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De Toniz Debre - FanconiSyndrome
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Proximal tubular cell and Fanconi syndrome
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Geneticforms of Fanconi Syndrome

METABOLIC DISEASE

Galactosemia
(GALTcataract, liver disease,
vomiting, diarrhea, encephalopathy

Fructose Intolerance
(ALDOBhypoglycaemia vomiting,
liver disease

Thyrosinemia
(FAH)liver disease, poor growth

Wilson disease
(ATF7B) liver disease,
encephalopathy,
KayserFleischer rings

Mitochondrial cytopathies
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MEMBRANE TRANSPORTE
TRANSCRIPTION FACTOR

FanconiBickel
(GLUD) hypoglycemia, liver disease,
rickets, failure to thrive

Lysinuric protein intolerance
(SLC7AMailure to thrive,
hepatosplenomegaly respiratory
failure, immunological disorders

AD Fanconi Syndrome
(R76W HNRa)

neonatal iperinsulinism,
MODY1, macrosomia

Unknown cause:
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RECEPTOREDIATED
ENDOCYTOSIS

Imerslund-Grasbecksyndrome
(CUB, AMN)

DonnaiBarrow syndrome
(LPR)

Cystinosis
(CTNS)

Lowe syndrome
(OCRL)

Dent disease
(CLCHS, OCRL)

ARC syndrome

(VPS33B, VIPAR)oint contractures,
cholastasis, ichthyasisCNS
maliormation, plateiet anornalies



Renaltubular disorders in mitochondrial disorders

Renal Fanconsyndrome
Renal tubular acidosis

Isolated hyperaminoaciduria

Isolated hypomagnesemia

Barrter-ike phenotype




Autosomal dominant renal Fanconi syndrome

A Heterozygous missense mutation:in the EHHADH gene

A Peroxisomalenzyme expressedn the proximal tubule involved in fatty acid oxidation
A Themutation introduces a new mitochondrial targeting motif

A Impaired mitochondrial oxidative phosphorylation with-a dominant-negative effect
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Organic aciduria in renal mitochondrial disease
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Electron microscopy Iin renal tubular mitochondrial diseases




Hereditary tyrosinemia type |




