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syndromes and are assogciatéd with a wide phéen c '_.-::1 rogeneity’. Ti Vi€ 1geﬁqﬁ'¢r efects in GRN
consists of loss-of-function k jons, causing hap‘l 16V | | P

| -7
"ural disturbances

- CASE DESCRIPTION
, social withdrawal

'-'f jti r 3 family history, we
ur r%pat al line affected by dementia with
oehe al disorders rogressive la age difficulties. The
patient /performédya 3T aging examination 1).
Consndhr’lng i‘he eaﬁ set and the positive fe |IM
genetic'analysis w s'carried out

r
J'Ir-' ..-.j

RESULTS |

S s, A b N

L
T 4 |
" In our FTD atient, dlrpt see ' , s{owi g the
{resence of a novel hetergzygous misse ion €.53C>T in T TTTILE LTIyl
the GRN ge.rlé (Figures2). The hetér , C to 'f ransigion . &
resulted in h.-u.threonlne}l(ACG) to ; ine.(ATG) substitution
(p.Thr18Met). '
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DISCUSSION AND CONCLUSION

Our findings suggesting that rare coding variability in GRN may influence the susceptibility to FTD and highlight the
importance of genetic analysis also in sporadic forms of FTD. In conclusion, our result enlarges the spectrum of
clinical phenotypes requiring genetic analysis in search of mutations of progranulin gene.
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