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Uvod: NF1 je s kliničkog i genetskog aspekta jasno definirana autosomno dominantno nasljedna bolest, čiji se organski neurobiološki procesi ispituju više od stoljeća. Povezanost NF-a1 i govorno-jezičnih poteškoća relativno je slabije istražena.

Cilj rada je prikazati učestalost govorno-jezičnih poremećaja kod djece s NF-om1.

Bolesnici i metode: Iz osobnog registra bolesnika od 202-je djece s NF-om1 izdvojili smo skupinu 112-ero djece (54 djevojčice i 58 dječaka), koja su logopedski longitudinalno praćena. Dob djece na inicijalnom ispitivanju kretao se od 1godine i 9 mjeseci do 16 godina i 3 mjeseci. U ispitivanjima se analizirala semantičko-sintaktička struktura i modaliteti govornog iskaza. Artikulacija je ispitivana testom artikulacije prema Vuletiću, dok je prozodija procjenjivana subjektivno te je procjena zatim objektivizirana akustičkom analizom spektra govora.
Rezultati: Različite stupnjeve usporenog ranog razvoja govora imalo je 22% bolesnika.. Najčešći poremećaj govora manifestirao se u pormećaju rezonancije (81,2%) kao pojačana nazalnost (hyperrhinophonia) i miješana nazalnost (rhinophonia mixta) - čak u 79.5%, a oslabljena nazalnost (hyporhinophonia) u 1,8% ispitanika. Artikulacijski poremećaji dijagnosticirani u 59,8% ispitanika najčešće su se manifestirali kao distorzije (51,8%). Subjektivnom procjenom glasa nađena je promuklost u 50,9%. Prozodija govora poremećena je na razini ritma govora s intraverbalnim i interverbalnim blokadama u 38.4% djece s NF-om1. Procjena čitanja i pisanja u 87-ero djece s NF-om1 pokazala je visoku učestalost poremećaja – nespecifičnih grješaka čitanja (19.5%) i pisanja (17.2%).
Zaključak: Značajna učestalost govorno-jezičnih poremećaja kod djece s NF-om1 mogla bi imati bitnu ulogu u pojavi poremećaja učenja koji se pojavljuju u oko 50-60% oboljelih.
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Introduction: NF1 is both clinically and genetically clearly defined as an autosomal dominant hereditary disease whose organic neurobiological processes have been examined for over a century. The relationship between NF1 and speech and language disorders has been relatively less well investigated.

Aim: To show the frequency of speech and language disorders in children with NF1.

Patients and methods: We selected a group of 112 children (54 girls and 58 boys) from our personal registry that covers 202 children with NF1. The selected children were longitudinally monitored by a speech pathologist. The age of  children on initial examination varied between 1 year 9 months and 16 years 3 months. Semantic-syntactic structure and modalities of speech were analysed. Articulation was tested with the Vuletić test of articulation, while prosody and resonance were evaluated subjectively and then objectified with an acoustic analysis of the speech spectrum.
Results: 22% of patients had some degree of delayed early speech development. Speech disorders presented most often as disorders of resonance (81.2%) – hyperrhinophonia and rhinophonia mixta (79.5%) and hyporhinophonia (1.8%). Articulation disorders were diagnosed in 59.8% of patients and they were most often manifested as distortions (51.8%). Subjective evaluation of the voice found hoarseness in 50.9% of cases. Prosody was disrupted on the level of rhythm of speech with inter- and intraverbal blockades in 38.4% of children with NF1. Evaluation of reading and writing in 87 children with NF1 showed a high frequency of disorders – unspecific reading (19.5%) and writing (17.2%) errors.
Conclusion: The significant frequency of speech and language disorders in children with NF1 could have an important role in the appearance of learning disorders that are found in 50-60% of patients. 
