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MokasaTenb Pe3ynbTart PedepeHcHbIN MHTepBan

MOHEKyﬂilpHO-I'eHETVI"IeCKMe unccnepgoBaHusa

[00358] Monumopduam reHoB meTabonuama cgonara. AHanu3bl, yTOUHsAOLME HapylweHusa oonaTtHoro obmeHa: (CBS),
(MTHFD), (MTRR), (MTR), (MTHFR) - OykkanbHbI anuTenumn

MeTtabonusm chonara

leH Kogupyembin 6enok Monumopdcuam Jlokanusauus Pesynbtat | LWudp
MTHFD1 MeTtuneHTeTparngpodonat gernaporeHasa (r 56212%232‘5) Arg653Gly G/A 2
— OVH 13 d)epMeHTOB KOMMIeKkca CUHTe3a NypUHOBbLIX HYKNeoTUa0B.
844 DI le278Thr
CBS LincrtatmoH 6eta-cuHTasa (rs5742905) (T833C/844INS D/D 1*
68)

Monumopdmam 844 D/I (deletion/insertion) rera CBS (unctatnoH 6eta-cuHTasbl) urpaeT 6onbluyto porb B HapyLLeHUsX obMeHa roMoLMCTeNHa, NOCKOMbKY 3TOT
(hepMeHT kaTanuavpyeT Nepeblin aTan nNyTu TpaHCCynbypUPOBaHUS, KOraa roMOLMCTENH NPEeBPaLLaeTCs B LUCTOTUOHMH.

* uHcepuus | aBnaeTca Gonee peakvM BapuaHToM.

Ce77T

(rs1801133) Ala223Val C/iC 1

MTHFR MeTuneHnTeTparngpodonaTpenykrasa

Yactota annenen: C=0.7546

3akntoyenume: [o reHy MTHFR (reH meTuneHTteTparnapodonaTpeaykrasbl) conaTtHoro uukna BbisBneH resotun C/C, BCTpevatoLmics B nonynsauum y 50%
naumeHToB. [laHHbI BapuaHT He YBeNnuuMBaeT PUCK HapylueHun obmeHa ¢onaToB, rMNEProMOLIMCTEMHEMUM, TPOMBOTUYECKMX OCMOXHEHUI, naTonoruu
CepAeYHO-COCYANCTOM CUCTEMbBI U OCTIOXHEHUIA GEPEMEHHOCTY.

A1298C

(rs1801131) Glu429Ala A/C 2

MTHFR MeTuneHnTeTparngpodonaTpeaykrasa
len MTHFR kogupyeT pepmeHT MeTuneHTeTparngpodonaTpeaykrasy.
®yHKUMSA NpoadyKTa reHa: BocctaHasnveaet 5,10-meTuneHTeTparuapodonart Ao 5-metuntetparnapodonara (katanusatop peakuum obpasoBaHus 5-
meTunteTparuapodonara, Heo6xoaMMOro Ans NpeBpaLLeHnsi roMoLuucTenHa B METUOHWH). Viccneayembiin nonumopdnsm MTHR o6o3HavaeTcs kak MyTaums
A1298C.

CHwKeHne yHKLMOHanNbLHOM akTUBHOCTU hepMeHTa: Puck pa3sutus Tpom60308B. HeBblHaluMBaHe 6epeMeHHOCTH, MO3[HNUI recTos.

BoamoHble reHOTUMbI U KNnHnYeckue nposisnexus: A/A: 6e3 ocobeHHocTel. A/C: komBuHaums reTepo3uroTHocTv annenen 677T n 1298C conpoBoxaaeTcs He
TOMBKO CHVDKEHUEM aKTUBHOCTU (PEPMEHTA, HO M MOBLILLIEHNEM KOHLIEHTPALMM FOMOLMCTENHA B NNasme 1 CHUxeHeM ypoBHsi oonatos. C/C: cHmxkeHne
aktmBHocTM MTHFR npumepHo ao 60 % oT HopMmbl. [Mpy 6epeMeHHOCTV MOXET Bbi3blBaTb CHXEHME honaToB B Nnasme.

Yacrota annenen: A=0.7506

A2756G
(rs1805087) Asp919Gly AIG 2

eH MTR (B12-3aBucrMmas METUOHUH-CUHTA3a) KOAMPYET aMUHOKUCIIOTHYHO NOCNeaoBaTeNbHOCTb (hepMEHTa METUOHWHCUHTAa3bl - OAHOIO U3 KIMKYeBbIX
dhepmMeHTOB 06MeEHa METUOHMHA.

depMeHT kaTanusvpyeT obpa3oBaHne METUOHUHA U3 TOMOLMCTENHA MYyTEM ero pemMeTunpoBaHus (obpaTtHoe npespaLleH/e roMoLMCTENHA B METUOHWH).
Yactota anneneint A/G, G/G coctasnset 20 - 30%.

Bo3amoxHble reHOTUNbI U knNuHndeckne nposierieHunsi: A/A: 6e3 ocobeHHocTen. A/G n G/G : 0 TMeYaeTCsi CHMKeHVe yHKLMOHAaNbHON akTMBHOCTM ddepMeHTa, pocT
YPOBHSI FOMOLIMCTENHA B KPOBU, runepromMouucTenHemms. MNoBsbllLeHVe pucka passuTus cuHapoma [JayHa (poxaeHne pebeéHka ¢ XxpOMOCOMHbBIM CUHAPOMOM Npwu
HOpManbHOM kapuoTtune poauTenen). HapylieHue passuTvsi NNoaa: HesapalleHre HepBHO TPYOKW, M30NMpPOBaHHbIe pacLLenuHbl rybbl n Héba. CHimkeHve
romMouucTenHa B Nnasme B OTBET Ha MOBbILLEHWE (hONaToB B MULLE.

MTR MeTnoHWH cnHTasa

Yacrota annenen: A=0.7817

AG6G

MTRR MeTnoHWMH cuHTa3a-peaykrasa lle22Met AIG 2
peay (rs1801394)

len MTRR koaupyeT METUOHWH-CUHTa3y-peaykTasy - hepMeHT, HeoBXoAUMbIN ANs noaaepXKaHUsi akTUBHOCTU METUOHWH-CUHTa3bl MyTeM BOCCTaHOBUTENbHOMO

MeTUNNpPoBaHUA.

Mpwn Hannuum annensa G cHkaeTcs yHKUMOHaNbHasa akTMBHOCTL chepmeHTa. OTMeYaeTcsl poCT YPOBHS rOMOLIMCTENHA B KPOBU.

Yacrota annenen A/G, G/G gocturaet 40 - 50%.

Bo3MOoxHbIe reHOTUMbI U KNuHuYeckune nposienexus: A/A: 6e3 ocobeHHocTen. A>G n G/G: CHkeHne (hyHKLMOHANbHON akTMBHOCTH (pepMeHTa, roMOLIMCTENHEMUS,
ocobeHHo B coveTaHum ¢ nonumopduamom reHa MTR: 2756A>G. [edekTbl pasBuTus HEpPBHOWM TPYOKW. YcunusaeT natonormyeckunini apekT, accoummpoBaHHbIi C
nonumopduamamu reHoB MTHFR n MTR. Uccnegosanne nonumopdusma 66A>G nmeeT NnporHocTnyeckoe 3Ha4eHne npu oLeHKe pucka cepaeyHO-COCYANCTbIX
3aboneBaHuit.

Yacrota annenen: A=0.6358
Lndp: 1 - romo3uroTa yacTbii annernb, 2 - reTepo3urota, 3 - roMo3urota peakvin annens
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Bpay KOJ1: Apsiea [.A.,
MeyépuHa E.1O.

MauneHt

3akas
Pe3yanaTb| MCCJ'Ie,ElOBaHVIﬁ He ABNAKTCA AMAarHo30M U MHTepPnpeTUpyrTCs nevawunm
Bpa4oM C y4eTOM BCeX AaHHbIX O nauneHTe (naﬁopaToprlx, WHCTPpYMEHTarbHbIX U

KIMUHUYECKWIX).
3anucaTtbcs Ha Npuém k Bpady: cironline.ru
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