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0.€.Abatypos?!, A.O.HikyniHal, 1.0.MiHbko?,

C.C.MatukeBny 2 )
POJIb CMAKOBUX YNOOOBAHb B PEI:YHFILIII

XAPYOBOI NOBEOIHKU Y OITEN
1[IHINpOBCLKWI AepXKaBHW MeaNYHWIA yHIBEpCUTET,
Kadbegpa negiatpii 1 Ta MeQNYHOI reHeTUKN
2K3 «[IHiNponeTpoBChbkMin 06NacHW MeauyHWii fileii-iHTepHaT
«[Hinpo»

Merta: gocnignt ponb cMakoBux ynogobaHb B perynsuii
Xap4yoBoOi NoBefiHKM y AiTen Bikom 15-18 pokis.

MaTepiann Ta MeToAN: OCHOBHY rpyny CMNOCTEPEXEHHS
cknanu 16 giten, WwWo manu Haagnuwkosy Macy Tina (IMT noHag
85-1 nepueHTUNb BIANOBIAHO A0 BiKY Ta CTaTi 3a KpuTepiamu
BOO3), Toai ik KOHTpOnbHY rpyny npeacrasunu 16 aiten, wo
mManu gisionoriyHy macy Tina (IMT meHwwe Hix 85-11 nepueHTUNb
BiANoBigHO A0 Biky Ta cTaTi 3a kputepigsmm BOO3). Okpim 3ara-
NBHOKIMIHIYHMX METOoAiB, MU BMKOPUCTOBYBANW OMUTYBarbHUK
Food and beverage preference questionnaire (FBPQ) ans Bu-
3Ha4YeHHs1 CMaKoBMX ynoaobaHb A0 COMOAKOro, KUCMOro, Cono-
HOro, ripKoro Ta ymami h CTaTUCTUYHUI BapiauinHui aHanis ans
Bepudikauii oTpumannx gaHnx, p<0,05.

Pe3ynbTaTu: B OCHOBHIW rpyni 3aranbHa KinbKicTb giByar
cknana 65%, Togi ik B KOHTPOnbHiNn — 63%, p>0,05. Ctatuctu-
YHO 3HAYMMWUMM BIOMIHHOCTSIMW B rpynax CrioCTEPEXeHHs 3a
cmakoBMMKM ynogobaHHaMM Oyno NiaBULLEHHSI NOTArY 4O FipKOro
cmaky (87%) Ta cknagHoro cmaky ymami (67%) cepeq aiten 3
HaOIMLLKOBOO Baroo, Tofi sk cepen aiten 3 ¢pisionoriyHow ma-
COH0 BiAMNoBigHI NokasHuku cknann 54% ta 56%, p<0,05.

BucHOBKM: fiTK, O MalOTb HAANMLLIKOBY Macy Tina oinbLu
CXWMbHI BXUBATW Ky 3 FMPKUM Ta CKragHUM NpUCcMakoM yMami,
AKi € MPUPOAHIMM CTUMYNATOPaMK aneTuTy Ta niacunioBavyamm
pW3KKy NepeifaHHs.

€.0.Abartypos, H.M.TokapeBa, A.M.HikytoBa
AYTOIMYHHUW NoNIrNAHAYNAPHUA CUHOPOM:
BUNAOOK 3 MPAKTUKU
[HINpOBCbKMI AepXXaBHUA MEOUYHUI YHIBEPCUTET,
Kadbegpa negiatpii 1 Ta MeQNYHOI reHeTUKN

AktyanbHicTb. APECED c - m (autoimmune polyendocri-
nopathy, candidiasis, ectodermal dystrophy,; Al1C-1muny) xapa-
KTepM3yeTbCHA HAaABHICTIO XPOHIYHOMO CIIN3UCTO-LUKIPHOMO KaHau-
003y, XPOHIYHOro rmnonapaTnpeosa Ta ayToiMyHHOI HagHUPKO-
BOK HepocTaTHicTio. B ocHoBi AMNC 1-ro Tuny nexutb AedexT y
reHi AIRE (Autolmmune Regulator), akun nokanisyetbcs B 21-i
xpomMocomi (21g22.3). Lien cuHgpom - gocutb pigkicHa natono-
ris 3 yactototo nowmpeHHs 1:100 000 HaceneHHs i Mmae MOHO-
reHHUN ayTOCOMHO-PELIECUBHUI TUM CNaaKyBaHHS.

MeTa. Po3rnaHyTu kniHivHmi Bunagok AlNC-1, skvn 6yB gi-
arHOCTOBaHO 3a HAsIBHOCTI KNACWMYHOI KNiHIYHOI Tpiagn cumnTo-
MiB Ta NigTBEPOXKEHO MOMNEKYNSIPHO rEHETUYHUM AOCIKEHHSIM

Marepianu Ta meTogun. Xnonuyuk 9 pokis, Ha NpoTA3i 3 po-
KiB, MaB LLUBWAKY CTOMJIIOBAHICTb, MPOSIBU arnoneLii, Ta Npuxurb-
HICTb JO CNOXWBAHHA COMOHOI iXi, Nicna Hanagy cyaom 6yno
CMpAMOBaHO A0 €HAOKPUHOMOriYHOro BiagineHHs. KniHivHi npo-
SBM Ta pesynbTaT NnabopaTopHO-IHCTPYMEHTanbHUX Aochi-
[PKEeHb [O03BOMWMM 3anigo3puti Yy OUTMHU HassHicTb AMNC 1
Tmny.

PesynbTaTtu. KniHiyHa kapTuHa 3axBOPIOBAHHS Y CYKYMHO-
CTi 3 pe3ynbTatamm NabopaTopHMX Ta IHCTPYMEHTANbHUX AOCHi-
PKeHb, 0O3BONUNM BCTAHOBUTW KMiHIYHWIA fiarHO3: nepBUHHA
HeAOCTaTHICTb KIpKOBOI PEYOBMHW HaAHMPKOBUX 3aro3, BaXKka

¢opma, nepioa AeKoMMNeHcaLii; XpOHIYHUIA aBTOIMYHHWUIA TUPEO-
iguT, rinepTpodivHa dopma; eyTipeos. KaHanaos cnnsoBoi 06o-
NOHKM POTOBOI NOPOXHUHK. Anonevuis

3a nigTpMMKOK NPOBIAHUX cnewuianicTiB YKpaiHCbKOro Ha-
YKOBO-MPAKTUYHUI LIeHTPY eHOOKPUHHOI Xipyprii, TpaHcnnaHTa-
Ui eHOOKPUHHMX opraHiB i TkaHuH MO3 Ykpainu, npoBegeHo mMo-
NeKynApHO-reHeTUYHe 0BCTEXEHHS, WO BUSIBUIO HAsIBHICTb Ae-
¢ekTiB reHa AIRE(c.769C>T (p.Arg257*) and c¢.967_979del
(p.Leu323Serfs*51)

BucHoBku. Y nauieHta K., cnoctepiraetbcs AMNC 1-ro
TUMY, Ha WO BKasye KOMOWHaUiA KNiHiYHMX Ta nabopaTopHUx
NposiBiB NEPBUHHOI HEAOCTATHOCTI KOPKOBOI PEYOBUHWN HaZHUP-
KOBMX 3ar03, XPOHIYHOro aBTOIMYHHOrO TMpeoiaMTa) Ta Crnmau-
CTO - KOXHOr0O KaHauao3y; npoBedeHe reHeTUYHe JOCHiMKEHHS
BUSIBUIO HasiBHICTb AedekToB reHa AIRE(c.769C>T (p.Arg257*)
and ¢.967_979del (p.Leu323Serfs*51) y nauieHTa, ki nexatb B
ocHogi AlC - 1 Tuny.

0O.€.Abatypos, H.M.TokapeBa, A.€.[JeMmnaeHko
BUNALOOK 3 MPAKTUKU: MODY-5
[HINpOBCbKMI AepXXaBHUIN MEQNYHUI YHIBEPCUTET,
Kadpegpa negiatpii 1 Ta MeQNYHOI reHeTUKN

AxkTyanbHictb. MODY-giabetr (maturity-onset type
diabetes of the young ) — ue HeogHopigHa rpyna 3axBoptoBaHb,
AKi XapaKTepusylTbCA reHEeTUYHUMKN AedekTaMmy OCTPIBLIEBUX
B-KMiTWUH MiALWNYHKOBOI 3aM03M 3 MOHOTEHHUM TUMOM YyCnagKy-
BaHHS, LLIO XapakTepu3yrTbCsl NOPYLUEHHSAM CekpeLii iHCyniHy,
piawe — 3 NopyLeHHAM PyHKLUIT NeYviHK1, HUPOK Ta iHCyniHope-
3UCTEHTHICTIO.

Meta Ta 3aBAaHHA. PoO3rnNsgHyTU KNiHIYHWA  BMNAOOK
MODY-giabety, sikni 6yno giarHoCToBaHO 3a HasiBHOCTI KIiHiY-
HOI KapTWHK, Ta NIATBEPIKEHO MOMEKYNAPHO-TeHETUYHUM O0C-
NiKEHHAM.

Marepianu Ta MmeToau. Xnonyuk 17 pokiB, HagiNWoOB Ha
nnaHoBe o6CTEXeHHs1 40 HedPOsoriYHOro BiAAinNeHHs, ae npu
BiACyTHOCTI fliabeTn4HMX cumnTomiB, Gyna BnepLue BUsBNEHa ri-
neprnikemia. MNicns goobcTexeHHsa po3nodara iHcyniHoTepanis,
ane HasiBHICTb eKcTpanaHkpeaTU4HUX ocobnueBocTen (nogso-
€HHSA NPaBOi HNUPKWU, XPOHIYHMI NIENOHEPUT; HOBOYTBOPEHHS Y
neviHui (remaHrioma?); KicTu y niBili HUpL) Ta BIACYTHICTb dia-
OeT-acouinoBaHNX aHTUTIN OO3BONWAM 3anigo3puTy Yy AUTUHU
MOHOreHHmn Tvun L.

Pesynbtatn. KniHiyHa KapTMHa 3axBOpIOBaHHA: BiACYT-
HICTb «AiabeTnyYHMX ckapr», BiACYTHICTb OXMPIHHA Ta CiIMENHOro
aHamHe3y LyKpoBOro aiabeTy 2 Tuny HasiBHICTb eKCTpanaHkpea-
TUYHUX OCOBNMBOCTEN; pe3ynbTaT NabopaTopHUX AOCHIIKEHD
(Bucokin pieHb HbAC1, BigcyTHicTb giabeT-acouinoBaHux aH-
TUTIN,) Y CYKYNHOCTI 3 pe3ynbTataMn reHeTU4HOro TeCTYBaHHS:
BusBneHa mytauia reHa HNF1B, NM_000458.4: c.(?_1) (*4_?)
del, p.(0?) (noBHa Aenewia reHa) - 4O3BONWUMO AiarHOCTyBaTH y
OVTVHW MOHOTEHHUIA TWN LykpoBoro Aiabety MODY 5

BucHoBkM. eHeTn4HO 3ymoBneHun MODY-giabeT ctaHo-
BUTb Gnusbko 1-4% Bunagkis LI y piten i nigniTkis. KopektHa
(MonekynsipHO-reHeTUYHa) AiarHoCTMka MOHOreHHoro Aiabety
HeobXxiaHa AN NporHo3yBaHHA nodanbLoro nepebiry 3axsopto-
BaHHS, NMOSICHEHHSA acCoLioMBaHMX 3 HAM KIiHIYHUX NposiBiB Ta
HeobxiaHa Anst po3po6KM NnaHy nikyBaHHS.
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