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BoJsiomnna Hanis IBaniBHa
3100yBay BUILOI OCBITH MEAUYHOTO (PAKyIHTETY
Xapxkiscokuil HAYyioHANbHUL MeOuYHULl YHigepcumem, YKpaina

Huranok Oaexkcanapa CepriiBHa
3100yBay BUILOI OCBITU MEAUYHOTO (PaKyJIbTETy
Xapxiecokuil HayioHATbHUL MeOUYHUll yHigepcumem, YKpaina

HayxkoBuii kepiBuuk: B’1oH Tersina IBaniBHa
KaHJ.MEJ/I.HayK,
ACUCTEHT KadepH 3arajJbHoi MPaKTUKU — CIMEWHOT MEIMLIMHYU Ta BHYTPILIHIX XBOPOO
Xapxiecokuil HayiOHATbHUL MeOUdHUll yHigepcumem, YKkpaina

BILJINB TEHETUYHUX MEXAHI3MIB
HA YACTOTY PO3BUTKY INEPBUHHOI
APTEPIAJBHOI T'THEPTEH3II

AktyanbHicTb. [lepBunna aprepiansna rineprensis (ITAD) - oaHa 3 KIIOYOBUX MATONOTIN
CEepLEBO-CYIMHHOI CUCTEMH, 1110 IPU3BOAUTH A0 Maibke 9 MUIBHOHIB CMepTEl cepel A0POCIIOro
HaceleHHs opoky [1]. beacymuiBHO, ocHOBHY pouib y MaHidecTauii [IAL" Bigirpae CTHIb KUTTS.
Le Taxi akTopH, IK XapuyBaHHs, PIBEHb 1 IKICTh ()I3UYHOT0 HABAHTAXKEHHS, COH, BUJI JISJIbHOCTI
Ta piBeHb cTpecy. OJHAK, caMe TeHETHUYHI YHHHHUKH 3YMOBIIOIOTH 0 50% iHIUBITyambHOI
MIHJIMBOCTI apTepianbHOro TUCKY (AT) Ta CXHIIBHICTH JO PO3BHTKY IILOTO 3aXBOPIOBaHHS, IO
MPU3BOAMTH A0 301IBIIEHHS YaCTOTH JAaHOI MAaTOJIOTIi 3 KO)KHUM HACTYITHUM MOKOJIHHM [2].

Merta: BUCBITJINTH aKTyallbHI T€HETUYHI KOHLEMIIT UIsl KPaloro po3yMiHHS T€HETUYHOTO
¢doHy eceHIlaIbHOI apTepialibHOI TinepTeH3ii Ta BIUIMBY BapiaHTHOCTI I'€HIB Ha POOOTY peHiH-
AQHT10TEH3WHOBOT CUCTEMH 1 CUTHAJIbHUX IUISAXIB, TAKUX K TeTepoTpuMepHi G-O1TKH.

Martepianu i MeToan. AHaii3 BITYM3HIHOI Ta 3apyO1KHOT JIITEpaTypH 111010 T€HETUIHOTO
¢doHy eceHIllaJIbHOT apTepiajibHOT TiNepTeH3ii Ta BIUIMBY BaplaHTHOCTI T'€HIB Ha poOOTy peHiH-
aHT10TEH3WHOBOT CUCTEMH 1 CUTHAJIBHUX IIISAXIB.

PesyabtaTn. Ilicns MOSBM METOAWKH CEKBEHYBAaHHS T€HOMY 3'SIBIUIMCS Teopii Mpo
KOMOIHAI] reHiB, 0 BU3HAYAIOTh PIBEHb apTepiaIbHOTO TUCKY 1, SIK HACIHIJOK, BIUIMBAIOTh Ha
po3BuTok [IAI. OnHak apTepiaqbHUN THCK PEryJIOETHCS CKOOPAWHOBOHOIO POOOTOIO PI3ZHUX
CHCTEM Oprasi3my, TOX 1 KUIBKICTh T'€HIB B IIUX KOMOiHalifX MOBUHHA OYTH YMCENBHOIO, IO
3HaYHO 30UIbIIY€E KUIbKICTh HMOBIPHUX Bapialliif, a OTXKe 1 YCKIIAHIOE, SKILO HE YHEMOXKITUBIIIOE,
iX TOuHy iIeHTU(IKaLiIO.

Y 2009 pomi B xypHami Lancet omyOmikyBaJii MeTa-aHalli3 KOTOPTHHX JOCIIKEHBb
CHARGE Tta Global BPgen, B sxoMy NOBiIOMHUJIM NP0 YOTHUPHU 3HAUYII acomialii y BCbOMY
reHomi, mos'si3ani 13 cuctomiuaum AT (ATP2B1, CYP17A1, PLEKHA7, SH2B3), micts 3
miactomiuaum AT (ATP2B1, CACNB2, nokyc, cymikuuit i3 CSK-ULK3, SH2B4X, TBX3-
ULTKB), ta omny 3 ITAI' (ATP2B1) [3]. ATP2B1 koaye i3odopmy kanbiieBoi AT®dazu
IUIa3MaTUYHOI MEMOpaHH, Ka €KCIPECY€eThCsl B €HA0TENI] CyJUH 1 BUJAJIs€ KaNbIii 3 KIITHHH,
CACNB2 konye 6eta-cyboannamIO KaybirieBoro kanaimy, a CYP17A1 koxaye dpepmenr, mo 6epe
y4acTh Y CHHTE31 MiHepaso- i TIIOKOKOPOiaiB. 3a JOIMOMOTOK JOCIIIKEHHS 3araJbHOTeHOMHUX
acomiariii ([I3['A) Oyno BusBIeHO BIUMB pi3HUX Bapiamiii rena MTHFR, mo komye cunTes
HepeaCcepAHOro i MO3KOBOTO HATPIHypEeTHUHOTO MENTUIY Ta PETyIoe 00'eMHUI romeocTas [4].

[Ti3Hime y BeIMKOMY KOTOPTHOMY AOCHIDKEHHI, IPOBEICHOMY cepen )uTeniB CXimHoi
A3ii, 1e Oy0 3apeectpoBaHo Maiixke 20 TUCAY JOCIHTIHKYBAaHHUX, OYJI0 MPEICTaBICHO YOTHPU HOBI
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nokycu (ST7L-CAPZAL, FIGN-GRB14, ENPEP ta NPR3), siki maroTs BB Ha AT, 1o mi3Hime
OyJ10 MiATBEPIKEHO HE3AIEKHUMHU TOCTIKEHHIMH [5]. BoHM Tako miATBEpANIM POJIb JOKYCIB,
paHiie 11IeHTU(PIKOBAaHUX B €BPONEHCHKUX KOTOPTaxX.

[Tpu momanpIKUX JOCHIHKEHHAX O0YyJI0 BUABIICHO I1Ie OaraTo pi3HUX Bapiailiil, acoliiioBaHUX
3 BIUIUBOM Ha apTepilajibHUI TUCK Ta MiATBEPAKEHO, LII0 HAsBHICTh BapiaHTa reHy, MOB'SI3aHOTO 3
ITAP He 000B'A3K0BO KOPEJIIOE 3 HAsIBHICTIO apTepiasibHOI rinepTen3ii y ganoi noaunu. Lle BkoTpe
M1JKPECII0€ BarOMUi BIUIMB 30BHIIIHIX ()aKTOPIB HA peasti3aliio [UX T'eHIB.

BucHoBku. He3Baxarouu Ha BeJIMKY KUIBKICTh HAYKOBHX Ipallb HAa TEMY BIUIMBY F€HETUKU
Ha BuHUKHEeHHA [IAI, me muTaHHS BCe LIE 3AIMIIAETHCS MO JOCHIHKEHUM, 32 BHHSATKOM
KUTbKOX MOHOTeHHuX ¢opm Al'. CkiamHa npupoga (GpeHOTUITy TinepToHii poOUTh HEOOXITHUM
IPOBE/ICHHS BEJIMKOMACIITAOHUX JOCHIIPKEHb, @ TaKOX CKPUHIHT CIMEMHUX Ta T€HETHMYHHX
dakTopiB. MailOyTHI JOCIITKEHHSI CEKBEHYBaHHS BCHOTO T€HOMY JOTIOMOXYTh 3PO3yMITH, SIKi
came BapiaHTH KOMOIHaIiil TeHiB Ta iX ajeinell BIUIMBAIOTH HA PIBEHb apTEPiajbHOIO THCKY Ta
HACKUIbKY BUCOKHM € LIeH BIUIUB.
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