
 

  

74 

  

Daftar Pustaka 

 

Aartsma-Rus, A., Van Deutekom J.C., Fokkema I.F., Van Ommen G.J., Den 

Dunnen J.T. 2006. Entries in the Leiden Duchenne muscular dystrophy 

mutation database: an overview of mutation types and paradoxical cases that 

confirm the reading-frame rule. Muscle Nerve. 34(2):135–44. 

Aartsma-Rus, A., Ginjaar, I. B., Bushby, K. 2016. The importance of genetic 

diagnosis for Duchenne muscular dystrophy. J Med Genet. 53(3):145–51.  

Anderson JL, Head SI, Rae C, Morley JW. 2002. Brain function in Duchenne 

muscular dystrophy. Brain. 125(Pt 1):4-13. 

Ayalon, G., Davis, J.Q., Scotland, P.B., Bennett, V. 2008. An ankyrin-based 

mechanism for functional organization of dystrophin and dystroglycan. Cell. 

135(7):1189-200.  

Bagdatlioglu, E., Porcari, P., Greally, E., Blamire, A.M., Straub, V. W. 2020. 

Cognitive impairment appears progressive in the mdx mouse. Neuromuscul 

Disord. 30(5):368-388. 

Banihani, R., Smile, S., Yoon, G., Dupuis, A., Mosleh, M., Snider, A., et al. 2015. 

Cognitive and neurobehavioral profile in boys with duchenne muscular 

dystrophy. J Child Neurol. 30(11):1472–82. 

Bladen, C.L., Rafferty, K., Straub, V., Monges, S., Moresco, A., Dawkins, H., et 

al. 2015. The TREAT-NMD DMD global database: Analysis of more than 

7,000 duchenne muscular dystrophy mutations. Hum Mutat. 36(4):395–402.  

Chamova, T., Guergueltcheva, V., Raycheva, M., Todorov, T., Genova, J., 

Bichev, S., et al. 2013. Association between loss of dp140 and cognitive 

impairment in duchenne and becker dystrophies. Balkan J Med Genet. 

16(1):21-30. 

Chaussenot, R., Amar, M., Fossier, P., Vaillend, C. 2019. Dp71-Dystrophin 

Deficiency Alters Prefrontal Cortex Excitation-Inhibition Balance and 

Executive Functions. Mol Neurobiol. 56(4):2670-84. 

Cyrulnik, S.E., Fee, R.J., Batchelder, A., Kiefel, J., Goldstein, E., Hinton, V.J. 

2008. Cognitive and adaptive deficits in young children with Duchenne 

muscular dystrophy (DMD). J Int Neuropsychol Soc. 14(5):853-61.  

Diagnostic and Statistical Manual of Mental Disorders, Fifth Edition. 2013. 

Arlington, VA, American Psychiatric Association. 

Doorenweerd, N., Straathof, C.S., Dumas, E.M., Spitali, P., Ginjaar, I.B., Wokke, 

B.H., et al. 2014. Reduced cerebral gray matter and altered white matter in 

boys with Duchenne muscular dystrophy. Ann Neurol. 76(3):403-11.  

Doorenweerd, N., Mahfouz, A., van Putten, M., Kaliyaperumal, R. T., Hoen, 

P.A.C., Hendriksen H., et al. 2017. Timing and localization of human 

dystrophin isoform expression provide insights into the cognitive phenotype 

of Duchenne muscular dystrophy. Sci Rep. 7(1):12575.  

PROFIL KOGNITIF DAN NEUROBEHAVIOR BERDASARKAN GENOTIPE MUTASI ISOFORM
DISTROFIN PADA PASIEN DUCHENNE
MUSCULAR DYSTROPHY (DMD) DI YOGYAKARTA
KRISTY ISKANDAR, Prof. Dr. dr. Elisabeth S. Herini, Sp.A(K); dr. Agung Triono, Sp.A(K)
Universitas Gadjah Mada, 2021 | Diunduh dari http://etd.repository.ugm.ac.id/



 

  

75 

Doorenweerd, N. 2020. Combining genetics, neuropsychology and neuroimaging 

to improve understanding of brain involvement in Duchenne muscular 

dystrophy - a narrative review. Neuromuscul Disord. 30(6): 437–42. 

Duan, D. 2018. Systemic AAV Micro-dystrophin Gene Therapy for Duchenne 

Muscular Dystrophy. Mol Ther. 26(10):2337-56.  

Faraone, S.V., Asherson, P., Banaschewski, T., Biederman, J., Buitelaar, J.K., 

Ramos-Quiroga J.A., et al. 2015. Attention-deficit/hyperactivity disorder. 

Nat Rev Dis Primers. 6;1:15020.  

 

Felisari, G., Martinelli Boneschi, F., Bardoni, A., Sironi, M., Comi, G.P., Robotti, 

M., et al. 2000. Loss of Dp140 dystrophin isoform and intellectual 

impairment in Duchenne dystrophy. Neurology. 55(4):559–64.  

Fujino, H., Saito, T., Matsumura, T., Shibata, S., Iwata, Y., Fujimura, H., et al. 

2018. Autism spectrum disorders are prevalent among patients with 

dystrophinopathies. Neurol Sci. 39(7): 1279–82.  

Genon, S., Reid, A., Langner, R., Amunts, K., Eickhoff, S.B. 2018. How to 

Characterize the Function of a Brain Region. Trends Cogn Sci. 22(4):350-

364.  

Globas, C., Bösch, S., Zühlke, C., Daum, I., Dichgans, J., Bürk, K. 2003. The 

cerebellum and cognition. Intellectual function in spinocerebellar ataxia 

type 6 (SCA6). J Neurol. 250(12):1482-7. 

Gosar, D., Košmrlj, L., Musek, P.L., Meško, T., Stropnik, S., Krkoč, V., et al. 

2021. Adaptive skills and mental health in children and adolescents with 

neuromuscular diseases. Eur J Paediatr Neurol. 30:134-43. 

Grodberg, D., Weinger, P.M., Halpern, D., Parides, M., Kolevzon, A., Buxbaum, 

J.D. 2014. The autism mental status exam: sensitivity and specificity using 

DSM-5 criteria for autism spectrum disorder in verbally fluent adults. J 

Autism Dev Disord. 44(3):609-14.  

Haenggi, T., Soontornmalai, A., Schaub, M.C., Fritschy, J.M. 2004. The role of 

utrophin and Dp71 for assembly of different dystrophin-associated protein 

complexes (DPCs) in the choroid plexus and microvasculature of the brain. 

Neuroscience. 129(2):403-13.  

Hellebrekers, D.M.J., Doorenweerd, N., Sweere, D.J.J., van Kuijk, S.M.J., 

Aartsma-Rus, A.M., Klinkenberg, S., et al. 2020. Longitudinal follow-up of 

verbal span and processing speed in Duchenne muscular dystrophy. Eur J 

Paediatr Neurol. 25:120-6.  

Hendriksen, J. G. M. & Vles, J. S. H. 2016. Muscle and brain: A dyad with 

important diagnostic and therapeutic implications. Dev Med Child Neurol. 

58(1): 13.  

Hinton V.J., Fee R.J., Goldstein E.M., De Vivo D.C. 2007. Verbal and memory 

skills in males with Duchenne muscular dystrophy. Dev Med Child Neurol. 

49(2):123-8.  

Iskandar, K., Dwianingsih, E.K., Pratiwi, L., Kalim, A.S., Mardhiah, H., Putranti, 

A.H., et al. 2019. The analysis of DMD gene deletions by multiplex PCR in 

Indonesian DMD/BMD patients: the era of personalized medicine. BMC 

Res Notes. 12(1):704. 

PROFIL KOGNITIF DAN NEUROBEHAVIOR BERDASARKAN GENOTIPE MUTASI ISOFORM
DISTROFIN PADA PASIEN DUCHENNE
MUSCULAR DYSTROPHY (DMD) DI YOGYAKARTA
KRISTY ISKANDAR, Prof. Dr. dr. Elisabeth S. Herini, Sp.A(K); dr. Agung Triono, Sp.A(K)
Universitas Gadjah Mada, 2021 | Diunduh dari http://etd.repository.ugm.ac.id/



 

  

76 

Jankowska, A. 2014.Parenting style and locus of control, motivation and school 

adaptation among student with borderline intellectual functioning. CIPP. 

2(4):251-266 

Kim, S., Kaang, B.K. 2017. Epigenetic regulation and chromatin remodeling in 

learning and memory. Exp Mol Med.13;49(1):e281.  

Lionarons, J.M., Hellebrekers, D.M.J., Klinkenberg, S., Faber, C.G., Vles, J.S.H., 

Hendriksen, J.G.M. 2019. Methylphenidate use in males with Duchenne 

muscular dystrophy and a comorbid attention-deficit hyperactivity disorder. 

Eur J Paediatr Neurol. 201923(1):152-7.  

Lord, C., Elsabbagh, M., Baird, G., Veenstra-Vanderweele, J. 2018. Autism 

spectrum disorder. Lancet. 392(10146):508-520.  

McGuinness, D., McGlynn, L.M., Johnson, P.C., MacIntyre, A., Batty, G.D., 

Burns H., et al. 2012. Socio-economic status is associated with epigenetic 

differences in the pSoBid cohort. Int J Epidemiol. 41(1):151-60. 

Mento, G., Tarantino, V., Bisiacchi, P.S. 2011. The neuropsychological profile of 

infantile Duchenne muscular dystrophy. Clin Neuropsychol. 25(8):1359-77. 

Milic Rasic ,V., Vojinovic, D., Pesovic, J., Mijalkovic, G., Lukic, V., Mladenovic, 

J., et al. 2015. Intellectual ability in the duchenne muscular dystrophy and 

dystrophin gene mutation location. Balkan J Med Genet. 17(2):25-5. 

Nakamura, K., Sekine, Y., Ouchi, Y., Tsujii, M., Yoshikawa, E., Futatsubashi, M., 

et al. Brain serotonin and dopamine transporter bindings in adults with high-

functioning autism. Arch Gen Psychiatry. 67(1):59-68.  

Nishiyama, J. 2019. Plasticity of dendritic spines: Molecular function and 

dysfunction in neurodevelopmental disorders. Psychiatry Clin Neurosci. 

73(9):541-550.  

Pane, M., Lombardo, M.E., Alfieri, P., D'Amico, A., Bianco, F., Vasco, G., et al. 

2012. Attention deficit hyperactivity disorder and cognitive function in 

Duchenne muscular dystrophy: phenotype-genotype correlation. J Pediatr. 

161(4):705-9 

Patel, D.R. & Merrick, J. 2020. Neurodevelopmental and neurobehavioral 

disorders. Transl Pediatr. 9(Suppl 1):S1-2.  

Perumal, A.R., Rajeswaran, J., Nalini, A. 2015. Neuropsychological profile of 

duchenne muscular dystrophy. Appl Neuropsychol Child. 4(1):49-57.  

Phillips, M., Pozzo-Miller, L. 2015. Dendritic spine dysgenesis in autism related 

disorders. Neurosci Lett. 601:30-40. 

Piard, J., Hu, J.H., Campeau, P.M., Rzonca, S., Van Esch, H., Vincent, E., et al. 

2018. FRMPD4 mutations cause X-linked intellectual disability and disrupt 

dendritic spine morphogenesis. Hum Mol Genet. 27(4):589-600. 

Polanczyk, G.V, Willcutt, E.G., Salum, G.A., Kieling, C., Rohde, L.A. 2014. 

ADHD prevalence estimates across three decades: an updated systematic 

review and meta-regression analysis. Int J Epidemiol. 43(2):434-42. 

Posner, J., Polanczyk, G.V., Sonuga-Barke, E. 2020. Attention-deficit 

hyperactivity disorder. Lancet. 395(10222):450-462. 

Rana, M. R., Adhikari, S., Pradhan, M. 2016. Assessment of intelligence of 

duchenne muscular dystrophy (DMD) children and adults and parental 

PROFIL KOGNITIF DAN NEUROBEHAVIOR BERDASARKAN GENOTIPE MUTASI ISOFORM
DISTROFIN PADA PASIEN DUCHENNE
MUSCULAR DYSTROPHY (DMD) DI YOGYAKARTA
KRISTY ISKANDAR, Prof. Dr. dr. Elisabeth S. Herini, Sp.A(K); dr. Agung Triono, Sp.A(K)
Universitas Gadjah Mada, 2021 | Diunduh dari http://etd.repository.ugm.ac.id/



 

  

77 

stress in a muscular dystrophy center in Nepal. J Nepal Paediatr Soc. 

36(3):227–31.  

Rasic, M. V. 2014. Intellectual Ability in the Duchenne Muscular Dystrophy and 

Dystrophin Gene Mutation Location. Balk J Med Genet. 17(2):5–36.  

Relizani, K., Goyenvalle, A. 2018. Use of Tricyclo-DNA Antisense 

Oligonucleotides for Exon Skipping. Methods Mol Biol. 1828:381-394. 

Ricotti, V., Mandy, W.P., Scoto, M., Pane, M., Deconinck, N., Messina, S., et al. 

2016. Neurodevelopmental, emotional, and behavioural problems in 

Duchenne muscular dystrophy in relation to underlying dystrophin gene 

mutations. Dev Med Child Neurol. 58(1):77-84. 

Shaw, P., Greenstein, D., Lerch, J., Clasen, L., Lenroot, R., Gogtay, N., et al. 

2006. Intellectual ability and cortical development in children and 

adolescents. Nature. 440(7084):676-9.  

Simone, M., Margari, L., Pompamea, F., De Giacomo, A., Gabellone, A., 

Marzulli, L., et al. 2021. Autism Spectrum Disorder and Duchenne 

Muscular Dystrophy: A Clinical Case on the Potential Role of the 

Dystrophin in Autism Neurobiology. J Clin Med.10(19):4370. 

Srivastava, A.K., Schwartz, C.E. 2014. Intellectual disability and autism spectrum 

disorders: causal genes and molecular mechanisms. Neurosci Biobehav Rev. 

46 (2):161-74.  

Srivastava, S., Cohen, J., Pevsner, J., Aradhya, S., McKnight, D., Butler, E., et al. 

2014. A novel variant in GABRB2 associated with intellectual disability and 

epilepsy. Am J Med Genet. 164A(11):2914-21. 

Takeshima, Y., Yagi, M., Okizuka, Y., Awano, H., Zhang, Z., Yamauchi, Y., et 

al. 2010. Mutation spectrum of the dystrophin gene in 442 

Duchenne/Becker muscular dystrophy cases from one Japanese referral 

center. J Hum Genet. 55(6):379-88. 

Taylor, P.J., Betts, G.A., Maroulis, S., Gilissen, C., Pedersen, R.L., Mowat, D.R., 

et al. 2010. Dystrophin gene mutation location and the risk of cognitive 

impairment in Duchenne muscular dystrophy. PLoS One. 5(1):e8803.  

Torres, M.D., Garcia, O., Tang, C., Busciglio, J. 2018. Dendritic spine pathology 

and thrombospondin-1 deficits in Down syndrome. Free Radic Biol Med. 

114:10-4.  

Ueda,Y., Suwazono, S., Maedo, S., Higuchi, I. 2017. Profile of cognitive function 

in adults with duchenne muscular dystrophy. Brain Dev. 39(3):225-30.  

Verhaart, I.E.C. & Aartsma-Rus, A. 2019. Therapeutic developments for 

Duchenne muscular dystrophy. Nat Rev Neurol. 15(7):373-86. 

Vytopil, M., Vohanka, S., Vlasinova, J., Toman, J., Novak, M., Toniolo, D. 2004. 

The screening for X-linked Emery-Dreifuss muscular dystrophy amongst 

young patients with idiopathic heart conduction system disease treated by a 

pacemaker implant. Eur J Neurol.11(8):531-4.  

Waite, A., Brown, S.C., Blake, D.J. 2012. The dystrophin-glycoprotein complex 

in brain development and disease. Trends Neurosci. 35(8):487-96. 

Wong, M. 2019. The role of glia in epilepsy, intellectual disability, and other 

neurodevelopmental disorders in tuberous sclerosis complex. J Neurodev 

Disord. 11(1):30.  

PROFIL KOGNITIF DAN NEUROBEHAVIOR BERDASARKAN GENOTIPE MUTASI ISOFORM
DISTROFIN PADA PASIEN DUCHENNE
MUSCULAR DYSTROPHY (DMD) DI YOGYAKARTA
KRISTY ISKANDAR, Prof. Dr. dr. Elisabeth S. Herini, Sp.A(K); dr. Agung Triono, Sp.A(K)
Universitas Gadjah Mada, 2021 | Diunduh dari http://etd.repository.ugm.ac.id/



 

  

78 

Zacharopoulos, G., Sella, F., Cohen Kadosh, K., Hartwright, C., Emir, U., Cohen 

Kadosh, R. 2021. Predicting learning and achievement using GABA and 

glutamate concentrations in human development. PLoS Biol. 

19(7):e3001325.  

 

 

 

 

  

PROFIL KOGNITIF DAN NEUROBEHAVIOR BERDASARKAN GENOTIPE MUTASI ISOFORM
DISTROFIN PADA PASIEN DUCHENNE
MUSCULAR DYSTROPHY (DMD) DI YOGYAKARTA
KRISTY ISKANDAR, Prof. Dr. dr. Elisabeth S. Herini, Sp.A(K); dr. Agung Triono, Sp.A(K)
Universitas Gadjah Mada, 2021 | Diunduh dari http://etd.repository.ugm.ac.id/


