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(54) Agenti pentru tratarea bolilor genetice cauzate de mutatii nonsens i metode

de identificare a acestora

(57) Rezumat:
1
Prezenta inventie se referd la tratamentul
bolilor  genetice neurodegenerative  sau
neuroevolutive, cauzate de sau asociate cu
mutatii nonsens sau codoni terminali prematuri
cu utilizarea macrolidelor.

Sef Sectie Examinare:
Examinator:

Redactor:

2
De asemenea, sunt dezviluite metode de
identificare a agentilor care induc citirea
completd a mutatiilor nonsens si a codonilor
terminali prematuri si utilizérile acestora.
Revendicari: 60
Figuri: 8
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(54) Agents for treating genetic diseases resulting from nonsense mutations, and methods

for identifying the same

(57) Abstract:
1
The invention relates to the treatment of
neurodegenerative or neurodevelopmental
diseases that are caused by or associated with
nonsense mutations or premature termination
codons using macrolides.
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2
Further disclosed are methods for
identifying agents that indice read-through of
nonsense mutations and premature termination
codons and uses thereof.
Claims: 60
Fig.: 8

(54) AreHTHBI JJ191 JIeUeHH s TeHEeTHYeCKHX 3a00JIeBAHUI, BbI3bIBA€MbIX HOHCEHC-
MYTAOUSIMH M MeTOAbI UX HAeHTU(PUKANNHA

(57) Pegepar:
1
Hacrosmmee u300peTeHHEe OTHOCHTCA K
JICUCHHUIO HeﬁpOI[CFeHepaTI/IBHBIX i

CBA3AaHHBIX C HCBPOJIOIHYCCKHUM PAa3BUTHCM
TCHCTUYCCKHUX 6OHG3H€I>'I, BBI3BIBACMBIX HIIN
CBA3aHHBIX C HOHCCHC-MYyTallUAMH W
KOJOHaMH Hpe)KI[eBpeMeHHOI‘/’I TCpMHUHAIIUN C
HCHOJIB30BaHUCM MaKpOJINAO0B.

2

Tawoke PacKpBIBAIOTCA METOJIBI
HJICHTU(HKAIMH ar€HTOB, KOTOPHIC BHI3BIBAIOT
CKBO3HOE HPOYHTHIBAHHE HOHCCHC-MYTAITUH U
KOJTOHOB IIPEKICBPEMEHHON TEPMHHAIINH H HX
HCITOIIH30BAHHE.

I1. popmymsr: 60

Qur.: 8
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