§ EPOMPE

NMPOIrPECC MEAULUNHbI B OBJIACTU TEPAIMNWU BOJIE3HU NMOMIIE

B 1932 rogy XK. Nomne, gaTckuin natonor, onucarn
7-Meca4YHOro mMnageHua C CUITbHO YBeSIMYEHHbIM
cepauemMm,  KOTopbli  yMep  BCKope  nocre
NMOCTYNMeHMs B KIMHUKY. 3T0 6bINo nepsoe
onucaHme paccTpoMCTBa, KOTOpOe [MOo3Xe cTarno
n3BecTHo kKak 6onesHb [lomne (nogpobHee 06
ncropun poktopa lNomne cm. B lNpunoxexHum 1).
TpuauaTtb neT crnycTa yyYeHbln B benbrun oTkpbin,
yto y nogen ¢ 6GonesHbto [lomne oTcyTcTBYET
depMEHT, KOTOPbI HasblBaeTCs Kucnas
anbda-rnokKko3naasa, UM Kuacnas ManbTasa.
OTOT hepMeHT O0ObIYHO HaxoAUTCA B yyacTke
KNeTKW, KOTopbl HasblBaeTcs nu3ocoma. Kak M Bce bepMeHTbl, kucras anbda-
rnioKo3ngasa BbINOMNHAET crneundudeckyto paboty. OHa nomoraetr pacliennsTb
rMUKoreH, opmy caxapa, KOTopasi 3anacaeTcsl B KneTkax Mbill U BblICBODOXAaeTcs,
koraa opraHuamy Tpebyetca aHeprua. B oTcyTcTBME bepMeHTa,  [IMKOreH
HakannMBaeTCs B KNeTKax, M MbllWubl HavmHaT ocnabeBatb. Kak Tonbko 6Gbina
BblSiBieHa CBSA3b MeXay KuCnow anbda-rniokosvgason u  6onesHoto  [lomne,
nuccrnegoBaTtenu no BCEMY MUPY Hadanu uckatb MyTU 3aMeLLeHus HegocTalrolero
depmeHTa. XOoTa B HacTosiee Bpemsi Gone3Hb [lomne sBRNsSieTCA HEU3NEYUMOW,
depmeHTHaa 3amectutenbHas Tepanua (P3T) nossongetr obecneyntb NauUMEHTOB
OTCYTCTBYWOLWMM  depMeHTOM (anbga-rnoko3ngason). 3amewawowmn  epmMeHT
no3BonsieT pacwennaTb [MIMKOTEH W OCTaHOBUTbL MNATONOrM4yeckoe HakonneHue
rrMKoreHa B KrieTkax.

®3T — 2310 nedvyeHve, HanpasBfeHHOE Ha 3amelleHWe OTCYTCTBYIOLEro Wnu
3HAYUTENBHO CHUXEHHOro oepMeHTa y nogen ¢ anarHo3om 6onesHb Nomne. JlevyeHne
®3T He gaeT BbI3gopoBneHns OT 6onesHn MNMomne, TO eCTb He BRUSET Ha KOPPEKLUIo
reHeTU4YeCcKoun MOrIoOMKH.

Bonpoc: Yto Takoe depmeHTHas 3amecTtutenbHasa Tepanua? Kak oHa moxet
nomMmou4b nasam ¢ 6onesHbto Nomne?

OtBet: Jllogn c 6GonesHwb [lomne o6rnagatoT ManbiM KOMMYECTBOM (UNU Xe He
obnapgaloT BOBCE) (hepMeHTa, KOTOpbIN HasbiBaeTcs Kucnas anbda-rnokosvaasa
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(GAA). ®epmeHTHaa 3amectutenbHas Tepanusa (O3T) gencresyeT nytem 3amelleHus
oTcyTCTBYyOWeEro unn gedgektHoro depmeHta GAA. depmeHTHas 3amecTuTenbHas
Tepanua OencTByeT aHanormdHbiM o6pasom, Kak U Npu Opyrnx JIM30COMHbIX 60ne3HAx
HakonneHus, Taknx kak 6onesHb MNowe 1 Tuna n 6onesHb abpw.

®3T cospgaeTca npu NomMowmM PeKOMOMHAHTHON FEHETUYECKON TEXHOMOrMn, npolecca,
NO3BONSAIOLEro Yy4YeHbIM BMeLUMBaTbCA B  OpraHusMm, KOTOpbIM  npoayumpyet
YyenoBseyeckue 6ernku, Bkoyasa epmeHTbl. ATOT NPOLECC COCTOUT U3 TpeX CTaaun:

Ctagusa 1 — pocT KneTok, NpoAyLupyoLWnxX epMeHT:

Mpoussogcteo P3T HaumHaeTcsa NyTeM  BKIIOYEHUA  YEerioBEeYeCKOro rexa,
OTBETCTBEHHOIO 3a BbIpaboOTKy Kucron anbda-rnoko3ngassl (GAA) — depmeHTa,
OTCYTCTBYIOLLErO y Nntogen npu 6onesHun Nomne, B KNETOYHYHO NVHMIO.

Kak TOnbKo KNeTkn nonyYnnu reH, OHM HadMHatoT Npou3BOACTBO YernoBeyeckoro GAA
depmeHTa. YTobbl 3TO NPOMCXOAUSIO, KNETKM CoOAepXKaTcsa B crneumanbHbIX YCOBUAX B
GonblWMX TaHKepax, KOTopble HasbiBalTCA Ouopeaktopamu. ExegHeBHO U3
G1opeakTopoB yaanseTcs nonyvyaemMbli XUOKMA NpoaykT, KOTOpbIN 3aTeM cobupaeTcs
N OTNpaBriSeTCHa OS5 OYUCTKM.

Ctagusa 2 — OuncTka cpepmeHTa

®3T pomkHa COOTBETCTBOBATb BLICOKMM CTaHO4apTaM O4YMCTKM M ©e30macHOCTW.
depMeHT nogsepraeTcad OYUCTKE C MOMOLLBbKD MeTOda KOFIOHOYHOM XpomaTorpaduu.
XpomaTtorpahma — 9TO MeToq pasfefieHna U yaaneHust HeHYXHbIX 4acTuy U3
pacTBopa. Mo Mepe npoxoxaeHns  dpepMeHTa  4Yepe3  MHOXECTBEHHble
Xpomartorpadunyeckmne KonoHKN, OH CTaHOBUTCS Bce 6onee OUYnLEHHbIM.

Ctagusa 3 — HanonHeHue U OKOHYaHue npoueaypbl

[Mocne ouncTkn bepMeHT nomMeLLaeTcs B CTepuribHble CTeKNAHHble ¢ornakoHbl. [locne
TOro Kak (prnakoHbl 3arnofnHeHbl PepMeHTOM, OHM MOMeLLaTCAa B nimodunuasaTtop Ha 48
yacoB. B nuodwunusatope Boga u3 depmeHTa wucnapseTcs U ocTaeTca cyxas
cybGCcTaHuusa, KoTopasi noxoxa Ha nupoxHoe. B atom dopme depmeHT Hambonee
ctabuneH. PasnuyHble TecTbl, CONPOBOXAAOLWME NPOLECC U3rOTOBMEHUA (DEPMEHTA,
noaTeepxaatT, 4TO obpaboTka COOTBETCTBYET HaMBbICLUMM CTaHgapTam. Kaxgbin
dhfiakoH NpoBepseTcsa 4O TOro, Kak OH NOCTYNUT K NauUMEHTY.

Mponssoacteo 3T — 3TO KOMMIIEKCHBIA NPOLECC, KOTOPbIN 3aHUMaeT HEeCKOSbKO
MecsILeB M cTan BO3MOXHbIM CNyCTs MHOIO NeT pa3paboTok 1 UCNbITaHUMN.

®3T HasHa4yaeTCAa BHYTPUBEHHO (BBOAMTCHA HEMOCPEACTBEHHO B KPOBOTOK) U TaKuMm
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obpas3om JocTUraeT Mbilll, rae paclennseT rMUKOreH, KOTOpbIA Bbi3biBaeT NopaxXeHne
KNeToK, Hakannmeasicb B HuX. HecmoTtps Ha 10, yto P3T He wuanedmBaeT GonesHb
Nomne, oHa nuWb 3amennseT NPoOrpeccupoBaHne MbllleyHoW cnaboctn U MoXeT
ynyywmuTb yHKUMIO Mbliwl. 3T — 370 gnvrtenbHaa Tepanus, Kotopasi HasHavaeTcs
yepe3 perynsipHole uHTepBanbl. [lo3a npenapata 3aBMCUT OT Beca W Bo3pacTa
naumeHTa.

CywecTtByeT psg MeToOoB fle4eHUsl HOBOrO MOKOMEHMUS, KOTOPbIE YXKe OOCTYMHbl UK
HaxogAaTcs B cTagum umdyydeHus. YTtobbl y3HaTb Oonblie, cMm. pasgen umHdpopmaumm
Pompe Connections, Be6-cant HesaBucumon negmaTpudeckon accouuaumm unu
obpaTutechb B Bally HauMOHanNbHY0 NaLMEeHTCKY0 OpraHn3auuio.

Bonpoc: Kak BbIrnaguT npouecc pa3paboTkm HOBOro metoza neyeHusn?

OTtBeT: [lpouenypa paspaboTkuM, TeCTUpPOBaHWS W NOMyYeHUss 0go00GpEeHus HOBOrO
MeTo[a fneYvyeHus BKIoYaT MHOMO KPUTUYECKUX ITaroB MU MOXET MPOAoSHKaTbCA OKOSo
10 neT ¢ AOKMMHMYECKOW cTagun A0 opobpeHuss nekapcTBeHHOro cpepcrea. [anee
noet obLiee onvcaHmne npoueaypbl 0aobpeHna nekapcTeeHHoro npenapata B CLUA

[JoknnHuyeckas ctagus:

[oknnHnyeckas cTagust pPYKOBOACTBYETCA uUccnegoBaHnaMM no  6esonacHocTu
NCcrnegyemMoro nekapcTBEHHOro npenapaTta, 4tobbl B JanbHEWWEM  Ha4vaTtb
ncnonb3oBaHWe y Noaen, n onpegeneHmeM BO3MOXHOCTU BNMATL Ha 3abonesaHune. Ha
9TOM 3Tane YyyeHble NPOBOAAT OMbITbl, CTaBAT nabopaTopHble 3KCNEePUMEHTbl Ha
XMBOTHbIX C LeNbio cbopa gaHHbIX Mo 6e30nacHOCTM U onpeaeneHns GMoNnornyYeckon
aKTUBHOCTM NPOTUB MCCneayemMoro 3aboneBaHus.

KnuHuyeckue uccnepgoBaHus:

B xode KNUHMYECKUX UccrenoBaHWUA ONpedensieTcsi, Hackonbko HOBOE MeaMUMHCKOe
LOOCTWXEHMEe paboTaeT Ha YernoBe4YeckoM opraHusme. Kaxxgoe nccrnegoBaHue otesevaeT
Ha HayyHble BOMPOCbLI, WLWeT MyTu Haunyydwen npodunNakTukM, HabnwaeHus,
AVNarHOCTUKM 1 nedeHus 6onesHn. Lienbto KNMHMYECKOro UCCNeAoBaHUS Takke MOXET
SIBNATLCA CPAaBHEHME HOBOIO BUAa Tepanuu C yXKe UCNosb3yeMbiM.

Kaxxgoe knuHU4Yeckoe wccrefoBaHMe WMEeeT MPOTOKON WM NiaH AencTBuMr Ons
NpoOBeAEHNS UCCNedoBaHUsa. ATOT MnaH OnucbiBaeT, 4yTo OydeT caenaHo B Xxope
AaHHOIO MCCrefoBaHus, Kak OHO OyaeT KOHTponupoBaTbCs M ANs Yero Tpebyetcs
Kaxgas 4acTb uccnegoBaHus. B kaxgom  mccnegoBaHuMM MpaBuna  3apaHee
OonpeaensitoT, KTo MOXeT B HeM y4acTBoBaTb. [lpy HEKOTOPbIX WCCNEeOOBaHUSX
TpebyoTca [obpoBonbubl € onpedeneHHbiMn  3abonesaHvsmu.  [Ona  gpyrmx
nccriegoBaHui  TpebytoTca 3gopoBble noan. HekoTopble uvccnegoBaHus TpedyroT
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y4acCTuA TOJTbKO MY>XHYUH UIN TOJTbKO XEHLLUH.

B CLWA HesaBMCMMbIN KOMUTET Bpadven, CTaTUCTUKOB W npeacrtaBUTenen
oOLLEeCTBEHHOCTM OOMmMKeH opobpuTb M cneguTb 3a  cobnogeHMeM  MpoTokona
nccneposanns. OHM OOIMKHbI OblTb YBEPEHbI, YTO PUCK MUHMMANEH U NPUCYTCTBYIOT
Heocnopumble NpeMmyLLecTBa.

KrnnHnyeckue nccnegoBaHust coctoAaT U3 4-x das:
®dasa | knnHr4eckoro nccnegoBaHns

KnuHnyeckne uvccneposaHus dasbl | npoBogAaTcs AN U3YyYEeHUs  HOBOTO
BMOMEeANLNHCKOrO MHTEPBEHLMOHHOMO fieYeHns Bnepsble B HeOOMbLION rpynne noaen
(Hanpumep, 20-80 4yenosek) Ans oueHkn GesonacHOCTM (Hanpumep, ANS onpeaeneHns
6e3onacHoro AmanasoHa 403 U BbisBNeHNUsA NOGOUYHbIX 3 EKTOB). 2

®daasa Il knmHn4yeckoro nccnegoBaHus

KnuHnyeckne mnccneposaHus dasbl || npoBogaTcs ANS U3yYeHUs MHTEPBEHLUMOHHOTO
neyeHnss B 6onbluen rpynne nogen (HeCKoNbKo COTEH 4YernoBek) Ans onpenerneHns
acpcbekTnBHOCTN (TO ecTb, paboTaeT M OHO Tak, Kak npegnonaranocb) WU Ans
[anbHenLen oLeHKU ero 6e3onacHocTHU. 2

®da3a lll kKnMH1n4eckoro nccnegoBaHns

NccneposaHua dasbl Il npoBogaTes ans nsydeHnsa appekTMBHOCTU MHTEPBEHLMOHHOTO
neyeHus B BOMbLIMX rpynnax y4yaCTHUKOB MCCrneaoBaHus (OT HECKOMbKUX COTEH A0
HECKOSNbKMX ThICAY) MyTEM CPaBHEHUSI UHTEPBEHLMOHHOIO NeYeHnsa ¢ Apyrmmu Bugamm
CTaHOapTHOrO  WAW  9KCMEPUMEHTaNbHOMO  MHTEPBEHLUMOHHOrO  nevexHuss  (Mnu
HEVNHTEPBEHLUMOHHOIO CTaHgapTHOro nedvenus). Kpome Toro, nccneposanHusa dasbl i
NCNONb3YITCA ANA OTCNEeXMBaHMA HexenaTenbHbIX adhdeKToB U cbopa MHopMaLmu,
KoTOpas Nno3BonuT 6e30nacHoO UCNONb30BaTb MHTEPBEHLMOHHOE fleveHmne.

®dasa |V knnHnyeckoro nccrnegoBaHusa

NccnepoBaHusa dasbl [V npoBogAaTCs nocrie Toro, Kak MHTEPBEHUNOHHOE NevYeHne ctano
KOMMepYecKkn LOCTYMHbIM. IOTU UCCedoBaHUA npefHa3HayYeHbl ONA OTCreXuBaHUs
ahbbekTMBHOCTN 0A4O0OPEHHOIO NHTEPBEHLMOHHOMO NIeYEeHNs cpean HaceneHus B Lenom
n cbopa mHpopmauum o nobbix HexenaTenbHbIX 3dekTax, CBA3AHHbIX C LUMPOKUM
NMPUMEHEHMEM B TeYeHWe ANUTeNbHbIX NepUoaoB BpeMeHMU. 2’

Mocne Toro Kak nekapCTBEHHOE CPeACTBO CTano KOMMEPYECKM OOCTYMHbIM, MOryT
noTpeboBaTbCsi OOMONMHUTENbHbIE WccnedoBaHus 3dEKTUBHOCTM U Ge3onacHocTu
NeKapCTBEHHOrO CPeACcTBa ANl OLEHKM B Xo4e MOBCEOHEBHOro WCMONb30BaHUS WUNn
BO3MOXXHOCTU UCMONb30BaHNS AHHOMO fekapCTBEHHOrO cpeacTBa B HOBOW MOMynsiLmm

L https://www.australianclinicaltrials.gov.au/what-clinical-trial/phases-clinical-trials
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naumeHTos. 2

Bonpoc: KakoBbl npeumyuwiectBa M pPUCKM Yy4yacTUss B  KIIMHUYECKOM
nccnegoBaHnn?

OTBeT: [1na peakmx 3abonesaHnin, Takmx kak 6onesHb Nomne, BO3MOXHOCTb y4acTus B
nccrnegoBaHnn No3BongeT naumMeHTy nonyyaTtb 3KCrnepuMeHTanbHoe feyeHme, Kotopoe
MOXeT YNyyluTb, COXPaHUTb W MPOANUTbL UX XW3Hb. [lporpaMmmbl pacLIMpeHHOro
poctyna obecneyaT neyeHnem nauvmeHToB C 6onee TsxenbiMuM 3aboneBaHMAMM,
KOTOpble HEe MOryT APYruM MNyTeM MPUHATb y4acTue B KIIMHUYECKUX UCCredoBaHUNAX.
PaHgomuanpoBaHHbIe UCCrefoBaHUSA, KOTOPble BKAOYAKOT GonbLune rpynnbl NauMeHToB
(HO pacnpefensitoT ux B pasHble rpynnbl 41 CPAaBHEHUS CXEM fleYeHuns), A4atoT Noasam
C HEeBbIPpaXXEHHbIMM NpU3HaKamu 3aboneBaHns BO3MOXHOCTb HayaTb fie4YeHne elle ao
Ha4ana nNporpeccnpoBaHns MbllLeYHOW crnabocTy n nHeanugusaumn. YuntoiBas To, YTO
BO BpeEMS WUCCreaoBaHWA MaumeHTbl HaxogsaTcs nog TwaTenbHbIM  MeAUUMHCKAM
HabnogeHMeM, nauueHTbl NonyyatT AOCTYN K fle4eHUo cneunanuctamm B obnactm
6onesHu MNomne.

Mepen npuHATMEM peweHna o6 yyacTum B KIMHWUYECKOM WccrnenoBaHun criegyet
OLEeHUTb BCe puUCKM W npeunmyllectsa. [lpountante NpOTOKON WUCCNedoBaHUS U
noroBopuTe CO CBOUM Bpa4vyoM (UnM neguaTpoMm, KOTopbid Habnogaetr Bawero
pebeHka) C uenbo NonyyYeHns MakcumanbHOM MHopMaumm o Bawwux waHcax 6biTb
BKIMIOYEHHBIMM B UCCNeoBaHWE U O BpPeMeHM Hadana uccrnegosaHus. [logymante o
TOM, KaK yyacTue B uccnegosaHum noenusieT Ha Bawe 3gopoBbe, Bawy cembto, paboTty
N BCe OCTanbHOE, 4YTO MOXeT ObiTb Ana Bac BaxHbIM. YTOYHUTE BCE BOMPOCHI,
KacatoLwmecsa nogaepxkm ans Bac B cnyvae, ecnv Bol npumuTe peweHne o6 ydactum B
nccrnegosaHun. Cnpocute O Bo3MmelleHuM Bawwnx pacxopos, ecnv Bam npupgetcs
TpaTUTb CpeacTBa Ha onnaTy nNpoesga K MecTy NpoBeAeHUs UccreaoBaHuns.

Bonpoc: Kak a1 Mory y3HaTb 06 uccnefoBaHUAX, KOTOpblie MPOXOAAT B MOEM
pernoHe? Cm. paspnen «bonee nogpo6Has uHcgpopmaumsa» n Gpowropy Pompe
Connections «'eHHasa Tepanuay.

Oma 6powrpa paspabomaHa C uenbo rnpedocmasnieHuss obwel uHgopmMmayuu,
Kacaroweucsi 6onesHu [lomne u eced conymcmeyroweld memamuku. OHa
pacripocmpaHsemcsi Kak obwedocmyrnHoe becrinamHoe u3daHue MexdyHapoOHoU

2 MoHMMaHMe KIMMHUYECKUX uccrenosanuin: http://clinicaltrials.gov/ct2/info/understand
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Accoyuayuu 6onesHu [lomne, ¢ mnoHuUMaHueM moeo, 4mo MexdyHapoOHasi
Accouuayusi 6onesHu [lomne He cmasum neped cobol uernb MNOOMEHSIMb
MeduuyuHckue u Opyaue npogheccuoHarnbHble Ccryxbbl. MeduyuHa MOCMOSIHHO
usmeHsiemcs 6nazodapsi rpoepeccy Hayku. Yenoeedeckue owubKU U U3MEHEHUS 8
npakmuke 0enarm HEB03MOXHbIM MaKCUMalslbHO MOYHOE U3/10)KeHUe OaHHbIX.
Tpebyemcss nodmeepxdeHue npedcmasreHHol 30ecb uHghopmayuu u3 Opyaux
UCMOYHUKO8, npedrnoymumeribHO om Bawezao apaya.
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