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V. BizomocTi npo gucepraniio
MoBga guceprariii:
Koau TemaTuYHHUX PYOPHK: 76.03.39

Tema gucepranii:
1. Posib nopy1ieHHs 06MiHy METiOHIHY y (POPMYBaHHI KJIiHIYHMX O3HaK CUHApPOMY JlayHa.

2. The role of abnormal exchange of methionine in the formation clinical signs of Down's syndrome.

Pedepar:

1. Inceprarifina po60Ta IPUCBIYeHA BUBYEHHIO BIJIMBY I0J1iMOP(QHUX BapiaHTiB reHiB pepmMeHTiB GoIaTHOrOo
nukiy (®L) - metunenterparipoponarpenykrazu (C677T MTHFR) i MmeTioHiH-cuHTa3u penykrasu (A66G MTRR), a
TaKOX [IOPYIIEHHSI OOMiHY METIOHiIHY Ha (POpMyBaHHS KJIiHIYHMX 0cob6aMBOCTeN cuHapomy JayHa (CII) i
BU3HAYEHHIO MOXKJIMBOTO BILJIMBY IIOPYLIEHHSI OOMiHy METIOHiHY Ha CTabisbHy 4acTOTy MoKazHuKiB CJI B momyJisiii 3
METOI0 MiJIBUIleHHs e(eKTUBHOCTI TpeTuHHOI npodinaktuku. Yactora CJ/l cepes HOBOHAPOIKEHUX iTel
XapkiBcbkoi o6sacti 3a 2001-2010 pp. y cepelHbOMy cTaHOBUA 1,15 %o. BHSBIEHO CTaTUCTUYHO 3HAUYII]
BiAMIHHOCTI 3MiH HIKipH i HiAIIKiPHO-KMPOBOi KJIITKOBUHH!, MO3KOBOTO 4eperna 1 061144, KiCTKOBO-M 's130BOi
cucremu B OI' y nopiBHsHHI 3 KI'. BcTaHOB/IEHO BipOrinHy NOMMPEHICTD cepen, IiTel 3 Tpucomieto-21 HociiB AG
reroruny resa MTRR (53,3 % nipu 28,9 % y kKoHTpoJI, p < 0,05), a B KoHTpoJli - GG reHOTUIy AaHOTo JIOKYycy (44,2 %
i25,4 %, p < 0,05). B crpykrypi komnayHzis MTHFR /MTRR BinMiueHO 1OCTOBipHE HaKONM4EHHS cepen Aitent 3 CJI
Bunagkis 677CC/66AG (30,7 % npu 15,4 % B koHTpoOi, p < 0,05), 2 B KOHTpOJi - 677CT/66GG (30,8 % i 8,0 %, p
<0,05). BusiBjieHO 1OCTOBipHE 3HIKEHHS! PiBHS MeTioHiny y miteil 3 CII (v 24,3% niteit 3 C[] npu 8,7% y KOHTpOIIi, p



< 0,05) i romonucreiny (4,5 + 1,2 Mkmosb /11y mitest 3 CII, y miteit KI' - 5,3 + 1,4 MmkMosb /11, p < 0,05). Pesynbratu
PO3paxyHKiB BUSIBUJIM CTATUCTUYHO BarOMUM BIUIMB MTOPYIIEHHS OOMiHy MeTioHiHy Ha GpopMyBaHHS GEHOTUIIOBUX
ocobsuBocTei xBopux Ha CJl. Criupaloyrch Ha OTPUMaHi 1aHi, po3p0o6JieHO NaTOTeHeTUYHUM MTifXill O METOMiB

[IaTOr€HETUYHOI peabinitalii giTel 3 JOCIiIPKyBaHOO MATOJIOTI€0.

2. Dissertation is devoted to the justification of clinical and genetic features of Down's syndrome in association
with polymorphic gene variants folate cycle - methylenetetrahydrofolate reductase (C677T MTHFR) and
methionine synthase reductase (A66G MTRR).Shown a significant influence of polymorphic variants of genes folate
cycle in formation the biochemical basis of Down's syndrome. Among the phenotypic characteristics revealed
significant differences of skin changes and subcutaneous tissue, cranial and those of the musculoskeletal system
and extremities in main group compared to control group. At this investigation the state of amino acid metabolism
in children with Down's syndrome and control group on the background of polymorphic variants of folate cycle
genes, revealed a statistically significant difference in the level of methionine and valine (p <0.05).Based on these
results it is recommended pathogenetic approach to rehabilitation techniques based metabolic disorders.
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