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T, V, HV, pre-V, I, W, X, N), cymapHa 4acTtoTa SKux ckiaia 95,6 % 3 posnoniiom Ha rpynu H-33,5 %,
U-20,9 %, J-11,7 %, T-6,7 %, V-5,4 %, HV-3,7 %, pre-V-2,9 %, 1-2,1 %, W-2,1 %, X-2,5 %, N-1,2 %.
Haii6inpira nommpenicts Hajexana ramiorpynaMm H, U, J, T (72,8 %). BusiBiieHa MOHTOJI0ITHA TOMIIIIKa
(rammorpyrmu A, B, C, D i Z) i3 yactotoio 2,0 %. AHai3 oTpMMaHUX JaHKUX IIPOJEMOHCTPYBAaB HAasIBHICTh
eBpocrenupiunux ramwtorpyn MtAHK: H, pre-v, V, J, T, U5, I, W, X, yacroTa skux 6yia 24,0 %, 2,0 %,
2,0 %, 12,0 %, 16,0 %, 18,0 %, 2,0 %, 2,0 % i 8,0 % BinmoBimHO, cymMapHa 4YacTOTa CTAHOBUTH 86,0
%. Asziiiceki ramnorpymu C i A BusiBiieHi i3 vacroroio 4,0 %. Bucoka 4dacrora ramiorpyn T(16,0 %),
U5(14,0 %), X(8,0 %) y nocnimxyBaHiii BUOIpIli, Yy HOPiBHSIHHI 3 KOHTPOJIbHOIO, IMOBipHillle 00yMOBJIeHA
HecTabiabHicTIO mo3uiil 16189 (tum myrauii T—C, rpynu tunis MtAHK U, T, X) i 16294 (Tun myranii
T—C, rpynu tunis MTIIHK T, U, X) , 1110 BTIpUMYIOTECSI B OCHOBHUX HYKJICOTUAHNX MOTUBAX TaHUX I'aIljio-
rpyn. BkazaHi no3uilii 3MiHIOIOTh IIBUAKICTh TEMITiB MyTalill i TUM 00YMOBIIOIOTh BUCOKY YacToTy MTX]I.
BcTtaHoBneHi 55 nmoniMopdHMX Mo3uliiil i3 Haibiabm BapiadbeapHuMmu 16189 i 16204, BU3HAYEHUIA I1OJTi-
Mop@izm B renax TPHK"™ ta TPHK'"" komytouoro periony. [Tomimopdiszmu B redi TPHK!® 3HaiineHi B TUITax
I'BCI, sixi BuzHavatoth rarmtorpynu 3705G/A — H; 3624 A/G — J; 3594 C/T — X; 3336 T/C — Nla; 3552
T/A — C. BigmiueHa B OKpeMHX BUITagKaxX HASBHICTb IIMPOKOTO CIIEKTPY MOJIIMOPGi3MiB, SIKi XapaKTepH-
syBau ramorpyiy T (1888G/A, 8697 G/A, 8860G, 11251 A/G, 11719 G/A, 11812 A/G, 14766 C/T, 14905
G/A, 15326 A/G, 15452 C/A, 15607 A/G, 15928 G/A) y maitieHTiB i3 M’sI30BOIO TiMIOTOHI€IO, sIKa repedirae
MPOrpemieHTHO. 3HaineHi noxiMopdismu y manieHTiB i3 Tunamu 'BC I mtAHK, sIKi BU3HA4aIOTh ramio-
rpymu H (8860G, 15326A/G, 14553 C/T (Val—ile)) Ta X (14470 T/C, 17196 G/A), MyTaliisi KOMIUIEKCY
NDS5 12706 C (Phe—leu) 103BOIMIN IPUITYCTUTH BIUTUB FEHETUIHOTO (DOHY SIK OMHOTO i3 JOJATKOBUX Me-
XaHi3MiB MYTaLliiHOTO MPOLIECY.

ITpoBeneHe nocaiakKeHHSI FTEHETUYHOI eITiIeMioIoril mojiMopdHUX BapiaHTIB reHiB (pepMeHTIB (hosat-
Horo nukiay y 200 HoBOHapoOIXKeHUX i3 MOIMyJsiLii. bynu BuBYeHi reHoTUIM Ta yactotu aiedais MTHFR
C677T, A1298C, G1793A, MTRR A66G, RFC-1 G80A. OtpumaHi AaHi cBig4aTh Mpo Te, 110 YKPaiHChKil
nonyaslii (y NOpiBHSIHHI i3 iHIMMMUJ OOMYJSLISIMM) MPUTaMaHHA HU3bKAa TMOILIMPEHICTh iHAMBIAIB TOMO-
surotHux 3a anenem 677T MTHEFR (7,04 %) i 3Hauna — 3a rerepo3urotHux 677CT (40,70%). @epmeHT
MTHEFR € ki11040BUM (DepMEHTOM He TUTbKU 1151 (DOJIaTHOTO LIMKITY, a i 1711 MeTabo1i3My iHIIMX 0i0JI0T YHO-
akTuBHUX npoueciB. I1puuetHicts myTauii MTHFR C677T 3 omHOro 60Ky 10 emireHeTMYHUX MPOLECiB,
3 Ipyroro — A0 MaHidecTallil 6araTbox IMOIIUPEHUX XBOPOO AoBeaecHa baraTounce/bHUMU faHuMu. Hamu
OTpUMaHi JaHi PO BaxKJIUBICTh B3AEMO/Iil 1BOX BUBYEHUX TUITiB MOAIMOP(i3MiB - MiTOXOHAPiaabHOTO i MO-
JliMop(pHMX BapiaHTiB reHiB (hepMeHTIB (hOJATHOIO LIMKITY.
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BBenenue. B HacTos1ee BpeMsl, HECMOTPSl Ha pa3BUTHE MEAMKO-TEHETUUYECKOIO KOHCYJIBTUPOBAHUS,
MpeHaTaJbHOI TMAarHOCTHKM, yacTora cuHapomMa JlayHa (CII) B YkpanHe ocTaeTcsl CTaOMIbHOM. XOTS 10~
HumaHue CJI Kkak MeTaboanMuecKoil 060JIe3HU 10 CHUX MOpP HEe pacHpOCTpaHEHO, C Hallleil TOYKU 3PEHUs,
yYBeJIMYEHUE O03bl TEHOB XPOMOCOMBI 21 MOXET OBbITb NMPUYMHON, OMOXMMUYECKUX HAPYLICHWIA, KOTO-
phIe MPOSIBIISIIOTCS KJIETOYHOM aucyHKUMeH 1 hopMupyIoT YHuUKaIbHEI naTtoreHe3 C/I. [lomasisiomnee
OOJBIIMHCTBO OMOXMMHUYECKHX MPOLIECCOB B OpraHU3Me 4eJaoBeKa OCYLIECTBIISIOTCS B Ipeaeiax LUMKIIOB,
cpenu KoTtophix ¢onaTHe uKi (PL) 3aHnMaeT ocoboe MECTO, TaK KaK YJaCcTBYeT B PEryJISILIUM TeHHOM
aKTMBHOCTU 4Yepe3 (DEHOMEH METWJIMPOBAHUS U BJIMSIET HAa MHOTOYMCJIEHHbIE T€HETUYECKHE MPOLIECCHI.
Henocratok TpaHccyabgaTupoBaHUs TOMOLIMCTEMHA BCJIEICTBUE HU3KOM aKTUBHOCTU LIMCTaTUOHUH-0e-
ta-cuHTa3sl (CBS) BegeT K GopMHUPOBaHUIO IIPU3HAKOB coeqnHUTeIbHOTKaHHOM nuctuiazun (CT/1) B cum-
nToMoKomIuiekce romounctuaypun. I[pu CJI, Haobopot, mMeeT MecTo TpoliHas n1o3a reHa CBS. [1osTtomy
MBI TIPEANOJOXUIN, YTO oBbIIIeHHas 3kcnpeccus npusHakoB CTI y nauuenToB ¢ CJI MoxeT yKa3bIBaTh
Ha HeJOoCTaTOYHOCTh MeTabomm3Ma DL, o0yclIOBIEHHYI0O HOCUTEIBCTBOM OIIPEACICHHBIX T€HOTUIIOB II0
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MOJIUMOP(HBIM JIOKycaM MeTuaeHTeTparuapodonar — peaykrassl (MTHFR C677T) 1 MeTUOHUH CUHTA3LI
— peaykrassl (MTRR A66G).

Iean uccaenosanusa. BrisiBieHre BO3MOXHOIO BIMSTHUS ITOJTMMOPMHEBIX BAPUAHTOB TeHOB (PpepMEHTOB
(homaTHOrO IMKIIAa HA META0OIMIECKIE U KIMHUISCKIE N3MeHeHN Y TanueHToB ¢ ClI.

Marepuanbl 1 MeToabl ucciaenoBannsa. OO0IIass BEIOOpPKa cocTtaBmiia 133 mpoOaHma: OCHOBHASI TPYII-
na — 81 pebeHok ¢ CII, KoHTpoJibHAas TpynIia 52 pedbeHKa. MeTonsl nccieqoBaHUsI: COMAaTO-TeHETUYECKOe
HCCJIeNOBaHNE C CUHIPOMOJIOIMYECKIM aHAJIU30M, IIUTOTeHETUIEeCKIEe, OMOXUMIIYECKIE, MOJIEKYISIPHO-
TeHEeTUYEeCKIUE MCCIIeI0BAHUS, CTATUCTUICCKIE.

Pe3syasrarnl 1 00cykaenue. VccienopaHue moduMop@HBIX BapruaHTOB reHoB pepMeHTOB D1 1mo3Bosm-
JIO YCTAHOBUTH BEPOSITHYIO PACIIPOCTPAaHEHHOCTh CpeAu AeTell ¢ TpUCOMUeit 1o XxpoMocoMe 21 HocuTesei
AG renotuma rena MTRR (53,3% npu 28,9% B koutpoie, p <0,05), a B KoHTpone - GG reHoTUIa JaHHO-
ro nokyca (44,2% wn 25,4%, p <0,05). B ctpykrype kommayHnoB MTHFR/MTRR oTMe4eHO JOCTOBEPHOE
HakoruteHus cpeau neteit ¢ CI0 cnydaeB 677CC/66AG (30,7% nipu 15,4% B KOHTpoOJIE), TOLAA KaK B KOHT-
pone - 677CT/66GG (30,8% u 8,0% cOOTBETCTBEHHO ).

V manmenTtoB ¢ C/l n3 XapbKOBCKOM MOITYJISIIIMY YCTAHOBJICHO CTATUCTUYECKM 3HAYMMOE ITOBBIIIIC-
HUE 10 CPAaBHECHMIO C KOHTPOJIEM YaCTOThI IIPU3HAKOB COCAMHUTEIHOTKAHHBIX NUCIUIA3Wi: KOXU U O~
KOXHO-XUpOBoi KieTuyatku (67,4% u 22,6%), yepenHo-nuueBoro ckeneta (90,2% u 35,1% ), KocTHO-
MblleyHou cuctemsl (78,7% u 29,7%), pa3BuTre KOTOPHIX TOCTOBEPHO CBS3aH C HAJW4YUMEM TeHOTHUIIOB
MTHFRN / MTRR Htzgu MTHFR Htzg / MTRR Htzg.

HccnenoBaHre aMMHOKKUCIIOT MO3BOJIMIO YCTAHOBUTh JOCTOBEPHOE CHMXKEHME YPOBHSI METUOHMHA Y
neteit ¢ CI (8 24,3% nipu 8,7% B XoHTpoie, p <0,05), 4TO COOTBETCTBYET ITATOI€HETUYECKUM XapaKTepuC-
TMKaM HapyllleHus OMoreHe3a METUOHUHA: ITPU CHUXXKEHUM aKTUBHOCTU (pepmeHTa M TRR, BCaeaCTBUE Ha-
JINYYS TTOJUMOP(HBIX BAPMAHTOB IeHa. YCTAaHOBJIEHbBI CTATUCTUYECKM 3HAYMMbIE U3MEHEHMST IPU3HAKOB
(peHoTHUIA, ACCOLMUPOBAHHbBIE C HU3KMM YPOBHEM MeTUOHUHA. CpeqHUIA ypOBEHb TOMOLIUCTENHA Y OOJIb-
HbIX ¢ CII cocraBui 4,5 + 1,2 MKMOJIb/JI, Y AeTel KOHTPOJIBHOM Tpyrisl - 5,3 + 1,4 Mxmoins/1 (p <0,05).
Takum o6pa3oM, CpeaHMIl YpOBeHb roOMOLIMCTeHA y pobanaoB ¢ CJ1 6bu1 focToBepHO (Ha 17,8%) Hixe,
4eM y JETe KOHTPOJBLHOW TPYIIIHI.

BruiBoapl. [TonyyeHHbIE pe3yabTaThl MO3BOIWMIM CAEAaTh BBIBOM, YTO Ha TsxkecTh TeueHus CI Baus-
IOT HE TOJbKO Pa3BUTHE TMIIOTOMOLIMCTEMHEMUM C IOCJEayIolleid TUMOMETUOHMHEMUEe U Ae(pULIMTOM
METWIMPOBAHUS, HO M Halmure HU3KOGYHKIMOHANIBHUX aymieaeii DL, ocobeHHo B codyeTaHUM C aedu-
uuToM BUTaMUHOB B, By, B ,. C 01HOM CTOPOHBI, 3TO ABJISETCA TEOPETUYECKUM OOOCHOBAHUEM IIENIECO-
00pa3HOCTHU pa3mesieHus] OOJBbHBIX Ha IPYIIILI TSDKECTU 3a00JIeBaHMS, a C IPYroil — TpedyeT pa3paboTKu
MIPOrpaMMbl MHIVBUAYAIN3ANH TePAITNU KaxkI0To O0JIBEHOTO.
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BBenenue. MaHubecTalus BpOXASCHHbIX AedeKTOB MeTaboaKM3Ma 4acTO MPOBOLMPYETCSI UHTEPKYP-
PEHTHBIMM 3a00JIEBAaHUSIMU; B CBSI3U C 3TUM IIPOBOAUIOCH O0CIeA0BaHUE AETel C MOJO3PUTEIbHBIMU Ha
neheKTbl MeTaboar3Ma CUMITOMAMU B ITeAMATPUYECKOM KJIMHUKE 001Iero mpoguisl.

Iean padoThl — M3YIUTH CIIEKTP HApYIICHWI MeTa00IM3Ma y IeTei, HaXOISIIXCS B IIeAUaTPpUIeCKOMN
KJIMHUKE 001ero mpogus.

Marepuannl 1 MeToabl. [TpoBoaMIOCh 00CIEI0BaHME AETE COTPYAHUKAMU YKPAUHCKOIO MHCTUTYTA
kimHU4YecKoi reHeTuku 1 XCMI'L Ha 6a3e cranmmonapa OJAKbB Ne 1.

JeTssM mpoBOAMIOCH COMATO-TeHETUYECKOe 00CAeA0BaHME, YTOUHSIIONIAs JabopaTopHas AMarHOCTUKA
B n1abopatopusix XCMI'Ll, KIMHUKO-TeHealorM4ecKuii aHaau3; Iocjie YTOYHEHUs AMarHo3a HazHavyalach
MeTaboauyeckas Teparnusl.

Pesyasrarel n o0cyxkaenne. B nerckom cranmonape o6iiero mpoduis B 2012 rogy ObUIO KOHCYIBTH-
POBAHO T'eHETUKOM M obcnenoBaHo 140 mereit; 3 Hux 50 geteil ObUIM HampaBjieHbl HA KOHCYJBTALMIO B
CBSI3U C BPOXIEHHBIMM MOPOKaMHU pa3BUTHUs. B oCTalbHBIX CllydasiX MPUYMHBI HalpaBJeHUs ObUIM Clie-
OYIOLIUMMU: SITMCUHIPOM, B COYETAHUU C TTOJMOPraHHBIMY HapylleHUsIMUA — 19 neTeii; HeBpOJOrnuecKue



