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i Paper IF Citations

134 PrenatalJandJpostnatalJchromosomalJmicroarrayJanalysisJinJiifJcasesJofJvariousJcongenitalJheartJ
defectsYYJArchivesiofiGynecologyiandiObstetricsWJ2022WJb 2.5 1

133 znXsilicoJphenotypeJpredictionJbyJnormalJmodeJvariantJanalysisJinJTUsserXrelatedJdiseaseYYJ
ScientificiReportsWJ2022WJbcWJfi 4.9 1

132 tongenitalJThrombocytopeniaJrssociatedJwithJaJyeterozygousJVariantJinJtheJxeneJvncodingJaJ
TranscriptionJwactorJvssentialJforJMegakaryopoiesisYYJPlateletsWJ2022WJbXe 3.6

131 uiXgenicJinheritanceJofJgermlineJPOLvJandJPMScJpathogenicJvariantsJcausesJaJuniqueJconditionJ
associatedJwithJpediatricJcancerJpredispositionYYJClinicaliGeneticsWJ2021WJ 4 1

130 siallelicJTruncatingJVariantsJinJtheJMuscularJrXTypeJLaminXznteractingJProteinJSMLzPTJxeneJtauseJ
MyopathyJwithJyyperXtKemiaYYJEuropeaniJournaliofiNeurologyWJ2021WJ 6 2

129
ResidualJriskJforJclinicallyJsignificantJcopyJnumberJvariantsJinJlowXriskJpregnanciesWJfollowingJ
exclusionJofJnoninvasiveJprenatalJscreeningXdetectableJfindingsYJAmericaniJournaliofiObstetricsiandi
GynecologyWJ2021WJ

6.4 1

128 uYRKbsJhaploinsufficiencyJinJaJfamilyJwithJmetabolicJsyndromeJandJabnormalJcognitionYJClinicali
GeneticsWJ2021WJbabWJcgf 4

127 thallengesJinJvariantJinterpretationJinJprenatalJexomeJsequencingYYJEuropeaniJournaliofiMedicali
GeneticsWJ2021WJgfWJbaeeba 2.6 1

126 rJstudyJofJnormalJcopyJnumberJvariationsJinJzsraeliJpopulationYJHumaniGeneticsWJ2021WJbeaWJffdXfgd 6.3 1

125 MildJPhenotypeJofJWolframJSyndromeJrssociatedJWithJaJtommonJPathogenicJVariantJzsJPredictedJ
byJaJStructuralJModelJofJWolframinYJNeurology:iGeneticsWJ2021WJhWJefhi 3.8 5

124 zsJitJtimeJtoJreportJcarrierJstateJforJrecessiveJdisordersJinJeveryJmicroarrayJanalysispXrJpilotJmodelJ
basedJonJhearingJlossJgenesJdeletionsYJEuropeaniJournaliofiHumaniGeneticsWJ2021WJcjWJbcjcXbdaa 5.3 0

123 WhenJphenotypeJdoesJnotJmatchJgenotypekJimportanceJofJLrealXtimeLJrefiningJofJphenotypicJ
informationJforJexomeJdataJinterpretationYJGeneticsiiniMedicineWJ2021WJcdWJcbfXccb 8.1 2

122 TheJroleJofJphenotypeXbasedJsearchJapproachesJusingJpublicJonlineJdatabasesJinJdiagnosticsJofJ
MendelianJdisordersYJGeneticsiiniMedicineWJ2021WJcdWJbajfXbbaa 8.1 2

121 vpilepsyJandJelectroencephalogramJevolutionJinJYWyrxJgeneJmutationkJrJnewJphenotypeJandJ
reviewJofJtheJliteratureYJAmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2021WJbifWJjabXjai 2.5 4

120 TheJphenotypeJofJbfJcasesJwithJrareJiqceYbdXqceYdJdeletionsXrJnewJsyndromeJorJstillJanJenigmapYJ
AmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2021WJbifWJbegbXbegh 2.5

119 TwoJintronicJcisXactingJvariantsJinJbothJallelesJofJtheJPOLRdrJgeneJcauseJprogressiveJspasticJataxiaJ
withJhypodontiaYJClinicaliGeneticsWJ2021WJjjWJhbdXhbi 4 2

118 rJrecurrentWJhomozygousJvMtbaJframeshiftJvariantJisJassociatedJwithJaJsyndromeJofJ
developmentalJdelayJwithJvariableJseizuresJandJdysmorphicJfeaturesYJGeneticsiiniMedicineWJ2021WJcdWJbbfiXbbgc8.1 2
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117 siallelicJvariantsJinJvTVcJinJaJfamilyJwithJcongenitalJheartJdefectsWJvertebralJabnormalitiesJandJ
preaxialJpolydactylyYJEuropeaniJournaliofiMedicaliGeneticsWJ2021WJgeWJbaebce 2.6 3

116 rJnonsenseJvariantJinJtheJsecondJexonJofJtheJcanonicalJtranscriptJofJNSubJdoesJnotJcauseJSotosJ
syndromeYJAmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2021WJ 2.5

115 PhysicianJanxietyJorJmaternalJchoicepYJAmericaniJournaliofiObstetricsiandiGynecologyWJ2021WJ 6.4 1

114 PaediatricJsystemicJlupusJerythematosusJasJaJmanifestationJofJconstitutionalJmismatchJrepairJ
deficiencyYJJournaliofiMedicaliGeneticsWJ2020WJfhWJfafXfai 5.8 5

113 siXallelicJrurRsbJVariantsJrssociatedJwithJMicrocephalyWJzntellectualJuisabilityWJandJSeizuresYJ
AmericaniJournaliofiHumaniGeneticsWJ2020WJbagWJeghXeid 11 12

112 LysineJacetyltransferaseJiJisJinvolvedJinJcerebralJdevelopmentJandJsyndromicJintellectualJdisabilityYJ
JournaliofiClinicaliInvestigationWJ2020WJbdaWJbedbXbeef 15.9 17

111 MNbJtXterminalJtruncationJsyndromeJisJaJnovelJneurodevelopmentalJandJcraniofacialJdisorderJwithJ
partialJrhombencephalosynapsisYJBrainWJ2020WJbedWJffXgi 11.2 18

110 zmpactJofJaJnationalJpopulationXbasedJcarrierXscreeningJprogramJonJspinalJmuscularJatrophyJbirthsYJ
NeuromusculariDisordersWJ2020WJdaWJjhaXjhe 2.9 4

109 SpectrumJofJgenesJforJinheritedJhearingJlossJinJtheJzsraeliJγewishJpopulationWJincludingJtheJnovelJ
humanJdeafnessJgeneJrTOybYJClinicaliGeneticsWJ2020WJjiWJdfdXdge 4 8

108 sasedJonJaJcohortJofJfcWihjJmicroarraysWJrecurrentJintragenicJwsNcJdeletionJencompassingJexonsJ
bXiJdoesJnotJcauseJsealsJsyndromeYJEuropeaniJournaliofiMedicaliGeneticsWJ2020WJgdWJbaeaai 2.6 3

107 ShouldJWeJReportJbfqbbYcJsPbXsPcJueletionsJandJuuplicationsJinJtheJPrenatalJSettingpYJJournaliofi
ClinicaliMedicineWJ2020WJjWJ 5.1 3

106
PhenotypeJandJmutationJexpansionJofJtheJPTPNcdJassociatedJdisorderJcharacterizedJbyJ
neurodevelopmentalJdelayJandJstructuralJbrainJabnormalitiesYJEuropeaniJournaliofiHumaniGeneticsWJ
2020WJciWJhgXih

5.3 10

105 LossJofJSMPueJtausesJaJuevelopmentalJuisorderJtharacterizedJbyJMicrocephalyJandJtongenitalJ
rrthrogryposisYJAmericaniJournaliofiHumaniGeneticsWJ2019WJbafWJgijXhaf 11 22

104 ueJnovoJvariantsJinJPrKbJleadJtoJintellectualJdisabilityJwithJmacrocephalyJandJseizuresYJBrainWJ2019WJ
becWJddfbXddfj 11.2 9

103 thromosomalJmicroarrayJvsYJNzPSkJanalysisJofJffebJlowXriskJpregnanciesYJGeneticsiiniMedicineWJ2019WJ
cbWJcegcXcegh 8.1 41

102 tonsensusJinterpretationJofJtheJpYMetdeThrJandJpYValdhzleJvariantsJinJxγscJbyJtheJtlinxenJyearingJ
LossJvxpertJPanelYJGeneticsiiniMedicineWJ2019WJcbWJceecXcefc 8.1 22

101 sayesianXbasedJnoninvasiveJprenatalJdiagnosisJofJsingleXgeneJdisordersYJGenomeiResearchWJ2019WJ
cjWJeciXedi 9.7 16

100 TheJyieldJofJfullJsRtrbZcJgenotypingJinJzsraeliJrrabJhighXriskJbreastZovarianJcancerJpatientsYJBreasti
CanceriResearchiandiTreatmentWJ2019WJbhiWJcdbXcdh 4.4 6

(2019-2021)
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99 TheJrareJbdqddXqdeJmicrodeletionskJeightJnewJpatientsJandJreviewJofJtheJliteratureYJHumani
GeneticsWJ2019WJbdiWJbbefXbbfd 6.3 5

98 VariableJweaturesJofJγuvenileJPolyposisJSyndromeJWithJxastricJznvolvementJrmongJPatientsJWithJaJ
LargeJxenomicJueletionJofJsMPRbrYJClinicaliandiTranslationaliGastroenterologyWJ2019WJbaWJeaaafe 4.2 4

97 zdentifyingJfacialJphenotypesJofJgeneticJdisordersJusingJdeepJlearningYJNatureiMedicineWJ2019WJcfWJgaXge 50.5 229

96 zmprovedJdiagnosticsJbyJexomeJsequencingJfollowingJrawJdataJreevaluationJbyJclinicalJgeneticistsJ
involvedJinJtheJmedicalJcareJofJtheJindividualsJtestedYJGeneticsiiniMedicineWJ2019WJcbWJbeedXbefb 8.1 32

95 WholeXexomeJsequencingJrevealsJPOtfJasJaJnovelJgeneJassociatedJwithJautosomalJrecessiveJ
retinitisJpigmentosaYJHumaniMoleculariGeneticsWJ2018WJchWJgbeXgce 5.6 14

94 rJdeJnovoJxrsRrcJmissenseJmutationJinJsevereJearlyXonsetJepilepticJencephalopathyJwithJaJ
choreiformJmovementJdisorderYJEuropeaniJournaliofiPaediatriciNeurologyWJ2018WJccWJfbgXfce 3.8 17

93 WhenJgenotypeJisJnotJpredictiveJofJphenotypekJimplicationsJforJgeneticJcounselingJbasedJonJ
cbWfjeJchromosomalJmicroarrayJanalysisJexaminationsYJGeneticsiiniMedicineWJ2018WJcaWJbciXbdb 8.1 32

92 tytogeneticJanalysisJinJfetusesJwithJlateJonsetJabnormalJsonographicJfindingsYJJournaliofiPerinatali
MedicineWJ2018WJegWJjhfXjic 2.7 9

91 TheJyieldJofJfullJsRtrbZcJgenotypingJinJzsraeliJhighXriskJbreastZovarianJcancerJpatientsJwhoJdoJnotJ
carryJtheJpredominantJmutationsYJBreastiCanceriResearchiandiTreatmentWJ2018WJbhcWJbfbXbfh 4.4 9

90 SubstrateJinteractionJdefectsJinJhistidylXtRNrJsynthetaseJlinkedJtoJdominantJaxonalJperipheralJ
neuropathyYJHumaniMutationWJ2018WJdjWJebfXedc 4.7 19

89 KaufmanJoculocerebrofacialJsyndromekJNovelJUsvdsJmutationsJandJclinicalJfeaturesJinJfourJ
unrelatedJpatientsYJAmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2018WJbhgWJbihXbjd 2.5 10

88 RefiningJtheJphenotypeJassociatedJwithJxNsbJmutationskJtlinicalJdataJonJbiJnewlyJidentifiedJ
patientsJandJreviewJofJtheJliteratureYJAmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2018WJbhgWJccfjXcchf2.5 27

87 XXlinkedJelliptocytosisJwithJimpairedJgrowthJisJrelatedJtoJmutatedJrMMvtRbYJGeneWJ2017WJgagWJehXfc 3.8 6

86 LargeJzntragenicJueletionJinJuSTYKJUnderliesJrutosomalXRecessiveJtomplicatedJSpasticJ
ParaparesisWJSPxcdYJAmericaniJournaliofiHumaniGeneticsWJ2017WJbaaWJdgeXdha 11 22

85 yomozygousJmutationsJinJVrMPbJcauseJaJpresynapticJcongenitalJmyasthenicJsyndromeYJAnnalsiofi
NeurologyWJ2017WJibWJfjhXgad 9.4 26

84 rJsiallelicJMutationJinJtheJyomologousJRecombinationJRepairJxeneJSPzuRJzsJrssociatedJWithJ
yumanJxonadalJuysgenesisYJJournaliofiClinicaliEndocrinologyiandiMetabolismWJ2017WJbacWJgibXgii 5.6 30

83 ueJNovoJMutationsJinJtyueWJanJrTPXuependentJthromatinJRemodelerJxeneWJtauseJanJzntellectualJ
uisabilityJSyndromeJwithJuistinctiveJuysmorphismsYJAmericaniJournaliofiHumaniGeneticsWJ2016WJjjWJjdeXjeb11 68

82 RecognitionJofJtheJtorneliaJdeJLangeJsyndromeJphenotypeJwithJfacialJdysmorphologyJnovelJ
analysisYJClinicaliGeneticsWJ2016WJijWJffhXgd 4 56
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81 rJfounderJmutationJinJrurMTSLeJcausesJearlyXonsetJbilateralJectopiaJlentisJamongJγewsJofJ
sukharianJoriginYJMoleculariGeneticsiandiMetabolismWJ2016WJbbhWJdiXeb 3.7 6

80 zntraXfamilialJVariationJinJtlinicalJPhenotypeJofJtrRubeXrelatedJPsoriasisYJActai
DermatoyVenereologicaWJ2016WJjgWJiifXiih 2.2 9

79 PolymicrogyriaJandJmyoclonicJepilepsyJinJautosomalJrecessiveJcutisJlaxaJtypeJcrYJNeurogeneticsWJ
2016WJbhWJcfbXcfh 3 3

78 yomozygousJMvucfJmutationJimplicatedJinJeyeXintellectualJdisabilityJsyndromeYJHumaniGeneticsWJ
2015WJbdeWJfhhXih 6.3 11

77
rJdeXnovoJinterstitialJmicroduplicationJinvolvingJcpbgYbXpbfJandJmirroringJcpbgYbXpbfJ
microdeletionJsyndromekJtlinicalJandJmolecularJanalysisYJEuropeaniJournaliofiPaediatriciNeurologyWJ
2015WJbjWJhbbXf

3.8 13

76 zncreasedJSTrxcJdosageJdefinesJaJnovelJcohesinopathyJwithJintellectualJdisabilityJandJbehavioralJ
problemsYJHumaniMoleculariGeneticsWJ2015WJceWJhbhbXib 5.6 24

75 LethalJneonatalJrigidityJandJmultifocalJseizureJsyndromeXXreportJofJanotherJfamilyJwithJaJsRrTbJ
mutationYJEuropeaniJournaliofiPaediatriciNeurologyWJ2015WJbjWJceaXc 3.8 18

74 KeppenXLubinskyJsyndromeJisJcausedJbyJmutationsJinJtheJinwardlyJrectifyingJKVJchannelJencodedJ
byJKtNγgYJAmericaniJournaliofiHumaniGeneticsWJ2015WJjgWJcjfXdaa 11 72

73 vxpandingJtheJclinicalJandJmutationalJspectrumJofJKaufmanJoculocerebrofacialJsyndromeJwithJ
biallelicJUsvdsJmutationsYJHumaniGeneticsWJ2014WJbddWJjdjXej 6.3 22

72
TwoJsiblingsJwithJearlyJinfantileJmyoclonicJencephalopathyJdueJtoJmutationJinJtheJgeneJencodingJ
mitochondrialJglutamateZyVJsymporterJSLtcfrccYJEuropeaniJournaliofiPaediatriciNeurologyWJ2014WJ
biWJiabXf

3.8 23

71 yomozygousJtruncatingJPTPRwJmutationJcausesJatheliaYJHumaniGeneticsWJ2014WJbddWJbaebXh 6.3 6

70 vxpandingJtheJmutationalJspectrumJofJtRLwbJinJtrisponiZtzSSbJsyndromeYJHumaniMutationWJ2014WJ
dfWJeceXdd 4.7 17

69 uominantJmutationsJinJxRyLdJcauseJVanJderJWoudeJSyndromeJandJdisruptJoralJperidermJ
developmentYJAmericaniJournaliofiHumaniGeneticsWJ2014WJjeWJcdXdc 11 146

68
rJnovelJmutationJinJtheJendosomalJNaVZyVJexchangerJNyvgJSSLtjrgTJcausesJthristiansonJ
syndromeJwithJelectricalJstatusJepilepticusJduringJslowXwaveJsleepJSvSvSTYJEpilepsyiResearchWJ2014WJ
baiWJibbXf

3 33

67 sroadJphenotypicJheterogeneityJdueJtoJaJnovelJStNbrJmutationJinJaJfamilyJwithJgeneticJepilepsyJ
withJfebrileJseizuresJplusYJJournaliofiChildiNeurologyWJ2014WJcjWJccbXg 2.5 34

66 vxomeJsequencingJrevealsJSYtvbJmutationJassociatedJwithJautosomalJrecessiveJprimaryJovarianJ
insufficiencyYJJournaliofiClinicaliEndocrinologyiandiMetabolismWJ2014WJjjWJvcbcjXdc 5.6 104

65 zdentificationJofJaJnovelJmutationJinJtheJPNLzPJgeneJinJtwoJbrothersJwithJcongenitalJpancreaticJ
lipaseJdeficiencyYJJournaliofiLipidiResearchWJ2014WJffWJdahXbc 6.3 21

64
rJnovelJspliceXsiteJmutationJinJtheJrrxrsJgeneJsegregatesJwithJhereditaryJpunctateJpalmoplantarJ
keratodermaJandJcongenitalJdysplasiaJofJtheJhipJinJaJlargeJfamilyYJClinicaliandiExperimentali
DermatologyWJ2014WJdjWJbicXg

1.8 9

(2014-2016)
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63 siallelicJSZTcJmutationsJcauseJinfantileJencephalopathyJwithJepilepsyJandJdysmorphicJcorpusJ
callosumYJAmericaniJournaliofiHumaniGeneticsWJ2013WJjdWJfceXj 11 51

62 MicrocephalyJthinJcorpusJcallosumJintellectualJdisabilityJsyndromeJcausedJbyJmutatedJTrwcYJ
PediatriciNeurologyWJ2013WJejWJebbXebgYeb 2.9 19

61 MutationJspectrumJinJRrsdxrPbWJRrsdxrPcWJandJRrsbiJandJgenotypeXphenotypeJcorrelationsJinJ
warburgJmicroJsyndromeJandJMartsolfJsyndromeYJHumaniMutationWJ2013WJdeWJgigXjg 4.7 86

60 MutationsJinJPzKdRbJcauseJSyORTJsyndromeYJAmericaniJournaliofiHumaniGeneticsWJ2013WJjdWJbfiXgg 11 125

59 rJnovelJmutationJinJtheJxrNJgeneJcausesJanJintermediateJformJofJgiantJaxonalJneuropathyJinJanJ
rrabXzsraeliJfamilyYJEuropeaniJournaliofiPaediatriciNeurologyWJ2013WJbhWJcfjXge 3.8 6

58 MutationsJinJxMPPrJcauseJaJglycosylationJdisorderJcharacterizedJbyJintellectualJdisabilityJandJ
autonomicJdysfunctionYJAmericaniJournaliofiHumaniGeneticsWJ2013WJjdWJhchXde 11 45

57 yeterogeneityJofJmutationalJmechanismsJandJmodesJofJinheritanceJinJauriculocondylarJsyndromeYJ
JournaliofiMedicaliGeneticsWJ2013WJfaWJbheXig 5.8 32

56
PhenotypicJpsychiatricJcharacterizationJofJchildrenJwithJWilliamsJsyndromeJandJresponseJofJthoseJ
withJruyuJtoJmethylphenidateJtreatmentYJAmericaniJournaliofiMedicaliGeneticsiPartiB:i
NeuropsychiatriciGeneticsWJ2012WJbfjsWJbdXca

3.5 23

55 yighJfrequencyJofJautosomalXrecessiveJuwNsfjJhearingJlossJinJanJisolatedJrrabJpopulationJinJ
zsraelYJClinicaliGeneticsWJ2012WJicWJchbXg 4 15

54 ezwc˛‡JmutationJthatJdisruptsJezwcJcomplexJintegrityJlinksJintellectualJdisabilityJtoJimpairedJ
translationJinitiationYJMoleculariCellWJ2012WJeiWJgebXg 17.6 55

53 MicrocephalyXthinJcorpusJcallosumJsyndromeJmapsJtoJiqcdYcXqceYbcYJPediatriciNeurologyWJ2012WJegWJdgdXi2.9 10

52 xenotypeXphenotypeJcorrelationJinJccqbbYcJdeletionJsyndromeYJBMCiMedicaliGeneticsWJ2012WJbdWJbcc 2.1 66

51 ueficiencyJforJtheJubiquitinJligaseJUsvdsJinJaJblepharophimosisXptosisXintellectualXdisabilityJ
syndromeYJAmericaniJournaliofiHumaniGeneticsWJ2012WJjbWJjjiXbaba 11 62

50 TransientJinfantileJhypertriglyceridemiaWJfattyJliverWJandJhepaticJfibrosisJcausedJbyJmutatedJxPubWJ
encodingJglycerolXdXphosphateJdehydrogenaseJbYJAmericaniJournaliofiHumaniGeneticsWJ2012WJjaWJejXga 11 58

49 NewJsyndromeJofJcongenitalJcircumferentialJskinJfoldsJassociatedJwithJmultipleJcongenitalJ
anomaliesYJPediatriciDermatologyWJ2012WJcjWJijXjf 1.9 5

48 rJcomparativeJstudyJofJhearingJlossJinJtwoJmicrodeletionJsyndromeskJvelocardiofacialJSccqbbYcJ
deletionTJandJWilliamsJShqbbYcdJdeletionTJsyndromesYJJournaliofiPediatricsWJ2011WJbfiWJdabXg 3.6 21

47 ThreeJsibsJwithJmicrocephalyWJclubfeetJandJagenesisJofJcorpusJcallosumkJaJnewJgeneticJsyndromepYJ
AmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2011WJbffrWJbagaXf 2.5 1

46 XXlinkedJmentalJretardationJwithJalacrimaJandJachalasiaXTripleJrJsyndromeJorJaJnewJsyndromepYJ
AmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2011WJbffrWJbjfjXgd 2.5 2
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45 rnJemergingJbqcbYbJdeletionXassociatedJneurodevelopmentalJphenotypeYJJournaliofiChildi
NeurologyWJ2011WJcgWJbbdXg 2.5 16

44 taseJserieskJcqddYbJmicrodeletionJsyndromeXXfurtherJdelineationJofJtheJphenotypeYJJournaliofi
MedicaliGeneticsWJ2011WJeiWJcjaXi 5.8 46

43 tlinicalWJneuroradiologicalJandJgeneticJfindingsJinJpontocerebellarJhypoplasiaYJBrainWJ2011WJbdeWJbedXfg 11.2 161

42 MultipleJcongenitalJanomaliesXhypotoniaXseizuresJsyndromeJisJcausedJbyJaJmutationJinJPzxNYJ
JournaliofiMedicaliGeneticsWJ2011WJeiWJdidXj 5.8 116

41 tuydXRelatedJSyndromeskJReportJonJaJNewJMutationJandJOverviewJofJtheJxenotypeXPhenotypeJ
torrelationsYJMoleculariSyndromologyWJ2010WJbWJccdXcda 1.5 15

40 tlinicalJandJbrainJimagingJheterogeneityJofJsevereJmicrocephalyYJPediatriciNeurologyWJ2010WJedWJhXbg 2.9 23

39 TerminalJosseousJdysplasiaJisJcausedJbyJaJsingleJrecurrentJmutationJinJtheJwLNrJgeneYJAmericani
JournaliofiHumaniGeneticsWJ2010WJihWJbegXfd 11 48

38 SOsPJisJmutatedJinJsyndromicJandJnonsyndromicJintellectualJdisabilityJandJisJhighlyJexpressedJinJ
theJbrainJlimbicJsystemYJAmericaniJournaliofiHumaniGeneticsWJ2010WJihWJgjeXhaa 11 15

37 rcuteJlymphoblasticJleukemiaJinJWeaverJsyndromeYJAmericaniJournaliofiMedicaliGeneticsxiPartiAWJ
2010WJbfcrWJdidXg 2.5 22

36 wamilialJhydrocephalusJwithJnormalJcognitionJandJdistinctiveJradiologicalJfeaturesYJAmericani
JournaliofiMedicaliGeneticsxiPartiAWJ2010WJbfcrWJchedXi 2.5 5

35 LossXofXfunctionJmutationsJinJrTPgVarcJimpairJvesicularJtraffickingWJtropoelastinJsecretionJandJcellJ
survivalYJHumaniMoleculariGeneticsWJ2009WJbiWJcbejXgf 5.6 100

34 KeppenXLubinskyJsyndromekJvxpandingJtheJphenotypeYJAmericaniJournaliofiMedicaliGeneticsxiPartiA
WJ2009WJbejrWJbichXj 2.5 8

33 RzNcJdeficiencyJresultsJinJmacrocephalyWJalopeciaWJcutisJlaxaWJandJscoliosiskJMrtSJsyndromeYJ
AmericaniJournaliofiHumaniGeneticsWJ2009WJifWJcfeXgd 11 70

32 rJtruncatingJmutationJofJTRrPPtjJisJassociatedJwithJautosomalXrecessiveJintellectualJdisabilityJandJ
postnatalJmicrocephalyYJAmericaniJournaliofiHumaniGeneticsWJ2009WJifWJijhXjac 11 104

31 zmpairedJglycosylationJandJcutisJlaxaJcausedJbyJmutationsJinJtheJvesicularJyVXrTPaseJsubunitJ
rTPgVarcYJNatureiGeneticsWJ2008WJeaWJdcXe 36.3 279

30 tRNrJsplicingJendonucleaseJmutationsJcauseJpontocerebellarJhypoplasiaYJNatureiGeneticsWJ2008WJeaWJbbbdXi36.3 177

29 rutosomalJrecessiveJichthyosisJwithJhypotrichosisJsyndromekJfurtherJdelineationJofJtheJphenotypeYJ
ClinicaliGeneticsWJ2008WJheWJehXfd 4 43

28 xeneticJcarrierJscreeningJforJspinalJmuscularJatrophyJandJspinalJmuscularJatrophyJwithJrespiratoryJ
distressJbJinJanJisolatedJpopulationJinJzsraelYJGeneticiTestingiandiMoleculariBiomarkersWJ2008WJbcWJfdXg 22
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27 vxpandingJtheJclinicalJphenotypeJofJautosomalJdominantJdyskeratosisJcongenitaJcausedJbyJTvRTJ
mutationsYJHaematologicaWJ2008WJjdWJjedXe 6.6 38

26 PsychiatricJmorbidityJwithJfocusJonJobsessiveXcompulsiveJdisorderJinJanJzsraeliJcohortJofJ
adolescentsJwithJmildJtoJmoderateJmentalJretardationYJJournaliofiNeuraliTransmissionWJ2008WJbbfWJjcjXdg4.3 24

25 vthnicallyJdiverseJcausesJofJWalkerXWarburgJsyndromeJSWWSTkJwtMuJmutationsJareJaJmoreJ
commonJcauseJofJWWSJoutsideJofJtheJMiddleJvastYJHumaniMutationWJ2008WJcjWJvcdbXeb 4.7 54

24 YunisXVaronJsyndromekJfurtherJdelineationJofJtheJphenotypeYJAmericaniJournaliofiMedicaliGeneticsxi
PartiAWJ2008WJbegrWJfdcXh 2.5 14

23 rutosomalJdominantJisolatedJquestionJmarkJearYJAmericaniJournaliofiMedicaliGeneticsxiPartiAWJ2008
WJbegrWJcciaXd 2.5 6
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