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k Paper IF Citations

151 ynclusionKbodyKmyopathyKassociatedKwithKPagetKdiseaseKofKboneKandKfrontotemporalKdementiaKisK
causedKbyKmutantKvalosinXcontainingKproteinYKNaturekGeneticsWK2004WKcfWKcggXha 36.3 1088

150 αutationsKinKprionXlikeKdomainsKinKhnRNPqbraKandKhnRNPqaKcauseKmultisystemKproteinopathyKandK
q⁵SYKNatureWK2013WKdieWKdfgXgc 50.4 965

149 VsPZpigKisKessentialKforKmaturationKofKubiquitinXcontainingKautophagosomesKandKthisKfunctionKisK
impairedKbyKmutationsKthatKcauseKyrαPvtYKAutophagyWK2010WKfWKbagXbg 10.2 339

148 αolecularKmechanismKforKduplicationKagpaaYbXKtheKhomologousKrecombinationKreciprocalKofKtheK
SmithXαagenisKmicrodeletionYKNaturekGeneticsWK2000WKbdWKhdXg 36.3 262

147 TtPXdcKinKtheKubiquitinKpathologyKofKfrontotemporalKdementiaKwithKVsPKgeneKmutationsYKJournalk
ofkNeuropathologykandkExperimentalkNeurologyWK2007WKffWKaebXg 3.1 256

146 NutritionalKphasesKinKPraderXWilliKsyndromeYKAmericankJournalkofkMedicalkGeneticsykPartkAWK2011WK
aeeqWKa_d_Xi 2.5 235

145 SpecificKlossKofKhistoneKxcKlysineKiKtrimethylationKandKxPagammaZcohesinKbindingKatKtdZdKrepeatsK
isKassociatedKwithKfacioscapulohumeralKdystrophyKSvSxtTYKPLoSkGeneticsWK2009WKeWKea___eei 6 207

144
TtPXdcKaccumulationKinKinclusionKbodyKmyopathyKmuscleKsuggestsKaKcommonKpathogenicK
mechanismKwithKfrontotemporalKdementiaYKJournalkofkNeurologyykNeurosurgerykandkPsychiatryWK2008
WKgiWKaahfXi

5.5 206

143 NovelKubiquitinKneuropathologyKinKfrontotemporalKdementiaKwithKvalosinXcontainingKproteinKgeneK
mutationsYKJournalkofkNeuropathologykandkExperimentalkNeurologyWK2006WKfeWKegaXha 3.1 182

142
slinicalKdelineationKandKlocalizationKtoKchromosomeKipacYcXpabKofKaKuniqueKdominantKdisorderKinK
fourKfamiliesjKhereditaryKinclusionKbodyKmyopathyWKPagetKdiseaseKofKboneWKandKfrontotemporalK
dementiaYKMolecularkGeneticskandkMetabolismWK2001WKgdWKdehXge

3.7 168

141 ValosinXcontainingKproteinKdiseasejKinclusionKbodyKmyopathyKwithKPagetRsKdiseaseKofKtheKboneKandK
frontoXtemporalKdementiaYKNeuromuscularkDisordersWK2009WKaiWKc_hXae 2.9 164

140 VsPKdiseaseKassociatedKwithKmyopathyWKPagetKdiseaseKofKboneKandKfrontotemporalKdementiajK
reviewKofKaKuniqueKdisorderYKBiochimicakEtkBiophysicakActakzkMolecularkBasiskofkDiseaseWK2008WKaghbWKgddXh6.9 163

139 αutantKvalosinXcontainingKproteinKcausesKaKnovelKtypeKofKfrontotemporalKdementiaYKAnnalskofk
NeurologyWK2005WKegWKdegXfa 9.4 131

138 RadiologicalKfeaturesKinKhbKpatientsKwithKnevoidKbasalKcellKcarcinomaKSNrssKorKworlinTKsyndromeYK
GeneticskinkMedicineWK2004WKfWKdieXe_b 8.1 129

137 PathologicalKconsequencesKofKVsPKmutationsKonKhumanKstriatedKmuscleYKBrainWK2007WKac_WKchaXic 11.2 128

136 weneticsKofKcraniosynostosisYKSeminarskinkPediatrickNeurologyWK2007WKadWKae_Xfa 2.9 127

135 slinicalKstudiesKinKfamilialKVsPKmyopathyKassociatedKwithKPagetKdiseaseKofKboneKandK
frontotemporalKdementiaYKAmericankJournalkofkMedicalkGeneticsykPartkAWK2008WKadfqWKgdeXeg 2.5 127
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134 qKmutationKinKtheKVaKendKdomainKofKkeratinKaKinKnonXepidermolyticKpalmarXplantarKkeratodermaYK
JournalkofkInvestigativekDermatologyWK1994WKa_cWKgfdXi 4.3 120

133 wenomewideKscansKinKNorthKqmericanKfamiliesKrevealKgeneticKlinkageKofKessentialKtremorKtoKaK
regionKonKchromosomeKfpbcYKBrainWK2006WKabiWKbcahXca 11.2 112

132
TheKmultipleKfacesKofKvalosinXcontainingKproteinXassociatedKdiseasesjKinclusionKbodyKmyopathyKwithK
PagetRsKdiseaseKofKboneWKfrontotemporalKdementiaWKandKamyotrophicKlateralKsclerosisYKJournalkofk
MolecularkNeuroscienceWK2011WKdeWKebbXca

3.3 110

131 slinicalKandKmolecularKstudiesKinKaKuniqueKfamilyKwithKautosomalKdominantKlimbXgirdleKmuscularK
dystrophyKandKPagetKdiseaseKofKboneYKGeneticskinkMedicineWK2000WKbWKbcbXda 8.1 101

130 VsPKassociatedKinclusionKbodyKmyopathyKandKpagetKdiseaseKofKboneKknockXinKmouseKmodelKexhibitsK
tissueKpathologyKtypicalKofKhumanKdiseaseYKPLoSkONEWK2010WKeWKeacahc 3.7 100

129 qKgenomeXwideKassociationKstudyKidentifiesKsusceptibilityKlociKforKnonsyndromicKsagittalK
craniosynostosisKnearKrαPbKandKwithinKrrSiYKNaturekGeneticsWK2012WKddWKacf_Xd 36.3 93

128 αolecularKanalysisKexpandsKtheKspectrumKofKphenotypesKassociatedKwithKw⁵ycKmutationsYKHumank
MutationWK2010WKcaWKaadbXed 4.7 90

127 ProspectiveKphenotypingKofKNw⁵YaXsttwWKtheKfirstKcongenitalKdisorderKofKdeglycosylationYKGeneticsk
inkMedicineWK2017WKaiWKaf_Xafh 8.1 72

126
ydentificationKofKnovelKdeletionsKofKaeqaaqacKinKqngelmanKsyndromeKbyKarrayXswxjKmolecularK
characterizationKandKgenotypeXphenotypeKcorrelationsYKEuropeankJournalkofkHumankGeneticsWK2007WK
aeWKidcXi

5.3 71

125 qKspliceKdonorKmutationKinKNqqa_KresultsKinKtheKdysregulationKofKtheKretinoicKacidKsignallingK
pathwayKandKcausesK⁵enzKmicrophthalmiaKsyndromeYKJournalkofkMedicalkGeneticsWK2014WKeaWKaheXif 5.8 65

124 OxytocinKtreatmentKinKchildrenKwithKPraderXWilliKsyndromejKqKdoubleXblindWKplaceboXcontrolledWK
crossoverKstudyYKAmericankJournalkofkMedicalkGeneticsykPartkAWK2017WKagcWKabdcXabe_ 2.5 64

123 αolecularKgeneticKclassificationKinKPraderXWilliKsyndromejKaKmultisiteKcohortKstudyYKJournalkofk
MedicalkGeneticsWK2019WKefWKadiXaec 5.8 64

122 qKuniqueKpointKmutationKinKtheKPαPbbKgeneKisKassociatedKwithKsharcotXαarieXToothKdiseaseKandK
deafnessYKAmericankJournalkofkHumankGeneticsWK1999WKfdWKaeh_Xic 11 64

121 tV⁵cKqllelesKResultingKinKaKXaKvrameshiftKofKtheK⁵astKuxonKαediateKqutosomalXtominantKRobinowK
SyndromeYKAmericankJournalkofkHumankGeneticsWK2016WKihWKeecXefa 11 63

120 vindingsKfromKaswxKinKpatientsKwithKcongenitalKdiaphragmaticKherniaKSstxTjKaKpossibleKlocusKforK
vrynsKsyndromeYKAmericankJournalkofkMedicalkGeneticsykPartkAWK2006WKad_WKagXbc 2.5 58

119 weneticKheterogeneityKinKautosomalKdominantKessentialKtremorYKGeneticskinkMedicineWK2001WKcWKaigXi 8.1 58

118 slinicalKgeneticistsRKviewsKofKVqsTuR⁵ZVqTuRKassociationYKAmericankJournalkofkMedicalkGeneticsyk
PartkAWK2012WKaehqWKc_hgXa__ 2.5 57

117 wenotypeXphenotypeKstudyKinKpatientsKwithKvalosinXcontainingKproteinKmutationsKassociatedKwithK
multisystemKproteinopathyYKClinicalkGeneticsWK2018WKicWKaaiXabe 4 55

(2018-1994)
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116 αitochondrialKdysfunctionKinKsqaKhippocampalKneuronsKofKtheKUrucqKdeficientKmouseKmodelKforK
qngelmanKsyndromeYKNeurosciencekLettersWK2011WKdhgWKabiXcc 3.3 53

115 ValosinKcontainingKproteinKassociatedKinclusionKbodyKmyopathyjKabnormalKvacuolizationWKautophagyK
andKcellKfusionKinKmyoblastsYKNeuromuscularkDisordersWK2009WKaiWKgffXgb 2.9 53

114 RapamycinKandKchloroquinejKtheKinKvitroKandKinKvivoKeffectsKofKautophagyXmodifyingKdrugsKshowK
promisingKresultsKinKvalosinKcontainingKproteinKmultisystemKproteinopathyYKPLoSkONEWK2015WKa_WKe_abbhhh3.7 52

113 qKprogressiveKtranslationalKmouseKmodelKofKhumanKvalosinXcontainingKproteinKdiseasejKtheK
VsPSRaeexZVTKmouseYKMusclekandkNerveWK2013WKdgWKbf_Xg_ 3.4 48

112 vamilialKincidenceKandKassociatedKsymptomsKinKaKpopulationKofKindividualsKwithKnonsyndromicK
craniosynostosisYKGeneticskinkMedicineWK2014WKafWKc_bXa_ 8.1 47

111 qutosomalKdominantKinclusionKbodyKmyopathyWKPagetKdiseaseKofKboneWKandKfrontotemporalK
dementiaYKAlzheimerkDiseasekandkAssociatedkDisordersWK2005WKaiKSupplKaWKSddXg 2.5 45

110 TheKhomozygoteKVsPSR´„â�µâ�µxZR´„â�µâ�µxTKmouseKmodelKexhibitsKacceleratedKhumanKVsPXassociatedK
diseaseKpathologyYKPLoSkONEWK2012WKgWKedfc_h 3.7 45

109 wrowthKstandardsKofKinfantsKwithKPraderXWilliKsyndromeYKPediatricsWK2011WKabgWKfhgXie 7.4 44

108 slinicalKandKgeneticKheterogeneityKinKchromosomeKipKassociatedKhereditaryKinclusionKbodyK
myopathyjKexclusionKofKwNuKandKthreeKotherKcandidateKgenesYKNeuromuscularkDisordersWK2003WKacWKeeiXfg2.9 44

107 wrowthKchartsKforKnonXgrowthKhormoneKtreatedKPraderXWilliKsyndromeYKPediatricsWK2015WKaceWKeabfXce 7.4 43

106 RoleKofKbetaXgalactosidaseKandKelastinKbindingKproteinKinKlysosomalKandKnonlysosomalKcomplexesKofK
patientsKwithKwαaXgangliosidosisYKHumankMutationWK2005WKbeWKbheXib 4.7 42

105 ydentificationKofKcdKnovelKandKefKknownKvOX⁵bKmutationsKinKpatientsKwithKrlepharophimosisK
syndromeYKHumankMutationWK2008WKbiWKub_eXai 4.7 41

104 ValosinXcontainingKproteinKmutationKandKParkinsonRsKdiseaseYKParkinsonismkandkRelatedkDisordersWK
2012WKahWKa_gXi 3.6 39

103 ysKgestationKinKPraderXWilliKsyndromeKaffectedKbyKtheKgeneticKsubtypeoYKJournalkofkAssistedk
ReproductionkandkGeneticsWK2009WKbfWKdfaXf 3.4 39

102 qPOuKisKaKpotentialKmodifierKgeneKinKanKautosomalKdominantKformKofKfrontotemporalKdementiaK
SyrαPvtTYKGeneticskinkMedicineWK2007WKiWKiXac 8.1 39

101 uvaluationKofKtheKroleKofKValosinXcontainingKproteinKinKtheKpathogenesisKofKfamilialKandKsporadicK
PagetRsKdiseaseKofKboneYKBoneWK2006WKchWKbh_Xe 4.7 35

100 TheKnovelKdesminKmutantKpYqab_tKimpairsKfilamentKformationWKpreventsKintercalatedKdiskK
localizationWKandKcausesKsuddenKcardiacKdeathYKCirculation:kCardiovascularkGeneticsWK2013WKfWKfaeXbc 33

99 toubleXblindKtherapeuticKtrialKinKqngelmanKsyndromeKusingKbetaineKandKfolicKacidYKAmericankJournalk
ofkMedicalkGeneticsykPartkAWK2010WKaebqWKaiidXb__a 2.5 33
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98 slinicalKandKradiologicalKfeaturesKinKyoungKindividualsKwithKnevoidKbasalKcellKcarcinomaKsyndromeYK
GeneticskinkMedicineWK2013WKaeWKgiXhc 8.1 30

97
PrimateKgenomeKgainKandKlossjKaKboneKdysplasiaWKmuscularKdystrophyWKandKboneKcancerKsyndromeK
resultingKfromKmutatedKretroviralXderivedKαTqPKtranscriptsYKAmericankJournalkofkHumankGeneticsWK
2012WKi_WKfadXbg

11 30

96
ReciprocalKfusionKtranscriptsKofKtwoKnovelKZnXfingerKgenesKinKaKfemaleKwithKabsenceKofKtheKcorpusK
callosumWKocularKcolobomasKandKaKbalancedKtranslocationKbetweenKchromosomesKbpbdKandKiqcbYK
EuropeankJournalkofkHumankGeneticsWK2003WKaaWKebgXcd

5.3 29

95 wrowthKshartsKforKPraderXWilliKSyndromeKturingKwrowthKxormoneKTreatmentYKClinicalkPediatricsWK
2016WKeeWKiegXgd 1.2 28

94
αethylationXspecificKmultiplexKligationXdependentKprobeKamplificationKandKidentificationKofK
deletionKgeneticKsubtypesKinKPraderXWilliKsyndromeYKGenetickTestingkandkMolecularkBiomarkersWK2012
WKafWKaghXhf

1.6 28

93 αanifestationsKinKfourKmalesKwithKandKanKobligateKcarrierKofKtheK⁵enzKmicrophthalmiaKsyndromeYK
AmericankJournalkofkMedicalkGeneticskPartkAWK2001WKihWKibXa__ 27

92 sontributingKfactorsKofKmortalityKinKPraderXWilliKsyndromeYKAmericankJournalkofkMedicalkGeneticsyk
PartkAWK2019WKagiWKaifXb_e 2.5 27

91 wqqKvariantsKandKphenotypesKamongKaW_giKpatientsKwithKPompeKdiseasejKtataKfromKtheKPompeK
RegistryYKHumankMutationWK2019WKd_WKbadfXbafd 4.7 26

90 sorneliaKdeK⁵angeKsyndromeKinKdiverseKpopulationsYKAmericankJournalkofkMedicalkGeneticsykPartkAWK
2019WKagiWKae_Xaeh 2.5 25

89 PraderXWilliKsyndromeKandKearlyXonsetKmorbidKobesityKNyxKrareKdiseaseKconsortiumjKqKreviewKofK
naturalKhistoryKstudyYKAmericankJournalkofkMedicalkGeneticsykPartkAWK2018WKagfWKcfhXcge 2.5 24

88 baethKuNαsKynternationalKWorkshopKVsPXrelatedKmultiXsystemKproteinopathyKSyrαPvtTKacXaeK
NovemberKb_aeWKxeemskerkWKTheKNetherlandsYKNeuromuscularkDisordersWK2016WKbfWKeceXdg 2.9 24

87 wainXofXvunctionKαutationsKinKRqRrKsauseKyntellectualKtisabilityKwithKProgressiveKαotorK
ympairmentYKHumankMutationWK2016WKcgWKghfXic 4.7 24

86 slinicalKcharacterizationKofKintbbhaZintbbhbXmediatedKXqbhKduplicationZdeletionjKnewKcasesKandK
literatureKreviewYKBMCkMedicalkGeneticsWK2015WKafWKab 2.1 22

85 qdministrationKofKsoQa_KanalogueKamelioratesKdysfunctionKofKtheKmitochondrialKrespiratoryKchainK
inKaKmouseKmodelKofKqngelmanKsyndromeYKNeurobiologykofkDiseaseWK2015WKgfWKggXhf 7.5 22

84 q⁵XdKgainXofXfunctionKmutationsKinKnonsyndromicKcraniosynostosisYKHumankMutationWK2012WKccWKafbfXi 4.7 22

83 qctivationKofKtheKN⁵RPcKynflammasomeKysKqssociatedKwithKValosinXsontainingKProteinKαyopathyYK
InflammationWK2017WKd_WKbaXda 5.1 21

82 weneticsKofKhearingKlossjKwhereKareKweKstandingKnowoYKEuropeankArchiveskofkOtozRhinozLaryngologyWK
2012WKbfiWKagccXde 3.5 20

81 qpertKsyndromejKwhatKprenatalKradiographicKfindingsKshouldKpromptKitsKconsiderationoYKPrenatalk
DiagnosisWK2006WKbfWKiffXgb 3.2 20

(2006-2013)
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80 uxerciseKtrainingKreversesKskeletalKmuscleKatrophyKinKanKexperimentalKmodelKofKVsPKdiseaseYKPLoSk
ONEWK2013WKhWKegfahg 3.7 18

79 vrequencyKofKPraderXWilliKsyndromeKinKbirthsKconceivedKviaKassistedKreproductiveKtechnologyYK
GeneticskinkMedicineWK2014WKafWKafdXi 8.1 17

78 NewKfamilyKwithKhXassociatedKautosomalKdominantKrimmedKvacuolarKmyopathyYKNeurology:kGeneticsWK
2019WKeWKecdi 3.8 17

77 qKrandomizedKpilotKefficacyKandKsafetyKtrialKofKdiazoxideKcholineKcontrolledXreleaseKinKpatientsKwithK
PraderXWilliKsyndromeYKPLoSkONEWK2019WKadWKe_bbafae 3.7 16

76 αetaXanalysisKofKgenotypeXphenotypeKanalysisKofKOPqaKmutationsKinKautosomalKdominantKopticK
atrophyYKMitochondrionWK2019WKdfWKbfbXbfi 4.9 16

75 αulticentreKstudyKofKmaternalKandKneonatalKoutcomesKinKindividualsKwithKPraderXWilliKsyndromeYK
JournalkofkMedicalkGeneticsWK2018WKeeWKeidXeih 5.8 16

74 ynKvitroKstudiesKinKVsPXassociatedKmultisystemKproteinopathyKsuggestKalteredKmitochondrialK
bioenergeticsYKMitochondrionWK2015WKbbWKaXh 4.9 15

73 NovelKvalosinXcontainingKproteinKmutationsKassociatedKwithKmultisystemKproteinopathyYK
NeuromuscularkDisordersWK2018WKbhWKdiaXe_a 2.9 15

72 uffectKofKgeneticKsubtypesKandKgrowthKhormoneKtreatmentKonKboneKmineralKdensityKinKPraderXWilliK
syndromeYKJournalkofkPediatrickEndocrinologykandkMetabolismWK2014WKbgWKeaaXh 1.6 15

71 αildKphenotypeKinKaKmaleKwithKpyruvateKdehydrogenaseKcomplexKdeficiencyKassociatedKwithKnovelK
hemizygousKinXframeKduplicationKofKtheKua˛–KsubunitKgeneKSPtxqaTYKNeuropediatricsWK2014WKdeWKefXf_ 1.6 15

70 ⁵ipidXenrichedKdietKrescuesKlethalityKandKslowsKdownKprogressionKinKaKmurineKmodelKofK
VsPXassociatedKdiseaseYKHumankMolecularkGeneticsWK2014WKbcWKacccXdd 5.6 15

69 tysfunctionalKoleoylethanolamideKsignalingKinKaKmouseKmodelKofKPraderXWilliKsyndromeYK
PharmacologicalkResearchWK2017WKaagWKgeXha 10.2 14

68
SαsxtaKmutationKspectrumKforKfacioscapulohumeralKmuscularKdystrophyKtypeKbKSvSxtbTKandK
rosmaKarhiniaKmicrophthalmiaKsyndromeKSrqαSTKrevealsKdiseaseXspecificKlocalisationKofKvariantsKinK
theKqTPaseKdomainYKJournalkofkMedicalkGeneticsWK2019WKefWKficXg__

5.8 14

67 uarlyKtiagnosisKinKPraderXWilliKSyndromeKReducesKObesityKandKqssociatedKsoXαorbiditiesYKGenesWK
2019WKa_WK 4.2 14

66 shestKwallKhamartomaKwithKWiedemannXreckwithKsyndromejKclinicalKreportKandKbriefKreviewKofK
chromosomeKaapaeYeXrelatedKtumorsYKAmericankJournalkofkMedicalkGeneticskPartkAWK2001WKa_aWKbbaXe 13

65 yncreasedKfertilityKinKaKwomanKwithKclassicKgalactosaemiaYKJournalkofkInheritedkMetabolickDiseaseWK
2001WKbdWKf_gXh 5.4 13

64 PsychologicalKympactKofKPredictiveKweneticKTestingKinKVsPKynclusionKrodyKαyopathyWKPagetKtiseaseK
ofKroneKandKvrontotemporalKtementiaYKJournalkofkGenetickCounselingWK2015WKbdWKhdbXe_ 2.5 12

63 ympactKofKgeneticKsubtypesKofKPraderXWilliKsyndromeKwithKgrowthKhormoneKtherapyKonKintelligenceK
andKbodyKmassKindexYKAmericankJournalkofkMedicalkGeneticsykPartkAWK2019WKagiWKahbfXahce 2.5 12
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62 TemtamyXlikeKsyndromeKassociatedKwithKtranslocationKofKbpbdKandKiqcbYKClinicalkDysmorphologyWK
2003WKabWKageXg 0.9 12

61 ¹rabbeKdiseasejKsevereKneonatalKpresentationKwithKaKfamilyKhistoryKofKmultipleKsclerosisYKJournalkofk
ChildkNeurologyWK2005WKb_WKhbfXh 2.5 12

60 RadiologicalKfeaturesKofKPagetKdiseaseKofKboneKassociatedKwithKVsPKmyopathyYKSkeletalkRadiologyWK
2012WKdaWKcbiXcg 2.7 11

59 SpliceXrreakjKexploitingKanKRNqXseqKspliceKjunctionKalgorithmKtoKdiscoverKmitochondrialKtNqK
deletionKbreakpointsKandKanalysesKofKpsychiatricKdisordersYKNucleickAcidskResearchWK2019WKdgWKeei 20.1 10

58 PetersKanomalyKinKassociationKwithKmultipleKmidlineKanomaliesKandKaKfamilialKchromosomeKdK
inversionYKOphthalmickGeneticsWK2006WKbgWKfcXe 1.2 10

57 TargetedKexcisionKofKVsPKRaeexKmutationKbyKsreX⁵oxPKtechnologyKasKaKpromisingKtherapeuticK
strategyKforKvalosinXcontainingKproteinKdiseaseYKHumankGenekTherapykMethodsWK2015WKbfWKacXbd 4.9 9

56 αyogenicKdifferentiationKofKVsPKdiseaseXinducedKpluripotentKstemKcellsjKqKnovelKplatformKforKdrugK
discoveryYKPLoSkONEWK2017WKabWKe_agfiai 3.7 9

55 somparisonKofKperinatalKfactorsKinKdeletionKversusKuniparentalKdisomyKinKPraderXWilliKsyndromeYK
AmericankJournalkofkMedicalkGeneticsykPartkAWK2018WKagfWKaafaXaafe 2.5 8

54 slinicalKheterogeneityKinKautosomalKdominantKopticKatrophyKinKtwoKcqbhXqterKlinkedKcentralKyllinoisK
familiesYKGeneticskinkMedicineWK2000WKbWKbhcXi 8.1 8

53 TheKαyoblastKsbsabKTransfectedKwithKαutantKValosinXsontainingKProteinKuxhibitsKtelayedKStressK
wranuleKResolutionKonKOxidativeKStressYKAmericankJournalkofkPathologyWK2016WKahfWKafbcXcd 5.8 8

52 αultisystemKproteinopathyjKWhereKmyopathyKandKmotorKneuronKdiseaseKconvergeYKMusclekandk
NerveWK2021WKfcWKddbXded 3.4 8

51 WhatKsyndromeKisKthisoK⁵aryngoXonychoXcutaneousKsyndromeYKPediatrickDermatologyWK2007WKbdWKc_fXh 1.9 7

50 tuplicationKofKeqaeXqbcYbjKcaseKreportKandKliteratureKreviewYKBirthkDefectskResearchkPartkA:kClinicalk
andkMolecularkTeratologyWK2006WKgfWKbgbXf 7

49 VariableKclinicalKfeaturesKandKgenotypeXphenotypeKcorrelationsKinKahKpatientsKwithKlateXonsetK
PompeKdiseaseYKAnnalskofkTranslationalkMedicineWK2019WKgWKbgf 3.2 7

48 PathogenicKmutationsKinKNUrP⁵KaffectKcomplexKyKactivityKandKcoldKtoleranceKinKtheKyeastKmodelK
YarrowiaKlipolyticaYKHumankMolecularkGeneticsWK2018WKbgWKcfigXcg_i 5.6 7

47 qntisenseKoligonucleotideKtreatmentKtargetingKglycogenKsynthaseKSwYSaTKinKaKmouseKmodelKofK
PompeKdiseaseYKMolecularkGeneticskandkMetabolismWK2019WKabfWKShe 3.7 5

46 qKcaseKreportKcomparingKclinicalWKimagingKandKneuropsychologicalKassessmentKfindingsKinKtwinsK
discordantKforKtheKVsPKpYRaeesKmutationYKNeuromuscularkDisordersWK2015WKbeWKaggXhc 2.9 5

45
PossibleKnewKautosomalKrecessiveKsyndromeKofKpartialKagenesisKofKtheKcorpusKcallosumWKpontineK
hypoplasiaWKfocalKwhiteKmatterKchangesWKhypotoniaWKmentalKretardationWKandKminorKanomaliesYK
AmericankJournalkofkMedicalkGeneticskPartkAWK1997WKgcWKahdXahh

5
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44 NewbornKscreeningKforKPraderXWilliKsyndromeKisKfeasiblejKuarlyKdiagnosisKforKbetterKoutcomesYK
AmericankJournalkofkMedicalkGeneticsykPartkAWK2019WKagiWKbiXcf 2.5 5

43 xomozygosityKforKtheKqdcauKmutationKinKPSuNaKpresentingKwithKaKrelativelyKaggressiveKphenotypeYK
NeurosciencekLettersWK2019WKfiiWKaieXaih 3.3 4

42 αappingKautosomalKdominantKprogressiveKlimbXgirdleKmyopathyKwithKboneKfragilityKtoKchromosomeK
ipbaXpbbjKaKnovelKlocusKforKaKmusculoskeletalKsyndromeYKHumankGeneticsWK2005WKaahWKe_hXad 6.3 4

41 tevelopmentKofKaKstandardKofKcareKforKpatientsKwithKvalosinXcontainingKproteinKassociatedK
multisystemKproteinopathyYYKOrphanetkJournalkofkRarekDiseasesWK2022WKagWKbc 4.2 4

40 ResponseKtoKwrowthKxormoneKTreatmentKinKaKPatientKwithKynsulinX⁵ikeKwrowthKvactorKaKReceptorK
teletionYKJCRPEkJournalkofkClinicalkResearchkinkPediatrickEndocrinologyWK2017WKiWKch_Xchf 1.9 4

39 weneticKSubtypeXPhenotypeKqnalysisKofKwrowthKxormoneKTreatmentKonKPsychiatricKrehaviorKinK
PraderXWilliKSyndromeYKGenesWK2020WKaaWK 4.2 4

38 qKpigZValosinXsontainingKProteinKynhibitorKtrugKsrXe_hcKxasKaKPotentKbutKReversibleKOffXTargetK
uffectKonKPhosphodiesteraseXfYKJournalkofkPharmacologykandkExperimentalkTherapeuticsWK2021WKcghWKcaXda4.7 4

37 q⁵waaXstwKsyndromejKuxpandingKtheKphenotypeYKAmericankJournalkofkMedicalkGeneticsykPartkAWK
2019WKagiWKdihXe_b 2.5 3

36 qKcrossXsectionalKanalysisKofKclinicalKevaluationKinKceKindividualsKwithKmutationsKofKtheK
valosinXcontainingKproteinKgeneYKNeuromuscularkDisordersWK2018WKbhWKgghXghf 2.9 3

35 PhenotypicKdiversityKofKpatientsKdiagnosedKwithKVqsTuR⁵KassociationYKAmericankJournalkofkMedicalk
GeneticsykPartkAWK2018WKagfWKahc_Xahcg 2.5 3

34 SubglossopalatalKsynechiaKinKassociationKwithKcardiacKandKdigitalKanomaliesYKCleftk
PalatezCraniofacialkJournalWK2008WKdeWKbagXba 1.9 3

33 RecurrentKmiscarriageKinKaKcarrierKofKaKbalancedKcytogeneticallyKundetectableKsubtelomericK
rearrangementjKhowKmanyKareKweKmissingoYKPrenatalkDiagnosisWK2006WKbfWKbiaXc 3.2 3

32 qKvineKralanceKofKtietaryK⁵ipidsKymprovesKPathologyKofKaKαurineKαodelKofKVsPXqssociatedK
αultisystemKProteinopathyYKPLoSkONEWK2015WKa_WKe_acaiie 3.7 3

31 αolecularKsubtypeKandKgrowthKhormoneKeffectsKonKdysmorphologyKinKPraderXWilliKsyndromeYK
AmericankJournalkofkMedicalkGeneticsykPartkAWK2020WKahbWKafiXage 2.5 3

30 ynfluenceKofKmolecularKclassesKandKgrowthKhormoneKtreatmentKonKgrowthKandKdysmorphologyKinK
PraderXWilliKsyndromejKqKmulticenterKstudyYKClinicalkGeneticsWK2021WKa__WKbiXci 4 3

29 PraderXWilliKSyndromeKdueKtoKanKUnbalancedKdeKnovoKTranslocationKtSaekaiTSqabkpacYcTYK
CytogenetickandkGenomekResearchWK2016WKae_WKbiXcd 1.9 3

28 sharacteristicsKofKVsPKmutationXassociatedKcardiomyopathyYKNeuromuscularkDisordersWK2021WKcaWKg_aXg_e2.9 3

27 uvaluatingKSleepKtisturbancesKinKshildrenKWithKRareKweneticKNeurodevelopmentalKSyndromesYK
PediatrickNeurologyWK2021WKabcWKc_Xcg 2.9 3
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26 TwoKcasesKofK⁵eggXPerthesKandKintellectualKdisabilityKinKTrichoXRhinoXPhalangealKsyndromeKtypeKaK
associatedKwithKnovelKTRPSaKmutationsYKAmericankJournalkofkMedicalkGeneticsykPartkAWK2017WKagcWKaffcXaffg2.5 2

25 rirthKseasonalityKstudiesKinKaKlargeKPraderXWilliKsyndromeKcohortYKAmericankJournalkofkMedicalk
GeneticsykPartkAWK2019WKagiWKaecaXaecd 2.5 2

24 qKnovelKmutationKofKorthodenticleKhomeoboxKbKcontributingKtoKaKcaseKofKotocephalyKinitiallyK
diagnosedKbyKprenatalKultrasoundKinKtheKfirstKtrimesterYKClinicalkDysmorphologyWK2017WKbfWKihXa__ 0.9 2

23 SmithX⁵emliXOpitzKsyndromeKinKtrisomyKacjKhowKdoesKtheKmixKworkoYKBirthkDefectskResearchkPartkA:k
ClinicalkandkMolecularkTeratologyWK2005WKgcWKefiXga 2

22 seramideKcontributesKtoKpathogenesisKandKmayKbeKtargetedKforKtherapyKinKVsPKinclusionKbodyK
myopathyYKHumankMolecularkGeneticsWK2021WKbiWKcideXciec 5.6 2

21 xomozygousKrdwq⁵NTaKmutationKandKbiochemicalKglutaricKacidemiaKtypeKyyjKqKcaseKreportYKClinicalk
NeurologykandkNeurosurgeryWK2020WKahiWKa_eeec 2 2

20 StrokeKandKshronicK¹idneyKtiseaseKinKvabryKtiseaseYKJournalkofkStrokekandkCerebrovascularkDiseasesWK
2021WKc_WKa_edbc 2.8 2

19 mitochondrialKdiseasejKnewKpatientsKandKreviewKofKtheKgeneticKandKclinicalKspectrumYKJournalkofk
MedicalkGeneticsWK2021WKehWKcadXcbe 5.8 2

18 qtaxiaKandKParkinsonismKinKaKWomanKWithKaKVsPKVariantKandK⁵ongXNormalKRepeatsKinKtheKSsqbK
qlleleYKNeurology:kGeneticsWK2021WKgWKeeie 3.8 2

17 αultisystemKProteinopathyKtueKtoKVsPKαutationsjKqKReviewKofKslinicalKxeterogeneityKandKweneticK
tiagnosisYKGenesWK2022WKacWKifc 4.2 2

16 qKplaceboXcontrolledKtrialKofKfolicKacidKandKbetaineKinKidenticalKtwinsKwithKqngelmanKsyndromeYK
OrphanetkJournalkofkRarekDiseasesWK2019WKadWKbcb 4.2 1

15 xumoralKimmuneKdeficiencyKandKhemifacialKmicrosomiaKseenKinKoneKfamilyYKCleftkPalatezCraniofacialk
JournalWK2009WKdfWKdggXh_ 1.9 1

14 PrevalenceKofKcerebralKsmallKvesselKdiseaseKinKaKvabryKdiseaseKcohortYKMolecularkGeneticskandk
MetabolismkReportsWK2021WKbiWKa__hae 1.8 1

13 VariableKclinicalKfeaturesKofKpatientsKwithKvabryKdiseaseKandKoutcomeKofKenzymeKreplacementK
therapyYKMolecularkGeneticskandkMetabolismkReportsWK2021WKbfWKa__g__ 1.8 1

12 αosaicKdeKnovoKgeneKvariantKassociatedKwithKPraderXWilliKsyndromeYKJournalkofkMedicalkGeneticsWK
2021WK 5.8 1

11 SevereKcardiomyopathyKassociatedKwithKtheKVsPKpYRaeesKandKcYagg_ahgdelKαYrPscKgeneKvariantsYYK
EuropeankJournalkofkMedicalkGeneticsWK2022WKa_ddh_ 2.6 1

10 tiffuseKlargeKrXcellKnonXxodgkinRsKlymphomaKinKwaucherKdiseaseYKMolecularkGeneticskandk
MetabolismkReportsWK2020WKbeWKa__ffc 1.8 0

9 VsPZpigKinhibitorKsrXe_hcKmodulatesKmuscleKpathologyKinKaKmouseKmodelKofKVsPKinclusionKbodyK
myopathyYYKJournalkofkTranslationalkMedicineWK2022WKb_WKba 8.5 0

(2022-2017)

9



8 SevereKmanifestationsKandKtreatmentKofKsOVytXaiKinKaKtransplantedKpatientKwithKvabryKdiseaseYK
MolecularkGeneticskandkMetabolismkReportsWK2021WKbiWKa__h_b 1.8 0

7
qKuniqueKcaseKofKprogressiveKhemifacialKmicrosomiaKorKParryXRombergKsyndromeKassociatedKwithK
limbKandKbrainKanomaliesKwithKnormalKneurologicalKfindingsjKqKreviewKofKtheKliteratureYKEuropeank
JournalkofkMedicalkGeneticsWK2021WKfdWKa_dbcd

2.6 0

6
PathogenicKvariantsKofKValosinKsontainingKProteinKinduceKlysosomalKdamageKandKtranscriptionalK
activationKofKautophagyKregulatorsKinKneuronalKcellsYYKNeuropathologykandkAppliedkNeurobiologyWK
2022WKeabhah

5.2 0

5 uxpressionKlevelKofKRaeexKmRNqKinKtheKknockXinKmouseKmodelYKBiochemicalkandkBiophysicalk
ResearchkCommunicationsWK2020WKebcWKiheXihf 3.4

4 tysmorphologyKofKinbornKerrorsKofKmetabolismYKMolecularkCytogeneticsWK2014WKgWKyci 2

3 slinicalKutilityKandKdilemmasKofKSNPKmicroarrayKtestingYKMolecularkCytogeneticsWK2014WKgWKycd 2

2 xereditaryK⁵eiomyomatosisKandKRenalKsellKsancerKSx⁵RssTjKReportKofKaKvamilyKPedigreeYKAmericank
JournalkofkthekMedicalkSciencesWK2020WKcf_WKgbdXgbg 2.2

1 RegionalKStrainKPatternKandKsorrelationKwithKsardiacKαagneticKResonanceKymagingKinKvabryK
tiseaseYYKJournalkofkCardiovascularkEchographyWK2021WKcaWKacaXacf 0.6
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