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rﬂnepmMouI/ICTeI/IHeMneﬁ (ITII) B KIMHUYECKOH
MPAKTUKE HA3BIBACTCS [UIMTEIBHOE TIPHCYTCTBUE
romorctenHa (I'L) B KpoOBOTOKE B TIOBHIIIICHHBIX KOHIICH-
Tpauusax (cBeime 15 Mkr/m) [2]. JlaHHOE maTonorndeckoe
SIBIICHUE YPEBATO PAa3BHTHEM MHOXKECTBA CHCTEMHBIX
MATOJIOTHYECKUX d(PPEKTOB, B TOM UHUCIIE CepOeyHO-COCy-
oucmulx cobvimutl, xpoHuueckou bonesnu nouex (XbBII),
npoyeccos onkozenesa. B Hactosiee BpeMsi OTMEJaeTCs
BBICOKas gactoTta (okoio 5%) BeraBieHus I T1 B oOmeit
TIOMYJSIIIAM; 3TOT TIOKA3aTeNlb CYIICCTBCHHO YBEIMYH-
BaeTCS CpeOu MAlHEHTOB C YKa3aHHBIMHU BBIIIEC 3a0ole-
BaHusAMH. B wactHocTH, I'TL] oOnapyxuBaercs y 42%

OOJIBHBIX € 1IepeOpOBACKYJISIPHBIME HapyLICHUSIMUA B
Bo3pacTe 70 55 jer [12].

Bricokass yacToTa cepoeuno-cocyoucmsix coObimuil
oOycnoBieHa criocoOHOCThIO 'L B MOBBINIEHHON KOHIICH-
TpalUK OKa3bIBaTh ITOBPEXAAIOIIEe JACHCTBHE HA JHO-
TeJUI COCY[OB, CTUMYJIHPOBaTh HAKOIJICHHE KOJUIareHa
1 POCT IIAJKOMBIIICYHBIX KJIETOK B COCYOHCTOW CTEHKE,
HapylaTh COOTHOLIEHHE MEXAY (akTopaMu Ba3ojuiia-
Tallid W Ba30KOHCTPHUKIMH, a TaKKe BBI3BIBATH Hapy-
nieHus B cucteme cBepThiBanus kposH [1]. C 90-x rogos
IIPOIILIOTO BeKa MOBBIIEHHAs KoHIeHTpanus ['1] B kposu
NIPU3HAHA HE3aBHCHUMBIM MPEIUKTOPOM PHUCKA Pa3BUTHSA
apTepUalbHBIX U BEHO3HBIX TPOMOO30B, a TaKKe arepo-
CKJIEPOTUYECKOT0 MOPaKEHHsT KOPOHAPHBIX, MO3TOBBIX U
nepudepuyeckux cocynos [10].

Kpome nospexpenust cocyaucrtoro pycia, npu I'TTL
CO3JAIOTCSl  YCJIOBHSL JJISI TIOBPEXKACHHS ITIOMEpPYIIp-
HOTO M KaHAIbLIEBOTO ammapara IOYeK M HHTEPCTHIH-
anbHOH TkaHu. HopMalibHast GyHKIHS 30POBBIX TIOUEK HE
paccunTaHa Ha akTuUBHYIO dkckpenuto 1. Bonee 99,5%
I'll, BEIIIEAIETO B CHCTEMHBIH KPOBOTOK, peabcopOupy-
eTCs M MeTaboNn3upyeTcs B KIETKaX KaHAJIbIIEB MOUeK [4,
5], 9To Tpu MOBHIIIEHHOM cojepykanuu 1] B opranmsme
MIPUBOIUT K pazgumuio u npozpeccuposanuro XbI1. Heob-
XOJMMO OTMETHTh, YTO y TAlMCHTOB, HAXOLIMXCS Ha
porpaMMHOM remonauanuse sxkckpeuus 'Ll yepe3 mouxu
OTCYTCTBYET, 4TO CYIIECTBEHHO ITOBBIIIAET ypoBeHb 1]
KPOBH JMAIN3HBIX OONBHBIX M MPOBOLHMPYET Pa3BHTHE Y
HUX TPOMOOBACKYISIpHOI Oose3Hw [2].

Eme onHMM HETaTUBHBIM CJIEACTBHEM CHCTEMHOTO
sapdpexra I'TL] sBusercs owukozcenes. M3BecTHO, YTO B
ocHoBe crabwnmzaiuu JIHK nexar mponecchl MeTHIIH-
pPOBaHHMSI THCTOHOB 3a CYET IOTEPU METWIJIHHOH TPYIIIBI
aMHMHOKHCIIOTHI METHOHHHA 1 ee npeBpatuenus B ['L]. [Ipn
I'TL mporcxoauT HapyLIEHUE IPOLIECCOB BOCCTAHOBIICHUS
(pemetnmmpoBanus) 'Ll B METHOHHMH U, KaK CIEICTBHE,
HapymeHue crabmusaiuu JJHK kinetok opranmsma [11].
B uactHocTM mokaszaHo, yro mpu ITIl crarucruyecku
JIOCTOBEPHO Yallle BCTPEYaeTCs Pa3BUTHE KOJIOPEKTAIbHON
aJICHOMBI, a/ICHOKapIIMHOMBI, paka MOJIOYHOM XeJle3bl 1
SIMIHUKOB [15].
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B oreuecTBeHHOI mnuTEpaType MNPUBOAUTCS JOCTa-
TOYHOE KOJMYECTBO pa3pO3HEHHOH HH(POPMALIUU O KOMOP-
oumHoctu [T u cepaeuno-cocymucroii matonoruu, I'T1]
u XBI1, I'TH u onkonaronoruu. B nenom, nepsuunyro I'T'L]
ClielyeT paclieHUBATh KaK CUCTEMHBIN IPOLECC, U YUUTBI-
BAaTh BBICOKUH PUCK COBMECTHOI'O BOBHUKHOBEHUS TaHHBIX
MaTOJIOTMYECKUX COCTOSTHUM Y Ka)/10r0 OTAEIBHO B3STOrO
nauueHTa ¢ nosbiieHueM [1l. B cBsi3u ¢ 3TUM LEBIO
Hatrei paboThI CTaJIo OMTUCaHNe COOCTBEHHOTO TUHAMIYEC-
KOTO HaONFOIeHUs 3a MAlUEHTOM, Y KOTOPOTO IepBHYHAS
I'TL npuBena K COYETAHHOMY Pa3BHTHIO LEpeOPOBACKY-
JIIPHOU, IOYEYHOM U OHKOJIOTUYECKOW MATOJIOIHH.

BoneHoit O. 51 ronma, moCTynuiI Ha Jie4eHHE B 3-€ HEBPOJIO-
rudgeckoe oraeneHue Hinkeroponckoil oOmacTHOW KIMHUYEC-
koil 6onpHULBI M. H.A. Cemamko ¢ 16.09.10 . ¢ auargosom:
[ToBTOpHBIN WImIEMHYECKHIT HMHCYNBT (TOATUI HE YTOYHEH)
B Bepredpo-Oasmmsapaoit cucteme (23.08.2010). MynbsrunH-
(apkTHas sHIedaTonaTusi. ATEpOCKIEPO3 COCYHOB TOIOBHOTO
MO3ra ¢ reMOJMHAMHYECKH HE3HAYMMbIM cTeHO30M (10 50%).
Immepxomucrepunemusi, tun 2A. ComyTtcTBylomue 3abole-
panus: WBC, moctuHdaktHei Kapauockiepos; I'b III cr.,
puck 4; XBIT C3a A2.

[Tpn nmocTymneHnn xaxoObl HA OHEMEHHE B JICBBIX KOHEY-
HOCTSX, OONbIIe B pyKe, HAPYIICHUE PedH, «cIabocTh» U Hapy-
IIeHHE JIBIDKCHUH B NPaBBIX KOHEYHOCTSIX, THYCABOCTh rOJOCa,
MIONIEPXUBAHKE TIPU TIIOTAHHUH, «TOJIOBOKPYXKEHHE), HEYCTONIH-
BOCTb IIPHU X0b0€, FOJIOBHEIE 00NN, IIyM B yIIax, ITyM B TOJIOBE,
neprogudeckoe moBsimeHne AJl, OfBIIIKy B ITOKOE, yCHIIHBAIO-
mIyrocst mpu (pU3MIEecKoi Harpys3Kke, JaBsIine, CKUMaomue 60Iu
3a TPyAHUHOMN, OTAAIONINE B JIEBYIO JOMATKY, PYKY, KOTOPBIE KyITH-
PYIOTCSI HUTPOTIIHILIEPHHOM.

Anamnes 3abonesanus. OKono 25 neTr crpagaeT aprepu-
aNbHOU runepToHue ¢ mopeimerneM udp AJl mo 260/120 mm
pT. ct., B Teuenue 5 set crpagaer UBC, XBIT C3a2A. B 2009 .
TepeHec ocTpslii HH(MApKT MHOKapaa. B mociennue rogs pery-
JISIPHO IPHHUMAJI KOMOMHAINIO CIISAYIOIINX IPenapaToB: METO-
mponon 75 mr/cyt., sHamamnpun 40 MI/CYT., TUAPOXIOPTHAZHL
12,5 mr/cyr., ammogunud 10 mr/cyt., posyBacrtarud 20 Mr/cyr.,
anermwicamuuioBas kuciora (ACK) 100 mr/cyt. B mapre 2010
I. IepeHeC TNEepBBIi HIIeMUYeCKHH HHCYIBT B BepTeOpo-0a3u-
JSIpHOU cucteMe ¢ (hopMupoBaHMEM odara MH(papKTa B IpaBoOH
TEMEHHO-3aThIIOYHONH oOnactu (mo mamHeiM MPT romoBHOTO
mo3ra ot 06.04.2010). B urore 2010 . — MOBTOPHBIN HIIEeMUYEC-
KHH HMHCYNBT B KapOTUAHOH CHCTEME C Pa3BUTHEM MOTOPHBIX
aaTH4IeCKNX pacCTPOHCTB U allpaKCHH B IpaBoii pyke. B aBrycre
2010 . — TpeTHuii WHCYIBT B BEpTEOPO-0a3HILIPHON CHUCTEME
¢ ¢dopmupoBaHueM ouara MH(ApKTa B NPOJOJITOBATOM MO3re
crpasa (10 JaHHBIM KIMHWYecKod kKapTuHel © MPT roioBHOTO
mo3ra ot 12.07.2010). B cBsi3u ¢ pa3BUTHEM NOBTOPHBIX UILIEMH-
YeCKUX HMHCYJIBTOB Ha ()OHE aHTHUTPOMOOLIMTAPHON Teparuu
HEBPOJIOTOM II0 MECTy JKHTEIbCTBA (COIIACHO PEKOMEHIalusIM
ESO, 2008) 6pu10 pekOMEHAOBaHO H3MEHEHNE CXEMBI aHTHATPE-
raHTHOU Tepanuu B Buae komOmHanmu ACK u munmpumamona
nnu 3ameHsl ACK knonmporpenem. ITanueHT TaHHBIX peKOMEH-
Januii He IpUIepP>KUBAICS (CO CIIOB ITAIMEHTA «B CBSI3H C IIOXOH
NIEPEHOCUMOCTBIO IIPETIapaToBy).

Cemetinbitl anamues3: orell B Bozpacte 50 ner mepeHec
nH}papKkT MHOKapaa, MaTh ¢ 47 JeT CTpajaeT HIIEMHYeCKOH
0oJe3HBI0 cepALa.

HecmoTpst Ha poBOAMMOE B T€UEHHE 3 JIET, MPEIIIeCTBO-
BAaBIINX TOCIHHUTAIN3ALUN, KOMIUIEKCHOE JICUCHHE, PeTYISPHBIH
MIPUEM MaKCHUMabHBIX CYTOYHBIX 103 yKa3aHHBIX BBINIE Ipera-
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paToB (JIedeHWe AHTUTHIICPTEH3MBHBIMH IIpEHapaTaMy, aHTU-
arperaHTaMH, CTaTHHaMH), CAMOYYBCTBHE MAI[IEHTa OCTaBaIOCh
HEYIOBJIETBOPUTEIBHEIM. [lanneHTa GeCHOKOMIN MOCTOSHHEIE
TONIOBHBIE 0O0NH, CIabOCTh, HEIOMOTAHME, TOJOBOKDPYXKEHHE,
IIyM B yIIax, ONBINIKA, CKUMAIOIINE OOJH 3a TPyIHHOM, OTMe-
YaJNCh SMH30ABI YACTBIX TPAH3UTOPHBIX HIIEMUYECKHUX aTak.
udpsr AL 1 YCC coxpaHsuIHCh 04eHb BEICOKUMHM, T€MOIIHA-
MHKa ocTaBajach HectabmibHOU: CAJ] kosebanoch B Auana3oHe
160200 mM pr. ct., JA — 90-110 MM pt. cT., HCC 70-100 B
1 mun. B 3701 cBsI31 G0NBHOM OBUT HAapaBiIeH Ha 00CIIEIOBAHIE
U JICYCHHE B HEBPOJIOTHUECKHIH CTAI[MOHAp 00IaCTHOH KIIMHUYEC-
KO OOJIBHHUIIBL.

Ilpu ocmompe: o0Iiee COCTOSHHE CpenHel CTeIeHH
TsDKecTH, co3HaHme sicnoe. AJl 170/110 mm pr.ct., mymsc 88
B 1 wmuH., putmmusbid. [lymecamms cocymoB (OeqpeHHBIX,
IUICYEBEIX, TIOKIIIOYHIHBIX) HE N3MEHEHA.

B HeBponmormdyeckoM craryce: OOJBHOM KOHTAKTEH, 3MOIH-
oHaIBHO JabmieH. Ompenensercs aabTePHUPYIOMIA CHHAPOM
Bamnen6epra—3axapueHko (mapanud MSTKOro Heba CIpasa,
nuctarus, IU3apTpHs, AUCHOHUS, MO3IKEIKOBASI ATAKCHS CIIPABa,
reMurumnecTesus ciuesa). Agdepentaas MoTopHas adasus, KHHe-
THYECKasl alpakCHs B MpaBoi pyke. JIEBOCTOPOHHSS HIDKHEK-
BaJ(paHTHAsl TeMUaHOICHs. MBIIeyHas CHIa B KOHEYHOCTSIX HE
HapyIIeHa, MBIIICYHEIH TOHYC HE H3MEHEH, NIyOOKHe pedIeKCh
ClIeBa TIOBBIMIEHBI. [1aTOMOrMYECKUX CTONMHBIX M KHCTEBBIX
pedexcos HetT. B mo3e Pombepra HeycToW4MB, MagaeT BIPaBo.
INToxomka aTakTHYeCKast C ONOPOH Ha TPOCTE.

B obmemM aHanm3e KpoOBM M MOYH, a TaKXKe B Pa3BEPHYTOM
OMOXMMHYIECKOM aHAIN3€ KPOBU CYMIECTBEHHBIX OTKIOHEHHH
OT HOPMBI HE BEHIABICHO. DBUIM BEIIBIEHBI OTKIOHEHUS B
pesynbratax cinenyromux axanu3oB: CK® 58 mu/mun/1,73 m?
(N=80-120 mur/mun/1,73 wm?); ansOymunypust 10 mr/mMMois
(N=0-3 Mr/MMoib), 9TO CBUAETENHCTBOBANIO O HATHINH y HAIH-
enta XbII cranuu C3a A2. Taxke onpeaensiach TUCIUNTUAECMUS
¢ npeumMyiectseHHbIM noBbsinieHueM JIITHIT u JITIOHII, noss-
HIEHHOE CojepKaHue GUOPHHOTEeHa B KOATyIorpaMMe.

B xpoBM manpeHTa AUarHOCTHPOBAHO IIOBBHINICHHE YPOBHS
romonucrenHa — 21,8 MxkMons/n (N=5-15 MxMons/1). B st0it
CBSI3U JONONHUTENbHO npoBeneHa JJHK-nuarnoctuka merogom
TILP ra momimopdu3M reHoB ¢onarHoro rukia (PLI): BeIsIBICHO
TOMO3HroTHOEe HocuTenscTBo Myrtamuu C677T (remormn T/T).
M3MeHeHn HYKIICOTHIHOTO COCTaBa APYTHX TE€HOB, Y4acTBY-
I0Imux B Merabomm3Me (ornaToB, BBLBIEHO He ObUTO. [laHHEIE
M3MEHEHUs CBUJIETENILCTBOBAIH O TepBuIHOM xapaktepe ['T1] y
HManUeHTa.

Ha Y3[I'+IC cocynos ronossl u meu 21.05.10 r.: onpene-
TsuIcst cTeHo3 obeux obmux (1o 30%), neBoil BHYTpeHHEH (10
35%) 1 Hapy»XHBIX COHHBIX apTepuii (1o 50%).

Jleuenre UIIEMUYIECKOTO HHCYIIBTA U COIYTCTBYIOMHNX 3a00-
JIeBaHWII TPOBOAWINCE COOTBETCTBEHHO CTaHAapTaM. AHTH-
TpoMOonuTapHasl Tepamus He TpeGoBajia KOPPEKIHH M OblIa
npopoikeHa B npexkaeM ooseme (ACK 100 mr/cyT), T.K. matopu-
3MOJIOTHS WHCYINIBTA Y NAHHOTO ITaIleHTa OblIa MepecMOTpEeHa,
1 OBUT IMAarHOCTHPOBAH HOBBIN (paKkTOp pHCKA HHCYNBTA y MaIi-
enra, neppuyHas [Tl (PexoMeHmanuy mo BeACHUIO OOJNBHBIX C
UIIEMIYECKUM HHCYIBTOM H TPAaH3HTOPHBIMU HIIEMHYECKUMHU
arakamu (ESO), 2008).

B cBsa3u ¢ BbeiABneHHBIME HapylieHusmu LI, nepBuuHOi
I'TL] manueHTy OBLT NOMONHUTEIHHO HA3HAYSH IIpenapar (oiu-
eBoit kuciotsl (OK) B 1o3e 5 MI/cyT I MpoJIOHTHPOBAHHOTO
npueMa ¢ HeoOXOOMMOCTBIO ITOCIEAYIONIEro KOHTPOJST YPOBHS
I'] uepe3 1, 3, 6 mecsues, a 3aTeM onuH pa3 B roi. B xoxe
MOCIIEYIOIEeTro HaOMIONEHNs 32 MMAaleHTOM B TEUCHHE OJHOTO
Tofa OTMEYaJIoCh CTOWKoe cHikeHHe ypoBHS 'Ll mo meneBbIx



NEPBUYHASA TUTIEPTOMOLIMCTEHEMHN A KAK ®AKTOP PUCKA COYETAHHOI'O PA3BBUTHUA
LIEPEBPOBACKYJISIPHOM, [TIOYEYHOI M OHKOJIOI MUECKOM ITATOJIOT MU

uudp (uepe3 omuH mecsan ['L: 8,7 mxMonb/n, gepe3 3 mecsna:
7,6 MxMons/nm), HOpMamm3oBasnock AJl, Hapocma CK® mo
70 mu/mun/1,73 M?, 3HQYUTENBHO YIYYIIMWIOCH OOLIEE COCTO-
SIHUE, OTMEYaJICsl Perpecc HEeBPOJIOTMYECKOH CHMIITOMATHKH
U OTCYTCTBHE IIOBTOPHBIX LepeOpalbHBIX M KapIHalbHBIX
CepAeIHO—COCYAUCTHIX COOBITHH.

Tpu xamamuecmuyeckom HabNOOeHUY 3a TTALUEHTOM CTAaJIo
H3BECTHO, 4TO y OONBHOTO 4Wepe3 2,5 roma pa3BHIACH aHEMHS
CpeqHel CTEIeHH TSHKECTH BCIISICTBHE XPOHHUECKOTO KPOBOTE-
YeHMS N3 HIOKHUX OTICIOB KuIleuHnka. B aToi cs3n 12.03.2013 1
TIAIMEHT MTOCTYIMII B OT/JEIeHHEe KoJIomnpokToiaorun Himkeropon-
CKoM obGmacTHOHM kimmHMYeckod GompHMIBI M. H.A. Cemarko
it oodcienoBaHus. KimHudeckn M mo mHaHHBEIM (HOPOKO-
JIOHOCKOIIMH ObllIa JHAarHOCTHPOBAHA OITyXOJb BOCXOMISIIETO
orzena 0000YHOM KUIIKK (aAeHOKapIUHOMA TOJCTOM KHUIIKH,
MOTBEPIKACHHAS] THCTOJIOTHYECKHU), @ TAKXKE IOJIHITBI B CHTMO-
BUJIHOH W TmonepedHo-o06oq0uHoi kumke (xuamerpoM 0,8 cm).
B nocnenyromeM npoBeneHo onepaTHBHOE JICIEHHE: TE€MHUKOIIK-
TOMHS CIIPaBa, AEKTPOIKCIIU3HUS OJIUIIOB 000J0YHO KUIIIKHL.

Coycts 4 Tofa OT OIepaTUBHOTO JICUSHUs OOIBHOI IpoIoI-
xaer snedeHne OK B mo3e 5 Mr/cyT., aHTUTHIEPTEH3UBHbBIC H
aHTHarperaHTHbIC Mpenaparsl, crariuHbl. Ha ¢oHe nmpoBoaumoit
Teparuy OTMEYaeTCs] KIMHHYEecKas KOMIIEHCAIMs: y OOIBHOTo
OTCYTCTBYIOT IIOBTOpHBIE IepeOpO-BacKyIsIpHBIE COOBITHS,
JocTurHyTH enessle mudp AJl, JIITHIL, orcyrcTByeT mporpec-
cupoBanne XBII (CK® coxpansercs B nuanosone 62—74 mur/
mun/1,73 M?). YenenHoe naToreHeTHIeckoe JICYeHUE MepBUYHOM
ITL ®K no3Bonuio 3HAYUTENBHO CHU3UTH J03bl aHTUTHIIEp-
TEH3UBHBIX CPECTB (TMAIMEHT NMPUHUMAET METOIpoion 25 mr/
CyT., sHamanpun 20 Mr/cyT., THUApOXJOpTHA3uy 6,25 Mr/cyT.,
aMJIOJUITHH 2,5 MI/CyT.), a TakXKe 103y CTaTHHOB (PO3yBOCTAaTHH
5 mr/cyt.).

Obcysicoenue. Tl — ecTecTBeHHBIN MeTaOOIUT HE3a-
MEHHUMOI aMHHOKHUCIIOTHI METHOHMHA, MOSBISIOIIUNACS
B OpPraHM3ME KaK IOOOYHBIA MPOAYKT €€ JIEMETHINpPO-
BaHUA. MeTWIbHbIE TPYMNIbl AMUHOKHUCIIOTHl METHOHHMHA
HEOOXOIMUMBI ISl IPEBPANICHHS OMOIIOTHYECKH aKTUBHBIX
BELIECTB IIyTEM Iepeadyd METUIIBHBIX IPYII B peaKIuix
NpEeBpalEHNs: HOpaApeHAIMHa B aJpEHAIUH, TyaHUIU-
HaleraTa B KpeaTuHWH, N-aleTUI-5-OKCUTPUIITaMHUHA
B MesaroHuH, (ocdaruaunsTaHonaMuHa B Qocdaru-
quxonuH, cradmmusamuu JJTHK myrem merwmnupoBaHus
TUCTOHOB U BO MHOTHX JPYrux npoleccax. B pesynbrare
[OTEpU METWJIBHOM TpyInIbl METUOHHH IMPEBpAILAeTCs B
I'l, u, eciu B KJIeTKax HapyLIEHbI MEXaHU3MBbI €T'0 PEMETH-
JUpOBaHUs (BOCCTaHOBICHHS B MeTHOHUH), ['1] Hakarum-
BAECTCs CHA4YalJla B KJIETKAX, & 3aT€M BBIXOAUT B KPOBOTOK,
OKa3bIBasi CUCTEMHOE MOBpexaatolee aencraue [2].

Hapymenue MexaHHU3MOB BOCCTAHOBJIEHHUS METHO-
HUHA BCJIEACTBUE HENOCTATOYHOIO PEMETUIUPOBAHUS
'l oOycnoBneHo HapymieHueM (OJATHOIO —IHUKJIA.
OCHOBHBIMH TNPUYMHAMHU JIaHHOTO HApYLIEHHUSI CUMTa-
IOTCSL TeHeTHdeckue aedekTsl (QepMeHTOB (OIaTHOTO
mukiia (merunenrerparuapodonarpenykrassl — MTHFR,
B12-3aBucumoit metuonun-cunTassl — MTR u meTnonun-
cuHTassl pexykrassl — MTRR), a Taxke npruoOpeTeHHBINH
nedunut GoareBoit KHCIOoTH, BuTaMuHOB B6 1 B12 [16].

MTHFR wurpaer kioueByl0o poib B MeTaboiIM3Me
¢domueBoiit kuciorsl. Hambonee wn3ydeHHOH MyTaruei
rera MTHFR sBnsercs BapuaHT, B KOTOPOM HYKJIEOTH]

nuto3uH (C) B mo3urun 677, 3aMmeneH Ha TumuauH (T), 9To
IIPUBOANT K 3aMEHE aMHHOKHCIIOTHOTO OCTaTKa aJaHMHA
Ha OCTaTOK BaJIMHA B caiTe CBs3bIBaHUS (onara. Takon
noumopdusm MTHFR obo3nauaercs kak C677T u Hacne-
JyeTcsi ayTOCOMHO-PEECCHBHO. Y JIMIl, TOMO3UTOTHBIX
10 JAaHHOM MyTalllM, OTMEYaeTcs TEePMOIaOMILHOCTD
MTHFR u cHmKeHHe aKTHBHOCTH ()epMEHTa MPHUMEPHO
1o 35% ot cpeanero 3HayeHus. Hanuume 310l MyTauuu
conpoBoxaaercs nosbienueM yposus 'Ll B kposu [17].
@deHOTHITNYECKOE TPOSIBICHUE [JaHHOTO TEHETHYECKOTO
nouMopdu3Ma CHIIBHO 3aBUCUT OT BHEITHUX (PAKTOPOB —
HU3KOTO COJepKaHus B nuile (onaToB, KypeHHs, npueMa
OpaJIbHBIX KOHTPAIENTHBOB, [UINTEIBHOTO NCTIOIb30BaHUS
psna IPOTHUBOCYIOPOXKHBIX IpemnaparoB. HocutenbcTBo
TepMOnabmIbHOTO T-aiesns JOCTaTouHO MHUPOKO pacIpo-
CTPAHEHO y IIPEACTaBUTEINICH eBPOIEHCKON pach! (TIpUCyT-
ctByer y 30%). bonee 3nokadectBenHblit T/T-renorun
BhIABIIsIeTCS IpuMepHO y 10 % Hacenenuss Espomsl [8,
9]. Heobxommmo ormeTuth, uto BapwaHT T1/T cBs3aH
C Tpems TrpynnaMd MHOTO(AKTOPHBIX 3a00JICBaHUHN Yy
B3pOCIHBIX: CEPACYHO-COCYIUCThIMH, pa3ButueM XBbII,
OHKOIIATOJIOTHH (KOJIOPEKTAIbHON aeHOKAPIIMHOMBI, PaKa
MOJIOYHOH XKeJe3bl U SIMYHUKOB).

Beicokast yacTorta yepebpo-6ackynapubix U cepoeyHo-
cocyoucmuix cobvimuti 'y anueHToB ¢ mepBuaHoi ['TT]
oOycroBieHa pa3BUTHEM TPOMOOBACKYIISIpHOH O0Je3HM
[1, 2]. CrnoxHblli Kackaj MaTOJIOTHYECKHX MEXaHHU3MOB
pa3BuTHs TpOMOOBacKylsipHOH Oone3snum mpu [TL]
MIPUHSTO Pa3leNATh HA 2 KOMIOHEHTA: cOCyoucmbiil (HeTo-
CPE/ICTBEHHOE ITOPa)KEHHE COCYIHCTOTO pycia) U Koazy-
JAYUOHHBIY KOMIIOHEHTBI. CUHTaeTCs, 4TO cocyoucmolii
KomnoHenm TpoMOoBacKysspHo# Oonesnu mpu [T ckia-
JIBIBACTCS U3 00pa30BaHMs CBOOOIHBIX PaJUKaIOB B SH/IO0-
TEIUOLUTAX, NOBBIIEHUS B HUX KOHLEeHTpauuu JIITHIT u
JIITOHII, cHueHus poAYKLHUH SHIOTETUATBHOTO PEslaK-
cupylomero (axkropa, YMEHBIICHHS TPOAYKINHU CYlb(ha-
THUPOBAHHBIX TIIIOKO3aMHHOIINKAHOB, CHIDKEHUS 3J1aCTHI-
HOCTH BHYTPHCOCYIMCTOH BBICTHIJIKHM 32 CUET CHWDKCHHMS
CHHTE3a NPOCTalUKINHA. KoazynayuoHHulil KOMNOHEHM
TPOMOOBACKYJISIPHOI OOJIE3HH TaKke BO MHOTOM CBSI3aH
¢ HapylleHneM (PyHKIUM SHIOTENHS W TyYHBIX KIIETOK,
pacronaralomuxcsi B CYOMHTHMAJIBHBIX CIIOSIX KpOBe-
HOCHBIX COCYZIOB M 00€CIICUMBAIONINX CHHTE3 U CEKPEIIHIO
rernapuHa — Ba)KHEHIIero peryisropa remocrasza. Kpome
3TOTO, NOBHIIIEHHBIE KoHIIeHTpauuu ['1] nmpuBoasT K yrHe-
TEHHIO CHHTE3a TPOMOOMOYIINHA, O€3 KOTOPOro TPOMOHMH
He o0O0pa3yeT KOMIUIEKCa, aKTHBHPYIOLIETO OEJIKOBbIE
AHTUKOArYISIHTBl — MpoTenHoB C u S. BO3HUKHOBEHUIO
MHCYJIETOB U TPAH3UTOPHBIX UIIeMu4ecKnx arak mpu ['T1]
TaKXKe CIIOCOOCTBYIOT CHWD)KCHHWE KOHIICHTPAILlMHM aHTH-
Tpom6buHa II1 1 sHIOreHHOTO TenapyuHa, OBBIIEHHUE arpe-
TaIlMOHHOM CITOCOOHOCTH TpoMOonuToB [2, 3].

Kpome noBpexnaenus cocymucrtoro pycina, npu I711]
€030aromcst YCao8ust Ol NOBPEN’COeHUs. 2NOMEPYIIAPHO20
U KaHanbyego2o annapama novyex W MHTEPCTUIHATIBHOU
Tkanu, T.e. [TL] obmamaer HemocpencTBEHHBIM Hedpo-
TOKCHYECKHM JEHCTBHEM M MOXKET SBJIATHCS NPHUYMHON
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pazsutust XBII [6]. OnucaHHble MaTONOrMYECKHE MeXa-
HU3MBI, I10-BUIUMOMY, OOBSICHSIOT TOT (haKT, YTO pacIpo-
ctpaneHHocTh [ TL] y nanuentoB ¢ XBII B Heckobko pa3
MIPEBBIIIACT OOLICTIONYISAIMOHHYIO Y)K€ NPH HavalbHON
muchyHkuH modek. [IpoBereHHBbIE K HAcTOAIIEMY
BPEMEHH HCCIIEA0BAHUS, TOCBSICHHBIC N3YyYEHUIO POJIN
I'] xax HepoTOKCHYIEeCcKOTo (haKkTOpa, yOSAUTENHHO JOKa-
3p1BatoT CBA3b [TL] ¢ pasBuTHEM MUKPOATEOYMHHYpPUH
[5].

C npyroii croponsl, y aun ¢ HanuuueMm XbII u otcyT-
cteueM nepBuuHoil I'TLl cozgmaroTcst ycinoBHsl K HOBBI-
meHuro koHneHtpanuu I'L] BcnenctBue HemocTaTod-
HOCTH €ro 3KCKpELHUH IOYeYHBIM amnmaparoM. BropudHo
pe3BUBIIMECS BbICOKHE KOHIEeHTparuu ['1] y GonpHBIX ¢
BeIpakxeHHOU XBIT w/vimn HaxooAmuXxcsl Ha MPOrPaMMHOM
reMoananu3e Takxke kak nepsuyHas ['T1 mposoumpyror
pasBuTHE TPOMOOBACKYJISIPHOH OOJIE3HM M CepleyHO-
COCYIUCTBIX coObITni. CunTaercs, 4To npuMepHo y 75%
MAIMEHTOB, HAXOAIIMXCS HA IPOTPaMMHOM I'eéMOIHaIN3e,
mpucytctByeT [TL, a mepeOpo-BacKymsapHBIE W KapIu-
aJIbHBIE COOBITHS SIBIISIFOTCSI OCHOBHOM HETIOCPEICTBEHHON
npuunHOi cMepT OompHBIX XBII kKak Ha IOAMATH3HOM,
TaK U Ha AUAJIM3HOM nepuojax [3, 6].

Eme oxHWUM HEraTMBHBIM CJEICTBHEM CHCTEMHOTO
a¢pdexra ['TL] aBisercsa onkocenes. Hapymienus merado-
nu3Ma (poJaToB HEraTHBHO BIUSIIOT HA IPOLECCHI METH-
muposanus JJHK, ee cTaOWIBHOCTB, YTO, MMO-BUINMOMY,
JIEKUT B OCHOBE Kauyepozeuesa [14]. BeisiBieHa ompe-
JIeTIeHHasi B3aMMOCBSI3b MEXIy mnoimuMmopdusMaMu reHa
MTHFR u pazButrem npeapakoBbIX U pAKOBbIX COCTOSIHUMA
KOJIOpEeKTaNbHOM o6actu [ 13]. B muteparype mpuBomsaTcs
JIaHHBIC KIMHUYECKUX HCCIEJOBAaHUH TIPYMIBI OOJIBHBIX
C TIOJMIIO30M TOJICTOTO KHIIEYHHKA C OIpeAeIeHHEM
ypOBHEH Qosara B 3pUTPOLMUTAX M HAIHUHS ITOIHMOP-
¢usma C677T rena MTHFR. MHuorodakropHslii ananm3
mokazan, uro reHorun MTHFR, kypenuwe u QomatHbrit
CTaTyC SIBJISIIOTCS CYIIECTBEHHBIMH KOMIIOHEHTaMH BBICO-
KOTO pHCKa aJeHOoMaro3a TOJCTOro KuimeyHwka. [Ipm
reHorune T/T puck pa3sBUTHS KOJOPEKTAJIBHOH aeHOMBI
noBbIaercs B 3 pasza [7, 13].

Takum ob6pa3om, nepeuunyro [T cnemyer pacrenu-
BaTh KaK CHCTEMHBIH IPOIIECC, 1 YIUTHIBATH BHICOKHH PHCK
COBMECTHOTO  BO3HHMKHOBEHMS 11epeOpo-BacKyIsIpHOM,
ITOYEYHON ¥ OHKOJIOTHYECKOH aTOJIOTHH Y KaXKJ0TO alH-
eHra c noBeimenneM I'1.
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