Screening deficitu AAT
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Defektni AAT

Taking the bait

Protease

Alpha-antitrypsin

Entrapment and destruction

Frotease

Alpha,-antitrypsin

Mutations and disease

Thrombosis

Hemorrhage
Angioedema “Latent”

form

Polymer
Serpin

' Emphysema

Thrombaosis Cirrhosis

Angioedema e Dementia
. Z mutation {cell necrosis)




Rates of AATD Underdiagnosis
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Luisetti M,et al. Thorax. 2004;59(2):164-169.



Prevalence alel Z a S

Western & Central Europe

Northern Ireland

PI*S: 18.6
9 Scotland
Phi i PIS: 47.0
PI*Z: 8.1
lreland Netherlands
PI*S: 40.0 PI’S: 319

PI*Z: 8.0 England PFZ: N9

PI*S: 45.7
PI"Z: 14.7

- German
Belgium PI"S: 213
PI'S: 54.3 B 3
PI'Z: 16.7 . 9

France Switzerland

PI'S: 76.2 A e PI*8: 38.4
PIPZ: 124 PIFZ: 73

Portugal
PI'S: 185.1
PIrz: 29.7

I\b Spain

PI'S: 104.1
PrzZ: 173




Prevalence alel Z a S

Northern Europe

lceland
PI'S: 21.2
PI*Z: 0.0

European Russia
: PIS: 8.5
Sweden ﬁ”{-“;ﬂ PI'Z: 47
pre: 158 ( P1S: 7.3
Morway PPZ: 184 WEESYF
PI'S: 24.7 PI'S: 12.8

PFZ: 18.5 PI'Z: 24.5

Lativa
k'_/—FI'S: 31.3
PI*Z: 451
Denmark

PI°S: 27.9
PI°L: 21.0

Lithuania

PI*S: 16.8

Poland PI*Z: 15.0
PI"S: 14.8
PrrZ: 4.1




Screening

1) CHOPN s prevahou emfyzému u pacientt
mladsich 65 let véku

2) CHOPN s prevahou emfyzému u pacientl bez expozice
rizikovym faktortm (kurfdckd anamnesa < 20 bali¢ korok)

3) CHOPN s prevahou emfyzému s predilekci v oblasti
dolnich lalok plic

4) Bronchiektazie nezjisténé etiologie (pri vylouceni
cystické fibrozy, primarni cilidrni diskineze,
dysgamaglobulinemie, apod.)

5) Jinak neobjasnéné jaterni onemocnéni

6) Nekrotizujici panikulitida

7) Rodinnd anamnéza kteréhokoliv onemocnéni uvedeného vyse



Screening
zjednoduseni

1) Vsechny ne zcela reverzibilni obstrukéni
ventilacni poruchy

2) Jinak neobjasnéné jaterni onemocnéni
3) Nekrotizujici panikulitida
4) Rodinnd anamnéza kteréhokoliv onemocnéni uvedeného vyse
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A1AT Levels by Phenotype
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Luisetti M. Breathe. 2007;4:39-46.



Decline in Lung Function According to Smoking
Status in Patients With AATD

Current smoking status

Never smoked Ex-smoker Current smoker
(n =208) (n=697) (n =22)
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Alpha-1-Antitrypsin Deficiency Registry Study Group.
Am J Respir Crit Care Med. 1998;158(1):49-59.



Rychlost poklesu FEV,
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G.E.Silva et al, Chest 2003



Staci zmerit hladinu AAT



Deficit AAT

1) Tézky - AAT < 0,5 g/I
obvykle PiZZ, Pinull, PiZnull (PiSZ)

2) Lehky - AAT0,5-1,0 g/l
obvykle PiMZ, PiMS, PiSS

3) Norma - AAT > 1,0 g/l
PiMM



Deficit AAT - co s nim?

1) Tézky - AAT < 0,5 g/I
odeslat do Centra v TN

2) Lehky - AAT0,5-1,0 g/l
edukace: nekourit! Screening pred pocetim
vySetrit primé pribuzné
sledovani: PFT, JT a 5 let (nebo dle dg.)

3) Norma - AAT > 1,0 g/l
hic



Centrum pro AATD

Centrum pro CR

Pneumologicka klinika 1.LF UK a TNsP
Videnska 800, 140 59 Praha 4

Tel.: 261 082 422

Fax.: 261 082 206

E-mail: jan.chlumsky@ftn.cz



