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k Paper IF Citations

113 MayLvauseLWntYyzdLSignalingLPathwayYRelatedLNephroblastomaLinLvhildrenaaLJournalgofgBiomedicalg
NanotechnologyXL2022XLdkXLhejYhfg 4

112
weLnovoLtTPdteLvariantsLinLtwoLvhineseLchildrenLwithLalternatingLhemiplegiaLofLchildhoodL
upgradedLtheLgeneYdiseaseLrelationshipLandLvariantLclassificationmLaLcaseLreportaLBMCgMedicalg
GenomicsXL2021XLdgXLlh

3.7 0

111 tLnovelLandLrecurrentLβL LgcLpathogenicLvariantsLinLaLvhineseLfamilyLofLmultipleLaffectedL
neonatesLwithLnemalineLmyopathyLkaLMoleculargGeneticsgnamp;gGenomicgMedicineXL2021XLlXLedikf 2.3 1

110 NextLgenerationLsequencingLinLchildrenLwithLunexplainedLepilepsymLtLretrospectiveLcohortLstudyaL
BraingandgDevelopmentXL2021XLgfXLdccgYdcde 2.2

109 tL ighLProportionLofLNovelLtvtNLMutationsLandLTheirLPrevalenceLinLaLLargeLvohortLofLvhineseL
ShortLStatureLvhildrenaLJournalgofgClinicalgEndocrinologygandgMetabolismXL2021XLdciXLeejddYeejdl 5.6 8

108
NovelLcompoundLheterozygousLframeshiftLvariantsLinLWwRkdLassociatedLwithLcongenitalL
hydrocephalusLfLwithLbrainLanomaliesmLyirstLvhineseLprenatalLcaseLconfirmsLWwRkdLinvolvementaL
MoleculargGeneticsgnamp;gGenomicgMedicineXL2021XLlXLedieg

2.3 1

107
LongYreadLsequencingLidentifiedLaLnovelLnonsenseLandLaLdeLnovoLmissenseLofLPPteLinLtransLinLaL
vhineseLpatientLwithLautosomalLrecessiveLinfantileLsuddenLcardiacLfailureaLClinicagChimicagActaXL
2021XLhdlXLdifYdjd

6.2 0

106  PwLLdeficiencyLcausesLaLneuromuscularLdiseaseLbyLimpairingLtheLmitochondrialLrespirationaL
JournalgofgGeneticsgandgGenomicsXL2021XLgkXLjejYjfi 4 2

105
TrioLexomeLsequencingLidentifiedLaLnovelLdeLnovoLWtSydLmissenseLvariantLleadingLtoLrecurrentLsiteL
substitutionLinLaLvhineseLpatientLwithLdevelopmentalLdelayXLmicrocephalyXLandLearlyYonsetLseizuresmL
tLmutationalLhotspotLpaTrpdidLandLliteratureLreviewaLClinicagChimicagActaXL2021XLhefXLdcYdk

6.2 1

104 vNVLprofilesLofLvhineseLpediatricLpatientsLwithLdevelopmentalLdisordersaLGeneticsgingMedicineXL2021
XLefXLiilYijk 8.1 7

103 tntleyYuixlerLsyndromeLarisingLfromLcompoundLheterozygotesLinLtheLPghcLoxidoreductaseLgenemLaL
caseLreportaaLTranslationalgPediatricsXL2021XLdcXLffclYffdk 4.2 0

102 WholeYexomeLsequencingLidentifiedLnovelLcompoundLheterozygousLvariantsLinLaLvhineseLneonateL
withLliverLfailureLandLreviewLofLliteratureaLMoleculargGeneticsgnamp;gGenomicgMedicineXL2020XLkXLedhdh 2.3 0

101 tLnovelLpathogenicLframeshiftLvariantLunmaskedLbyLaLlargeLdeLnovoLdeletionLatLdfqedaffYqfdadLinLaL
vhineseLpatientLwithLneuronalLceroidLlipofuscinosisLtypeLhaLBMCgMedicalgGeneticsXL2020XLedXLdcc 2.1 1

100
NovelLcompoundLheterozygousLpathogenicLvariantsLinLtSvvdLinLaLvhineseLpatientLwithLspinalL
muscularLatrophyLwithLcongenitalLboneLfracturesLeLmLxvidenceLsupportingLaLNwefinitiveNL
geneYdiseaseLrelationshipaLMoleculargGeneticsgnamp;gGenomicgMedicineXL2020XLkXLedede

2.3 5

99 tLnovelLvariantLofLI  LinLaLvhineseLfamilyLwithLbrachydactylyLtypeLdaLBMCgMedicalgGeneticsXL2020XL
edXLic 2.1 2

98 tpplicationsLofLcerebrospinalLfluidLcirculatingLtumorLwNtLinLtheLdiagnosisLofLgliomasaLJapaneseg
JournalgofgClinicalgOncologyXL2020XLhcXLfehYffe 2.8 8

97 vardioYfacioYcutaneousLsyndromeYassociatedLpathogenicLMtPeβdLvariantsLactivateLautophagyaL
GeneXL2020XLjffXLdggfil 3.8 4
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96
NovelLcompoundLheterozygousLvariantLofLuSvLeLidentifiedLbyLwholeLexomeLsequencingLandL
multiplexLligationYdependentLprobeLamplificationLinLanLinfantLwithLcongenitalLgeneralizedL
lipodystrophyaLMoleculargMedicinegReportsXL2020XLedXLeeliYefce

2.9 1

95 TheLphenotypicLspectrumLofLβabukiLsyndromeLinLpatientsLofLvhineseLdescentmLtLcaseLseriesaL
AmericangJournalgofgMedicalgGeneticsugPartgAXL2020XLdkeXLigcYihd 2.5 3

94 tnLInitialLSurveyLofLtheLPerformancesLofLxxomeLVariantLtnalysisLandLvlinicalLReportingLtmongL
wiagnosticLLaboratoriesLinLvhinaaLFrontiersgingGeneticsXL2020XLddXLhkeifj 4.5 0

93
TheLfirstLfamilialLNSweLcasesLwithLaLnovelLvariantLinLaLvhineseLfatherLandLdaughterLwithLatypicalL
W SLfacialLfeaturesLandLaLjahYyearLfollowYupLofLgrowthLhormoneLtherapyaLBMCgMedicalgGenomicsXL
2020XLdfXLdkd

3.7 2

92 TheLfirstLtwoLvhineseLMyhreLsyndromeLpatientsLwithLtheLrecurrentLSMtwgLpathogenicLvariantsmL
yunctionalLconsequencesLandLclinicalLdiversityaLClinicagChimicagActaXL2020XLhccXLdekYdfg 6.2 2

91 NovelLgenotypesLandLphenotypesLamongLvhineseLpatientsLwithLyloatingY arborLsyndromeaL
OrphanetgJournalgofgRaregDiseasesXL2019XLdgXLdgg 4.2 7

90
ThreeLadditionalLdeLnovoLvTvyLmutationsLinLvhineseLpatientsLhelpLtoLdefineLanLemergingL
neurodevelopmentalLdisorderaLAmericangJournalgofgMedicalgGeneticsugPartgC:gSeminarsgingMedicalg
GeneticsXL2019XLdkdXLedkYeeh

3.1 5

89 TwoLvhineseLXiaYzibbsLsyndromeLpatientsLwithLpartialLgrowthLhormoneLdeficiencyaLMolecularg
Geneticsgnamp;gGenomicgMedicineXL2019XLjXLecchli 2.3 6

88 vlinicalLPresentationLandLNovelLPathogenicLVariantsLamongLikLvhineseLNeurofibromatosisLdL
vhildrenaLGenesXL2019XLdcXL 4.2 5

87 NewLinsightsLfromLunbiasedLpanelLandLwholeYexomeLsequencingLinLaLlargeLvhineseLcohortLwithL
disordersLofLsexLdevelopmentaLEuropeangJournalgofgEndocrinologyXL2019XLdkdXLfddYfef 6.5 5

86 NovelLvompoundL eterozygousLVariantsLinLtheLzeneLinLaLzeneticallyLMaleLPatientLwithLyemaleL
xxternalLzenitaliaaLJCRPEgJournalgofgClinicalgResearchgingPediatricgEndocrinologyXL2019XLddXLeddYedj 1.9 6

85 uiallelicLxRuufLlossYofYfunctionLvariantsLareLassociatedLwithLaLnovelLmultisystemLsyndromeLwithoutL
congenitalLcontractureaLOrphanetgJournalgofgRaregDiseasesXL2019XLdgXLeih 4.2 3

84 zenomeLanalysisLandLknowledgeYdrivenLvariantLinterpretationLwithLTzexaLBMCgMedicalgGenomicsXL
2019XLdeXLecc 3.7 12

83 vYPegtdLVariantsLinLTwoLvhineseLPatientsLwithLIdiopathicLInfantileL ypercalcemiaaLFetalgandg
PediatricgPathologyXL2019XLfkXLggYhi 1.7 1

82
TuXiYassociatedLcongenitalLscoliosisLTTtvSULasLaLclinicallyLdistinguishableLsubtypeLofLcongenitalL
scoliosismLfurtherLevidenceLsupportingLtheLcompoundLinheritanceLandLTuXiLgeneLdosageLmodelaL
GeneticsgingMedicineXL2019XLedXLdhgkYdhhk

8.1 36

81 xvaluationLofLcopyLnumberLvariantLdetectionLfromLpanelYbasedLnextYgenerationLsequencingLdataaL
MoleculargGeneticsgnamp;gGenomicgMedicineXL2019XLjXLecchdf 2.3 25

80 NovelLpathogenicLRxvQLgLvariantsLinLvhineseLpatientsLwithLRothmundYThomsonLsyndromeaLGeneXL
2018XLihgXLddcYddh 3.8 5

79
tLdeLnovoLledLβbLmicrodeletionLatLddqdfadLincludingLneurexinLeLinLaLboyLwithLdevelopmentalLdelayXL
deficitsLinLspeechLandLlanguageLwithoutLautisticLbehaviorsaLEuropeangJournalgofgMedicalgGeneticsXL
2018XLidXLicjYidd

2.6 3

(2018-2020)
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78 ThreeYgenerationLfamilyLwithLnovelLcontiguousLgeneLdeletionLonLchromosomeLepeeLassociatedL
withLthoracicLaorticLaneurysmLsyndromeaLAmericangJournalgofgMedicalgGeneticsugPartgAXL2018XLdjiXLhicYhil2.5 9

77 NovelLcompoundLheterozygousLvariantsLinLtheLL vzRLgeneLidentifiedLinLaLsubjectLwithLLeydigLcellL
hypoplasiaLtypeLdaLJournalgofgPediatricgEndocrinologygandgMetabolismXL2018XLfdXLeflYegh 1.6 7

76 tLrareLunbalancedLYmautosomeLtranslocationLinLaLTurnerLsyndromeLpatientaLJournalgofgPediatricg
EndocrinologygandgMetabolismXL2018XLfdXLfglYfhf 1.6 2

75
ProbandYonlyLmedicalLexomeLsequencingLasLaLcostYeffectiveLfirstYtierLgeneticLdiagnosticLtestLforL
patientsLwithoutLpriorLmolecularLtestsLandLclinicalLdiagnosisLinLaLdevelopingLcountrymLtheLvhinaL
experienceaLGeneticsgingMedicineXL2018XLecXLdcghYdchf

8.1 38

74 OpposingLTumorYPromotingLandLYSuppressiveLyunctionsLofLRictorbmTORveLSignalingLinLtdultL
zliomaLandLPediatricLS  LMedulloblastomaaLCellgReportsXL2018XLegXLgifYgjkaeh 10.6 11

73 WholeYexomeLsequencingLrevealsLknownLandLnovelLvariantsLinLaLcohortLofLintracranialL
vertebralYbasilarLarteryLdissectionLTIVtwUaLJournalgofgHumangGeneticsXL2018XLifXLdddlYddek 4.3 10

72
tLrareLexonicLNRXNfLdeletionLsegregatingLwithLneurodevelopmentalLandLneuropsychiatricL
conditionsLinLaLthreeYgenerationLvhineseLfamilyaLAmericangJournalgofgMedicalgGeneticsgPartgB:g
NeuropsychiatricgGeneticsXL2018XLdjjXLhklYhlh

3.5 11

71
IncreasedLtransactivationLandLimpairedLrepressionLofL˛†YcateninYmediatedLtranscriptionLassociatedL
withLaLnovelLSOXfLmissenseLmutationLinLanLXYlinkedLhypopituitarismLpedigreeLwithLmodestLgrowthL
failureaLMoleculargandgCellulargEndocrinologyXL2018XLgjkXLdffYdgc

4.4 4

70 vlinicalLandLmolecularLgeneticLcharacterizationLofLtwoLpatientsLwithLmutationsLinLtheL
phosphoglucomutaseLdLTPzMdULgeneaLJournalgofgPediatricgEndocrinologygandgMetabolismXL2018XLfdXLjkdYjkk1.6 6

69 SOP LSyndromeLwithLzrowthL ormoneLweficiencyXLNormalLuoneLtgeXLandLNovelLvompoundL
 eterozygousLMutationsLinLNutSaLFetalgandgPediatricgPathologyXL2018XLfjXLgcgYgdc 1.7 10

68 TrioYRmLaLscriptLforLassessingLmaternityLandLpaternityLinLtrioLstudiesLperformedLonLtgilentL
chromosomalLmicroarraysaLBMCgMedicalgInformaticsgandgDecisiongMakingXL2018XLdkXLld 3.6 1

67 TargetedLexomeLsequencingLidentifiedLaLnovelLmutationLhotspotLandLaLdeletionLinLvhineseLprimaryL
hypertrophicLosteoarthropathyLpatientsaLClinicagChimicagActaXL2018XLgkjXLeigYeil 6.2

66 wescriptionLofLtheLmolecularLandLphenotypicLspectrumLofLWiedemannYSteinerLsyndromeLinLvhineseL
patientsaLOrphanetgJournalgofgRaregDiseasesXL2018XLdfXLdjk 4.2 20

65 tpproachesLtoLzeneticLTestingL2018XLfjfYfjj

64 xxomeLSequencingLIdentifiesLweLNovoLwYNvd dLMutationsLtssociatedLWithLwistalLSpinalLMuscularL
ttrophyLandLMalformationsLofLvorticalLwevelopmentaLJournalgofgChildgNeurologyXL2017XLfeXLfjlYfki 2.5 5

63 NovelLpathogenicLtvtNLvariantsLinLnonYsyndromicLshortLstatureLpatientsaLClinicagChimicagActaXL2017
XLgilXLdeiYdel 6.2 28

62 zeneticLanalysisLofLMayerYRokitanskyYβusterY auserLsyndromeLinLaLlargeLcohortLofLfamiliesaLFertilityg
andgSterilityXL2017XLdckXLdghYdhdaee 4.8 21

61 PrenatalLandLearlyLdiagnosisLofLvhineseLfYMLsyndromeLpatientsLwithLnovelLpathogenicLvariantsaL
ClinicagChimicagActaXL2017XLgjgXLdhlYdig 6.2 4
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60 uiallelicLmutationsLinLzPwdLgeneLinLaLvhineseLboyLmainlyLpresentedLwithLobesityXLinsulinLresistanceXL
fattyLliverXLandLshortLstatureaLAmericangJournalgofgMedicalgGeneticsugPartgAXL2017XLdjfXLfdklYfdlg 2.5 10

59 xvaluationLofLthreeLreadYdepthLbasedLvNVLdetectionLtoolsLusingLwholeYexomeLsequencingLdataaL
MoleculargCytogeneticsXL2017XLdcXLfc 2 55

58 vNVbasemLuatchLidentificationLofLnovelLandLrareLcopyLnumberLvariationsLbasedLonLmultiYethnicL
populationLdataaLJournalgofgGeneticsgandgGenomicsXL2017XLggXLfijYfjc 4 1

57 yurtherLdefiningLtheLcriticalLgenesLforLtheLgqedLmicrodeletionLdisorderaLAmericangJournalgofgMedicalg
GeneticsugPartgAXL2017XLdjfXLdecYdeh 2.5 6

56 xstablishmentLofLPatientYwerivedLTumorLXenograftLModelsLofLxpithelialLOvarianLvancerLforL
PreclinicalLxvaluationLofLNovelLTherapeuticsaLClinicalgCancergResearchXL2017XLefXLdeifYdejf 12.9 67

55 vlinicalLandLMolecularLvharacterizationLofLPatientsLwithLyructoseLdXiYuisphosphataseLweficiencyaL
InternationalgJournalgofgMoleculargSciencesXL2017XLdkXL 6.3 17

54 NextYgenerationLsequencingLanalysisLofLTS RLinLfkgLvhineseLsubclinicalLcongenitalLhypothyroidismL
Tv ULandLv LpatientsaLClinicagChimicagActaXL2016XLgieXLdejYdfe 6.2 23

53 tLrareLoccurrenceLofLtwoLlargeLdeLnovoLduplicationsLonLdqgeYqggLandLlqedadeYqedaffaLGeneXL2016XL
hlgXLhlYih 3.8 1

52 TheLpresenceLofLtwoLrareLgenomicLsyndromesXLdqedLdeletionLandLXqekLduplicationXLsegregatingL
independentlyLinLaLfamilyLwithLintellectualLdisabilityaLMoleculargCytogeneticsXL2016XLlXLjg 2 5

51
vausalLvariantsLscreenedLbyLwholeLexomeLsequencingLinLaLpatientLwithLmaternalLuniparentalL
isodisomyLofLchromosomeLdcLandLaLcomplicatedLphenotypeaLExperimentalgandgTherapeuticgMedicineXL
2016XLddXLeegjYeehf

2.1 3

50 tLmicrodeletionLatLXqeeaeLimplicatesLaLglycineLreceptorLzLRtgLinvolvedLinLintellectualLdisabilityXL
behavioralLproblemsLandLcraniofacialLanomaliesaLBMCgNeurologyXL2016XLdiXLdfe 3.1 10

49 vopyLnumberLvariationsLinLddlLvhineseLchildrenLwithLidiopathicLshortLstatureLidentifiedLbyLtheL
customLgenomeYwideLmicroarrayaLMoleculargCytogeneticsXL2016XLlXLdi 2 9

48
vomparativeLdeletionLmappingLatLdpfdafYpfeaeLimpliesLNyItLresponsibleLforLintellectualLdisabilityL
coupledLwithLmacrocephalyLandLtheLpresenceLofLseveralLotherLgenesLforLsyndromicLintellectualL
disabilityaLMoleculargCytogeneticsXL2016XLlXLeg

2 10

47 deLnovoLinterstitialLdeletionsLatLtheLddqefafYqegaeLregionaLMoleculargCytogeneticsXL2016XLlXLfl 2 1

46 ThyroglobulinLgeneLmutationsLinLvhineseLpatientsLwithLcongenitalLhypothyroidismaLMoleculargandg
CellulargEndocrinologyXL2016XLgefXLicYi 4.4 18

45 xngineeringLmicrodeletionsLandLmicroduplicationsLbyLtargetingLsegmentalLduplicationsLwithL
vRISPRaLNaturegNeuroscienceXL2016XLdlXLhdjYee 25.5 39

44 zenomeYwideLcopyLnumberLvariantLanalysisLforLcongenitalLventricularLseptalLdefectsLinLvhineseL anL
populationaLBMCgMedicalgGenomicsXL2016XLlXLe 3.7 18

43 tLnovelLdeLnovoLmicrodeletionLatLdjqddaeLadjacentLtoLNydLgeneLassociatedLwithLdevelopmentalL
delayXLshortLstatureXLmicrocephalyLandLdysmorphicLfeaturesaLMoleculargCytogeneticsXL2016XLlXLgd 2 7

(2016-2017)
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42
tLNewLSubtypeLofLMultipleLSynostosesLSyndromeLIsLvausedLbyLaLMutationLinLzwyiLThatLwecreasesL
ItsLSensitivityLtoLNogginLandLxnhancesLItsLPotencyLasLaLuMPLSignalaLJournalgofgBonegandgMineralg
ResearchXL2016XLfdXLkkeYl

6.3 17

41 wiagnosticLvalueLofLmultipleLcafˆ'YauYlaitLmaculesLforLneurofibromatosisLdLinLvhineseLchildrenaL
JournalgofgDermatologyXL2016XLgfXLhfjYge 1.6 11

40 XYlinkedLadrenalLhypoplasiaLcongenitaLandLhypogonadotropicLhypogonadismmLIdentificationLandL
in´ vitroLstudyLofLaLnovelLsmallLindelLinLtheLNRcudLgeneaLMoleculargMedicinegReportsXL2016XLdfXLgcflYgh 2.9 1

39 NovelLmutationsLinLtheLvYPddueLgeneLcausingLaldosteroneLsynthaseLdeficiencyaLMoleculargMedicineg
ReportsXL2016XLdfXLfdejYfe 2.9 7

38 NextYgenerationLsequencingLanalysisLofLwUOXeLinLdleLvhineseLsubclinicalLcongenitalL
hypothyroidismLTSv ULandLv LpatientsaLClinicagChimicagActaXL2016XLghkXLfcYg 6.2 34

37 tutisticLchildrenLexhibitLdecreasedLlevelsLofLessentialLyattyLacidsLinLredLbloodLcellsaLInternationalg
JournalgofgMoleculargSciencesXL2015XLdiXLdccidYji 6.3 65

36 xP tgLhaploinsufficiencyLisLresponsibleLforLtheLshortLstatureLofLaLpatientLwithLeqfhYqfiaeLdeletionL
andLWaardenburgLsyndromeaLBMCgMedicalgGeneticsXL2015XLdiXLef 2.1 5

35 xxomeLsequencingLrevealsLaLnovelLPT L LmutationLinLaLvhineseLpedigreeLwithLbrachydactylyLtypeLxL
andLshortLstatureaLClinicagChimicagActaXL2015XLggiXLlYdg 6.2 17

34 PtXkLpathogenicLvariantsLinLvhineseLpatientsLwithLcongenitalLhypothyroidismaLClinicagChimicagActaXL
2015XLghcXLfeeYi 6.2 14

33 tLbehavioralLdefectLofLtemporalLassociationLmemoryLinLmiceLthatLpartlyLlackLdopamineLreuptakeL
transporteraLScientificgReportsXL2015XLhXLdjgid 4.9 7

32 weLnovoLmutationsLinLtRIwduLassociatedLwithLbothLsyndromicLandLnonYsyndromicLshortLstatureaL
BMCgGenomicsXL2015XLdiXLjcd 4.5 17

31 SequenceLVariantLInterpretationLeacmLPerspectiveLonLNewLzuidelinesLforLSequenceLVariantL
vlassificationaLClinicalgChemistryXL2015XLidXLdfdjYl 5.5 5

30 TuXiLnullLvariantsLandLaLcommonLhypomorphicLalleleLinLcongenitalLscoliosisaLNewgEnglandgJournalgofg
MedicineXL2015XLfjeXLfgdYhc 59.2 171

29 wystrophinLisLaLtumorLsuppressorLinLhumanLcancersLwithLmyogenicLprogramsaLNaturegGeneticsXL2014XL
giXLicdYi 36.3 104

28 TheLRapidlyLxmergingLRoleLforLWholeLxxomeLSequencingLinLvlinicalLzeneticsaLCurrentgGeneticg
MedicinegReportsXL2014XLeXLdcfYdde 2.2 2

27 WhenLaLNdiseaseYcausingLmutationNLisLnotLaLpathogenicLvariantaLClinicalgChemistryXL2014XLicXLjddYf 5.5 19

26 yamilialLgiXXYLsexLreversalLwithoutLcampomelicLdysplasiaLcausedLbyLaLdeletionLupstreamLofLtheL
SOXlLgeneaLMoleculargandgCellulargEndocrinologyXL2014XLflfXLdYj 4.4 19

25 LINekLisLinvolvedLinLgliomaLcarcinogenesisLandLpredictsLoutcomesLofLglioblastomaLmultiformeL
patientsaLPLoSgONEXL2014XLlXLekiggi 3.7 24
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24 vlinicalLandLmolecularLevaluationsLofLsiblingsLwithLNpureNLddqefafYqterLtrisomyLorLreciprocalL
monosomyLdueLtoLaLfamilialLtranslocationLtLTdcnddULTqeinqefafUaLMoleculargCytogeneticsXL2014XLjXLdcd 2 4

23 WholeLexomeLsequencingLtoLidentifyLgeneticLcausesLofLshortLstatureaLHormonegResearchging
PaediatricsXL2014XLkeXLggYhe 3.3 57

22 vhromosomeLmicroarrayLtestingLforLpatientsLwithLcongenitalLheartLdefectsLrevealsLnovelLdiseaseL
causingLlociLandLhighLdiagnosticLyieldaLBMCgGenomicsXL2014XLdhXLddej 4.5 60

21 NovelLframeYshiftLmutationsLofLzLIfLgeneLinLnonYsyndromicLpostaxialLpolydactylyLpatientsaLClinicag
ChimicagActaXL2014XLgffXLdlhYl 6.2 14

20
SOXdeLandLNRSNeLareLcandidateLgenesLforLecpdfLsubtelomericLdeletionsLassociatedLwithL
developmentalLdelayaLAmericangJournalgofgMedicalgGeneticsgPartgB:gNeuropsychiatricgGeneticsXL2013XL
dieuXLkfeYgc

3.5 13

19 OtopalatodigitalLsyndromeLtypeLeLinLaLmaleLinfantmLtLcaseLreportLwithLaLnovelLsequenceLvariationaL
JournalgofgPediatricgGeneticsXL2013XLeXLffYi 0.7 4

18 tssociationLbetweenLMT yRLgeneLpolymorphismsLandLtheLriskLofLautismLspectrumLdisordersmLaL
metaYanalysisaLAutismgResearchXL2013XLiXLfkgYle 5.1 66

17 ztPYgfLdependencyLdefinesLdistinctLeffectsLofLnetrinYdLonLcorticalLandLspinalLneuriteLoutgrowthL
andLdirectionalLguidanceaLInternationalgJournalgofgDevelopmentalgNeuroscienceXL2013XLfdXLddYec 2.7 13

16 xxomeLandLwholeYgenomeLsequencingLasLclinicalLtestsmLaLtransformativeLpracticeLinLmolecularL
diagnosticsaLClinicalgChemistryXL2012XLhkXLdhcjYl 5.5 24

15 MassiveLgenomicLdataLprocessingLandLdeepLanalysisaLProceedingsgofgthegVLDBgEndowmentXL2012XLhXLdlciYdlcl3.1 5

14 tgeYLandLgenderYdependentLobesityLinLindividualsLwithLdipddaeLdeletionaLJournalgofgGeneticsgandg
GenomicsXL2011XLfkXLgcfYl 4 11

13
zenomeYwideLassociationLofLcopyYnumberLvariationLrevealsLanLassociationLbetweenLshortLstatureL
andLtheLpresenceLofLlowYfrequencyLgenomicLdeletionsaLAmericangJournalgofgHumangGeneticsXL2011XL
klXLjhdYl

11 52

12 IntraYfamilyLphenotypicLheterogeneityLofLdipddaeLdeletionLcarriersLinLaLthreeYgenerationLvhineseL
familyaLAmericangJournalgofgMedicalgGeneticsgPartgB:gNeuropsychiatricgGeneticsXL2011XLdhiXLeehYfe 3.5 27

11 vlinicalLgeneticLtestingLforLpatientsLwithLautismLspectrumLdisordersaLPediatricsXL2010XLdehXLejejYfh 7.4 281

10 vognitiveLandLbehavioralLcharacterizationLofLdipddaeLdeletionLsyndromeaLJournalgofgDevelopmentalg
andgBehavioralgPediatricsXL2010XLfdXLiglYhj 2.4 89

9 weletionsLofLNRXNdLTneurexinYdULpredisposeLtoLaLwideLspectrumLofLdevelopmentalLdisordersaL
AmericangJournalgofgMedicalgGeneticsgPartgB:gNeuropsychiatricgGeneticsXL2010XLdhfuXLlfjYgj 3.5 156

8 MicroarrayYbasedLgenomicLwNtLprofilingLtechnologiesLinLclinicalLmolecularLdiagnosticsaLClinicalg
ChemistryXL2009XLhhXLihlYil 5.5 47

7 wesigningLaLsimpleLmultiplexLligationYdependentLprobeLamplificationLTMLPtULassayLforLrapidL
detectionLofLcopyLnumberLvariantsLinLtheLgenomeaLJournalgofgGeneticsgandgGenomicsXL2009XLfiXLehjYih 4 36

(2009-2014)
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6 wisruptionLofLneurexinLdLassociatedLwithLautismLspectrumLdisorderaLAmericangJournalgofgHumang
GeneticsXL2008XLkeXLdllYecj 11 457

5 uothLcellYautonomousLandLcellLnonYautonomousLfunctionsLofLztPYgfLareLrequiredLforLnormalL
patterningLofLtheLcerebellumLinLvivoaLCerebellumXL2008XLjXLghdYii 4.3 16

4 tssociationLbetweenLmicrodeletionLandLmicroduplicationLatLdipddaeLandLautismaLNewgEnglandg
JournalgofgMedicineXL2008XLfhkXLiijYjh 59.2 1249

3 wevelopmentLofLaLfocusedLoligonucleotideYarrayLcomparativeLgenomicLhybridizationLchipLforL
clinicalLdiagnosisLofLgenomicLimbalanceaLClinicalgChemistryXL2007XLhfXLechdYl 5.5 48

2 yailureLtoLexpressLztPYgfLleadsLtoLdisruptionLofLaLmultipotentLprecursorLandLinhibitsLastrocyteL
differentiationaLMoleculargandgCellulargNeurosciencesXL2004XLeiXLflcYgch 4.8 32

1 zrowthYassociatedLproteinYgfLisLrequiredLforLcommissuralLaxonLguidanceLinLtheLdevelopingL
vertebrateLnervousLsystemaLJournalgofgNeuroscienceXL2002XLeeXLeflYgj 6.6 125

Yiping Shen

8


