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BbIsiB/IEHME TEPATOTEHHBIX (DAKTOPOB SIBJISIETCS IVIABHOI 3afaueii MOIMyJISIIIIOHHOTO MOHMTOpUHTa. O611e-
TIOMYJIILIMOHHBI YPOBEHb BPOKIEHHBIX TIOPOKOB pasButust (BIIP) Ha Tepputopmm CaMapcKoii 06acTu
coctaBisieT 2,6%. Hamu rpoaHamM3MpoBaHbl MCXOMbI 463 6epeMeHHOCTeN KeHIYH C MuIericueit. Boiss-
neHo 3,7% BIIP, BkiIouasi 00yC/IOB/IEHHbIE TEHHOI ¥ XPOMOCOMHOJ IaTOOrMeil. PUCK BO3SHUMKHOBEHMSI
BIIP rutoma cpeny XeHIIMH 6e3 jeueHust coctaBui 0,6%, Ha (oHe MmpyeMa MPOTUBOINMUIEITUYECKUX TTpe-
mapatos (I1311) B repuop, 6epeMeHHOCTH — 5,2%, 6bIT HanboIee BHICOKMM Ha (DOHe mpreMa BabIIPOeBoii
KUCITOThL — 7,8%. CeMepbIM MatepsiM JieTeii ¢ BIIP mpoBereHO TUIIMpPOBaHME I'eHOB (ONIATHOTO LMKIIA
MTHFR, MTRR, MTR, SLC19A1, y 6 u3 HUX 06Hapy>keHbl KOMOMHALIMM MYTAaHTHBIX ITOTMMOPQHBIX Bapy-
aHTOB 3-4 reHOB. VcciemoBaHMe MOKA3aa0, YTO Y SKEHIIUH € 3MuIerncueil MexaHM3Mbl BO3HMKHOBEHMS
BIIP mioma pa3HOO6pa3Hbl M CJIOXKHBI, pyeM 1911 13 KOTOPBIX SIBASIETCS JIMIIb OTHMM U3 BO3MOKHBIX

(akTopos.
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2eHbl, (hos1amHbIli YUk

OmumIencus — 3To XpoHMUYecKoe 3abosieBaHMe
HEPBHOJI CYCTEMbI, TpebyIoIee AJINTETbHO, a MHO-
roa IOXKM3HEHHON JieKapCTBeHHOV Tepanuu. [o-
CTYITHOCTb GOJIBIIIOTO CITEKTPA ITPOTHUBOIIM/IEIITIYE-
ckux TmpemnapaTtoB (II2II) Ha coBpeMeHHOM 3Tarie
TTO3BOJISIET B GOJIBIIMHCTBE CTyYaeB JOOUTHCS KOM-
reHcalyy 3a6o0yieBaHusl BIVIOTh [0 IIOJIHOTO TIpe-
KpallleHMsT TPUCTYIIOB. YCrexu jedeHns] OTKPbIBAIOT
XOpollye MepCreKTUBbI AJI1 CTPafaloLiero snuiern-
cueit B COLIMaNbHOM, TPYLOBOM, CEMETHOM IUIaHe, a
IS KeHILIMHBI — ellle U BO3MOXXHOCTb AETOPOsKIe-
Husl. B noctemame 20-25 jeT pacrpocTpaHEeHHOCTD
smmiencum cpeau 6epeMeHHbIX coctasisgeT 0,3-1%
MO [AHHBIM pasHbIX aBTOpoB [10, 12] U mMmeercs
TeHJeHIM K ee yBe/ndeHu1o [3]. Ho umeHHO nipuem
[I3I1 B mepuon, 6epeMeHHOCTH SIBJISIETCSI OJHOM U3
OOMBIINX MPO6IEM, TPEOYIONMX KBATUPUIIUPOBAH-
HOTO TIO/IX0/ia U MHAMBUAYAIbHOTO pelieHus. Ona-
CeHus B JAHHOI CUTyallMM KacaltTCsl BO3MOKHOTO
HeOJIaroNpUSITHOTO JEMCTBUS JIEKAPCTBEHHBIX Ipe-
1apaToB Ha BHYTPUYTPOOHOE U MTOCTHATAIbHOE pa3-
BUTHMeE TIJIOZA.

TepaToreHHOe BIMSIHME JIEKAPCTBEHHBIX TIpe-
MapaToB, TPMHMMaeMbIX KeHIIMHOI BO BpeMst
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06epeMeHHOCTH, OJHA U3 aKTYyaJbHBIX MPOOJIEM CO-
BpeMEHHbIX HayK — (hapMaKoJOTUM, TEPATOIOTUM,
MeAVLIMHCKOM TeHeTUKM M PpasIMYHbIX OTpacieii
KIMHUYECKOM MenuuyHbl. CBSI3b MeXOy IMpUeMOoM
1311 u BITP miopa nsydvaetcs ¢ 1963 r., 1 K HaCTOSI-
1meMy BpeMeHM HaKOIUIeHbI MacCKBbl AAHHBIX TIO
ucxomaM 6epeMeHHOCTM COIJIACHO JAHHBIM peru-
CTPOB, KOTOPTHBIX MCC/IEIOBaHUI, HECKOTbKNX Me-
Ta-aHaaM30B [11]. BOMBIIMHCTBO aBTOPOB TOBOPUT O
MOBBIIEHHOM B 2-3 pa3a pUCKe BO3HMKHOBEHUS
BITP mtoma Ha QoHe npuema 6epeMeHHO JKeHIIM-
Hoit II9I1 B cpaBHeHUM C OOIIEMOMY/ISIIMOHHBIMU
rokasaresnsimu [5, 8, 9, 13]. YBenuueHme pucka acco-
LIMMPOBAHO C OTArolleHHO mo BIIP HaciencTBeH-
HOCThIO [13], monmmreparmeit 1911 [12], neduumrom
(oneBoit KUCIIOTHI, @ TaKkKe MYXCKUM IojaoM [7].
BoisiBien 3HaumTebHbI puck BIIP mioma Ha doHe
npueMa MaTepblo MpernapaToB BaIbIIPOEBON KUCIO-
ThI (BK) - 10,73% (95% I 8,16—13,29), oka3aBIImii-
CS1 CYILIIECTBEHHO 60Jiee BBICOKMM, YeM B MOIYJISLIVN
(2-3%) [11]. OmHako TpPU3HAETCS, YTO OCHOBHBIM
HeIOCTAaTKOM OITyOJIMKOBAHHBIX [0 HACTOSIIETO
BpPEMEHU Pe3y/lbTaTOB KOTOPTHBIX UCCIeNOBAHUN U
PETrUCTPOB IO BPOXKIEHHBIM MTOPOKaM pPa3BUTHS SIB-
JISIETCSI TO, YTO OHU He TO3BOJISIIOT OILIeHUTh (HaKTO-
PBI PUCKA BO BCEM MX Pa3HOOOPa3uy (TUIT U YacTOTa
SMUIENITUYECKUX TPUCTYTIOB, (opma sMuIencuu,
cemeitHbIli aHamMHe3 BIIP, mpoBoaumasi Tepamnus,
MUCXOMbI TIOBTOPHBIX OEPEMEHHOCTEN Y OTHO JKeH-
wyHbl U ap.) [1]. B monymsuuu B 40-60% cirydaes
TOYHble TpuuMHbl BIIP HeusBecTHbI, MHOTO(MAKTOP-
HOe B/IMsIHUE (TeHeTUUeCKast IpeapacIioyiosKeHHOCTb,
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peanu3yemasi 107, BO3IECTBUEM BIUSIHUS OKpPYKa-
IolIe cpembl) pucyTcTByeT B 20-25% BIIP, 12-25%
BIIP umeroT reHeTuueckue mpuuusbl, 10-12% BIIP
BO3HMKAIOT 107, BO3[ENCTBMEM OKpYyXKalolleil cpe-
IBL.

B mociemHue roApl TMOSIBISIOTCS paboThI, B
KOTOPBIX MpeACTaBIeHbl PE3y/IbTaThl U3yYeHUS VH-
IVBUOYAIbHbIX T€HETUYECKUX OCOOEHHOCTEN, KOTO-
pble MOTYT SIBJISITbCSI (paKTOpamMy pUCKa BO3HUKHO-
BeHus BIIP y xxenmyH, npuanmanoomux 1311 [2]. Tlo-
JuMOpGHbIe aJlie/IbHble BapUaHThI TeHOB (epMeH-
TOB (pOJIATHOrO 1MKJIa, ocobeHHo MTHFR 677C>T,
MTR2756A>G, MTRR 66A>G, mpUBOISAT K CHUSKEHUIO
aKTUBHOCTM (pepMeHTOB (OJATHOrO IIMKIA Y SKEH-
IH (QepTUIBHOrO BO3pacTa, YTO MOKET YCyryo-
JaThCs mpueMom 1911 u mpuBOAUTD K MOBBIIIEHHO-
My pucky BIIP y riiona B panHue cpoku recrauym (1
TPUMECTp), a TaKKe K JIeTA/JIbHbIM XPOMOCOMHBIM
MyTalMsSIM U OCTAaHOBKe GepeMeHHOCTY B pPaHHMeE
CPOKM pPasBUTHS CO CIIOHTaHHBIMM abopTamu, a
takke K BIIP HepBHOIT TPyOoKM 1 HOCOTYOHOTO Tpe-
YTOJIbHMKA (3as14bsl T'y6a, BOUBSI T1ACTh), TeHOMHBIM
myTauusam (cuHapom HdayHa u ap.) [14, 15]. Beuia
MOKa3aHa BBICOKASI YaCTOTa TOMO- U TeTepO3UTOT-
HBbIX HOCUTEIbHUI] MYTAaHTHBIX ITOJMMOP(HBIX a-
JIeNIbHBIX BAapMAHTOB TeHOB (ONaTHOTO IUKIA Y
SKEHIIWH C SMWIETICHEN, TPeOYIOIMX MOHUTOPUHTA
ypoBHS ¢GoMeBOoit KUCIOThI ¥ TOMOLIMCTENHA B KO-
BM BO BpeMsI IUTAaHMPOBAHMS U BbIHAIIMBaHMS Gepe-
MeHHOCTH [2]. Takum 06pa3om, OCTaeTcs aKTyalb-
HbIM Da3HOCTOPOHHEEe W3y4yeHMe BO3HMKHOBEHMS
crydaeB BIIP moma y sKeHIMH € SMUJIeTCHet, pas-
paboTKa IMePCOHATM3NPOBAHHOIO IMOAXOAA K Ipo-
THO3MPOBaHMIO U poduaakTuke BITP.

Ilesb paGOTHI: M3YUUTH BO3SMOKHOE BIIMSIHME
[1311 u reHeTMyeckux GaKTOPOB HA BOSHUKHOBEHME
BITP m1opa.

Boina nmpoaHanM3MpoBaHa Tpymna ManyeHTOK
¢ smtericueit, Habmonaomuxcs B CaMapckoM 06-
JJACTHOM TIPOTUMBO3MWIENITUYECKOM IIeHTpe, U UX
noroMcTBo. Perucrpaumst BIIP y >KMBOPOXKIEHHBIX
JleTeli OCYIIeCTBISIaCh HAMM Ha OCHOBaHMM JAaHHBIX
KIVMHUYECKOTO 00CIeJOBaHMS Y MHCTPYMEHTATbHBIX
METOHOB 00c/emnoBaHus (IIpeuMyliecTBeHHO Y3U).
B arydae npeHaTanbHOro BbisiBiaeHUs BIIP okoHua-
TeJbHOE 3aK/II0UeHe 10 HAJTMUUIO ITaTOOTUM Jiefa-
JIOCh MO0 HA OCHOBAHUM JMAHHBIX MATOJIOTOAHATO-
MMUYECKOTO BCKPBITHS (B CJTydae MpepbIBaHMUS Gepe-
MEHHOCTH), MO0 Toc/Ie pokaeHusl pebeHka. Mare-
psm peteii ¢ BIIP 6bUT0 TPOBEAEHO TeHETUYECKOoe
TeCTMPOBaHME C I1IeJIbl0 OLIEHKM ToamMopdu3Ma
reHoB ¢onardHoro mmkiaa (MTHFR, MTRR, MTR,
SLC19A1). Kpome TOro, mpoBefieH aHa/JIN3 JAaHHBIX
perucrpa BIIP Ha Tepputopum Camapckoii obaacTu
3a 15-neTHMIT TTepro/I, OCYIIEeCTBISIEMbI B COOTBET-
CTBUU C TIpuKka3zoM Mun3apasa PO «O MOHUTOpUHTE
BPOKOEHHBIX ITOPOKOB pa3BUTUS Y AeTei» N2268 ot
10.09.1998 r.
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3a nepuon, ¢ 2004 o 2015 rr. mox Habmome-
HMEM CITEeNMAINCTA 00JIaCTHOTO TTPOTUBOIMIEIITH-
YeCKOro ILieHTpa Haxoamiach 384 >KeHILMHbBI C 3MU-
Jiericuet, Y KOTOPbIX ObUIO MTPOC/IEKEHO TeueHue U
ucxon 463 6epeMeHHOCTeli, He IpepBaBIIMXCS B
IepBOM TpUMeECTpe. BONBIIMHCTBO NalUMEHTOK
crpagano GokKaabHONI smmiencuein — 282 (60,9%).
HacnencrBeHHasi OTSArOLIEHHOCTh [0 SOWIENICUU
6bu1a BbIsIB/IeHA Y 54 xkeHuH (14,1%), mpuueM pop-
CTBEHHMKM 1 cTerieHy poacTBa 60senn y 17 JKeHIIH
(Ham¥ HaGJTIOIANINCh BO BpeMsl 6epeMeHHOCTHM 3 Ia-
PBI POIHBIX cecTep, GOMbHBIX smmiencueir). K mo-
MEHTY BO3HMKHOBEHUSI GE€pPeMEHHOCTU DPEMUCCUST
SMMJIETICUY (OTCYTCTBME KaKuX Obl TO HU ObLIO SIIM-
JIETITUYECKUX MPUCTYIIOB) CPOKOM OT 6 MeCsLEeB A0
8-10 neT muarHocTupoBaiachk B 192 cryyasx (41,5%),
npuMyeM B 2 pasa yallle — IpU TeHepaan30BaHHOM
anwierncuy. B GONBIIMHCTBE Xe CTyyaeB 6epeMeH-
HOCTh BO3HMKJIA Ha (DOHE TeKyIei snuerncun. Bos-
HMKAOIIJe MPUCTYIIbI, a Takke HeAOCTATOUYHO JJU-
TeJIbHBIN Ieproj, peMuccuy 3abosieBaHus He TI03BO-
nsu1 oTMeHUTH 1911 K MOMEHTY BO3HUKHOBeHUs Ge-
PEMEHHOCTY Y OGOJNBIIMHCTBA MMalMEeHTOK. B Hammx
HaOMIOIeHMUsIX TIepBblii TpUMeCTp OepeMeHHOCTH,
3HAUMMBIN 17151 GOPMMUPOBAHUS BPOSKIEHHBIX IIOPO-
KoB pasButust (BIIP), mpoxogwn 6e3 mpuema I1911 B
154 (33,3%) ciaydasix, BCE€ OCTaJbHbIE IMALEHTKA
npuHuManu I19I1 B pa3anMuHbIX JO3UPOBKAX M KOM-
6uHaIsIX (Tab. 1).

Ta6mia 1. Tepanust snmencuy >XeHIIMHBI, TTPO-
BOZAMMas B IIEPBOM TPMMeECTpe 6epeMeHHOCTH

Tepanmusa smmiencumn Kon-Bo Kon-Bo

nanyeH- nanyeH-

TOK (a6c.) TOK (%)
Bes 1211 154 33,3
MoHoTeparnusi, U3 HUX: 220 47,5
BaJILITPOEBAsT KUCJIOTA 115 52,3*
KapbamaserniuH 45 20,4*
JIAMOTPUIKUH 18 8,2%
TOMMpamar 10 4,5
OKCKapOasernH 7 32%
6apouUTypaThl 25 11,4*
TTonutepanyis, U3 HUX 89 19.2
C BaJIBIIPOEBOI KUCTIOTOM 64 71,9

TpumeuaHue: * - yka3aHO TMPOLIEHTHOE COOTHOIIIE-

HMe B IrpyIire IIpMHYMMalmX MOHOTEPAIInio

Bosee TMOMOBMHBI MAIEHTOK, 3a6epeMeHeB-
mmx Ha done 311, mpuHMMaNM TpernapaTbl Bajib-
mpoeBoii KucaoThl (52,3% cpemy MOHOTepanuu U
71,9% B crydae KOMOMHAIIMM TTPETIApaToB). ITO 06Y-
CJIOBJIEHO BBICOKOV 3(h()eKTUBHOCTHIO IPernapaToB
9TOM TPYIIbl, a TaKKe HIMPOKON [TOCTYIMHOCTBIO.
JloCTaTOYHO BBICOKMIT Y[IE/NbHbBI BeC MalMeHTOK,
MIPUHUMABIINX 6apOUTYypaThl, OOBSICHSIETCSI aKTUB-
HBIM MIPUMEHEHMEM UX OIS JiedeHus1 snuerncum 10-
15 et Hasap,. [ToauTepanmst OCyIeCTBIISIACh ITyTeM
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KOMOVHAIMY PasMYHBIX MTPErapaToB, B TOM UMCIe
He COBCeM OJIarONPUSTHBIX B ITIepUo, 6epeMeHHOCTI
(BaJIbIIpOeBasi KUCJIOTA U JIaMOTPUIKMH). CyTOUHbIE
no3upoBku [I211 B moaB/sionieM GObIIMHCTBE HE
MIPEBBINIAIN  CPeTHETEPATIEBTUUECKUX, XOTS ObLIM
oryyay 6epeMeHHOCTM M Ha (OHE BBICOKMUX [103.
Bo3HMKHOBeHMEe 6epeMEeHHOCTM Ha OTHOCUTEBHO
He0/IaroNpusITHOM JIEKAPCTBEHHOM (hoHe GbIO 00Y-
CJIOBJIEHO OTCYTCTBMEM IIaHMPOBaHMS IeTOPOXKIe-
HMSL.

AHanmu3upyst ucxombl Bcex 463 6GepeMeHHO-
creit, BITP 6butn BbistBiieHbI B 17 ciayuasix (3,7% ot
BCeil TpymIbl 06cieqoBaHHbIX). BIIP cepaiia Gbiin
BBISIBJIEHBI B 5 CiTydasix (OByXKaMepHOe Ccepille, TeT-
pama ®amio, gedeKkT MeXIIpeacepaHoi meperopo-
KM, AedeKT MeXKeTyIOUKOBOi Ieperopogku — 2),
BIIP Mmouerno10BoJ cuCTeMBI — B 4 Ci1y4asix (TIOJIUKU-
CTO3 IoyeKk — 2, runocnagus — 2), BIIP kocTHO-
MBIIIIEYHOM CUCTEMBI B 3 C/Iydasix (pacliienHa Bepx-
Heii ryobl U Heba — 2, monupakTuaus), BIIP 1eH-
TpanbHOM HepBHOV cucteMsl (LIHC) — B 2 ciaydasax

(cuagpom [enau-Yokepa, MEHMHIOLIe/IE B MOSIC-
HUYHOM OT[eJie), MHOXKecTBeHHbIe BIIP — B 2 ciyya-
s1x, 6071e3Hb [layHa OMarHoCTMpoBaHa B 1 Habmome-
HUU. [IeBSITh MMOPOKOB Pa3BUTUS IMATHOCTMPOBAHbI
MpeHaTaabHO, U3 HUX 7 — Ha 20-22 Hepmene Gepe-
MEHHOCTH, 2 CTIyJasi pacilieMHbI I'yObl M He6a BbISIB-
JieHbl B 31-32 Hemenu 6epeMeHHOCTH. B 4 cryvasx
MpeHaTaabHO OMAarHOCTUKY GepeMeHHOCTh IIpe-
pBaHa Mo MeJUIIMHCKMUM TTOKa3aHUsIM (TIOMUKUCTO3
nouek, BIIP ITHC - 2, mHoxecTBeHHbIEe BIIP). Bce
coyyau BIIP cepalia OmMarHOCTMPOBAHBI ITOCTHA-
TaJIbHO B POAIOMe.

IIaTHaguaTUIeTHUI A MOHUTOPUHT BIIP Ha
tepputopuu Camapckoii obmactu (1999-2014 r1r.)
TTO3BOJIMJT BBIBECTM OA30BYIO YACTOTY 9TO¥ IaTOJO-
rMy B HallleM pervoHe — 2,6%, B ToM uncie BIIP,
rojjieskale ob6si3aTenbHOM peructpauyy — 2,3%
[4]. Ha puc. 1 npencraBsieHbl CpaBHUTENbHbIE NaH-
Hble N0 cTpyKkType BIIP B momyssiimmu Camapckorii
o6sactu B 1iesiom u BITP B M3yuaemoit rpyrire.
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| B Monynauua Camapckoit oonactu O XKeHLWWHbI C 3anunencuen ‘

Puc. 1. CTpyKTypa BpOKIEHHBIX ITOPOKOB Pa3BUTHUS B momy/asiuyuy Camapckoir 061acTu
U B IPYIIIe XeHIIUH C 3Nujencuen

AHanu3 TOKasbIBAe€T, YTO AUOUPYOIIMMU B
obeux rpymmnax spisiorcs BITP ceppiia, BTOpOe-
TpeTbe MecTa 3aHMMaroT BIIP MouyerionoBoii cucre-
MbI ¥ KOCTHO-MBIIIIEYHO} CHCTEMBI, Jajiee MO YObI-
Batortieit uayT BITP ITHC, MHOkecTBeHHbIe BIIP, 60-
JiesHb JlayHa. B rpymirie KeHIIMH C SMUIerncuein He
3apeructTpupoBaHo BIIP  ke/lyIOYHO-KUIIIEYHOTO
TpakTa IJI0[1a, KOTOpbIe PeTUCTPUPYIOTCS B MOIMTYJISI-
umn B 3,7% ciayuaeB. TakuMm 06pasoM, CTPYKTypa
BIIP moToMCTBa KEHIMH C 3MWIerncueii nmpakTuye-
CKM TIOJTHOCTHIO COBITAJIA€T C OOIIENONy/ISILIMOHHbBI-
MM MoKa3aTessIMMU.

Hamu 6bUT M3yueH acIekT KauecTBa peru-
ctpauum BbisiBiaeHHbIX BIIP B peructpe Camapckoii
006s1acTH, IJIS1 Uero MpoBeIeHO COIOCTAaB/IeHMe TaH-
HBIX perucTpa 6epeMeHHbIX C SMWIENICUEN U peru-
ctpa BITP Camapckoit o6acti. OKasanoch, 4To 5 u3s
17 BIIP He ObUTM 3aperMCTPMPOBAHbI B 06IaCTHOM
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peructpe BITP. Cpeny HuX ObIJIO 2 TOpOKa cepilia
(medeKTbI MeKIIpeICepIHOI TIEPETOPOIKI) U TUTIO-
criagusi, BBISIBJIEHHBIE TIOCTHaTanbHO. Hesaperu-
CTPMPOBAHHOM 0Ka3aaach MPEHATaTbHO BbISIBIEH-
Hasl pacllieIMHa BepxHeii ry6bl U MOATBEPKIeHHAas
rocine poxkneHus: pebeHka. [ledeKkT perucrpauun
BIIP B HaHHBIX C/Iy4asix SIB/ISIETCS TaKTUYECKOM
OIMOKOI TemMaTpoB, HAGMIOAAIONIMX IeTeil ¢ Mo-
MeHTa pokAeHus. B omHOM ciTyyae 1O MOBOZAY Aua-
THOCTMPOBAHHOTO B 21 Hefesmio 6epeMeHHOCTY CUH-
Ipoma JleHau-Yokepa ObUIO ITPOBEIEHO ITPEPHIBA-
HMe GepeMeHHOCTM, 3aKOHUMBIIEeCs IUIOIOpPa3py-
1aoleit onepaiyeii. BeposiTHO, IJIOAHBIN MaTepu-
aJ1 He TIONaJ1 B TIaTOJIOTOAHATOMMYECKOe OTHesleHIe,
YTO U IIPUBEJIO K «IIOTEPE» JAHHOrO ciydas. Takum
obpasom, TeHAeHIMS AedekTa perucrpauyy BIIP B
obmem peructpe CaMapcKkoii 067acTV TIO3BOJISIET
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MPEATIONOKNUTb, YTO UCTUHHBIN ypoBeHb BIIP B 110-
ITYJISIIMY JOJDKEH OBITh BbIle (OKOJIO 4,5-5%).

CemeliHas OTATOIIEHHOCTb no BIIP B rpymme
SKEHIIMH C SIIJIeTicieli Oblla BbIsSIBJIEHA B 4 CTyvasix,
MIPUYEM 3TH CTy4ay MOTYT ObITh C BBICOKOJ BEPOSIT-
HOCTbI) OTHECeHbl K Hac/Ie[ICTBEHHbIM TOpPOKaM C
MOHOT€HHbIM HacjefoBaHueM. IIpu BbIsIBIeHUU
MTOJTMAAKTWINYA Y TUTOJIA GBIIIO BBISICHEHO, UTO TaKast
ke MMaToNorus MPUCYTCTBOBAIA Y POICTBEHHMKOB T10
OTIIOBCKO# JIMHUU (OTel], ero pe6eHOK OT APYTroro
Opaka, memylika ¥ Ipababylika), YTO TMO3BOJIAIO
MpeAToNoKUTb ayTOCOMHO-AOMUHAHTHOe Hacjieno-
BaHyMe na”Horo BIIP. B gpyrom ciyyae matosnorus
IVIofa (pacileyHa BepxHeii TyOobl M Heba) IMOITHO-
CTBIO TIOBTOPSUIA edeKT mMaTepu, IO MOBOAY KOTO-
poro Ta 6bU1a ITPOOTIepMpoOBaHa B JeTCKOM BO3pacTe.
V IaHHOJ sKeHIIVHbI TIEPBbIi pe6eHOK poauics 6e3
BITP. B sTOoM Hab6/I0IeHUN ITOBTOpPEHMEe MOI06HOr0
BIIP B ABYX ITOKOJIEHUSX TAKKe MOKET YKa3bIBaTh HA
MOHOT€HHYK) MYTalMio, HaclefyeMyl0 IO IOMU-
HaHTHOMY TuIy. [IBa Opyrux ciaydast BITP 6bU1M BbI-
SIBJIEHbl B TIOBTOPHBIX OEPEeMEHHOCTSIX Y OIHO
SKEHIIMHBI — ABAKAbI MpeHaTaJbHO AMarHOCTUPO-
BaJICS TIOJIMKUCTO3 TIOUeK, TOATBEPKAEHHbBIN Toce
ponopaspeluenusi. BoisiBiieHue naeHTUYHbIX BIIP y
CUOCOB  TIO3BOJIIET  ITPEIIIONIOKUTh  ayTOCOMHO-
perecCcuBHbII TUH MHOAHTUIBHOTO ITOMKUCTO3a
nouek (ARPKD). PoskneHme pebGeHKa ¢ 60Jsie3HBIO
HayHa yka3bIBaeT Ha XpPOMOCOMHYIO IPUYMHY NIATO-
Jorun (TpucoMus 1o 21 XpomMocoMme), YTO Takxke
MOKeT ObITb OTHeceHO K rpymre BIIP ¢ Hacmen-
CTBEHHOI1 (TeHeTUYeCKO) IPUIMHOIA.

Ta6muua 2. Teparus marepeit, Ha GhoHe
KoTopovi BosHuk/n BIIP rmoga

JleueHue KommmuectBo VaenbHbI
BITP Bec (%) BITP
B rpyIie
JaHHOTO
JIeYeHUsT
6e3 rmpuema 1911 1 0,6
Ha ¢one rpuema ITII1 16 5,2%
MOHOTEpanmst 12 5,4%
BaJIbIIPOEBasl KUCTO- 9 7,8%
Ta
KapbamMaserniH 3 6,7%
MOUTEepANNS 4 6,3%

O11eHKa BO3MOKHOT'O TEPaTOreHHOTO BIVSHUS
[191T nmoka3ana, 4TO Cpeay >KeHIIMH, He PUHUMA-
IOLIVIX JIeYeHws], BO3HMK TOJIBKO OfMH ciydaii BIIP y
Iona, uro cocrasuio 0,6% B TpyIilie He IPUHMMA-
omyx II3I1, ocTanbHble aHOMaIMM BO3HUKIM Ha
(boHe mpeHaTaNbHON JIEKAPCTBEHHOM 3KCIO3ULINMA,
YTO COCTABMJIO 5,2% B rpyIme, MPMHUMAIOMINX Jie-
yeHue (Tabi. 2). B rpyrie MoHOTeparm yaeabHbII
Bec BIIP ObUT HECKOJbKO MeHbIe (5,4%), uem B
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rpymre nonautepanuu (6,3%). AHaIM3 BO3MOXKHOTO
pucka BIIP B 3aBucumocTy oT rpyrimnsl [1911 rmokasan,
YTO PUCK HECKOJIbKO BbIlle B TPyIIie MOHOTeparnun
nperapaTamMmu BajblIpoeBoi KucioThl (BK), yem ripu
npuemMe KapbamasenuHa (KB3). Bce skeHiyHbl, BITP
IUIOA KOTOPBIX BO3HMKIM Ha (POHE IMOIUTEpArny,
TIPUHUMAJIN BaJIbIIPOEBYIO KUCJIOTY B KOMOMHALINMA C
Kap6aMaselMHOM, JIAMOTPUIKMHOM, OapouTypa-
TOM, TOIIMPaMaTOM.

VccnenoBaHme ajuie/bHbIX BapMaHTOB Te€HOB
(onaTHOrO LMKIA GBUIO ITPOBENEHO Y 7 SKEHIIUH C
SMWIEICKeN, TIOTOMCTBO KOTOPbIX uMeso BIIP. Boi-
JM  TUIMPOBaHbI  TeHbl  5,10-mMeTuneHTETpa-
ruapodonarpenykrasbl  (MTHFR), MEeTUOHVH-
cuHTasbl (MTR), METMOHMH-CUMHTA3bI-peIyKTa3bl
(MTRR) u reH-TpaHCOpTep HOJATOB B KIIETKY
(SLC19A1). Y Raxkmoi1 sKeHIIMHbI ObIT 0OHAPYKEHbI
MyTallMM UCC/IeJOBaHHbIX TeHOB B TOMO- U TeTepo-
3UTOTHOM COCTOSTHUM, UTO SIBJISIETCSI XapaKTepHbIM B
1esioM Ajist morystiyy. O6paraer BHMMaHMe, UTo 'y
LIeCTepbIX B FE€HOTUIIE ObLIM OOHApPYKEHbI KOMOMU-
HallM MYTaHTHBIX IMMOJIMMOP(HBIX BapMaHTOB 3-4
reHoB. TOMbKO y OHOI KeHIIMHbI BbISIBJIEHA eMH-
CTBeHHas MyTalus — reteposurotHas mytarus (CT)
MTHEFR 677C>T. Myrauus MTHFR 677C>T, nomu-
HUpYIOlllee OTpUIlaTeIbHOE BJMSHME KOTOpOiI Ha
(onaTHbII 06MeH AoKa3aHO, 6blIa BbISIBJIEHA B 5
oryyasix. [IBa pesysbTaTa MOKasaay coueTaHue HO-
CUTENIbCTBA TTOMMMOP(HOr0o aJUIeIbHOTO BapMaHTa
MTHFR ¢.677C>T (Ala222Val) c nonmumopdHbIM aj-
JIeNTbHBIM BapuaHTOM ¢.1286A>C (Glu429Ala). Cuu-
TAeTCsl, UTO Yy >KeHIMH ¢depTUIbHOTO BO3pacTa,
CTpaJialolnX 3MWIeNncueii M UMeIoIux OJHOBpe-
MEHHO 00e MyTauuu (KOMIIayH[I-TeTepo3UroTa),
TepaToreHHblii moteHuman 1311 u puck BIIP Heps-
HOI1 TPyOKM IIPOIOPIIMOHAIBHO YBEIUUMBAIOTCS [6,
16]. CnemyeT OTMeTMTb, UTO y 06eMX KOMIIAyH[I-
reTepO3UTOTHBIX HOCUTETbHUIL UMEIOTCSI 3[J0POBbIe
metu 6e3 BIIP, 4TO JIeMOHCTPUPYET BO3MONKHOCTH
pa3iMyHBIX IyTel peanusaliMy OLHOTO U TOTO JKe
reHoTuIa. B 1eioM B TpyIilie reHOTUITMPOBAHHBIX
SKEHIIWH 3[J0POBbIe IeTH UMEIOTCS Y MSTepbIX, B Of-
HOM ciTyyae GbLIO TIOBTOpEHME TOMKUCTO3a TTOUeK
(crryyait 66T O6CYKIEH), B OMHOM C/Iydae IOIMbITOK
TTOBTOPHBIX GepeMeHHOCTeil He 6bII0. Y 4eTBephIx
SKEHIIMH 00e 6GepeMeHHOCTH TPOXOauau Ha ¢oHe
npuemMa OAMHAKOBBIX cxem IIDII, yTo CcTaBUT MOn
COMHEHMEe [TOMMHUPYIOIIYI0O TepaTOreHHYI pOJib
[1311. B nesiom CI0KMUIOCH BIleYaT/IeHue, 4To cpenu
SKEHIMH C snuiencueir, uMmeromux BIIP y noTom-
CTBA, HOCUTEJIIbCTBO MYTAHTHBIX IOJMMOPHU3MOB
ajtesneit reHOB (OJIATHOTO LIMKIIA BBISBIISIETCS Yallle,
4yeM B €BPOIMECKONM MONYSLK, HO BOSHUKHOBEHME
BITP peannsyeTcst TOMbKO MpU coueTaHmu HakTopoB,
U3 KOTOpbIX BosmericTBue IIDI1 gBnaseTcs He eauH-
CTBEHHBIM (TabJI. 3).
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Ta6auna 3. [TommopdHbIe ajljieTbHble BAPUAHThI TeHOB (DOJATHOTrO LIVKIIAa MaTepeit

OUO BIIP rioga II2I1 B me- | MTHFR | MTHFR MTRR MTR SLCI9A1
puop Ge- c.677 c.1286 c.66 A>G c.2756 c.80 A>G
peMeHOoCTU C>T A>C A>G
T2A MHOYKeCTBEHHbIE BK CT* AC* GG* AA AG*
BITP
KEB 2-X  KaMmepHOe KB3 CcC AC* GG* AA AG*
cepue
KMIO MHOYKeCTBEHHbIE BK CT* AA AA AA AA
BITP
KHA IBOiiHAs paciie- BK CT* AA AG* AG* GG*
JIMHA TYyOBl U
Heba
MOB 6-Hb [layHa KB3 CT* AC* AA AA GG*
IIOH MEeHMHTIOIIeIe BK CT* AA AG* AA GG*
MOIO MOJIUKVICTO3 BK cC AC* AG* AG AG*
royvex (2 ciayyvasi)

HpuMeuaHue: * - 0603HAYEHBI BapMaHTbI TOMO- M T€TE€PO3UTOTHOI'O HOCUTEJIbCTBA MYTAHTHBIX a/VIEJIbHBIX Ba-

PMaHTOB IreHOB

BeIiBOABI: McC/IeloBaHME OKA3a10, UYTO YPO-
BeHb BO3HMKHOBeHMs BIIP 1iona y sKeHIUMH C S1u-
Jtericueii (3,7%) HeCKOJIBKO ITpeBbIIIAeT ITOKa3aTe/In
Camapckoit obmactu (2,6%). BbiaBieHue ciaydaeB
nmedexra peructpaiyu BIIP B 06/1aCTHOM perucTpe
IIEMOHCTPUPYET <«MCKYCCTBEHHOE» 3aHMKeHMEe O00-
HIEMOMY/IILIMOHHBIX ITOKa3aTeseit. CxomHas ¢ ob1ie-
TONY/SILIMOHHOM CcTpykTypa BIIP 1r1oga y skeHIIyH C
SMUJIETICKElN, BBISIBIEHVE MOHOTEHHBIX U XPOMO-
COMHBIX TMPUYNH QHOMAJIUI, BBISIBJIEHME BBICOKO
YaCTOTbl HOCUTEIBCTBA MYTAHTHBIX MOIMMOPQHBIX
ajutesieil reHOB ()OJIATHOTO IMK/IA TO3BOJISIET TIPE/I-
TTOJIOKUTh HaIMuMe Pa3sHOOOpPasHbIX MEXaHM3MOB
BO3HMKHOBeHMs BIIP mioga y sKeHIMH C SIWIencu-
eit. IIpuem II3II, cpenu KOTOPBIX IpernapaTbl Bajib-
MPOEBOII KMUCJIOTHI BHI3BIBAKOT HAMOOJIBIINE Olace-
HMSI, SIBJISIETCSI JINIIb OOHUM U3 BO3MOSKHBIX T€paTo-
reHHbIx (akTopoB. JKeHIIMHBI, CTpajaroliue SIN-
Jiericueit, TpebyioT MHAMBUIYATBHOTO MTOAX0Aa TPy
IUIAaHMPOBAHMM U BeIEeHUM OepeMeHHOCTM, B TOM
Yucie Hy>KIAI0TCS B TECTMPOBaHUY T'eHOB (PoIaTHO-
rO IIMKJIA.
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TERATOGENIC INFLUENCE OF ANTIEPILEPTIC DRUGS ACCORDING TO DATA OF
CONGENITAL MALFORMATIONS REGISTERS IN SAMARA OBLAST

© 2015 A.V.Yakunina, I.LE. Poverennova, S. A. Ananyeva
Samara State Medical University

Identification the teratogenic factors is the main task of population monitoring. All-population level of the
congenital malformations (CM) in the territory of Samara oblast makes 2,6%. We analyzed outcomes of 463
pregnancies of women with epilepsy. 3,7% of CM, including caused by gene and chromosomal pathology,
are revealed. The risk of CM emergence of fetus among women without treatment made 0,6%, against re-
ception of antiepileptic drugs (AED) during pregnancy — 5,2%, was the highest against reception of valproic
acid - 7,8%. To seven mothers of children with CM the folate cycle genes typing of MTHFR, MTRR, MTR,
SLC19A1 is carried out, at 6 from them combinations of mutant polymorphic options 3-4 of genes are
found. Research showed that at women with epilepsy mechanisms of CM emergence of a fetus are various
and difficult, reception of AED from which is only one of possible factors.
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