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22-24 ampeas 2015 r. B Mockse cocrosiacsa XII
Hanuonanpueiii KoHrpecc mo Mmykosucruposy (MB),
OpraHM30BaHHBI MMUHKUCTEPCTBOM 3APABOOXPAHEHUS
P®, PI'BHY «Menuko-reHeTUYeCKUA HAYUYHBIN EHTP»,
OO01epoccuiickoii 00IIlecTBEHHON opranusamueii «Bce-
poccuiickas acconuanus OJA OOJBHBIX MYKOBMCI[HIO-
som», I'BOY BIIO Ilepswiit MI'MVY um. .M. CeuenoBa
M3 PD.

B pa6ore KoHrpecca mpuHsaau yudactve oxosio 300
YeJIOBEK: PYKOBOAUTEJIN U Bpauu 1eHTpoB MB, meguarpnl
W TepaleBThl, IPEACTABUTENN aKaJeMUUYECKON U BY30B-
ckoli HayKu Poccutickoit @enepaiuu, a Tak:Ke NHOCTPaH-
uele gesneratsl u3 10 rocygapete (Besmukobpuranus, I'ep-
maHusa, Hunepaauael, @paunusa, Uranusa, Benopyccus,
Kasaxcran, MoagoBa, Apmenus, YKpauua, ¥ 30eKUCTaH).
Bojee coTHM ue0BEeK CMOTpEIM 3acelaHUs KOHI'pecca
oHJIAlIH uepe3 VIHTepHeT.

3a 2 roma, IPOIIEAIINX IIOCJEe MPEALIAYIIero KOH-
rpecca (2013), mpomosikanack paboTa IO COBEPIIIEHCTBO-
BaHUIO OKA3aHMUA MEIUIIMHCKOM ITIOMOIIY B 57 PerioHaIb-
HBIX IleHTpax MB. AKTuBHO padoTaroT 1eHTpbl B MOCKBe,
Omcke, Kpacunosapcke, Cauxt-IlerepOypre, fpociasie,
Tomcke, Boponexxe, Camape, Kemeposo, HensbuHcke,
Yeboxcapax u ap. OxuHako merckue rmeuTpsl MB, Kpome
Caukr-IlerepOypra, Mocksbl, Tomcka, YensOuHcKa,
Camapsl, OMCKa, He HMeIT OOKCHMPOBAHHBIX OTIeJe-
HUMH, 4TO CIIOCOOCTBYET IEPEeKPECTHOMY MH(MUIMPOBAHUIO
nanueHToB (0co6eHHO 3TO Kacaercsa B. cepacia). Toabko
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B 10 perronax paboTaiT I[EHTPHI 0 OKA3AHUIO TOMOIIHA
B3pocsbiM ¢ MB.

Bakzoe MecTo OBLIO yAeeHO TeHeTUUYECKUM BOIIPO-
cam MB, KoTOpbIe 00CY:KAaNNCh Ha HECKOJbKUX CUMIIO-
suymax. Kmox ®@eper (Claude Ferec) (Ppanmnusa) mpesa-
CTaBUJI HOBBIM B3TJIA[ Ha T€HETUUYECKUI MOJIMMOPDPU3IM
3abosieBaHus, Tpanchopmupysa MB 13 MonorenHoro 3a6o-
JeBaHUA B MYJbTH(aKTOpUATbHOE paccTpoiicTBo. :KoH
Homx (John Dodge) (BeaukoO6puTaHus) IPOBEJ UCTOPHU-
YeCKUI aHaJIU3 TePaleBTUUECKUX IIOAXOJO0B B JIEUCHUU
MB 1o HOBEHIIUX AOCTUIKEHUN, CBABAHHBLIX C PA3BUTU-
eM TeHOMHBIX U TPOTEOMHBIX TE€XHOJOTUI U TEePCOHU-
dbukanueit Tepanuu. B AByX MOKJamaxX OTeUECTBEHHBIX
reaetukoB H.B. Ilerposoit u FO.A. HacbIxoBoii u cOaBT.
MPEeJCTABIAINCH PE3YJIbTAThI PACIIUPEHHOTO W3YUEHUS
cuexkTpa myranuii B reie CFTR y namuenTos ¢ MB u3s pas-
JUYHBIX PernoHoB Poccuu, OCHOBAHHOTO HA CTPATEeruwu,
BKJIIOUAOIell Tpu sTama: 1) aHaJm3 M3BECTHBIX YACTBIX
myranuii B reie CFTR; 2) ceKBeHUPOBaHUE KOAUPYIO-
e 06J1acTy, PETMOHOB MHTPOH-d9K30HHBIX COeIMHEHUH
u 5’- u 3’- peryaaTopHbix peruoHos reua CFTR; 3) monck
o0ImupHLIX mepecTpoek reia CFTR, UCIONIb3ys KOJHUe-
CTBEHHBIE METOJABI, MYJbTUILIEKCHYIO JTUTAa303aBUCUMYIO
soumoByio amiinduranuio (MLPA). [lanaasa crpaTerus
moKasajia BEICOKOe pasHooOpasue CIeKTpa MyTaluii reHa
CFTR (momonHuTeNbHO uAeHTHU(UIMPOBaHO 6Gojsiee 60
Pa3HBIX MYTallWil) 1 HEOOXOAUMOCTH MOUCKA OOIITUPHBIX
mepecTpoeK reHa, 00YCIOBUBIIHUX A0 3—5% aHAIU3UPY-
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eMbIX MYTAHTHBIX aJjljiejiell, KpoMe TOro, OIpeleseH DAL
IIOBTOPAIOIINXCA MYyTaIlUi, KOTOPbIe MOXKHO BKJIIOUUTH
B [IaHEJIb PYTUHHO-aHATIUSUPYEMBIX MyTallyil. YUeHbIMU
P® nosyyeHb! HOBBIE JaHHBIE O YACTOTaX U XapaKTepu-
cruxkax myranui reia CFTR B pOCCUICKUX IOMYJIAINUAX,
orauuyHble oT eBponerckux (A.B. ITomakos, IO.A. Ha-
ceixoBa, T.9. UBamenko, M.JO. [lourukos, A.X. Aiomo-
Ba). YCTaHOBJEHBI BBICOKAs YACTOTA M XapaKTEePUCTHU-
Ka MATKHUX MYTalWi, YTO AUKTYeT HeoO0XOAUMOCTh
CTYIIEHUATOr0 IOAXOJAa B Te€HETHUYEeCKON IUATHOCTHUKE.
OTMeueHO, YTO BOBMOKHOCTH CEKBEHUPOBAHUA II03BO-
JINJIV PEIIUTh BOIIPOCHI IIePCOHU(DUIIMPOBAHHON AUATHO-
cruku MB, BHIABUTH HOBBle MyTaIluy B CTPaHe M MUDeE.
OO6cyskaaInch MeTOl BHICOKOIIPOM3BOJUTEILHOTO CEeKBe-
HUPOBAHUA HOBOTO IIOKOJIEHHS, a TaKiKe BOIIPOCHI IIPO-
rHo3upoBanusa TedyeHus MB u mepcoHMMUITMPOBAHHONI
Tepanuy Ipu pas3JandHbIiXx myTanuax reaa CFTR.

Muorue pokJagbl YYaCTHUKOB KOHIpecca OBLIN
MOCBAIIEHBI BOIIPpOCAaM paHHeN amarHoctTuku MB myrem
IIPOBeIeHNUA MacCOBOTO HEOHATAIHHOI'O CKPUHUHTA HOBO-
poxkaenubix (I'.A. Hamsan, O.H. Ogunokosa, M.A. Ckau-
KOBa), & TaKiKe BOIIPOCAM BBIABJIEHUSA IIATOJOIMYECKUX
W3MEeHEeHUl y JeTeii paHHETO0 BO3pacTa, BBLISABJIEHHBIX
no mporpamme cKpuHuHra. Mogeparop EBpomeiickoit
Ipynunsl 00 HeoHATAIbHOMY CKpUHUHTY HeBuu CaysepH
(Kevin Southern) (BemukoOpuTanus) B CBOEM IOKJIaje
IPOLEMOHCTPUPOBAJI, KaK PAaCIIUpUJICA apeaj CTPaH,
IIPOBOAAIINX MAacCOBOe O0CJielOBaHVE HOBOPOXKIEHHBIX,
3a mocyaenHue roabl. HecMoTpss Ha MHOTOOOpAa3ue MoAX0-
JIOB U aJITOPUTMOB CKDUHUHTA, B OCHOBE BCEX IIPOTOKOJIOB
JIEKUT OIpeJiesieHre MMMYHOPEaKTUBHOTO TPUIICHHOTE-
Ha. PasHooOpasue cTpaTeruii HalpaBJIeHO HA yJydlle-
HIUe YYBCTBUTEJIBHOCTH U IIPOTHOCTUYECKON I€HHOCTH.
Hoxaax Onada 3ammepoypra (Olaf Sommerburg) us yuu-
BepCUTETCKOU KJauHuKu r. [eiigennsbepra (I'epmanms)
OBLJI IIOCBAIIEH HOBBIM [IHATHOCTHUYECKUM IIOAXOJaM B
00cJyieJOBaHUM HOBOPOMKAEHHBIX U JeTel IIePBBIX JIET
JKMBHU, TAKUM KaK MarHUTHO-pPe30HaHCKasd ToMorpadusa
(MPT) nerkux, ompejesieHue JeTOYHOTO MHAeKca U AP.,
IIO3BOJIAIOIIVIM BBIABUTH IIATOJOTMYECKVEe N3MEHEeHUsS B
JIETKUX Ha CaAMbIX PaHHUX CTaguAX. laHHBIE METOLUKH
ABJIAIOTCA HEWHBASUBHBIMU U HECBA3AHHLIMU C DEHT-
TeHOBCKUM H3JIyYeHHeM, YTO JaeT UM Maccy IIpeuMy-
miecTB Ipu o0CJIeOBAHUM AAaHHOTO KOHTHUHTEHTa 00Jb-
HbiX. B nokaazne B.[. Ilepman Ha mpuMmepe MoCKOBCKOTO
peruoHa OIKCAH aJITOPUTM IIPOBeJeHMNs HEeOHATAJIHHOTI'O
cKpuHUHTA B P®, mpencraB/ieHbl JaHHbIE O KOJNUECTBE
BBISIBJIEHHBIX OOJIBHBIX € MOMEHTa Hadaja IIPOTrPaMMbI
MaccoBOTO o00ciienoBaHUs HOBOpPOXKIeHHBIX B 2007 r.,
¢ o003HAUEHWEM YacCTOThl BBIABJIEHUSA OOJBHBIX JeTeil
B pasjiMuHbIe TOoAbl. JTOT IIOKas3aTejb B MOCKOBCKOM
peruone kojebiserca or 1:6000 mo 1:14 000 HOBOPOXK-
neHHbIX. OOcy:kgasiach mpobJieMa JIOXKHOOTPHUILATEh-
HBIX Pe3yJbTATOB CKPUHUHTA Ha PA3JIMUYHBIX 9Tallax ero
npoBeneHusi. B coobmenuu I'.A. JlamisaH, mOCBAIEH-
HOM OIIBITY IIPOBEJeHUS HEOHATAJBHOTO CKPUHUHTA B
KpacHomapckom Kpae, ocoboe BHUMaHUE OBLIO yIeJI€HO
cxeMe MH(OPMAIIMOHHBIX IIOTOKOB IIPOrPAMMHOTO KOM-
miexca «HeockpuH», paspaboTaHHOTO JJIA IIePCOHATUIU-
POBAHHOI'O yUeTa JaHHBIX O HOBOPOXKIEHHBIX.

IIpo6iema apmarHocTMKU OOBbeMa MATOJOTHUYECKO-
ro XPOHWYECKOTO OPOHXOJIEOYHOI'0 IIpoliecca € IIOMO-
IIbI0 COBPEMEHHBIX METOZOB C BBICOKON YyBCTBUTEJb-
HOCTBIO M CIeIU(PUIHOCTHIO ObOCcy:Kaasiach Ipodeccopa-
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mu X. Tuggencom (Harm Tiddens) u O. S3ommep6yprom
(HugepnaHzabl), a TaKksKe POCCUNCKUMU CIIEIUAJIACTAMU
Caukr-Ilerepbypra (E.B. Byouora, T.E. 'embunkasa u
coaBT.). O0CysKAaINUCh IPENMYIIeCTBA Pa3JIUYHBIX METO-
OB JIy4eBOWl OMarHocTuku, B uacTHocTu MPT, Oniium
IPOJEeMOHCTPUPOBAHBI Bo3MOKHOCTH 3D MomenupoBa-
HUSA Ui YTOUHEHUA XapaKTepa U 00beMa MHOpasKeHUs
IBIXaTeJbHOM CUCTEMBI IPU KOMIILIOTEePHOI ToMOTrpaduu
(KT).

Corpynaukamu HUUW snupeMuosoruu 1 MUKPOOUO-
goruu uM. H.®. T'amanen m ®I'BHY «MI'HII» ObLia
nmoKasaHa MukKpobumoJsioruyeckas kKaptuHa npu MB u
OlmMcaHa BBICOKAsS YacTOTa AHTUOMOTUKOPE3UCTEHTHO-
cru (M.A. lllarunan, M.JO. Yepnyxa, JI.P. ABerucsan).
O6cy:kaanuch BOIPOCHI CO3JaHUA U HPOABUNKEHUA
TECT-CUCTEMBI IJI NUATHOCTUKU OCHOBHBIX BO30yauTe-
Jert mH(PEeKIUOHHOI0 Mpoliecca ABIXaTeJIbHOTO TPaKTa,
a TakK’Ke TeCT-CUCTeM JJId TNeHeTHUYEeCKON NUarHOCTUKU
AHTUOMOTUKOPE3UCTEHTHOCT MUKPOOHOTO areHTa u
IUATHOCTUKY TeHEeTUYEeCKUX OCOOeHHOCTell (hapMaKOKUHE-
TUKY AHTUOMOTUKOB y HaI[MeHTa, YTO OyAeT CIocOOCTBO-
BaTh MOBBIIIEHUIO 9()(PEeKTUBHOCTU Tepalluu U CHUIKEHUIO
KOJIMYEeCTBa HeKeJIaTeJIbHbIX ITO0OOUYHBIX PEAKITUA.

Tepanuu MB ymensnock ocoboe suauernme. O0OCyx-
najgach pabora Hanm «HamumoHalIbHBIM KOHCEHCYCOM IIO
MYKOBHUCIIU03Y ». KoopauHaTopamu paboThI HAJ KOHCEH-
cycom (E.N. KouaparweBa, H.I. Kanpaunos, H.}O. Ka-
mIupcKas) ObLIN OCBEIeHbl OCHOBHBIE IOJIOYKEHUA KOH-
ceHcyca W pasgena «AHTuOaKTepuaabHAs Tepanusa» U
«MHransanuoHHas Tepanmusa». DBLIN IIPeJCcTaBIeHbI
pes3yJbTaThl IPUMEHEeHUS HOBBIX CXeM aHTUOAKTepUuab-
"ol u epmenTHO¥ Tepanuu (O.U. Cumonona, H.IO. Ka-
mupckas). Ocoboe BHUMaHUE YAEJAJIOCH OpraHU3a-
IUU W MeTOoJaM HYTPUTHUBHOMN IOJJEPKKH IIaI[eHTOB
(T.A. ITonomapeBa, H.A. Kprwuiosa, [1.®. U6parumosa),
HOAHUMAJKUCh BOIPOCHI IICUXOJIOTUYECKON IOAAEPKKU
cembsaM 60sbHBIX MB (A.9. Kyp6aTos).

BnepBrie B Poccum crmemuaiancThl, 3aHUMAIOIIHe-
ca MB, moayumniyz BO3MOYKHOCTB OOCYAUTH OCOOEHHOCTU
PasIMYHBIX STAIIOB IIEePecaJKu JerkKux y OonbHbIXx MB
(E.A. Tapa6pun, H.A. Kapuesckas). 3a mpolmejirue
roansl cuesnaHo 25 omepanuili JBYCTOPOHHEN Mepecamgku
JeTKUX, 5 m3 HuX — y OoabHbIXx MB. B mokmamax mo
BeJIeHUI0 OOJILHBIX [0 U IIOCJe TPAHCILIAHTAIIUY JIETKUX
YAeJNAJIOCh 0co00e BHUMAaHUE IOANEPKAHUIO0 HYTPUTUB-
HOT'O CTaTyca IlalMeHTa, IIPOJeMOHCTPMPOBaHa BBICO-
Kasag 25(PPeKTUBHOCTh COBPEMEHHOT'0 MeToJa HYTPUTHUB-
HO¥ IOAJEP:KKU — 30HAOBOTO MUTAHUA B HOUHOE BpeMd,
npumensemoro B HUUW nyasmouosoruu @MBA Poccun
u HUU cropoii momoinu um. H.B. CramdocoBckoro
(I1.®. NU6parumona).

Ha kourpecce o0cy:xmanachk pojab PoccuiicKoro pe-
ructpa 6oapabix MB (H.IO. Kamupckas, A.B. YepHsk,
C.A. FKpacoBckuii),
BaTh JaHHBIE WM BKJIOUUTHL UX B Peructp EBpomeiickoro
obrmrecrBa mo MB (European Cystic Fibrosis Society), B
U3yYeHU! TIeHeTUYecKoll xapakrtepuctuku MB, snume-

MO3BOJIAIONIET0 TPaHCHOPMUPO-

MUOJIOTUH 3a00JIeBAHUS, OIeHKEe MeIUIIMHCKOM ITOMOIITI
OGOJILHBIM U YJIYUIIEeHUU PabOThI CIYKOBI MEIUITMHCKOMN
moMoIu OOJILHBIM, OpPraHU3aIluU JIeKapPCTBEHHOTO obe-
CIeueHus.

B cBOoMX BBICTYILIEHUAX IMPEACTABUTEIN DPETHMOHAJD-
HBIX IIeHTPoB MB oTMeTuu cieayomniue IpodIeMbl: TPYA-
HOCTH B COOJIIOMEHWU STAIllOB ¥ CPOKOB HEOHATAJIBLHOTO
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CKPUHUHTA, HEJIOCTATOUHBIN OXBAT MeHETUUYECKUM KCCJIe-
nopanmem marnuertoB (ot 50 mo 85%), HemocTaToOuHOE
JIeKapcTBEeHHOEe olbeciieueHue, CJI0KHOCTU B COOJIIOAEHUU
CPOKOB U 00'b€MOB JUCIIAHCEPHOTO HAOIIONeHUs, HU3KaA
aKTUBHOCTH PA0OTHI aCCOIMAIINI POAUTEel U OOJIBHBIX.

Heneraramu KOHIpecca OTMEYEHO, UTO JieKap-
cTBeHHOe obeciieueHue Ha Teppuropuu PP mmeer cyime-
CTBEHHBIE pasjuuud. Ero HecTabMJIBLHOCTH yCyryOJider-
csl MOUBITKAMU 3aMeHbl 9((PEeKTUBHBIX OPUTHMHAIBHBIX
npenapatoB ux anajgoramu. OrpaHudyeHbl (YUHAHCOBEIE
BOBMOJKHOCTH II0 MeJUKaMEeHTO3HOMY OO0eCIeuyeHUIo
CTaIlMOHAPOB, B T.4. aHTUCUHETHOWHBIMY AHTUOAKTEPU-
aJbHBIMH IIpenapaTamMy [Jisi BHYTPUBEHHOTO BBeJEHUS.
IIponmomxkaercss HEOOOCHOBAHHAA MOCIIUTAIUBAIIUA AETEH,
BBISIBJIEHHBIX [0 HEOHATAJIbHOMY CKPUHUHIY, B CTAIU-
OHADBI [JIsI IEPBUYHOrO O0CJIEeOBAHUS, UTO IOJBEPTaeT
UX PUCKY PAHHEro MH(PUIUPOBAHUSA I'PAMOTPUIIATEIHHON
duiopoii. CoxpaHATCA TPYAHOCTUA IPOBENEHUA ILJIAHO-
BBIX BHYTPUBEHHBIX KYPCOB aHTUOAKTEPUAIBHON Tepa-
OUU B YCJOBUSAX MSHEBHOTO CTAallMOHApa WU HA LOMY
(IOATOTOBJIEHHBIN IEPCOHAJ, aHTUOAKTepPUAJIbHBIE IIpe-
maparsl, IopuanUecKas 0asa).

Ocraercsd cepbe3HO# NpobeMOil HEOOXOJUMOCTH
€JKerolHOTO I1ePEeOCBULETEIHCTBOBAHUS OOJBHBIX MeIU-
KO-coIlmaJibHOI sKcuepTHOU Komuccuei (H.B. MarBeena,
0.B. Anexkuna, 1.B. Msacuaukosa). B cBs3u co Bcrymie-
HUEeM B cIJIy pukasa MuHucTepCTBa TPY4a U COI[3AII[UTHI
P® Ne 6641, B KOTOPOM OBLIN yTBEPIKIEHBI HOBBIE KJAaC-
cuduKanuy ¥ KPUTEPUU, UCIOJIb3yeMble IPU MeIUKO-
COIMANbHON BKCIepTU3e, OOJbHBIE C PeJKUMU 3a00JeBa-
HUSMU CHUMAIOTCS C MHBAJIUIHOCTY, a BMECTe C Hell OHU
JINIIAIOTCA IIPaBa Ha MOJIyUYeHUe KU3HEHHOBAKHBIX [JIs
HUX JIEKapCTB.

ITo pesysabraTam KOHKypca «Jlyumias pabGora
MOJIOZIOTO y4eHoro» mobenusa padora C.B. BypsaueHkKo
(XappKkoB, YKpaumHa) — «BoccramoBiieHue ned)eKTHOTO
rena delF508 MmyKoBUCIIM103a TIPU CTUMYJIAIIUN T€HHOTO
OUOCUHTEe3a HAHOKPUCTALIAMYU TaJLIya3uTa .

Pemenus koHrpecca (pe3oJonmsi):

1. ITpomomkuTh paboTy 1Mo 06MEHY OIBITOM II0 (PYH-
MTaMEHTAJIbHBIM U IPUKJIATHBIM KCCIELOBAHUAM C I[€H-
Tpamu EBpormeiickoro ob6iectBa mo MB.

2. AKTUBHee HCIOJIb30BATH BO3MOXKHOCTH IIOJIyUe-
HUS T'PAHTOB AJIS HAYYHBIX UCCJIELOBAHUI, B T.4. 3apy-
OesKHBIX (hOHIOB.

3. Opranus3oBaTh KOHCOPIIMYMBI U pabouue IpyIIbl
0 OCHOBHBIM IIpobsiemam MB.

4. PekoMeHJOBaThL OpraHaM yIIpPaBJeHUSA 3JPaBo-
oxpaHeHueM cy0BbeKToB P® npasbHeliliee paciimpeHue
CeTH ILEHTPOB U YCOBEPIIEHCTBOBAHWE UX CTPYKTYPHI,
cosaHUe IEHTPOB AJIA B3POCJILIX B PETMOHAX HA OCHOBE
omnbiTa IlenTpa Ha 6ade HUU nynrbsmononoruu r. MockBa.
IIpomomxuTs paboTy IO IpPeeMCTBEHHOCTU B OpraHU3a-
muu momoInu 6oasHBEIM MB (zeTu u B3pocibie).

5. IIpocuts M3 P® okasaTh IOMOIIb IIO yJIyUIIe-
HUI0 paboThl cTarmoHapoB (6OKCUPOBAHHBIE OTHAEJIEHU,
JleKapcTBeHHOe o0ecleueHne, JUAarHOCTUYECKIe BO3MOXK-
HOCTH).

6. AXTUBU3MPOBATH PabOTy IIO IIEPEHOCY OKa3aHUA
OMOIIM OOJBHBIM B aMOyJIaTOPHBIE YCJIOBUSA (IJIAaHOBASA
BHYTPUBEHHAas aHTHUOaKTepuasibHas Tepanus (BHe 000-
CTpPEHUs), SHTEePAJIbHOE INTaHNEe, KHHEe3UTEePaIIud) U IO~
JlepsKaTh HOBBIM BapUAaHT CTAHJAaPTA IOMOIIY GOJIHHBIM B
aMOyJIaTOPHBIX YCIOBUAX.
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7. IIpocuts M3 P® okazaTh HOAJEeP:KKY BeJeHUS
Poccuiickoro perucrpa 6oapHbIX MB.

8. IIpomoyKuTh paboTy 10 CO3TAaHUIO PErMOHAIbHBIX
PEerucTpoB C IIOCJENYIONIUM UX O0beIUuHEeHueM B 00Ile-
poccU¥iCKUil HAIlMOHAJIBHBIA peructp. ExkeromHo qokja-
neiBaTh B M3 P® o pesysibraTax paboThl perucrpa.

9. O6parutbesa B M3 PP ¢ BompocoM 0 pacCMOTPEeHU N
BO3MOJKHOCTY HpHOOpeTeHUs (HapMaKOTeHETUUECKUX
op(aHHBIX MIPerapaToB IJisd GOJbHBIX C OIPEIeJeHHBIMUI
tunamu mytanuit G551D, G178R, G551S, S549N,S549R,
G970R, G1244E, S1251N, S1255P u G1349D (B manuom
cayuae Kanuneko).

10. IIpogoyIKUTH UCCIEJOBAaHUA IO HAYYHO 000CHO-
BAaHHOMY MPUMEHEHUWIO IKeHepUKOoB. M3yuaThb WX KJIH-
HUUYecKyio 3(hGeKTUBHOCTh U OesomacHOCTh. IIpocuTh
Bpaueii 1eHTpoB MB TiaTesnbHO aHAIM3UPOBATH HEXKeE-
JlaTeJbHbIE NeMCTBUSA JIEKaPCTBEHHBIX CPeACTB U ohopM-
JIATH HEeOOXOAMMbIE TOKYMEHTHI.

11. IIpoBecTH «KPYIJIBIH CTOJ» II0 BOIIPOCAM HCIIOJIb-
30BaHUA AKeHepuKoB npu Tepanuu MB ma 6ase [II'KB
Mopososckaa 6Gosbuuma (MockBa) ¢ TpaHCAAIMell Ha
PeruoHbI CTPAHBI.

12. OprarusoBaTb COBMeCTHO ¢ Poccuiickum o0i1re-
cTBOM Op()aHHBIX 3a00JI€BaHUN «KPYIJBIHN cTOJI» «HoBBIE
KPUTEPUU UHBAJIUIHOCTH U DPenKue 3a00JeBaHUSA» B
CBSI3W CO BCTYILIEHHMEM B CHJIy HpuKasa MwuHHCTepcTBa
Tpyzna u condamutbl PO Ne 6641.

13. [Insa obecrieyeHUsI MOATOTOBKY KaaAPOB JJIA IleH-
TpoB MB e:XeromuHo mpoBOAUTL OOyUYeHHUe IIeIUaTPOB,
TepaleBTOB U CIEeI[UAJNCTOB IeHTpoB MB Ha cepTuduiiu-
POBaHHBIX ITUKJAaX I10 Ipodaemam MB.

14. IIpomoa:KuTh paboTy o IMOATOTOBKE KOHCEHCYyca
«MyKoBuCIIUIO3: OIpeeieHre, TUATHOCTUUECKUE KPU-
Tepuu, Tepanua» u K xKoumy 2015 r. npeacraButs B M3
Pod.

15. NuTencudunuposaTh padboTy mo ob6eclIeueHUIo
OOJIHBIX SHTEPAJbHBIM CIEIUAJTN3UPOBAHHBIM ITUTAHUI-
eM U MeIUITMHCKOM alapaTypoi ¢ IPUBJIeUYeHeM Peruo-
HAJIBHBIX U POCCUNCKUX MUHUCTEPCTB U BEJOMCTB.

16. CunaMu 5KCHOEpPTHOTO COBeTa YpPeryJjJupoBaTh
BOMPOCHI U3JAHUS METOAUYECKOH JuTepaTypsl mo MB.

17. PyxkoBoaurensam mneaTpoB MB u agMuHUCTpauu
Jeue0HO-IPOPUIaKTUUECKUX YUPEKIEHUN B peruoHax
MPUHATH MePhI II0 KOHTPOJIIO PasesieHns IOTOKOB 00JIb-
HBIX C YUYETOM BBIZEJIAEeMON MUKPOQJIOPHI.

18. IIpocuts M3 P® opranms3oBaTh HOpUBJIEUEHUE
IMEeTOJIOTOB, KNHE3UTePAIleBTOB 1 IICUXO0JIOTOB K paboTe B
nentpax MB.

19. OGocHOBATH U MINPOKO BHEAPUTH METOILI HYTPU-
TUBHOM MOAAEP/KKY TAI[NeHTOB.

20. Paspaborars u npeacrasuth B M3 PP mporpam-
My II0 TPAHCILIAHTAIIUY JIETKUX WM II€UeHH y OOJbHBIX
MB. Cosparpy HOBbIe IlenTprsr B Caukt-IleTepOypre (Ha
6ase Ilepsoro CII6 memumuHCKOro yHuBepcutera, HUN
XUPYPTUU U TPAHCILIAHTAIIUY OPraHOB — AUPEKTOD aKal.
PAH C.®. Baruenko) u B Kpacumomape ua 6ase I'BY3
«HayuHo-uccienoBaTeIbCKU MHCTUTYT — KpaeBasa Kiau-
Huueckas ooabHHUIA Ne 1 um. mpod. C.B. OuanoBcKoro».

B measx mnOBBINIEHUA KAaYeCcTBA TIeHETHYECKOro
o0caemoBaHNA OOJNBHBIX M JJIS1 IIPEHATAJbHOW TMATHO-
CTUKH:

21. OpranusoBaTh KOHTPOJb KAayecTBa MOJEKYJIAP-
HO-TeHEeTHUECKUX WCCJEJOBAHUN C IIPUBJIEUYEHUEM
DenepaabHONR CAYKOBI KOHTPOJISA KAauecTBa U DKCIIEPTOB
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DPI'BHY «MT'HII». YTBepauTh opranusaiuio/rabopaTo-
pUI0, B KOTOPYIO MOXKHO O0OpalaThCd [JIsi IPOBEJEHUS
BHEIITHE! OIIeHKW KadecTBa IIPOBENEHUs MOJEKYJIAPHO-
reHetTmueckoro ucciuenosanus MB B 1aboparopuu.

22. Pagpaborarh M yTBEPAUTH KPUTEPUU HAIPAaB-
JIeHUs MalUeHTOB [Jid I[IPOBEJEHUs MOJIEKYJIAPHO-
reHeTUYeCKOr0 TeCTUPOBAHUS.

23. Ilopyuurs PT'BHY «MI'HI» moaroTroBuUTHL METO-
OUYecKye PeKOMeHIAIUY 10 TeHeTUYeCKON JUAarHOCTUKe
MB B P® u perunoHax ¢ yueToM AaHHBIX HAIIMOHAJIHLHOT'O
perucTpa u Hay4HbBIX UCCJIeJOBAHUIL.

24. YTBepAuTh AJTOPUTM IIPOBEJAEHUA MOJEKY-

JISIPHO-TEHETUUYEeCKOr'0 TeCTUPOBAHUSA IAIMEHTOB IpU
MB.

25. PagpaboraTe cTaHZapThl IPOBENEHUA MOJIEKY-
JISTPHO-TEHEeTUYEeCKUX uccaegoBanuii npu MB.

26. YTBepAUTHh COINCOK TPeOOBAHUI K AMArHOCTUUE-
CKUM IIaHEeJAM U METOZAaM, C IIOMOIIHI0 KOTOPBIX IIPOBO-
IUTCS MOJIEKYJIAPHO-TeHETUYECKOe TeCTUPOBaHUE.

27. BBecTu KpuTepuu OIeHKU KauyecTBa IPOBEIeHUA
MOJIEKYJISIPDHO-T€HEeTHYECKOr'0 UCCIeL0BaHUs B 1a00paTo-
pumn.

ITogpo6Hee ¢ marepuanamu KoHrpecca MOKHO O3HA-
KOMUThCA Ha calite www.mukoviscidoz.org.

PEMEPATBI

B3AHMOCBA3b MEMX]Y PEKOMEHJJOBAHHBIMH ITIOCJIE BBIITHCKH H3 CTAIJHOHAPA
THIIAMH ITPEIIAPATOB H IIOCJIENYIOITEH IIOBTOPHOM T'OCIIHTAJNH3AIIUEH JJETEH
C BPOHXHAJIBHOH ACTMOH

I[enb uccnedo8aHUsL — OUeHKA COOMHOULEHUS MeH DY
PeKoMeHO0BAHHLIMU NOCAE 6BbINUCKU U3 CMAUUOHA-
pa munamu npenapamoé 0ns JeieHUus OPOHXUAJbHOU
acmmul U nocaedyioueil nO8MOPHOL zocnumanudayueil.

Aemopamu npogeden pempocneKmueHbuliL Kozopm-
HuLil anaau3 3anuceil 6 6aze 0annuvix « Medicaid Analytice
Xtracty (MAX ) amepukaHckoil zocydapcmeenHoll npo-
epammvbl. MeOUUUHCKOL nomowiu Hyxcoawuwumcs us 12
2e0zpauiecKu pPA3HOPACTONONCEHHbLX Meppumopuil 3a
2005-2007 zz. Boiiu uccnefo6anbl 63aUMOCEA3U MeHOY
20CNUMANUZAUUANU 68 CMAUUOHAPbL, 00pAULeHUAMU 8
NOAUKAUHUKU U BbINUCAHHLIMU peuenmamu 6 OMmHO-
wernuu demeil 6 go3pacme om 2 0o 18 nem ¢ neps8uiHOlL
zocnumaadausayueil 015 JeieHUs ACMMbL C Yeablo onpede-
AUMb Mmex U3 HUX, KoMy OblaUu Ha3HAYeHbl By-azonHUCTmbL
Kopomrozo deticmeus (SABAs ), opanvhble KOpmuKocme-
poudvl uaU UHZALAYUOHHbLE KODMUKOCMepoudvl 8 meye-
Hue 3 OHell nocne 8vINUCKU U3 cmayuoHapa. Asmopbvl
UCNONb308ALU NPONOPUUOHAAbHYK Modeav Koxca 0ns
uccne0o8aHUSL 63AUMOCBA3U MeH DY PeKOMeHO08AHHbLMU
nocjne 6blNUCKU U3 CMAYUOHAPA MUNAMU NPenapamos
U NO8MOPHOIL 20cnumMaLu3ayuell nayueHmos 8 meieHue
90 Oneil.

H3 31658 zocnumanusupoganuvix Oemeil 55%
Oblau HA3HAYeHbl P9-A20HUCMbL KOPOMK020 Oeilcmeus
(SABAs), 57% — opanvhble kKopmukocmepoudvt, 37% —
UH2ALAYUOHHbLEe KOpmuKocmepoudsl. [IoemopHas zocnu-
maanusayus npouszowna y 1,8% 6orvroix 6 nepuod 0o 14
Oneituy 6,3% 6 meuwenue 90 Oneil. C yuemom PuHAHCOBbLX
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ocobeHHOCmMell, CEA3GHHLLX C B03MONHOCMbIO ONJAMbL
3a JeveHue neduampuiecKux NAyUeHmos, Ha3HaYeHue
Bo-azonucmos kopomiozo Oeiicmeus (OmHoULeHUEe DUCKO8
(HR) 0,67, 95%/00sepumenvuuiii unmepesan (CI) 0,51,
0,87) u opanvhvix kKopmurxocmepoudos (HR 0,59, 95%/
CI 0,42, 0,85) nokasano CHUMCEHUE YacmombsL NO8mMop-
HOll zocnumanudayuu 6 medenue 14 OHeil nocne 8vinu-
cKu u3 cmayuorapa. B nepuod om 15 do 90 Oueil nocae
6bLNUCKU U3 CMAYUOHAPA HA3HAYEHUE UH2ALAYUOHHBLY
Kopmurocmepoudos 0bLi0 MAKIHCe CBA3AHO CO CHUNCEHUEM
wacmomul nogemoproii zocnumaausayuu (HR 0,87, 95%/
CI 0,77, 0,98 ). ITayuenmot, KOMopwvLm OblaAU HA3HAYUEHbL
6ce mpu Mmuna npenapamos, umeru camuvlii HU3KUil puck
NOBMOPHOU 20CNUMALUAUUL 6 MmeyeHue 000uxX urmep-
8a.108.

Hasnauvenue Py-azonucmosg kopomxozo Oelicmeus
U UHZANAYUOHHBbLX KOPMUKOCMepoudos Oblilo C8:A3AHO C
YMeHbULeHUeM PUCKA PaHHell NO6MOPHOI 20CNUMAanu3a-
yuu. JIns uHzanAYUOHHLLX KOPMUKOCMepoudos OaHHbLL
apexm coxparnsemcs 0o 90 Oueil nocae 6biNUCKU U3
cmayuonapa. Takum obpa3om, 0ns nosviulenus IPQex-
MmueHoCcmu JleieHus OPOHXUALbHOL ACMMblL NOCJe GblNU-
CKU u3 cmayuoHapa Heobxoduma moOuurayus memo-
OuKU HA3HAYeHUS MUN08 PeKOMeHOYeMbLX NPenapamos.
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