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Beryn. Cepe reHeTHYHUX YMHHUKIB Ba)KJIMBE 3HAYCHHS Y PO3BHUTKY IyKpoBoro jiadety (L)
2-r0 TNy Ta  OXHUpPIHHA  MaOTh  momiMopdHI  BapiaHTH  T'eHa  EKTOHYKJICOTH]
nipodocdoTtasu/pochomiecrepazn 1 (ENPPL), depment, mo B3aeMojaie 3 0-CyOOJUHHUIICIO
perenrTopa 1HCYJIiHY Ta 1HTIOye HACTYNMHY Iepefavyy CUTHaIy IHCYJIiHY, 3a PaXyHOK 3MCHIICHHS
ayrodochopunroBanHs B-cyooauHui. [IpoTein KOAYEThCS OJJTHORMEHHUM T'C€HOM, III0 MICTUTHCS Y
6-it (6q22-23q) xpomocoMi, Mae 25 ex30HiB i 24 intponu. Moro myramii 4acTo MPU3BOIATH 10
1HCYTIHOPE3UCTEHTHOCTI.

Meta pocaigkennsi — BuBuuTH acorriamniro K121Q nomimopdizmy rera ENPP1 3 po3BuTkoM
OoXupiHHSA Y XBopuXx 13 LI/l 2-T0 THITY.

Marepiaan i meroam nociimkenns. [Toximopdizm K121Q rena ENPP1 BuzHauamu meToiom
MOJIiMEepa3Hoi JIAHIIOrOBOi peakilii 3 HACTYIIHUM aHai30M JIOBKMHH PECTPUKIIMHUX (parMeHTIB
IIPY BUJIUJICHHI 1X IMIJISAXOM €JIeKTpoQope3y B arapo3HOMY Telli.

Pe3yabTaTi Hammx A0CTIDKEHB MO BU3HAaYeHHIO momiMopdizmy K121Q rena ENPP1 y 163
XBOPHX 13 I[yKPOBHM J1ia0€TOM 3 HasSBHHUM 4YH BIJICYTHIM CYNYTHIM OXHUPIHHSM B aHaMHE31
MIPOJICMOHCTPYBAJIH, III0 HEMAE acolliallii MK JOCTIKYBAaHIUM OJTHOHYKIICOTHIHAM TOJTiMOP(hi3MOM
Ta BUHHKHEHHSM OXHpiHHA y xBopux i3 IJJ] 2-ro tumy (x°=2,328; P =0,127). AHani3 gaHux
TCHOTUITYBaHHS BUSBUB, MO y mamieHTiB i3 [[J[ 2-ro Tumy, sKi CTpaKgald Ha OXHUPIHHSA,
criBBifHOIIEHHST TOMO3HMTIOT 3a ocHOBHUM aineneM (K/K) i mociiB minopuoro anens (K/Q+Q/Q)
cranoBui0 36,8 149,1 %, Toi SIK y MaIieHTiB 6€3 OXKUPIHHS 11l TOKa3HUKHU JopiBHIOBaIM 69,8 130,2%
BIJIIIOBIIHO.

BucnoBku. He BusiiieHo acorriamii mixk nocmimkyBanum K121Q monmimopdizmom rena ENPP1
Ta BUHUKHEHHSM OKUPiHHS Y XBopuX 13 [/ 2-ro Tumy.
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AKTyaJbHicTb. 3apa3 4 % ykpaiHIliB MalOTh MPoOJEMH came 3 IIUTOBUAHOIO 3aJI03010, JIe
BXJIMBY pOJb BIAIrpae CHAAKOBICTh, a came — TUpeoiguT XammmoTo. lle 3axBoproBaHHA
ayTOIMYHHOTO T€He3y , 10 Ma€ 3armajibHUIA XapakTep. Y KIITHHAX EHJOKPUHHUX 3aJ103 BITOYBAIOTHCS
cnernudigai MOpPQOIOTiyHI 3MiHI SIKI MalOTh PI3HUN CTYIiHb BUPAKEHOCTI B OpraHi3Mi. [Hmmmu
MPUYMHAMU 3aXBOPIOBAHHS MOXYTh OyTH 1H(EKIIHI 3aXBOpPIOBaHHS, TpPaBMU IIUTOBUIAHOI
3aJ103M,3analbHi MMPOIIECH Ta MOTaHI YMOBH HABKOJUIITHHOTO CEPEIOBUIIA, K1 TOB'sI3aHI 3 POCTOM
piBHS pajialii i BAKJIUKAIOTh TIEPI O3HAKU THPEOITUTY.

Mera pocaigxeHHsi. BuUBYEHHS CHAJKOBOCTI Yy PO3BHTKY THPEOiAuTy XalluMOTO Ta
€TI0JOTIYHUX YHMHHUKIB, K1 YIIKOIKYIOTh TICTOTeMaTHYHUN TeMaTOTHPEOITHIMA Oap’ep.

Marepiaau Ta metoau. Y aaHiif poboTi OyB MpoBeICHUN aHa3 HAYKOBOI JIITEPaTypH 1010
pOJIl CIIaJKOBOCTI Ta TEHIB, AKI CIPUYMHIOIOTH PO3BUTOK THUPEOIAUTY XalIMMOTO, BUKOPHCTaHI
nourykosi 6a3u Google Scholar, Pub Med.

Pe3yabTaTn. [locunarodncek Ha BXe BIIOMI JaHI MU MPOBETU JOCIIKEHHS,3aBAaHHIM SKOTO
OyI0 3’5ICyBaTH CIAAKOBICTh I[LOTO 3aXBOPIOBAHHS. Y JIOCHIDKEHHI B3SJIH y4acTh 0113bK0 30 KiHOK
y Bini Bix 30 go 50 pokiB. OriHka pe3yibTaTiB Oyjia IpOBEIEeHAa 3 HayKOBOi TOYkHW 30py. Harmri
JOCHIJUKeHHST TOKas3aly, IO Yy JKIHOK OyiM 3HaijeHl TeHHU,IKi OOYMOBIIOIOTH PO3BHTOK

445




