Supplementary data

Fig. S1. Pedigree and co-segregation analyses of the novel frameshift mutation in the BCL11A gene.
Sequencing chromatograms confirmed that the new frameshift deletion (c.271delG) occurred de-novo
in the patient (I1.2.). The unaffected family members, including mother (I.1), father (1.2), and older
sister (I.1) did not show any sequence alteration at this nucleotide position.

Table S1. Summary of WES data after variant calling and annotation.

ID Reads % Aln Depth Variants Hom. Het. SNP Indel

P 114.90 M 99.5% 83.94 57’553 21’371 31566 52’964 4’608
M-P  109.28 M 99.5% 79.42 58’174 21’589 31’606 53’227 4’592
F-P 121.47 99.5% 72.68 57’809 20’852 32'747 53’633 4’555

Abbreviations: number of aligned reads in percent (% Aln), average depth of coverage (depth),
homozygous variants (hom.), heterozygous variants (het.), single nucleotide polymorphism (SNP),

inserts and/or deletions (Indel), the patient (P), the heathy mother (M-P), and the healthy father (F-P).

Table S2. The BCL11A sequence variants detected in the investigated patient.

Variant gDNA gDNA cDNA AA LF AIF EXAC GTN GTN GTN
effect start stop change P M-P  F-P
synonymous 60,687,959 60,687,959 ¢.2088T>C p.(=) 41 7’311 0.70 1/1 0/1 1/1
intronic 60,768,978 60,768,978 ¢.385+4128C>T p.(=) 35 1’532 0.65 0/1 1/1 B
frameshift 60,773,219 60,773,220 c.271delG p.E91Rfs*2 1 0 nf 0/1 - -

The variants were annotated based on the isoform L of the BCL1I1A gene (NM_018014.3).
Abbreviations: nucleotide positions on the human chromosome 2 (gDNA start, gDNA stop), amino acid
exchange (AA), statistical data from local database (LF), statistical data from external database (AF),
total allele frequencies in percent according to the Exome Aggregation Consortium (EXAC), numeric
genotypes (GTN), homozygous variant (1/1), heterozygous variant (0/1), lack of alterations in the
reference sequence (-), not found (nf), the patient (P), the heathy mother (M-P), and the healthy father
(F-P).



Table S3.

Panel of genes associated with epilepsies and epileptic syndromes.

No. Gene OMIM No. Phenotype
1 ABAT 137150 Ep-s
2 ABCC8 600509 Ep-s
3 ABCD1 300371 Ep-s
4 ACY1 104620 Ep-s
5 ADAR 146920 Ep-s
6 ADK 102750 Ep-s
7 ADSL 608222 Ep-s
8 AFG3L2 604581 Ep-s
9 AIFM1 300169 Ep-r
10 AIMP1 603605 Ep-r
11 ALDH4A1 606811 Ep-s
12 ALDH5A1 610045 Ep-s
13 ALDH7A1 107323 Ep-s
14 ALG13 300776 Ep-s
15 ALG3 608750 Ep-s
16 AMACR 604489 Ep-s
17 AMT 238310 Ep-s
18 AP3B2 602166 Ep-s
19 AP4B1 607245 Ep-s
20 AP4E1 607244 Ep-s
21 AP4AM1 602296 Ep-s
22 AP4S1 607243 Ep-s
23 ARG1 608313 Ep-s
24 ARHGEF9 300429 Ep-s
25 ARSA 607574 Ep-s
26 ARV1 611647 Ep-s
27 ARX 300382 Ep-s
28 ASAH1 613468 Ep-s
29 ASNS 108370 Ep-s

30 ASPA 608034 Ep-r

31 ATIC 601731 Ep-s

32 ATP13A2 610513 Ep-s

33 ATP1A2 182340 Ep-s
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384 YY1 600013 Ep-s

385 ZDHHC9 300646 Ep-s
386 ZEB2 605802 Ep-s
387 ZFYVE26 612012 Ep-s

Abbreviations: genes associated with epilepsy, epileptic syndromes and seizures (Ep-s), genes related

to epilepsy (Ep-r), genes related to mitochondrial diseases and epilepsy (Ep-m).



