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CyyacHi nepeaymoBu Ao npothinakTuku

Ta NiKyBaHHA reHeTUYHO 3YMOBMIEHUX NOPYLUEHDb
thonatHoro o6mMiHy y noApyXHixX nap

3 penpoayKTUBHUMU po3nagamu B aHaMHe3i

3.1. Poccoxa

3 «PedepeHnc-ueHTp 3 MoJekyIsipHoi aiarnoctukn MO3 Ykpainu», M. Kui
AY «IucturyT renernuHoi Ta pereneparusHoi meaunuan HAMHY », m. Kuis

¥ crarTi npoaHai3oBaHO KJIiHIYHI peKOMeH/aIlii o0 npe-
KOHIENIIHHOrO BKHBaHHA TNpemnapariB (oiieBoi Kuciotu
NOJPY°KHiMH IapaMu IpPH IUVIAaHYBaHHi BariTHOCTI Ta OLiHe-
HO ocoGauBocTi donatHoro crarycy y 206 moapyskuix map
3 PenpoAYKTMBHHMH po3jajaMH B aHaMmHe3i. [imepromo-
HUcTeiHeMisl, 3yMoBJIeHa M0JaiMop¢i3MoM reHiB (posaTHOro
o6Mminy, BusiBiaena y 28,64% mnauienTiB i3 moapy»kuix map 3
PenpoAyKTUBHUMM po3iagamu, ay 9,70% Bunaakis — B 060x
i3 noapy:xuboi napu. @ouarHuii craryc B 11,65% nauienris
3reHotunoM 677TT /1298 AA nopiBHSHO 3 iHIIMMU BapiaHTa-
mu 3a reHoM MTHFR 1ocToBipHO BiZIpi3HSABCS MiJABUIEHHAM
PiBHSI TOMOLMCTEIHY Yy IJIa3Mi KPOBi Ta 3HUKEHHSIM PiBHS
¢oiieBoi KuCIOTH y cupoBaTi KpoBi. Inmi Bunagku rimep-
roMouucTeineMii 6y 3yMOBJIE€Hi reTepO3UrOTHUMH BapiaH-
toM MTHFR y noennaunui 3 Bapiantamu renis MTRR, MTR1
i BININBOM /I0/JaTKOBHX YNHHUKIB PU3UKY.

HeoO6xigHo 3ailicHIOBAaTH NEPCOHANI30BaHy CTpaTeriio y
IJIAaHYBaHHi IPEeKOHIeNIiHOTro Nepioay /s NOAPY KHIX nmap
3 PeNpoOAyKTHBHHMH pPO3JlaJJaMH B aHaMHe3i, CIHPalOYHCh
Ha 3aCTOCYBaHHS ONTHMAJbHOI 103U (OTi€EBOI KUCTIOTH — HE
MeHme 800 MKr mOJeHHO y MOJiBiTaMiHHMX mpenapartax (3
iHIUMHU BiTaMiHaMu rpynu B).

Kntouoei caosa: penpodyxmueni posnadu, goricsa xucioma,
zinepzomoyucmeinemis, nOOPYACHi NAPU, 2eHOMUN, BAZIMHICTY.

M WHYJIO JIeKiJbKa JecATUpiy Micsas BCTAHOBJIEHHS BasKJIH-
BOro 3HaueHHs (osieBoi Kucaotu y npodiakTuili Baj
HepBoBoi Tpy6ku (BHT). Otpumanuii yenix 6ysio peanizosa-
HO y KOHIIETit0 000B SI3KOBOTO BXKMBAHHS TTOJPYKAKIM TIpe-
naparis ¢ouiesoi kucaoru (OK) ne menure 180X MicsiiB 1me-
Pel 3aUaTTsIM, TIPO 1110 OYJIO 3a3HAYEHO Y HAI[iOHAJIbHUX MPO-
TOKOJIaX KpaiH 3 OCUTh Pi3HUM €KOHOMIUHUM PO3BUTKOM Ta
iHIIUMY TTepeyMoBaMu. Y OiIbIIocTi KAIHIYHUX TPOTOKOJIIB
Ta PeKOMEeH/AIlill, ypaxoBYIOUM HAI[iOHAJbHI, nepenbadeHo
pxuBanisg DK moapyskuiMu mapamu ta ocodamMu pernpoayk-
TUBHOTO BiKYy y 7031 400—800 Mkr Ha 100y, a KiHKaM 3 110-
yatky [I TpumecTpa BariTHOCTi i /10 3aBepIiIeHHST TO/LyBaHHS
rpyaaio — 800 Mmkr. [3 3arasbHOTO IMpaBMiIA 3aBXAN iCHYBATIH
BUKJIIOYEHHSI, KOJIU {03y IIpenapary 30ibinyBanu y 38’ 13Ky 3i
CTAHOM 3/I0POB’S JKiHKM Ta 3a4aTTAM UM HAPOJKEHHAM iTeil
3 BajlaMu po3BUTKY. Ha cboroni BXkuBaHHS 361/bIIEHOT 1031
OK (110 5 MT') € PEKOMEHIOBAHUM JUJIST KIHOK 3 OKUPIHHSM,
LYKPOBUM JiabGeToM, IefiaKicio, cepronoaioHo-KIiTHHHOIO
aHeMI€Io Ta TajaceMi€lo, IIpU emijerncii, a TakoX 3a HasABHOCTI
B aHamHesi Bunaakis BHT ra inmmux. IIpudomy 10608e BKi-
BanHs DK 36ibHryeTsest, MOYNHAIOYN 3 TPEKOHIIEMIITHOTO
nepiogy. A OT 110 CTOCYETHCS TePeyMOB 10 BUKOHAHHS pe-
koMmeHzaliif, To y CIIIA, Hanpukaaj, BusHaueHa 1o60Ba hi-
siosoriuna go3a MK i a5 pisHUX BIKOBUX TPYTI, i IS JKiHOK
PENpOAYKTUBHOTO BiKY, SKa IPU3HAYAETHCS HA TJi 3arajbHO-
HaiioHanpHOI porpamu doprudikallii TPOAYKTIB XapuyBaH-
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mst. Cymapno DK, 3a BusnavensiM OKpeMux KepiBHUIITB, 1T0-
BUHHa cTanoBuTu He Menure 600 Mxr (MiniMyM), ypaxoByloun
i HaZIXO/KEHHs 3 TKer, TOOTO y ToMy 4ucsi 3abe3ledeHHs
npupogaumn dhogatamu |3, 6, 7, 10, 14, 15, 17].

JLst peastizanii nporpamu oprudikartii y nomyasiitHux Bu-
6ipkax y CIITA 6yJi0 IpopaxoBaHO BILIUB JOJAHOT 10 TIPOYKTIB
xapuysanis OK na suwkenns pisus romormcreiny (1), sxuit
€ BOKJIMBUM KJIHIYHUM MapKepoM HOpyuieHb GoiaTHOro 06Mi-
Hy, SIK CIIAJIKOBUX Tak i HabyTnx. Meroro doprudikarii 6ymio He
TiZIbKY 3HMKEHHS YaCTOTH BaJ PO3BUTKY, ajle i CKOPOYEHHS YIHC-
Jla CepIleBO-CYIMHHUX 3aXBOPIOBaHb. | y OKpeMUX J0CTi/IPKEHHSIX
6yJI0 TIOBIZIOMJIEHO TIPO 3HUKEHHsT yacToTh po3BuTky BHT, iH-
CyJIbTIiB 32 HAsBHOCTI 3aralbHOHAIIOHAJILHOI 1Tporpamu GopTu-
(pikanii nmpoaykTiB XapuyBaHHs, aje 3a UM YCITIXOM 3’SIBUJIUCS
MTOBIZIOMJIEHHS i PO HECTIPUATINBI Hacmiaku |3, 7, 5].

TpuBanuii yac BBaxkasu, 0 HajMipHe BXKUBAHHS IIperapa-
tiB @K He MoKe YMHUTH NMIKiJINBUIL BIJIUB, OCKITBKU HAJJIN-
HIOK 11bOTO BOZIOPO3YMHHOIO BiTaMiHy BUBOJUTLCS 3 OpPraHi3My.
Ante misuine 3’gBusivcs MOBiZOMJIEHHS, 1O TIPU 30ibLIeHHi
crioskuBartst MK (Buie 1050 MKr Ha 7100y) 361/bIIyeThCst PH-
31K PO3BUTKY OKPEMUX OHKOJIOTIYHUX 3aXBOPIOBaHb. A y JiTeit
Big MaTepiB, siki BxkuBasu miasuiieni 1o3u K (suie 1050 mxr
Ha 100y), OGyJia mifiBUIIeHa YaCTOTa PO3BUTKY KOTHITUBHUX PO3-
saziB. /lesxi aBTopu, npoaHaTi3yBaBIIN BeJINKY HU3KY JIKEpe,
3p0o0OUIIN BUCHOBOK, 1110 JIJIs 0CiO PEIPOYKTUBHOTO BiKY KOpHC-
HOIO € 1060Ba 1032 Bij 400 110 1050 MKT Ha 100y, & BUII Ta HUK-
4i 031 YMHATD MIKiATUBUI BInB [3].

Cuig 3aznaunt, mo y CIIA pexomengoBany 1060By 103y
400 MKT BXXMBAIOTh KiHKM i YOJIOBIKM PENpOAYKTHBHOTO BiKYy
IpohiTaKTUYHO Ta y IPEKOHIENIIHHIIH 1epiof 3a HasgBHOI (op-
tugikaiii npoaykris xapuysanus. To6To peasbha 1060Ba 1032
Oy/te 3ajexaTy BiJ iHAVBIZYaJTbHOTO CIIOKUBYOTO KOIIMKA Ta
BJKUBAHHS iHIIUX HYTPI€HTIB, a y 3B’4I3KY 3 IIUM peabHUM MOKE
OyTH AifiCHO HaJIMIPHE CIIOKMBAHHSA. 3 OIJIsA/LY Ha 1€, 0COOIMBOT
yBaru 3acryroByiots pekomenzaitii BOO3 Bin 2012 poky, y skux
6yJI0 PEKOMEH/IOBAHO KOHTPOJIIOBATH B OCi0 PENPOAYKTHBHOTO
Biky piBenb DK Ta 3asiza y cupoBariii KpoBi i Ipu 1[bOMY HaBe-
JIeHO iXHi HiNbOBi MOKa3HUKH, skuX Tpeba qorpumysaTucs [20].

3Ba)Ka0UM Ha BUSBJEHY HAMU YACTOTY IOLMIUPEHHS reHe-
TUYHO 3ymoBJieHOi rinepromonucreinemii (I'TIL) y skinok Ta
YOJIOBIKiB i3 GE3MJIIHICTIO HEBCTAHOBJIEHOTO TeHE3y Ta PaH-
HIMU PeNpoAYKTUBHUMHU BTpaTaMu [2, 5], a TAaKOK HasBHUMHU
sunagkamu rinepdosuaremii (FD) [18], BaskauBUM U TAHHSIM
CTaJI0 BU3HAYEHHs HASIBHUX IePeyMOB 0 TepconidikoBa-
HUX TpusHavderb ontuManbuoi go3u K 3 ypaxyBanusm in-
JIMBIIyalibHUX TeHETHYHUX OCOOTMBOCTEN.

Merta 1oCTiaKeHHs: aHasi3 HaABHUX KJIIHIUHUX PEKOMEH-
Jaliil Ta oliHIOBaHHS cTaHy (HOJATHOrO 06MiHy i ocobuBoC-
Teil reHeTHYHOTO nosiMopdismy MTHFR y noapysKHiX mapax
3 PENpOAYKTUBHUMHU po3zjagaMu (Oe3IIiIHICTIO HEBCTaHOB-
JIEHOTO IeHe3y Ta PaHHIMU PeIpPoAyKTUBHUMU BTPATaMu ).
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MATEPIAJIN TA METOAUN

[lo nposegenna pocaimkenns Oyno samxydeno 206 1o-
IPYKHIX map i3 penpoAyKTUBHUMU posiazamu: 69 map — i3
MEePBUHHOIO OEe3IJIiIHICTIO HEBCTAHOBJIEHOTO TeHEe3y TPUBa-
JicTio MoHaa 5 pokiB Ta 137 map — 3 paHHIMH PENPOAYKTHB-
HUMU BTpaTaMU B aHaMHe3i, ki yBifilin 10 0OCHOBHOI IpyIIu.

Jlo rpynu mopiBHsTHHS yBifinuim 35 MOAPYKHIX 1Map, y SKUX
HapPOMJIOCS Y MITI001 OjiHa YH /IBi ToHOTeHNX AnTHHM (Y (bi3i-
OJIOTIYHUX TIOJIOTax, 6e3 yCKJIaHeHoro nepebiry BariTHocTi).

Kpumepisimu suxatouenns 3 0ocaioxncenms oyau:
anomaJiii Kkapiorumy,

OKUPIHHA,

coOMaTHYHA Ta OHKOJIOTiUHA 11aToJIoris,

roctpi Ta XpoHiuHi iH(deKiHI 3aXBOpOBaHHS B 000X
YJIeHIB [IOAPYKHBOI 11apu,

azoocriepMmis Ta/4W HaABHICTH neJelliil Y-XpomMocomMu
Y 4OJIOBIKiB.

B ycix namientis 6yJio nposejieHe MeIMKO-TEHETUYHE KOH-
CyJIbTYBaHHSI, aHa/li3 HABHUX KJiHiKO-TabopaTOpHUX Ta iH-
CTPYMEHTAJNbHUX JOCJI/KEHb, Y TOMY YHCJi TOKa3HUKIB ¢o-
apatroro oominy, crangapruumu Metogamu (11 y nraszmi kpo-
Bi, @K y cuposarmi kposi). [TarieHTH 3aTOBHUIN ONMUTYBaJIb-
HUIL JIUCT, Y SIKOMY Ha/IaHO iH(GOPMAIIio TPpo 0cobIMBOCTI CIT0-
co0Oy KuUTTS (JI€Ty, CIOKUBAHHS AJKOTOJI0, KaBH, KypiHHSH,
PYXOBY aKTUBHICTb, PETiOH ITOXO/’KEHHS Ta PeTioH IIPOKNUBaH-
ust romo). [Moapyxuivu napamu Gyso Hajgano indopMmoBany
3rojly Ha yyacTb Y JIOCJi/DKeHHi, Ha gKe oJlep:KaHo 103BiJ KO-
Mitery 3 Gioetuku. [yt BCiX MOAPY/KHIX ap MpoBeAeHO aHa-
Ji3 nosximopdismy renis dhoaarunoro oobminy MTHFR (C677T,
rs1801133 1a A1298C, rs1801131), MTRR (AG6G, rs1801394),
MTR1 (A2756G, rs1805087) i3 3acToCyBaHHSAM PYTUHHUX MO-
JIEKYJIApHOTEHeTUYHUX TeXHOOoril [4].

PE3YJIbTATU OOCNIOXEHHSA
TATX OGFOBOPEHHSA

MouteKkynsapHO-TeHeTUYHN aHaJmis nosimopdismy
MTHFR (C677T,rs1801133 ta A1298C, rs1801131) upotsirom
6arathboX POKiB OYB PYTHHHOW MPAKTUKOI IS IarHOCTUKY
crajgkoBoi TpoMOOGiii, OIIHIOBAHHS PHU3UKY MOBTOPHUX
panHix penpoaykTuBHux BTpat, pusuky I'T1] Ta Bag po3BuTKy
y Hamaakis. Asre moumnaoun i3 2015 poky, y CIIIA i3 xui-
HIYHUX IIPOTOKOJIB 6yJ10 BUJIYYE€HO peKoMeHjauii moao re-
HeruuHoro tecryBanug MTHFR ta Busnauenns pisus 'l ams
3aszHauyenoi marosorii. R. Reilly ta cmniBaBropu Bissnawmin,
o resernynnii ananis MTHFR 11 BUsBIeHHS IPYIl PUSUKY
mo/o JikyBanHs Ta npodisaktuku [TIL € Bkpail HeoOXiHIM
nepeBakHo 115 Kpain 6e3 poprudikamii npoayKTiB XapuyBaH-
wst [1, 5, 19]. Came Tomy B Ykpaini moaiGni gocaikenns Ta
MepcoHaNi30Banmii aHati3 (HOJATHOTO cTaTyCy € HeoOXiHM-
MU st BEOOPY ONTHMAJIBHUX JIiKYBaJIbHO-IPOMITaKTUIHNX
3aX0/1iB, OCKiJIbKM HEOJIHOPA30BO MOBIJOMIISLIIOCS PO i/ [BU-
[IEHHS PUBUKY HeOaKaHUX PENPOAYKTHBHUX HACII/IKIB 32 Ha-
asuocti y xxinok 677TT- i 677CT-sapiauti rena MTHFR, a
takox [T, TIpu nboMy Oy BUCJTOBJIEH] TIPUITYIIEHHS TIPO
rnepeBakHUM BIIMB Ha MiJIBUIIEHHS PU3UKY BapiaHTa reta, a
He Gesnocepenuno I'TIL [1, 8,9, 13, 16. 21].

VY eBpomnelicbkux KpaiHax, K i 6ararbox iHIIMX, € He
npuiingara nporpama goprudikaiii TpoayKTIiB XapuyBaHHS.
[InanyBanns HpeKoHIeNIiliHOro mnepioxy, a Takox mnpodi-
nakTuka ta JgikysanHs [TIL i 110B’s13aH0i 3 Heto Tpombodimii
€ Ha/I3BMYAITHO akTya’abHuMN nutanuamu. Konmenrtparia 1]
Gisibiie 12 MKMOJIb/JI PO3TJISIIAETHCST Y €BPOIECHKUX KOH-
cencycax gk I'TII, a koHreHTpaiis Giabire 10 MKMOJIb /1 — K
KPUTUYHA IIOJI0 JIiHIFTHOTO 3POCTAaHHS TOKa3HWKA 3aJTIEKHO
Bi/l 1031 JIMTUBHOTO YMHHUKA (KYPiHHS, CIIOKUBAHHS KaBH,
BIKUBAHHSI aJIKOTOJIH0, TOI0). OCOOMNBICTIO TEHETHUHOTO PH-
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Tabnys 1
AKTMBHiCTb eH3uMy MeTunenTeTparigpocthonarpepykrasu (MTI®)
3anexHo Bif kom6inauiii renotunis 3a renom MTHFR
(3a nitepatypHuMu gaHumMm)

6T7CT 677TT
Genotype e mwmme mewn
1298AA 100% 66% 25%
two normal 1288s. enzyme acitivity enzyme acitivity enzyme acitivity
1298AC heterozygous 83% 48% not analyzed
one 1208 variant enzyme acitivity enzyme acitivity
1298CC homozygous 61% not analyzed ot analyzed

two 1298 variants enzyme acitivity

Adapted from data presented by van der Put et al *

3uky Bunukuenns ['T1] ta inmroi natosorii € Te, 110 HAsABHICTH
<«HEeCHPUATINBUX» BapiaHTiB reHiB (myTauiit) ¢osaTHoro
00OMiHY He 3aBXKIM CYNPOBOKYETHCS PO3BUTKOM KJiHIYHUX
Bigxusenn. lle renn cXuabHOCTI, MO MABUILYIOTh PU3HUK 32
JIOJIATKOBOTO BIJIMBY aJIMTUBHUX YUHHUKIB, siKi m06pe oxa-
pakrtepusoBani. Cepen npoBingnux agntuBuux unauukis [T1]
PO3TJISAIAI0Th KYPiHHS, CIIOKUBAHHS KaBM, IIOKOJIALY, BXKU-
BaHHS AJIKOTOJIIO, HepallioHa/JbHe XapuyyBaHHS, BKJIOYAOYU
roJIOJIyBaHHS, CTaH 3/I0POB’S MalienTiB (0KUPiHH, IIYKPO-
Buii piaber, emnisercist) Ta Megu4Hi BTpyvyanus (IIPU3HAYECHHS
OpaJIbHUX KOHTPAIENTHBIB, KOPTUKOCTEPOifiB) Tomo. HasiTh
3a BiICYTHOCTI MyTaliil i/l BUJWBOM 3a3HAYEeHUX YMHHUKIB
moske Bunukatu nabyra LTI [1, 5].

VY MisxknapoaHiil knacudikarii xsopob 10-ro meperusiay
(MKX-10) 3 2018 p. I[TIl, nos’ga3any 3 myTamisMu y TreHax
(dhomatHOTO 0OMiHY, BHU3HAYEHO $IK ayTOCOMHO-pEllecHBHE
crniajikoBe MeraboJiuHe 3axBoproBaHHs. OIHOHYKJIEOTHTHUN
nosimMopdisaM y CTPYKTypi reniB 3miHIOe akTuBHiCTL dep-
MeHTiB dosatHoro o6Miny, axe we cupuuyunsie 100% mera-
G6osivHMil 6JIOK, TOMY BUPa3HUX MeTaGOJIIYHUX MOPYIIEHb Ta
pPaHHIX KJIIHIYHUX MPOABIB, AK IPU TOMOIMCTUHYPII Hanpu-
kjan, He crocrepiraerbes [11]. Pusuk Bigxuienb 1migBuiny-
€TbCS I1iJI BIVIMBOM 3a3HAUE€HUX BUIlE aJUTUBHUX UYMHHUKIB.
677CT- ta 677TT-renorunu 3a renom MTHFR waiibinbin Bu-
PasHO BIUIMBAIOTh HAa 3MiHy aKTUBHOCTiI €H3UMY, 3HUXKYIOUM il
1m0 25-30% 3a HasBHOCTI TOMO3UTOTHOTO BapiauTa [1, 3, 5, 7].
3arajoM aKTUBHICTb €H3UMY MeTuJeHTeTparizpodosarpe-
nykrasu (MTT®D) zamexuth Bijg KoMmOiHaIllii reHOTHIIB 3a
JABOMa asejbHuMK BapianTamu rena MTHFR (tabi. 1).

3rifiHo gaHuM y taba. 1 Ta moBijoMJIEHHSAM IHIIUX J10-
CJITHUKIB, Y MOMYJISIIHHIX BubipKax HiKOJIM He BUSBJILIOTH
Tpu KOMOiHAIT TEHOTUIIIB 3a aJeJlbHUMK BapiaHTaMu TeHa
MTHEFR: 677TT/1298AC, 677TT/1298CC, 677CT/1298CC
y 3BsI3Ky 3 €KCTPeMabHO HU3bKoW akTuBHicTio MTTD [5].
Hocii nux renotumnis ruHyTh aHTEHATAIBHO Y Pi3Hi TepMminu
rectanii. BukuBanicTh HamankiB 3 iHIIMMM TE€HOTUIIAMM,
T00TO MaJOBUPAa3HUil KJIiHIYHMI edeKT Bis HasABHOI 3MiHU
€H3MMATUYHOI aKTUBHOCTi, CBiAYUTL IIPO Te, 11O HaBeLcHE
3HMKEHHs (DepMEeHTATUBHOT aKTUBHOCTI He € KPUTUYHUM Ta
no6pe KOMIIEHCYEThCS Y pasi MpU3HAUYEHHS 0cobaM perpo-
nyktusHoro Biky DK y mosi 400-800 mxr momxo60Bo, 1110
[iATBEP/KYETHCS KITHIYHUMU [IPOTOKOJAMU Ta PEeKOMeH/1a-
isIMU, TPUIHATIME y PO3BUHEHNX KpaiHax. Aje oliHIOBaHHS
nomupenns Bapiautis rena MTHFR ta ixuix noejHaup 3 in-
UMK BapiaHTaMu TeHiB (oJaTHOro oOMiHy y HalliOHAJIbHUX
HOMyJIAIHHIX BUGIPKaX 3 PI3HUME 3aXBOPIOBAHHSIME € Hajl-
3BUYANHO BAXKJIUBUM /IS PO3YMiHHS IIEPEJYMOB TOTO, KOMY
Ta ckibku npusnadaTy npemnaparis OK.

Y npoaHanizoBauiii Hamu 3araibhiit Bubipii i3 206 mo-
JPY’KHIX T1ap 3 OCHOBHOI I'PYIH 3 PEHPOJYKTUBHUMHU PO3Ja-
namu (206 yosoBikiB Ta 206 KiHOK, TOB'SI3aHUX CITIJIBHUM
c1oco6oM JKUTTsT) Ta 35 MOAPYKHIX Tap 3 rPynu MOPiBHSH-
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Tabnnys 2

Mowupenns kombinawiii renotunis 3a renom MTHFR 3anexHo Bi NporHo30BaHoi Ans Hux aktusHocti MTI®

B OCHOBHIil rpyni Ta rpyni nopisHAHKA, %

KomGiHauLil reHOTUNIB y rpynax: OCHOBHA/MOPIiBHAHHS

Moka3uuku thonatHoro 06miHy 3anexxHo Bi Kom6inauiii renotuni 3a renom MTHFR

Ta NporHo30BaHoi aktueHocTi MTI® B ocHOBHIii rpyni

1298AA 10,92/22,85 25,48/24,28 11,65/7,14
1298AC 23,05/25,71 19,17/15,71 -/-
1298CC 9,71/4,28 -/- -/-

Tabrmya 3

KomGiHauii reHoTunie: 'L, (Mmxmonb/n)/ @K (Hr/mn)

10,55+1,56/ 11,11£0,34/ 16,94+2,22/

1298AA 12,73+1.13 11,30+0,58 9.15+0.86
929027/ 11,29+0,75,

1298AC 10,06+0,60 11,1120,74 /-
9,39+0,34/

1298CC 10,59+0,85 /- /-

Hst OYJIO 3iCTABJIEHO YaCTOTY MOEAHAHD TEHOTHIIIB 32 TEHOM
MTHFR. Tlij yac oliHIOBaHHS PO3MOJiay KOMOiHALiN reHoTH-
miB 3a reHoM MTHFR, ypaxoBy10un TPOTHO30BAHY AaKTUBHICTIO
MTT® y gBox rpymnax (tabu. 2), BUSBIEHO, 1[0 BUPasKeH] Bijl-
MiHHOCTI Mik Tpynamu (ajie HeJJoCTOBipHi) CTOCYBaINCs Yac-
TOTH BUSBJIEHHST KOMOiHAIi i3 TOMO3UTOTHUME T€HOTUIIAMEI
677CC, 677TT, 1298CC — dakruyno 3 Haiibiasuoio (10,92%
nopisusino 3 22,85%), naiimenmown (11,65% mnopiBusiHo 3
7,14%), npomixuoio depmentarusnoo axrusmuictio (9,71%
nopisusHo 3 4,28%). IIpu nvomy I'TI[ (T'L] 212 mxmoub/n1) B
obcrexeHnX Hamu 412 TAIlieHTiB 3 PENPOLYKTUBHUME PO3Jia-
Jamu y moapyskxki Oyia sussiena y 118 oci6 (28,64 %) ta y
20 (9,70%) ob6¢crexenux nmoapyxuix nap (I'TI[ y gomosika Ta
NIPY>KUHMN).

B oOcrexeHunX marienTiB OCHOBHOI rpynu OyJI0 TipoaHaIi-
30BaHO TIOKA3HUKK (HOJATHOTO OOMIHY 3a/I€KHO Bij KOMGiHa-
it reHoTumniB 3a reHoM MTHFR ta 1porao30BaHoi ak THBHOCTI
MTT® (rabux. 3). Ak Bugno 3 tabu. 3, Haiiripmuil hosaTHU
craryc — gocroBipHe migsunienns pisus 'Ll y nnazmi kposi
(p<0,05) ta sumkenns pisust OKy cuposarii kposi (p<0,05),
OyJiu xapaktepHi auist naiienris 3 renorunom 677TT/1298AA
3a reioM MTHFR, a 3Bakatoun Ha jaHi Tabi. 2, KiabkicTb na-
1ieHTiB B 0OCHOBHIiT rpymi ctanoButh 11,65%.

IIpu npoBexnenni pospaxyuky pusuxy I'T1I i3 Bukopucran-
HSM METO/y JIOTiCTUYHOI perpecii 6le0 BUABJIEHO acolialfilo
i3 renorunom 677TT/1298AA 3a renom MTHFR (30,5% to-
piBusiHo 3 4,08%), a TakoXK, MOEIHAHHSIMHU TeTEPO3UTOTHIX
Bapiantis rewiB MTHFR 3 MTRR awu MTR1 (31,35% mopiBusi-
1o 3 13,6%). ¥ nposenenoMy HaMu paHiiie gociaxKenni 6yio
BCTAHOBJIEHO, 1[0 T€HETUYHUI PU3UK PENPOAYKTUBHUX PO3-
JIa/liB IOCTOBipHO 3aekuTh Bif BapianTiB 3a renamu MTRR
ta MTRT [4]. lle noB’s13an0, Ha Hally AyMKY, 3 HEOOXiAHICTIO
000B’SI3KOBOTO JI0IaTKOBOTO 3abesnedenHs Kopakropamu (Ho-
Jaris, BitamiHaMu rpynu B oci6 penpoayKTHBHOTO BiKy. AJie
cTaH 3abe3nedeH s BiTaMiHaMu TpyTiu B € MeHIr foctiiskeHum
i, Ha JKaJh, 060B’SI3KOBE TXHE BKUBAHHS Y MPEKOHIIEIIiHHUIT
nepiosl He € PEKOMEH/JOBAaHNM. 3Ba)Kal0Yl Ha JIOCTYIHI PeKO-
menganii mozgo gikysauus [TIL [12] Ta BusBieni namu oco-
GJIMBOCTI TEHETUYHOTO PUBUKY PENpoAYyKTUBHUX PO3JIajliB
HeoOXiZIHO 000B’SI3KOBO MPU3HAYATH MAIli€eHTaM Ta ocobam
rpymnu pusuky noJisitaminni npemapatu 3 @K abo y Bunagaxy
npusHadeHHs MoHosiTaminnoro npenapary MK 0608’s3k0B0
OJATKOBO IIPM3HAvyaTH BitTaMiHu rpynu B. Baxiamsoio Biz-
MiHHICTIO TOJIBiTAMIHHUX IpenapaTiB € HaABHICTb Y IXHbOMY
CKJIaJli IekiabKox Bitamiui rpynu B ra @K y no3i 800 mkr, 1110
pexkomenoBano y CHIA st xKiHOK, TOYNHAIOYN 3 TIPEKOHIIET -
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miftHOTO Tepioy, Ha TJi 3ailicHIoBanoi hopTudikaiii mpogayK-
tiB xapuysanus [6,10,14,15].

BakJuBUMU YMHHUKaMU pusuky BuHukHeHHs [TT] B 06-
CTEKEHMX HaMM IOJPY’KHIX Iapax OCHOBHOI I'PYyNU y IOEJ-
HAaHHI 3 TEHETUIHUM TTOJAIMOPhiZMoM Gyn:

* Bizicyrnicts mpexonierniiitnoro BxkuBanus DOK -

10,67%,
* HepallioHaJIbHE XapuyyBaHHs (HaJAMipHe CIIOKUBAHHS
m’sica) — 9,70%,

o xypinmst — 11,16%.

Oco6aUBOCTI BILIMBY 3a3HAYEHUX YUHHUKIB HEOOXiZHO
yPaxoByBaTH, OCKiJIbKU 3HUKEHHS (POJIATHOTO CTATyCy aco-
niffoBane He TiJbKU 3i 3pOCTAHHAM PU3UKY PEIPOAYKTUBHUX
possaniB, aje ¥ KapaioBacKyJIspHUX 3axBopioBaHb. HesBa-
JKaloun Ha Te 1Mo A nogimopduux Bapianti rena MTHFR,
ki 3HMKY10Th akTuBHICTH MTT'D, B OKpeMUX AOCTiIKEHHIX
Oyna nosesena acouianis i3 BHT, Bagamu cepis, aHemieo,
MPEEKJIAMIICIE€N0, 3aTPUMKOI BHYTPITHBOYTPOOHOTO PO3BU-
TKy 1toza ta aytusmoM, H.N. Moussa Ta criBaBTopu B Oriis-
i aMepUKAHChKUX Ta KaHAJCbKUX IPOTOKOJIIB BiJ3HAUMJIN
edeKTUBHICTD HasBHUX TMPODIJIAKTHUYHUX cTpaTeriit 3 1060-
Boio 7103010 DK 400-800 mkr. Oxpim Toro, Humu 6yyio 3po-
6JIeHO aKIeHT Ha TOMY, 110 NPO(hiJaKTHKA YCKIAHEHb BaTiT-
HOCTI 1 BiIXWJIeHb y HAIA/KiB 3aJICKUTH Bijl TEPMiHYy IIOYATKY
ta tpuBasnocti Bxxusanus @K [15]. I came Tomy npekonuen-
nifiHa migroToBKa y MoApYy»KHi# mapi 3rilHo 3 KJIiHIYHUMU pe-
KOMEH/IAIisSIMU € BKpail HeoOXixHOIO.

BUCHOBKHU

1. Tinepromotnucreinemist (I'TIL) BusiBsena y 28,64 % oci6
i3 TMOIPYIKHIX Hap 3 penpoAyKTUBHUME po3diagamu, ay 9,70%
BUIAJKIB — B 000X i3 nmoapyxuboi mapu. MonaTHuii craryc
B 11,65% mamientiB 3 renorunom 677TT/1298AA 3a rerom
MTHFR noctoBipHO Bifipi3HABCS HASBHUM I1iIBULIEHHIM PiB-
Hs TOMOITUCTEIHY y MJIa3Mi KPOBi Ta 3HMKEHHAM piBHS doJrie-
BOi KMCJIOTH Y CUPOBATIli KPOBI.

2. Y noapysKHuix map 3 pelpoAyKTUBHUMU PO3jajaMu He-
00XiIHO MIPOBOAUTH TEHETUUYHE TECTYBAHHSI BapiaHTiB 3a re-
Hamu hosraTHOrO OOMiHY Ta OIiHIOBAHHS (HOJATHOTO CTATYCY
g Busgiienns nanientis 3 I'TLL ta nigBumienum i pusukom
PO3BUTKY [IJIsI TEPCOHATi30BaHOl MPOMIMaKTUKY i JTiKyBaHHS.

3. IlepcrieKTUBHUMU HATIPSIMKaM¥ HAYKOBUX JOCJIi/IKEHD
€ PO3pO0JIeHHS i OLIHIOBaHHST €(heKTUBHOCTI 1HAMBILya IbHUX
crpateriii npodimakTKy ycKIaJHEHb BariTHOCTI Ta marosorii
y HAIlaJKiB 3aJeKHO BiJl BU3HAUYEHUX KOMOiHAIiil reHOTUIB
Y KOHKPETHOI IOAPYKHBOIL IIapu.
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B NMOMOWb NMPAKTUYHECKOMY BPAYY

CoBpeMeHHble Npeanocbiiku K NpodunakTuke

W JIe4EeHUI0 reHeTUYEeCKU 00YCIOBJIEHHbIX
HapyweHuii ponaTtHoro oomeHa y cynpyxeckux nap
C penpoayKTUBHbIMU PAaCCTPOMCTBAMU B aHaMHe3e
3.U. Poccoxa

B crarbe 11poanainanpoBatbl KIMHUYECKHE PeKOMEH/IAINH 110 IIPEKOHIIETI-
[MOHHOMY YIIOTPEOJICHUIO TIPenapaToB (hoIMeBOil KUCIOTBI CyNpysKe-
CKUMU TIaPAMU TIPH TLJIAHUPOBAHUE GEPEMEHHOCTH 1 OL[EHEHbI 0COOEH-
Hoctu dosaraoro crarycay 206 cynpyskeckux map ¢ pernpoyKTHBHBIMH
paccrpoiictBaMu B aHamHese. [unepromonncreneMust, 00y CJI0BIeHHAsT
oMopdU3MoM reHoB (hoaTHoro ooMeHa, obHapyskena y 28,64% mna-
LHEHTOB N3 CYIPYKECKHX IIap ¢ HapyIleHueM penpoaykunt, a B 9,70%
ciydaeB — y 060KX U3 cynpyskeckoii mapst. Domarupiii craryce y 11,65%
narueHToB ¢ rerotuiom 677TT / 1298 AA 1o cpaBHEHHIO € IPYTUMU BapH-
anramu 110 rery MTHFR noctoBepro oTimmuascst TOBBIIEHIIEM YPOBHS IO~
MOIUCTENHA B I/Ia3ME KPOBU 1 CHIDKEHHEM YPOBHsT (DOJIMEBOIT KUCJIOTBI B
CBIBOPOTKE KPOBU. J[pyrHie cirydan rurmeproMoicTeHeMIi GbLIN 00y CIIOB-
JIeHbI TeTepO3UroTHbIMU BapraHTamu MTHFR B co4eTaHuu ¢ BapyaHTaMu
reHoB MTRR, MTR1 v BIVsIHUEM JIOTIOJTHUTEIBHBIX (haKTOPOB PUCKA.
Heo0X01MMO OCYIIECTBIIATD MEPCOHATN3IPOBAHHYIO CTPATETHIO B ILIa-
HUPOBAHWUN MPEKOHIIENIMOHHOTO TIePUOJIA ISl CYTPYKECKUX Tap € pe-
MIPOJLYKTUBHBIME PACCTPONCTBAMI B aHAMHE3€, OINPAsICh Ha IPHMEHEeHIe
ONTUMATBHOI /103BI (POITHEBOI KNCTOTHI — He MeHee 800 MKT eke/[HEBHO
B IOJIMBUTAMHUHHBIX IIperaparax (¢ ApyruMi BUTaMIHAMH TPy B).
Kntoueswie cnosa: penpodyxmusHvie paccmpoticmea, onuesas Kucioma,
2UNEPLOMOUUCTICUHEMUSL, CYNPYICECKUE NAPDL, 2CHOMUN, OEPEMEHHOCTID.

Modern preconditions for the prevention and
treatment of genetically determined disturbances of
folate exchange in marital couples with reproductive
disorders

Z. Rossokha

The clinical recommendations for the preconceptional consumption of
folic acid in married couples during pregnancy planning are analyzed
and peculiarities of folic acid status in 206 couples with reproductive
disorders are estimated in the article. Hyperhomocysteinemia, due
folate related genes polymorphism, was detected in 28,64% patients
from couples with reproductive disorders, and in 9,70% of cases —
in both of the couples. Folate status of 11.65% patients with 677TT
/1298AA genotype compared to other variants of MTHFR gene
was significantly different with increasing homocysteine level in
blood plasma and decreasing folic acid level in serum. Other cases
of hyperhomocysteinemia were due to the heterozygous variants of
MTHFR in combination with MTRR, MTR1 genes variants and the
effects of additional risk factors.

It is necessary to implement a personalized strategy for
preconception period planning in married couples with
reproductive disorders based on the use of an optimal dose of
folic acid of (at least 800 micrograms) in multivitamins (with
other vitamins of group B).

Key words: reproductive disorder, folic acid, hyperhomocysteinemia,
couples, genotype, pregnancy.
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