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Supplementary Figures and Tables
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Patient: LYST ¢cDNA amplification Mother: LYST cDNA sequencing

Supplementary Figure 1. LYST ¢cDNA amplification and sequencing. A) 0,8% agarose gel showing the LYST amplification from patient’s
cDNA. The bands for the 5 overlapping fragments correspond to the expected size: F1, 2915 bp; F2, 2938 bp; F3, 3064 bp; F4, 2170 bp; F5,
1853 bp. The different band intensity is due to different amplification efficiency and it is equivalent to a healthy control (data not shown). B)
Sanger sequencing of the mother’s ¢cDNA showing the c¢.8380insT mutation (the mother is an heterozygous carrier). The correct
amplification of patient’s cDNA and the similar intensity of both alleles in the mother’s Sanger sequencing electropherogram rule out a
significant degradation of the mutated allele.
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Supplementary Figure 2. Time-line summary of genetic investigations and results obtained for each diagnosis stage. KT: karyotype;
cDNA: complementary cDNA; gDNA: genomic DNA; CN-LOH: copy neutral loss of heterozygosity.



Supplementary Table 1. Distribution and phenotypic characteristics of different compartments of hematopoietic precursors BM cells in
normal versus the patient’s BM.

Distribution of cell population (%)

BM cell subsets Phenotype Normal BM (1,2) Patient’s BM
Total count of lymphoid cells NA 8.6 - 23.8% 8.5%
% Total BM CD34° NA 0.9% (0.2-1.6%) 2 5%
Precursors
% BM CD34" B precursors ”“Tdnglﬁmga* 23% (<1-45%) 45%
% BM neutrophil lineage - + - q
e CD347/CD13*/CD11b 11% (3-25%) 26%
Monocytic precursors _
CD347/CD64"M/CD14 10% (5-16%) 1.8%
(monoblasts)
Monocytic precursors _
CD347/CD64"/CD14* 4% (2-6%) 4.2%

(promonocytes)

Results expressed as mean and range between brackets. NA: not applicable; BM: bone marrow.



Supplementary Table 2. Primers and PCR conditions for cDNA LYST amplification.
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Fragment Primer name Primer sequence Amplimer length Ta Extension Cycles
LYST F1 forward GCCACAAACCAGGTGAAGCT
F1 TT 2915 bp 66 °C
LYST F1 reverse GCTCGCTGGCTGTGCTGTCAT
A
LYST F2 forward ATGCCTCAGTTCCAGATATTG
F2 A 2938 bp 66 °C 3 min 45
LYST F2 reverse CCAGTTCCACCAATTTCGT
LYST F3 forward AA AGTCAATGACTA
F3 SGC GCCAGTC GAC 3064 bp 66 °C
LYST F3 reverse TGGCTTTACTTGAACCAATA
GA
LYST F4 forward CAAGCAACTGAAACGGAACT
F4 T 2170 bp 66 °C
LYST F4 reverse GACAGATGTTCTGCGACACG
TAG
LYST F5 forward CGTGCAGCCCTATCACTA
F5 1853 bp 59 °C
LYST F5 reverse ACTTTATCATTATTTGGATGG
TT

Ta: Annealing temperature; bp: base pairs.
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