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Hapywenus jonamuo20 WUKNA, Bbi3BAHHLIE
2EHEMUYECKUMU NoAUMOpHUZMaML

®donueBasa KUCNOTA — BOJOPACTBOPUMBIV BUTAMUH By,
Npou3BOAHBIMU KOTOPOroO aBnsioTca ¢ponarbl.

JlaHHas rpyIra CoeIMHEHWI UTpaeT BEAYLIYIO POJib B PsIeC
SKM3HEHHO BaXKHBIX METa00JIMIECKUX TIPOIIECCOB:

* CTUMYJIMPYET 3PUTPOIIO33;

* y4acTBYeT B CUHTE3¢ aMUHOKUCJIOT (B TOM YKCJIE METHO-
HUHA, CepWHa, IMIMLMHA), HYKIEUHOBBIX KUCJIOT, TYPUHOB,
MUPUMUIMHOB, BUTAMUHOB,

* y4acTBYeT B OOMEHE XOJIMHA, TUCTUANHA;

* SBJISIETCS] BAXHBIM COMYTCTBYIOIIUM (PaKTOPOM B METHU-
supoBaHuu JJHK n PHK;

* CIIOCOOCTBYET pereHepaluy MbIIIEYHON TKAHU;

* BJMSIET Ha pa3BUTHE OBICTPO PACTYIIMX TKaHel (Koxa,
000JIOYKM KeTyIOUHO-KHUIIIEYHOTO TPaKTa, KOCTHBIN MO3T);

* BBITNIOJTHSICT 3AIIUTHYIO (DYHKIIUIO MPYU OEPEMEHHOCTH T10
OTHONICHWIO K JIEHCTBUIO TEPATOTEHHBIX M TOBPEXIAIOIINX
(hakTOpOB HAa IJIOM;

* CIOCOOCTBYET HOPMaJIbHOMY CO3DPEBAHUIO U (DYHKIIMO-
HUPOBAHUIO TUIALIEHTHI;

* (onmeBasi KuUCIOTa UMEET ACTPOreHONOJ00HOE MeiicT-
BHUE, UTO MO3BOJISIET CHUXKATh MPUEM TOPMOHOB TIPU 3aMECTH -
TeJIbHOW TOPMOHAJIbHOM Tepanuu.

BrimenepeurcieHHble GYHKIUK PeaTU3yOTCs B TTPOLIEcCe
MeTabonu3Ma (oIaToB, COCTABIISIONIErO OCHOBY (DOJIATHOTO
LMKJIA.

@onaTHBIN MK — KAacKaJHBIA TIPOIECC, KOHTPOJIUpPYe-
MBI (pepMeHTaMU, KOTOPbIE B KaueCTBE KOEPMEHTOB UMEIOT
MpOU3BOIHEIE (hoIMeBOIl KMCIOTH (puc. 1) . KimoyeBbiM 21a-
[IOM B 3TOM TIpOLecCe SBJISETCS CUHTE3 METUOHWHA U3 TOMO-
LMCTerHA. DTO JIOCTUTAaeTCs B Ipoliecce MpeBpaiieHus dosa-
TOB: BoccTaHOBIeHUs 10-MeTuneHTeTparuapodoiata 10 5-
MeTHJIeHTeTparuapodosaTa, HeCyluero MeTUJIbHYIO TpYIIITY,
KOTOpasi HeoOxoImMMa /s peBpalleHus TOMOIIMCTENHA B Me-
THOHMH. BoccTtaHoBneHMEe (hOJIATOB MPOUCXOIUT C TTOMOIIBIO
depmenta MetuneHterparuapodoaarpenykrassl (MTHFR).
MetunbHas Tpyrna nepeHocuTcss Ha BUTaMUH Biy, KOTOpBIi
3aTeM OTHAeT e¢ TOMOLMCTEHHY, 00pa3ys METMOHUH C I0-
Moribio hepmenTa MmetnoHnHcHTa3b (MTR). OnHako B He-
KOTOPBIX Ci1y4asix B;, MOXET OKUCISTBCS, UTO MPUBOIUT K T1O-
nmasiaenuto MTR. g mommepxkanus akKTUBHOCTH (hepMeHTa
HEOO0XOMMO BOCCTAHOBUTEJIbHOE METWJIIMPOBAHUE C TIO-
MOIIIbIO (hepMeHTa MeTUOHMHCHHTa3bI-peaykTaszsl (MTRR).

Metabom3M ¢GomaTtoB (IMPOM3BOAHBIX (DOTMEBOI KUCIO-
Thl) — BaXKHOE 3BEHO IEPBMYHOTO MeTaboJM3Ma KIETKU
(puc. 2). O6MeH (PoaTOB SIBISIETCS IOCTABIIMKOM OTHOYIJIE-
POAHBIX (DPArMEHTOB Ul TAKUX XKU3HEHHO BaXKHBIX KJIETOY-
HBIX TPOLIECCOB, KaK pereHepalus METMOHWHA (YTO BaXKHO
JUISI TIOBBIILIEHUSI KOMMepUYecKoi 3(GeKTUBHOCTU METUOHU-
Ha, BBOIMMOTO B KOpMa OTIOJTHUTEIbHO), OMOCUHTE3 MypH-
HOBBIX HYKJIEOTMIOB U MpeBpalleHue ypuauHMoHodochara
B TUMMIWIAT (MMEHHO TIO3TOMY IPU TUMIIOBUTaMUHO3¢ By
1 HAOJIOMAIOTCS TaKWe SIBICHUSI, KaK aHeMUsI — HapylIaeTcst
neneHue kinerok), metunuponanue JHK u PHK (manHbrit
3JIEeMEHT MeTaboIM3Ma MMeeT 3HAUMTEIbHYI aKTYaJlbHOCTb
He TOJIbKO B IJIaHe SMOpHOTreHe3a M KaHIIeporeHesa, HO W,
MPEIIOIOKUTEIbHO, MOXET BJIUSITh HA MAaTOTEHHOCTh HEKO-
TOpBIX BUPYcOB). OMHOYIJIEPOAHbIE OCTATKU, MOCTYIAIOIINE
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Puc. 2. BHyTpukneTouHbiii meta6onusm ponaros

B 00MeH (hoJ1aToB, 06pa3yloTCs MPH KaTtaboIrM3Me HEKOTOPBIX
AMUHOKMCJIOT (CepuHa, IMUMUMHA, TUCTUAMHA), a TaKXKe Mpu
karabonusme xonnHa. [Tomumo mporieccoB Kataboims3ma, of-
HOYTJIEPOJHbBIE OCTATKHM MOCTYIAIOT B 00MeH (hoJaToB MpH Jie-
TOKCUKAMK (hopMaibaeruaa, a Takxke npu yruausanuu hop-
Muara — MoOOYHOTO MPOAYKTa KJIETOUHOTO METabOIM3Ma.
Hapyienus metabonv3zma (posaToB BIMSIOT Ha CTAOMIBHOCTD
JHK, naHHbIe TIpOIIeCChI JieXKaT B OCHOBE KaHIleporeHe3a.

IIpuunnbl Hapymenus (oJaTHOrO LUKIA:

* reHetuueckue nedekTol GepMeHTOB (OJATHOrO IUKIA
(MTHFR, MTR, MTRR);

* neuuT GOIMEeBOI KUCIOTHI;

» pecdunuT BuTaMuHOB Bg 1 B,.

JlonoiHuTebHbie (hakTopsl pUcKa HapymeHus (oaaTHoro
HUKJIA:

* aTOJIOTUS XXeJylKa M KUIIEYHWKA ¢ HapylleHWeM Bca-
ChIBaHUS BUTaMUHA B,;

* 3JI0KaueCTBEHHbIE HOBOOOPA30BaHUSI TOIKETYyTI0UYHOM
JKeJIe3bl M KUIIeYHNKA,

* aToJIOTUS TI0YEeK;

* JUTUTEJILHO MPOTEKAIOIINE U XPOHUYEeCKUEe UH(DEKITNY;

* JMeTa;

* JUIMTEJBHBI TIpUEM MeTOTpeKcarta, MPOTUBOCYIOPOXK-
HBIX CPEJICTB, IPYTUX JIEKAPCTBEHHBIX CPEICTB-aHTATOHUCTOB
(honueBoit KUCAOTHI, MpenapaToB, HAPYLIAIOIIMX BCAChIBAHUE
(onaros;

* TeMOJIUAIN3;

* KypeHue.

Hapymenne ¢onaTHOTO IMKJIA (B TOM YMCIIe TEHETHUIEC-
KO€) TPHMBOAMT K HAKOILICHUIO TOMOLIMCTEMHA B KJIETKAX
Y TIOBBILICHUIO OOILIEr0 YPOBHS TOMOILIMCTEMHA B TIa3Me.

Mytauum B reHax paccMaTpuBaeMbIX (DePMEHTOB, B OCO-
6ennoctu MTHFR 677 C>T , MTR 1298 A>G, MTRR 66
A>G, NpUBOJAT K CHUXKEHUIO KaTAIMTUYECKON aKTUBHOCTH
1 OKa3bIBAIOT CYILIECTBEHHOE BIUSIHME HA MTHTEHCUBHOCTB (hO-
JIATHOTO MeTaboJIM3Ma, 4TO Mojpa3yMeBaeT HAKOIJIEHUE ro-
MOILIUCTEHHA.

M30bITOUHOE HAKOTJICHUE TOMOILIMCTEMHA BHYTPU KJIETKU
MOXET HaHEeCTU il HemompaBUMBbIN Bpel (MOBpEeXIeHUE
JHK, HapyilieHre nesITeTbHOCTH KJIETKH, BILUIOTh 10 THOEIN).
ConepxaHrue TOMOLMCTEMHA PETYJUPYIOT TMOYKHU, KOTOphIE
BBIBOJISIT €TI0 U3 OpraHu3Ma.

TomoncrenH o6sanaeT COCOOHOCTBHIO OKA3bIBAThH TMPSIMOE
LIMTOTOKCUYECKOe (MOBpeXaroliee) NeUCTBUE Ha SHIOTEIUi
aprepuii. Kpome Toro, roMoIMcTenH aKTUBUPYET CUCTEMY CBEP-
TBIBAHUSI KPOBM, arperallMoOHHYI0 aKTUBHOCTb TPOMOOIIUTOB,
CIOCOOCTBYET MOBBIILIEHUIO B KPOBH COAEPKAHMUST XOJIECTePUHA,
TTOBBIIIAET MUTOTUYECKYIO aKTUBHOCTD TJIATKOMBIILIEUHBIX KJIe-
TOK COCY/IOB, YTO B KOHEYHOM MTOre CIOCOOCTBYET Pa3BUTHIO
aTepoCKJIepo3a U aCCOIMMPOBAHHBIX C HUM 3a00JICBaHUIA.

TunepromouucTeMHEMUs — 3TO MATOJOTUYECKOE COCTOSI-
HME OpraHu3Ma, MPOSIBJISIOIIEeCs TTOBBIIIEHHONW KOHIIEHTpa-
LIMell TOMOIIMCTEeNHA B KpoBU. [10 MOJIOBOTO CO3peBaHUs OHA
y MajJbuMKOB M JEBOYEK MPUMEPHO OJMHAKOBA — OKOJIO
5 MKMOJIb/J1, B TIEPUOJL TIOJIOBOTO CO3PEBAHUSI TIOBBIIIAETCS 10
6-7 MKMOJIb/J1, IpUYEM B OOJIBIICH CTETICHU Y MAJIbYMKOB.

VY B3pOCIHIBIX TOMOIIMCTEMHA B KPOBU COICPXKUTCS OKOJIO
10 MKMOJIb/J1, y MYXKYMH 3TOT IIOKA3aTeIh OOBIYHO BBIIIIE, YeM
Y KEHIIWH, 4TO OOBSICHSIETCS OOJIbIIe MBIIIEYHON Maccoi.
C BO3pacToM ypoBEHb FOMOIIMCTEMHA MTOCTENEHHO BO3pacTa-
€T M3-32 CHWXEHMS! (YHKUMU TOoYeK, MPUYeM y XKEHLIUMH
0o0JIblIIE, YEM Y MYXKIUH.

C runeproMolMCTEMHEMUEN CBSI3aHO BO3HUKHOBEHME
U HeOJIAronpusITHOE KIMHUYECKOE TeUEHKE pa3HbIX 3a00J1eBa-
HWUIi, B IEPBYIO OUepeb CEPACUHO-COCYAUCTHIX, COMYTCTBYIO-
LIUMX UM, caXxapHOro nuabeTa 2 TUIa, XpOHUYECKOU HeBbIHA-
IIMBAEMOCTU OEPEMEHHOCTH U BPOXKIACHHOM MaTOJOTUU TUI0-
J1a, pa3HOTO poja JENPECCUBHBIX COCTOSIHUM, CTApUECKOM Jie-
MeHLIUU (cnaboymust), 6oie3HU AJbLreiiMepa u psiaa Apyrux.

st 6onee 3(pheKTUBHOM TMAarHOCTUKY ¥ TOYHOTO ITPOTHO-
3UPOBAHUSI pUCKa 3MOPHOHAIBHBIX MOTEPh PEKOMEHIOBAHO
BECTH HaOJIOeHNE 32 YPOBHSIMU TOMOLIMCTEMHA U (HOJIATOB
B CHIBOPOTKE KPOBU MaTepeit, a TakXke yaeJsiTb BHUMaHUe HO-
cuTeNbCTBY UMU Toumopdusma 677C>T rena MTHFER, ots-
TOIAOLIETO TeUeHne OepeMEHHOCTH.

JIJisi CBOEBPEMEHHOTO BBISIBJICHUSI pUCKA BO3HUKHOBEHUSI
Hepa3BUBalolIeiicss 0epeMeHHOCTH 11€71eCO00pa3HO U3MEPSTh
OMOXMMUYECKME TOKa3aTeId U MPUCYTCTBUE TMOJUMOPHU3-
MOB (hoJIaTHOTO OOMEHA Ha TIePBbIX HEIEISIX TeCTalluu.

TomMorucrenH oGanaeT BbIpaXEHHBIM TOKCUYECKUM, aTe-
POTEHHBIM U TPOMOOMDUINUYECKUM JICHCTBUEM, UYTO OOYCIOB-
JINBAET TMOBBIIIEHHBIN PUCK PA3BUTHUS Ps/ia TIATOJIOTUUYECKUX
MPOLIECCOB:

* OCJIOXXHEHMI OepeMeHHOCTH (eToraleHTapHoi He-
JIOCTATOYHOCTU, TMPEXIEBPEMEHHOW OTCIOUKU HOPMaJbHO
PACTIONIOKEHHOI TIJTalleHThI, TIO3IHETO TeCTo3a);

* neeKTOB pa3BUTHs TUToma (He3apallleHWs HepBHOM
TPYOKHM, aHAHIIeaTuu, AeopMalnil IUIIEBOTO CKeleTa);

* MpeHaTajbHOI CMEPTH IJI0/a;

* DKTOIMHU XPYCTATNKA;

* 0CTEONopo3a;

* KaHIeporeHe3a (KOJIOPEKTaTbHOM aIeHOKapIIMHOMBI,
paka MOJIOYHOM KeJie3bl U IMYHMKA);

* YCUJIEHUST TOOOYHBIX 3(h(HEKTOB MPU XUMHUOTEPAITHN;

* CEpIEeYHO-COCYIMCTHIX 3a00JieBaHUI (MIIEeMUYECKOM
6one3nu cepana — MBC, nadapkra Mruokapma, aTepocKiepo-
3a, aTepoTpomM003a).

CHUXeHMe METUIMPOBAHUS B KJIETKE, CBI3aHHOE C HEIo-
CTaTOYHOM aKTUBHOCTBIO (hepMEHTOB (hOJIATHOTO OOMeHa WITN
¢ 1e(PUIUTOM METUJIbHBIX TPYII, MPUBOAUT K U3MEHEHMUIO
npoduiisi METWJIMPOBAHUSI LIEHTPOMEPHBIX PAiilOHOB XPOMO-
COM, HapYIICHUIO PaCXOXIEHUS XPOMOCOM B OOT€HE3¢ U TI0-
BBIIIAET PUCK POXACHUSI peOeHKa ¢ cuHapomoM JlayHa (Tpu-
comus 21). Mamenenne npodwsg metunupoanusa JHK ac-
COLIMMPOBAHO TakXke ¢ HapYIIEHUEM PACXOXIEHUST XpPOMOCO-
MbI 18. Takum o6pasoM, dosreBast KUCIOTa, BATAMUHBI TPYTI-
bl B ¥ roMonmcTenH urpaloT GyHIaMeHTaTbHYIO POJib B Jie-
JISILIUXCS KJIeTKAaX U pa3BUBAIOIIEMCsI SMOPUOHE.

ITpu 3TOM SMOPMOH YacTO TOABEPKEH TAKMM aHOMAJTUSIM
pa3BUTUSI, KOTOPbIE HECOBMECTUMBI C XKU3HBIO, U B pAMKaXx eC-
TECTBEHHOTO OTOOpa OH TornbaeT; Hambojee YacTo 3TO He-
y/laud B MIEPBOM TpUMeCTpe OepeMEHHOCTH WJIH 10 TUTTY Tpe-
AMOPUOHUYECKUX (OYeHb KPaTKUE 3aJePKKU MEHCTPYaJIbHO-
ro IMKJIa WK KpaTkoe moBbiieHne XI'Y).

fennl ionamuo2o wukna MTHFR, MTR u B03MOXHbIE
UX nonumopiusmsl

Hccnenosanue mommmopdusma rena MTHFR umeet npo-
THOCTUYECKOE 3HAUCHWE U TMO3BOJISIET OMpPeIeUTh PUCK pa3-
BUTUST OHKOJIOTUYECKUX U CEPIAEUYHO-COCYIUCTHIX 3a00JieBa-
HUI, a TakXKe neeKTOB BHYTPUYTPOOHOTO pa3BUTUSI BO BpEMs
OepeMEHHOCTU M3-3a HapylleHUus oOMeHa (PoJreBOit KUCI0-
Thl U TUMEPTOMOLIMCTEMHEMUH, OLIEHUTh BEPOSITHOCTH IMaTO-
JIOTUU Y TTIOTOMCTBA.

AnHanmu3 myrtaiuii B reHax ¢osarHoro mukia — MTHFR,
MTRR u MTR — mo3BosisieT omnpeneanTh IpeapacioaokeH-
HOCTb K (heTOIIalleHTApPHOM HEOCTATOYHOCTH, HEe3apalleHHIO
HEPBHOM TPyOKHU, HEPACXOXKIEHUIO XDPOMOCOM B MEI03€ 1 Ipy-
TMM TIaTOJIOTHSIM TUIOJA, HECOBMECTUMBIM C XKHM3HBIO. DTH My-
TallMU CBSI3aHbI CO CHMXXEHMEM YPOBHS (DojaTHOTO craTyca
u pasBuTtheM donatoB. Bo BpeMss GepeMeHHOCTH Y XKEHIIUH
C MyTalMsIMK B 3TUX T€HAX OTMEUAeTCsl CHUKEHME KOHIIEHTpa-
1mu (HonaToB HE TOJBKO BHYTPU SPUTPOLIMTOB, HO U B IJIa3Me
KpPOBU. BBIsIBIEeHUE TaKuX MyTallMii SIBJISETCS TOKa3aHUEM
K CIieIMagIbHOMY Kypcy rnpueMa (horeBoil KUCIOTHI.

Ien MTHFR xonupyeT aMMHOKHCIOTHYIO TTOCIEI0BATEIb-
HocTb pepmenTa MTHFR, urpatoiiiero kiioueByto pojib B Me-
Tabom3me onueBoit Kucaotel. Jdedpuiur MTHFR npusomut
K cHikeHuto metwimpoBanust JTHK, 4ro akTuBupyeT MHOTHE
KJIETOUHBIE T€HBI, B TOM 4Kciie OHKOreHbl. Kpome Toro, npouc-
XOJUT U30BITOYHOE HAKOTUIEHUE TOMOLIMCTEUHA TPOMEXYTOU -
HOTO MPOJIyKTa CUHTE3a METMOHMHA. B ciyyae CHUKeHHOI ak-
tuBHOocT MTHEFR Bo Bpemst 6epeMeHHOCTH YCUIIMBAETCS BIM-
STHUE TePaTOTeHHBIX M MyTareHHbIX (PaKTOPOB BHEIIIHEH CPE/IbI.

AecbekTbl pa3BuUTHS NAOAQ

[oBbIlIeHNE YacTOTHI BCTpeuaeMocTy ayutens 677T Gbuio
OTMEUEHO He TOJIKO MPHU MO3THEM TOKCUKO3¢e (FeCT03€), HO U
MPY IPYTHUX OCJIOXKHEHUSIX OepeMEeHHOCTH (OTCIOMKE MIaleH-
THI, 33JIeP3KKe POCTa Tuofa, nedekre HepBHOM TpyOKH, TpeHa-
TanbHOU cMepTH Tioaa). Couetanue mytauuu 677T ¢ Apyru-
MU (haKTOpaMu prcKa MPUBOIUT K IMOBBIIIEHUIO BEPOSITHOCTH
paHHETO BBIKMIBIIIA.

CepAe4HO-COCYAUCTbIE 3a00AeBaHMSI

[MTpu uccaenoBaHuK CBA3U MeXIy MyTaiueii 677T u cepred-
HO-COCYIMCTBIMU 3200JIEBAHUSIMU OOHAPYKEHO, YTO TOMO3M-
rotHast Mytaiust 677T/T BcTpedaeTcst Topasio Yaile B TpyIire
TAIMEeHTOB, YeM Y 3I0POBBIX TOHOPOB. Y MOJIOJIBIX MAIlMEHTOB
¢ uiemueii aprepuii romosurora T/T Bcrpeuaercs B 1,2 pasa
yaiie. CratucTuiyeckuii MetaaHan3 40 He3aBUCUMBIX UCCIIEIO-
BaHuit mauueHToB ¢ UBC, o6ob1aronuii nanubie o 11 162 ma-
nueHTax ¥ 12 758 3mopoBbIX JOHOpPAX, TMOKa3al yBeJIUUCHUE
pucka passutus MBC B 1,16 pasa npu HaIMIMK FOMO3UIOTBI
T/T. HeBbicokasi cTereHb pUCKa CBs3aHA C IeTepOreHHOCTHIO
aHAJIM3MPYeMBbIX BbIOOPOK HaceseHust. [Ipu uccienoBaHuu ro-
MOTEHHBIX BBIOOPOK (MHIMBUIYaJbHbIE MCCIENOBAaHUS, a HE
MeTaaHaJIn3) OIIEHKM CTEeMEeHN PUCKa 3HAUYMUTEIbHO BbIllIe. Tak,
pasHuIa B yacToTe BcTpeyaemocty romosurot T/T y nmanueHToB
1 Y 3I0POBBIX JIOHOPOB COOTBETCTBOBAJIa TPEXKPATHOMY TOBBI-
IIEHUI0 PUCKa KapAMOBACKYJISIPHBIX 3a00JIeBaHUI B MOJIOIIOM
BO3pacre.

Pa3BuTHE NpeAPaKOBbIX U PAKOBbIX COCTOSIHMIA
KOAOPEKTaAbHOM 00AaCTH

BroisiBieHna oripeneneHHasi B3aUMOCBSI3b MEXIY MOJIMMOP-
dusmamu MTHFR u pasButhieMm mnpeapakoBbIX U PaKOBBIX
COCTOSIHUI KOJIOpeKTalibHOU obsactu. [IpoBeneHo uccieno-
BaHME 3HAYUTEJILHON TPYIIIbI OOJBHBIX C TIOJIUIIO30M TOJICTO-

IIponomkenue ua crp. 50.
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Hapywenus donamuo2o wuKNa,
BbI3BAHHbIE 2BHEMUYECKUMY
nonuMopQUIMAMY

IIponomkenne. Havamo Ha ctp. 49.

ro kunieyHuka. Onpenessiv ypoBHU (osiaTa B 3pUTPOIIUTAX
u Hanmuue noaumopdusma C677T rena MTHFR. TTonyuen-
HbIE Pe3YJIbTaThl BbISIBUIU CBSI3b MEXIY TOHWKEHHBIM COIEp-
kaHueM oJylaTa ¥ PUCKOM pa3BUTHS ajeHomaro3a. MHoro-
(bakTOpHBIIT aHANTM3 TTOKA3al, YTO KypeHue, (PoIaTHBIii cTaTyc
u reHotunn MTHFR sBistioTcs cyniecTBeHHBIMM KOMITOHEHTA-
MU BBICOKOTO PUCKa aIEHOMaTo3a. DTOT PUCK OKA3aJICsl BECh-
Ma BeJIMK Y JIMI C HU3KUM ypoBHeM (osata, sIBsIIO-
LIMXCS HOCUTEISIMU ajiien 677T B ToMO- UJIM TeTeEpo-
3urotHoii popme. [loyueHHbIe 1aHHbIE YKAa3bIBAIOT Ha
B3aMMHOE BJIMSIHUE MTUTAHUSI U TEHHBIX (haKTOPOB TpU
Pa3BUTUU MPEIPAKOBBIX COCTOSTHUIA.

CXOIHbIE TIPEATIONOXEHMS BBIIBUHYTHI YYEHBIMHU, KO-
TOpbIe 00CIenoBaM OOJIBILIOE KOJINYECTBO OONIBbHBIX pa-
KOM TOJICTOTO KMIIEYHUKA U BbISBUIM 3HAYMTEIBHYIO
CBSI3b MEXXIy PUCKOM Pa3BUTHUSI PAKOBOTO 3a00JIeBaHUS,
BO3pacToM OOJIbHBIX, BO3PACTHBIM JIeduiiuToM oata
u T/T renorunom MTHFR. Wccnenosanue 379 natueH-
TOB C KOJIOPEKTAIbHOI aIeHOMOM 1 726 310POBBIX TOHO-
POB [MOKa3aJio, YTo y MyxxunH-Hocuteseir T/T reHotuna,
YIOTPEOISIIONIMX MHOTO aJKOTOJsI, PUCK 3a00JieBaHuUsI
aZieHOMOI moBbIIaeTcs B 3,5 pa3a. OqHaKO HEKOTOPBIE
WCCJIEIOBATENIN CYUTAIOT, YTO O€3 YIOTPpeOIeHUST aTKOTo-
JIs1 KaK OIHOTO 13 (DakTopoB pucka myTtaius 677T B ciy-
yae KOJIOPEKTAJIbHOTO paKa SIBJISETCS 3allUTHBIM (hakTo-
pom. Tak, nccnenoBaHue MAlMEHTOB ¢ TPOKCUMATbHBIM
KOJIOPEKTaJIbHBIM PAKOM IMOKa3aJio, YTO Haau4yue y rna-
uueHta romo3urotsl T/T mpuBoauT K 2,8-KpaTHOMY T110-
HUXEHUIO PUCKA eT0 Pa3BUTHSI.

MTR

MTRR

Puck pa3BuTHSl NaTOAOrMM NPU XMMUOTEPANMKU paka

TMomumopdusm C677T Bnuser Ha 3(PEKTUBHOCTH XUMUO-
Tepanuu paka. [IpakTnyecku Bce Tpernaparhl IIUTOCTaTHYEC-
KOTO AEWCTBUS, TPUMEHSIOIIMECS B TPOTUBOOIYXOJIEBOM Te-
panuu, SIBJISIIOTCS TepaToreHaMu, B YaCTHOCTU METOTpEKcaT —
AHTUMETa0OJINT, eiiCTBME KOTOPOTO CBSI3aHO C MHTMOMpPOBa-
HueM akTtuBHocTU ¢depmeHta MTHFR. WccinenoBanue He-
00JIBIINX BEIOOPOK (10 50 MammeHTOK) OOIBHBIX paKOM TPy
110Ka3aJ10, 4To MPU HaJIMuuu roMo3urotTsl T/T pucK pa3BUTHSsI
1Mo00YHBIX 3(DHEKTOB TPU TPUMEHEHUM METOTPEeKCaTa yBeIu-
yuBaeTcs B aeciaTku pa3. CieayeT OTMETUTb, UTO U 0e3 3Toi
MYTallMu y KEHILWHBI, ToJydaBlIeil MeToTpekcar 1o Oepe-
MEHHOCTHU, TIOBBIIIIEH PUCK POXIEHUSI pebeHKa C XPOMOCOM-
Hoii matosiorueit. Ilocnie JeyeHnss HLUTOCTaTUKAMU, OCOOEHHO
MpYU HaJUYUU HEOJIarONMpUSATHOTO TeHEeTUYecKoro (oHa,
B 00513aTEJIbHOM TMOPSIIKE PEKOMEHIYETCSl TIPOBEICHUE YJIbT-
Pa3BYKOBOTO CKAHMPOBAHMS Ha Pa3HBIX CPOKaxX OepeMEeHHOC-
TH TSI UCKJTIOYEHUS Y TUI0J]a aHATOMUYECKUX TTIOPOKOB.

OHKOrMHeKoAOrM4eckme 3aboreBaHus

MmeroTcss HEMHOTOUYUCIIEHHbIE WCCIIEAOBAHUS TE€HOTUIA
MTHFR npu oHKornHekosjoruueckux 3abosneBaHusix. M3y-
yascst nonumopdusm C677T rena MTHFR B Gosbiioii rpyr-
e eBpeCcKUX XKEeHIINH, 32a00JIeBIINX PAKOM MOJIOYHOM XKeJie-
3bl U SIMYHMKA, BKJIIOYAsl HACJIEACTBEHHbIE (hOPMBbI, CBSI3aH-
Hble ¢ MyTauusiMu reHoB BRCA («reHbl paka MOJIOYHOI KeJie-
3bl»). [Ipy TakoM He6IaronpusiTHOM reHeTUYeCKOM (poHe Ha-
murure y 6oabHbIX T/T reHoTnmna okaszanoch CYIIECTBEHHBIM
(baxTopom otsronienus 3aboneBanust. Yacrora T/T reHoTumna
6bu1a B 2 pasa Beime (33 mpotus 17%, p=0,0026) cpenn xeH-
IIMH C JIBYCTOPOHHUM PaKOM MOJIOUHOI Xeje3bl U pakoM
SIMYHUKA TI0 CPaBHEHUIO C OCHOBHOW TPYMIOil OOJbHBIX.
XKennuHel ¢ rerepo3urotTHbiM reHoturnoM C/T umenu nBoli-
HOM OHKOJIOTMYECKUI PUCK, a Y OOJbHBIX C TOMO3UTOTHBIM
reHotunioM T/T puck ObLT MOBBIIIEH BTPOE IO CPaBHEHUIO
C KOHTPOJIbHOII rpyrioii. KpoMe Toro, moHukeHHOe oTped-
JieHne (GoaToB B AUETE MOBBIIIANO0 TeHETUYECKUN PUCK IO
MATUKPATHOTO 3HAYEHUSI TTO CPABHEHUIO C KOHTPOJIEM.

JlokazaHo, 4TO 3apakeHWe BUPYCOM MMaNUUIOMbI YelOBEKa
(HPV) sBnsercs BaxHeHMM (paKTOpoOM pUCKa Pa3BUTHUS LIep-
BUKaJIbHOU auciiiazuu. [Ipy 3ToM 6bUT0 0TMEUEHO 0c000€e 3HA-
yenue coderanust HPV-undexuuu ¢ T/T renorurom MTHEFR.
Kenmunel ¢ reHoturom 677T/T DOKHBI TOIyYaTh BAKLIMHY OT
TMANMJUIOMaBUPYCHO MHMEKIMY B TIEPBYIO OUEpPEb.

IMonuMopdu3M reHa CBsI3aH ¢ 3aMeHOI HYKJI€OTUAA ITUTO-
3uHa (C) Ha TumuH (T), 4TO MPUBOAUT K 3aMEeHE aMUHOKUC-
JIOTHOTO OCTaTKa aJlaHMHAa Ha BaJMH B MO3UIIUK 223, B y4acT-
Ke MOJIEKYJTbl (hepMEHTa, OTBETCTBEHHOTO 3a CBsA3bIBaHUE (HO-
JINEBOY KMCIIOTHI. Y JIUII, TOMO3UTOTHBIX 10 TAaHHOMY BapuaH-
1y (reHotun T/T), depment MTHFR mnposiBisier 4yBcTBU-
TEJIBHOCTh K TeMmrepaType (TepMOJIaOMIbHOCTb) U TepsieT
CBOIO aKTMBHOCTD IIPUMEPHO Ha 65%.

BapuanT T cBsI3aH C 4eThIpbMsI TPYMIaMi MHOTO(DAKTOPHBIX
3200JIeBAHUIA: CEPAEUHO-COCYIUCTBIMU, Ne(eKTaMu pa3BUTHSI
11012, KOJIOPEKTAIbHOM aICHOMOI U PaKOM MOJIOYHOM XeJe3bl

MTHFR

U SIMYHUKOB. Y XeHIIMH ¢ reHoturnioM T/T Bo Bpemst GepeMeH-
HOCTU Ie(UIUT (HOTUEBOM KUCIOTHI MOXET MPUBOIUTD K Jie-
(ekram pa3BuTHS II0A, B TOM YKCIIE He3apallleHW0 HEPBHOM
TpyOKU. Y HOCUTENeil 3TOr0 TeHOTUIA BbICOK PUCK Pa3BUTHUS
MOOOYHBIX (P (HEKTOB TIPU TTPUEMe HEKOTOPBIX JIEKAPCTBEHHBIX
TIperapaToB, UCTIOJIL3YEMbIX B PAKOBOI XUMUOTEPAITNH, HATIPU -
Mep MeToTpekcaTa. HebnaronpusitHoe Bo3aeiicTBue BapuaHTa T
roJimMopGur3Ma CUIIbHO 3aBUCUT OT BHEITHUX (haKTOPOB — HU3-
KOTo cofiepxkaHus B nuiiie ¢oaToB, KypeHusl, IpueMa ajakoro-
ns1. HazHavyeHue posmeBoit KUCIOTHI MOXET 3HAYUTENTbHO CHU-
3UTh PUCK TMOCTIEACTBU TAHHOTO BapuUaHTa MoJuMopdusma.

BapuaHThbl 3aK1r04eHUS:

C/C — HOpMaJbHBINf BapuaHT MOIMMOPGU3Ma B TOMO3HU-
TOTHOI hopme;

C/T — rereposurotHasi hopMa noaumopdusma;

T/T — MyTaHTHBIII BapuaHT MOIMMOpP(U3Ma, CBSI3aHHBII
C yBeJIMUEHMEM prcKa 3a00JIeBaHMii, B TOMO3UTOTHOM (popme.

[Momimopdusm rena MTR cBsizaH ¢ aMIHOKUCIIOTHOM 3a-
MEHOI (acmaparMHOBOI KHUCJIOTHI Ha IJIMLMH) B MOJIEKYJe
depmenta MTR. B pesynbrate aT0ii 3aMeHbI (DyHKIIMOHATbHAS
AKTUBHOCTh (DEPMEHTA U3MEHSIETCSI, UTO MIPUBOJUT K TIOBBIILIE-
HMIO pucka cuHapomMa [layHa y miona. BausitHue noaumopdus-
Ma ycyryoJIsieTCsl IOBbIIIEHHBIM YPOBHEM TOMOLIMCTEUHA.

BapuaHTsl 3aKITI0YeHIIA:

A/A — HOpMaJbHBIN BapuaHT MoJuMopdu3Ma B TOMO3M-
TOTHOI hopme;

A/G — rereposurortHasi hopma rmoaumopdusma;

G/G — MyTaHTHBIII BapuaHT MOJUMOpPGU3Ma, CBSI3aHHBII
C YBEJIMYEHUEM pUCKa 3a00JIeBaHUI1, B TOMO3UTOTHOM (hopme.

AHanmm3 moauMopGu3MOB B TeHaxX (OJaTHOTO LMKIIA
(Tab:1.) MO3BOJISIET ONPEALIUTD ITPEAPACTION0XKEHHOCTD K YKa-
3aHHBIM BbIIIE MATOJIOTUYECKUM MPOLIECCaM U JaeT BO3MOXK-
HOCTb CBOEBPEMEHHOTO MPUHSITUSI MEpP TOCPECTBOM Ha3Ha-
YEHUST KOPPEKTUPYIOILEH Teparnuu.

Ta6nuua. Monumopdusmbl B reHax GonaTHOro Lukna

ﬂpousneum reHOTUNa € AJIeNI MU PUCKa

CHuxeHne GYHKLMOHANBLHOM AKTUBHOCTH pepMeHTd, 3-KpaTHOE NOBbILLEHUE PUCKA KAPAUOBUCKYNSPHBIX

3060M€BAHMIi B MOSIOAOM BO3paCTE, TPOM603MG0nMM. HeBbiHALUMBAHNE 6epeMEHHOCTH, NO3AHMIA recTos,
NPe3KNamMncus, OTCOHKA NnaueHTbl. AHTEHATanbHas ruéenb NIOAA, 3aAepPXKKaA U AedeKTbl pasBUTUs
nnopaa. YeenmueHue pucka passuTUs KONOPEKTANbHOM afeHoMb! B 3 paza npu reHotune T/T.

Puck pazeutus PMX. Ycunenne no6ounbix 3¢p$pekToB xummotepanum

Monu- Annenp
MOPGUIM  yejirpanshbili pHcKa
. C/T,T/T
Ll c/C Yacrora -
2/ 30-40%
. A/C, C/C
PTER A/A Yacrora -
1298 A>C 20-30%
. A/G,G/G
1';‘;: FAR>C A/A Yacrora -
20-30%
. A/A,G/G
zTEEG A/A Yacrora -
20-30% | rena MTHFR

Yacrora BcTpeyaeMocTy BapuaHTa T monuMopdu3ma B mo-
nymsuyn: T/T — 10-16%, C/T — 56%. [peobnanaromuii re-
Hotun B nonysiiuu: (C/T).

BapuaHThI 3aKITIOUSHMIA:

A/A — HOpMaJbHBIIl BapuaHT MOJUMOp(GU3Ma B TOMO3U-
TOTHOI hopMme;

A/C — rerepo3urotHas popma rmoaumMopdusma;

C/C — MyTaHTHBIN BapMaHT MOJMMOp(U3Ma, CBSI3aHHBII
C YBEeJIMYEHNWEM pUCKa HapyLIeHWIA, B TOMO3UTOTHOI (hopme.

Yactora BctpeyaemocTtu BapuaHTa C noaumopdusma B 1o-
nymsuun: C/C — 3-13%, A/C — 45-55%. TlpeoGnanarommmit
TeHOTUMN B nmomnyssiiuu: (A/A).

fen MTRR Genka MTRR pacnono)Xen Ha xpoMocome
5p15.3-p15.2

Metnonun MTRR sBrsieTcst BaxXHbIM 0€1KOM B MeTabo-
JIU3ME aMUHOKUCIIOTHI METUOHMHA. METUOHMH — HEeoOX0IH1-
Masi aMMHOKUCJIOTa B MeTaboJIM3Me KUBOTHBIX, WTparollast
KJIIOYEBYIO POJIb B CUHTE3€ OCJIKOB U |-yIJIepOIHbIX COeTUHE-
HMii. AKTUBHast (popMa METMOHWHA B OpTaHU3Me TIpe/iCTaBIie-
Ha S-ageHo3uaMeTHOHUHOM (SAM). SAM — 3T0 TOHOP MeTH-
OHUHA JUISI COTEH peaklMii OMOXMMUYECKOrO TPAaHCMETHIIU -
poBaHusi. OCHOBHBIMU TYTSIMM HCITOJIb30BAHUST METWJIbHBIX
Ipynmn B KjeTke sBisiercs Metuaupoanue JIHK u cuntes de
NOVO HYKJIEMHOBBIX OCHOBaHUIA.

[Mokazanus st uaeHTUGUKALIMKY TOIUMOPMHBIX ajuienei
B reHax (akTopoB cBepthiBaHus F2 u F5 u B reHax ¢onarHo-
TO 1IMKJIa OIMHAKOBBHI.

ITen MTRR konupyeT aMMHOKHCIOTHYIO MOC/EI0BaTeb-
HOCTb (hpepMEHTa, UTPAIOIIETO BaXKHYIO POJIb B CUHTE3€ Oeska
U YYaCTBYIOLIETO B OOJIBIIIOM KOJUYECTBE OMOXMMUYECKUX pe-
aKIMi, CBSA3aHHBIX C TIEPEHOCOM METUJILHOM rpyrirbl. OmgHOM
n3 ¢pyakuuit MTRR sBnsercsa odpaTHoe mpeBpalieHne roMo-
LUCTEMHA B METHUOHUH.

[Momamopdusm rena MTRR cBsizan ¢ aMMHOKMCIIOTHOM
3amMeHoil B Mojiekyse (pepmeHta MTRR. B pesyabrare atoit
3aMeHbl (DYHKIIMOHATbHASI aKTUBHOCTh (hepMEHTa CHUXKAeT-
Csl, UYTO NMPUBOIUT K TOBBILIEHNIO PUCKA HAPYIIEHUI pa3Bu-
THs Tofa — JeeKTOB HEBPaIbHOI TpyOKU. BiausiHue rmonu-
Mopdusma yeyryounsiercs: necuiutom ButaMmmuta By,. [1pu co-
yetaHuu nonumopdusma reHa MTRR ¢ monumopduzmom
B rene MTHFR puck spina bifida yBemunBaetcs.

BapuaHThI 3aK1t0ueHMIA:

A/A — HOpMaJbHBIN BapuaHT ToJuMopdU3Ma B TOMO3U-
TOTHOI hopme;

A/G — rerepo3urotHasi (hopma noaumopdusma;

G/G — MyTaHTHBIN BapuaHT MOJIMMOpGdU3Ma, CBI3aHHBII
C YBeJIMUEHMEM pucKa 3a00JieBaHuUli, B TOMO3UTOTHOI (hopme.

YacTora BcTpeuaemocTu BapraHta G rosmMopdusma B 1o-
nynsumn: G/G — 15-25%, A/G — 40-50%. Tpeobnanarommit
reHoTun B ronyisiuu: (A/G).

Ien MTR xommpyeT aMMHOKUCJIOTHYIO ITOCJIEIOBATE/Ib-
HOCTb (hepMeHTa METUOHUH cuHTa3bl (MC) — 0mHOTO U3 KITIo-
4yeBbIX (PEPMEHTOB OOMEHa METMOHMHA, KaTaJIU3UPYIOLIETO
00pa3oBaHUe METUOHMHA U3 TOMOIIMCTEMHA MTyTEM €ro peMe-
TUIMpOBaHUs. B KauecTBe KoakTopa B 3TOIl peakiuu mpu-
HHUMaeT yJacThe BUTaMuH B, (kobGamamuH).

CHrxeHne GYHKLMOHANBHOM AKTMBHOCTH pepmeHTd. Puck passutus Tpom6o3oB. HeBbiHawmMBaHKe
6epemeHHOCTH, no3aHMii rectos. Mpu reHotune C/C — NoBbILLIEHHBIN PUCK SMBPUOHANBHDIX ONMyXOnei

CHmxeHne GpyHKUMOHANbHONM AKTUBHOCTU pepmenTa. PocT ypoBHS romouuctenHa B Kposu. MoBbiweHmne
pucka paseutus cuHapoma JayHa. HapyLueHne paseutus nnoaa — HesapalieHne HepBHOM TPY6KU

CHmxeHne GyHKLMOHANBHON AKTUBHOCTH pepmeHTa. Poct ypoBHS romoumcTenHda B Kposu. flepekTbl
pasBMTUS HEPBHOM TPY6KHU. Ycunueaet naronoruyeckuii 3p¢heKT, accouMmMpoBaHHbii ¢ nonMmopdusmamu

[eHeTrueckue uccaenoBaHus MOIMMOPGU3MOB TeHOB (DO-
JIATHOTO LMKJIA 11eJ1Ieco00pa3HO MPOBOIUTH B LIESIX Mpodu-
JIAKTUKY KapIMOBaCKYJISIPHBIX 3a001€BaHMiA (ITPU MTOJTYYEHU M
pe3yJIbTaTOB, MOKA3bIBAIOIIMX MPENPACIIONOXEHHOCTh K pa3-
BUTHUIO CEPIEYHO-COCYIUCTLIX 3a00JeBaHUIl (MOBBILIEHHBIE
PUCKM), — MOTMBHUPOBATH MallMEHTA Ha 3JI0POBbIiT 00pa3 Ku3-
HU, HA UCKJIIOYEHUE TaKuX (GaKTOpOB pUCKa, KaK MOBBIIEH-
HBIIl YPOBEHb X0OJIECTEPHHA, TTOBBIIIIEHHOE apTepUaIbHOE J1aB-
JIEeHUE, KypeHue, OXUPEeHNE, TUTTONNHAMUS).

CoracHO TOCEIHUM JaHHBIM KITIOUEBYIO POJib B Pa3BUTUU
nHbapKTa MUOKapaa WrpaeT KOMOWHAIUSI HaCJeNCTBEHHO
TMpeapacnoiokeHHOCTU 1 (haKTOPOB PUCKA, HE CBSI3AHHBIX C TeHe-
TUYECKUM TIporieM YesioBeka, HarpuMmep TaKux, Kak KypeHHUe.

Tak, B coueTaHMM C KypeHHeM MyTaHTHbI reHotun T/T
MTHER (nomimopdusm 677 C>T) TOMOTHUTETEHO MOBBILIACT
pUCK pa3BUTHs MHGapKTa MUoKapaa B 3x2,7 pas3a 1o cpaBHe-
HUIO C HEKYPSIIUMU MAlMeHTAMU C HEMTPaJIbHBIM TEHOTUITOM.

HNndbopmanus o nonumopdusmax reHoB (hoJaTHOTO UK
BaXXHa [IJISl HA3HAUYEHUS alleKBaTHOM M CBOEBPEMEHHOM Mpo-
(bunakTuku TpOMOO30B:

Hanuuue poacTBeHHUKOB ¢ TPOMOOTHYECKMMU TIPOSIBIIC-
HUsMU B Bo3pacTe 10 50 et (MH(papKToM MUOKapaa, OCTPbIM
HapylIeHreM MO3TOBOTO KPOBOOOpaIIeHUs, TPOMO0IMO0IH -
eli JIETOYHOU apTepuu, TPOMOO30M ITyOOKMX BEH HUXKHUX KO-
HEYHOCTEe# U IpyruMu) — MoKa3aHue K UCCIeJOBaHUIO TeHe-
TUYECKUX HapylIeHU# (oJaTHOro LIMKIIA.

Kypsim mykuuHam B BozpacTte 710 50 JIeT ¢ 9M1u3010M Be-
HO3HOII TpoMOoaMOommu (Il MPOoGUIAKTUKY TpoMOodu-
JINM) HeoOXonuma TeHeTudeckasi MHMopMalus o MOJUMOp-
(u3me reHoB (OJIATHOTO IIMKIIA.

Iloka3anus K reHeTHYECKOMY AHAJIH3Y:

* TOBBILIEHHBII YPOBEHb TOMOIIMCTEMHA B KPOBU (TUTIED-
TOMOLIMCTEMHEMUS);

* HeBbIHAIIMBaHWE OEpPeMEHHOCTH, T'mbenb rmiaoma Bo II
u 111 TpumMecTpax 6epeMeHHOCTH;

* poxneHue pebeHKa C HM30JUPOBAHHBIMU TMOPOKAMU
HEPBHOI TpyOKHM, cep/iia UJIu YPOTeHUTATbHOTO TPAaKTa;

* poxeHue pedbeHKa ¢ XpOMOCOMHBIMU CUHAPOMaMU (TTpU
HOPMaJIbHOM KapuOTHUIIC POIUTENEH);

* IJJAaHOBasl TIOJITOTOBKA K OEPEMEHHOCTU U TIEPUKOHIIETI-
LMOHHAs TPO(UIAKTUKA;

» Hamuuue MBC, aprepuanbHoil runepTeH3uu, aTepockKIie-
po3a UM atepoTpoM003a;

* TpoM003MOO0IMHU, TPOMOO(DIECOUTHI;

* aHTUDOCHONUNUIHBIN CUHAPOM;

* ceMeifHasl MpenpacrnoioXeHHOCTh K OHKOJOTMYECKUM
3a00JIEBaHUSIM

* repes onepaTUBHBIM BMEILATEIbCTBOM (MapajuleIbHO —
reHeTruKa TpoMOobMINii) Ha3HAUEHE XMMUOTEepaInu;

* Ha3HAu€HWE OPaJbHBIX KOHTPALIETITUBOB U TOPMOHAb-
HOI 3aMECTUTEIbHOI Teparnuu.

Martepuan 1ist uccaenoBaHuUs: LieJbHAst KPOBb.

Merton onpeneneHus: MOJIEKYJISIPHO-T€HETUYECKU aHaATU3
«[1LP. l[enetnka. Hapymenus ¢ho1aTHOro IUKJIa».

Martepuan nogrotoeneH MeAMLMHCKMM OTAENOM
naboparopuu «CuHaBOY.

S

o~

TemaTtu4HUi Homep * BepeseHb 2013 p.



