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FLNA
(NM_001456.3): X-153580994-GCTCT-G Hemicigosi

Patogénica:
PVS1/PM2/PP3

c.6401_6404del/p.Glu2134AlafsTer22
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Confirma -A/\«-O .AAA_O

insuficiencia Tancament percutani del ductus Correccio de
valvular Diliretics + hipotensors valvula mitral

e HTP * Retard ponderal .
* Ductus arterios persistent * Retard psicomotor EX|tUS
e CIA ostium secundum amb shunt e RM: heterotipia periventricular i

esquerra-dreta aprimament del cos callos

* |nfeccions respiratories de repeticio en
context d'insuf cardiaca



2. LA FILAMINA A (FLNA)
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2. FILAMINA A (FLNA)
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Acting-binding
domain Rod domain Ig-like domains 1-24
Dimerization domain
\* Heterotopia, periventricular " Frontometaphyseal dysplasia * Melnick-Needles syndrome
¢ Cardiac valvular dystrophy / Folinked Relnick-Needies syndrome () FG syndrome
* Ehlers-Danlos syndrome & heterotopia, periventricular ’ Otopalatodigital syndrome 1 {} Otopalatodigital syndrome 2 ‘ Chronic idiopathic intestinal pseudo-obstruction

Mercer et al. Circ Cardiovasc Genet (2017)



2. FILAMINA A (FLNA)

CONSEQUENCIES

OO D

* Heterotopia nodular periventricular * Prolapse valvula mitral * |nsuficiencia respiratoria * Macrotrombocito-
e Sindrome Enhlers Danlos e Ductus arterios persistent cronica penia
e Sindrome Melnick Needles e Aneurisma aortic * Malaltia pulmonar
* Sindrome otopalatodigital * |AM emfisematosa
e Displasia frontometafisarea « HTA e Sindrome de distret
 Distrofia valvular mixomatosa respiratori agut

lligada al X
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3. CONCLUSIONS

 Mutacio del gen de la Filamina A (FLNA) extremadament infreqient
* Poc reportada en vida fetal

* Pronostic desfavorable

* Necessitat de consell interdisciplinar

* Hem de pensar-hi en context de patologia polivalvular cardiaca
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