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000 «tOHHUJIAB-BJIAJJUBOCTOK»

690105 r. Baaausociok. yAa. bopoaunckas 46/50
Eaunas cnparounas ciyx6a 8-800-555-55-69

(380HOK 110 Poccnu GecnaarHbiii)

WHHKTI 2536130291/253601001

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

yCayru.

2339 «3a0poBblii maabi»: uccaegopanue renos MTHFR, MTRR, MTR o6oum

DOUO kauenra:

Ne baauk zakaza:

cynpyram»

Jdarta poxkaenus:

Jarta B3siTus 6uomartepuasa:

Pesyabtat AHK-ananu3a

['en [Monumopdusm | I'enotun. | Dpdekr BeposatHocTs Puck
3KCMPECCHH reHa
MeTa60/1H3M rOMOLHCTEHHA
MeTtunenrerparuapogo C677T C/C Bapuant HopMmbl npu
JlaTpeayKTasa OTCYTCTBHMH
(MTHFR) nonumopduzMa
Co677T
Glu429Ala Glu /Ala
MeTHOHUH-cHHTa3BI A66G G/IG Hapywenne OO0uienonysuHOHHbI i
penykrasa (MTRR) BOCCTAHOBUTENBLHOIO PHUCK
METHJIMPOBaHHUA,
CHWXEHHe  aKTHBaLIMK
METHOHUH CHHTa3bl
MeTHOHHHCHHTA3A Asp919Gly Asp/Asp Hopma
(MTR)
—_—

3aBenyoluas nabopaTopHeit:
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[lyrauesa H.M.



000 «FOHHUJIAB-BJIAAUBOCTOK»

690105 r. Baaaueoctok. ya. Bopoaunckas 46/50
Ejmnasn cripapounas cnyx6a 8-800-355-55-69
(38010K No Poccuu SecnnarHbiii)

WMHKIHT 2536130291/253601001

V4 I0HVAAB

®HO kamenra: JaTa poxaeHun:

Ne BiaHk 3akasa JarTa B3ATHA OnomaTepua.ia:

PesyabTatr 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
pucka YBEJIMYUBAETCS
Glu429Ala Glw/Glu (runepromouncTeHemMus, | puck  Tpombosa,
TOPMOH. HapyiueHnus, | UBC,
3a0onesaHus KKT, | ypenuuusaetcs
BEreTapuaHckoe PUCK BEHO3HBIX M
nuTaHue, KYpEHHe, | apTepualibHbIX
Ype3MEPHOE TpoMO030B,
ynoTpedaeHue kode, | nedexta HepBHOM
aJikorouis, TBOpora) TpyOKH y mnona,
HapylLeHus
pacxoXaeHNs
XpOMOCOM B
melo3e (uto0
NpUBOAUT K
XPOMOCOMHOIA
naToJoruu y
nnoga)
MeTHOHUH-CHHTA3BI A66G A/G HapyweHnue yMepeHHas B COY€TaHuu | TpoMbO3
peaykra3a (MTRR) BOCCTAHOBUTENILHOIO c HeGmaronp.
METHIMPOBAHHS, noaumMopduzMom
CHWXKeHHUe akThBauuu | MTHFR
METHOHMH CUHTa3bl
MeTuOHHHCHHTA3A Asp919Gly Asp/Asp HopmMma
(MTR)

3aBenytowas naboparopuei: [Tyrauesa H.M.




000 «OHHUJIAB-BJIAJIMBOCTOK»

690105 r. BraausocTox, y:1. BopoanHckas 46/50

m IOHHAAB Lannas ciipasounas cayxo6a 8-800-555-55-69
(3BoHOK no Poccnu GecnaatHbiit)

WMHH\KITIT 2536130291/253601001

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-reHeTH4eCKOM 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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