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Ha cerommsamunii 1enp aTakcusa-TereanrnakTasus mnogoonoe 3abosesanue (ATLD) npunsTo
noapasesnars Ha jgsa Tana: ATLD1 (OMIM: 604391) u ATLD2 (OMIM:615919). Sa6oneBanne
nMeeT HEeKOTOpble (peHOTUIInYecKre Ipu3HaKu arakcun-reseanrmakraszun (AT; OMIM:208900),
HO TejeaHrmskTasun 1 uMmMmynogedurut g ATLD1 #He xapakrepHbl, MO0 IPOSIBIISIOTCS BO
B3POCJIOM COCTOSIHAM. B oTjimume oT aTakcuu-Teseanrnskrasuu, s narumenTos ATLD1 u ux
pojiuTe el TOBBIMEHHBI PUCK OHKOJOTMYIECKUX 3a00JIeBAHUI TaKyKe He SABJISeTCd XapaKTep-
ubiM. [lockonbky ren MRE11A nokammsyercs B 1121, a ren ATM, mytupoBanusrit mpu AT,
Jokamsyercsd B 1123, kimandeckn n Ha KiaerodnoMm yposHe ATLD1 u AT moxoxku, u ToJIb-
KO OYeHb IOJPOOHBIA aHaM3 MeXKIeHHbIX B3auMozeiicTBuii mo3soyut oraeantsb ATLD or AT
UCKJTIOYUTE/IbHO HA OCHOBE N€HETUYIECKUX JIAHHBIX.

B pabore 6bL1a onmcana KieTodHas JuHns namuenTa ¢ auarao3om ATLD, a rakske mposeaeH
aHaJ M3 HYKJIEOTHIHBIX 3aMeH, BbisiB/IeHHbIX MeTooM NGS, B remax ATM, MRE 11 A, RAD 50,
NBS1, CETX, APTX uw BRAT 1. Hecmorpst Ha TO, 9TO IATOreHHBIE 3aMEHBI B JIAHHBIX I'eHAX
He ObLIH OOHAPYXKEHbI, KJIMHIUYeCKN 3abojeBanme auarnoctupoBano kak ATLD.

[Ipu mocTpoenun pernaparmuoHHbX Kpubeix pATMS 19! i p53BP1 craTucruydecKn 3Haqu-
MBIX OTJIMYUI OT 3JI0POBOIO JIOHOpa He ObLIO OOHApPY:KEHO, OJIHAKO HaOJII0/IAJI0Ch MO3aUTHOE
npossiieHne Knnasznl pATMS 198! 5 krerkax marmenTa. [Ipn oKpaImuBaHIy JIMHAN Ha KJIETOU-
uesle Mapkeper LMNA A/C, HPlgamma, SIRT1, SIRT6, H3K27me3 n H3K9me3 nabiona-
JIOCh CTATHCTUYECKN 3HAYMMOE Pa3/ndre B YPOBHSIX CPeIHell HHTEHCUBHOCTH (DJIyOPECIIEHITIHI
B KJIeTKaX MaleHTa or 370posoro jonopa mo SIRT1 (B 6 pas menswrne), SIRT6 (8 1,35 pasa
menbie) 1 H3K9me3 (B 1,3 pasa menbine). Bo Bcex K/I€TOYHBIX JIHHHSX JePMAIbHBIX (Hub-
pobnacroB AT, onmcaHHBIX HAMU paHee, CPEJHUI yPOBEHb WHTEHCHBHOCTH (DJIYOPECIIEHITNN
HPlgamma ObL1 JIOCTOBEpHO HUXKE, YeM B KJETKaX 3/J0POBOI0 JIOHOPA, & CPEJIHHil yPOBEHD
SIRT6 nocrosepho Beiie [1]. Kpome toro, Beicokast jous kiaerok nanuenta ATLD nemonctpu-
poBaJia HaKoIIeHue abeppaiyii saepHoil jaMunbl: 4,6% KJIeTOK OJHOBPEMEHHO HMeJo 0716005
1 MHBaruHaIuy sijepHoil jamunbl u 8,4% - npusHaku gpparMeHTaluu gapa, B TO BpeMs Kak B
KJIeTKaX 3JI0POBOrO J0HOpa 10/ 01e600B 1 mHBaruHanmii cocrasiasger He 6osee 1%. Bo Beex
KJIeTOIHBIX JMHNAX AT, OnmcaHHBIX HAME paHee, 0/ KJIeTOK, IMEIOINX OJTHOBPEMEHHO 0J1e0-
Obl 1 mHBarmHanuu, cocrasiser or 3% g0 13% [1]. Omucamnble HaMu 0COOEHHOCTH KJIETOTHOI
Jmnann naruerTa ¢ ATLD BBISBIAIOT HEOOXOAMMOCTH UCC/IeI0BAHUS (DYHKIMOHAIBLHON aKTHB-
Hoctu Ge;ika MRE11A u aktusHocTr sKcpeccun resa MRE11A njist 6oJtee OJIHOTO TOHUMAHWS
natoreneza ATLD u ocobennocteit ero mposisiiennsi. Tem He MeHee, KJeTOTHAST JTUHUS ITAIHEHTA
¢ ATLD ornunaaercs oT OnMCaHHBIX HAMH paHee KJIeTOYHBIX JTUHIA JepMaIbHBIX GuOpobIacToB
HaIMeHToB ¢ pa3andabiMu popmamu AT 10 HECKOJIBKUM KJIETOYHBIM MapKepaM U XapaKTepy
perapanuu JTHK.
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