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Beryn. /liaGet monomoro Biky 3 modatkoM 3pijocti (MODY) € MOHOT€HHUM THIIOM Jia0eTy.
XapakTepu3y€eThCsl PAaHHIM TIOSIBOIO IyKpOBOTO niadety (1o 30 pokiB), TOMIHAHTHUM ayTOCOMHUM
TUTIOM YCIIQJKyBaHHs Ta rinepriikemieto. Y 1975 poui Fajans i Tattersall Bmepie B miteparypi
BuKopucTtamu akpoHiMm MODY s omucy kareropii mamieHTtiB i3 ciMelHuUM giabeTom, 1o
XapaKTePU3y€EThCS ayTOCOMHO-TOMIHAHTHUM YCHAJKYBaHHSM TEPBUHHOTO Je(eKTy cekperii
1HCyJiHy. 3aranbHa nomupenictb MODY, nepeBa)xHO B €BPOIEHCHKUX KOTOPTaX, OLIHIOETHCS B 1—
5 ma 10 000 oci0, mo cranoBuTh 1-5% ycix BUDaaKiB I[yKpoBoro aiadery. B mimomy, omineHa
nomupeHicte MODY cranoButs 1 Ha 10 000 y nopocaux 1 1 na 23 000 y aiTeil, Mo cBIIYUTH IPO
PI3HHIIIO 3aJISKHO Bif] BIKY.

MyTtoBani rean MODY 4yacTo € pe3ynbTaToM OJHOHYKJICOTHUIHOI 3aMiHHW. 3adisiHi TeHU
HEOOXIi/HI Ul MPaBUIBHOTO PO3BUTKY Ta (YHKLIOHYBaHHA OETa-KIITHH MiAILTYHKOBOI 3aJ03H.
OnHak y MyTOBaHUX IeHaX MOPYIIYEThCA YYTIUBICTH 10 TIIOKO3M Ta CeKpellis iHCcymiHy. MyTalii B
saepHoMy (akTopi rematorurtiB 1—a (HNF1A), saepromy ¢akropi remarorutis 1-f (HNFI1B),
snepHoMy ¢aktopi remaronutiB 4—o (HNF4A) i rmokokinasi (GCK) € mpuunHOI0O OiLIbIIOCTI
niarHocroBanux Bumnaakie MODY. KpiMm Toro, BusBIeHO, 1110 0arato 3 WX TEHIB NPAaIOOTh B
1EpapXi4HOMY TOPSIKY, JOMOMAaraloyu ado MEepelIkoKaloyu akTUBaIlli iHImMX reHiB. HaBite B
onnomy miarum MODY myTaiiii MOXYTh BIPI3HATHUCS 32 TIOMIUPEHICTIO, KJITHIYHUMU TIPOSIBAMU Ta
TSKKICTIO 3aXBOPIOBAHHS.

BaxxnuBo 3a3naunth, mo MODY yacTo MOMWIKOBO JA1arHOCTYIOTh SIK ITyKPOBHH Jia0ET THITY
1 (LI 1) abo mykpomoro miadery 2 tumy (LI 2). [lporo mMoxHa YHUKHYTH 32 JOIOMOTOIO
BIJIMOBITHUX KIIIHIYHUX 3HAaHb 1 HAJEKHUX JIaTHOCTHYHUX MeToniB. lIpocTuM Kitouem 110
pospizaenns [[J[1 abo II/I2 Bimx MODY € Bik MOCTaHOBKH JiarHO3y Ta iCTOpis OaTbKIBCHKOTO
niabery. OTHUM 3 €IEMEHTIB, 110 YCKJIAIHIOE TOUYHY JIIaTHOCTUKY, € HU3bKa MIEHETPAHTHICTH MIEBHUX
niaTunie MODY, Takux sk Ti, o MatoTh MmyTailii B NEURODI. Haniiina ocHoBa B miaTunax MODY
Ta iXHIX TEHETUYHUX ONMCAaX Ma€ BUpIIIATbHE 3HAUCHHS JUIsl IIPABIIIbHOT JTIarHOCTUKH Ta JTIKYBaHHS
YPaXKEHUX JIFOJICH.

Meta pocaigxennsi. Oxapakrepu3yBaTH LYKPOBUN AiabeT MOJOJOTO BIKY 3 MOYaTKOM
spinocti (MODY) Ta npeactaBuTy BUIM Teparii npu nopymeHHsx reiy HNFIA-MODY.

Marepiaju Ta MeToAU. Y TIPOLIECi JOCTIIKEHHS BUKOPUCTAHO METO/U aHAJI3y Ta CUHTE3Y
Cy4acHHX JpKepen iHpopmarii.

PesyabTaTtu pociaigskennsi. lemaroumrtapuuii spepauii  gaktop-l-aneda (HNF1A) e
rOMOJMaMEPHUM (aKTOPOM TPAHCKPHUIIII, HEOOX1THIM JUIS eKCIpecii KUTbKOX CIenU(piuHUX IS
neyinku reHiB. Myranii B reni HNFIA MOXyTh TpPU3BECTH [0 MOPYLICHHS JAWMEpHU3allii,
CIIPUYUHSIOUN ACPETYJIAIII0 MOJEKYJIIPHUX MEXaHI3MIB 1 MPU3BOJSYM 10 IIyKPOBOTO aialery.
[MaTodiziomoriuni mMexaHi3mMu ayxe momiOHi o mexaHizMiB HNF4A-MODY, ockinekun HNF4A
perymoe excrpecito HNFIA. I'mikemiunuii matepp HNF1A-MODY xapakrepusyeTbcs JETKOHO
TinepriikeMiero HaTHie Ta Ay’Ke BUCOKUMH KOHIICHTPAI[IsIMU TJIFOKO3H ITIiCIIS BBEICHHS IIIOKO3U. Y
nanienTiB 3 HNFIA-MODY cekpenist iHCyJiHy MpPOTPECUBHO 3HM)KYETHCS, a KOHTPOJb PiBHA
[JIIOKO3M Ma€ TEHJICHLII0 MOTIpIIyBaTUCS 3 4acoM, IO MPU3BOAUTH 10 HEOOXITHOCTI JIKyBaHHS,
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5 Cexriist 8 «CYUACHI ACIIEKTU
HOPMAJIBHOI TA ITATOJIOI TYHOI ®I310JIOT 1T 1 IX BIOXIMIYHI MEXAHIBMI B MEJJULIVHI TA ®APMALI»

npuaomy y 63% marrieHTiB 11abeT po3BUBAETHCA 10 25 POKiB, Yy 79% 10 35 pokiB 1y 96% 10 55 pokis.
HupxoBuii mopir piBHs I0K031 HIbKYUH y narieHTiB i3 HNF1A-MODY, Hix y 310p0OBO1 TOMYJIAILIT.
Micie myranii BU3HAaua€ BIK HAa MOMEHT BCTAaHOBJICHHS J1arHO3Y; HANpPUKIAJ, Yy MAIll€HTIB 3
MyTamisiMi TepMiHaabHUX eK30HIB 8—10 miarHocTyroTh HNF1A-MODY Ha 8 pokiB mi3HiIle, HIX Y
Hali€eHTIB 13 MyTalisMu B ek30Hax 1-6. JlikyBanus namientiB 3 HNF1A-MODY 3anexuts Big BIKY
ta piBHs HbAlc. Sxuo HbAlc < 6,5%, Tepanis nepiioi JiHii CKIagaeTbes 3 A1€TH 0e3 caxapuaiB; B
IHIIIOMY BUIIAJIKy MOXHA PO3IJISIHYTH MOX1/1HI CyJIb()OHIICEYOBHUHHU.

CrumynboBaHa TIIIOKO3010 CEKpeLlis 1HCYJIIHY NOPYILIY€EThCS Yepe3 3HUKEHHs MOTJIMHAHHS
IIIIOKO3U OeTa-KIITHHAMM, 110 3HWKY€E BHYTPIIIHbOKIITUHHI piBHI AT®. V cBOIO Uepry, 4yTIuBi 10
ATO® xamieBl KaHAIM BIIKPHTI 1, SIK HACJIJIOK, 3aMI00IraeThCs ASTOIspU3allis KIITHHHOT MeMOpaHu
Ta BHUBUIBHEHHS 1HCYJiHY. Pexomenpmariii MiKHapogHOTO TOBapHUCTBA JUTSYOTO Ta IMiJIITKOBOTO
niabety/MixkHapomHOi nmiabeTudHOi deaepaliii MTpONoOHYIOTh CYIb(OHIICEUYOBUHY SIK JIIKYBaHHS
NepIIoi JIHil, OCKUIBKA BOHU CTHMYJIIOIOTh BUBUIBHECHHS IHCYJIIHY 3 O€Ta-KIITHH, THM CaMUM
MOKPAIyIOYd KOHTPOJIb TIIIKeMIl.

VY panmoMi3oBaHOMY IepexpecHOMY JociikeHHI Pearson et al. moka3zanwm, 1m0 MarieHTy 3
HNF1A-MODY wmaroTh npuOIU3HO B IT’ATh pa3iB OUIbINY BiAMOBiNb Ha riikiaazu (80 mMr nBidi Ha
JIeHb), HDK Ha MeTdopmiH (1 T 1BiYi HA [EHB), 1 MPUOIM3HO B YOTHPH pa3 OULTbIIY BiANOBiAb HA
TIKJTa3u], HIXK Yy TmaiiedTiB 3 aiaberom 2 tumy. KpiMm TOro, 0ys0 BCTaHOBIICHO, IO CEKPETOpPHA
BIAMOBiAb 1HCYJiHY Ha BHYTPIIIHROBEHHE BBEACHHA TOJOyTaMigy Oyna BHUIIOKO, HDK Ha
BHYTPIIIIHHOBEHHE BBEJIEHHS TJIIOKO3HM, 3 KpalIOK BIAMOBIAII0, HaBiTh MOPIBHSHO 3 TAaKOW Yy
nanieHTiB 3 niaberom 2 tumy. bepyun no yBaru ui nani, Shepherd et al. mepeBenu BiciM mamieHTiB
(Bik 34 poxu; cepenniit yac mpuiiomy iHcyiny 20 pokiB) 3 0,5 OJI/kr Ha 1eHb 1HCYJIIHY Ha CEPEIHIO
no3y rmiknazuay 80 Mr/meHs 1 gocsrim cepennboro 3umkeHHs HbAlc Ha 0,8%. Illo crocyeThes
MOXITHUX CYJb(OHIJICEYOBHHH, IX BioMa Oe3leka Ta JIOBroCTPOKOBa €()EKTHUBHICTh, IOB’sI3aHE 3
UM TIOKPAIIEHHS SIKOCTI JKUTTS Ta Kpalla JOTPUMaHHsS MallleHTaMU PEeXKUMY JIIKyBaHHS J100pe
BCTaHOBJICHI. TakuM 4MHOM, TpOOHA Teparis CyIb(OHIICEUOBUHOIO Y TAIIEHTIB 3 TINEPTIIIKEMIERO,
ski € Hocisimu Mmytanidi HNFIA, € o0oB’s3koBor0. DakTopu, IO BIUIMBAIOTh HAa YCIIX Teparii
HOXITHUMHU CyJb(OHIJICEYOBUHH, BKJIIOUAIOTH TPUBAJICTH JiadeTy, moyaTkoBe 3HadeHHs HbAlc i
301IbIIEHHS] Baru. Y J10/aTOK, MEepPIIOYEProBOI0 METOI TEParieBTUYHOIO PEKUMY € YHUKHEHHS
TIMOTIIIKeMil; TAKMM YHHOM, PEKOMEH/IOBaHA MMOYATKOBA /1032 CTAHOBUTH OJHY YBEPTHh MMOYATKOBOT
JI03U JUTSL JOPOCITUX, SIKY CJiJ1 TOCTYNOBO 301IITYBAaTH HAa OCHOBI KOHTPOJIIO PiBHS TIIFOKO3H B KPOBI.
[ncyninOTpONHMH e(heKT MOXiTHUX CYNIb(OHIICEYOBUHH Ta Yy TIMBICTH /10 1HCYJIIHY BiJl HOpMAJIbHOI
JI0 BUCOKOT, TUTIOBI JIJISl IIMX TAIIEHTIB, CIIPHYUHSIOTEH IyKPO3HWKYIOUNi eekT. Byno npumyIieHo,
ajie He MiATBEPIKEHO, 110 MEYIHKOBUN KIIPEHC JESKUX MOXITHUX CYJIb()OHIJICEUOBHHH Yy MAIIE€HTIB
3 mytamisMu B reHi HNFIA 3HWKYETbCS, B PE3yibTaTi 4Oro iX piBeHb y CHpOBATI KpPOBI
migBuILyeThes. [TiBuIeH] TUPKYIIIOI0Yl PIBHI WX JIIKIB TOJI MOSCHIOBATUMYTh IXHIO ITi/IBHIICHY
edexruBHicTh. IlepBuHHAa Hee(heKTHBHICTH MpenapaTiB CyIb(OHIICEYOBUHU Maike piakicHa i
dakTuuHO Oyia BHSBJICHA JIMIIE y KUIBKOX TarieHTiB. [ToBiMoMIIsIIOCS TIPO PO3BUTOK abCOIIOTHOT
IHCYJTIHOTIEHIi BHACIIIOK BTOPHMHHOI HEIOCTATHOCTI uepe3 3—25 pokiB, 31 3HIKEHHAM CEKperlii
1HCYiHY Tpubmm3Ho Ha 1% Ha pik JiKyBaHHA. ICHYIOTH NesiKi OOMEXKEHHS I10A0 BHUKOPUCTAHHS
MOXITHUX CYJb(OHIICEYOBHHM, TaKli SK HEOOXITHICTh JIOJAATKOBOTO ITYKPO3HM)XYBaJIbHOTO
JKYBaHHSI Ta 3arajJbHUI TABUIIICHUH PU3HK T1MOTTIKEMIi.

BucnoBku. IlykpoBwii miaber y MOJIOZOMY Billi € MiATHIIOM MOHOTEHHOTO maiabery,
CIIPUYMHEHOTO MyTalisMu TpuHaiiMHI 14 Bimomux reHiB. MDeHOTHUI MOXE XapaKTepH3yBaTHCS
JIETKOIO HETIPOTPECYIOYOI0 TIMEPrIiKeMI€r0, MPOrPeCcyroUuor0 TIMEPrIiKeMi€l0 Ta TIMEPIIIKEMIE 3
eKCTpalaHKPEaTUYHUMHU O3HaKaMu. Y TALIEHTIB 3 JIETKOI TINEpriiKeMi€l0 Ha MOMEHT
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BCTAHOBJICHHS JIIarHO3Y Ji€Ta 37a€ThCA PO3YMHOIO Ta €()EeKTHBHOIO TEPaleBTHYHOIO CTPATETIEI0 B
OUIBIIOCTI BMUIIAJKIB; OJHAK Yy pa3l MpOrpecyrouoi rimepriikemii ciiji cnpoOyBaTH 3acTOCYBaTH
dapmakosoriuamid  miaxin.  IlepopanbHi  TimormikeMiyHi  3aco0M 1, 30Kpema, MOXIiaHi
CyJ1b(OHUICEUOBUHHU, K1 00XOJATh MOJIEKYJISIPHUIN NeeKT 1 akTuBy0Th ATd-uyTnuBuil KanieBuit
KaHaJ, epeKTUBHI y Oib1IocTi narieHTis 3 MODY 3.

MOHATTSA MPO BE3IVIIJAHICTbD.
MPUYUHU YOJIOBIYOI I 2)KIHOYOI BE3ILIIIHOCTI
[Irosstx M.X.

Hayxoswii kepiBauk: Tkauenko O.B.
HanjonaneHuil papmarieBTHUHNN YHIBEpCUTET, XapKiB, YKpaiHa
shgoyanmilana@gmail.com

Beryn. Ilpubnu3Ho KokHa IIOCTa JIIOAMHA y CBITI CTpaxaae Bix Oe3mmiansd. 3a JaHUMH
BOO3, pi3HuIg y cTaTUCTHII MK KpaiHaMH 3 BHCOKUM, CEPEIHIM 1 HU3BKUM PIBHEM JIOXOIy —
He3HauHa: Ha Oe3ruti st crpaxkaae 17,8% HaceneHHs qepkaB 3 BUCOKHM piBHEM noxoay Ta 16,5%—3
HU3BKUM 1 CEpPETHIM.

Merta nocJigsenHsi. BU3sHaunTH TPUYMHU Y0JI0BIYOI 1 5KIHOYOT O€3TUTITHOCTI.

Marepianun Tta MeToAu. BUKOHAHHS NAHOTO JOCHIKEHHS MPOBOIWIOCH 3a JOIOMOTOIO
JITepaTypHOTO OIVISIIy HAyKOBUX CTarel, JsKepen 3 1HTepHeT pecypciB. B nanomy mociimkeHHi
BUKOPHCTaHI TEOPUTUYHI METOM-y3arajJbHEHHS Ta CHCTEMHHIA aHaJIi3.

PesyabraTu nociigxenHsi. besmniaas-He3aaTHICTh 3pUIOro opraHi3My JaBaTH MOTOMCTBO.
Buninsmors Kiibka pi3HOBHIB MATOJIOTII, SIKI BIAPIZHAIOTHCS KIIIHIYHOK KApPTUHOK 1 TSHKKICTIO
nepeOiry: MmepBUHHE-BHJI MATOJIOTIi, KOJW KIHKA JKOIHOTO pa3y HE BariTHiJAa, OCHOBHI NMPHYMHHU-
BPOJ/UKEHI aHOMaiii PO3BUTKY CTAaTEeBHX OpPraHiB, TEHETHYHI Ta XPOMOCOMHI Je(eKTH; BTOPHHHE-
BUHHMKA€E KOJIM KiHKa BKe Oyla BariTHOIO, aje MOBTOPHO 3a4aTd JHUTHUHY HE BHUXOIUTh, OCHOBHI
NPUYMHY, SKI TPU3BOIATH 10 I1i€] XBOPOOH — MepeHeceHi COMaTnyHi 3aXBOPIOBAHHS, NICHX1aTpHUYHA
MaTOJIOTs, BIUIMB (haKTOPiB 30BHIIIHHOIO CEPEOBUIIIA.

@daktopu Oesmmigns. TpyOHuilt  (axrop-BUHUKae TIpH BIICYTHOCTI a00 TOpPYyIICHH]
IPOXiTHOCTI MaTKOBHX TpyO. Uepes Iie crepMaro30i] He JOCATae SHIEKIITHHH, TOMY 3a4arTs He
BiOyBa€eThcs. JIIsi  MIarHOCTUKHM — JTaHOTO BUAY Oe3rumiaas Moke OyTH  BHKOpPUCTaHA
ricrepocanbiiarorpadiss (PpEeHTTEHONOTIYHUN METON TMEPEBIPKM IMPOXITHOCTI MAaTKOBUX TpyO),
exocanbrinrorpadiss  (YJIBTPa3ByKOBH METOA TMEPEBIPKU TPOXIHOCTI MAaTKOBUX TpyO) 1
JanapoCKOTTis.

YonoBiunii (pakTOp-OCHOBHUMHU NPHUYMHAMH YOJIOBIYOTO OE3IUTIAS € HEPBOBO-TICUXIYHUN
¢daxkTop, BpOKEHI aHOMAaii, T€HETW4YHI NPUYMHHM, iHQEKUii, IHTOKCHKAIlii, BIUIUB (aKTOPiB
30BHIIIHBOTO CEpPEIOBHINA, TAKUX SIK pajialis, BUIPOMIHIOBAHHS, BIUIUB BHUCOKHMX a00 HU3BKHX
TeMIepaTyp, MPHUIOM MEINKAMEHTIB, aJKOTOJNII0, HApKOTHKIB. [IepBUHHHM TOCIHIKEHHSM JIJIS
BUSIBIICHHS JAHOTO YWHHUKA € ClIepMorpama.

Kinounii pakTop — NCUXOT€HHUIA, MAaTKOBHUH, TOPMOHAIBHUH, €HIOMETPi03, MOJIKICTO3, BiK.

OnHovacHUH (hakTOP-KOIHM y Mapy MPUCYTHI MOPYIIEHHS PETPOAYKTUBHOI CUCTEMHU Y 000X
napTHEPIB.

CumnroMu Oe3IUT IS IOPYIICHHST MEHCTPYaIbHOTO IMKITY, TipCyTHU3M, pi3Ka 3MiHA Baru
JKIHKH, J€PMATOJIOTIYH1 TPOOIIEMH.

295



