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113 weepLsequencingLrevealsLhcLnovelLgenesLforLrecessiveLcognitiveLdisordersaLNatureYL2011YLgjkYLhjZif 50.4 649

112 MutationsLinLNSUNeLcauseLautosomalZrecessiveLintellectualLdisabilityaLAmericanbJournalbofbHumanb
GeneticsYL2012YLlcYLkgjZhh 11 179

111 SomaticLmutationLprofilesLofLMSILandLMSSLcolorectalLcancerLidentifiedLbyLwholeLexomeLnextL
generationLsequencingLandLbioinformaticsLanalysisaLPLoSbONEYL2010YLhYLedhiid 3.7 169

110 vranioectodermalLwysplasiaYLSensenbrennerLsyndromeYLisLaLciliopathyLcausedLbyLmutationsLinLtheL
IyTdeeLgeneaLAmericanbJournalbofbHumanbGeneticsYL2010YLkiYLlglZhi 11 154

109 tLdefectLinLtheLionotropicLglutamateLreceptorLiLgeneLUzRIKeVLisLassociatedLwithLautosomalL
recessiveLmentalLretardationaLAmericanbJournalbofbHumanbGeneticsYL2007YLkdYLjleZk 11 116

108 tLdefectLinLtheLTUSvfLgeneLisLassociatedLwithLautosomalLrecessiveLmentalLretardationaLAmericanb
JournalbofbHumanbGeneticsYL2008YLkeYLddhkZig 11 107

107 vtkLmutationsLcauseLaLnovelLsyndromeLcharacterizedLbyLataxiaLandLmildLmentalLretardationLwithL
predispositionLtoLquadrupedalLgaitaLPLoSbGeneticsYL2009YLhYLedcccgkj 6 99

106
 omozygosityLmappingLinLconsanguineousLfamiliesLrevealsLextremeLheterogeneityLofL
nonZsyndromicLautosomalLrecessiveLmentalLretardationLandLidentifiesLkLnovelLgeneLlociaLHumanb
GeneticsYL2007YLdedYLgfZk

6.3 79

105 MutationsLinLtheLtlphaLdYeZMannosidaseLzeneYLMtNdudYLvauseLtutosomalZRecessiveLIntellectualL
wisabilityaLAmericanbJournalbofbHumanbGeneticsYL2011YLklYLfgk 11 78

104 tLclinicalLandLmolecularLgeneticLstudyLofLddeLIranianLfamiliesLwithLprimaryLmicrocephalyaLJournalbofb
MedicalbGeneticsYL2010YLgjYLkefZk 5.8 72

103 zeneticLimplicationsLinLtheLpathogenesisLofLrheumatoidLarthritisnLanLupdatedLreviewaLGeneYL2019YL
jceYLkZdi 3.8 70

102 STfztLfLmutationsLimpairLtheLdevelopmentLofLhigherLcognitiveLfunctionsaLAmericanbJournalbofb
HumanbGeneticsYL2011YLklYLgcjZdg 11 70

101 SNPLarrayZbasedLhomozygosityLmappingLrevealsLMvP dLdeletionLinLfamilyLwithLautosomalL
recessiveLmentalLretardationLandLmildLmicrocephalyaLHumanbGeneticsYL2006YLddkYLjckZdh 6.3 62

100
MutationLofLtheLconservedLpolyadenosineLRNtLbindingLproteinYLZvf dgbdNabeYLimpairsLneuralL
functionLinLwrosophilaLandLhumansaLProceedingsbofbthebNationalbAcademybofbSciencesbofbthebUnitedb
StatesbofbAmericaYL2011YLdckYLdeflcZh

11.5 61

99 MutationsLinLtheLalphaLdYeZmannosidaseLgeneYLMtNdudYLcauseLautosomalZrecessiveLintellectualL
disabilityaLAmericanbJournalbofbHumanbGeneticsYL2011YLklYLdjiZke 11 60

98 IdentificationLofLaLnovelLcandidateLgeneLforLnonZsyndromicLautosomalLrecessiveLintellectualL
disabilitymLtheLWtS LcomplexLmemberLSWIPaLHumanbMolecularbGeneticsYL2011YLecYLehkhZlc 5.6 60

97 xvaluationLofLwNMTdLgeneLexpressionLprofileLandLmethylationLofLitsLpromoterLregionLinLpatientsL
withLankylosingLspondylitisaLClinicalbRheumatologyYL2016YLfhYLejefZejfd 3.9 46
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96
NextLgenerationLsequencingLinLaLfamilyLwithLautosomalLrecessiveLKahriziLsyndromeLUOMIMLidejdfVL
revealsLaLhomozygousLframeshiftLmutationLinLSRwhtfaLEuropeanbJournalbofbHumanbGeneticsYL2011YL
dlYLddhZj

5.3 45

95 IdentificationLofLaLnonsenseLmutationLinLtheLveryLlowZdensityLlipoproteinLreceptorLgeneLUVLwLRVLinL
anLIranianLfamilyLwithLdysequilibriumLsyndromeaLEuropeanbJournalbofbHumanbGeneticsYL2008YLdiYLejcZf 5.3 44

94 xstablishmentLofLaLmouseLmodelLwithLmisregulatedLchromosomeLcondensationLdueLtoLdefectiveL
McphdLfunctionaLPLoSbONEYL2010YLhYLelege 3.7 43

93 MutationsLofLtheLaminoacylZtRNtZsynthetasesLStRSLandLWtRSeLareLimplicatedLinLtheLetiologyLofL
autosomalLrecessiveLintellectualLdisabilityaLHumanbMutationYL2017YLfkYLiedZifi 4.7 40

92 tutosomalLrecessiveLmentalLretardationmLhomozygosityLmappingLidentifiesLejLsingleLlinkageL
intervalsYLatLleastLdgLnovelLlociLandLseveralLmutationLhotspotsaLHumanbGeneticsYL2011YLdelYLdgdZk 6.3 40

91 PromoterLhypermethylationLofLuvLdduLgeneLcorrelatesLwithLdownregulationLofLgeneLtranscriptionL
inLankylosingLspondylitisLpatientsaLGenesbandbImmunityYL2017YLdkYLdjcZdjh 4.4 36

90
tLnovelLnonsenseLmutationLinLTUSvfLisLresponsibleLforLnonZsyndromicLautosomalLrecessiveLmentalL
retardationLinLaLconsanguineousLIranianLfamilyaLAmericanbJournalbofbMedicalbGeneticspbPartbAYL2011YL
dhhtYLdljiZkc

2.5 35

89 NonZvodingLRNtsLinLvartilageLwevelopmentmLtnLUpdatedLReviewaLInternationalbJournalbofbMolecularb
SciencesYL2019YLecYL 6.3 34

88 xxpandedLmutationalLspectrumLinLvohenLsyndromeYLtissueLexpressionYLandLtranscriptLvariantsLofL
vO daLHumanbMutationYL2009YLfcYLxgcgZec 4.7 33

87 vohenLsyndromeLdiagnosisLusingLwholeLgenomeLarraysaLJournalbofbMedicalbGeneticsYL2011YLgkYLdfiZgc 5.8 28

86 PTR wdLUveorfjlVLmutationsLleadLtoLautosomalZrecessiveLintellectualLdisabilityLandLparkinsonismaL
MovementbDisordersYL2017YLfeYLekjZeld 7 23

85 IdentifyingLoccultLmaternalLmalignanciesLfromLdalfLmillionLpregnantLwomenLundergoingL
noninvasiveLprenatalLscreeningLtestsaLGeneticsbinbMedicineYL2019YLedYLeelfZefce 8.1 21

84 MutationsLinLtheLhistamineLNZmethyltransferaseLgeneYL NMTYLareLassociatedLwithLnonsyndromicL
autosomalLrecessiveLintellectualLdisabilityaLHumanbMolecularbGeneticsYL2015YLegYLhiljZjdc 5.6 19

83 weterminationLofLILdLReYLtNTXReYLvtRwlYLandLSNtPvgLsingleLnucleotideLpolymorphismsLinLIranianL
patientsLwithLankylosingLspondylitisaLRheumatologybInternationalYL2016YLfiYLgelZfh 3.6 19

82 alphaZglobinLgeneLdeletionLandLpointLmutationLanalysisLamongLinLIranianLpatientsLwithLmicrocyticL
hypochromicLanemiaaLHaematologicaYL2003YLkkYLddliZj 6.6 19

81 tnLupdateLonLclinicalYLpathologicalYLdiagnosticYLandLtherapeuticLperspectivesLofLchildhoodL
leukodystrophiesaLExpertbReviewbofbNeurotherapeuticsYL2020YLecYLihZkg 4.3 17

80 miRZfdLandLmiRZdghLasLPotentialLNonZInvasiveLRegulatoryLuiomarkersLinLPatientsLwithL
xndometriosisaLCellbJournalYL2018YLecYLkgZkl 2.4 16

79 tLdefectLinLtheLvLIPdLgeneLUvLIPZdjcVLcanLcauseLautosomalLrecessiveLintellectualLdisabilityaL
EuropeanbJournalbofbHumanbGeneticsYL2015YLefYLffdZi 5.3 15
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78
tnLautosomalLrecessiveLsyndromeLofLsevereLmentalLretardationYLcataractYLcolobomaLandLkyphosisL
mapsLtoLtheLpericentromericLregionLofLchromosomeLgaLEuropeanbJournalbofbHumanbGeneticsYL2009YL
djYLdehZk

5.3 15

77 MissenseLvariantsLinLtIMPdLgeneLareLimplicatedLinLautosomalLrecessiveLintellectualLdisabilityL
withoutLneurodegenerationaLEuropeanbJournalbofbHumanbGeneticsYL2016YLegYLfleZl 5.3 14

76
tLnovelLtLw htdLmutationLisLassociatedLwithLsuccinicLsemialdehydeLdehydrogenaseLdeficiencyLandL
severeLintellectualLdisabilityLinLanLIranianLfamilyaLAmericanbJournalbofbMedicalbGeneticspbPartbAYL2013YL
didtYLdldhZee

2.5 14

75 IdentificationLofLmiRZegLandLmiRZdfjLasLnovelLcandidateLmultipleLsclerosisLmiRNtLbiomarkersLusingL
multiZstagedLdataLanalysisLprotocolaLMolecularbBiologybResearchbCommunicationsYL2017YLiYLdejZdgc 1.6 14

74 tberrantLexpressionLofLaLfiveZmicroRNtLsignatureLinLbreastLcarcinomaLasLaLpromisingLbiomarkerLforL
diagnosisaLJournalbofbClinicalbLaboratorybAnalysisYL2020YLfgYLeefcif 3 14

73 NewLkidLonLtheLIwLblockmLneuralLfunctionsLofLtheLNabebZvf dgLclassLofLvysâ�� isLtandemLzincZfingerL
polyadenosineLRNtLbindingLproteinsaLRNAbBiologyYL2012YLlYLhhhZie 4.8 13

72 WholeZexomeLsequencingLidentifiesLRdejlXLofLMY iLgeneLtoLbeLassociatedLwithLcongenitalLheartL
diseaseaLBMCbCardiovascularbDisordersYL2018YLdkYLdfj 2.3 12

71
RNtSxTeZdeficientLleukoencephalopathyLmimickingLcongenitalLvMVLinfectionLandL
ticardiZzoutieresLsyndromemLaLcaseLreportLwithLaLnovelLpathogenicLvariantaLOrphanetbJournalbofb
RarebDiseasesYL2019YLdgYLdkg

4.2 10

70  umanLpapillomavirusLU PVVLprevalenceLandLtypesLamongLwomenLattendingLregularLgynecologicalL
visitLinLTehranYLIranaLClinicalbLaboratoryYL2014YLicYLeijZjf 2 10

69
vlinicalLtpplicationLofLvellZyreeLwNtLSequencingZuasedLNoninvasiveLPrenatalLTestingLforLTrisomiesL
edYLdkYLdfLandLSexLvhromosomeLtneuploidyLinLaLMixedZRiskLPopulationLinLIranaLFetalbDiagnosisbandb
TherapyYL2020YLgjYLeecZeej

2.4 10

68 IdentificationLofLnovelLlossLofLfunctionLvariantsLinLMuOtTjLresultingLinLintellectualLdisabilityaL
GenomicsYL2020YLddeYLgcjeZgcjj 4.3 9

67 TheLoncogenicLandLtumorLsuppressiveLrolesLofLRNtZbindingLproteinsLinLhumanLcancersaLJournalbofb
CellularbPhysiologyYL2021YLefiYLieccZieeg 7 9

66 IsolatedLvongenitalLtnosmiaLandLvNzteLMutationaLScientificbReportsYL2017YLjYLeiij 4.9 8

65 NovelLneuroclinicalLfindingsLofLautosomalLrecessiveLprimaryLmicrocephalyLdhLinLaLconsanguineousL
IranianLfamilyaLEuropeanbJournalbofbMedicalbGeneticsYL2020YLifYLdcgcli 2.6 8

64  omozygousLinZframeLvariantLofLSvLitfLcausesLdopamineLtransporterLdeficiencyLsyndromeLinLaL
consanguineousLfamilyaLAnnalsbofbHumanbGeneticsYL2020YLkgYLfdhZfef 2.2 7

63 NovelLcompoundLheterozygoteLmutationsLin´ theLtTPjuLgeneLinLanLIranianLfamilyLwithLWilsonL
diseasemLaLcaseLreportaLJournalbofbMedicalbCasebReportsYL2018YLdeYLik 1.2 7

62 SfggcPLSubstitutionLinLvZTerminalLRegionLofL umanLReelinLwramaticallyLImpairsLSecretionLofLReelinL
fromL xKLelfTLcellsaLCellularbandbMolecularbBiologyYL2019YLihYLde 1.1 7

61 IdentificationLofLRxLNLvariantLpaUSeregkizlyVLinLanLIranianLfamilyLwithLankylosingLspondylitisnLtheL
firstLassociationLofLRxLNLandLtSaLEuropeanbJournalbofbHumanbGeneticsYL2020YLekYLjhgZjie 5.3 7
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60 StructuralLmodelLofLtheLOPtdLzTPaseLdomainLmayLexplainLtheLmolecularLconsequencesLofLaLnovelL
mutationLinLaLfamilyLwithLautosomalLdominantLopticLatrophyaLExperimentalbEyebResearchYL2006YLkfYLjceZi3.7 6

59 NovelLimagingLandLclinicalLphenotypesLofLvONwSItSLdisorderLcausedLbyLaLhomozygousLframeshiftL
variantLofLtwPR LemLaLcaseLreportaLBMCbNeurologyYL2020YLecYLeld 3.1 6

58 WholeZexomeLsequencingLidentifiedLaLnovelLvariantLinLanLIranianLpatientLaffectedLbyL
pycnodysostosisaLMolecularbGeneticsbhamp;bGenomicbMedicineYL2020YLkYLedddk 2.3 5

57 TheLfirstLcaseLofLNS LLbyLdirectLimpressionLonLgeneLandLidentificationLofLoneLnovelLmutationLinLinL
theLIranianLfamiliesaLIranianbJournalbofbBasicbMedicalbSciencesYL2018YLedYLfffZfgd 1.8 5

56 tLhomozygoteLvariantLinLtheLtRNtLsplicingLendonucleaseLsubunitLhgLcausesLpontocerebellarL
hypoplasiaLinLaLconsanguineousLIranianLfamilyaLMolecularbGeneticsbhamp;bGenomicbMedicineYL2020YLkYLedgdf2.3 5

55
PrimaryLcreatineLdeficiencyLsyndromeLasLaLpotentialLmissedLdiagnosisLinLchildrenLwithLpsychomotorL
delayLandLseizuremLcaseLpresentationLwithLtwoLnovelLvariantsLandLliteratureLreviewaLActabNeurologicab
BelgicaYL2020YLdecYLhddZhdi

1.5 5

54 IdentificationLofLaLnovelLmissenseLcafkizLqLtLvariantLinLaLboyLwithLtheLPOMzNTdZrelatedLmuscularL
dystrophyZdystroglycanopathyaLActabNeurologicabBelgicaYL2021YLdedYLdgfZdhd 1.5 5

53
NovelLinZframeLdeletionLinLMySwkLgeneLrevealedLbyLtrioLwholeLexomeLsequencingLinLanLIranianL
affectedLwithLneuronalLceroidLlipofuscinosisLtypeLjmLaLcaseLreportaLJournalbofbMedicalbCasebReportsYL
2018YLdeYLekd

1.2 5

52 SfggcPLSubstitutionLinLvZTerminalLRegionLofL umanLReelinLwramaticallyLImpairsLSecretionLofLReelinL
fromL xKLelfTLcellsaLCellularbandbMolecularbBiologyYL2019YLihYLdeZdi 1.1 5

51 tLnovelLmissenseLvariantLinLzPTeLcausesLnonZsyndromicLautosomalLrecessiveLintellectualLdisabilityL
inLaLconsanguineousLIranianLfamilyaLEuropeanbJournalbofbMedicalbGeneticsYL2020YLifYLdcfkhf 2.6 4

50 tLnovelLISvteLvariantLresponsibleLforLanLearlyZonsetLneurodegenerativeLmitochondrialLdisordermLaL
caseLreportLofLmultipleLmitochondrialLdysfunctionsLsyndromeLgaLBMCbNeurologyYL2019YLdlYLdhf 3.1 4

49 tlopeciaZmentalLretardationLsyndromemLclinicalLandLmolecularLcharacterizationLofLfourLpatientsaL
BritishbJournalbofbDermatologyYL2008YLdhlYLjgkZhd 4 4

48 uiomarkerLwiscoveryLuasedLonL ybridLOptimizationLtlgorithmLandLtrtificialLNeuralLNetworksLonL
MicroarrayLwataLforLvancerLvlassificationaLJournalbofbMedicalbSignalsbandbSensorsYL2015YLhYLkkZli 1 4

47
WholeZexomeLsequencingLidentifiedLfirstLhomozygousLframeshiftLvariantLinLtheLvOLxvdcLgeneLinL
anLIranianLpatientLcausingLfMvLsyndromeLtypeLfaLMolecularbGeneticsbhamp;bGenomicbMedicineYL2021YL
lYLedkfg

2.3 4

46 tLnovelLvariantLofLSTfztLfLcausesLnonZsyndromicLautosomalLrecessiveLintellectualLdisabilityLinL
IranianLpatientsaLJournalbofbGenebMedicineYL2020YLeeYLefehf 3.5 4

45 tLnovelLmissenseLvariantLinLtheLLMNueLgeneLcausesLprogressiveLmyoclonusLepilepsyaLActab
NeurologicabBelgicaYL2021YLd 1.5 4

44 wistributionLofLtheLmostLcommonLtypesLofL PVLinLIranianLwomenLwithLandLwithoutLcervicalLcanceraL
WomenbandbHealthYL2021YLidYLjfZke 1.7 4

43  eterozygosityLmappingLforLhumanLdominantLtraitLvariantsaLHumanbMutationYL2019YLgcYLlliZdccg 4.7 3
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42 ThreeLNovelLVariantsLidentifiedLinLyuNdLandLTzyuReLinLsevenLIranianLfamiliesLwithLsuspectedL
MarfanLsyndromeaLMolecularbGeneticsbhamp;bGenomicbMedicineYL2020YLkYLedejg 2.3 3

41 woubleL eterozygosityLofLuRvteLandLSTKddLinLyamilialLureastLvancerLwetectedLbyLxxomeL
SequencingaLIranianbJournalbofbPublicbHealthYL2015YLggYLdfgkZhe 0.7 3

40 xxpandingLtheLclinicalLandLneuroimagingLfeaturesLofLNKXiZeZrelatedLhereditaryLspasticLataxiaLtypeL
kaLEuropeanbJournalbofbMedicalbGeneticsYL2020YLifYLdcfkik 2.6 3

39 LeukoencephalopathyLinLRINeLsyndromemLNovelLmutationLandLexpansionLofLclinicalLspectrumaL
EuropeanbJournalbofbMedicalbGeneticsYL2020YLifYLdcfiel 2.6 3

38
xvaluationLofLtheLassociationLofLsingleLnucleotideLpolymorphismsLinLwwPgLandLvwKhRtPeLgenesL
withLrheumatoidLarthritisLsusceptibilityLinLIranianLpopulationaLEgyptianbJournalbofbMedicalbHumanb
GeneticsYL2018YLdlYLdkhZdkl

2 2

37 LackLofLassociationLbetweenLbtbLdomainLandLcncLhomologLeLpolymorphismLandLsusceptibilityLtoL
rheumatoidLarthritisLinLIranianLpopulationaLIndianbJournalbofbRheumatologyYL2016YLddYLdlj 0.5 2

36 tLNovelLLocusLandLvandidateLzeneLforLyamilialLwevelopmentalLwyslexiaLonLvhromosomeLgqaL
ZeitschriftbFˆ�rbKinderrbUndbJugendpsychiatriebUndbPsychotherapieYL2020YLgkYLgjkZgkl 1.8 2

35 NovelLhomozygousLvariantsLinLtheLTMvdLandLvw efLgenesLcauseLautosomalLrecessiveL
nonsyndromicLhearingLlossaLMolecularbGeneticsbhamp;bGenomicbMedicineYL2020YLkYLedhhc 2.3 2

34 IdentificationLofLnovelLvariantsLinLIranianLconsanguineousLpedigreesLwithLnonsyndromicLhearingL
lossLbyLnextZgenerationLsequencingaLJournalbofbClinicalbLaboratorybAnalysisYL2020YLfgYLeefhgg 3 2

33 tLnovelLhomozygousLmissenseLvariantLinLtheLNtXxLgeneLinLanLIranianLfamilyLwithLprogressiveL
encephalopathyLwithLbrainLedemaLandLleukoencephalopathyaLActabNeurologicabBelgicaYL2021YLd 1.5 2

32 vompoundL eterozygousLMutationsLinLzeneLinLanLIranianLvhildLwithLMicrocephalyYLSeizuresYLandL
wevelopmentalLwelayaLFetalbandbPediatricbPathologyYL2021YLgcYLdjgZdkc 1.7 2

31 KabukiLSyndromemLIdentificationLofLTwoLNovelLVariantsLinLandaLMolecularbSyndromologyYL2021YLdeYLddkZdei1.5 2

30 MolecularLzeneticLtnalysisLofLPK wdLMutationsLinLPedigreesLWithLtutosomalLRecessiveLPolycysticL
KidneyLwiseaseaLIranianbJournalbofbKidneybDiseasesYL2018YLdeYLfhcZfhk 0.9 2

29 IdentificationLofLaLnovelLmutationLinLtheLgeneLassociatedLwithLataxiaZoculomotorLapraxiaaLJournalbofb
PhysicalbEducationbandbSportsbManagementYL2017YLfYL 2.8 1

28 tpplicationLandLeffectivenessLofLontologyLonLeZ ealthL2014YL 1

27
ImprovingLvlassificationLofLvancerLandLMiningLuiomarkersLfromLzeneLxxpressionLProfilesLUsingL
 ybridLOptimizationLtlgorithmsLandLyuzzyLSupportLVectorLMachineaLJournalbofbMedicalbSignalsbandb
SensorsYL2018YLkYLdZdd

1 1

26 yunctionalLtnalysisLofLSegkizLMutationLandLitsLvontributionLtoLPathogenesisLofLtnkylosingL
SpondylitisaLArchivesbofbIranianbMedicineYL2020YLefYLikkZili 2.4 1

25 tLnovelLdeletionLvariantLinLvLNfLwithLhighlyLvariableLexpressivityLisLresponsibleLforLjuvenileL
neuronalLceroidLlipofuscinosesaLActabNeurologicabBelgicaYL2021YLdedYLjfjZjgk 1.5 1
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24 tLnovelLmetabolicLdisorderLinLtheLdegradationLpathwayLofLendogenousLmethanolLdueLtoLaLmutationL
inLtheLgeneLofLalcoholLdehydrogenaseaLClinicalbBiochemistryYL2021YLlcYLiiZje 3.5 1

23 IdentificationLofLaLnovelLMIvUdLnonsenseLvariantLcausesLmyopathyLwithLextrapyramidalLsignsLinLanL
IranianLconsanguineousLfamilyaLMolecularbandbCellularbPediatricsYL2021YLkYLi 3.3 1

22
vrystallographicLmodelingLofLtheLPNPTdmcadghftqzLvariantLasLaLcauseLofLmitochondrialLdysfunctionL
andLautosomalLrecessiveLdeafnessnLexpandingLtheLneuroimagingLandLclinicalLfeaturesaL
MitochondrionYL2021YLhlYLdZj

4.9 1

21 IdentificationLofLaLNovelLSpliceLSiteLMutationLinLRUNXeLzeneLinLaLyamilyLwithLRareLtutosomalL
wominantLvleidocranialLwysplasiaaLIranianbBiomedicalbJournalYL2021YLehYLeljZfce 2 1

20 PrevalenceLandLzenotypeLwistributionLofL umanLPapillomavirusLInfectionLamongLdeLcjiLIranianL
WomenaLInternationalbJournalbofbInfectiousbDiseasesYL2021YLdddYLelhZfce 10.5 1

19 PharmacogeneticsLandLPersonalizedLMedicineLinLPancreaticLvanceraLActabMedicabIranicaYL2017YLhhYLdlgZdll 1

18 tLnovelLdeletionLmutationLinLzUvYewLgeneLmayLbeLresponsibleLforLLeberLcongenitalLamaurosisZdL
diseasemLtLcaseLreportaLJournalbofbCurrentbOphthalmologyYL2019YLfdYLghkZgie 2 0

17 NovelLcompoundLheterozygousLvariantsLinLXYLTdLgeneLcausedLwesbuquoisLdysplasiaLtypeLeLinLanL
abortedLfetusmLaLcaseLreportaaLBMCbPediatricsYL2022YLeeYLif 2.6 0

16
MolecularLgeneticLanalysisLofLpolycysticLkidneyLdiseaseLdLandLpolycysticLkidneyLdiseaseLeLmutationsL
inLpedigreesLwithLautosomalLdominantLpolycysticLkidneyLdiseaseaLJournalbofbResearchbinbMedicalb
SciencesYL2019YLegYLgg

1.6 0

15
LeukoencephalopathyLinLtlZRaqadLsyndromemLxxpandingLtheLclinicalLandLneuroimagingLfeaturesL
causedLbyLaLbiallelicLnovelLmissenseLvariantLinLwvPSaLAmericanbJournalbofbMedicalbGeneticspbPartbAYL
2020YLdkeYLefldZeflk

2.5 0

14 NovelLvariantsLinLcriticalLdomainsLofLtTPkteLandLexpansionLofLclinicalLspectrumaLHumanbMutationYL
2021YLgeYLgldZglj 4.7 0

13 NovelLmanifestationsLofLWarburgLmicroLsyndromeLtypeLdLcausedLbyLaLnewLsplicingLvariantLofL
RtufztPdmLaLcaseLreportaLBMCbNeurologyYL2021YLedYLdkc 3.1 0

12
wefectiveLcomplexLIIILmitochondrialLrespiratoryLchainLdueLtoLaLnovelLvariantLinLvYvdLgeneL
masqueradesLacuteLdemyelinatingLsyndromeLorLLeberLhereditaryLopticLneuropathyaLMitochondrionYL
2021YLicYLdeZec

4.9 0

11 xvidenceLofLinvolvementLofLaLnovelLVUSLvariantLinLtheLv KuLgeneLtoLcongenitalLmuscularLdystrophyL
affectionaLMetabGeneYL2020YLegYLdccilk 0.7

10 tssociationLbetweenLrsijhlelkLandLtnkylosingLSpondylitisLinLIranianLPopulationaLAvicennabJournalb
ofbMedicalbBiotechnologyYL2018YLdcYLdjkZdke 1.4

9 uiomarkerLwiscoveryLbyLImperialistLvompetitiveLtlgorithmLinLMassLSpectrometryLwataLforLOvarianL
vancerLPredictionaLJournalbofbMedicalbSignalsbandbSensorsYL2021YLddYLdckZddl 1

8 ImportanceLofLmiRZdgdZhpLandLmiRZhcdZhPLexpressionLinLpatientsLwithL uVLinfectionaaLCellularbandb
MolecularbBiologyYL2021YLijYLdkgZdkl 1.1

7 IdentificationLofLaLnovelLMutationLinLanLIranianLyamilyLwithLsuspectedLpatientLtoL
zMeZgangliosidosesaLClinicalbCasebReportsbldiscontinuedmYL2020YLkYLehkfZehld 0.7

(2020-2021)

7



6 tvxRfZrelatedLleukoencephalopathymLexpandingLtheLclinicalLandLimagingLfindingsLspectrumLdueLtoL
novelLvariantsaLHumanbGenomicsYL2021YLdhYLgh 6.8

5 TheLIdentificationLandLStereochemistryLtnalysisLofLaLNovelLMutationLpaUwfijTfsWidVLinLtheLvYPdudL
zenemLtLvaseLReportaLJournalbofbCurrentbOphthalmologyYL2020YLfeYLddgZddk 2

4 PossibleLdualLcontributionLofLaLnovelLzUvYewLmutationLinLtheLdevelopmentLofLretinalLdegenerationL
inLaLconsanguineousLpopulationaLEuropeanbJournalbofbMedicalbGeneticsYL2020YLifYLdcfjhc 2.6

3 TheLidentificationLofLtwoLpathogenicLvariantsLinLaLfamilyLwithLmildLandLsevereLformsLofL
developmentalLdelayaLJournalbofbHumanbGeneticsYL2021YLiiYLgghZggk 4.3

2 NonsyndromicLxarlyZOnsetLxpilepticLxncephalopathiesmLTwoLNovelLKvTwjLPathogenicLVariantsLandL
aLLiteratureLReviewaLDevelopmentalbNeuroscienceYL2021YLgfYLfgkZfhj 2.2

1
NeurodevelopmentalLdisorderLwithLmicrocephalyYLhypotoniaYLandLvariableLbrainLanomaliesLinLaL
consanguineousLIranianLfamilyLisLassociatedLwithLaLhomozygousLstartLlossLvariantLinLtheLPRUNxdL
geneaaLBMCbMedicalbGenomicsYL2022YLdhYLjk

3.7
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