
Le Blanc and Watson  
Allergy, Asthma & Clinical Immunology           (2024) 20:26  
https://doi.org/10.1186/s13223-023-00858-4

CASE REPORT Open Access

© Crown 2024. Open Access  This article is licensed under a Creative Commons Attribution 4.0 International License, which permits 
use, sharing, adaptation, distribution and reproduction in any medium or format, as long as you give appropriate credit to the original 
author(s) and the source, provide a link to the Creative Commons licence, and indicate if changes were made. The images or other 
third party material in this article are included in the article’s Creative Commons licence, unless indicated otherwise in a credit line to 
the material. If material is not included in the article’s Creative Commons licence and your intended use is not permitted by statutory 
regulation or exceeds the permitted use, you will need to obtain permission directly from the copyright holder. To view a copy of this 
licence, visit http:// creat iveco mmons. org/ licen ses/ by/4. 0/. The Creative Commons Public Domain Dedication waiver (http:// creat iveco 
mmons. org/ publi cdoma in/ zero/1. 0/) applies to the data made available in this article, unless otherwise stated in a credit line to the data.

Allergy, Asthma & Clinical Immunology

Elevated tryptase level in a child 
with idiopathic anaphylaxis: a case of hereditary 
alpha-tryptasemia
Vicky Le Blanc1*   and Wade T. A. Watson1 

Abstract 

Hereditary alpha-tryptasemia (HαT) is an autosomal dominant disorder estimated to affect 5% of the population. 
High baseline tryptase level is a consistent finding, but there is a great variability of clinic manifestations, 
including no symptoms at all. We describe a case of HαT in a 5 years 8 months old girl manifesting with idiopathic 
anaphylaxis and elevated baseline tryptase level. As more cases of HαT are described, a better understanding 
of the clinical phenotype will be acquired.
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Introduction
Hereditary alpha-tryptasemia (HαT), caused by 
increased copies of TPSAB1, is an autosomal dominant 
disorder affecting approximately 5% of the general 
population. Elevated baseline tryptase level is a 
consistent finding among affected families. However, 
clinical features differ greatly among individuals. While 
some are asymptomatic, others complain of functional 
gastrointestinal symptoms, recurrent cutaneous 
manifestations or constitutional symptoms [1]. HαT has 
also been associated with increased severity of venom 
anaphylaxis, systemic mastocytosis (12%) and idiopathic 
anaphylaxis (17%) [2]. Uncertainty remains around the 
clinical phenotype of HαT. Describing a case of HαT 
contributes to better define this unfamiliar disease.

Discussion
We describe a 5 years 8 months old girl with 2 episodes 
within 3 months of anaphylaxis manifested by cutaneous 
(urticaria, angioedema, pruritus) and gastrointestinal 
symptoms (moderate abdominal pain, emesis, 
diarrhea). First episode occurred after swimming for 
one hour and the second occurred 48  h after an acute 
febrile illness. The first episode required 2 doses of 
epinephrine for symptoms to resolve. Despite a detailed 
history, no allergic trigger could be identified. Tryptase 
level measured during the second acute episode was 
markedly elevated at 32  μg/L. Baseline tryptase levels 
were then measured on two separate occasions at 22.7 
and 20.6 μg/L. She had no other complaints, no chronic 
symptoms and no personal history of atopy. Physical 
examination revealed no sign of lymphadenopathy or 
hepatosplenomegaly. One small hyperpigmented area 
was identified on her left leg, but Darier’s sign was 
negative. Complete blood count and differential, liver 
enzymes and renal function were normal. Abdominal 
ultrasound was unremarkable. Genetic testing for KIT 
mutation was negative. Genetic testing for HαT was 
not covered in Canada. Therefore, a baseline serum 
tryptase level was measured in both parents to confirm 
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the diagnosis of HαT. Her mother had a normal level of 
7 μg/L and her father had an elevated level of 17 μg/L. He 
had no symptoms suggestive of HαT and only a personal 
history of mild atopic dermatitis. Parents desired to 
screen the patient siblings. One of her sibling had a 
normal level of 3.2  μg/L and the other had an elevated 
level of 15.1 μg/L. Both siblings were asymptomatic, with 
no history of atopy. 14  months later, she had another 
episode presenting with one hive, pruritus, moderate 
abdominal pain, diarrhea and nausea. She was treated 
with a standard dose of second generation antihistamine 
and symptoms resolved within 5  h. Patient was afebrile 
at the time of onset, but this last episode occurred 
approximately 48  h before onset of a viral illness. An 
epinephrine auto-injector continues to be carried at all 
time. Prophylaxis treatment with second generation 
anti-histamine was discussed, but was declined by the 
family. Absence of treatment was considered appropriate 
given the lack of chronic symptoms and the frequency of 
episodes.

Conclusion
HαT is a condition with a great spectrum of clinical 
manifestations. Screening family members confirm the 
diagnosis as it an autosomal dominant disorder. However, 
screening is controversial as uncertainty remains around 
the clinical signification of an elevated tryptase level in 
an asymptomatic individual. Shared decision making 
as whether to screen other family members or not is 
certainly warranted. As more cases are described, better 
understanding of the disease will be acquired.
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