
  

  

ESID6-0471 
AUTOIMMUNITY, INFLAMMATION AND DYSREGULATION 
 
DOMINATION OF G.380-382DELAA MUTATION AMONG 46 CHILDREN WITH RAG1 DEFICIENCY 
FROM SOUTH, WEST AND EAST SLAVIC POPULATIONS 
S. Sharapova1, N. Dąbrowska Leonik2, M. Skomska2, O. Pashchenko3, I. Kondratenko3, S. Pasic4, 
A. Sediva5, T. Freiberger6, R. Formánková7, Y. Rodina8, T. Varlamova8, P. Čižnár9, T. Avčin10, 
G. Markelj10, A. Gagro11, A. Bondarenko12, L. Kostyuchenko13, I. Guryanova1, E. Bernatowska2, 
O. Aleinikova1 
1Belarusian  Research Center  for Pediatric  Oncology -  Hematology  and Immunolo, Research, 
Minsk region, Belarus 
2Children’s Memorial Health Institute, Immunology, Warsaw, Poland 
3Russian Clinical Children’s Hospital, Clinical Immunology, Moscow, Russia 
4Mother and Child Health Institute- Medical Faculty- University of Belgrade, Pediatric Immunology, 
Belgrade, Serbia 
52nd Medical School- Charles University Prague and University Hospital Motol, Immunology, Prague, 
Czech Republic 
6Centre for Cardiovascular Surgery and Transplantation, Molecular Genetics, Brno, Czech Republic 
72nd Faculty of Medicine- Charles University Prague and University Hospital Motol, 
Pediatric Hematology and Oncology, Prague, Czech Republic 
8Federal Scientific and Clinical Centre of Pediatric Hematology- Oncology and Immunology named after D
mitry Rogachev, Immunology, Moscow, Russia 
9Comenius University- Faculty of Medicine Bratislava- Children University Hospital Bratislava, 
1st Pediatric, Bratislava, Slovakia 
10University Children's Hospital- University Medical Centre Ljubljana, 
Allergology- Rheumatology and Clinical Immunology, Ljubljana, Slovenia 
11Children's Hospital Zagreb- School of Medicine- University of Zagreb, Pediatrics, Zagreb, Croatia 
12P.L. Shupyk National Medical Academy for Postgraduate Education, 
Pediatric Infectious Diseases and Pediatric Immunology, Kiev, Ukraine 
13West-Ukrainian Specialized Children's Medical Center, Immunology, Lviv, Ukraine  
 
Background: 

Mutations in Recombination-activating genes (RAG) are common genetic causes of severe combined 
immunodeficiency (SCID) and Omenn syndrome (OS) and can cause a wide variety of clinical and 
immunological phenotypes in humans, ranging from absence of T and B-lymphocytes to occurrence of 
autoimmunity. 
Aim- estimate the genetic diversity and clinical presentation of patients with the RAG1 defects within 
Slavic populations. 

Methods: 

We analyzed retrospectively the mutations and the clinical presentation in 46 patients with RAG1 
deficiency from South, West and East Slavic populations. 

Results: 

The data of 46 patients (20 females, 26 males) from 38 families of Slavic origin (East: Russia–11, Belarus 
– 2, Ukraine–4; West: Poland–11, Czech Republic–4, Slovakia–2; South: Serbia–7, Slovenia–3, 
Montenegro–1, Croatia–1) was collected. Patients manifested as SCID – 14, as OS – 23 and atypical 


