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proband(s)

mother

father

AC AC G C T GG AT GT G CA C GC T GG A TG T GCA C GC G 

AC AC G C T GG AT GT G CA C GC GG T C TG T G C CA GT G 

AC AC G C T GG AT GT G CA C GC

GG T C TG T G CC AGT G

TG G AT G TG CA CGC G

WT
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TG G AT G TG CA CGC G
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Tyr Arg
Pro

Arg Leu

G
C

GlnTyr Arg
Pro

Arg Leu

G
C

GlnTyr ArgArg Leu

A 
G

A 
G

ArgPhe Tyr Asn
Ser

Ile ArgPhe Tyr Asn
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Family 3 ̶ Patients 3 and 4

c.1133G>C 
p.(Arg378Pro)

c.1232A>G 
p.(Asn411Ser)

WT

MUT

TyrCys

GGGG AG     AGAA GT GT GGC  TA C C C TA C GAG 

Gly Glu
Stop

Glu Lys
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T
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GluGly Tyr Arg
His

Family 4 ̶ Patients 5 and 6

c.682G>T 
p.(Glu228*)

c.2528G>A 
p.(Arg843His)

father
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Gly Glu
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GluGly Tyr Arg
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TA C CG C T GG C TG CAG

Tyr Arg Trp Leu Gln

TA C CG C GG C TG CAG
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Family 5 ̶ Patient 7

T CC CA C A GG CT C CT T

Ser His Arg Leu Leu

Family 6 ̶ Patient 8

T CC CA C GG CT C CT T

Ser His Gly
Arg

Leu Leu

G
A

Supplementary Figure 1. Identification or validation and segregation analysis of the identified AMPD2 variants in the six families by Sanger-sequencing. Family and patient numbers as well as AMPD2 variant description
on DNA and protein level are given in the upper panel. Partial sequence electropherograms show the homozygous variant in patients 1, 2, 7, and 8 (families 1, 2, 5, and 6) as well as the compound heterozygous variants
detected in patients 3 to 6 (families 3 and 4) (upper panel). The respective parts of the electropherograms of the patients’ parents, who are heterozygous for the variant (families 1, 2, 5, and 6) or heterozygous for one of
the two variants (families 3 and 4) are also shown. Nucleotide triplets and encoded amino acids (three-letter code) of the wild-type (WT) and mutated (MUT) allele are indicated above the electropherograms. The
respective wild-type sequence is shown for families 1 and 2 in the bottom row. Mutated base(s) are highlighted by red boxes; changes in the AMPD2 amino acid sequence are indicated by red colored residues.


