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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.

OINIBIT B3AUMOJIEVICTBUSA MEJIUATPA I TEHETUKA
B JIMATHOCTUKE METABOJIMYECKUX HAPYIIIEHUN

Ipeuanuna IO. b., Anoeckas A. A., Koaocrok A. C., Kanroxa M. B.
Xapovrosckuil cneyuaruzuposannblii meouxo-eenemuyeckuil Llenmp, Yxkpauna

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
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HapylIeHUs ¢ OTpHuaTebHOI nnHamMuKoi, yraeteHue LIHC — 24 pebenka; reMopparndecKuii CHHIPOM C
KPOBOM3IASIHUASIMY B TOJIOBHOM MO3T, HAAIIOYCYHUKM — 11 meTeii; a Takke rurmotpodust 1udo nmaparpodus,
racTPO3HTEPOKOJINT, IeraronaTus, afeToHeMudeckue pBoTel, 3IIMP, 6poHxmanbHast 00CTPYKLIMS, KOX-
HBIC TOPaXCHMUSI.
V 10 u3 o0cienoBaHHBIX AeTell ObUIa BIIEPBEIC BBISIBICHA XPOMOCOMHAS IMATOJIOrUs; Vv 9 ObUIM nua-
THOCTMPOBaHbI MOHOT€HHbBIE CMHIAPOMEL. 93 meTsM mpoBeneHo oOciaenoBaHue B yadoparopun XCMI'LL
C LIeNIbIO0 YTOYHEHUS XapakKTepa OOMEHHBIX HapylleHuii. Hampapisiiuch OHU ¢ HEBPOJIOTMISCKUMU, I10-
JIMOPTaHHBIMUY HapYIICHUSMU HESICHOTO XapakKTepa, KOTaa TSLKEeCTh COCTOSIHUS peOeHKa He MorIa ObITh
00BSICHEHA BBICTaBJICHHBIM JUArHO30M, aHTE-TIEPUHATAILHBIM ITOPAXKECHUEM.
V nmereii ¢ reMOpparnyeCKMMHU MOPaKEHUSIMHU (KPOBOM3IHUSIHYS B TOJIOBHOM MO3T, HAAITOYCTHUKN; Te-
MoOpparuy Ha Koxe; aHeMusl), CyIoporaMy ObLIM UCCAeA0OBaHbI T'eHbl (poaaTHoro uukiaa. McciaeagoBaHue
nposeneHo y 40 gereit, moauMopdHbIe BADUAHTEl T€HOB BBISIBIICHHI Y 38.
Kpome sTux ciaydyaeB, HapylieHMs1 B oOMeHe cepocoaepxammnx AK Meromom BOXKX amuHoKuUCIOT,
aHajr3a MOYM METOJIOM ra30Boit XxpoMaTorpadru AUarHOCTUPOBAHLI y 8 AeTeil.
Ewe y 17 mereit ¢ nogo3peHUEM Ha HapylleHHe 0OMeHa aMUHOKHWCJIOT MIPU UCCIEI0BaHUSIX METOIOM
BDXX, TCX B 11 cay4asix BBISIBJIEHBI APYyrie aMUHOAUAONATUH; Y 6 TeTeil U3SMEHEHUIA He BBISIBIEHO.
B 37 cnyyassx mpoBOAMUJIOCH UCCAEA0OBAaHUE MOYM METOIOM T'a30BOI XpoMaTtorpauu U Macc-CeKTpo-
METPUU — B OCHOBHOM 3TO OBbLIM AETH B peaHUMALMOHHBIX OTAEJCHUSIX C MPOSBACHUSIMU LiepeOpaibHO-
To YTHEeTeHMsI, alTHOE, apUTMMEN, cyloporaMmu, CHHIAPOMOM IOJIMOPraHHOM HETOCTaTOYHOCTHU, COCTOSIHUE
KOTOPBIX HEe MOIJIO OBITh O0BICHEHO. MI3MeHeHMsT ObLIU BhISIBJICHBI B 36 clydasix, W JIUIIb B OAHOM HCCIIe-
JTOBAaHUU U3MEHEHMIA HE BBISIBJICHO.
JynarHocTUpoBaHbl BPOXKAEHHbIE 1e(eKThbl META00IU3MA:
* MHUOXOHJIPMOIIATUM C Pe3KO BbIpakeHHBIMM HapyllleHUsIMU oOMeHa B Hukie Kpebdca, pepmeHTax
JIbIXaTeAbHOM LIeTN — 3 ciiydast

* HapylleHUs B 0OMeHe XUPHBIX KUCIOT — 3 ciiydas

* OpraHuyeckue auuaypuu — 2 ciaydas (4-rugpokcuMacisiHas auuaypust — 1 ciaydaii, 001e3Hb KISHO-
BOro cuporta 1 ciyuyai).

B ocTanbHBIX cy4yasgx B CIIEKTPE OPraHUYECKUX KMCIOT ObUIU BBISIBJCHBI YMEPEHHO BhIpaxK€HHbIC 13-
MEHEHMUsI, TpeOyollre TMHAMUYeCKOT0 HaOMI0AeHUS 111 YTOYHEHUSI TMarHo3a:

* HapylleHUsIMU odMeHa B LiukJe Kpebdca, hepMeHTax AbIXxaTeJIbHOU Lenu - B 15 cayyasx

* KEeTO3 — B § cllydasx

* HapylleHUs B 0OMEHe cepocoaepKalluX aMUMHOKKMCIIOT, KobalaMuHa — B 7 Ciiydasix

* neUUUT BUTAMUHOB Ipynnsl B - B 11 cayyasx

* HapylleHUs B 0OMeHe HEPOTPAaHCMUTEPOB - B 4 Caydasix

* HapylleHUs B OOMEHe IypMHOB, MMPUMUINHOB — B 3 cIydasx

* Ipyrue aMMHoOaluaonaTUuu — B 4 caydasx.

YpoBeHb aMMHUaKa KpOBU McciienoBaH y 21 pebeHka, rurepaMMOHKEeMUs BbIsIBJeHa B 18 ciayvasix.

VpoBeHb JIakTaTa KpOBU UccieaoBaH y 21 pebeHKa, 1akTaT-alua03 BbISIBJICH B 15 ciaydasx.

ITpuunHoOii HampaBJieHUsT AeTeil C BbISIBIEHHBIMU HApYLICHUSIMH OOMeHa HauboJjiee 4acTo ObUIM: 3a-
Jep>XKa B pa3BUTHM, CYyIOPOIrH, KOMa; XKeJITyXa; AblXaTeJIbHbIE, CEPAEYHO-COCYAUTCThIE PACCTPOICTBA, alie-
TOHEMUYECKME PBOTHI.

ITpu oueHke (heHOTUIIA Y AETel C BBISIBJEHHBIMU HApYILIEHUSIMU 0OMeHa C O0JIbIIOI YaCTOTOI BCTpe-
YaJIUCh CAeAYIOLIE OCOOEHHOCTU: TMIOTPOP U TMOO MmapaTpodusi, uBMeHeHre (POPMbI TOJTOBbI, KOPOTKHUMA
JINOO KIIOBOBUAHBINA HOC, KOPOTKas 1Iesl; IepMaTUT; BajabrycHas aedopMaliys CTOI, KOJEHHBIX CYCTaBOB,
OTHOCHUTEJIbHOE YKOPOUEHUE JJIMHHBIX TPyOUAThIX KOCTEM.

BroiBoapl. HacToTa BBISIBJIEHHBIX HapyllIeHUH cpean o0Caea0BaHHbBIX OKa3ajach BHICOKOM MO CpaBHe-
HUIO C OOLIEMONYJISLIMOHHBIMU YACTOTAMU. DTO MOXET ObITh CBSI3aHO C OOJIbIION KOHLIEHTpaLUe neTei
C HacJIeACTBEHHOM MMaToJIOrMeil B CTallMOHapax, TaK KaK KaTaboJIM4ecKue COCTOSIHUS, SIBISIOLIMECS pe3yJib-
TaTOM MHMEKLWHA, TMXOpaaKU, BAKLIIMHALUN, XMpYPrudeckrue BMelaTeIbCTBa MOTYT MHULIMUPOBATh MaHM -
(decrauno MeTadOJINYECKOro HapylIeHUs; a TakXke ¢ OTOOpOM JeTel 11 MpoBeaeHUsT 00CAe10BaHUSI.

B ¢Bs131 ¢ 3TUM 1J1 YTOYHEHUS AUArHo3a v pa3padoTKU anaeKBaTHON MeTaboIMYecKoi Teparnuy Heo0xo-
JUMO MEINKO-TeHETUYECKOe KOHCYJIBTUPOBAHUE C TTPOBEACHUEM YTOUHSIOLIEH 1a00paTOPHOM AUarHOCTUKMU.



