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84
vOpostzygoticOdeOnovoONxyNOmutationOidentifiedOinOaOsporadicO’TLyOpatientOresultsOinO
neurochondrinOhaploinsufficiencyOandOalteredO’USOgranuleOdynamicsccOActanNeuropathologican
CommunicationsaO2022aOfeaOge

7.3 1

83 NewOinsightsOintoOtheOgeneticOetiologyOofOvlzheimerVsOdiseaseOandOrelatedOdementiasccONaturen
GeneticsaO2022aO 36.3 27

82 –enerationOofOflqgfchfOduplicationOiPSxbderivedOneuronsOasOaOmodelOforOprimaryOtauopathiesccOStemn
CellnResearchaO2022aOkfaOfeglkg 1.6

81 èmpairedOSorLvOmaturationOandOtraffickingOasOaOnewOmechanismOforOSORLfOmissenseOvariantsOinO
vlzheimerOdiseaseccOActanNeuropathologicanCommunicationsaO2021aOnaOfnk 7.3 0

80 MYTfLbassociatedOneurodevelopmentalOdisorderoOdescriptionOofOieOnewOcasesOandOliteratureOreviewO
ofOclinicalOandOmolecularOaspectscOHumannGeneticsaO2021aOf 6.3 1

79  ypersociabilityOassociatedOwithOdevelopmentalOdelayaOmacrocephalyOandOfacialOdysmorphismO
pointsOtoOx yhOmutationscOEuropeannJournalnofnMedicalnGeneticsaO2021aOkiaOfeifkk 2.6 1

78
RecurrenceOofOanOearlyOpostzygoticOrescueOofOanOinheritedOunbalancedOtranslocationOresultingOinO
mosaicOsegmentalOuniparentalOisodisomyOofOchromosomeOffqOinOsiblingscOAmericannJournalnofn
MedicalnGenetics,nPartnAaO2021aOfmjaOhejlbhekf

2.5 0

77 xlinicalOandOneuropathologicalOdiversityOofOtauopathyOinOMvPTOduplicationOcarrierscOActan
NeuropathologicaaO2021aOfigaOgjnbglm 14.3 2

76 xommonOvariantsOinOvlzheimerVsOdiseaseOandOriskOstratificationObyOpolygenicOriskOscorescONaturen
CommunicationsaO2021aOfgaOhifl 17.4 23

75 SevereOPhenotypeOinOPatientsOwithOLargeOyeletionsOofcOCancersaO2021aOfhaO 6.6 5

74 yetectionOofOcopybnumberOvariationsOfromON–SOdataOusingOreadOdepthOinformationoOaOdiagnosticO
performanceOevaluationcOEuropeannJournalnofnHumannGeneticsaO2021aOgnaOnnbfen 5.3 10

73 N–LYfOyeficiencyoOvORareONewlyOyescribedOxonditionOwithOaOTypicalOPresentationcOLifeaO2021aOffaO 3 0

72 –enotypebPhenotypeORelationsOinOPrimaryO’amilialOwrainOxalcificationoOSystematicOMyS–eneOReviewcO
MovementnDisordersaO2021aOhkaOgikmbgime 7 4

71 zarlybOnsetOxerebralOvmyloidOvngiopathyOandOvlzheimerOyiseaseORelatedOtoOanOvPPOLocusO
TriplicationcONeurology:nGeneticsaO2021aOlaOeken 3.8 6

70 yistinctOfunctionalOclassesOofOPy–’RwOpathogenicOvariantsOinOprimaryOfamilialObrainOcalcificationcO
HumannMolecularnGeneticsaO2021aO 5.6 1

69 zxomeOsequencingOidentifiesOthreeOnovelOvybassociatedOgenescOAlzheimervsnandnDementiaaO2020aOfkaOeeifjng1.2 4

68 vssessmentOofOSORLfOrareOvariantsOsegregationOinOvlzheimerOdiseaseOfamiliesOandOinOvitroOmodelsO
suggestsOdiverseOpenetranceOandOoligogenicOinheritancecOAlzheimervsnandnDementiaaO2020aOfkaOeeiijkf 1.2
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67
ènterplayObetweenOprimaryOfamilialObrainOcalcificationbassociatedOSLxgevgOandOXPRfOphosphateO
transportersOrequiresOinositolOpolyphosphatesOforOcontrolOofOcellularOphosphateOhomeostasiscO
JournalnofnBiologicalnChemistryaO2020aOgnjaOnhkkbnhlm

5.4 14

66  aploinsufficiencyOofOtheOPrimaryO’amilialOwrainOxalcificationO–eneOSLxgevgOMediatedObyOyisruptionO
ofOaORegulatoryOzlementcOMovementnDisordersaO2020aOhjaOfhhkbfhij 7 2

65 RareOgeneticOsusceptibilityOvariantsOassessmentOinOautismOspectrumOdisorderoOdetectionOrateOandO
practicalOusecOTranslationalnPsychiatryaO2020aOfeaOll 8.6 8

64 zxomeOsequencingOidentifiesOtheOfirstOgeneticOdeterminantsOofOsirenomeliaOinOhumanscOHumann
MutationaO2020aOifaOngkbnhh 4.7 4

63 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerbbasedOcasebcontrolOstudycOPLoSnMedicineaO2020aOflaOefeehgmn 11.6 15

62 WholeOexomeOsequencingOstudyOidentifiesOnovelOrareOandOcommonOvlzheimerVsbvssociatedOvariantsO
involvedOinOimmuneOresponseOandOtranscriptionalOregulationcOMolecularnPsychiatryaO2020aOgjaOfmjnbfmlj 15.1 106

61 ReplyoOPrimaryObrainOcalcificationOdueOtoOaOhomozygousOMYOR–OmutationOcausingOisolatedO
paroxysmalOkinesigenicOdyskinesiacOBrainaO2020aOfihaOehl 11.2

60 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerâ��basedOcaseâ��controlOstudyO2020aOflaOefeehgmn

59 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerâ��basedOcaseâ��controlOstudyO2020aOflaOefeehgmn

58 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerâ��basedOcaseâ��controlOstudyO2020aOflaOefeehgmn

57 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerâ��basedOcaseâ��controlOstudyO2020aOflaOefeehgmn

56 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerâ��basedOcaseâ��controlOstudyO2020aOflaOefeehgmn

55 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerâ��basedOcaseâ��controlOstudyO2020aOflaOefeehgmn

54 vgeOandOtheOassociationObetweenOapolipoproteinOzOgenotypeOandOvlzheimerOdiseaseoOvO
cerebrospinalOfluidObiomarkerâ��basedOcaseâ��controlOstudyO2020aOflaOefeehgmn

53 SignificantOcontributionOofOintragenicOdeletionsOtoOvRèyfwOmutationOspectrumcOGeneticsninnMedicineaO
2019aOgfaOgkjibgkjj 8.1 2

52 xharacterizationOofOXPRfdSLxjhvfOvariantsOlocatedOoutsideOofOtheOSPXOdomainOinOpatientsOwithO
primaryOfamilialObrainOcalcificationcOScientificnReportsaO2019aOnaOkllk 4.9 7

51 wiallelicOMYOR–OmutationOcarriersOexhibitOprimaryObrainOcalcificationOwithOaOdistinctOphenotypecO
BrainaO2019aOfigaOfjlhbfjmk 11.2 36

50 SORLfOgeneticOvariantsOandOvlzheimerOdiseaseOriskoOaOliteratureOreviewOandOmetabanalysisOofO
sequencingOdatacOActanNeuropathologicaaO2019aOfhmaOflhbfmk 14.3 37
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49 SlcgeagaOzncodingOtheOPhosphateOTransporterOPiTgaOèsOanOèmportantO–eneticOyeterminantOofOwoneO
QualityOandOStrengthcOJournalnofnBonenandnMineralnResearchaO2019aOhiaOffefbfffi 6.3 18

48 xausativeOMutationsOandO–eneticORiskO’actorsOinOSporadicOzarlyOOnsetOvlzheimerVsOyiseaseOweforeO
jfOYearscOJournalnofnAlzheimervsnDiseaseaO2019aOlfaOgglbgih 4.3 22

47 xonfirmationOandOfurtherOdelineationOofOtheOSM–nbdeficiencyOsyndromeaOaOrareOandOsevereO
developmentalOdisordercOAmericannJournalnofnMedicalnGenetics,nPartnAaO2019aOflnaOggjlbggkg 2.5 6

46 vOSimpleaOUniversalaOandOxostbzfficientOyigitalOPxROMethodOforOtheOTargetedOvnalysisOofOxopyO
NumberOVariationscOClinicalnChemistryaO2019aOkjaOffjhbffke 5.5 4

45 ReplyoONewOhomozygousOindelOinOMYOR–OlinkedOtoObrainOcalcificationaOthyroidopathyOandO
neuropathycOBrainaO2019aOfigaOejg 11.2 5

44 –eneticOmetabanalysisOofOdiagnosedOvlzheimerVsOdiseaseOidentifiesOnewOriskOlociOandOimplicatesOv˛†aO
tauaOimmunityOandOlipidOprocessingcONaturenGeneticsaO2019aOjfaOifibihe 36.3 917

43 TheOroleOofOdeOnovoOmutationsOinOadultbonsetOneurodegenerativeOdisorderscOActanNeuropathologicaaO
2019aOfhlaOfmhbgel 14.3 29

42 wiallelicOLossOofO’unctionOofOSORLfOinOanOzarlyOOnsetOvlzheimerVsOyiseaseOPatientcOJournalnofn
AlzheimervsnDiseaseaO2018aOkgaOmgfbmhf 4.3 10

41 PrimaryObrainOcalcificationoOanOinternationalOstudyOreportingOnovelOvariantsOandOassociatedO
phenotypescOEuropeannJournalnofnHumannGeneticsaO2018aOgkaOfikgbfill 5.3 37

40 MorphologicalOfeaturesOinOjuvenileO untingtonOdiseaseOassociatedOwithOcerebellarOatrophyObO
magneticOresonanceOimagingOmorphometricOanalysiscOPediatricnRadiologyaO2018aOimaOfikhbfilf 2.8 8

39 SomaticOvariantsOinOautosomalOdominantOgenesOareOaOrareOcauseOofOsporadicOvlzheimerVsOdiseasecO
AlzheimervsnandnDementiaaO2018aOfiaOfkhgbfkhn 1.2 32

38
zstimationOofOminimalOdiseaseOprevalenceOfromOpopulationOgenomicOdataoOvpplicationOtoOprimaryO
familialObrainOcalcificationcOAmericannJournalnofnMedicalnGeneticsnPartnB:nNeuropsychiatricnGeneticsaO
2018aOfllaOkmbli

3.5 20

37 SporadicOxerebralOvmyloidOvngiopathyOWithOxorticalOOccipitalOxalcificationsOinOtheOzlderlycO
AlzheimernDiseasenandnAssociatednDisordersaO2018aOhgaOmhbmi 2.5 2

36 MicroangiopathyOinOprimaryOfamilialObrainOcalcificationoOzvidenceOfromOskinObiopsiescONeurology:n
GeneticsaO2017aOhaOefhi 3.8 8

35 vPPOMutationsOinOxerebralOvmyloidOvngiopathyOwithOorOwithoutOxorticalOxalcificationsoOReportOofO
ThreeO’amiliesOandOa´ LiteratureOReviewcOJournalnofnAlzheimervsnDiseaseaO2017aOjkaOhlbik 4.3 20

34 xontributionOtoOvlzheimerVsOdiseaseOriskOofOrareOvariantsOinOTRzMgaOSORLfaOandOvwxvlOinOfllnOcasesO
andOfglhOcontrolscONeurobiologynofnAgingaO2017aOjnaOggecefbggecen 5.6 83

33 wrainOxalcificationsOinOvdultbOnsetO–eneticOLeukoencephalopathiesoOvOReviewcOJAMAnNeurologyaO
2017aOliaOfeeebfeem 17.2 12

32 wrainOcalcificationsOandOvariantscONeurology:nGeneticsaO2017aOhaOefkk 3.8 9
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31 vPPaOPSzNfaOandOPSzNgOmutationsOinOearlybonsetOvlzheimerOdiseaseoOvOgeneticOscreeningOstudyOofO
familialOandOsporadicOcasescOPLoSnMedicineaO2017aOfiaOefeeggle 11.6 204

30 ScreeningOofOdementiaOgenesObyOwholebexomeOsequencingOinOearlybonsetOvlzheimerOdiseaseoOinputO
andOlessonscOEuropeannJournalnofnHumannGeneticsaO2016aOgiaOlfebk 5.3 61

29 SORLfOrareOvariantsoOaOmajorOriskOfactorOforOfamilialOearlybonsetOvlzheimerVsOdiseasecOMolecularn
PsychiatryaO2016aOgfaOmhfbk 15.1 71

28 xlinicalOandOpathologicOfeaturesOofOvicardib–outiˆ¤resOsyndromeOdueOtoOanOè’è fOmutationoOvO
pediatricOcaseOreportcOAmericannJournalnofnMedicalnGenetics,nPartnAaO2016aOflevaOfhflbgi 2.5 8

27 èdentificationOofOpartialOSLxgevgOdeletionsOinOprimaryObrainOcalcificationOusingOwholebexomeO
sequencingcOEuropeannJournalnofnHumannGeneticsaO2016aOgiaOfkhebfkhi 5.3 17

26 yifferentialOyiagnosisOofOyementiaOwithO ighOLevelsOofOxerebrospinalO’luidOTauOProteincOJournalnofn
AlzheimervsnDiseaseaO2016aOjfaOnejbfh 4.3 12

25 ’romOxommonOtoORareOVariantsoOTheO–eneticOxomponentOofOvlzheimerOyiseasecOHumannHeredityaO
2016aOmfaOfgnbfif 1.1 30

24 XPRfOmutationsOareOaOrareOcauseOofOprimaryOfamilialObrainOcalcificationcOJournalnofnNeurologyaO2016aO
gkhaOfjjnbki 5.5 39

23 vwxvlOrareOvariantsOandOvlzheimerOdiseaseOriskcONeurologyaO2016aOmkaOgfhibl 6.5 47

22 TYROwPOgeneticOvariantsOinOearlybonsetOvlzheimerVsOdiseasecONeurobiologynofnAgingaO2016aOimaOgggcenbgggcefj5.6 51

21 SeizuresOinOdominantlyOinheritedOvlzheimerOdiseasecONeurologyaO2016aOmlaOnfgbn 6.5 49

20 UpdateOandOMutationalOvnalysisOofOSLxgevgoOvOMajorOxauseOofOPrimaryO’amilialOwrainOxalcificationcO
HumannMutationaO2015aOhkaOimnbnj 4.7 54

19 MutationsOinOXPRfOcauseOprimaryOfamilialObrainOcalcificationOassociatedOwithOalteredOphosphateO
exportcONaturenGeneticsaO2015aOilaOjlnbmf 36.3 176

18
wrainOcalcificationOprocessOandOphenotypesOaccordingOtoOageOandOsexoOLessonsOfromOSLxgevgaO
Py–’waOandOPy–’RwOmutationOcarrierscOAmericannJournalnofnMedicalnGeneticsnPartnB:n
NeuropsychiatricnGeneticsaO2015aOfkmaOjmkbni

3.5 61

17 yementiaOinOmiddlebagedOpatientsOwithOschizophreniacOJournalnofnAlzheimervsnDiseaseaO2014aOhnaOmenbgg 4.3 7

16 Py–’wOpartialOdeletionoOaOnewaOrareOmechanismOcausingObrainOcalcificationOwithO
leukoencephalopathycOJournalnofnMolecularnNeuroscienceaO2014aOjhaOflfbj 3.3 42

15 OverallOmutationalOspectrumOofOSLxgevgaOPy–’wOandOPy–’RwOinOidiopathicObasalOgangliaO
calcificationcONeurogeneticsaO2014aOfjaOgfjbk 3 19

14 hnRNPvgwfOandOhnRNPvfOmutationsOareOrareOinOpatientsOwithOQmultisystemOproteinopathyQOandO
frontotemporalOlobarOdegenerationOphenotypescONeurobiologynofnAgingaO2014aOhjaOnhicejbk 5.6 34
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13 vOdeOnovoOnonsenseOPy–’wOmutationOcausingOidiopathicObasalOgangliaOcalcificationOwithOlaryngealO
dystoniacOEuropeannJournalnofnHumannGeneticsaO2014aOggaOfghkbm 5.3 40

12 MutationsOinOtheOgeneOencodingOPy–’bwOcauseObrainOcalcificationsOinOhumansOandOmicecONaturen
GeneticsaO2013aOijaOfellbmg 36.3 214

11 MutationOofOtheOPy–’RwOgeneOasOaOcauseOofOidiopathicObasalOgangliaOcalcificationcONeurologyaO2013aO
meaOfmfbl 6.5 192

10 vOresponseOtoOtheOletterObyOOliveiraOetOalcOGeneralnHospitalnPsychiatryaO2013aOhjaOgfg 5.6 1

9 PsychosisOrevealingOfamilialOidiopathicObasalOgangliaOcalcificationcOGeneralnHospitalnPsychiatryaO2013aO
hjaOjljcehbj 5.6 9

8 vOdiagnosisOofOidiopathicObasalOgangliaOcalcificationOinOanOmgbyearboldOmancOJournalnofnthenAmericann
GeriatricsnSocietyaO2013aOkfaOgejlbn 5.6

7 PhenotypicOspectrumOofOprobableOandOgeneticallybconfirmedOidiopathicObasalOgangliaOcalcificationcO
BrainaO2013aOfhkaOhhnjbiel 11.2 146

6 SQSTMfOmutationsOinO’renchOpatientsOwithOfrontotemporalOdementiaOorOfrontotemporalOdementiaO
withOamyotrophicOlateralOsclerosiscOJAMAnNeurologyaO2013aOleaOfiehbfe 17.2 131

5 xhoreaOinOanOmhbyearboldOwomanoOdonVtOforgetO untingtonVsOdiseasecOJournalnofnthenAmericann
GeriatricsnSocietyaO2012aOkeaOnmhbi 5.6 2

4 βuvenileO untingtonOdiseaseOinOanOfmbmonthboldOboyOrevealedObyOglobalOdevelopmentalOdelayOandO
reducedOcerebellarOvolumecOAmericannJournalnofnMedicalnGenetics,nPartnAaO2011aOfjjvaOmfjbm 2.5 41

3 zxomeOsequencingOidentifiesOrareOdamagingOvariantsOinOtheOvTPmwiOandOvwxvfOgenesOasOnovelOriskO
factorsOforOvlzheimerâ��sOyisease 1

2 èmpairedOSorLvOmaturationOandOtraffickingOasOaOnewOmechanismOforOSORLfOmissenseOvariantsOinO
vlzheimerOdisease 1

1 PenetranceOestimationOofOSORLfOlossbofbfunctionOvariantsOusingOaOfamilybbasedOstrategyOadjustedOonO
vPOzOgenotypesOsuggestOaOnonbmonogenicOinheritance 1
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