bavanwme nepcnexkTrBbl NOABAEHUS
1POPbLIBHOM JIEKAPCTBEHHOW TEPANUMN.
e0bX0AMMOCTb PA3PaAbOTKM Mep ANS
MPOrHO3MPOBAHMA U MAAHUPOBAHUA

3axaposa E.IO.
«OpdaHHbIN dopym», 28 peBpana 2020 r



TexHoNorMn Tepanuu peakux bonesHen

Manble moneKynbl [ o | e

Small molecule accurate recognition technology
(SMART)
Small Molecule RNA-targeting small molecules (rSMs)
5 en K M (d)e p M e HTbII M O H O Kn O H a j-l b H bl e Technologies  Small Molecule Nanoparticles (SMNPs)
Next-generation DNA Encoded Libraries

a H T M Tefl a M pl py I— M e ) PROteolysis TArgeting Chimeras (PROTACs)

Mesenchymal Stem Cells (SCs)
Cell Therapies Induced Pluripotent Stem Cell (iPSC) platforms

Kfl eTOL‘I H a H Te p a rl M H Stem Cells Producing Therapeutic Peptides

DNA Vaccines
- DNA-Based Plasmid DNA
Iﬂl H K Te p a n M H Therapies DNA Nanoparticles

Adeno-Associated Viral Vectors (AAVVs)

P H K'Te p a n M Fl RNA-Based RNA interference (RNAI)

Therabi Messenger RNA (MRNA)/microRNA (miRNA)
pih o) Nucleotide RNA Analogues/Aptamers

I-e H O p epla KTM p O B a H M e Clustered Regularly Interspaced Short Palindromic

Repeats - associated protein-9 nuclease (CRISPR/Cas-

9)
9[:::::“.[‘:59 Transcription Activator-like Effector Nucleases
9 (TALENS)

Zinc-finger Nucleases (ZFNs)
Meganucleases



[Tpon3BoACTBO GEePMEHTOB M APYrUX KPYMHbIX
bomonekyn

e C NOMOLLbLO TEXHO/I0rMU
AaKTUBALUUMN reHa B HenpepbIBHOW
KNeTOYHOU IUHNN YeNOBEKa

e B Knetkax »uBoTHbiXx (CHO) c
— Knemea NOMOLLbIO K/1acCMYecKom
“enosexa TEXHONOTMN  PEKOMOMHAHTHOMU
sKcnpeccum (T.e. BCTAaBKW TeHa
dbepmeHTa YenoBeKa B KNETKK)

* B Knetkax pacTeHnn MOomMOoLLbto
KNaCCUYECKOM TexXHonormm
> - .
B [R ] Oaan™ eKOMObMHAHTHOM  3Kcnpeccum
. o T.e. BCTaBKM reHa  depmeHTa
CHO YyesloBeKa B KJIETKU PACTEHUM) WU

W v nocneaywoLero
YHKLMOHNPOBaHUE perynmpytowmx nocne, ,0BaTeNIbHOCTEN [OHK B KauecTse BK/ItOYAOLLNX
n NMpomoTopHaa nocneposatensHocTb AHK akTMBMpyeT aKcnpeccuto rfl M K03 Mn M po Ba H M ﬂ

3HAOOreHHOoro NpoTenHa

Co3paHune KNneTo4yHou SIHUKU

a o b —

TpaHcdekuus ¢
NOMOLLbI0
BeKTopa




Pe PMEeHTHaA 3aMeCTUTE/IbHAA TepPalunAi

lNpenapatbl npumeHAOTCA B Poccuu:
bonesHb lowe
Bonesnb ®abpu
bonesHb [lomne
MyKononuncaxapmnaos tvn |
Mykononucaxapugos tmn |l
Mykononucaxapugos tmn IVA
Mykononucaxapngos tmn Vi
Jednunt NM30COMHOMN KNUCIOW nnasbl

O oo NO U A WDNRE

[Mnodocdatasua
10. HempoHanbHbIN LeponaHbin AMnodycumHo3 TMn 2 (Ha ctagum permctpaumnm)



Pe PMEHTHAaA 3aMeCTUTEJ/IbHAA TEPalnAd

Mpenapatbl 3apernctpuposaHbl CLUA/EC, B Poccuu noka He
NPUMEHSAIOT:

v'"Mykononucaxapmaos tin VIl
v Anbda- MaHHO3MJ03

MpoxoaaT nocneaHue ctagum KAMHNYECKUX nccneaoBaHuUM,
peructpaumio B CLUA/EC

v'Mykononucaxapmgos tin Il A

v’ MeTtaxpomaTunyeckasa neikogmncrtpodus
v'bonesHb HumaHHa-Muka Tvn A/B

v OeHnNKeToHYpUA



[eHOoTepanuA

* [eHOTepanua npeanosiaraeT AOCTaBKY HOBOrO g tany
reHeTUYeCKoro maTepmasna B KJIETKU-MULLEHM, o
yTo obecrneymnsaeTt TepaneBTUYECKUI 3 PeKT. —

* Llenbto reHoTepanum nNpu  HacNeACTBEHHbIX
3abonesaHmAx asnaeTca KoppeKkumsa [P DA
HacneACTBEHHOM MaTOJIOTUN, BO3HUKLLEMN . v
BC/IeACTBUE reHeTu4eckoro aedekra. eaing ene

* [lepBoe HacneactseHHoe 3abonesaHue, ANA IR Aot
NleYeHUa KOoToporo 6Oblia MPUMEHeHa reHHas e
Tepanwus, — 3TO HeaAOCTAaTOYHOCTb B

ageHo3nHae3samunHasbl (Parkman et al., 2000).

Ex vivo gene therapy
(ADA deficiency, figure 2008



FEHOTepaI'IVlFI- KAINMHU4YeCkue mnCrblTaHUA

Indications Addressed by Gene Therapy Clinical Trials

WILEY

Cancer diseases 65% (n=1688)
Monogenic diseases 11.1% (n=287)
Infectious diseases 7% (n=182)
Cardiovascular diseases 6.9% (n=180)
Neurological diseases 1.8% (n=47)
Ocular diseases 1.3% (n=34)
Inflammatory diseases 0.6% (n=15)
Other diseases 2.2% (n=58)

Gene marking 1.9% (n=50)

Healthy volunteers 2.2% (n=56)

The Journal of Gene Medicine, © 2017 John Wiley and Sons Lid www.wiley.co.uk/genmed/clinical



PenaktnpoBaHue reHoma
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Brian Madeux, who has Hunter syndrome, has received a treatment aimed at editing the genome

mf hie Inear malle

TexHONOrMKO pefakTUPOBaAHUA
reHoma C WCNO/Ib30BaHUEM
HYK/Nieas, MMelWmMx B CBOEM
COCTaBe  UMHKOBble Manblbl
(LIMHKOBO-NanbLEBbIE
HyKneasbl, zinc finger nuclease)
B 2017 roay npumeHunun panA
neyenmsa 6onesHn XaHTepa

[lp gaHHOM meToAae Tepanuu
OYHKUMOHANbHAA KonuAa reHa
BBOAUTCA B KJETKU NEYEHMU, rae
CUHTE3UpPYyeTCs HeaoCTatowmm
dbepmMeHT,  KOTOpbIM  3aTem
3axBaTblBaeTCA ApYrumum
KNeTKaMMm.



«YNbTpanepcoHan3MpoBaHHaA» MeauLINHA

A custommade drug appears to be helping Mila, a 7-year-old born with Batten disease. JULIE AFFLERBAUGH

A tailormade drug developed in record time may save
girl from fatal brain disease



«OpdpaHHas pesontouma»

Mpenapatbl noasATcA AnA 60AbLWIOIo 4YMcna
bonesHewn

MpenapaTbl byayT 40POrocToALLNMM
Mpenapatbl 6yayT HanpaB/eHbl Ha crnaceHue
XU3HU U MPUHUMUNUNANBHOE  U3MEHEHMUe

TeyeHunA 3aboneBaHuUs

MHorue npenapaTol byayT
y/IbTPanepCcoHan3nPoOBaAHHbIMMU 7
HanpPaBAEHHbIMM Ha NE€YEHUE ONpPeaeNeHHOoro

3aboneBaHUA Npu onpeaeneHHoON MyTaLum




Kak noArotoBUTCA K MNOABJ/IEHUIO HOBbIX
TEeXHO/I0TUN Teparnmn Uanm 3alULlUTUTBCA OT HUX?

[TOoHMMaATb 3NUAEMUNONOTUIO PeaKNX
bonesHem

[TOHMMaTb NepcrneKkTMBbI BbIXOAa Ha PbIHOK
opdaHHbIX NpenapaTos

[MOHMMATb UCTOYHUKM PUHAHCUPOBAHUA NPU
nossneHnn opdaHHbIX Npenapatos B Poccum

BbITb FOTOBbIMW BHEAPATb HOBbIE TEXHOAOMUN
B OTEYECTBEHHYO MeANLIUHY

[OTOBUTb 3aKOHOAATENLCTBO K «OpdPaHHON»
peBoNOLUM 3apaHee




OpraHu3aumsa meauumMHCKON MOMOLLIA

* BBegeHme npenapaTtoB A/ Tepanmm peakux
HEBPOJIOrMYEeCKUX 3aboneBaHnn He A0/IKHO
6biTb npobnemonm ANA Ha3Ha4YeHMA U
MHUUMAUMKM  Tepanunm  (UTpaTeKaNbHOE,
MHTPAaBEHTPUKYNAPHO)

* Heobxoammo 4yTobbl BO BCex KpynHbix JIMY B
pernoHax TaKasn BO3MOXHOCTb bbina
npeaycMmoTpeHa

* Heobxoammo Hanunyume NoOAroTOB/IEHHbIX
KaZpoB ANA NPOBeAEeHMNA 3TUX MAaHUNYAALNN




HopmaTtuBHO-NpaBosas 6a3a

* HeobxoamMmo co3aaHue NOHATHbLIX M MPO3PaAYHbIX KPUTEPUEB ANA:
e BkatoueHuna 3abonesaHni B nepeyeHb 24 (17)
* BKntoyeHuns 3aboneBaHn B nepeyeHb BbICOKO3aTPaATHbIX HO30/10TUI
* 3aKYMNKM HE3apPEerncTpmMpoBaHHbIX NPEenapaToB 3a cHeT CpeAcTB rocyaapcTBa

* Heo6x04MMO B npoLecce perncTpaumm NekapcTtBeHHOro npenapaTa
(poporocToswero) oAHOBPEMEHHO peLlaTb BONPOC O ero
NOCTYNHOCTU

* Bpay, HasHa4yaoLWmM npenapaT A0/KeH ObITb MaKCMMaNbHO
3aKOHOA4aTeNbHO 3allULLEH N BpayebHOoe MHEHUE He A0/IKHO
3aBMCETb OT CTOMMOCTM J1IeKapCTBa



PEOKWE
BOJIE3HM

NocTtaHOBNAEGHUE
MpasutenbcrBa




CTaTUCTUKA U yYeT

e laHHblE NO peaKnum 3aboneBaHmnAM B PO KpallHe orpaHUY€eHbl

* Ha locynapCTBEHHOM YPOBHE CYLLLECTBYET PErUCTP BbICOKO3aTPATHbIX
HO30/10MMIn, He BKAtoYaroWmMmnm nHbopmaumnto o6 appeKTMBHOCTH
Tepanuu

* Ha locynapcTBeHHOM ypoBHe cyuwecTByeT Pernctp peakmx
(opdaHHbIX) 3a60n1€eBaHUM, KOTOPLIN BKAtOYaeT Bcero 24 (17)
6onesHen N He NO3BONAET OLLEHUTb AaXKe CTOMMOCTb IeYEHUA U
3¢ dEeKT OT Tepanuu

* Hanbonee nonHoM MHPOPMaLMEN O peaKnux bonesHAxX pacnonaratoT
obLecTBeHHbIe opraHmn3aumm n Gapmnpon3BoanTENN



[Mpumep : PasButune pernctpoB opdaHHbIX 3abonesaHnin 2014-2020:
oxBaTt 6bonee 7000 nauneHToB™ (ACTOH)

* Mo cocmosHuto Ha gpespans 2020 2



CTaTUCTUKA U yYeT

* HeobxoamMMmo co3aaHmne pernctpa no peakmm bonesHam, ana
KOTOPbIX pa3pabaTbliBatoTCA MeToAbl TEpanun Uau
3apermuctpupoBaHbl B EC/CLUA

* HeobxoanMmo moaepHU3NPOBATL CYLLLECTBYHOLWME PETUCTPbI
(B3H,P3) ytobbl MHPOPMaLUA, Nosiy4aemasn nNpu MxX aHains3e
NOMOrana B oueHKe U 3pPeKTUBHOCTU TEPANUM U B €€
CTOMMOCTU

* Heobx0AMMO MOHMMATb KaKMe 3KCNepTbl, KAMHUKU U
Hay4Hble LeHTPbl BOB/1e4eHbl B CUCTEMY OKa3aHMA MOMOLLU U
ANArHOCTUKY P3



HayuHble nccnenosaHuA B Poccum

e 1N NoABNEHMS OTeYeCTBEHHbIX MHHOBALMOHHbIX NpenapaToB 3aBTpa
- HY>KHO BK/N1aZblBaTb B HayyHble U KIMHUYECKME Uccie0BaHumS
ceroaHs

* Heobxoammo noaaeprkKa HayyHbix WKoa B Poccnm no nsyyenumto
peaKknx bonesHen

* Heo6xoaAMMO BblaeNneHmne rocyaapcTBEHHbIX IPAaHTOB Ha NpoBeAeHUe
nccnenoBaHMM NO ANNAEMUONOTUUN, KAMHUYECKMM NPOABAEHUNAM
peakmnx bonesHen, U3y4eHUto naToreHesa M NoAxoa0B K JIeYEHUIO



[Toka B Poccumnckomn enepaumm pabotaet
cucTtema, bonee n3secTtHas Kak:

«KaK cHer Ha ronosy»
«byayt 6uTtb 6yaem nnakaTb..»

«[TOKa rpom He rpaHeT MyXUK He
nepekpecTuTbCa»

«HwWKorga Takoro He 6b110 1 BOT ONATb...»



Bcé Hy»3cHOo Oenameb sospems. Buepa bbino
CAUWKOM PaHo, 3aempa byoem cAUWKOM
MO30HO.

— bepHap Bepbep (unu B.U. JleHUH?)



https://socratify.net/quotes/bernar-verber
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