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| AeHb MyKoBucuuao3a B Poccum

26 Hoa6ps 2014 r. B Hay4HOM LieHTpe 340p0oBbS AeTewn
COCTOSI/IOCb €XXEerogHoe MeponpuaTue, NocBslEeHHoe poc-
cunckomy [HI0 MyKoBMCLMAO3a B pamKax EBponenckon
Hegenn MykoBucumngosa. B HU3/, ato cobbiTve 6bl10 OTMeE-
4yeHOo B 8-1 pas. B 3ane npucytcTBOBanu AeTU U3 BCEX KU-
HUYECKMX Noapa3aeneHunn LieHtpa ¢ pasnmyHbiMKn 3aboneBa-
HUAMM, B TOM YMUCNE WECTb MNALMEHTOB C MYKOBUCLIMAO3OM.
[MNoao6Hble NpasfHUYHbIE BCTPEYM MALMEHTOB C BEAYLIMMMU
cneunanuctamu B o61acTv NyNbMOHONOIMMK, NpeacTaBuUTens-
MW 0OLWECTBEHHbIX OpraHn3auui, OpraHoB 34paBoOXpaHe-
HWSA 1 CPefcTB MaccoBon MHbOpPMaLUK NpU3BaHbl NPUBIEYb
BHMMaHWe O06LLECTBEHHOCTU K BOMPOCaM CBOEBPEMEHHOM
OWarHOCTMKK, MOMHOLLEHHOM W afeKBaTHOW Tepanuu 3Toro
TSXENoro HacneaCcTBEHHOro 3aboeBaHus.

[Jo6pon Tpaguumen ctano ydyactme B [JHe MyKOBWCLM-
[03a M3BECTHbIX OOLLECTBEHHbIX AeATeNnen U 3Be3n acTpa-
Obl U TeneBuaeHus. AKUMIO NOALEPXKMBanU aKktepbl ApmeH
OxurapxaHsaH, Muxaun EdpemoB u Mapua TonybKuHa,
TeneBegywme Puta MutpodaHoBa n Onbra Llenect, nesey,
Cepren TpodumoB, coBeaywmi nporpammbl «KuTb 300-
poBO» Ha 1-M KaHane UEeHTpasbHOro TeneBuAeHUs Bpay-
nmmyHonor AHgpewn [llpogeyc, aktepbl Bagum Menseges,
Banepwusa JlaHckasa n Mapwus MopolunHa.

B aTOoM rofly cneumanbHbiM rocTeM CTan y4acTHUK NpoeKTa
«onoc» Ha 1-M KaHane UeHTpaNbHOro TeneBuAeHUs nesel,
MeTtoane Byxop. «Yd4acTne B 61aroTBOpPUTENbHbIX MEPOMPU-
ATUAX 4N AeTel C TaKUMWU TSKeNbIMWM HefjyraMu — CBS-
Tas 06593aHHOCTb Kaxgoro aptucta, — cuutaeT MeTtoave. —
Befb TBOpPYECTBO — 3TO HE TONIbKO U3BECTHOCTb, NPU3HaHWe
ny6/aMKKU U Woy-6u3Heca. MHOrne BenunKue Noaun, ¢ KOTopbl-

MW 9 BCcTpevanca — Mycnum Maromaes, dnbaap Pa3aHos,
AneKkcanap LUnMpBUHAT, — roBOpWK, YTO BbIXOAS Ha CLIEHY, Thl
[OJIKEH OCTaBWTb NIOAAM YaCTUUKY CBOero cepaua. Boictynas
Ha Npas3gHUKe ANna TakMx HEeOObIKHOBEHHbIX, CMEeNbIX, My¥Xe-
CTBEHHbIX PE6ST, HYXKHO BbIHYTb CEPALLE, OTAATh €r0 M HE KaNeTb
06 3TOM>.

Ha coBpeMeHHOM 3Tane C y4eToM [JOCTUMKEHWW coBpe-
MEHHOM MeAuLUHbl BO3MOXHO MOJIHOLUEHHOE pa3BuUTHE
pebeHKa 1 NoaaepxaHue KadecTBa ero W3HW Npu yCrnoBuu
[IOCTYMHOro fleKapcTBEHHOro ob6ecnevyeHnss u CBOEBPEMEH-
HOr0 OKa3aHWs NMOMOLLM.

OfHaKo, MHOrMe BOMPOCHI elle NPeACTOMT pPeLluTb:
He XBaTaeT Bpayvyen-cneuuannuctoB, OTCYTCTBYET cUCTEMa
amMbynaTopHOM NOMOLWM Ha AOMY, MO-NPEXHEMY Mano LeH-
TPOB M KAGUHETOB MOMOLLM B3POC/bIM NaLMeHTaMm, HeaocTa-
TOYHO NeKapcTBeHHOe obecneyvyeHme.

[ocTynHOCTb cneuuanM3npoBaHHON MeaULMHCKON NOMO-
WM KapAuHanbHO ynyylaeT KavyecTBO M MPOAOIKUTENbHOCTb
M3HKU 60JIbHBIX MYKOBMCLMA030M. CerogHs B Hallen cTpaHe
NIOAN C 3TUM [MarHO30M XWMBYT B CpedHeM OKono 27 ner,
B TO BpeMs Kak B EBporne Takne naumeHTbl, Noayyas nosiHo-
LLEHHOE COBPEMEHHOE NledeHune, goxmaatoTt o 50 1 6onee nert.

3apayva [lHa MyKoBMCLMAO3a — MPUBAEYb BHUMaHWE
rocyapCTBEHHbIX AeaTenen, paboTHUMKOB 3ApaBoOXpaHe-
HUSA U OBLLECTBEHHOCTM Hallel CTpaHbl K 3TOM npobneme.
MmeHHO cenyac B Poccuu BCEM MauMeHTaMm, HE3aBWUCUMO
OT MECTa MX KUTENbCTBA, AOMKHbI ObITb AOCTYMHbI }XKM3HEHHO
BaXKHble NIeKapCcTBa M Tepanus No eBpPOMnenckum cTaHaap-
TaM, TOJIbKO TaK y HUX ByayT BCE LAHChl NPOXWUTb NOJIHOLIEH-
HYIO [TMHHYIO }XWU3Hb.

[ns MmaneHbKkux naymeHToB noet Metoaue byxop
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BAKLIUHA NMPOTUB BOJIE3HU NAPKUHCOHA

Co3faHa HOBag BaKuMHa AN NpefoTBpalleHus pas-
BUTUSA 601e3HM [TapKMHCOHA. Y4eHble CHMTAIOT, 4TO B 60/ib-
WWMHCTBE C/lyd4aeB Nporpeccupytollee HeBPONOrMyeckoe
3aboneBaHne BO3HUKAET BCELCTBME HaKOMIeHus 6enka
anbda-CUHYKNeNHa B roIOBHOM MO3re, YTO NPUBOAUT K ero
noBpexaeHuto, rTMbenn HepBHbIX KNETOK, TPEMOPY U ApY-
MM cMMNTOMam 3aboneBaHus. BakunHa «y4uT» UMMYHHYIO
cuctemy BblpabaTbiBaTb aHTUTena nNpoTuB afbda-CUHY-
KnenHa. Pa3paboTyMKn BaKuMHbl — KoMnaHua AFFiRIS
(ABCTpKS) — HegaBHO NpUCTyNuAK K Il pase KnMHU4ecKoro
MCCNeA0BaHUS C Liebio MPOBEPKU IODEKTUBHOCTH N 6€30-
nacHocTu npenapaTa [1].

HU3KMUE BAJUJibl NO WWKAJIE APGAR:

NMPEAUKTOPbI CMEPTHOCTU Y HOBOPOMXAEHHbIX

U MJIABEHLIEB NEPBOIroO rogA *XU3Hu

LLikana APGAR ¢ 1953 r. ucnonb3yetcs Ans OUEHKU
KNMHUYECKOTO COCTOSHUS HOBOPOXAEHHOro MAuM oTBeTa
Ha peaHMMaLMOHHbIE MEPONPUATUA B TeYEeHWe NepBbiX
MWHYT nocne poaoB. TOYHOCTb MeToda 6blna NOATBEPIK-
[eHa wuccnegoBaHMEM MoKas3aTeNen CMepTHOCTU [eTew,
poraeHHbix B LWotnaHann B 1992-2010 rr. JIMHENHbIN
PErpecCUOHHbIM aHanM3 noKasas, YTo 3Ha4YeHuns No WKane
APGAR =< 3 Ha naTton muHyTe (Hopma oT 7 go 10) 6biun
cBA3aHbl ¢ 300-KpaTHbIM yBeJMYEHWEM PWUCKa pPaHHen
HeoHaTaNlbHON CMePTU (OT POXKAEHUSA OO0 7 AHEN XKU3HW),
30-KpaTHbIM YBENIMHYEHWEM PUCKA NO3AHEN HeoHaTanbHOM
cmepTtn (0T 7 o 28 aHen Xu3Hu) U 50-KpaTHbIM yBe-
IM4EHUEM MafeHYeCKON CMEPTHOCTU (40 OAHOro roja
WU3HMU) [2].

CPABHEHME BJIOKATOPOB PELIENTOPOB

AHTMOTEH3UHA 1I C 3-BJIOKATOPAMM

NMPU CHHAPOME MAP®AHA

PesynbraThl UccnefoBaHMsa cpean NauneHToB C CUHAPO-
MoM MapdaHa 1 aHEBPM3MOKM aopThbl MPOJAEMOHCTPUPOBA-
JI1, YTO NMPUMEHeHMe B6NOKaTOPOB PeLEenTOpoOB aHIMUOTEH-
3uHa Il moxeT 6biTb ropa3go 6onee 3GHGEKTUBHbLIM, YEM
Tepanus B-610KkaTopamMu Ang NpoduUNaKkTUKKU fanbHeENLEro
paclwmnpeHns aopTbl. B TO e BpeMs paHaoOMW3MpPOBaHHOE
nuccnegoBaHue, B KOTOPOM cpaBHUBann 3PpGdEKTUBHOCTb
nosapTtaHa u ateHonona y 608 getel M B3pOCAbIX C CUH-
apomom MapdaHa 1 pacluiMpeHUeM KOpHS aopTbl, He 06Ha-
PYMNO CYLWECTBEHHbIX PA3NMYUI MeXay ABYMS rpynnamu
fleYeHns B TeYeHue Tpex NeT.

Takum ob6bpas3om, naumeHTam ¢ cuHapomom MapdaHa
M pacllMpeHMEM KOPHSA aopTbl B KayecTBe Tepanuu peKo-
MeHJyeTcsl MCNoNb30BaHWe Kak (3-6/10KaTopoB, Tak 1 6510-
KaToOpOB peLenTopoB aHrMoTeHsunHa Il [3].

rPYAHOE BCKAPMJ/IUBAHUE

U PUCK PA3BUTUA LEJIMAKUH

3MNMUAEMNONOTMHECKME WCCIIeA0BaHUA MPOWbIX NeT
noKasaju, YTO PUCK PasBUTUA LEeNMakun y pebeHKa
MOXET OblTb YMEHbLIEH NOCPEACTBOM BBEAEHUA oTeHa:

nocTeneHHo, B Te4yeHne 4—6 Mec, B ngeane — BO Bpems
KOpPMJIEHUSA rpyablo. JTa runoTteda Oblna OMpoBeprHyra
[BYMSI HOBbIMW PaHLOMMU3UPOBAHHLIMWU UCCNENOBaHUAMM,
pe3ynbTaTbl KOTOPbIX HEe MOATBEPAMIMU HUKAKOW CBA3M
MeXy CpOKaMKn U cNoco60oM BBELEHUS MIOTEHA U PUCKOM
pa3BuTtua uennakmn. OgHO M3 nccnegoBaHMn 06bEANHNANO0
8 eBpOoNencKnx ctpaH un BrAto4vano 944 pebeHKa C BbICO-
KMM PUCKOM pPasBUTUS LieIMaK1K Mo reHeTMYEeCKOoMy Mnpo-
dunio. Cpean MmnageHuUeB, Nofy4yaBlWKMX HEGONbLWIOE KONK-
4YecTBO [OTEHA €XXeAHEBHO € 16-i no 24-10 HeA KWU3HMU,
He Habnaanu pasnvyui B 4acToTe Pa3BUTUA LIeNMaKum
K 3 rogam XW3HW NO CpaBHEHWIO C rpynnon nnauebo,
npuv 3TOM pPacnpocTpaHeHHOCTb NaToNornMKM He 3aBuce-
fla OT Tuna BCKapmauMBaHua. Bo BTOpOM MUccrnenoBaHWu,
nposBeaeHHoM B Utanuu, npuHanu ydactne 832 pebeHKa
C BbICOKMM PUCKOM pPas3BUTUS LeNnakuu: 4eTn Oblan paH-
[OMU3MpPOBaHbl B 2 rpynnbl — 6 U 12 mec — Ang AWeTU-
YeCKOro BBefAeHUs rTeHa. PaHHee BBeaeHue roTeHa
Obl/I0 CBA3AHO C MOBbIWEHHBIM PUCKOM Pa3BUTUSA LIEU-
aKMM B TeyeHue nocneaylowmx AByX feT, HO 3Ta pa3Huua
MEeXay rpynnamu mcyesana yepes 5 feT, Npu 3TOM TaKKe
HEe OTMEYEHO HW OAHOM accouMaLnmn ¢ rPyAHbIM BCKapMIK-
BaHuewm [4, 5].

UBAKA®TOP ANif1 NALIMUEHTOB

C MYKOBUCLIUAO30OM

MBakadTOp ABNAETCS NpenapatoMm, KOTOpPbIM BOCCTa-
HaBnMBaeT PYHKLMIO MyTAaHTHOrO MOHHOIO KaHana y naum-
€HTOB ¢ MyKkoBucumMao3oM (G551D myTtauus). B nepBbIx e
PaHAOMU3UPOBAHHbLIX WCCNEA0BaHUAX MONIOKUTENbHbIE
addeKTbl MBaKadTOpa 3HAYUTENBHO MPEBLICUAN PE3Yb-
TaTMBHOCTb N0ObIX APYrMX HAa3HAYEHUN NPU NeYEeHUU AaH-
HOM Mmartonorun. HeflaBHee MHOroLeHTPOBOE NPOAOJiIbHOE
nccnegoBaHue NPOLEMOHCTPUPOBANO YiyYlEeHUe feroy-
HOM GYHKUMM M yBenMYeHWe Macchbl Tena nauueHTOoB,
yMeHbLUEeHWe KONOHU3aLMu CUHErHOMHOM Nanoykun B Teye-
HWMEe 6 MeC OT Ha4vana fie4eHUns, a TaKKe CHUXKEeHWe Yyucna
rocnuTanuaaumnm.

MBakadTOp npeaHasHavyeH Ans IeYEeHUss MYKOBUCLM-
[03a y nauMeHToB B Bo3pacTe 6 neT 1 ctapwe. B aHBape
2012 r. AreHTCTBO MO KOHTPOJItO 3a MpPOoAyKTamMu nuTaHus
M nexkapcTBeHHbiMK cpeactBamu (FDA) ogo6puno paciuu-
peHre MNoKasaHuW K MPUMEHEHUIO npenapata Ans neye-
HWUA MauMeHToB XOTa Obl C OAHOW KOMMEeW myTauuu reHa
perynatopa TpaHcMembpaHHOM npoBogMMocTM G551D,
a TaKXXe Npu Haan4ymMm OLHOM U3 BOCbMU CESYIoLWMX MyTa-
umn: G178R, S549N, S549R, G551S, G1244E, S1251N,
S1255P 1 G1349D. B koHue 2012 r. npenaparty 6bin npe-
[OCTaB/IeH cTaTyC NPUHLUMMNMANbHO HOBOIO JIEKAaPCTBEHHO-
ro cpeacTea.

OcHoBoOW Ans ogobpeHnsa npenapaTta cTaaun pe3ynbrathl
PaHAOMMW3UPOBAHHOIO NAaLEe60KOHTPOIMPYEMOIO KIWHM-
yeckoro uccnegosanus lll dasbl. Jnsa ydactus B uccneno-
BaHWKU ObliM O0TOGpaHbl 39 nMauMeHToB C MyKOBUCUMAO-
30M, UMEIOLMX OAHY M3 AEBATU MyTaLMUW reHa perynaropa
TpaHcMeMObpaHHOM NpoBOAMMOCTU. CornacHo nosyyeH-



HbIM pe3ynbTaTaM, MCMOIb30BaHWe npenapaTta MNO3BONSA-
€T OoOUTbCS 3HAYUMBbIX YAYYLIEHWUWA JIEFOYHOW QYHKUMK
Mo cpaBHeHMUIo ¢ nnauebo [6].

YHUBEPCUTET NEHCU/IbBAHUM 3A AU3ANH
MEPCOHA/IN3UPOBAHHOMN KNIETOYHOMU TEPANUU
NPU NEAKEMMWMU NONYYUN OT FDA NOYETHbIN
3HAK «NMPOPBLIB B JIEHEHUW»

B YHuBepcuTteTe [leHcunbBaHWKM Oblna pal3paboTaHa
nepcoHannM3MpoBaHHas MMMyHOTepanua peuuauBupyto-
wero octporo nMMdoO61acTHOro JIenKosda, Kotopas nony-
yuna craTyc NpUHUMMNWANbBHO HOBOrO MeToja JieYeHUs.
PelweHne o npuMcBOEHUN BaxKHOro ctatyca 6bi10 NPUHATO
3aKcrneptamMu AreHTcTBa Nno KOHTPOJIIO 3a NPoAyKTamu nuta-
HMA 1 nexkapctBamu CLUA (FDA). OKcnepuMeHTanbHbIn
meTton CTLO19 ctan nmepBOM KNETOYHOW Tepanuewn, Kiac-
cudnumpoBaHor FDA KaK MHHOBALMOHHAA, B JleYEHWMU
OHKONOrMYyecKnx 3aboneBaHun.

CraTtyc NnpvHUMNManbHO HOBOIO NEKapCTBEHHOIO cpes-
ctBa (Breakthrough Therapy Designation) no3sonsaer ycKo-
puTb ogo6peHne npenapaTa Ha Tepputopun CLUA. CtaTtyc
NpPeLoCTaB/ISETCA JIeKapCTBEHHbIM CpefcTBaM, AoKa3aBs-
WKM 3pDEKTUBHOCTL B Tepanunn cepbe3HblX U XUIHEYrpo-
»awuwmx 3aboneBaHnm.

KnuHuyeckne wuccnegosaHma CTLO19 npu yyacTtumu
27 4enoBeK (M3 HUX NATEPO B3POCAbLIX U 22 pebeHKa)
NnoKasasnu, 4To NPUMEHEHNE KNETOYHON Tepanuu NpuBOAUT
K MnonHon pemuccnn y 89% naumeHToB, He OTBETUBLUMX
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CD19 akcnpeccupoBaH Ha Bcex B numdountax 1 npea-
lWeCTBEHHMKax B KneTtok 4enoBeKa, HO He BCTpevaeTcs
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