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BBEJIEHUE

HayyHble paboTbl nocaefHUX JeT 3HAYUTEJbHO PaCUIMPAT HallU
npeACcTaBJIeHHUS O POJIK FeHeTUYECKUX PAaKTOPOB B BOSHUKHOBEHUH U Pa3BUTUU
pPa3JIMYHbBIX ATOJIOTUYECKUX COCTOSTHUN U 3a00J1eBaHUM Y IJI0Aa. BbisiB/eHHbIE
B NOCJ€eJHUE TOoJibl KOPpeJSALMOHHblE B3aUMOCBA3U MNOJUMOpPPHU3Ma T'€HOB C
NpeApacnoyioKeHHOCTbI) WM  YCTOWYMBOCTBID K pPa3jIMdYHOM NATOJIOTUHU
onpejesIAI0OT  NAaTOreHeTUYeCKYyld  OCHOBY  MOJIEKYJSIPHOM  TEeHETHUKH
3ab0JieBaHUU y MJI0J@ U HOBOPOXJEeHHOro. Ha cerofHAIIHUIN JleHb MOKa3aHa
BO3MOKHOCTb BO3HUKHOBEHUS THIIEPrOMOLIMCTEMHEMUU U CBA3AHHBIX C HEU
NaTOJIOTUYECKHUX COCTOSIHMM B pe3yJsibTaTe HapylleHUus PYHKLUUU GEepPMEHTOB,
y4dacTBywux B posatHoMm ooMeHe - MTHFR, MTRR, MTR.

OlHUM U3 reHOB y4YacCTBYKOLIMU B posiaTHOM obMeHe siBJisieTcss reH MTRR,
KOTOpbIM KApTUPOBAaH Ha XpoMocoMe 5 B jiokyce 5p15.3-p.15.2. ®epmentT MTRR
koaupyetcsd reHom MTRR, y4yacTBywumuM B OHOXMMHYECKHX peaKIUsX,
CBAA3aHHBIX C IEPEHOCOM MeTUJIbHBIX IpynIl. B pe3ysbTaTe MyTauuu reHa MTRR
CHWXaeTcsd QyHKIUOHAJ/IbHAsi aKTUBHOCTb GEPMEHTA, YTO BEJIET K MOBbIIIEHUIO
pucka GOpMHUPOBaHHSA PA3JIMYHBIX HApylLIeHUH pa3BUTHUA IJIoAa - AedeKTOB
HeBpaJIbHOM TPyOKH, cuHApoMa JlayHa, HU3KOMYy pOCTY Iiofa. B 3Toi cBsa3y,
0COObIM MHTepeC BbI3bIBAeT H3y4eHUEe TeHeTHYeCKUX ($aKTOpOB, O0COOGEHHO
nosumMopdursamMa TreHOB QoJlaTHOTO o0oOMeHa y JleTed C  3aJepKKOH
BHYTPUYTPOOHOI0 pa3BUTHUSA MJIOAA.

IEJIb UCCJIEAOBAHUA

Onpefe/iUTh 4YacTOTY paclnpesesjeHuss U OLEHUTb B3auMMOCBA3U
nosiuMopdHbIX BapuaHToB reHa MTRR (I122M) y HOBOpOXAeHHBIX C 3a/IeP>KKOHU
BHYTPUYTPOOHOTO Pa3BUTHS.

MATEPHAJIbI U METOAbI UCCJIEAOBAHHUA.

Hamu npoBezneHo omnpejiesieHHMe 4acTOThbl BCTPEYaeMOCTHU U CTPYKTYPhI
nosnumopdusmMa reHa MTRR y HOBOpoOXAeHHBIX JeTed C 3a/lepXKKOHU
BHYTPUYTPOOHOTO Pa3BUTHUSA
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C Ue/nbl0 TEHETUYEeCKOTr0  UCCAeJOBaHUA  Oblla  HCHOJIb30BaHa
nepudeprdeckass KpoBb 148 HoBopoxaeHHbIX AeTer ¢ 3BYP (I ocHoBHas
rpynmna). B kauecTBe KOHTPOJIbHOU IPYMIIbI UCIIOJIb30BAJIUCH JAHHbBIE O YACTOTE
BCTPE4YaeMOCTU Te€HOB M TeHOTUIIOB, MOJIyYeHHble B XOJ€e HCCJeJ0BaHUs
y 151 geten 6e3 3BYP B HUU remaTosioruu u nepenvBaHus KpoBu M3PY3 B
JlabopaTopuu «MoOJIEKYJIIPHOH MEAULUMHbBI U KJETOYHbIX TEXHOJIOTHMY.
HoBopoxaeHHble | 0CHOBHOU Tpymnbl ObLIA pa3fesieHbl HA ABe MOATrPYIIbI:
la moarpynna — 85 HoBopoOXAeHHbIX ¢ acuMMeTpruiHou 3BYP, 16 noarpynna -
63 pebeHka ¢ cumMmeTpuyHoi 3BYP. 'eHeTnueckuit mosumMopdrsM B reHoMme
HOBOPOXJEHHOTO pebeHKa onpegensyaca Mmetogom I[P «SNP-akcopecc» c
nocjeAywller 3JeKTpopopeTUYEeCKON [JeTeKluerd NpoAyKTOB. Pe3ysbTaThl
N0JIy4YeHHbIX JITaHHbIX MOJ|BEPTaJIM CTATUCTUYECKOW 06pabOTKe MO NporpaMmMam,
paspaboTaHHbIM B nakeTe EXCEL, c Mciosib30BaHHWEM CTaTUCTUYECKUX QYHKIIMH,
kpuTepusa CTerofeHTa (t), C BHIYMC/IEHUEM BEpOSTHOCTH OolIMOKHU (P). Pazninuusa
CYMTAJIUCh CTATUCTUYECKH 3HAYMMbIMU NIPU JJOCTUTHYTOM YPOBHE 3HAYMMOCTH
p<0,05. lig aHaim3a TabJIuL, CONPSP)KEHHOCTH, COAepKallUuX CBeJleHUS 0 4acToTe
MCXO0B B 3aBUCHMOCTM OT Ha/M4usA (PaKTopa pUCKa ObLI HCIOJb30BaH
kputepur x2 IlupcoHa u otHouieHue maHcoB (OR) (Cornfield].A. 1951) c
pacuétom 95% poBeputesibHOro uHTEepBasa (CI).

PE3YJIbTATBI UCCJIEAOBAHUA

B pe3ysibTaTe paboThl ObLIU ONpe/iesieHbl YacTOTa ajljieJied U TeHOTUIIOB
nosumopdusmoB [22M rena MTRR y nHoBopoxaeHHbix geteir ¢ 3BYP u y
HOBOPOXJEHHbIX 0€e3 3aJlep>KKh BHYTPUYTPOOHOrO pa3BUTHUS, KOTOpoOe
II0Ka3aJ/10 JOCTOBEPHO 3HAYUMble pa3JNdusl.

B ocHOBHOM rpymnmne HOBOPOXAeHHbIX ¢ 3BYP yacToTa reHOTUNMYECKOTO
BapuaHTa [/l 6112 focTOBepHO HUXKe 33,8%, yeM B rpynme kKoHTpoJs 49,7%
(x2=7,7; P=0,005). YacToTa roM03UroT 1o pyHKIIMOHAJIbHO HEDJIATONPUSITHOMY
M annenro (M/M) B ocHOBHOU rpymmne coctaBuaa 17,6%, 4TO mpeBblllaJio
NoKasaTeJb B KOHTpoJibHOW rpynmne- 159% (x2=0,1; P=0,7). B rpynne
06celoBaHHBIX HOBOpPOX/AeHHbIX AeTel ¢ 3BYP wactora rereposuror (I/M)
coctaBua 48,6%, 4TO ObLJIO BbIIIE TOKA3aTeJsl B IPYyIIe KOHTPOJIA 6oJiee 4eM B
1,4 pasa - 34,4% (x2=6,2; P=0,01). B uccienyemoii rpyrmnmne HOBOPOK/JEHHbIX
JleTell C 3a7ep>XKOW BHYTPUYTPOOHOIO pa3BUTHUS MpPOBeJeHHbIA aHa/Iu3
HEpPABHOBECUS MO CLENJIEHUI0 TeHOTHUIOB [IaHHOTO JIOKyca He BbISIBUJI
pa3HOHAINpaBJIeHHbIA XapaKTep CLeMJIeHUs], T.e., HabJiloJjaeMble YaCTOThI
reHOTUIIOB COOTBETCTBYIOT TEOPETUYECKH OXXUJAeMbIM W HaXOJAATCHd B
paBHOBecuu Xapau-Barnnb6epra (x2<3,8; P> 0,05).

Y HoBopoxAeHHbIX nAeTed ¢ 3BYP, B 3aBUCMMOCTH OT KJUHHUYECKHUX
BAapUAHTOB pacripe/iejieHre reHOoTUNoB noauMopdusma rs1801394 rena MTRR
TaK)XXe HMMeJIM pas3jiMius MO0 CPaBHEHHWK C TCpPyNnmod KOHTpoJid. Yacrtorta
HeOJIaronpusaTHbIX retepo- [/M u romMo3urotHeix M/M reHOTHUNOB Y
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HOBOPOXJAeHHbIX JeTerd ¢ 3BYP ¢ acMMMeTpHUYHBIM BapuUaHTOM 3HA4YWMO
noBbicusach (x2=4,3; P=0,04; u x2=0,3; P=0,6;), a yacToTa roMO3UTrOTHOTO
reHotuna I/l cHu3uIach 0 CPpaBHEHUIO C FPynInou KoHTposd (x2=6,2; P=0,01).
[Ipu pacnpegenennu reHotunoB nosaumopdusma rs1801394 rena MTRR y
HOBOPOXJeHHbIX feTer ¢ 3BYP ¢ cuiMMeTpuYHBIM BapUaHTOM Obla BbISIBJIEHA
TEeHJIeHUS] BO3paCTaHUs pUCKA pPa3BUTHUSA MNATOJOTMA C TOMO3UTOTHBIM
reHotunoMm M/M (x2<3,9; P=0,9;) ¥ JocTOBEpHbIM TNOBBILIEHUEM C
reTepo3uroTHeiM reHotunom I[/M (x2=9,4; P=0,002) mno cpaBHeHHIO C
KOHTPOJIEM.

BbIBO /bl

TakuM o6pa3oM, HaWK UCCAeJ0BaHUS MOKasaJv, 4YTO 4acToTa
$YHKIIMOHA/JIbHO HebJsaronpusaTHOro asjiens (M) Oblaa JOCTOBEPHO BbIlIE B
OCHOBHOHM TrpymIe, a 4yacToTa AuKoro asuiess (I) B KOHTPOJIbHOW TrpyIIe.
CpaBHeHHE 4aCTOThI reHOTUNOB noauMopdusma rs1801394 rena MTRR mexay
OCHOBHOHM M KOHTPOJIbHOM IPyINIOX MOKa3aJio, YTO B OCHOBHOU I'PyIIie YacTOTa
retepo3uroT (I/M) 6osiee yeM B 1,4 pasa Bblllle, YEM B I'pyIine KOHTPOJIS.
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