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BabosieBanns1, acCOIMMUPOBAHHBIE C JIOMKOI X-XpoMOcoMoii, obycioBiaenb! sxcnancueit [II'T-
IIOBTOPOB B H’-HeTpaHcaupyemoit obstactu rena FMR 1. [1as rena onrcano 3 ajiiesisi B 3aBUCUMO-
ctu ot gyuabl I'T-moBTropoB: HOpMa, IpeMyTalsd U IOJIHas MyTallis. JKCIAHCHS ITPUBOIUT
K Hapymenuio cunresa 6eka FMRP, koropslit HeoOxomum 119 HOpMaJIbHOTO Pa3BUTHUS U IIpa-
BUJILHOTO (DYHKITMOHUPOBAHUSA HEMPOHOB. MexaHn3M BO3HMKHOBEHUsI 3a00JIEBAHUII CJIOYKEH U
JIO KOHIa He n3ydeH. Ha MBIMIUHBIX MOJIE/IAX y2Ke MOKa3aHo, 9To nmoMumo skcnancuu [[I'T-mo-
BTOPOB B TIATOTeHE3 TaKKe BOBJIEUEHBI ITyTH, perympyemble MuKpoPHK. Hampumep, y mbimmeii
- Mojesieil CHHIpOMa TpeMopa,/aTakChu u3MeHseTcsi ypoBeHb skcipeccun MUKpoPHK, kom-
ieMeHTapHbIX 3’-Herpaucaupyemoit obsiactu MPHK rena FMR1, oTHOCHTEIEHO HOPMAJIBHOIO
KOHTPOJIS, UTO YKa3bIBAEeT Ha HerocpeacTBenHoe yaactrue MuKkpoPHK B perymsnuum sxcripeccun
rena npu narosornu [1]. Ha cerogusmmmii nens Boiedennocts MukpoPHK B marorenese 3a-
6osieBanmii, cBA3aHHbIX ¢ dKcrancueit [[I'T-noBropos B rene FMR1 y 4desioBeka, He udydena. B
CBA3M C 9THUM IIEJIbIO JaHHON paboOThI sBJIsgeTcs uccaegoBanue B3anmMoeiicreus MukpoPHK ¢
3’-nerpanciupyemoit obactbio MPHK rena FMRI1 4enoBexka.

UccnenoBanne yposueii skcunpeccun MukpoPHK, koMmmiementapubix 3’-HeTpaHc/mpyeMoit
oonactu MPHK rena FMR1 6buIo MpoBeAeHO HA KJIETOYHBIX JIUHUIX, IMOJTYYEHHBIX OT Malld-
€HTOB C TIOJIHOW MyTallueil, IpeMyTalueil, a TakyKe B KOHTPOJIbHBIX KJIETOYHBIX JUHUAX. BBIIO
[MOKa3aHO, ITO YPoBHU HEKOTOpbIX MUKPOPHK 3aBucaT or reHoTuiioB mcciieryeMbIX KJIeTOY-
ubix juanit. MukpoPHK, nmokasapmryto MakcuMaaIbHYIO Pa3HUILY B 9KCIPECCUU B 3aBUCUMOCTH
OT TEHOTHUIIA 0TOOpAJIN JJIsl JAJIBHENRINX SKCIIEPUMEHTOB. B KadecTBe KOHTPOJIA PENIEHO ObLIO
ncroJibzoBaTh MUKpOPHK, sKkciipeccnst KoTopoii 1mocTosiHHa 1 He 3aBUCUT OT N€HOTHIIA.

JLnsa uccnenoBanus B3aumoieiicteusg MukpoPHK u 3’-nHeTpanciaupyemoii obiactu resa FMR 1
OBLITH CO3JaHbl T€HHO-WHYKEHEPHbIe KOHCTPYKIINH, KarKJasd U3 KOTOPBIX HECeT OJIUH I'eH MUK-
poPHK 1o nHAyIUpyeMbIM IIPOMOTOPOM, 3’-HETPaHCAUPYEMYyIO 00JIaCTh IeHa, CBI3AHHYIO C
3’-KOHIIOM T'€Ha, 3eJIeHOI0 PEIOPTEPHOro Oejika 1 reH KPacHOro pernoprepHoro Oenka. I'eHbl pe-
MOPTEPHBIX OEJTKOB PACIOJIOXKEHBI T10J] KOHCTUTYTUBHBIMU ITPOMOTOPAME KM SKCIPECCUPYIOTCA
Ha ITOCTOSHHOM YPOBHE.

[Ipu nobasienun wHykTOpa HaduHaercd cunte3 MukKpoPHK, koropas B ciydae B3ammo-
JeiicTBug ¢ 3’-HeTpaHcaupyeMmoir obsiacTbio rena FMRI OyneT 1oJaB/IATb SKCIPECCUIO 3esie-
HOTO peroprepHoro Oeska. [lo cooTHOIIEHNIO NHTEHCUBHOCTEN CBEUEHUS PEIIOPTEPHBIX OETKOB
MbI MOXKEM OIIPeJIe/INTh YPoBeHb B3anmo/ieiicteust MuKpoPHK ¢ 3’-nerpancimpyemoii o0/1acTbio
reHa.

[TonydgenabiMu KOHCTpYKIMsiMu TpaHcdernupoBaan kierku jguann HEK293A. B pesymb-
TaTe IMPOBEJIEHHOIO MCCJIEIOBAHNAA C IOMOIIBIO MOJYYEeHHBIX T€HHO-UHXKEHEPHBIX KOHCTPYK-
nnit mokazano BiausHue MuUKpoPHK Ha skcmpeccuio pemoprepHoro 6eska, CBSI3aHHOTO ¢ 3'-
HerpaHncaupyemoit oosacteio MPHK rena FMRI.
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