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70 tiallelicKlossYofYfunctionKvariantsKinKPLvcKcauseKcongenitalKrightYsidedKcardiacKvalveKdefectsKandK
neonatalKcardiomyopathyZKJournalYofYClinicalYInvestigationXK2021XKcecXK 15.9 4

69 yeneticKheterogeneityKofKneuronalKintranuclearKinclusionKdiseaselKWhatKaboutKtheKinfantileKvariantqZK
AnnalsYofYClinicalYandYTranslationalYNeurologyXK2021XKjXKkkfYcbbc 5.3 1

68 NonYPenetranceKforKOcularKPhenotypeKinKTwoK ndividualsKuarryingKzeterozygousKLossYofYxunctionK
sllelesZKGenesXK2021XKcdXK 4.2 0

67 RelKwRuueXKaKnewKovarianKcancerKsusceptibilityKgeneqZKEuropeanYJournalYofYCancerXK2021XKcgbXKdijYdjb 7.5

66 yPvcKveficiencyKYKUnderdiagnosedKuauseKofKLiverKviseaseZKIndianYJournalYofYPediatricsXK2021XKjjXKjbYjc 3 2

65 POLRMTKmutationsKimpairKmitochondrialKtranscriptionKcausingKneurologicalKdiseaseZKNatureY
CommunicationsXK2021XKcdXKcceg 17.4 3

64 sKmutationKinKtheKSsscKpromoterKcausesKhereditaryKamyloidKsKamyloidosisZKKidneyYInternationalXK
2021XK 9.9 3

63 PseudodominantKNanophthalmosKinKaKRomaKxamilyKuausedKbyKaKNovelKVariantZKJournalYofY
OphthalmologyXK2020XKdbdbXKhjbijbk 2 1

62
SevereKphenotypeKofKsTPhsPcYuvyKinKtwoKsiblingsKwithKaKnovelKmutationKleadingKtoKaKdifferentialK
tissueYspecificKsTPhsPcKproteinKpatternXKcellularKoxidativeKstressKandKhepaticKcopperKaccumulationZK
JournalYofYInheritedYMetabolicYDiseaseXK2020XKfeXKhkfYibb

5.4 8

61 xatalKneonatalKnephrocutaneousKsyndromeKinKcjKRomaKchildrenKwithKwyxRKdeficiencyZKJournalYofY
DermatologyXK2020XKfiXKhheYhhj 1.6 2

60 MultigeneKPanelKyermlineKTestingKofKceeeKuzechKPatientsKwithKOvarianKuancerZKCancersXK2020XKcdXK 6.6 8

59 SpinalKmuscularKatrophyKcausedKbyKaKnovelKsluYmediatedKdeletionKofKexonsKdaYgKinKSMNcK
undetectableKwithKroutineKgeneticKtestingZKMolecularYGeneticsYfamp;YGenomicYMedicineXK2020XKjXKecdej 2.3 7

58 vesminopathylKNovelKvesminKVariantsXKaKNewKuardiacKPhenotypeXKandKxurtherKwvidenceKforK
SecondaryKMitochondrialKvysfunctionZKJournalYofYClinicalYMedicineXK2020XKkXK 5.1 7

57 sutosomalYdominantKadultKneuronalKceroidKlipofuscinosisKcausedKbyKduplicationKinKvNsJugKinitiallyK
missedKbyKSangerKandKwholeYexomeKsequencingZKEuropeanYJournalYofYHumanYGeneticsXK2020XKdjXKijeYijk5.3 3

56 PeritonealKdialysisKinducesKalterationsKinKtheKtranscriptomeKofKperitonealKcellsKbeforeKdetectibleK
peritonealKfunctionalKchangesZKAmericanYJournalYofYPhysiologyYnYRenalYPhysiologyXK2020XKecjXKxddkYxdei 4.3 7

55  dentificationKofKyermlineKMutationsKinKMelanomaKPatientsKwithKwarlyKOnsetXKvoubleKPrimaryK
TumorsXKorKxamilyKuancerKzistoryKbyKNySKsnalysisKofKdciKyenesZKBiomedicinesXK2020XKjXK 4.8 4

54 LncRNsKProfilingKRevealsKThatKtheKveregulationKofKzckXKWTcYsSXKTuLhXKandKLwxcYsScK sKsssociatedK
withKzigherYRiskKMyelodysplasticKSyndromeZKCancersXK2020XKcdXK 6.6 6
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53 MolecularKxingerprintsKofKtorderlineKuhangesKinKKidneyKsllograftsKsreK nfluencedKbyKvonorK
uategoryZKFrontiersYinYImmunologyXK2020XKccXKfde 8.4 1

52  dentificationKofKdeleteriousKgermlineKuzwKdKmutationsKandKtheirKassociationKwithKbreastKandK
ovarianKcancerZKInternationalYJournalYofYCancerXK2019XKcfgXKcijdYciki 7.5 22

51 ParentalKgonadalKbutKnotKsomaticKmosaicismKleadingKtoKdeKnovoKNx XKvariantsKsharedKbyKtwoK
brothersKwithKMalanKsyndromeZKAmericanYJournalYofYMedicalYGeneticsmYPartYAXK2019XKcikXKdcckYdcde 2.5 4

50
sKnovelKvariantKofKucdorffKinKaKconsanguineousKsrmenianKfamilyKconfirmsKtheKetiologyKofK
autosomalKrecessiveKintellectualKdisabilityKtypeKhhKwithKdelineationKofKtheKphenotypeZKMolecularY
GeneticsYfamp;YGenomicYMedicineXK2019XKiXKejhg

2.3 2

49
POLRetYassociatedKleukodystrophylKclinicalXKneuroimagingKandKmolecularYgeneticKanalysesKinKfourK
patientslKclinicalKheterogeneityKandKnovelKmutationsKinKPOLRetKgeneZKNeurologiaYIYNeurochirurgiaY
PolskaXK2019XKgeXKehkYeih

1

48
yeneticKarchitectureKofKrecentYonsetKdilatedKcardiomyopathyKinKMoravianKregionKassessedKbyK
wholeYexomeKsequencingKandKitsKclinicalKcorrelatesZKBiomedicalYPapersYofYtheYMedicalYFacultyYofYtheY
UniversityYPalackyfamp;cxrurs;mYOlomoucmYCzechoslovakiaXK2019XKcheXKebkYeci

1.7 1

47 MolecularKPatternsKviscriminateKsccommodationKandKSubclinicalKsntibodyYmediatedKRejectionKinK
KidneyKTransplantationZKTransplantationXK2019XKcbeXKkbkYkci 1.8 7

46 SideroblasticKanemiaKassociatedKwithKmultisystemKmitochondrialKdisordersZKPediatricYBloodYandY
CancerXK2019XKhhXKedigkc 3 11

45 RareKcopyKnumberKvariationKinKextremelyKimpulsivelyKviolentKmalesZKGenesmYBrainYandYBehaviorXK2019XK
cjXKecdgeh 3.6 3

44 wctopicKyRzLdKwxpressionKvueKtoKNonYcodingKMutationsKPromotesKuellKStateKTransitionKandKuausesK
PosteriorKPolymorphousKuornealKvystrophyKfZKAmericanYJournalYofYHumanYGeneticsXK2018XKcbdXKffiYfgk 11 25

43 MutationsKinKVpscgKperturbKneuronalKmigrationKinKmiceKandKareKassociatedKwithK
neurodevelopmentalKdiseaseKinKhumansZKNatureYNeuroscienceXK2018XKdcXKdbiYdci 25.5 24

42 ulinicalKmanifestationsKandKmolecularKaspectsKofKphosphoribosylpyrophosphateKsynthetaseK
superactivityKinKfemalesZKRheumatologyXK2018XKgiXKccjbYccjg 3.9 6

41 veKnovoKmutationsKinKtheKyTPayvPYbindingKregionKofKRsLsXKaKRsSYlikeKsmallKyTPaseXKcauseK
intellectualKdisabilityKandKdevelopmentalKdelayZKPLoSYGeneticsXK2018XKcfXKecbbihic 6 11

40 warlyKisolatedKVYlesionKmayKnotKtrulyKrepresentKrejectionKofKtheKkidneyKallograftZKClinicalYScienceXK
2018XKcedXKddhkYddjf 6.5 8

39 LsMPdKexonYcopyKnumberKvariationsKinKvanonKdiseaseKheterozygoteKfemaleKprobandslK nfrequentK
orKunderdetectedqZKAmericanYJournalYofYMedicalYGeneticsmYPartYAXK2018XKcihXKdfebYdfef 2.5 5

38 NoninvasiveK mmunohistochemicalKviagnosisKandKNovelKMutationsKuausingKsutosomalKvominantK
TubulointerstitialKKidneyKviseaseZKJournalYofYtheYAmericanYSocietyYofYNephrology:YJASNXK2018XKdkXKdfcjYdfec12.7 28

37 ValidationKofKuZwusNusKTuZwchKusncerKpaNelKforKulinicalKspplicationUKforKtargetedKNySYbasedK
analysisKofKhereditaryKcancerKsyndromesZKPLoSYONEXK2018XKceXKebckgihc 3.7 15

36 ThymidineKkinaseKdKandKalanylYtRNsKsynthetaseKdKdeficienciesKcauseKlethalKmitochondrialK
cardiomyopathylKcaseKreportsKandKreviewKofKtheKliteratureZKCardiologyYinYtheYYoungXK2017XKdiXKkehYkff 1 21
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35 SegregationKofKa´ novelKpZTSerdibTyrUKMsxKmutationKandKpZTTyrghVUKuRYyvKvariantKinKaKfamilyKwithK
dominantlyKinheritedKcongenitalKcataractsZKMolecularYBiologyYReportsXK2017XKffXKfegYffb 2.8 5

34 MultiplexKPuRKandKNySYbasedKidentificationKofKmRNsKsplicingKvariantslKsnalysisKofKtRuscKsplicingK
patternKasKaKmodelZKGeneXK2017XKheiXKfcYfk 3.8 8

33
snalysisKofKecYyearYoldKpatientKwithKSYNysPcKgeneKdefectKpointsKtoKimportanceKofKvariantsKinK
broaderKspliceKregionsKandKrevealsKdevelopmentalKtrajectoryKofKSYNysPcYassociatedKphenotypelK
caseKreportZKBMCYMedicalYGeneticsXK2017XKcjXKhd

2.1 15

32
scadianKvariantKofKxanconiKsyndromeKisKcausedKbyKmitochondrialKrespiratoryKchainKcomplexK K
deficiencyKdueKtoKaKnonYcodingKmutationKinKcomplexK KassemblyKfactorKNvUxsxhZKHumanYMolecularY
GeneticsXK2016XKdgXKfbhdYfbik

5.6 35

31 RareKvariantsKinKknownKandKnovelKcandidateKgenesKpredisposingKtoKstatinYassociatedKmyopathyZK
PharmacogenomicsXK2016XKciXKcfbgYcf 2.6 15

30
sutosomalYvominantKuornealKwndothelialKvystrophiesKuzwvcKandKPPuvcKsreKsllelicKvisordersK
uausedKbyKNonYcodingKMutationsKinKtheKPromoterKofKOVOLdZKAmericanYJournalYofYHumanYGeneticsXK
2016XKkjXKigYjk

11 53

29 zeterozygousKdeletionsKatKtheKZwtcKlocusKverifyKhaploinsufficiencyKasKtheKmechanismKofKdiseaseKforK
posteriorKpolymorphousKcornealKdystrophyKtypeKeZKEuropeanYJournalYofYHumanYGeneticsXK2016XKdfXKkjgYkc5.3 24

28 MolecularKpatternsKofKdiffuseKandKnodularKparathyroidKhyperplasiaKinKlongYtermKhemodialysisZK
AmericanYJournalYofYPhysiologyYnYEndocrinologyYandYMetabolismXK2016XKeccXKwidbYwidk 6 4

27 zeterozygousKLossYofYxunctionKSwuhcscKMutationsKuauseKsutosomalYvominantKTubuloY nterstitialK
andKylomerulocysticKKidneyKviseaseKwithKsnemiaZKAmericanYJournalYofYHumanYGeneticsXK2016XKkkXKcifYji11 87

26 zereditaryKtruncatingKmutationsKofKvNsKrepairKandKotherKgenesKinK
tRuscatRusdaPsLtdYnegativelyKtestedKbreastKcancerKpatientsZKClinicalYGeneticsXK2016XKkbXKedfYee 4 29

25 ValidationKofKrsdkghgfblypuKandKrseieggdblypsKassociationKwithKkeratoconusKinKaKpopulationKofK
wuropeanKdescentZKEuropeanYJournalYofYHumanYGeneticsXK2015XKdeXKcgjcYe 5.3 27

24 MolecularKdiagnosticsKidentifiesKrisksKforKgraftKdysfunctionKdespiteKborderlineKhistologicKchangesZK
KidneyYInternationalXK2015XKjjXKijgYkg 9.9 11

23
sKpatientKshowingKfeaturesKofKbothKSttYSSKandKyPSKsupportsKtheKconceptKofKaKKsThtYrelatedK
diseaseKspectrumXKwithKmutationsKinKmidYexonKcjKpossiblyKleadingKtoKcombinedKphenotypesZK
EuropeanYJournalYofYMedicalYGeneticsXK2015XKgjXKggbYg

2.6 22

22 zereditaryKhaemochromatosisKcausedKbyKhomozygousKzJVKmutationKevolvedKthroughKpaternalK
disomyZKClinicalYGeneticsXK2015XKjiXKkhYj 4 1

21 MutationsKinKPNPLshKareKlinkedKtoKphotoreceptorKdegenerationKandKvariousKformsKofKchildhoodK
blindnessZKNatureYCommunicationsXK2015XKhXKghcf 17.4 56

20 MutationKofKNogoYtKreceptorXKaKsubunitKofKcisYprenyltransferaseXKcausesKaKcongenitalKdisorderKofK
glycosylationZKCellYMetabolismXK2014XKdbXKffjYgi 24.6 72

19 LargeKcopyKnumberKvariationsKinKcombinationKwithKpointKmutationsKinKtheKTYMPKandKSuOdKgenesK
foundKinKtwoKpatientsKwithKmitochondrialKdisordersZKEuropeanYJournalYofYHumanYGeneticsXK2014XKddXKfecYf5.3 8

18 uerebellarKdysfunctionKinKaKfamilyKharboringKtheKPSwNcKmutationKcoYsegregatingKwithKaKcathepsinKvK
variantKpZsgjVZKJournalYofYtheYNeurologicalYSciencesXK2013XKedhXKigYjd 3.2 15
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17 tioinformaticKperspectivesKinKtheKneuronalKceroidKlipofuscinosesZKBiochimicaYEtYBiophysicaYActaYnY
MolecularYBasisYofYDiseaseXK2013XKcjedXKcjecYfc 6.9 8

16 MutationsKinKsNTXRcKcauseKysPOKsyndromeZKAmericanYJournalYofYHumanYGeneticsXK2013XKkdXKikdYk 11 60

15  solatedKXYlinkedKhypertrophicKcardiomyopathyKcausedKbyKaKnovelKmutationKofKtheKfourYandYaYhalfK
L MKdomainKcKgeneZKCirculation:YCardiovascularYGeneticsXK2013XKhXKgfeYgc 33

14 OrnithineKcarbamoyltransferaseKdeficiencylKmolecularKcharacterizationKofKdkKfamiliesZKClinicalY
GeneticsXK2013XKjfXKggdYk 4 5

13 uompensatoryKupregulationKofKrespiratoryKchainKcomplexesK   KandK VKinKisolatedKdeficiencyKofKsTPK
synthaseKdueKtoKTMwMibKmutationZKBiochimicaYEtYBiophysicaYActaYnYBioenergeticsXK2012XKcjciXKcbeiYfe 4.6 26

12 LargeKheterozygousKdeletionsKonKddqceZeeKinKcombinationKwithKTYMPKorKSuOdKpointKmutationsKinK
twoKpatientsKwithKmitochondrialKdisordersZKBiochimicaYEtYBiophysicaYActaYnYBioenergeticsXK2012XKcjciXKScfe4.6

11 sdaptationKofKrespiratoryKchainKbiogenesisKtoKcytochromeKcKoxidaseKdeficiencyKcausedKbyKSURxcK
geneKmutationsZKBiochimicaYEtYBiophysicaYActaYnYMolecularYBasisYofYDiseaseXK2012XKcjddXKcccfYdf 6.9 25

10 uompleteKOsTPctcKandKOsTPcteKdeficiencyKcausesKhumanKRotorKsyndromeKbyKinterruptingK
conjugatedKbilirubinKreuptakeKintoKtheKliverZKJournalYofYClinicalYInvestigationXK2012XKcddXKgckYdj 15.9 265

9 vNsKdamageKresponseKandKinflammatoryKsignalingKlimitKtheKMLLYwNLYinducedKleukemogenesisKinK
vivoZKCancerYCellXK2012XKdcXKgciYec 24.3 48

8 MutationsKinKvNsJugXKencodingKcysteineYstringKproteinKalphaXKcauseKautosomalYdominantK
adultYonsetKneuronalKceroidKlipofuscinosisZKAmericanYJournalYofYHumanYGeneticsXK2011XKjkXKdfcYgd 11 192

7 MutationsKinKvNsJugXKwncodingKuysteineYStringKProteinKslphaXKuauseKsutosomalYvominantK
sdultYOnsetKNeuronalKueroidKLipofuscinosisZKAmericanYJournalYofYHumanYGeneticsXK2011XKjkXKgjk 11 4

6 vominantKreninKgeneKmutationsKassociatedKwithKearlyYonsetKhyperuricemiaXKanemiaXKandKchronicK
kidneyKfailureZKAmericanYJournalYofYHumanYGeneticsXK2009XKjgXKdbfYce 11 119

5 zwPsT uKywNwKwXPRwSS ONK NKPRsyUwKzwRwv TsRYKzYPwRuzOLwSTwROLwM uKTPzzuUKRsTZK
AtherosclerosisXK2009XKdbiXKecd 3.1

4 TMwMibKmutationsKcauseKisolatedKsTPKsynthaseKdeficiencyKandKneonatalKmitochondrialK
encephalocardiomyopathyZKNatureYGeneticsXK2008XKfbXKcdjjYkb 36.3 161

3
vevelopmentKofKaKhumanKmitochondrialKoligonucleotideKmicroarrayKThYMitosrrayUKandKgeneK
expressionKanalysisKofKfibroblastKcellKlinesKfromKceKpatientsKwithKisolatedKxcxoKsTPKsynthaseK
deficiencyZKBMCYGenomicsXK2008XKkXKej

4.5 21

2 RotorYtypeKhyperbilirubinaemiaKhasKnoKdefectKinKtheKcanalicularKbilirubinKexportKpumpZKLiverY
InternationalXK2007XKdiXKfjgYkc 7.9 19

1 MutationsKinKTMwMihVKcauseKmucopolysaccharidosisK   uKTSanfilippoKuKsyndromeUZKAmericanYJournalY
ofYHumanYGeneticsXK2006XKikXKjbiYck 11 61
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