AKTYAJIbHBIE ITPOBJIEMbI e
3APABOOXPAHEHUWA

© B.T. BaxapnoBckum ',
. B. BopoHuH %, K. A. CokonoB ',
0. C.TnotoB ', B. C. BapaHoB '

! HUU akyiiepcTBa 1 THHEKOJIOTHH

um. /1. O. Orra PAMH, Cankr-IletepOypr;
2T'Y3 «/luarHocTH4eckuii eHTp
(Menuko-reHeTnueckuii)», Cankr-IletepOypr

NMPUMEHEHUE ®OJIMEBON KNCNOTbI ANA
NMPODOUNAKTUKN AEDPEKTOB 3APALLEEHUA
HEPBHOW TPYBKW Y MNIOOA

m JleexTnl 3apalneHns HepBHOI TPYOKHU
(A3HT) — Bpo:kIeHHBbIE NOPOKH PA3BUTHS
LEeHTPa/ILHOIi HepBHOI CHCTeMBI 1071,
Hx yacrora kosedsnercs ot 0,2 10 2,0

Ha 1000 HoBopoxaeHHBbIX. OKo0J10 3 %
BbIkHbINIeH cBsa3anbl ¢ I3HT. Ilpu

J3HT nab.ionaercsi pe3koe NOBbIIICHHE
YpOBHs ajib(a-(peTonporenHa B KPoBH,
YTO BBISIBJIsIETCS IPH OMOXUMHUYECKOM
CKPHHMHTE BO BTOPOM TPHMecTpe
oepemenHoctu. JI3HT MokHO 00HAPYKUTH
NIPH YJIBTPa3BYKOBOM cKpuHHHre ¢ 10-14
Hegeb. Onnoii u3 npuyun /I3HT saBasiercs
reHeTH4YecKH 00yCJI0BJIeHHOe HapyLIeHue
oboMeHa ¢osmeBoii kuciorol (PK),

0 KOTOPOM MOKHO CYIMTD 110 TIOBBLIIICHHOMY
YPOBHI0 romonncrenHa. BO3 pexomenayer
NpHMeHeHHe NPOGHIAKTHYECKOI 103b1
(onmesoii kucorsl 400 MKI/cyT Beem
“KeHIIIHHAM, TUIAHUPYIOLIHM (GepeMeHHOCTh,
3a 2-3 Mecsila /10 324aTHs U B TedeHUe
NepBoro TpuMecTpa 6epeMeHHOCTH.

IIpu HATMYMH reHeTHYeCKHX Je()eKTOB
(osaTHoro 00MeEHa pekoMenayemas 103a DK
coctapisieT 800 Mkr/cyT. OnbIT psifa cTpan
NMOKA3bIBAET, YTO NPUMeHeHue (orneBoii
KUCJI0THI cHizkaeT yueao JI3HT u apyrux
(ho1aT3aBHCHMBIX IOPOKOB Y 1104,

TAKUX KaK BPO:KJICHHbIE IOPOKHU CepAaLa,
pelyKIIH KOHEYHOCTell, XpOMOCOMHbIE
cunipomsl. B CIILIA, Auriuu, B 4acTHOCTH,
3TO YHCJI0 CHUKeHO Ha 30 % 1o cpaBHeHHUIO
¢ ronamu, korna @K He npuMeHsIm.
HamuGonee ageKBaTHBIM NpenapaTomM

NPH IVIAHUPOBAHHMH (0ePeMEHHOCTH U

HA PAHHHUX CPOKAX GepeMEeHHOCTH ¢

nebio npodpuiakruxu JA3HT u apyrux
(ho1aT3aBHCHMBIX IOPOKOB SIBJISIETCS
«®osubep» ¢ pekoMeH/1yeMOoii 1030ii
(osueBoii kuciaorsl 400 MK

1 BuTamuna B, — 2 mMkr.

m Ki1ioueBble c10Ba: OepeMEHHOCTD; IO,
nedeKThl 3apameHust HepBHOU TPyOKH;
npodmiakTrka; GorueBast KHCIOTa

BBepeHune

B pabote paccmarpuBarOTCsS KIMHHKO-TEHETHYECKUE, JHATHOC-
TUYECKHUE U NnpoduiakTuueckue mpoOiIeMbl, Kacarommecs aedex-
ToB 3apamienusi HepHOW TpyOku (JA3HT) m BO3MOXKHBIX MyTei
NpO(QWIAKTHKE ITHX BPOXKIACHHBIX TOpokoB pas3sutus (BIIP).
[ToaTomMy wu3MOXKEHHE KOMILIEKCA yKa3aHHBIX BOIPOCOB BeChMa
aKTyaJbHO H Oy/IeT CIIOCOOCTBOBATh PACIIUPEHUIO MPE/ICTABICHUN
MPAKTHYECKOTO Bpada 1o JaHHOH mpoodiieme.

K J3HT otHocsarcs cnenyrowmue BIIP nentpanbHoil HepBHOM
cucteMbl: aHdHIe]anus, sHIedanonene u spina bifida — werosn-
HO€ 3aKPBITHE MTO3BOHOYHOTO KaHama (OT JarT. spina — OCTb, Xpe-
oer; bifidus — pa3neneHHbI HaBOE, PACIICTIIICHHBIH ).

Haubonee Tsoxensim JA3HT siBnsiercss ansHuedanus, npu ko-
TOPOM HE 3aKIaJIBIBACTCS 3a4aToK OyIyIero roJIOBHOTO MO3ra.
VY 1uioza OTCYTCTBYET CBOJ Yeperna U OoJjbllasi 4YacTh TOJIOBHOTO
MO3ra, JIMIeBas YacTh Yeperna pa3BuTa MnpaBmibHO. [lopakeHHbIC
TUTO/IBI TIOTHOAIOT B MEPHO/Ie BHYTPHYTPOOHOTO Pa3BUTHUS HIIH B
TIEPBBIE JKE€ YaChI MTOCIIE POJIOB.

Jlokanm3anust AedexTa B roJIOBHOM OTJIEJIC HOCUT Ha3BaHHE dH-
neganonene. Tak xe, kak u spina bifida, sHnedanonene Bexer k
00pa30BaHUIO TPHIXK, KOTOPHIE Yallle BCETO PACTIONIOKEHBI B 3aThI-
JIOYHOH 00JIaCTH.

IIpwu spina bifida HabmronaroTcst 1eeKThI 32 THUX OT/IEIOB I103-
BOHOYHUKA B BHJIE aruia3uu ayxek. CaMbiM 0€300MIHBIM e(eK-
ToM siBIsieTcs spina bifida occulta (;at. occultus — CKpBITHI),
MPU KOTOPOI HE MPOUCXOAUT CPACTAHUS OJHON WIIH HECKOIbKHX
MO3BOHOYHBIX AYT, U HE 33/IeiCTBOBAaHBI OOOJIOUKH HJIM TKaHU
mo3ra. Spina bifida occulta oTHOCHTCS K BpOXKICHHBIM aHOMAJIH-
sIM TI03BOHOUHMKA, a He K BIIP HepBnoii cuctemsl. K. JI. Ipeiiep
[7] cauraer, uTo HecpallleHHE TyKEK MO3BOHKOB B IMOSCHUYHO-
KpPECTIIOBOM OT/IeJIe MOXKHO paccMaTpuBaTh Kak BAPUAHT HOPMBI,
TaK KaK OHO HE OTpa)kaeTcs Ha Ka4eCTBE )KM3HU YEIIOBEKa U HE
TpeOyeT KOPPEKIIHH.

IIpu spina bifida aperta (y1at. apertus — OTKpPBITBIH) 103-
BOHOYHBIM KaHaJl UIMEET CBsI3b C BHEIIHEH Cpeioi, U y Iiona
MOTYT (OPMHUPOBATHCS CIUHHO-MO3TOBBIE TPBIKH, B COCTaB
KOTOPBIX BXOIAT 00O0JIOUYKU MO3Ta (MEHHUHTOIIENE) U, B OOJb-
INIMHCTBE CJIy4aeB, U caM CIIMHHOW MO3T (MHEIOMEHUHTOILIENE).
B crnmaHOM MO3re, OKa3aBIIeMCs B TPBIKEBOM MEIIKE, MOXKET
CKaIIUBAThCs CIHUHHO-MO3TOBasi UAKOCTh, YTO IPHBOIUT
K 00pa30BaHUI0 KHCTO3HOHM TMOJIOCTH — THIPOMEHUHTOILIEINE
(puc. 1). Ykazannsie u 6oxee peakue [I3HT nocratouno moiHO
OTIMCAaHBI B JIUTEpaType.
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Puc. 1. Bonenoit B., 17 ner. Menunromuenoneie. Habmronenue
B. I Baxapnosckoro u B. H. Canero, 2007 rox

J3HT siBasroTcst ogHUMM M3 HanOojee YacThIX
IIOPOKOB Pa3BUTHA IUI0Aa (IOCJIE MOPOKOB Cep-
na). Pacnpocrpanenune [A3HT komeGnercs or 0,2
mo 2,0 ma 1000 HOBOpOXHIeHHBIX. HamOombrmas
yactota J3HT orMewaeTcs B HEKOTOpBIX paiio-
Hax Kuras (1o 10 ma 1000 HOBOpOXKIEHHBIX) [28].
B EBporne nanbonpmas gacrora J3HT BcTpeuaercs
B Upnanauu (1,14 va 1000 HOBOpOXKIEHHBIX) [23].
Camas nuskas dactora JI3HT mabmromaercs B ce-
Bepo-3anaaHbix paiionax CHIA — 0,21-0,03 na
1000 HOBOpOXAEHHBIX [29]. OTMETHM, YTO Ccpenu
KUTEJIeH ropoaoB, rae OoJbllIe TEPATOICHHOE BO3-
neuctsue, yacrora JI3HT Ha TpeTs BhIlIE, UeM cpe-
JI1 JKuTesel cenbckoil MmectHOCTH [23]. T1o maHHBIM
A. H. IlpsitkoBa [14], B Mockse IA3HT B cpegnem
Bcrpevarorest B 0,74 ciayuaeB Ha 1000 HOBOpOXK-
neHHbIXx. Yactora amsHnedanwmii cocramisier 0,33
u spina bifida 0,41 na 1000 HoBOpoOXneHHBIX. [Ipn
aHanm3e 4JactoThl moseieHus J3HT Heobxommmo
YUHMTBIBaTh, YTO YaCTh TaKUX IIJIOJOB «HE JOXKH-
BaeT» /10 YCTAaHOBJIIEHUS AUArHO3a U MOJBEPraeTcs
CaMOIIPOU3BOIBLHOMY BBIKUABIITY. Okosno 3 % BEI-
kuapiein umerotr A3HT [29]. Panee mamu ObLIO
[0Ka3aHo, 4To aHsHUedanua dame (HopMHUpyeTcs
y 3apoJblllIe, 3a4aTblX B BECEHHEE BpeMs roja, a
spina bifida — ocenpro. Takxke ObLIO TOKA3aHO, YTO
y pomuteneii ionos ¢ A3HT (B ananus Bxoamnu 97
10108 ¢ andHuedanueii u 60 co spina bifida) cpen-
HUW BO3pacT COCTaBIsUL: y MaTepell — 25,3 Jiet, y
otoB — 28 nert [12].

J3HT pa3BuBaroTcsi BCIEACTBHE HapylIEHUH
oOpazoBanus u IudHepeHIupOBKU 3a4aTKOB He-
PBHOM CHCTEMBI, KOTOPbIE Y 3-X HEAEJIBHOrO 3a-
POJBIIIA [TPEICTABICHBI TAK Ha3bIBAEMON HEPBHOM
niacTuHkod (puc. 2). B HOpme B pesynbrare
CIIOXKHBIX IpoueccoB AU (HEepeHINPOBKH KIETOK,
WX MUTPALUU U aAre3UH MPOUCXOJUT 3aMbIKaHUE
HEPBHOH MJIACTUHKU B HEPBHYIO TPYOKY, U3 KOTO-
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Puc. 2. Cxemaruueckoe M300paKeHUE 3aKPBITHSI HEPBHOU TPYO-
k. OpoHTANBHBIN cpe3 dMOpHOHA 4YenoBeka B 18-28
nHel sxu3Hu. Xynoxauk 0. B. I'mazynosa.

1 — sxTomepma, 2 — SHTOZEpMA, 3 — HEpBHAas ILIac-
THHKa, 4 — X0opaa, 5 — HepBHbIC rpedHU, 6 — HepBHAs
TpyOKa

poii hopMupyercs HeHTpaJlbHAs HEPBHAS CHCTEMA.
OpHaKko Moj BJIMSHHUEM Pa3IMYHBIX MOBPEXIAI0-
mux GaKkTOPOB KaK SK3ar€HHOH, TaK M SHAOTCHHON
OPUPOJIbI, HE MPOUCXOIUT CMBIKAHUS TJIACTUHKU
B OTJIENIBHBIX €€ 4acTsaX, 4yTo U npusoaut Kk JA3HT
[1, 27]. B 3aBucumMocCTH OT CpoKa OEpEeMEHHOCTH
MEXaHHM3M M XapakTep Pa3BUTHs IOPOKOB y 3apo-
Ipla pasnudeH. B yactHocTH, aHdHIEhamus Gop-
mupyetcst B 3,3 Hegenu, a spina bifida B 3,7-4,0
Henenu [16].

J3HT MoryT nposiBAsATECS B BUAE U30JIMPOBaH-
HOTO TOPOKa Pa3BUTHs, HO MOTYT OBITb M YaCThIO
Kakoro-nmu0o MOHOI€HHOTO WM XPOMOCOMHOTO
cunapoma. Tak, B cilydae MOHOTE€HHOTO CHUHIPO-
Ma Mekkens—IpyOepa OCHOBHBIMH NpPHU3HAKAMHU
SBIISIIOTCSL 3aTBUJIOYHAsT YEPEIHO-MO3T0Basi TPphbIXka,
NOJUAAKTUINS ¥ TOJIUKUCTO3 MOYEK. DTO HACIIEHAC-
TBEHHOE 3200JI€BaHHE C ayTOCOMHO-PELECCUBHBIM
TUIIOM HacienoBaHus. Puck moBropenus 3abomnesa-
HUS y OpaTbeB U cecTep 60IbHOTO (CHOCOB) COCTAB-
nseT 25 %, mo3ToMy Ba)kKHO B IEPUOJ BHYTPHYT-
poOHOro pa3BuTHs NpoBecTH AU HEepeHINATBHYIO
JUAarHoCTHKY Mex 1y uzonuposanusiM JI3HT n nan-
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Puc. 3. CarurranbHoe ceueHue royioBsl 1 TynoBuia. Kocru cBo-
Jla yeperna, CTPyKTyphl TOJIOBHOTO MO3Ta IIJI0/1a HE OIpe-
JIenstioTes (CTpenka)

HBIM TSDKEJIBIM T'€HETHYECKUM CHHApPOMOM. B mep-
BOM cllydyae PHUCK MOBTOpeHus cocrasisieT 2—5 %,
BO BTOpoM — 25 % [10].

BaxxHO Takxe OTMETHTb, 4TO OOJBLIMHCTBO
JA3HT npuBoasT OONBHBIX K JIETAIBHOMY HCXOAY
B HEPBBIC AHHU WM MECSIbl )KU3HU WIIU SBIISIOT-
Cs MPUYMHON TsDKENOW MHBamuau3anuu. B 0omb-
LIIMHCTBE Pa3BHUTBIX CTPAaH B CTPYKType AECTCKOU
CMEPTHOCTU OJIHA W3 YEThIPEX ACTCKUX CMepTeil
cesizana ¢ JI3HT.

Takum 00pa3oM, Ba)KHEHIIMMHM METOAAMH IPO-
¢mnaktuku Tsoxensix Gopm A3HT sasusrores cBoe-
BPEMEHHOE HUX BBISBJICHHE M IpepbIBaHHE Oepe-
MEHHOCTH 10 MEAMKO-TEHETUYECKUM IT0Ka3aHHsIM
B aJIeKBaTHbIE CpoKu. Bompoc o koppurupyemoctu
obcyxmaembix BIIP y muiona u o TakTuke BelcHHS
OepeMeHHO B Ka)KZIOM KOHKPETHOM CIIydae pelaeT-
Csl HA KOHCWJIMYME C yJacTUeM Bpada-TeHeTHKa, CIie-
nuanucra Y3-IuarHoCTHKH, aKyllepa-THHEKOI0ra U
HENPEMEHHO XHUPYypra-HeoHaTonora.

I'pynna pucka Gepemennsix no Hamuuuio JA3HT
y mioja GopMHUPYETCSl TIOCPEICTBOM YIbTPa3BYKO-
BOTO CKaHMpoBaHus, HaunHas ¢ 10-i Hexgenu Oepe-
MEHHOCTH WJIM IO pe3ylbTaraM OHOXHMHYECKOTO
ckpuHuHra anbda-peronporenna (APII) — >m6-
pHOHAJBHOTO OeJKa-MapKepa B CHIBOPOTKE KPOBH
MaTepu mpu cpoke OepemeHHocTH 15-18 Henenb
[13]. IIpu A3HT u nedekrax 3apaiieHus nepegHen
OpIOLIHOM CTEHKH, a TAK)Ke pH oM¢asoLene y mio-
na yposeHb A®II B ChIBOPOTKE KPOBU MaTepu IO-
BbINIeH B 4—5 u Oonee pa3 [4, 13].

Vcnonb3oBaHue ynpTpa3ByKOBOIO HCCIIEI0Ba-
nust (Y3HM) no3Bossier BU3yalu3upoBaTh Hanbosee
BaXXHBIE CTPYKTYpPBHI TOJIOBHOI'O MO3ra IUIOAA BO
BTOpOH monoBuHE | TpuMecTpa 6epeMEeHHOCTH, YTO
JieJIaeT BO3MOXHBIM JHAarHOCTUKY IpyObIx (opm

Puc. 4. CarutrasbHOE CEUCHHME TOJIOBBI IUIOAA B 22 HEACHH.
B obnactu 3atbuika miona onpeaessiercss 00beMHOe 00-
pa3oBanue — dHuEDanonene (cTpenka)

J3HT yxe Ha panHux cpokax. [IpoBenenue B co-
OTBETCTBUU C CYIIECTBYIOIIUMH METOAMYECKHUMHU
pexkomeHanusamu [ 13] TpexkpaTHOro yabTpa3ByKoO-
BOro oOcienoBanusi OepeMeHHbIX B 10—-14, 18-24 u
3234 geneny MO3BOJISIET BEISBUTH, [0 HAIITUM JIaH-
HBIM, TpyObie BIIP neHTpanbHOM HEPBHOW CUCTEMBI
noutu B 100 % ciyudaes [5].

[lepBpIit ciayuall paHHEro BBISIBICHUS aHIH-
nedannun — Ha cpoke 11 Henmens OepeMeHHOCTH
onybonukoBan K. Kennedy et al. [24]. [lns yneTpa-
3BYKOBOM kapTunbl gannoro BIIP xapakrepHo oT-
CYTCTBHUE KOCTEH cBoJa uepena (puc. 3), npu 3ToM
TOJIOBHOM MO3I MOXET HE BH3YaJU3HPOBATHCS
WIM YK€ Ha PaHHUX CPOKax OEpeMEHHOCTH MO3T
MOJIBEPraeTcs JIM3UCY, YTO PErUCTPUPYETCS NpHU
JUHAMAYECKOM  YJIBTPA3BYKOBOM HAOJIONCHHH.
[lepBoii oreuecTBeHHOU NyOMWKaluel O paHHEH
nuarHoctuke uedanouene B 11 Henmenb Oepe-
MEHHOCTH sABisgercs coodbmenue UW. M. Bacuct
u U. B. Pomanosckoit [3]. Iledanonene oObraHO
IPEICTAaBICHO KUCTO3HBIM 00pa3oBaHUEM, IPHIIE-
JKaIIUM K ToJioBe mioza. [lpu sToM oHO MOXKeET co-
Jep>KaTh MO3TOBBIE CTPYKTYPHI, @ B KOCTSX Uepena
onpeaensaThes nedekt (puc. 4). B GonbmmHCTBE
cnydaeB spina bifida nuarHoctupyercs npu mpo-
Begenun Y3U Bo Il Tpumectpe 6epemennoctu. B
JUTEpaType UMEIOTCs COOOIICHHS O JUarHOCTH-
ke spina bifida u B | TpumecTpe GepeMeHHOCTH.
B wactroctu, H. Blaas et al. [19] Hamum stoT
BIIP y nnona npu cpoke 6epeMEHHOCTH 9 HEeAelb.
JlaHHBIM TOPOK Pa3BUTHS MOXKET MPOSBIATHCS Ha-
auureM aedeKkToB u aedopManuii T03BOHOYHUKA
Pa3IUYHON NPOTSHKEHHOCTH B JIOOOM OTAEIE, YTO
BUAHO npu Y3U.

J3HT sBisiercss MynpTH()AKTOPHOM NATOIOTHEH,
U [IPUYMHON €€ BOSHHUKHOBEHHUS Y IJIOAA SIBIISIFOT-
Csl COUETaHUE KaK DK30TCHHBIX, TaK M SHIAOTCHHBIX
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¢akropos. IlaTtonoruueckoe BIUSHUE HA pa3BUTHE
HEPBHOH TPYOKM MOKET OKa3bIBaTh U LIUTOMEIallo-
BupycHas uHpekuus. JepexTsl B meHHO-TpyIHOM
OTZeJie MO3BOHOYHMKA Y TUIOJA Yallle BOSHUKAIOT B
TOM CiIy4ae, eciau OepeMeHHas CTpajaeT caxapHbIM
nuabetom | tuma. [Ipu npumeHeHnH BajabIpOEBOH
KHCJIOTBI OEpEMEHHOH Y 10712 MOTYT HaOII0AaThCs
MOPaXKEHUSI TOSICHUYHO-KPECTLOBOM 00JacTH M03-
BOHOYHHMKa [12]. TuneprepMust Ha paHHUX CPOKax
OEpEeMEHHOCTH MOXKET OBITh NPUYMHON pa3BUTHUS
andHIedamuu [27]. Kak BO3MOXHYIO IPUYUHY I10-
seiieHust [I3HT HekoTopsle aBTOpBI paccMaTpUBAIOT
MIOHM>KEHHBIN B KPOBHM IIJIOJJa YPOBEHb LIMHKaA [28].
JlaBHO OTMeueHa M HacleACTBEHHAs MPerpacioio-
xenHocTs K JA3HT. Tak, y Ommkalmmx polcTBEH-
HUKOB (pOIOHBIX CECTep M OpaTbeB) >KEHIIMHBI, Y
moaa koropoi Hadmonancs A3HT, puck mosrope-
Husl narojgorud B 50 pa3 Bblle, YeM B MOMYISIIAN
[29]. Bo3moxHO, B JaHHOM ciiydae HaOIrOmaeTcs
cemeitHbIi nepuuut Gonaros B KpoBU JHO0 UMEIOT
MECTO CKpPBIThIC A€(EKTHl F€HOB, YYacTBYIOIIUX B
mopdorenese LIHC.

Benymum 3K30reHHBIM (aKTOPOM, BIHSIOMIMM
Ha ¢opmuposanue [3HT, sBnsercs nedunur
(omaroB y marepu [6]. @onueBas kuciora (DK)
OTHOCUTCSA K BUTaMHHaM rpynnsl B. B opranus-
M€ YeJIOBEKa U KUBOTHBIX OHA HE CHHTE3UPYETCS
U MOCTYMNAET C MULIeH, B OCHOBHOM C OBOIIAMH U
4yepHbIM XxJe0oM. OnTuManbHBIM COCTAaB MHUKPO-
(Gopsl  KHIIEYHHKAa CHOCOOCTBYET BCaChIBAaHUIO
9TOTO BUTAMUHA.

Hedunut OK anmMeHTapHOTO MPOUCKOKICHHS
PE3KO BO3pacTaeT Npyu HAJUYUK HeOIaronpusTHBIX
nosuMopdHbIX BapuaHToB rena MTHFR, nponykt
KOTOpOoro (epMeHT MeTuieHTeTparuapodoiarpe-
nykraza (MTI'®P) npespamaer ®K B Mmerado-
JTUYECKU aKTUBHBIC (OpMBI [2]. MyTanuu B reHax

Metnonnn

®dornueBast KUCIIOTA
MTR,
MTRR
Vit B BHMT

[ 5-mermirerparuapogonar|

Puc. 5. VmporieHHas cxemMa 0OMEHA METHOHHHA M TOMOIIMCTCHHA.
MTHFR — merunenterparunpodonarpeykrasa,

MTR — MeTHOHMHCHUHTETA3a,

MTRR — mMeTHOHMHCHHTETa3a-pellyKTasa,

BHMT — GeranH-roMOIMCTEHH-METHIITPAHCPepasza

(hoaTHOTO UKJIA CIIOCOOCTBYIOT Pa3BUTHUIO Aeu-
nuTa Metabonnyecku akTuBHBIX hopm DK, Gioku-
PYIOT NpeBpalieHue rOMOLUCTEMHA B METHOHHH,
BBI3bIBAIOT HAKOIIJICHUE B OpPraHU3ME FOMOLMCTEH-
Ha, TO €CTh THIeproMouucTenneMuro (puc. 5) [18].
[TocnenHss cONpoBOXKAACTCS BHIPAKEHHBIM TOKCH-
4eCcKUM 3P PEKTOM, TIIaBHBIM 00Pa3oM, BCICICTBUE
HapyLICHHs MPOLECCOB METHJIMPOBAHUS, KOTOPBIC
ABIIAIOTCSI OMHUM W3 YHUBEPCAJIbHBIX MEXaHU3MOB
perynsauuu GyHKIUH T€HOB, HEOOXOJUMBI 1JIs1 HOP-
MansHOTO cuHTe3a JJHK, PHK u OenkoB, BaXKHBIX
JUTst Tponiu(epali KJIETOK, 00eCedeHHsI IpoLec-
COB HOPMaJIbHOT'O MOp(OreHe3a OpraHoB U TKaHen
3apoblia.

Takum oOpa3zom, HapylIeHHE CUHTE3a HYKJICH-
HOBBIX KHCJIOT, IPSIMOM HUTOTOKCHYECKUH 3 ekt
TUIIEPTOMOLIMCTEMHEMHUH Ha OBICTPO Mpoiudepu-
pyIoliue KJIETKM HEPBHOU IUIACTUHKUA U (HOpMHU-
pyroleiics HepBHOH TpyOKH MOTYT OBITH HEMOC-
peacTBeHHOH npuunHoi ¢opmupoBanusa A3HT y
mwioxna [27].

B rene MTHFR u3BECTHO HECKOJBKO IOJIHU-
MOP(HBIX CalTOB (OAHOHYKJICOTUIHBIX 3aMCEH), B
pe3ynbrare KOTOPbIX CHHTE3HPYIOTCS (epMEHTHI
MTI ®P, ornuyaromuecs Mo CBOMM CBOWCTBaAM H
MeTabosnm4eckol akTuBHOCTH [2]. B wacTHOCTH,
B pe3ylbTaTe OAHOTO M3 TAKUX MOIUMOpP(HU3MOB
(3amena nurosuHa (C) Ha TtumuH (T) B 677-i
MO3ULIHMHU TeHa) B OCJIKOBOM NPOAYKTE IPOUCXO-
OUT 3aMEHa aMUHOKHCIIOTHl BajJMHA HAa aJlaHMH.
Bosnukaer tepmonabunsnbiii Bapuant MTHFR,
KOTOPBIM 00JIalaeT CHM)KEHHOW B CpPaBHEHUH C
HOPMOM KaTalUTUYEeCKOM akKTuBHOCThIO. Tak,
YpPOBEHb TOMOLMCTEHHA MPU TE€TEPO3UTOTHOM
T/C renorune Ha 25 % BbllIe, YeM NpPU HOP-
MajgpHOM romo3urotHom C/C renorune. Ecnn
HEOJIaronpusATHEIM NOJIUMOP(GU3M MOIY4YEH OT
oboux poauteneit (renorun T/T), To ypoBeHb
aktuBHoctu MTHFR na 50-60 % Huxe akTus-
Hoctu ¢epmenta MTHFR 0e3 nmedekros (C/C)
[17]. lTonumopduszm rena MTHFR oOHapyxuBa-
€T CYLIECTBEHHbIC MOMYJSIHUOHHBIC U ITHUYEC-
ke ocobeHHocTu. Tak, FOMO3UTOTHI IO MyTallUU
(T/T) cocraBmsttor 1o 15 % Bcex eBpONEOUIOB B
EBpone nnu B Amepuke. [Ipuuem B EBpone Takxke
HaOJIIONAI0TCSl U3MEHEHHUS 4aCTOThl TOMO3UTOT 10
MyTalLWU: TaK, AJI1 pPyCCKUX OHa cocTaBiseT § %,
Toraa Kak y ucnanues — 14 % [8].

Henocrarok MeTHOHMHA MOXET OBITH CIIEAC-
TBUEM MyTauuu (noiaumopdusma) rena MTRR, xo-
JUPYIOLUIETO CUHTE3 3aBUCHMOH OT BMTaMMHa B
MeTHOHUHCHHTEeTa3bl. Hannuue G-amnens B mosu-
uuu 66 rena MTRR Bener K HEIOCTATOUHOMY Me-
TWIMPOBAHUIO M HAKOIIJICHUIO TOMOLMCTEHHA, YTO
ABIISIETCS. ONHOM W3 nmpuunH GopmuposBanus A3HT
[1]. Yacrtora «(dyHKIHOHANBHO OCIabICHHOTO
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renotuna G/G mocruraer 27 % B TONYyISAIAH
Cesepo-3anagHoro peruona Poccun [8].

Hedexr ¢epmenTa OeTaMH-TOMOLHUCTEHH-ME-
tunTpancdepassl (red BHMT) Takxke NPpUBOAUT K
Pa3BUTHUIO THIEPTOMOLMCTECMHEMHUH. JaHHbBIN 1O-
TUMOP(HU3M 0COOCHHO 4acTO BCTPEUYACTCS y KCH-
LIMH, Y KOTOPBIX, HECMOTPSI HAa MPHEM AOIOIHH-
TEJIBHBIX 7103 (HONMEBOH KUCIOTHI, OEPEMEHHOCTD
ocnoxusercsa pazsutueM JA3HT y niona [25].

Eme ogun moiaumop¢usM, onpeneicHHbIC Ba-
PHAHTBI KOTOPOTO NPHUBOAAT K U3MEHEHHUIO (oJaT-
HOTO OOMEHa, HAaXOIUTCA B TEHE, KOAUPYIOIEM
tpanckoOanamun (TC). Dyuknueit sroro 0Oein-
Ka SABJAETCS TPAHCIOPT BUTaMuHa B, B KieTku.
Hedexr TC BbI3bIBaeT NeQUIUT BUTAMHHA B12 u
HapywaeT paboTy MEeTHOHMHCHHTETA3bl, CJICICTBH-
€M Yero SIBISIOTCS ACHUIUT METHOHNHA, THIIEPro-
MOLIUCTEMHEMHUS U, COOTBETCTBEHHO, YBEIMUYCHHE
pucka JI3HT.

B Hacrosiiee Bpems peasbHO MPOBEACHHUE HC-
CJIEJ0BaHUs COJAEpPKaHUS F'OMOLIMCTEHHA B CBHIBO-
POTKE KPOBH KCHILUHBI, & TAKXKE OIPEIeJICHUE He-
ONaronpusTHBIX T€HETHYECKUX MOIUMOP(HU3MOB,
Benymux K (opmuposanuto J3HT y mimona. Ha
OCHOBaHUMU JAHHBIX HMCCIEIOBAaHUH MOXET OBITh
chopMHupoBaHa Ipyla >KCHIIUH MOBBIILICHHOTO
pHUCKa TaHHOW MATOJOTHUH.

OTMeTuM, 4TO AJIsI B3pOCIOIrO YEJIOBEKA MH-
HuManbeHas norpedHocts B ®K cocrasnser 200
MKr/neHb [15]. Ilo maHHBIM MHOTHX aBTOPOB J0-
MOJIHUTENIbHOE NpuMeHeHue OepemenHbiMu DK
3HAUYMUTENBHO CHUXkaeT puck passutus A3HT, gac-
TOTY HOPOKOB CEpJilla U XPOMOCOMHBIX Ooyie3Hel
y wona [11, 26, 29, 30]. CornacHo pexomeHa-
uusam BO3, cyrounas norpedHocts @K st Gepe-
MeHHbIX BapeupyeT oT 400 no 800 mkr/mens. Tak
KaK MOJIOBHHA BCEX OEPEeMEHHOCTEH SIBISICTCS He-
3aIVIaHUPOBAHHOM, MO JaHHBIM AMEpPHUKAaHCKOTO
nHcTuTyTa 310poBbs, @K pexkomennyercs mnpu-
HUMaTh BCEM XCHIIMHAM JETOPOAHOIO BO3pacTa
B no3e 400 Mkr/genp moctosHHO. JKeHImHaMm,
umeBmuM aetei ¢ J3HT, a Takxke ux polIcTBEH-
HHUKaM, pekoMeHayeTcs HaunHath npueM OK 4 mr
B CYTKH 3a 3 mecsiia 0 6epeMEeHHOCTH. DTO CHO-
coOcTByeT ymeHblIeHHIO pucka passutus J3HT
noutu Ha 70 % [29].

Ho3el ®K Gonee 4 mr B cyTku MoryT o0naaarhb
tokcuueckuMm 3¢pdexrom. Tak, O. WU. Kapnos u
A. A. 3aiinieB yKka3plBaloT, YTO NPUMEHEHUE TAKO-
ro xonunuectBa ®K (Oomee 4 Mr B CyTKH) MOXKET
BBI3BIBATh CHIDKCHHE YPOBHS HEHPOMEINATOPOB B
ueHTpaibHOU HepBHOU cucteme [9]. Ilocnennee
XKe MOXKET CI0COOCTBOBaTb HAPYIICHHUIO (YHK-
MU SKCTPAUPAMUIHBIX MOIKOPKOBBIX CTPYKTYD
rOJIOBHOTO MO3Ta U BBI3bIBATh MaPKHMHCOHOIO00-
HbIE CUMIITOMBI.

B CIHA yxe HECKOJbKO JIET IPOU3BOJUTCS
npombinieHHoe oboramenne ®K myku, ucnons-
3yeMoi uisi Bellleuku xjeba. biaromapst atomy ¢
1990 mo 2001 roawr wactora I3HT B CILIA cHH3U-
nack Ha 19 % [21]. OrmeTumMm, uto B PecryOnuke
Bamkoprocran (Poccus) ¢ 2001 roga psg xiebo-
OYJIOYHBIX ¥ MaKapOHHBIX M3JEIUN TaKKe HadaJIH
oboramarte BUTaMUHAMH Tpymnbl B, Bkiodas u
OK [11]. C pensto npodumnaktuku A3HT nHeko-
TOpPBIE aBTOPHI PEKOMEHIYET TaKKe MPUMEHSATh
BO BpeMsl OEpEMEHHOCTH BUTaMHMH B ) He MeHee,
yeM 2 MKr/neHb [20, 22]. )KeHmuHaM, TUIaHUPYIO-
UM OEpPEeMEHHOCTh, MJIM OEpEMEHHBIM Ha paHHUX
CpOKax TaKXe PEKOMEHJYEeTCS HCCIeAOBaHUE Ha
HallMuue KUIIEYHOTO AUCOAKTEpHo3a, a MpH IMOJ-
TBEPKJICHUU JUATHO3a IPOBOUTH CAHAIIHIO.

Takum oOpaszom, mna 3¢pdexTuBHON nHpodu-
naktuku JA3HT y nnona xenwmune 3a 2—-3 mecs-
1a J0 MJIAHUPOBAaHMS 3a4aTHs CIEeAyeT PEeKOMEH-
noBatbk npumeHeHne ®K B nmoze 400 MKr/meHs.
[IpenBaputenbHO KaxJ0# JKEHIIHHE, TUIAHUPYIO-
nieil peOeHka, 1esecoo0pa3Ho MPOBECTU TCHETH-
YeCKOe TECTUPOBAHUE JUISI HCKIIOUCHHS HACTEC-
TBEHHOH MPEIPACIION0KEHHOCTH K HapyUICHUSIM
oomena ®K (remst MTHFR u MTRR). llpu nHa-
TUYUU QYHKIHOHAIBHO HEONIaronpusTHBIX BapH-
AHTOB ATUX I'eHOB cyTouHas no3a OK y xeHuuH
TPYII BBICOKOTO T€HETHYECKOI'0 pPHCKa JOKHA
ObiTh yBenudeHa g0 800 mkr/mens. @K HeoOxo-
JIMMO TIPUHUMATh B Te4eHUe He MeHee 10 Hemenb
OEpeMEeHHOCTH, OCOOEHHO IepBbie 4 HEHCNH.
Taxoke nonesno npuMeHenure BuTaMuna B | B no3e
2 MKI//IEHb.

OtmetuM, uto a0 HenaBHero BpeMenu OK Bbl-
nmyckanach B Buje Tabmerok B qo3e 0,001 r (1000
MKT). B 103e 400 MKT OHa BXOJUT B COCTaB MHOTHX
Ta0JETUPOBAHHBIX KOMIUIEKCOB. B Takom Buge ®K
HelpuemiieMa JIsi MHOTHX O€peMEHHBIX, WMEIO-
IIUX aJUIEPTHI0 K Pa3IUYHBIM COCTABHBIM YaCTAM
KOMIUIEKCHBIX BUTAMHHHBIX IIpenapaToB. B Hacro-
siee BpeMsi uMmeetcs (hapMakoJIOrHYeCcKuil mpena-
par «Donubep» (Italfarmaco, Wrtanus), KoTopsii
conepxut B 1 Tabnetke Tonbko OK B mo3e 400 MKr
v BuTaMuH B ) — 2 Mkr. [Ipuem nannoro npenapa-
Ta MOKa3aH KakK IpH IUIAHUPOBAHUH OEpeMEeHHOC-
TH, TaK U Ha €€ paHHUX CPOKaXx.

Takum 00pa3om, B HACTOsIIEE BPeMs JE€TAIBHO
pazpaboraHa u anpoOUpPOBaHA BO MHOTHX CTpaHax
MHpa ¢ XOPOIIUM KOHEUHBIM pe3yIbTaToM Ipodu-
naxktuka J3HT, BpoxkIEHHBIX MOPOKOB cepala, a
TaK)Ke XPOMOCOMHBEIX OOJIE3HEH y Iuiofa myTem
koppeknun oomena @K no u Bo BpeMs OepeMeH-
HOCTH JKEHIUHBI C YYETOM €€ HHJIMBUIYaTbHBIX
reHeTndeckux ocobeHHocreu. lllupokoe mpume-
Henue npodunaktuku JA3HT u apyrux BIIP ¢ mo-
Motibto penapatoB @K, ¢ yuerom reHeTu4eckux
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ocoOeHHOCTEH OEpeMEeHHOM, 3aciyXKHBAaeT BHU-
MaH{s Bpauel, MMEIOMIMX OTHOIICHHE K Pernpo-
OYKLUUW 4YeJIOBEKa, U JOJKHO OBITH IOPUAMYECKU
3aKpEIUICHO COOTBETCTBYIOIIMMH 3aKOHOJATEIb-
HBIMH aKTaMH.
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Cratbsa npefcTtaeneHa 3. K. AiinamassHom
HWW akywepcTtsa 1 ruHekonorumn um. . O. Otra PAMH,
CaHkT-lMNeTepbypr

USE OF FOLIC ACID FOR PREVENTION OF NEURAL TUBE
DEFECTS IN THE FETUS

Vakharlovskiy V. G., Voronin D. V., Sokolov K. A.,
Glotov O. S., Baranov V. S.

m Summary: Neural tube defects (NTDs) comprise a group of
congenital central nervous system anomalies. The incidence of

NTDs varies from 0,2 to 2,0 per 1000 neonates. About 3 %
of early pregnancy losses are due to NTDs. High levels of
maternal blood serum alfa-fetoprotein on II trimester is asso-
ciated with NTDs. NTDs might be diagnosed by ultrasonog-
raphy since 10-14 weeks of pregnancy. The genetic defects
in folate metabolism could be considered as one of the ma-
jor cause of NTDs. According to WHO recommendation 400
mcg folic acid (FA) should be consumed daily by all women
3 months before conception and by all pregnant throughout
the first trimester of pregnancy. The FA daily dosage should
be elevated to 800 mcg for the women with genetic defect of
FA metabolism. The periconceptional usage of FA reduces
the incidence of NTDs and other folate-related congenital
anomalies (congenital heart disorders, omphalocele and even
chromosomal anomalies) by 30 %. “Foliber” is the most ap-
propriate drug for prophylactics of NTD and other folate-re-
lated congenital anomalies.

m Key words: pregnancy; fetus; neural tube defects; prophy-
lactics; folic acid

KTO BYAET — HE BAXXHO, BAXHO - OH AOAXEH bbITb 3AOPOB!

MNMpeacTaBuTenbLCTEO
Mockea, 119002, nazoBc
TenedoH: (495) 933-14-58
www.italfarmaco.ru

g
S
e
g
5
3
S
S
o
=
2

I‘Ip/OqJMAaKTM Ka Spina bifida

B RYPHATD ARYIIEPCTBA » JKEHCKUXD BOJNB3HEN

TOM LVII BbIMYCK 2/2008

ISSN 1684-0461



