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MOHeKyI'IﬂpHO-I'EHeTVI‘-IeCKVIe unccrnenoBaHusa

[00358] Monumopcusm reHoB MeTaGonuama conarta. AHanusbl, yTOUHAKOLWWE HapylweHus ¢onaTtHoro o6meHa: (CBS),
(MTHFD), (MTRR), (MTR) - 6ykkanbHbI 3nUTeNnun

MeTabonusm cdonata

leH Koaupyembii 6enok Monumopdusm Jlokanusaumsa Pesynsratr | LWudp
MTHFD MeTuneHTeTparngpodonar gerngporeHasa G1958A Arg653Gly G/IG 1
— OOVH 13 QJepMeHTOB KOMMJieKca CMHTe3a NMypuHOBbLIX HYKNeOoTUA0B.
1le278Thr
CBS LincratmoH 6eta-cMHTasa 844 D/ (T833C/844INS D/D 1
68)
(umcTaTnoHuH-6eTa-cMHTas3a) — CUHTE3 LMCTaTMOHUHA U3 roMoLMCcTenHa™ (MPOMEXYTOUHBIN 3Tan CMHTe3a LuMcTenHa).
ABBG
MTRR MeTuoHunH cuHTasa-pegykrasa (rs1801394) lle22Met AIG 2

leH MTRR (MeTWOHWH-CMHTa3a-peaykTasa). PepMeHT, HeobXoANMBI ANa NoAAepXaHUSt aKkTUBHOCTM METUOHUH-CUHTa3bl MyTeM BOCCTaHOBUTENbHOIO
MeTUNMpoBaHus. MNpu HanU4MKM MyTaLmMmn CHUXaeTcs MYHKLMOHanNbHas akTUBHOCTL pepmeHTa. OTMevaeTcsl poCT YPOBHS roMoumMcTenHa B Kposu. Yactorta
annenen A/G, G/G pocturaet 40 - 50%. Bo3MoxHble reHoTUMbl 1 KnnHndeckue nposisnerusi: A/A: 6e3 ocobeHHocTen. A>G n G/G: cHwkeHve yHKLIMOHaNbHOWM
aKTUBHOCTM hbepMeHTa, roMoLMCTEMHEMUS, OCOBEHHO B coveTaHum ¢ nonuMopdguamom reHa MTR: 2756A>G. [JedekTbl pa3Butusi HepBHoW Tpyokun. Yecunmsaet
naTonornyecknii 3 eKT, accoLMMpoBaHHbIi ¢ nonumopdmamamu reHoB MTHFR n MTR. Uccnepnosarue nonnmopdmama 66A>G nmeeT nporHoctTuyeckoe
3HaueHve Npu oLeHKe p1cKa cepaevHO-CoCyancTbix 3abonesaHuit.

A2756G
(rs1805087) Asp919Gly AG )

leH MTR (B12-3aBucrMas METVOHWH-CUHTA3a), KOAUPYET aMUHOKUCIIOTHYIO NocrieoBaTeNbHOCTb (PepMEHTa METUOHWHCUHTa3bl - OOHOMO U3 KIoYEBbIX
depmeHTOB 06MeHa MeTUOHMHA. PepMeHT kaTanuavpyeT obpa3oBaHe METUOHWHA U3 TOMOLMCTENHA NYTEM ero peMeTUnpoBaHus (obpaTHoe npespalleHvie
romMouucTenHa B MeTMOHWH). YacToTa annenein A/G, G/G coctaenseT 20 - 30%. Bo3moXHble reHOTUMbI U KnuHudeckue nposisrieHusi: A/A: 6e3 ocobeHHoCTeN.
A/G n G/G : 0 TMe4aeTCs CHKeHUE PyHKLMOHANBbHOW akTMBHOCTU (DePMEHTa, POCT YPOBHS rOMOLIMCTENHA B KPOBU, rMneproMouncTenHemmst. MNobilieHne pyucka
pa3suTus cuHapoma flayHa (poxaeHne pebéHka ¢ XpOMOCOMHBIM CUHAPOMOM MPU HOPManbHOM KapuoTune poguTeneit). HapylweHue passutus nnoga:
HesapalleHue HepBHOM TPYGKU, N30NMPOBaHHbIE pacLuenHbl rybbl n HEGa. CHUKEHVEe roMoLmMcTerHa B nna3mMe B OTBET Ha MOBbILLeHWe (honaTos B NuLUe.

Lndp: 1 - romosuroTa yacTbiii annenb, 2 - reTepo3nroTa, 3 - roMo3uroTa peakuii annenbs

MTR MeTWoHWH cuHTa3a

Bpau KOJ1: CuHTiopmHa H.H.
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