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X1V cmyoenmcoka konghepenyia
«llepwiuii kpox y nayky», 24 mpaens 2023 p., Cymu, Yxpaina

IHOJIMOP®I3M I'EHIB SIK O/IUH I3 TEHETUYHUX ®AKTOPIB
Y PO3BUTKY IIU30PPEHIT

Jlucrok C., cmyodenmxa; HH MI Cym1Y, rp. M.m-101

Odimiitna craTucTHKa CTBEPIKYE, IO IMH30(peHis Bpaxkae 20 MITH.
JOJICH y BChOMY CBITI IIOpiYHO, npuOmu3Ho 1% nroxei mianeru. Jlana
XBOpoOa € omHiero 3 15 MPOBIAHUX MPUYMH 1HBATIAHOCTI Y BCHOMY CBITI.
Im3odpenis — me CHagKoBUH TCHUXIYHUNA pO3Nai, SKHH MOXEe OyTH
CIPUYMHEHUM MYyTalisiMu ab0 OJHOHYKJICOTHIHUM moiMopdizmom (SNP)
pi3HUX reHiB. MeTolo MO€el poOOTH € JOCTiIKEHHS MOJiMOpdi3My TeHiB,
M0 TPU3BOAATH 10 ii MpOsBy. 3HAHHA TEHETUYHHUX AaCIEeKTiB MOXYTh
JOTIOMOTTH JIIKaplo YCBIIOMUTH BCi MOJJIMBI MPUYMHU 3aXBOPIOBAHHS, a
TaKOX BUJIUTHTH IPYNH PUBHKY.

3riqHo Meta-aHamizy O.M. be3yrmnoi Big Xapkiscekoro HY imeni B.H.
Kapaszina Oyio moBemeHO B3a€MO3B’S30K MK MPOSBOM ImM30(dpeHii Ta
nosiMopgizmoM rena HTR2A, mo komye cepoToHiHOBHII perientop 5-
HT(2A) y minsani T102C, y Burnsani C-anenbHuX GopM Ha JOBTOMY TUIeUi
xpomocomu 13. BHachimok Takoi 3MiHU BiJI3HAYEHO ITOMITHE 3MEHIIICHHS
HIUTBHOCTI IMX PElenTOpiB B Pi3HUX 30HaX KOpHU. BueHi BHABMIH, IO Y
XBOpHUX, Y TIOPIBHSAHHI 31 30pOBUMH, MiJBUIIICHA YacToTa ajiemo C y BCix
nocrmimkyBanux monyisnisx (I3paine, bpazwmisa, ®innsuzpis, Kanana,
Pocist), ane wacrora 3ycTpidajbHOCTI B pi3HMX KpaiHax HeoaHakoBa.[l]
Otxe, mpu Tigo3pi Ha MHU30QPEHII0 CIiJ BpaxoByBaTH reorpadivHi
¢akxropu.

Moxamen A. Enp-Xamigi, Xanaa M. AOmiH OIUHWIM acoLialifo
nojiMopizMy TEHy, WI0 KOAYyE MeETWICHTeTpariapodoaarpeaykrasy
(MTHFR), a came d¢parment C677T, ta mmsodpenii.[2] MTHFR
3a0e3neuye peryJsiilo piBHSI TOMOIMCTEIHY B OpraHi3Mi i MPH TOYKOBHX
BIJIMIHHOCTSIX ayieliell IOPYIIy€eThCsl TOBHOIIIHHE QYHKI[IOHYBaHHS CH3UMY,
10 MOYKE MPU3BECTH JI0 TilEPrOMOIIUCTETHEMIT, sIKa B CBOKO YEpTy 3HUKYE
€JIaCTHYHICTh CYAMHHOI CTIHKH, IOLIKOJKYE ii. Y XBOpUX Ha MHM30(PEHit0
crocTepiranacst Buia nomupenicts noiaimoppismy MTHFR C677T, Hixk y
3opoBuX cy0’ekTiB.[2] Lle#t mpukian sickpaBo iLMOCTpye MOMIMOPQHICTH
3aXBOPIOBAaHHS.

I'er NOTCH4 po3ramoBanwuii y 6p21.3, miciie, sike, sIK MOKa3aiu KiTbKka
JIOCITI/DKEHb, Ma€ 3HA4YHMUK 3B’5130K 13 mm3odpeniero. HerroaaBuo Oyiio
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MOBIIOMJICHO TIPO HAI3BHUYAWHO CHJIBHHK 3B'S30K MK MOJIMOP(hiZMOM
redra NOTCH4, mo npuiimae y4acts y CHHTE31 OiJIKa, KU € perenTopom,
AKTUBATOPOM 1 MIN30(peHi€l0 y OpUTAaHCHKUX MAli€HTiB. Xipomi YDKiKe,
SAcyci Takexica Ta iHIII MEperfasHyId iXHI BHCHOBKH, BUKOPUCTOBYIOUH
AMMOHCHhKE HacelneHHs. BoHu reHoTHyBany Tpu TunM momimopdizmy, SNP1
y 5' ¢pmankytouiit o6macti, SNP2 y mpomoTopHiit o6macti ta mosTopu CTG
B ek30oHi | resa NOTCH4 wmmsodpenii (N=188), mnauieHtiB i3
mm3oadextnBEIM posnagoM (N=39) ta kouTpompHOi Tpymu ( N=143).
I'enorumosi posnoxinm Ta anensHi YactoTd moBTOopiB SNP1, SNP2 ta CTG
rena NOTCH4 He mnokazanm CyTTEBOrO 3B’S3Ky 3 MIM30QPEHIE0 4n
mM30aeKTUBHUM  po3nagoM. Lle mocmimkeHHs ToOKaszajio, IO TIeH
NOTCH4 ue Hamae cnpUAHATIMBOCTI 10 MM30(peHii Ta mu30aQeKTHBHIX
po3NIadiB y SIMOHIB, HAa BiIMiHY Bix 3Haxigok y Opwuranui.[3] Tox
noJiMop(di3M TeHiB Mae pi3Hi MPOSBU B Pi3HUX HAIIOHATBHOCTSIX.
[lincymoByroun, MOXKHA CKazaTd, IO MapKepaMHd B iarHOCTHII
mm3odpeHii € moaiMopdi3M TeHiB, MO KOAYIOTh PEUYOBHHU 3 aOCOIIOTHO
pi3HUMH (QYHKILISIMH, a OTXKe iX B3a€MO3B’S30K HE € OYEBHIHHM. TaKoX
CIIiJT 3a3HAYUTH, M0 caMe SBHIIE MOTiMOpQi3My HE 3aBKIU CBIIYUTH MPO
HasSBHICTh TMATOJOTil, CKOpII TpO pW3HWK ii BHHUKHEHHA, ane 1 Ie
KOJIMBAEThCS B 3aJICKHOCTI BiJf eTHOCY. JIOCHIKCHHS IOKa3ylTh, IO
noeAHaHHs  (Bi3UYHUX, TEHETHUYHHX, TICUXOJIOTIYHUX Ta (aKTopiB
HaBKOJIMIIHBOT'O CEPEIOBHIIIA MOKE 3pOOUTH JIIOAUHY O1IbII CXHIIBHOIO 110
PO3BUTKY IIbOTO 3aXBOPIOBaHHsA. BBakaro, 1o BCI I[i CTUMYJH CIIiJ
BpaxOBYBaTH MPH MiJ03pi y MalieHTa Ha mu30(peHito.
Kepiuauk: JleBuenko 3.M., acucmenm
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