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Do 36ipHMKa yBIMWAM Te3W Ta CTaTTi HaykoBUX po6iT, HapaHi aBTOpaMU Ta aBTOPCbKUMM
KOAEKTUBaMM BULLUX MEAUUYHUX HaBUYaAbHUX 3aKAaAiIB Ta HAyKOBO-AOCAIAHMX yCTaHOB YKpaiHW. Haykosi
po60OTU BMUCBITAIOIOTb CydyacHi NPoOGAeMMU, HOBITHI TEXHOAOri, HANPSAMKK Ta MEPCNeKTUBU PO3BUTKY Y
Pi3HUX rany3fax MeAUUMHU. PeKoOMeHAYETbCA AAA  CTYAEHTIB, acnipaHTiB, HayKOBUX MNpauiBHUKIB,
BMKAaAAQUIB BULLMX MEAMYHUX HAaBUYaAbHUX 3aKAAAIB, AiKapiB.
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MNEOIATPIA

0.€.Abarypos, A.O.HikyniHa, 1.0.MiHbko, C.C.MNawkeBny
FEHETUYHI BAPIAHTU METABOIJIYHO
HE30OPOBOIO OXWUPIHHA Y OITEN
[HINPOBCLKMI AepXXaBHU MEONYHUI YHIBEPCUTET,
kadbegpa negiatpii 1 Ta MEQUYHOT reHETUKN
K30 «HaykoBui meanuHui nigen «dHinpo» JOP»

MeTa: BM3HAQUUTU BHECOK OAHOHYKNEOTWAHMX BapiaHTiB
reHiB (Single Nucleotide Variant, SNV), acouiioBaHux 3
hopMyBaHHAM CMaky Yy PO3BUTKY MeTaboniyHo He3dopoBOro
OXMPIHHS Yy OiTen.

Marepiann Ta mMeToAaM: Mig HALWWUM CMOCTEPEXEHHAM
3Haxogunocb 252 AuTUHK BikoM 6-18 pokiB. OCHOBHY rpyny
pocnimkeHHss  npeactasunu 205 giten 3 OXUPIHHAM,
KOHTpOnbHYy - 47 piTen 3 cisionoriyHoto macoto Tina. Cepea
fiTen 3 OXuUpiHHHAM, Bynu Buainexi 2 nigrpynu 3 metabonivyHo
3goposuM, MHO (n=15) Ta MeTaboniyHO He3[opPOBUM
PeHOTUMNOM, MUO (n=27). Mn BMKOPMCTOBYBaNn
onuTyBanbHuk Food and Beverage Preference Questionnaire
(FBPQ) pana pocnimkeHHs piBHIB  CMakoBMX ynogobaHb,
iMYHOOTIYHUA Ta MOJEKYNSIPHO-TEHETUYHUIA meToam
pocnimkeHHs Next Generation Sequencing, LWo NpoBOAUBCS Y
cepTtudpikoBaHin nabopatopii CeGat (M. Tio6iHreH, ®PH),
CTaTUCTUYHUIA Ta BioiHpopMaLinHUA aHanis.

PesynbTaTi: 3a piBHAMM cmakoBux ynopobaHb cepefn
fiTen 3 isionoriyHoO Macolo Tina M OXUPIHHAM MW BUSBUIU
CTaTUCTUYHO 3HauMMi PO3BIKHOCTI 3a NPUXWMBHICTIO OO0
CONOAKOro, CONOHOro Ta Fipkoro cMakis, a cepea agiten 3 MUO
Ta MHO - 3a ripkum cmakoMm. AHarmi3 xap4oBuX LLOOEHHUKIB Y
AiTen NPOAEMOHCTPYBaB MO3UTUBHUIA KOPEMALINHUA 3B'A30K
MiX LLOAEHHUM HEBXUBaAHHAM CBiXMX OBOYIB Ta (DOPMYyBaHHAM
MUO (r=0,32) 3 nporHocTu4yHuUM KoedpitieHTom 2,7; p<0,05.
Po3paxyHok koedilieHTy natoreHHoro BrmnmBy SNV reHis-
peuenTopiB (CADD) ripkoro cmaky gossonus Buginutn 3 SNV
reHa Taste 2 Receptor 38 (TAS2R38) (miceHc-myTaulii).
BiporigHicTb BUSIBUTM repo3uroTHUin BapiaHT C/G reHoTuny
rs713598 rena TAS2R38 B rpyni MUO 6yna B 1,75 pasu
[0CTOBIPHO BULLOIO, HiX B rpyni MHO, p<0,05.

BucHOBKKW:  3HWKEHHS  cMakoBuxX ynogobaHb Ao
COMNOAKOI, CONMOHOI Ta ripkoi i MoB’A3aHO 3 (hopMyBaHHAM
OXWPiHHA y piTen. OcobnuBicTio CTPykTypn eHoTuniB
OXUPIHHS cepen OOCTEXEHMX HaMu AiTeln € nepeBaxaHHs B 1,5
pasn MU-ceHotuny (60,5%), wo nigkpecnioe HeobxigHiCTb
3anpoBagXeHHs NPoMiNakTUYHMX 3ax0AiB Y Uil LinboB.in rpyni,
CNPsIMOBAHUX Ha 3HWXKEHHSI KapAioMeTabomniyHOro puauky.
BHWKEHHA cMakoBKX ynogobaHb A0 Fipkoi iXi 306inbLuye pusuk
dopmyBaHHa MUO y body-no3uTtneHmx aitei Ta acouiioBaHo 3
BuaABneHnm Hamm SNV TAS2R38 rs713598.

diHaHcyBaHHA. Pobota € dparmeHTOM HaykoBO -
pocnigHoi poboTtu kadbenpu negiatpii 1 Ta MegUYHOT reHeTUKK

[HINPOBCbKOTO  [epXaBHOrO  MEAMYHOro  YHiBepcuTeTy
«MporHo3yBaHHs PO3BUTKY ONTAYMX 3axBOpPIOBaHb,
acouiioBaHnx 3  uuBinizauieto»  (Ne  gepxpeecrtpadii
0120U101324). [HocnigXeHHs BUKOHaHe 3a OOXETHO

nporpamoto  KMKBK 2301020 «HaykoBa i HaykoBO-TEXHiYHA
OiANbHICTb Yy cdepi OXOpOHM 300poB’sA», hiHaHCyBanocs
MiHicTepcTBOM  OXOpOHM 300pOB’A  YKpaiHM 3a  KowTu
OepXXaBHOro GloaxeTy.

Knto4yoBi cnoBa: oxupiHHA, cMakoBi ynogobaHHs, Single
Nucleotide  Variant, = Metabolically = Healthy  Obesity,
Metabolically Unhealthy Obesity, Next Generation Sequencing.

0O.€.Abarypos, H.M.TokapeBa, A.€.[lemnaeHko
BUNALOOK 3 MPAKTUKWU: CUHOPOM BOJIb®PAMA
[HiNnponeTpoBCbKWI AepXXaBHU MEONYHWIA YHIBEPCUTET,
Kadbeqpa negiaTpii 1 Ta MEAUYHOI FeHETUKN

AxkTyanbHicTb. CuHgpom Bonbdpama - Le nporpecytoye
HenpofereHepaTMBHE 3aXBOPIOBaHHS, LLO NOEAHYE LyKPOBWUWA
niabeT, HeuykpoBui OiabeT, HEMPOCEHCOPHY [NyxoTy Ta
aTpodito Aucka 30poBOro Hepea, Bneplle OyB onucaHui y
1938 poui, Mae ayTOCOMHO - peuecuBHUA TUM ycnaaKyBaHHSA
Ta BigomMun Tak camo, Ak DIDMOAD (diabetes
insipidus,diabetes mellitus, optic atrophy, deafness)

B nartoreHese cuHapoma Bornbdpama ronosHy porsb
Bigirpae Mytauis B reHi WFS1, wo posTtawoBaHui Ha
KOPOTKOMY mriedi 4 XpomMocoMW B MOSMOXeHHi 16 Ta kopye
TpaHcMembpaHHUiA npoTeiH BOMb@pamiH, BHacnigok
NopYyLUEHHS CTPYKTYpK Binka BMGIpKOBO pYMHYOTLCA B KMITUHM
NiALUNYHKOBOT 3an03n Ta HEWPOHHI KNITUHM

Meta Ta 3aBAaHHA. Po3rmaHyTM KNiHIYHWW  BMNA[OK
cuHgpoma Bonbdpama, skun  Oyno  giarHoctoBaHo  3a
HasIBHOCTI KNiHIYHOI KapTUHK, Ta NigTBEPOKEHO MOSEKYNAPHO-
reHeTUYHUM JOCNISKEHHAM.

Matepiann Ta metogm. Xnonuuk 16 pokiB, BnepLue
3BepHyBCs A0 cTauioHapy y 2013 podi, 3i ckapramu Ha cnpary,
BTpaTy Baru, 4acTi pACHi Ce4OoBMNYCKaHHA HanpuKiHLi 6 micausa
3aXBOPIOBAHHA 3a HanpsiMKOM fikapss  ypornora, micns
OTpMMaHHA pesynbTaTty piBHA rnikemii 12,5 mmonb\n. [Mpu
HaOXOMKEHHI [0 cTauioHapy pAuTuHa obcTexeHa  3rigHo
nNpoTOKOMY, B 3aranbHO KNiHIYHWX aHanizax BUSABMEHa
rineprnikemia Big 8 pgo 16 mMonb/n, nNIOBULLEHHSA pPIiBHA
rNiko3nnbLOBaHOro remMornobiHy, 3HMWKeHHs piBHa C-nentuay. B
aHanisi cevi 3a S3UMHWLbKUM — NOMipHe NigBULLEHHS 40OOBOro
aiypesy, nNpy HasiBHOCTI BiAHOCHO HWM3bKOI NUTOMOI Baru. lMpu

NpoBeAEHHI  YNbTPa3BYKOBOro  AOCHIMKEHHA  YepeBHOT
NOPOXHWHM Ta HUPOK Manu Micue O3Haku renaTomeranii Ta
aHomanii  po3BUTKY MpaBoi HUpkW. [OuWTMHA ornsHyTa

HEBPOJSIOrOM Ta HEMPOXIPYProMm, siki Manu nigo3py Ha 06’ eMHUiA
npoLec rornoBHOrO MO3Ky, Tpudi nposegeHe MPT ronosHoro
MO3Ky Ta enekTpoeHuedanorpama He NiATBEPAWNN HasABHICTb
opraHiyHoi naTonorii. ¥ ToMy e poui AUTMHA KOHCYnbTOBaHa
Ta obCcTexeHa y MeavKo-reHeTUYHOMY LieHTpi micta Kpisui Pir
— nopylueHHss obmiHy amiHokicnoTt He BusiBneHo. 3 2013 no
2018 pokum OuTMHA  crnocTepiranaca  eHOOKPUHOMOromMm,
oTpuMyBarna 3amiCHy iHcyniHOTepanito, Oyna obcTexeHa B
yMOBax MiCbKOro HedposioriYyHOro Ta racTpoeHTepPOnoriYyHOro

BifAineHb:  nigTBepKeHa aHoMarnis  po3BWUTKY  HUPOK,
XPOHIYHMI  nienoHedpuUT 3 MOPYLUEHHAM  KNyBGO4YKOBOI
dinbTpauii. BwusBneHa ractpoesodaranbHa  pedriokcHa
xBopoba, epoaumBHuM e3odparit. 3 2018 poky auTuHaA

crocTepiraeTbcA OUTAaYUM ncmxiatpom 3 npusoay
reHepanisaoBaHoOro TPMBOXHOMO po3nagy AuMTaYoro Biky. Y 2019
poui y Xnon4yuka BiAMIYAETbCA 3HWXEHHS rocTpoTM 30py Ta
Crnyxy, iHCTpPyMeHTanbHO nigTBep[keHa 4acTkoBa atpodis
ONCKY 30pOBOr0 HepBa Ta [ABOCTOPOHHSI CEHCOHeBparbHa
TYroByxicTb. BpaxoBytoui ckapru, nporpagieHTHun nepe6bir
3aXBOPOBAHHSA, BiAMNOBIQHICTb KIiHIYHNX nposeis
AiarHOCTUYHUM KpUTEepiaM: MaHidecTauis nposiBiB LyKpOBOro
niabety y Biui oo 16 pokiB, aTpodisa ANCKY 30pOBOro Hepsay,
CEHCOHeBparbHa TYroByxXiCTb, aHoOManis pPO3BUTKY HUPOK,
nabopaTopHi  O3HakM  HeuykpoBOro pfiabety, HasBHICTb
ncmxiaTpyyHUX Ta racTpoiHTECTUHANbHUX Ppo3najis Hagano
3MOry 3anigo3puTv y AOWTUHWM TFeHeTUYHEe 3aXBOPKBAHHS:
cnHgpom Bonbdhpama. 3 meTol MiATBEPAXKEHHS AiarHo3y B
ymoBax University of Exeter npoBegeHo MonekynspHo-
reHeTuyHe OOCTEXEHHS POAMHM Ta BUsIBNeHa MyTauid reHa
WFS1 y 6aTbka Ta AUTUHA

PesynbtaTtu. Bpaxosytoun KNiHIYHY KapTuHy
3axBOPIOBaHHA: LYKpoBWI AiabeT; aTpodis AMCKy 30pOBOro
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