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I'Iepopaanblﬁ npenapat moxxet UISMEHNUTb
CNTYyauuro CoO CHMXKeHneMm ypoBHs
FTeHTUHITUHa

UccneposaTtenu us komnauum PTC Therapeutics HegaBHO ony6ankKoBanu HoBble
BrevyaT/siowme pe3ysibTaTbl — HOBbIN NEPCNEKTUBHbIN NpenapaT ANA CHUKEHUA YPOBHA
reHTUHI TUHa MOXXHO NPUHUMATb B BuAe Tabnetok. MNosnuaeT nu aTo Ha AanbHenllee
pa3suTue Bonpoca?

E !, &’ My6nukauus Dr Sarah Hernandez u Dr Jeff Carroll 2 ¢peBpansa 2022

MNop pepakuyuent Dr Rachel Harding [MepeBop Dr Yury Seliverstov
NMepBoHa4yanbHO ony6nukoBaHo 1 pespansa 2022

HUXXEeHNe YPOBHSA FEHTUHI TUHA NpuBfeKkaeT 60blloe BHUMaHME nccnegoBaTtenemn

Bl', n Ha 3TO ecTb BeCKue NpuUnHbl. ITO NepBbi NOTEHUWaNbHbIA METOA fle4eHuns,

pa3paboTaHHbIN A9 NPAMOro BO34eNCTBUA HAa NPUYUHY BT — 6efI0K reHTUHI TUH.
Ho y cywecTByoWwMX NOAXOA0B K CHUKEHUIO YPOBHA FEHTUHI TUHA €CTb OFrPaHUYEHUSA: OHU
TPebyoT [0CTaBKU B LLepebpoCnmHanbHY XUAKOCTb UK onepaunn Ha roloBHOM MO3re
ONA NX BBEAEHUA, MOTyT OrpaHUYEHHO pacrnpeaenAaTbCA B FO/IOBHOM MO3re N He MPOHUKaT
yepes remaToaHuedannyeckum 6apbep (MMEeHHO NO3ITOMY OHU TPebytoT NtoMbanbHOM
NYHKLWX UK onepawum Ha ronoBHOM Mo3re). OHU TaKXXe He CHUXKAKOT YPOBEHb
reHTUHr TUHa 3a NpegenamMn roloBHOro Mosra B “nepupepnyeckux” TKaHax.

YyeHble ns PTC Therapeutics HegasHO onyb6nunkoBanu cBot paboTy B NPECTUXHOM
XXypHane Nature Communications, onncas ceputo nekapCTBEHHbIX MOMEKY, KOTOpble
MOryT CHUXXaTb YPOBEHb FEHTUHI TUHA, MPUHMMAIKOTCA NepopanbHO U PacnpoCTPaHATCA No
BCEMY roJIOBHOMY MO3ry n opraHusmy. Euie 5 net Hasapg 9Tu pe3ynbTaTbl NOKa3anuch bl
Hay4Hou ¢paHTacTukon. Ho B anoxy noct-2020 yygeca He npekpawatotca! UTak, gasante
pasbepeMcs, YTO NOKasbIBalOT MOSIyYEHHbIE JaHHbIE U YTO 3TO 3HAYMUT A8 pa3BUTUA
Npo6seMbl CHNKEHUS YPOBHA FTEHTUHI TUHA.

Urosika B ctTore ceHa

PTC Hayana c NpoBepKN OrpoMHON 6MBANOTEKM pasHOObpa3HbIX coeguHeHnin — okono 300
000 pasnuyHbix Monekyn! OHM NPOTECTUPOBANN KaXKAYH U3 3TUX MOJIEKY I Ha KNeTKax,
NONTYYEHHbIX OT naumneHToB ¢ bl'. 3TO Ba)XHbIN NepBbIi War AN BbiiBNEHUA NePCNeKTUBHbIX
COoefUHEHUN, NOTOMY YTO MOJIEKY bl NPOBEPAKOTCA Ha NMpeaMeT UX BO3AENCTBUSA Ha KNETKU
yenoseka. HYacTo nekapcTBa [ENCTBYIOT He TakK, KaK npegnonarann yyeHble, ecnu

nccnenoBaHuA NPoBoAATCA TOJIbKO Ha )KNBOTHbIX MOoAendax, a 3ateM TeECTUPYHOTCA Ha
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noaax. NepBaa NpoBepKa Ha YenoBeYeCKUx KneTkax no3posseT NpegnosnoXnTb, 4YTo
neKkapcTBeHHble MOJeKYJbl OKaXyT XenaemMbl 3apdekT B eUHCTBEHHOM OpraHusme,
KOTOpPbIA Hac 6oNbLle BCero uHTepecyeTt — y nogen.

[

Hawitn HTT-C2 6b1710 BCe paBHO YTO OTbICKaTb UrosiKy B cTtore ceHa. HTT-C2 He TosibKo
CrocobeH CHUXXaTb YPOBEHb Fr€HTUHI TUHA, HO U MOXKET NMPUHUMAaTbCSA B Buje TabsieTok n
npeogosieBaeT reMaTosHuyepannyeckni bapbep - 3T CBONCTBA AenaroT npenapart
CJ/IMLLKOM XOPOLUUM, YTOBbI 6bITb Npasou.

N3MeHeHue coobLl,eHuns

N3 atnx 300 000 monekyn yyeHble PTC ocTaHOBUAUCH Ha ABYX NePCNeKTUBHbIX BapuaHTax,
KOTOpble CNOCO6GHbI CHUXaTb YPOBEHb FEHTUHI TUHA B KNeTKax yenoseka. 06e monekysbl
ABNAOTCA “MOAYNATOPaAMMU CNMIaNCUHra”, YTO O3Ha4YaeT, YTO OHU MOTYT CHUXXaTb YPOBEHb
reHTUHI TUHA, U3SMEHAA cnocob cuYnTbiBaHUA MHPOPMaL UK, Ha OCHOBE KOTOPOW obpasyeTcs
6enoK reHTUHI TUH. Y4eHble n3 PTC npoaHanMsnMpoBanu 3T MOIEKY bl B pasfiNyHbIX
9KCNepuUMeHTax, a Tak>XXe U3y4yunmn o4eHb MOXOXKYH Ha HUX MOJIEKYIY, KOTOPYHO OHU
HasBann HTT-C2.
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KaXkablh reH MOXHO NpeAcTaBuUTb KaK KHUMY C pacckasamMu. Korga nocnenoBsaTeflbHOCTb
reHa, unm NCTopusA, 3akaHYnMBaeTCH, B 3aKMOUYMTENbHON YacTn nuweTca “KoHel”,
CUrHanNM3upys KneTke, YTO NocnenoBaTeNlbHOCTb 3TOrMo reHa 3aBepLieHa. 3T MogynATopbI
cnnancuHra paboTaloT nepemMeLLaroT NocnegHIo CTpaHuLy BBEPX, TaK YTO KOMaHAa
“KoHeLl” nosiBnseTCcA paHblUe KoHLUa nocnegosaTtenbHOCTU. [TOCKONbKY UCTOPUA B 3TOM
criy4yae 6onbLle He UMeeT CMbICNA, KNeTKa YHUYTOXaeT 9TO coobu,eHne u He NpoussBoguT
COOTBETCTBYHOLWMA 6en0oK. TOYHO TaK Xe, Kak ecnu 6bl Bbl BbIGPOCUNN KHUTY C
6eCCMbICNEHHDbIM U NpeXaeBpeMeHHbIM KOHLOM Tuna: "OgHa)kabl, KoHew,”.

N36upaTenbHbli NpuLies Ha FTeHTUHITUH

OAaHMM 13 He[OCTaTKOB NpenapaToB-MO4YNATOPOB CMNIANCUHIa, MOLAOOHbIX TEM, KOTOpbIe
6b1nu BbiiBNEHbl PTC, no cpaBHEHUIO C gpyrMMu nogxoaamu, cneuuanbHo paspaboTaHHbIMU
ONA BO3OENCTBUA TONIbKO Ha NOCNefoBaTeNIbHOCTb, KOAUPYIOLWLYIO FEHTUHI TUH, ABNAoTCA “
BHemMuweHeBble 3¢ deKkTbl”. NMpenapaTbl, Nnogo6Hble HTT-C2, MOryT TakXXe N3MEHUTb MeCTO
pacnonoXeHusa “KoHua” B Apyrux reHax. Ho xopolaa HOBOCTb 3aK/o4YaeTCcAa B TOM, 4To HTT
-C2 B ManbIx go3ax, Noxoxe, BNUAET B NepPBYO o4yepeb UMEHHO Ha FEHTUHI TUH, a He Ha
Apyrue rexbl. Korga npoBognnmcb aKCnepuMeHTbl NO UccnepoBaHUo BCEX FEHOB B
06paboTaHHbIX KNeTKax, pacnpoCcTpaHeHHbIX NOCNe[CcTBUMIA He Habtoganoch gaxe npu
[03aX, HAMHOro NpeBbIWAaKLWNX Te, KOTOpble Korga-nmbéo ncnonb3osanncb. 3To rOBOPUT O
TOoM, yTO HTT-C2 yamButenbHbIM 06pa3oM cnocobeH pasnnyaTb TONbKO reH FreHTUHI TUHA,
HECMOTPSA Ha BO3MOXHOCTb BIMAHUSA Ha NPOAYKTbI PYruxX reHos.

dddeKTbl peryimpyemMmbl U oo6paTUMBbI

Ho Bce npegbigyLime aKCnepumMeHTbl NPOBOAUIIUCH Ha KNeTKax B TabopaTOpPHbIX YCNOBUAX.
YTo npousonget, ecnu gatb HTT-C2 nonHoueHHOMY opraHusmy? byaeTt v oH UMeTb TOT
Xe adppeKkT? MoXeT fin OH CHU3NTb YPOBEHb FEHTUHI TUHA B FTOJTOBHOM Mo3re? YTobbl
OTBETUTb Ha 3Tn Bonpochkl, uccnegosatenu PTC obpaTnnmch K MbilWMHbIM Moaenam bIr.

«3TOT HOBbIX TUN Noaxoaa, NO3BOJIAIOLW,NA CHU3SUTD YPOBE€Hb reHTUHITUHa C
NOMOLLbIO TabNEeTKN, MOXET CTaTb nepeaoMHbiM MOMEHTOM AJIA NaLNEHTOB,
KOTOpbIie He pellaloTCA Ha 60Js1ee MHBa3uBHbIe MeTOAbl lIeYeHUs. »

Mbiwam exxegHeBHO gasanu HTT-C2. [la, Bbl NpaBUAbHO NpOYUTann — MblllaM gasanu
9TOT NpenapaT nepopasibHO. 3TO OFPOMHOE OT/INYME OT NPEeAbIAYLWNX METOA0B NlIe4YeHUsA
ONA CHUXXEHUSA YPOBHA reHTUHrTuHa! [1nfa Tex, KTo cneguT 3a pasBUTMEM UCCNeAoBaHUn B
0611aCTN CHUXXEHUSA YPOBHA FrEHTUHI TUHA U3BECTHO, Npeablaywue MeToAbl Ne4YeHunsa
Tpebosanu nnbo nombanbHOM NyHKUKUK, NM6O onepauumn Ha rofTIoBHOM MO3re, YTO He
ABNAETCA naeanbHbIM BapuaHTOM. 3TOT HOBbIN NOAX0S, NO3BOMAOWMUIA CHU3UTb YPOBEHDb
FeHTUHI TUHA C NMOMOLLbIO TAaBNeTKN, MOXET U3MEHUTb CUTYaLUIO O/15 NauMeHToB, KoTopble
He peluaroTca Ha 6onee NHBa3MBHbIE METOAbI NIeYEHUA.

3/6


https://ru.hdbuzz.net/#
https://ru.hdbuzz.net/#
https://ru.hdbuzz.net/#
https://ru.hdbuzz.net/#
https://ru.hdbuzz.net/#

O6HapgexuBaeT TOo, UTo YeM 6onbwe HTT-C2 gaBanu Mbiliam, TeM 6onbLle CHUXXancsa
YPOBEHb FEHTUHITUHA. ATO OT/INYHAA HOBOCTb, MOCKOJIbKY OHa NO3BONAET NPeanoN0oXNTb,
yTo 03y HTT-C2 MOXXHO aKTUBHO perynupoBaTb, YTOObI BIMATb Ha Bblpa)>XeHHOCTb
»xenaemoro adpdekTa. Mbl NOKa He 3HaeM, HaCKONIbKO CUMbHO 0MKEH ObiTb CHUXXEH 00LW NI
YPOBEHb FrEHTUHI TUHA Y NMtoaen, 4Tobbl NONYyUYnTb Heobxoaumbln adpekT 6e3 Bpeaa ans
30,0pPOBbSA, TaK YTO 3TO OFPOMHOE NPEeNUMyLLECTBO B NiaHe 6€30MacHOCTU — ecnu

FeHTUHI TUH CHNXXEH HEJ0CTaTOYHO, MOXKHO AaTb 60oblle npenapaTa, a eCNiv FeHTUHI TUH
CHU)XEH CMULIKOM CUJTIbHO, MOXHO YMEHbLUUTb [403Y.

Ewe ogHNUM MHTEepEeCHbIM OTKPbITUEM CTano 1o, 4To genctene HTT-C2 6b1n10 6bICTPO
obpaTuMbIM. Yxe yepes 10 gHern nocne npekpaLLeHus neyeHns ypoBeHb FreHTUHI TUHA
BEPHYJICA K TOMY, KOTOPbIA Habnoganca 0o Hayana nevyeHusa. 3To ewe ogHO BaXKHOe
npeuMyLLEeCcTBO B NyaHe 6e3o0nacHOCTN — “BbIMbIBaHWE” 3TOro npenaparta NpoMcxoauT
O4YeHb BbICTPO, TO €CTb BpeMs, Heob6xoanumoe oA Toro, YTobbl NpenapaT NOKUHYN
opraHusm naumeHTa, bygeT OTHOCUTENBbHO KOPOTKUM. Ecnun nocne seegeHmna HTT-C2
HabnogalTCA HeraTUBHbIE MOCNEACTBUSA, UX MOXKHO 6bICTPO 06paTuTb BCNATb. OgHako 10
AHeNn — 9TO CPOK BbIMbIBaHMA NpenapaTa y Mbllen, a y Ntofen oH, cCKkopee Bcero, byaer

Apyrum.

YMeHbluaeT copgepxxaHne reHTUHr TnHa B
roooeHomMm mo3s3re m eo ecem opraHmme

JleyeHne HTT-C2 HanpaBfieHO KaK Ha YBEJIMYEHHYIO, TaK U HA HEU3MEHEHHYIO KOMNuun
FeHTUHI TUHA, YTO OT/NIMYaeTCA OT TeKywux nogxonos komnaHmn Wave Life Sciences Ha
ocHoBe ACO, KoTopble HanpaBfeHbl TO/IbKO HAa U3MEHEHHYIO ero Konur. NocKonbKy
HOpMaJibHasA KOMUSA FreHTUHI TUHA BCe elle HeobxoaMma NS BbiMOMIHEHUA HOPManbHOM
pPaboTbl BHYTPU KNIETOK, BaXXHO KOHTPO/IMPOBAaTb, HACKOJIbKO CHUXKAeTCA YPOBEHb 06emnx
KOMUA.

Mopgynatopbl crinaricuHra USMeHsIKOT FreHETUYECKYH UCTOPUKO — OHU CABUraroT KOHL,0BKY
BBEPX, TaK UTO UCTOPUSA TEPAET CMbIC/ 4J11 KNEeTKN. TOYHO TaK Xe, KaK Mbl b6bl BbI6pOCUIN
KHUry ¢ Hagnucbro “KoHewl” B cepeamnHe, KNeTka YHNYTOXAaeT reHeTUYeCKoe COobLyeHMne,

KoTopoe 60/blUe HE UMEET CMbICAA.
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Korpga uccnepgosatenu nsyuymnm mosr moiwen ¢ blr, nonyyaswunx npenapatHTT-C2, oHu
yBUOENN, YTO BO BCEM FOJIOBHOM MO3re Ha 50 % YMeHbLUNIOCb KOTMYEeCTBO Kak
W3MEHEHHOr o0, TaK N HOPManbHOIro reHTUHrTUHa. B ToM yncne B obnacTax, Hanbonee
yA3BUMbIX Npu BI', 4To roBopuT 0 ToM, 4TO HTT-C2 okasbiBaeT addeKT UMEHHO TaM, rae oH
6onbLlle BCcero Heobxoanm.

FEeHTUHI TUH 3KCNpeccupyeTcs BO BCEX TUMaX K/IETOK OPraHM3Ma, a He TOJIbKO B FOJIOBHOM
Mo3re. N, HeCMOTpPSA Ha TO, YTO Mbl 3HaeM O BNUAHUM BI" Ha MO3I, NOCKOJIbKY N3MEHEHUSA B
HeM onpeaensaloT Hanbosee ovyeBUaHbIE NPOABNEHUA 3a60/1€BaHUSA, TaKMe KaK U3SMEHEHUR
HACTPOEHUA N XOpes, CYLLECTBYIOT TakXe adpPeKTbl B APYruMX TKaHAX, TAaKUX KaK cepale u
MbiLWLbl. B CBSAA3N C 9TUM MOXET 6bITb NONE3HO CHUXAaTb YPOBEHb FreHTUHI TUHA BO BCEX
TKaHSX, @ He TONIbKO B FOJIOBHOM MO3re.

Korpga aBTopbl NpoaHannsnpoBanun, HacKosbKo cunbHO HTT-C2 cHMXaeT ypoBeHb

FeHTUHI TUHA B TKaAHAX BHE FOJIOBHOIO MO3ra, OHM O6HapPY>XXWUIN, YTO CHMXXEHME BbiNo
HaMHoro 6onblle, YeM B rosIOBHOM Mo3re — 6onee yemM Ha 90 %! UccnepoBaHus
NOKasbIBaloT, 4TO S0-NPOLEHTHOr0 CHUXXEHUA BMOJSIHE J,0CTAaTOYHO, HO 90 % — 3TO, CKopee
BCEero, C/IMWLKOM MHOrO.

N3 coobpaxkeHumn 6esonacHocTu nccnegosatenn us PTC gopaboTanu npenapaT, U3MEHUB
€ero XMMM4YecKyto CTPYKTYpPY, B pe3yfibTaTe Yyero nosBU/CS ele oOAuH npenapaTt, KOTOPbIN
OoHu HasBann HTT-D3. Korga npenapat eBoannu mbiwam, HTT-D3 cHuxkan ypoBeHb
FeHTUHr TUHAa KaK B FO/IOBHOM MO3re, Tak U B L,eSIOM opraHmsmMe rnpumepHo Ha 50 %.

«MopynsaTtopbl cnnancudra, Takme Kak HTT-D3 us aton ctatbu u PTC-518 us
nporpamMmmbl PTC no paspaboTKe fiekapcTB, NOX0Xe, COOTBETCTBYIOT BCEM
Tpe6oBaHUAM - OHU CHMXKAIOT YPOBEHb FrEHTUHI TUHA KaK BHYTPU roJIOBHOro
MO3ra, TakK U 3a ero npegesiamm, UX MOXXHO NMPUHMMaTb NepopasibHO, OHU
NPOXOAAT Yepes reMaToaHuepanmyeckun 6apbep, U OHU CeNeKTUBHbI B
OTHOLUEHUU FreHTUHI TUHA. »

YTo panblue XgeT MOAYNATOPDbI CNJIAaUCUHra
npu blr?

MogaynaTopbl cNAancuHra — 3To HOBbIV NPUB/IEKaTeNbHbIN MOAX0M, K CHUXEHUIO YPOBHS
reHTUHrTHa. O6HaAeXXMBaeT TO, UTO aHaNIOrUYHbIN NpenapaT NoA Ha3BaHUEM pUcauniam
y>e nonyuun ogobpeHne FDA 1 B HacTosiLLee BpeMS NPUMEHAETCA AN JlIeYeHUs opyroro

HenpopereHepaTUBHOro 3abosieBaHNA — CNUHaNbHON MbilLeYHOM aTpoduUn. 3TO NoBbILLAET
BEPOATHOCTb TOr0, YTO HEYTO NOA06HOE MOXET BbITb NCNONb30BaHO ANA nevyeHus br.

B 1o Bpemsa kak HTT-D3 ncrnonb3oBanca B faHHon paboTe Kak npenapart Aans
JoKasaTenbcTBa KoHuenuuu, komnaHua PTC Therapeutics npogeuraeTcs Bnepeg, c Apyrum
npenapaTomM, pa3paboTaHHbIM B paMKax ee nporpamMmbl. ATOT npenapaT HasbiBaeTcsa PTC-
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518. B HacTofiWwee BpeMsa npogomkaeTca uccnegosanue 1 ¢pasbl No oueHke 6e3o0nacHOCTU
PTC-518 Ha ntogax, He cTpagarowmx blN, ogHakKo NpoMeXXyToYHble pe3ynbTaTbl
CBUOETENbCTBYKOT O TOM, YTO UCCNefoBaHUe NPOXOAUT ycrneLwHo. [1o cux nop npenapart
XOpPOLLO nepeHocunca 6es3 Kaknx-nmbo HexxenaTenbHbIX ABNEeHUN. [NpenapaTt AencTByeT Ha
FEHTUHI TUH, U ero 3KCNPeccusa CHUXXaeTCA B 3aBUCUMOCTU OT [,03bl, NOA06HO TOMY, KaK 3TO
Habnoganochb B MbiWKNHbIX Mogenax. MccnepgosaHue ¢asbl 2 Ha nauueHTax ¢ bl
naaHupyeTcsa HavaTb K KOHLY 2022 roga.

MopgynaTtopsbl cnnancuira, Takme kak HTT-D3 ns aton ctatbn u PTC-518 U3 nporpammsil
PTC no pa3paboTke nekapcTs, NOX0Xe, COOTBETCTBYKOT BCEM TPebOBaHUAM — OHU
CHMXXAKT YPOBEHb FrEHTUHI TUHA KakK BHYTPU FOJIOBHOIO MO3ra, Tak 1 3a ero npegenamm, ux
MO>XHO NMPUHUMaTb NepopanbHO, OHM NPOXOAAT Yepes reMaToaHLedanmyeckmin bapbep, u
OHW CeNneKTUBHbI B OTHOLLUEHUN FEHTUHI TUHA. B rog, TAXenbiXx HOBOCTEN ANA uccnegoBaHumn
B o6nacTu bl 3TO Ka)XeTCcA CAULWKOM XOpOoLKnM, 4Tobbl 6bITb NpaBaon. Ho yxe cenvac
JaHHble BbIrNAAAT 04eHb MHoroobewaroue, n coobuwectso no bI' ¢ HeTepneHueMm xaeT
obHapgeXXnearoLwnx HoBOCTEN.

ABTOpPbI He coobLaloT O KOHQINKTe MHTepecoB. 15 nony4vyeHus 6onee nogpobHou
MHPopMaL M 0 NONTUKE PACPOCTPAHEHNA MHPOpMaLMK nepengnTe B Hal pasgen YaBo...

rNOCCAPUN

remMaToaHuedannyeckum 6apbep — eCTeCTBEHHbIN 6apbep, CO3A4aHHbIN N3 YKPENeHna
KPOBEHOCHbIX COCYA10B, KOTOPbIN NpegoTBpalaeT nonagaHne MHOrMx XMuMmn4eckunx
BeLLeCTB B FOJIOBHOW MO3I U3 KPOBOTOKA.

6en0K reHTUHI TUH — 6eNoK, KOTopPbIN NponsBognTCcA reHom bI'.

xopes HenpousBosibHble, HeperynspHbie "cyeTnnsebie" ABUXEHUSA, XapaKTepHble ansa blr.

ACO — T1n neyeHNs MeTOO0M CallIeHCUHra (rnyLweHns) reHos, Npu KOTOPOM
cneumanbHo paspaboTaHHble Monekynbl IHK ncrnonb3yoTca ANA BbIKAOYEHUA reHa.

HTT — ogHa 13 abbpeBuaTyp oNA reHa, BbisbiBatow,ero 60ne3Hb [€eHTUHITOHA. ATOT Xe
reH Tak>xe HasbiBaoT HD u IT-15.
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