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Beryn. Ha choromni B CBiTI OOM3BKO 7,5 THCSAY JIOJCH CTPaKJIalOTh Bif
JT130COMaIbHUX XBOpOO HakonuueHHs. XBopoba ['omie (XI') Haitbinbm yacta popma
crajkoBoi (hepMeHTONATIi cepea JT130COMHUX XBOpoO HakomuueHHs. Yactora XI' B
3aranpHI momynamii ckiaagae 1:40 000-1:60 000 cepen eBpeiB-amkenasi — 1:450-
1:800. Tun — ycnaaxkyBanHsi XI' — ayrocomHo-peniecuBHui. IIpuCyTHICTH IBOX
MYTaHTHUX aJIeliB T€Ha aCOIIIOETHCS 13 3HMKEHHSIM aKkTUBHOCTI B-D-rmioko3unasu,
10 MPU3BOJUTH J0 HAKOMHUYEHHS B JIi30cOMax MakpodariB Tiokorepedpo3uaa Ta
yTBOpeHHs KmiThH [ome (kI'). AKTyanbHICTb TeMH OOYMOBJI€HA THM, IO pPaHHS
JIarHOCTHKA 1 aJieKBaTHE JIIKYBaHHS, MOXXYTh 3HAYHO TOKPAIIUTU SIKICTh >KHUTTS
MAI€HTIB.

Mera poGorn. Ha oCHOBI aHajizy Cy4acHHX JaHUX, MEXaHI3MIB PO3BUTKY,
KJIIHIYHUX TPOSBIB Ta METOJIB JIarHOCTHKH JII30COMHHX XBOpPOO HAKOIHUYCHHS.
OOrpyHTyBaTH JIIKYBaHHSI Ta METOAM NPO(UIAKTUKYU JJISI MOKPAIIEHHS SIKOCT1 KUTTS
mited 1 mopociux 3 X1

Marepianu Ta meroau. bys npoBeaeHuii anami3 ta 36ip iHdopMailii Ha gaHy
TEMy 3 MEJMYHUX CTaTe€d Ta HAyKOBHMX JOMOBIAEH 3apyOiKHHMX JKEpels, PecypciB
oHJIaliH-010moTekn PubMed.

Pesyabratu. Ilpu XI' oCHOBHMMHM  KJIIHIYHUMH  CHUMIOTOMaMH  €:

88



International Interdisciplinary Scientific and Practical Internet Conference dedicated to World Anatomy Day
“Medical and Biological Sciences : Interdisciplinary Aspect”
October 17, 2024

renaToCIjIeHOMEralisd, FreMOPariYyHuid CHUHIPOM, KICTKOB1 001 («KICTKOB1 KpHU3W»),
ACeNTUYHUM HEKPO3 TOJIIBOK CTETHOBHMX KICTOK, IMATOJOTIYHI MepesioMu. Y JiTei
BIJI3HAYAETHCA BIJCTaBaHHS y (PI3MUHOMY Ta CTaTeBOMY PO3BUTKY. XapaKTepHa
CBOEpPIJIHA TIMEPHIrMEHTAIlisl MIKIPHUX TMOKPUBIB, Y MIISHIN KOJIHHHUX 1 JIIKTHOBHUX
cyrio0iB. 30UIbIICHHS CENE31HKH, 3a3BU4ail y 6-12 pasiB, € MOCTIMHOIO 1 HAHOUIBII
paHHbOIO oO3Hakow XI', mpu manbnamli cejae3iHka Mae WIUIbHY KOHCHUCTEHIIIIO.
['ematomerasnist BupakeHa B MEHIIIIH CTYIICHI 1 PO3BUBAETHCS HA OB Mi3HIX CTAIIsAX
3aXBOPIOBaHb. BpakeHHS KICTKOBO-CYrjJoOOBOi CHUCTEMU Mae€ mepelir sk
0€3CMMIITOMHOI OCTEOIeHIi 1 Koi0onmoaiOHO1 AedopmMaiii AUCTAIBHUX BIIILIIB
cTerHoBoi KicTku (koyiou Epienmeiiepa),Tak 1 y BUTIISAAl BaKKOTO OCTEONOPO3Y, IO
CYIPOBO/IKYETHCA MHOXMHHUMM TATOJOTIYHUMH TIEpejioMaMu 1  1MIEMIYHUMHU
HEKpO3aMH, 110 BUKJIMKAIOTh BTOPHUHHI OCTEOAPTPO3M 1 BaXKKI HE3BOPOTHI
oproneanuHi nedextu. OCHOBHUM OpraHom, 1o ypaxeHuil npu XI' € cenesiHka Ta
HaWOUIbII YaCTUM CHUMITOMOM € CIUIeHoMeranis. B pe3ynbrari HakonuueHHs KI°
BiJIOYBA€ETHCSl TOPYIICHHS KPOBOIOCTAa4YaHHS Ta PO3BUTOK 1H(MAPKTY CEJE31HKH.
HakonumdeHHs TiokonepeOpo3uaiB y Makpodarax MNpPU3BOIUTH 0 3HIDKEHHS IX
IMyHOJIOTIYHOT ~aKTHUBHOCTI. [[WTOKIHM, 110 BHIUIAIOTECS MOHOHYKJICAPHUMU
darouutamMu, IIIOTh SIK PETyNIOIOYl OLIKM, MO0 KEPYIOTh IMYHHHMH PEaKIlisSIMH,
3anajJbHUMHU MPOIECaMH, META00JII3MOM Yy KICTKaxX 1 reMornoe3oM. B 3anexHocTi Bij
IPOTPECYBAHHS 3aXBOPIOBAHHS MOXKJIMBUN PO3BUTOK 1H(PAPKTIB 1 PO3PUBIB CEIIC3IHKH
3 BUHUKHCHHSIM KpOBOTedi. TakoX NHUTOKIHM TIOB'SI3aHI 3 BWJIUICHHSM KOJIar€HA3H
pYMHYBaHHSM XpsIIlia Ta HOTEHIIIOIOTH JI1F0 OCTEOKIACTIB , 10 BIJIUBAIOTh HA KICTKOBY
pe3opOiriro. MoHoIUTH Ta Makpodaru € monepeJHUKaMu OCTEOKIIACTIB, TOPYIICHHS
ix (yHKINT OB'sI3aHE 31 3MIHOIO MPOIIECIB KICTKOBOI'O PEMOJICTIOBAHHS Ta 3HUKCHHSIM
MIHEpaJIbHOI MIITFHOCTI KICTKOBOi TKaHuHU. [Iporpecytoua iudimeTparis kI
KiCTKOBOTO MO3KY MIPH3BOJUTH JI0 3BYKEHHS CYJHH a00 iX TpOMOO3y, [0 CIIPUIHHSE
OCTEOHEKPO3. YpaxkeHHs nediHku npu XI' 00yMOBIIEHO MAaTOJIOTTYHUM HAKOITUYEHHAM
rIIoKonepeOpo3nia B IEUIHKOBUX — CHHYCOiaX 1  BHKJIMKAE  HEJIOCTAaTHE

KpOBOIIOCTAYaHHA TKAHWHHU MEYIHKU 3 PO3BHUTKOM 1IIeMIYHUX BOTHHUII HCKPO3Yy 3
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noJanbIIuM nepexoaoM y (idpos. Bigoma ponb nutokiHiB y ¢opmyBaHHI (HiOpo3y
neviHky. [{uTokinu, mo npoaykyroThes K[, BUKIMKAIOTh MOIIKOKEHHS IelaToIUTIB
1 cripusitoTh pi0porenesy. Kniniuyna kaptuna XI' xapakTepHU3yeThCS MTPOTPECYIOUUM
30UTBIIICHHSM TAPEHXIMATO3HUX OpPTraHiB, MAHIIUTONCHIEIO Ta TATOJIOTIE€0 TPYyOUaCTHX
KicTOK ckesneta. [lediHka 301IbIIYyEThCS MI3HINIE 1 MEHINE, HIK CEJe31HKa, B
cepelHbOMY B 2-4 pa3u 1 TaKOXK Ma€ IIIIbHY KoHcucTeHl0. [Ipu nporpecyBanni XI'
MOKE€ PO3BHHYTHCH IOPTajIbHA TIMEPTEH31d, aCIUT Ta IIUPO3 IMEUIHKHA. Y OUIBIIOCTI
XBOPHUX 3'SIBISIOTHCS XPOHIYHI 00JI1 B KICTKAaX, MaTOJOTIYHI MepenoMu, redopmaris
TOJIIBKM CTETHOBOI KICTKHM, YKOPOYEHHSI HMXKHBOI KIHLIBKM 1 MOPYLIEHHS XOABbOH.
XapakTepHi «KICTKOBI KPU3W», IO CYNPOBOKYIOTHCS HACTYITHUMHM CKapramu: 0ot B
KICTKaX, TilIepeMi€ro B 00J1acTi Cyriao0iB, TMXOMAHKOR, JeiikonuTo3oM. [Ipu Oioncii
IIEYiHKU B CHHYCOi/IaX BU3HAYAIOTHCS ITepeBaHTaXKeH1 TIIIOKoIepeOpo3u oM KI', mpote
B CaMHUX TrenaToluTax WOTO BiJKJIaJeHb HE BU3HAUYAETHCS. JKOBTSHUI Ta BUPaKEHI
NOpPYIIEHHS] CHUHTETUYHOI (yHKUII MEe4iHKM y nauieHTiB 3 XI' €, AK mpaBuio,
CUMIITOMOM XPOHIYHOTO TEeNMaTUTy I1HIIOI €TIoJIOTii, piaiie - JeKOMIICHcalii Ha
dinanbHiit cranii camoi XI'. JKoBTsHUIIA 3 HEKOH'FOTOBAHOK TinepOuTipyOiHEeMierO
MOXK€ CBIIUYMTH TPO PO3BUTOK Temomizy. ['emaronoriuni mposBu X[ moB'si3aHi,
Hacamrmiepen, 13 1uroneHiero. Ha koudepennii Amepukancpkoro ToBapuctsa 3
BuBYcHHS TeHeTuku moauuau (ASHG), B mucromnani 2008 p. y dinagensdii (CITA),
Oynu TpelncTaBlieHI Pe3yibTaTH MOCHIKEHHS, M0 MPOBOAWIOCS B 15 MemudHUX
IeHTpax Ha 4 KOHTUHEHTaX, BKIro4yaio 5691 xBoporo Ha mapkiHCOHI3M 1 4898
3nopoBux ocib. Jlo ckimamy 000X rpyn Bxoawiu sik €Bpei amkeHasl (1167), Tak 1 He
eBpei. HocnimpkyBanucs Al myTatlii, xapakrepHi aist XI': N370S ta 1444P. 3rigno 3
OTPUMAaHHUMHM PE3YJIbTATAMHM, Yy TE€TEPO3ZUTOTHUX HOCIIB XI' pHU3UK PO3BUTKY XBOpOOU
[TapkiacoHa O1TBIT HIXK Yy 5 pa3iB MEPEBUIILYE CepeaHbONIONMYIAMiHNHN. [Ipruaomy et
PU3MK MPaKTUYHO 1IEHTUYHHUM SIK Y €BpEiB allkeHasl, Tak 1 He eBpeiB. Bik ge6roTy
xBopoOu IlapkiHcoHa y rerepo3uroTHux HociiB XI' Takok HIKYMM, HIXK Yy 0ci0 13
HOPMaJIbHUM T€HOTUIIOM. B rpyIii XBopux Ha MapKIHCOHI3M CEpeJl He €BPEiB 4acToTa

JTOCIIDKYBaHUX MyTallii ckiana 3,24%; cepen eBpeiB amkenasi — 15,3%. Jocaimkeni
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MyTalii 3ampoNOHOBAaHO BBAXKAaTH TEHETUYHMMH (PaKTOpamMH pHU3HKY XBOpoOU
[Tapkincona. Xo4a MexaHi3MH 3B'S3Ky LIHUX JBOX 3aXBOPIOBaHb MOKH HEBIJIOMI, 1X
po3mdpyBaHHs, A03BOJIUTH PO3POOUTH CHUMIITOMHY, TEpamil0 MNapKiHCOHI3MY.
[Tarorene3 ymkomkeHnHss [IHC npu HelipoHonatnyHux tumax XI HEAOCTaTHBHO
BuBUeHUU. [nmokonepeOpo3ua, i€ TOKCMYHO Ha HEHPOHM, BHUKJIMKAIOUM iX
JNECTPYKIIiI0, OJHAK HE HAKOMUYYETHCSI B HUX. AJi€ YITKOI KOPEJSIIii MK T€HOTUIIOM,
BEJTMYMHOIO (DEPMEHTATUBHOI aKTUBHOCTI 3 -D-rtoko3uaasu ta KiIiHIYHUM niepelirom
nporpecytouoro BpaxeHHs [H{HC ne mae. Jlo HemaBHboro uacy BusiieHHd KI' B
KICTKOBOMY MO3KY, ITEUIHIII 1 Cee31HL1 0yJI0 €IMHUM METOAOM, 0 mATBepKye XI'.
VY 1994 p. (Itanis) nepma €Bpornerickka Poboya rpymna 3 BuBuenHst XI' BcTaHOBUIIA,
110 O10XIMIYHUM KPUTEPIEM TOUHOTO AlarHo3y XI' € 3HM)KEHHsI aKTUBHOCTI (PEPMEHTY
B -D-riroxo3unazu meniie 30% Bin Hopmu. PiBens B -D-Timroko3uga3u BUBHAYAETHCS
B JielikonuTax (in vitro) uu KyabTypi ¢p16po6nactis (in vivo). Ha cborosni aAiarHocTuka
XI' cknamaerbes 3 HU3KM NOCTIJOBHUX €TamiB: 1) BUSBICHHS XapaKTEPHUX KITHIYHUX
O3HAK 3aXBOPIOBAaHHSA;, 2) BUBHAYCHHS PIBHA XITOTpia3uja3u Yy CHPOBATIIL;
3) BuMipioBaHHs akTHBHOCTI [B-D-rimoko3umasu y Jjeiikonurtax; 4) MOJEKYISIPHO-
TeHEeTUYHUA aHam3. XiTtoTpiasizaza — crenudiyauid (EepMeHT, 10 CHHTE3YEThCS
MakpodaramMu. AKTUBHICTb XITOTpia3uaa3u mijBuieHa ouibm HiX y 100 pasiB Bix
HOpMHU Y OubiocTi 3 XTI

BucnoBku. [Ipu xBopo6i ['ome 3nmkenns pepMeHTaTnBHOI akTHBHOCTI -D-
TJIIOKO3U/Ia3u MPU3BOANTH 10 CTHUMYJIAIT MOHOIIMTOMOE3Y ,3aMiHM MakpodariB y
CeJe3iHIll, TMediHIll, KICTKOBOMY MO3Ky KiiTuHamu ['ome, cruieHoMmeranii,
renaToMeraiii Ta ypakeHHs KICTKOBO-CyTii000Boi cuctemu. Kpim Toro, xBopoba ["orre

€ CMAJIKOBOIO, 1110 POOUTH BAXKJIMBOIO T€HETUYHY KOHCYJIBTALIIO.
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