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UHTepnpeTauus pe3ynbTaToB aHanM3a:

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

Monmmopdusm - Homep B 6ase gaHHbIXx dbSNP nccnegyemoro nonMMopgHoOro BapvaHTa reHa.

leHoTMN - pe3ybTaTreHeTUYEeCKOro aHaIm3a obcnenyemoro.

BapuaHT - knaccnumkaTop pesynsTaToB aHanmsa Mo CTeneHn pacnpoCTpPaHEHHOCTU

Norm - BapmaHT HOPMbI, YaCTblIM B UCCNEAYEMOM MOMyIALMN.

Polym - nonmMopdHbIi MeHee pacnpoCTpaHeHHbIN BapMaHT B UCCreayeMor nonynsauum.

D PeKT - KnaccnodmkaTop pesysbTaToB aHanM3a ro BAVSHAUIO MoniMMopduama.

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

PesynbTtaT - HTEPpeTaumnsa pe3ysbTaToB aHanm3a rno NccriefyemMoMy reHy YerioBeka C TOUKM 3peHnst akTUBHOCTU U
SKCrnpeccuum reHa.

Bpau KU1 Konnakosa H.
OHK aHanv3 npoeeneH B.
OO0 "HauyoHanbHbIN :
LIEHTP FreHeTUYecKnx %ﬂ(

mncenenoBaHing
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MeTtabonuam ButTammHa B6

ButamnH B6 — BOLOPaCTBOPUMbBIN BUTaMUH,
YCTOMUMBbIM K BO3AENCTBUIO BbICOKMX TEMMEPaTyp,
NpencTaBneHHbIN MMPUAOKCHUHOM 1 ero
KOpepMeHTHbIMM dopMamMm (MMpUAOKCaMUHbOCHATOM
M MMpMAoKcanbdochaTom). NMMprOOKCUH COOEPXKMNTCS
B repLie Ynm, 6asnnmnke, 3nakax, neveHum, Msice,
60060BbIX U APYrvX NpoAyKTax. Bronornyeckn
aKTUBHas popMa BUTaMmHa BE nnpuaokcansdocdhaTt
(PLP) obpazyeTcs U3 nMpuaooKCHHa Npm nomMoLwm
MeYEeHOUHbIX PepMeHTOB. B KPOBOTOK BUTaMUH
nomagaet B dopme PLP, 3aTeM WwenoyHas docdaTasa
oTwennseT dochaTHyLo rpynny, 1 3a cyHeT
BblOENMBLLENCS SHEPTMU BUTaMUH MPOHUKAET B KIIETKM,
rae noBTOPHO dpochopunmpyeTcst crneumdryeckmmm
KMHa3amMn. PLP HeobxoamM Ans OCYLLEeCTBIEHUS
peakLMi AeKapOOKCUIMPOBaHUS, 4e3aMUHUPOBaHNS
M TPaHCaMUHUPOBaHMSA aMUHOKUCIIOT, N TakKuM

3aknoyeHue

06pa3oM OH NoaaepXMBaeT 6ernkoBbI 0bmeH. Bes PLP
He MpoMcxoauT obpasoBaHMe NpenLecTBEeHHMKa remMa
(-aMNHONEBYIMHOBOM KMCOTbI), 3aTPYOHEHO
obpaszoBaHVe oPaMMHa U3 MPenLLECTBEHHMKA,

He BO3MOXEH CUHTE3 HNKOTVUHOBOW KNCIOTbI

M CepOTOHMHa U3 TpunTodaHa. B nocneaHem cnydae
MPOVCXOANT HaKOoMeHMe MeTaboMTa KUHYPEHUHA,
YTO MOXET BbI3blBaTb UM YCUMBaTb aenpeccuto. PLP
YYaCTBYET B ABYX peakLMAX AETOKCUKALIMN
FOMOLIMCTENHA, B CUHTE3Ee FOPMOHa MENaTOHMHA,
HeMpoMeamMaTopOB CEePOTOHMHA, FraMMa-
aMVHOMAC/ISIHOM KUCOTbI U MeamnaTopa
annepruyeckmx peakumii rmctaMmmHa. ButammH B6
YNYYLLAET YCBOEHWME HEHACILLEHHbIX XUPHbIX KUCMOT
KreTkamu. MNpu HegocTaTke 3TOro BUTaMMHa BO3MOXHO
rosiBNeHMe Cyxoro aepMaTtuTa Ha nmue, cebopeun

M XeMnosa,a TakxXe ocaxaeHMe KaMHEN B MouKax.

leHeTUYecKUIA aHanM3 nokasari, YTo y Bac CpefHUI pUck passmTus pedpuunta
BUTaMMHa B6 1 cBA3aHHbIX C HUM HapYLUeHU 6enKoBOro o6MeHa, HapylueH!H B
paboTe HepBHOM cUCTEMbI U cebopenHoro pepMaTuTa.

PekoMeHaauum no npopunakTuke

CKOpPOCTb BbiBEAEHUS BUTaMHa B6 13 opraHuama
HECKOJIbKO YBENMYEHa, 3TO YBENMMUMBAET NOTPEOHOCTL B
3TOM BUTaMUHE. [1151 ee YAOBNETBOPEHUS ClIeAYET BK/IIOUYNTD
B PaLMOH B AOCTaTOYHOM KOJIMYECTBE LLe/TbHO3EepHOBbIE
KpYynbl, PUCTaLKK, X1€D 13 MyKU FPyOOoro nomMosa, YeCHOK,
6060Bble (EC/M HET MULLEBOW HEMEPEHOCKUMOCTM). Takxe
XenaTeneH AONONHUTENbHbIN KYPCOBOW MPUEM BUTAMUHHO-
MMHEpPasbHbIX KOMIIEKCOB, COAepXaLlmx BUTaMmH B6, Mo
Ha3Ha4YeHUIo Bpaya.

O6cnepoBaHUA

18 NpodUNaKkTUKN MNepBUTaMMHO3a BaM
XenaTenbHO coaTh aHam3 Ha
nMpuaoKcans-5-dochat, 0cobeHHO Mpu
MOSIBNIEHNM CUMMTOMOB AebuLmTa
BUTaM1Ha B6 1 HELOCTaTOYHOM ero
KOnuM4yecTBe B paLyoHe*. MNpu ero HU3KOM
YPOBHE B KPOBW CMELIMaNMCT Ha3HauUT BaM
€ro OOMOSHUTENbHbIN MPUEM B
OMTUMabHOW 0O3MPOBKE*. TakXXe BUTaMUH
B6 MOXET OblTb HAa3HAYEH MPU HEKOTOPbIX
3aboneBaHWAX (OepMaTUTbl, 4EPMATO3bI,
3aCTy>KeHHbI HEPB - BMecTe ¢ B12)*.
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MeTtabonuam ButammHa B9

ButamnH B9 — BOLOPaCcTBOPUMbBIN BUTaMUH rpymbl B,
BK/IOYAIOLLMI MPON3BOAHbIE GONMEBON KMCMOTHI.
MNonapas B opraHu3m, dommeBasi KMCoTa BCaCbiBaeTCs
B TOHKOM KWLLEYHUKE W1 B NEYEeHM BOCCTaHaBIMBAETCS
no Tetparvapodonmeson (TTM). K TTdD moryT
bEePMEHTATUBHO MPUCOEOUHATLCH METU/TbHAS,
MeTuneHoBas, PopMuIbHas U GOPMUMUMHOBAS
rpynnbl. [Janee BO3MOXeH NepeHOC AaHHbIX rpymn

Ha Opyrve coearHeHus, Hanpmmep, nepeHoc
METUSIbHOW rPYMMbl HA @MUHOKMCIOTY OMOLIMCTENH.

B mpucyTctBum ButammHa B12 dormesas kmcnoT
CTUMYMPYET 3PUTPOMNO33, y4acTBYET B CMHTE3E
MYPUHOB U HYK/TEMHOBBIX KUCMOT, PSAa aMUHOKUCIIOT,
B OOMEHe XO/IMHa 1 MHOMUX OPYrUX METabOMMYECKMX
npoueccax. ButammH B9 yyactByeT B MeTabonmame
HeMpoMeamMaTopoB (CEPOTOHMHA, MENATOHWHA,

3akoyeHue

agpeHanMHa 1 ,El,OCbaMl/IHa), BNAOWLMNX
Ha CaMO4yBCTBME N HAaCTpOeHKe YernoBeKa.

I'Ip|/|eM MPOTMBO3a4aTOUHbIX, MPOTUBOOMYXO/IEBbIX
npenapaToB, CybdaHWIaM1MOoB, aHTMOMOTUKOB

M OPYrvx npernapaToB 610KMpyeT MeTaboimam
$ONMEBON KUCMOTbI M TaKMM OBPa3oM 3aTpyLHSET
Buronormyeckoe oencrTeme ButammHa. lNpu gedmnumte
BUTaMMHa BO mpomncxoauT yrHeTeHre mMpoLLeccoB
KPOBETBOPEHVS 1 pa3BUTME MerasiobiacTHOM aHeMMY,
TPOMOOUMUTOMNEHNM, YXYALIAETCS pereHepaums KneTok.
MOMVMO 3TOrO, CHUXAETCA aKTUBHOCTb MMMYHHbIX
peakuui, daroumTapHOM akTUBHOCTY MpaHyiouyTOB,
CHUXXAETCSt PE3UCTEHTHOCTL OPraHn3Ma

K BO30OYyOuTENSIM MHbEKLIMW (MPENMYLLECTBEHHO
BMPYCHOM MPUPOAbI).

leHeTMYeCcKMI aHanM3 NokKasarl, YTo Y BacC nosbilweH pUCK pa3BUTUA
rmnepromMoumcreMHeMnu, CBSA3aHHbIA C aKTUBHOCTbIO ¢epMeHTa

MeTuneHTeTparmapodonaTpenykTasbl. MoBbileHbl PUCKU CepaeYHO-COCYANCTbIX
HapyLWeHUI 1 HeBporormyeckmx sabonesaHnn. BosmoxHo passutme pepuumta
BUTaMMHa B no npuumHe MepieHHOM KOHBEPCUM PONMEBON KUCTOTbI B aKTUBHYHO
dopmy B Buae 5-metmneHtetparmapodonara.

O6cnepoBaHuA

BaM >xenaTenbHO KOHTPOMPOBaTb YPOBEHD
rOMOLMCTEMHA B KPOBW. Tak>Ke XeraTelbHO
rnepuopuYecKkn coaBaTtb aHaM3bl Ha
conepaHue GomMeBON KMCMOTbI,
BUTaMrHOB B6 1 B12*. OcobeHHO KOHTPO/Ib
YPOBHSI FOMOLIMCTEMHA W BUTAMUHOB BaXKeH
npwv 6epeMeHHOCTU. ECTb BEPOSTHOCTb
MOBbILLEHHORO TPOMOOOOPA30BaHMS,
creguTe 3a COCTOSIHMEM COCYOOB,
nepuoguyecku genast Y3 cocynos
HUKHUX KOHEYHOCTEN, aHrMorpaduio 1
Opyrve obcnegoBaHMs Mo Ha3HaYeHMo
Bpada*.
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PekoMeHaauum no npopunakTuke

INockonbky 0BHapyXeHa reHeTu4eckast CKIOHHOCTb K
HapyLueHMo GonaTHOro ObMeHa, XenaTeneH
[OMNONHUTENBbHbBIN KYPCOBOM MPpUeEM BUTaMMHa BO, koTopbi
[O/mKeH 6blTb MpencTasneH AByMs dopMamm - bonaTtom n 5-
MeTUNeHTETParnapodonaToM, B 4O3axX, HA3HAYEHHbIX
cneumanncToM. PekomeHayeTcs ynoTpebnsaTe MpoayKThl,
HoraTtble BUTaMUMHOM doriaTaMu: TEMHO-3€e/1eHbIE SIMCTOBbIE
OBOWW (WMMHaT, canaT-1aTyK, cCrap>a), CBeK1y, MOPKOBb,
BptoccenbeKyto KanycTy, BpOKKOM, TOMaTHbIM COK, OPOXCOKM,
MeyYeHb, AMYHDBIN XKENTOK, CbIp, AbIHI0, aOPUKOCHI, THIKBY,
aBoOKafo. HegocTtaTok MOCTYNeHWs BUTaMHa BO B
OpraHM3M MOXET MOBbILWAaTb PUCK TPOMOO30B,
aTepockeposa.
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MeTtabonnam ButammHa B12

ButamnH B12 — BOOOPaCcTBOPUMBIN BUTaMUH,
06beOVHSAIOWMIM FPYMNy POACTBEHHbIX COEAMHEHWIN
kKobanaMmHoB. COAEPXXMTCS B MTULLE, MSICE, MACHbIX
cybnpopykTax, pblbe 1 Mo/tockax B OCHOBHOM B BUAE
LUMaHokobanamMmMHa. M3 nmium ycsamBaeTcst He 6ornee
4YeTBepTU OT ODLLEro CoAep>XaHusa HyTpUeHTa.
OB6KMafo4HbIe KNETKM XenyaKa CEKPETUPYIOT
BHYTPeHHUI dakTop Kacna, KoTopbih obpasyeT
KOMniekc ¢ BUMTaMMHOM B12, 3awmiias ero

OT pa3pyLeHns NMMWeBapUTENbHbIMY GepMeHTaMM

1 CNocoBCTBYS BCACbIBaHUIO LiaHOKObaiaMmHa

B MOAB3LOLWHOM KMLKE. 3aTeM LiaHOKObanaMmH
npeBpalLaeTcs B OKCMKODanaMm1H, CBSA3bIBAETCH

C 6enkoM TpaHckobanamMmHoM. NMocne NPOHNKHOBEHUS
B KJIETKM OKCMKOBanaMmH NpeBpaLLaeTcs B OOHY

13 KObEPMEHTHbBIX POPM — METUIKODBaTaMNH 1N
afneHosnnkobanamyH. B mpouecce AeTokcmkaumm
FOMOLIMCTEMHA OKCUKODaNaM1H MrpaeT porsb
KOpepMeHTa, MPUHMMas METUbHYIO FpyMny C 5-
MeTunTeTparnagpodonaTa (aktmeHasa popma BUTaMMHA

3akoyeHue

B9),a ponmesast KMcnoTa UCnonb3yeTcs A5

crHTe3a OHK. 3ToT npouecc ocobeHHO BaxeH ANns
HOPMAsIbHOIrO PYHKLIMOHUPOBAHUS TEX TKaHeM, KNeTKM
KOTOpPbIX AENATCA Hanbonee MHTEHCUBHO:
3PUTPOLMTBI, IMMPOLINTBI, TENKOLIMTBI, IMUOEPMUC,
KJIETKM BOMOCSHbBIX QOMKYS, SMUTENMANbHbBIE KNETKM
XKKT. AneHo3unnkobanaM1H NCrorb3yeTcst KNeTKom

B peaKkuuax pacrafa U CMHTE3a XMPHbIX KUCOT,
BXOAALWMX B COCTaB MUENMHA, TakKUM 0Opasom
noAaepXUBaETCH HOPMaslbHas Nepefada HEPBHOMO
MMnynbca. HegoctaTok BuTaMrHa B12 nnbo HapyleHne
€ro yCBOEeHMUs NMPMBOASAT K HAaKOMIEHWIO
METU/IMASIOHOBOW KMUCNOTbI U TOKCUYECKOMY
MOBPEXOEHMIO HEPBHbIX KNETOK, YXYALIEHWIO
MUEMMHM3aLMU HEPBHbBIX BOIOKOH. C ApYroM CTOPOHDI,
YXYALIAETCH 3pUTPONOa3, BO3HWKAET MaKpOoLMTapHas
WM NepPHULMO3Has aHemms. HapyLueHre npouecca
METUIMPOBAHWS MPUBOAMT, B YaCTHOCTH,

K 3aMedSieHMo BbipaboTKM HeMpoMeamaTopa
aLETUIXO/IMHA U YTUM3aLMM FrOMOLIUCTENHA.

leHeTMYeCcKMI aHanM3 nokasarn, YTo Yy Bac CpeAHUA PUCK pasBUTUS aHEMUU,

HEBPOJIOrMYeCKMX HapyLLEHUI, CepAeYHO-COCYAUCTbIX 3aboneBaHM BCneacTsme
MoBbILWEHHOro paspyLeHus B12 B xesyn04HO-KULLEYHOM TpaKTe U3-3a CHUXEHUS
a¢pPpekTMBHOCTU ero 3axBaTa. CpegHU puck pa3snTtus pepuumTa BUTaMmHa B12.

O6cnepoBaHuA

BaM xenatesnbHO Neproauyecku NpoBEPSTb
KOHLeHTpaumio B12 n yposeHb
rOMOLIMCTEMHa (OCOBEHHO ecnn eCTb PUCK
HapyLweHWnn GonaTHOro obmMeHa) B KpOBU.
[Mpu oBbHapyXXeHn oedurLmMTa BUTaMUHA
B12 pekoMeHayeTCHd MPUMEHSATL MO
Ha3HaYeHMIo Bpayva Kypchbl
BHYTPUMbILLEYHbIX MHbEKLMI BUTaMUHa B12
WM ero cyomHreasibHble GopMbl. Takxe
BUTaMVH B12 MOXeT 6bITb Ha3HayeH npu
HekoTOpbIX 3aboneBaHmsax (B12-
nednLUMTHas aHEMUS], 3aCTYXKEHHbIN HEPB -
BMecCTe ¢ BE)*.
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PekoMeHaauum no npopunakTuke

Beuay prcka HapylleHUs YCBOeHUs BUuTaMmHa B12
MoTPEOHOCTb B 3TOM BUTaMMHE MOBbILWEHA MO CPaBHEHUIO C
HopMoM. O4HaKO PUCK aBUTaMMHO3a W CBA3AHHbIX C HUMM
OCIIOXXHEHWI MOXHO CHU3UTb, COanaHCMpOBaB MMTaHMe.
CTouT exXXefHEeBHO yrnoTpebnisTb B AOCTaTOYHOM
KONMMYecTBe MPOOYKTbI XXMBOTHOIO MPOUCXOXOEHWS,
Horatble 3TVM BUTaMUHOM: MSICO, pbiBy 1 Apyrue
MOPEenpPOaYKTbI, MEYEHb, MOYKIM, MOSIOKO (€CIN HET
HEernepeHOCUMOCTU). TakXe XenaTeneH OONOHUTENbHbIN
npveM B1UTaMrHa B12 nocre KoHcynsTaumm creumanmcTa B
pPEKOMEHOOBAHHbIX MM [03aX, /Tyylle B BUAE UHbEKLIMIA.
OOHOMOMEHTHbIM MpueM BUTaMMHa B12 ¢ BuTaMmHoM C
MOXET CHM3UTb JOCTYNHOE KOMMYECTBO BUTaMHa B12 B
BalleM opraHm3ame. Ytobbl n3bexaTb 3Toro
B3aMMOLENCTBUS, MPUHUMaNTE BUTaMH C yepes ABa Uin
H6oee yaca nocre Npuema 0OH6aBkKU C BUTaMUHOM B12.
Kanni, kak 1 ButammH C, B BbICOKMX LO3MPOBKaX CMOCOOeH
3aTPYLHSTb YCBOEHME BUTaMMHa B12.
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NccnepyeMble reHbl

ALPL

MTHFR

FUT2

KoavpyeT 6eTa-2-agpeHeprmyeckimii peLentop — MOHHbIN Oe/IKoBbIN
KaHan L/TOMIa3MaTVYeCKom MeMOpPaHbl KNETKM, MMEIOLLMI BbICOKYHO
CTerneHb CPOACTBA K aApeHarMHy 1 00eCneumBatoLLyM NOBbILLEHWE M
CHVIKEHME MeTabOMYECKOW aKTUBHOCTU MHHEPBMPYEMOW TKaHM 1
opraHa. AkTrBaLys ADRB2 Bbi3biBaeT yBemMYeHe MHTEHCUBHOCTM
TMKOreHo/M3a. B reHe Harbonee n3yyeHbl ABa MosmMopdu3ama:
Gly16Arg (cBa3aH C cepae4HbiM BbIBpPOCOM B MOKOE, MOBbILLEHHOW
BpoHxoamIaTaumen 1 BbIHOCMBOCTBIO) 1 GIN27Glu (cBs3aH ¢
OXVPEHUEM 1 TIMKOreHOMM30M, PacrafoM MKOreHa npuyt dusmyeckomn
AKTMBHOCTW). Annenb 27Glu (G) cBA3aHa C M3MeHeHMeM peLernTtopa U
3aMefJ/IeHHbIM PaCrafoM [TIMKOreHa.

KopupyeT 6eTa-3-agpeHeprimyeckuii peLienTop, Yepes KOTopbIY Mo,
BOB,D,@\;ICTBI/IGM KaTexoJlaMrHOB OrnocpenyeTcd nnronns
TepMoperynaums. PeLiernmop AeXCTBYET B aaMroL/Tax, Mpyi 3TOM
MaKCVMasbHas 9KCMPEeCcCKs reH OTMEYaeTCd B AMUHVIKAX, a TakxXe B
MIaLEeHTe, KEMYHOM 1 MOYEBOM My3blpsX. MOMMOPGM3M B reHe CBsA3aH
CO CHVIXEHMEM BbIPpabOTKW AaHHOMO peLIernTopa B TKaHsSX, YTO 3aMeseT
MPOLIECC CXUIaHNSA XMPa, 1 aCCOLMPOBaH C PasBUTUEM TaKKX
3ab0/1eBaHMIN, Kak rynepToHMYeckas 6onesHb, CaxapHblv OMabeT,
OXMpeHMe.

Kooupyet 2-okcormnyTtapaT-3aB1C1MyO AEMETUIa3Y, KOTOpast y4acTBYeT B
MOAMDUKALMI HYKIIEMHOBbIX KCIOT, OCYLIECTBNSIOWIMX PENYIATOPHYIO
byHKLMIO. Bernok BbipabaTbiBaeTcd B O0/bLIEN VM MEHbLLEIN CTerneH
MOUTM MOBCEMECTHO B OPraHmM3Me, HO MaKCKMasbHO — B HEPBHOM TKaHU 1
0COBEHHO B rynoTasamyce. MNomMMopdU3aM 3TOro reHa CeasaH ¢
3amMe/1IeHHbIM YWyBCTBOM HaCbIWeHWA 1 yBeSIMYEeHHbIM rlorpe6neHmeM
Kanopw 1 BHOCUT BOSbLIOW BKIIaM, B Pa3BUTVE OXMpeHa. OaHako 3ToT
PUICK MOXHO CHU3UTb PEryISPHON GU3NUECKOM aKTUBHOCTbBIO.

MepcoHanbHb AHK-0T4eT. Ko nauyeHta MVBO104
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