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Familidrni plicni fibréza - doporuceni pro diagnostiku a lécbu
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pro diagnostiku alécbu
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Za familidrni plicni fibrézu (FPF) je povazovan vyskyt intersticialniho plicniho procesu u dvou a vice osob s intersticidlnim plicnim
procesem, které jsou pfimymi pfibuznymi. Patogeneze onemocnéni je pravdépodobné vicestupriovy proces, na jehoz pocatku
stoji patologie v germinalnim genomu. Projevy FPF se nelisi od projevu intersticidlnich plicnich procest obecné. U ¢asti pacientt se
mlzeme setkat s izolovanym postizenim v oblasti plicniho parenchymu, mozné je ale i postizeni mimoplicni, zejména u komplexnich
syndromu a telomeropatii. Dosud nejcastéji popsané mutace se tykaji genti uplatriujicich se udrzeni homeostazy telomer (TERT, TERC,
RTELT, PARN, DKC1, TINF2, NAF1), surfaktantu (SFTPC, ABCA3, NFKX2-1) nebo asociovanych s komplexnimi syndromy (COPA, TMEM173,
HPS-1-8, NF1, FAM111B, NDUFAF6, GATA 2). Genetické vysetfeni indikuje genetik nejlépe po konzultaci s pneumologem vénujicim se
intersticialnim plicnim procestim. Specificka Iécba FPF neni zndma. U pacient(l s multiorganovym postizenim se nezfidka setkame
s postupnou manifestaci obtizi, kterd mlze vést k selhani funkce postizeného organu pfed rozvojem intersticidlniho plicniho procesu.
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Familial pulmonary fibrosis - guidelines for diagnostics and treatment

Familial pulmonary fibrosis (FPF) is defined as interstitial lung involvement in at least two members of the same biological family.
Pathogenesis of FPF involves background of genetic risk factors further modified by environmental exposures and aging. Manifesta-
tion of FPF mirrors manifestation of interstitial lung diseases generally. Patients may present also with involvement of other organs,
as seen usually in those affected by complex syndromes or telomeropaties. Described mutations concern telomeres homeostasis
genes (TERT, TERC, RTEL1, PARN, DKC1, TINF, NAF1), surfactant genes (SFTPC, ABCA3, NFKX2-1) or genes associated with complex
syndromes (COPA, TMEM173, HPS-1-8, NF1, FAM111B, NDUFAF6, GATA 2). Genetic tests are indicated by specialist in clinical genetics,
optimaly after consultation with respiratory specialist involved in interstitial lung diseases. Treatment of FPF is currently unknown.
In patients with multiorgan involvement growing number of organs may be affected in time and sometimes dysfunction of mostly
severe affected organ may manifest before interstitial lung involvement.
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Uvod patologiemi v germinalnim genomu a vedou k postizeni plicniho in-
Za familidrni plicni fibrozu (FPF) je povazovan vyskyt interstici-  tersticia. Typ dédi¢nosti byva rlizny, penetrance obvykle netplna (1).
alnfho plicniho procesu u dvou a vice osob s intersticidlnim plicnim Pdvodné byly FPF povazovany za vzacné entity, postupem c¢asu se

procesem, které jsou pffmymi pfibuznymi. FPF nenf jednotnym  ale ukazuje, Ze minimalné u 10 % ,sporadickych” idiopatickych plicnich
plicnim onemocnéni, ale skupinou nemoci, které jsou podminéné  fibréz (IPF) se jednd o hereditarni stavy. FPF tak mohou tvofit 10-19,5 %

KORESPONDENCNI ADRESA AUTORA: Cit. zkr: Vnitt Lék 2020; 66(6): 365-370
MUDr. Martina Sterclovd, Ph.D,, martina.sterclova@ftn.cz Clanek piijat redakcf: 14. 3. 2020
Pneumologicka klinika 2. LF UK a FN Motol, V Uvalu 84, Praha 5, 150 06 Clanek pfijat po recenzich k publikaci: 29. 7. 2020

www.casopisvnitrnilekarstvi.cz / Vnitf Lék 2020; 66(6): 365-370 / VNITRNI LEKARSTVI



