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Lymphatic malformations are type of vascular 

malformations, which are caused by disorders in 

development of lymphatic system. Lesions are 

benign and have tendency to progress during child 

development. Lesions may cause deformations of 

the body, disorders in physical development of the 

patient, disorders in physiological functions, or can 

even be life – threatening. 

Lymphatic malformations are often painful and 

may impair everyday activities.

Analysis of the occurrence and type of gene PIK3CA

mutation in patients with lymphatic malformations.

Assessment of the occurrence of gene mutation, as

a potential factor for targeted therapy.

Methodology

• Age <18 y.o. at the moment of diagnosis

• Patients with isolated lymphatic malformations

• Patient with CLOVES syndrome

• Patients with Klippel-Trenaunay syndrome

• Due to the early stage of the research 

experiment, it is not yet possible to present the 

results of the study.

• If the hypothesis is confirmed, it could be 

possible to use targeted therapy in this group of 

patients.

Main objectives of the research

Inclusion criteria

Conclusions

1. Election of the patients who meet inclusion

criteria;

2. Obtaining sections from the paraffin embedded

tissue blocks;

3. ddPCR analysis in search for the gene PIK3CA 

mutation (in cooperation with CORE LAB);

4. Analysis of the results.

Most important accomplishments 

in the 2022/2023 academic year:
• 36 patients were included until march 2023

• All patients were diagnosed with lymphatic

malformations

• 2-4 sections (5-10 um thickness) were obtained

from parafin embedded tissue blocks from each

patient

• In the cooperation with CORE Lab DNA was 

isolated from obtained tissue

• Search for the PIK3CA gene mutation in hotspots

has started – ongoing

Other activities

• Oral presentation „Zastosowanie rekonstrukcji 

3D w zabiegach operacyjnych guzów przestrzeni 

zaotrzewnowej u dzieci”, XIX Meeting Problems

in Pediatric Surgery in Warsaw, December 2022

• Poster session ‘Effects of Sirolimus treatment in 

children with vascular malformations: a single-

center experience’, Conference of Vascular 

Anomalies in Brussel, February 2023

• Poster session “Ropień wątroby o nieznanej 

etiologii-opis przypadku”, XVIII Meeting of Polish

Pediatric Surgeons Association in Poznan, 

September 2022

• International internship in Hospital Universitario 

La Paz in Madrid, 5-30 June 2023


