Pe3yanaT reHetTn4veCcKoro aHasim3a

[eHeTUYeCKun puck
rmnepromMouncTenHeMmm

dammnma Mg OTyecTBO

JlTabopaTopHbI KOA:

[aTa poxaoeHus: [aTta BbIMO/HEeHWA
Mon: MCCNenoBaHWs:
CHUNC: _ Banvpaumsa:

ByKKanbHbIV 3NUTENMM C BHYTPEHHEN
[ata noctynneHns _ Briomatepman: 4 P
OromMaTepmana: CTOPOHbI LueKM

MeTtoa nccnegoBaHns: MuP

leH MonuMopopusm MeHoTMN BapuaHT SpdekT PesynbTat

MTHFR rs1801133 c/T Norm/Polym = [MNpenpacrnonoXXeHHOCTb K MOBbIWEHHOMY
YPOBHIO TrOMOLMCTEVHA B KDOBW,
30 PEKTUBHOCTb 0OPabOTKM GOMEBOM
KUCMOTbI CHV>KEHa

MepcoHaneHb JHK-0T4eT. Koa nauyeHTa

o1



UHTepnpeTauus pe3ynbTaToB aHanM3a:

eH - nccnenyeMbit reH, 0603HauYEeHHbIN Ha3BaHMEM corflacHO HomeHknaType HUGO.

Monmmopduam - Homep B 6ase aaHHbIXx dbSNP nccnegyemoro nonMMopgHoOro BapumaHTa reHa.

leHoTMN - pe3ybTaTreHeTUYEeCKOro aHaIm3a obcnenyemoro.

BapuaHT - knaccnumkaTop pesynsTaToB aHanmsa Mo CTeneHn pacnpoCcTpPaHEHHOCTU

Norm - BapmaHT HOPMbI, YaCTbiI B UCCNEAYEMOM MOMyIALMN.

Polym - nonmMopdHbI MeHee pacnpoCTpaHEeHHbIN BapUaHT B UCCreayeMor nonynsauum.

DdPeKT - KraccnodmkKaTop pesysbTaToB aHanM3a ro BAVSHUIO MoniMMopdurama.

yKasblBaeT Ha MONOXUTENbHbIM 3PDEKT, CBA3aHHbIN C USMEHEHMEM aKTUBHOCTU UMM SKCMPECCUU reHa.
= yKasblBaeT Ha OTpMLATENbHbIN 3$EKT, CBA3AHHbBIN C M3MEHEHMEM aKTUBHOCTU UM SKCMPECCUM reHa.

PesynbTtaT - HTEPpeTaumnsa pe3ysbTaToB aHam3a rno NccrefyemMoMy reHy YerioBeka C TOUKM 3peHnst akTUBHOCTU U
SKCrnpeccuum reHa.

Bpau KU1 Konnakosa H.
OHK aHanv3 npoeeneH

OO0 “HaumoHanbHbIn
LIEHTP reHeTnyecKmnx
ncenenoBaHing
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foMoumMCTeENHEMNST — COCTOSTHME, MPU KOTOPOM
HabtogaeTCcs NOBbILEHHAsA UM BbiCOKas
KOHLEHTpaLMsi rOMOLIMCTENHA B MNia3me Kposwm (bonee
10-15 MKMOJIb/1), Bbl3bIBatOLLEE KaK TPOMOOIeHHbIe, Tak
M aTeEpPOreHHble MaToONorMmM CocyaoB. HapylweHune nmeet
kon E72.11 B MKB-10.ToMoumMcTenHeM CnocobCTBYOT
HU3KMIA YPOBEHb GUIMNYECKOM aKTUBHOCT,
yrnoTpebeHre Kkode 1 arnkorons, KypeHue, HexeaTka
HEKOTOPbIX BUTAMUHOB rpymnnbl B, Tepanns
aHTaroHMCcTaMM GONIMEBOW KMUCMOTbI, MPUEM OpasibHbIX
KOHTPAaLLENTMBOB U aHTaLMOOB, AMETa C BbICOKUM
Cofep>XaHMeM METUOHKHA, NleYeHne
npenapaTaMMnHrMonTopamm
avrngpodonatpenykTasbl U reHeTUYECKME HapyLUEHNS
B paboTe GepMeHTOB, y4acCTBYIOLMX B METABOM3Me
roMoLMCTENHA.

OH 0bpa3syeTcs U3 METUOHKMHA MyTEM OTLUEMIEHUS
METUBHOM MPYMMbl, KOTOPAs UCMONb3YyeTCs A5
CUHTE3a HEKOTOPbIX BELECTB, MeETUIMPOBaHMS JHK,
MHaKTVBaLVM FrOPMOHOB, MEAVATOPOB U OETOKCHKALMMN
KCEHOBMOTNKOB. [OMOLIMCTEMH ABMSETCH TOKCUYHbBIM

3ak/ioyeHue

BELECTBOM U MMeeT ABa NMyTU yTum3aummn: 1)
PEMETUMPOBaHWME B METUOHWH; 2) MpeBpaLleHmne

B LIUCTEVH, C MOC/eAYoLWMMM MPeobpa3oBaHNAaMA

1 BblBEOEHMEM Yepes NMoYKmn. [epBbitt MyTb 3aBUCUT
OT paboTbl GEPMEHTOB METUTTPAHCHEPA3:
6eTanmHroMoUUCTENH - MeTUTPaHcdepasbl (BHMT)

1 METUOHUH-CHTa3bl (MTR). ICTOUHVIKaMU METUbHOM
rpynnbl ABNSOTCA 6eTanH nm 5-
MeTuneHTeTparngpodonat. Kobaktopom MTR criy>xmT
BUTaMH B12.Mpy peMeTn/impoBaHnn B 3TOM Crly4ae
HeobxoamMm cybcTpaT 5-meTunreTparngpodonar,
KOTOpbI 0bpasyeTcs brarofaps paboTte pepmeHTa
MeTuneHTeTparngpodonatpenyktasbl (MTHFR) -
KtoueBoro depmMeHTa 4aHHOro MeTaboIMYecKoro
nyT, ToMMOpPdM3Mbl B FeHe KOTOPOro Hanbonee
Ba>kHbl U U3y4YeHbl. BTopolt nyTb obecneunBaeTcs
HECKOMbKMMN depMeHTaMU, A KOTOPbIX KOGaKTOPOM
BbICTyrnaeT BUTaM1H B6. MNpu HapyLleHunn aTnx
MPOLLECCOB MPOUCXOOMNT aKTVUBHOE HaKOMIeHMe
FOMOLIMCTENHA U, KaK CedcTBMe, NoBpexaeHe
COCYy[O0B y>Xe B paHHeM Bo3pacTe.

leHeTUuYeckuii aHanM3 nokasarn, Yto y o6crienyemMoro noBbileH PUCK HapyLUEeHU
¢onaTHoro o6MeHa, CBA3aHHbIN C aKTUBHOCTbIO pepMeHTa
MeTuneHTeTparngpodonaTpeayktasbl. MoBbileHbl PUCKU CEPAEUYHO-COCYAUCTBIX
HapyLWeHUIi U HeBpoJorMyeckmx 3abonesaHnin. Bo3MOXHO pa3BuTUE OCNOXHEHUI
no npuyMHe 3aMeAsIeHHON KOHBEPCUUN HOIMEBOI KUCTIOTbI B aKTUBHYIO dopMy 5-

MeTuneHTeTparugpodonara.

O6cnepoBaHuA

JKenatenbHO nepuognyeckm
KOHTPO/IMPOBaTb YPOBEHb FOMOLIUCTENHA B
KpOBW. TakXe MoniesHo coaTb aHam3bl Ha
coep>xaHune B KpoBW GONIMEBON KUC/IOTHI,
BUTaMrHOB B6 1 B12, ypoBeHb TTT, KnMpeHc
9HOOrEHHOr O KpeaTVHWMHA, LMcTatuHa-C*.
L5 >XeHLWWH BaXXHOCTb GOIaTOB
MOBbILLAETCH MPU 6GEPEMEHHOCTU, B 3TOM
Cry4Yae Mx PEKOMEeHOYEMOE KOSIMYECTBO
MOXET OblTb LOMOSHUTENBHO YBEIMYEHO .
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* HeobxoamMa KOHCYMbTaLMe Bpada-crneLvanicTa

PekoMeHaauum no npodunakTmke

Ob6cnenyeMoMy He XenaTenbHO ynoTpebnaTb BUTaMm1H BO B
dopMe GonmeBor KMCIOTbl, CTOUT OTAATb NpearoYTeHme
HaTyparibHbIM UCTOYHMKaM doraTa: 3eMeHbIM JIMCTOBbIM
OBOLLE@M, Hacosm, YeveBnLLe, MeYeHI, MMBHbBIM APOXKaAM U
BAam, cooepxalim opraHmyeckuii GonaT (Koxypa
JIMMOHa, BPOKKO/M U Ap.)*. XerateneH OOMONHUTENbHbIN
NpveM BUTaM1Ha B9 B popme 5-MeTunTeTparngpodonata
(Nocne KOHCybTaLUMKM cneumanncTa B HasHaueHHoW M
0031POBKeE)*. Mpun MpremMe HEKOTOPbIX SIeKaPCTBEHHbIX
npenapaToB (CynbdaHnIaMmaooB, 6aponTypaTos,
aHTVMOMOTNKOB, aMUHOMTEPUHA, METOTPEKCATA,
nemMeTpekcena, anMMmTbl, MMPUMETaMUHA, TPUMETOMPUMA,
cynbdacanasuHa, kapbamasenmHa, PeHUTOVHa,
BaSbMPOEBOW KMUCMOTbI U XONECTpaMMHa) peKkoMeHayeTcs
npuHWMMaTb BApBI ¢ 5-MeTUATETParMApoPOIaTOM*.
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NccnepyeMble reHbl

MTHFR

MepcoHaneHb JHK-0T4eT. Koa nauyeHTa

KoampyeTt MeTuneHTeTparnapodonaTpenykTasy — BHYTPUKIETOUHbIN
bepMeHT, y4acTBYIOLMI B MPeBPaLLEHUI FTOMOLIMCTENHA B METVUOHMH MNP
HaMuM KobakTopoB — BUTaMUHOB B6, B12 1 cybcTpaTa — Gonmesom
KMCNOTbl. SKCMPECCUpyeTCs MPakTUYECKK MOBCEMECTHO. BamsaeT Ha
reHETVYECKYO MPenpacrioNioXeHHOCTb K MMNeproMOLIMCTEVNHEMIN U
aTEPOCKIEPO3Y, MOCKOSIbKY €ro MOSMMOPGM3M CBA3aH CO CHIVKEHMEM
CKOPOCTVM AETOKCUKALWMN FOMOLMCTENHA U, KaK ClefcTsume, C
MOBbILLIEHNEM PUCKa BO3HUKHOBEHKA CC3,B TOM Ymcne 1
aTepOCKIepO3a.
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