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l Paper IF Citations

75 TheKpromiseKofKwholeXexomeKsequencingKinKmedicalKgeneticsYKJournaliofiHumaniGeneticsWK2014WKgkWKgXcg 4.3 310

74 NextXgenerationKsequencinglKimpactKofKexomeKsequencingKinKcharacterizingKMendelianKdisordersYK
JournaliofiHumaniGeneticsWK2012WKgiWKhdcXed 4.3 155

73 WholeXexomeKsequencingKefficientlyKdetectsKrareKmutationsKinKautosomalKrecessiveKnonsyndromicK
hearingKlossYKPLoSiONEWK2012WKiWKegbhdj 3.7 120

72 uomprehensiveKanalysisKviaKexomeKsequencingKuncoversKgeneticKetiologyKinKautosomalKrecessiveK
nonsyndromicKdeafnessKinKaKlargeKmultiethnicKcohortYKGeneticsiiniMedicineWK2016WKcjWKehfXic 8.1 92

71 yJtdKmutationslKpassageKthroughKβranYKAmericaniJournaliofiMedicaliGeneticswiPartiAWK2005WKceesWKcedXi 2.5 72

70 yeneticKcausesKofKnonsyndromicKhearingKlossKinKβranKinKcomparisonKwithKotherKpopulationsYKJournali
ofiHumaniGeneticsWK2010WKggWKhekXfj 4.3 63

69 NextKgenerationKsequencinglKimplicationsKinKpersonalizedKmedicineKandKpharmacogenomicsYK
MoleculariBioSystemsWK2016WKcdWKcjcjXeb 63

68 StatisticalKstudyKofKegdelyKmutationKofKyJtdKgenelKaKmetaXanalysisKofKcarrierKfrequencyYK
InternationaliJournaliofiAudiologyWK2009WKfjWKeheXib 2.6 51

67 snKoverviewKofKmutationKdetectionKmethodsKinKgeneticKdisordersYKIranianiJournaliofiPediatricsWK2013
WKdeWKeigXjj 1 38

66 ScreeningKofKOTOxKmutationsKinKβranlKaKnovelKmutationKandKreviewYKInternationaliJournaliofiPediatrici
OtorhinolaryngologyWK2012WKihWKchcbXg 1.7 32

65 TheKfrequencyKofKyJtdKmutationsKandKtheKveltaKSyJthXvceScjebTKdeletionKasKaKcauseKofKautosomalK
recessiveKnonXsyndromicKdeafnessKinKtheKKurdishKpopulationYKClinicaliGeneticsWK2004WKhgWKgbhXj 4 29

64 VariationsKinKMultipleKSyndromicKveafnessKyenesKMimicKNonXsyndromicKzearingKLossYKScientifici
ReportsWK2016WKhWKechdd 4.9 28

63 βmpactKofKconsanguineousKmarriagesKinKyJtdXrelatedKhearingKlossKinKtheKβranianKpopulationlKaK
reportKofKaKnovelKvariantYKGeneticiTestingiandiMoleculariBiomarkersWK2011WKcgWKfjkXke 1.6 26

62 βnKsilicoKstructuralWKfunctionalKandKpathogenicityKevaluationKofKaKnovelKmutationlKanKoverviewKofK
zSvetdKgeneKmutationsYKGeneWK2012WKgbeWKdcgXdc 3.8 22

61 zighKlevelKofKintrafamilialKphenotypicKvariabilityKofKnonXsyndromicKhearingKlossKinKaKLurKfamilyKdueKtoK
delwcdbKmutationKinKyJtdKgeneYKInternationaliJournaliofiPediatriciOtorhinolaryngologyWK2010WKifWKcbjkXkc1.7 22

60 MutationKanalysisKofKtheKuYPdcsdKgeneKinKtheKβranianKpopulationYKGeneticiTestingiandiMoleculari
BiomarkersWK2012WKchWKjdXkb 1.6 19

59 tetaKthalassemiaKinKecWiefKcasesKwithKzttKgeneKmutationslKPathogenicKandKstructuralKanalysisKofK
theKcommonKmutationsmKβranKasKtheKcrossroadsKofKtheKMiddleKwastYKBloodiReviewsWK2016WKebWKfkeXgbj 11.1 18
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58 NextKgenerationKsequencingKapplicationsKforKcardiovascularKdiseaseYKAnnalsiofiMedicineWK2018WKgbWKkcXcbk1.5 16

57 TheKfrequencyKofKeightKcommonKpointKmutationsKinKuYPdcKgeneKinKβranianKpatientsKwithKcongenitalK
adrenalKhyperplasiaYKIranianiBiomedicaliJournalWK2008WKcdWKfkXge 2 16

56
sKtransversionKmutationKinKnonXcodingKexonKeKofKtheKTMucKgeneKinKtwoKethnicallyKrelatedKβranianK
deafKfamiliesKfromKdifferentKgeographicalKregionsmKevidenceKforKfounderKeffectYKInternationali
JournaliofiPediatriciOtorhinolaryngologyWK2013WKiiWKjdcXh

1.7 14

55 vesignWKexpressionKandKevaluationKofKaKnovelKhumanizedKsingleKchainKantibodyKagainstKepidermalK
growthKfactorKreceptorKSwyxRTYKProteiniExpressioniandiPurificationWK2016WKcdiWKjXcg 2 13

54 MYOcgsKsplicingKmutationsKinKhearingKlosslKsKreviewKliteratureKandKreportKofKaKnovelKmutationYK
InternationaliJournaliofiPediatriciOtorhinolaryngologyWK2017WKkhWKegXej 1.7 12

53 yJtdKmutationsKinKdeafKpopulationKofKβlamKSWesternKβranTlKaKdifferentKpatternKofKmutationK
distributionYKEuropeaniArchivesiofiOtoxRhinoxLaryngologyWK2016WKdieWKcchcXg 3.5 10

52 MolecularKviagnosisKofKuongenitalKsdrenalKzyperplasiaKinKβranlKxocusingKonKuYPdcsdKyeneYKIraniani
JournaliofiPediatricsWK2011WKdcWKcekXgb 1 9

51
UnexpectedKheterogeneityKdueKtoKrecessiveKandKdeKnovoKdominantKmutationsKofKyJtdKinKanKβranianK
familyKwithKnonsyndromicKhearingKlosslKimplicationKforKgeneticKcounselingYKBiochemicaliandi
BiophysicaliResearchiCommunicationsWK2010WKfbdWKebgXi

3.4 8

50
uonstructionWKexpressionWKandKactivityKofKaKnovelKimmunotoxinKcomprisingKaKhumanizedK
antiepidermalKgrowthKfactorKreceptorKscxvKandKmodifiedKPseudomonasKaeruginosaKexotoxinKsYK
AntixCanceriDrugsWK2017WKdjWKdheXdib

2.4 7

49 sKnovelKdeKnovoKdominantKmutationKofKNOTuzcKgeneKinKanKβranianKfamilyKwithKnonXsyndromicK
congenitalKheartKdiseaseYKJournaliofiClinicaliLaboratoryiAnalysisWK2020WKefWKedecfi 3 7

48 βnvestigationKofKyJthKlargeKdeletionsKinKβranianKpatientsKusingKquantitativeKrealXtimeKPuRYKClinicali
LaboratoryWK2010WKghWKfhiXic 2 7

47 zypomyelinatingKLeukodystrophyKwithKSpinalKuordKβnvolvementKuausedKbyKaKNovelKVariantKinKRsRSlK
ReportKofKTwoKUnrelatedKPatientsYKNeuropediatricsWK2019WKgbWKcebXcef 1.6 6

46 NovelKpathogenicKvariantsKunderlieKSLudhsfXrelatedKhearingKlossKinKaKmultiethnicKcohortYK
InternationaliJournaliofiPediatriciOtorhinolaryngologyWK2017WKcbcWKchiXcic 1.7 6

45 TheKxrequencyKofKzttKMutationsKsmongK˛†XThalassemiaKPatientsKinKzamadanKProvinceWKβranYK
HemoglobinWK2017WKfcWKhcXhf 0.6 5

44
ysTsfKscreeningKinKβranianKpatientsKofKvariousKethnicitiesKaffectedKwithKcongenitalKheartKdiseaselK
uoXoccurrenceKofKaKnovelKdeKnovoKtranslocationKSgmiTKandKaKlikelyKpathogenicKheterozygousKysTsfK
mutationKinKaKfamilyKwithKautosomalKdominantKcongenitalKheartKdiseaseYKJournaliofiClinicali
LaboratoryiAnalysisWK2019WKeeWKeddkde

3 5

43 sKcomprehensiveKinKsilicoKanalysisWKdistributionKandKfrequencyKofKhumanKmutationsmKsKcriticalKgeneK
inKcongenitalKheartKdiseaseYKJournaliofiCardiovasculariandiThoraciciResearchWK2019WKccWKdjiXdkk 1.3 5

42 zeterozygosityKandKalleleKfrequenciesKofKtheKtwoKVNTRsKSspotKandKvcSjbTKinKβranianKpopulationYK
IndianiJournaliofiHumaniGeneticsWK2005WKccWKec 5

41 sKcaseXcontrolKstudyKonKtheKassociationKofKcommonKvariantsKofKusPNcbKgeneKandKtheKriskKofKtypeKdK
diabetesKinKanKβranianKpopulationYKClinicaliLaboratoryWK2014WKhbWKhheXib 2 5
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40 βdentificationKofKaKnovelKmissenseKcYejhyKpKsKvariantKinKaKboyKwithKtheKPOMyNTcXrelatedKmuscularK
dystrophyXdystroglycanopathyYKActaiNeurologicaiBelgicaWK2021WKcdcWKcfeXcgc 1.5 5

39 ulopidogrelKPharmacogeneticsKinKβranianKPatientsKUndergoingKPercutaneousKuoronaryKβnterventionYK
CardiovasculariToxicologyWK2018WKcjWKfjdXfkc 3.4 5

38 vevelopmentKofKvoxorubicinXLoadedKNanostructuredKLipidKuarrierslKPreparationWKuharacterizationWK
andKβnKVitroKwvaluationKonKMuxXiKuellKLineYKBioNanoScienceWK2017WKiWKedXek 3.4 4

37 sKnovelKmissenseKvariantKinKyPTdKcausesKnonXsyndromicKautosomalKrecessiveKintellectualKdisabilityK
inKaKconsanguineousKβranianKfamilyYKEuropeaniJournaliofiMedicaliGeneticsWK2020WKheWKcbejge 2.6 4

36 yenotypicKeffectKofKaKmutationKofKtheKMYtPueKgeneKandKtwoKphenotypesKwithKdifferentKpatternsKofK
inheritanceYKJournaliofiClinicaliLaboratoryiAnalysisWK2018WKedWKeddfck 3 4

35
yenotypeWKphenotypeKandKinKsilicoKpathogenicityKanalysisKofKzwXtKmutationslKPanelKbasedK
sequencingKforKdifferentialKdiagnosisKofKgangliosidosisYKClinicaliNeurologyiandiNeurosurgeryWK2018WK
chiWKfeXge

2 4

34 uharacterizationKofKminorKbandsKofKSTRKamplificationKreactionKofKxVβββKgeneKbyKPuRKcloningYKClinicai
ChimicaiActaWK2008WKekfWKccfXg 6.2 4

33 sKnovelKmutationKandKintrafamilialKphenotypicKvariabilityKinKsRVuavYKMedicaliJournaliofitheiIslamici
RepubliciofiIranWK2018WKedWKg 1.1 4

32 PatientXSpecificKβnducedKPluripotentKStemKuellXverivedKzepatocyteXLikeKuellsKasKaKModelKtoKStudyK
sutosomalKRecessiveKzypercholesterolemiaYKStemiCellsiandiDevelopmentWK2021WKebWKicfXidf 4.4 4

31 sutosomalKRecessiveKNonsyndromicKsrrhythmogenicKRightKVentricularKuardiomyopathyKwithoutK
uutaneousKβnvolvementslKsKNovelKMutationYKAnnalsiofiHumaniGeneticsWK2017WKjcWKcegXcfb 2.2 3

30 trownXVialettoXVanKLaereKsyndromeKandKxazioXLondeKsyndromelKsKnovelKmutationKandKinKsilicoK
analysesYKJournaliofiClinicaliNeuroscienceWK2020WKidWKefdXefk 2.2 3

29 sKsystematicKreviewKofKLvLRWKPuSKkWKandKsPOtKvariantsKinKssiaYKAtherosclerosisWK2020WKebgWKgbXgi 3.1 3

28 MosaicKtrisomyKddKinKaKfXyearXoldKboyKwithKcongenitalKheartKdiseaseKandKgeneralKhypotrophylKsKcaseK
reportYKJournaliofiClinicaliLaboratoryiAnalysisWK2019WKeeWKeddhhe 3 3

27 PuRXwLβSslKsKdiagnosticKassayKforKidentifyingKβranianKzβVKseropositivesYKMoleculariGeneticswi
MicrobiologyiandiVirologyWK2013WKdjWKcdiXcec 0.4 2

26 sKnovelKPutvKgeneKmutationKinKanKβranianKpatientKwithKhyperphenylalaninemiaYKClinicaliLaboratoryWK
2013WKgkWKkdgXj 2 2

25 TheKyeneticKPerspectiveKofKxamilialKylucocorticoidKveficiencylKsnalysisKofKTwoKNovelKVariantsYK
InternationaliJournaliofiEndocrinologyWK2020WKdbdbWKdckbgbj 2.7 2

24 sKnovelKhomozygousKmissenseKvariantKinKtheKNsXwKgeneKinKanKβranianKfamilyKwithKprogressiveK
encephalopathyKwithKbrainKedemaKandKleukoencephalopathyYKActaiNeurologicaiBelgicaWK2021WKc 1.5 2

23 NovelKdiseaseXcausingKvariantsKinKaKcohortKofKβranianKpatientsKwithKmetachromaticKleukodystrophyK
andKinKsilicoKanalysisKofKtheirKpathogenicityYKClinicaliNeurologyiandiNeurosurgeryWK2021WKdbcWKcbhffj 2 2
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22 yeneticKtestingKofKleukodystrophiesKunravelingKextensiveKheterogeneityKinKaKlargeKcohortKandK
reportKofKfiveKcommonKdiseasesKandKejKnovelKvariantsYKScientificiReportsWK2021WKccWKedec 4.9 2

21 yeneticKhomozygosityKinKaKdiverseKpopulationlKsnKexperienceKofKlongKQTKsyndromeYKInternationali
JournaliofiCardiologyWK2020WKechWKcciXcdf 3.2 1

20
PathogenicKsignificanceKofKSuNcsKsplicingKvariantsKcausingKvravetKsyndromelKβmprovingKdiagnosisK
withKtargetedKsequencingKforKvariantsKbyKinKsilicoKanalysisYKClinicaliNeurologyiandiNeurosurgeryWK2018
WKchhWKjbXkb

2 1

19 yeneticsKofKzearingKLossK2012WK 1

18 dcXhydroxylaseKdeficiencylKnewbornKscreeningKinKiranqYKIranianiJournaliofiPediatricsWK2012WKddWKdikXjb 1 1

17 βnvestigationKofKuhromosomalKsbnormalitiesKandKMicrodeletionaKMicroduplicationSsTKinKxiftyKβranianK
PatientsKwithKMultipleKuongenitalKsnomaliesYKCelliJournalWK2019WKdcWKeeiXefk 2.4 1

16 SeizureKasKtheKwarlyKandKMainKManifestationKofKβnfantileKVanishingKWhiteKMatterKviseaselKsKuaseK
ReportYKIranianiJournaliofiPediatricsWK2018WKdjWK 1 1

15
NovelKcasesKofKpediatricKsuddenKcardiacKdeathKsecondaryKtoKTRvNKmutationsKpresentingKasKlongKQTK
syndromeKatKrestKandKcatecholaminergicKpolymorphicKventricularKtachycardiaKduringKexerciselKTheK
TRvNKarrhythmiaKsyndromeYKAmericaniJournaliofiMedicaliGeneticswiPartiAWK2021WKcjgWKefeeXeffg

2.5 1

14 wpilepsiaKPartialisKuontinuaKaKulinicalKxeatureKofKaKMissenseKVariantKinKtheKsvuKeKyeneKandKPoorK
ResponseKtoKTherapyYYKJournaliofiMoleculariNeuroscienceWK2022WKc 3.3 1

13 mutationsKandKzbsdKlevellKwscapingKtheKcarrierKscreeningKprogramsYKClinicaliCaseiReportsi
sdiscontinuedtWK2021WKkWKkieXkii 0.7 0

12 uarneyKuomplexKsyndromeYKCardiovasculariPathologyWK2020WKfkWKcbidec 3.8 0

11 WholeXwxomeKSequencingKRevealsKaKNovelKMutationKofKxLNsKyeneKinKanKβranianKxamilyKwithK
NonsyndromicKTetralogyKofKxallotYKLaboratoryiMedicineWK2021WKgdWKhcfXhcj 1.6 0

10 sKcaseKofKautosomalKrecessiveKhypercholesterolemiaKwithKaKnovelKmutationKinKtheKgeneYKClinicali
PediatriciEndocrinologyWK2021WKebWKdbcXdbf 1.4 0

9 yxsPKvariantsKleadingKtoKinfantileKslexanderKdiseaselKPhenotypeKandKgenotypeKanalysisKofKcegK
casesKandKreportKofKaKdeKnovoKvariantYKClinicaliNeurologyiandiNeurosurgeryWK2021WKdbiWKcbhigf 2 0

8 sKnovelKpathogenicKvariantKofKinKanKβranianKpsuedohermaphroditeKmaleYKClinicaliCaseiReportsi
sdiscontinuedtWK2020WKjWKckfiXckgc 0.7

7 pYylnecjXKandKpYValdjcLeuKasKtheKMajorKVariantsKofKyeneKinKuhildrenKwithKβdiopathicKPrematureK
PubarcheYKInternationaliJournaliofiEndocrinologyWK2020WKdbdbWKfedkikc 2.7

6 uardiovascularKyeneticsK2018WKgdgXgee

5 zomozygosityKmappingKandKuvzdeKmutationKanalysisKinKβranianKdeafKfamiliesYKHearingwiBalanceiandi
CommunicationWK2016WKcfWKcjkXcke 0.7
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4 NonsyndromicKwarlyXOnsetKwpilepticKwncephalopathieslKTwoKNovelKKuTviKPathogenicKVariantsKandK
aKLiteratureKReviewYKDevelopmentaliNeuroscienceWK2021WKfeWKefjXegi 2.2

3 yeneticsKofKuardiovascularKviseaseKandKspplicationsKofKyeneticKTestingK2022WKhhgXhif

2 PuRXwLβSslKaKdiagnosticKassayKforKidentifyingKβranianKzβVKseropositivesYKMolekuliarnaiaiGenetikawi
MikrobiologiiaiIiVirusologiiaWK2013WKehXk 0.3

1 snKβranianKuongenitalKsdrenalKzypoplasiaKPatientKwithKwlevatedKTestosteroneKinKβnfancyKdueKtoKaK
NovelKPathogenicKxrameshiftKVariantKinKYYKInternationaliJournaliofiEndocrinologyWK2021WKdbdcWKfehibdj 2.7
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