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Ha ocHoBanun loroBopa Ne 38/19 ot 04.04.2019 r., no 3asaske OO0 «FOHUJIAB-BJIAJIUBOCTOKY, cneuuancramu
I'AY3 «KpaeBo# KIMHHUYECKHI UEHTP CMEUNATIHZHPOBAHHBIX BHAOB MEIHUHHCKON NOMOLIH», 0KA3aHbI MEAHITHHCKHE

yCayru.

2339 «3a0poBblii maabii»: uccaegopanue renos MTHFR, MTRR, MTR o6oum
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V4 I0HVAAB

®HO kamenra: JaTa poxaeHnn: . |
Ne Baank 3akasa: JarTa B3ATHA OnomMaTepua.ia: e
PesyabTat IHK-ananuza
IeH IMonumMopdusm | [eHoTHN Db pexr BeposTtHocTs Puck
JKCNpPECCHH reHa
MeTad0/1M3M rOMOUNCTEHHA
MeTusieHTeTparuapopo C677T C/T CHuxenue yMmepeHHas, npossieHus | [Ipu ypOoBHe
AaTpegyKTasa aKTHBHOCTH depmeHTa | noiumopduzma rOMOLMCTEMHA
(MTHFR) yeyrybnswT  cutyaunu | donee 10 mmonb/n
pHUCKa YBEJIHYHBACTCA
Glud429Ala GlwGlu (FHHepFOMOUMCTeHeMMﬂ, PHCK Tp0M603a,
TOPMOH. HapyiueHnus, | UBC,
3a0onesaHus KKT, | ypenuuusaetcs
BEreTapuaHckoe PUCK BEHO3HBIX M
nuTaHue, KYpEHHe, | apTepualibHbIX
Ype3MEPHOE TpoMO030B,
ynoTpedaeHue kode, | nedexta HepBHOM
aJikorouis, TBOpora) TpyOKH y mnona,
HapyLUeHUs
pPacxoxaeHus
XpOMOCOM B
melo3e (uto0
NpUBOAUT K
XPOMOCOMHOIA
naToaoruu y
nnoga)
MeTHOHUH-CHHTA3BI A66G A/G HapyweHnue yMepeHHas B COY€TaHuu | TpoMbO3
peaykra3a (MTRR) BOCCTAHOBUTENILHOIO c HeGmaronp.
METHIIUPOBAHKA, nonMMophu3MoM
cHxeHue aktuBauuu | MTHFR
METHOHMH CUHTa3bl
MeTuOHHHCHHTA3A Asp919Gly Asp/Asp HopmMma
(MTR)

3aBenytowas naboparopuei: [Tyrauesa H.M.
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Cymnpyxeckas napa obcienoBaHa 110 nporpamMme «310poBblii MaJBIID» B MEANKO-ICHETUYECKOH
KOHCYJIBTAUMM. AHanM3 MyTauud B TeHax (OJaTHOIO LHKIAa - MeETHIEHTETparyapodosiaTpeayKTasbl
(MTHFR), peayktazst (MTRR) wu  MetuoHuH cuHTazel (MTR)  mnosBonser  onpenenuTh
NpPEeAPACNONOKEHHOCTh K (eTOIIaUeHTAPHOM HEJOCTAaTOYHOCTH, HE3apailleHHI0 HEPBHOH TpyOKH,
HEPACXOXKIEHUIO XPOMOCOM B Mei03€ W JpYrMM TaTOJOTHSM I10[a, HECOBMECTUMBIX C JKH3HBIO. JTH
MYTalUHHM CBS3aHBl ~CO CHUXXEHHEM YPOBHs (DOJATHOro craTyca M pasBUTHEM BUTaMUH-A€(QULUTHOIO
cocTosHus N0 (onueBoi kucnore. Bo BpeMs GepeMEHHOCTH y JKEHINMH C MYyTallMsiMM B 3THX TIeHax
OTMEYaeTCs CHUXKEHUE KOHUEHTpauud (OJaTOB HE TOJNBKO BHYTPU 3PUTPOLIMTOB. HO M B IIa3Me€ KPOBH.
BridBnenne Takux MyTalMit sBISETCS NOKa3aHHEM K CICLMAIBHOMY Kypcy mpueMa (oIueBOil KHCIOTHL.
My>x4uHaM Takxke [POBOJMTCS HCCIIEJOBaHUE, MOCKOIBKY NpuMepHo B 20% ‘CiaydyaeB HEPACXOXCHUE
XpoMocoMel 21 (cunapom JlayHa) mpoHCXOOWT B criepMaroreHese, T.0. OTIOBCKAs NPHYMHA OKa3bIBACTCS
3HAYUTENBHO OOJbllie, YeM 3TO NpUHATO cymuTaTh. [lonyueHHble cBeieHUS HEOOXOAMMO YYMTBHIBAThH NPH
TUIAHUPOBaHUH POXIEHHA pebeHka B CeMbe M IPOBOAUTL MOATOTOBUTENBHYIO MPOGHUIAKTHKY 0O0UM
cynpyraM. Ecny BEIsSBACHBI OJIMMOPGHU3MBI [€HOB (OJATHOrO LMKJIA, KOIJa CEMbs YXKe KIAET peOeHKa,
Toraa HeoOXOAMMO HadJIO/ICHHE Bpaya I'€HETHKA M CleNUalibHOE 00C/IE€A0BaHUE >KEHINMHBl HA IpeaMeT

UCKIIOYeHUs cuHApoMa JlayHa U Ap. TPUCOMHUIA y Iuiona.

IIpu Moneky/IsipHO-réeHeTH4eCKOM TECTHPOBAHUH BBISBJICHBI MOJUMOpPQHEIE
BapHaHTh! [EHOB, aCCOLMUPOBAHHBIC C MATOJOrHYCCKUMH I dekTamu:

MeTab0.1M3M roMonHcTeHHA

l. reTepo3suroTHOe  HOCHTENBCTBO  amnens  MeTwieHTterparuapodonarpenykrassl (MTHFR
Glu429Ala)

2. rOMO3UIOTHOE HOCHTE/ILCTBO aljiefis METHOHUH-CHHTa3bl peaykTazsl (MTRR A66G)

HHuTepnperamus

I. I'ereposurotHocts no Mytauud MTHFR Glu429Ala ne compoBoXaaeTcs HHU TOBBILICHUEM
KOHIEHTpaLUUH OOLIEero roMOLMCTEHHA, HU CHI)KEHHEM YypoBHs ¢osaTa B IU1a3Me, NOITOMY CUMTaeTcd
BapMaHTOM HOPMBL

2. 'en MTRR xoaupyeT aMHHOKHCIOTHYIO MOCJIEIOBATCIbHOCTL (hepMEHTa METUOHWH CHHTAa3Bl
peayktassl (MCP), urparoliiero BaxHy0 poJib B CHHTe3e 0ejika ¥ y4JacTBYIOLIErO B OOJIBIIOM KOJIHYECTBE
OMOXMMMYECKHX peaKLHi, CBA3aHHBIX C MEPEHOCOM. METHIbHOM rpynnbl. Oanoii u3 dynkuuit MCP
ABJISIETCA 00paTHOE MpeBpallleHHe TOMOLUCTeHHA B METHOHHH.

[Torumopdusm rena MTRR cBa3aH ¢ aMUHOKUCIOTHOH 3aMeHOH B Monekyne ¢epmenta MCP. B
pesyJbTaTe 3TOH 3aMeHbl (QYHKLHOHATLHAs AKTHUBHOCTH (epMeHTa CHHXKAeTCs, HTO [MPHUBOIMUT K
NIOBBIILIEHUIO PUCKA HApYLIEHUH pa3BUTHS 1104 - 1e(EKTOB HeBpalbHOU TpyOkH. BiusHue noammopdusma
ycyryOasercs aeUIIMTOM BUTaMuHa B12.

3asenytoutas saboparopHei: 7 [Myrauesa H.M.
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Jar/aoueHHe

BeisiBJIeHHBIH Yy BaCc €HOTHN acCOLMHUPOBAH C HU3KOH MPEeApPacronoKEHHOCTHH) K MOBBILIEHHIO YPOBHS
roMOUUCTEHHA B KPOBU. Bam pexoMmeHayeTcs cobio1aTh IHETy C JOCTAaTOMHBIM NOTPeOIeHHeM NPOAYKTOB,
Oorarsix (osMeBOH KUCNOTOH W BUTAaMHHAMM Tpyninbl B.

IIpu MoueKy.IAPHO-FeHEeTHYECKOM TECTHPOBAHHH BbISABJICHBI MOTHMOpGHbIE
BapHaHTbI T€HOB, ACCOLIMHPOBAHHbIE ¢ NATOTOTHUYECKUMHU 3 HEeKTaMMu:

1. reTepo3UroTHOE HOCHTEILCTBO alTed METHOHHH-cuHTasbl peaykrasbl (MTRR A66G)
2. TeTepO3UrOoTHOE HOCHTENBLCTBO auleis MeTuieHTeTparuapodonarpeaykrassl (MTHFR C677T)

Hurepuperauns

e['en MTRR konupyeT aMHHOKHCIOTHYK I10C/J€JI0BATEIbHOCT (PEpPMEHTa “METHOHHH CHHTa3bl
peaykrasel (MCP), urpatowero BaxxHyr posib B-cHHTe3e Oe/ika U ydacTBYHOLIEro B OOJIBINOM KOJTHYECTBE
OHMOXMMHYECKHMX peaKUHH, CBA3AHHBIX € IEPEHOCOM MeTHIBHOH rpynnbl. OaHo#t u3 ¢ynkuuit MCP
sABJIETCS OOpaTHOE MpeBpallieHHe roMOLMCTeHHA B METHOHHUH.

[TonuMopdusm rena MTRR cBsizaH ¢ aMMHOKMCJIOTHOH 3aMeHoii B MoJekydae. gepmeHta-MCP. B
pesyabTaTe 3TOH 3aMeHbl (PYHKLHOHATbHAA aKTHBHOCTb (pePMEHTA CHUXKAETCS, YTO MOXKET OBITh NPHUMHOM
NOBBILLIEHHS YPOBHS TOMOLIMCTEHHa B KPOBH. ['OMOUMCTEHH = 3TO OHOJOrMYECKH-aKTHBHOE BELLECTBO,
NPOAYKT pacrnajaa ornpeaejeHHOW aMMHOKHCIIOTHI B OpraHu3Me uejloBeka. |loBbIlIEHHBIA YpOBEHb 3TOrO
BElleCTBA (THNEPrOMOUMCTEHHEMHUS) NPUBOINT K pAdy (H3HOIOTMUYECKHX MATOJOrUH, CpelM KOTOpbIX H
NnoTeps AaCTHYHOCTH apTepuil (aT€poCcKIepo3), YTO MOJKET CTaThb INPUYHHOH CEPACYHOTO MPHCTYNa W
HHCYJIbTa; TpoMOo3a apTepuH (aTepoTpoM603) U BeH (BEHO3HBIH TpoMmb03).

e [en MTHFR KOAUPYET aMHUHOKHCIIOTHYIO NoCJIeJ0BATENBHOCTD dbepMenHTa
meruieHTeTparuapodoaarpeayktassl (MTHER), urparoliiero kiIxHeBYt0 poiib B MeTabosin3Me (oJMeBOH
kucnorel.  MTHFR  katammsupyer  Boecramosiicnue  S5,10-meTuneHrerparuapodonara -~ B 5-
MeTuiTeTparnapodosiaT, KOTOpbli sBIAeTCs aKTUBHOH (opMoil (GoaueBOi KHCIOThl, HEOOXOAUMOH AJs
o0pa3oBaHUsl M3 TOMOLMCTEMHA METHOHHWHA M Jajee - S-aJeHO3WIMETHOHMHA, 3a CYET KOTOpOro
ocyulecTiasercs MetunnpoBanue JJHK. Jepuuur MTHFR npuBoanut k cHuxenuto metuanpoauus JIHK,
4YTO' [PUBOAMT K aKTUBM3ALUMM MHOTMX KJIETOYHbIX TCHOB, B TOM 4Mcie - oHKoreHoB. Kpome Toro,
IIPOMCXOAUT U3OBITOUHOE HAKOIJIEHHEe TOMOUMCTEHHA - MPOMEXYTOYHOrO IIpOJyKTa CHHTE3a METHOHHHA.
Tak kak romounucrenH o0sazaeT COCOOHOCTHIO OKa3bIBATh MPSAMOE IMTOTOKCHYECKOE JEHCTBHE Ha
3HJ0TEJIMH COCY/IOB, MOBbILIAET arperauuio TpoMOOUMTOB, OiokupyeT sHAoTennanbHyro NO-cHHTa3sy,
yuyacTByeT B.00Opa3oBaHHK aTEPOCKICPOTHUECKOHW OJISIIKH — OH SIBAAETCS BAXHBIM (PAKTOPOM B Pa3BUTHH
aTepoTpomM0030B. -Hakanineasich B OpraHu3Me, roMOLMCTENH NOBPEXAaeT BHYTPEHHIO CTCHKY apTepHii,
4To NPHBOIXT K pa3pbIBaM IHAOTEIIHS. Ha AOBPEXIEHHY IO MIOBEPXHOCTH
OCaX1at0TCS XOJIECTEPHH U KalbLHH, 00pa3ys aTepoCKIepoOTHYECKYH OJIAIIKY, BCICACTBHE 4YEro MpPOCBET
cocyaa cyXaeTcs. a HMHOrAa 3aKyrnopuBaercs.—Y Hocutened redotuna T/T B 3 pasa noBbilleH. pUCK
CEepP/IeYHO-COCYIUCTBIX 3a00JEBaHUMN, BbICOKHH YPOBEHb TOMOLIUCTENHA (MIPH COAEPIKAHUM TOMOUUCTENHA B
KpoBH 60s1ee 10 MKMOIIB/JT) YBETHUUBAET BEPOATHOCTL TpoMbo3a.

3aseayioiuas jadopatopHen: [lyraueBa H.M.







