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i Paper IF Citations

82
tanJleakyJsplicingJandJevasionJofJprematureJterminationJcodonJsurveillanceJcontributeJtoJtheJ
phenotypicJvariabilityJinJrlkurayaWKucinskasJsyndromepXJEuropeangJournalgofgMedicalgGeneticsVJ2022VJ
gfVJbaeech

2.6 1

81 RareJdisordersJhaveJmanyJfaceskJinJsilicoJcharacterizationJofJrareJdisorderJspectrumXXJOrphanetg
JournalgofgRaregDiseasesVJ2022VJbhVJhg 4.2 0

80 rJNovelJxermlineJyeterozygousJVariantJtausingJSevereJrtopicJuiseaseJandJzmmuneJuysregulationXJ
FrontiersgingImmunologyVJ2021VJbcVJhiichi 8.4 0

79 RareJdeleteriousJmutationsJofJyNRNPJgenesJresultJinJsharedJneurodevelopmentalJdisordersXJ
GenomegMedicineVJ2021VJbdVJgd 14.4 9

78 NovelJfindingsJandJexpansionJofJphenotypeJinJaJmosaicJRrSopathyJcausedJbyJsomaticJKRrSJ
variantsXJAmericangJournalgofgMedicalgGeneticsvgPartgAVJ2021VJbifVJcicjWcief 2.5 5

77 yeterozygousJrNKRubhJlossWofWfunctionJvariantsJcauseJaJsyndromeJwithJintellectualJdisabilityVJ
speechJdelayVJandJdysmorphismXJAmericangJournalgofgHumangGeneticsVJ2021VJbaiVJbbdiWbbfa 11 2

76
VariantJReinterpretationJinJSurvivorsJofJtardiacJrrrestJWithJPreservedJvjectionJwractionJRtheJ
tardiacJrrrestJSurvivorsJWithJPreservedJvjectionJwractionJRegistrySJbyJtliniciansJandJtlinicalJ
tommercialJLaboratoriesXJCirculationgGenomicgandgPrecisiongMedicineVJ2021VJbeVJeaadcdf

5.2 2

75 PzxxJvariantJpathogenicityJassessmentJrevealsJcharacteristicJfeaturesJwithinJbjJfamiliesXJGeneticsging
MedicineVJ2021VJcdVJbihdWbiib 8.1 1

74 SecondaryJbiogenicJamineJdeficiencieskJgeneticJetiologyVJtherapeuticJinterventionsVJandJclinicalJ
effectsXJNeurogeneticsVJ2021VJccVJcfbWcgc 3

73 −rRzucJhaploinsufficiencyJisJassociatedJwithJaJclinicallyJdistinctJneurodevelopmentalJsyndromeXJ
GeneticsgingMedicineVJ2021VJcdVJdheWdid 8.1 0

72 zntegrationJofJgeneticJcounsellorsJinJgenomicJtestingJtriagekJOutcomesJofJaJgenomicJconsultationJ
serviceJinJsritishJtolumbiaVJtanadaXJEuropeangJournalgofgMedicalgGeneticsVJ2021VJgeVJbaeace 2.6

71 siWallelicJvariantsJinJtheJvRJqualityWcontrolJmannosidaseJgeneJvuvMdJcauseJaJcongenitalJdisorderJofJ
glycosylationXJAmericangJournalgofgHumangGeneticsVJ2021VJbaiVJbdecWbdej 11 1

70 UniqueJvariantsJinJtLtNdVJencodingJanJendosomalJanionYprotonJexchangerVJunderlieJaJspectrumJofJ
neurodevelopmentalJdisordersXJAmericangJournalgofgHumangGeneticsVJ2021VJbaiVJbefaWbegf 11 0

69 UtilizationJofJtelehealthJinJpaediatricJgenomeWwideJsequencingkJyealthJservicesJimplementationJ
issuesJinJtheJtrUSvSJStudyXJJournalgofgTelemedicinegandgTelecareVJ2021VJbdfhgddXcajichdh 6.8 2

68 PhenotypicJspectrumJandJtranscriptomicJprofileJassociatedJwithJgermlineJvariantsJinJTRrwhXJ
GeneticsgingMedicineVJ2020VJccVJbcbfWbccg 8.1 7

67 xRvsbLJvariantsJinJfamilialJandJsporadicJhereditaryJurogenitalJadysplasiaJandJ
MayerWRokitanskyWKusterWyauserJsyndromeXJClinicalgGeneticsVJ2020VJjiVJbcgWbdh 4 16

66 yighJrateJofJhypertensionJinJpatientsJwithJmXdcedroxJMvLrSJmutationsJandJPOLxJvariantsXJ
MitochondrionVJ2020VJfdVJbjeWcac 4.9 5
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65 TheJtanadianJRareJuiseasesJModelsJandJMechanismsJRRuMMSJNetworkkJtonnectingJUnderstudiedJ
xenesJtoJModelJOrganismsXJAmericangJournalgofgHumangGeneticsVJ2020VJbagVJbedWbfc 11 16

64 ueJnovoJTsRbJvariantsJcauseJaJneurocognitiveJphenotypeJwithJzuJandJautisticJtraitskJreportJofJcfJ
newJindividualsJandJreviewJofJtheJliteratureXJEuropeangJournalgofgHumangGeneticsVJ2020VJciVJhhaWhic 5.3 13

63 mutationsJidentifiedJinJautismJspectrumJdisorderJusingJforwardJgeneticsXJELifeVJ2020VJjVJ 8.9 10

62 RenpenningJsyndromeJinJaJfemaleXJAmericangJournalgofgMedicalgGeneticsvgPartgAVJ2020VJbicVJejiWfad 2.5 1

61 yistoneJydXdJbeyondJcancerkJxermlineJmutationsJinJcauseJaJpreviouslyJunidentifiedJ
neurodegenerativeJdisorderJinJegJpatientsXJSciencegAdvancesVJ2020VJgVJ 14.3 12

60 RrPzuOMztSkJrapidJgenomeWwideJsequencingJinJaJneonatalJintensiveJcareJunitWsuccessesJandJ
challengesXJEuropeangJournalgofgPediatricsVJ2019VJbhiVJbcahWbcbi 4.1 29

59 StrabismusJinJthildrenJWithJzntellectualJuisabilitykJPartJofJaJsroaderJMotorJtontrolJPhenotypepXJ
PediatricgNeurologyVJ2019VJbaaVJihWjb 2.9 1

58 NewJdevelopmentalJsyndromeskJUnderstandingJtheJfamilyJexperienceXJJournalgofgGeneticg
CounselingVJ2019VJciVJcacWcbc 2.5 11

57 ueJNovoJyeterozygousJPOLRcrJVariantsJtauseJaJNeurodevelopmentalJSyndromeJwithJProfoundJ
znfantileWOnsetJyypotoniaXJAmericangJournalgofgHumangGeneticsVJ2019VJbafVJcidWdab 11 20

56 NovelJvxonicJueletionsJinJTTthrJinJaJNewbornJwithJMultipleJzntestinalJrtresiaJandJtombinedJ
zmmunodeficiencyXJJournalgofgClinicalgImmunologyVJ2019VJdjVJgbgWgbj 5.7 3

55 MissenseJVariantsJinJtheJyistoneJrcetyltransferaseJtomplexJtomponentJxeneJTRRrPJtauseJ
rutismJandJSyndromicJzntellectualJuisabilityXJAmericangJournalgofgHumangGeneticsVJ2019VJbaeVJfdaWfeb 11 17

54 yistoneJLysineJMethylasesJandJuemethylasesJinJtheJLandscapeJofJyumanJuevelopmentalJ
uisordersXJAmericangJournalgofgHumangGeneticsVJ2018VJbacVJbhfWbih 11 108

53 TheJcostJandJdiagnosticJyieldJofJexomeJsequencingJforJchildrenJwithJsuspectedJgeneticJdisorderskJaJ
benchmarkingJstudyXJGeneticsgingMedicineVJ2018VJcaVJbabdWbacb 8.1 55

52 pXMetcddValJinJaJtomplexJNeurodegenerativeJMovementJandJNeuropsychiatricJuisorderXJJournalg
ofgMovementgDisordersVJ2018VJbbVJefWei 2.9 10

51 wamilialJimpairmentJofJvocalJcordJmobilityJinJchildhoodJwithJclubfootXJClinicalgDysmorphologyVJ2018VJ
chVJbbgWbcb 0.9

50 NsvrkJuevelopmentalJdiseaseJgeneJwithJearlyJgeneralizedJepilepsyJphenotypesXJAnnalsgofg
NeurologyVJ2018VJieVJhiiWhjf 9.4 18

49 TheJxenomicJtonsultationJServicekJrJclinicalJserviceJdesignedJtoJimproveJpatientJselectionJforJ
genomeWwideJsequencingJinJsritishJtolumbiaXJMoleculargGeneticsgoamp;gGenomicgMedicineVJ2018VJgVJfjc 2.3 16

48 PatientJRecallVJznterpretationVJandJPerspectiveJofJanJznconclusiveJLongJQTJSyndromeJxeneticJTestJ
ResultXJJournalgofgGeneticgCounselingVJ2017VJcgVJbfaWbfi 2.5 10

(2017-2020)
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47 tostJrnalysisJofJPatientsJReferredJforJznheritedJyeartJRhythmJuisorderJvvaluationXJCanadiang
JournalgofgCardiologyVJ2017VJddVJibeWicb 3.8 3

46 OpticJatrophyVJcataractsVJlipodystrophyYlipoatrophyVJandJperipheralJneuropathyJcausedJbyJaJdeJ
novoJmutationXJJournalgofgPhysicalgEducationgandgSportsgManagementVJ2017VJdVJaaabbfg 2.8 10

45 MutationsJinJtheJSpliceosomeJtomponentJtWtchJtauseJRetinalJuegenerationJwithJorJwithoutJ
rdditionalJuevelopmentalJrnomaliesXJAmericangJournalgofgHumangGeneticsVJ2017VJbaaVJfjcWgae 11 42

44 yypogonadotropicJyypogonadismJinJMalesJwithJxlycogenJStorageJuiseaseJTypeJbXJJIMDgReportsVJ
2017VJdgVJhjWie 1.9 4

43 ueJNovoJMutationsJinJvswdJtauseJaJNeurodevelopmentalJSyndromeXJAmericangJournalgofgHumang
GeneticsVJ2017VJbaaVJbdiWbfa 11 32

42 MutationsJinJtheJthromatinJRegulatorJxeneJsRPwbJtauseJSyndromicJzntellectualJuisabilityJandJ
ueficientJyistoneJrcetylationXJAmericangJournalgofgHumangGeneticsVJ2017VJbaaVJjbWbae 11 43

41 yighJRateJofJRecurrentJueJNovoJMutationsJinJuevelopmentalJandJvpilepticJvncephalopathiesXJ
AmericangJournalgofgHumangGeneticsVJ2017VJbabVJggeWgif 11 214

40 MutationsJofJrKTdJareJassociatedJwithJaJwideJspectrumJofJdevelopmentalJdisordersJincludingJ
extremeJmegalencephalyXJBrainVJ2017VJbeaVJcgbaWcgcc 11.2 63

39 xenomicJandJtytogeneticJtharacterizationJofJaJsalancedJTranslocationJuisruptingJNUPjiXJ
CytogeneticgandgGenomegResearchVJ2017VJbfcVJbbhWbcb 1.9 1

38 wOXPbJhaploinsufficiencykJPhenotypesJbeyondJbehaviorJandJintellectualJdisabilitypXJAmericang
JournalgofgMedicalgGeneticsvgPartgAVJ2017VJbhdVJdbhcWdbib 2.5 12

37 seyondJtheJvlectrocardiogramkJMutationsJinJtardiacJzonJthannelJxenesJUnderlieJNonarrhythmicJ
PhenotypesXJClinicalgMedicinegInsights:gCardiologyVJ2017VJbbVJbbhjfegibhgjibde 3.2 4

36 LossWofWwunctionJandJxainWofWwunctionJMutationsJinJKtNQfJtauseJzntellectualJuisabilityJorJvpilepticJ
vncephalopathyXJAmericangJournalgofgHumangGeneticsVJ2017VJbabVJgfWhe 11 58

35
rJnovelJRYRcJlossWofWfunctionJmutationJRzeiffMSJisJassociatedJwithJleftJventricularJnonWcompactionJ
andJatypicalJcatecholaminergicJpolymorphicJventricularJtachycardiaXJJournalgofgElectrocardiologyVJ
2017VJfaVJcchWcdd

1.4 26

34 uvtzuvkJaJuecisionJSupportJToolJtoJwacilitateJParentsQJthoicesJRegardingJxenomeWWideJ
SequencingXJJournalgofgGeneticgCounselingVJ2016VJcfVJbcjiWbdai 2.5 27

33 MosaicJrctivatingJMutationsJinJwxwRbJtauseJvncephalocraniocutaneousJLipomatosisXJAmericang
JournalgofgHumangGeneticsVJ2016VJjiVJfhjWfih 11 60

32 zdentifyingJcandidateJgenesJforJcpbfpbgXbJmicrodeletionJsyndromeJusingJclinicalVJgenomicVJandJ
functionalJanalysisXJJCIgInsightVJ2016VJbVJeifegb 9.9 17

31 vtiologiesJofJuterineJmalformationsXJAmericangJournalgofgMedicalgGeneticsvgPartgAVJ2016VJbhaVJcbebWhc 2.5 32

30 tomplexJtranslocationJdisruptingJTtweJandJalteringJTtweJisoformJexpressionJsegregatesJasJmildJ
autosomalJdominantJintellectualJdisabilityXJOrphanetgJournalgofgRaregDiseasesVJ2016VJbbVJgc 4.2 19
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29 vxomeJSequencingJandJtheJManagementJofJNeurometabolicJuisordersXJNewgEnglandgJournalgofg
MedicineVJ2016VJdheVJccegWff 59.2 197

28 yowJdoJPhysiciansJuecideJtoJReferJTheirJPatientsJforJPsychiatricJxeneticJtounselingpJrJQualitativeJ
StudyJofJPhysiciansQJPracticeXJJournalgofgGeneticgCounselingVJ2016VJcfVJbcdfWbcec 2.5 6

27 sMPvRJvariantsJassociatedJwithJaJnovelVJattenuatedJsubtypeJofJdiaphanospondylodysostosisXJ
JournalgofgHumangGeneticsVJ2015VJgaVJhedWh 4.3 10

26 yeterozygousJLossWofWwunctionJMutationsJinJuLLeJtauseJrdamsWOliverJSyndromeXJAmericangJournalg
ofgHumangGeneticsVJ2015VJjhVJehfWic 11 61

25 rJtlinicalJtlassificationJSchemeJforJTracheobronchomegalyJRMounierWKuhnJSyndromeSXJLungVJ2015VJ
bjdVJibfWcc 2.9 25

24 MxWbebJrJfurtherJreportJofJpaediatricJcancerJandJcleidocranialJdysplasiaJraisesJtheJpossibilityJofJaJ
causativeJassociationJofJweakJeffectXJJournalgofgMedicalgGeneticsVJ2015VJfcVJrbcXbWrbc 5.8

23 MitochondrialJcarbonicJanhydraseJVrJdeficiencyJresultingJfromJtrfrJalterationsJpresentsJwithJ
hyperammonemiaJinJearlyJchildhoodXJAmericangJournalgofgHumangGeneticsVJ2014VJjeVJefdWgb 11 66

22 rdditionalJpostWnatalJdiagnosesJfollowingJantenatalJdiagnosisJofJisolatedJcleftJlipJUYâ��JpalateXJ
ArchivesgofgDiseasegingChildhood:gFetalgandgNeonatalgEditionVJ2014VJjjVJwcigWja 4.7 10

21 PrenatalJultrasoundJandJMRzJfindingsJofJtemporalJandJoccipitalJlobeJdysplasiaJinJaJtwinJwithJ
achondroplasiaXJUltrasoundgingObstetricsgandgGynecologyVJ2014VJeeVJdgfWi 5.8 9

20 MutationsJinJNOTtybJcauseJrdamsWOliverJsyndromeXJAmericangJournalgofgHumangGeneticsVJ2014VJ
jfVJchfWie 11 119

19 tornealJfindingsJinJParryWRombergJsyndromeXJCanadiangJournalgofgOphthalmologyVJ2014VJejVJecWf 1.4 3

18 vvidenceJofJancillaryJtrigeminalJinnervationJofJlevatorJpalpebraeJinJtheJgeneralJpopulationXJJournalg
ofgClinicalgNeuroscienceVJ2014VJcbVJdabWe 2.2 12

17 rnterolateralJdiaphragmaticJherniaJwithJbodyJwallJdefectJunderstoodJinJrelationJtoJtheJabaxialJ
domainXJAmericangJournalgofgMedicalgGeneticsvgPartgAVJ2014VJbgerVJbigaWc 2.5 1

16 uiffuseJangiopathyJinJrdamsWOliverJsyndromeJassociatedJwithJtruncatingJuOtKgJmutationsXJ
AmericangJournalgofgMedicalgGeneticsvgPartgAVJ2014VJbgerVJcgfgWgc 2.5 28

15 uefectsJinJtheJzwTWsJcomponentJzwTbhcJcauseJ−euneJandJMainzerWSaldinoJsyndromesJinJhumansXJ
AmericangJournalgofgHumangGeneticsVJ2013VJjdVJjbfWcf 11 155

14 TreatableJinbornJerrorsJofJmetabolismJcausingJneurologicalJsymptomsJinJadultsXJMoleculargGeneticsg
andgMetabolismVJ2013VJbbaVJedbWi 3.7 11

13 MutationsJinJsexrLNTbJRxMcJsynthaseSJunderlieJaJnewJdisorderJofJgangliosideJbiosynthesisXJBrainVJ
2013VJbdgVJdgbiWce 11.2 100

12 thildJNeurologykJKrabbeJdiseasekJaJpotentiallyJtreatableJwhiteJmatterJdisorderXJNeurologyVJ2012VJ
hjVJebhaWc 6.5 4

(2012-2016)
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11 vmphysemaJinJanJadultJwithJgalactosialidosisJlinkedJtoJaJdefectJinJprimaryJelasticJfiberJassemblyXJ
MoleculargGeneticsgandgMetabolismVJ2012VJbagVJjjWbad 3.7 13

10 bjpbdXcJmicroduplicationJcausesJaJSotosJsyndromeWlikeJphenotypeJandJaltersJgeneJexpressionXJ
ClinicalgGeneticsVJ2012VJibVJfgWgd 4 13

9 toWoccurrenceJofJ−oubertJsyndromeJandJ−euneJasphyxiatingJthoracicJdystrophyXJAmericangJournalg
ofgMedicalgGeneticsvgPartgAVJ2010VJbfcrVJbebbWj 2.5 19

8 OtRLbJmutationsJinJuentJcJpatientsJsuggestJaJmechanismJforJphenotypicJvariabilityXJNephrong
PhysiologyVJ2009VJbbcVJpchWdg 62

7 zntracranialJcalcificationJafterJcordJbloodJneonatalJtransplantationJforJkrabbeJdiseaseXJ
NeuropediatricsVJ2009VJeaVJbijWjb 1.6 7

6 rJcharacteristicJsyndromeJassociatedJwithJmicroduplicationJofJiqbcVJinclusiveJofJtyuhXJEuropeang
JournalgofgMedicalgGeneticsVJ2009VJfcVJedgWj 2.6 20

5 thildhoodWonsetJhemiatrophyJcausedJbyJunilateralJmorpheaXJClinicalgDysmorphologyVJ2009VJbiVJcbdWe 0.9 5

4 SchinzelWxiedionJsyndromekJreportJofJsplenopancreaticJfusionJandJproposedJdiagnosticJcriteriaXJ
AmericangJournalgofgMedicalgGeneticsvgPartgAVJ2008VJbegrVJbcjjWdag 2.5 29

3 tausalJrttributionsVJPerceivedJtontrolVJandJPsychologicalJrdjustmentkJrJStudyJofJthronicJwatigueJ
SyndromebXJJournalgofgAppliedgSocialgPsychologyVJ2006VJdgVJhfWjj 2.1 16

2 TranscriptionalJregulationJofJsrtvbVJtheJbetaWamyloidJprecursorJproteinJbetaWsecretaseVJbyJSpbXJ
MoleculargandgCellulargBiologyVJ2004VJceVJigfWhe 4.8 183

1 zllnessJexperienceVJdepressionVJandJanxietyJinJchronicJfatigueJsyndromeXJJournalgofgPsychosomaticg
ResearchVJ2002VJfcVJegbWf 4.1 36
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