MyxkoBucuuao3a B Yemkara Penyoinka
BnBeaenne

3a mbpBU BT AMArHO3a MyKoBUcLKI03a (0T Tyk HataTek CF - Gen. mpes.) Gele nocraBeHa
Ha manueHT ot [IpaxkkaTa nercka kinHuKa npe3 mat 1946 u qo 1960 cnen KIMHUYHU TIpEeTaeau U
aytornicusi Osixa monarBepieHu ome 26 nena. Ilpes 1960 3amounaxme jga usydaBame CF
CUCTEMATHUYHO.

Pasnonarame ¢ maHHU Ha MalMeHTH, JeKyBaHH OT 1985 roauna Hacam. CHUCHKBT ChABPKA
384 xwueu CF mammenTtd, oT kouto cied 1985 rommna 158 ca moumHanmum, a 3a 12 OT TAX HAMA
ceefienust. 28.5% ot Tax ca no-eb3pactHH ot 18 rogunn. 263 CF 6oxnu ca nexyBanu B LlenTspa mo
CF B Ilpara Moton. B Yexus uma omie 4 mo-mMajiku LEHTHPA, PA3MON0KEHH B YHUBEPCUTETCKUTE
oomanm Xapaek Kpanoxe, Ilunszen, bypao u Onmomoyk. Manbk Opoil manuMeHTH ce JeKyBaT B
apyru roneMu Oomuuim. B Hamms [Ipaxkku nentsp ce magat mo 65.75 marnuenta Ha eaun CF
crnenuanuct. JlaHHWTe, KOMTO cleABaT B Ta3U CTaTHs ce oTHAcAT camo A0 Ilpaxkusa CF neHTsp.

I'pynara ot CF cnenmnanuctu e cb3aagena ciaen 1990

I'pynmara ot CF crenmanuctu e ch3maneHa cien 1990 roguna. B Hes ca BKIIFOUEHH TpUMa
cneranuctd 1o Aercka CF, enun mo OenoapoOHU 3a00siBaHMsI, CICIHATUCTH IO MOJICKYJIIpHA
TeHETUKa, TpuMa (PU3UOTEPAIIEBTH, SIMH 10 AHTPOIIOJIOTHS, SIUH JTUETOJIOT, €UH TICUXOJIOT, SIHH
MICUXOTepareBT (comupalieH pabOTHWK) W JABE cecTpu. lMiMaMe TSACHO CBhTPYJIHHYECTBO ChHC
CHEIMATMCTH 110 OPOHXOJIOTHS, TACTPOSHTEPOJIOTHS, TNA0ET, KAPAUOIOTHS U APYTH.

Junarso3u

Ipe3 1960 BBBemOoXMe TecTa I'mbehH-Kyk ITumokaprmur MorTOdOpesHc 3a MOTHO-XJIOPHH
npernean. OtTHavano Osixa TOCTaBSHM JHAarHO3W Ha TMO-Bb3pacTHU manueHn. Crien ToBa
CHUCTEMAaTUYHO CME M3CJIeIBAJIM MOTHO-XJIOpHATa KOHIeHTpanus Ha nenara Ha CF mauuenTH, npu
MAUEHTH CTPaJalld OT XPOHUYHU JUXATEIHU MPOOJIEMH, a ChIIO U BCHYKH MOJO3UPAHH CIy4au.
o momMeHnTa ca mpoBeaeHu moseue oT 22000 MOTHU U3CIICIBaHMUS.

Haii-yecto cpemana myrauus npu xopara ¢ CF e JearaF508

[Ipe3 1986 Osixa 3amovYHATH JUArHO3W HAa OpEMEHHH BHh3 OCHOBA HAa aHAIIM3 Ha MUKPOBHUPYCHH
en3umu 1 aMmHIOTHYHA TeuHocTH (I'TT). IIpe3 1988 Osixa u3cneaBann CBbp3aHH MMOKA3aTEIH U Hali-
Hakpas npe3 1990 BbBegoOXMe IHMPEKTHO MOJIEKYJsipHAa auarHosa. Beuuku xuBu u 84 (72%)
MOYMHAIH TTAMEHTH OsXa MOAJI0KEHN Ha TeHeTUYHO u3ciienBane. Haif-uecto cpemanara MyTanus
e JlentaF508, ¢purypuparia npu 67% ot namnuentute, cieasana ot CTRdel2,3(21kb) npu 4,6% u
G551D mpu 6% OT marueHTUTe.

Ananu3 Ha OakTepraaHa MH(EKIHs Ha AUXATEITHUS BT BKIIOYBA HAMHUpaHe Ha XeMOoQuIHa
Nudnyenna (Xemodunen ['pum), Cradunokokn, Pseudomonas aeruginosa u apyru. [Ipe3 1994
CTICIAITHU KYJITYpH J0Beaoxa Jo oTkpuBaHeTo Ha Burkholderia Cepacia. C nien momo0OpsiBaHe Ha
nuarno3ata nipu uHdeknusa ¢ B Cepacia npu nanuentu ¢ CF, B Ilpaxkus CF unentsp ot maii 2001
ce NPAKTHKYBAaT MOJIEKYJSPHO TMHETHYHMA MeToJ Ha oTkpuBaHe Ha B Cepacia KomIuiekCc u
HOJpa3JeNIIHeTO Ha IaToreHa Ha reHoMoBapu. [lonumepHaTa BepukHa peakuus (IIBP) noanomara
aHajn3a Ha ClIoHKa ome chiuus neH. [Ipu uscnensane Ha mepBute 78 CF nema m mmanexu,
yCTaHOBHUXME CJIeTHOTO pasnpocTpaHenue Ha B. Cepacia: 93% ot B. Cepacia 3apa3zeHure nauueHTu
umaxa tun I11-A, 5% 6sxa B. Cepacia tun I11-B nonoxutennu, u eqHo jgere Oeme B. Multivorans



no3uTuBHO KbM THN II. TlpenBapuTenHuTe AaHHM MOKAa3BaT MOYTH ISNIOCTHO 3apassBaHe ¢ B.
Cepacia komruiekca cpen Yenrkoro CF Hacenenue.

Jleuenmne

B nauanoto Bp3MOkHOCTTA 3a epukacHo nedenne Ha CF Geme muoro orpannueHa. EnBa cnen
1990 wmaxme BB3MOXKHOCT Ja ce wu3paBHUM C EBpomelickusi cranmapt (0coOeHO mpHu
AHTHOMOTHYHOTO JICYCHHE ¥ MOJIEpPHA TPhIHA (hru3noTepanus).

Jleyennero Ha MaHKpeaTHYHATa HEIOCTATHYHOCT He Oemie edukacHO 1m0 1968, m mo Tasm
npuuMHa ce mpenopbyBamie Oe3masHa aumera. [lo ToBa Bpeme Oele BBBENEHO MO-E(EKTUBHO
nekapctBo Cotazym. ExBa mpe3 1987 xoraro 0sixa JOCTBITHA IIBPBUTE MHKPOTAOICTKH, HMaXMe
BB3MOKHOCT Ja IPEMUHEM KbM JHE€Ta C IO-TOJSIMO Ma3HUMHHO ChIbpXKAaHHE, HO KOJIMYECTBOTO
Oelie OrpaHUYeHO, Thi KaTO HAJIMUHUTE JIEKapCTBa He 0s1Xa 10CTaTbUHM.

Crnen 1990 ce u3non3Ba AMETHYHA IOMOI, MOIYJHHM XpaHEHHUS, WM TEYHO XpaHEHE,
MPUJIOKEHO Ype3 NIbAKOBA TeXHUKA, [IEl" u mapeHTpanHu XpaHUTEIHU OpOrpaMu 4pe3 LEHTPAIEH
BEHO3€H KaTeThp.

rhDNase nuxananuu 3anousar npe3 1995

[Tpu neyeHne Ha qUXATETHH CUMITOMH ciell 1965 n3non3BaxmMe HHXaIAUU ¢ MyKOJTUTHITUTE
(N-acetyl-cystein) cnenpanu ot Mistabron u Ambroxolhydrochlorid (Mucosolvan). Maxanamuiu Ha
Amiloride 6sxa BpBenenu nipe3 1993. Haii-BaxxHara mpoMsiHa nipu JiedeHueTo Oere mpe3 1995 cnex
BBBeX/MaHeTo Ha nHxananuu ¢ thDNase (Pulmozyme na Roche).

3amoyHaxMe ¢ BEHO3HA aHTUOMOTHUYHA Tepamus B HadanoTo Ha 1970. Cien 1985 nexyBaxme
BCUYKH XpPOHMYHO 3apa3eHu ¢ Pseudomonas aeruginosa 3-4 mbTH npe3 roarHaTa ¢ KOMOMHAIUS OT
aMuHOIMIIUIU 1 Oeta jaktamu mimu cotrimoxazol m kywHononu. Ilo Bpeme Ha BEHO3HMsI KypcC,
nanueHTuTe ce JiekyBaT ¢ aeposojiieH Colimycine (cmex 1990) m mpu HyX)aa ¢ KyHHOJOHH H
Azitromycin (Zitromax - 6exn. mpeB.). Ot 1993 nmpeamountame aomaiiHa BeHO3Ha Tepamus. [Ipu
nanueHTH, 3apasenn ¢ Burkholderia Cepacia, mopaau cenpoTrBaTa Ha TO3U MHKpPOO, T€ ce JIeKyBaT
caMmo TpU KIMHUYHU CHMITOMH WJIHM MOBHIICHH BBH3NAIUTEITHH IMOKa3aTenn. bomHu, 3apaseHu c
Staphylococcus aureus ce jeKkyBaT TJIaBHO C TOJIEMH 03U aHTHOMOTHIIM B MPOABIDKEHHE Ha 2-3
CEIMUIIH.

IIspBOTO MpHCakaaHe HA O51J1 APOO Oene M3BHLpIIEHO TIpe3 1998

[IepBOTO TIpHCcaxkaane Ha Osu1 ApoO Oemie w3BBpHIeHO Tpe3 1998 Ha 22-roaminHa JKeHa,
KJIMHUYHOTO CBCTOSIHME Ha KOSTO AHec € Oe3ympeuHo. Crien ToBa ome 6 manueHra Osixa
MOJUIOKEHN Ha 0eloipoOHO TMpHUcaxgaHe — 2 OT TAX ca BCE OIIe B MHOrO J00pPO KIMHWYHO
cbecrosHue. Haii-romsim mpoGmem e 3apasara ¢ Burkholderia cepacia, xosto e npu 18,9% or
NManUeHTuTe HU, HO camo 45,2% oT manumeHTHTe WUMaT XpoHW4YHa WHpeknus ¢ Pseudomonas
aeruginosa.

[Ilo ce xacae 10 TIOOBUTOCTTA Ha MALIMEHTUTE HU, 3HAEM Y€ TPUMa MBKE ca CTaHaju Oamiy.
I'eHoTHIIBT HA TBPBHS OT TSAX HE HU € M3BECTEH, ThH KaTo MO4YMHA Ha 24 roguHu mpe3 1973,
npyrute nBama — CFTR myrtanus 3849+10kg CtoT/deltaF508. Ilect >kxeHn n3kapaxa ycrenrHa
OpemenHocT. EfqHa OT TSX poau MpexaeBpeMEeHHO, TeTyIoTo Ha Jieteto Oemre 900 rpama u cera e 20
TOJTUIITHO, B MHOTO IOOPO ChCTOSIHUE. 3a HellacThe Maiika My TIOYMHA 5 CEJIMHIIU CJIe]l PaKIaHETO.
Hpyru aBe skeHu moynHaxa cbOTBETHO 6 U 12 TOJIMHU Cie/l paXaaHeTo.



[MponpmxurenHoctta Ha xuBota Ha CF manmuentute mpe3 2001 ce ouakBa na Obae 29.22
roguad. [IpoabHKUTEIHOCTTa Ha )KMBOT HAa MAalNUCHTH, MounHAIU Tmpe3 1985-1990 ce yBenwuu oT
12.22 ropunu nipu 48 o1 Tax Ha 19.04 rogunu npu 60 nanuenTH, noynHamu npe3 1991-1999.

I'naBHU moCcTH:KeHHA NMPH IMATHO3A U JiedeHHe npe3 nocjaequnre 10 roquHn

- YBenuuaBaHE Ha AMATHO3UPAHUTE MALMEHTH, B PE3YJITAT HA MMO-YECTO KIMHUYHO ChbMHEHHUE

- IMo-mo6po xpaHeHe Ha MAIMEHTHTE, OCOOCHO Mpe3 mydepTeTa

- Tlo-mo6pa mynmonapHa QyHknms (Ha Oenurte apobose). HopmanmHO ovakBaHO HHBO Ha
FEVI>85% 6Geme otkpuro npu 69 (38.5%) ot manmenture, 19.2% 0T KOUTO BB3pacTHU

- FEVInpu 18 roguminu e cBbp3aHa ¢ BbBEKIAHETO HA ChbBPEMEHHA Teparius

- Hammunoct Ha Pulmozyme, HAKOM HOBY aHTHOMOTHUIM U HA IPABUIIHO XpaHEHE

- IlonoOpsBaHe Ha HAuUMHA HA KUBOT

Ilesin OTHOCHO IMATHO3aTA U JieyeHHe 3a ciaeaamute 10 roqguau

- IMo-mo6po moznanme Ha CF cpen OGenmonpoOHHTE CHENMAIMCTH W PAHOHHHUTE JOKTOPU TpHU
JIMarHo3a Ha Mo-JIeKu 1 HeTunuaHu ciaydan Ha CF, ocoOeHo mpu Bh3pacTHUTE

- HaBpemenno nHopMupaHe Ha BCHUKU JOKTOPH 32 HOBUTE TEPANICBTHYHH METOIH

- Jla ce mogoOpu mHGOpMHUpPaHOCTTa Ha HacelleHneTo 3a CF

- Jla ce opraHu3upa JOMaIlHa TEpamus, 3a Jia ce MOAOOPAT YCIOBUATA 3a JIOMAITHO BEHO3HO
JICUCHHE U THCBCH JIeueOeH PeKnuM

- YdacTHe Ha COIMATHU PaOOTHUIM 1O palioHM 3a momMarane Ha xopa ¢ CF mpu pemaBaHe Ha
eXKeTHEBHU TPoOIIeMuU

- IlocnemHo, HO HE TIO-MAJIOBAYKHO — JIa CE MPEOTBAPTH pa3lpocTpaHeHueTo Ha B cepacia

duznorepanus

MonepHa ¢usnorepaneBrnyna Texauka 3a CF manuentn B Yemkara Permy0mimka ce n3monssa
m3isuio ot 1990 macam. OcHOBaTa Ha TSAXHOTO MpUiarane Oeme mocraBeHa Ha 16tata EBpomneticka
pabotHa rpymna no Bpeme Ha CF koHdepeHmmsTa, cherosiia ce npe3 ouu 1989 roa. B Ilpara.
[IpesunentsT Ha ICF(M)A mo ToBa Bpeme — rocmoaumH Maptun Beitbep ot IlBeiinapus u
¢usnotepanestkata Jlyuza Jlamepopc ot IlIBenmust amckytupaxa c Hamute CF gokropu
HaJIe)KallaTa Hy>kJa Jia ce OpraHu3upa Kypc no ¢gusnorepanus 3a crpanute ot M3rouna EBpona B
[Ipara B Hagamoto Ha 1990. Ilpe3 mait 1990 xypcwT Oemre opranuzupad. ToBa Oelie BH3MOXKHO
Omaronapenue Ha Guaancosata momoin ot ICF(M)A.

«..HOBA, MOJACPHA TEXHUKA 32 XUTHCHUYHO MOYUCTBAHEC HA JTUXATC/IHUTE IbTUIIIA

Jlywnza Jlanedopc, Puta Kuncenman ot I'epmanus u [utsp Pumxmapa ot Xonanaus o0yunxa
20 ¢usuorepanesra ot [lomma, M3rouna I'epmanusi, Yurapus, bearapus, UexocnoBakus (cera
Yemka PemyOnuka m CrnoBamka PenyOnuka) m dapmaineBtd or PymbHust u Pycus Ha HOBH,
MOJICpPHHU TEXHUKHU 32 XUTMEHUYHO [TOYNCTBAHE HA AUXATEIHUTE IIbTHIIA.

Ot ToraBa cMe M3MpaBeHHU Ipej TPyAHA 3a/1a4a: U310 J1a IPOMEHUM CUCTeMaTa Ha paboTa u
¢dusznoTepaneBTUYHN MeTO I 3a Bcuku CF manueHTu.

[Ipe3 u3mMuHaNOTO AeceTwineTne paboTexme 3aeqHO ¢ paboTHaTa rpyna (pU3NOTEepaneBTy Mo
JquxarenHuTte mpTrina B Uemkara PemyOomka.



Kakgo npeajaara (1)1/131/10Tepa1mﬂTa B MOMCHTA

Metoau 3a pusnorepanus 3a CF nanuenTu:

- Muxananuu ¥ MHXaJAMOHHU TEXHUKH, (OpMUpAIIM YacT OT AuXaTeslHaTa (pu3noTepanus

- ABrorenHeH napeHax, Qubrepu (Flutter), akTUBEH NHUKBJI OT JWXATEITHH YIPOKHEHUS —
KOHTPOJI Ha Kalumia, cuiHo uaumsane, [IEIT macka

- JluxarenHH yNpa)KHEHHS C KOHTPOJI Ha KallTUIa

- YmpaxHeHus 3a MOOUIM3aLUs U IOYHBKA

- (dusnuecka TPEHUPOBKA U yIPAKHECHUS

- Benrumanuu or turia CPAP u BiPAP

- [laumenTtn c xKucnopoaHa 3aBUCUMOCT M Bb3pacTHU ¢ CF B nmcTa Ha yakamu 3a 6enoapoOHa
TPaHCIUIAHTALUSA

- @uznotepanus no BpeMme Ha nocnennus craauii Ha CF

JlneBna npakruka npu CFduznorepanwis:

- ExenneBna ¢usnorepanuss Ha CF mnamueHTH B KJIMHWUKA/OONHWIA, B CHOTBETCTBHUE B
WHIWBUAYAIIHOTO CBCTOSHHE, C W3IION3BaHE HA €IHa WM TOBEYEe TEXHUKH Ha AaKTHBHU
JTXATEeITHU YIPAKHEHUS 1 GU3NIECKU YIIPAKHEHHUS

- Koncynranum ¢ BcekH MaIfeHT, KOUTO HE € B KJIWHUKA/OOIHUIIA TTOHE BEIHBK Ha 6 Mecera,
00MKHOBEHHO TIpe3 2-3 Mecera

- ExenneBHa TenedoHHA KOHCYTAIUS, 3acaraiia Gu3noTepanus

- HWuctpykumu, o0ydeHue 1 KOHTPOJI Ha eXeIHeBHA (PU3HOTepanus Ipy 3aliUTBAHE OT MaIlMeHTa

OT KaKBO Ce ChCTOM €HO MOCEILIEHNE IPU (PU3HOTEPATIEBT:

- Waxananun

- JluxarenHu ynpakHeHUs

- ABTOreHHeH JIpeHax, QIIbTep, AKTUBEH LUKBJI OT AUXATEIHU YIPAKHEHUS, €KCIIEKTOpaIns
- VMapuBuayanHu TEXHUKH, TPENOPBYAHU OT (PU3HUOTEPANeBT U MOTHPCEHHU OT MAIEeHTa

- Du3nyYeCcKU yIIPaKHECHUS

Tasm romsaMa W paauKaigHa mpoMsHa BB (usnorepanusita Ha CF mamumenture Oere
BB3MOXHa OarojapeHne Ha orpomHara nomoi ot ‘Hosu Hacoku npu snedenne Ha CF’ 1994-1998.
Cnen 1999 ¢usnorepanusra e yact oT uscnenorareiackd mpoekt (K3 MCMT 111300003) No:
17.3: ‘HoBu ¢popmu Ha (uznoTepanus mpu Jena ¢ XpOHWIHM JTUXATEIHU OOJIECTH M TPH Jiela OT
WHTEH3UBHUTE OTACNCHUS.’

3aKkiIoueHne
...J1a ce moao0pu u ycbBbpmeHcTBa rpukara 3a CF nanuenrture...

LlenuTe 3a cluenBamoTO JECETWIETHE Ca MHOTO SICHH: J1a ce MoJoOpH M yCHBBPIICHCTBA
rpwkata 3a CF nmanmentute, 6marogapenue Ha csBMectHuTe yernusa Ha ECFS, ICF(M)A, IPG/CF,
a cpmo u Ha apyrute BakHu CF oprammsanmum m oOmectBa mo cera. Hue BsipBame, ue ¢
MpeMaxBaHEeTO Ha e3nKoBaTa Oapuepa, Bb3pactHuTe CF manueHTH me B3uMaT Mo-TOJISIMO y4acTHE B
IACFA u npyru akTUBHOCTH.

Juarnoza u Jleuenue:
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3emxoBa, Jp.



dusnorepanus:
JInbyme Cmonukosa, [p.; Jlenka [lItepOoxa, I1.T.
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