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JournaljofjHumanjGeneticsWJ2022WJ 5.3 1
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InternationaljJournaljofjLaboratoryjHematologyWJ2021WJ 2.5 1
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dependingJonJgenomicJregionsYJGenomejBiologyWJ2021WJccWJbak 18.3 6

82 sJcaseJofJcongenitalJprothrombinJdeficiencyJwithJtwoJconcurrentJmutationsJinJtheJprothrombinJ
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uanadianJcohortJofJcfbhJpatientsYJJournaljofjMedicaljGeneticsWJ2021WJfiWJcieXcii 5.8 2
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79 yeneticJTestingJinJuhildrenJwithJwpilepsylJReportJofJaJSingleXuenterJwxperienceYJCanadianjJournalj
ofjNeurologicaljSciencesWJ2021WJeiWJcddXcee 1 1
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77 ulinicalJandJtechnicalJassessmentJofJMedwxomeJvsYJNySJpanelsJinJpatientsJwithJsuspectedJgeneticJ
disordersJinJSouthwesternJOntarioYJJournaljofjHumanjGeneticsWJ2021WJggWJefbXege 4.3 1

76 vetectionJofJaJvNsJMethylationJSignatureJforJtheJIntellectualJvevelopmentalJvisorderWJXXLinkedWJ
SyndromicWJsrmfieldJTypeYJInternationaljJournaljofjMolecularjSciencesWJ2021WJccWJ 6.3 1

75 vNsJmethylationJepiXsignatureJisJassociatedJwithJtwoJmolecularlyJandJphenotypicallyJdistinctJ
clinicalJsubtypesJofJPhelanXMcvermidJsyndromeYJClinicaljEpigeneticsWJ2021WJbdWJc 7.7 4

74 ulinicalJepigenomicslJgenomeXwideJvNsJmethylationJanalysisJforJtheJdiagnosisJofJMendelianJ
disordersYJGeneticsjinjMedicineWJ2021WJcdWJbagfXbahe 8.1 10

73 IncidentalJfindingsJfromJcancerJnextJgenerationJsequencingJpanelsYJNpjjGenomicjMedicineWJ2021WJgWJgd 6.2 1

72
snalysisJofJSequenceJandJuopyJNumberJVariantsJinJuanadianJPatientJuohortJWithJxamilialJuancerJ
SyndromesJUsingJaJUniqueJNextJyenerationJSequencingJtasedJspproachYJFrontiersjinjGeneticsWJ
2021WJbcWJgkifkf

4.5 0

71 velineatingJtheJmolecularJandJphenotypicJspectrumJofJtheJSwTvbtXrelatedJsyndromeYJGeneticsjinj
MedicineWJ2021WJcdWJcbccXcbdh 8.1 3

70 sJPanXuanadianJValidationJStudyJforJtheJvetectionJofJThkaMJMutationJUsingJuirculatingJTumorJ
vNsJxromJPeripheralJtloodYJJTOjClinicaljandjResearchjReportsWJ2021WJcWJbaacbc 1.4

69 uhildhoodXonsetJdystoniaXcausingJKMTctJvariantsJresultJinJaJdistinctiveJgenomicJhypermethylationJ
profileYJClinicaljEpigeneticsWJ2021WJbdWJbfh 7.7 0

68 MultisiteJverificationJofJtheJaccuracyJofJaJmultiXgeneJnextJgenerationJsequencingJpanelJforJ
detectionJofJmutationsJandJcopyJnumberJalterationsJinJsolidJtumoursYJPLoSjONEWJ2021WJbgWJeacfibii 3.7 3

67 viagnosticJUtilityJofJyenomeXWideJvNsJMethylationJsnalysisJinJMendelianJNeurodevelopmentalJ
visordersYJInternationaljJournaljofjMolecularjSciencesWJ2020WJcbWJ 6.3 7
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63 xunctionalJannotationJofJgenomicJvariationlJvNsJmethylationJepisignaturesJinJ
neurodevelopmentalJMendelianJdisordersYJHumanjMolecularjGeneticsWJ2020WJckWJRchXRdc 5.6 9

62 wvaluationJofJvNsJMethylationJwpisignaturesJforJviagnosisJandJPhenotypeJuorrelationsJinJecJ
MendelianJNeurodevelopmentalJvisordersYJAmericanjJournaljofjHumanjGeneticsWJ2020WJbagWJdfgXdha 11 51

61 IdentifyingJMyeloidJMutationsJtyJNySJinJPatientsJwithJUnexplainedJwrythrocytosisYJBloodWJ2020WJ
bdgWJehXeh 2.2

60 ReducingJuytogeneticJTestingJinJtheJwraJofJNextJyenerationJSequencingJSNySTmJsreJWeJuhoosingJ
WiselyqYJBloodWJ2020WJbdgWJbcXbd 2.2

59
MultiparametricJmagneticJresonanceJimagingJofJmultifocalJprostateJcancerJtoJrevealJintraXprostaticJ
genomicJheterogeneityJandJnovelJradioXgenomicJcorrelateslJResultsJofJtheJSmarterJProstateJ
InterventionsJandJTherapeuticsJSSPIRITTJstudyYYJJournaljofjClinicaljOncologyWJ2020WJdiWJcaXca
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58 xrameshiftJmutationsJatJtheJuXterminusJofJzISTbzbwJresultJinJaJspecificJvNsJhypomethylationJ
signatureYJClinicaljEpigeneticsWJ2020WJbcWJh 7.7 23

57 wpiSignsYJAdvancesjinjMolecularjPathologyWJ2020WJdWJckXdk 0.3 2

56
veJnovoJSMsRuscJvariantsJclusteredJoutsideJtheJhelicaseJdomainJcauseJaJnewJrecognizableJ
syndromeJwithJintellectualJdisabilityJandJblepharophimosisJdistinctJfromJNicolaidesXtaraitserJ
syndromeYJGeneticsjinjMedicineWJ2020WJccWJbidiXbifa

8.1 8

55 toneJmarrowXderivedJmitochondrialJvNsJhasJlimitedJcapacityJforJinterXtissueJtransferJinJvivoYJ
FASEBjJournalWJ2020WJdeWJkckhXkdag 0.9 2

54 yenomicJdataJinJprognosticJmodelsXwhatJisJlostJinJtranslationqJTheJcaseJofJdeletionJbhpJandJmutantJ
TPfdJinJchronicJlymphocyticJleukaemiaYJBritishjJournaljofjHaematologyWJ2020WJbiiWJgfcXgga 4.5 2

53 ImplementationJofJwpilepsyJMultigeneJPanelJTestingJinJOntarioWJuanadaYJCanadianjJournaljofj
NeurologicaljSciencesWJ2020WJehWJgbXgi 1 4

52 yenotypesJofJchronicJprogressiveJexternalJophthalmoplegiaJinJaJlargeJadultXonsetJcohortYJ
MitochondrionWJ2019WJekWJcchXcdb 4.9 13

51 ImplementationJofJanJNySXbasedJsequencingJandJgeneJfusionJpanelJforJclinicalJscreeningJofJ
patientsJwithJsuspectedJhematologicJmalignanciesYJEuropeanjJournaljofjHaematologyWJ2019WJbadWJbhiXbik3.8 16

50 yeneJdomainXspecificJvNsJmethylationJepisignaturesJhighlightJdistinctJmolecularJentitiesJofJsvNPJ
syndromeYJClinicaljEpigeneticsWJ2019WJbbWJge 7.7 29

49 vNsJmethylationJsignaturesJinJmendelianJdevelopmentalJdisordersJasJaJdiagnosticJbridgeJbetweenJ
genotypeJandJphenotypeYJEpigenomicsWJ2019WJbbWJfgdXfhf 4.4 21

48 viagnosticJUtilityJofJyenomeXwideJvNsJMethylationJTestingJinJyeneticallyJUnsolvedJIndividualsJ
withJSuspectedJzereditaryJuonditionsYJAmericanjJournaljofjHumanjGeneticsWJ2019WJbaeWJgifXhaa 11 57

47 ScreeningJforJgenesJthatJaccelerateJtheJepigeneticJagingJclockJinJhumansJrevealsJaJroleJforJtheJ
zdKdgJmethyltransferaseJNSvbYJGenomejBiologyWJ2019WJcaWJbeg 18.3 36

46 yenomeXwideJvNsJmethylationJandJRNsJanalysesJenableJreclassificationJofJtwoJvariantsJofJ
uncertainJsignificanceJinJaJpatientJwithJclinicalJKabukiJsyndromeYJHumanjMutationWJ2019WJeaWJbgieXbgik 4.7 12
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45 TheJulinicalJspplicationJofJOncomineJMyeloidJNextJyenerationJSequencingJSNySTlJuomparisonJofJ
uytogeneticsJandJNySJinJPatientsJwithJSuspectedJMyelodysplasticJSyndromeYJBloodWJ2019WJbdeWJddhfXddhf2.2

44 uompleteJeliminationJofJaJpathogenicJhomoplasmicJmtvNsJmutationJinJoneJgenerationYJ
MitochondrionWJ2019WJefWJbiXcb 4.9 1

43 uPwOJXJLikeJmitochondrialJmyopathyJassociatedJwithJmYideaypsJmutationYJMitochondrionWJ2019WJ
egWJgkXhc 4.9 3

42 yenomicJvNsJMethylationJSignaturesJwnableJuoncurrentJviagnosisJandJulinicalJyeneticJVariantJ
ulassificationJinJNeurodevelopmentalJSyndromesYJAmericanjJournaljofjHumanjGeneticsWJ2018WJbacWJbfgXbhe11 75

41
PeripheralJbloodJepiXsignatureJofJulaesXJensenJsyndromeJenablesJsensitiveJandJspecificJ
identificationJofJpatientsJandJhealthyJcarriersJwithJpathogenicJmutationsJinYJClinicaljEpigeneticsWJ
2018WJbaWJcb

7.7 37

40
vataJsharingJasJaJnationalJqualityJimprovementJprogramlJreportingJonJtRusbJandJtRuscJ
variantXinterpretationJcomparisonsJthroughJtheJuanadianJOpenJyeneticsJRepositoryJSuOyRTYJ
GeneticsjinjMedicineWJ2018WJcaWJckeXdac

8.1 20

39 yenomicJvNsJMethylationXverivedJslgorithmJwnablesJsccurateJvetectionJofJMalignantJProstateJ
TissuesYJFrontiersjinjOncologyWJ2018WJiWJbaa 5.3 25

38 tsxopathiesRJvNsJmethylationJepiXsignaturesJdemonstrateJdiagnosticJutilityJandJfunctionalJ
continuumJofJuoffinXSirisJandJNicolaidesXtaraitserJsyndromesYJNaturejCommunicationsWJ2018WJkWJeiif 17.4 48

37 TheJulinyenJwpilepsyJyeneJuurationJwxpertJPanelXtridgingJtheJdivideJbetweenJclinicalJdomainJ
knowledgeJandJformalJgeneJcurationJcriteriaYJHumanjMutationWJ2018WJdkWJbehgXbeie 4.7 21

36 wpigenomicJMechanismsJofJzumanJvevelopmentalJvisordersJ2018WJidhXifk 4

35 uonstitutionalJwpiZyeneticJuonditionslJyeneticWJwpigeneticWJandJwnvironmentalJxactorsYJJournaljofj
PediatricjGeneticsWJ2017WJgWJdaXeb 0.7 13

34 TheJdefiningJvNsJmethylationJsignatureJofJKabukiJsyndromeJenablesJfunctionalJassessmentJofJ
geneticJvariantsJofJunknownJclinicalJsignificanceYJEpigeneticsWJ2017WJbcWJkcdXkdd 5.7 43

33 ulinicalJValidationJofJaJyenomeXWideJvNsJMethylationJsssayJforJMolecularJviagnosisJofJImprintingJ
visordersYJJournaljofjMolecularjDiagnosticsWJ2017WJbkWJieiXifg 5.1 29

32 ulinicalJValidationJofJuopyJNumberJVariantJvetectionJfromJTargetedJNextXyenerationJSequencingJ
PanelsYJJournaljofjMolecularjDiagnosticsWJ2017WJbkWJkafXkca 5.1 75

31 IdentificationJofJepigeneticJsignatureJassociatedJwithJalphaJthalassemiaZmentalJretardationJ
XXlinkedJsyndromeYJEpigeneticsjandjChromatinWJ2017WJbaWJba 5.8 39

30 ulinicalJevaluationJofJaJhemochromatosisJnextXgenerationJsequencingJgeneJpanelYJEuropeanjJournalj
ofjHaematologyWJ2017WJkiWJcciXcde 3.8 15

29 vNsJmethylationJanalysisJinJconstitutionalJdisorderslJulinicalJimplicationsJofJtheJepigenomeYJ
CriticaljReviewsjinjClinicaljLaboratoryjSciencesWJ2016WJfdWJbehXgf 9.4 21

28
ulinicalJNextXyenerationJSequencingJPipelineJOutperformsJaJuombinedJspproachJUsingJSangerJ
SequencingJandJMultiplexJLigationXvependentJProbeJsmplificationJinJTargetedJyeneJPanelJ
snalysisYJJournaljofjMolecularjDiagnosticsWJ2016WJbiWJgfhXggh

5.1 36
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27 yenderJandJtuRXstLJtranscriptJtypeJareJcorrelatedJwithJmolecularJresponseJtoJimatinibJtreatmentJ
inJpatientsJwithJchronicJmyeloidJleukemiaYJEuropeanjJournaljofjHaematologyWJ2016WJkgWJdgaXg 3.8 28

26 MovementJvisordersJsssociatedJWithJzemochromatosisYJCanadianjJournaljofjNeurologicaljSciencesWJ
2016WJedWJiabXiai 1 11

25 TheJdefiningJvNsJmethylationJsignatureJofJxloatingXzarborJSyndromeYJScientificjReportsWJ2016WJgWJdiiad4.9 38

24 ulinicalJValidationJofJxragileJXJSyndromeJScreeningJbyJvNsJMethylationJsrrayYJJournaljofjMolecularj
DiagnosticsWJ2016WJbiWJideXieb 5.1 28

23 IdentificationJofJaJmethylationJprofileJforJvNMTbXassociatedJautosomalJdominantJcerebellarJ
ataxiaWJdeafnessWJandJnarcolepsyYJClinicaljEpigeneticsWJ2016WJiWJkb 7.7 50

22 TheJclinicalJapplicationJofJgenomeXwideJsequencingJforJmonogenicJdiseasesJinJuanadalJPositionJ
StatementJofJtheJuanadianJuollegeJofJMedicalJyeneticistsYJJournaljofjMedicaljGeneticsWJ2015WJfcWJedbXh 5.8 137

21 sJecXyearXoldJmanJwithJelevatedJferritinYJCmajWJ2015WJbihWJicaXicb 3.5 1

20 NLRPhJaffectsJtrophoblastJlineageJdifferentiationWJbindsJtoJoverexpressedJYYbJandJaltersJupyJ
methylationYJHumanjMolecularjGeneticsWJ2014WJcdWJhagXbg 5.6 46

19 yenomicsJandJepigenomicsJinJpediatricJoncologyJandJclinicalJlaboratoryJgeneticsYJClinicalj
BiochemistryWJ2014WJehWJhdbXc 3.5 3

18 MutationJUpdateJforJUtwdsJvariantsJinJsngelmanJsyndromeYJHumanjMutationWJ2014WJdfWJbeahXbh 4.7 38

17 RecurrentJgenomicJalterationsJinJsequentialJprogressiveJleukoplakiaJandJoralJcancerlJdriversJofJoralJ
tumorigenesisqYJHumanjMolecularjGeneticsWJ2014WJcdWJcgbiXci 5.6 36

16 RetrospectiveJwvaluationJofJPatientsJReferredJforJzemochromatosisJyeneticJTestingYJBloodWJ2014WJ
bceWJeadfXeadf 2.2

15 srrayJcomparativeJgenomicJhybridizationJinJosteosarcomaYJMethodsjinjMolecularjBiologyWJ2013WJkhdWJcchXeh1.4 10

14 wpigeneticJMediationJofJwnvironmentalJwxposuresJtoJPolycyclicJsromaticJzydrocarbonsJ2012WJbbbXbch 1

13 sJcommonJXXlinkedJinbornJerrorJofJcarnitineJbiosynthesisJmayJbeJaJriskJfactorJforJnondysmorphicJ
autismYJProceedingsjofjthejNationaljAcademyjofjSciencesjofjthejUnitedjStatesjofjAmericaWJ2012WJbakWJhkheXib11.5 94

12 uhronicJmaternalJproteinJdeprivationJinJmiceJisJassociatedJwithJoverexpressionJofJtheJ
cohesinXmediatorJcomplexJinJliverJofJtheirJoffspringYJJournaljofjNutritionWJ2011WJbebWJcbagXbc 4.1 8

11
ImmunohistochemicalJexpressionJandJclusterJanalysisJofJmesenchymalJandJneuralJstemJ
cellXassociatedJproteinsJinJpediatricJsoftJtissueJsarcomasYJPediatricjandjDevelopmentaljPathologyWJ
2011WJbeWJcfkXhc

2.2 10

10 SequenceJhomologyJatJtheJbreakpointJandJclinicalJphenotypeJofJmitochondrialJvNsJdeletionJ
syndromesYJPLoSjONEWJ2010WJfWJebfgih 3.7 43
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9 viscoveryJofJnovelJhypermethylatedJgenesJinJprostateJcancerJusingJgenomicJupyJislandJ
microarraysYJPLoSjONEWJ2009WJeWJeeida 3.7 74

8 IdentificationJofJaJmicroRNsJsignatureJassociatedJwithJprogressionJofJleukoplakiaJtoJoralJ
carcinomaYJHumanjMolecularjGeneticsWJ2009WJbiWJeibiXck 5.6 187

7 IdentificationJofJinteractiveJnetworksJofJgeneJexpressionJassociatedJwithJosteosarcomaJ
oncogenesisJbyJintegratedJmolecularJprofilingYJHumanjMolecularjGeneticsWJ2009WJbiWJbkgcXhf 5.6 100

6 InJvitroJanalysisJofJintegratedJglobalJhighXresolutionJvNsJmethylationJprofilingJwithJgenomicJ
imbalanceJandJgeneJexpressionJinJosteosarcomaYJPLoSjONEWJ2008WJdWJecide 3.7 66

5 vecitabineXinducedJdemethylationJofJfRJupyJislandJinJysvvefsJleadsJtoJapoptosisJinJosteosarcomaJ
cellsYJNeoplasiaWJ2008WJbaWJehbXia 6.4 45

4 yenomeXwideJzdKkJhistoneJacetylationJprofilesJareJalteredJinJbenzopyreneXtreatedJMuxhJbreastJ
cancerJcellsYJJournaljofjBiologicaljChemistryWJ2008WJcidWJeafbXga 5.4 60

3 vNsJmethylationJanalysisJusingJupyJmicroarraysJisJimpairedJinJbenzopyreneJexposedJcellsYJ
ToxicologyjandjAppliedjPharmacologyWJ2007WJccfWJdaaXk 4.6 23

2 tenzopyreneJexposureJdisruptsJvNsJmethylationJandJgrowthJdynamicsJinJbreastJcancerJcellsYJ
ToxicologyjandjAppliedjPharmacologyWJ2006WJcbgWJefiXgi 4.6 101

1 uharacterizationJofJfunctionalJelementsJinJtheJneurofibromatosisJSNxbTJproximalJpromoterJregionYJ
OncogeneWJ2004WJcdWJddaXk 9.2 20
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