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Deficit C2 slozky komplementu patfi mezi nejc¢etnéjsi deficity komplementového systému. Klinicky se mize manifestovat
infekcemi zplsobenymi nej¢astéji opouzdienymi bakteriemi (Streptococcus pneumoniae a Neisseria meningitidis) ve formé
meningitid, gonitid, pneumonii ¢i septikemie. U ¢asti nemocnych dochazi k rozvoji autoimunitnich komplikaci, pfedevsim
systémového lupus erythematodes. Kauzélni Ié¢ba neni dostupna. Z preventivnich opatfeni je doporuc¢ovana vakcinace,
popt. dlouhodobé profylaktické podavani antibiotik. Clanek prezentuje 2 nemocné ze 2 nepfibuznych rodin. Prvni ne-
mocny trpél v détstvi otitidami, pozdéji prodélal osteomyelitidu, meningitidu se ztratou sluchu a pneumonii. Nemocny
ze druhé rodiny prodélal jednu nekomplikovanou meningitidu v pfedskolnim véku. V dospélosti se lé¢il pro zvysenou
frekvenci infekci hornich cest dychacich. Jeho sestra byla zcela asymptomatickd. U viech tfi byla diagnostikovana delece
28 bp (c.841-849+19del28) v genu pro C2 slozku komplementu v homozygotni podobé. Nase prace se snazi poukdazat na
variabilitu klinické manifestace u homozygotnich nositeldl mutace od zcela asymptomatickych jedincli az po komplikované
stavy provazené zavaznymi infekénimi komplikacemi a ¢astou diagnostikou az v dospélém véku.
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Inherited C2-complement deficiency: variable clinical manifestation
(case reports and review)

C2 deficiency represents the most frequent type of a complement deficiency. Clinical manifestation includes infections
caused by encapsulated bacteria (Steptococcus pneumoniae, Neisseria meningitidis) such as meningitis, gonitis, pneumonia
or septicaemia. A causative treatment has not been available yet. A prophylactic vaccination and/or a long-term antibiotics
prophylaxis are recommended. Here we report 2 patients from 2 unrelated families. The first patient suffered from recurrent
otitis in his childhood. He underwent osteomyelitis, meningitis complicates with hear-loss, and one episode of pneumonia
during adulthood. The second index patient underwent uncomplicated meningitis in his preschool age. He has been treated for
recurrent upper-airways infections later. His sister has been completely asymptomatic. The deletion 28 bp (c.841-849+19del28)
in C2-gene was detected in all of them in homozygous form. Our paper highlights the variability of a clinical manifestation
in homozygous carriers, ranged from asymptomatic cases to patients with history of severe complications. The diagnosis is
frequently made even in adulthood.
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