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1. O6rpyHTyBanHs AU epeHLiioBaHOro NiAXony 40 NepBUHHOI TPOQIIaKTUKY CIiHAJIBHUX Au3padiil y gitei

2. Substantiation of a differentiated approach to primary prevention of spinal dizraphia in children

Pedepar:

1. lnceprariiio npucBsi4eHO OOIPYHTYBaHHIO AU EepeHLiIOBaHOTO MiAX0Ay IO IepBUHHOI MPOQiaKTUKU
cliHaspHUX Auspadiil y gitei nmisixom GopMyBaHHS IPYI pU3UKY Cepefi XKiHOK perpoAyKTHBHOrO BiKy Ha MifcTaBi
BUSBJIEHHS Y HUX (PAaKTOPiB pU3KKY, KJIiHIKO-0i0XiMIYHUX Ta MOJIEKYJIIPHO-T€HETUYHUX MapKepiB IOPYLIEHb
¢donaTHOro UMKIy. BusBI€HO 1Ba NPOTHOCTUYHO 3HAYYIIMX KOMILJIEKCU (PAKTOPiB PU3KUKY PO3BUTKY CHiHAJIbHUX
nuspaduii y miteit: 1) Ti, ki He mignaoTbes eniminalii i onocepekoBaHO BKa3ylOTh Ha PU3UK CIaIKOBOI CXUJIbHOCT]
IIO IaHOI [1aTOoJIorii 1 TOMY € KPUTEPiSIMU BKIIIOYEHHS )KIHOK PENIPOAYKTUBHOTIO BiKy B IPYIIM PU3UKY I10
dopmysanHio [IIHT y gitei; 2) Ti, siKi 3ameXaThb Bifj CIIOCOOY KUTTSI KiHKU i TOMy MOXKYTb OyTU €J1iMiHOBaHi Ipu
nifgBUIEeHHI PiBHS iHPOPMOBAHOCTI HaceJIeHHS IIPO CTaHJAPTHI METOM NIePBUHHOI IPOPinakTuKy. Pusmk
HapOJ’KE€HHSI IUTHUHU 3i ClliHasibHOIO nu3padieto 36inbuyeThest Ha nopsanok (BII = 10,8; 95% M1 7,1-16,5) npu
HasIBHOCTI Yy JKiHKM r€TepO3UTOTHOTO CTaHy 3a oboma anensamu? A1298C ta C677T reny MTHFR. Po3po6sieno
anroputm GOpPMyBaHHS IPyIl PU3UKY cepe], )KiHOK PENPOAYKTUBHOrO BiKy 110 BUHUKHeHHIO [1[JHT y miteit Ta

IvdepeHLifoBaHOr0 MiIX0y 10 IpU3HaYeHHs QOJlieBOi KUCIOTH [1JIsl IEPBUHHOI IPOQiNaKTUKY.



2. The aim of the study was to substantiate the differentiated approach to primary prevention of spinal dizraphia in
children. This was investigated by forming risk groups on the basis of risk factors, clinical, biochemical and
molecular genetic markers of folate cycle violation. The reduction in the incidence of children born with
congenital malformations of the CNS of nearly 2 times during a 14-year period. But a reduction in the frequency of
children born with severe spinal disraphia has not been achieved. Risk factors that increase chances for having
child with NTD for women of childbearing age are: burdened obstetrical history -to 3.4 times; family history of
stroke, heart attack, varicose disease, thrombosis - to 3.04 times, cancer pathology of the gastrointestinal tract
and / or reproductive system - to 2.9 times; family history of congenital malformations - to 3.9 times; congenital
malformations in other children in this family - to 4.36 times. The heterozygous mutated subjects in both A1298C
and C677T polymorphisms of MTHFR gene have 10.8 fold risk of having a child with NTD (CI 7,1-16,5). It is advisable
to motivate women from high risk groups to consult a specialist in medical genetics and / or family planning for
further investigation. The individual risk should be considered and the appropriate prophylactic dose of folic acid
determined according to homocysteine level and MTHFR polymorphisms assessment.
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