Country of Patients Mendelian susceptibility
origin to mycobacterial diseases
(MSMD)
China Pl female
P Il female
No vaccination
P lll female
Turkey Female Patient
Iran Pl male
PIl male BCGitis
Argentina Female Patient | No BCGitis after BCG

vaccination at birth

Viral

Infection

No severe

viral

infections

Idiopathic basal ganglia
calcification

(IBGC)

Other features

Seizures

Along the cerebral falx

Reported variants

Homozygous nonsense
exon 2 variant

p.GIn55X

Homozygous nonsense
exon 2 variant

p.Glu127X

Homozygous frameshift
exon 2 variant

p.Leull4fs

Respiratory manifestations

like recurrent wheezing and

lobar pneumonias (seven
isolated and  unrelated
episodes)

Compound
heterozygous variants
in exon 2:
p.Tyr96fs and

p.Leul00fs
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