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Pathophysiology of cystic fibrosis

......

= CF is caused my mutations in the CFTR (Cystic
fibrosis conductance regulator) gene on
chromosome 7

= CFTR-protein
= member of the ATP-binding cassette (ABC)
transporter superfamily
= |ocated at the apical membrane of polarised
epithelial tissues -> multisystemic disease
= cyclic AMP-regulated
= acts as a chloride channel and down-

regulates the function of ENaC

Gergely L et al, NEJM 2003;349:1401-4 | |
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CF pathophysiology

Showrsas
Sinaats
Folyps
= CF phenotype very heterogenous, depends on
* CFTR mutation
= genetic background, modifier genes
s = environmental influences
o e = treatment
Erorcheciass
.;."'“.....'?°1".‘;"" = Genotype-Phenotype relationship
= Strong for pancreatic phenotype,
G meconium ileus, diabetes, liver disease
Catrective bhsry = Variable for lung disease
tract disease
mmm. = Gene modifiers
s Sopnihast = Genes implicated in inflammation, immune
defense, tissue repair, ion transport
e = E.g. MBL2 (Mannose-binding lectin), TGF-
Ol it thorucion B1 (Transforming growth factor), SERPINA1
fecta preiapsa (a1-antiprotease)
Repeoductive tract t"
Mesie infortity
Congenital shsence \ ) 5
of vas deferens J

Gergely L et al, NEJM 2003;349:1401-4




Prevalence of Respiratory Microorganisms by Age Cohort, 2018
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Autosomal Recessive Inheritance Pattern

N b
Carrier
Parent
. Unaffected
. Affected
&
M - Carrier
\ ¥ 4

Unaffected Carrier éhildren Affected
Child (25%) (50%) Child (25%)



Volume §1, Numbey 5 December 2008
‘I J ISSN To0R5-4673
FPages 453 - 488

Jordan Journal of Biological Sciences

The Impact of the Complexity of Cystic Fibrosis in Jordanian
Patients on the Spectrum of Cystic Fibrosis

Transmembrane Conductance Regulator Mutations

Mona R. Bustami',Luay F. Abu-Qatouseh', Nagham A. Hussein’, Walid*S.
Aburayyan', Eyad M. Mallah', Raeda W. Khalil’and Tawfiq A. Arafat’

! University of Petra, Faculty of Pharmacy, EL"ITJ.!-'I':"F.‘.'EJ:E:L-' of Jordan, Faculty of Medicine, jFJ:fFfefa'Efpfr:'ﬂ University, Faculty of Science,

Amman, Jordan

Received February 18, 2018; Revised April 24, 2018; Accepted May 8, 218




Tested 68 patients.
Tested for 26 known CF
mutations.

46% had an identified
mutations.

CFTE nuataiion'yaniani Locaisomexon'minon Wamnber of chromosomes Propantion (%}
p PhifoEd] 1 AL 7.4
c ATl TA intrin 10 A 44
o IVER-FT intrin 8 5 A
. CFTR dicl1 718 1718 4 BRI
e 6 ThelA 19 4 an
2. CFTR dele2 2 4 an
pArpTSGn E 1 1.5
e | THAGA 1 1 1.5
pArp 1066y 19 1 1.5
p. Giml 1o 19 1 1.5
p.Tepl 282X 20 1 1.5
2 ARSI A imtron |9 2 1.5
e, CFTR del2(ing] BA) 2 2 1.5
"z 2060 AT imtrin 2 2 1.5
e, 207- 13 Imiron 2 2 1.5
gk | 20The 9 1 0.7
Il 148 Thr 9 1 0.7
. The383Mx1 8 1 0.7
. ThaTE0M! 13 1 0.7
pfusp ] 152 HE 13 1 0.7
P Serl 135 Arg 1% ] 0.7
POl 244Gk 20 1 0.7
33459 1k bC>=T Intron 19 1 7
pofum ] 03 Ly 21 1 7
e 0 LA 21 1 0.7
Ol 244 Asp 21 1 0.7
Tutal wkenkiliad A2 457
Unkniwn 74 543
Wumber of tested chromesomes 156 11

"MOT previcusly reporfald mulation

Tabdel, The spectrum of CFTE Mutalons amsomg Jondanian CF populalion




“ ..SS‘ ~..S.~S‘ UI,A‘)A X ¢ e

Bl pande
5 YA J.\AY\GAM o
syl L i
Y ki -

aSlal) andall chlaadl) o









UCF 2011
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Smooth Trachealis muscle
muscle

— Thick, sticky mucus
blocks airway Lumen

Healthy

Smooth Trachealis muscle
muscle

Cystic Fibrosis

Mucus




Cystic Fibrosis- Physio

Predisposing Factors/Causes: Genetic
Management:

Chest physiotherapy is important
because helps to prevent the

thick, sticky lung secretions from
blocking the air tubes. This helps to
reduce infection and prevent lung
damage.

ACTIVE CYCLE OF BREATHING
POSITIVE EXPIRATORY PRESSURE
OSCILLATING POSITIVE EXPIRATORY
PRESSURE e.g. acapella, flutter.

Teach family how to do percussions
etc

The patient needs to do exercise to

keep the lungs from deteriorating
and to improve physical strength and
bullk.

Stretching exercises and being taught
correct posture can help.
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* Creon

* Vitamins A,D,E,K
* Hypertonic saline
* Dornase alpha

* Antibiotics
e Tobramycin inhaled
* Gentamycin, amikacin, colistin inhaled
* |V Gentamycin, amikacin, colistin, Tazocin, Ceftazedim.

¢ 2% J& Pediasure, Pediagain
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JORDAN CYSTIC FIBROSIS REGISTRY DATA TOOL

Consent has been Clearly from patients

revoked (Capture date | + consent form for research purposes

or year DD MMM If <18 yrs from parents

YYYY)

Source of data Pediatrician | Parents | Patient

Source contact
information to seek any
missing data from
Center code/ health Drop down list for all health facilities
facility code
Insurance presence Yes (type and name of insurance,.. No
|- Patient’s Personal and Demographic Data

Demeographics and Patient’s Personal Data

Mationality Jordanian | Mon-Jordanian (Specify: .......... )
Patient code! Mational

ID or Personal 1D Criteria: the place of residency is Jordan

Date of birth

(MM/DDAYYYY)

Full Name Connected with CSPD

Gender Male Female

Marital Status Single Married Divorced/widow
Education Level Primary Secondary Higher Education

{compare it with DHS
data to be matched)
Place of residence Drop down list by governorate then by city — match it with DOS
Patient address:




3.2 Other Medical Complications

Pulmonary/Airways
Select all that apply?

Drop down list

- Major hemoptysis

- Bronchiectasis

- Pneumothorax

- Fibrosis

- Respiratory faillure

- Others (specify .....)

Gastrointestinal/Hep
atobiliary
Select all that apply?

- GERD Gastroesophageal Reflux Disease
- Gastrointestinal bleeding

- Abnormal Liver Function test

- Cirrhosis or portal Hypertension

- Pancreatitis

3.3 Lung Function (Anthropometric and Spirometry Measurements)

The best recorded FEV |
in the year or means of
FEV

FEVI date

Obstructive pattern

Mild Moderate Severe

Mixed pattern

Mild Moderate Severe

3.4 Height and
Weight

Height date and value

Weight date and value
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Diagnose T.!,,‘X Advocate . Educate P join Us

B Voicing patients need for { Training clinicians and allied . Learn more about joining
S®3 essential drugs and care health professionals j

Increasing patients access to -
early and accurate diagnosis N




MECFA

 MECFA Middle East Cystic Fibrosis Association
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