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KopucHa mMopenb HanexuTb 0O MeauuuMHW, a came OO0 MeAWYHOI AiarHOCTUKM, i Moxe OyTu
BMKOPUCTaHa s BU3HAYEHHS OOHOHYyKneotuaHoro nonimopdpismy g28197A>G B 20 ek30Hi reHa
enactnHy (ELN) 3 MeTow paHHbOI AiarHOCTUKM Ta MpoqinakTMKA 3axBOPHOBaHb, WO MOB'A3aHi 3
NaTosIorield CTPYKTYP EKCTPaLEnonsapHOro MaTprKCy, a TakoX ANs OTPUMaHHA TOYHOro, 06'€KTMBHOTO
NPOrHO3y PO3BMTKY 3aXBOPKOBaHb, BUKMMKAHMX AAHOK NaTOMoriElo.

[ocnigKeHHA oCTaHHIX OecATUpid nokasanu, Wo B pesynbTaTi NopyLeHHs, BHYTPILLHbOrEHHUX
geneuin abo TOYKOBMX MyTalih B TeHi enacTMHa poO3BUBAKOTLCA Taki 3axBOPHBaAHHS — SK
cynpaBanbBynsipHUiA aopTtanbHuin cteHo3 (SVAS), cybapaxHoiganbHi aHeBpuamu (Curran M.E. The
elastin gene is disrupted by a translocation causing supravalvular aortic stenosis/M.E. Curran, D.L.
Atkinson, A.K. Ewart et all. // Cell.-1993. - Vol. 73. P. 159-168; Ruigrok Y.M. Association of
polymorphisms and haplotypes in the elastin gene in Dutch patients with sporadic aneurysmal
subarachnoid hemorrhage / Y.M. Ruigrok, U. Seitz, S. Wolterink et all. // Stroke.-2004. - Vol. 35. - P.
2064-2068). NokasaHo, Lo MyTaLii B reHi enactMHa MoXyTb BiAnoBigaTn 3a NOPYLUEHHS NPYXXHOCTI B
cucTeMi enacTmyHmMx BonokoH Wkipu (Graul-Neumann L.M. Highly variable cutis laxa resulting from a
dominant splicing mutation of the elastin gene/ L.M. Graul-Neumann, |. Hausser, M. Essayie, A.
Rauch, C Kraus // Am. J. Med. Genet. A.-2008. - Vol/146A(8). - P. 977-983).

TpaguuinHo BM3HA4YeHHS norimopdiamiB reHiB 6a3yeTbCst HA BUKOPUCTaHHI MeTody noniMmepasHoi
NaHUIroBoi peakuii 3 HaCTynmHUM pPecTpukuiiHum aHanizom (MJP-NOP®), craHgapTHOi anens-
cneuundiyHoi MJIP 3 BMKOpUCTaHHAM ABOX nap cneuudivyHuX OniroHyKNeoTuaHUX npanmepis Ao
"Onknx" Ta MyTaHTHUX anenen Ta geTekuielo NpoaykTiB amnnidikauil enekrpodopeTUHHNM METOAO0M.
MeToan Bu3Ha4eHHs noniMopdi3MiB reHiB, WO HaBedeHi, AOCUTb CKMNagHi, TPyOOMICTKi, BUMaraTb
OaraTo yacy.

[o aHnanoris cnocoby, WO 3asBNAETbCA, MOXHa BiAHECTU METOA BM3HAYeHHs nonimopdiamy
S422G reHa enacTuHy, CyTb SIKOrO Monsdrae B BU3HAYEHHI HasiBHOCTI MyTaHTHOI aneni metogom MJ1P-
TexHikn pagioaktmeHoro mideHHsa (Hanon O. Aging, carotid artery distensibility, and the Ser422Gly
elastin gene polymorphism in humans / O. Hanon, Vu Luong, J.J. Mourad et all. // Hypertension.-
2001. - Vol. 38. - P. 1185-1189). OpgHak, Hedonikamu AdaHoro metogy € OaratocTagivHicTb Ta
TPYOOMICTKICTb MpoLecy aHanidy, BWKOPUCTAHHA pPafioakTMBHUX KOMMOHEHTIB, WO noTpebye
0CcobnMBOro TexHiyHoro obnagHaHHs. ToMy, HanpaBneHiCTb AOCNIMKEHb NOBUHHA ByTU cnpsiMoBaHa
Ha MOWYK Ta pO3pobKy TOYHUX, Cy4aCHUX Ta He TPYAOMICTKMX, HALIMHUX METOAIB BUSIBIEHHS
OOHOHYKMEOTUAHMX MnoniMopdiaMi, O MOXyTb OyTM MOB'sI3aHi 3 MATONONE EKCTPaLEeNonsapHOro
MaTpUKCy.

Hainbinbw 6nu3bkum 0o 3anponoHoBaHoro cnocoby € metof (Rodrigues C.J. Elastin (ELN) gene
point mutation in patients with inguinal hernia / Consuelo Junqueira Rodrigues, Jin Hwan Yoo and
Aldo Junqueira Rodrigues Junior // Genetics and Molecular Biology.-2006. - Vol. 29, N. 1. - P. 45-46).
CyTb fIKOro nomnsrae y MOLWYKy TOYkOBOi MyTauii g28197A>G reHa enacTuHy LWASXOM OLiHKK
KoHdopMmaLinHoro noniMopdisamy ogHonaHutorosmx dparmentie  [OHK, wo cknapgaetbca 3
amnnidpikauii reHa metogom [P Ta Bu3HauyaeTbCcs 3a OOMOMOroK AeHaTtypauii OTpUMaHoro
dparmeHTy Ta KHoro enektpodopesy. Lleih meTon [03BONSE MPOBOAUTW aHami3 3HaYHOI KifbKOCTI
npo6, Lo BiANOBIAATbL AEKINTbKOM €K30HaM BENMKOro reHa abo OTpUMaHuX Big BENUKOI KifbKOCTi
XBOPWX.

Heponikamn gaHoro metogy €, Mepll 3a BCe, BUCOKA BapTiCTb peakTMBiB Ta obnagHaHHs, Lo
BMKOPUCTOBYETLCS, AaHWMIA NigXig Hambinbw npuoaTHUA ONs aHanidy BiQHOCHO kopoTkmx (200-300
n.H.) pparmenTie AHK, cknagHicTe B iHTepnpeTauii oTpyMaHux pe3ynbTaTiB, WO HEe AaE MOXMIMBOCTI
LUMPOKOTO BMKOPUCTAHHSA MOro ANs BUSIBNIEHHS OOHOHYKNEoTuaHoro nonimopdisamy g28197A>G reHa
enacTuHY B MOBCAKAEHHIN KIiHIYHIN npakTuu,.

B ocHoBy KOpuCHOI Mogeni nocTaBfneHa 3ajaya CTBOPEHHS CMocoby BU3HAYEHHS
OLHOHYKIeoTugHoro nonimopdiamy g28197A>G reHa enactvHy, WO A03BOSISE BU3HAYUTU FEHETUYHI
OETEPMIHAHTM PO3BUTKY CTPYKTYPHMUX 3MiH KOMMOHEHTIB €KCTpaLentonapHoOro MaTpukcy, a came
enacTvHy, 3 MeTOK paHHbOI [iarHOCTUKM MaTOMNOrYHUX 3MiH CMOMNYyYHO! TKaHWHKW, OPMYBaHHS
NPOrHoO3y, BU3HAYEHHSI NMokasaHb ANsl OKPEMMX NpenapariB i BUOOpy NpaBuMbHOI NiKyBanbHOT TaKTUKU.

MocTaBneHa 3ajada BUMPILWYOTb CTBOPEHHSM CMOCODY BM3HAYEHHS OAHOHYKNEOTUOHOrO
nonimopdiamy g28197A>G reHa enacTuHy MeTOAOM arenb-cneundivyHol nonimepasHoi NaHuUoroBol
peakuii, KW BKIOMAE BU3HAYEHHS HasIBHOCTI nonimopdHux anenen A ta G, BigpisHSieTbCs Big
BiJOMOro TUM, WO OOHOYACHO BUSIBMSIETHCS HASBHICTb "AMKOI" Ta MYTAHTHOI aneni 3a 4OMOMOro
noniMepasHoi NaHUOroBoi peakuil 3 napoto anenb-cneundivyHux npanmepis Ta naporo cneunddivHmx
npo6, mivyeHux dnyopecueHTHUMKM HapBHUkammn FAM i R6G 3 5'- kiHus | BHQ-1, BHQ-2 3 3'-kiHus,
BiANOBIOHO, a AeTeKLia NPOoAYKTIB peakUil NPoBOAUTLCS B PEXMMI peanbHOro yacy.

Cnocib peani3yeTbCa Takum YMHOM: MPOBOAATH BUAINEHHA reHomHoi [HK 3 BEHO3HOi KpoBi
obcTexyBaHuMx 3a gonomoroto Habopy "[OHK-ekcnpec-kpos" (OO0 HIM® "Jlutex", Pocis).
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MyTaHTHMI Ta "gukuit" Tun anenen reHa ELN amnnicpikytoTe 3a 4ONOMOrow anenb-cneundivyHor
MNP B 25 MKN peakuinHOi Cymiwi, WO MICTUTb: CyMill Ae30KCuHykneosuarpudocdaTtis 2,5 ™™
koxHoro, 10 x IMJIP-6ydep, 25 TM MgCl,, 5 E/mkn Tag-AHK nonimepasu 3 aHTUTINamu, Wwo iHridyoTb
akTnBHiCTb depmeHTa (Komnanus CUHTOIJI, Pocis) Ta no 5 nkmonb cneuundiyHMx npanmepis:
ELN_up 5-GGA GTC GGA GGT ATC CCT GG -3'; ELN_low 5-TGA CTA AGG CTC ACG GGA AAT
G-3', no 5 nkmornb cneundivyHmMx Npob MivyeHmx dnyopecueHTHUMN 6apBHUKamn FAM i R6G 3 5'- kiHUs
i BHQ-1, BHQ-2 3 3'-kiHus, BignosigHo: ELN_wt (FAM) TG TCC CTG GTG TCG GAG-(BHQ-1);
ELN_m2 (R6G) TG TCC CTA GTG TCG GAG-(BHQ-2) (Komnarnua CUHTOI, Pocis).

MeHomHy [JHK obcTexyBaHux gogarTb A0 cymili KinbkicTio 20-50 Hr. AMnnicpikauito noniMopgHoi
ainaHkn reHa ELN npoBogate Ha AetektyBanbHomy amnnicpikatopi AT-322 (OO0 "HMNO [OHK-
TexHonoruns", Pocis) B pexumi peanbHOro 4yacy, HaCTynHUM YMHOM: novaTtok amnnidikauii npm 95 °C -
2 XBUIMHK, HaKonu4eHHsa amnnidikauinHoro npoaykTty npotsrom 40 umknis, 95 °C - 20 cekyHp, 63 °C -
40 cekyHA.

Mpuknag NpakTUYHOro BUKOPUCTaHHS Cnocooby.

MpoBegeHo BMBYEHHS 3B'si3Ky HAsABHOCTI nonimopdiamy g28197A>G reHa enacTuHy 3 NpoLecom
nartonoriyHoro pybutoBaHHsA paH y 38 XBOpUX, LLO 3HAaXO4MIUCA Ha CTauioHapHOMY i amGynaTopHOMY
NiKyBaHHi nicna nNnaHoBMX XipypriyHMX BTpy4YaHb 3 MPUBOAY PIi3HUX 3axBOPHOBaHb, MNEPBUHHOI
XipypriyHoi 06pobkn paH Yy pisHUMX Tonorpado-aHaTOMIYHMX [OifsiHKax rofnoBuM Ta wwui. 3a
aHaAMHECTMYHMMM OAHUMW Ta KMiHIYHMUMM CMOCTEPEXEHHAMU 3a MpoLecoM pybutoBaHHA paH XBOPi
Oynu posnoaineri Ha rpynu: XBopi 3 HasIBHICTIO naTonoriyHmMx pybuie (ocHoBHa rpyna ((n=18)), Ta
XBOPi, O He MaloTb NaTonorivyHnx pyobuis (rpyna nopisHsaHHS (n=20)).

HassHictb "gukoro tuny" reHotuny AA cnoctepiranm y 33,3 % XBOpPUX OCHOBHOI rpynu, YactoTta
reteposurotHoro reHotuny AG cknagana 38,9 %, a roMO3MroTHUA reHOTUM 3a MYTaHTHOK anenso
GG 3ycTtpivascsa y 27,8 % xBopux gaHoi rpynu. Yactotu anenen A i G cknaganu 52,8 % Ta 47,2 %,
BiQNOBIOHO, @ HOCIAMW anenen (CniBBIOHOLIEHHSI KiNbKOCTi oci6 3 gaHMm anenem [o 3aranbHoil
KinbkocTi oci6 B rpyni) A i G 6ynn 72,2 % Ta 61,1 % ocib, BianosigHo.

Yactota romosurotHoro reHotuny AA reHa ELN B rpyni nopiBHAHHA cknana 65 %,
retepo3urotHmin reHotun AG 3yctpidyasca 3 yactotoro 30 %, yactota MyTaHTHOro reHotuny GG-5,0
%. Anenb A 3yctpivyanack y 80,0 %, a anenb G y 20,0 % xBopux gaHoi rpynu. Hocincteo A aneni
Bu3HayeHo B 81,5 % ocib, a G aneni - y 65,8 %.

Mpu nopiBHsHHI yacToT anenen A Ta G MK rpynamm xBopux, LLO AOCHISXyBanucb, BUABMEHO
AOCTOBIPHY 3anexHiCTb MiX HasBHICTIO nonimopdHoi aneni G Ta NigBMLLEHMM PU3MKOM YTBOPEHHS
natonoriyHmx pyéuis (BLU = 3,58, Ol (95 %)= 1,3-9,87, p=0,023).

HasBHicTb ToukoBOi MyTauii g28197A>G reHa enactuHy 6yno AOCMigXeHO B rpyni nauieHTiB 3
rPWXOHOCINCTBOM (OCHOBHa rpyna (n=55)) Ta y oci6 6e3 rpwkoBoi xBOpobu (KOHTpOmMbHa rpyna
(n=32)). MNokasaHo, Lo i3 55 XBOPUX OCHOBHOI rPynNn AaHa myTauia 3ycTpivyanace y 13 xsopux (23,6
%), i3 HUX peunanB 3axBOpOBaHHS MaB Micue y 6 (46,2 %) Bunagkax, ge 4 (7,3 %) 6ynu romosurotu
(GG), a 9 (16,4 %) - reteposurotn (AG). B Toi xe yac B KOHTPOMbHIA rpyni TOYkoBa MyTaLis
cnocTepiranacb B 3 (9,4 %) sunagkax, ge 1 (3,1 %) - romosurota (GG), a 2 (6,3 %) - reteposnroTu
(AG). Taknum 4nHOM, oTpUMaHO AOCTOBIPHY pisHMUIO (p<0,05) yacToTK gaHOI MyTauil MK OCHOBHO
rpynoto, Kyau yBIALLNM XBOPi 3 Pi3HOK Iokanisauieto rpux, Ta KOHTPOMbHOK rpynoo, e rpuxosa
nartonoria 6yna BigcyTHA. CnocTepiraBcs BUCOKUIA BiAcOTOK (46,2 %) nauieHTiB B gaHin rpyni 3
peunguBHMM nepebirom xBopoom.

Takum 4uHOM, 3a [OMOMOroH CMocCoby, WO 3asBMASETbCH, AOUIMbHO BMU3HAYaTM HasBHICTb
MyTaHTHOI aneni nonimopdiamy g28197A>G reHa enacTtuHy.

BusHauveHHs ogHOHykneoTugHoro nonimopdiamy g28197A>G reHa enacTuHy, 3a [OMNOMOIOH0
AaHoro cnocoby, € 3pyYHUM Yy BUKOPUCTaHHI, iHHPOPMATMBHMM, BUCOKOCMEUUiYHNM, 0O3BONMUTH
3abe3neunTn 06'eKTMBHE, HafdiiHe Ta TOYHE BW3HAYEHHS AaHOro noniMopdiamy, O AONOMOXe
TOYHiLLEe NPOrHO3yBaTW Ta KOHTPOMOBATU Nepebir 3axBopoBaHb, AKi MOB'A3aHi 3 NATOMOrE CTPYKTYP
€KCTpauenionspHOro MaTpuKcy.

®OPMYJA KOPUCHOI MOJEN!I

Cnoci6 BU3Ha4YeHHs 0AHOHYKNeoTuaHoro nonimopdiamy g28197A>G reHa enacTuHy METOLOM arnerb-
cneum@iyHOl NoniMepasHoi NaHLIroBOI peakuii, WO BKMYaE BU3HAYEHHS HAsiBHOCTI MOMNiMOPdHMNX
anene A Ta G, 9kMn BiAPI3HAETBCA TUM, IO OAHOYACHO BUSABMSETbCS HAsIBHICTb "AMKOI" Ta
MyTaHTHOI aneni 3a [OoMoOMOrow MosfiMepasHol NaHUroBol peakuil 3 napol anenb-cneungivyHmx
npaviMepie Ta napoto cneundivyHmx npob, MiveHnx dpnyopecueHTHUMK 6apBHMkamu FAM i R6G 3 5'-
KiHus i BHQ-1, BHQ-2 3 3'-kiHUf, BignoBigHO, a AeTeKuis NpoayKTiB peakuii NpoBOAUTLCS B PEXUMI
peanbHOro 4acy.
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