WHEN TO CONSIDER FRUCTOSAEMIA (HEREDITARY FRUCTOSE INTOLERANCE)

Inical signs

Cl

Specialist workup

& Dietary peculiarity: Natural aversion to fructose (spontaneous distaste for fruit, sweets, etc.)

ACUTE PRESENTATION AFTER FRUCTOSE IS INTRODUCED CHRONIC PRESENTATION 2
In general at around 4-5 months of age when weaning starts? I Infants, children, adults
I
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Liver damage | Hypoglycaemia® I Kidney I Liver damage I Kidney involvement
Nausea, vomiting | Apathy | involvement 1 Hepatomegaly, isolated increase in | Proximal tubular acidosis
Abdominal pain | Malaise | Proximal tubular acidosis | ;Eirgposs"’i‘gn'nases' steatohepatitis, liver : Chronic kidney disease
Cytolysis Tremors I - _
Liver failure | Other signs of | : Possible liver failure |
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Paroxysmal episodes triggered by ingesting fructose I
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Laboratory tests®: | Specialist medical opinion !
Liver damage: hepatic cytolysis, decrease in PT and Factor V | and reference laboratory 1
Signs of proximal tubulopathy e e e e e e T T
Possible Hypoglycaemia
Lactic acidosis, hypophosphatemia, hyperuricemia, hypermagnesemia
H d f Seek ialist advice f hepatologist and a Centre of A
eek specialist advice from a hepatologist and a Centre o
. ere Itary ru Ctose Excellence for Inherited Metabolic Diseases:
é N tO I erance Rare Disease Centre of Reference / Competence
. www.filiere-g2m.fr/annuaire/
(aldolase B deficiency)?
Start the parallel treatment urgently
Refer to the emergency protocols for each symptom and/or disease:
https://www.filiere-g2m.fr/urgences
Specialist workup in collaboration with Centre of Excellencg Specialist treatment coordinated by a Centre of Excellence
Eliminate potential differential diagnoses® Genetic counselling, family screening in a specialist centre
There are no specific biomarkers that can be measured routinely For more information:
Confirmatory genetic analysis (ALDOB gene) Dietary guidance for patients suffering from Hereditary Fructose
Intolerance: see guide on calameo
1 May be revealed before if fructose is introduced earlier (certain preparations for infants, honey, medication, etc.) 9 i
2 Forms not revealed by an acute episode: circumstances of intermittent dietary restriction, partial enzyme deficiency Maladies rares
3 For known patients, specific instructions for introducing sugars, see specific network for the emergency protocol: filiere-g2m.fr/urgences . Héréditaires du
4 Can be stabilised outside acute episodes Msatabolisme

5 Depending on the presentation: other aetiologies of liver damage: infectious, metabolic, toxic, dysimmune, malignant or vascular; other aetiologies of renal tubular disorders Flll2re natlonale de sants
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