WCGS Alpha-1 antitrypsin (A1AT) deficiency care pathway for routine referrals

Symptomatic proband with low A1AT - Probands with previously Known carrier of A1AT
plasma concentration identified ZZ or ZS genotype or deficiency
rare significant alleles
OR
- Couples where both partners
Family history of A1AT deficiency or are already known carriers (MZ &
family history of a known carrier MZ or MZ & ZS) that want to
know about options for
pregnancy
Referrer to request genotype
confirmation for patient
/ Please refer to genetics
- Genetic counsellor
appointment will be offered.
ZZ or ZS genotype or Include details of both
discrepancy between partners on referral.
A1AT level and
genotype
KEY
Clinical genetics
Appointment

Please refer to genetics -

Genetic counsellor
appointment will be offered.

** Genetic testing is not recommended in asymptomatic children under the age of 16**




