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KoHdepeHUnsa No Tepanuu 60n1e3Hn
FeHTUHrTOHa 2018 - AeHb BTOpOU

OHK ocTtaBanachb B LLeHTpe BHUMaHUA BO BTOpou AeHb KoHpepeHL M no Tepanum 6onesHu
FeHTUHrToHa 2018

@ My6nukauuns Dr Jeff Carroll 25 wiona 2018 TMMop pepakumen Professor Ed Wild

MepeBop Elizaveta Yudina TlMepBoHayanbHo ony6nukoBaHo 1 mapTta 2018

OBOCTU €O BTOpOro aHsa KoHdepeHumn no Tepanum bI', nocBAWEHHbIE
BoccTaHoBneHuo AHK npwu bBI.

Cpepa yTpo - BoccTaHoBneHue (penapauyusa) OHK npn brI.

[obporo BceM yTpa ¢ KoHpepeHunun no tepanun bI' 2018! CerogHsLwHMe nocnegHne
n3BecTuna byayT He6oNbWNMK, MOTOMY YTO nocne obefa 6yayT NOCTEPHbIE NPe3eHTaLUuN.
YTpeHHsAsa ceccus pokycmnpoBanacb Ha ponu socctaHoBneHua AHK npu BI' - akTyanbHbIN
BOMPOC Ha cerogHs, 6narogaps o4eHb NUHTEPECHBIM FreHeTUYECKUM UCCNe0BaHUAM
nauueHToB ¢ bI'. 3T orpoMHbie uccnefoBaHUsa MNPOLEMOHCTPUPOBAIN, YTO FreHeTUYeCcKmne
Bapuauumn, pacnonoXeHHble BHe reHa bI, BHOCAT CBOW BK/ag, BO BpeMSA NPOSAB/eHUsA
CUMNTOMOB Y HOCUTEeNen reHa. YauBnTebHO, HO MHOXECTBO U3 9TUX Bapuauum
pacnono)XeHbl B reHax, NoOMoratoLwmx BocctaHasnmeaTb kKnetkam [HK.

Concept of genetic modifiers

NoHr-MuH JIn ucrnonb3yeT o4yeHb TeXHUYHYIO aHaoruio 415 06bsCHEHUA KOHLENLNN
reHeTuyeckux MmoaungukatTopos npu bl

MepBbiM MoHr-MuH JTn 13 KnuHnyeckoin 6onbHuLbI WiTaTa Maccauycetc (Jong-Min Lee,

Massachusetts General Hospital) pacckasan ayautopum o nocnegHux pesynbtaTtax ot leM-

Bl (GeM-HD) koHCcopuuyMa- MeXXAyHapoaHOW rpynnbl UccriegoBaTenen, 3aHMMaroLWLmnxcs
1/4


https://ru.hdbuzz.net/people/Jeff%20Carroll
https://ru.hdbuzz.net/people/Ed%20Wild
https://ru.hdbuzz.net/people/Elizaveta%20Yudina

NU3y4YeHMEeM BIUAHUA FreHeTUYECKNX Bapuayum Ha BospacT Hayana bl'. F'eM-bI" kKoHcopuuym
ncnosib3yeT MUKPOUUNbl, KOTOPble CYNTbIBaAIOT Manenwmne reHeTu4yeckue Bapmayum Bo
BCEM reHomMe y ThbiCcAY NauneHToB ¢ BI'. 3TOT OrpoMHbIN 06beM faHHbIX NO3BOMIAET 3agaTb
BOMPOC - eCTb /I Kakne-nnbo Bapuauum, BANAIOLLME Ha TO, HACKONbKO BbICTPO HaYHETCA
BIr'? NMNocnepgHasa sepcusa N'eM-bI' aHannsa skntounna B ceba 9000 naymeHTos ¢ bI'! Takoe
yBenu4yeHune KonnyecTea obpasLoB fenaeT BO3MOXHbIM ngeHTuduumpoBaThb ewe 6onbLie
Bapuauumn, KoTopblie MOAYIMPYIOT BO3pacT Havana bI'. 3T Bapmayum okasanuch eLle
6onee 6n11M3Ko K reHam penapauyumn OHK. JIn TakXXe onncbiBaeT 04eHb HEGONbLLYIO
Bapuauuio B nocnegoBaTesibHOCTU caMoro reHa bIr, koTopas Toxe BNMsAeT Ha Bo3pacT
Hayana cumnTomoB bI'. Hanbonee gpamatnyeckuin apdpekt N'eM-bI" obHapyxun
KacaTenbHO reHa, HasbiBaemoro FAN1. HekoTopble BapnaLmu B 3TOM reHe okasbiBanu
6naronpuAaTHbIN 3pdeKT Ha Bo3pacT Havana blr, a apyrve sapuaumm umenum
HebnaronpuATHbIN apPeKT. ATOT GaKT AaeT BOZMOXHOCTb npegnonaraTb, YTo FAN1 genaet
YTO-TO OCHOBOMOMarawuee B nporpeccuposaHumn bI'. Jin npueén v gpyrue
AOKasaTenbCcTBa, Npegnonarakolme 4To noam ¢ 601bWNM cofep>XaHneM B roJIOBHOM
Mosre FAN1, umetloT 60siee no3gHU BospacT Havana bl'. 3To gaeMoHCcTpupyeT cuny
NPOBOAUNMbIX FreHETUYECKUX UccnefoBaHUn - eCnivm Mbl CMOXXEM HaruTu NyTb NnogaepXaTb
aKTMBHOCTb FAN1, TO, BO3MOXHO, 3TO CKaXxeTca 6naronpusaTHO Ha nporpeccuposaHum br.

N'yo-MwuH J1n, YHusepcuteT KOro-3anagHoro Texacca (University of Texas Southwestern,
nU3yyaeT npouecc, HasblBaeMbin “penapayuns omMb0o4YHO criapeHHbIX OCHOBaAHNI", OgUH U3
nyTen, KOTOPbIM KfIeTKN BOCCTaHaBNAMBAKOT HEKOTOpPble 13 nospexaeHunn AHK. Penapauus
OLUMOOYHO CnapeHHbIX OCHOBAHUI NO3BONAET KNeTKaM 3adpukcupoBaTb HeGOMbLLNE
owmnbkKu, nosisnsoLmecs npu konuposaHum knetkon JHK. MyTauum B 9TUX reHax npusogaT
K NOBbILWEHNIO 3a601€BaeMOCTH PaKoOM, MOTOMY YTO reHeTU4YeckKne owmnbKu ocTaroTCcA
HencnpasieHHbIMW. JIn HaNOMHWUN ayaAUTOPUK, YTO penapaumsa oMO6OYHO CrapeHHbIX
OCHOBaHWUI 06bIYHO OYEHb MOMOraeT K/leTKaM nogaepxmeaTtb 340p0OBbe, HO NHOrga
NPOUCXOAAT oWwKnbKKN. OgHa N3 HUX - TEHOEHUUSA K YASIMHEHUIO NOBTOPSAKOLWMUXCSA
nocnepoBaTtenbHocTen JHK. MyTauusa, KoTopas Bbi3biBaeT KaXxabl cnyyam bl -
yBenu4yeHnune B [1HK ocHoBaHum “L-A-I" - aBnAeTCcA 0gHON N3 TaKUX MOBTOPAIOLLLUXCA
nocneposaTtenbHocTen HK. JTabopaTopus JIn usyyaeTt npouecc, npn KOTOPOM penapauyms
OLWMBOYHO CnapeHHbIX OCHOBaHUN OIMHHbIX nocnegoBaTenbHocTen LLAl genaet ux ewe
ANVHHee. JTabopaTopua JIn Hawna HeCKONbKO cneunduyeckmx npoLeccos penapaumm
oWwMBOYHO crnapeHHbIX OCHOBaHUN, KoTopble NpuBoaAaT K LLAIT akcnaHcuu - oH
NpPeanosIoXu, YTo 3TO MOXET CTaTb Lenbio A5 HOBOro neyenus br.

JlopeHa buc, Obtok (Lorena Beese, Duke), Tak)Xe usyyaeT penapauuto oLN604YHO
crnapeHHbIX OCHoBaHWUI. E€ nabopaTopus pokycnpyeTca Ha YTOYHEHUUN NYTEN, KOTOPbIMU
6enku penapaumm owIMH60YHO CnapeHHbIX OCHOBAHUN fenaeT CBOK paboTy - y3HaloT
OLINOKMU, Bbipe3aloT ux u cknemnsaroT Yactu [JHK cHoBa BMecTe. MexaHU3Mbl, KOTOpble
onucaHbl nabopatopuen buc B getansax, B byaywem MoryT cTaTb LensMu gusanHa
NeKapCTBEHHbIX CPeACTB ANA USMEHEHUA NX B3aUMOAENCTBUA C TaKUMU ONIMHHbIMU LLAT

noBTOpaMu, Kak Hanpumep, B reHe bI'.
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JlopeHa buc nokasbiBaeT Moaesib ogHoro 6es1KoBoro MmexaHnsma, cnegswero 3a AHK, n
CBSAI3aHHOro ¢ 6bICTPbIM U MeAJIEHHBIM MPorpeccupoBaHnem bl

Mutep MakKuHHOH, [leTcKkui nccneposaTenbckui rocnutanb cB. Nyabl (Peter McKinnon,
St. Jude Children’s Research Hospital) - oguH 13 akcnepTtoB no penapauuu AHK B ronosHOM
mMo3sre. OH pacckasan o crieyududeckux Tunax nospexaeHnsa AHK, koTopblie cny4yaroTcs B
rosI0BHOM Mo3re. [0NoBHOM MO3r, C TOYKN 3peHna BoccTaHoBneHus [JHK, oueHb nHTepeceH,
NOTOMY UYTO GOMBLLINHCTBO U3 HAWMUX XXUBYLLNX HENPOHOB B MO3re He AenATcsA. 3TO 3Ha4uT,
YTO HENPOHbI HE MOTYT UCMNONb30BaTb Te Xe NyTu BoccTtaHoBneHna [HK, nockonbky
nocnegHve paboTarT TONbKO B gensawmxcsa knetkax. MakKuHHOH n ero nabopatopus
nsyyatoT cneyundumnyeckue nospexgeHna JHK, HasbiBaeMble “aKCUN3NOHHAA penapauus
ocHoBaHun [JHK” - npouecc ¢pukcmpoBaHuUa NOBPEXAEHUN TONbKO Ha OQHOWN U3 ABYX HUTEN
OHK.

MapTta Capkap 13 YHuBepcuteTa Texacca (Partha Sarkar from University of Texas) nsyuaer
6enoK FreHTUHI TUH 1 ero nNpAamMble B3anumogenctTema ¢ JHK n JHK-cea3aHHbIMKU 6GenkamMu.
OkasbiBaeTCcA MyTaHTHbIA FTEHTUHI TUH CKannBaeTcsa OKono 6enka, HasbiBaemMoro PNKP,
yben paboTon AsnseTca npucmaTpusaTh 3a JHK. CkonneHua mewwatoT 6enky genatb CBOKO
paboTy. 3TO yBeNnMunBaeT BO3MOXHOCTb TOro, Yto MyTtauus npu bl nospexxgaet JHK.

ABTOpbI He Ccoo6LYalrT 0 KOHP/INKTE MHTepecos. 18 nony4yeHns 6osiee noapobHou
MHPOopMaLINN O NONTUKE PacnpoCcTpaHEHNS UHPopMaLmun nepenanTe B Haw pasgen YaBo...

rMOCCAPUMA
6eNOoK reHTUHI TUH — 6eNI0K, KOTOpPbIN NPON3BOAUTCA reHom brI.
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