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k Paper IF Citations

148 qrtificialJintelligenceJenablesJcomprehensiveJgenomeJinterpretationJandJnominationJofJcandidateJ
diagnosesJforJrareJgeneticJdiseasesXJGenomegMedicineVJ2021VJacVJaec 14.4 4

147 songenitalJdisorderJofJglycosylationJcausedJbyJstartingJsiteWspecificJvariantJinJsyntaxinWeXJNatureg
CommunicationsVJ2021VJabVJfbbg 17.4 0

146 riallelicJvariantsJinJTSPOqPaVJencodingJtheJactiveWzoneJproteinJRyMrPaVJcauseJautosomalJrecessiveJ
dystoniaXJJournalgofgClinicalgInvestigationVJ2021VJacaVJ 15.9 2

145 qJtNqJrepairJdisorderJcausedJbyJdeJnovoJmonoallelicJttraJvariantsJisJassociatedJwithJaJ
neurodevelopmentalJsyndromeXJAmericangJournalgofgHumangGeneticsVJ2021VJaZhVJgdiWgef 11 1

144 qJformJofJmuscularJdystrophyJassociatedJwithJpathogenicJvariantsJinJzqwbXJAmericangJournalgofg
HumangGeneticsVJ2021VJaZhVJhdZWhef 11 3

143 αossWofWfunctionJandJmissenseJvariantsJinJNStbJcauseJdecreasedJmethylationJactivityJandJareJ
associatedJwithJaJdistinctJdevelopmentalJphenotypeXJGeneticsgingMedicineVJ2021VJbcVJadgdWadhc 8.1 4

142
TruncatingJSRsqPJvariantsJoutsideJtheJvloatingWxarborJsyndromeJlocusJcauseJaJdistinctJ
neurodevelopmentalJdisorderJwithJaJspecificJtNqJmethylationJsignatureXJAmericangJournalgofg
HumangGeneticsVJ2021VJaZhVJaZecWaZfh

11 3

141
NewJinsightsJintoJtheJclinicalJandJmolecularJspectrumJofJtheJnovelJsYvyPbWrelatedJ
neurodevelopmentalJdisorderJandJimpairmentJofJtheJWRsWmediatedJactinJdynamicsXJGeneticsging
MedicineVJ2021VJbcVJedcWeed

8.1 9

140 αeukoencephalopathyJwithJcalcificationsJandJcystsjJweneticJandJphenotypicJspectrumXJAmericang
JournalgofgMedicalgGeneticsugPartgAVJ2021VJaheVJaeWbe 2.5 5

139 RegulatoryJlandscapeJofJprovidingJinformationJonJnewbornJscreeningJtoJparentsJacrossJuuropeXJ
EuropeangJournalgofgHumangGeneticsVJ2021VJbiVJfgWgh 5.3 3

138 qlternativeJgenomicJdiagnosesJforJindividualsJwithJaJclinicalJdiagnosisJofJtubowitzJsyndromeXJ
AmericangJournalgofgMedicalgGeneticsugPartgAVJ2021VJaheVJaaiWacc 2.5 6

137 POαRMTJmutationsJimpairJmitochondrialJtranscriptionJcausingJneurologicalJdiseaseXJNatureg
CommunicationsVJ2021VJabVJaace 17.4 3

136
TheJustimatedJPrevalenceJofJNWαinkedJsongenitalJtisordersJofJwlycosylationJqcrossJVariousJ
PopulationsJrasedJonJqlleleJvrequenciesJinJweneralJPopulationJtatabasesXJFrontiersgingGeneticsVJ
2021VJabVJgaidcg

4.5 2

135 slusteredJmutationsJinJtheJwRy bJkainateJreceptorJsubunitJgeneJunderlieJdiverseJ
neurodevelopmentalJdisordersXJAmericangJournalgofgHumangGeneticsVJ2021VJaZhVJafibWagZi 11 1

134
qJtwoWyearJprospectiveJstudyJassessingJtheJperformanceJofJfetalJchromosomalJmicroarrayJanalysisJ
andJnextWgenerationJsequencingJinJhighWriskJpregnanciesXJMoleculargGeneticsgnamp;gGenomicg
MedicineVJ2021VJiVJeaghg

2.3 2

133 αinkageWspecificJdeubiquitylationJbyJOTUteJdefinesJanJembryonicJpathwayJintolerantJtoJgenomicJ
variationXJSciencegAdvancesVJ2021VJgVJ 14.3 4

132 TheJrirthJPrevalenceJofJSpinalJMuscularJqtrophyjJqJPopulationJSpecificJqpproachJinJustoniaXXJ
FrontiersgingGeneticsVJ2021VJabVJgifhfb 4.5 0
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131 qtypicalJpresentationJofJqrtsJsyndromeJdueJtoJaJnovelJhemizygousJlossWofWfunctionJvariantJinJtheJ
geneXJMoleculargGeneticsgandgMetabolismgReportsVJ2020VJbeVJaZZfgg 1.8 0

130 tistinctJeffectsJonJmRNqJexportJfactorJwqNPJunderlieJneurologicalJdiseaseJphenotypesJandJalterJ
geneJexpressionJdependingJonJintronJcontentXJHumangMoleculargGeneticsVJ2020VJbiVJadbfWadci 5.6 0

129 slinicalJandJbiochemicalJimprovementJwithJgalactoseJsupplementationJinJSαsceqbWstwXJGeneticsging
MedicineVJ2020VJbbVJaaZbWaaZg 8.1 24

128 qnJintellectualJdisabilityJsyndromeJwithJsingleWnucleotideJvariantsJinJOWwlcNqcJtransferaseXJ
EuropeangJournalgofgHumangGeneticsVJ2020VJbhVJgZfWgad 5.3 17

127 wenomeJsequencingJidentifiesJaJhomozygousJinversionJdisruptingJQtPRJasJaJcauseJforJ
dihydropteridineJreductaseJdeficiencyXJMoleculargGeneticsgnamp;gGenomicgMedicineVJ2020VJhVJeaaed 2.3 3

126 teJnovoJTrRaJvariantsJcauseJaJneurocognitiveJphenotypeJwithJytJandJautisticJtraitsjJreportJofJbeJ
newJindividualsJandJreviewJofJtheJliteratureXJEuropeangJournalgofgHumangGeneticsVJ2020VJbhVJggZWghb 5.3 13

125 somplexJyJdeficiencyJandJαeighJsyndromeJthroughJtheJeyesJofJaJclinicianXJEMBOgMoleculargMedicineVJ
2020VJabVJeacahg 12

124 qJmissenseJmutationJinJtheJcatalyticJdomainJofJOWwlcNqcJtransferaseJlinksJperturbationsJinJproteinJ
OWwlcNqcylationJtoJXWlinkedJintellectualJdisabilityXJFEBSgLettersVJ2020VJeidVJgagWgbg 3.8 17

123 telineationJofJaJxumanJMendelianJtisorderJofJtheJtNqJtemethylationJMachineryjJTuTcJ
teficiencyXJAmericangJournalgofgHumangGeneticsVJ2020VJaZfVJbcdWbde 11 22

122 vrameshiftJmutationsJatJtheJsWterminusJofJxySTaxauJresultJinJaJspecificJtNqJhypomethylationJ
signatureXJClinicalgEpigeneticsVJ2020VJabVJg 7.7 23

121 MonogenicJvariantsJinJdystoniajJanJexomeWwideJsequencingJstudyXJLancetgNeurologyugTheVJ2020VJaiVJiZhWiah24.1 51

120 xistoneJxcXcJbeyondJcancerjJwermlineJmutationsJinJcauseJaJpreviouslyJunidentifiedJ
neurodegenerativeJdisorderJinJdfJpatientsXJSciencegAdvancesVJ2020VJfVJ 14.3 12

119 PeriventricularJVenousJynfarctionJinJanJuxtremelyJPrematureJynfantJasJtheJsauseJofJSchizencephalyXJ
JournalgofgPediatricgNeurologyVJ2020VJahVJbfgWbgZ 0.2

118 PuxOJsyndromeJcausedJbyJcompoundJheterozygoteJvariantsJinJZNxyTcJgeneXJEuropeangJournalgofg
MedicalgGeneticsVJ2020VJfcVJaZcffZ 2.6 1

117 qberrantJvunctionJofJtheJsWTerminalJTailJofJxySTaxauJqcceleratesJsellularJSenescenceJandJsausesJ
PrematureJqgingXJAmericangJournalgofgHumangGeneticsVJ2019VJaZeVJdicWeZh 11 30

116 SpatiallyJclusteringJdeJnovoJvariantsJinJsYvyPbVJencodingJtheJcytoplasmicJvMRPJinteractingJproteinJ
bVJcauseJintellectualJdisabilityJandJseizuresXJEuropeangJournalgofgHumangGeneticsVJ2019VJbgVJgdgWgei 5.3 25

115
tefectiveJtNqJPolymeraseJ˛–WPrimaseJαeadsJtoJXWαinkedJyntellectualJtisabilityJqssociatedJwithJ
SevereJwrowthJRetardationVJMicrocephalyVJandJxypogonadismXJAmericangJournalgofgHumangGenetics
VJ2019VJaZdVJiegWifg

11 17

114 qJprenatallyJdiagnosedJcaseJofJMeckelWwruberJsyndromeJwithJnovelJcompoundJheterozygousJ
pathogenicJvariantsJinJtheJTXNtsaeJgeneXJMoleculargGeneticsgnamp;gGenomicgMedicineVJ2019VJgVJefad 2.3 7

(2019-2020)
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113 TheJevaluationJofJphenylalanineJlevelsJinJustonianJphenylketonuriaJpatientsJduringJeightJyearsJbyJ
electronicJlaboratoryJrecordsXJMoleculargGeneticsgandgMetabolismgReportsVJ2019VJaiVJaZZdfg 1.8 2

112
ynternationalJclinicalJguidelinesJforJtheJmanagementJofJphosphomannomutaseJbWcongenitalJ
disordersJofJglycosylationjJtiagnosisVJtreatmentJandJfollowJupXJJournalgofgInheritedgMetabolicg
DiseaseVJ2019VJdbVJeWbh

5.4 45

111 vαqtaWassociatedJmultipleJacylWsoqJdehydrogenaseJdeficiencyJidentifiedJbyJnewbornJscreeningXJ
MoleculargGeneticsgnamp;gGenomicgMedicineVJ2019VJgVJeiae 2.3 11

110 qJretrospectiveJanalysisJofJtheJprevalenceJofJimprintingJdisordersJinJustoniaJfromJaiihJtoJbZafXJ
EuropeangJournalgofgHumangGeneticsVJ2019VJbgVJafdiWafeh 5.3 10

109 teJNovoJVariantsJtisturbingJtheJTransactivationJsapacityJofJPOUcvcJsauseJaJsharacteristicJ
NeurodevelopmentalJtisorderXJAmericangJournalgofgHumangGeneticsVJ2019VJaZeVJdZcWdab 11 17

108 sTsvJvariantsJinJciJindividualsJwithJaJvariableJneurodevelopmentalJdisorderJbroadenJtheJ
mutationalJandJclinicalJspectrumXJGeneticsgingMedicineVJ2019VJbaVJbgbcWbgcc 8.1 18

107 tiverseJphenotypeJinJpatientsJwithJcomplexJyJdeficiencyJdueJtoJmutationsJinJNtUvraaXJEuropeang
JournalgofgMedicalgGeneticsVJ2019VJfbVJaZcegb 2.6 8

106 slinicalVJneuroradiologicalVJandJbiochemicalJfeaturesJofJSαsceqbWstwJpatientsXJJournalgofgInheritedg
MetabolicgDiseaseVJ2019VJdbVJeecWefd 5.4 21

105 xyperphenylalaninaemiasJinJustoniajJwenotypeWPhenotypeJsorrelationJandJsomparativeJOverviewJ
ofJtheJPatientJsohortJreforeJandJqfterJNationWWideJNeonatalJScreeningXJJIMDgReportsVJ2018VJdZVJciWde 1.9 4

104
uxpertJconsensusJdocumentjJslinicalJandJmolecularJdiagnosisVJscreeningJandJmanagementJofJ
reckwithWWiedemannJsyndromejJanJinternationalJconsensusJstatementXJNaturegReviewsg
EndocrinologyVJ2018VJadVJbbiWbdi

15.2 234

103 sompoundJheterozygousJSPqTqeJvariantsJinJfourJfamiliesJandJfunctionalJstudiesJofJSPqTqeJ
deficiencyXJEuropeangJournalgofgHumangGeneticsVJ2018VJbfVJdZgWdai 5.3 15

102 xighJincidenceJofJlowJvitaminJrabJlevelsJinJustonianJnewbornsXJMoleculargGeneticsgandgMetabolismg
ReportsVJ2018VJaeVJaWe 1.8 11

101 TreatmentJoutcomeJofJcreatineJtransporterJdeficiencyjJinternationalJretrospectiveJcohortJstudyXJ
MetabolicgBraingDiseaseVJ2018VJccVJhgeWhhd 3.9 16

100 tualJMolecularJuffectsJofJtominantJRORqJMutationsJsauseJTwoJVariantsJofJSyndromicJyntellectualJ
tisabilityJwithJuitherJqutismJorJserebellarJqtaxiaXJAmericangJournalgofgHumangGeneticsVJ2018VJaZbVJgddWgei11 30

99 αargeJgeneJpanelJsequencingJinJclinicalJdiagnosticsWresultsJfromJeZaJconsecutiveJcasesXJClinicalg
GeneticsVJ2018VJicVJghWhc 4 20

98 qJNewJsaseJofJaJRareJsombinationJofJTempleJSyndromeJandJMosaicJTrisomyJadJandJaJαiteratureJ
ReviewXJMoleculargSyndromologyVJ2018VJiVJahbWahi 1.5 11

97 uffectivenessJofJwholeJexomeJsequencingJinJunsolvedJpatientsJwithJaJclinicalJsuspicionJofJaJ
mitochondrialJdisorderJinJustoniaXJMoleculargGeneticsgandgMetabolismgReportsVJ2018VJaeVJhZWhi 1.8 26

96
ynvestigatingJtheJcardiacJpathologyJofJSsObWmediatedJhypertrophicJcardiomyopathyJusingJpatientsJ
inducedJpluripotentJstemJcellWderivedJcardiomyocytesXJJournalgofgCellulargandgMoleculargMedicineVJ
2018VJbbVJiacWibe

5.6 15
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95 TheJPrevalenceJofJPMMbWstwJinJustoniaJrasedJonJPopulationJsarrierJvrequenciesJandJtiagnosedJ
PatientsXJJIMDgReportsVJ2018VJciVJacWag 1.9 21

94 NeurologicJphenotypesJassociatedJwithJYJmutationsjJuxpandingJtheJspectrumJofJdiseaseXJNeurologyVJ
2018VJiaVJebZghWebZhh 6.5 55

93 sanJuntreatedJP UJpatientsJescapeJfromJintellectualJdisabilityoJqJsystematicJreviewXJOrphanetg
JournalgofgRaregDiseasesVJ2018VJacVJadi 4.2 21

92 TwoJsonsecutiveJPregnanciesJwithJSimpsonWwolabiWrehmelJSyndromeJTypeJajJsaseJReportJandJ
ReviewJofJPublishedJPrenatalJsasesXJMoleculargSyndromologyVJ2018VJiVJbZeWbac 1.5 3

91 teJnovoJmutationsJinJMSαcJcauseJanJXWlinkedJsyndromeJmarkedJbyJimpairedJhistoneJxdJlysineJafJ
acetylationXJNaturegGeneticsVJ2018VJeZVJaddbWadea 36.3 19

90 yncidenceJofJshildhoodJupilepsyJinJustoniaXJJournalgofgChildgNeurologyVJ2018VJccVJehgWeib 2.5 2

89 ThreeJfamiliesJwithJmildJPMMbWstwJandJnormalJcognitiveJdevelopmentXJAmericangJournalgofg
MedicalgGeneticsugPartgAVJ2017VJagcVJafbZWafbd 2.5 11

88 xighJRateJofJRecurrentJteJNovoJMutationsJinJtevelopmentalJandJupilepticJuncephalopathiesXJ
AmericangJournalgofgHumangGeneticsVJ2017VJaZaVJffdWfhe 11 214

87 qJscoringJsystemJpredictingJtheJclinicalJcourseJofJsαPrJdefectJbasedJonJtheJfoetalJandJneonatalJ
presentationJofJcaJpatientsXJJournalgofgInheritedgMetabolicgDiseaseVJ2017VJdZVJhecWhfZ 5.4 13

86 ynternationalJclinicalJguidelineJforJtheJmanagementJofJclassicalJgalactosemiajJdiagnosisVJtreatmentVJ
andJfollowWupXJJournalgofgInheritedgMetabolicgDiseaseVJ2017VJdZVJagaWagf 5.4 83

85 vertilityJinJadultJwomenJwithJclassicJgalactosemiaJandJprimaryJovarianJinsufficiencyXJFertilitygandg
SterilityVJ2017VJaZhVJafhWagd 4.8 32

84 TheJ oolenWdeJVriesJsyndromejJaJphenotypicJcomparisonJofJpatientsJwithJaJagqbaXcaJmicrodeletionJ
versusJaJ qNSαaJsequenceJvariantXJEuropeangJournalgofgHumangGeneticsVJ2016VJbdVJfebWi 5.3 57

83 MutationsJinJSNORtaahJcauseJtheJcerebralJmicroangiopathyJleukoencephalopathyJwithJ
calcificationsJandJcystsXJNaturegGeneticsVJ2016VJdhVJaaheWib 36.3 74

82 SilverWRussellJSyndromeJandJreckwithWWiedemannJSyndromejJOppositeJPhenotypesJwithJ
xeterogeneousJMolecularJutiologyXJMoleculargSyndromologyVJ2016VJgVJaaZWba 1.5 24

81 teJnovoJexonicJmutationJinJMYxgJgeneJleadingJtoJexonJskippingJinJaJpatientJwithJearlyJonsetJ
muscularJweaknessJandJfiberWtypeJdisproportionXJNeuromusculargDisordersVJ2016VJbfVJbcfWi 2.9 5

80 TwoJfamilialJmicroduplicationsJofJaeqbfXcJcausingJovergrowthJandJvariableJintellectualJdisabilityJ
withJnormalJcopyJnumberJofJywvaRXJEuropeangJournalgofgMedicalgGeneticsVJ2016VJeiVJbegWfb 2.6 8

79 tefiningJtheJuffectJofJtheJafpaaXbJtuplicationJonJsognitionVJrehaviorVJandJMedicalJsomorbiditiesXJ
JAMAgPsychiatryVJ2016VJgcVJbZWcZ 14.5 120

78 OcularJManifestationJofJPathogenicJVariantsXJPediatricgNeurologygBriefsVJ2016VJcZVJdf 0.3

(2016-2018)
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77 riallelicJsqsNqaqJmutationsJcauseJearlyJonsetJepilepticJencephalopathyJwithJprogressiveJcerebralVJ
cerebellarVJandJopticJnerveJatrophyXJAmericangJournalgofgMedicalgGeneticsugPartgAVJ2016VJagZVJbagcWf 2.5 50

76 tiffuseJhypomyelinationJisJnotJobligateJforJPOαRcWrelatedJdisordersXJNeurologyVJ2016VJhfVJafbbWf 6.5 42

75 st αeJweneWRelatedJupilepticJuncephalopathyJinJustoniajJvourJsasesVJOneJNovelJMutationJsausingJ
SevereJPhenotypeJinJaJroyVJandJOverviewJofJtheJαiteratureXJNeuropediatricsVJ2016VJdgVJcfaWcfg 1.6 10

74 qnJhXdWMbJcqbfXccWcqbhJmicrodeletionJinJaJpatientJwithJblepharophimosisWintellectualJdisabilityJ
syndromeJandJaJreviewJofJtheJliteratureXJClinicalgCasegReportsgpdiscontinuedrVJ2016VJdVJhbdWcZ 0.7 3

73
RecurrentJteJNovoJtominantJMutationsJinJSαsbeqdJsauseJSevereJuarlyWOnsetJMitochondrialJ
tiseaseJandJαossJofJMitochondrialJtNqJsopyJNumberXJAmericangJournalgofgHumangGeneticsVJ2016VJ
iiVJhfZWhgf

11 68

72 MutationsJinJtheJintellectualJdisabilityJgeneJ tMesJreduceJproteinJstabilityJandJdemethylaseJ
activityXJHumangMoleculargGeneticsVJ2015VJbdVJbhfaWgb 5.6 33

71 teJnovoJdeletionJofJxOXrJgeneJclusterJinJaJpatientJwithJfailureJtoJthriveVJdevelopmentalJdelayVJ
gastroesophagealJrefluxJandJbronchiectasisXJEuropeangJournalgofgMedicalgGeneticsVJ2015VJehVJccfWdZ 2.6

70 qJPotentialJsontributoryJRoleJforJsiliaryJtysfunctionJinJtheJafpaaXbJfZZJkbJrPdWrPeJPathologyXJ
AmericangJournalgofgHumangGeneticsVJ2015VJifVJghdWif 11 35

69 NovelJhomozygousJmutationJinJ PTNJgeneJcausingJaJfamilialJintellectualJdisabilityWmacrocephalyJ
syndromeXJAmericangJournalgofgMedicalgGeneticsugPartgAVJ2015VJafgqVJaiacWe 2.5 18

68 vamilialJaXcWMbJaapaeXepaeXdJtuplicationJinJThreeJwenerationsJsausingJSilverWRussellJandJ
reckwithWWiedemannJSyndromesXJMoleculargSyndromologyVJ2015VJfVJadgWea 1.5 12

67 TheJtiagnosticJUtilityJofJSingleJαongJsontiguousJStretchesJofJxomozygosityJinJPatientsJwithoutJ
ParentalJsonsanguinityXJMoleculargSyndromologyVJ2015VJfVJaceWdZ 1.5 7

66
TheJvrequencyJofJMethylationJqbnormalitiesJqmongJustonianJPatientsJSelectedJbyJslinicalJ
tiagnosticJScoringJSystemsJforJSilverWRussellJSyndromeJandJreckwithWWiedemannJSyndromeXJ
GeneticgTestinggandgMoleculargBiomarkersVJ2015VJaiVJfhdWia

1.6 8

65
sαPrJmutationsJcauseJcWmethylglutaconicJaciduriaVJprogressiveJbrainJatrophyVJintellectualJ
disabilityVJcongenitalJneutropeniaVJcataractsVJmovementJdisorderXJAmericangJournalgofgHumang
GeneticsVJ2015VJifVJbdeWeg

11 84

64
qJpatientJwithJtheJclassicJfeaturesJofJPhelanWMctermidJsyndromeJandJaJhighJimmunoglobulinJuJ
levelJcausedJbyJaJcrypticJinterstitialJZXgbWMbJdeletionJinJtheJbbqacXbJregionXJAmericangJournalgofg
MedicalgGeneticsugPartgAVJ2014VJafdqVJhZfWi

2.5 21

63 MosaicismJforJmaternalJuniparentalJdisomyJaeJinJaJboyJwithJsomeJclinicalJfeaturesJofJPraderWWilliJ
syndromeXJEuropeangJournalgofgMedicalgGeneticsVJ2014VJegVJbgiWhc 2.6 3

62
slinicalJassessmentJofJfiveJpatientsJwithJrRWtcJmutationJatJXqbaXaJgivesJfurtherJevidenceJforJmildJ
toJmoderateJintellectualJdisabilityJandJmacrocephalyXJEuropeangJournalgofgMedicalgGeneticsVJ2014VJ
egVJbZZWf

2.6 12

61 MonosomyJapcfJWJaJmultifacetedJandJstillJenigmaticJsyndromejJfourJclinicallyJdiverseJcasesJwithJ
sharedJwhiteJmatterJabnormalitiesXJEuropeangJournalgofgPaediatricgNeurologyVJ2014VJahVJcchWdf 3.8 7

60 NovelJRovarioSJleukodystrophyJrelatedJtoJqqRSbJmutationsXJNeurologyVJ2014VJhbVJbZfcWga 6.5 142
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59 afpaaXbJfZZJkbJtuplicationsJconferJriskJforJtypicalJandJatypicalJRolandicJepilepsyXJHumangMolecularg
GeneticsVJ2014VJbcVJfZfiWhZ 5.6 45

58
teJnovoJSsNhqJmutationJidentifiedJbyJwholeWexomeJsequencingJinJaJboyJwithJneonatalJepilepticJ
encephalopathyVJmultipleJcongenitalJanomaliesVJandJmovementJdisordersXJJournalgofgChildg
NeurologyVJ2014VJbiVJNPbZbWf

2.5 53

57 soffinWSirisJSyndromeJwithJobesityVJmacrocephalyVJhepatomegalyJandJhyperinsulinismJcausedJbyJaJ
mutationJinJtheJqRytarJgeneXJEuropeangJournalgofgHumangGeneticsVJ2014VJbbVJacbgWi 5.3 15

56 αeukoencephalopathyJwithJcalcificationsJandJcystsjJaJpurelyJneurologicalJdisorderJdistinctJfromJ
coatsJplusXJNeuropediatricsVJ2014VJdeVJageWhb 1.6 33

55 shromosomalJmicroarrayJanalysisJasJaJfirstWtierJclinicalJdiagnosticJtestjJustonianJexperienceXJ
MoleculargGeneticsgnamp;gGenomicgMedicineVJ2014VJbVJaffWge 2.3 17

54 yncreasedJdosageJofJRqrcirJaffectsJneuronalJdevelopmentJandJcouldJexplainJtheJcognitiveJ
impairmentJinJmaleJpatientsJwithJdistalJXqbhJcopyJnumberJgainsXJHumangMutationVJ2014VJceVJcggWhc 4.7 40

53 xearingJimpairmentJinJustoniajJanJalgorithmJtoJinvestigateJgeneticJcausesJinJpediatricJpatientsXJ
AdvancesgingMedicalgSciencesVJ2013VJehVJdaiWbh 2.8 7

52 PatientJwithJdupReSRqceXbWqceXcSJreciprocalJtoJtheJcommonJSotosJsyndromeJdeletionJandJreviewJofJ
theJliteratureXJEuropeangJournalgofgMedicalgGeneticsVJ2013VJefVJbZbWf 2.6 8

51 PhenotypeJandJgenotypeJinJaZaJmalesJwithJXWlinkedJcreatineJtransporterJdeficiencyXJJournalgofg
MedicalgGeneticsVJ2013VJeZVJdfcWgb 5.8 89

50 MaternallyJandJpaternallyJinheritedJdeletionJofJgqcaJinvolvingJtheJvOXPbJgeneJinJtwoJfamiliesXJ
AmericangJournalgofgMedicalgGeneticsugPartgAVJ2012VJaehqVJbedWf 2.5 25

49 TheJliveWbirthJprevalenceJofJmucopolysaccharidosesJinJustoniaXJGeneticgTestinggandgMolecularg
BiomarkersVJ2012VJafVJhdfWi 1.6 15

48 MolecularJanalysisJofJmucopolysaccharidosisJtypeJVyJinJPolandVJrelarusVJαithuaniaJandJustoniaXJ
MoleculargGeneticsgandgMetabolismVJ2012VJaZeVJbcgWdc 3.7 25

47 tetectionJofJvariantsJinJSαsfqhJandJfunctionalJanalysisJofJunclassifiedJmissenseJvariantsXJMolecularg
GeneticsgandgMetabolismVJ2012VJaZeVJeifWfZa 3.7 23

46 qJnovelJcXbT´ n´ sJmutationJofJtheJ tMesYzqRytasJgeneJinJoneJlargeJfamilyJwithJXWlinkedJ
intellectualJdisabilityXJEuropeangJournalgofgMedicalgGeneticsVJ2012VJeeVJaghWhd 2.6 27

45 MutationsJinJsTsaVJencodingJconservedJtelomereJmaintenanceJcomponentJaVJcauseJsoatsJplusXJ
NaturegGeneticsVJ2012VJddVJcchWdb 36.3 186

44 PrevalenceJofJαongWshainJcWxydroxyacylWsoqJtehydrogenaseJteficiencyJinJustoniaXJJIMDgReportsVJ
2012VJbVJgiWhe 1.9 6

43 qJfZZJkbJdeletionJsyndromeJatJafpaaXbJleadsJtoJenergyJimbalanceJandJneuropsychiatricJdisordersXJ
JournalgofgMedicalgGeneticsVJ2012VJdiVJffZWh 5.8 182

42 MutationJanalysisJofJahJnephronophthisisJassociatedJciliopathyJdiseaseJgenesJusingJaJtNqJpoolingJ
andJnextJgenerationJsequencingJstrategyXJJournalgofgMedicalgGeneticsVJ2011VJdhVJaZeWaf 5.8 112

(2011-2014)
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41 qJparallelJSNPJarrayJstudyJofJgenomicJaberrationsJassociatedJwithJmentalJretardationJinJpatientsJ
andJgeneralJpopulationJinJustoniaXJEuropeangJournalgofgMedicalgGeneticsVJ2011VJedVJacfWdc 2.6 7
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28 SpliceJvariantJyVSbWbqnwJinJtheJSαsbfqeJRPrestinSJgeneJinJfiveJustonianJfamiliesJwithJhearingJlossXJ
InternationalgJournalgofgPediatricgOtorhinolaryngologyVJ2009VJgcVJaZcWg 1.7 8
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