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3AKJTFOMEHUE

Mo Pe3ynbTdTaM CCNneoBAHNA «NAHeNb MeETUNUPOBAHUSA Acko»

MauueHT:
JaTta poxpeHus:
Bup 6uomaTepuana:

CTATyC NPOLLECCOB METUAUP Q

[To pe3ynsTaTaM reHETMYECKOro aHANM3a «laHe NNNPOBAHUS SCKO» Y BOC OBHAPYXEH
MOBbILEHHbIN PUCK HAPYLLUEHWA N CCOB METUNUPOBAHUSA
UHpe rPATUBHOIO PUCKA
CpenHenonynauMOHHbIA FEHETUYECKMIA 0.58
Baw reHeTnyeckuin puck 0.74
|/|H,D,eKC MHTErpATUBHOIO PUCKA — 3TO Y asd MHQA, KOTOPASA CPABHUBAETCA C TOKOBOW B eBponeﬁcs(oﬂ nonynaunm 1 NOKA3bIBAET HACKOSbKO BALUM
reHeTn4dyeckme prUCKu Bbille mn e Ccp H YIALMOHHOIO PUCKA.

HTPOMb HOJ, COCTOSIHUEM 3[,0POBbSI CEPAEYHO-COCYAUCTON CUCTEMDI
04. Cpayd TecTa HA COCTAB MUKPOPIOPbI KULLEYHUKA
05.  YnyudweHune o6pasa XM3HU B NMIAHE NMUTAHKUS, PU3NYECKON OKTUBHOCTU U CTpecca

06.  M3MeHeHWe gueTbl HO 6oMee 3[0POBYIO, HACHILLEHHYIO BUTAOMUHOMM PyMbl B 1 BelecTBamu, ynyyLLAOLLMMY COCTAB MUKPOGIOPI
KULLEYHMKA
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Pe3yn bTATbl reHeTU4eCKOro aHasn3a

['eHbl M UX NONMMOpPPU3MBbI, UCCneqoBaHHbIe B «[laHen MeTUnMpoBaHus 9cko»

leH Monumopdunsm Annenb pucka Baw reHotun
ACAT1 rs3741049 A G/G
ACE rs4343 G G/A
AHCY 15819171 (o T/T
AHCY rs819134 G A/A
AHCY rs819147 c /T
BHMT rs651852 T
BHMT rs567754 T
BHMT rs3733890 A G/G
BHMT rs617219 C c/c
CBS rs1801181 A v G/G
CBS 1s234706 A A/A
CBS rs2298758 G/G
COMT rs4633 T c/T
COMT rs4680 A G/A
COMT rs769224 A G/G
MAOA rs6323 G T/T
MTHFR rs1801131 G T/T
MTHFR A G/G
MTHFR A G/G
MTR G G/G
MTRR 1801394 G G/G
MTRR rs162036 G A/A
MTRR rs1802059 A A/A
rs10380 T c/c
rs1800779 G A/A
N rs1799983 T G/G
SHMT1 rs1979277 A G/A
SUOX rs7297662 A G/A
VDR rs731236 G A/G
VDR rs1544410 T C/T
VDR rs2228570 A A/A
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Yo Takoe MeTunMpoBdHue

MeTUNMPOBAHME — 3TO MepPeaaYa XMMMYECKOro GPArMeHTd, HO3bIBOEMOro METUILHOM MPYMMOR (ATOMOM Yriepoad, CBA3AHHbIM
C TPEeMs aTOMAMM BOAOPOLA), OT OAHOM MOSEKyYSIbl K Apyroi. Jo6asneHe MeTUbHOM Mpyrbl ABSETCS OLHMM 13 CMOCO60B
Peryaumm aKCrpeccum reHa — CUHTE3A PUBOHYKIIENHOBOM KMcnoTsl (PKH) 1 6enkos. B HOpMAsbHbIX KNETKAX NpoLecc
METUIIMPOBAHMS OBECNEUYMBAET MNPABUILHYIO AKTUBALMIO M MOAABIEHUE SKCMPECCUM («BbIKIIOUYEHMEY) FeHOB.

LInkn METUNMPOBAHNS — OOHA U3 HAMGOEE 3HAUMMBIX METABOMYECKMX GYHKLIMIA OPraHM3mMa. HopMarnbHO npoTekatoLLme
NpPoLEeCcChl METUNIMPOBAHMS MOMOrAOT YenoBeky aadanTUPOBATLCS K CTPECCY, A 3HAUUT, U3GEXATL BONE3HEN U OTCPOUUTL
cTapocTb. Metunuposarme [HK cnoco6cTByeT M3MEHEHMIO reHOTUNA, YYACTBYET B PErynMpOBAHUN KIETOYHbIX MPOLLEeCCOB,
KOTOpble 06eCNeumBaOT CTPYKTYPRY M CTABUIBHOCTL XPOMOCOM, TpAHCKpunumio OHK 1 aM6proHansHoe passuture.

MeTl/IJ'IVIpOBOHl/Ie ABNAETCH OCHOBOW 3MUTEHETUKN — PA3LENA FreHETUKN, KOTOPbIN U3YyHAET HACNeAyemble N3MeHeHN AKTUBHOCTHU
reHOB BO BpeM4d POCTA U AefieHNd KJTeTOK.

CBA3b YPOBHSI METUJIMPOBAHUS CO 300POBbEM

Kak 136bITOUHbBIN, TOK M HEAOCTATOUHBI YPOBHU METUIMPOBAHWS MOMYT 6bITh BPEOHbIMU AN 30000Bbs. AKTUBALMUS 1N
0Ee0KTMBALMS HEKOTOPLIX KNtoyeBbix otnacten LHK MoOXeT NpnBoanTb K CEPbE3HBIM OCIOXHEHWGM.

MMnepMeTUNMpPOBAHME — UPE3MEPHbIN YPOBEHb NMPOLECCA METUITMPOBAHMS, KOTOPbIN MOXET U3MEHWUTH PAGOTY reHd, He
NO3BOMSS €My MPOU3BOONUTL TO, AN YETO OH MPEAHA3HAYEH.

MnoMeTUnUpoBaHUe NpPeanonardeT CAULKOM HU3KUA YPOBEHb METUIIMPOBAHMS, YTd TAKXE MOXET HECTM Bpe[.
HepocTaTtoyHOCTb NpoLEeCcca B OpPraHmM3Me MOXeT NPUBECTU K HECTABUTBHOCTM FEHOMA U TPAHEPOPMALIMM KITETOK.

HapyLlueHne npouecca METUIMPOBAHUS CNOCOBHO BbI3BATL MHOXECTBO NPOBG/IEM CO 3AOPOBLEM: B UACTHOCTM, BOCMANEHME,
KOTOpPOE YBEMMUMBAET PUCK ATEPOCKIEPO3d U AYTOMMMYHHbIX 3060/1€BOHIIA, TAKMX KAK BONMYAHKA UM PACCESHHbIN CKNepos; a
TAKXe CHUXeHne GYHKLMIA MMMYHHOM CUCTEMBI, PACCTPONCTBA AYTUCTAYMECKOrO CHEKTPd, FOPMOHASIbHbIA AMCEANIAHC, MIOXYO
CMOCOBHOCTb K AETOKCUKALMM, YCKOPEHWNE CTAPEHMUS, CHUXEHME GUINYECKIX BOIMOXHOCTEN 1 Ap.

rI/II'IepMeTIAJ'IVIpOBOHl/Ie M TMMOMETUNMPOBAHUE TAKXE UMPAIOT OFIPEedeIeHHbIE POMM B PA3BUTHM 3/TOKAYECTBEHHbLIX OMyXOonen.

Kak MyTaumMu reHOB BMSIIOT HO YPOBEHb METUNUPOBAHNUS

Kntouesyto ponb B npouecce METUIMPOBAHKUS urpaeTreH MTHFR, Hanéonee LWMPOKO U3yUeHHbIN B HYyTPUIEHOMUKE — HAYKe O
BIMSHUM NMUTAHUS YENOBEKA HA KCMPECCUIO reHoB. HOCUTENM AByX MyTALMIA B STOM reHe (MpUMepHOo 4% OT BCero HaceneHus
MUPQA) MPOU3BOAAT BHYTPUKIIETOUHbIN GepMeHT METUNEHTETRArMaPOGONATPEOYKTA3Y, AKTUBHOCTb KOTOPOMO CHUXEHA
npuMepHo Ha 70%.

Mpu HeQOCTATOYHOM YPOBHE METUNUMPOBAHUS MOIYT BO3HUKOTb MPOBGEMbI CO 300POBbEM: HAMPUMEP, MPWU CHUXEHUM
OKTMBHOCTM reHa MTHFR nponcxofuT HOKOMNeHMe roMoLMCTEMHA. BEICOKMIA YPOBEHD FOMOLIMCTENHA SBNSETCSH CEPbE3HbBIM
bAKTOPOM PUCKA MHOTUX MATONOMMI — BOne3fen cepaLa, OMadeTa, AyTOMMMYHHBIX 30601eBAHM (Mcopmasa),
HeBpPONOrMyeckmnx Nposdnem, PoKa 1 gp.

Yto Takoe «laHenbiMeTUNMpoBaHua cko»

OpHWM 13 NEPBLXIBPAYEN, KTO HAYOT OKA3bIBATH MOMOLLb AETAM C 30601E€BAHNIMN AYTUCTUHECKOrO CMEKTPA HO OCHOBE
N3YYEHUS NX TEHETUYECKMX MYTALMIA, CBA3AHHbIX C MPOLLECCOM METUIMPOBAHMS, CTANA AMEPUKAHCKUIA AOKTOP dMu fcko. PaHee
OHa 3aHUMaack fpoektom Documenting Hope for chronic disease no NpodunakTike 1 NeYeHno TXKENbIX XPOHUYECKMX
3060NeBAHNUA YfeTern. DTO NO3BONIIO MOATOTOBUTL CAELMASBHBIA CIUCOK FEHEeTUYECKMX MATONOMA, BINSAIOLLMX HO MPOLLECChI
METUANPOBAHWS U PA3BUTME AYTU3MA, KOTOPbIV CTAST HO3bIBATLCS €€ UMEHEM.
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Kak MHTEPNPEeTUPOBATb PE3yJbTATbl reHeTU4eCKOro aHanmnaa «lMaHenb MeTUNMNPOBAHUSA Acko»

leHeTMYecKne MapKepbl, OTOGPAHHbIE A1 HOCTOALLEro TeCTd, NPeQCcTABNAIT CO60M HaM6oee AKTYAsbHbIE MOKA3ATENM B
06NACTU FeHETUYECKUX MPEAPACMONOXEHHOCTEN, HO HOYYHbIE UCCNIEQOBAHUS B 3TOM 061ACTM Npogdomkatotcs. [ng yno6cTea
BALLErO YTEHMUS U MOHMMAHMUS MOMYYEHHbIX PE3ySbTATOB Mbl CrPRYMMMPOBASIM FEHOTUMbI U BbIBPAHHbBIE FeHbl B OMpPefeneHHble
MHOXeCTBA.

Pucku reHotTuna

+/+ 3TOT 3HAK 0603HAYAET, YTO BALL MONMMOPGU3M (MyTALMS) KOKOro-TO reHa COQEepPXUT ABA PUCKOBbIX ens. B
60MbLUMHCTBE CIly4YOeB 3TO FOBOPUT O POCTE PUCKA AN1S 300POBbS, HO MOTYT 6bITb UCKITIOUEHUSI.

DTOT 3HAK MOKA3bIBAET, YTO BALL MOAMMOPPU3M (MyTALMSA) KAKOrO-TO FrEHA COLEePXMT OAMH P bl anfens. B
60MbLUMHCTBE CIy4YOEB 3TO MOXET O3HAUYATH MOTEHLMANbHbIA PUCK 419 300POBbS.

-/- DTOT 3HOK O3HAYAET, YTO Bbl HOCIIEQYETE HOPMASIbHYIO BEPCUIO FTEHA U B 60SbLLUMHCT cm:es He umeeTe
reHeTUYeCcKne pUCKu 4ns 30opoBba.

N
|

-

HayuHas oueHka

MONHOCTLIO BANMAMPOBAHHLI (MoaTBepXaAeHHBIR) nofinmopdunam (SNP); o6HapykeHa cunbHas cBssb C ero
BO3[EMCTBMEM HA 3[,0POBbLE; MOMHOCTHIO 3KCMEPUMEHTABHO BANMANPOBAHHbIA MEXAHU3M ero AeiCTBUS;
NOBTOPSIEMbIE AOKA3ATENbCTBA €ro MOfb3bl H He KAMHUUECKMX MCCNEeNOBAHMA.

“ MonHocTbio BANUMAMPOBAHHbIA SNP; cuibHAs CBS3b C ero BO30enCTBUEM HA 300POBbE U 3KCMEPUMEHTASIbHO
noaTBepPXOeHHbIM MEXOHM3MOM OeW ; HEeKOTOpPble JOKA3ATENbCTBA MOSb3bl HA YPOBHE KIIMHUYECKMX
nccnenqoBaHUn.

MonHocTbio BanuamposaHibin SNP; cuibHas cBs3b C ero BO3AeiCTBUEM HA 300POBbE M SKCMEPUMEHTANBHO
NOATBEPXAEHHbIM Mex«a OM OencTBns; HeKOTopble [OKA3ATENbCTBA MOJb3bl HA YPOBHE KIIMHUYECKMX
nccnegoBaHUn.

XopoLuo Bqnvr)osoHHblﬁ SNP; ecTb ero cBs3b C BIMSHUEM HA 300POBbE; HEKOTOPAS BANUMAALMS MEXAHU3MA
ﬂeVICTBM(J'IVI O3[eNCTBUS HO 300POBbE, BbIMOMHEHHAS B MOAENSAX C YUOACTUEM XMBOTHbIX.

3 SNP npepcraenseT MeEOULMHCKUA MHTEPEC; eCTb €ro CBa3b C BO3AENCTBUEM HA 300POBLE; CYLLECTBYET SACHbIN, HO
eMPOBEPEHHbIN MEXAHU3M OENCTBUS.

OT1OoT SNP npencTasngaeT MeAULIMHCKUIN MHTEPEC; eCTb €ro CBA3b C BO3AENCTBUEM HA 3[,0PO0BbE; MOKA HEACHbIN
MEXAHW3M OEeNCTBUS, HO MPUCYTCTBYIOT XW3HECNOCOBHbIE HAy4Hble rmMnoTesbl.

3710T SNP NpencTaBnseT NoTEHUMANbHbLIA MEQULIMHCKUI MHTEPEC; NMOKA MPUCYTCTBYET HESCHbIA MEXAHWU3M €ro
LLencTBUS; OBHAPYXEHA HEKOTOPAS CBS3b C BO3AEMCTBMEM HA 300POBbLE.

310T SNP npepctaBnget NOTEHLUANbHbIA MEOULIMHCKUIA MHTEPEC; MOKA NPUCYTCTBYET HESICHbIN MEXAHU3M ero
OEenCcTBMS; cnaéas CBs3b C BO3OENCTBMEM HO 300POBbE.

SNP BbisSiBNEH, €CTb ONMCAHWE €ro BAPUAHTOB U BCTPEUAEMOCTb HO FEHETUYECKOM YPOBHE Y YeNoBeKd; Cnaéas CBsi3b C
BO3[ENCTBMEM HA 300POBbE.
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fen ACATI

[eH ACAT1 kopupyet auetun-KoA auetuntpaHcdepasy (auetoauetmn-KoA TMONA3y) - MUTOXOHAPUASBHO NOKOAU3OBAHHLIA GEPMEHT,
KATQNUUPYIOLLMIA NOCHEAHWIA STAM MyTH 6ETA-OKUCIEHNS MUTOXOHLPMI, O TOKXE YYACTBYIOLLUIA B 6€TA-OKUCTIEHUU XMUPHBIX KUCTIOT.

®dyHkummn reHa ACATI
leH ACAT1 UrpaeT BAXHYIO POJib B METAGOIM3ME KETOHOBLIX TeN. AKTUBMPYETCS MOHAMM KAMUS, HO HE MOHAMW HATPWS.
Skenpeccns ACAT] TRAHCKPUNLMOHHO CTUMYSIMPYETCS NENTUHOM, QHMMOTEH3MHOM || 1 MHCYIMHOM B MOHOLMTAX/ MAKPOdArax Yyenoseka.

MHCynnH-onocpenoBAHHAS Perynsaums Takxe BKItoYaeT curHanbHble nyti ERK, p38MAPK 1 JNK.

BnusaHue reHa ACAT1 Ha 3gopoBbe

MyTaummn ACAT1 cBS3aHbI C AeDULUTOM MUTOXOHOPUANBHOM dueToaLeTun-KoA TMonasbl, KOOMPYEMOn 6erKOM, YTO TAKXe HEBbl cq oe UTOM
KETOTMONA3bI.

Mockonbky MUTOXOHAPWANBHAS aueToaueTun-KoA TMonasa y4acTeyeT B 6€TA-OKUCNIEHUN, AedUUMUT OAHHOTO q)epMeHT pn3yeTcs
MOBbILLEHHbBIM KONMYECTBOM COSAMHEHNI XONECTEPUHA B KPOBM.
[edekTbl reHa ACAT1 BbI3bIBAIOT AePULUT 3-KETOTUONA3bI. 10 MHEHMIO [OKTOPA FICKO, 3TO MOXET NPUBE3TU KYBE. HUIO KOANMYECTBA
MATOTrEHHbIX MUKPOOPIAHWM3MOB B KULLEUHMKE (OCOBEHHO KITOCTPUAN), O TOKXE K MOBbILLEHUIO YPOBHS METAGONMUTOB HbIX KMCOT.
Kpome Toro, nosbilueHHas akcnpeccus reHa ACAT1 6bina CBA3aHA C NPOSBAEHUSMM PAKA NPE[CTATENb nockonbky ACATI
3HAYMTENBHO BOSIbLLE BKCMPECCUPYETCS B TKAHM PAKA NMPEACTATENBHOM Xenesbl MO CPABHEHW o B [O6POKAYECTBEHHbBIX
KNETKAX.

BaxHo, uTo6bl akcnpeccusa reHa ACAT1 6bina HO AfeKBATHOM Yp N He CHUXANACh

lfen ACAT1 Monumopduam rs3741049

Baw reHoTun

Annene 1 Annenb 2 METUNMPOBAHMWS MPOUCXOAMT HA JOCTATOYHOM YPOBHE.
G G
O6HAPYXEHHbIA reHOTUM He T

npoLeccbl METUNMPOBAH

HayuHas oueHi
nonuMopousmMa

reHa ACAT1

YacToTta pucKoBbIxX
annenen (%)

A 15

YacToTbl reHOTUMNOB B
eBponenckon nonynaumu, %

G/G (77%), G/A (21%), A/A (2%)

NecTouHuk nHopmaumm:

https://www.ncbi.nlm.nih.gov/snp/rs3741049?vertical _tab=true
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len ACE

l'eH ACE «oavpyeT aHroTeHanH-npespataioLmin depmeHT (AMND, aHrn. ACE), MrpaioLLmi KIlouesyio posib B PerynsLym KPOBSHOMO AABNEHNS.

®dyHkuumn reHa ACE

ACE npeo6pasyeT HEAKTUBHbIA OHMMOTEH3MH | B €ro aKTUBHYKO GOPMY QHMMOTEH3MH |l, KOTOPbIZ MOXET BbI3bIBATL CYXEHUE KPOBEHOCHBIX COCYO0B
1 NOBbILLATL gaBneHne. AN Takxe Cnoco6eH PA3PYLLATL AKTUBHbIE BA3OAMIATATOPRSI, PACLUMPSIOLLME COCYObI.

AHUTMOTEH3WH Il 9BNSETCS MOLLHBIM COCYyLOCYyXMBAKOLMM CpedCTBOM, A 3TO O3HAYAET, YTO, KOrad OH CBA3bIBAESTCH CO CBOUM pelenTopOM, TO
BbI3bIBAET CyXeHMe KPOBEHOCHbIX COCYLOB, UTO MPUBOAMUT K MOBbILLEHUIO KPOBAHOIO OABIEHUS.

BnusHue reHa ACE Ha 3gopoBbe

B HopMe y pasHbix Ntoger yposeHb ATNP B NiasmMe KPOBKU MOXET PA3NMYATLCS A0 5 pas. Y KOHKPETHOro xe yenoseka yposedb AR gocTaTtoyHo
cTaéuneH. Takue koneéaHus ypoBHs AMN® mMexay nofbMu BbI3BAHBI Monvmopéuamom reHa ACE.

Hanuune nonumopduramor reHa ACE, nosbILLAOLLMX YpoBEHb AlND, yCUNMBAET CTPECCOBYIO PECKLMIO, BbI3bIBAS BEICBOOOXKAEHUE QROEHATNHA U
HopapapeHannHa. bonee Bbicokne 3HauveHus AlNd cBa3aHbl C Aenpeccuen.

MoBbILLEHHbIR ypoBeHb ATND 06HAPYXMBAETCS TAKXE NPU NPOKA3e, r’MNepTMpeo3e, OCTPOM renatute, NepBAHHOM GUIMAPHOM LiMppo3se,
COXAPHOM AnabeTe, MHOXECTBEHHbIX MUEIOMAX, OCTEOAPTPUTE, AMUIONA03e, 60M1e3HM [oLe, MHEBMOKOHNO3€, MTMCTOMAA3MO3€e, MUIMAPHOM
Ty6epkynese.

3HayeHus AMND cHXXAOTCS NPW 3A601EBAHMSX NMOYEK, O6CTPYKTUBHbBIX 3A60NEBAHNUAX NErKNX UAUMOTUPEO3E. [oKa3aHMS ypoBHS AMNd
MCMOSb3YKOTCA ANS MPOrHO3MPOBAHKS MOYEUYHON HefOoCTATOYHOCTH (IgA-HedponaTha) 1 accEUMMPOBAHLI C BEIHOCIIMBOCTLIO OPraHU3Ma Mpwu
OSVTENbHBIX PUINUYECKUX HIPY3KAX.

BaxHo, uTo6bl akcnpeccus reHa ACE 6bina Ha HU3KOM YPOBHE U He YBEAMUYMEANACH

l'en ACE Monumopduam rs4343 BnuaHue Ha 3popoBbe

Baw reHotun ~ ~ Y
01. O6HapYxeH reHot!n G / A, ConepXaLlmuin PUCKOBBI annenb "G", UTo MOXeT yXyaLIaTs

Annenb 1 Annenb 2 COCTOSIHME 300POBbA
G A 02. B 30BMCUMOCTM OT U3MEHeHUI reHeTnyeckoro koga reHa ACE | n ACE D sbigenstoT
nBe ¢opmbl ACE. Bbino NokasaHo, 4to annenb pucka "G" rs4343 B ATID

(aHrvoTeHaMHNpeBpaLLaoLLIMM GepMeHTe) OeNCTBYEeT KaK MapKep A TeX, KTO HeceT
annens geneuun (D).

O6HapyxeH puckoBbln annefb G, 03. Y niogen, Hecylumx annenb pucka "G" rs4343, pacTeT ypoBeHb Ald, 4To NPUBOANUT K
MOTEHUMASBHO YXYALIQIQUMIA COCTOSIHUE YCUINEHHOM NepepadoTke AHMMOTEH3WHA | B ero akTUBHYIO $OPMY AHrMOTEH3MH II. Bo
3nopgEL BPEM$ GUINYECKOM TPEHUNPOBKM 3TO O3HAYAET, YTO KPOBSIHOE AABneHue yaet
MOBLILLATLCS BbICTPEE Y TEX, KTO HeceT annesns "G". 3To yBennyeHmne KpoBsHOro
HayuHas éueHka LOBNEHWsS CBA3GHO C POCTOM PUCKOB CEPLEYHO-COCYANUCTbIX 3A60NEBAHNI U
nonMmopdunsmMa Ha60pPOoOM Beca Tena.
lloTeHuuansHoe AevicTene: 04. VIHTepEeCHO, UTO eCTb HEKOTOPbIE LOKO3ATENBCTBA TOrO, YTO NOAM C annenem "G"
yBernierne aktusHocTu rera ACE MOrYT MOKO3bIBATH Nly4lLMe Pe3yNbTAThl B CMOPTE, TPEBYIOLLEM KOPOTKMX BCMIECKOB
WMHTEHCMBHOWM OKTUBHOCTU, TOKMX KK CMPWHT, B TO BPEMS KAK NIOAM ¢ annenem "A"
R0 Blcioenin  YacTora puckosbix MOTYT AEMOHCTPUPOBATL XOPOLLNE PE3YNETATHI B CMOPTUBHBIX COPEBHOBAHMAX HA
. A annenei (%) BbIHOC/IMBOCTb. [10eAnonaraeTcs, Y4To 3TO CBA3AHO C U3MEHEHWSMUN B GU3NOMOrmM
A G 36 ceppua y Hocutenen annens "G", umetoLmx éonee KpynHble cepaLd, KoTopble MoryT

pPearnpoBaTh BbICTPEE HA HAMPY3KY, HO MEHee NPUCNOCOBEHDI K ANUTENbHBIM

YAPAXHEHNAM HA BbIHOCIMBOCTb.
YacToTbl reHOTMNOB B

eBponenckon nonynaumu, %

A/A (52%), A/G (36%), G/G (12%)
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leH AHCY

[eH AHCY koaypyeT aneHo3MnroMoLMCTEMHA3Y - GepPMEHT, NPEBPALLICIOLLMIA S-AAeHO3MITOMOLIMCTENH B FOMOLICTEMH.

®dyHKkuun reHa AHCY

ALEHO3UNTOMOLMCTENH SBNSETCS KOHKYPEHTHBIM MHIMEUTOPOM METUNTPAHCPEPA3HBIX PEAKLMIM, KOTOPbIE 3ABUCST OT S-a4eHO3UI-L-MEeTUOHMHA
(Takxe HasbiBaemoro SAM-e), NosToMy OIEHO3UATOMOLMCTEMHA3A UTPAET KITKOYEBYIO POJTb B KOHTPOSIE METUIIMPOBAHUS Yepes Perysaumio
BHYTPUKIIETOYHOM KOHLIEHTP ALK afeHo3unromouncTenHa. dpyrimm cnosamu, reH AHCY KOHTPONMPYET CKOPOCTb METUIMPOBAHMS.

BnusaHue reHa AHCY Ha 3popoBbe

MNonnumopdunamel reHa AHCY yMEHbLLIQIOT KONMMYECTBO NPOM3BOAMMOro GepMeHTa aAeHO3MNTOMOLMCTENMHA3LI. JTIoam ¢ NonnMMop
AHCY 06bI4HO MMEIOT OYEHb HU3KMIM YPOBEHb FOMOLMCTENHA, O6PA3YIOLLErOCs KAK MOG0OYHbIR MPOAYKT METUIMPOBAHMS. Kpo!
nonMMop®U3Mbl MOTYT MPUBECTU K AHOMCNTbHO HU3KMM UM AHOMOTBHO BbICOKWM YPOBHSM AOEHO3UHA.

Y Hocutenen mytaumin reHa AHCY onpepensercs BbICOKUI YPOBEHb METUOHUHA, KOTOPbIN SBASIETCS OQHMM U3 OCHOBHBI
0N METUNIMPOBAHMS. DTO COCTOSHME HA3LIBAETCS MMNEPMETUOHNHEMUEN.

Hannune nonmmopdmamos reHa AHCY noppasyMeBaeT OrpaHUUYEHHYIO CNOCOBHOCTb METUIMPOBATL HENPO! Opbl, N
MOKPOMOMEKYIbI, O TaKXe co6cTBeHHyo [JHK. HermpomeanaTopsl, KOTOpbIE HOKAMNIMBAKOTCS B YPE3MEPHbIX KOMNY aX, B
AJPEHANMH Y HOPALPEHANMH.

HW3kunin ypoBeHb OAEHO3MHA M BbICOKUI YPOBEHL HEMPOMEANATOPOB NMPWBOAST K PE3KMM Nnepena

[ednunt SAM-e 6bin CBA3AH C PA3NNYHBIMU PACCTPONCTBAMM 3A0POBbLS, BKIIIOYAS Aenpecc OMUANTUIO.

BaxHo, uto6bl akcnpeccusa reHa AHCY 6bina HO afekBATHOM yp He CHUXanacb

leH AHCY Monumopousm rs819171

Baw reHoTun

Annene 1 Annenb 2 METUNMPOBAHMWS MPOUCXOAMT HA JOCTATOYHOM YPOBHE.
T T
O6HAPYXEHHbIA reHOTUM He T

npoLeccbl METUNMPOBAH

C+ HayuHas oueHi
nonuMopousmMa

CcKoBbIi  YaCTOTA PUCKOBBIX
nenb annenb annenen (%)

C 29

YacToTbl reHOTUMNOB B
eBponenckon nonynaumu, %

T/T (78%), T/C (20%), C/C (2%)




leH AHCY MNonumopdusm rs819134
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BnuaHue Ha 3popoBbe

Baw reHoTun

Annens 1 Annenb 2

A A

-/=

OB6HAPYXEHHBIA rEHOTUM He BNUSET Ha
npoLEecchl METUINPOBAHMS

C+ HayuyHas oueHka
nonumopéusma
MNoTeHuunanbHoe pencrTene:

CHWXEeHWe aKTMBHOCTM reHa AHCY

OcHoBHOM PuckoBbii  YacToTa pucKoBbIX
annenb annens annenen (%)
A G 30

YacToTbl reHoTMNOB B
eBponenckon nonynauuu, %

A/A(77%), A/G (21%), G/G (2%)

leH AHCY Nonumopousm rs819147

Baw reHoTun

Annenb 1 Annenb 2

T T

O6HAPYXEHHbIA FreHOTU

anbHOEe aencTeme:

QKTUBHOCTM reHa AHCY

Puckoebin  YacTtoTa puckoBbIx
annenb annene (%)

T C 32

YacToTbl reHOTUMNOB B
eBponenckon nonynaumu, %

T/T (49%), T/C (42%), C/C (7%)

OB6HAPYXEHHBIV FEHOTUM HE OKA3bIBAET BIUSIHWUS HO MPOLLECChl METUAMPOBAHMS. poLiecc
METUMPOBAHUS MPOUCXOANT HA AOCTATOYHOM YPOBHE.

UcTouHuk nHpopm

Bnusitve Ha 300poBbe

APYXEHHbIV F’EHOTUM HEe OKA3bIBAET BIUAHUS HA MPOLLEeCChbl METUMPOBAHMUS. ['Ipou.ecc
>TUINMPOBAHUA NPONCXOONT HAO OCTATOYHOM YypPOBHe.
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feH BHMT

BHMT - 6eTANH-TOMOLIUCTENHOBAS MeTMﬂTpOHC¢epO30, KATanunanpyeT npespdLleHne 6eTAMHA U FOMOLMCTENHA B METUOHWH U OUMETUATTIULLMH.
Bonblue Bcero oH BbIDAXEH B MOYKAX U MeYeHN.

®yHKuMn reHa BHMT

YyacTByeT B perynsaumm Metaéonmama roMmoumctemHa. MNMpeepallaeT 6eTAWH M FOMOLMCTENH B AUMETUATIULMH U METUOHMH
COOTBETCTBEHHO.[JAHHAS PeaKLMs TAKXe HEOBXOAMMA AN HEOB6PATUMOrO OKUCIEHUS XONUMHA, U SBASIETCS OOHUM U3 ABYX METOLOB, HAPSIAY C
BbIPABGOTKON METUOHUHCUHTA3bI, UICMOMb3YyEeMbIX A1 O6eCnedYeHns OPraHnM3Ma HE3AMEHUMOM AMUHOKUCIIOTON — METUOHUHOM.

BnusaHue reHa BHMT Ha 3popoBbe

MponykTbl reHa BHMT 3aHMMAIOT LEHTPAIBHOE MECTO B «KOPOTKOM MyTWU» Yepes LMK METUIIMPOBAHWS, MOMOras Npeo6pasoBdTb rOMOLMETENH B
METUOHWH. Ha X OKTUBHOCTb MOXET BIWSTb CTPECC, KOTOPbIN HAMPSMYIO 30BUCUT OT YPOBHSI FOPMOHA KOPTU30S1d; KpOMe TOFO, OHIW MoryT
YNPABNSATb NPOSBAEHNEM CUHAPOMA AePULUTA BHUMAHUS U TMNEPAKTUBHOCTM, OKA3bIBAS BAUSHWE HA YPOBEHb HOPAAPEHAMHA.

CylecTByeT HeCKOSbKO NonMmMopdunamMoB reHa BHMT, koTopble orpaHNUMBAIOT €ro GyHKLMIO, YTO MPUBOAUT K AedulmnTy KOOMPYEMOro depMeHTa.
Ectb SNP (0gHOHYKNEOTUAHBI MOMMMOPGU3M), YCUIMBAIOLLMIA OKTUBHOCTL reHa BHMT.

[epecTporikn B reHe MOryT BbI3bIBATb MOBbLILLEHWE YPOBHS FOMOLIMCTENHA U PA3BUTUE CEPAEYHO-COCYANCTLIX 3AGOAEBAHNI, O TAKXE AyTU3M,
LINM30dPEHMIO N BPOXAEHHbIE fedeKTbl HEPBHOM TRYOKM.

Y oénagarenei AAHHOTO MOMMMOPOU3MA FOMOLIMCTENH MOXET HOKAMIMBATLCS O BPEeOHbIX 3HAUYSHIUMA, O YPOBHM METUOHMHA, HOOG0POT,
CHUXATLCA. TOKUE M3MEHEHMS YXYALLAIOT COCTOSIHME 300PO0BbS 1 YBEIMUMBAIOT PUCKM 60Me3HE!

BaxHo, uTo6bl 3Kcnpeccus reHa BHMT 6bina Ha afekBATHOM YPOBHE U HE CHUXANACH

l'en BHMT Monumopuam rs651852 BnuaHue Ha 3poposbe

Baw reHotun h ~ —_
01. _@6HopyXeHHbIN FeHoT!n C / T cOOepXUT PUCKOBbIV ainienb "T", UTo MOTEHLMASBHO

Annene 1 Annene 2 CHUXGIET 3bGEKTUBHOCTL NPOLECCA METUITMPOBAHMS Y MOXET YXYALATb COCTOSHME
300POBbS.
(o4 T
02. 1o MHeHuIo fokTopPa HAcko, NonMMopdnam rsé651852 reHa BHMT cBa3aH ¢ BIMsHWEM

NCUXONOrM4Y4eCcKoro CTpecca HaA ypoBEHb BHUMAHMSA YEeNOoBEKA. AKTUBHOCTb 3TOrO
reHHOro MPOAYKTA MOXET YMEHbLUATLCS MO, BO3OeMCTBMEM NCUXONOrMYECKOro

CTpecca, NOBLILLAOLLErO YPOBEHb KOPTMU30S1A; OH TAKXE MOXET OKA3bIBATL BIUSIHWE
O6HapyxeH puckosblin annenb T, 4To
MOTEHLUMANBHO CHUXAET 3$PeKTUBHOCTE

NPOLLECCa METUAMPOBAHMS N3MEHeHWe YPOBHS HOPALPEHANMHA.

HQ BEIPAXEHHOCTb CUHAPOMA AePUUMTA BHUMAHMS 1 runepakTusHocTi (COBI) uepes

HayuHas oueHka
nonumopéusma

MoTeHuManbHOE aencTene:

CHWXEHMEe AKTMBHOCTU reHa BHMT

Oc#HoBHoM Puckoebin  YacToTa puckosbix
annenb annenb annenen (%)
c T 41

YacToTbl reHOTMNOB B
eBponenckon nonynaumu, %

C/C (29%), C/T (50%), T/T (21%)
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l'en BHMT Nonumopéusm rs567754 BnusiHue Ha spopoBbe

Baw reHotun ~ ~ —
01.  O6HapyxeHHbIn reHoTn T / T conepXuT pUCKoBbIi annenb "T", 4To NOTEHUMANbHO

Annene 1 Annenb 2 CHUXaET 3pPEKTUBHOCTb NPOLLECCA METUTIMPOBAHMS U MOXET YXYALLATh COCTOsIHME
300POBbE.
T T
02. Monumopduam rs567754 reHa BHMT CBS3OH C MIBMEHEHWEM YPOBHS CENeHa B

OpraHnsMe 1 HakonneHeM ero B HoOrT4ax. PocTt YPOBHSA CeneHa MOXeT yBeNin4rBATb

+/+ PUCKM PA3BUTUS CUCTEMHOM KPCAICHOM BONUAHKM.
O6HapyxeH puckoBblid annens T, uto 03. TloMHeHMIO BOKTOPA ACKO, NONMMOPdUN3M 567754 CBA3AH C HOPYLLEHNEM COCTOSHUS
MOTEHUMANBHO CHUXAET 3¢ $eKTUBHOCTL MUKPOMOPbI B KMLIEUYHWKE, YTO CHUXAET NOSTyYeHNe OPraHN3MOM BUTAMUMHOB Py MMbI

npouecca MeTuInpPoBAHUA B

HayuHas oueHka
nonuMopousmMa

MoTeHuunanbHoe pgencTene:

CHUXEeHWe AKTUBHOCTWU reHa BHMT

OcHoBHoO PuckoBbin  YacToTa puckoBbIx
annenb annenb annenen (%)
C T 29

YacToTbl reHoTMNoB B
eBponenckon nonynauuu, %

C/C (44%), C/T (45%), T/T (11%)

NcTouHuk nHopmaumu:

https://www.sppedia.com/index.php/Rs567754

len BHMT Nonumopéusm rs3733890 BnusHue Ha spoposbe

Baw reHoTtun .
OQGHAPYXEHHBI FeHOTUM HE OKA3LIBAET BMSHWUS HA MPOLLECCHI METUAMPOBAHMSA. lNpoLiecc

Annene 1 Annenb 2 METUIMPOBAHMS MPONCXOIUT HA AOCTATOYHOM YPOBHE.

G G

OB6HAPYXEHHbIN reHOTUf He BNVSET HA
npoLecchl METUNMPOBAHMKS

HayuyHas oueHka
nonuMepousMa

MoTeHumnanLHoe gencraeme:

YBennueHne akTMBHOCTM reHa BHMT

OcHoBHOWM Puckosbin  YacTOTa pPUCKOBBIX
annenb annenb annenen (%)
G A 29

YacToTbl reHOTMNOB B
eBponenckon nonynsauum, %

G/G (48%), G/A (41%), A/A (11%)
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l'en BHMT MNonumop¢uam rs617219 BnusiHue Ha spopoBbe

Baw reHotun ~ ~ .
01. O6HapyxeH reHoTun C/C, conepXalluin puckosbii annesns "C", UTO MOXET CHUXATb

Annene 1 Annenb 2 3bPEKTUBHOCTL NPOLIECCA METUITMPOBAHMUS 1 YXYALLIATb COCTOSIHNE 300POBbS.
C (o4 02. 1o MHeHuto fokTopa Acko, NonMMopdunam rsé17219 cBs3aH C U3MEHEHNEM COCTOSHUS
MUKPOGIOPEI B KULLIEYHUKE.

+/+ 03. HekoTopble NCCnenoBAHUS MOKA3AIN CBS3b MONMMOPGU3MA rs617219 ¢ NOBLILLEHHBIM
cofepXaHMeM 6eTANHA B KPOBW, YTO CHUXANO PUCK POA3BUTUS ULLEMUYECKON 6ONe3HU

O6HapyXeH puckoBbli annens C, 4to Cepaua y XeHLLUMH.
NOTEHLMASIBHO CHUXAET 3$PEeKTUBHOCTb
npoLecca METUIMPOBAHUS

HayuHas oueHka
nonuMopousmMa

MoTeHuunanbHoe pgencTene:

CHUXEeHWe AKTUBHOCTWU reHa BHMT

OcHoBHoO PuckoBbin  YacToTa puckoBbIx
annenb annenb annenen (%)
A C 37

YacToTbl reHoTMNoB B
eBponenckon nonynauuu, %

A/A (41%), A/C (46%), C/C (13%)

NcTouHuk nHpepmaumm:

Genome-wide @ssogiation study and targeted metabolomics identifies sex-specific
associatiomef CPST with coronary artery disease. PMID: 26822151

& 7 len CBS

[eH CBS koavpyeT uMcTaTnoHnH 6eta=enuiasy (CBS) - pepMeHT, MpeBpaLLaioLLIMA FOMOLIMCTENH B LIMCTATUOHMH, UTO SBASETCS NEPBbIM 3TANOM
NyTN TPAHCCYNbGYPALMM.

®yHKuumn reHa CBS

leH CBS ¢ nomMoLLbio BUTAMUHA B6 NpeBPALLaeT roOMOLMCTENH B LMCTATUOHMH, KOTOPbIN 30TEM NPEBPALLAETCS B LIMCTEUH NOM, AeCTBUEM
LMCTATUOHUH-TAMMA-TUFA3bl STOT MyTb O6€CMNEUMBAET XUIHEHHO BAXHbIA MCTOYHUK AMUHOKUCNOTbI LIMCTEMHA, HO TAKXE SBseTCs
©[MHCTBEHHBIM MEXAHV3MOM OPFAIHM3MA A71s1 YAGIEHWS CEPOCOAEPXALLIMX AMUHOKUCIIOT, KOG OHU MPUCYTCTBYIOT B U36bITKE.

Bbino nokdsaHo, 4to y mofen reH SBC He aKkcnpeccunpyeTcs B CePAEUYHOM MbILLLLE W MePBUYHBIX KYNBTYPAX SHOOTEMANBHBIX KIIETOK AOPThl. ITO
NpPennonaraeT,ATo 3T1 TKAHU MOMYT UMETb MOBLILLEHHYIO YyBCTBUTENIbHOCTb K TOKCUYHOCTM FOMOLMCTENHA, U YTO LMCTEUH B TOKUE OPraHbI
LOKEeH NOCTYNOATh U3 BHEKSIETOUHbIX MCTOYHUKOB.

BansHve réHa CBS Ha 3gopoBbe

CDepMeHT CBS Yy4QaCTBYEeT B I'IpeOépOBOBOHI/IVI rOMOUMCTENH B OCHOBHOW OHTUOKCUOAHT — MyTATUOH. MN36bITOYHOE KONMMUYECTBO rOMOLMCTENHA
MOXeT MOBPenTb SHOOTENMMASIbHbIE KNTETKK, KOTOPbIE BbIC/IAMBAKOT CUCTEMY KpOBOOépOLLleHVIﬂ n cephue, NpnBoas K BOCNANEHUIO 1 yBEeINYMBAA
PUCK PA3BUTUSA ULLIEMUYECKOM 6onesHu cepgua.

ﬂOﬂMMOpd)VIBMbI reHa CBS CBA3AHbI C MOBbILLEHHbIM cepaeyYHoO-CoOCYaNCTbIM PUCKOM, A TAKXE C XeNygoYHO-KULLIEYHBIMM PACCTPONCTBAMU,
BO3HMKAOWMMU 13-3A npoéneM C yOasieHVeM MULLLIEBOM Cepbl.

OénapaTeny ogHOM MyTAHTHOM U OAHOM HOPMALHOM KoMK reHa CBS He MMEeIoT roMOLMCTUHYPWK (HOCTIEACTBEHHOrO 3A60IEBAHWS, CBA3AHHOIO
C POCTOM YPOBHS FOMOLMCTENHA), OQHAKO YACTO UCTILITLIBAIOT HEXBATKY (AeduLMT) BUTAMUHA B12 1 GponmMeBomn KUCTOTHI.




Monumopéusm rs1801181
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BnuaHue Ha 3popoBbe

Baw reHoTun

Annens 1 Annenb 2

G G

-/=

OB6HAPYXEHHBIA rEHOTUM He BNUSET Ha
npoLEecchl METUINPOBAHMS

HayuyHas oueHka
nonumopéusma
MNoTeHuunanbHoe aencrene:

CHWXeHWe akTMBHOCTU reHa CBS

OcHoBHOM PuckoBbii  YacToTa pucKoBbIX
annenb annens annenen (%)
G A 30

YacToTbl reHoTMNOB B
eBponenckon nonynauuu, %

G/G (45%), G/A (44%), A/A (11%)

len CBS Nonumopdusm rs234706

Baw reHoTun

Annens 1 Annenb 2

A A

+/+

O6HApPYXeH PUCKO
YBENUYMBAIOLLMI AKTUB

MCKOBbIA  YaCTOTA PUCKOBbIX
annens annenein (%)

G A 20

YacToTbl reHOTMNOB B
eBponenckon nonynsaumu, %

G/G (65%), G/A (29%), A/A (6%)

OBHAPYXEHHbBIN TEHOTUM HE OKA3bIBAET BIIUSIHWS HO MPOLLECChl METUIMPOBAHMS. Mpouecc
METUMPOBAHUS MPOUCXOANT HA AOCTATOYHOM YPOBHE.

Q\O

hp/Rs1801181

McTOUHUK MHPORM

L eH reHoTUn A/A, conepXaLLmii pUCKOBbIA annesns "A", 4To MoxeT
YBENMYMBATL OKTUBHOCTL reHa CBS.

2. MNonumopdumam rs234706, BOIMOXHO, ABNSETCS HaMG0see LWNMPOKO UCCNEeOOBAHHbBIM
SNP reHa CBS, a Takxe Hanéonee CropHbIM. [epBoHAYAbHbIE NCCNEROBAHMS
MOKA3aNK, YTo annesnb pucka "A" 6bin CBA3AH C MNOBbILLEHWEM AKTUBHOCTH reHa CBS.
OpHako, 6onee NosgHWe CCNefoBAHUS He MOKA3AN HUKAKOrO PUCKA UK AaxXe
NPOAEMOHCTPUPOBANM NPOTUBOMONOXHbIN 3bOEKT.

03.  YBenuuerune akTMBHOCTU reHa CBS MOXeT npuBecTu K pOCTy NPOU3BOACTBA AMMUAKA,
O[HAKO YPOBEHb PUCKA, KOTOPbIN 3TO yBENMUYEHNE HAKAOBIBAET, HesiceH. BeposTHo,
He TpebyeTcs MEHATb MUTAHWE NPU PUCKOBOM annene "A", eCnm Tonbko ypOoBeHb
CMMUWOKA B CbIBOPOTKE KPOBU HE 6bliT OBHAPYXEH MOBbILLEHHBIM. OfHOKO CTOUT
N36eraTh BbICOKUX [O3 Cepbl (MYTATUOHA, IMMOEBOM KUCIOTI). HekoTopble HocuTenu
puckoBoro annens "A" MOryT 6bITb UyBCTBUTESbHbI K MULLE C MOBbILUEHHbIM
COEPXAHMEM CePbl, HAMPUMEP, KPECTOLBETHLIM OBOLLIAM, SALLAM 1 YECHOKY.
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MNMonumopdusm rs2298758 BnusiHue Ha spopoBbe

Baw reHotun _
OBHAPYXEHHbBIN FTEHOTUM HE OKA3bIBAET BNSHMS HA MPOLeCChbl METUAMPOBAHMS. Mpouecc

Annerb 1 Annenb 2 METUMPOBAHMS MPOUCXOIUT HA AOCTATOUHOM YPOBHE.

G G

-/=

OG6HAPYXEHHBIA rEHOTUM He BNUSET HA
npoLEecchl METUINPOBAHMS

HayuyHas oueHka
nonumopéusma
MNoTeHuunanbHoe aencrene:

CHWXeHWe akTMBHOCTU reHa CBS

OcHoBHOM PuckoBbii  YacToTa pucKoBbIX
annenb annens annenen (%)

G A 0,042
YacToTbl reHoTMNOB B v
eBponenckon nonynauuu, %
G/G (99,96%), G/A (0,04%), A/A (0,002%)

UcTouHUK nHPpo,

https://www. /rs2298758?vertical_tab=true

eH COMT koaupyet katexon-O-meT! aHche (COMT) - dpepMeHT, HAKTUBUPYIOLLMIA AOPAMUH 1 QAPEHANNH.

PyHkumu reHa COMT

HermpomegnaTopsl 310 He6osbLUKe nosib3yemble 48 Nepenayy CUrHANOB MEXAY HEPBHbLIMU KNETKAMU MW OT HEPBHOM KIETKM K
KneTke-MULLEHW, TOKOM KOl a. B kauecTtse pepmeHTa COMT MOXET MHOKTUBMPOBATD MHOTOYMCIIEHHbIE HEMPOMEANATOPDI
(kaTexonamuHsl), BKITIO EHAMH U HOPOQPEHANH.

COMT pgeakTusn b, BBOLS B UX CTRYKTYPY METUIbHYIO FPYMMy, KOTOPAs Nepefaetcs S-ageHo3MnMeTMoHmHoM (SAM). Ha
npoaykumo SAM HOBBIN LIMKI1, B KOTOPOM GEepPMEHT MeTuneHTeTparnapodonarpenyktasa (MTHFR) ssnaetcs nuMuTupytoLLiemn
cTagmnen. 1 MTHFR 06bIYHO roBOPST OQHOBPEMEHHO.

Bn COMT Ha 3popoBbe

1 akTMBHOCTE COMT MPUBOAST K HU3KMM YPOBHSIM KATEXONIAMUHOB (M3-301 MOBbILLEHHOro pacnana). Ml Ha060poT, H13kue
1BHOCTL COMT MOBBILLAIOT KATEXONAMUHBI B PE3YSIbTATE CHUXEHUS pacnand. AKTMBHOCTL reHa COMT aBnaetcs OgHUM 13
OB CTPECCOYCTONUMBOCTY OPIAHU3MA.

B nccnenoBaHmsx 6bi1o MOKA3AHO, YTO NONMMMOP®U3M rs4633 reHa COMT BAMSIET HO KAYECTBO BbIMOMHEHWS KOTHUTUBHBIX 30404 W LUMPOKO CBA3AH
C UCTMONHUTENbHBIMU GYHKLMSMU, TOKMMU KOK TOPMOXEHME PEAKLIK 1 ABCTPAKTHOE MbILLNEHWE.

Mockonbky COMT yyacTseyeT B MeTA60M3Me AOPAMUHA, YUEHbIe NPEeanonoXuau, 4To NoamMopdunam reHa COMT MOXET BANATL HO PA3BUTHE
ankoronmama. Sndopus, MHOYLMPOBAHHAS STAHOMOM, CBS3CGHA C 6bICTPLIM BbICBOSOXAEHNEM OPAMMHA. Y floAen, HOCNeLOBABLUMX PUCKOBbIE
Qnnenw, ypoBeHb MHAKTUBALMM OPAMMPA OTHOCUTENBHO CHUXEH, M OHWM 6051ee MOABEPXEHbI PO3BUTUIO QIKOrOSTbHOM 3ABUCMMOCTU.



lfen COMT

NMonumopéusm rs4633
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BnuaHue Ha 3popoBbe

Baw reHotun

Annenb 1 Annenb 2

Cc T

O6HapyXeH PUCKOBbIR annenb T, CHUXAIOLLMIA
AKTMBHOCTb reHa COMT

HayuyHas oueHka
nonumopé$umsma

NoTeHuunanbHoe gencTeune:

CHWXeHWe akTMBHOCTU reHa COMT

OcHoBHOM Puckosbin  YacToTa puckoBbix
annenb annenb annenen (%)
Cc T 37

YacToTbl reHoTMNOB B
eBponenckon nonynsaumm, %

C/C (48%), C/T (39%), T/T (13%)

len COMT

MNonumopdusm rs4680

o1

02.

03.

04.

O6HapyxeH renotn C/T, CopepXaLLmii pUCKoBbIN annenb "T", 4To MOXET CHUXATb
AKTUBHOCTb Pa6oThl reHa COMT.

YMeHbLUeHWe akTMBHOCTU reHa COMT npuBeneT K yBeNMUeHio YPOoBHEN AOGAMUHA 1
HOPAAPEHANMHA N3-3a X 6ornee MefIeHHOro PACMNAfd. TO MOXET CMOCOSCTBOBAThL
KONEeBAHMIO YPOBHEN OPAMUHA 1 BOZHUKHOBEHMIO MepenapoB HACTPOEHUS.

Puckosbit annenb "T" rs4633 cnoCo6eH yCUMBATL NPOSBIEHWE CUHAPOMA AedULMTa

BHVMOHUS.

Togen ¢ H13Kkom akTUBHOCTLIO reHa COMT Y4aCTO HA3LIBAKOT «6eCMNOKOMHbIMAY,
MOTOMY YTO OHU MefneHHee PACLLENSOT KATEXONAMUHbI, 1 UM TpebyeTcs 6osbLIE
BPEMEHM AN8 apanTauum K ctpeccy. OfHAKO OHM MOTYT 6biTb 6onee@ddekTUBHEIMK,
NPOSBMSAS CBOU YMCTBEHHbIE CMTIOCOBHOCTM.

UCcTOUHUK MHPOpMaLin:

The catechol-O-methyl transferase Vall58Met polymorphism and experience of reward in
the flow of daily life. PMID: 177687265

BnuaHue Ha 3poposke

Baw reHotun

Annenb 1 Annenb 2

G A

O6HAPYXeH PUCKOBbIN annesb A, CHUXAOLLMA
QKTUBHOCTbL reH@ COMT

HayuHas oueHka
nonumop$maMa

[loTeHuuanLHOE aencreme:

CHUXEHWe aKkTMBHOCTM reHa COMT

OcHosHow Puckosbin  YaCTOTA PUCKOBBIX
annenb annenb annenen (%)
G A 37

YacToTbl reHOTMNOB B
eBponenckon nonynsauum, %

G/G (48%), G/A (39%), A/A (13%)

o1

02.

03.

04.

O6HapyxeH reHotnn G/A, conepXaLLmin PUCKOBbIA aesb A", 4TO MOXET CHUXATb
OKTUBHOCTb Pa60Thl reHa COMT.

Kak annenb "G", Tak v annenb "A" rs4680 B reHe COMT CBS3QHbI C HEBPOMOTMYECKUMI
HOPYLUEHUSIMU N3-30 U3MEHEHHOM AKTUBHOCTK reHa COMT. Bblflo 06HAPYXEHO, UTO
depmeHT COMT, 06pa30BAHHbIN NPW PUCKOBOM annene "A", umeeTt npuMepHo 75%-
HOE CHUXEeHWEe OKTUBHOCTWN MO CPOBHEHMIO C OCHOBHbIM annenem "G".

Hocutenu aByx konun annens "A" AEMOHCTPUPYIOT 6051ee HU3KYIO OKTUBHOCTb reHa
COMT, koTopas CBA3AHA C MNOBbILLEHNEM YPOBHS AOPAMUHA B FOSIOBHOM MO3re.
CumnTaeTC, YTO 3TO NPUBOAUT K HU3KOMY MOPOTY 60NN 1 NOBbILLEHHOM
YYBCTBUTENBHOCTU K CTPECCY, HO B 3TOM Cllydde yiy4dLlaeTCs NAMsSTb U BHUMOHME K
netansm. Kpome Toro yBenmumMBaeTcs puck 6onesHn MapknHcoHa. YacTo Takmx
NOAEN HA3LIBAKOT — "6€CMNOKOMHLIMA'.

Be3oTHOCUTENBHO HEBPONOMMYECKMX HOPYLLEHUIA PUCKOBbIN annens "A",
ACCOLIMMPOBAHHBIN C HU3KOM AKTUBHOCTbIO reHa COMT, CBA3AH C NOBbILLEHMEM
YPOBHS MOTEHLIMANBHO BPEAHOrO rOMOLIMCTENHA, YTO YACTO ACCOLMMPYETCS C
YBENUYEHHBIM CEPAEHYHO-COCYANCTBIM PUCKOM.
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fen COMT MNMonumopéusm rs769224 BnusiHue Ha spopoBbe

Baw reHotun -
OBGHAPYXEHHbIN FTEHOTUM HE OKA3LIBAET BINSHWUS HA MPOLLECCHl METUMPOBAHMS. NpoLeccc

Annene 1 Annenb 2 METUMPOBAHMS MPOUCXOANT HA LOCTATOYHOM YPOBHE.

G G

OB6HAPYXEHHbIN FrEHOTUM He BNMSET HA
npoLecchl METUIMPOBAHMS

HayuyHas oueHka
nonumopé$umsma

NoTeHuunanbHoe gencTeune:

CHWXeHWe akTMBHOCTU reHa COMT

OcHoBHOM Puckosbin  YacToTa puckoBbix
annenb annenb annenen (%)
G A )

UcTouHUK nHpopmaumm:
YacToTbl reHoTMNOoB B
eBponenckon nonynauuu, % Low Enzymatic Activity Haplotypes of the Human Catechol-O-Methyltransferase Gene:

Enrichment for Marker SNPs. PMID: 19365560
G/G (95%), G/A (4,88), A/A (0,12%)

lfen MAOA |

en MAOA koanpyeT depmeHT MoHoammHokenaasy A (MAQ#A), koTopas paciiienngeT HopaaPEHANMH, QAPEHANMH, CEPOTOHMH 1 AOGAMMH,
BAMSS HO NepPenabl HACTPOEHMS.

[ns HOPMANBHOTO GYHKLMOHMPOBAHMS GepMeHT TpedyeT BUTaMuH B2 (préodnasmH) B LOCTATOUYHOM KOTMYECTBE.

dyHkumn reHa MAOA

MAO-A aBnsieTcs KNoYeBbiM PErynaTopoM HOPMATBHOM PAGOTE MO3rd. STO GIABOGEPMEHT , PA3PYLLAIOLLMA AMUHHbBIE HEMPOMEOMATOPEI, TAK1e
KQK BOPAMUH, HOPALPEHANMH U CEPOTOHVH, MYTEM OKUCTIUTENBHOMO AE3AMUHUPOBAHMS. OH BEICOKO 3KCMPECCUPYETCS B HEPBHBIX U KNETKAX
cepaual.

MN3meHeHuns B akTnBHOCTM reHa MAQA He cBS8aHbI C OTAENbHBIMM NONMMMOPGUIMAMU, CKOPEE OHW OBYCIIOBNEHbI UIBMEHEHWSIMU B €r0 MPOMOTOPHOM
0611acTH, KOTOPAsS HOXOAMFEABbILLE FeHA B nocneposaTensHocTy OHK.

BnuaHue renHa MAOAMa 3AGpoBbe

CunTaeTcs, YTo UMEHHO OTCYTCTBME OKTUBHOCTY depMeHTa MAO-A NPUBOOUT K MOBBILLEHHOMY ArP@CCUBHOMY MOBEAEHMIO.

Beicokue yoBHM Mnn akTUBHOCTs MAO-A B MCCNefoBAHUSX Oblnv CBA3CHbI C:

® [lenpeccuren 1 NaHUYECKUM PACCTPOMCTBOM
o CyHOpoMOoM feduumTa BHUMAHUS v runepaktusHoctv (COBI)
® MUFPEHbBIO 1 CUHOPOMOM XPOHUYECKOW YCTANOCTH

Huskue yposHM nnmn akTneHOCTs MAO-A B CCNEROBAHMSX GblIN CBA3CHbI C:

ArpecCuBHbBIM 1 AHTUCOLMASbHBIM NOBEAEHWNEM
PaccTponcTBoM ayTUCTMyeckoro cnekTpa
LnsodpeHnein

CynunaanbHbIMU MbICISIMU

3noynoTpesdneHnem NCUXOAKTUBHBIMU BELLIECTBAMM
OxupeHnem
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lf'en MAOA NMonumopdusm rs6323 BnusiHue Ha spopoBbe

Baw reHotun _
01.06HapyxeHHbIN reHoTun T/T yKasblBaeT Ha BO3MOXHOE CHUXEHME YPOBHS GepMeHTa

Annens 1 Annene 2 MAO-A, 4TO NOTEHUMASBHO YBENMUMBAET puckun genpeccuin, COBI, naHn4Yeckmnx
PACCTPONCTB, XPOHUYECKOM YCTANOCTH U PACCTPOMCTB AyTUYECKOro CrekTpa.

T T

-/=

O6HAPYXEHHBIV FrEHOTUM YKA3bIBAET HA
BO3MOXHOE CHUXEHUE YPOBHS GepMeHTa
MAO-A

HayuHas oueHka
nonuMopousmMa

MoTeHuManbHoe gencreune:

CHUXEHME N yBeNnYeHne akTMBHOCTM reHa MAOA

OcHoBHOM PuckoBbin  YacToTa puckoBbix
annenb annenb annenen (%)

T G 38

YacToTbl reHOTUMNOB B :
eBponenckon nonynauuu, %
T/T(16%), T/G (55%), G/G (29%)

McTouHUK nHopMalim

nd anger-related traits in suicidal participants and

eH MTHFR xogupyet depmeHT MTHER, 3aaquen k oro sBnseTcs NpeoépasosaHme 510-MeTuneHTeTparnapodonata (MeTHF) B 5-
MetunteTparngpodonart (MTHF).

dyHkuuu reHa MTHFR

MpaBUIbHAS AKTUBHOCT] $YyHOAMEHTANBHOE 3HAYEHWNE LJ15 XOPOLLEro 300PO0Bbs, MOCKOSbKY GEPMEHT OTBEUAET 30 METAGONN3M

CHwuxeHne ¢yHK
NOCNencTsn

OAUNT K OCTAHOBKE AKTUBHOCTW OOHOIO yrniepoHOro nyTu, YToO MOXeT MMeTb BpedHble OJ14 30000BbA

Bnu THFR Ha 3gopoBbe

e B padote MTHFR Monekyrbl, KOTOpbIE 06blYHO O6PABATLIBAIOTCS ATUM ME€HOM, MOFYT HOYATb HOKAMIMBATLCS, BKtovas MeTHF,
bl, POCMOMIOXEHHbIE AAnbLUE MO LMK, B TOM Ynucne onmesas KMcnota. MNpu yMeHbLUeHWn KonmyecTsa BeipadaTbiBaemoro MTHFR
eTCs LMKIT METUOHMHA, YTO MOXET NMPUBECTU K HOKOMIEHNIO FOMOLMCTENHA.

reHa MTHFR aBnsitoTCs LLEHTPAbHBIM 3N1EMEHTOM PABOTHl AOKTOPA ACKO U APYrMX YUYEHbIX MPWU N3ydYeHUn MPOLLECCOB METUIMPOBAHMUS U
OLLEHKW 3060MEBAHUI AyTUCTMYECKOro cnekTpad. Mytaums MTHFR MOXeT pa3pyLUnTb BECh LIMKIT METUMPOBAHWS, YTO UMEET O4YEeHb Cepbe3Hble
NOCNEeACTBUS OS5 30OPOBbS.

B yactHocTh, MyTaumm B reHa MTHFR 6binv ofHUM 13 GAKTOPOB, MPUBOASLLMX K BICOKOMY PUCKY PA3BUTUIO LLM3OGPEHUN, NN K PA3BUTUIO
nemeHummn. Hekotopsble nonumopdunamel MTHFR 1 yMepeHHOe yBeENMYEHME YPOBHS FOMOLIMCTEMHA CBA3AHBI C AedEKTAMN HEPBHOM TRYOKN Y
MOTOMCTBA, MOBbILLUEHHBIM PUCKOM OCIIOXHEHWI NMPWY 6EPEMEHHOCTU, APTEPUANBHBIMU 1 BEHO3HBIMM TOOMEO3AMU U C CEPAEYHO-COCYANCTLIMU
3060MEBAHNAMN.



lfen MTHFR NMonumopéusm rs1801131
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BnuaHue Ha 3popoBbe

Baw reHotun

Annenb 1 Annenb 2

T T

OB6HAPYXEHHbIN FrEHOTUM He BNMSET HA
npoLecchl METUIMPOBAHMS

HayuyHas oueHka
nonumopé$umsma

NoTeHuunanbHoe gencTeune:

CHWXEHMe aKTUBHOCTKN reHa MTHFR

OcHoBHOM Puckosbin  YacToTa puckoBbix
annenb annenb annenen (%)
T G 25

YacToTbl reHoTMNOB B
eBponenckon nonynsaumm, %

T/T (69%), T/G (26%), G/G (5%)

leH MTHFR Nonumopéunsm rs1801133

Baw reHotun

Annens 1 Annenb 2

G G

OB6HAPYXeHHbIN reHOTHI He BNVSEeT Ha
npoLecchl METMNVPOBAHUS

HayuHas oueHka
nonumMopousMa

[loTeHuManbHoOE gencreme:

CHUXEHUE OKTMBHOCTWN reHa MTHFR

OcHoBHoW PuckoBbin  YacTtoTa puckoBbix
annens annenb annenen (%)
G A 24

YacToTbl reHoTMNoB B
eBponenckon nonynauuu, %

G/G (67%), G/A (28%), A/A (5%)

OBHAPYXEHHbBIN TEHOTUM HE OKA3bIBAET BIIUSIHWS HO MPOLLECChl METUIMPOBAHMS. Mpouecc
METUMPOBAHUS MPOUCXOAMT HA LOCTATOYHOM YPOBHE.

McTouHuk nupopmalimm:

A second geneticgolymorphism in methylenetetrahydrofolate reductase (MTHFR)
associated withfdecreased enzyme activity. PMID: 9719624

BnugarHue Ha 300p0oBbe

06H0py>KeHHbll;I reHOTUN He OKA3bIBAET BITIMAHMA HA NPOLLeCCbl METUNTMOOBAHUS. I'Ipou,ecc
METUTNPOBAHUSA MPOONCXOANT HA OOCTATOYHOM YPOBHE.
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len MTHFR NMonumopusm rs2066470 BnusiHue Ha spopoBbe

Baw reHotun -
OBHAPYXEHHbIN FTEHOTUM HE OKA3BIBAET BIIMSHWS HA MPOLLECCh METUIMPOBAHMS. MpoLecc

Annene 1 Annenb 2 METUMPOBAHMS MPOUCXOANT HA LOCTATOYHOM YPOBHE.

G G

OB6HAPYXEHHbIN FrEHOTUM He BNMSET HA
npoLecchl METUIMPOBAHMS

HayuyHas oueHka
nonumopé$umsma

NoTeHuunanbHoe gencTeune:

CHWXEHMe aKTUBHOCTKN reHa MTHFR

OcHoBHOM Puckosbin  YacToTa puckoBbix
annenb annenb annenen (%)
G A 90

YacToTbl reHoTMNOB B
eBponenckon nonynsaumm, %

G/G (82%), G/A (17%), A/A (1%)

NcTouHuk nHopmaumu:

The MTHFR gené polymorphism.is associated with lean body mass but not fat body mass.
PMID: 18180959

e MTR

len MTR (5-MetuntetparnapodonaTAoMoLUETENHMETUTOOHCHEPA3a) KOAMPYET METUOHUHCUHTAZY (MS) - GepMEHT, KOTOPbIN UrPAET BOXHYIO
posib B NepepadoTke AMUHOKUCIIOT.

®yHkumumn reHa MTR

MTR nomMoraeT npeo6pa3oBaTh FOMOLIUCTENH B METUOHWH, UCMONb3yeMbIi 415 MPOU3BOACTBA 6€MKOB U APYIMX BAXHBIX COEANHEHN.

MS gBngetcs kNo4eBbIM GEPMEHTOM B LIMKNE METUOHMHA, KOTOPLIN SBASETCS YACTbIO 601ee LUMPOKOro NyTU METUIMPOBAHKS. [eHepupyeT
METUOHWH 13 roMOMMCTEUHA, Menonb3ys S-MTHF B kauecTBe LOHOPA METUBLHOM rPYMMbI.

ﬂpM MyTAUMSAX B TEHe MTR B KpPOBW HAKArIMBAeTCsd roMOUUNCTENH, A KONMNMYeCTBO METUOHMHA YMEeHbLLIAEeTCH.

Bnufiline TélHa MTR Ha 3gopoBbe

MyTaumn 8 reHe MTR 6binm noeHTUGULMPOBAHBI KK OCHOBHAS MPUYMHA [ePULMUTA METUNKOBANAMMHA rpynibl KoMinemeHTa G unn geduumta
METMNKOBANAMUHA TUNa cblG. dednumnt nnm geperynaums GepMeHTda 13-3a 4eduLUmTa METUOHUHCUHTOSbI-PEnYKTA3bl MOXET HEMOCPEACTBEHHO
NPUBECTH K MOBLILLIEHHOMY YPOBHIO FOMOLIMCTENHA (T1NeproMoLMCTEMHEMIM), KOTOPbIA CBA3AH CO CMENOTOM, HEBPOIOrMUYECKUMMI
PACCTRONCTBAMU 1 BPOXAEHHBIMU feheKTaAMU.

BonblunHCTBO crnyvaeB AePpULUTA METUOHUHCUHTA3bI CUMATOMATUYHbI B TEYEHME 2 NET MOC/E POXAEHNS PE6EHKA, Y MHOMMX MALMEHTOB 6bICTPO
pasBunBaETCS Taxenas sHuedanonatns. OgHUM 13 CNEeACTBU CHUXEHWS OKTUBHOCTU GEPMEHTA, M3MEPSEMON PYTUHHBIMU KITMHUYECKUMU
QHOAIM3AMU KPOBMU, SBASIETCS MErano6nacTHas aHemms. OgHa cneumduyueckas Bepcus reHa MTR cBS3aHA C BPOXAEHHbIMU fedekTamu 1
BO3MOXHOCTbIO PA3BUTUS CUHAPOMA [ayHa.

BaxHo, 4TO6bI 3KCnpeccus reHa MTR ébina HaO AAEeKBATHOM YPOBHE U HE CHUXANACH
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lfen MTR Monumopéusm rs1805087 BnusiHue Ha spopoBbe

Baw reHoTun _ o
01.  O6HapyxeH reHoTun G/G, copepxalumii annens pucka "G", UTo MOXeT 3HAUUTENbHO

Annerb 1 Annenb 2 YBEMMUMBATL YPOBEHb MeTUNMPOoBaHUs [HK.
G G 02. PuckoBbln annesnb "G" acCoUMMPOBAH C MOBbILLEHHON AKTUBHOCTBIO MS
(METUOHUHCUHTA3BI) U Bbis CBSI3AH C MOBBLILLIEHHBIM YPOBHEM MeTUNMpoBaHms JHK.

OTOT NpoLecc sBngeTcs GyHAAMEHTANbHBIM, U HAPYLLUEHWE Perynsumm
+/+ MeTunmpoBaHmsg JHK 6bi10 CBA3AHO C MHOXECTBOM APYrnX 30601E€BAHMIM, OQHAKO
ToYHoe BnusgHue annens "G" rs1805087 HQ 3TU COCTOSHUS OCTAETCS HEU3BECTHbIM.
O6HapyXeH puckoBblin annens G,
YBEMUYMBAIOLLMIA YPOBEHb FOMOLMCTEUHA U
YMEHbLLAIOLLMIA AKTUBHOCTb NpoL,ecca
METUNNPOBAHMS

HayuyHas oueHka
nonumopéusma

MNoTeHuunanbHoe aencrene:

CHUXEHME UMK yBENMYEHME OKTUBHOCTHN reHa MTR

OcHoBHOM PuckoBbii  YacToTa pucKoBbIX
annenb annens annenen (%)

A G 22 v
YacToTbl reHoTMNOB B
eBponenckon nonynauuu, %
A/A (80%), A/G (18%), G/G (2%)

UcTouHuk nHpopma

Methylenetetrahydrofolate réductase C677T and methionine synthase A2756G
polymorphisms i nce on leukogyte genomic DNA methylation level. PMID: 24103477

H MTRR

uucTenHMeTunTpaHchepasy peayktasdy (MTRR) - bepMeHT, koTopblit B3AMMOQECTByeT C
3BOLICTBO HE3AMEHMMOM CMUHOKUCTIOTHI METUOHMHA.

l'eH MTRR kogvpyet 5-metuntetparuapo.
METMOHUHCUHTO3Z0M, O6eCcrneunsas Hen

=

®yHkumu reHa MTRR

TRR, BKOYAIOT: METAGONNYECKMA MPOLLECC OMUHOKUCIOT Cepsbl, METUNMPOoBAHMe OHK,
6ONMYECKUI NPOLLECC TOMOLMCTENHA, METABONNMYECKUI MpoLLecc GONMeBO KUCOTLI U HEKOTOPbIE

BnsieTcs pepMEeHT METUOHNHCUHTA3A, KOTOPbIR NPeo6paA3yeT rOMOLIMCTENH B METUOHWH, UCMONb3ys 5-
OJyYeHHbI MeTUneHTeTparnapodonatpenyktason (MTHFR) B kauecTse METUMBHOrO OHOPA.

a MTRR Ha 3popoBbe

N1e0TUAHbIE NOMMOPPU3MbI B reHe MTRR yxyaLwaoT OKTUBHOCTb MTR, UTO NPMBOOMT K MOBLILLEHWIO YPOBHS FOMOLIMCTEMHA M3-3C
HOPYLLIEHWS METUNMPOBAHWNS [O METUOHMHA. [MOBbILLEHHbI YPOBEHb TOMOLIMCTENHA CBA3AH C BPOXAEHHBIMW AedeKkTamm B OMOHEHWE K
OCIOXHEHUIM 6ePEMEHHOCTH, CEPAEYHO-COCYANCTLIM 3A60NEBAHMSM, PAKY, MEraNo6IACTHOM AHEMUK, 6ONE3HM AnbLIreMMepa 1 KOrHUTUBHOM
ONCOYHKLIMN Y MOXMUIbIX TIOAEN.

HeKOTOpre M3 MyTALUM reHa MTRR n3MeHsoT OTAeNbHbIE OMUHOKUCOTbI B MEeTUOHMHCUHTA3ApenyKTase. D.pyrwe MyTAUMM NPUBOLOAT K
CAHOMQTbHO KPOLLEYHOM, Heq)yHKLLMOHOJ'IbHOVI Bepcumn C])epMeHTO. Bes METUNOHNHCUHTA3APELYKTA3bl METMOHNMHCUHTA3A He MOXET NpeBpdLLATb
rOMOLMCTENH B METUOHWH. B pesynbraTe roMoUnNCTeNH HOKANIMBAESTCH B KPOBOTOKE, A KOSIMYECTBO METUOHMHA YMEHbLLIAETCSH.
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l'en MTRR Monumopousm rs1801394 BnusiHue Ha spopoBbe

Baw reHotun _ ~ o
01. O6HapyxeH reHotnn G/G, copepXaLlmin PUCKOBbLIM annenb "G", 4To MOXET CHUXATb

Annene 1 Annens 2 AKTMBHOCTb reHa MTRR. Bbino nokasaHo, uto annens pucka "G" rs1801394
KoppenupyeTt co CHuxeHnem MeTunmuposaHus JHK 1 sensetcs npsmbiM MOpKepoM
G G HAPYLLEHWs NpoLecca METUINPOBAHMKS.
02. bBenok, kogupyembirt nonumopdunamom rs1801394, nmeeT 6onee HM3Koe CPOACTBO K
A MTR 1 HenocnenoBATENLHO CBA3GH C YPOBHEM FOMOLMCTENHA, XOTS SBNSeTCS

daKkTOPOM purcka fedekToB HePBHOM TPYBKM 1 CUHAPOMA [JayHa B ycnoBuax éonee
O6HapyXeH puckoBblin annens G,

~ BbICOKOrO YPOBHSI FOMOLIMCTEMHA.
CHUXAIOLWNIA AKTUBHOCTb reHa MTRR ypP

03. Annenb pucka "G" rs1801394 B reHe MTRR - Hanbéonee ndyyaemas MyTaLusi, OH GBI3aH

HOy‘-IHOﬂ oueHKa C HakonneHneM roMouncTenHa, KOTopbin, B CBOKO o4epeb, CBA3GH C RAI3NTNYHbIMA

nonumop$usma 3060M1EBAHUSIMMU, BKIKOUAS PAK (OCOBEHHO MEHUHIMOMBI M reHoTuile G/G), 6onesHn

cepaLa, UHCYILT, METAB0NMYECKM CUHLAPOM, MOBLILUEHHOE KPABIHOE AABEHVE,

NoTeHuunanbHoe gencTeune:
HApyLleHne HOCTPOeHUA U NoTeHUNAsbHbIe FIpOéJ'IeMbI C BPOXOEeHHbIMA ﬂ,eq)eKTOMl/l.

CHUXeHWe aKTMBHOCTK reHa MTRR
04. MMonumopduam rs1801394 reHa MTRR MOXET MPUBOOUTHIK MOBBILLEHUIO YPOBHS

rOMOUMCTENHA HE3ABUCUMO OT YPOBHEN COOEPXAHMUS q)OJ'IVIeBOVI KWUCNOTbl, BUTAMUHOB

OcHoBHOM Puckosbin  YacToTa puckoBbix
e B12 nnn Bé.
annenb annenb annenen (%)
A G 36

YacToTbl reHoTMNOB B
eBponenckon nonynsaumm, %

A/A (44%), A/G (40%), G/G (16%)

UcTouHUK nHpopmalinm:

Differences in the &fficiency of reductive activation of methionine synthase and
exogenous elegtron aceeptors between the common polymorphic variants of human
methionine synthasefeductase. PMID: 12416982

l'en MTRR MNonumopdusm rs162036 BnusiHue Ha spopoBbe

Baw reHotun y
OBHAPYXEHHbBIN FTEHOTUM HE OKA3bIBAET BMNSHWS HA MPOLLECChI METUNMPOBAHMS. [Mpouecc

Annene 1 Annene 2 METUNVPOBAHNS MPOUCXOAMUT HA LOCTATOYHOM YPOBHE.

A A

OGHAPYXEHHbIA reHOTUM HE BAUSET Ha
npouecchl METUANPOBAHMS

HayyHas oueHka
noaMopPuamMa

MoredumnanbHoe gencrene:

CHWKEHVE aKTMBHOCTM reHa MTRR

OcHoBHoW Puckoebin  YacToTa puckoBsbix
annene annenb annenen (%)
A G 25

YacToTbl reHoTMNOoB B
eBponenckon nonynaumu, %

A/A (75%), A/G (23%), G/G (2%)




len MTRR Monumopéuam rs1802059

Baw reHotun

Annenb 1 Annenb 2

A A

+/+

O6HapyXeH PUCKOBbIA annenb A, CHUXAIOLLUIA
QOKTUBHOCTb reHa MTRR

HayuyHas oueHka
nonumopé$umsma

NoTeHuunanbHoe gencTeune:

CHWXEHWEe aKTMBHOCTM reHa MTRR

OcHoBHOM Puckosbin  YacToTa puckoBbix
annenb annenb annenen (%)
G A 27

YacToTbl reHoTMNOB B
eBponenckon nonynsaumm, %

G/G (42%), G/A (46%), A/A (12%)

l'en MTRR Monumopéuam rs10380

Baw reHotun

Annenb 1 Annenb 2

(o (o

OGHAPYXEHHbBIA rEHOTUM He BIUFET Ha
npoLecchl METUAPOBAHMS

HayuHas oueHka
nonuMop$uUaMa

[l6TeHUnanL-HOE gencTaune:

CHUKEHME(AKTMBHOCTM reHa MTRR

OcHosHoM Puckoebin  YacToTa puckoBbix
annenb annenb annenen (%)
C T 22

YacToTbl reHoTMNOoB B
eBponenckon nonynauuu, %

C/C (78%), C/T (21%), T/T (1%)

BnuaHue Ha 3popoBbe

01. O6HapyxeH reHotun A/A, COQePXaLLIMii PUCKOBbBIM anmenb "A”, 4TO MOXET CHUXATb
AKTUBHOCTb reHa MTRR 1 HapyLATh NPOLEecc METUNMPOBAHMS.

02. Pwuckosbln annenb "A" rs1802059 MOXeT Bbi3bIBATb AEDULUT KOBANAMUHA,
npennonaras HEOB6XoAMMOCTb MOMYYEHUS B 60SbLLIEM KOIMYECTBE BUTAMUHA B12.

UcTouHUK nHpopmalinm:

https://www.snpg@lia.com/index.php/Rs1802059

BnuaHue Ha 3popoBke

OB6HAPYXEHHbIN reHOTUM HE OKA3LIBAET BMMSHWUS HA NPOLLECCH METUITMPOBAHMS. MpoLecc
METUNIVMPOBAHMS MPOUCXOAMUT HA LOCTATOYHOM YPOBHE.
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e NOS3

['eH NOS3 koampyet cuHTazy okenaa azota 3 (NOS3) - pepMeHT, oTBeUaIoLLMI 30 BLIPABOTKY Monekysbl okenaa azotd (NO). NOS3
MPENMYLLIECTBEHHO 3KCMPECCUPYETCS B SHAOTENMANBHOM TKAHM, KOTOPAS BLICTUAQET CTEHKM KPOBEHOCHBIX COCY0B M CEPALE, UrPas KIIOUEBYIO
ponb B perynaumm NO.

®yHkuumn reHa NOS3

Mpw NPABMABLHOM K BOCTATOYHOM MpoussoacTee NO (okeua a30Ta) UrPAET MHOFOUMCTIEHHBIE 3ALLMTHBIE POMW B CEPAEYHO-COCYAUCTON CUCTEME.
[enctys kak cocypopactumpsioee cpeactso, NO npu BeigeneHun oudpyHamMpyeT no NoBEPXHOCTN KPOBEHOCHOMO COCYAA B OKPYXAIOLLYIO
rNAOKYHO MbILLEYHYIO TKOHb, 30CTABMSS €€ PACCA6ASTLCS.

KpOMe Toro, NO Takxe nogasnset 06p03OBOHMe TpOMéoB B KPOBEHOCHbIX COCyOaX, NpenoTBpdLlas CBA3bIBAHNE TpOM60LI,l/ITOB, JIKU

KPOBW, YTO OBPA3YIOT CTYCTKM, A TAKXE NPeAoTBPALLAET MOUIUMAHNE UMMYHHBIX KITIETOK K CTEHKAM KPOBEHOCHBIX COCYLOB.

ECnn UMK METUNMPOBAHUS PAGOTAET HE3GGEKTMBHO, TO MOBLILLIAETCS YPOBEHb FOMOLMCTENHA 1 ypoBeHs ADMA (acMMMETpUYHOT
OMMETUNAPrMHUHAY). B Takom ciydae paéota reHa NOS3 ypesMepHO neperpyxaeTcs U HAUMHAKOT BbIAENATLCS Cynep 4TO BEL,
NOSIBNEHNIO CEPAEYHO-COCYANCTBIX 3060NEBAHUI.

BnuaHue reHa NOS3 Ha 3gopoBbe

HapyuieHune seipadoTkm okecnaa azota (NO) yyacTeyeT B naToreHese psaad 3a601eBAHMA, TAOKMX KK FMAePTOHUS, Mp AMMCUS, UHCYIBT,
COXAPHbIN ANABET, OKMPEHWE, 3PEKTUNBHAS ANCOYHKLIMS, 6oNe3Hb AnbLireinMepa U MUrPeHb.

B cB31 ¢ 3TM 60nbLLOE KONMMYECTBO UCCNEOOBAHNI MOKA3AO, YTO NOIMMOPPU3MbI B reHe N B! T MUMUYMBOCTb K 3TUM
3060NeBAHMAM.

BaxHo, uTo6bl akcnpeccus reHa NOS3 6bina Bcerga Ha agekBarHoO

leH NOS3 Monumopduam rs1800779 BnuaHue Ha zpopoBbe

Baw reHoTun

o1 ©HHbI FeHOTUM HE OKA3BIBAET BIIMSIHUS HO MPOLLECChl METUITMPOBAHMS.
Annene 1 Annene 2 C METUIIMPOBAHUS MPOUCXOANT HA LOCTATOYHOM YPOBHE.
A A Y niofen ¢ reHoTUnomM A/A GyHKLMK NErkMxX HECKOMBKO XyXe, YeM y HocUTenen
puckosoro annens "G". Hocutenu xoTs 6bl ogHoro annens "G" cnoco6Hbl BAbIXATb

6orblie BO3AYyXA 30 OAMH GOPCUPOBAHHbIA BAOX, YEM JTKOAM C reHoTUrnoM A/A.

-/=

OG6HAPYXEHHbIA FTEHOTUM He B, H
npoLecchl METUNUPOBAH

HayyHas oueHk
nonumopéusma

encreume:
reHa NOS3

YacToTta puckoBbix
annenen (%)

G 23

YacToTbl reHOTMNOoB B
eBponenckon nonynauuu, %

A/A (35%), A/G (45%), G/G (20%)
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len NOS3 Monumop¢usm rs1799983 BnusiHue Ha spopoBbe

Baw reHotun _
OBHAPYXEHHbBIN FTEHOTUM HE OKA3bIBAET BNSHMS HA MPOLeCChbl METUAMPOBAHMS. Mpouecc

Annerb 1 Annenb 2 METUMPOBAHMS MPOUCXOIUT HA AOCTATOUHOM YPOBHE.

G G

-/=

OG6HAPYXEHHBIA rEHOTUM He BNUSET HA
npoLEecchl METUINPOBAHMS

HayuyHas oueHka
nonumopéusma

MNoTeHuunanbHoe aencrene:

CHWXeHue akTnBHoCTM reHa NOS3

OcHoBHOM PuckoBbii  YacToTa pucKoBbIX
annenb annens annenen (%)
G T 18

YacToTbl reHoTMNOB B
eBponenckon nonynauuu, %

G/G (24%), G/T (45%), T/T (31%)

CepMHranOKCMMeTVIﬂTde
MyTW, KOTOPbIR, B CBOIO OYe|

yeT TOUKY BXOAA B OOMH YrNEepOaHbIn LK.

rMapPodONAT 1 AMUHOKMCIOTY CepUH B 5,10-MeTuneHTeTparnapodonat (MeTHF) u ammHokmMcnoTy mmumH. MeTHF - ato
T MeTuneHTeTparngpodonarpenyktasa (MTHFR) pacwennset Ha 5-metnutetparuapodonat (MTHF). Peakums

T1 UrpaeT BAXHYIO POJb B NMPOU3BOACTBE AMUHOKMCIIOT (CTPOUTENbHBIX 6/IOKOB 6EJ1KA) M MYPUHOB, UTO AENAeT STOT GepMeHT
HE3aMEHVMBIM 7151 MOCTPOEHWS 6EMKOB.

MyTaumm reHa SHMT1 6binn CBSA3AHBI C POCTOM PUCKOB PA3BUTUS 3A60MEBAHUI: PACCESHHbIN CKNEPO3, TMNEPTOHNS, HEXOOXKKMHCKAS NMMPOMA U
LETCKUN OCTPbIN MTMMGOBIACTHbIN NENKO3.

ButamuH Bé6 aensietca kopakTopom gns SHMTT, kotopbin npeoépasyeT THF B MeTHF, koTopebiin, B CBOIO ouepefb, npeodpasyetca B MTHF
depmeHToM MTHFR. TpebyeTcs nonyyeHre OCTATOYHOrO KOMMYECTBO BUTAMMHA B6 Ans OoNTUMANbHOM OKTUBHOCTU reHa SHMT.
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len SHMT1 Monumopouam rs1979277 BnusiHue Ha spopoBbe

Baw reHotun _ ~ e ~
01. O6HapyxeH reHotnn G/A, conepXalumin PUCKOBbIR aness A", COCO6HbIN YXyALWATb

Annene 1 Annens 2 noctynHocTb MeTHF, yTo orpaHnumnBaeT akTnBHoCcTe MTHFR, 1 cHuxaeT

3bPEKTUBHOCTL NMPOLIECCA METUTMPOBAHMS B LLENOM.

G A

02. Annenb pucka "A" rs1979277 CBA3GH C U3MeHeHueM nokanusauum ¢epmeHta SHMT1

BHYTPW KIIETKK, UTO, B CBOIO OYEpPEfb, CHUXAET focTynHocTb MeTHF-cy6cTpaTa,
Heoéxogumoro epmeHTy MTHFR. B cCOYETAHUM CO CHUXEHWEM AKTUBHOCTU GepMeHTa

MTHFR, cBa3aHHoro ¢ annenem pucka "A" rs1801133 B reHe MTHFR, 310 npuBOAUT K
O6HApPYXeH PUCKOBbIN annenb A,

YMeHbLUaOLWMIA 3$PeKTUBHOCTb NpoLiecca
METUAMPOBAHMS! MoNAraioT, 06YCNOBEHO HOKOMMNEHWEM FOMOLIMCTENHA.

3HAYUTENbHOMY YyBEJIMYEHUIO PUCKA cepaeyYHO-COCyanCTbIX 30601€BAHUM, YTO, KAK

03. Annenb pucka "A" rs1979277 B reHe SHMT1 6bin CBA3AH C NMOBbILLEHHBIMAUCKOM
HayuHas oueHka cepaeyYHO-CoCyamnCTbIX 3060MEBAHMI MPUY accoumaumm ¢ anneneM pucka "A*
nonuMopduaMa rs1801133 B reHe MTHFR.

MNoTeHuuanbHoe pencrene:

yXyALeHne padoTel reHa SHMT1

OcHoBHoO PuckoBbin  YacToTa puckoBbIx
annenb annenb annenen (%)
G A 23

YacToTbl reHoTMNoB B
eBponenckon nonynauuu, %

G/G (68%), G/A (28%), A/A (5%)

UcTouHuk nidopmMaLmm:

Cytoplasmic serine hydroxymethyltransferase mediates competition between folate-
dependent deoxyribonucleotide and S-adenosylmethionine biosyntheses. PMID: 12161434

9 feH SUOX

CynbdUTOKCMAA3A - roMoaMMEPHBI 6EA0K, SIOKONM30BAHHbIN B MEXMEMBPAHHOM MPOCTPAHCTBE MUTOXOHAPMI, KoanpyeTcs reHoM SUOX.
CynbduTokcnaasa - aTo MEFAINOPEPMEHT, KOTOPbI NCMONb3YET KOGAKTOP MOMMBAONTEPUHA 1 FTEMOBYIO rPYNMNy ANng OKUCNeHus cynbduta [o
cynbdpaTa.

®DyHKuun reHa, SUOK

SUOX okucnger.cyiedut Ao cynbdaTta 1 Yepes LUToxXpoM C NepeHoCUT NPoU3BEAEHHbIE NEKTPOHbI B TPAHCMOPTHYIO LieMb 3MeKTPOHOB,
noseonss EeHepupoBaTs ATD npu okUcnMTeNbHOM GOCHOPUNMPOBAHUN. DTO NMOCNEAHSS CTAOUS METABONM3MA CEPOCOAEPXALLMX COEANHEHUA, U
CcynbGATBEIBOOUICS U3 OPFAHM3MA.

MNEOOYKT reHa SUOX NoMOraeT ocyLLECTBASTb AETOKCUKALMIO CYNbGUTOB B opraHmname. CynbduTbl 06pa3yroTCs KOK eCTECTBEHHDBIN MOGOYHbIN
APOAYKT BILUKNE METUMPOBAHWS, O TOKXE NMONAAAIOT B OPraHW3M C MULLER 1 KOHCEPBAHTAMU. DTOT 3PPEKT YCUIMBAETCSH B COYETAHUM C
MyTaumsmm resos CBS 1 NOS.

Bnuan¥ie reHa SUOX Ha 3gopoBbe

CynbGUTOKCUAA30 HEOBXOANMA AJ1S METABOSIM3MA CEPOCOAEPXKALLMX AMUHOKMUCIOT LMCTENHA U METUOHUHA, COQEPXKALLIMXCS B nyLLe. MyTauum
reHa SUOX HapyLatoT GyHKLMIO CyIbGUTOKCUAA3bI, MPENSTCTBYS MOTHOMY PACLLEMIEHUIO CePOCOAEPKALLMX AMUHOKUCIIOT.

B pesynsTaTe, cynbeuThl M ApyrMe CoeauHeHus, OCTABLLMECS OT MPOLLECCA YACTUYHOMO PACMAAA, HEHOPMASBHO HAKAMMBAIOTCS B OPTAHM3ME.
YueHble NpednonarakoT, YTO HePBHAS CUCTEMA OCOBEHHO UyBCTBUTENBHA K 3TOMY OHOMASIbHOMY HOKOTIEHUIO, U CUUTAETCS, UTO YpEe3MepHbIi
YPOBEHb TOKCUYHBIX CYITbOUTHBIX COEANHEHWI MPUBOAMT K MOBPEXAEHMIO TONOBHOIO MO3ra.
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len SUOX NMonumopdusm rs7297662 BnusiHue Ha spopoBbe

Baw reHoTun _ ~ e ~
01.  O6HapyxeH reHoTun G/A, cooepxalluin PUCKOBbIA anness "A", CoCo6HbIi

Annerb 1 Annenb 2 YMEHbLLATH AKTUBHOCTL reHa SUOX.
G A 02. HapylweHus B padoTte reHa SUOX MoryT cCnoco6CTBOBATb HOKOMIEHWIO B OpPraHm3mMe
CynbGUTOB U APYrUX CEPOCOAEPKALLNX AMUHOKUCIIOT, CMOCOBHbIX BIUSTH HO

300pP0Bbe rosI0BHOIO MO3ra.

O6HApPYXeH PUCKOBbIN annenb A,
yxygaLaoLwmn paéoty reHa SUOX

C+ HayuyHas oueHka
nonumopéusma
MNoTeHuunanbHoe pencrTene:

yxygLeHne padoTsl reHa SUOX

OcHoBHOM PuckoBbii  YacToTa pucKoBbIX
annenb annens annenen (%)
G A 44

YacToTbl reHoTMNOB B
eBponenckon nonynauuu, %

G/G (28%), G/A (50%), A/A (22%)

UcTouHuk

https:/
Peuentop sutammHa D (VDR), ko HOM , 9BNIETCS PELENTOPOM BUONOrUYECKM AKTUBHOM GOPMbI BUTAMUHA D-kanbuutpuona. FeH
VDR kopavpyeT aaepHbiit ropMoHa P BUTAMWHA D, KOTOPbIA PErynmpyeT MHOXECTBO OPYrMX METABONMYECKMX NYTeR, YYACTBYIOLLIMX
B IMMYHHOM OTBETE 1 BO3|
dyHkuuu reHa VD
l'eH VDR akcnpec LUMHCTBE TKAHEN OPraHN3Ma W PErynmpyeT TPAHCKPUMLMIO FreHOB, YHACTBYIOMX B KULLEYHOM U MOYEYHOM

TOAHCMNOPTH TMX MMHEePAsoB.

Korpa 8l Bs3biBOETCs ¢ VDR, PeLenTop AKTUBMPYETCA, U 3TO MHULIMMPYET SKCMPeCcCuio 6enka, HO3bIBAEMOTrO KANbOUHAMHOM, KOTOPbIN
AnbLUMeM 1 3HAYNUTENBHO MOBbLILLAET 3¢¢eKTVIBHOCTb €ro BCACbIBAHUSA Yepes KULLEYHMK, O TAKXE MOXET YOEePXMBATL KANbLIUA B
YHOLLEero NCroib3oBaHMS.

D UrPAET KITIOYEBYHO POJTb MPU BCACHIBAHUM KANbLINSA U3 KULLEYHKWKA, KOTOPbIN HEO6X0oAMM Ans 300PpO0BOro (])OpMVIpOBOHVIﬂ KocTen,
MbILLEYHON N CepAeyHOn OeqaTe/IbHOCTH, O TAKXE MHOTUX APYrnx d)yHKLI,VIVI KJTeTOK.

Oednumnt BuTammHa D nnu HapyLueHne padoTsl reHa VDR MOryT Cnoco6CTBOBATL POCTY PUCKA PA3BUTUS CIEAYIOLLMX 3A60EBAHMIA:
OCTEONOPO3d, PAKA, AUABETA, CEPAEUYHO-COCYANCTbIX 3060IEBAHUI, HEBPOOTMYECKUX 3060/IEBAHUN U OP.

MyTauum B reHe VDR npoTuBogencTaytoT MyTaumam reHa COMT B perynsiumm ypoBHsa godamuHa. Monumopeduamsl reHa VDR MOryT CHUXATb B
OPraHM3Me YyBCTBUTENBHOCTb K YPOBHSM JOBABOK METUBHOM rPyMMbl. YOCTO 3TO NPOSIBASETCS U3MEHEHWUEM HACTPOEHMS.



l'eH VDR Monumopduam rs731236

Baw reHotun

Annenb 1 Annenb 2

A G

O6HapyXeH puckoBblin annens G,
yXyALatoLwmin paéoty reHa VDR

HayuyHas oueHka
nonumopé$umsma

NoTeHuunanbHoe gencTeune:

yXydLleHne paéoTsl reHa VDR

OcHoBHOM Puckosbin  YacToTa puckoBbix
annenb annenb annenen (%)
A G 28

YacToTbl reHoTMNOB B
eBponenckon nonynsaumm, %

A/A (61%), A/G (31%), G/G (8%)

l'en VDR MNonumopéusm rs1544410

Baw reHotun

Annenb 1 Annenb 2

o T

O6HapyxeH puckosiiiannens T,
yxyaLwatoLwmin paéoty,reHa VDRpUCKOBbIN
reHoTUn

HayuHas.oueHka
noaiMopPuamMa

MoTeHdumnanbHoe pgencTene:

yxyoLieHue paéoTsl reHa VDR

OcHOBHoOWM PuckoBbin  YacToTa puckoBbIx
annens annenb annenen (%)
C T 30

YacToTbl reHOTUMNOB B
eBponenckon nonynaumu, %

C/C (61%), C/T (31%), T/T (8%)
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BnuaHue Ha 3popoBbe

01. O6HapyxeH reHotnn A/G, coaepXaLLmin PUCKOBbIN anness “G", CMOCO6HbLIN YXYLALLATL
pa6oTy reHa VDR.

02. Puck CHUXeHUs akTUBHOCTU reHa VDR oco6eHHO BO3PACTAET Mpu O4HOBPEMEHHOM
COYETAHUM CreayioLLMX nonMMopdunamos: annens "G" rs731236, annens "G" rs1544410
n annens "G" rs7975232 reHa VDR.

03. O6HapyxeHbl accoumauum annens "G" rs731236 c:
* YBENMYEHNEM PUCKOB PA3BUTUS POAKA MOSTOYHOM Xenesbl Y XeHLLWH BO Bpems
MEHONMAy3bl, MOTPEBNAOLLMX 6OSbLLIOE KONMUYECTBO KASbLMS
* BbICOKMM PUCKOM PA3BUTUS 60Me3HM [TapKMHCOHA.

NcTouHuk nHopmaumu:

Haplotype analysis of VDR geneolymorphisms: a meta-analysis. PMID: 15057510

BnugHue Ha 3poposbe

01. O6HapyxeH reHoTun C/T, cooepXaLLmnin PUCKOBbIR annens "T", CMoCOGHbIN yXyaLLIATh
paéoTy reHa VDR.

02. Pwuck cHMXeHns akTmBHOCTM reHa VDR oco6eHHO BO3paCTaeT Npn OQHOBPEMEHHOM
COYETAHMM cnepyoLmx nonumopouamos: annens "T" rs1544410, annens "T" rs7975232
n annens "G" rs731236.

03. O6HapyxeHbl accoumaumm annens "T" rs1544410 co:
* CHUXEHHOM MNIOTHOCTHIO KOCTHOWM TKAHM;
* CHUXEHHBIM PUCKOM PA3BUTUS PAKA MONOYHOM Xenesbl.




l'en VDR NMonumopéusm rs2228570

Baw reHotun

Annenb 1 Annenb 2

A A

+/+

O6HApPYXeH PUCKOBbIN annenb A,
yXyALatoLwmin paéoty reHa VDR

HayuyHas oueHka
nonumopé$umsma

NoTeHuunanbHoe gencTeune:

yXydLleHne paéoTsl reHa VDR

OcHoBHOM Puckosbin  YacToTa puckoBbix
annenb annenb annenen (%)
G A 33

YacToTbl reHoTMNOB B
eBponenckon nonynsaumm, %

G/G (38%), G/A (43%), A/A (19%)

BnuaHue Ha 3popoBbe

01.  O6HapyxeH reHotnn A/A, CopepXaLlmin PUCKOBbIM annienb "A”, CHUXAIOLLMIA
OKTMBHOCTb reHa VDR.

02. Hanuume annens "A" NpuBOAMT K 06pasoBaHuio 6enka VDR, kKoTopbin MeHee
adPeKTMBEH B KaYeCTBE OKTUBATOPA TPAHCKPUMLMK. DTO O3HAYAET, 4To 6enok VDR
TAKXE HEe MOXET MHAYLIMPOBATL CBOU LIENEeBble reHbl.

03. TeHotvn A/A cBAI3aH C 60r1ee BbICOKOM KOCTHOM MACCOW M JTyHLIEn KOCTHOM
CTPYKTYpOW.

04. Terotvin A/A Ha 34% yBENMUMBOET PUCK PA3BUTUS PAKA MOSTIOYHOM Xenesbif

05. Annenb "A" rs2228570 CHUXAET PUCKM PA3BUTUS AMCKOMATHIA (TAKMX KEK robiXal
MEXMO3BOHOYHOIO AMCKA) 1/ U OCTEOXOHAPO3A.

UcTouHUK MHPopMaLmm:

Haplotype analysis of VDR gene polymorphisms: a meta-analysis. PMID: 15057510
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