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HAPYLUEHUE ®ONATHOIO OBMEHA,
KAK BO3MO)XHAS NPUYNHA NMOTEPb
BEPEMEHHOCTWU. KNMHWYECKUI CNYYAI

MpencTaBneH cilyyar ycnelHom KOPPeKLMm HapyLLeHW POonaTHOro 0OMeHa y NaLMEHTKU C reHeTUYeCKMMM MyTaumMsMN reHoB
donatHoro umkna MTHFR, MTRR 1 HeofiHOKpaTHbIM (hOPMUPOBaHMEM NOPOKOB Pa3BUTUSA y Nnoaos (spina bifida) B aHamHe-
3e. DonaTHas HeAOCTaTOYHOCTb MOBbILLAET PUCK PA3BUTUSA OCIOXHEHMIN BepeMeHHOCTI, HeBbIHALLIMBAHWSA 1 MOPOKOB Pa3BUTUS
nnoga.

MpYMEHeHWe CTaHAAPTHBIX AO3MPOBOK (POSIMEBOI KNCIOTbI 0Ka3anoch HeIhEKTUBHbLIM, Y Nioda cchopMmnpoBanack Spina
bifida. MoBblWeHVe 4O3MPOBKM HONNEBOM KMCNOTbI 0 MaKCMMarnbHO peKOMEHA0BaHHBIX MO3BONWI0 M36exaTb hOPMUPOBaHNS
MOPOKOB Pa3BUTWS NNOAA.
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VIOLATION OF FOLATE METABOLISM AS A POSSIBLE CAUSE OF PREGNANCY LOSS. A CLINICAL CASE
The article describes a case of successfully reversing folate metabolism disorders in a patient with genetic mutations in the folate
cycle genes MTHFR and MTRR, and multiple developmental defects in fetuses (spina bifida) during their history.
Folate deficiency increases the risk of pregnancy complications, miscarriage and fetal malformations.
The use of standard folic acid dosages proved ineffective, and the fetus developed spina bifida. The formation of developmental
defects in the fetus was prevented by increasing the recommended dosage of folic acid.
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eM oTJm4aloTcs (posmeBas KnucaoTa n BUTaMuH B9?

MoskHO cKa3aTh, 4TO (HOIMEeBasT KUCJAOTA SBISIETCS
mpealecTBeHHNKOM BuTamMuna B9. Mosatel — 3T0 Ha-
TypasbHas doreBas KUCJI0Ta, KOTOpas COIEPIKUTCS B
PA3TMYHBIX PACTEHUSIX W HEKOTOPBIX THIIEBBIX MPO-
nyktax. VICKyccTBeHHO CHWHTe3WpoBaHHas (oneBast
KHUCJIOTa YacTO WMCIOJIb3yeTcs Kak THIieBas 106aBKa,
HarpuMep, B XJe00MeKapHOM W KOHAUTEPCKOM MPOU3-
BOJICTBE.

Komiuteke 6HOXUMUYECKUX PEAKIHil, B peayn3ainn
KOTOPBIX 3a/IeiiCTBOBAHBI TaKWe GUOJOTHIECKH He3aMe-
HUMBbIE BEIIECTBA, KaK BUTaMUHBI Tpytmbl «B» (B2, B6,
B9, B12), a takyke METHOHUH M XOJIMH, UMEIOT Ha3Ba-
nne <«®@ogatabiit uka> [1, 2]. Bce peakmuum aTtoro
UK PETYJNpYIoTcss TpeMsi pepMeHTaMu — MeTHJIeH-
rerparugpodonarpeaykrazoii (MTHFR), mernonus-
cunrazoii-peaykrazoil. (MTRR), MeTHOHUH-CHHTA30H
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(MTR). [lns toro, 4ro6bl a1 (epMEHTbl AKTUBHO
paboTasy, JOLKHBI CHHTE3UPOBATLCS M aKTHBHPOBATD-
csa coorBetctByiomue redbl. MTHFR TpeGyetcs mns
npucoegutenus Metuabnoii rpynust (MI) u Boccra-
HosyeHus ¢omaros. [laree MI' mpukpeniserca K Bu-
tamuny B12, xoropsiii otaaer ee romouucreunny (T'TT),
Ha KoTopblii gefictByer depment MTR m o6pasyer
MeTtnoHuH. /[ Toro, uro6er dhepment MTR maxommi-
cs1 B akTUBHOI (hopMe, He0OXO0MMO, 4TOOb! IIPOU3OIILIO
BOCCTaHOBUTEJIbHOE METHJINPOBAHIE ITPH TIOMOIIHN ep-
menta MTRR.

CuetoBaTeIbHO, 11eTh PAGOTHI POJATOB — TOCTABKA
MTI x I'll. 3a cuer aToil MeTmabHON rpymmbl 11 mpe-
BpalaeTcss B METHOHWH U CTAHOBUTCS OE3BPEIHBIM
HETOKCHMYHBIM. [Ipm HemocTaTKe MOCTYILIEHUS B OpTa-
HI3M (OJMEBOI KUCTOTBI 32 CYeT MeTaGOoJMIeCKIX
Hapymenuii mosbimmaercsa yposenb [1l. Kpome Toro,
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caMn (pepMeHTBI MOTYT MMeTh TeHeTH4ecKue /1eMeKTHl,
60 MOXeT ObITh HapyIleHa IIeMoYKa X 00pa3oBaHus,
YTO TaKKe CIoCcOOCTBYET HApPYIIEHWSIM B oOMene (osa-
toB. I'll siBAsieTcst cepocoziepskalieil HelpoTenHOTeHHOM
AMHIHOKHUCJIOTOH, KOTOPas SABJSETCS TOKCHYHBIM Bellie-
CTBOM [IJIS1 OPTaHU3MA.

Toxcuueckoe BoznetictBue 'Ll muoroo6pasno. Tl
BBI3BIBACT NMOBPEXKCHNE BHYTPEHHEH sHIO0TeJNATbHOM
TIOBEPXHOCTH COCY/IOB U 3aIyCKAET TPOIIECCH KOATyJIs-
IINW, BBLI3bIBACT CHIDKEHHNE TPOAYKIINKA MOPaKeHHOMH
COCYJMCTON CTEHKON OKCHIA a30Ta, KOTOPBIH, B CBOIO
ouepesib, SABJAAETCS BaXXKHEHMNM (PaKTOPOM Ba3ojmJIa-
TaIlNM W 3aINATHI sHAO0TeansA. KpoMe BIAMSHNUA Ha BBI-
paboTKy OKCH/Ia a30Ta, FOMOIMCTENH TaKKe HEeraTUuBHO
CKa3bIBAeTCs HA AKTHBHOCTH TPOMOOKACAHA M ITPOCTa-
KJAUHOB. [Tl B 60O/IbIINX KOJUYECTBAX 3HAYUTETHHO
CHMIKAET CHHTE3 MPOCTAIMKJINHA U HOBBIMIAET 00pa3o-
BaHKe TPOMOOKCAHA KJIETKAMU HHJOTENNST COCYI0B, U4TO
OTPAXKAETCS] HA UX TOHYCE U YCHJINBAET TPOMOOTEHES.

[Tpu GepeMeHHOCTH, B pe3yJbTare BJIUSHUS THIIED-
rOMOIIMCTENHEMUH, 00Pa3yloTcsl MeJjiKie TPOMObl U
HapyIIaeTcss MUKPOIMPKYJIAIIS B TKAHAX I OpPTraHax,
B TOM 4YHCJe B CTeHKe MaTKM W Tarente. IIpm atom
HEOOXO/IMMO TIOMHUTD, YTO PU GePeMEHHOCTH (DU3HO-
JIOTHYECK, aIaNTalliOHHO YBEINYNBAETCS aKTHBHOCTD
CBEpPTBHIBAIOMIEH CHCTEMBI I B HECKOJDKO Pa3 yBEJMUN-
BAeTCsl PUCK MOBBIMIEHHOTO TPOMG00OPa3oOBaHuUs.
HenocTtatkn MUKPONMPKYJIAINE B CTEHKaX MAaTKH MO-
IyT MPHUBOJMUTH K HAPYIIEHHSIM HUMIIAHTAIMK ¥ TIJIa-
IEHTAIlNH, TOoTepsM OepeMeHHOCTH ¥ IPHUBBIYHOMY
HeBbIHANIMBAHMIO. Bo BTOPOIi 1o10BUHE GepeMeHHoCTH
pasBmBaeTCA IIATlEHTapHas HEJOCTAaTOYHOCTD, YTO TIPHU-
BOJUT K 3aJIepyKKe BHYTPHUYTPOOHOTO Pas3BUTHUSI ILIO/A
u ero rubeJ.

Buramun B9 urpaer 6oJbIIyio posib B peasn3arinn
HOpMasbHOI GepemMenHocTr. Hemocratok Butamuua B9
MOXXeT BBI3BATh Pa3BUTHE IPEKIEBPEMEHHBIX POJIOB,
TPEKeBPEMEHHYIO OTCJIONKY TJIAIIEHTRI, U 3HAUNTE/Ib-
HO YBEJIWYNBAET YACTOTY THIIOTOHNYECKUX MOCIEPO0-
BBIX KpoBoTeuenuii [3, 4]. [ledwmur dboameBoit kuco-
TBI UTPAET GOJIBIIYIO POJIb B BOSHUKHOBEHUH CHH/POMA
3a/IEP’KKN BHYTPUYTPOOHOTO POCTA M PA3BUTHSA TIOJA,
TaK Kak OHa sBJsieTcs: KoepMeHTOM 06pa3oBaHus
MYPUHOBBIX 1 TIMPUMH/MHOBBIX OCHOBAHUIl 1 MIPaer
orpoMuyio poJab B OuocuaTtede JHK uw PHK.
[Momnmopdusm dpepmenta MTHFR Binsger na mossie-
HHe TeHOMHBIX MyTalllii y TJIofa BCJIEACTBHE Hepac-
XOXK/JCHUS XPOMOCOM B TaMeToreHe3e Y pOJUTesel
[1, 5]. Bpoxaenmbie mopoku, (popMUpPyIONIHecs BCIeI-
CTBHWE HapylIeHU o6MeHa (oJaTOB, MHOTOOODA3HEI.
Opnnako HauGoJsiee TSIKENBIMU  SIBJSIOTCS  J1e(eKThI
HepBHOIT TpyOku [6]. edektn HEpBHOIT TPYOKHN Yaiie
MPOSABJAIOTCS aHaHIeda e, He3apalleHueM IyXKeK
103B0HKOB (spina bifida), rppokaMu MO3rosbix 0600~
YeK, CHITHHOTO MO3Ta M TOJIOBHOTO MO3Ta.

edexTor HepBHOII TPyOKM BCTpPEUAlOTCS BO BCEX
CTpaHax, MPU 3TOM YACTOTA UX PETHUCTPAINN BapbUpy-
€T, HO B cpefHeM cocTaBisieT 1-5 caydaes na 1000 mHo-
BopoxieHHBIX. Hampumep, B CIIIA Boigsasor 1 cay-
vaii redexra HepsHoii TpyOku Ha 1000 Gepemennocreii
(0,1 %) B ron. B Poccuiickoii Meaepannm vacrora
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obHapyskeHust eeKTOB HEPBHOW TPYOKH BbIIle, IO
cpasuenmio ¢ CIIIA, B 4,5 pasa (0,45 % B ron).
CMepTHOCTD, CBsI3aHHas ¢ JeeKTOM HEPBHOW TPYOKH,
cocrapasier =300 HOBOPOXIAEHHBIX B rof (2 % o6meit
JeTCKON cMeptHOCTH) [6].

B Poccun pacmpegesnenne TOIMMOP(HBIX BapHaH-
toB TenoB MTHFR, MTRR u MTR wusyuamoch B
Pa3IMYHBIX PErMOHAX KAaK y 3/0POBBIX JOHOPOB, TaK 1
y JINI, WMEIOMUX pasandnbie 3a6oneBanmsa [2]. Tlo
pesyJibTaTaM IPOBEIEHHBIX MCCJAEOBAHUN, YUNUTHIBAS
HAJIUYMe HeJOCTATOYHOIl 00eCIeueHHOCTH HaceJeHust
pasuuHbIX pernoHos Poccuiickoil Megepannn MUKpPO-
HYTPHEHTAMH, Y4YacTBYIOIUMU B (OJATHOM IIHMKJE,
MeIMIUHCKUM COOOIIECTBOM TIPUHSTBI PEKOMEH/IAIIN O
HazHaueHun ButaMuHa B9 B mperpaBugapHblil neproj
AUt PO UIAKTHKH BPOXK/IEHHBIX MTOPOKOB Pa3BUTHUSI
HepBHOI cucteMbl y mwiona [3, 4, 7]. laa mpodumrak-
THKH /1e)eKTOB HEePBHOI TPYOKH, JAPYIUX IOPOKOB
PasBUTHI U OCJOKHEHHOTO TeueHHsi GepeMeHHOCTH
BceM 0e3 MCKJIOYEHUS] JKEHIMHAM, TOTOBSIIIUMCS K
3a4aruio, HeoOXOMMO B T€UeHHe 3 MeCSIEB [0 MIaHN-
poBaHust 6epeMEHHOCTH U, KAK MUHIUMYM, Ha TPOTSIKe-
nun | tpuMectpa recranun npuHUMaTh (HOATHL B CO-
craBe (HoJIATCOAEPIKANMX KOMIIEKCOB B JIO3MPOBKE
400-800 mkr/cyr. Cuemyer 0co60 OTMETHTb, YTO C
TMO3UINH KINHIYECKOH (PapMaKOJOTHN /I KOMIEHCA-
nu 1 TpoUIaKTUKE JeduiinTa (oJaToB Ha IOy
IIIIOHHOM YPOBHE UMeHHO /10361 0T 400 10 800 MKT/CcyT
apstiorest pusnonormueckumu [1, 8]. YuuteiBas, 4to
PHCK Pa3BUTHSA TPOMOO(PUINIECKUX OCJOKHEHWH 0CO-
GEHHO BBICOK B IOCJIEPOJOBOM IE€PHOJE, YUUTHIBASI
N3MEHEHUsI B OPraHn3Me POJAMJIbHUIBI, IpreM (oJIaToB
PEKOMEH/IOBAHO IPO/IOJUKUTh B Tedenue 3-6 MecsiieB
nocJsie poJioB [8].

Ilenp paGoThl — mpeACTaBUTH i1 O3HAKOMJICHHUSI
KJIMHUYECKUil caydail 6JaronosyaHoro Bejenust Gepe-
MEHHOCTH € HOMOIIBIO KOppPeKiun (HhosaTHOr0 oOMeHa
y HAIUEHTKHU C OTSITOLIEHHBIM aKyIIEPCKUM aHAMHE30M
10 TIOPOKY PAa3BUTUSI BHYTPUYTPOOHOTO ILIOAA Spina
bifida, necoBmecTMOMY €O 3/10pPOBbEM U JKU3HBIO.

KJIMHUYECKWUIA CNYYAIA

IMamentrka B., 32 jer, o6paruiach ¢ Mporpeccu-
pyioiieii 6epeMeHHOCTBIO 16 HeIemb 11T KOHCYIbTaIIH
K Bpaudy akymuiepy-ruaekosory. CocrouT Ha ydvere B
JKEHCKOU KOHCYJIbTAIIUH, MOJYYaeT (DOTMEBYIO KUCIOTY
B o3e 400 mxr/cyrtku. IIposenero o6GenenoBanue. [To
pe3ysabraTaM yJIbTPa3BYKOBOTO UCCJIEOBAHUSI BBISIBJIE-
Ho: BepeMennocTh 16 Heme b, IXOMPU3HAKY BPOKIEH-
HOTO TIOpoKa pasBuTus maona (medexT HepBHON TPY6-
ku — spina bifida).

HacJsie1cTBEHHBIN 1 COMATHYECKUIT aHAMHE3bI TAIU-
eHTKn 6e3 ocobennocreii. OTMedaeTcss TOJIBKO M30BI-
tounas macca tena (MMT — 30).

I'muexosornueckuit anamues: IlosoBas Kusub ¢
19 set, 3aMysKeM, MEHCTPYATbHbBIN IIUKJ PETYJISIPHBIN,
Mencrpyarun ¢ 13 ser, o 4 [Hs, yMepeHHbIE.

B amamHese ofHU POIBI B CPOK, Yepe3 eCTECTBEH-
HbIe POJOBBIE TYTH, 6e3 ocJoXHeHUil, Maccoit 3250 T,
peGeHOK — 370pOBast I€BOYKA.
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Yepes 6 et mocse mepBbIX POJOB — OfIHA HEPA3BU-
Barormasicsi 6epeMeHHOCTh. BbisiBiieHa B Cpoke 8 He-
JleJTb, TIPOBEIEHO BBICKAGIMBAHIE TOJOCTH MATKH, OC-
JIOKHEHTH He GBLIO.

Yepes ceMb W JA€BSITH JIET TMOCJE TMEPBBIX POIOB
(aBakb1) MPOBOAUIOCH HPepbiBaHue GEPEMEHHOCTH B
cpoke 19-20 Hemes b O MEIUITMHCKUM MOKA3aHUAM — Y
JleTell BpOKJAEHHBIN MOPOK Pa3BUTUSA TIofa — JedexT
HepsHoii Tpy6ku (Spina bifida). Ocoxuenuii nocue
TpepbIBanmst GepeMeHHOCTH He GBIIO.

[MannenTka TPOILTA MOJTHOE 00CTEIOBAHNE TMOCITE
TPEePBIBAHUST TOCTeHEH GepeMEHHOCTH.

ITo pesysabrataM 06CIETOBAHUSI MMEJOCH TTOBBIIIE-
HEEe YPOBHSI TOMOITMCTEWHA W BBIPAKEHHBIN meduiut
dommesoit kucaorsr (Taba. 1).

[Ipu ompeneseHny TOKa3aTeIell KOATyJIOTPAMMBI
GBbLIO BBISIBJIEHO YBEIWYEHNE KOHIEHTPAINN (HuGpuHo-
reHa, PaCTBOPUMBIX (HDUGPUH-MOHOMEPHBIX KOMILJIEKCOB
B KPOBH, a Takke GBLIO BBLISBIECHO YKOPOUYEHWE TaKUX
HokasareJieil, Kak akTHBUPOBaHHOE yacTuyHoe (mapiu-
albHOE) TPOMGOILIACTHHOBOE BPEMsi U TPOMOMHOBOE
BPEMsI, UTO SIBJISIETCST CBUETENBCTBOM HApPYIIEHUI B
CHCTEME TeMOCTa3a W YKa3blBaeT Ha CKIOHHOCTb K TH-
nepkoarysuuu (tabu. 2).

[Tpu ompeseneHNH TEHETHYECKIX MOIUMOPHU3MOB,
CBSI3aHHBIX ¢ HapyIieHueM (HOJaTHOTO TIHKIA, BBISBJIEH
nomumopusm MTHFR (677 C>T), MTHFR (1298
A>C), MTRR (66 A>G). BbisBJeHHbIE HapyNIEHNS
MOTYT YBEJINYMBATH BO3MOKHDBIE PUCKHM HEBBIHAIIHNBA-
HUST 6EPEMEHHOCTH, TPEKIEBPEMEHHON OTCAONKI TIa-
MEHTDI, 3aMePKKN PasBUTHS ¥ 1eDEKTOB Pa3BUTHS

miojfa — 4aie Bcero /edeKToB Pa3BUTHSI HEPBHOM
pyOku nmoga (taba. 3).

g KoppeKkuy nMeroniencs maToJaornn maueHTKe
Obl1a HaszHavyeHa (QoJimeBasi KHCJIOTA B JIO3UPOBKE
400 Mxr. YuntoiBasg Hea((HEKTHBHYIO KOPPEKIHNIO,
UMEIOIMICS Y TJI0Ia TOPOK Pa3BUTHs, AaHHas Gepe-
MEHHOCTb TakKe Oblja IpepBaHa.

[Tocsie npepbiBaHusi GepeMEHHOCTH TIAIMEHTKA I10-
ayuagna (omarer (Meradoaun) B gosuposke 800 MKr/
CyT B TedeHun 6 MecsIeB, C IPOJJIEHHEM IpueMa [0
9 MecsiteB, ¢ MOCJELYIONM KOHTPOJIEM JTa00PATOPHBIX
[oKasareJei.

[lnst mosrydenusi ObICTPOrO U CTOHKOTO JieKap-
cTBeHHOTO A(hdexTa 1emecoo6pasHo BbIOUPATh TaKOM
JIEKAPCTBEHHBIII ITpernapar uin CpejicTBo, 4To6bl o6e-
CHEeYuTb ObICTPOE YCBOEHHE, BBICOKYIO aKTHBHOCTD,
OBICTPOE U TIOJTHOE BCAChIBaHHE JIEKAPCTBEHHOTO Be-
mecTBa u3 ykesrypouno-kumednoro rpakra (JKKT) B
KpoBb, Munys (gepmentarnbuble cucteMel JKKT, dro
MO3BOJIUT OGECTIEYNTh HYKHOE IPUCYTCTBHE (POJIATOB
B TKaHsIX 6e3 orJsiiku Ha (QyHKIIMOHAJIbHOE COCTOSI-
HUe THUIEeBaAPUTENTbHOI crcTeMbl. Mbl BbIGpaIN MeTa-
osaun, xax nHambosiee akTHBHYIO (GopMy (DOJATOB,
KOTOpast IPH 9TOM He BbI3bIBAET KaKNX-Ju60 MeTabo-
JUYECKUX HapylIeHWil B OpraHmsMe >KeHI[UHBI.
Kpome aroro, Gblin HazHaueHb! Tpenaparbl BUTAMU-
HoB rpynibt B u C, npenaparst jkene3a (10 Hopma-
Juzanuu 1okasaresei). KouTposb J1a6opaTtopHbIX
rokasateJieit mpoBojuics depe3 1 ro mocje HazHa-
YEHHOTO JIedeHUsI W Iepejl HEllOCPEACTBEHHO TJIaHu-
poBaHneM GepeMeHHOCTH — BCe TI0Ka3aTesln OKasa-

Tabnunua 1

JlabopaTopHblie nokasarenu
Table 1

Laboratory values

MokasaTtenb Pesynbrat PecdepeHcHble 3Ha4YeHns
[Mioko3a, Mmmonb /N 5,5 3,85-5,9
BunnpybuH obwmin, Mmonb/n 5,9 3,4-20,5
BunnpybuH npsiMonr, Mmons /1 2,4 no 8,6
BunnpybuH HenpsMom, MMonb /1 3,5 no 19,0
AnAT, En/n 11 no 35
AcAT, En/n 16 no 32
KpeaTnHvH, MMonb /N 67 50 - 100
MoueBuHa, MMOSb /1 5,2 3,5-12
Obwmm benok, 68r/n 62 — 85
Donuesas K1cnoTa, Hr/mn 2,0 3-25
But B12, nr/mn 153 187 — 883
foMounCTenH, MKMOAb /1 17,5 4,6 -12
Tabnuua 2
Mokasarenu KoarynorpamMmmbl
Table 2

Coagulogram values

MokasaTtenb Pesynbrat Hopma
AKTUBMPOBaHHOe YacTnyHoe (napuuansHoe) TpoMOonnacTMHOBOE BpeMsi, CeK. 28,4 28,6 — 33,6 cex
TpombuHOBOE BpeMmsi, cek. 11,8 18 — 24 cek
DunbpuHoreH, r/n 4,3 2-4
PactBopVIMble HDUOPUH-MOHOMEPHbIE KOMMIEKChI 4,5 [o 4
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JIUCHh B TIpeJiesiaX JOMYCTUMON HOPMBI. Y BEJIUYHINCH
moKazaTean cojepskanusg (oameBoil KMCIOTBI, BUTA-
mMuHa B12, cHH3MIOCH KOJIMYECTBO TOMOI[UCTEHHA
(tabm. 4).

YunrsiBasg 2Q@PEKTUBHYIO KOPPEKITIIO, HOPMAIH3a-
1nio TabopaTOPHBIX MOKa3aTeseli, Oblia 3alTaHIPOBa-
Ha OepeMeHHOCTh. KIMHUYECKUM WCXOJ0M [TaHHOU
6epeEMEHHOCTH SIBIJIOCH POKIEHIE YePe3 eCTECTBEHHDIE
PO/IOBBIE TTYTH B CPOK KUBOTO, JOHOIIEHHOTO MAJThul-
Ka 6e3 TIOPOKOB Pa3BUTHUSI, C OLEHKOII 110 MmKajie Amrap
9 Ga/toB Ha MEPBOil M MSITON MUHYTaX KU3HU, BECOM

3650 r.
3AKNIOYEHUE

TaxkuMm o6pa3oM, O6IIEN3BECTHO, YTO HEAOCTATOU-
HOCTh (POTATOB TIOBBITIIAET PUCK PA3BUTHUS OCTOKHEHI
6epeMeHHOCTH, HEBBIHAIMNBAHUS U TIOPOKOB Pa3BUTHUS
mosma. McecaemoBanne moanmMop@n3MoB TeHOB (osat-
HOTO IIMKJIA YPe3BbMUAfiHO Ba’KHO, TaK KaK IMO3BOJSAET
BBISIBUTH PUCK (POPMUPOBAHNS BHYTPHYTPOOHON MATO-
gorun 1oga. HanGosiee BasKHO TPOBOJWTDL OIEHKY
Merabosm3Ma (POJATOB y TAIMEHTOK C TPUBBIYHBIME
BBIKU/IBIIIIAME, HEBBIHAIIIMBAHUEM OEPEMEHHOCTU U MPH
pPOKIeHnN JleTeil ¢ mopokaMu passutus. [Ipu BbisiBiTe-
HUW TEeHEeTHYECKUX TOJUMOP(PU3MOB, CBSI3AHHBIX C
HapymeHnsIMn (HOJATHOTO TUKJIA, YIUTBIBAsI, YTO JTaH-

Hble TPOTHOCTHYECKIE MapaMeTPhl SBIAIOTCS TeHaMH
TIPe/IPacCIONOKEHHOCTH, YBEJNUNBAIONNMI PUCK Pa3-
BUTHS PA3INYHON TATOJOTHH, Ba)XKHO elfe Ha JTale
IJTAHUPOBaHUST OEPEMEHHOCTH CIIIAXKUBATD WX BO3/EN-
CTBHE BOCTIOJIHEHNEM jedumnTta (OIIeBoil KUCTOTHI I
BUTAaMWUHOB I'PyHIHBI B.

[Tpu 5TOM HEOGXOANMO K KaK/ON HAllMeHTKe MO/
XOIUTh WHANBHUIYAJbHO, 06paIaTth BHUMaHNE Ha OCO-
GEHHOCTH aHaMHe3a, WUCIIONb30BATh BECh KOMILTEKC
TPO(IIAKTUIECKUX MEPONPUATHI, HANPABJCHHBIX Ha
MUHHMHU3AIIIIO PHCKOB IIPH PealTn3aluil PenpoAyKTHB-
HOW (pyHKINN. B rpymnmax MOBBIMIEHHOTO PHUCKA JJIA
KOPPEKINH WMEIOMNXCSA HapYIIeHHH B HEKOTOPBIX
KJANHUYECKUX CHTYaIllSIX CJeAyeT HCHOIb30BaTh He
CTaHJapTHDbIE, a MAaKCHMaIbHbIe PEKOMEH0OBAaHHBIC /0
3MPOBKH JIEKAPCTBEHHBIX MpemaparoB. lIpm BBIGOpE
mpernapatoB DK 118 mperpaBuapHOil MOATOTOBKH,
6epeMeHHON 1 KOpMATIel JKeHIMNHe BaKHO YUNTHIBATD
He TOJBKO JI03bI, JJIUTEIBHOCTb MpHeMa, HO n GopMy
(osaToB, BXOAAMMX B WX COCTaB, BHIOMpAs TaKoOM
JIEKAapCTBEHHBIN Tpemapar, KOTOPbIH OyaeT OBICTPO 1
MOJTHOCTBIO BCACBIBATBCSI B KPOBb, HanGoJsee GbICTPO
YCBAaMBATHCSI OPTAHU3MOM MAIMEHTKH, CMOKeT oOecie-
YUTb BBICOKYIO OMOJOTHYECKYIO aKTHBHOCTL. IJTO yBe-
JUYAT TMAHCHI Y 3TUX MAIMEHTOK Ha OJIarONOIyIHYIO
6epeMEHHOCTh W TIOBTOPHBIE,/ TPETHH POBI 3I0POBBIM
pe6eHKoM.

Tabnuua 3

FeHeTuKa MeTabonusma onaTtos
Table 3

Genetics of folate metabolism)

leH Monumopdusm Pesynbrat Na6opaTopHoe 3aknoyeHne
MTHFR:677 T/T OBHapy>KeH rOMO3UIOTHBIN BapUaHT NOIMMOPGHOro reHa. Mmeetcs
MTHFR CHUKeHWe PYHKUMOHaNbHOWM akTUBHOCTU pepMeHTa
MTHFR:1298 A/A NonumopdusmM He obHapy>xeH. HapyLueHue dyHKLMOHaNbHOM
aKTUBHOCTU (hepMeHTa OTCyTCTBYeT
MTR MTR:2756 A/A NonumopdusmM He obHapy>keH. HapylueHue yHKLMOHaNbHOM
A>G aKTUBHOCTU (PepMeHTa OTCyTCTBYeT
MTRR MTRR: 66 A/G CHUXKeHMe yHKLIMOHaNbHOW akTUBHOCTU hepMeHTa
A>G
Tabnuua 4
J1a60paTopr|e rnokasarenu nodcsie neyeHus
Table 4
Laboratory parameters after treatment
MokasaTtenb Pesynbrat PedepeHcHble 3Ha4eHNs
[nioko3a, MMonb /1 5,3 3,85-5,9
BunnpyburH obwni, Mmonb/n 5,8 3,4-20,5
BunnpyburH npsiMomr, Mmonbs /1 2,4 no 8,6
BuUnnpybuH HenpsMom, MMOnb /1 3,4 no 19,0
AnAT, En/n 14 no 35
ACAT, En/n 12 no 32
KpeaTnHWH, MMonb /N 62 50 - 100
MoueBurHa, MMOnb /N 5,4 35-12
Obwmnn 6enok, r/n 67 62 — 85
donuesasn KUCOTa, HI/Mn 8,1 3-25
Bt B12, nr/mn 399 187 — 883
foMouunCTeNH, MKMOSb /1 4,8 4,6 -12
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HNudopmanus o punancuposannu 1 KoHGpIHKTE HHTEPECOB
VccnegoBanne He UMeIO CIIOHCOPCKON MO/UIEPIKKHL.

ABTOpI)I JAEKJIApUPYIOT OTCYTCTBUE ABHDBIX N IMOTEHIIMAJbHDIX KOHCl)JII/IKTOB HNHTEPECOB, CBA3aHHDIX C Hy6JII/I*

Kalmeil HacTosIell CTaTbu.
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