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OnuncaHune naymeHTa

[TaumenTka H., 3 roga. Pooutenu pedbéHka oOpaTUINCh K HEBPOJIOTY-3IIIIEINITOI0ry HeBponorndyeckoro 1eH-
Tpa SIUWJICNTOJIOTUN, HEUPOTEHETUKHU 1 MCCIeNoBaHUs Mo3ra YHuBepcuteTckoi kinHuku Kpacl’'MY (HLL YK) ¢
>Kajo0aMu Ha MPUCTYIIBI ¢ TTaJieHUEM T10 TUITY MpUCeIaHus U/ WIN KUBKA C TTOCISAYIOLINM Pe3KUM MaJeHUeM, CCO-
MPOBOXIAIOIIUMCSI TPaBMOI MSITKUX TKaHEl TOJIOBBI C MOCIEAYIOIMM TlaueM peOEHKa, MOCTIIPUCTYITHBIM CHOM
WK TpaHCchopMallieil B TOHUKO-KJIOHUYECKUI MIPUCTYIT. A TakKe MPUCTYIIbI 110 TUITY 3aIyMKU, MUOKJIOHUYECKIE
MpUCTYIIBL. YacToTa anuIeNTUIECKUX MPUCTYIOB COCTaBJIsIa 0 ¢Ta pa3 B CyTKu. Ponutenu oTtMeuanu yxyalieHue
KOTHUTUBHBIX QYHKLIMH ¢ yTpaToii paHee MpUOOPEeTEHHBIX 3HAHU I, SMOLIMOHATbHYIO JTAOUJIBHOCTb, HAPYILIEHUS CHA.
[Tonyyana mpotrBosnuienTuueckue mnpemnapatsl (nanee [1DI1): BaxbnpoeBast kuciaora — 300 Mr/cyT, ieBeThpaleTam —
200 Mr/cyT, okckapOazenuH — 40 Mr/cyT ¢ pa3BUTHeM HexeaTeJbHbIX peakiuii (HP) B Buge amoimoHanbHOM 1a0UIb-
Hoctu. [To manHBIM BuneoMonnTopuHra D3OI B (paszy memiernHoro cHa (PMC) 3aperncrprpoBaHa MHTEPUKTATbHAS
nuddy3Has sanuaenTudopMHasi aKTUBHOCTh C aMILIUTYIHBIM TIpeodiataHueM Io JIOOHO-1IeHTPaIbHO-BUCOUHBIM
OTBEJCHUSIM PABOTO TMOJylIapys CPeTIHEro MHIEK ca ¢ YBeJMUYeHUEeM UHAeKca Mo Mepe yIIyOJeHus CHa.

Ilo dannvim MPT eon06n020 mo3ea: MP — kapTrHa He3aBepIIEHHON MUEIMHM3ALMK TTapacaruTajJbHBIX OTIACIOB
JIOOHBIX U TEMEHHBIX J0JIeii. YMeHbIIIeHe pa3MepOoB MPaBOro ruIinoKamiia.

BhinoHeHO MOJIeKYISIpHO-TeHeTUYeCKoe UccieaoBaHue naHenb «HacieacTBeHHbIE anuienicun». BoisiBieHa
retrepo3uroTHasi myTauusi B reHe BCS1, chr2 21952594A>G, ¢.232>G, p.Ser78Gly. JlaHHBII BapuaHT OMUCaH KaK
MaTOTeHHBIN C BLICOKOM KOHCEpBaTUBHOCTHIO. [IpucyTcTByeT B 6a3ax JaHHBIX B FeTEPO3UTOTHOM COCTOSIHUU. C My-
TalUsIMU B JaHHOM Te€He acCOLIMMPOBaHbI 3a00JIeBaHUS C ayTOCOMHO-PELIECCMBHBIM TUIOM HacJienoBaHusi: Bjornstad
sundrome, GRACILE sundrome, Leigh sundrome, Mitochondrial complex III deficiency, nuclear type I.

[TpoBeneHo cekBeHupoBaHue 1o CeHrepy reHa BCSIL: y pe6EHKa ITOATBEpXKACHA IeTepPO3UTOTHAS MyTaIlnsl.
VY oTua pe6€HKa TakKe BbISIBJIEHa TeTepo3UroTHast MmyTtauus B rene BCS1L (KIMHUYECKU 300POB). Y MaMbl — 0€3 13-
MeHeHMi. TakuM o6pa3oM, BhIsSIBJIEHHAs TeTepo3uroTHast Mytauusi reHa BCS 1L siBnsieTcsl KITMHUYECKU HE3HAUMMOM.

Tayuenmke ycmanosaen duaenos: dnuientuieckas sHuedanonatus (cuHapom JleHokca—IacTo) HEYTOUHEH-
HO1 3TUOJIOTUU C YaCTbIMU, CEPUAHBIMU MPUCTYIIAMU C TeHEepaJIn30BaHHBIM Ha4yaJ0M HEMOTOPHBIMU: aTUTYHbIE
abcaHChl; MOTOPHBIMU: MUOKJIOHUKO-acTaTUYeCKHe (C TpaBMaMU MSITKMX TKaHel roJIoBbl U KOHEYHOCTEH), TOHU-
KO-KJIOHMYeCKre, HEKOMITIeHCUpOBaHHas Ha (hoHe noautepanuu [1911.

Tvin BMewaTenbcTBa (40 NnepcoHanusauun)

Hasnaueno aeuenue: oTMeHa OKCKap0Oa3emHa ¥ BBEIEHNE B TEPAITNIO JIAMOTPUIKAHA C TTOCTETICHHOM TUTpaIlv-
el CyTOUHOM 10361 10 15 mr/cyT. [Ipm HecobMoneHNN peXXxnMa JO3UPOBaHMS, 103a TIpenapara Obljia yBeJIMIeHa 10
50 Mr/CyT, pa3BIINCh HeXelaTeIbHbIe peakiuy (HP): anmepruyeckast KpamMBHULIA ¢ TTOBBIIIEHUEM TeMIIEPATYPhI
Tesa 10 ¢peOpIbHBIX IMdp. Pe6EHOK OBIT rOCIUTATN3NPOBAH B CTallMOHAp. JIAMOTPUIKIH OTMEHEH, TIPOBEIEH
kypc neuenust ['KC. Ha ¢oHe mpoBoanMoit Tepalmui COCTOSTHHE TTI0 COMAaTUIECKOMY CTaTyCy CTaOMIM3MPOBAIach.
OnHaKo BO30OHOBWJINCH MUOKJIOHUKO-aCTaTHIECKUE ITPUCTYITHI BEICOKOM 9acCTOTHI ¢ TpaBMaMM MSTKUX TKaHEH
TOJIOBBI, a0CAHCHI, CepUITHBIE TOHNKO-KIIOHNYECKHE TTPUCTYITHL.
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NMokasaHuA K nepcoHanusayun
[Tonurepanus I1311 6e3 KIMHUYECKU 3HAYMMOTO OTBETa Y MallUEHTKM JETCKOTO BO3pacTa.
Tun nepcoHanusaynn

[TpoBenén TJIM: ypoBeHb BalbIpOeBOI KUCIOTHI HAXOAUTCS B CpEAHE-TeparieBTUYECKOM A1Uarna3oHe — 74,5 MKT/Mi1,
YpOBEHb JieBeTHpareTama — 29,6 MKT/MIL.

N3meHeHNA nocne nepcoHannsayuv

YuutsiBasi cpenHe-TepaneBTuueckue KoHueHTpauuu [1DI1 B KkpoBu 6€3 KIMHUYECKU 3HAYMMOTO OTBETa, ITPUHSITO
pelilieHue o n1obaBIeHUH K Tepanuu TonvpaMarta. Ha ¢poHe BBeneHMs Tonupamara 3apeructpupoBaHbl HP: 3aTopmo-
JKEHHOCTb, PaCCETHHOCTb BHUMaHMSI, OTCYTCTBUE MHTEPeCa K OKpYKalollleMy MUPY, B CBSI3U C 9TUM TOIMpaMar ObL1
oTMeHEH. K Tepanuu rmiaHupyeTtcst 106aBUTh pydUHAMUI C OCTeNeHHOM TUuTpatueid 10 200 Mr/cyT.

OvnHamMmunka

[Tpuctymsl 3a BpeMst HaOmoaeHusT Ha ¢oHe nojutepanuu [1DI1 0e3 cymecTBeHHO# nuHaMuKK. [1o maHHBIM
OBI-BUAEO-MOHUTOPUHTA BhIpaXkKeHHbIE HApYILLIEHUS] OMO3JIEKTPUIECKON aKTUBHOCTHU ¢ AU(PDY3HBIM 3aMeIeHU -
€M KOPKOBOW PUTMUKU U TIpU3HAKAMU MEPUOANYECKON PETMOHAIbHON aKTUBHOCTH B JOOHO-BUCOYHBIX OTAeIaX
¢ BBC. B3I cHa 3HauuTeNbHO Ae30praHu3oBaHa, peructpupyercs auddysHas anuaentTudopmMHasi akTMUBHOCTb B
JIOOHO-1IEHTpaJIbHO-BUCOYHBIX oTaeax. [Tposenén TJIM: ypoBeHb BAJIbIIPOEBOI KMCIOTHI HAXOAUTCS B CpeIHE-Te-
pareBTUYeCKOM Iuara3oHe — 74,5 MKT/MJI, ypOBeHb JieBeTHpalieTaMa — 29,6 MKT/MII.

3aknoyeHne
JIaHHBIN KIIMHUYECKUM cllydaii IEMOHCTPUPYET HAM HEOOXOAUMOCTh TEPCOHATU3UPOBAHHOTO MOAX0Aa K Be-

puduKaluMu IMarHo3a U Ha3HayeHUIo Tepanuuy, a Takxke MpoBeaeHUe (papMaKOreHEeTUYECKOTO UCCIeI0BaHus Tpy
HazHayeHuu [1D11, obnagaroimx anIMKTUBHBIM AeCTBUEM (BaJbIIpoeBasi KMCJIO0Ta + JaMOTPUIKUH).

MapmakoreHeTvka 1 MapmakoreHomuka Ne 2, 2019 . 91



VYuebHoe nocodue «YnpapieHre KITMHUYSCKIMU
UCCIEeN0BAHUSIMU» OMUCHIBAECT METOIOJOTUIO
3(dEKTUBHOrO ynpaBjaeHUS MPOEKTOM I10 U3bI-
CKaHMI0, pa3paboTKe 1 BbIBOAY Ha (papMalleBTH -
YECKUM phIHOK JIEKAPCTBEHHBIX CPEICTB, HAUMHAsI
C 3Tana NoucKa NepCIeKTUBHBIX XUMUYECKUX
COE€IMHEHWI, MPOBEACHUS TOKIMHUIECKUX KC-
MNbITAHUI BEeLIECTB—KAHANWIATOB, KIIMHUYECKUX
WCCIIEIOBAaHUI JIeKapCTB—KaHAUIATOB, dap-
MaKOHaa30pa, yIpaBieHUs JaHHBIMM, aHAIU3a
MOJIYYEHHBIX JaHHBIX, COCTaBJIE€HUS OKOHYA-
TEJIbHOIO OTYETA 00 MUCCIIENOBAHUM, TOTYUYEHUS
PErucTpallMOHHOTO YIOCTOBEPEHMS, IMyOJIUKALIUN
pe3yJIbTaTOB, 3aKaHYMBas OpraHu3aluen mo-
CTPErMCTpallMOHHBIX HUCCeI0BaHUIA Oe3omac-
HOCTHU, NPOBEACHUEM HEMHTEPBEHILIMOHHBIX U
(papMaKkosNUIEeMUOJIOTMYECKIX UCCIETOBAaHUM,
a Takxke Mmpolecc o0ecrneyeHns: KauecTna, mpo-
BEICHUS ayIuTa U MHCIIEKIIMIA YITOJTHOMOUYEHHBIX
OpraHoOB 3IPAaBOOXPAHEHMUSI, CO3NAHUS CTaHAAPT-
HBIX OITepAllMOHHBIX MTPOLIEIYP, APXUBUPOBAHUS
JIOKYMEHTOB UCCJICAOBAHUSI.

M310XeHHbI MaTepral OCHOBBIBAETCS HA COBPEMEHHBIX PEryJIMPYIOLIMX TPeOOBAHUSIX 3aKOHO-
narenbcTBa Poccuiickoit Menepaliny 1 cTpaH — ydyacTHUL EBpa3niickoro 3KOHOMHUYECKOTO COI03a.
KponotanBast padoTa aBTOPCKOTO KOJUIEKTMBA MPAKTUKYIOIIMX CIEUATUCTOB M0 KJIMHUYECKUM
HUCCIEA0BAaHUSIM MO3BOJIMIA CAEJIATh CJIOXHBIEC MOHATHS ICHBIMY B U3JIOXKEHUU U TTPOCTBIMHU JIJISI IO~
HUMaHMS YUTaTeJIeM JII0OOOT0 YPOBHSI OIbITA U MOATOTOBKH.

CryneHTaM, MOHUTOpPaAM KJIMHWYECKUX MUCCIIENOBAHUMN, CTPEMSIIMMCS CTaTh IMIPOEKTHBIMU Me-
HeKepaMM, U MpelHa3HauYeHo JaHHOoe yuyeOHoe rmocooue. Takke KHUra OyaeT MHTepecHa TeM, KTO
HENOCPEACTBEHHO YYAaCTBYET B IIPOLIECCE pa3pabOTKX HOBBIX JIEKAPCTBEHHBIX CPEACTB: KIMHUYECKUM
MPOEKTHBIM MEHeIXepaM, CIIelIaTUCTaM 10 KJIMHUYECKUM MCCIEeTOBAaHUSIM, (papMaKOHAA30pYy,
VIIpaBJICHUIO JaHHBIMU, CTATUCTUYECKOMY aHaJIM3y, 00eCIeYeHUIO0 KauyecTBa, MEIULIMHCKUM THca-
TeJISIM, PETUCTPALIMM, TPEACTABUTENISIM PETYISITOPHBIX U MEIULIMHCKUX OTAEI0B, pa00OTaIOIIMX B MH-
HOBALIMOHHBIX (papMalleBTUUECKUX KOMITAHUSX 1 KOHTPAKTHBIX UCCIEA0BATEIbCKMX OpraHU3allusIX.
[IpencraBieHHble MaTepUalibl OYAYT IOJIE3HBI OIBITHBIM BpadyaM-HCCIeI0BATEIsIM, COTPYITHUKAM
Hay4YHO-MCCJIEAOBATEIbCKUX NHCTUTYTOB U OPraHMU3alUii, y4aCTBYIOIIMX B IIOMCKE HOBBIX JIEKap-
CTBEHHBIX BEILIECTB, OPTaHU3YIOIINX JOKIMHUYECKUE U KIMHUYECKNE UCTIBITAHMS, a TAKXKE CIIyKAIM
YIIOJTHOMOYEHHBIX OPTAaHOB 3APaBOOXPAHEHUS, PETYIUPYIOIINX UX ITIPOBEACHUE.

IIpuoOpecTu KHury
MoxxHO B oprce OO0 «M3marennctBo OKHU»
ten.: +7 (910) 449-22-73
e-mail: eva88@list.ru

Bbixoanbie 1aHHbIE

VhpapieHue KIMHUYECKUMUI UccliefoBaHusIMU / Tioa, o011, pea. benoycosa JI.FO., 3sipsiHoBa C.K., Konbuna A.C. —
1-e u3n. — M.: byku Benu: UznatenbcrBo OKHM, 2017. — 676 c.: wn. ISBN 978-5-4465-1602-5



Mpeonaraem Bawemy BHUMaHUIO
NOJSIHOLUBETHOE Ka4yeCTBEHHOE

EHS:(';‘?:T‘(‘;I;;:P:::;":I:‘;I’RHUB;\.C.l{.. KOABHHA A.C, MsﬂaHMe ((BKnl‘oquMe neKachBeHHblx
npenapatoB B orpaHnydunTesibHbIe

BrawueHue nepe4vyHu: nowaroBbIin anropuTmMm»

A€KapCTBeHHBIX IpenapaToB noa obuwen pegakumen benoycosa [.10.,

B OrPaHHYUTeAbHBIE [IePpeYHH 3blpsiHoBa C.K., KonbuHa A.C.,
RS ; B coaBTopcTBe ¢ Kapnosbim O.U.,
Yebepaon A.E., banbiknHon HO.E.

O YEM 3TA KHUTA?

OTO HEBEPOSITHO NOME3HbIN M KOMMAKTHbLIN
pecypc rno nogrotoske NpeanoxeHna Ha
BKINIOYEHNE B OrpaHnymnTENbHbIE [epeyHn
nekapcTBeHHbIX NpenapaTos. Nocne
NPOYTEHNSA 3TON KHUMM NPOLIECC BKITHOYEHUS
B [lepeyHun cnoxuTtcs ns paspo3HEHHbIX
NnasnoB B eANHYI0 KapTUHY.

TMowarossiit aAropuTs

No4yemy oHa foCcTOMHA Bawero BHUMaHUA?

Ha cTtpaHuuax KHurm aBTopbl NpodeCccmoHanbHo, Wwar 3a warom, nogpobHo 1 4oXoa4mMBo
0ObsCHAT MeToabl cbopa AokaszaTernbHoM 6a3sbl, pacckasbiBaloT O METOLONOMM
NpoBeaeHNss CPaBHUTENBHOM OLEHKN 3hEKTUBHOCTUN N BE30MAaCHOCTN, KITMHUKO-
9KOHOMUYECKUX UCCNeaoBaHNn U aHanu3a BrvsiHUA Ha GroaXKeT, COBPEMEHHbIX
pekomMeHgaumsx no noarotoBke NpeanoXxeHus Ha BKITHOYEHNE B OrPaHUYNTENbHbIE
[MNepeyHu.

Komy crneanyet eé npnobpectun?

M3naHvne npeaHasHa4yeHo Ans cneuvanucToB B 0b6nactu apMakoaKOHOMUKN, OLIEHKM
TEXHOMNOMNN 30paBOOXPaHEHUS], TEKAPCTBEHHOIo obecneYeHnst, BHeAPEHUS
NeKkapCTBEHHbIX NpenapaToB Ha POCCUNCKUI hapMaLIEBTUYECKUIA PbIHOK.

MprnobpecTu KHUry MOXXHO MoO:
Ten. +7 (910) 449-22-73 vnn e-mail: eva88@list.ru

BbixoaHble AaHHbIe: BKNioyeHne nekapcTBEHHbIX NpenapaTtoB B OrpaHNYNTENbHbIE
nepeyHun: nowaroBbl anroputm / nog obuwy. peq. benoycosa . 1O., 3bipsiHoBa C. K.,
Konbuna A. C. — M. : spatenbctBo OKW : bykn Bean, 2019. — 252 c. : vn.
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M a I kEt o M NuHoBanMOHHbBIE HEH /IS Pa3BUTHA OM3Heca,
AC C e S S \f{fﬁj&y OCHOBAHHBIC HA KIMHUKO0-)KOHOMUYECKOH

. . ICHHOCTH /151 CHCTEMBI 31PaBOOXPAHCHHS
Solutions

Mapket Akcecc CoIOMIEHC — 3TO KOMIUIEKC YCIYT MO NPOABUKEHUIO JIEKAPCTBEHHBIX
CPENCTB, MEAUITMHCKOTO 000PYI0BAHUS U MEIUITUHCKUX TEXHOIOTHUI

P ‘gt TE L Muceust:

\ ; ' BbIBIIs M IPOIBHras HOBbIC MEIHIMHCKIE TEXHOIOTHH,
TIOBBIIIATH KAYECTBO OKA3aHUS MEIUIMHCKON TOMOIIH

1 9QPEKTUBHOCTH CHCTEMBI 3[PaBOOXPAHCHHS

dDokyc:

+  ®opMUpOBAHKE YHUKATLHOTO BOCTIPUSATHS IIEHHOCTH
MPOIYKTA

* [lo3unmonupoBanue MPoAyKTa Ha PhIHKE

* OnpeneneHue meNeBbIX 007aCTe TPUMEHEHHS

* OddexruBHoe B3anmozeiicteue PR

= -

Hamwu yeayru:

* AHanu3 pblHKa ¥ CUCTEMBI 3[paBOOXPaHEHUS

¢ MapKeTUHIOBBIE UCCIIEI0BAHYS

* Pazpabotka crpareruu

* PerynsaropHsle 3amaun

o Kiamnunyeckue ucciaenoBaHus

* OueHka MEJUIUHCKUX TEXHOJIOTHI

* Omnpenenenue IIEHOBOM MOJTUTUKA
¥ 11eJIEBOTO (PMHAHCHPOBAHUS

* Tloctpoenue 3(peKTUBHBIX OM3HEC-TPOLIECCOB b
115 (papMaleBTUUECKUX KOMITaHUH i

L _
MpbI Bceraa paabl COTPYAHUYECTBY:

@ +7(916) 986-04-65

<@ Afanasyeva@market-access-solutions.ru
#r www.Market-Access-Solutions.ru








