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TEHETUYECKHA TOJIUMOP®N3M f,-ATJPEHOPEIEIITOPA
KAK OJHA U3 IPUYUH HED®®EKTUBHOCTH B,-AI'OHUCTOB
KOPOTKOI'O JEMCTBHUS ITPUA MPUCTYITE BPOHXHUAJBHOM
ACTMBI ¥ JETEA
benopycckuii 2ocyoapcmeennwlii ynugepcumem,
I'YO «benopycckasa meOuyuncKkas akademus nocieouniomnozo
oopazoeanun», 2. Munck, beanapyco

NunuBuyanbHbld papMaKoIOrHuecKiil OTBET B MEAUATPUUECKOMN MPaKTHUKE
onpeneNnsieTcss MHOTUMH (haKTOpaMu — BO3PAcTOM peOEHKa, ero Maccou Tera,
M10JIOM, OCOOEHHOCTSIMU MTUTAHHUSA, COBMECTHBIM ITPUEMOM JICKAPCTBEHHBIX CPEICTB
u 1p. Ognako noutu B 50 % ciiyyaeB IpUYMHON pa3BUTHUSI HEXKEJIATEIIbHBIX JIEKap-
CTBEHHBIX PEaKIUi WM HEAOCTAaTOYHON d(PGHEKTUBHOCTH  TEpaluu SBISIOTCS
reHeTHYeCKHue OCOOCHHOCTH marmeHTta [1]. OTh 0cOoOEHHOCTH T€HOTHIA IPe-
CTaBJISAIOT cO00M TONMUMOPGHBIE YIaCTKU I'eHOB OEIKOB, YUacTBYIONMIUX B (papma-
KOKHHETHKE WM (hapMaKOJMHAMUKE JICKApCTBEHHBIX cpeacTB. K mepBoit rpyrmie
OTHOCSTCS TeHbl, Koaupytomue ¢pepments! | u Il ¢a3 Ouorpanchopmanuu, u reHs!
TPAHCIIOPTEPOB JIEKAPCTBEHHBIX CPEJCTB, YYACTBYIOIIHUX B UX BCACBIBAHWU, pac-
npeaeeHnd U dauMuHanuu. Ko BTOpoOW Tpymime OTHOCSTCS TeHbI, KOAUPYIOIINE
MOJICKYJIBI-MHUIIIEHN JIEKAPCTBEHHBIX CPEICTB (pelenTopbl, (epMeHThI, MOHHBIC
KaHajbl), ¥ T€HbI, TPOAYKTHl KOTOPHIX BOBJICYCHBI B MATOTeHE3 OOJE3HU. DKC-
IpeccHs pa3InYHbIX a/IeTbHBIX BAPUAHTOB T'€HOB OOYCIIOBJIMBAET CUHTE3 (ep-
MEHTOB C U3MEHEHHOW aKTUBHOCTBIO, UTO MOXKET OBbITh MPUYMHOW 3aMeJJICHUS
WIN YCKOpEHUs MeTabon3Ma JIEKapCTBEHHBIX CPEJICTB. DTO BIIMAET, B CBOIO OUe-
penb, Ha hHEKTUBHOCTh (PapMakoTepanuu U 00yCIOBIMBAET YAaCTOTY HEXKena-
TEIbHBIX JIEKAPCTBEHHBIX peakiuil y neteit [2]. BoisiBneHue auienbHbIX BApUAHTOB
TE€HOB CUCTEMbI OMOTpaHchOpMAIUU U TPAHCIIOPTEPOB JICKAPCTBEHHBIX CPEJICTB,
onpenensonux GapMaKkoJIOrHIecKuil OTBET PHU X MPUMEHEHUH, JISKUT B OCHOBE
(apMaKOreHeTUYECKOTO TECTUPOBAHUA MAIMeHTOB (reHoTunuposanue). Mccneno-
BaHUE IMO3BOJISIET BBIOpaTh Hanbosiee >PPEKTUBHBIN U OE30MACHBIM JEKAPCTBEH-
HBII mpenapaT AJid KaXI0ro pedeHkKa ¢ yueToM 0COOEHHOCTEN ero reHoruna. Tec-
THI TPeOYIOT Hamuuusi 00OpYAOBaHUSA ISl BHITIOJHEHHsI MOJIMMEPa3HOU IEMHON
peakiuu (IIL[P). buonoruueckum martepuanioMm JUisl HUCCIEIOBAHUS  SIBISETCS
KPOBb HJIH COCKOO CO CIU3ZUCTON 000JI0UKH BHYTPEHHEN MTOBEPXHOCTH IIEKH.



[TpuunHON M3MeHEeHHS (PapMaKOIUMHAMHUKHN OIPEICICHHBIX JIEKAPCTBEHHBIX
CPEICTB MOTYT OBITh MYTallUU T€HOB OEJIKOB, SBISAIOMUXCS (PapMaKOIOrHUECKU-
MU MUIICHSIMH 751 HUX. Tak, pe3yJbTaroM MyTaluu rexa f;-aapeHopernentopa
SBIIIETCS 3aMEHA B aMMHOKHCIIOTHOM TMOCIIEIOBATENbHOCTU penentopa B 16—M
MOJIOKeHUH apruHuHa Ha ruiuH (myTtanus ARG16GLY) [3]. Knunudeckoe 3Ha-
YeHHe MYyTallid COCTOUT B OTCYTCTBUM OpoHXopacuupstomero 3ddexra fB,-
aroHMCTOB KOPOTKOTO JEHCTBUS MPU MPUCTyNe OPOHXHATBHON acTMbI y HallMeH-
TOB-HOCUTEJIEN TaHHOW MyTauuu. DapMakoJIOTHUYECKUN OTBET OTCYTCTBYET J1a)Ke
IpY NPUMEHEHHH calibOyTamoJia, 00J1aJaroiero MaKCMMaabHOM aKTUBHOCTBIO 110
OTHOIIIEHHUIO K [3,-aIpeHOPELeNTOpaM Cpeu U3BECTHBIX B HACTOSALIEE BpeMsl KO-
POTKOJCHCTBYIOIIUX MpenapaToB (KOA(PUIMEHT CEIEKTUBHOCTH B CPAaBHEHUU C
M30IMPEHAIMHOM cocTaBisieT 1375) v MpU3HAHHOIO 3TAJIOHHBIM MPEICTABUTEIEM
JAHHOW TPYMIIBI JIEKAPCTBEHHBIX CPEACTB. B CBsI3u ¢ 3TUM mpuoOpeTaeT 0codyro
aKTyaJbHOCTh IpoOJieMa OKa3aHUS HEOTIONKHOW TMOMOINU ACTSM, SBISIOUIIMCS
HOCUTEJISIMA MYTAHTHOTO T€Ha, IPU MPUCTYNE OPOHXUAIBHOU ACTMBI.

PacnpocTpaHeHHOCT, TOMO3UIOT MO MYTAallMM IeHa [3,-aapeHopenentopa
ARG16GLY nocturaer B eBpomneiickoit nomyisauuu 40 %. OOparmiaer Ha cels
BHUMAaHHE TOT PakKT, YTO Yy HUX OpPOHXOJIMTHYECKOE IEUCTBHE caiabOyTaMosa OT-
CYTCTBYET B 5 pa3 yaule, a y reTepo3uror — B 2 pa3a yaule, 4YeM y MalMeHTOB,
HE UMEIOLINUX JaHHOW MyTauu. COrjacHO CyLIECTBYIOIIEH TOYKE 3pEHUS, HOCH-
tenu  MyTtauun ARG16GLY mpeapacnosiokeHbl K CHWKEHHUIO TUIOTHOCTU [,-
aJIpeHOPEIIeNITOPOB B OpoHxax Ha (oHe mnpuMeHeHus [3,-arOHHUCTOB KOPOTKOTO
neictBua (B nuTeparype  (eHOMEH ~ M3BECTEH o Ha3BaHueM «downy-
perynsius). DTo ompenensieT OoTcyTcTBUe (apmakomoruyeckoro addexra [3,-
aroHMCTOB KOPOTKOTO JEHCTBUA MPU MPUCTyIe OpoHxuanbHOU actMmbl. Ho HOCH-
TEIbCTBO MyTanuu reHa [r-aapenopeuentopa ARG16GLY He oka3biBaeT Bius-
HUS Ha OpoHxonuTHdeckuil 3p(exT B,-aroHNUCTOB MPOJOHTUPOBAHHOTO IEHCTBUS,
TaKuX Kak caiabmerepon u ¢GopmoTepos. KoadduumeHnt cenekTuBHOCTH calbMO-
Teposia (B CpaBHEHMU C u3ompeHannmHoMm) cocrtasiser 85000, dopmoTepona —
400. [Tocne uHraNALMKU OJHOM 03Bl CallbMETEpOJ U (OPMOTEPOI 0OECTIEUUBAIOT
3 PeKkTUBHYI0 OpOHXOAWIATAIIMIO B TeueHHe 12 4yacoB B OTJIMUUE OT cCalbOyTa-
MoOJIa, TIPOTEKTUBHBIN 3(dexT KoToporo mnmutcs B TeueHue 3 yacoB. Ha cero-
JTHSITHUHN 1eHb 00a [3,-aroHucTa MpOJOHTMPOBAHHOTO JIEUCTBUS — CallbMETEPOI
u (HopMOTEpOs — SBISIFOTCS MpenaparamMu BbIOOpa JJIsi KyIUPOBaHUSI 00CTPYK-
1M OpPOHXOB IIPU OPOHXHUATHHOM acTME Yy MAIlMeHTOB-HOCUTENCH MyTallii reHa
B,-anpenopenentopa ARG16GLY.
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