MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

UNCTUYHA ®UBPO3A
(Mucoviscidosis)
(6bonect co cTo Anua)

UHcmumym 3a 6enodpobHu 3a60nyeara Kaj deyama — Kozne, CKonje
bonHuya Bambino Gesu(Maj — As2zycm, 2014)

KaponuHa CumoHoscKa

Adamym Ha npezeHmayuja: Cenmemepu, 2014 2



TBO 3A 3APABCTBO

K MAKEAOHMIA

MUHUCTEPC
AdeduHuyuja:

AB8MOCOMHO peyecusHd HacnedHa 6os1ecm — mewKo CMPMOHOCHO

mynmucucmemcKo 3a60nysare Koe ce MaHuUgecmupa co OuchyHKyuja Ha
cume usu nogeKemo e230KpPUHU Xcne3ou

MHunpgeHua

-nHUmageHua 3a Lo e 1:2500 HoBopoaeHu

-HocuTencTeo Ha LI® reHoT Bo 6enaTa nonynaumja e 5%

-BO eBpona uma rnpeky 25 MUnmoHn HOCUTENN Ha reHoT Ha LId
-Bo CeBepHa Mpcka 1:1700

-Bo LLIBeacka 1:7700

-®unHcka 1:25000

-0 CAL 1:3200



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

BoBen
[MpB neTtaneH onuc Ha bonecTa

-Dorothy Anderson - 1938 rogunHa
— TepMUH “umctnyHa donbposa Ha naHkpeac”
(bnbpo3a Ha NaHKpeac n gunutaunja Ha QyKTycn)

-Sudney Faber 1945 rognHa
— TEPMUH “MyKoBUCLMA03a”
(ryCT 1 nennue MyKyc BO PECNMPATOPHUOT eNeMEHTaPEH TPaKT)
-DiSant Aghese 1953 — rybuTok Ha con Bo notTta Kaj Lo

-Quinton — 3ronemeH HeratuBeH BUOENEKTPUYEH NOTEHLMjAN BO KaHann Ha
NOTHM Xne3aun kaj Lld

-Knowles - 3roniemeH HeratMBeH DMoenekTpmyeH noTeHuujan Bo
pecnupaTopHu naTtuwTta kaj Lld

-1985 rogmHa nsonaumja Ha LU® reH
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MUHUCTEPCTBO 3A 3APABCTBO

PENYBANKA MAKEAOHMHU)A

-ABTOCOMHO peLiecnBHa bonect

Cnuka 3 TTokaxysa popguTenu u gete co P

Tatko Majka
Hocuren Hocuren

[ [ |
3[paBo nere AeTe aeTe
aere HOCHUTEI HOCHUTEIN co LI®

25% 50% 25%
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MUHUCTEPCTBO 3A 3APABCTBO

YEAMKA MAKEAOHMUIA

LI® e pesynTtaT Ha MyTauum BO reH OAroBOPEH 3a CMHTE3a Ha NPOTENHOT —
LMCTUYHO pnbposeH TpaHcMeMbpaHcku perynatopeH npotenH-CFTR.

CFTR npoTeuH e XNopeH KaHan BO anvkanHa membpaHa Ha enuTenHu KrneTku
Ha MHOry OpraHu-BaXeH 3a ABWMXEH-E Ha CON U BoAda HU3 KreTovyHaTta
MembpaHa..

Cnuka 2. Moagen Ha dyHKumoHupame Ha CFTR (20)

CAMP
ATP \(1) ADP

™ ™

Membrane —_— — —

Phosphatase <

o cAMP ctumynauujata (1) Ha PKA n dpocdopunanmjata Ha eieH unm noseke CepUHCKU pe3naywv Bo R-nogpavjeto
{24, CFTR kaHanoT e Bo cocToj6a fa Bp3e ATP (3 1 4), koj ce xuaponusupa (5) n ocnoboaeHarta eHeprija uHAYUMpa
sos$OPMaLIMCKU NPOMEHV 1 OTBOPakbEe Ha XNIOPHWOT KaHan. BpakateTo Ha KaHanoT Bo 3aTBOpeHa cocToj6a (6) e /

npocnegeHo co aedpochopunaumja Ha NPOTENHOT.



MUHUCTEPCTBO 3A 3APABCTBO

f 1K \KEAOHMU]A

1985 reHoT 61N noumpaH Ha [ONrMoT KpakK Ha ceaAMUOT XPOMO3OM
(7931)(1,2)

CFTR reH nma 250 kb og reHomckata DNA

Coapxu 27 NpoTeEUH KOAMPAYKMN Er30HM OOBOEHU CO HEKOAMPAYKUA UHTPOHMU

Hajuyecta myTtaumnja e F508del (AF508) oeneunja Ha Tpu napa 6as3u BO
OeCceTuOoT ersoH LITO BoaAW Ao 3aryba Ha aMUHOKUCeNnHaTa peHmnnanaHuH Ha
mecToTo 508.

-noBeke oa 1800 pasnuyHn MmyTaumMm BO MeT Knacu

-missense 42%

-frameshift 15%

-splicing 12%

-nonsense 10%

-inframe 2%

-roriemun nHcepcnn 3%

-promotor mutacii 0,5%



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

[TaToreHeTcku dpakTopu:

-A€jCTBO Ha XyMopariHK CyncTaHUUM Ha KIETKN Ha er3soKpuHW Xres3gun-3rorieMeHa
MeTabonnyka akTUBHOCT Ha KITETKUTE-Ce MeHyBa nepmMeabuHocTa Ha
KrieToyHaTa memOpaHa 1 enekTpornuTHaTa KOHUEHTpaLUnja Ha CEKpeTuTe, a ce
3ronemyBa CUHTE3eTa Ha MyKononmcaxapuan n NnpoTENHN.

-"umnuoTtokcunyeHareHc” (Spockov faktor), oTKpueH Bo cepym Ha XeTepo u
XOMO 3UrOTU
-BOAM 00 ONCKNHE3Nja Ha UuUnunTe Ha ennuTenoT

-"MHXUOUTOpPEH hakTop Ha HaTpuyMm peancopnuuja’ (Mangosov faktor) Bo not
N NnyBayka Ha XOMO3UTOTM.



MUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

Benu opoboBun-pemonenvpame

“nuka 1. lLlemaTcku npuKas Ha natoreHesara Ha 6enoppo6Hara 6onecr

Ba3uueH aedexT

HapyiueHa BUCKO3HOCT Ha cekpetuTte BO BO34Y!

|

VIHCY(ULMEHTEH KNNPEHC Ha cnabo xuapupanute cekpeTt

.

MyKocHa cTasa

‘/\;

XpOHMUHY EHAOOPOHXMjaNHN nHpeKLnn

|

[ep3ucTeHTer MHd)ﬂaMaTPEH OAroBop Ha [JOMaKNHOT

!

HapylleH CTPYKTypeH MHTErpuTeT
Ha 6enofgpobHOTO TKUBO

WHWTE naTniuTa

OncTpyKuuja Ha BO3AYWHOTO cTpyebe

VA3MEHEeT COCTaB Ha MyKOCOT

3aCTOj Ha bpoHXMarneH cekpeT-aAenMMmnyHa UM NoTnonHa oncTpykumja
-nopemMeTeHa aMcTpubyumnja Ha Bo3ayx BO Nryka-dbpoHxocnasam

-3aCTOj Ha CEKPET —4eCTn MHAEKUMN — MEeTanasunja Ha ennten —OpoHXMEKTa3Nu,
LMCTU CO rHOj, aTernekTasun, nesunja Ha OKOSTHO TKMBO — ombposa

-MyfiMoHariHa apTepucka xunepTteHauja-cor pulmonale —cpueBa ncyduumneHumja
-4ECTUN PEKYPEHTHN N XPOHNYHU BenoapodHU NHdeKLMN



-INaHkpeac

MUHUCTEPCTB(

ka 1. lemarckn NMpuKas Ha naToreHesara Ha NnaHKpeacHaTa MHCyd)I/II.IVIEHI

basuyen gedexr

Hamanena cexpenmja Ha xop u 6ukap6onaru

B

HMedunurapHa cexpeiyja Ha TEYHOCT
\

XMnepKOHIEHTpanMja Ha IPOTEeMHN BO IIAHKPeaceH CeKpeT

IIpenunuranuja Ha leOTeMHli M ONICTPYKIIMja Ha HYKTYCHUTE

Arpoduja Ha auunycu u Gpubposa

)
Iy6eme Ha maHKpeacHa ersokpuHa GpyHkimja
\2

ManaurecTuja Ha MaCTH M IPOTENHM

Crearopea

—basnyeH gedekT-HamareHa cekpeuuja Ha xJiop 1 bukapboHaTu-
aedunumnTapHa cekpeumja Ha TEYHOCT-XUMEPKOHUEHTPaLWja Ha NPOTENHN BO
NnaHKpeaceH CoK-npeunnmTauuja Ha NpoTEUHN—ONCTPYKLUKja N gunaraumja
Ha N3BOLAHUTE KaHanm —HEMOXHOCT 3a ABWXEHe Ha eH3UMU KOH LpeBa -
ayToaurectuja Ha naHkpeac-mHcy(puUneHLnja Ha ersokpruHa naHkpeacHa
cekpeunja-mangurectunja Ha nPoTeNHN U MacTu-cteaTopea
-rokadeH nMmyHopeaktmeeH TpuncuHoreH (IRT) Bo kpBTa
-noKayeH naHkpeatntmnc-acoumpaH npotenH (PAP) Bo kpBTa

D 3A 3APABCTBO

AMKA MAKEAOHMUI]A

P
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MUHUCTEPCTBO 3A 3APABCTBO

YBANKA MAKEAOHMU)IA

@ 2. MpetnocraseHa natoreHesa Ha xenaro-6unmjapnara 6onecr cnopep mogenor

Ha Sokol n Durie (7)
-Xenap

CFTR MyTauuja

HapyweHa xnopHa cekpeuwuja of
bunujapHuTe enutenHm knetku

v

|Bnnujapen npotok OwretyBame Ha

Apyrv edpextn
TBI/ICKOjHOCT 6vu1wjapHTe KaHanu
DokanHa 6unmjapHa UnToKkuHm
ONCTpyKyuja
TTokcnunm 6unujaprn
KucenuHm
$ Perpytuparse u aKTUBMpaHe

Ha stellate kneTtkute
OwrTeTyBatbe Ha

Ninnua- nepokcnpaumja
LntoknHm BUNTMIAPHA ®OURPN2A

— HapyLleHa cekpeTopHa oyHKUMja-ryCTu BUCKO3HU CEKPETU BO DunnjapHu
OYKTYCWU — ONCTPYKLUNja - peakTuBHa pmbpo3a-unposa-noprarnHa ’
XunepTeHaunja-xenaTtanHa nHcypuumeHuuja
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MUHUCTEPCTBO 3A 3APABCTBO

PENYBANKA MAKEAOHMUI]A

Cnuka 3. Esonyuujarta Ha xenatanua 6onecr Kaj o

MyKo3Ho 3auenyBatbe Ha bunujapHuteaykTynm Hema
Mponudepaumja/vndnamaumja

®okanHa 6unjapHa LMpo3a

Myntuno6ynapHa ymposa Mannabunen TBPA Xenap

v il

MopTanHa xunepreHsuja —® j
Xvnepcnnenusam

'V kpBapema
Acuurtec

[T —gnnatauuja Ha KIeTKn n bpyHepoBU OyoaeHanHu Xiicsa

- 10% HOBOpPOOEHN —CO MEKOHMUCKN USIEYC
-INoTHW xne3an —MopdOSIOLLIKN HOPManHU-NMOPEMETEH ENEKTPOSINTEH
coCTaB Ha noT

PenpoaykTnBHM opraHun -oncTpykunja Ha ceMmoBop
-abHopManHa uepsukanHa crnys



MUHWCTEPC IBO 3 3'\ 3APABCTBO

IYBAMKA MAKEAOHMUIA

Cnuka 1. MaroreHesa Ha MaJHyTpUMLMjaTa Kaj uucTnyHata ¢pmbposa

Manancopnuwuja XpOHWYHa Kawnumuya AHOpeKcHja
MoBTOPYBaHN MHPEKLUN FacTpouHTecTnHanHa 6onecr
Mudnamaumja Mcuxorenn npobnemu

OkcupaTmBeH cTpec

| l

3ronemeHu rybema 3ronemeHu notpebu HamaneH BHec

l

> EnepreTcku aeduuuT

<l
]




MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

KnnHn4ykn maHmndoecrtaumm
-pecnupaTtopHN CUMMTOMM:

-XPOHWYHA Kawnnua-ryct obuneH xunae CeKpeTosa

-AvcnHea n unjaHosa n batnvactn npctu (clubbing)

-ayCKynTaTOPHO NPOOOIMKEH EKCMNPUYM CO CTPyraBu MUCKaBU
BPOHXOreHn LWYMOBU M KpenuTauum

-Ha rnepkycuja XmnepcoHapeH niyKkeH 3BYK

-3rofieMeH aHTePO-NOCTEPUOPEH AMjaMeTap, UCMaKHAT CTEPHYM
N cnuHanHa kudposa

-XeMonTu3un

-raCHM aHann3m co XMNnokcemMmunja n xurnepkanHea

-RTG Ha nnyka n HRCT (High —resolution computer tomography)-
TpakacTu CeHKW, xunepuHdnaumja, atenekrasa,
NHUNTPauurja n BpPoHXMeKTasnum ce Oo anuec NHeymoTopakc,
nrieypaneH nsnme u ninykHa gubposa

-peungmBHU XPOHNUYHN MHAOEKUNM Ha NSyKa



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

KnnHunyka cnmvka Ha naHkpeacHa ersokpuvHa nHcyguumeHumja:
-NMOpPEMETEHO Bapere 1 Bapere 1 ancopnunja Ha MacTu U NPOTEUHU
-MaCHU HeOOOpPMEHN CMPAIUBN CTONULN
-He Hanpenysa BO TerecHa TeXuHa 1 BUCKHA
-3a0CTaHyBaH€ BO PacTOT U NOKpaj 3ronemMeH anetuT
-abgomeH-ronem, a masna MycKynHa mMaca-xurnoTpoguyHo
-efeM, aHeMuja, xmnoandbymmHemMmma
-AeuuUnT Ha NUNOCcoNyounnHM BUTAMUHN
-nedunumT Ha TaypuiH, XXOSTYHU CONKU N eCeHUNjariH MacHM KUCENUHN
-aHOpeKCcHja N HeafekBaTeH eHepreTckn BHeC
-CUHOPOM Ha OedUUMT Ha COJSl, aHTUOKCUAAHTEH aeuunt
-nednumT Ha MUHEpPanu N onuroerieMeHTu
-XUMNOTPOMOBUHOHEMMA-CKITOHOCT KOH KpBapeHe

-Pancreatitis

XPOHWUYHN PEKYPEHTHN abaoMMHaNHM BONKMU-enuracTpuyHoO-NeHeTpupa
KOH rpb6 CTpaHW4YHO 1 cynpapeHarnHa perma



MUHUCTEPC IH('\ 3APABCTBO

NHTeHCTUHanHN maHndecTtaumm Ha LI ENYBAMKA MAKEAOHM]A
-BegHaL nocne paramwe 10-15% -MeKoOHMyMCKU uneyc (HeoHaTarnHa

NHTECTUHAaNHa oncTpyKkunja nopagun 3adenyBame Ha JIYMEHOT HA TaHKOTO

LpeBO BO BnmM3nHa Ha uneouekanHa Bansosia co ryct nennms MEKOHNYM)
-NpoaoSHKEHa XonTtuua
-XPOHUYHN MPONNBU
-MEKOHMyMnnarcuHapoM-4ecTo He e NoBp3aH CO LUUCTUYHa hnbposa
-eKBMBASIEHT HA MEKOHWjaneH nneyc :

— PEKYPEHTHM napumjanHn Unm KOMNAEHTHU AUCTanHn LpeBHU

OMCTPYKUMN.

-KOnMKobpasHu cTomayHu bornkmn-nannaTopHa 60MHO OCceTNMBa Maca BO

aeceH OoneH KBaapaHT BO abgomeH

-bunujapHo noBpakawe
-oncTunaumja co abgomuHanHa 6onka n aucteHsnja
-MHBarnHaumja co rpyeBsm Bo CTOMaKoOT co 6orka, noBpakah€e 1 KpB BO CTONMLA
-nposarc Ha pekTym-og 6 meceuun 40 3 roanHU
-pnbpo3Ha KonoHonaTmja-BUCOKN 0031 HA NaHKpeacHM eH3nMn-abgomMmmHarnHa
bonka-gucTeHsunja-acunT KpBaBo Crly3aBa gujapea
-ractoesodaruvjaneH pednykc-nnykHu u 'MT cumntomm



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

XenaranHu CUMNTOMMW:
-HeoHaTasiHa xornecrasa
-XernarasnHa crteatosa
-XPOHMYHA XenartanHa bonecTt-umposa
-eKcTpaxenaTtnuyHa dununjapHa bonecrt
-Xenatomeranva
Diabetes mellitus
-AnjabeTnyHa peTnHonaTuja
-AnjabeTnyHa HepponaTuja
-PenpoayKkTnBHU OopraHu —Kaj >XeHCKn ocobn HamaneHa pepTUITHOCT
-Kaj MaLLK1 0cobun CTEPUIHOCT
-ConeHa not
-3rofieMeHa efniMmMmnHaumja Ha enekTposinTK BO noTTta
-LUMpPKynaTopeH Konanc n cMpT (XMNOTOHa Aexuapauuja)
-XpoHM4YHa meTabornHa ankanosa
-XPOHUYEH CUHY3UT 1 Ha3arHW Nonunu
-OcTeonoposa n octeoneHna
-3akacHeT nybepTeT
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MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMU)A

KnnHunyka cnunka Ha Ll® Bo ogHOC Ha Bo3pacTa

HoBopoaeHo: -MeKkOHWjaneH uneyc

-HeoOHaTarHa xonecrarcka »ontumua
JloeH4Ye: NOTXpPaHETOCT, cTeaTopea, XPOHNYHa anjapea, abgomMunHanHa
OVUCTEH3nja, egeMHa ManHyTpuumja, xmnonpoTtemHemMmja, HeHanpenysame,
aHeMuna, BUTaMuH gednumTapHn COCTojoun, XunoHaTpueMmnyHa gexmapaumja,
MeTaborHa ankanosa, XpOHWYHa Kawunuua, 6poHXUT, BPOHXNONUT N XPOHNYEH
aucTpec.

NeTCcTBO: PEKYPEHTHU XPOHUYHN ©enoapoOHMN NHPEKLNU, XPOHUYEH
CUMHYCUTUC, Ha3arHu Nonunu, ManHyTpuumja, AeuumnTt Ha NMNoconyounnHmn
BUTaMWUHUW, EKBUBAINEHTN HA MEKOHWjaneH uneyc, pektaneH nponanc,
naHKpeaTUTUC, NopTanHa xmnepTeHaunja, batmyacT NpCTu.

AponecueHTU N BO3pacHU: XPOHUYHN BenogpobHn nHpekunu,
0eopMUTETN Ha rpageH KoL, MNysIMOHaNHoO cpue, AncTaneH NHTeCTUHaNeH
CUHOPOM, WeKkepHa 6orecT, 3a40uHeT NybepTeT, CTEPUNUTET, OCTEONOpO3a

/



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

UcneayBara

-MNoTeH Tect
-KBaHTUTATUBEH MUIOKAPMNNHCKM JOHTOJ)OpEe3eH NoTeH TeCT
-metop, Gibson-Cooke
-MaKpoayKTarieH KOrieKkTOpeH CUCTEM
-xnopuam Bo not >60 mmol/l
-MeKOHMYMCKN TEeCT-3rofieMeHun arndyMmH1 BO MEKOHNYM
-AIMyHOpeaKTMBEH TPUMCUH TECT-3rofieMeH TPUMNCUH BO KPB
-Meper-e Ha HOCHa noTeHuujanHa pasnuka
-PeHreHorpaduja n komnjytepmsmpaHa Tomorpaduja Ha nrnyka
N CUCHYCH
-bpoHxoanBeonapHa nasa)ka 1 MMKPOOMOMOLLKO UCNUTYBaHE
-FacHn aHannan —xnnokcemma n xmnepkarHea
-bakTepunonoLwkn aHannsmn Ha cnyTym
-xvnodapuHrnanHa nnu eHgosiapuHrmjanHa cykumja,
-nnobok 6puc oA rpno
-6bpoHxockonuja



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

-OyHKLUMOHANHO NCNUTYyBake Ha nnykara
-nopemMeTeHa gucTpubyunja Ha BeHTUNauuja,
-nopemeTeHa gundyysmja Ha racoBu,
-HamarieHa KoMnsimjaHca Ha nnyka,
-U3MEeHeT BeHTUNaunoHo nepdy3noHeH ogHOC.
-ButaneH kanayutet HamaneH,
-pesngyeneH BoriyMeH U (pyHKUMOHaneH pesnayered Kanayuter-
3ronemeHu.

-OYHKUMOHAMNHO NCNTYBakEe Ha NaHKpeacHa MHcyduumneHuuja
-KBAHTUTATMBHO OApedyBat€ Ha MacTu BO deLec
-NaHKpeaTnyYeH CTUMYNaTUBEH TECT
-MEepeHe EH3MMM XMMOTPUINCUH UK enacTtasa Bo delec
-6beHTEPaMUTCKN TECT
-eH3MIW BO KPB
-exo nperneq



MUHUCTEPC H%(f\ 3APABCTBO
) YEBAMKA MAKEAOHMIA
-XenaTasiHn pyHKLMOHaNHM TeCTOBU (XenaTtaneH CKPUHUHT)
-AST (acnaptat amnHoTpaHcdepasa)
-ALT (anaHnH amuHoTpaHcdepasa)
-GGT (rama rmytamun TpaHcdepasa)
-AnkanHa dgpocdgaTtasa
-bunnpybuH
-Exo
-XenatobununjapHa cumHTurpadumja
-EHpOCKoncKka peTporpagHa xonaHrmonaHkpearorpaduja
-fopHa racTponHTECTUHANHA eHaoCcKoNuja
-KomnjytepunsnpaHa tomorpadumja
-MarHeTHa pe3oHaHua
-XenartanHa buoncuja

-AunjarHo3a Ha CFRD
-Hemoglobin A1C (A1C)
-OGTT Tect



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMUIA

-[MpoueHka Ha pacToT N HYTPUTUBHUOT CTaTyC
-TEXWHA, BUCKMHA N 06eM Ha rmaBa-nepueHTUITHN KpUBU
-Z-CKOpOBW 3a TEXMHA, BUCMHA U TEXNHA 3a BUCMHA
-BMI-Body Mass Index-nHgekc Ha TenecHa maca
-MpoueHT o4 naeanHa TeXnHa 3a BUCUHA
-CkerneTtHa BO3pacT 1 maTypauuja
-TenecHa komnoaunuunja
-KOCKEH OeH3UTET

-DXA ckeH (Dual energy X-ray absorptiometry)
-€ 3NnaTeH cTaHaapa 3a Meper-e Ha KOCKEH MUHepaneH OeH3NUTET
(bone mineral density-BMD)

-AHann3a Ha cemeHa Te4YHOCT



MUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMU)A

[wvjarHosa Ha Ll®

-kputepuymmn no Shwachman, Matthews, Andersen-gsa og cnegHurte
4eTUPKU KPUTEPNYMU:

-XPOHUYHa nnykHa bonecTt

-NaHKpeacHa eKCKpeTopHa ancyHkumja
-NO3UTMBEH NOTEH TECT

-(hbamunujapHa nojaea Ha bonecta

-KINMMHMYKa gujarHosa

-NOTEH TECT

-Meper€ Ha HOCHa noTeHumnjanHa pasnuka-PD (potential-difference)
-reHoTUNM3aumja



Cnuka 1. injarHocTuykm anropuram Ha L@

KnMHUYKI CUMNTOMU UAW MO3UTUBHA
cemejHa NcTopwja unm no3nTUBeH
HEOHaT. CKPUHUHT

MoTTeH Tect

|

I Cl >60 mmol/L t
I [oBTOpPEHO Meperse E

\ 4
Cl = 40-60 mmol/L

'

Cl <.40 mmol/L

[oBTOpeHo Mepere

>

A 4

| Cl >60 mmol/L E

P

v
40-60 mmol/L

Cl=

MoTBppa Ha AnjarHosata |

CFTR myTauum

FeHoTunNu3aymja 3a HajyecTuTe '

[MoHaTamolLHa AvjarHo3a camo
BO MPUCYCTBO Ha TUMUYHN
cmMmnTommn

!

2 CFTR myTauuu

A

I 1 CFTR myTauuja F

}

L Hema CFTR myTayuja

:

MoTBpAa Ha AvjarHo3ata

[loNONHUTENHN KIMHUYKN TECTOBM
(naHKpeacHu eH3umK BO deLiec,
CUHYC-paavorpam, cnyTym-nperneq,
cnepmorpam)

lNoHaTamoLuHa gujarHo3a
Camo BO MPUCYCTBO Ha
TUNWYHU CUMNTOMMN

Mepere Ha Ha3anHa noTeHuujanHa
pasnuka unn 6uoncmja Ha
peKTanHa MyKo3a

MUHUCTEPCTBO 3A 3APABCTBO
PENYBANKA MAKEAOHMU)A

, wwrw ol g



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMU)A

[MpeHaTanHa gmjarHosa n CKpuHur 3a Lo

-npeHaTanHa agujarHo3a — Luen cnpeyvyBawe Ha 60onHo aete
- ogpeayBak€ Ha ankanHa gocdartasa BO aMHUOHCKA
Te4yHoCT BO 18-Ta Hegena og 6pemeHoCT
-reHeTCKa npeHaTtanHa aujarHo3a:

- MHOMpeKTHa reHeTcka aHanu3sa-DNA o detyc ce
eKkcTpaxmpa og martepujan gobueH co buoncmja Ha XOPUOHCKM pecu o AeBeTTa
00 ABaHaeceTTa Heagena og bpemeHocT

-OUPEeKTHa reHeTcKa aHanusa Ha no3Hatn mytaumm Bo CFTR
reHoT Bo DNA og dpeTycoT-6moncuja Ha XoTUOHCKM pecn-9-12 Hegena o
6pemeHocCT

-npeauMniaHTayucKa reHeTcKa anjarHo3sa: MHBUTPO
depTunusaumja, buoncuja n oTCcTpaHyBak€ Ha e4Ha KIeTka o eMOPUOHOT,
amnnudukayuja Ha DNA n aHanusa Ha amnnnduumpaHnoT npoaykTt Ha Lid
MyTaumm



MUHUCTEPC m(»\ 3APABCTBO
) YEAMKA MAKEAOHMUIA

NMonynaunoHeH CKpUHUr

-XETEPO3UTrOTEH CKPUHUT 32 HOCUTENCTBO Npea 1inun 3a Bpeme Ha

6pemMmeHocTa T.e. NPeAKOHUENUUCKM N aHTeHaTareH CKPUHUTN 3a

HOCUTESICTBO KOj € A0CTa palunMpeH BO MHOTY 3eMju.

-BO HawlaTa 3eMja ogpeayBate Ha HocuTencTeoTo Ha LId reHOT ce BpLuun

camMo BO CEMEjCTBa CO UCTOpUja 3a UMCTUYHa bonect

HeoHaTaneH CKpUHUHT

-Lien: OTKpuBah-€ Ha HOBOpoAeHU adhekTnpaHn og umctmyHa pmubposa
-ogpeaysare Ha anbymMuH BO MEKOHNYM

-3rofieMeH MMYHO peakTMBEeH TpUNcuH u TpuncmnHoreH (IRT) Bo KpB
-reHeTcka aHanusa Ha CFTR myTtauuu

-BO NnoBeKkeTo 3emMju L|® ja BknyyyBaaT BO HAUMOHANMHUTE CKPUHUHT
nporpamu.



MHUHUCTEPCTBO 3A 3APABCTBO

MK \KEAOHMUIA

-MPOTOKOS Ha HeOHaTasreH cKpuHur 3a P
1. IRT: npumapeH TecT co :Delfia (heterogeneous time resolved
fluorometric assay) TexHuka,
RIA (radio-labelled immunoassay)
nnu ELISA (enzyme-linked immunospecific
assay) metogu
2. luTepmegmjapeH TecrT:
-ogpenysane Ha IRT Bo BTOp npumMepok KpB-3-4 Heaerna of
XUBOTOT
-aHanusa Ha CFTR myTtauun
-PAP ananunsa (pancreatitis-associated protein)

3. AunjarHosa Ha LD kaj gpoeH4ve 6e3 knnHMYKa MaHudectaumja
-NO3UTUBEH HEOHATaNEH CKPUHUT
-MoKayeHn xnopmuam Bo noT



MUHUCTEPC H%(»\ 3APABCTBO
J YBAMKA MAKEAOHMU)A
Tepanuja
-HE NOCTOM cneumdunyeH nek
-aHTMBMOTUUM (MB, OpariHO, MHXanaTopHO)
-pmsmkanHa Tepanuja: -noctypanHa gpeHaxa-nepkycuja
-aBTOreHa apeHaxa
-ocumnaropeH PEP-Flutter
-Vest (BUCoOKOPpeEKPEHTHN ocumaumnm Ha smg,
Ha rpageH KoL)
-(pn3nyKka akTUBHOCT 1 BEXOU
-MHXanayuoHa tepanunja (KOHTUHYpaHa N UHTEPMUTEHTHA)
-MyKONUTNYKK cpeactea-rhDNasa-pekombuHaHTHa xymaHa
neokcupmnboHykneasa-Pulmozyme
-XUNEPTOHNYEH CONEH pacTBOp
-6bpoHxoannartaropu
-aHTUMH(amaTopHa Tepanuja:KoOpTUKOCTEPONAN
HEeCTepPONaHU aHTUMHANAMaTOPHN NTEKOBU
Makponuam
NeyKOTPUEHCKU aHTaroHNCTU
-NEKOHIreCTMBHM JIEKOBU
-KarnopuyHa ncxpaHa 6orata co NPOTeNHU Co ymepeHa pecTpukumja Ha”
MacTu



MHUHUCTEPCTBO 3A 3APABCTBO

AMKA MAKEAOHMU)A

-naHkpeacHun eH3nmn-Creon, Pancrease
-MHXNBUTOPU Ha NpPOTOHCKa nymna-Umeprazol
-cynremMeHTaumja co TaypuH
-MYNTUBUTAMUHU

-BaKLMHaLNK

-pexugparauuja

-6enogpobHa TpaHcnnaHTaumja

-HOBW MHXanaunoHn aHTMBbMOTCKM npenaparu
-AeHycon n nHxanaumMoHeH MaHUTON
-reHeTcKa Tepanuja

-YPCOHAOEOKCUXOSTHA KUCENNHA

-Xenaranda TpaHcnnaHTauuja

-UHCYINMHCKa Tepanuja

-Tepanuja co budocdoHaTu



3akny4doun/HaydeHn nekumm il

-LUd kako komnnekcHa XpoHndHa 6onect 6apa KOHTUHYUpaH TPeTMaH BO
TEKOT Ha LEeNnnoT XMBOT, NOCTOjaHa rpmxa v nogapLuka of onwTecTBOTO U
yHarnpegyBake Ha TPeTMaHOT 3a UCMNOSTHyBake Ha COBPEMEHN CTaHaapau
3a Tepanuja. 3a Toa e noTpedbHo narpagba cneunjanmanpaHu U® ueHTpun
N MPUMEHa Ha CoBpeMeHN NpuHUMnu Bo Tepanuja Ha LIP 3a ga ce nocturHe
KBanMTETHO U AOMro NpeXnByBaH-E.

-LUd kako mynTtucuctemcka bonect 6apa myntugucuuniiMuHapeH npucran
o4 Nlekapu cneunjanucTu: negujatap-nynmorsor, UHTEPHUCT-
racTpoeHTeporsor, dnsmorepanesT, MUKPOOMOor, MeAULIMHCKA CECTPA,
ncmuxonor, coumjaneH paboTHUK, HYTPULIMOHNCT BO copaboTka co apyru
cneunjanucTn og apyrn obnactu.

-PaHa anjarHo3a Ha bonecTta co BoBegyBawe Ha NOonyfaunMoHeH U
HeoHaTaneH CKPUHMWT.

-BoBenyBarwe Ha gomMallHU cCepBUCHK 3a Tepanuja Ha NauneHTn co
LMCcTUYHa domnbposa.

-HaBpeMeHO oTKpmBaH€ Ha cUTe KOMMSIMKaLnUm NpeKy perynaTtopHu
CUCTEMCKU UCNNTYBaHba.

-Co3sgaBak-€ LUeHTap 3a TpaHcnnaHTauuvja-Ha 6enun gpob6oBwu.
-MpopomnxyBame U NoaobpyBate Ha XXMBOTHMOT BEK Ha MaLMEHTA co

L



