
Filippo M Santorelli

List of Publications by Year
in descending order

Source: https://exaly.com/author-pdf/3046508/publications.pdf

Version: 2024-02-01

582

papers

18,404

citations

66

h-index

14655

100

g-index

32842

594

all docs

594

docs citations

594

times ranked

18826

citing authors



Filippo M Santorelli

2

# Article IF Citations

1 Mitochondrial encephalomyopathy with coenzyme Q <sub>10</sub> deficiency. Neurology, 1997, 48,
1238-1243. 1.1 313

2 Mutations in SPG11, encoding spatacsin, are a major cause of spastic paraplegia with thin corpus
callosum. Nature Genetics, 2007, 39, 366-372. 21.4 303

3 COQ2 Nephropathy. Journal of the American Society of Nephrology: JASN, 2007, 18, 2773-2780. 6.1 297

4 Hereditary spastic paraplegia: Clinical-genetic characteristics and evolving molecular mechanisms.
Experimental Neurology, 2014, 261, 518-539. 4.1 281

5 The mutation at nt 8993 of mitochondrial DNA is a common cause of Leigh's syndrome. Annals of
Neurology, 1993, 34, 827-834. 5.3 252

6 Methylmalonic and propionic aciduria. American Journal of Medical Genetics, Part C: Seminars in
Medical Genetics, 2006, 142C, 104-112. 1.6 214

7 Mutations in SPG11 are frequent in autosomal recessive spastic paraplegia with thin corpus callosum,
cognitive decline and lower motor neuron degeneration. Brain, 2008, 131, 772-784. 7.6 206

8 Clinical features associated with the A â†’ G transition at nucleotide 8344 of mtDNA (â€œMERRF mutationâ€•).
Neurology, 1993, 43, 1200-1200. 1.1 205

9 Infantile-Onset Ascending Hereditary Spastic Paralysis Is Associated with Mutations in the Alsin Gene.
American Journal of Human Genetics, 2002, 71, 518-527. 6.2 203

10
Identification of the SPG15 Gene, Encoding Spastizin, as a Frequent Cause of Complicated
Autosomal-Recessive Spastic Paraplegia, Including Kjellin Syndrome. American Journal of Human
Genetics, 2008, 82, 992-1002.

6.2 192

11 Supercomplexes and subcomplexes of mitochondrial oxidative phosphorylation. Biochimica Et
Biophysica Acta - Bioenergetics, 2006, 1757, 1066-1072. 1.0 189

12 Identification of a Novel Mutation in the mtDNA ND5 Gene Associated with MELAS. Biochemical and
Biophysical Research Communications, 1997, 238, 326-328. 2.1 187

13 SUCLA2 mutations are associated with mild methylmalonic aciduria, Leigh-like encephalomyopathy,
dystonia and deafness. Brain, 2007, 130, 862-874. 7.6 180

14 Alteration of Fatty-Acid-Metabolizing Enzymes Affects Mitochondrial Form and Function in Hereditary
Spastic Paraplegia. American Journal of Human Genetics, 2012, 91, 1051-1064. 6.2 179

15 A new mtDNA mutation in the tRNALeu(UUR) gene associated with maternally inherited
cardiomyopathy. Human Mutation, 1994, 3, 37-43. 2.5 178

16 Congenital muscular dystrophies with defective glycosylation of dystroglycan. Neurology, 2009, 72,
1802-1809. 1.1 166

17 A homoplasmic mitochondrial transfer Ribonucleic Acid mutation as a cause of maternally inherited
hypertrophic cardiomyopathy. Journal of the American College of Cardiology, 2003, 41, 1786-1796. 2.8 161

18 Phenotypic heterogeneity of the 8344A&gt;G mtDNA â€œMERRFâ€• mutation. Neurology, 2013, 80, 2049-2054. 1.1 157



3

Filippo M Santorelli

# Article IF Citations

19 Glutathione in blood of patients with Friedreich's ataxia. European Journal of Clinical Investigation,
2001, 31, 1007-1011. 3.4 154

20 Multiple mitochondria1 DNA deletions associated with autosomal recessive ophthalmoplegia and
severe cardiomyopathy. Neurology, 1996, 46, 1329-1329. 1.1 153

21 Clinical and molecular features of mitochondrial DNA depletion due to mutations in deoxyguanosine
kinase. Human Mutation, 2008, 29, 330-331. 2.5 144

22 Reactive oxygen species, oxidative stress, and cell death correlate with level of CoQ <sub>10</sub>
deficiency. FASEB Journal, 2010, 24, 3733-3743. 0.5 142

23 Infantile-onset ascending hereditary spastic paralysis: A case report and brief literature review.
European Journal of Paediatric Neurology, 2014, 18, 235-239. 1.6 139

24 Maternally inherited cardiomyopathy and hearing loss associated with a novel mutation in the
mitochondrial tRNA(Lys) gene (G8363A). American Journal of Human Genetics, 1996, 58, 933-9. 6.2 132

25 Leigh syndrome and hypertrophic cardiomyopathy in an infant with a mitochondrial DNA point
mutation (T8993G). American Journal of Medical Genetics Part A, 1994, 50, 265-271. 2.4 124

26 DPM2â€•CDG: A muscular dystrophyâ€“dystroglycanopathy syndrome with severe epilepsy. Annals of
Neurology, 2012, 72, 550-558. 5.3 121

27 The m.3243A&gt;G mitochondrial DNA mutation and related phenotypes. A matter of gender?. Journal of
Neurology, 2014, 261, 504-510. 3.6 119

28 The Mitochondrial Ornithine Transporter. Journal of Biological Chemistry, 2003, 278, 32778-32783. 3.4 117

29 Ataxia with oculomotor apraxia type 2: A clinical, pathologic, and genetic study. Neurology, 2006, 66,
1207-1210. 1.1 114

30 Autism with Seizures and Intellectual Disability: Possible Causative Role of Gain-of-function of the
Inwardly-Rectifying K+ Channel Kir4.1. Neurobiology of Disease, 2011, 43, 239-247. 4.4 108

31 Multiple mitochondrial DNA deletions in sporadic inclusion body myositis: A study of 56 patients.
Annals of Neurology, 1996, 39, 789-795. 5.3 107

32 Maternally Inherited Cardiomyopathy: An Atypical Presentation of the mtDNA 12S rRNA Gene A1555G
Mutation. American Journal of Human Genetics, 1999, 64, 295-300. 6.2 107

33 A Novel mtDNA Point Mutation in Maternally Inherited Cardiomyopathy. Biochemical and Biophysical
Research Communications, 1995, 213, 588-593. 2.1 104

34 Somatic and germline mosaicisms in Severe Myoclonic Epilepsy of Infancy. Biochemical and Biophysical
Research Communications, 2006, 341, 489-493. 2.1 102

35 Spectrum of Brain Changes in Patients With Congenital Muscular Dystrophy and FKRP Gene Mutations.
Archives of Neurology, 2006, 63, 251. 4.5 97

36 Functional assays in highâ€•resolution clear native gels to quantify mitochondrial complexes in human
biopsies and cell lines. Electrophoresis, 2007, 28, 3811-3820. 2.4 97



4

Filippo M Santorelli

# Article IF Citations

37 Autosomal dominant external ophthalmoplegia and bipolar affective disorder associated with a
mutation in the ANT1 gene. Neuromuscular Disorders, 2003, 13, 162-165. 0.6 95

38 The genetic basis of undiagnosed muscular dystrophies and myopathies. Neurology, 2016, 87, 71-76. 1.1 92

39 POMT2 gene mutation in limb-girdle muscular dystrophy with inflammatory changes. Biochemical and
Biophysical Research Communications, 2007, 363, 1033-1037. 2.1 91

40 Maternally inherited Leigh syndrome. Journal of Pediatrics, 1993, 122, 419-422. 1.8 87

41 Epilepsy, Behavioral Abnormalities, and Physiological Comorbidities in Syntaxin-Binding Protein 1
(STXBP1) Mutant Zebrafish. PLoS ONE, 2016, 11, e0151148. 2.5 87

42 Familial basilar migraine associated with a new mutation in the ATP1A2 gene. Neurology, 2005, 65,
1826-1828. 1.1 86

43 Loss of spatacsin function alters lysosomal lipid clearance leading to upper and lower motor neuron
degeneration. Neurobiology of Disease, 2017, 102, 21-37. 4.4 85

44 Fatal hypertrophic cardiomyopathy and nemaline myopathy associated with ACTA1 K336E mutation.
Neuromuscular Disorders, 2006, 16, 548-552. 0.6 83

45 Clinical and genetic studies in hereditary spastic paraplegia with thin corpus callosum. Neurology,
2004, 62, 262-268. 1.1 82

46 A Novel Mitochondrial DNA Point Mutation Associated with Mitochondrial
Encephalocardiomyopathy. Biochemical and Biophysical Research Communications, 1995, 216, 835-840. 2.1 81

47 Multiple mtDNA deletions features in autosomal dominant and recessive diseases suggest distinct
pathogeneses. Neurology, 1998, 50, 99-106. 1.1 81

48 Spectrum of MMACHC mutations in Italian and Portuguese patients with combined methylmalonic
aciduria and homocystinuria, cblC type. Molecular Genetics and Metabolism, 2008, 93, 475-480. 1.1 80

49 Congenital myopathies: clinical phenotypes and new diagnostic tools. Italian Journal of Pediatrics,
2017, 43, 101. 2.6 80

50 CLN8 is an endoplasmic reticulum cargo receptor that regulates lysosome biogenesis. Nature Cell
Biology, 2018, 20, 1370-1377. 10.3 80

51 A T â†’ C mutation at nt 8993 of mitochondrial DNA in a child with Leigh syndrome. Neurology, 1994, 44,
972-972. 1.1 80

52 The T9176G mtDNA mutation severely affects ATP production and results in Leigh syndrome. Neurology,
2001, 56, 687-690. 1.1 79

53 Long period fiber grating nano-optrode for cancer biomarker detection. Biosensors and
Bioelectronics, 2016, 80, 590-600. 10.1 79

54 Succinateâ€•CoA ligase deficiency due to mutations in <i>SUCLA2</i> and <i>SUCLG1</i>: phenotype and
genotype correlations in 71 patients. Journal of Inherited Metabolic Disease, 2016, 39, 243-252. 3.6 79



5

Filippo M Santorelli

# Article IF Citations

55 Mitochondrial DNA metabolism in early development of zebrafish (Danio rerio). Biochimica Et
Biophysica Acta - Bioenergetics, 2012, 1817, 1002-1011. 1.0 78

56 Revelation of a New Mitochondrial DNA Mutation (G12147A) in a MELAS/MERFF Phenotype. Archives of
Neurology, 2004, 61, 269. 4.5 77

57 Mitochondrial DNA haplogroups influence the therapeutic response to riboflavin in migraineurs.
Neurology, 2009, 72, 1588-1594. 1.1 77

58 Novel Dynein<i>DYNC1H1</i>Neck and Motor Domain Mutations Link Distal Spinal Muscular Atrophy
and Abnormal Cortical Development. Human Mutation, 2014, 35, 298-302. 2.5 77

59 MotorPlex provides accurate variant detection across large muscle genes both in single myopathic
patients and in pools of DNA samples. Acta Neuropathologica Communications, 2014, 2, 100. 5.2 76

60 Malignant Pancreatic Endocrine Tumor in a Child With Tuberous Sclerosis. American Journal of
Surgical Pathology, 2003, 27, 1386-1389. 3.7 75

61 Subcomplexes of human ATP synthase mark mitochondrial biosynthesis disorders. Annals of
Neurology, 2006, 59, 265-275. 5.3 75

62 Friedreich's ataxia: Oxidative stress and cytoskeletal abnormalities. Journal of the Neurological
Sciences, 2009, 287, 111-118. 0.6 75

63 Prevalence of congenital muscular dystrophy in Italy. Neurology, 2015, 84, 904-911. 1.1 75

64 Defective autophagy in spastizin mutated patients with hereditary spastic paraparesis type 15. Brain,
2013, 136, 3119-3139. 7.6 74

65 Maternally inherited encephalopathy associated with a single-base insertion in the mitochondrial
tRNATrp gene. Annals of Neurology, 1997, 42, 256-260. 5.3 72

66 Pontocerebellar hypoplasia type 6 caused by mutations in <i>RARS2</i>: definition of the clinical
spectrum and molecular findings in five patients. Journal of Inherited Metabolic Disease, 2013, 36, 43-53. 3.6 70

67 MYH7-related myopathies: clinical, histopathological and imaging findings in a cohort of Italian
patients. Orphanet Journal of Rare Diseases, 2016, 11, 91. 2.7 70

68 Mutation analysis in 16 patients with mtDNA depletion. Human Mutation, 2003, 21, 453-454. 2.5 69

69 A novel mutation in SACS gene in a family from southern Italy. Neurology, 2004, 62, 100-102. 1.1 69

70 Interpreting Genetic Variants in Titin in Patients With Muscle Disorders. JAMA Neurology, 2018, 75, 557. 9.0 69

71 Maternally inherited deafness associated with a T1095C mutation in the mDNA. European Journal of
Human Genetics, 2001, 9, 147-149. 2.8 68

72 Genetic heterogeneity of megalencephalic leukoencephalopathy and subcortical cysts. Neurology,
2003, 61, 534-537. 1.1 68



6

Filippo M Santorelli

# Article IF Citations

73 Redefining phenotypes associated with mitochondrial DNA single deletion. Journal of Neurology, 2015,
262, 1301-1309. 3.6 68

74 Novel <i>SACS</i> mutations in autosomal recessive spastic ataxia of Charlevoix-Saguenay type.
Neurology, 2004, 62, 103-106. 1.1 66

75 Genetically induced dysfunctions of Kir2.1 channels: implications for short QT3 syndrome and
autismâ€“epilepsy phenotype. Human Molecular Genetics, 2014, 23, 4875-4886. 2.9 65

76 Fatal infantile leukodystrophy. Neurology, 2001, 57, 265-270. 1.1 64

77 Infantile ascending hereditary spastic paralysis (IAHSP). Neurology, 2003, 60, 674-682. 1.1 64

78 Mutation in<i>CPT1C</i>Associated With Pure Autosomal Dominant Spastic Paraplegia. JAMA
Neurology, 2015, 72, 561. 9.0 64

79 Next Generation Molecular Diagnosis of Hereditary Spastic Paraplegias: An Italian Cross-Sectional
Study. Frontiers in Neurology, 2018, 9, 981. 2.4 64

80 The Extra-Virgin Olive Oil Polyphenols Oleocanthal and Oleacein Counteract Inflammation-Related
Gene and miRNA Expression in Adipocytes by Attenuating NF-ÎºB Activation. Nutrients, 2019, 11, 2855. 4.1 63

81 Clinical and molecular findings in patients with giant axonal neuropathy (GAN). Neurology, 2004, 62,
13-16. 1.1 62

82 Novel mutations in <i>SPG11</i> cause hereditary spastic paraplegia associated with earlyâ€•onset
levodopaâ€•responsive Parkinsonism. Movement Disorders, 2011, 26, 553-556. 3.9 62

83 Mutations in MFSD8/CLN7 are a frequent cause of variant-late infantile neuronal ceroid
lipofuscinosis. Human Mutation, 2009, 30, E530-E540. 2.5 59

84 Familyâ€•based association study of 5â€•HTTLPR, TPH, MAOâ€•A, and DRD4 polymorphisms in mood disorders.
American Journal of Medical Genetics Part A, 2002, 114, 361-369. 2.4 57

85
Identification of novel mutations in the<i>SLC25A15</i>gene in
hyperornithinemia-hyperammonemia-homocitrullinuria (HHH) syndrome: A clinical, molecular, and
functional study. Human Mutation, 2009, 30, 741-748.

2.5 57

86 Drug consumption in medication overuse headache is influenced by brain-derived neurotrophic factor
Val66Met polymorphism. Journal of Headache and Pain, 2009, 10, 349-355. 6.0 57

87
Supratentorial and pontine <scp>MRI</scp> abnormalities characterize recessive spastic ataxia of
<scp>C</scp>harlevoixâ€•<scp>S</scp>aguenay. A comprehensive study of an <scp>I</scp>talian series.
European Journal of Neurology, 2013, 20, 138-146.

3.3 57

88 Clinical and molecular findings in hyperornithinemia-hyperammonemia-homocitrullinuria syndrome.
Neurology, 2001, 57, 911-914. 1.1 56

89 Gain-of-function defects of astrocytic Kir4.1 channels in children with autism spectrum disorders and
epilepsy. Scientific Reports, 2016, 6, 34325. 3.3 56

90 Clinical Heterogeneity Associated with the Mitochondrial DNA T8993C Point Mutation. Pediatric
Research, 1996, 39, 914-917. 2.3 56



7

Filippo M Santorelli

# Article IF Citations

91 A Combined Nucleic Acid and Protein Analysis in Friedreich Ataxia: Implications for Diagnosis,
Pathogenesis and Clinical Trial Design. PLoS ONE, 2011, 6, e17627. 2.5 55

92 Autism-epilepsy phenotype with macrocephaly suggests PTEN, but not GLIALCAM, genetic screening.
BMC Medical Genetics, 2014, 15, 26. 2.1 55

93
Transcriptomic Profiling Discloses Molecular and Cellular Events Related to Neuronal
Differentiation in SH-SY5Y Neuroblastoma Cells. Cellular and Molecular Neurobiology, 2017, 37,
665-682.

3.3 54

94
Clinical application of next generation sequencing in hereditary spinocerebellar ataxia: increasing the
diagnostic yield and broadening the ataxia-spasticity spectrum. A retrospective analysis.
Neurogenetics, 2018, 19, 1-8.

1.4 54

95

Proficiency testing of clinical microbiology laboratories using modified decontamination procedures
for detection of nontuberculous mycobacteria in sputum samples from cystic fibrosis patients. The
Nontuberculous Mycobacteria in Cystic Fibrosis Study Group. Journal of Clinical Microbiology, 1997,
35, 2706-2708.

3.9 54

96 The mitochondrial A3243G mutation presenting as severe cardiomyopathy.. Journal of Medical
Genetics, 1997, 34, 607-609. 3.2 53

97 Screening of ARHSP-TCC patients expands the spectrum of<i>SPG11</i>mutations and includes a large
scale gene deletion. Human Mutation, 2009, 30, E500-E519. 2.5 53

98 Expanding the clinical spectrum of POMT1 phenotype. Neurology, 2006, 66, 1564-1567. 1.1 52

99 Clinicoâ€•Genetic, Imaging and Molecular Delineation of <scp><i>COQ8A</i></scp>â€•Ataxia: A Multicenter
Study of 59 Patients. Annals of Neurology, 2020, 88, 251-263. 5.3 52

100 Novel mutation in the mitochondrial DNA tRNA glycine gene associated with sudden unexpected death.
Pediatric Neurology, 1996, 15, 145-149. 2.1 51

101 Identification of novel WFS1 mutations in Italian children with Wolfram syndrome. Human Mutation,
2001, 17, 348-349. 2.5 51

102 Pontocerebellar hypoplasia. Neurology, 2010, 75, 1459-1464. 1.1 51

103 Centronuclear myopathies: genotypeâ€“phenotype correlation and frequency of defined genetic forms
in an Italian cohort. Journal of Neurology, 2015, 262, 1728-1740. 3.6 51

104 Understanding Spreading Depression from Headache to Sudden Unexpected Death. Frontiers in
Neurology, 2018, 9, 19. 2.4 51

105 Comparative biochemical studies in fibroblasts from patients with different forms of Leigh syndrome.
Journal of Inherited Metabolic Disease, 1996, 19, 43-50. 3.6 50

106 Protein glutathionylation in human central nervous system: Potential role in redox regulation of
neuronal defense against free radicals. Journal of Neuroscience Research, 2006, 83, 256-263. 2.9 50

107 Ataxia, Intellectual Disability, and Ocular Apraxia with Cerebellar Cysts: A New Disease?. Cerebellum,
2014, 13, 79-88. 2.5 50

108 Heterogeneous clinical presentation of the mtDNA NARP/T8993G mutation. Neurology, 1997, 49, 270-273. 1.1 49



8

Filippo M Santorelli

# Article IF Citations

109 Cerium oxide nanoparticles: the regenerative redox machine in bioenergetic imbalance. Nanomedicine,
2017, 12, 403-416. 3.3 49

110 Neutral Lipid Storage Diseases: clinical/genetic features and natural history in a large cohort of
Italian patients. Orphanet Journal of Rare Diseases, 2017, 12, 90. 2.7 49

111 The Genetic Landscape of Dystrophin Mutations in Italy: A Nationwide Study. Frontiers in Genetics,
2020, 11, 131. 2.3 49

112 White matter lesions in spastic paraplegia with mutations in SPG5/CYP7B1. Neuromuscular Disorders,
2009, 19, 62-65. 0.6 48

113 Motor Chip: A Comparative Genomic Hybridization Microarray for Copy-Number Mutations in 245
Neuromuscular Disorders. Clinical Chemistry, 2011, 57, 1584-1596. 3.2 48

114 Leigh-type neuropathology in Pearson syndrome associated with impaired ATP production and a novel
mtDNA deletion. Neurology, 1996, 47, 1320-1323. 1.1 47

115 Novel L2HGDH mutations in 21 patients with L-2-hydroxyglutaric aciduria of Portuguese origin. Human
Mutation, 2005, 26, 395-396. 2.5 47

116 Management of Hereditary Spastic Paraplegia: A Systematic Review of the Literature. Frontiers in
Neurology, 2019, 10, 3. 2.4 47

117 Social Preference Tests in Zebrafish: A Systematic Review. Frontiers in Veterinary Science, 2020, 7,
590057. 2.2 46

118 <i>SPG3A</i>. Neurology, 2002, 59, 2002-2005. 1.1 45

119 Autosomal dominant hereditary spastic paraplegia: DHPLC-based mutation analysis ofSPG4 reveals
eleven novel mutations. Human Mutation, 2005, 25, 506-506. 2.5 45

120 â€œBartter-likeâ€• phenotype in Kearnsâ€“Sayre syndrome. Pediatric Nephrology, 2006, 21, 355-360. 1.7 45

121 Variant late infantile ceroid lipofuscinoses associated with novel mutations in CLN6. Biochemical and
Biophysical Research Communications, 2009, 379, 892-897. 2.1 45

122 Syndromes associated with mitochondrial DNA depletion. Italian Journal of Pediatrics, 2014, 40, 34. 2.6 45

123 Adaptor protein complex 4 deficiency: a paradigm of childhood-onset hereditary spastic paraplegia
caused by defective protein trafficking. Human Molecular Genetics, 2020, 29, 320-334. 2.9 45

124 Intrafamilial variability in hereditary spastic paraplegia associated with an <i>SPG4</i> gene mutation.
Neurology, 2000, 55, 702-705. 1.1 44

125 The complex phenotype of spinocerebellar ataxia type 48 in eight unrelated Italian families. European
Journal of Neurology, 2020, 27, 498-505. 3.3 44

126 Progressive exercise intolerance associated with a new muscle-restricted nonsense mutation (G142X)
in the mitochondrial cytochromeb gene. Muscle and Nerve, 2003, 28, 508-511. 2.2 43



9

Filippo M Santorelli

# Article IF Citations

127 Novel mutations in CLN8 in Italian variant late infantile neuronal ceroid lipofuscinosis: another
genetic hit in the Mediterranean. Neurogenetics, 2006, 7, 111-117. 1.4 43

128 Spastic paraplegia with thin corpus callosum: description of 20 new families, refinement of the SPG11
locus, candidate gene analysis and evidence of genetic heterogeneity. Neurogenetics, 2006, 7, 149-156. 1.4 43

129 Progressive cavitating leukoencephalopathy associated with respiratory chain complex I deficiency
and a novel mutation in NDUFS1. Neurogenetics, 2011, 12, 9-17. 1.4 43

130 Clinical, neuroradiological and molecular characterization of cerebellar dysplasia with cysts
(Porettiâ€“Boltshauser syndrome). European Journal of Human Genetics, 2016, 24, 1262-1267. 2.8 43

131 Motor neuron degeneration in spastic paraplegia 11 mimics amyotrophic lateral sclerosis lesions.
Brain, 2016, 139, aww061. 7.6 43

132
Spinocerebellar ataxia 48 presenting with ataxia associated with cognitive, psychiatric, and
extrapyramidal features: A report of two Italian families. Parkinsonism and Related Disorders, 2019, 65,
91-96.

2.2 43

133 Uncoupling Protein-1 mRNA Expression in Lipomas from Patients Bearing Pathogenic Mitochondrial
DNA Mutations. Biochemical and Biophysical Research Communications, 2000, 278, 800-802. 2.1 42

134 POMT2 mutation in a patient with â€˜MEB-likeâ€™ phenotype. Neuromuscular Disorders, 2006, 16, 446-448. 0.6 42

135
Cortical response to somatosensory stimulation in medication overuse headache patients is
influenced by angiotensin converting enzyme (ACE) I/D genetic polymorphism. Cephalalgia, 2012, 32,
1189-1197.

3.9 42

136 Molecular epidemiology of childhood neuronal ceroid-lipofuscinosis in Italy. Orphanet Journal of
Rare Diseases, 2013, 8, 19. 2.7 42

137 Novel TTC19 mutation in a family with severe psychiatric manifestations and complex III deficiency.
Neurogenetics, 2013, 14, 153-160. 1.4 42

138 Powerhouse failure and oxidative damage in autosomal recessive spastic ataxia of
Charlevoix-Saguenay. Journal of Neurology, 2015, 262, 2755-2763. 3.6 42

139 A double mutation (A8296G and G8363A) in the mitochondrial DNA tRNA <sup>Lys</sup> gene
associated with myoclonus epilepsy with ragged-red fibers. Neurology, 1999, 52, 377-377. 1.1 42

140 Mitochondrial myopathy, parkinsonism, and multiple mtDNA deletions in a Sephardic Jewish family.
Neurology, 2001, 56, 802-805. 1.1 41

141 Revelation of a Novel <i>CLN5</i> Mutation in Early Juvenile Neuronal Ceroid Lipofuscinosis.
Neuropediatrics, 2007, 38, 46-49. 0.6 41

142 Novel mutations in <i>dystonin</i> provide clues to the pathomechanisms of HSAN-VI. Neurology, 2017,
88, 2132-2140. 1.1 41

143 ZFYVE26/SPASTIZIN and SPG11/SPATACSIN mutations in hereditary spastic paraplegia types AR-SPG15 and
AR-SPG11 have different effects on autophagy and endocytosis. Autophagy, 2019, 15, 34-57. 9.1 41

144 A Novel ATP1A2 Mutation in a Family with FHM Type II. Cephalalgia, 2006, 26, 324-328. 3.9 39



10

Filippo M Santorelli

# Article IF Citations

145 The wolframin His611Arg polymorphism influences medication overuse headache. Neuroscience
Letters, 2007, 424, 179-184. 2.1 39

146 New findings in the ataxia of Charlevoixâ€“Saguenay. Journal of Neurology, 2012, 259, 869-878. 3.6 39

147 The use of muscle biopsy in the diagnosis of undefined ataxia with cerebellar atrophy in children.
European Journal of Paediatric Neurology, 2012, 16, 248-256. 1.6 39

148 Comparative biochemical studies of ATPases in cells from patients with the T8993G or T8993C
mitochondrial DNA mutations. Journal of Inherited Metabolic Disease, 1998, 21, 829-836. 3.6 38

149 X-linked congenital ataxia: A clinical and genetic study. , 2000, 92, 53-56. 38

150 POMGnT1 Mutations in Congenital Muscular Dystrophy. Archives of Neurology, 2006, 63, 1491. 4.5 38

151 POMT1 and POMT2 mutations in CMD patients: A multicentric Italian study. Neuromuscular Disorders,
2008, 18, 565-571. 0.6 38

152 A novel SURF1 mutation results in Leigh syndrome with peripheral neuropathy caused by cytochrome c
oxidase deficiency. Neuromuscular Disorders, 2000, 10, 450-453. 0.6 37

153 Incomplete penetrance in an <i>SPG3A</i> -linked family with a new mutation in the <i>atlastin</i>
gene. Neurology, 2004, 62, 2138-2139. 1.1 37

154 HHH syndrome (hyperornithinaemia, hyperammonaemia, homocitrullinuria), with fulminant
hepatitis-like presentation. Journal of Inherited Metabolic Disease, 2006, 29, 186-189. 3.6 37

155 The mitochondrial DNA A8344G mutation in leigh syndrome revealed by analysis in paraffin-embedded
sections: Revisiting the past. Annals of Neurology, 1998, 44, 962-964. 5.3 35

156 Genotypeâ€“phenotype correlations in recessive titinopathies. Genetics in Medicine, 2020, 22, 2029-2040. 2.4 35

157 Late-onset MNGIE without peripheral neuropathy due to incomplete loss of thymidine phosphorylase
activity. Neuromuscular Disorders, 2009, 19, 837-840. 0.6 34

158 Cross-Linked Enzyme Aggregates as Versatile Tool for Enzyme Delivery: Application to Polymeric
Nanoparticles. Bioconjugate Chemistry, 2018, 29, 2225-2231. 3.6 34

159 A new method for analysis of mitochondrial DNA point mutations and assess levels of heteroplasmy.
Biochemical and Biophysical Research Communications, 2006, 342, 387-393. 2.1 33

160 Myoclonus in mitochondrial disorders. Movement Disorders, 2014, 29, 722-728. 3.9 33

161 The emerging concept of mitochondrial cardiomyopathies. American Heart Journal, 2001, 141, 5A-12A. 2.7 32

162 Phenotypic Heterogeneity in Two Unrelated Danon Patients Associated with the SameLAMPâ€•2Gene
Mutation. Neuropediatrics, 2005, 36, 309-313. 0.6 32



11

Filippo M Santorelli

# Article IF Citations

163 Migraine headache: a review of the molecular genetics of a common disorder. Journal of Headache
and Pain, 2012, 13, 571-580. 6.0 32

164 Identification of mutations in <i>AP4S1/</i>SPG52 through next generation sequencing in three
families. European Journal of Neurology, 2016, 23, 1580-1587. 3.3 32

165 Revisiting mitochondrial ocular myopathies: a study from the Italian Network. Journal of Neurology,
2017, 264, 1777-1784. 3.6 32

166 The R495W mutation in SPG3A causes spastic paraplegia associated with axonal neuropathy. Journal of
Neurology, 2005, 252, 901-903. 3.6 31

167 Peroxisomal acylâ€•CoAâ€•oxidase deficiency: Two new cases. American Journal of Medical Genetics, Part A,
2008, 146A, 1676-1681. 1.2 31

168 Collapsing glomerulopathy associated with inherited mitochondrial injury. Kidney International,
2008, 74, 237-243. 5.2 31

169 Rippling muscle disease and cardiomyopathy associated with a mutation in the CAV3 gene.
Neuromuscular Disorders, 2009, 19, 779-783. 0.6 31

170 Myelinated retinal fibers in autosomal recessive spastic ataxia of Charlevoix-Saguenay. European
Journal of Neurology, 2011, 18, 1187-1190. 3.3 31

171 TRPV4 mutations in children with congenital distal spinal muscular atrophy. Neurogenetics, 2012, 13,
195-203. 1.4 31

172 Respiratory and cardiac function in congenital muscular dystrophies with alpha dystroglycan
deficiency. Neuromuscular Disorders, 2012, 22, 685-689. 0.6 31

173 Comparative Analysis and Functional Mapping of <i>SACS</i> Mutations Reveal Novel Insights into
Sacsin Repeated Architecture. Human Mutation, 2013, 34, 525-537. 2.5 31

174 Persistent pulmonary arterial hypertension in the newborn (PPHN): A frequent manifestation of
TMEM70 defective patients. Molecular Genetics and Metabolism, 2014, 111, 353-359. 1.1 31

175 Phenotype and natural history of variant late infantile ceroidâ€•lipofuscinosis 5. Developmental
Medicine and Child Neurology, 2017, 59, 815-821. 2.1 31

176 Next-generation sequencing approach to hyperCKemia. Neurology: Genetics, 2019, 5, e352. 1.9 31

177 Spinocerebellar ataxia type 48: last but not least. Neurological Sciences, 2020, 41, 2423-2432. 1.9 31

178 About the â€œPathologicalâ€• Role of the mtDNA T3308C Mutationâ€¦. American Journal of Human Genetics,
1999, 65, 1457-1459. 6.2 30

179 The mitochondrial DNA C3303T mutation can cause cardiomyopathy and/or skeletal myopathy. Journal
of Pediatrics, 1999, 135, 197-202. 1.8 30

180 Pathogenesis of the deafness-associated A1555G mitochondrial DNA mutation. Biochemical and
Biophysical Research Communications, 2002, 293, 521-529. 2.1 30



12

Filippo M Santorelli

# Article IF Citations

181 Hypertrophic cardiomyopathy and mtDNA depletion. Successful treatment with heart transplantation.
Neuromuscular Disorders, 2002, 12, 56-59. 0.6 30

182 Six novel mutations of theRUNX2 gene in Italian patients with cleidocranial dysplasia. Human
Mutation, 2003, 22, 104-104. 2.5 30

183 Hypertrophic cardiomyopathy, cataract, developmental delay, lactic acidosis: A novel subtype of
3-methylglutaconic aciduria. Journal of Inherited Metabolic Disease, 2006, 29, 546-550. 3.6 30

184 Heart transplantation in a child with LGMD2I presenting as isolated dilated cardiomyopathy.
Neuromuscular Disorders, 2008, 18, 153-155. 0.6 30

185 Thickening of Peripapillar Retinal Fibers for the Diagnosis of Autosomal Recessive Spastic Ataxia of
Charlevoix-Saguenay. Cerebellum, 2011, 10, 758-762. 2.5 30

186 Clinical, neuropathological, and genetic characterization of STUB1 variants in cerebellar ataxias: a
frequent cause of predominant cognitive impairment. Genetics in Medicine, 2020, 22, 1851-1862. 2.4 30

187
Maternally inherited cardiomyopathy: clinical and molecular characterization of a large kindred
harboring the A4300G point mutation in mitochondrial deoxyribonucleic acid. Journal of the
American College of Cardiology, 1999, 33, 1584-1589.

2.8 29

188 A novel KIF5A/SPG10 mutation in spastic paraplegia associated with axonal neuropathy. Journal of
Neurology, 2008, 255, 1090-1092. 3.6 29

189 Variant Late Infantile Neuronal Ceroid Lipofuscinosis Because of CLN1 Mutations. Pediatric Neurology,
2009, 40, 271-276. 2.1 29

190 Adult-onset autosomal recessive ataxia associated with neuronal ceroid lipofuscinosis type 5 gene
(CLN5) mutations. Journal of Neurology, 2015, 262, 173-178. 3.6 29

191 Clinical and neuroimaging features of autosomal recessive spastic paraplegia 35 (SPG35): case reports,
new mutations, and brief literature review. Neurogenetics, 2018, 19, 123-130. 1.4 29

192 Defective kinesin binding of TUBB2A causes progressive spastic ataxia syndrome resembling
sacsinopathy. Human Molecular Genetics, 2018, 27, 1892-1904. 2.9 29

193 Molecular Genetics and Interferon Signature in the Italian Aicardi GoutiÃ¨res Syndrome Cohort:
Report of 12 New Cases and Literature Review. Journal of Clinical Medicine, 2019, 8, 750. 2.4 29

194 Defining the clinical, molecular and imaging spectrum of adaptor protein complex 4-associated
hereditary spastic paraplegia. Brain, 2020, 143, 2929-2944. 7.6 29

195 A homozygous MRPL24 mutation causes a complex movement disorder and affects the mitoribosome
assembly. Neurobiology of Disease, 2020, 141, 104880. 4.4 29

196
Early Onset of Diabetes Mellitus Associated with the Mitochondrial DNA T14709C Point Mutation:
Patient Report and Literature Review. Journal of Pediatric Endocrinology and Metabolism, 1999, 12,
207-13.

0.9 28

197 The T9176G mutation of human mtDNA gives a fully assembled but inactive ATP synthase when modeled
inEscherichia coli. FEBS Letters, 2000, 486, 297-299. 2.8 28

198 Cyclic Vomiting Syndrome, Migraine, and Epilepsy: A Common Underlying Disorder?. Headache, 2003, 43,
407-409. 3.9 28



13

Filippo M Santorelli

# Article IF Citations

199
Mitochondrial Myopathy and Respiratory Failure Associated With a New Mutation in the
Mitochondrial Transfer Ribonucleic Acid Glutamic Acid Gene. Journal of Child Neurology, 2003, 18,
300-303.

1.4 28

200 Severe liver disease in early childhood due to fibrinogen storage and de novo gamma375Argâ†’Trp gene
mutation. Journal of Pediatrics, 2006, 148, 396-398. 1.8 28

201 CONGENITAL MUSCULAR DYSTROPHY WITH DEFECTIVE Î±-DYSTROGLYCAN, CEREBELLAR HYPOPLASIA, AND
EPILEPSY. Neurology, 2009, 73, 1599-1601. 1.1 28

202 EXOSC3 mutations in isolated cerebellar hypoplasia and spinal anterior horn involvement. Journal of
Neurology, 2013, 260, 1866-1870. 3.6 28

203 Subclinical myopathy in a child with neutral lipid storage disease and mutations in the PNPLA2 gene.
Biochemical and Biophysical Research Communications, 2013, 430, 241-244. 2.1 28

204 Pigmentary degenerative maculopathy as prominent phenotype in an Italian SPG56/CYP2U1 family.
Journal of Neurology, 2016, 263, 781-783. 3.6 28

205 Kufs disease due to mutation of<i>CLN6</i>: clinical, pathological and molecular genetic features.
Brain, 2019, 142, 59-69. 7.6 28

206 Impaired flickering of the permeability transition pore causes SPG7 spastic paraplegia. EBioMedicine,
2020, 61, 103050. 6.1 28

207 Late onset recessive ataxia with Friedreich's disease phenotype.. Journal of Neurology, Neurosurgery
and Psychiatry, 1989, 52, 1398-1401. 1.9 27

208 A Double-Blind Cross-over Trial of Amantadine Hydrochloride in Friedreich's Ataxia. Canadian Journal
of Neurological Sciences, 1993, 20, 52-55. 0.5 27

209 Pseudomonas vesicularis Causing Bacteremia in a Child With Sickle Cell Anemia. Southern Medical
Journal, 1994, 87, 821-822. 0.7 27

210 Mitochondrial tRNACys gene mutation (A5814G): a second family with mitochondrial encephalopathy.
Neuromuscular Disorders, 1997, 7, 156-159. 0.6 27

211 Seven novel mutations in the ORNT1 gene (SLC25A15) in patients with hyperornithinemia,
hyperammonemia, and homocitrullinuria syndrome. Human Mutation, 2001, 18, 460-460. 2.5 27

212 Missense and splice site mutations in SPG4 suggest loss-of-function in dominant spastic paraplegia.
Journal of Neurology, 2002, 249, 200-205. 3.6 27

213 Comparative analysis of the pathogenic mechanisms associated with the G8363A and A8296G mutations
in the mitochondrial tRNALys gene. Biochemical Journal, 2005, 387, 773-778. 3.7 27

214 Autosomal dominant psychiatric disorders and mitochondrial DNA multiple deletions: Report of a
family. Journal of Affective Disorders, 2008, 106, 173-177. 4.1 27

215 A new locus on 3p23â€“p25 for an autosomal-dominant limb-girdle muscular dystrophy, LGMD1H.
European Journal of Human Genetics, 2010, 18, 636-641. 2.8 27

216 Congenital muscular dystrophies with cognitive impairment. Neurology, 2010, 75, 898-903. 1.1 27



14

Filippo M Santorelli

# Article IF Citations

217 A new Italian FHM2 family: Clinical aspects and functional analysis of the disease-associated mutation.
Cephalalgia, 2011, 31, 808-819. 3.9 27

218 A series of Greek children with pure hereditary spastic paraplegia: clinical features and genetic
findings. Journal of Neurology, 2016, 263, 1604-1611. 3.6 27

219 Mitochondrial G8363A mutation presenting as cerebellar ataxia and lipomas in an Italian family.
Neurology, 1999, 52, 1103-1103. 1.1 27

220 Myoclonus epilepsy with ragged red fibers and multiple mtDNA deletions. Neurology, 1998, 50, 524-525. 1.1 26

221
Multicentre Italian family-based association study on tyrosine hydroxylase, catechol-O-methyl
transferase and Wolfram syndrome 1 polymorphisms in mood disorders. Psychiatric Genetics, 2003, 13,
121-126.

1.1 26

222 Clinical and electrophysiological features of epilepsy in Italian patients with CLN8 mutations. Epilepsy
and Behavior, 2007, 10, 187-191. 1.7 26

223 A novel locus for autosomal recessive spastic ataxia on chromosome 17p. Human Genetics, 2007, 121,
413-420. 3.8 26

224 An inherited large-scale rearrangement in SACS associated with spastic ataxia and hearing loss.
Neurogenetics, 2009, 10, 151-155. 1.4 26

225 Assaying ATP synthesis in cultured cells: A valuable tool for the diagnosis of patients with
mitochondrial disorders. Biochemical and Biophysical Research Communications, 2009, 383, 58-62. 2.1 26

226 Clinical use of frataxin measurement in a patient with a novel deletion in the FXN gene. Journal of
Neurology, 2013, 260, 1116-1121. 3.6 26

227 Limb-girdle muscular dystrophy with Î±-dystroglycan deficiency and mutations in the <i>ISPD</i> gene.
Neurology, 2013, 80, 963-965. 1.1 26

228 Broad phenotypic spectrum and genotype-phenotype correlations in GMPPB-related
dystroglycanopathies: an Italian cross-sectional study. Orphanet Journal of Rare Diseases, 2018, 13, 170. 2.7 26

229 Functional Transcriptome Analysis in ARSACS KO Cell Model Reveals a Role of Sacsin in Autophagy.
Scientific Reports, 2019, 9, 11878. 3.3 26

230 Degenerative and acquired sporadic adult onset ataxia. Neurological Sciences, 2019, 40, 1335-1342. 1.9 26

231 The genetic etiology in cerebral palsy mimics: The results from a Greek tertiary care center. European
Journal of Paediatric Neurology, 2019, 23, 427-437. 1.6 26

232 HyperCKemia as the Only Sign of McArdle's Disease in a Child. Journal of Child Neurology, 2000, 15,
137-138. 1.4 25

233 Human Mitochondrial Transcription Factor A Reduction and Mitochondrial Dysfunction in
Hashimotoâ€™s Hypothyroid Myopathy. Molecular Medicine, 2002, 8, 326-333. 4.4 25

234 Maternally-inherited Leigh syndrome-related mutations bolster mitochondrial-mediated apoptosis.
Journal of Neurochemistry, 2004, 90, 490-501. 3.9 25



15

Filippo M Santorelli

# Article IF Citations

235 Vacuolating megalencephalic leukoencephalopathy with subcortical cysts: functional studies of
novel variants inMLC1. Human Mutation, 2006, 27, 292-292. 2.5 25

236 The Val66Met Polymorphism of the BDNF Gene Influences Trigeminal Pain-Related Evoked Responses.
Journal of Pain, 2012, 13, 866-873. 1.4 25

237 TMEM70: a mutational hot spot in nuclear ATP synthase deficiency with a pivotal role in complex V
biogenesis. Neurogenetics, 2012, 13, 375-386. 1.4 25

238 Dopamine-agonist responsive Parkinsonism in a patient with the SANDO syndrome caused by POLG
mutation. BMC Medical Genetics, 2013, 14, 105. 2.1 25

239 Novel findings associated with MTM1 suggest a higher number of female symptomatic carriers.
Neuromuscular Disorders, 2016, 26, 292-299. 0.6 25

240 Leigh-like neuroimaging features associated with new biallelic mutations in OPA1. European Journal of
Paediatric Neurology, 2017, 21, 671-677. 1.6 25

241 Dystonia-Ataxia with early handwriting deterioration in COQ8A mutation carriers: A case series and
literature review. Parkinsonism and Related Disorders, 2019, 68, 8-16. 2.2 25

242 Pseudo-dominant inheritance of a novel <i>CTSF</i> mutation associated with type B Kufs disease.
Neurology, 2014, 83, 1769-1770. 1.1 24

243 Mitochondrial dysfunction in hereditary spastic paraparesis with mutations in DDHD1/SPG28. Journal
of the Neurological Sciences, 2016, 362, 287-291. 0.6 24

244 Targeted gene panel screening is an effective tool to identify undiagnosed late onset Pompe disease.
Neuromuscular Disorders, 2018, 28, 586-591. 0.6 24

245 Italian recommendations for diagnosis and management of congenital myasthenic syndromes.
Neurological Sciences, 2019, 40, 457-468. 1.9 24

246 Estimating the impact of COVID-19 pandemic on services provided by Italian Neuromuscular Centers: an
Italian Association of Myology survey of the acute phase. Acta Myologica, 2020, 39, 57-66. 1.5 24

247 Influence of age, gender, height and education on vibration sense. Journal of the Neurological
Sciences, 1991, 105, 155-158. 0.6 23

248 Migraine-like disorder segregating with mtDNA 14484 Leber hereditary optic neuropathy mutation.
Neurology, 2003, 60, 717-719. 1.1 23

249 A new POLG1 mutation with peo and severe axonal and demyelinating sensoryâ€“motor neuropathy.
Journal of Neurology, 2006, 253, 869-874. 3.6 23

250 Hereditary spastic paraplegia caused by the novel mutation 1047insC in the SPG7 gene. Journal of
Neurology, 2008, 255, 1142-1144. 3.6 23

251 Common and Novel TMEM70 Mutations in a Cohort of Italian Patients with Mitochondrial
Encephalocardiomyopathy. JIMD Reports, 2014, 15, 71-8. 1.5 23

252 Early infantile neuronal ceroid lipofuscinosis (CLN10 disease) associated with a novel mutation in
CTSD. Journal of Neurology, 2016, 263, 1029-1032. 3.6 23



16

Filippo M Santorelli

# Article IF Citations

253 Proteomic and functional analyses in disease models reveal CLN5 protein involvement in
mitochondrial dysfunction. Cell Death Discovery, 2020, 6, 18. 4.7 23

254 Human mitochondrial pyrophosphatase: cDNA cloning and analysis of the gene in patients with mtDNA
depletion syndromes. Genomics, 2006, 87, 410-416. 2.9 22

255 Early-onset progressive ataxia associated with the first CACNA1A mutation identified within the Iâ€“II
loop. Journal of the Neurological Sciences, 2007, 254, 69-71. 0.6 22

256 Hereditary spastic paraplegia: Novel mutations and expansion of the phenotype variability in SPG56.
European Journal of Paediatric Neurology, 2016, 20, 444-448. 1.6 22

257 Biallelic variants in <i>HPDL</i> cause pure and complicated hereditary spastic paraplegia. Brain, 2021,
144, 1422-1434. 7.6 22

258 Primary adrenal insufficiency in a child with a mitochondrial DNA deletion. Journal of Inherited
Metabolic Disease, 1998, 21, 155-161. 3.6 21

259 Introducing a novel human mtDNA mutation into the Paracoccus denitrificans COX I gene explains
functional deficits in a patient. Neurogenetics, 2006, 7, 51-57. 1.4 21

260 Cerebellum and neuropsychiatric disorders: insights from ARSACS. Neurological Sciences, 2014, 35,
95-97. 1.9 21

261 Atypical hereditary spastic paraplegia mimicking multiple sclerosis associated with a novel
<scp>SPG</scp>11 mutation. European Journal of Neurology, 2014, 21, e14-5. 3.3 21

262
Late onset of neutral lipid storage disease due to novel PNPLA2 mutations causing total loss of lipase
activity in a patient with myopathy and slight cardiac involvement. Neuromuscular Disorders, 2017, 27,
481-486.

0.6 21

263 A novel homozygous MFN2 mutation associated with severe and atypical CMT2 phenotype. European
Journal of Paediatric Neurology, 2018, 22, 563-567. 1.6 21

264 The mitochondrial DNA A3243G mutation in Portugal: clinical and molecular studies in 5 families.
Journal of the Neurological Sciences, 1999, 163, 168-174. 0.6 20

265 A CLN2 Gene Nonsense Mutation is Associated with Severe Caudate Atrophy and Dystonia in LINCL.
Neuropediatrics, 2000, 31, 199-201. 0.6 20

266 Detection of deleted mitochondrial DNA in Kearns-Sayre syndrome using laser capture
microdissection. Human Pathology, 2003, 34, 1058-1061. 2.0 20

267 A new ABCB11 mutation in two Italian children with familial intrahepatic cholestasis. Journal of
Gastroenterology, 2006, 41, 598-603. 5.1 20

268 Mitochondrial DNA Deletion in a Child With Mitochondrial Encephalomyopathy, Growth Hormone
Deficiency, and Hypoparathyroidism. Journal of Child Neurology, 2006, 21, 983-985. 1.4 20

269 Is the ataxia of Charlevoixâ€“Saguenay a developmental disease?. Medical Hypotheses, 2011, 77, 347-352. 1.5 20

270 Muscle MRI in <i>TRPV4-</i> related congenital distal SMA. Neurology, 2012, 78, 364-365. 1.1 20



17

Filippo M Santorelli

# Article IF Citations

271
A Novel Insertion Mutation (A169i) in the CLN1 Gene Is Associated with Infantile Neuronal Ceroid
Lipofuscinosis in an Italian Patient. Biochemical and Biophysical Research Communications, 1998, 245,
519-522.

2.1 19

272 TSEN54 mutation in a child with pontocerebellar hypoplasia type 1. Acta Neuropathologica, 2011, 121,
671-673. 7.7 19

273 Structural and metabolic damage in brains of patients with SPG11-related spastic paraplegia as
detected by quantitative MRI. Journal of Neurology, 2011, 258, 2240-2247. 3.6 19

274 Infantile Childhood Onset of Spinocerebellar Ataxia Type 2. Cerebellum, 2012, 11, 526-530. 2.5 19

275 The high prevalence of hereditary spastic paraplegia in Sardinia, insular Italy. Journal of Neurology,
2014, 261, 52-59. 3.6 19

276 Acute optic neuropathy associated with a novel MFN2 mutation. Journal of Neurology, 2015, 262,
1678-1680. 3.6 19

277 Alphaâ€•1â€•antitrypsin deficiency: from genoma to liver disease. PiZ mouse as model for the development of
liver pathology in human. Liver International, 2015, 35, 198-206. 3.9 19

278 The Revolution in Migraine Genetics: From Aching Channels Disorders to a Next-Generation Medicine.
Frontiers in Cellular Neuroscience, 2016, 10, 156. 3.7 19

279 Targeted Gene Resequencing (Astrochip) to Explore the Tripartite Synapse in Autismâ€“Epilepsy
Phenotype with Macrocephaly. NeuroMolecular Medicine, 2016, 18, 69-80. 3.4 19

280 CYP2U1 activity is altered by missense mutations in hereditary spastic paraplegia 56. Human Mutation,
2018, 39, 140-151. 2.5 19

281 Defining the clinical-genetic and neuroradiological features in SPG54: description of eight additional
cases and nine novel DDHD2 variants. Journal of Neurology, 2019, 266, 2657-2664. 3.6 19

282 mtDNA A3243G MELAS mutation is not associated with multigenerational female migraine. Neurology,
2000, 54, 1005-1007. 1.1 18

283 Involvement of the mitochondrial compartment in human NCL fibroblasts. Biochemical and
Biophysical Research Communications, 2011, 416, 159-164. 2.1 18

284 Intermittentâ€•relapsing pyruvate dehydrogenase complex deficiency: a case with clinical, biochemical,
and neuroradiological reversibility. Developmental Medicine and Child Neurology, 2012, 54, 472-476. 2.1 18

285 Somatic Overgrowth Predisposes to Seizures in Autism Spectrum Disorders. PLoS ONE, 2013, 8, e75015. 2.5 18

286 Additive effect of nuclear and mitochondrial mutations in a patient with mitochondrial
encephalomyopathy. Human Molecular Genetics, 2015, 24, 3248-3256. 2.9 18

287 Beyond spinal muscular atrophy with lower extremity dominance: cerebellar hypoplasia associated
with a novel mutation in <i><scp>BICD</scp>2</i>. European Journal of Neurology, 2016, 23, e19-21. 3.3 18

288 Temporal lobe connects regression and macrocephaly to autism spectrum disorders. European Child
and Adolescent Psychiatry, 2016, 25, 421-429. 4.7 18



18

Filippo M Santorelli

# Article IF Citations

289 SPG2 mimicking multiple sclerosis in a family identified using next generation sequencing. Journal of
the Neurological Sciences, 2017, 375, 198-202. 0.6 18

290 Improved Criteria for the Classification of Titin Variants in Inherited Skeletal Myopathies. Journal of
Neuromuscular Diseases, 2020, 7, 153-166. 2.6 18

291 Intrafamilial phenotype variation in Friedreich's disease: possible exceptions to diagnostic criteria.
Journal of Neurology, 1991, 238, 147-150. 3.6 17

292 Assessing the Relative Incidence of Mitochondrial DNA A3243G in Migraine Without Aura With
Maternal Inheritance. Headache, 2000, 40, 568-571. 3.9 17

293 Neuronal Ceroid Lipofuscinosis: An Ultrastructural, Genetic, and Clinical Study Report.
Ultrastructural Pathology, 2001, 25, 51-58. 0.9 17

294
Spastic paraplegia with thinning of the corpus callosum and white matter abnormalities: Further
mutations and relative frequency in ZFYVE26/SPG15 in the Italian population. Journal of the
Neurological Sciences, 2009, 277, 22-25.

0.6 17

295 The metabotropic glutamate receptor 1, GRM1: evaluation as a candidate gene for inherited forms of
cerebellar ataxia. Journal of Neurology, 2010, 257, 598-602. 3.6 17

296 Cavitating Leukoencephalopathy in a Child Carrying the Mitochondrial<i>A8344G</i>Mutation: Fig 1..
American Journal of Neuroradiology, 2010, 31, E78-E79. 2.4 17

297 Cognitive Profile in Spastic Paraplegia with Thin Corpus Callosum and Mutations in<i>SPG11</i>.
Neuropediatrics, 2010, 41, 35-38. 0.6 17

298 De novo <i>FTL</i> mutation: A clinical, neuroimaging, and molecular study. Movement Disorders,
2013, 28, 252-253. 3.9 17

299 Diffusion tensor imaging in<i>SPG11</i>- and<i>SPG4</i>-linked hereditary spastic paraplegia.
International Journal of Neuroscience, 2014, 124, 261-270. 1.6 17

300 Early-onset optic neuropathy as initial clinical presentation in SPG7. Journal of Neurology, 2014, 261,
1820-1821. 3.6 17

301 Treatment of SPG5 with cholesterol-lowering drugs. Journal of Neurology, 2015, 262, 2783-2785. 3.6 17

302
Dolichol-phosphate mannose synthase depletion in zebrafish leads to dystrophic muscle with
hypoglycosylated Î±-dystroglycan. Biochemical and Biophysical Research Communications, 2016, 477,
137-143.

2.1 17

303
The Networks of Genes Encoding Palmitoylated Proteins in Axonal and Synaptic Compartments Are
Affected in PPT1 Overexpressing Neuronal-Like Cells. Frontiers in Molecular Neuroscience, 2017, 10,
266.

2.9 17

304 New pathogenic variants in COQ4 cause ataxia and neurodevelopmental disorder without detectable
CoQ10 deficiency in muscle or skin fibroblasts. Journal of Neurology, 2021, 268, 3381-3389. 3.6 17

305 Two novel mutations of the human Î”7-sterol reductase (DHCR7) gene in children with
Smithâ€“Lemliâ€“Opitz syndrome. Molecular and Cellular Probes, 2002, 16, 315-318. 2.1 16

306 Cellular and functional analysis of four mutations located in the mitochondrial <i>ATPase6</i> gene.
Journal of Cellular Biochemistry, 2009, 106, 878-886. 2.6 16



19

Filippo M Santorelli

# Article IF Citations

307 Relative frequency of known causes of multiple mtDNA deletions: Two novel POLG mutations.
Neuromuscular Disorders, 2011, 21, 483-488. 0.6 16

308
The upstream <scp>V</scp>ariable <scp>N</scp>umber <scp>T</scp>andem <scp>R</scp>epeat
polymorphism of the monoamine oxidase type <scp>A</scp> gene influences trigeminal painâ€•related
evoked responses. European Journal of Neuroscience, 2014, 39, 501-507.

2.6 16

309 Spinocerebellar ataxia type 10 in Peru: the missing link in the Amerindian origin of the disease. Journal
of Neurology, 2014, 261, 1691-1694. 3.6 16

310 Fishing in the Cell Powerhouse: Zebrafish as A Tool for Exploration of Mitochondrial Defects
Affecting the Nervous System. International Journal of Molecular Sciences, 2019, 20, 2409. 4.1 16

311 Tumor Suppressor Role of hsa-miR-193a-3p and -5p in Cutaneous Melanoma. International Journal of
Molecular Sciences, 2020, 21, 6183. 4.1 16

312 Development of Nanostructured Lipid Carriers for the Delivery of Idebenone in Autosomal Recessive
Spastic Ataxia of Charlevoix-Saguenay. ACS Omega, 2020, 5, 12451-12466. 3.5 16

313 Neuronal Ceroid Lipofuscinosis: The Increasing Spectrum of an Old Disease. Current Molecular
Medicine, 2014, 14, 1043-1051. 1.3 16

314 Clinical, imaging, biochemical and molecular features in Leigh syndrome: a study from the Italian
network of mitochondrial diseases. Orphanet Journal of Rare Diseases, 2021, 16, 413. 2.7 16

315 Heterogeneous presentation in Leigh syndrome. Journal of Inherited Metabolic Disease, 1997, 20,
704-705. 3.6 15

316 Respiratory chain defects in hereditary spastic paraplegias. Neuromuscular Disorders, 2001, 11, 565-569. 0.6 15

317 Adult-onset familial laryngeal abductor paralysis, cerebellar ataxia, and pure motor neuropathy.
Neurology, 2001, 56, 1412-1414. 1.1 15

318 Novel CLN1 mutation in two Italian sibs with late infantile neuronal ceroid lipofuscinosis. European
Journal of Paediatric Neurology, 2006, 10, 154-156. 1.6 15

319 Further pitfalls in the diagnosis of mtDNA mutations: homoplasmic mt-tRNA mutations. Journal of
Medical Genetics, 2007, 45, 55-61. 3.2 15

320 Novel Mutations in <i>TSEN54</i> in Pontocerebellar Hypoplasia Type 2. Journal of Child Neurology,
2014, 29, 520-525. 1.4 15

321 Muscle magnetic resonance imaging and histopathology in <i>ACTA1â€•</i>related congenital nemaline
myopathy. Muscle and Nerve, 2014, 50, 1011-1016. 2.2 15

322
Expanding the Clinical and Magnetic Resonance Spectrum of Leukoencephalopathy with Thalamus and
Brainstem Involvement and High Lactate (LTBL) in a Patient Harboring a Novel EARS2 Mutation. JIMD
Reports, 2015, 23, 85-89.

1.5 15

323 TMEM5-associated dystroglycanopathy presenting with CMD and mild limb-girdle muscle involvement.
Neuromuscular Disorders, 2016, 26, 459-461. 0.6 15

324 A V1143F mutation in the neuronal-enriched isoform 2 of the PMCA pump is linked with ataxia.
Neurobiology of Disease, 2018, 115, 157-166. 4.4 15



20

Filippo M Santorelli

# Article IF Citations

325 Clinical and molecular studies in two new cases of ARSACS. Neurogenetics, 2019, 20, 45-49. 1.4 15

326 Progressive myoclonus epilepsy and ceroidolipofuscinosis 14: The multifaceted phenotypic spectrum
of KCTD7-related disorders. European Journal of Medical Genetics, 2019, 62, 103591. 1.3 15

327 Biâ€•allelic mutations in HARS1 severely impair histidylâ€•tRNA synthetase expression and enzymatic activity
causing a novel multisystem ataxic syndrome. Human Mutation, 2020, 41, 1232-1237. 2.5 15

328 Loss of <i>ap4s1</i> in zebrafish leads to neurodevelopmental defects resembling spastic paraplegia 52.
Annals of Clinical and Translational Neurology, 2020, 7, 584-589. 3.7 15

329 The ARCA Registry: A Collaborative Global Platform for Advancing Trial Readiness in Autosomal
Recessive Cerebellar Ataxias. Frontiers in Neurology, 2021, 12, 677551. 2.4 15

330 Mitochondrial DNA Analysis in Ocular Myopathy. European Neurology, 1998, 39, 148-153. 1.4 14

331 MtDNA-related idiopathic dilated cardiomyopathy. European Journal of Human Genetics, 1999, 7,
847-848. 2.8 14

332 Identification of a new mtDNA mutation (14724G>A) associated with mitochondrial
leukoencephalopathy. Biochemical and Biophysical Research Communications, 2007, 354, 937-941. 2.1 14

333 The interplay of two single nucleotide polymorphisms in the CACNA1A gene may contribute to migraine
susceptibility. Neuroscience Letters, 2009, 453, 12-15. 2.1 14

334 Molecular diagnosis of known recessive ataxias by homozygosity mapping with SNP arrays. Journal of
Neurology, 2011, 258, 56-67. 3.6 14

335 Early onset cardiomyopathy associated with the mitochondrial tRNALeu(UUR) 3271T&gt;C MELAS
mutation. Biochemical and Biophysical Research Communications, 2015, 458, 601-604. 2.1 14

336 A Novel CAPN1 Mutation Causes a Pure Hereditary Spastic Paraplegia in an Italian Family. Frontiers in
Neurology, 2019, 10, 580. 2.4 14

337 Swimming in Deep Water: Zebrafish Modeling of Complicated Forms of Hereditary Spastic Paraplegia
and Spastic Ataxia. Frontiers in Neuroscience, 2019, 13, 1311. 2.8 14

338 Mitochondrial epilepsy: a cross-sectional nationwide Italian survey. Neurogenetics, 2020, 21, 87-96. 1.4 14

339 Novel 7-DHCR mutation in a child with Smith-Lemli-Opitz syndrome. , 2000, 91, 138-140. 13

340 Respiratory Complex I in Brain Development and Genetic Disease. Neurochemical Research, 2004, 29,
547-560. 3.3 13

341 The NDUFB11 gene is not a modifier in Leber hereditary optic neuropathy. Biochemical and Biophysical
Research Communications, 2007, 355, 181-187. 2.1 13

342 Mitochondrial Neurogastrointestinal Encephalomyopathy: Novel Pathogenic Mutations in Thymidine
Phosphorylase Gene in Two Italian Brothers. Neuropediatrics, 2012, 43, 201-208. 0.6 13



21

Filippo M Santorelli

# Article IF Citations

343 Hereditary spastic paraplegias. Handbook of Clinical Neurology / Edited By P J Vinken and G W Bruyn,
2013, 113, 1899-1912. 1.8 13

344 Acitretinâ€•Responsive Ichthyosis in Chanarinâ€“Dorfman Syndrome with a Novel Mutation in the
<i><scp>ABHD</scp>5/<scp>CGI</scp>â€•5</i>8 Gene. Pediatric Dermatology, 2014, 31, 612-614. 0.9 13

345 Reading impairment in Duchenne muscular dystrophy: A pilot study to investigate similarities and
differences with developmental dyslexia. Research in Developmental Disabilities, 2015, 45-46, 168-177. 2.2 13

346 A Novel SUCLA2 Mutation in a Portuguese Child Associated With â€œMildâ€• Methylmalonic Aciduria.
Journal of Child Neurology, 2015, 30, 228-232. 1.4 13

347 Widening the Heterogeneity of Leigh Syndrome: Clinical, Biochemical, and Neuroradiologic Features
in a Patient Harboring a NDUFA10 Mutation. JIMD Reports, 2017, 37, 37-43. 1.5 13

348 Reversible Valproate-Induced Subacute Encephalopathy Associated With a MT-ATP8 Variant in the
Mitochondrial Genome. Frontiers in Neurology, 2018, 9, 728. 2.4 13

349 Cerebello-Cortical Alterations Linked to Cognitive and Social Problems in Patients With Spastic
Paraplegia Type 7: A Preliminary Study. Frontiers in Neurology, 2020, 11, 82. 2.4 13

350 Implication of folate deficiency in CYP2U1 loss of function. Journal of Experimental Medicine, 2021,
218, . 8.5 13

351 Mitochondrial myopathy mimicking fibromyalgia syndrome. , 1999, 22, 289-291. 12

352 Clinical and molecular findings in four new patients harbouring the mtDNA 8993T'C mutation. Journal
of Inherited Metabolic Disease, 2001, 24, 883-884. 3.6 12

353 Functional analysis of a novel RUNX2 missense mutation found in a family with cleidocranial
dysplasia. Journal of Human Genetics, 2005, 50, 679-683. 2.3 12

354 Two novel mutations in African and Asian children with progressive familial intrahepatic cholestasis
type 3. Digestive and Liver Disease, 2011, 43, 567-570. 0.9 12

355 Hereditary spastic paraplegia type 5: a potentially treatable disorder of cholesterol metabolism.
Journal of Neurology, 2014, 261, 617-619. 3.6 12

356 Prevalence and phenotype of the c.1529C&gt;T <scp>SPG</scp>7 variant in adultâ€•onset cerebellar ataxia
in Italy. European Journal of Neurology, 2019, 26, 80-86. 3.3 12

357 Overt Hypogonadism May Not Be a Sentinel Sign of RING Finger Protein 216: Two Novel Mutations
Associated with Ataxia, Chorea, and Fertility. Movement Disorders Clinical Practice, 2019, 6, 724-726. 1.5 12

358 Expansion of the genetic landscape of <i>ERLIN2</i>â€•related disorders. Annals of Clinical and
Translational Neurology, 2020, 7, 573-578. 3.7 12

359 Evolution of Epileptiform Activity in Zebrafish by Statistical-Based Integration of Electrophysiology
and 2-Photon Ca2+ Imaging. Cells, 2020, 9, 769. 4.1 12

360 Nutraceutical Screening in a Zebrafish Model of Muscular Dystrophy: Gingerol as a Possible Food Aid.
Nutrients, 2021, 13, 998. 4.1 12



22

Filippo M Santorelli

# Article IF Citations

361 NGS in Hereditary Ataxia: When Rare Becomes Frequent. International Journal of Molecular Sciences,
2021, 22, 8490. 4.1 12

362 Monoallelic KIF1A-related disorders: a multicenter cross sectional study and systematic literature
review. Journal of Neurology, 2022, 269, 437-450. 3.6 12

363 Retinal Migraine as Unusual Feature of Cerebral Autosomal Dominant Arteriopathy with Subcortical
Infarcts and Leukoencephalopathy (CADASIL). Cephalalgia, 2004, 24, 74-77. 3.9 11

364 Z and Mmaltonâ€•1â€•antitrypsin deficiencyâ€•associated hepatocellular carcinoma: a genetic study. Liver
International, 2009, 29, 1593-1596. 3.9 11

365 Retinal Degeneration. Ophthalmology, 2009, 116, 1593-1593.e1. 5.2 11

366 PSEUDODOMINANT INHERITANCE OF SPASTIC ATAXIA OF CHARLEVOIX-SAGUENAY. Neurology, 2010, 74,
1152-1154. 1.1 11

367 Pharmacogenomics of episodic migraine: time has come for a step forward. Pharmacogenomics, 2014,
15, 541-549. 1.3 11

368 Expanding the clinical and genetic heterogeneity of SPAX5. Annals of Clinical and Translational
Neurology, 2020, 7, 595-601. 3.7 11

369 Biallelic mutations in <i>RNF220</i> cause laminopathies featuring leukodystrophy, ataxia and
deafness. Brain, 2021, 144, 3020-3035. 7.6 11

370 High-throughput imaging of ATG9A distribution as a diagnostic functional assay for adaptor protein
complex 4-associated hereditary spastic paraplegia. Brain Communications, 2021, 3, fcab221. 3.3 11

371 Assessment of Sacsin Turnover in Patients With ARSACS. Neurology, 2021, 97, e2315-e2327. 1.1 11

372 Retinal nerve fiber hypertrophy in ataxia of Charlevoix-Saguenay patients. Molecular Vision, 2011, 17,
1871-6. 1.1 11

373 Infantile Mitochondrial Disorders. Bioscience Reports, 2007, 27, 105-112. 2.4 10

374 Infantile-Onset Disorders of Mitochondrial Replication and Protein Synthesis. Journal of Child
Neurology, 2011, 26, 866-875. 1.4 10

375 Neuromuscular Disorders in Zebrafish: State of the Art and Future Perspectives. NeuroMolecular
Medicine, 2013, 15, 405-419. 3.4 10

376 Possible Involvement of the <i>CACNA1E</i> Gene in Migraine: A Search for Single Nucleotide
Polymorphism in Different Clinical Phenotypes. Headache, 2017, 57, 1136-1144. 3.9 10

377 Complex multisystem phenotype associated with the mitochondrial DNA m.5522G&gt;A mutation.
Neurological Sciences, 2019, 40, 1705-1708. 1.9 10

378 Protein Delivery by Peptide-Based Stealth Liposomes: A Biomolecular Insight into Enzyme Replacement
Therapy. Molecular Pharmaceutics, 2020, 17, 4510-4521. 4.6 10



23

Filippo M Santorelli

# Article IF Citations

379 <i>MYH2</i> myopathy, a new case expands the clinical and pathological spectrum of the recessive
form. Molecular Genetics &amp; Genomic Medicine, 2020, 8, e1320. 1.2 10

380 Application of a Clinical Workflow May Lead to Increased Diagnostic Precision in Hereditary Spastic
Paraplegias and Cerebellar Ataxias: A Single Center Experience. Brain Sciences, 2021, 11, 246. 2.3 10

381 Adult-onset mitochondrial movement disorders: a national picture from the Italian Network. Journal
of Neurology, 2022, 269, 1413-1421. 3.6 10

382 <i>In vitro</i> study of polydopamine nanoparticles as protective antioxidant agents in fibroblasts
derived from ARSACS patients. Biomaterials Science, 2022, 10, 3770-3792. 5.4 10

383 A novel nonsense mutation (Q509X) in three Italian late-infantile neuronal ceroid-lipofuscinosis
children. Human Mutation, 2000, 15, 577-577. 2.5 9

384 A novel CBFA1 mutation (R190W) in an Italian family with cleidocranial dysplasia. Human Mutation,
2000, 16, 277-277. 2.5 9

385 Molecular studies in Portuguese patients with Smithâ€“Lemliâ€“Opitz syndrome and report of three new
mutations in DHCR7. Molecular Genetics and Metabolism, 2005, 85, 228-235. 1.1 9

386 A novel mutation in the SACS gene associated with a complicated form of spastic ataxia. Journal of
Neurology, 2008, 255, 1429-1431. 3.6 9

387 Topiramate-associated worsening symptoms in a patient with familial hemiplegic migraine. Journal of
the Neurological Sciences, 2008, 272, 194-195. 0.6 9

388 Familial frontotemporal dementia with parkinsonism associated with the progranulin c.C1021T
(p.Q341X) mutation. Parkinsonism and Related Disorders, 2010, 16, 484-485. 2.2 9

389 Molecular Investigation of Pediatric Portuguese Patients with Sensorineural Hearing Loss. Genetics
Research International, 2011, 2011, 1-5. 2.0 9

390 Muscle pain in mitochondrial diseases: a picture from the Italian network. Journal of Neurology, 2019,
266, 953-959. 3.6 9

391 SPG8 mutations in Italian families: clinical data and literature review. Neurological Sciences, 2020, 41,
699-703. 1.9 9

392 Customized multigene panels in epilepsy: the best things come in small packages. Neurogenetics, 2020,
21, 1-18. 1.4 9

393 Evaluation of Chromosome Microarray Analysis in a Large Cohort of Females with Autism Spectrum
Disorders: A Single Center Italian Study. Journal of Personalized Medicine, 2020, 10, 160. 2.5 9

394 Functional Network Profiles in ARSACS Disclosed by Aptamer-Based Proteomic Technology. Frontiers
in Neurology, 2020, 11, 603774. 2.4 9

395 Clinical-Genetic Features Influencing Disability in Spastic Paraplegia Type 4. Neurology: Genetics, 2022,
8, e664. 1.9 9

396 Trehalose Treatment in Zebrafish Model of Lafora Disease. International Journal of Molecular
Sciences, 2022, 23, 6874. 4.1 9



24

Filippo M Santorelli

# Article IF Citations

397 The ND1 T3308C mutation may be a mtDNA polymorphism. Report of two Portuguese patients. Journal of
Inherited Metabolic Disease, 1999, 22, 90-91. 3.6 8

398 Chronic diarrhea associated with the A3243G mtDNA mutation. Neurology, 2000, 54, 266-266. 1.1 8

399 Autosomal recessive progressive myoclonus epilepsy with ataxia and mental retardation. Journal of
Neurology, 2005, 252, 897-900. 3.6 8

400 A new mtDNAâ€“tRNAGlu mutation (14728T>C) presenting a late-onset mitochondrial
encephalomyopathy. Mitochondrion, 2007, 7, 396-398. 3.4 8

401
A mitochondrial ATPase 6 mutation is associated with Leigh syndrome in a family and affects proton
flow and adenosine triphosphate output when modeled in <i>Escherichia coli</i>. Acta Paediatrica,
International Journal of Paediatrics, 2004, 93, 65-67.

1.5 8

402 Brain imaging in Kufs disease type B: case reports. BMC Neurology, 2015, 15, 102. 1.8 8

403 Hereditary spastic paraplegia type 11 with a very late onset. Journal of Neurology, 2015, 262, 1987-1989. 3.6 8

404 Mutations in GMPPB Presenting with Pseudometabolic Myopathy. JIMD Reports, 2017, 38, 23-31. 1.5 8

405 Novel homozygous TSFM pathogenic variant associated with encephalocardiomyopathy with
sensorineural hearing loss and peculiar neuroradiologic findings. Neurogenetics, 2019, 20, 165-172. 1.4 8

406 VARS2-linked mitochondrial encephalopathy: two case reports enlarging the clinical phenotype. BMC
Medical Genetics, 2019, 20, 77. 2.1 8

407 Clinical and neuroimaging features of the m.10197G>A mtDNA mutation: New case reports and
expansion of the phenotype variability. Journal of the Neurological Sciences, 2019, 399, 69-75. 0.6 8

408 Docosahexaenoic acid in ARSACS: observations in two patients. BMC Neurology, 2020, 20, 215. 1.8 8

409
New AARS2 Mutations in Two Siblings With Tremor, Downbeat Nystagmus, and Primary Amenorrhea: A
Benign Phenotype Without Leukoencephalopathy. Movement Disorders Clinical Practice, 2020, 7,
684-687.

1.5 8

410
Movement Disorders in Children with a Mitochondrial Disease: A Cross-Sectional Survey from the
Nationwide Italian Collaborative Network of Mitochondrial Diseases. Journal of Clinical Medicine,
2021, 10, 2063.

2.4 8

411 POLR3A variants in hereditary spastic paraparesis and ataxia: clinical, genetic, and neuroradiological
findings in a cohort of Italian patients. Neurological Sciences, 2022, 43, 1071-1077. 1.9 8

412 Learning disabilities in neuromuscular disorders: a springboard for adult life. Acta Myologica, 2016,
35, 90-95. 1.5 8

413 Lysosomal Proteomics Links Disturbances in Lipid Homeostasis and Sphingolipid Metabolism to CLN5
Disease. Cells, 2022, 11, 1840. 4.1 8

414 Pharmacogenomics and medication overuse headache: when the cure may turn to poison.
Pharmacogenomics, 2009, 10, 1557-1559. 1.3 7



25

Filippo M Santorelli

# Article IF Citations

415 Novel large-range mitochondrial DNA deletions and fatal multisystemic disorder with prominent
hepatopathy. Biochemical and Biophysical Research Communications, 2011, 415, 300-304. 2.1 7

416
Novel <scp>SACS</scp> mutations in two unrelated Italian patients with spastic ataxia:
clinicoâ€•diagnostic characterization and results of serial brain <scp>MRI</scp> studies. European
Journal of Neurology, 2012, 19, e77-8.

3.3 7

417 Cerebellar Atrophy in Congenital Fibrosis of the Extraocular Muscles Type 1. Cerebellum, 2013, 12,
140-143. 2.5 7

418 Hyperornithinemia-hyperammonemia-homocitrullinuria (HHH) syndrome in adulthood: a rare
recognizable condition. Neurological Sciences, 2013, 34, 1699-1701. 1.9 7

419 Muscle fiber type disproportion (FTD) in a family with mutations in the <i>LMNA</i> gene. Muscle and
Nerve, 2015, 51, 604-608. 2.2 7

420 Mitochondrial respiratory chain defects in skin fibroblasts from patients with Dravet syndrome.
Neurological Sciences, 2015, 36, 2151-2155. 1.9 7

421 Idiopathic pes cavus in adults is not associated with neurophysiological impairment in the lower
limbs. Neurological Sciences, 2015, 36, 2287-2290. 1.9 7

422 Copy Number Variants Account for a Tiny Fraction of Undiagnosed Myopathic Patients. Genes, 2018, 9,
524. 2.4 7

423 Ataxia-myoclonus syndrome due to a novel homozygous ATP13A2 mutation. Parkinsonism and Related
Disorders, 2020, 76, 42-43. 2.2 7

424 A novel mutation of Twinkle in Perrault syndrome: A not rare diagnosis?. Annals of Human Genetics,
2020, 84, 417-422. 0.8 7

425 Proximal weakness involvement in the first Italian case of Charcotâ€•Marieâ€•Tooth 2CC harboring a novel
frameshift variant in <i>NEFH</i>. Journal of the Peripheral Nervous System, 2021, 26, 231-234. 3.1 7

426 Episodic ataxia and severe infantile phenotype in spinocerebellar ataxia type 14: expansion of the
phenotype and novel mutations. Journal of Neurology, 2022, 269, 1476-1484. 3.6 7

427 Gordon Holmes syndrome caused by two novel mutations in the PNPLA6 gene. Clinical Neurology and
Neurosurgery, 2021, 207, 106763. 1.4 7

428 Efficient Neuroprotective Rescue of Sacsin-Related Disease Phenotypes in Zebrafish. International
Journal of Molecular Sciences, 2021, 22, 8401. 4.1 7

429 Expanding the clinical and genetic spectrum of pathogenic variants in <scp><i>STIM1</i></scp>. Muscle
and Nerve, 2021, 64, 567-575. 2.2 7

430 Current insights into familial spastic paraparesis: new advances in an old disease. Functional
Neurology, 2003, 18, 43-9. 1.3 7

431 Paternal isodisomy of chromosome 2 in a child with bile salt export pump deficiency. Hepatology
Research, 2012, 42, 327-331. 3.4 6

432 Novel <i>MTCYB</i> mutation in a young patient with recurrent strokeâ€•like episodes and status
epilepticus. American Journal of Medical Genetics, Part A, 2014, 164, 2922-2925. 1.2 6



26

Filippo M Santorelli

# Article IF Citations

433 Elevated Serum Creatine Kinase and Small Cerebellum Prompt Diagnosis of Congenital Muscular
Dystrophy due to <i>FKRP</i> Mutations. Journal of Child Neurology, 2014, 29, 394-398. 1.4 6

434
O041. GRIA3 (glutamate receptor, ionotropic, ampa 3) gene polymorphism influences cortical response
to somatosensory stimulation in medication-overuse headache (MOH) patients. Journal of Headache
and Pain, 2015, 16, A49.

6.0 6

435 De novo mutations in SPG3A: a challenge in differential diagnosis and genetic counselling.
Neurological Sciences, 2015, 36, 1063-1064. 1.9 6

436 Myoimaging in the NGS era: the discovery of a novel mutation in MYH7 in a family with distal myopathy
and core-like features â€“ a case report. BMC Medical Genetics, 2016, 17, 25. 2.1 6

437 Fast Progression of Cerebellar Atrophy in PLA2G6-Associated Infantile Neuronal Axonal Dystrophy.
Cerebellum, 2017, 16, 742-745. 2.5 6

438 Autosomal recessive spastic ataxia of Charlevoix-Saguenay: a family report from South Brazil.
Arquivos De Neuro-Psiquiatria, 2017, 75, 339-344. 0.8 6

439 Predictors of survival in spinocerebellar ataxia type 2 population from Southern Italy. Neurological
Sciences, 2018, 39, 1857-1860. 1.9 6

440 SCN11A variant as possible pain generator in sensory axonal neuropathy. Neurological Sciences, 2019,
40, 1295-1297. 1.9 6

441 Teaching NeuroImages: Leigh-like features expand the picture of PMPCA-related disorders. Neurology,
2019, 92, e168-e169. 1.1 6

442 Distal motor neuropathy associated with novel EMILIN1 mutation. Neurobiology of Disease, 2020, 137,
104757. 4.4 6

443 Neuroacanthocytosis Syndromes in an Italian Cohort: Clinical Spectrum, High Genetic Variability and
Muscle Involvement. Genes, 2021, 12, 344. 2.4 6

444
A next generation sequencingâ€•based analysis of a large cohort of ataxic patients refines the clinical
spectrum associated with spinocerebellar ataxia 21. European Journal of Neurology, 2021, 28,
2784-2788.

3.3 6

445
Evaluation of the therapeutic potential of resveratrol-loaded nanostructured lipid carriers on
autosomal recessive spastic ataxia of Charlevoix-Saguenay patient-derived fibroblasts. Materials and
Design, 2021, 209, 110012.

7.0 6

446 Identification of a Thyroid Hormone Derivative as a Pleiotropic Agent for the Treatment of
Alzheimerâ€™s Disease. Pharmaceuticals, 2021, 14, 1330. 3.8 6

447 Iron-sensitive MR imaging of the primary motor cortex to differentiate hereditary spastic paraplegia
from other motor neuron diseases. European Radiology, 2022, 32, 8058-8064. 4.5 6

448 Encephalomyopathy with multiple mitochondrial DNA deletions and multiple symmetric lipomatosis:
further evidence of a possible association. Journal of Neurology, 1999, 246, 1197-1198. 3.6 5

449 Detection of Î²-A4 amyloid and its precursor protein in the muscle of a patient with juvenile neuronal
ceroid lipofuscinosis (Spielmeyer-Vogt-SjÃ¶gren). Acta Neuropathologica, 1999, 98, 78-84. 7.7 5

450 Multiple mtDNA deletions: Clinical and molecular correlations. Journal of Inherited Metabolic
Disease, 2000, 23, 155-161. 3.6 5



27

Filippo M Santorelli

# Article IF Citations

451 Clinical and molecular studies in three portuguese mtdna t8993g families. Pediatric Neurology, 2000,
22, 29-32. 2.1 5

452 Tubulopathy, endocrinopathies and encephalomyopathy in a child with a novel large-scale
mitochondrial DNA deletion. Clinical Genetics, 2002, 61, 465-467. 2.0 5

453 Complex phenotype in an Italian family with a novel mutation in SPG3A. Journal of Neurology, 2010, 257,
328-331. 3.6 5

454 Mitochondrial myopathy in a child with a muscle-restricted mutation in the mitochondrial transfer
RNAAsn gene. Biochemical and Biophysical Research Communications, 2011, 412, 518-521. 2.1 5

455 Cardiolipin content in mitochondria from cultured skin fibroblasts harboring mutations in the
mitochondrial ATP6 gene. Journal of Bioenergetics and Biomembranes, 2011, 43, 683-690. 2.3 5

456 MPV17: Fatal hepatocerebral presentation in a Brazilian infant. Molecular Genetics and Metabolism,
2012, 107, 764. 1.1 5

457 Novel mutations in the fukutin gene in a boy with asymptomatic hyperCKemia. Neuromuscular
Disorders, 2013, 23, 1010-1015. 0.6 5

458 Clinical, ultrastructural, and molecular studies in a patient with Kufs disease. Neurological Sciences,
2014, 35, 605-607. 1.9 5

459 Ataxia with oculomotor apraxia type 2: not always an easy diagnosis. Neurological Sciences, 2015, 36,
1505-1507. 1.9 5

460 Hereditary spastic paraplegia: pathology, genetics and therapeutic prospects. Expert Opinion on
Orphan Drugs, 2016, 4, 429-442. 0.8 5

461
Myoclonus epilepsy, retinitis pigmentosa, leukoencephalopathy and cerebral calcifications associated
with a novel m.5513G&gt;A mutation in the MT-TW gene. Biochemical and Biophysical Research
Communications, 2018, 500, 158-162.

2.1 5

462
Enzymatic diagnosis of neuronal lipofuscinoses in dried blood spots using substrates for
concomitant tandem mass spectrometry and fluorimetry. Journal of Mass Spectrometry, 2021, 56,
e4675.

1.6 5

463
Focal status and acute encephalopathy in a 13-year-old boy with de novo DNM1L mutation:
Video-polygraphic pattern and clues for differential diagnosis. Brain and Development, 2021, 43,
644-651.

1.1 5

464 Tackling Dysfunction of Mitochondrial Bioenergetics in the Brain. International Journal of
Molecular Sciences, 2021, 22, 8325. 4.1 5

465 A Child With Ichthyosis and Liver Failure. Journal of Pediatric Gastroenterology and Nutrition, 2017,
65, e70-e73. 1.8 5

466
Electrophysiological Profile Remodeling via Selective Suppression of Voltage-Gated Currents by
CLN1/PPT1 Overexpression in Human Neuronal-Like Cells. Frontiers in Cellular Neuroscience, 2020, 14,
569598.

3.7 5

467 Oxytocin Receptor Gene Polymorphism in Lactating Dogs. Animals, 2021, 11, 3099. 2.3 5

468 Correlation among maternal risk factors, gene methylation and disease severity in females with
autism spectrum disorder. Epigenomics, 2022, 14, 175-185. 2.1 5



28

Filippo M Santorelli

# Article IF Citations

469 Prenatal exclusion of cleidocranial dysplasia. Prenatal Diagnosis, 2003, 23, 945-946. 2.3 4

470 Title is missing!. Psychiatric Genetics, 2003, 13, 121-126. 1.1 4

471 Sensory ataxia as a prominent clinical presentation in three families with mutations in CYP7B1. Journal
of Neurology, 2014, 261, 747-751. 3.6 4

472 Large deletion mutation of <i><scp>SPAST</scp></i> in a multiâ€•generation family from
<scp>S</scp>ardinia. European Journal of Neurology, 2014, 21, 935-938. 3.3 4

473 Novel SPAST deletion and reduced DPY30 expression in a Spastic Paraplegia type 4 kindred. BMC Medical
Genetics, 2014, 15, 39. 2.1 4

474 Heterologous Expression in Yeast of Human Ornithine Carriers ORNT1 and ORNT2 and of ORNT1 Alleles
Implicated in HHH Syndrome in Humans. JIMD Reports, 2015, 28, 119-126. 1.5 4

475 A novel mitochondrial tRNAAla gene variant causes chronic progressive external ophthalmoplegia in
a patient with Huntington disease. Molecular Genetics and Metabolism Reports, 2016, 6, 70-73. 1.1 4

476 Relapsing-Remitting Course of Cystic Leukoencephalopathy. Pediatric Neurology, 2018, 89, 63-65. 2.1 4

477 NeuroExam: a tool for neurological examination in neuromuscular diseases. , 2019, , . 4

478 Multimodal evaluation of an Italian family with a hereditary spastic paraplegia and <i>POLR3A</i>
mutations. Annals of Clinical and Translational Neurology, 2020, 7, 2326-2331. 3.7 4

479 STUB1 â€•Related Ataxias: A Challenging Diagnosis. Movement Disorders Clinical Practice, 2020, 7, 733-734. 1.5 4

480 Of cognition and cerebellum in SCA48. Neurogenetics, 2020, 21, 145-146. 1.4 4

481 Optic Atrophy and Generalized Chorea in a Patient Harboring an OPA10/RTN4IP1 Pathogenic Variant.
Neuropediatrics, 2020, 51, 425-429. 0.6 4

482 Learning from massive testing of mitochondrial disorders: UPD explaining unorthodox transmission.
Journal of Medical Genetics, 2021, 58, 543-546. 3.2 4

483 Neuroimaging patterns in paediatric onset hereditary spastic paraplegias. Journal of the Neurological
Sciences, 2021, 425, 117441. 0.6 4

484 The Diagnostic Approach to Mitochondrial Disorders in Children in the Era of Next-Generation
Sequencing: A 4-Year Cohort Study. Journal of Clinical Medicine, 2021, 10, 3222. 2.4 4

485 Kir4.1 Dysfunction in the Pathophysiology of Depression: A Systematic Review. Cells, 2021, 10, 2628. 4.1 4

486 Biâ€•allelic variants in <scp><i>MDH2</i></scp>: Expanding the clinical phenotype. Clinical Genetics, 2022,
101, 260-264. 2.0 4



29

Filippo M Santorelli

# Article IF Citations

487 Screening for RFC-1 pathological expansion in late-onset ataxias: a contribution to the differential
diagnosis. Journal of Neurology, 2022, 269, 5431-5435. 3.6 4

488 Genetic heterogeneity of myoclonus epilepsy with ragged-red fibers syndrome. , 1998, 21, 681-682. 3

489 Combination of mtDNA mutations in a patient with a mitochondrial multisystem syndrome. Journal of
Human Genetics, 2000, 45, 109-111. 2.3 3

490 DNA end labelling (TUNEL) in a 3 year old girl with Leigh syndrome and prevalent cortical involvement.
Journal of Neurology, Neurosurgery and Psychiatry, 2004, 75, 930-932. 1.9 3

491
Cerebellar hypoplasia and brainstem thinning associated with severe white matter and basal ganglia
abnormalities in a child with an mtDNA deletion. Journal of Inherited Metabolic Disease, 2011, 34,
1225-1227.

3.6 3

492 Identification of maternal uniparental isodisomy of chromosome 10 in a patient with mitochondrial
DNA depletion syndrome. Molecular Genetics and Metabolism, 2013, 110, 493-494. 1.1 3

493 Hand muscles corticomotor excitability in hereditary spastic paraparesis type 4. Neurological
Sciences, 2014, 35, 1287-1291. 1.9 3

494 Genetics of Headache. Headache, 2015, , 83-99. 0.4 3

495 MRIndex: A tool for evaluating muscle involvement in neuromuscular diseases from MRI images. , 2019,
, . 3

496 A new paraplegin mutation in a patient with primary progressive multiple sclerosis. Multiple Sclerosis
and Related Disorders, 2020, 44, 102302. 2.0 3

497 Protein aggregates and autophagy involvement in a family with a mutation in Z-band alternatively
spliced PDZ-motif protein. Neuromuscular Disorders, 2021, 31, 44-51. 0.6 3

498 PhysioTest: A Dedicated Module to Collect Data from Physiotherapy Assessments in Neuromuscular
Diseases. Biosystems and Biorobotics, 2019, , 805-809. 0.3 3

499 Expanding the clinical-pathological and genetic spectrum of RYR1-related congenital myopathies with
cores and minicores: an Italian population study. Acta Neuropathologica Communications, 2022, 10, 54. 5.2 3

500 Do not jump to easy conclusions! Lessons from pitfall in the molecular diagnosis of
<scp>ARSACS</scp>. Clinical Genetics, 2014, 86, 396-397. 2.0 2

501 â€˜When atlastin meets spastinâ€™. Clinical Genetics, 2014, 86, 504-505. 2.0 2

502 Concentric muscle involvement in POLG -related distal myopathy. Neuromuscular Disorders, 2017, 27,
500-501. 0.6 2

503 Sporadic chronic progressive external ophthalmoplegia with single large mitochondrial DNA
deletion and neurogenic findings. Journal of Neurology, 2017, 264, 597-599. 3.6 2

504 Diagnostic methods and emerging treatments for adult neuronal ceroid lipofuscinoses (Kufs disease).
Expert Opinion on Orphan Drugs, 2017, 5, 487-501. 0.8 2



30

Filippo M Santorelli

# Article IF Citations

505 Late adult-onset adrenomyeloneuropathy evolving with atypical severe frontal lobe syndrome:
Importance of neuroimaging. Radiology Case Reports, 2019, 14, 309-314. 0.6 2

506 Intrafamilial â€œDOAâ€•plusâ€• phenotype variability related to different OMI/HTRA2 expression. American
Journal of Medical Genetics, Part A, 2020, 182, 176-182. 1.2 2

507 Awareness of rare and genetic neurological diseases among italian neurologist. A national survey.
Neurological Sciences, 2020, 41, 1567-1570. 1.9 2

508 Leopard-like retinopathy and severe early-onset portal hypertension expand the phenotype of
KARS1-related syndrome: a case report. BMC Medical Genomics, 2021, 14, 25. 1.5 2

509 Bi-allelic variants in MTMR5/SBF1 cause Charcot-Marie-Tooth type 4B3 featuring mitochondrial
dysfunction. BMC Medical Genomics, 2021, 14, 157. 1.5 2

510 A Novel Approach to Gene Analysis: Gene Panels and Cluster Definition to Assist Genotyping Patients
with Congenital Myopathies. , 2019, , . 2

511 Automatic Recognition of Ragged Red Fibers in Muscle Biopsy from Patients with Mitochondrial
Disorders. Healthcare (Switzerland), 2022, 10, 574. 2.0 2

512 Multiple sclerosis in patients with hereditary spastic paraplegia: a case report and systematic review.
Neurological Sciences, 2022, 43, 5501-5511. 1.9 2

513 Rapid detection of the 35delG mutation in the GJB2 gene in childhood deafness. Journal of Medical
Screening, 2000, 7, 167-168. 2.3 1

514 Fatal hypertrophic cardiomyopathy and nemaline myopathy associated with ACTA1 K336E mutation.
Journal of Molecular and Cellular Cardiology, 2007, 42, S73. 1.9 1

515 Clinical and audiological follow up of a family with the 8363G&gt;A mutation in the mitochondrial
DNA. Neuromuscular Disorders, 2009, 19, 291-296. 0.6 1

516 SPG5-related spastic paraplegia and white matter abnormalities. Neuromuscular Disorders, 2009, 19,
507-508. 0.6 1

517 G.P.3.08 Myoclonic epilepsy, cortical dysplasia and mitochondrial complex I deficiency: A case report.
Neuromuscular Disorders, 2009, 19, 563-564. 0.6 1

518 Mitochondrial DNA depletion syndromes: an update. Paediatrics and Child Health (United Kingdom),
2009, 19, S32-S37. 0.4 1

519 Identification of a de novo mutation in <i>SPG11</i>. Movement Disorders, 2010, 25, 501-503. 3.9 1

520 EEG and Granular Osmiophilic Elements in Early-Onset Alzheimerâ€™s Disease. Neurodegenerative
Diseases, 2011, 8, 259-261. 1.4 1

521 Autosomal Recessive Spastic Ataxia of Charlevoix-Saguenay in the Time of Next-Generation Sequencing.
Archives of Neurology, 2012, 69, 1661. 4.5 1

522 Friedreichâ€™s Ataxia Presenting as Isolated Spastic Paraparesis. Canadian Journal of Neurological
Sciences, 2014, 41, 666-668. 0.5 1



31

Filippo M Santorelli

# Article IF Citations

523 Molecular genotype in migraine. Journal of Headache and Pain, 2015, 16, A30. 6.0 1

524 Reversible valproate-induced subacute encephalopathy caused by a mitochondrial DNA variant. Journal
of the Neurological Sciences, 2017, 381, 696-697. 0.6 1

525 InGene: a multimodal approach to the genotype-phenotype association in neuromuscular diseases. ,
2018, , . 1

526 Autophagic vacuolar myopathy caused by a CLN3 mutation. A case report. Neuromuscular Disorders,
2019, 29, 67-69. 0.6 1

527
Rare phenotype of ALS4 associated with heterozygous missense mutation c.5842Aâ€‰>â€‰G/p.M1948V in
helicase domain of SETX gene. Amyotrophic Lateral Sclerosis and Frontotemporal Degeneration, 2020,
21, 312-313.

1.7 1

528 Spinocerebellar ataxia type 48: last but not least. Neurological Sciences, 2021, 42, 1577-1577. 1.9 1

529 Phenotypic Definition and Genotype-Phenotype Correlates in PMPCA-Related Disease. Applied Sciences
(Switzerland), 2021, 11, 748. 2.5 1

530 Genetics Influences Drug Consumption in Medication Overuse Headache, Not in Migraine: Evidence
From Wolframin His611Arg Polymorphism Analysis. Frontiers in Neurology, 2020, 11, 599517. 2.4 1

531 Partial Lipodystrophy and LMNA p.R545H Variant. Journal of Clinical Medicine, 2021, 10, 1142. 2.4 1

532 Clinico-Genetic, Imaging and Molecular Delineation of COQ8A-Ataxia: A Multicenter Study of 59
Patients. , 2020, 88, 251. 1

533 OXPHOS and mtDNA alterations in a family with spastic paraparesis. Acta Neurologica Scandinavica,
2000, 101, 255-258. 2.1 1

534 Reconsidering NMIHBA Core Features: Macrocephaly Is Not a So Unusual Sign in PRUNE1-Related
Encephalopathy. Journal of Pediatric Neurology, 2021, 19, 116-123. 0.2 1

535 Bridging Over the Troubled Heterogeneity of SPG-Related Pathologies: Mechanisms Unite What
Genetics Divide. Current Molecular Medicine, 2014, 14, 1034-1042. 1.3 1

536 Alpha-sarcoglycanopathy presenting as myalgia and hyperCKemia in two adults with a long-term
follow-up. Case reports. Acta Myologica, 2020, 39, 218-221. 1.5 1

537 Mitochondrial myopathy, parkinsonism and multiple mtDNA deletions in a Sephardic Jewish family.
Neurology, 2002, 58, 670-670. 1.1 0

538 Peripheral neuropathy as initial sign of mitochondrial disorder. Journal of the Peripheral Nervous
System, 2004, 9, 123-123. 3.1 0

539 M.P.1.04 A novel mtDNA mutation in COIII impairs assembly of cytochrome c oxidase in a MELAS patient.
Neuromuscular Disorders, 2007, 17, 768-769. 0.6 0

540 M.P.3.02 Pontocerebellar hypoplasia and severe white matter volume reduction in a lethal case of
mitochondrial encephalomyopathy. Neuromuscular Disorders, 2007, 17, 827. 0.6 0



32

Filippo M Santorelli

# Article IF Citations

541 C.P.3.02 Expanding the clinical spectrum of POMT1 and POMT2 phenotype: A multicentric study in the
Italian population. Neuromuscular Disorders, 2007, 17, 869-870. 0.6 0

542 Title is missing!. Journal of the Neurological Sciences, 2007, 263, 226-227. 0.6 0

543 G.P.2.02 Genotypeâ€“phenotype correlations in congenital muscular dystrophies with defective
glycosylation of dystroglycan: A multicentric Italian study. Neuromuscular Disorders, 2008, 18, 735. 0.6 0

544 Neuronal ceroid lipofuscinoses: many players, and more to come. Future Neurology, 2009, 4, 601-616. 0.5 0

545 EM.P.2.05 Congenital muscular dystrophy with defective Î±-dystroglycan glycosylation, cerebellar
hypoplasia and severe epilepsy. Neuromuscular Disorders, 2009, 19, 553. 0.6 0

546 EM.P.2.12 Walker-Warburg syndrome: LARGE mutation in two sibs. The difficulty of prenatal diagnosis.
Neuromuscular Disorders, 2009, 19, 555. 0.6 0

547 G.P.3.02 Late-onset MNGIE without peripheral neuropathy due to incomplete loss of thymidine
phosphorylase activity. Neuromuscular Disorders, 2009, 19, 561-562. 0.6 0

548 263 PATERNAL ISODISOMY FOR CHROMOSOME 2 AS CAUSE OF BILE SALT EXPORT PUMP (BSEP) DEFICIENCY.
Journal of Hepatology, 2009, 50, S105. 3.7 0

549 T.N.5 PROGRESSIVE FAMILIAL INTRAHEPATIC CHOLESTASIS: DETECTION OF NEW MUTATIONS AND UNUSUAL
MODALITY OF TRANSMISSION. Digestive and Liver Disease, 2010, 42, S16. 0.9 0

550 P1.57 Neuropsychological profiles in children with Duchenne muscular dystrophy compared to
dyslexic population. Neuromuscular Disorders, 2011, 21, 658-659. 0.6 0

551 P3.2 Novel mutation of TRPV4 in congenital distal SMA with vocal cord paralysis. Neuromuscular
Disorders, 2011, 21, 682. 0.6 0

552 Reply from the authors. Hepatology Research, 2012, 42, 1153-1153. 3.4 0

553 â€œDouble-troubleâ€• or digenic disorder in complex I deficiency. Mitochondrion, 2012, 12, 585. 3.4 0

554 P.9.15 Centronuclear myopathies: The experience of Italian Network for congenital myopathies.
Neuromuscular Disorders, 2013, 23, 788. 0.6 0

555 Novel mutation in the mitochondrial transfer RNACys gene in a child with vomiting and migraine.
Mitochondrion, 2013, 13, 933. 3.4 0

556 P.9.9 A novel de novo mutation in ACTA1 causes a congenital myopathy with misleading type 1 fiber
predominance and a peculiar MRI. Neuromuscular Disorders, 2013, 23, 786. 0.6 0

557 A novel SUCLA2 mutation in a Portuguese patient. Mitochondrion, 2013, 13, 914. 3.4 0

558 P.1.11 Development of a registry and a database for a nation-wide Italian collaborative network on
congenital muscular dystrophy. Neuromuscular Disorders, 2013, 23, 744-745. 0.6 0



33

Filippo M Santorelli

# Article IF Citations

559 G.O.7. Neuromuscular Disorders, 2014, 24, 851. 0.6 0

560 Late-onset congenital myopathies: Clinical and molecular features. Neuromuscular Disorders, 2015,
25, S277-S278. 0.6 0

561 X-linked myotubular myopathy in females. Neuromuscular Disorders, 2015, 25, S274. 0.6 0

562 Clinical and molecular features of a large cohort of Italian McArdle patients. Neuromuscular
Disorders, 2015, 25, S219. 0.6 0

563 MYH7-related myopathies: Clinical, histopathological and imaging findings in a cohort of Italian
patients. Neuromuscular Disorders, 2015, 25, S281-S282. 0.6 0

564 Large screening of patients diagnosed as limb girdle muscular dystrophy or congenital myopathy
using Motorplex. Neuromuscular Disorders, 2015, 25, S297. 0.6 0

565 Spinocerebellar Ataxia Type 3 in Italy: Time to Change Mind. Neuroepidemiology, 2016, 46, 268-268. 2.3 0

566 Be aware of Wolfram syndrome when examining ataxic patients. Journal of Neurology, 2016, 263,
1862-1863. 3.6 0

567 Myofibrillar myopathies with autophagic vacuoles: Report of a case series. Neuromuscular Disorders,
2016, 26, S190-S191. 0.6 0

568 Reply to: Double trouble progressive external ophthalmoplegia and Huntington's disease. Molecular
Genetics and Metabolism Reports, 2016, 7, 93. 1.1 0

569 Response to the letter to the Editor regarding â€œLeigh-like neuroimaging features associated with new
bi-allelic mutations in OPA1â€•. European Journal of Paediatric Neurology, 2017, 21, 923. 1.6 0

570 Cardiac involvement in a patient with congenital muscular dystrophy related to POMT2 gene
mutation. Neuromuscular Disorders, 2017, 27, S109. 0.6 0

571 DUCHENNE MUSCULAR DYSTROPHY - GENETICS. Neuromuscular Disorders, 2018, 28, S97. 0.6 0

572 P.110Clinical, morphological and genetic data in Italian patients with fiber-type-disproportion.
Neuromuscular Disorders, 2019, 29, S80-S81. 0.6 0

573 The features of the m.10197G&gt;A mtDNA mutation. Journal of the Neurological Sciences, 2019, 400,
184-185. 0.6 0

574 Adult onset cerebellar ataxia due to novel mutations in BRAT1. Journal of the Neurological Sciences,
2021, 429, 118261. 0.6 0

575
The role of the neurologist in the diagnostic route of HSP and cerebellar ataxias in the next
generation sequencing era: A single center experience. Journal of the Neurological Sciences, 2021, 429,
118282.

0.6 0

576 Proximal weakness involvement in the first Italian case of Charcot-Marie-Tooth 2CC harboring a
novel frameshift variant in NEFH. Journal of the Neurological Sciences, 2021, 429, 118392. 0.6 0



34

Filippo M Santorelli

# Article IF Citations

577 Clinical and genetic features of a large cohort of Italian SPG4 patients from the D.A.I.S.Y.
collaborative network. Journal of the Neurological Sciences, 2021, 429, 118251. 0.6 0

578 Mitochondrial neuro-gastro-intestinal encephalomyopathy: A case report. Journal of the
Neurological Sciences, 2021, 429, 119371. 0.6 0

579 Metabolic Ataxias in Adults. Current Molecular Medicine, 2014, 14, 959-970. 1.3 0

580 C09â€…SCAS genes as disease modifiers in huntingtonâ€™s disease. , 2018, , . 0

581 Spinal Nerve Roots Abnormalities on MRI in a Child with SURF1 Mitochondrial Disease.
Neuropediatrics, 2021, , . 0.6 0

582 X-linked congenital ataxia: A clinical and genetic study. American Journal of Medical Genetics Part A,
2000, 92, 53. 2.4 0


