daconb, OrypIisl, MOPKOBb, THIKBA, 3J1aKW, OaHAHBI, alleILCUHBI, AOPUKOCHI,
TOBSINHA, CBUHWHA, OapaHWHA, ICUYCHb JKUBOTHBIX, KypHIlAa W SHIA, CHIP,
TBOPOT, MOJIOKO, TYHEI[ W JIOCOCh) — TIPH JICUEHWH ayTOUMMYHHBIX
3a00JIeBaHU .

2. OmnpeneneHue ypoBHs TOMOIMCTEHHA B KpOBHU ( BO BpeMs JieueHus — 1 pa3 B
Mecsill, 0e3 mpueMa MeToTpekcaTta — 2 pasa B Tof).

Bpau-reneruk, K.M.H. (®UO)



