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Ondunarfseraeinkenni

e Hosti

e Stridor

e Madi

e Ondunarerfidleikar
e Bl6Ohosti

® Haesi

® Raeskingar

e Nefstiflur

e Hrotur



Hosti

+ Algengasta einkenni lungnasjukdoms

« Mjog algengt einkenni hja losnum bornum sem
leitad er med til laeknis

 10% friskra barna med kvef hostar i meira en 2-3
vikur.



Host

 Bradur hosti
Sykingar
Adskotahlutur
Astmi
 Langvinnur hosti > 4 vikur
Astmi
Kréoniskur lungnasjukdémur

Anatoémisk afbrigdi
Bakflaedi

+ Endurtekinn langvinnur hosti
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HOosti

« Hve lengi?
 Hvernig byrjudu veikindin?
« Adur svipud einkenni?
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HOst
 Einkenni fra efri ondunarvegum
Nefrennsli/nefstiflur

Stridor
Einkenni fra odrum liffeerum

Kvid
Efri ondunarfeeri

Voxtur og proski

Aukahljod fra ondunarvegi
* Ma0i



Mismunandi tegundir hosta

https://www.youtube.com/watch?v=UDG6z5AiU-A&vl=en

Croup:
https://www.youtube.com/watch?v=xwOfOgY8Ye8 1:46

https://www.youtube.com/watch?v=zGWZSTkAotI&list=PLKUX6UbAKeUCY30L
IEj5thB7YojOcPozU

https://www.youtube.com/watch?v=dimv4V7Z4HiM 1,4 0 2 m

Kikhosti
https://www.youtube.com/watch?v=8Ka2h5bLVjw
1.10



https://www.youtube.com/watch?v=UDG6z5AiU-A&vl=en
https://www.youtube.com/watch?v=UDG6z5AiU-A&vl=en
https://www.youtube.com/watch?v=xwOfOgY8Ye8
https://www.youtube.com/watch?v=d1mv4VZ4HiM
https://www.youtube.com/watch?v=d1mv4VZ4HiM
https://www.youtube.com/watch?v=8Ka2h5bLVjw
https://www.youtube.com/watch?v=8Ka2h5bLVjw

kooun

Almennt astand
Hvernig hljomar héstinn

Hlustun

- Hvaesiondun
- Stridor

- Brak

- Slimhlj6o
HNE
Clubbing

Mettun
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Tilfelli

® 9 manada drengur

e Edlileg medganga og feeding

® Greindur med bronkit/astma a Hg
e Pyngdist agaetlega fyrstu manudina
* Gengid verr sl manudi

e Orolegur og alltaf svangur



CF — Fjolkerfa sjukdémur

*Lungu

*Bris

*Efri ondunarfaeri
Lifur
*Meltingarvegur
*Lidir og bein
*Vas deferens
*Eggjastokkar
Svitakirtlar




- CF genio

e Galli i CFTR geni a litningi 7 (7q31.2)

e Vikjandi erfdir

e Ytir 2000 pekktar genabreytur e
* Delta F508 (80-90%)

® Genabreytum er skipt i flokka 1-6

Unaffected
"Carrier"
Mother

e Tioni mismunandi eftir londum
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CF proteinio

S

*Cystic fibrosis
transmembrane
conductance regulator
*Protein 1 frumuhimnu
*Klor- og bikarbonatgong
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Einkenni - born

® Mekonium ileus

e Langdregin gula

e Slimhosti

e Sykingar

e Lausar haegdir, oft a dag, miklar haegdir, 6meltur
matur, oliukenndar

* Rektal prolaps

® Vanprif

* Nefstiflur

e Saltbragd
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Einkenni - eldri

e Seinkadur kynproski
* Brisbolga

e Kinnholubdlgur

e Nefsepar

e Ofrjosemi



Cc fibrosis i

D

Outcome Females Males Total
Patients registered in n 21220 23499
the ECFSPR (%) (47.45) (52.55) 44713
Age at follow-up (in years; mean 20.5 21.4 210
patients alive on 31/12/2016) median 18.3 195 19.0 >
Patients Z 18 years 50.7 538 524
(patients alive on 1/12/2016) % C :>
Age at diagnosis' mean (years) 42 4.1 a1
median (months) 4.2 4.0 4.1
Patients with at least one %
Fs08del allele recorded 824 82 3 B24
Patients living with n 1152 1162 2314
lung transplant” (%) (5.7) (5.2) (5.4)
Patients living with n a0 157 247
liver transplant’ (%) (0.4) (0.7) (0.6)
Patients deceased in 2016 n 254 225 479
(%) (1.2) (1.0) (11)
Age at death (years)” mean 315 31.2 314
) ) median 29.0 30.0 30.0
ECES Patient Registry

Annual Data Report
2016 data



Betri medferd-lengri lifun

What next?
40 -
CF gene
35 ] identified
30 CF protein
identified
25 - First successful
g pregnancy
o 20 -
()] Sweat chloride
< 15 test developed
Discovery
10 4 of high salt
Firgg N Sweat Antistaphylococcal antibiotics
5 - pathologic
description
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Elborn J5. Personalised medicine for cystic fibrosis: treating the basic defect. Eur
Respir Rev. 2013 Mar 1;22(127):3-5. doi: 10.1183/09059180.00008112. PMID: 23457158.



CF Lungu

e pykkt slim

® Bolga

e Sykingar

® Bronchiectasis
e Fibrosa

e Skert lungnastarfsemi
e Ondunarbilun
e [graedsla/daudi



Lungnastarfsemi

Lung function

For the evaluation of lung function all patients from 6 years without transplantation, with lung function

measurement 2018 were considered. A total of 4997 data sets were available.
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https://www.muko.info/fil
eadmin/user_upload/an
gebote/qualitaetsmanag
ement/register/berichtsb
aende/annual_report_2
018.pdf. Sétt 25.9.2020



https://www.muko.info/fileadmin/user_upload/angebote/qualitaetsmanagement/register/berichtsbaende/annual_report_2018.pdf

Lungu- ‘medferd

e Slimlosandi medferd
e Ondunar sjukrapjalfun
e [nnudalyt
Hyperton saltvatn
Pulmozyme
e Syklalyf
Per os, iv, innuda
e Hreyfing!
e Berkjuvikkandi lyf
e Bolguminnkandi lyf
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Germs Found in the Lungs of People with CF by Age, 2012
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45+

*P, aeruginosa includes people with MDR-PA.

**MDR-PA is multi-drug resistant Pseudomonas aeruginosa (P. aeruginosa).

¥S. aureus includes people with MRSA.
*MRSA is methicillin-resistant Staphylococcus aureus (S. aureus).

Ped in Rev 2015




%FEV1

decline prior to chronic infection

100

start of infection

Quist et al.] of Cystic
Fibrosis 2016



Bris

* Exocrine vanstarfsemi

90%

Malabsorption

Vanneering

Skortur a fituleysanlegum vitaminum og fitusyrum
* Endocrine vanstarfsemi

CF tengd sykursyki (CFRD)

Skimad fyrir

Eykst med hekkandi aldri

e Pankreatit
Sufficient=>insufficient
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® Meltingarensim
Creon / Pertzye

e VitADEK
¢ Insulin vido CFRD

Bris - meoferd
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Meltingarfeeri -

130

e Mekonium ileus

120

e Magabdlgur og reflux
e Malabsorption !
® Steatorré |
e Rektal prolaps

100 —=

kg

e Eftir greiningu o
Heegdatregda L
DIOS o
Lystarleysi w—r ’ |
Kvidverkir BN o= ————

5§ [ T B 9 10 1" 12 13
Mbartssan Wikland K, Luo 26, Nixlassan A and Karlberg J. Acta Padialr 91: 733754, 2002



Lifur og gallvegir

e Hyperbilirubinemia /gallstasi hja nybura
e Gallstasi/sludge/ steinar

® Hepatic steatosis

* Focal biliary chirrosis

e Multilobular biliary chirossis

e Chirrosis=>portal hypertension=>esophageal varices

e CF lifrarsjukdémur(CFLD)
30%
Fyrir tvitugt
Skimad fyrir



Greining

® Svitaprof

* Nanodukt adferd <50 edlilegt

* Macrodukt adferd <30 edlilegt

» 30-60 gratt svaedi

* Feces-elastasi >200 edlilegt
* Genarannsokn
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Markmio

* Viohalda lungnastarfsemi
* Gott naeringarastand

® Dagleg medferd sem virkar fyrir barnio
e Lifa edlilegu lifi



Tilfelli

® 6 dra barn

e Alltaf med kvef

e Oft med slimhosta

® Fengid eyrnabolgur amk 10 sinnum
Fengid ror

* Engin meltingarferaeinkenni

® Vex edlilega
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¥~ Primary ciliary dykinesis

PCD

e Vikjandi erfdir

e Prevalens 1:2200-40.000

e Morg mismunandi gen (28+)

e Margar mismunandi genabreytur

* Syndromal genetic PCD variants
X-linked td Joubert sx

e Situs inversus 50%



CD
e Nefstiflur e Burstaprof i
Fra nyburaskeidi rafeindasmasja
e Eyrnabolgur * Nasal NO
Eiga ekki ad fa ror e Genaprof
e Slimhosti e Virkniprof

e Immunofluorescence



Cilia

Plasma Inner
membrane dyneinarm Outer

Central
sheath

A tubule
Interdoublet
(nexin)
Outer id
doublet pioge
B tubule
Central
Radial microtubule
spoke

Figure 9-30b Cell and Molecular Biology, 4/¢ (© 2005 John Wiley & Sons)



CF vs PCD
¢ [P

Hosti/slim ++++/pykktog  ++++/laust og
seigt pynnra

Efri ondunarfeeri ++ o+

Eyrnabélgur + ++++

Nefsepar ++ +

Bronchiectasis Byrja oftast Byrja i lobus
apikalt med/lingula

Bakteriur S.aur, psa H. influenza,

pneumokokkar

Ondunarferaeinkenn + +++

i nybura

Ofrjésemi kk +++ +++

Metingarferaeinkenn +++ _
i



/

Eitt og annaod

* Medfeddir anatomiskir gallar

e Langvinnur lungnasjukdémur fyrirbura
® Astmi

e Onzemisgallar

* Bronkiektasiur

e Interstitial lungnasjukdomar
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Daemigerd uppvinnsla

 Myndrannséknir

Rtg pulm
HRCT/CT med skuggaetni

* Lungnarannsékn

Spirometria

Body box, DLCO, I0S, MBW
e Ondunarferaraektanir
e Oneemisfraedilegar rannsoknir

e Status, D-vitamin, lifrarpréf, Na
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Daemigerd uppvinnsla

e Skodun hja HNE laekni
* Berkjuspeglun

® Svitaprof
e Elastasi i haegdum
* Genarannsoknir

e (Cilia rannsoknir
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Stridor - nyburar

Laryngomalacia
Laryngeal malformation
Raddbandalomun
Tracheomlacia
Adahringur

Stenosur

Hemangioma

Papilloma
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Medfaedd anatomisk afbrigdi

e Laryngomalacia
e Tracheomalacia
e Bronchomalacia
e Adahringur

 pPrengsli(stendsur)

e https://share.icloud.com/photos/oyWqGgJEcbOyqyH
uiWSIlgMgog
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Stridor- bratt

e Croup

e Epiglottit

e Tracheit

e Adskotahlutur
e Abscess

® Anafylaxi
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Stridor — eldri born

® Vocal cord dysfunction

e Raddbandalomun

* Excercized induced laryngal obstruction
® Subglottic steonsa

® Tumor

® Tracheal web

* Hypocalcemii laryngeal spasm
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Medfaedd anatomisk afbrigoi

* CCAM
e Pulmonary sequestration
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Fleiri medfaeddir gallar

e Congenital diaphragma hernia
Lungnahypoplasia
Skert lungnastarfsemi

® Esophageal atresia me0 fistli
Tracheomlacaia
Hvaesiondun
Endurteknar sykingar

Hypersekretions vandamal
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Svefntruflanir og 6ndun

e Kaefisvefn
Anatémiskar orsakir, tons og ad
Craniofacial syndromes
Downs syndrome ofl
Offita

e Hypoventilation
Voodva/taugasjukdémar

e Truflud central 6ndunarstjorn
CCHS
Chiari
Heilastofns lesionir
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Einkenni svefntruflana

e Hrotur/0ndunarhlé

e Dagpreyta

e Skert athygli, uthald og einbeiting
e Otvirkni/Vanvirkni

e Undirmiga

* Pirringur

* Aukin/minnkud matarlyst
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Ahrif svefnhadra ondunartruflana

® Voxtur

e Vitsmunaproski

e Hjarta og eedakerfi
e Lifsgaedi
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Hugsanleg uppvinnsla

e HNE skodun
e Ofneemi

® Hjarta

e Bakflaedi

® Siriti
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Svefnrannsoknir

oK. Now JusT \——&
SLEEP NORMALLY.-. /0 e
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Anne B Chang, Andrew Bush, Keith Grimwood, Bronchiectasis in children:
diagnosis and treatment,The Lancet,Volume 392, Issue 10150,2018,Pages 866-
879,ISSN 0140-6736,https://doi.org/10.1016/5S0140-6736(18)31554-
X.(https://www.sciencedirect.com/science/article/pii/S014067361831554X)

https://www.uptodate.com/contents/bronchiectasis-in-children-
pathophysiology-and-
causes?search=primary%20ciliary%20dyskinesia%20children&source=search_re
sult&selectedTitle=2~31&usage type=default&display rank=2
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