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HACJIEJTCTBEHHBIE ®OPMBI BPOXKITEHHBIX IIOPOKOB
IIEHTPAJIbHOM HEPBHOW CUCTEMBI

C.[In. Boxonbaesa, X.M. Cywanno, E.M. Mambemcadvikosa

MposepneHo 06cneoBaHe reHeanormMyeckM METOL0M CEMEN, MEeILLVX JeTel C BPOXKAEHHbIMU MOpOoKamy pas-
ButnA (BMNP) UHC. OTmMeyeHa BO3MOXHOCTb MOBTOPHOrO POXKAEHUA AeTeN CO CMMHHO-MO3roBol rpbixken (CMI),
Hac/eACTBEHHOW OTATOLLEHHOCTbBIO MO OTLIOBCKOWN 1 MaTepUHCKON NMHMAM. MNpy nccneposaHmn nonumopdusma
reHa MTHFR o6Hapy»xeHa romo3urotHocTb anneneit CC u AA B nonoxxeHun MTHFR.

Kntouegvle c108a: reHeanornyecknin Meto; NpobaHg; GakTopbl prUcKa; FOMO3UIOTHOCTb.

HEREDITARY FORMS OF CENTRAL NEUROLOGICAL SYSTEMS
ON GENITAL MALFORMATIONS

S.Dzh. Bokonbaeva, Kh.M. Sushanlo, E.M. Mambetsadykova

The genealogical examination of families having babies with congenital malformation of central nervous system
(CNS) has been conducted. The possibility of rebirth of children with cerebrospinal hernia hereditary loading on
the paternal and maternal sides was found. During MTHFR gen’s polymorphism research CC homozygote allele
and AA homozygote allele in position MTHFR were found.

Key words: genealogical method; proband; risk factors; homozygote.

B crpykrype BIIP B KbIpreiscrane ogHuM H3
HanboJiee 4YacTo BCTPEYAIOIIMXCS 3a00JICBaHUM SIB-
qstorest nopoku pazsutus LUTHC [1-4]. Coumanbhas
U MEIWIMHCKas AaKTyalbHOCTh HW3YUYEHHUsS] IOPOKOB
passutus LIHC cBogutcs, B mepBylo ouepenb, K BbI-
SIBICHUIO KOMIUIEKCA SKONATOJIOTHYECKHX (aKTOPOB
pucka ¢opmupoBanust BITP [THC u omenku panro-
BOM 3HAYMMOCTHU Ka)I0I'0 U3 HUX ]IS HAIIPABJIEHHOM
MPOQUIAKTUKN C PAHHEr0 aHTEHATAJIBHOTO IEPHOJIA,
a B psifie CIIyJaesB elle CO CTaJuH MPOTeHe3a, C IepHo-
na (OpMUPOBAHUS POIUTENBCKUX TaMeT. AKTyallbHa
paHHsS aHTEHATaJIbHAs TUarHOCTHKA, U B CIy4ae BbI-
SIBJICHUSI TSDKEJION aHOMAJMM CBOEBPEMEHHOE TIPEPHI-
BaHMe OepeMeHHocTH [5, c. 8—14; 6].

BonmpmmmacTBo  BITP  mMeror  MynbTH(aKTOpH-
albHYI0 3THONOTHI0. OIHAKO HEPEAKO BCTPEHAIOTCS
U HaclieZICTBeHHbIE (opMbl. OHU MOTYT OBITh YacThIO
TCHETHYECKNX CHHIPOMOB HWIIM XPOMOCOMHBIX aH-
symiounuii (tpucomus 13-if u 18-it xpomocom), HecOa-
JIAHCHPOBAHHBIX CTPYKTYPHBIX IMEPECTPOEK XPOMOCOM
WIN TeHEeTHYECKNX Ae(EeKTOB (hepMEHTATHBHBIX CHC-
TeM [7]. K omqHMM U3 TeHeTHYecKnx (paKTOpOB, Mpes-
pacronararoimx K pa3BUTHIO JIe()eKTOB HEBPaJIbHON
TPYyOKH OTHOCSITCS MyTallii TeHAa METHJICHTETparui-
podonarpenykrazsr (MTHFR), xomupyromero kimrode-

BOH (hepmeHT omatHOro oomena. 'en MTHFR mnoxka-
nu30BaH Ha 1p 36.3 xpomocome. OH sBIsIETCS ITIaBHOM
LUPKYIUpYyIome ¢opmoii (onatoB n NepBUYHBIM
JIOHOPOM METHJIA ISl METWINPOBAHHS TOMOIMCTENHA
B MeTHOHMH. Kak M3BeCTHO, B 3amure SMOPHOHOB OT
nedekxToB hopMUpOBaHHS HEBPAILHOH TPYOKH BaXKHO
a/IeKBaTHOE KOJIMYECTBO AMHMHOKHCIOTHI METHOHHMHA
[8, c. 58]. Bce BbIIEH3I0KEHHOE U 00YCIIOBHIIO aKTy-
QIPHOCTD HAIINX TeHETHYECKNX MCCIIEI0BAHNH.

Llens MccnenoBaHust — BBIABUTH YaCTOTY Haclel-
cTBeHHBIX (popm CMI, 3HAUNMOCTh TCHETHYCCKUX MY-
Taluii ¥ MEANKO-OMOJIIOTHYECKUX (DAaKTOPOB PUCKA MX
(hopMHpOBaHUS I COBEPIICHCTBOBAHUS MPO(UITAK-
TUYECKUX MEPOIPUATU.

Marepuaasl u mMeronbl. Ha 6a3e JIKb CMII
6puT0 00cnemoBaHo 32 cembH (OTeI, MaTh, PeOCHOK),
umerommux pedenka ¢ BITP ITHC. Bo Bcex ciydasx
JIMarHo3 y aereid ObII yCTaHOBJIECH BpadaMH I'€HETH-
KOM, JIETCKMM XHPYPIOM H JIAOOpaTOPHBIMHU HCCIIENO0-
BaHUAMH (peHTreHonoruuecku, Y31 u MPT). Bo Bcex
CeMbsIX TPOBOAMIICS aHAIM3 T'eHeaJlornu, 3aboieBae-
MOCTH, BBISIBISIIACH HACTICIICTBEHHAS OTATOIICHHOCTb.
B naboparopun monekynsipaoi renetukun HUU xap-
muonorun KP mipoBesieHb! vcciieoBanyst MyTalui re-
na MTHFR.
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Pucynok 1 — PogocnoBnas cempu Ne 1

PesyabTarsl McciaegoBanus U o0cyxaeHue. [e-
HEAJIOTHYECKHM METOJOM HACJEICTBCHHBIE (OPMBI
CMI 6bumn BeIsiBIEHBI y 6 cemeit (18,8 %) u3 32 06-
CJIeIoBaHHBIX. HacieaCcTBEHHO OTATOIIEHHBIMH CYH-
TAJIMCh T€ CEMbH, B KOTOPBIX ObLIH MPEIbIAYIINE JSTH
¢ nopoxoM ITHC, unu panee B posy OTMEUAIUCh CIIy-
gan mopoxos [{THC.

B cembe Ne 1 pebGenok ot 1-ii GepeMeHHOCTH,
IIPOTEKaBIIEH ¢ TeCTO30M U aHEMHEH ¢ IePBLIX JHEH,
raitMopuT ¢ 6-if Henenn GepeMeHHOCTH. Pombl cpou-
Hble, nuarnozom: BIIP ITHC, cnuHHOMO3TOBast TPHI-
’Ka MOSICHUYHOTO OTAeNa, HIKHUM BSUIBIN Napamnapes,
HapymeHne (DyHKIMM Ta30BBIX OpraHoB. lMeercs
KOCOJIAIIOCTh, AHOMAJIMSI Pa3BUTHUSA JICBOM HHUXXHEH
KOHEYHOCTHU: KOJIEHHBIHN CycTaB BBIBEpHYT k3aau. Ha
VY3U - rugpornedanus.

HacneacTBeHHOCTh OTATOIIEHA IO  OTIJOBCKOM
JMHUM — 3TO BTOPOH pPEOEHOK B POJOCIOBHOH CO
CIIMHHOMO3TOBOM TPBIKEH, IEPBBIN ONIEPUPOBaH, yMEp
Ha 20-i 1eHb XKU3HU (PUCYHOK 1).
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Pucynok 2 — PogocnoBuas cembu Ne 2

B cempe No 2 yxe pokmancs peOCHOK C aHDH-
nedanueii, ymep. Y 6osnpHOro Boisisiiena CMI™ mosic-
HUYHO-KPECTIIOBOTO OT/ENa, aHOMayusl ApHONIbAA —
Kwapu ¢ BHyTpeHHEH OKKIIO3MOHHON THApOIEedan-
eil. HaciencTBEHHOCTh OTATOLICHA I10 MATEPUHCKOM
JVHUKM — B 4-M ITIOKOJICHWH OBUI elle OAWH pPeOeHOK
¢ andHIIeanmeit, ymep cpasy Iocie pooB (PUCYHOK 2).

B sT0li cembe 110 OTLIOBCKOW M MAaTEPUHCKOU JIN-
HUSIM HACJEACTBEHHOCTh OTSATOIICHA THUIIEPTOHUYE-
cKoit 601e3HBIO0 (8 OONMBHBIX B 3-X IMOKOJCHUSX) U OH-
KOJIOTHUECKUMHU 3a00JIeBaHUSIMHU (PaK JIETKOTO, OHKO-
3a0oJieBaHUE TPYHOI KIIETKH, paK >KelyJKa, OCTPBIH
JIEHKO3, MAOMA).

B cembe Ne 3 BbIsiBIEHO ABa Ciy4as MOPOKOB
IIHC. Bo Bpemst mepBoii OepemeHHOCTH, Ha 16-if He-
neme muarHoctupoBann CMI, GepemMeHHOCTH Oblna
mpepBaHa Ha 26-if Hexgene. BTopoil cioywail — nanHas
6epemenHocts. Pebenok ponumicst co CMIT nosicHunu-
HO-KPECTIIOBOTO OT/IeNla, MPOTPECCUpPYIONIEH THAPO-
nedanueii. HacnencrBeHHOCTh y AaHHOTO mpoOaHa
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Pucynok 3 — PogocnoBnas cembu Ne 3
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Pucynok 4 — PogocnoBnas cembu Ne 4
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Pucynok 5 — PogocnoBnas cempu Ne 5

OTSTOIIEHA IO JIMHUK MaTepH 3a00JICBAHUSIMHU IIUTO-
BHUHOH jkene3sl (4 MHINBUAA, OOWH M3 HUX IMPOOIIe-
pHUpOBaH), THIEPTOHUYECKON Oose3HbIO (5 WHIUBH-
JIOB) U caxapHbIM HabeToM (PUCYHOK 3).

B cembe Ne 4 —ipoGany ot 2-it 6epemenHocTtH. OT
1-i1 GepeMeHHOCTH PEOCHOK 3710pOB. PeOCHOK pomuiics
co CMI" kpecTIoBOro otTaena NO3BOHOUHHKA C Hapyllle-
HHeM (DYHKIIMM Ta30BBIX OPraHOB, COYETAHHOTO C THJI-
pouedanueii. HaciencTBeHHOCTh OTATOIICHA 11O OTIIOB-
CKOM JINHHH: JIBa CITy4asi OIyX0JIM MO3Ta (PUCYHOK 4).

B cembe Ne 5 yxe poxxmancs pedenok co CMI,
ymep. Y nanHoro pedenka CMI' mosicHu4YHOTO OT/IE-
na, ruaponedanns. HacnencrBeHHocTs y mpoOansa
OTATOIIIEHA MOYEKAMEHHON OOJIE3HBIO IO OTIIOBCKON
JIMHUY, @ 110 MaTePUHCKOH — 3a00JeBaHUSIMU Cepiey-
HO-COCYJMICTOH CHCTEMBI M OHKOJIOTMYECKUM 3abose-
BaHUEM (PUCYHOK 5).

B cembe Ne 6 peOCHOK pOIHIICS C TUAPOAHIHIIC-
(anmeil, CIMHHOMO3TOBOW I'PbDKEH MOSICHUYHOTO OT-
JieTia TI03BOHOYHNKA, HApyIICHNEM (YHKIIMH Ta30BBIX
opranoB. HacnencrBeHHOCTh y JaHHOTO mpoOaHja
OTSTOIIEHA MO OTIOBCKOW JIMHUM: BO 2-M ITOKOJIEHUH
OBLT PeOCHOK C BPOXKACHHOW THApomedamei, ymep
paHo. ITo MarepuHCKO# JUHUKM — 3a00JICBAHUS KET4-
HOTO ITy3bIpsl y 6 MHAMBUIOB HA ITPOTSHKEHUN TPEX HO-
KOJIGHHH, Y OJJHOTO OITyXOJIb JKETIHOTO ITy3BIPS U CIIE
Yy OZIHOTO — IIUPPO3 TIeUeHH (PUCYHOK 6).

Bo Bcex 6 cempbsix MpoaHaM3upoBaHbl (PaKTOPHI
pucka mo BITP ITHC. B 5 cempsax (83,3 %) umencs
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Pucynok 6 — PogocnoBnas cembu Ne 6

OTSTOIEHHBII HACJIEACTBEHHBIN U CEMENHBIA aHAMHE3
no BITP ITHC (tabauma 1).

Kax BUITHO U3 TaOIHIIBL, TPU HACIICICTBEHHBIX (hOp-
max BITP [THC umeercs psm (pakTopoB prcka pOXKICHHUS
OOJIbHBIX JieTeil B ceMbe. DTO OTSrOLICHHAs! POIOCIIOB-
Hasl 10 JINHUHM OTIIa 1 Matepu. DakTopoM prcKa SBICTCS
M OTSTOIIEHHBIN ceMENHBIN anaMHe3. B 3-X ceMbsx nMe-
ercs no 2 pebeHka ¢ JaHHOH martosnorueil. Creayronm
(haKTOpOM pHICKa SIBIISICTCS OTSTOMICHHAS POIOCIOBHAS
10 OHKO03a00NEeBaHMSAM M OOJE3HAM SHIOKPUHHON CHIC-
TeMbl. MOXXKHO TIPEIOI0KNTh, YTO B OCHOBE HACIIE/I-
CTBEHHBIX, OOMEHHBLIX M 3JIOKaUe€CTBEHHEIX 3a00JeBa-
HUI J1eXaT 00IIHe DKOITaTOJIOTHUECKIE BO3IEHCTBHS.
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Tabnuma 1 — ®@akropsl pucka BITP ITHC

BIIP ITHC Oukon. | Duuokp. | VYmep-
HacinencrBeHHas OTSIOLEHHOCTh
aHdHUepanus, ruaponedamus | CMI' 3a0. 3a0. ume
OTATOIIEHHAs HACJIEICTBEHHOCTh | Marepu 1 - 4 6 1
110 JINHUU orLa 1 1 4 4 2
OTSATOIIEHHBII CEMENH. aHaMHE3 2 3 - - 3
Hroro: 4 4 8 10 6
AHanu3 TeyeHHWs MaHHOW OEpeMEHHOCTH ITOKa- Jumepamypa

3aj, 4YTO y BCEX MaTepell OTMEYaloch OTATOLIEHHOE

TeueHne OEpPEeMEHHOCTH aHEMHEH, paHHUM TI'eCTO30M,

[IpE3KJIaMIICUEH, BUPYCHOM U YPOT€HMTAJIBHOM HH-

(hexnpel, THPEOTOKCUKO30M, XOJICLIUCTUTOM.
PacmionoxeHre CTMHHOMO3TOBBIX TPBIXK 110 JITHH-

HHUKY T03BOHOYHOTO cToj0a B 83,3 % ciryuaeB ObuIO

B TOSICHUYHOM W TOSICHUYHO-KPECTIIOBOM OT/EJax.

V 3-x mereil oTMeYaluCh BsIble Mape3bl ¢ HapyLIEHU-

eM (DYHKIMH Ta30BBIX OPTaHOB.

VY Bcex aereit CMI coueranach ¢ rumgpouedanu-
el pa3IM4YHOM CTENEHU BBIPAXKEHHOCTH. A y OIHOIO
pebenka umenock couetanne CMI, rumponedannu
n aHdHUEehaTuu. Y OAHOTO peOeHKa BBISBICHA Mallb-
topmarmss Apnonbaa — Kuapu [9, c. 236]. V 3 u3
6 (50 %) nereit TOMONMHUTENBHO OBUIM KOCTHBIC aHO-
MaJli¥ B BUJIE JMCIUIA3UH KOJICHHBIX, Ta300€IPEHHBIX
CYCTaBOB U CTOII.

IIpu m3yuenmn mnomumopdmsma rena MTHFR
y 5 nereit u3 6 (83,3 %) Obl1a OOHApYKEHA MUCCEHC-
MyTalus ¢ romos3urotrHoctero amens CC — B 677
n y oxuoro (1,6 %) AA — B 1298 monoxeHusx reHa
MTHEFR.

BriBoaBI
1. HacnencrBeHnnle

B 18,8 %.

2. V¥ pereii ¢ BIIP LIHC B 100 % cny4yaeB umeer-
Csl OTATOLLEHHBIA HACIEACTBEHHBIA M CEMEHHBIN
aHaMHe3 110 JJAaHHOH MaToJIOTHU — OHK03a0oJeBa-
HUSIM, OOMEHHBIM M 9HJIOKPUHHBIM 3a00JI€BaHUSIM.

3. ®akTopaMH pHUCKa peann3aluy MaToJIOTHUH SBIIS-
eTcsl BBICOKas 3a00JIeBa€MOCTh Marepeil 10 U BO
BpeMsi OepeMEHHOCTH.

4.  BbIsBIEHBI TOMO3HTOTHBIE MUCCeHC-MyTarmu CC
B 677 1 AA B 1298 nonoxkeHun reHa MeTHITET-
paruznpodonarpeykTasbl, KOTOPBIE SIBIISIFOTCS
YCYTYONSIONMMH ITyCKOBBIMHU (DaKTOpPaMH pHCKa
B (hOPMUPOBAHUM HACIEICTBEHHBIX (OPM TOpPO-
KOB HEBPAIILHON TPYOKH.

5. JXeHumHam U3 ceMell pHUCKA PEKOMEHIYyeTcs
npuMeHeHre (oaaToB Bech (pepTHIILHBIN ITIEPHO/.
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