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! Kageopa neouampuu u neonamonoeuu OIIK u I111,
2 Kagheopa nesponocuu 0emckozo 603pacma u HeOHamoi02uu
I'BOY BIIO «Ypanvckas eocyoapcmeennas meouyunckas akademusy Munzopasa Poccuu,
* Omoenenue namonozuu Hogopodicoenuvix 1'V3 CO Obracmuas oemckas kiunudeckas o6orvHuya Ne 1,
2. Examepunbype

N3yueHbl aHAMHECTUYECKUE U T€HETHUECKUE JaHHbIE 10 MTaKeTaM NOJIMMOp(HU3MOB reHOB TpoMOOpUINU
u (onatHOoro 1mukia y 30 HOBOPOXKAEHHBIX C OYaraMH NEpUBEHTPUKYJISPHOHN uimemun 2-3 crerneHu. B
cemeiiHoM aHamHe3e y 80% pereil ObulM 3aUKCUPOBAHBI TPOMOOTHUYECKHE SMM30/bl U COCYIUCTHIC
CcOOBITHS Yy POJCTBEHHHUKOB B Bo3pacte 10 S50 ser. Y Bcex MNalMEHTOB BBISIBICHO OT 3 10 8
noauMopdu3mMoB (B cpeaHeM 4,9). YV Kaka0ro TpeTbero MIaJeHIa BCTPEUaroTCsl COUETaHUs aJlIeNIbHBIX
BapHaHTOB I10 ABYM 3BEHbSM CHCTEMBI F€MOCTa3a U, MUHUMYM, JABYX OJHOHYKJIEOTH/IHbIX 3aMEH B I'€Hax
depmentoB (¢onatHoro mukina. Crexyer peKOMEHAOBaTh BKIIOUUTH OOCIEIOBaHME Ha IOUCK
MYJIBTUTCHHBIX KOMOUHAIM y eTeid TshxkensiMu popmamu nopaxenus LIHC B cirydae nebrota B paHHEM
BO3pacTe.

KawueBble cjioBa: moinMophu3M reHoB TpoMOod iy, nepuHatanbHoe nopaxenne LIHC, netu.

The significance of genes’ polymorphism of hemocoagulation disease and folic acid
cyclein infantswith periventricular ischemia.

Kovtun O.P., Kuznetsov N.N., Lvova O.A., Volhina S.A., Baranov D.A., Pryahina O.P.,
Zobnina U.V.

Urals State Medlical Academy , Ekaterinburg
Region children hospital #1, Ekaterinburg

Results of gene polymorphisms investigation in 30 children with severe periventricular ischemia are
presented. 80% of them had relatives with variety thrombosis under the age of 50 and all of them had 3-8
SNP-mutations. The most dramatic alele F5: G1691A was not registrated. More than 30% of newborns
had two polymorphic genes of folic acid and 16,7% showed combination of folic acid with thrombophilia
polymorphisms including MTHFR: C677T. We propose the prescribing of thrombophilic and folic acid
SNP-mutations investigations for infants in perinatal period with severe and critical neurological brain
damages.

Keywords: thrombophilia genes’ polymorphism, infants.

BBepeHue JEeTEN, He YCTyrnallero no 4acroTe
FeHeTUYecku AETEPMUHMPOBAHHAS BCTPEUYAEMOCTM M 3HAYMMOCTU TUMOKCMKU. B
NpoTpOMbBOTUYECKaS npeaancnosnums OTEYECTBEHHOM HAy4YHOM COOBLLECTBE TaK U
NpM3HaHa B KayecTBe OAHOrO U3 BeAyLIMX HE CNOXMW/IOCb €AMHOr0 MHEHMSI, MOXET N
MEXQHM3MOB MOPAXEHUS HEPBHOW TKaHW Y MEPUBEHTPUKYNISIPHAsE ULIEMUSI B CTPYKType

\ C AnekTp W Hay M XKyp! “Cuc WHTerpauus B 3appaBooxpaHeHmun” - Ne3 (17) 2012 - www.sys-int.ru



K/IMHUYECKAA MEOAULIMHA

N
v

nepvHaTanbHOro nopakeHnsi HepBHOW
cuctembl (MMUHC) y MnageHueB cuntaTbCs

3KBMBAJIEHTOM ULLEMUYECKOIO WUHCYJIbTa, NO

aHanormm Cco  B3POC/bIMM  MaUMEHTAMM.
M3BecTHO, yTO BHYTPWUCOCYANCTOE
TpoMboobpasoBaHmne nnn aMbonus

BCNIeACTBME HaACNeACTBEHHON Tpombodunmm
pocturaetr 87% cpegn nNpuUYMH  LETCKOro
nHcynoTa [14, 22]. B TOoXe Bpems, aHTe-,
WMHTpaHaTaNbHbIA M Nepuoa  afdanTauuu
HOBOPOXAEHHOIrO MOryT CTaTb CUTyauMsiMu,
nposouupylownMmn  amcbanaHc B CUCTEME
remMocTasa, HaCTPOEHHOro no
rMnepkoarynsauMoHHOMY cueHapuio [2, 3, 5,

13].

Hecmotps Ha TO, 41O npobnema
TpoMbOdUNIBHOIO cTaTyca AKTMBHO
M3y4yaeTcsa  NpeacTaBUTENS MU  PasINYHbIX

MEAMUMHCKUX CreumanbHOCTEN, CBEAEHUS O
pacnpoCcTpaHEHHOCTH reHeTUYEeCKnX
nonMMopcu3MoB,  ACCOLUMMPOBAHHbIX  C
0bMEeHOM roMouncTenHa, GonaTHbIM LMKIOM
n  TpoMbodunuen, OCOBEHHOCTAMM  UX

(eHOTUMMYECKON peanusauun y  AeTei

HEMHOIOYMCIIEHHBI. B TOXe  Bpems,
B3aMMOCBA3b NoNMMopdu3Ma reHoB CUCTEMBI
remokoarynsaumm wn [MNUHC y naumeHTOB
BCEX BO3PACTHbIX MEpuUOAOB U3yyeHa He [0
KOHLA, CYLUECTBEHHO OT/IMYAETCS B pa3HbIX
nonynsauMsXx W, HAKOHEL, OCnapuBaeTcs
psagoM uccnepgosatenen [12, 14, 16, 20]. K
3HaUYUTENbHO

HacTosALlEeEMY BpeMEHU

paclwmpunmncb npeacrtaBneHnA (0]

HeTpoMboTnyeckux addekTax ConpsKeHHbIX

N

C reHamm TpoMboUIMM N O FEHHbIX CETSIX,
Beaywmnx K nopaxeHuto uepebpanbHbiX

CTpyKTyp. Tak, Hanpumep, codeTaHue
romo3urotHoro annensa MTHFR: 677 TT wu
20210 G>A

YBENIMUYMBAET PUCK pa3BUTUS TeTpanierum y

reHa npoTpoMbuHa  F2:
HOBOPOXXAEHHbIX BCEX reCTaLMOHHbIX
cpokoB, a HocutenoctBo MTHFR: 677 C>T
npMMEpHO B 2 pasa YyBENNYMBAET pUCK
pa3BUTUS AETCKOro LepebpanbHOro
napanuya y HeJoHOLWeHHbIX aeTen [13].
MaTepuanbl U MeTOAbI
HamMmn  npoaHanu3upoBaHbl  CBeAeHUs
nepuHaTanbHOrO aHaMHe3a W  ansesbHble
BapuHaTbl MEHOB CUCTEMbl CBEPTbIBAHMUS
KpoBu U ¢onatHoro umkna y 30 mMnageHueB
C nepuHaTanbHbIM nopa)xeHnem
LieHTpanbHou HepBHoN cuctembl (MKB-10: P
91.0-P 91.9)

obcnenoBaHHbIX aeten coctaeun 1 + 0,2

CpenHun BO3pacT
Mecsiua, 16 aeBoyek U 14 ManbyMKoB.

KputepusiMm BKIOYEHUS BbInu:

1. TloCTOSiIHHOE npOXWBaHWE He MeHee
Tpex nokoneHunm cembu B CBEpASIOBCKOW
obnactu.

2. Hannune MH(OPMUPOBAHHOIO
cornacusi OT poauTener Ha yyactme B
nccneaoBaHum.

3. OCnoXHeHHoe TeYyeHne NocnepoLoBoOM
ajanTaumm HOBOPOXXAEHHOIO C
(opMmpoBaHmnem CPeaHETSXKENOW nnm

Tshxenon ¢opmbl MMNLHC.
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4. TlloaoTeBepxaeHHas nNo  pesynbTaTtaM

HelpocoHorpagun NnepuBEHTPUKYNAPHas
nwemMus.
MauneHTam

NPOBEAEHO  OnpeaeneHue

annenbHblX BapMAHTOB TEHOB  CUCTEMbI
remoctasa: F2: 20210G>A, F5: 1691G>A,
F7: 10976G>A, F13: G>T(Val34Leu), FGB: -
455G>A, ITGA2: 807C>T, ITGB3: 1565 T>C,
PAI-1: -675 5G>4G u donaTHOro umkna
MTHFR: 677C>T, MTHFR: 1298A>C, MTRR:
66A>G, MTR: 2756A>G no meTtoay lLP real
time u3 uenbHou kpoeu. O6paboTka AaHHbIX
NpoBOAMNACh C MOMOLLBIO MaKeTa MporpaMm
Statistica 6.0. Pe3ynbTaTbl MCCneaoBaHUs U
obcyxxaeHue.

AvarHo3 TpoMbohuMmM y nauneHToB U B
nx cembax Ao dakta peructpauumn MMLUHC
yCTaHoBneH He 6bl1. B ToXxe Bpemsi, npwu
cobope aHamHeza B  80%  cnyyaes
3admKcMpoBaHbl TpOMOOTUYECKMNE COBLITUS Y
POACTBEHHMKOB MEPBON JIMHMM B BO3pacTe
Ao 50 net, y 23% nauvMeHTOB OTMEYeHb!
neTanbHble UCX0Abl OT HUX Y POACTBEHHWUKOB
1-2 nuHuM poacTBa B Bo3pacTe A0 55 ner.
MOXHO MPeAnoNoXunTb, YTO HU3KMIN YPOBEHb

OPWEHTUPOBAHHOCTM Bpayelr — neauaTpoB

aMbynaTopHOro 3BeHa B (EeHOMEHOsormm
TpoMbodunun, OTCyTCTBME WHMOPMaUMN O
HeobxoanMoCTH 7 BO3MOXHOCTM

obcnenoBaHMss Ha  HOCUTENLCTBO  EHOB
NpvBENM K HEOOOUEHKE KIIMHUYECKON W
nabopaTopHOM KapTuHbI 60ne3Hu.
PesynbTaTbl M 06CYyXXAEHMNE
lNaTonormnyeckoe TeyeHue

nepuHaTanbHOro nepuoja — OCHOBHOW
npeankTop dopmuposanusa MMUHC y aeten.
B Tabnuue 1 npeacraBneHbl Havbonee
BEPOSITHble (PaKTOpbl PUCKA, KOMBMHaUMS
KOTOpbIX MOrfia MNpUMBECTU K pPasBUTUIO
rMMNOKCUYECKN-ULLIEMUYECKNX MPOLIECCOB B
HEPBHOW TKaHW MnafeHuUeB. BONbLUMHCTBO
mMaTepel MaUMEHTOB WMENU OTSArOLIEHHbIN
aKyLIEPCKMA W COMATMYECKMM aHaMHE3,
KaXpgasi nstas >KeHWMHa OTHocuniack K
KaTeropum  «noxwunas  nepsopoasias».
OcnoxxHeHHasi 6epeMeHHOCTb npuBoaunia K
npexaeBpeMeHHOMY pPOXAeHU0 pebeHka ¢
NPU3HaKaMnM  KPUTMYECKOr0  COCTOSIHMS,
HeobXxoaAMMOCTN npoBeAeHUsT onepaTUBHbIX
poAOB WM  NPOTE3MPOBAHUIO  BUTASIbHbIX

DYHKUMI y MNaJeHLEB.
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Tabnuua

CTpyKkTypa (haKTOpOB NepuHaTanbHOro aHamHesa y geteri ¢ MMUHC, abc (%)

dakTop MMUHC, n=30
OTsIroweHHbIN aKyLepPCKUN U/Uan rmMHEKONOrMYECcKUiA aHaMHe3 10 HacTosllel 6epemeHHocTn | 29 (96,7)
MNoxxunasi nepeopoasLlas 6 (20,0)
Comatuyeckass  OTArOWEHHOCTb  MaTtepu no  3aboneBanuam  (kapamonorundeckue, | 18 (60,0)
HEVpOLMPKYNSTOpHas AMCTOHUS, caxapHbli AnabeT)
Bo BpeMs HacTosileil 6epeMeHHOCTU: yrpo3bl NpepbiBaHus, XOMH, aHemusi, kypenune, OPBU) 20 (66,7)
OnepaTuBHbIE POAbI NO YPreHTHbIM MOKa3aHWsIM CO CTOPOHbI Nnoaa 14 (46,7)
Cpok rectauuu: JOHOLWIEHHbIE 11 (36,7)
HepoHoLweHHble 22 (73,3)
OueHka no wkane Anrap Ha 1\5 muHyTe: 6-7 6annoB 13 (43,3)
3-5 6annos 17 (56,7)
NHTeHcnBHas Tepanms B poagome  (kmcnopoa, WBJ1,  wHdy3moHHas  Tepanus, | 22 (73,3)
CBEXXE3aMOpOXKeHHas MnJa3ma, KpoBo3aMeHuTenm)
Jetv o1 9KO nnam apyrux penpoayKTUBHbLIX TEXHOIOMMM 3(10,0)
I'me: X®IIH — xpormdeckas ¢eTo-maneHTapHas HemoctarodHocts, OPBU — octpas pecnmparopHas BHpycHas

uHpekmmsa, WBJI — w#ckycctBeHHas BeHTWINUS Jerknx, OKO —  3KcTpakopmopaibHOE — OIUIOJOTBOPEHHE.

HapyweHnue (peTonnaueHTapHoro 6asnnnapHoro 6accenHa. [epuHaTanbHO
KpoBOODOpaLleHNs U OCOXHEHHOE TeyeHue ccpopMmnpoBaHHas naTonorus MOXET

nepuHaTanbHOro nepuoda MpUBOAST K
HEeO0CTAaTOYHOMY KPOBOCHabXeHWI0
LlepebpasbHbIX CTPYKTYD, yTo
3aKaHuMBaeTcs  (HOPMUPOBAHWEM  O4YaroB

MHMAPKTOB Yy nnoaa, HOBOPOXAEHHOro U
pebeHka rpyaHoro Bo3pacta [3, 5, 22]. Mo

MHEHWUIO HEKOTOPbIX cneunanncTos,

HaTa/ibHas TpaBMa LLIENHOro oTAeENa

NO3BOHOYHMKa CTaHOBUTCA I'I}'IOLLI,a,U,KOl‘/JI, Ha

KOTOPOM B  AanbHEWIIEM  CTAHOBUTCS
BO3MOXHbIM  pa3BUTME  HEMOSHOLIEHHOW
uepebpanbHOM remMoaMHaMMKM 3@  CYeT

CTeHO3a M TpoMmbo3a cocyaoB BepTebpo-

BbICTYNUTb B Ka4yecTBe 6a3bl, obneryatoLlemn
peanu3aumio Mwemmm ans Apyrux aktopos
pucka (Hanpumep, Tpombodunun) Ha nobOM
aTane 6onesHu.

AbcontoTHO BCce Hawwm nauueHTtbl (100%)
6binn HOCUTENAMM or 3 po 8
nonumopcusmoB (B cpeaHem 4,9). [detu
uMenm 1-4 annenbHbIX
(2,3£1,00) »n 0-4

KaHavpatos donatHoro umkna (2,6+0,8).

BapuaHTOB
TpoMbodunum reHoB-
Ctpyktypa SNP-MyTauuin y obcneayembix

6onbHbIX npeactaeneHa B Tabnuvue 2.
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Tabnuua 2

CTpyKTypa noiMMopcusMoB reHOB CUCTEMbI KOarysisiLym
1 conatHoro umknay gere ¢ NMNUHC (abc/%)

MyTaums Hopma («amkuii» Bcero myTauuii [eTepo3nUroTHbIN TOMO3UrOTHbII
(nonMmopdusm) BapuaHT) BapuaHT BapuaHT
F2: 20210 G>A 28 (93,3) 2(6,7) 2 (6,7) 0
F5: 1691 G>A 30 (100) 0 0 0
F7: 10976 G>A 23 (76,7) 7 (23,3) 7 (23,3) 0
F13: G>T (Val34Leu) 20 (66,7) 10 (33,3) 8 (26,6) 2(6,7)
FGB: -455 G>A 19 (63,3) 11 (36,7) 10 (33,4) 1(3,3)
ITGA2: 807 C>T 13 (43,3) 17 (56,7) 11 (36,9) 6 (19,8)
ITGB3: 1565 T>C 15 (50) 15 (50) 13 (43,5) 2(6,5)
PAI-1:-675 5G>4G 13 (43,3) 17 (56,7) 12 (40,3) 5 (16,7)
MTHFR: 677 C>T 14 (46,7) 16 (53,3) 12 (40) 4 (13,3)
MTHFR: 1298 A>C 12 (40) 18 (60) 13 (43,2) 5 (16,7)
MTR: 2756 A>G 17 (57) 13 (43) 11 (37) 2 (6,0)
MTRR: 66 A>G 6 (20) 24 (80) 15 (50,4) 9 (29,6)
KonnuecTBeHHbIN aHanm3 nokasan remMocrasa He OCTa/loCb WHTAKTHbIM — Yy
OTCYTCTBME HOCWUTENBLCTBA APaMaTUYECKOM KaXXAoro TpeTbero nauueHta OTMeyeHa
OZIHOHYKNEOTUAHOMN  3aMEHb! B  reHe OAHOKY/1IeoTUAHas 3aMeHa B reHe
npoakuenepuHa (F5: 1691G>A, MyTaums pubpuHoreHa. [lokazaHo, 4YTO 3a cyeT
JlevipeH), koTopasl CYMTAEeTCs [AOKa3aHHbIM NOBbILLIEHNS YPOBHS cekpeumm
(baKTOpOM puCKa pasBUTUS ULLEMUYECKOrO pubpuHoreHa, puUcK TpOMBOTMYECKMX

WHCYNbTa B HeOHaTanbHOM nepuoge. Bcero

ABOE neten 6binn HOCUTENSaMN
reTepo3nroTHOr0 BapuvaHTa MpPOTPOMOUHA
(F2: 20210G>A).

Y Kkaxporo BTOporo pebeHka BbISIBEH
CUHAPOM «JINMKUX TPOMBOLIMTOB» U MyTaLust
-675

NMJIOTHOCTU

no cucreme ¢mbpuHonmnsa (PAI-1:
5G>4G).

KOJ11areHoBbIX peLENnTOPOB U MOBbILLEHNE UX

YBenuyeHue

adUMHHOCTN K PMOBPUHOreHy Ha NOBEPXHOCTU
TPOMOOUMTOB He TONMbKO aKTUBMpPYET WX
CNOCOBHOCTb K arperaumm, HO U CUYMTAETCS
OCHOBOM PE3UCTEHTHOCTU K TpPaguUMOHHOMY
npenapaTty
Tpombo30B — acnupuHy [17, 19]. B TOXeE

BTOPUYHON  NpodunakTuku

BpeEM4, nnasMeHHoe 3BEHO CUCTEMDI

COBLITUM Y TaKUX MNALMEHTOB YBE/TMUMBAETCS
B 2,5 pa3a [15, 16, 18].

Mo pAaHHbIM fMTepaTypbl, OAHUMM U3
Haubonee NPOrHOCTUYECKM
HebnaronpusaTHbIX NOAMMOPGHU3MOB EeHOB
onatHoro umkna cuutatot MTHFR [6, 10,
12]. B

BCTPEYAEMOCTU €ro annenen NpakTMyecku B

HalleM unccnefoBaHUM — YacToTa
1,5 pa3a npeBbllwaeT aaHHble EBponenckoro
pecypca SNP NCBI:

pebeHka BbisiBNeH nonumopdusmMm MTHFR

Yy KaXaoro BTOpOro

677 CT; B eQUHWYHbIX Cny4asx — reHoTun
677 TT,

HanbonbLen

HOCUTENIbCTBO KOTOPbIX B

CTeneHn  CBA3bIBAOT C
pa3BuUTMEM runepromoumncTenHemun 1, 6, 9,

23]. Yactota ApyrMx OAHOKYNEOTUAHbIX

\ C AnekTp W Hay M XKyp! “Cuc WHTerpauus B 3appaBooxpaHeHmun” - Ne3 (17) 2012 - www.sys-int.ru
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3aMeéH B TI€HaxX (bO}'IaTHOFO UMKNa TakKXe

OKa3anacCb BbiLlE O6Ll.l,eI'IOI'Iy1'IFILl,VIOHHbIX

nokasaTenemu, npeacTaBeHHbIX B
nuTtepaType [9]. YacToTHas xapakTepucTuka
OMUCaHHbIX MyTauuh, WX MYJIbTUIEHHble
KOMOMHaUUM yKa3blBalOT Ha MOBbILWEHHbIN

pUCK pa3BuUTUA runeproMouncCTeEMHEMNN, YTO

JIOKann3aumm wuian B UHbIX KITMHUYECKUX

rpynnax. B Lenom, yacToTHas
XapaKTepucTnka nonumMopunsMos NoOBTOPSIET
OTPaXXeHHYIO B NnTepaType reorpaduyeckyto
3aKOHOMEPHOCTb K HapacTaHWo MyTauun
(PMOPUHONNTMYECKOrO 3BEHA reMocTasa MU

onaTHOro uMkia no Mepe NpUBAMKEHUs K

TpebyeT heHOTUNNYECKOro NOATBEPXKAEHMS. A31aTCKOMN YacTW HalLEero KOHTUHEHTA.

B Poccun OTCYTCTBYIOT noONynsuMOHHbIE B Xoae nccneaoBaHus Mbl
cBeaeHna no OueHUMBaAEMbIM  BapuUaHTaM NMpOaHaIn3npoBain KoMbUHaumn
reHoB, TEM 6onee, yTo An1a YpanbCcKoro I'IOJ'IMMOpq)VBMOB reHoB 6enkoBbIX

pernoHa, pacnonoXeHHOro Ha rpaHunue MPOAYKTOB, Pa3/In4vHbIX MO MPUHAAJIEXXHOCTU

EBponbl U A3unn, OHWM MOryT OTAMYATbLCA OT M 3HAa4YeHUO B CUCTEME TreMoKoarynsaunun.

obwepoccuinckux. B HacTosee Bpems MNa3MeHHbIX, PELENTOPHbIX U  CUCTEMBI

HeAOCTaTOYHO [AaHHbIX, 4TObbI cyanTtb O d)M6pVIHOJ'IVI3a, a TaKXe B COYETaHUU C

npeacTaBeHHOCTH TpoMBOMDUNBbHBIX epMeHTaMn ¢onatHoro umkna (tabn. 3).

annenen y geter c TpoMbo3aMmn pasnnyHoM

Tabnuma 3
CtpykTypa BapuaHTOB reH-reHHbIX couetanuil y nereit ¢ IIITIIHC, abe (%)

BapuanTs! coueranuii * MIIOHC

n %
FGB: -455 G>A, F2: 20210 G>A, F5: 1691 G>A + ITGA2: 807 C>T, ITGB3: | 10 33,3
1565 T>C
FGB: -455 G>A, F2: 20210 G>A, F5: 1691 G>A + PAI-1: -675 5G>4G 8 26,7
ITGA2: 807 C>T, ITGB3: 1565 T>C + PAI-1: -675 5G>4G 12 40
FGB: -455 G>A, F2: 20210 G>A, F5: 1691 G>A + ITGA2: 807 C>T, ITGB3: | 6 20
1565 T>C + PAI-1: -675 5G>4G
MTHFR 677 CT + MTHFR 1298 AC 9 30
MTHFR C677T + MTHFR A1298 C+ MTR A2756G 5 16,6
MTHFR C677T + MTRR A66G + MTR A2756G 6 20
MTHFR C677T + MTHFR A1298 C+ MTRR A66G 7 23,3
MTHFR C677T + MTRR A66G + MTR A2756G + MTHFR A1298 C 0 0
FGB: -455 G>A, F2: 20210 G>A, F5: 1691 G>A + ITGA2: 807 C>T, ITGB3: | 5 16,6
1565 T>C + PAI-1: -675 5G>4G + MTHFR: 677 C>T

* - coueTaHHE 3aCUUTHIBAIOCH Ipyu HAJIMYUU XOTS OBl OAHOI'0 MYTAHTHOI'O I'éHa U3 Ka)KﬂOﬁ rpynIibl, XOTd OBl B

rerepo3urotioM  cocrosnuy; IIMIMMHC -  nepuHaTambHOE — HOpakeHHE  LIEHTPAIBHOW  HEPBHOM  CHCTEMBI.
Yy Ka>xaoro TPETbEIo MnaaeHua BapuaHTOB NO [ABYM 3BE€HbAM CUCTEMBbI
BCTpPEYaloTCA co4yeTaHud a/lfieNbHbIX reMOCTasa, y KaXXaoro TpeTbero — no BCEM
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TpeM (20,0%). TpeTb Aeten  wMenu
KOMBUHaLun MUHUMYM JIBYX
OHOHYKNEOTUAHbIX ~ 3aMeéH B  reHax

depmeHTOB (bonaTtHOro uUMKNa, a naTb
HOBOPOXXAEHHbIX ObINN HOCUTENSMU TpEX U
bonee 3HauMMbIX  NONMMOPEMU3MOB MO
CUCTEMAM reMoKoarynsiuMm u  onaTHoro

uvkna (annenbHbli BapuaHT MTHFR: 677

C>T).
YXyaLweHue reMOpPEe0sIorMyeckom
cUTYaumu, N3MEHeHNe YPOBHS

apTepuanbHOro AasifieHUd, 3HAOTENMAalIbHasA
LI,VICCDYHKU,MFI, CUCTEMHbIA  BOCMANUTENbHbIN
OTBET U

M3BECTHbIE TWUMNOBbIE

npyrue
NnaToNnornyeckmne rpoueccol, 3allyCKaeMble

FMMNOKCHEN, MOrn MHULMNPOBaTb
rMNepKoarysiuMOHHOe COCTOsSIHME U TpoMbH03
pasnIMYHOM Nokanu3auun. B cBoto ouyepensb,
reHeTUYeCcKm AETEPMUHUPOBAHHbIN
KacKaaHbIM MeXaHM3M
MUKPOTPOM6006pasoBaHus  ApaMaTUyeCcKuM
obpazoM  BnAusieT Ha  nepdy3rOHHYIO
cuTyaumo B MecTe Tpombo3a, noaaepXxvsast
FMMNOKCKIO,

3anyckad HEKpPOTUYeECKMeE U

NpoanonToTUYEeCKMe  MexaHu3Mbl  rnbenu
HEPBHOWN KJIETKM.

MMeHHO MnageHubl C  MySbTUr€HHbIMM
dopmamn  TpoMboUNMKM  AOMKHBI  ObITb
OTHeCeHbl B rpynny BbICOKOrO pucka Mo

(opMMPOBAHNIO MOBTOPHbLIX TPOMBOTUYECKNX

COObITMA  (BEHO3HLIX W apTepuasbHbIX)
pasnMyHoOM  nokanusauum  (Kapauo-  wu
LepebpoBacKynsipHblX, = TPOMb60O30B  BEH

KMLIEYHMKA, KOHEYHOCTEW, MNoyYek u np.),

N

J A
HY>XAaroTcs B TWaTeNbHOM 7
NnepcoHanM3npoBaHHOM noabope Mep
BTOPUYHOM NPOMUIAKTUKM.

B HacTosilee BpemMsi M3BECTHO, 4YTO B
nonynsaumMmM  340pOBbIX 04N YMCIIO
OMWCaHHbIX MONMMOPMU3MOB, Kak MpPaBWIIo,
He npeBblwaeTr AByx [5]. B Toxe Bpems,
KOMIMYECTBO OAHOHYKNEOTUAHbIX 3aMeH He
BCeraa urpaeTt peLlatoLlyo posb B pa3BuTum

3aboneBaHnsa (3a WUCKOYEHNEM HEKOTOPbIX

FOMO3UTOTHbIX Bapua HTOB), cneayer
paccMaTpuBaTtb UHAMBUMAYaAJ/IbHbIE T[EHHbIE
CETHU, BapuaHTbl nx (bGHOTVII'WI‘-IECKOVI

peannsaunmm B CUCTEME TeMOCTa3a, YpOBHE

rOMOUUCTENHAQ, (bOJ'IVIGBOVI KUCNOTbl WA
NMAPNAOKCUHA.

Hamun 3aCbMKCMpOBaHa BbICOKasad 4acCToOTa
BbIABTIEHNA allNI€JIbHbIX BapWaHTOB TI'€HOB
CUCTEMbI reMoKkoarynauum wu CbepMeHTOB

donatHoro uUMKNa Yy TpydHbIX —AETeN.

HapyLweHne 6anaHca B cucteme

CBEpPTbIBAHUSA KpoBu n
rMneproMouncTenHemMus, 0bycnoBfeHHble
SNP-mMyTauusiMm, Moryt cratb akTtopamu,
OLLYTUMO B/IUAIIOLLNMU Ha

MUKPOLMPKY/IITOPHYIO CUTYauuio B HEPBHON

TKaHW. Oco3HaHWe 3TOro  MOJIOXKEHUS
AVKTYET HeobXoaMMOCTb BBEEeHUS
reHOTUNUPOBaHUS no nakeTy

«TpoMbopunns» u  «donaTHbI LUMKI» Yy

MnageHUeB C  TsxenbiMu  opMamu

MOPaXXEHNS1 HEPBHON CUCTEMbl B FPYAHOM
JTabopaTopHbIi

BO3pacTe. MOHWUTOPWHI

CUCTEMbI TEMOCTAa3a, YPOBHA TOMOLIUMCTEUHA,
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Ha3Ha4yeHne KypcoB (ONMEBON KWUCNOTbI U
BMTAMMHOB rpynnbl B Takxke MoryT crtath
HEOTbEM/IEMOW YacTbl0  MEeAULMHCKOro
COMpOBOXAEHMSI MaNEHbKMX MAUMEHTOB B
TEYEHUN KPUTMYECKUX 3TarnoB pocTta W
pa3suTtus [10].

3aknroyeHue

Taknm obpazom, Hebnaronony4yHoe
TeYeHMe aHTe-, MHTPa- M HeoHaTasNIbHOro
3Tama  aganTauuu

OCTaeTca  BeaylwmMm

3TNOJTIOr’MYECKNM (baKTODOM nopaxeHu4d

HEPBHOW CUCTEMbI B MEPUHATANIbHOM U
rpyaHOM ComaTnyeckume

3aboneBaHnss Matepu 40 W

nepuoge.
BO BpeMs
6epeMeHHOCTH, ee OC/IOKHEHHOE TEYEHUE B
COBOKYMHOCTU  C

€CTeCTBEHHbIM  (POHOM

rMnepkoarynsaumm 6epemMeHHON  XKEHLLUMHBI
CcO34aeT BO3MOXHOCTb AN8 peanu3aumn y
pebeHka Hacnegyemoro
npotpomboTnyeckoro cueHapusa [3, 5, 11,
21]. KombuHaums rMMNOKCUYECKM-

MWEMMYECKMX  MPOLLECCOB,  CUMCTEMHOIO
BOCManeHns n TpoMO0MUILHOCTU MPUBOAUT
K NaBUMHOObpa3HOMY 3arnycky npoLeccoB
MUKPOTPOM6006pasoBaHusl,
KaTacTpoguyeckomy yXyALWeHUIo

FEMOPEOSIONMYECKON  cUTyauuun,  rnbenm
KNETOK HEpPBHOW TKaHW Yy MnafeHueB. 3TO
Hebnarononyune 6onee accouMMpoBaHO C
nepvHaTanbHbIM MOPAXXEHUEM W, BO3MOXHO,
C beTanbHbIM MHCYNbTOM [22].

Bknag reHeTMyeckn AeTepMUHUPOBAHHbIX
TpoMbodmnuii, B

cnyyae ob6pasoBaHus

NnieMnNYECKNX o4aros B HepBHOl‘/II CnUcrteMe Ha

N

paHHMX 3Tanax XusHu pebeHka, ouyeBuaeH. B
TOXE BPEMS, HanMuMe TaKux MyTauunh He
SIBNSIETCS POKOBbIM (PaKTOPOM, HEU3BEeXHO
BEAYLUMMM K COCYAUCTbIM COBbITMSM. Ponb
KaXXAoro  reHa, TeHHbIX  COYEeTaHWW,
KOMOMHaUUA C MyTauusiMu APYrUxX CUCTEM,
COCYANCTOM

KOHTPO/MNPYWOLLNX  COCTOAHUE

CTEHKM U ee aTpoMbBOreHHOCTb, elle

NpeacTouT  u3yuutb. [eTaM,  KOTopble
NPOXMBAOT  KPUTUYECKUE  COCTOSHUS U
cdopMupytoT MacCCMBHbIe

NEPUBEHTPUKYNIAPHbIE NLLEMUYECKUE OYaru,
nauneHTaMm C noao3peEHNEM Ha CbeTaﬂbeIﬁ,

nepuHaTanbHbIN M OETCKUM NHCYNbT

HeobxoaAMMO aKTUBHO BHEAPATL B 6nok

obcnenosaHus NMOUCK  OAHOKYNIEOTUAHbIX

3aMeH B TreéHaX CUCTEMbI remMocCTa3aq,

conaTtHOro UMkna, OKCMA-CUHTa3, NUNUAHOMO
CrnekTpa v T.A. Bbicokasi YacToTa BbISIBNEHUS

ﬂ,e(beKTHbIX reEHO0B, aCCOUMMUPOBAHHbLIX C

HapyLleHneM 6anaHca no cucTeme

CBEpPTbIBaHUE - NPOTUBOCBEPTbLIBAHUE,

Tpebyet KJIMHUKO-NabopaTopHOro

MOHUTOPWUHIa BO BpeMA KPUTUYECKNX

nepvofoB pocta W pasBuTus  pebeHka

(HEOHaTa}'IbHOM, BaKUUHaUuUn, pPOCTOBbIX

CKaYKOB, nybepraTHOM nepvoae,

bepemeHHOoCTM M T.4.). WaeHTudukaums

reHoB-KaHAMAAaToB 7 OTCNEeXMBaHMe
BapWaHTOB MX (DEHOTUMMYECKON peannsaumm
Y KaXAOro KOHKPETHOro 60/IbHOro MOXET
CTaTb OTNpaBHOM TOYKOM AN noadopa
aflpeECHOM, NepCcoHann3npoBaHHOM

hapmMakoTepanuu.
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