YyacTue nauuMeHToB — YyhbTpa-
penkue 3aboneBaHus

BBepgeHue

CoTpygHM4yecTBO KOMnaHum Genzyme, MexpyHapomHOW accouuauuu
6onesHn Momne (IPA), accoumauunm naumeHToB B BenukobputaHuu,
HupepnaHgax u CWA, MeguuumHckoro ueHtpa Erasmus m YHuBepcuteTa
Obloka pnNs ycTaHOBNEeHUMA COOTBETCTBYWWMX Mep no obecnedvyeHwui
OOCTOBEPHOCTU [faHHbLIX B KJIMHUYECKUX WUCCNefoBaHUAX U WUX
COOTBETCTBUA TpeboBaHUAM perynaToOpHbIX OpPraHoB W NiaTeNbWUKoB.

OnucaHue npoekTa

bone3Hb loMne sBnseTcs pegkuMM HACNEACTBEHHbIM HEPBHO -MblileYHbIM
3aboneBaHnMeM, BbI3BaHHbLIM HEeOOCTATOYHOCTbKW JIM30COMHOro ¢epMeHTa.
Oetn c copepxaHueM ¢epmeHTa GAA <1 %, c pebwTtom 3aboneBaHus B
MNageH4YeCcKoM BO3pacTe, KakK MnpaBuno, yMUpawT B Te4yeHue NepBoro
roga XW3HWM, B TO BpeMsi KakK y MNauMeHTOB C HEKOTOPOW OCTATOYHOMU
aKTUBHOCTbI0 GAA 3aboneBaHune MoXeT MNPOABNATLCHA C MNageH4YecTBa
0O MNO3[OHero 3penoro Bo3pacTa B BWAE HEPBHO-MbllileyHOW cnabocTw,
aMOynaToOpPHLIX M pecnupaTopHbiXx npobnem. PaboTa, nposBepeHHas B
MeguuUHCKOM ueHTpe Erasmus (EMC) u YHuBepcutete [bika B 1990-e
rogbl Ha HoOKayT-Mblwax ¢ 6one3sHblw [loMne nNpogeMoOHCTpUpoBana
noTeHunan 3aMecTUTeNnbHOW (EepMEeHTHON Tepanuum B Ka4decTBe
nevyeHus. KnuHuyeckas M NpPoM3BOACTBEHHas pa3paboTka perynsapHo
obcyxpanacb COBMECTHO C Hay4YHbIMM LEHTpaMuM M accouunaumamu
nauneHtoB (AM). KnuHuM4yeckume mccnepoBaHusa ObiNM HayaTbl C OeTen C
nebwTtoM 3aboneBaHnss B MIafleHYeCKOM BO3pacTe M3-3a 4Ype3BblYalHOM
BbbICTPOTH NporpeccupoBaHua 3abonesaHusa. 0gHakKo, M3-3a PEOKOCTHU
3aboneBaHuna (~1 : 40 000 poxpeHun) Habop nauwmeHToB ObIN
CNOoXHbIM. All oKa3biBanM NOMOWbL B pacrnpocTpaHeHun uHPopmauuum 06
nccnenoBaHUax, BbIABIEHMM MALMEHTOB MO BCEMY MUPY, MNOUCKE
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Xunbsa, nNopgoepxke pogutenenm M T. O. B paMkax wuccnepoBaHuM Ha
netax u B3pocneix All oka3biBanu noMowb B Habope nauuneHTOB,
NpOBepKe OLEeHOK COBMECTHO C KoMnaHuenm Genzyme #
nccneposaTtensaMuM, a TakXe B MOOWPEHUW yOepXaHWsa nNauueHToB B
3TUX MNPOQONXUTENbHbIX nnauebo-KOHTPOMPYEMbIX WCCNefoBaHUAX
(18 MecsueB) paxe nocne yTeBepxaeHua. [lpegcTtaBuTenb MauUeEHTOB
IPA Takxe npucyTcTBOBajsl Ha YCTHOM obbsicHeHun B EMA (nepsbint).
IPA B coTpymgHu4yectBe Cc EMC (npu ¢uHaHCOBOW NOOOepXKe KOMMaHuu
Genzyme) pa3paboTtano onpoc o6 ucxopax, coobwaemMbix MNauUeHTaMu,
He3aBUCUMO OT KOJiIM4ecTBa JieT OTpacnu, [OCTYMNHLIX OO NlevyeHus,
KOTOpPbIM OOKa3an CBOKW BaXHOCTb B MNOQAEPXKe 0OCyXOeHuu
BO3MelleHUs pacxopnos.

Kateropua(un) nauueHtoB (3alMTHUKOB
npaB nNauMeHTOB), MNPUHABWUX y4yacTue
B MpoeKTe

= [laumeHTbl, KOTOpble UMEWT COOCTBEHHLIM ONbIT, CBA3aHHbLIA C
bonesHbio.

» KOMNEeTEeHTHbBIM NauueHT/3aWnTHUK nauuMeHToB, obnapawwun
cneuyuManbHbiMM 3HaHuaAMM o0 3aboneBaHum wu  uUMewWU#n
3HAYUTENbHbLIN ONbIT B 006MacTuM uccnepoBaHus U pa3paboTku
NTeKapCTBEHHbIX MpenapaTos.

» [podeccrMoHanbHLIM 3aWUTHUK MpaB MNauMeHTOoB.

peumywecTBa y4YyacTus nauueHTOB

C Al no pegkum 3abonesaHnaM nogoepxmBaeTcsa perynspHas CBfi3b B
OTHOWEHNN HaWwWuX nNAaHoOB NO pa3paboTKe M HEKOTOopPbIX MNpOBepKax
OLEHOK npoTokona. B nocnepgHee BpeMsa 3T0 CTano HaMHoro 6onee
TPYAHLIM B CBSiI3W C BHEOpPEHWEM npaBun noBegeHusi. Y Hac HerT
(noka) coTpygoHu4yecTBa C nNauyueHTaMu, peannm3oOBaHHOro B
CTaHOapTHBIX OMepauMoHHLIX npouepypax.



CNoXHOCTU M npensaTCTBUSA

KoMaHaobl pa3paboTynkoB no nporpamMMaM ObinM NOCTaBieHbl B OYe€Hb
CTpPOrme BpPEMEHHble paMKW [N 3aBepweHuMs TMNPOTOKOSIOB W
NPOABUXEHUS WUCCMefoBaHMM. YacTo B 3TUX KOMaH@axX CywecTByeT
CONPOTUB/IEHME NO OTHOWEHWW K pobGaBNEeHUK ewe OJHOro CNof
(noBepx BbICWEro pPYKOBOACTBA OT OTAENOB Hayku, pa3paboTkwu,
PErynaTOpPHbIX OpraHoB, 6e30nmaCcHOCTU, TOKCUKOMOrUWU, KINHUYECKOWU
papMakonorum m T. AO.) B pa3paboTrky npoTtokona. 06ecnevyuBas
CBOEBPEMEHHLIN BKag oT Al M MANCTpUpys Nofib3y B OONTOCPOYHOM
nepcnekTuee C TOYKM 3peHunsa Habopa NaAUMEHTOB, YMEHblIEHMS OTCEeBa
No pe3ynbTaTaM CKPWUHWHra, YNy4lWeHUs BbLIMOSIHEHUSA OLEHOK M T. f.,
MOXHO y6eaouTb BHYTpPEHHME KOMaHObl a paMKax npoekTa, 4YTo 3TO
nMeeT cMbicn. Ewe opHa CNOXHOCTb B HEKOTOPbIX CTpaHax
3aKfw4yaeTCcs B TPYAHOCTM HENoCpenCTBEHHOrO0 KOHTaKTa; B 3TOM
cfly4yae Mbl NMONPOCWUAM WUCCNefoBaTensd CBA3aTbCA C HauuoHanbHoWu All
M NPOBEPUTb C HUMWM MPOTOKON AN BKNaga. BHyTpeHHue onaceHus no
NoOBOOY COXPaHEHUs KOHPuOeHuWanbHOCTU ObIAM NpPeofoneHsl npwu
noMowm cornaweHuss 0 KoHouMpoeHuumanbHOCTM C All, 4TO NO3BONWIO
BeCTu cBobofHOe M OTKpoBeHHOe obweHne. B 3aknw4vyeHune, onpoc
nauneHtoB IPA, XOTS OH W MNpeOocTaBW LEHHble pe3ynbTaThl,
coobuwaembie naumeHTom (UCM), »n MHOorme nybnukauum, He CUYMTaETCH
HaQEeXHbIM ONa pPerynsaTopHbIX OPraHoB M nNNaTeNbWMKOB WU3-3a
OTCYTCTBUA MPOBEPKM WUCXOOHbIX AaHHbIX. ITO YPOK, KOTOPbIA MOXHO
YyCBOUTb Ha bypayuee.

BoiBOAbI

CnenaHHble BbIBOAObI:

1. Co3pgatb TpMO M3 Hay4HbX 3KcneptoB, All MU BHYTPEHHUX
Bpayen B paMKax NpoeKkTa C MnpaBuiaMnm BeOoeHWs NeperoBoOpoB
Ha Ha4valbHOM 3Tane.

2. Ybeautbca, 410 uHCTpyMeHT WUCI co3pgaH u BanuaoupoBaH ANs
3aboneBaHnsa (4To ABnAeTCs Haubosiee BaxXHbLIM ONS NauueHTa),
C COOTBETCTBYWUWUMM MepaMu nNo obecneyeHuw HNOCTOBEPHOCTMU
OAHHbBIX W WX COOTBETCTBUA TpebOBaHMAM perynaTopHbIX



OpraHoB W mnJaTeNbUUKOB.

3. HayaTtb wuccnepoBaHuMe eCcTEeCTBEHHOro TeyeHus OonesHu,
BMecTe ¢ WCIN, ropamMm pOo TOro, KakK JleyeHue CTaHeT
OOCTYMNHbIM, 4T0ObL MMEeTb BO3MOXHOCTb CpaBHWBATL.

4. CaMbiIM UEHHbIM BKJlalOM B TMNPOTOKOJ HABMSeTCHA nNpoBepka
OLUEHOK, uX uenecoobpa3HOCTM M T. O. WU OHa posxHa ObITb
CTaHOapTOM.

5. CoobwecTB0o [OONXHO ObITH HagnexawunMm obpa3oM
NPOUHPOPMUPOBAHO MNyTeM nNpefocTaB/ieHNns OOHOBNEHUU [N
nporpamMmel Mo pacnpocTpaHeHuw cpenun All.
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