LncTnyna pmbpo3sa:

KnuHunyka npeseHTauuja, aMjarHosa n TpeTMmaH

O-p Mapwuja AumutpoBcka-BaHoBa
[-p Mapwuja Kapakonescka-Mnosa

O-p Ibynka umuTtpoBcka

BoBep

LUnctnynata ¢ubposa (LUP) wnm mykoBucumgosa e HajyecTa HacregHa
bonect Ha 6enata paca. lNpeTcTtaByBa MynTucucTeMcka U xeteporeHa 6onecT Koja
3acpbaka 6pojHM ennTenHu opraHn, a ocobeHOo ersoKpuHUTE Xxnes3gn. KnuHuykn ce
HajBaXXHW MojaBuTe BO Criy3HuUaTa Ha OpoHXOT M BGenute OpoboBKM, NaHKpeacoT,
XOMYHUTE KaHanu, UpPeBOTO, MIYyHKOBWUTE, MOTHUTE Xne3gu m cemesogute. Ho
HajroneMm gen o4 nauMeTHUTE uMaaT XpoHuvHa ©Gonect Ha 6Genute apobosw,
naHKkpeacHa MHCy(uLUMeHLMja U 3rofieMeHa KOHLEeHTpaumja Ha xnopmau BO notrta-
LUTO rO COYMHyBa MO3HATMOT Tpujac 3a uUMCTUYHA Gubposa. [lporHo3ata Ha
HajroneMnoT Aen o4 naumeHTuTe 3aboneHn oa umcTudHa ¢mbposa ja ogpenysa
XpoHu4HaTa 6enogpobHa 6onecT koja N AeHcKa e ceylwTe rnaBHa npuynHa 3a cMpT
Kaj oBME NaumeHTn.

leHeTMKa Ha uMcTnyHa hmbposa

Lnctnynata ¢umbposa e aBTOCOMHO-peLecnBHO 3abonyBawe. [€HOT Koj e
OAroBOpPEH 3a oBa 3abonyBare € noumpaH Ha 7931.2. Mo CBOjOT reHeTCKu NpoayKT
(cystic fibrosis trans-membrane regulator) ce o3HadyBa kako CFTR-reH.CFTR
NPOTEMHOT BO 34paBUTE KIMETKU (YHKUMOHMPA KaKO XFOPEeH KaHas BaXeH BO
perynauyujata Ha ABMXKEeHEeTO Ha COM U BoAa HU3 KrneTovyHata membpaHa( TpaHcnopT
Ha CI, Na, HCO3). [leHec ce nosHaTtu noseke of 700 mytaumm Ha CFTR — reHoT, HO
noeeke og 70 % op HaceneHnMeTo BO ceBepHa W 3anagHa EBpona ja Hocat
mMyTtauujata AF508 «koja npeausBukyBa HeOOCTAaTOK Ha aMUHOKMCENUHaTa
deHnnanaHmH Ha 508 nosuumja o nenTMaHMOT nadeud. [locta ce 4ectn wu
CINOXEHUTE XeTepo3uUroTM Kaj KoM Ha eOHUMOT Of XOMOJSIOTHUTE XPOMO3OMU €
npucyTtHa mytauuja AF508 a Ha gpyrmoT e npucyTHa Hekoja apyra Ha np.R117H.
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INTINNET NI D

L ®-mea cnimka 6p.1-nokaumja Ha CFTR-reH

NMaToreHe3a Ha uucTuyHaTta pmubposa

HepocTtatouHata perynauvja Ha KNeTovyHMTe TPaHCNOPTHW  npouecu
AoBedyBa [0 CO34aBakbe€ Ha TyCTU/BMCKO3HM CEKPeTU BO 3acerHaTute OpraHu.
LWnpokaTa pacnpocTtpaHetocT Ha CFTR Bo Tenoto(6enu apobosu, NnaHkpeac, NOTHM
Xnesan, UpH Opo6-KonyHn natuwTa, penpoayKTMBHM KaHanu )objacHyea 3owwTto Ld
e myntucuctemcka 6ornect. Matou3nonowKUTe criydyyBaka Ha KMeTOYHO HUMBO
Hajoobpo ce MpoyyYyeHU Ha enuTenoT Ha Cny3HuuaTa oA HOcOoT M BGpoHxuuTe. Bo
OCHOBa CTaHyBa 300p 3a HEMOXHOCT 3a 3aJpXyBawe Ha OO0BOSHU KOSIMYUHU Ha
XNOpUOHUTE jOHW BO JIYMEHOT Ha OPOHXOT W 3rofieMeHa pecopnumja Ha Boda U
HaTpuym o4 NyMEHOT BO KneTkuTe. Kako pesynTtaTt Ha Toa Aoara Ao gexuapauuvja Ha
CEKpPEeTOoT- T.€ TYCT XXWUnaB CeKpeT KOj TEeLKO Ce OACTpaHyBa CO MYyKOUMNjapHUOT
MexaHu3aM. 'yCTUOT cekpeT ce 3agpXKyBa U ro 06CcTpynpa nymeHoT Ha GpoHxXnonuTe
W e oanuyHa nopgnora 3a pasBoj Ha naToreHn mukpuopraHuamu. lMopagn Toa
TBOOKOPEH BPOHXMT CO BPOHXOOMNCTPYKUMja Ce HajpaHu 3HauUM Ha NopemMeTyBake Ha
benogpobHaTta yHKUMja Kaj OeTeTo CO uMCTMYHa dubposa. AHanorHm ce u
crnydyyBawaTta BO M3BOOHUTE KaHanM Ha NaHKpeacoT, XOM4YHUTe natvwTa U BO
cemMeBOAMUTE Kade TFyCTUOT CeKkpeT npeamsBukyBa OOGCTpyKuMja , MPOKCMMArnHo
LUMCTMYHO NMpoLUMpyBak€e Ha M3BOLAHUTE KaHanum peakTMBHO BocnaneHne n punbposa
Ha Tue opraHn. ®yHKUMjaTa Ha M3BOOHUTE KaHanM Ha NOTHUTE Xnes3au e pecopnuuja
Ha con 1 Boga oA npumapHarta not. OwTeTyBakheTo Ha oBaa oyHKUMja AoBeaysa ao
3roneMeHa KoHUeHTpauuja Ha con BO noTTa (3a pasnuka o HamarneHarta
KOHLIEHTpaumja Ha Con BO penMpaTtopHUOT CeKpeT.)
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Cl Intracellular CHMKa 6p2-rpaﬂ|6a Ha CFTR I'IpOTeVlH



KnuHuyka npe3eHTauuja Ha umctmyHa pmbposa
KnuHuykaTta npeseHTaumja Ha uuctmyHata ombposa 3aBucu of Bo3pacTa:

Kaj HoBopomeHO MoOxe pfa ce MaHudecTupa kako MekoHujaneH wneyc,
HeHoHaTanHa xonecrtaTcka xontuua, HeHanpeayBawe, XpoOHMYHA [ujapea,
BpoHxuonut, PecnnpaTtopeH ancrpec

Kaj poeHye Moxe fa ce MaHugectupa kako HeHanpepgysawe, [MoTxpaHeToCT,
CrteaTopea, XpoHuyHa aunjapea, AbgomuHanHa aucteHsnja, EnpemHa manHyTtpuumja,
XvnonpoTtenHemuja, AHemuja, ButamuH-gedvuntapHmn cocTojon,
XvnoHatpuemncka pgexuvgpaumja, MetabonHa ankanosa, XpoHMYHA Kawnuua,
BpoHxut, BpoHxnonut, NHeBMoHMja.

Bo petcTtBOTO MOXeE [a ce MaHudecTMpa Kako PekypeHTHU/XPOHUYHN 6enoapobHu
nHdeKkunn, XpoHUYeH CUHycuTuc, PekypeHTHM HasanHu nonunu, ManHyTtpuumja,
Hdedvunt Ha nunoconydbunHu BUTamuHKu, OuctaneH WMHTeCTMHaneH OnNCTPYKTUBEH
cnHgpom — DIOS, PektaneH nponanc, MNMaHkpeatutuc, MNopTtanHa xunepTeHsuja.

Bo apgonecueHuujaTa M aaynTHUOT nepuoa MOXe [a ce MaHudecTupa Kako
PekypeHTHU/XpOHMYHN BenogpobHn MHGEKUUM CO nocnegumyHn aedopmMmTeT Ha
rpagHuoT kow, NynmoHanHo cpue, [luctaneH MHTEeCTUHANEH ONCTPYKTUBEH CUHOPOM
— DIOS, LlekepHa 6onect, 3apgouHeT nybeprtetr, CTepunuteT Kaj MaxwuTe,
Octeonopo3sa

Cnwuka 6p.3 Cnuka 6p. 4 Cnuka 6p.5

PTr n KT Ha 6enu gpoboBu Kaj naumeHTn co nynMoHanHa maHudgectaumja Ha LL®



[OwnjarHo3a Ha uucTu4yHarta ¢pubpo3sa

1. TecTt co noTewe (xropuam Bo NoT)- HopmarnHa KoHueHTpaumja Ha xnopuau
Bo notta e go 40 mmon/n, og 40-60 mmon/n e rpaHudHa, Hag 60 (80-
90)Mmmon/n , BO NPUCYCTBO HAa KapakTEPUCTUYHU KIMHUYKA MaHudecTauuu ja
noTepayea AunjarHosarta Ha Ld.

2. NeHeTcka AaujarHo3za — KapakTepusaumja Ha MonekynapHuWoT fedeKT Ha
HMBO Ha CFTR — reHoT. ['eHeTckaTa AujarHo3a e noTkperna Ha KrMHU4YKaTa
AnjarHosa n Mmoxe fa noMorHe npu gyéruosHuTe crny4vaw.

Bo nopasBueHute 3emju ce cnpoBeayBa W CKPUHUHT CO Mepewe Ha
aKTUBHOCTA Ha TPUNCMHOrEeH BO KpBTa Koja kKaj 3aboneH og L® co
oLITETYBah-€ Ha NaHKpeacoT € 3rofieMeHa.

TpeTmaH Ha nayueHTUTE CO UMCcTUYHa Pnbpo3sa

1. TpeTmaH Ha 6nogpo6GHaTa 6onecTt
Llenta Ha TpeTMaHOT Ha 6enogpobHaTta 6onecrT e:

A. OgpxxyBare Ha BO3ayLUHMTE naTuiTa YACTU O BULLOKOT Ha cekpeT

-MoctypanHa gpeHaxa

-ACBT (Active Cycle of Breathing Techniques) — koHTpona Ha
ANWEHETO  EeKCMaH3MoHN Bexbu Ha rpagHMoT  Kow, doopcupaH
eKCnupuym

-PEP macka / cuctem

-AyToreHa gpeHaxa

-Flutter, Cornet

-Vest(high frequency chest wall oscillation)

-dunsnyka akTMBHOCT 1 BEXOM

B. EcbnkaceH TpeTMaH Ha MHTEPKYPEHTHUTE UH(PEKLUMN

Hajuecto wu3onupaHn 6GakTtepun o BO3QyLIHUTE nMaTuwTa  Kaj
naumeHTute co LI® ce

Staphilococcus aureus
Pseudomonas aeruginosa

Haemophilus influenza



Burkholderia cepacia
Stentrophomonas maltophilia
ATUNNYHN MUKOBaKkTepmm
PyHrM

- PaH arpecuBeH aHTUBMOTCKM TPETMaH U epaankaumoHa Tepnuja

- HeonxogHo e penoBHO 6aKTepVIOJ'IOLIJKO ncnnTyBake Ha Cnytym Uin
TpaxearneH acrnunpar.

- Bo konky ce nsonupa LI® naTtoreH ce oam co 2 HegenHa aHTMBMOTCKa
Tepanuja no aHTMbnorpam

- [lpwn ersauepbaumnja Ha GenogpobHata Bonect ce oam co 2 HepenHa
aHTMbnoTCcka Tepanuvja u.B co ABa aHTUBMOTMKA

B. CnpedyBamwe/ognoxyBawe Ha HacTaHyBawe Ha  XPOHUYHM
6enogpobHn nHdekuumn (xp. Pseudomonas aeruginosa nHdekumja)

- [pn vHnumnjanHa KonoHusaumja co Pseudomonas aeruginosa ce ogu
co Colistin inh. un Ciprofliksacin per os (6 Hegenu — 3 meceum)

Mopagn XpOHWYHMOT Tek Ha OenogpobHaTa 6Gonect OakTepuckute
natoreHn kako wWTo ce Staphilococcus aureus u Pseudomonas
aeruginosa ro MeHyBaaT CBOjOT deHoTun. HacTaHyBaweTO Ha
XpPOHUYHATa NCygOMOHAc WHMeKUnja KomHumagmpa co (peHOTUNCKM
npomeHn Ha 6akTepuuTe OA4 HemykoumaHa BO MykouaHa ¢opma co
npoaykumja Ha anrmHaT KOj OBO3MOXYyBa Aga BocnoctaBu Guodunm-
Ha4MH HapacT KOj ja 3awTuTyBa BakTepujata o4 MMyHUTE peakuun Ha
AOMaKkMHOT W ja orpaHuvyBa MeHeTpauujata Ha aHTMbuoTuuuTe.
BakBaTa vHekumja He MOXe fa ce epaguumpa 1 rnokpaj arpecMBHUOT
aHTMOMOTCKM TpeTMaH, KOj caMoO BpPEMEHO ja 3anumpa nporpecujata Ha
benogpobHata 6onect OBa ykaxyBa Aeka € MHOry BaXHO HaBpPEMEHO
Aa ce TpeTupa WHWUMjanHaTa KonoHusdauuja co Pseudomonas
aeruginosa.

- Cwute naumeHTn XpOoHUYHO MHGUMLMpaHM co Pseudomonas aeruginosa
Tpeba ga ce cTaBaT Ha perynapHa MHxanauuoHa aHTUNCygoMOHac
Tepanuja — Colistiin

2. TpeTmaH Ha naHKpeacHa uHcyduumeHumja (85-90 % op nmaumeHTUTE
co Ll® ce naHKpeacHO MHCY(DULUNEHTHM)



- [lo3npareTo CO NaHKpeacHUTe eH3MMWN € MHOMBUAYANHO — NOCTeneHo
3ronemMyBar€e Ha Agos3aTta OO NOCTUrHyBake Ha OnTMManeH uarneg u
6poj Ha cTonNUUW, HaNPeAoK BO TEXMHA U pacTeme.

- besbenHa nosa e <10 000 U lipase /kg/24 h

- BucokokoHueHTpupaHu npenapat Ha lipase(25 000 U) ce nsberHyBaaTt
BO AETCTBOTO NOPaAm 3rofieMeH pusnK of CTPUKTYPU Ha KOJSOH.

CKpUHUMHI Ha xenatanHarta 6onect >3 roguHa co

- ®usnkaneH nperneq,

- XenaTanHu yHKUMOHANHN TECTOBU

- Exorpadckn nperneg

- XenatobunujapHa cuuHTUrpaduja
TpeTmaHOT Ha xenaTanHaTa 60necT e Co ypCoOAEOKCUXONHA KUCENNHA
Koja 0BO3MOXyBa nogobpyBare Ha OuMnNMjapHMOT NPOTOK, 3aMeHa Ha
TOKCUYHUTE  XMAPOMOOHM  KOMYHU  KUCENWHW, LMUTONPOTEKTUBHO
AejcTBo, cTMMynaunja Ha bukapboHaTHa cekpeuuja

HyTputuseH TpeTmaH

ManHyTpuumnjata n 3aocTaHyBawe BO PacToT Ce YecTa KoMnnvkaumja Ha
Li®. MNpuunHKM 3a pa3Boj Ha ManHyTpuumjaTa ce

- 3ronemenu ryéutoum

- 3ronemeHu eHepreTCckn n HyTPUTUBHU NOTPEDON

- HeapekBaTeH eHepreTckun BHeC

LlenTa Ha HyTPUTUBHWUOT TPETMaH €

- BoBegyBake Ha BUCOKOKanNopuMyHa pAueTa Mo MoCTaByBake Ha
AnjarHosaTta

- CynnemeHTauuja co NaHKpeacHN eH3MMMn

- BocnocraByBawe Ha 0OOpu HaBWKK 3a jagere

- Cnepemne Ha pacToT 1 06pHyBare Ha BHMMaHUE Ha 3a0CTaHyBake BO
HaNpeaoKOT BO TEXWUHA

- PaHa uHTepBeHUMja cO OoOATOK Ha OpanHU HYTPUTUBHM CYNNEMEHTU
Koun ob6e3benyBaaT roriema KonmymHa Ha Kanopum

- Axo [ojaoe 0o 3aocTaHyBaw€ BO pacToT M ManHyTpuunja Tpeba ga ce
3eMe BO npeasug W LOMNOSTHUTENTHO HOKHO XpaHewe CO WMHBa3WBHMU
TEXHUKU( XpaHeHe CO Ha3oracTpmyHa cCoHAaa UM racTtpoctoma)

dakt e peka uuctnyHata Gubposa e efgHo o4  aBTOCOMHO-
peuecumBHMTe 3abonyBaka CO HajBMCOKA CTanka Ha CMPTHOCT Kaj
Genata nonynauuja. Merfytoa BnpoyeM Kako W Kaj Apyrute



3abonysaka OnarogapeHne Ha HanpeaokoT Ha MeguumHata wu
reHeTvkaTa [eHec ce MNOCTUrHyBaaT W3BOHPeOHW pe3ynTtaTtu BO cuUte
CEerMeHTU KoM ro KapaktepusupaaT oBa 3abonysawe. Toa npepg ce ce
AOJDKN Ha ycnecuTe MnocTUrHatM co KnoHupawe Ha CFTR reHor,
noctaByBaweTO Ha AudepeHunjanHaTa gujarHosa, Kako M Ha norneTto
Ha MeHalLIMeHTOT Ha bornecrTa.

bnarogapejkn Ha HaBpemeHTa AujarHo3a M paHOTO 3anoyHyBawe Ha
cooaBeTeH TpeTMaH Kaj naumMeHTuTe co umuctmyHa ubposa ce
OBO3MOXYBa MPOAOSIKYBake Ha XUBOTHUOT BeK U 0be3benyBare Ha
NMOKBasIMTETEH XUBOT.
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