MykoBucunnos

MyKOBMCLMAO3 - 4acTOE MOHOreHHoe 3aBosieBaHWe, 0BYCNOBAEHHOE
MyTaUMel reHa TpaHCMemBpaHHOro perynsTopa MyKoBMcUwgosa (MBTP
wnm CFTR), 4ro obychoeneHo Hapyuweduem paboTel XNOPHBIX Kadanos,
XapaKTepUM3YOLWeeCs NOPaMeHUEM IKIDKPUHHbIX Hee3 MUIHEeHHO BAaMHbIX
OpraHoB M CMCTEM, H MMEHILLEE 0DBIYHO TAXENoe TeYeHHe 1 NporHo3.
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TpMKad}Ta — mpenapar [na TapreTHalh Tepandn

Inexcakahrop/ Te3aKapTop/ MBAKADTOP, NPeACTARNAST
COB0H KOMBIHUPOBAHHLIA NPENAPAT ¢ PUKCHMPOBAHHOH
[030H, NPHMEHAREMBIN ¥ B3POCALIX M JeTei cTaplue &
NeT, CTPafANILMY MYKOBHCUMAOZ0M C MyTalMer Fo0Bde
MM ADYFHMM MYTILMAMK,

< KomBUHALMA YBEAHYMBART KONMYECTRO M QYHKUKID
Genka perynaTopa TpaHCMEMBPaHHOA NPOBOIHMOCTH
MyRoBHCLMA032 (CFTR) HA HNETOYHON NOBEPXHOCTH, YT
NPHBOAKT K NOSBIWEHKI0 akTuBHoCTH CFTR, Yo
HIMEPAETCA € NoMolLH CFTR-onocpejoBaHHor0
TPAHCNOPTA XNOPUAOE. INeKCAKapTOD W Te3aKamTOp
OeHCTEYIOT KaK KoppekTopel CFTR, BOCCTAaHABAMBAR
npoueccudr F508del, ceazbieasces ¢ beakom CFTR,
YTODE YBEAMYMTE LOCTYNHOCTL Benka CFTR Ha
KNETOHHOH NOBEPXHOCTH, UHM paBoTakT, MOAYNHPYA
nonoxenue Genka CFTR B HyMHDE NOAOKEHWE HA
NOBEPXHOCTH KNETHM. CO4ETaHME NOBLILEHHOND
cogepsanua Genka CFTR B npaeuibHOM NONCHKEHMH Ha
KNETOYHOA NOBEPXHOCTH € NOTEHUMPOBAHKEM

ITOPOM OTKPRITHA X HBIX KAHANDE NPUBOAMT

K YCHNEHMID TPAHCNOPTA XAOPHA0E M PAIHMEHMIO
CERPELIMM €3k,

KnuHuyeckue AaHHble Ha poHe
TapreTHoO Tepanuu

B YNy4IWEeHNE HOCOBOTD AbIXAHWUA

B YMEHBLLIEHUE KALWNA W KOMWHECTBE
BbIAENAEMON MOKPOTLI

' OrcyTcreue obocTpeHni
BPOHNOAETOYHOW NaTaNorMK

B OCNOMHEHMA B BUAE MHOMOKpaTHOMD
MNOBbIUEHWA NEYEHOYHBIX
TRaHCIMHHa3

KoHTpONb BbIWEN3NOMEHHBIX KIMHWKO-NaB0oPATOPHLIX M MHCTPYMEHTANbHBIX
noHalaTenei ocyLWecTBAANCA B AEKPETUPOBAHHLIE CPOKM, 3 UMEHHO, yepes 14 aHei, 1
¥ 3 MECALA 0T HaYana TAPreTHOMH Tepanuu

[lepBble Warn TapreTHou Tepanuu y 60sibHbIX
Aeten mykoBucumposom B CMoneHCKoOW obnacTu

AKTyaNlbHOCTb

HecmoTps Ha OOCTMMEHMA B [MarHOCTHKE M NIEYEHMH MYHOBMCLMAO3E Y
[eTeil, NPOrpeccom B TEPANWM FeHETUYECKM 06YCNIOBNEHHbIX 3a60AEBaHMIA B
HacToAuee BPeMA cTana mapzemHds mepanus. TapretHas Wau
MONEKYNADHO-NPULUENbHAA TEPanuA - OAHO M3 CaMblX aKTYaAbHbIX M
3HAUMMBbIX HaNPaBNEHWA COBPEMEHHOM MEAMLMHbI. OCOBEHHOCTBIO TapreTHOM
TEpanMM ABNAETCH TO, YTO Npenapar HeNOCPEACTBEHHO BO3AENCTBYET TONbKO
Ha onpefeneHHsLle KNeTKW (MMLIEHW), HE OKa3biBas BO3AEWCTBMA Ha BCe
OPYrHe KNeTKM opradmama. C KasabimM rofom TakWMX NPenapaToB CTAaHOBMTCA
BCe GONble M DONE3HM, KOTOPLIE ELie BYEPA CUMTA/IMCh HEM3NEUMMBIMM,
CErofHs NEpexoisT B rPYNNY XPOHMYECKMX NATONOrMi, TeYeHWe KOTOPbIX
MOXKHO YCNELIHO KOHTPONWpoBaTh. W K Takum 3aB0NeBaHuAM OTHOCMTCS

MYKOBMCLMAO3.

U,eﬂb 1 3aa4 NccineoBaHUA

Lenb: U3yuuts apherTMBHOCTb TapreTHoM Teparmu

y BONbHbIX AeTeH MyKOBMCUMA030M B CMONEHCKOH
obnacTu.

* 1. V3yHKTE AMHAMMKY KONMYECTEA BONkHLIX MyKNBKCLMADIOM B CMONeHckal ofn. no
rofam

[uHammnka Maccsl Tena AeTei, NoayHaroLLIx
TapreTHYIO Tepanio

36,3 37
W0
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Nauent 1 NauHent2 Maupedt 3 TMaumeHT 4  Maumedt 5 MaumMeHT 6

W Macca tena ap Hauana tepanui [l Macca Tena nocne 3 mecauer Tepanuu

OTMCH'AL'TL'Sl !IpHG'AHI\'Z B MACCC TCH1Aa ‘-leC'i 3 MCCH1IA OT HAYAIIA JICYCHHUE — B
cpenmem na 0,6 kr.

CFTR —mogynsiTopel B TEepanin
MyKOBUCUM038

= [loTeHUuMaTophl - MUILEHbIO AaHHbIX NpenapaToB

diiid ABNAIOTCA MOAEKYNLI MyTaHTHOro Benka CFTR,
pacnonarallMeca B anMKanbHoM MemMBpaHe.
JeiicTEME NOTEHLMATOPOB Hanpas/ieHo Ha
BOCCTaHOBAEHWEe (aKTWBaLMIO) YHKLMK MOHHOrO
KaHana, 06pa30BaHHOMD MyTaHTHLIM BEKOM
CFTR (myTaumu |1l - IV knaccog)

KODpeKTopsLl - NeKapCTBEHHbLIE CPeACTBRa,
NO3BONAIOIWME MYyTaHTHOMY Benky CFTR npoiTH
Hepes CMCTeMY BHYTDMKAETOYHOIO
KAYECTEEHHOIO KOHTPOAA M 3aHATb NpaBHibHOE
pacnonoXeHve Ha anuKanbHoW MembpaHe
(myTauwmu Il Knacca)

MeToap! 1 maTtepuabl

* AHanuay 6GbiA NOABEPrHYTLl AMBYNATOPHBIE KAPTLI 14 MCTOPMM GONE3HI NALIMEHTOB,
NOAYYAKL|MEe TAPreTHyH TEPANUIO U COCTOALLUE HA ydeTe B CMONEHCKDM DBNACTHOW
[ETCKOW KNUHMHECKOI B0bHMLIE . /JMArHO3 MYKOBUCLIMAD3 Bbil YCTAHOBNEH HA
OCHOBAHUM KIMHUYECKOM KAPTUHBI U/ UM NONIOKUTENBHOMD HROHATANBHOMD
CKPMHMHIA, NONONMTENLHOM MOTOBOI NPOBb! M/ UM OBHAPYKEHUS JBYX MyTauuii B
reHe MyKOBUCLMZOZHOrO TPAHCMEMBPAHHOTO perynaTopa.

3 nayMeHTa, nosyyaioLMe NPenapar AyMakapTop/ MBakapTop (OpKambu): 2
naLpMeHTa (4eeouKa-8 seT, ManbuuMK-14 NeT) noiy4aioT npenapar 6onee 3 mecsles.
K coManeHMio y 1 nauMeHTa BO3pacTa 8 JIeT npenapat OTMEHEH B CBA3M C
NOBOUHBIMM ABNEHMAMM.

3 nauMeHTa (ManeyunKM -Bo3pact - 8, 9 u 10 net)., noayyawowme npenapar -
anexcakadrop/upanadrop/Tesaradrop (Tpuradra).

Jo Hauana TapreTHoH Tepanku Bcem naupeHTam 6bi1o NposeAeHo o6cnegoBatme,
BH/IOYAIOLLEE onpejeneHle Macco-POCTOBLIX NOKA3aTeNeH, BHOXHMHYECKoe
HCCNEeA0BAHKME W KMMHUHECKMIH aHANH3 KPOBH, NPOBEAEHHE NDTOBOMQ TEcTa.
MocneaHnii NnpoBoavnca Ha annapate Nanoduct No oBUWenpH3IHAHHOM METOAMKE.

CocTosHMe MaUMeHTOoB HA MOMEHT CTapTa TepanviM OLEHHBANOCh Kak .
cpeAHeTAkeNoe, 8 GPOHXONEroYHbIA NPOLECC HAXOAM/ICA B CTaHH HEMOAHOH
pemMccHi. Carypauma kMcnopoda B npegenax 95-99%. Y scex geTen oTmedaroTca

HW3KKMe NokasaTeny MMT
I

NauweHT 6

HduHamunka xnopuaoos norta 'y aetewn,
nony4alowMe TapreTHylo Tepanuio

128

MayweHt 1 Mayuent 2 MavwmenT 3 MNayuenT 4 MaupieHT 5
W Xnopugst noTo 40 Havana Tepanid I Xn0puas: N0Ta Yepe3 3 MecALa Tepanim

05

© ¥ BCex NauweHTOB NOKA3aTenM NOTOBOrG TECTA 40 HAIHAYEHWA TAPreTHOH Tepanuu
HAXOAUAMCE B NPEABNAX ~NOAOMHUTENEHBK IHAYEHKA - 0T 108 mmons/n Ao 136 Mmons/ .
Ha thoHe Tepanui ¥ 5 naumMeHToB HaGNKOAN0Ch CHMMEHME NOKA3ATENEH NPOBOLHMOCTH
NOTOBOM HMAKOCTH B CPEAHEM HA 35 MMONL/ M., OCTABAACK MPH 3TOM B rPaHMUax
“MONOMHTENBHBK: IHAHEHWA.

OpK&MﬁW — Rperiapar Ans TApreTHoR Tepaniin

KOMBMHMPOBaHHLIM NPenapat, CoaepHMT
nymaxadTop 1 MBakadTop

PeKkomMeHAYyeTCA NPUMEHEHME KOMBHHALMK
(noteHymatop Benxa CFTR) + nymakadTtop
(voppexTop Benka CFTR)) y naymeHToB C
MYKOBUCLMADI0M MOMO3UIOTHBIX MO MyTaLMm
F508del & rene CFTR ¢ Luenbo
NaToreHeTHYECKOro NeYeHKA, NoBbILLEHHA
KOMMYecTBa akTUBHOro Genka CFTR Ha
MNOBEPXHOCTH KNETOK IK30KPWHHBIX Kenes,
MOBbILIEHWA IEr0YHOM hYHKUMM, CHUKEHMA
YacTOThl IErO4HbIX OBOCTPEHMIA M 3aMEANEHHA
nporpeccMpoBaHKa 3a6on1eBaHuA

Konn4ecTso BOJbHbIX MyKOBUCUMAO3OM B

CmMoneHcKom obnactu
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B CORIM € BESSEHNEM HECHATANLACTS CHBHHANFS 8 2007 rofy AHErEGCTHES GOALHMH 1y . aeTed ¢
MYKOEMCLALOE0M Y BENASHACCE .

BeiBoap!

‘B YNYHWEHWH [AMATHOCTHKH MYKOBMCLMAO32 BONbIUYKW Pponb chirpano
NpoBEjeHne HeOHAaTa/lbHOr0 CKPMHHMHIA.

‘KpaTKOCPOYHbIA ONbLIT MPMMEHEHMA NaTOreHeTHMMEeCKOH Tepanuu
npenapatamu nymaxadTop/uBakaprop M 3nexkcakaipTop/ueakapTop/
TesakapTop ¥ AeTeH C MYKOBMCUMA030M CMOMBHCKOW 061acTH nokasan
Kak MNOAOXMWTenbHbIM pe3ynbTaT Ha paGoTy XNOPHOro KaHana,
KNMHMYECKYH KapTHHY, TaKk M BO3MOMHOCTE noboyHbix 3ddexToe,
cnoco6HLIX NPMBECTH K OTMEHE Npenapara.

‘OAHAKO JaHHbIH ONbIT ABNAETCA NEPBLIM M HEAMTENLHBIM NO BPeMEHH M
TpebyeT JanbHeWWero HaGNIAeHHMA KaK 3a yXe No/yvallMMK Tepanuio
naLMeHTaMM, TaK WM HOBbIMM, 4YTO MOMOXeT 6onee 0BLEKTMBHO AaThb
oUeHKY 3t (PEeKTMBHOCTH M Ge30NacHOCTH NPUMEHAEMON TEPanuK.

NogroTeBuAz CTYREHTHS & Kypoa Hayumsid pyrososuTens:
NEAMaTPHYECKOTD heryIuTeTa Aouent Kadegps) FOCNHTANBHTH MEAHATRRA
Thuxonosa Avactacks Banepeesta £ Mypoon oano -
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