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intmduq:inn. Neuronal _cemid lipofuscinesis (CLN) is a group of lysosomal storage disorders leading to widespread neuronal degeneration. In juvenile form of CLN or
Batten disease (CLN3) visual symptoms are first to be noted. Specific retinal findings and evolution in one family are reported here.
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Pedigree. Compound heterozygous
mutation in CLN3 gene. Parent are not
consanguineous.
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| Patient 3. Girl, 6 years old, visual loss
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SO-OCT, Cirews, Zedss. Destruction of cuter retinal layers and |
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maculopathy with progressive destruction of outar retinal [ayers.
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ERG, MonCalor, Metrovision. Megative ERG, ON-systemn [s predominantly affected.
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Patients. Patient 1 developped a multiresistant myoclonic epilepsia at 12 y.o. Behaviour| disorders [auto- and hétéra-agressivity) are also part of his neurological picture.
Patient 2 presents anly mild myocionic seizures. Patient 3 is 13 v.o. to date ; she presents only a mild cognitive disability without seizures.

Discussion. Neurological picture is variable and less specific then ocular findings in the beginning of CLN3. Diagnosls of an evolving maculopathy/retinopathy with negative

ERG wavefarm in a child should raise the suspicion of CLN3 and prompt neurclagical assessement. Diagnosis will be ultimately confirmed by genetic testing [recessive
mutations in CLN3 gene). Unfortunately, there is no specific treatment for this fatal disorder, Early presymtomalic diagnosis coud raise ethical que
e it could be yseful in the cetting of ECne thera oy trials,
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