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3rigHO 3 JiTEpaTypHUMH JaHUMH BapiaOelbHICTh BHHHKHEHHS CEpIICBO-CYyJMHHUX 3aXBOPIOBaHb Ha 65%
nerepmiHoBaHa reneruyno ( CusiD.etal., 2003). Tomy BUBYCHHS BIUTMBY T€HHHX MYTallii Ha ()OPMYBaHHS Ta PO3BHTOK
CepIeBO-CYAMHHUX 3aXBOPIOBAHb € aKTYyaJbHOIO IPOOIEMOI0 ChOTOJeHHSA.MeToro naHoi HaykoBoi poOotu Oyio
JOCII/DKEHHS JTiTepaTypHUX JOKEpeNl 3 TNHTaHb TeHETMYHHX MEXaHi3MiB maroreHey cuHzapoMmy Mapdana. Ile
AyTOCOMHO- [JOMIHaHTHE TEHETMYHE 3aXBOPIOBAaHHSI 3 YPAXKEHHSAM CIIONYYHOI TKAaHMHH Ta CKeJleTy, SKe
XapaKTePU3yEThCS BUCOKOIO i TOHKOIO CTAaTypolO, AWCIPONOPIIHHAMH KiHIIBKaMHU 3 TaBYKOIOMIOHUMH MaJIbISIMU,
nedopMaIiiero CKeNeTy Ta TPYIHOI KIITKH, JUCIDIa3i€0 CYII00iB, MO YCKIAAHIOITHCS CTPYKTYPHOIO 3MIHOKO KITAlaHiB
ceplis, po3lIapyBaHHSAM CTIHKM aOpTH Ta aHOMaJisIMM JUcioKamii Kpuimranuka oka. Ha cuampom Mapdana xBopie
nume oaHa TroauHa 3 3000 oci6. Ten, mo cnpudunse XBopoby 6ys BusBIeHui dpanuecko Pamipecom (Hero — Hopk) B
1991 porii B nientpi Maynt CuHaii.3aXBOpIOBaHHS yCIaIKOBYEThHCS 3a JOMIHAHTHOIO 03HaKor0 Myrtarii rena FBN1 (15
XpOMOCOMa), SIKMI KOAYe TiiKonpoteid ¢iopwmin-1. [eit 0110k € OMOpHUM KOMITOHEHTOM ITO3aKIITHHHOI'O MaTPHUKCY,
SIKMH 3a0e3nedyye CTPYKTYpHY WITICHICTh CHONYYHOI TKAaHWHH Ta SIBISIETBCS pe3epByapoM st akropa pocTy, IIo
CTUMYJIIOE PICT KIIITHH 1 PETYJIIOE€ TOHYC IIafeHbKUX M's3iB. @iOpuni — 1 3B’s13ye HeakTUBHY (opMy ¢akTopa pocTy
(TGF-B), mormuHae HOro i peryjaroe CHHTE3 KOJAreHy Ta €NACTHHY B CHONYYHiM TKaHuHI. AHOoMaiis reHa FBN1
MIPU3BOJUTH 10 3MEHIIIEHHsI YTBOpEHHs1 (iOpuItiHy-1, 1110 BUKIIMKAE HaIMIpHE HAKOMWYEHHS (paKkTopa POCTY B KIIalaHax
ceplis, CTiHIII aOpTH, JIETeHsX, [IMHOBUX 3B’S3KaX 4epe3 HEeAOCTaTHE MOTJMHaHHA Horo. OJHOYacHO HaaMipHO GaraTto
BUBIJIBHIOETHCS TIPOTEA3, SIKi pPyWHYIOTh CTPYKTYPY MO3aKIITHHHOI'O MAaTPUKCY, 3MEHIIYIOTh €IaCTU4HICTh BOJIOKOH Ta
3B130K. Uepe3 ayrocOMHO-IIOMIHAHTHHH XapaKTep 3aXBOPIOBaHHS OAaThbKH MOXYTh NepeAaTH JedeKkTHI T'eHH CBOId
JUTHHI 3 WMOBIpHIcTIO 50%, npu bomy y 30% BuMaiKiB BUHUKAIOTh HOBI reHEeTH4HI MyTalii 3 yacrororo 1:20 000.
Cunngpom MapgaHa He BUITIKOBYEThCSI, e BUKOPHCTOBYIOUH 3HAHHS MMAaTOreHe3y 3aXBOPIOBAHHSBUHUKAE MOXKIIMBICTD
CHOBUIBHUTH PO3BUTOK YCKIIQJHEHb TaKHX, sIK aHEBpU3Ma aopTH, (POPMYBaHHS BaJl CEPLIEBUX KJIaNaHiB Ha JECATUIITTS
¢dapmaxonorivHuM 1uIsixoM. KUTiHIYHI - CrIOCTEpeXeHHsl MINTBEPIWIN, [IO0 BHKOpUCTaHHA iHTiOITOpiB AIlD Ta
0JI0KaTOPIB PEUENTOPIB J0 aHTi0TeH3UHY -11 3HU3MIIN PU3UK PO3BUTKY CEPLEBO-CYITMHHUX YCKJIQJHEHb BIBIYi.



