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[Ipobnema recro3a sBHseTCS OAHON W3 Hauboiee AaKTyaJbHBIX B aKyIIEPCKOM
MPAKTHKE, YTO OIPEAEISETCS BBICOKOM PAaclpOCTPaHEHHOCThIO U TSKECTBHIO MOCIEICTBUM.
Cpenu (hakTopoB, MpeApacloIaraloux K pa3BUTHIO TeCT03a, PACCMATPHUBAIOT MOBBIIICHHBIN
ypoBenb romorucrenta (') B kpoBH, KOTOpPBHIH 4YacTo ObIBaeT OOYCIIOBIIEH Ae(MUIINTOM
akTUBHOM (hopmbl (honmmeBor kucaoThl. [IpeoOpasoBanue (oareBOH KUCIOTHI B aKTUBHYIO
dbopmy  mpomcxomuT  Omaromaps dbepmeHTaM (dhomarHoro IUKJIA: MTHFR
(methylenetetrahydrofolate  reductase), MTR (5-miettnahydrofolate-homocysteine
methyltransferase), MTRR (5-methyltetrahydrofolatenocysteine  methyltransferase
reductasg SLC19A1 (Solute carrier family 19 (folate trangpo), member 1).

enpto manHOM pabOTHI SBUJIOCH M3YYCHUE BO3MOXKHOHW CBSI3M MEXIY OCIOKHECHHUEM
OepeMeHHOCTH — TecTo30M, ypoBHeMm ['1] B mima3me KpoBM M Haau4ueM MOIUMOPHU3MOB
reHoB (omarHoro oOmena. OOwvekToM wuccnenoBanus seisiack JIHK, Beimenennas w3
JeikonuToB LenbHOU KpoBH. Beinenenune /IHK nmpoBoaninoch ¢ MCHoab30BaHUEM KOMILIEKTA
pearerroB «J/IHK-cop6-B» (Ammumcenc, Poccus), mamee ¢ obpasnamu BeiaencHaoi JTHK
npoomminack [P ¢ wucnomp3oBaHmeMm koMmIiuiekTa peareHToB «llupockpun» (poduiib
reHeTHYeCKoro wucciaemoBanus «Domar-ckpun» (Ammaucenc, Poccust) u  gerexius
noMMMOpP(QHU3MOB METOIOM IHUpPOCEKBeHUpoBaHus Ha mnpubope PyroMark Q24 (Qaigen,
I'epmanus). ['pynmy o6cnenoBaHHbIX cocTaBuan 50 KeHIIUH O CpoKoM OepemeHHOCTH 28-39
HE/lenb, B Bo3pacte 23-451eT ¢ TecT030M pa3InyHON CTETEHU TSHKECTH. B rpymnmy KOHTpOs
BOIILTM KIIMHUYECKU 3/I0POBBIE JOOPOBOJIBIIBI.

JlaHHBIE O PACIPOCTPAHEHHOCTH HCCIEAYEMBIX MOTMMOPPU3MOB TE€HOB (OJIATHOTO
oOMeHa B 00111e# rpyrne OepeMEeHHBIX ¢ TECTO30M MPEACTABICHBI B TAOJIHIIE.

Cpenu o0Ocie1oBaHHBIX MAIMEHTOK C T€CTO30M HAMU OBLIO BBISBICHO CTATHCTHUYECKH
3HAYUMOE YBEJIMYEHUE YaCTOThl HOCUTEIHCTBA T€TEPO3UTOTHOTO BapwaHTa reHa MTR, mpu
MOJTHOM COBITAJICHUU YAaCTOT BCTPEUAEMOCTH MOJUMOP(HU3MOB IPYrux TeHOB (HOJIATHOTO
oOMeHa.



PacnpocrpaneHHOCTH MOJMMOP(PU3MOB reHOB (POJIATHOTO 00MEHAa

cpeau 0epeMeHHBIX KeHIIHUH € TeCTO30M JIerKOil, CpelHel M TSKeJIOH CTeNeHH TIKeCTH
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MTHFR CIC 26 52 241 48,5 46-59
(A222V, C>T) CIT 20 40 206 41,5 33-50
rs1801133 T/T 4 8 50 10,1 4-9
MTHFR AlIA 23 46 28 56,0 ~44
(E429A, A>C) AlC 21 42 18 36,0 ~47
rs1801131 CIC 6 12 4 8,0 ~10
MTR AlA 22 44 103 66,9 81-96
(D919G, A>G) A/G 27 54 44 28,6 4-15
rs1805087 0-4
P15=0,004 G/G ! 2 7 4,5
AlA 14 28 8 16,0 ~38
MTRR :
AIG 22 44 24 48,0 ~35
(122M, A>G) rs1801394 GG 12 >8 18 36.0 -8
AlA 9 18 13 26,0 ~16
SLC19A1 :
AIG 27 54 21 42,0 ~55
(H27R, A>G) rs105126 GG 14 8 16 320 =9

[Tony4yeHHble pe3yabTaThl MO PACIPOCTPAHEHHOCTH MOIUMOP(HU3MOB B UCCIIEAYEMbIX
reHax COBIAJM C COOTBETCTBYIOIMMH JaHHBIMH 0a3bl NCBI nist eBpornelickoi Mmomyssiuu,
OJTHAKO, Pe3yJbTaThl MccieAoBaHus nonumopdusma reHa MTR oTIu4HBI OT NaHHBIX Oa3bl
NCBI.

Cpenuuii ypoBeHb TOMOILIMCTEHHA B IIJIa3Me KPOBH 00CiIeIyeMOl TPyl OepeMEeHHBIX
¢ recro3oM cocraBmil 6,5+1,4 MKMOIB/J, YTO COOTBETCTBYET HOpME Ui OCpEeMEHHBIX
xeHuH. Kakoif-mu6o cBsa3u mexay ypoBHeMm ['L] m Hanuumem monuMop¢pu3MOB B TeHax
¢dosatHOTO OOMEHa 0OHAPYKEHO HE OBLIO0.

[To pesynbraram oOCIEIOBAaHUS TMAlMEHTOK C TECTO30M, HE OBUIO BBISBICHO
accolyaluy JTaHHOM NarolorTuh OEepeMEHHOCTH C YacTOTOM OTHENbHBIX HOIUMOP(HBIX
BapuanToB reioB MTHFR, MTRR, SLC19A. O0Onapyxenue Ooiee BBICOKOH YacCTOTHI
TeTePO3UTrOTHOTO HocuTenbcTBA reHa MTR y manmeHTok ¢ recro3om  Tpelyer
JIOTIOJTHUTEIBHOTO HW3y4YeHHs. YPOBEHb T'OMOIIMCTEMHA HE OBLI BBIMIE COOTBETCTBYIOIIUX
HOPMATHBHBIX T'PAaHUIl U HE ObUIO OOHAPYXKEHO KaKOM-TMOO 3aBHUCHUMOCTH KOHIEHTpPALUU
TOMOIIMCTENHA KPOBU OT T'€HETHYECKOro MpOoQMIIs HCCIECAOBAHHBIX (PEPMEHTOB (POIATHOIO
UKJIA.



