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(57) Cnocib andepeHuinHOi AiarHOCTUKN BPOKEHNX
AedexTiB HEPBOBOI TPyOkM nnody, WO BKMKOYae BU-
3Ha4YeHHA nonimopdi3aMy reHa MeTuneHTeTparigpo-
donatpeayktasum (MTHFR) y BariTHUX XiHOK, AKuiA
BiAPi3HAETLCA TVM, LLIO AOCAISXKYOTb piBeHb donie-
BOI KMCIMOTM Yy CUpOBaTUi Ta B epuTpoumTax KpoBi,
NpoBOAATb FEHETUYHUIA aHani3 reHiB oNnaTHOro LmMK-
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ny - reHiB MetuneHTeTparigpodonaTpenykrasn
(MTHFR), wmetuneHTeTparigpoconartgerigporeHasu

(MTHFD1), wmerTioHiH-cuHTas3a-peayktasm (MTRR),
umucTaTioH- B -cuHTeTasn (CBS), i npu BuSBNEHHI ge-
diunTy ponatis KpoBi - piBHI POMIEBOI KACMOTW Y
cvpoBatui o 5,9 Hr/n ta B eputpoumTtax go 9,9
HF/MM, @ TakoX MPW HasBHOCTI noniMopdi3my reHis
donaTHOro UMKy KOHCTaTyloTb chbonaT3anexHun
MEXaHi3aM pO3BUTKY BPOMKEHOro Aedekty HepBOBOi
TPYOKM Nnogy, FEHETUYHY CXMIbHICTb OO0 PO3BUTKY
[aHoi nartonorii nnogy, a y pasi HopManbHOro piBHA
donaTiB KpOBi Ta iIHTAKTHOCTI reHiB hONaTHOro LUKy
[0iarHOCTyl0Tb  HEe3arnexHiCTb  MOpYLEHb PO3BUTKY
LeHTpanbHOI HEPBOBOI cucTeMu Nnoay Big metaboni-
3my chonarTis.

KopucHa mopgenb BigHOCUTBCA OO MeOuLUMHK, a
camMe [0 aKyllepcTBa Ta riHeKororii, i Moxe 6yTn 3a-
CTOCOBaHWIA Anst AndbepeHLinHOi NpeHaTanbHoI aiar-
HOCTUKM BPOKEHNX AedeKTiB HEPBOBOI TPYOKM nio-
Ay (BOHT).

Y TenepilwHin Yyac, He3BaXxarum Ha 3Ha4YHi gocar-
HEHHS1 Y PO3BUTKY MEOWMYHOI HayKW i MPaKTUKK, BigMi-
YAETbCS BUCOKUIM piBEHb HApPOMKEHHS OiTel 3 BpO-
DkeHumn Bagamu  po3sutky (BBP) ueHTpanbHoi
HepBOBOI cucTeMu. 3a gaHuMu niTepaTypu, nowmpe-
HICTb BpOMKEHUX OedekTiB HepBOBOI TPyOku nroay
konuneaeTtbes Big 0,2 go 2,0 Ha 1000 HapomkeHux
XUBUMMW, NPU LbOMY Npubnun3Ho 3 % BUKMOHIB NOB'S-
3aHo i3 BOHT. 3HaummicTe npobnemun ctae we GinbLu
OYEBMIHOW, SKWO NpURHATM Ao yearn Aadi BOO3,
3rigHO AKUX cepea roNoBHUX NPUYNH BUCOKOT NepUHa-
TanbHOI CMEpPTHOCTI Ta iHBanigHOCTI 3 AWTUHCTBA Hi
LinsoTb TPU: HE3pInicTb, BpoMKeHi Baau i acdikcia. Y
pamkax HauioHarnbHOI nporpamm woao 36epeXxeHHst
reHocpoHay YkpaiHm Ta cTabinisauii gemorpadgivHux
MOKa3HWKIB, aKTyarbHICTb NMONEpPemXeHHs1 HapOMKEH-
HS [iTen i3 Bagamy po3BUTKY LEHTparbHOI HEPBOBOI
CUCTEMM, @ TAKOX PaHHLOrO BUSIBNEHHS L€l naTonorii
3006yBae Benuky 3HauumicTe. [ocnimkeHo, wo 20 %
OUTSY0I 3aXBOPIOBAHOCTI Ta iHBanigHOCTI, a Takox 15
— 20 % puTsa4oi cmepTHOCTI 06yMOBneHi Bagamu po-
3BUTKY; 10 % 3 HUX BUKNVKaHI Oielo WKIANMBMX dak-
TOpiB HaBKkonuwHbOro cepegosuwa, 10 % - xpomo-

COMHMMU 3MiHamK, a 80 % 3BMYANHO MaKOTb 3Milla-
HU xapaktep. BBP uLeHTpanbHOi HepBOBOI CUCTEMU
cknagatoTb 6ina 25 % BCix BpoMKeHNX Bag y AiTen.
Binbwicte BBP obymoBneHi mynbTudakTopiansHo0
eTionorieto, TOOTO BWHMKAIOTbL BHACNIAOK B3aemMogji
reHeTUYHUX Ta cepenoBmx hakTopis.

YO0CKOHaNeHHa npeHaTanbHoi AiarHOCTUKM BPO-
[DPKeHOi naTtonorii nnogy, y ToMy Yncni AedekTiB Hep-
BOBOi TpyOKu MNnogy, € OAHIE 3 HarakTyanbHiLLMX
3aay Cy4acHOi OXOpOHM 300poB'A i ABnse coboto
nieBun 3axig y npodinaktvli BpOMKEHOI natonoril
aiten.

Bioome ansi BUSIBNEHHs1 BPOMKEHUX Bag PO3BUT-
Ky nnogy, y Tomy unicni oedekTiB Moro HepBOBOI Tpy-
OKK, 3acTOCyBaHHs YNbTPa3BYKOBOrO [OOCHIIKEHHS
nnoay, Lo LUMPOKO BUKOPUCTOBYETBCS Y CyYacHin
npeHataneHin giarHoctuui [1]. MNpwy yneTpassykoBoMy
[ocnimpkeHHi NpoBoAsiTb BUMIpOBaHHsS GinapieTanbs-
Horo po3amipy (BINP) ronisku nnogy Ta nonepeyHoro
npiameTtpy mo3ouka (MOM) y TepmiHi 3 12 go 35 TuxkHA
BariTHOCTi, OBYMCIIOTL MPOrHOCTUMHUIA KoedilieHT
[k BigHoweHHsa BIMP/MOM. Mpu 3Ha4veHHi koedilieH-
TiB y 12-14 TwkHiB, piBHomy 2(+/-0,1), giarHocTytoTb
npaBunbHe GOpMyBaHHA MO3Ky nrogy. 36inbLieHHs
UM 3MEHLLEHHs1 KoedilieHTy CBig4YMUTb NPO aHoMarb-
HWA PO3BWUTOK FOSIOBHOMO MO3KY MAO4Y 3 MOXITUBUM
noganblMM pPO3BUTKOM 3aXBOPHBaHb LiEHTparnbHol
HEepBOBOI cuctemMu nnogy. Benuke 3HayeHHs ynbTpa-

az U

a1y 48052

as) UA



3

3BYKOBMIN METOA TaKOX Ma€ y AiarHoCTuUi iHWnxX Bag,
LEeHTpanbHOI HepBOBOI CUCTEMU, TakuMX $SK spina
bifida, meHiHromienouene Ta iH.

OpHak BKasaHui cnocib mae psig Heponikis, oc-
HOBHUM 3 SKUX € Te, WO He 3aBxan BOHT goctynHui
Ans Bidyanisauii i, KpiMm TOro, AiarHOCTYETbCA BXe
chopmoBaHuii AedekT. [1o Toro X, ynbTpasByKOBWN
METOA He BUSABMSE €TioNaroreHeTUMHUA MeXaHi3m
possuTtky BOHT.

Haibinbw 6nm3bkum 4O 3anponoHOBAHOMO TEXHi-
YHOTO pilleHHs € po3pobka, B SAKi NpoBedeHWn aHa-
ni3 nonimopdiamy reHy metuneHTeTparigpodonar-
peoyktasun (MTHFR) y xiHok 3 o6TspkeHum 3a BOHT
nnoay aHamHe3oMm [2]. M'eHeTUYHUMM AOCHiIKEHHAMMN
gosefeHo, wWwo po3sutok BOHT nnoay acouitoetbes 3
C677T i A1298C nonimopdiamom reHy MTHFR, skun
NPU3BOAUTL A0 MOPYLUEHHS AOCTaBku i meTaboniamy
conieBoi KMCNOTK, WO HaaXoaAUTb A0 OpraHiamy 3
xeto. Y cBow uepry, gediunt ¢oniesBoi K1CnoTtu
CNpusie NOPYLUEHHIO MITOTUYHOI aKTUBHOCTI KNiTUH Y
KPUTUYHKX CcTafisx embpioreHesy i, BianoBigHO, pos-
BUTKY pisHnx BBP nnogy, y Tomy yucni BOHT.

Mpote, okpim MTHFR, y ddonatHomy wuuKni
NpMUMaloTb yyacTb W iHWi pepMeHTn, Taki K MeTu-
nenTetparigpodonartaerigporeHaza (MTHFD1), me-
TiOHiH-CMHTa3a-pegyktasa (MTRR), uwncrtaTioH-p -
cuHTeTasa (CBS), noniomopdi3m reHiB akmx Tex mo-
Xe npu3soanTtu 4o po3sutky BOHT.

B ocHoBYy kopucHOI Mogeni nocrtaeneHa 3agaya
BAOCKOHanNeHHs cnocoby uiarHoctvkn BOHT nnogy
LUMAXOM BU3HAYEHHSA PiBHA pOnieBoi KMCNOTN y Cu-
poBaTLi i B epuTpOLMUTax KPOBi Ta NPOBEAEHHA reHe-
TUYHOrO aHanisy noniMopdiamy HambinbL 3HaYyLLUMX
reHis ¢onatHoro LMKy, WO A03BOMUTb NiABULLUTU
OOCTOBIPHICTb [iarHOCTUKM JaHoi naTtonorii Ta BuW-
KIOYMTU NOMUIIKM NPU NPU3HAYEHHI MPOdINaKTUYHNX
3axopiB.

MocTtaBneHa 3agada BUPILLYETLCA TUM, WO, 3rid-
HO 3 KOPWCHOK MOZENIIo, Yy BariTHUX OOCNIMKYIOTb
piBeHb ponieBOi KACMOTW y cupoBaTLi Ta B epuTpo-
uuTax KpoBi. MPOBOAATb aHani3 nonimMopdiaMy reHis
donaTHOro UMKIly, y TOMy Y1CIi reHiB MeTuneHTeTpa-
rinpodonatpenyktasn (MTHFR), metnn eHTtertparia-
pocbonaTaerigporeHasn (MTHFD1), METIOHiH-
cuHTasa-peayktasu (MTRR), uuctaTioH- p -cuHTeTasmn
(CBS), i npu BusABneHHi gediunty donatiB KpoBi -
piBHI donieBoi KMcnoTn y cuposartuyi go 5,9 Hr/n Ta B
eputpoumTtax oo 9,9 Hr/mn, - a TakoX NpPU HaAsIBHOCTI
noniMopdiaMy reHiB onaTtHOro LMKIly KOHCTaTyloTb
donar-3anexHun MexaHi3aMm pO3BUTKY BPOLKEHOTO
nedexkTy HepBOBOI TPyOKW mrofy, reHeTUdHy CXunb-
HICTb 0O PO3BWTKY AaHOi nartonorii nnogy, a y pasi
HOpMarnbHOro piBHA donaTtiB KpOBi Ta iHTaKTHOCTI
reHiB oonaTHoro LMKy AiarHOCTYOTb HEe3anexHiCTb
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nopyLleHb PO3BUTKY LiEeHTparnbHOI HEPBOBOI CUCTEMMU
nnoay Big metaboniamy donarTis.

Cnoci® 3aiNcHI0ETBCST HacTynHUM  4mMHOM. Ha
nepLiomMy etani y BariTHUX 3 HasBHICTIO B aHaMHesi
BpOAXeHMX OedeKTiB HepBOBOI TPyOkM nnogy Ta Xi-
HOK, LLO BrepLue NPOTArOM BariTHOCTI 3@ CKPUHIHI-
TEeCToOM, 3rigHO 3 Haka3oMm MiHicTepcTBa OXOpPOHWU
3gopoB's YkpaiHn Ne 642/84 Big 31.12.2003 «[po
YOOCKOHaNeHHs  MeAMKO-FTeHETUYHOI [OonomMorn B
YKpaiHi», onvMHUAMCA B rpyni pusnMKy BUHUKHEHHA Aa-
HOi nartornorii nnody, BU3HayalTb piBeHb onieBol
KMCNoTu y cupoBaTLi KpoBi Ta eputpoumTax. MNpwu pie-
Hi chonieBoi KMCNOTN Yy cnpoBaTLi KpoBsi Ao 5,9 Hr/n Ta
B epuTpountax oo 9,9 Hr/Mmn BCTaHOBMNOWTL AediunT
BMIiCTy dponaTiB B opraHiami. Ha gpyromy etani y xi-
HOK MpPOBOASATb FEHETUYHWA aHani3 3 MeTor A0Chi-
[PKEHHSA reHiB ponaTHOro LMKy, y TOMy YUCHI reHis
mMeTuneHTeTparigpodonatpeaykrasn (MTHFR), wme-
TMneHTeTparigpodonartaerigporeHasu (MTHFD1),
MeTiOHiH-cuHTasa-peayktasm (MTRR), umcratioH-p -
cuHTeTasn (CBS) Ta iH. Busasnenun nonimopdiam
[aHWX reHiB y noeaHaHHi 3 gediuntomM donartis KpoBi
BKasye Ha ponaT-3aneXHUin MexaHiaMm pPO3BUTKY
BOHT nnogy. Y pasi HopmanbHOro pisHs ¢oniesoi
KMCMNOTU y CMpOBAaTLi KPOBi Ta B eputpouuTax, a Ta-
KOX IHTaKTHOCTi reHiB B pONaTHOro LMKy AiarHoCTy-
I0Tb HE3anexHiCTb MeXaHi3My BWHUKHEHHS BBP
LEeHTpanbHOI HEPBOBOI CUCTEMU Bif, MOPYLUEHHS Me-
Taboniamy dponatie, TOOTO BCTaHOBMOTL bonaT-
HesanexHun possutok BOHT nnogay.

B nopiBHAHHI 3 NpoTOTMNOM, 3asiBNeHun cnocib
piarHoctukn BOHT nnogy no3sonsie nigBuwuTy Tou-
HIiCTb OiarHOCTMKM Ha OCHOBI BUSIBIIEHHS piBHA ¢hona-
TiB V CMpPOBATLi Ta epuTpoLUTax KpoBi i BUSHAYEHHS
nonimopaiamMy HambinbLL 3HaYyLUMX reHis ponaTtHoro
LMKy, LLO, B CBOIO Yepry, AO3BONSE BCTAHOBUTU €Ti-
OnaTOreHeTUYHNA MEXaHi3aM PO3BUTKY BaaW Ta YHUK-
HYTV NOMWIOK Y MpPU3HaYeHHi NpodinakTukM AaHoi
naronorii nnoay.
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