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Annomayusa. O6cnenoBano 50 cemeil, uMeOmMX pedeHKAa € BPOXKACHHBIMU IOPOKaMH
paszsutusa LIHC. IlpoBeneH aHanu3 poJOCIOBHOW 0 HAJIMYUIO BPOXKIEHHBIX ITOPOKOB Pa3BUTHS
T000H JIOKaIM3aluy U 10 3a00JIeBaHMSIM, B T€HE3€ KOTOPBIX JICKHUT THIEPrOMOIHMCTENHEMHUs. Bo
BCEX CEMbAX IIPOBEAEH aHAIM3 TIE€Healoruu, 3a00JeBAEMOCTH, BBISBIEHA HACIIEACTBEHHas U
ceMelHasi OTATOLIEHHOCTh. BbIIM BBIAEICHBI CEMbU OONBHBIX AETeH, MMEIOUIMX B POIOCIOBHOM
HACJIC/ICTBEHHbIC 3a00JIeBaHUs PA3UYHBIX OPraHOB M CHUCTEM, B TEHE3€ KOTOPBIX JICKUT
runepromouucrennemus (28 cemeit, 56%) Ha ocHoBaHMM ceMEMHOro aHaMHE3a W TEHEAIOTHH
BblJIeJIeHbl (DaKTOPBl pUCKa B 9 HACIEICTBEHHO OTSTOUICHHBIX CEMBSX, U3 KOTOPBIX B JIBYX CEMbsX
UMeeTCs ellle POACTBEHHBbIH Opak, 00CieqoBaHbl CEMbU, HE MMEIOLIME HUKAKON HaclleCTBEHHOMN
OTSITOIIEHHOCTH.

Abstract. Surveyed 50 families with a child with congenital malformations of the central
nervous system. The analysis of the pedigree on the presence of congenital malformations of any
localization and diseases, in the genesis of which lies hyperhomocysteinemia. Genealogy, morbidity
analysis was carried out in all families, hereditary and family burdens were revealed. Families of
sick children with hereditary diseases of various organs and systems with hyperhomocysteinemia in
genesis (28 families, 56%) were identified based on the family history and genealogy, risk factors
were identified in nine hereditary burdened families, of which two families still have related
marriage, families surveyed without any hereditary burdens.

Knrouesvie cnosa: nedextsl HEpBHOU TPYOKH, T€HEATOTHSI, CEMbS, POJICTBEHHBIH Opak.
Keywords: Neural Tube Defects, genealogy, family, related marriage.

B nocnenHee necatuneTrie 0TMEYAETCsl 3HAUUTENBHBINA POCT BPOXKICHHBIX IOPOKOB Pa3BUTHUS
(BITP), npusznanasimu BO3 (2014) nnaukatopamMu 3KOJIOTHYECKOTO COCTOsIHUS TeppuTtopuil. BITP
SBJISIIOTCS OJHOW W3 IVIAaBHBIX NMPHUYMH BBICOKOW INEpHUHATaNbHOM 3a00JI€BAEMOCTH, CMEPTHOCTH U
uHBaMIMaM3anuu nerei. 3a nociennue 20 ser yacrora BIIP B Keipreizcrane yBennumiacs 6onee
yeM 2 pasza ¢ 6,3% no 14,8%, a B cTpyKType NnepuHaTaIbHOM CMEPTHOCTH MEPEMECTHIIUCH C 3-€T0
Ha 2-oe mecto (PMUL] KP, 2014). Ocobyro TpeBory mpeacTaBisieT U3MEHEHUE HACIEACTBEHHOTO
afnmapara 4eloBeKa, MPHOOPETAIMN XapakTep HAlMOHAIBHONM yrpo3bl 0O€30MacHOCTH U
reHogonay Hapoma [1]. Haubonee Ttskenoil maromorueil B KIMHHUYECKOM M MPOTHOCTHYECKOM
miane seisores BIIP [THC, koropele 1o 4yacToTe BBIXOIAT Ha MEPBOE MECTO B pernoHax Poccun,
Kazaxcrana u B Koipreicrane [8]. Onnako B pecnyOnukanckom peectpe BIIP ner otmenpHOrO
yuera aedexroB HepBHOU TpyOku (JJHT), B wactHOCTH, cCTMHHOMO3TOBBIX Ipblk (CMI).
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B ocnoBe renernuecku o0ycnosineHHbx BIIP [THC nexxar MmyTaruu BCJI€ICTBUE BO3ICHCTBUS
psna SKOJIOTMYECKHX (DaKTOpOB pHUCKA: MEIUKO—OMOJOTHYECKUX, KIMMaroreorpa@uyueckux,
TEXHOTCHHBIX, COLIMAJIBHBIX U aHTPOIIOICHHBIX. YCTaHOBIEHO, yTo MyTanuu reHa MTHFR Benyt k
runepromouucrenHemur  (I'TIl), 4yro B gecsatku pa3 moBblmaer puck pasButus BIIP,
MaTOJIOTUYECKOTO TeueHus oepeMeHHoCTH. JlokazaHo nmoBpexaaromiee nericrpue I T'1] Ha sHmOTE M
COCYZIOB MUKPOITUPKYIIITOPHOTO, KOTOPOE JISXKHT B TEHE3E IeNIoro psijaa 3adoneBanuii [9].

Llenpro qaHHOMW paOOTHI SIBIISIETCS aHAU3 TEHEATOTHH HACIIEACTBEHHO OTATONICHHBIX 10 BITP
IHHC cempsix 1 B pOACTBEHHbIX Opakax. PaHee aBTOpoM yke ObLIM OIyOJIMKOBaHbI PabOTHI IO
JJAHHOMY HaripaBJieHu1o [8—9].

Mamepuanvt u Memoouvl

Ha 6a3e I'opozackoii nerckoit kimHnYeckoi 6ompHuIbl Cropoit Mmenunuackor momoru (I'JIKb
CMII) r. bumkek 6s110 00caenoBano 50 cemeit, nmeromux pedenka ¢ BIIP IIHC. [{uarnos y nereit
ObUT YCTAaHOBJICH COBMECTHO BpayaMHU: HEOHATOJIOIOM, T€HETUKOM, JETCKHUM XHUPYProM Tocie
MOJTHOTO KJIMHUKO—JIa00opaTopHOro uccienoBanus (pentrenonorunuyecku, Y3U, MPT). Bo Bcex
CEMbsIX TPOBOAMJICS AaHAIM3 TEHEaJoruu, 3a00JIeBaeMOCTH, BBISBISUIACH HACJICACTBCHHAS U
ceMeiiHas OTATOIIeHHOCTh. HacneqcTBEHHO OTATOIIEHHBIMUA CYUTAIUCH T€ CEMbU, B KOTOPBIX OBLIN
npensinymue aetu ¢ nopokom [{HC unu panee B pony otmeuanuch ciaydau nopokos [THC.

B pesynbrare coopa u aHanu3a reHeaqorud B 4 MOKOJICHUSIX HAMHU ObUIM BBIJCIICHBI CEMbH
OOJBHBIX JIETEH, UMEIONIUX B POJIOCIOBHOM:

1. HacnencrBenHble 3a00J€BaHMs PA3IMYHBIX OPraHOB M CUCTEM, B I'€HE3€ KOTOPBIX JICKHUT
ITL y 28 cemeit (56%);

2. Otsromennyto HacneacTBeHHOCTh 1o BITP ITHC 9 cemeit (18%);

3. He uMmeronmx HUKaKUX HACJIEICTBEHHBIX oTAromeHHocTel 13 cemeit (26%).

Pesynomamot u ux obcyscoenue
Hacnencreennsie popmer BITP HHC B Bune CMI™ 6butn BoisiBieHBI B 9 ceMbsx (18%) u3 50
oOcnenoBanubIX. Jlokanuzanus CMI' ¢ He3apaiieHHeM yKeK MO3BOHKOB OTMEYAETCsl MO BCEMY
JUTMHHUKY MTO3BOHOYHOTO cTon0a (Tabnuma).

Taonura.
JIOKAJIM3ALIMSA CMI T1P1 HACHEI[CTBEHHOI71 OTATOLIEHHOCTMU I10 BITP LIHC

Jlokanuzayus Konuuecmso %
['pynmuHO—TIOSICHNYHAS 1 11,0%
[Mossicununas 3 33,33%
[MosicHuYHO—KpecTIIOBas 3 33,33%
Kpecrtuosas 2 22,22%

Kak BugHO u3 Tabnuikl, Hanbonee yacto (B 88,9%) CMI' nokanu3yroTcsi B MOSICHUYHOM U
KpECTIIOBOM OTJEJIax TO3BOHOYHWKA. Y Bcex jereil ¢ HacienctBeHHbIMUA dopmamu BIIP ITHC
ObUIO BPOXJICHHOE MOBPEXKJEHUE COCYIHCTOrO pyciia IEHTPajJbHOW HEPBHOW CHUCTEMBI B BUJE
nporpeccupylomiei ruapounedanuu, a y ogHoro pedenka ruapoansHuedanuun. Ha Y3U y storo
peOeHka omnpeaensercs THUMNOIUIa3us Oa3aJbHBIX TaHIIMEB, B JIOOHOW 4YacTH (parMeHThI
OJTHOPOJHOTO YIUIOTHEHMsI apeHXUMbl 0e3 00po3n, u3BuiauH. OcTanbHasg 4acTh MO3ra 3aMelleHa
mukBopoM. Y 55,5% nereil oTmeuanuch HMWKHUE BsUlble mapamnapesbl. Hapymenuwe QyHKUInu
OpPraHoOB MaJIoro Ta3a B BUJE HelepKaHWs Moud M Kaya Obiio B 88,8% neteit. Y Bcex 100% nereit
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co CMI' umeercst BpOXKACHHOE M3BpaIlcHUE OOMEHA COCIUHHMTENIbHOW TKaHW B BHJE AUCIUIA3UN
Ta300eIPCHHBIX, KOJICHHBIX TOJICHOCTOITHBIX U KOCOJIAMIOCTh PA3TUYHON CTETICHU TSKECTH.

AHanu3 ponocioBHOW mpoBogwics mno Hamuuuio BIIP  mro0oit  nokanuzauuu U 1O
3a001eBaHUsAM, B TeHe3e KOTOPBIX Jieskut ['TLL.

[IpoBons aHanu3 TrEHETUYECKOM NPeIpacloiOKEHHOCTH, IpeajaraéM paccMOTpeTh 2
npumepa. B JIByX cembsiX, MOMHUMO HACJIEJICTBEHHON OTSTOIIEHHOCTH CHUTYyalUsl OCJIOXKHSIIACH
ponctBeHHBIM OpakoM (Pucynku 1-2).

[Ipn aHamu3e pPOAOCIOBHOM B NEPBOM CEMbE HACIIEACTBEHHOCTb OTATOILIEHA CaXapHbIM
TMabeToM, TUIIEPTOHMYECKON OO0JIE3HbBIO, JIEHKO30M M oTMeueHo naBa ciaydas LT mo oTioBckoii
nuHUK. B cembe poxpcTBeHHBIN Opak. Marb mpoOaHma uMeeT 3a00jeBaHUE IOYEK, OTel —
SA3BEHHYIO OO0Jie3Hb 12-mepcTHOW KHIIKW. Y Marepu MpoOaHga OTMEYaloch MHaToJOTHYECKOe
TeuyeHue Bcex 3 OepemenHocrtedd. IlepBas Oepemennocts B 2003 1, mporekana Ha QoHe
npeskiiamiicuu, Hedpomnaruu. Ponel mytem kecapeBa ceueHusi. Pebenok 3 aHs Obul B MO3rOBOM
KoMme, ceiiuac y pebenka JIIIII, 3amepkka ABHTaTeNIbHOM aKTUBHOCTH, OOJbINE clieBa. Bropas
oepemenHocts B 2008 1, neBouka HMMEET 3alepKKy pedeBoro pa3Butus. I[Ilpobanm ot 3
O0epeMeHHOCTH, TPOTEKABIIEH C TeCTO30M, YIPO30W BBIKUBIIIA, KOJIBITUTOM, Ipedkaamicueii. Y3U
BO BpeMsi OepeMeHHOCTH TpoBeneHo 6 pas. Onnako BIIP He BoisBiieH. Poxsl B 38 Henenb. Pebenok
¢ BIIP HTHC, CMI" B nOsSICHUYHO—KPECTIIOBOM OT/EJI€ TO3BOHOYHHUKA.
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Is, 15,16 - yMepIH MOTOOBIMHE

Tl - HHCYNBT, caxapHEIi quaber

Iz - TuTIepTOHHIeCcKas GolesHb

2,13 - THOEpTOHWYEeCKas O0Me3Hb, caXapHEIH qHader
11> - yMepnH B AeTCTEE

IIT5 - DONBHEI IOIKH

Ils - s2Ba ABeHAMIIATHIePCTHOH KHITKH

I ocTpEIi Neiikoz, yMep B 35 NeT, IHEEHAATOD
UepHOOBINA

IMT14.15, TV 1 - ITIT

IV3 - mpoBann BIIP, CMT

Pucynox 1. ['enetuueckoe npeBo 1 cembu.

Bo 2-oif cembe nsas8 oTHa M JAeAylIKa MaTepu poAHbIe OpaThsi — Opak pPOJICTBEHHBIM,
HACJIE/ICTBEHHOCTh OTSTOILIEHA CaXapHbIM TUa0eTOM, TMIIEPTOHUYECKON O0Ne3HbI0, KaTapakToil. Y
Mmarepu O6bu10 TpH OepemeHHOCTH. Bee Tpu pebenka ¢ BIIP HepBHOI TpyOKH.

[TepBas 6epemennocts B 2008 1., pombl B cpok, maccoit 2200, ¢ BITP ITHC CMI, ymepna Ha
TpeTuil neHb. Bropas 6epemennocts B 2010 1, nepenecna rpunn Ha 12 Henene 6epemenHoctu. Ha
VY3 B 28 Henenb OOHApYKWIM aHAHIE(AIMIO IJIOAa W MO MEIUIMHCKUM IOKa3aHUSAM
O6epeMeHHOCTh TpepBana Ha 30 Henene.
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[Ipu Tpetwheit GepemeHHOCTH Ha 12 Hemene Obuia BHpyCHash MH(EKIHs C TeMIEparypod B
TEUEHHE TpeX THEH, KOJBIHUT BCIO OepeMeHHOCTh. Y3M mpoBOIMIOCH ABa pa3a, MAaTOJOTHIO HE
BeIsBIIM. Ponbl B 39 Hemenb nomaniHue, 4epe3 2 4yaca peOCHOK TOCTABICH B POAJIOM, 3aTe€M B
peannmanuio JIKb CMII. CocrosHue peOeHka TSKENIOe, CTOHET, TOJOBKAa C IPOBUCAIOIIUM
3aTBUIKOM, MUKpoledanus (OKpyKXHOCTb TOJIOBKU 33,5 cM), rumapouedanus, O01IbIION POIHUYOK
3,0 ma 3,0, yepenHble MWBBI PACKPBITHI A0 1 cM. B mMOsICHHYHOW 00NacTH OMyXOJEBHIHOE
obpazoBanue 7,0 Ha 9,0 cM., IBWKEHHUH B HOXKKaX HET, BBICTYNAET MATOYHAS KOCTb, JePOpMaIus
rojeHocTornHoro cieBa. Ha cromax 1 manen nox 11, IV mox V 3a cuet crubarenbHON KOHTPaKTYypHI.
OtmeuaeTcst oOuiasi MblllIeUHas TUIIOTOHMS, HIDKHUN BSJIBIA Mapamnapes, HapylmeHUs (QyHKIUU
Ta30BBIX OPraHOB, MOYa MOJTEKAET, aHYC 3USET.
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Iz (II 26) - yMep MOJIOIEIM

1122 - caxapHEIH nHabeT, THIIEPTOHHYecKad DONe3Hb

IIzs - kaTapaxTa

V1 - BITP, CMT", ymMepna Ha 3 AeHb *EKH3IHH

IV2 - BIIP, aHsmriedanns, Ha 28# Henene o Meq. MOKAZaHAAM
IV3 - npobann, MBIIP,CMI - He oniepabeneH (c-M 3nBaprca?)

Pucynok 2. I'eneTnueckoe 1peBo 2 ceMbH.

Bvi6oowi

1. ®akropom pucka BIIP B poacTBeHHBIX Opakax B MEPBYIO OUEpEb SIBISIOTCS T€HETUUECKUE
MPUYHMHBI, 00YCIOBIEHHBIE TOMO3UTOTHOCTBIO IT'€HOB.

2. OtsromaromumM ¢paktopom pucka ¢popmuposanus BIIP ITHC sBnsercs HeGnaromnonyuHoe
teueHue  OepemenHoctu —  OPBU,  uH}exkunOHHO—BOCHAIUTENbHbIE  3a00JEBaHMS
YPOT€HUTAJIBHOTO TPAaKTa B MEpHOJ OOJIBLIOr0 OPraHOreHe3a, FecTo3, MPEIKIAMIICHS.

3. BIIP IIHC co CMI Bcerna couerarorcst ¢ BIIP kocTHO—CycTaBHON CHUCTEMBI M peXe — C
BIIP apyrux opraHoB U CUCTEM.

4. CoderaHHasi OTATOIIEHHOCTh MO POIOCIOBHOM M POACTBEHHBIN Opak ABISIOTCS (hakTOpamu
pucka dopmupoBanust BIIP ITHC Bcex nereli B ceMbe ¢ HamOosiee TSKEIBIM KIMHUYECKUM
TEYEHUEM U IIPOTHO30M.
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