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i Paper IF Citations

128 xentersNforNMendelianNGenomicsoNvNdecadeNofNfacilitatingNgeneNdiscoverybbNGeneticsgingMedicineZN
2022ZN 8.1 5

127 NovelNpathogenicNvariantsNandNquantitativeNphenotypicNanalysesNofNRobinowNsyndromeoNWNTN
signalingNperturbationNandNphenotypicNvariabilitybbNHumangGeneticsgandgGenomicsgAdvancesZN2022ZNgZNedddlh0.8 3

126 vdvancesNinNNextaGenerationNSequencingNTechnologiesNandN unctionalNünvestigationNofNxandidateN
VariantsNinNNeurologicalNandNwehavioralNyisordersN2022ZNgndahdh

125 zxpandingNtheNmutationNandNphenotypeNspectrumNofNMYögaassociatedNskeletalNdisordersbbNNpjg
GenomicgMedicineZN2022ZNlZNee 6.2 1

124 NovelNRzTRzGeNV vMeghwWNfounderNalleleNisNlinkedNtoNöSvNfwNandNrenalNdiseaseNinNaNTurkishN
familybbNAmericangJournalgofgMedicalgGeneticstgPartgAZN2022ZN 2.5 0

123 VariantalevelNmatchingNforNdiagnosisNandNdiscoveryoNchallengesNandNopportunitiesbbNHumangMutationZN
2022ZN 4.7 1

122 NovelNwiallelicNVariantsNinNKü fevNxauseNaNNovelNPhenotypeNofN etalNvkinesiaNwithN
NeurodevelopmentalNyefectsN2021ZNifZN

121 zxpandingNtheNphenotypicNandNallelicNspectrumNofNSMGmoNxlinicalNobservationsNrevealNoverlapNwithN
SMGnaassociatedNdiseaseNtraitbNAmericangJournalgofgMedicalgGeneticstgPartgAZN2021ZNemmZNkhm 2.5 1

120
QuantitativeNdissectionNofNmultilocusNpathogenicNvariationNinNanNzgyptianNinfantNwithNsevereN
neurodevelopmentalNdisorderNresultingNfromNmultipleNmolecularNdiagnosesbNAmericangJournalgofg
MedicalgGeneticstgPartgAZN2021ZN

2.5 3

119 PhenotypicNandNproteinNlocalizationNheterogeneityNassociatedNwithNvöyxeNpathogenicN
proteinatruncatingNallelesNinNXiaaGibbsNsyndromebNHumangMutationZN2021ZNhfZNillaine 4.7 3

118 yisruptionNofNR XNfamilyNtranscriptionNfactorsNcausesNautismZNattentionadeficitchyperactivityN
disorderZNintellectualNdisabilityZNandNdysregulatedNbehaviorbNGeneticsgingMedicineZN2021ZNfgZNedfmaedhd 8.1 7

117 zxomeNsequencingNrevealsNpredominantlyNdeNnovoNvariantsNinNdisordersNwithNintellectualNdisabilityN
VüyWNinNtheNfounderNpopulationNofN inlandbNHumangGeneticsZN2021ZNehdZNedeeaedfn 6.3 6

116 öeterozygousNvariantsNinNSPTwNeNcauseNintellectualNdisabilityNandNautismbNAmericangJournalgofg
MedicalgGeneticstgPartgAZN2021ZNemiZNfdglafdhi 2.5 2

115
vNnovelNhomozygousNSLxegviNwholeageneNdeletionNgeneratedNbyNvlucvluamediatedNrearrangementN
inNanNüraqiNfamilyNwithNepilepticNencephalopathybNAmericangJournalgofgMedicalgGeneticstgPartgAZN2021ZN
emiZNenlfaenmd

2.5 5

114 wiallelicNPathogenicNVariantsNinNvssociatedNWithNxongenitalNMyopathybNNeurology:gGeneticsZN2021ZNlZNeimn3.8 4

113 TwoNnovelNbiaallelicNKyzLRfNmissenseNvariantsNcauseNosteogenesisNimperfectaNwithN
neurodevelopmentalNfeaturesbNAmericangJournalgofgMedicalgGeneticstgPartgAZN2021ZNemiZNffheaffhn 2.5 2

112 xlinicalZNneuroimagingZNandNmolecularNspectrumNofNTzxPRfaassociatedNhereditaryNsensoryNandN
autonomicNneuropathyNwithNintellectualNdisabilitybNHumangMutationZN2021ZNhfZNlkfallk 4.7 5
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111 wiallelicNandNmonoallelicNvariantsNinNPLXNveNareNimplicatedNinNaNnovelNneurodevelopmentalNdisorderN
withNvariableNcerebralNandNeyeNanomaliesbNGeneticsgingMedicineZN2021ZNfgZNeleiaelfi 8.1 6

110 zxomeNsequencingNrevealsNgeneticNarchitectureNinNpatientsNwithNisolatedNorNsyndromicNshortNstaturebN
JournalgofgGeneticsgandgGenomicsZN2021ZNhmZNgnkahdf 4 5

109 yetectionNofNaNmosaicNxyKLiNdeletionNandNinversionNbyNopticalNgenomeNmappingNendsNanN
exhaustiveNdiagnosticNodysseybNMoleculargGeneticsgmamp;gGenomicgMedicineZN2021ZNnZNeekki 2.3 1

108 vNxaseNReportNofNxalciumaSensingNReceptorNGeneNVariantNandNPrimaryNöyperparathyroidismbN
JournalgofgthegEndocrinegSocietyZN2021ZNiZNvelgavelh 0.4 78

107 RiskNofNsuddenNcardiacNdeathNinNzXOSxiarelatedNdiseasebNAmericangJournalgofgMedicalgGeneticstgPartg
AZN2021ZNemiZNfigfafihd 2.5 1

106 öaploinsufficiencyNofNvR Gz eNisNassociatedNwithNdevelopmentalNdelayZNintellectualNdisabilityZNandN
epilepsyNwithNvariableNexpressivitybNGeneticsgingMedicineZN2021ZNfgZNendeaenee 8.1 1

105 ü üöeNlossaofafunctionNvariantsNcontributeNtoNveryNearlyaonsetNinflammatoryNbowelNdiseasebNHumang
GeneticsZN2021ZNehdZNefnnaegef 6.3 3

104 zxomeNvariantNdiscrepanciesNdueNtoNreferenceagenomeNdifferencesbNAmericangJournalgofgHumang
GeneticsZN2021ZNedmZNefgnaefid 11 5

103 yiagnosticNyieldNandNclinicalNimpactNofNexomeNsequencingNinNearlyaonsetNscoliosisNVzOSWbNJournalgofg
MedicalgGeneticsZN2021ZNimZNheahl 5.8 20

102 yominantNmitochondrialNmembraneNproteinaassociatedNneurodegenerationNVMPvNWNvariantsNclusterN
withinNaNspecificNxenorfefNisoformbNParkinsonismgandgRelatedgDisordersZN2021ZNmfZNmhamk 3.6 4

101 vlternativeNgenomicNdiagnosesNforNindividualsNwithNaNclinicalNdiagnosisNofNyubowitzNsyndromebN
AmericangJournalgofgMedicalgGeneticstgPartgAZN2021ZNemiZNeenaegg 2.5 6

100 xlinicalNsitesNofNtheNUndiagnosedNyiseasesNNetworkoNuniqueNcontributionsNtoNgenomicNmedicineNandN
sciencebNGeneticsgingMedicineZN2021ZNfgZNfinafle 8.1 6

99 wiallelicNvariantsNinNSLxgmvgNencodingNaNglutamineNtransporterNcauseNepilepticNencephalopathybN
BrainZN2021ZN 11.2 2

98 MzyflNVariantsNxauseNyevelopmentalNyelayZNyystoniaZNandNxerebellarNöypoplasiabNAnnalsgofg
NeurologyZN2021ZNmnZNmfmamgg 9.4 2

97 xommonalitiesNacrossNcomputationalNworkflowsNforNuncoveringNexplanatoryNvariantsNinN
undiagnosedNcasesbNGeneticsgingMedicineZN2021ZNfgZNedliaedmi 8.1 2

96 NeurodevelopmentalNdisorderNinNanNzgyptianNfamilyNwithNaNbiallelicNvLKwömNvariantbNAmericang
JournalgofgMedicalgGeneticstgPartgAZN2021ZNemiZNefmmaefng 2.5 3

95 PerturbationsNofNgenesNessentialNforNMˆ…llerianNductNandNWˆ¶lffianNductNdevelopmentNinN
MayeraRokitanskyaKˆ…steraöauserNsyndromebNAmericangJournalgofgHumangGeneticsZN2021ZNedmZNgglaghi 11 15

94 xlinicalNcharacterizationNofNindividualsNwithNtheNdistalNeqfebeNmicrodeletionbNAmericangJournalgofg
MedicalgGeneticstgPartgAZN2021ZNemiZNegmmaegnm 2.5 1

(2021-2021)
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93
wiallelicNlossaofafunctionNvariantsNinNtheNsplicingNregulatorNNSRPeNcauseNaNsevereN
neurodevelopmentalNdisorderNwithNspasticNcerebralNpalsyNandNepilepsybNGeneticsgingMedicineZN2021ZN
fgZNfhiiafhkd

8.1 1

92 zxomeNsequencingNinNchildrenNwithNclinicallyNsuspectedNmaturityaonsetNdiabetesNofNtheNyoungbN
PediatricgDiabetesZN2021ZNffZNnkdankm 3.6 2

91 PhenoywZNGeneMatcherNandNVariantMatcherZNtoolsNforNanalysisNandNsharingNofNsequenceNdatabN
OrphanetgJournalgofgRaregDiseasesZN2021ZNekZNgki 4.2 5

90 yeepNclinicopathologicalNphenotypingNidentifiesNaNpreviouslyNunrecognizedNpathogenicNzMyNspliceN
variantbNAnnalsgofgClinicalgandgTranslationalgNeurologyZN2021ZNmZNfdifafdim 5.3

89 öighNprevalenceNofNmultilocusNpathogenicNvariationNinNneurodevelopmentalNdisordersNinNtheNTurkishN
populationbNAmericangJournalgofgHumangGeneticsZN2021ZNedmZNenmeafddi 11 4

88 ResponseNtoNwieseckerNet´ albNAmericangJournalgofgHumangGeneticsZN2021ZNedmZNemdlaemdm 11 0

87 missenseNmutationsNinNXiaaGibbsNsyndromebbNHumangGeneticsgandgGenomicsgAdvancesZN2021ZNfZN 0.8 1

86 MultilocusNinheritanceNandNvariableNdiseaseNexpressivityNinNrareNdiseaseN2021ZNemiafdh

85 xlinicalNpresentationNandNevolutionNofNXiaaGibbsNsyndromeNdueNtoNpbGlyglivrgfsTergNvariantNinNaN
patientNfromNyRNxongoNVxentralNvfricaWbNAmericangJournalgofgMedicalgGeneticstgPartgAZN2021ZNemiZNnndannh2.5 3

84  unctionalNbiologyNofNtheNSteelNsyndromeNfounderNalleleNandNevidenceNforNclanNgenomicsNderivationN
ofNxOLflveNpathogenicNallelesNworldwidebNEuropeangJournalgofgHumangGeneticsZN2020ZNfmZNefhgaefkh 5.3 15

83 WolffaParkinsonaWhiteNsyndromeoNyeNnovoNvariantsNandNevidenceNforNmutationalNburdenNinNgenesN
associatedNwithNatrialNfibrillationbNAmericangJournalgofgMedicalgGeneticstgPartgAZN2020ZNemfZNegmlaegnn 2.5 5

82 wasicNconceptsNofNgeneticsNandNgenomicsN2020ZNnaen

81 öumanNandNmouseNstudiesNestablishNTwXkNinNMendelianNxvKUTNandNasNaNpotentialNdriverNofNkidneyN
defectsNassociatedNwithNtheNekpeebfNmicrodeletionNsyndromebNKidneygInternationalZN2020ZNnmZNedfdaedgd 9.9 6

80 vNdiagnosticNceilingNforNexomeNsequencingNinNcerebellarNataxiaNandNrelatedNneurologicalNdisordersbN
HumangMutationZN2020ZNheZNhmlaide 4.7 24

79 TwXkNmissenseNvariantsNexpandNtheNmutationalNspectrumNinNaNnonaMendelianNinheritanceNdiseasebN
HumangMutationZN2020ZNheZNemfaeni 4.7 14

78 yeficienciesNinNvesicularNtransportNmediatedNbyNTRvPPxhNareNassociatedNwithNsevereNsyndromicN
intellectualNdisabilitybNBrainZN2020ZNehgZNeefaegd 11.2 19

77 PhenotypicNexpansionNofNPOGZarelatedNintellectualNdisabilityNsyndromeNVWhiteaSuttonNsyndromeWbN
AmericangJournalgofgMedicalgGeneticstgPartgAZN2020ZNemfZNgmaif 2.5 19

76 RecurrentNarginineNsubstitutionsNinNtheNvxTGfNgeneNareNtheNprimaryNdriverNofNdiseaseNburdenNandN
severityNinNvisceralNmyopathybNHumangMutationZN2020ZNheZNkheakih 4.7 14
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75 GeneticNandNmolecularNmechanismNforNdistinctNclinicalNphenotypesNconveyedNbyNallelicNtruncatingN
mutationsNimplicatedNinN wNebNMoleculargGeneticsgmamp;gGenomicgMedicineZN2020ZNmZNeedfg 2.3 11

74 wiallelicNinaframeNdeletionNinNTRvPPxhNinNaNfamilyNwithNdevelopmentalNdelayNandNcerebellarNatrophybN
BrainZN2020ZNehgZNemg 11.2 4

73 xongenitalNdiaphragmaticNherniaNasNaNprominentNfeatureNofNaNSPzxxeLarelatedNsyndromebNAmericang
JournalgofgMedicalgGeneticstgPartgAZN2020ZNemfZNfnenafnfi 2.5 2

72 TSxeNVariantNvssociatedNWithNMildNorNvbsentNxlinicalN eaturesNofNTuberousNSclerosisNxomplexNinNaN
ThreeaGenerationN amilybNPediatricgNeurologyZN2020ZNeedZNmnane 2.9 2

71 LowalevelNparentalNsomaticNmosaicNSNVsNinNexomesNfromNaNlargeNcohortNofNtriosNwithNdiverseN
suspectedNMendelianNconditionsbNGeneticsgingMedicineZN2020ZNffZNelkmaellk 8.1 11

70 GenotypicNdiversityNandNphenotypicNspectrumNofNinfantileNliverNfailureNsyndromeNtypeNeNdueNtoN
variantsNinNLvRSebNGeneticsgingMedicineZN2020ZNffZNemkgaemlg 8.1 9

69 MissedNdiagnosesoNxlinicallyNrelevantNlessonsNlearnedNthroughNmedicalNmysteriesNsolvedNbyNtheN
UndiagnosedNyiseasesNNetworkbNMoleculargGeneticsgmamp;gGenomicgMedicineZN2020ZNmZNeegnl 2.3 5

68 PhenotypicNexpansionNinNKü evarelatedNdominantNdisordersoNvNdescriptionNofNnovelNvariantsNandN
reviewNofNpublishedNcasesbNHumangMutationZN2020ZNheZNfdnhafedh 4.7 1

67 xlinicalNgenomicsNandNcontextualizingNgenomeNvariationNinNtheNdiagnosticNlaboratorybNExpertgReviewg
ofgMoleculargDiagnosticsZN2020ZNfdZNnniaeddf 3.8 7

66 NzM NmutationsNthatNimpairNribosomeaassociatedNqualityNcontrolNareNassociatedNwithN
neuromuscularNdiseasebNNaturegCommunicationsZN2020ZNeeZNhkfi 17.4 21

65 üntegratedNsequencingNandNarrayNcomparativeNgenomicNhybridizationNinNfamilialNParkinsonNdiseasebN
Neurology:gGeneticsZN2020ZNkZNehnm 3.8 5

64 zxomeNsequencingNrevealsNaNnovelNvariantNinNcausingNintracranialNaneurysmNinNaNxhineseNfamilybN
JournalgofgNeuroInterventionalgSurgeryZN2020ZNefZNffeaffk 7.8 4

63 wiallelicNGRMlNvariantsNcauseNepilepsyZNmicrocephalyZNandNcerebralNatrophybNAnnalsgofgClinicalgandg
TranslationalgNeurologyZN2020ZNlZNkedakfl 5.3 5

62 üntroductionNtoNöumanNGeneticsN2019ZNeael

61 zxomeNSequencingNofNaNPrimaryNOvarianNünsufficiencyNxohortNRevealsNxommonNMolecularNztiologiesN
forNaNSpectrumNofNyiseasebNJournalgofgClinicalgEndocrinologygandgMetabolismZN2019ZNedhZNgdhnagdkl 5.6 30

60 ReanalysisNofNxlinicalNzxomeNSequencingNyatabNNewgEnglandgJournalgofgMedicineZN2019ZNgmdZNfhlmafhmd 59.2 109

59 xopyNnumberNvariantNandNrunsNofNhomozygosityNdetectionNbyNmicroarraysNenabledNmoreNpreciseN
molecularNdiagnosesNinNeeZdfdNclinicalNexomeNcasesbNGenomegMedicineZN2019ZNeeZNgd 14.4 27

58
yeNnovoNandNinheritedNTx fdNpathogenicNvariantsNareNassociatedNwithNintellectualNdisabilityZN
dysmorphicNfeaturesZNhypotoniaZNandNneurologicalNimpairmentsNwithNsimilaritiesNtoNSmithaMagenisN
syndromebNGenomegMedicineZN2019ZNeeZNef

14.4 7

(2019-2020)
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57 vNcomprehensiveNiterativeNapproachNisNhighlyNeffectiveNinNdiagnosingNindividualsNwhoNareNexomeN
negativebNGeneticsgingMedicineZN2019ZNfeZNekeaelf 8.1 36

56
wiallelicNandNyeNNovoNVariantsNinNyONSONNRevealNaNxlinicalNSpectrumNofNxellNxycleaopathiesNwithN
MicrocephalyZNywarfismNandNSkeletalNvbnormalitiesbNAmericangJournalgofgMedicalgGeneticstgPartgAZN
2019ZNelnZNfdikafdkk

2.5 8

55
NovelNöeterozygousNMutationNinNüsNvssociatedNWithNzarlyNOnsetNxVüyNandNaN unctionalNyefectNinNNKN
xellsNxomplicatedNbyNyisseminatedNxMVNünfectionNandNSevereNNephroticNSyndromebNFrontiersging
PediatricsZN2019ZNlZNgdg

3.4 9

54 wiallelicNxvxNvfyfNvariantsNinNepilepticNencephalopathyNandNcerebellarNatrophybNAnnalsgofgClinicalg
andgTranslationalgNeurologyZN2019ZNkZNegniaehdk 5.3 10

53 GenomeNsequencingNandNimplicationsNforNrareNdisordersbNOrphanetgJournalgofgRaregDiseasesZN2019ZN
ehZNeig 4.2 40

52 TheNGenomicsNofNvrthrogryposisZNaNxomplexNTraitoNxandidateNGenesNandN urtherNzvidenceNforN
OligogenicNünheritancebNAmericangJournalgofgHumangGeneticsZN2019ZNediZNegfaeid 11 50

51 ParalogNStudiesNvugmentNGeneNyiscoveryoNyyXNandNyöXNGenesbNAmericangJournalgofgHumang
GeneticsZN2019ZNediZNgdfagek 11 19

50 öomozygousNMissenseNVariantsNinNNTNGfZNzncodingNaNPresynapticNNetrinaGfNvdhesionNProteinZN
LeadNtoNaNyistinctNNeurodevelopmentalNyisorderbNAmericangJournalgofgHumangGeneticsZN2019ZNediZNedhmaedik11 13

49 vNGenocentricNvpproachNtoNyiscoveryNofNMendelianNyisordersbNAmericangJournalgofgHumangGeneticsZN
2019ZNediZNnlhanmk 11 18

48 wiaallelicNPathogenicNVariantsNinNTUwGxPfNxauseNMicrocephalyNandNLissencephalyNSpectrumN
yisordersbNAmericangJournalgofgHumangGeneticsZN2019ZNediZNeddiaedei 11 20

47 MissenseNVariantsNinNtheNöistoneNvcetyltransferaseNxomplexNxomponentNGeneNTRRvPNxauseN
vutismNandNSyndromicNüntellectualNyisabilitybNAmericangJournalgofgHumangGeneticsZN2019ZNedhZNigdaihe 11 17

46 wiaallelicNVariantsNinNTONSLNxauseNSPONvSTRüMzNyysplasiaNandNaNSpectrumNofNSkeletalNyysplasiaN
PhenotypesbNAmericangJournalgofgHumangGeneticsZN2019ZNedhZNhffahgm 11 10

45 xlinicalNexomeNsequencingNrevealsNlocusNheterogeneityNandNphenotypicNvariabilityNofN
cohesinopathiesbNGeneticsgingMedicineZN2019ZNfeZNkkgakli 8.1 31

44 ünsightsNintoNgeneticsZNhumanNbiologyNandNdiseaseNgleanedNfromNfamilyNbasedNgenomicNstudiesbN
GeneticsgingMedicineZN2019ZNfeZNlnmamef 8.1 100

43
TwXkaassociatedNcongenitalNscoliosisNVTvxSWNasNaNclinicallyNdistinguishableNsubtypeNofNcongenitalN
scoliosisoNfurtherNevidenceNsupportingNtheNcompoundNinheritanceNandNTwXkNgeneNdosageNmodelbN
GeneticsgingMedicineZN2019ZNfeZNeihmaeiim

8.1 36

42 MissenseNvariantsNinNTv eNandNdevelopmentalNphenotypesoNchallengesNofNdeterminingN
pathogenicitybNHumangMutationZN2019ZNheZNhhn 4.7 7

41 vNbiallelicNvNTXReNvariantNexpandsNtheNanthraxNtoxinNreceptorNassociatedNphenotypeNtoNtoothN
agenesisbNAmericangJournalgofgMedicalgGeneticstgPartgAZN2018ZNelkZNedeiaedff 2.5 9

40 TheNroleNofN RzMfNandN RvSeNinNtheNdevelopmentNofNcongenitalNdiaphragmaticNherniabNHumang
MoleculargGeneticsZN2018ZNflZNfdkhafdli 5.6 9
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39 TheNphenotypicNspectrumNofNXiaaGibbsNsyndromebNAmericangJournalgofgMedicalgGeneticstgPartgAZN2018
ZNelkZNegeiaegfk 2.5 25

38 PhenotypicNexpansionNilluminatesNmultilocusNpathogenicNvariationbNGeneticsgingMedicineZN2018ZNfdZNeifmaeigl8.1 71

37 TruncatingNVariantsNinNNvveiNvreNvssociatedNwithNVariableNLevelsNofNüntellectualNyisabilityZNvutismN
SpectrumNyisorderZNandNxongenitalNvnomaliesbNAmericangJournalgofgHumangGeneticsZN2018ZNedfZNnmiannh 11 26

36 PrioritizationNofNxandidateNGenesNforNxongenitalNyiaphragmaticNöerniaNinNaNxriticalNRegionNonN
xhromosomeNhpekNusingNaNMachineaLearningNvlgorithmbNJournalgofgPediatricgGeneticsZN2018ZNlZNekhaelg 0.7 7

35 üdentificationNofNlikelyNpathogenicNandNknownNvariantsNinNTSPzvRZNLvMwgZNwxORZNandNWNTedvNinN
fourNTurkishNfamiliesNwithNtoothNagenesisbNHumangGeneticsZN2018ZNeglZNkmnaldg 6.3 13

34 üR fwPLNüsNvssociatedNwithNNeurologicalNPhenotypesbNAmericangJournalgofgHumangGeneticsZN2018ZN
edgZNfhiafkd 11 39

33
TheNcoexistenceNofNcopyNnumberNvariationsNVxNVsWNandNsingleNnucleotideNpolymorphismsNVSNPsWNatNaN
locusNcanNresultNinNdistortedNcalculationsNofNtheNsignificanceNinNassociatingNSNPsNtoNdiseasebNHumang
GeneticsZN2018ZNeglZNiigaikl

6.3 33

32 PerturbationsNofNwMPcTG a˛†NandNVzG cVzG RNsignallingNpathwaysNinNnonasyndromicNsporadicNbrainN
arteriovenousNmalformationsNVwvVMWbNJournalgofgMedicalgGeneticsZN2018ZNiiZNkliakmh 5.8 38

31 vNcomprehensiveNclinicalNandNgeneticNstudyNinNeflNpatientsNwithNüyNinNKinshasaZNyRNxongobNAmericang
JournalgofgMedicalgGeneticstgPartgAZN2018ZNelkZNemnlaendn 2.5 4

30
wiaallelicNxxyxhlNVariantsNxauseNaNyisorderNxharacterizedNbyNWoollyNöairZNLiverNyysfunctionZN
yysmorphicN eaturesZNandNGlobalNyevelopmentalNyelaybNAmericangJournalgofgHumangGeneticsZN2018ZN
edgZNlnhamdl

11 10

29 PhenotypicNexpansionNinNaNaNcommonNcauseNofNintellectualNdisabilityNinNfemalesbNAnnalsgofgClinicalgandg
TranslationalgNeurologyZN2018ZNiZNefllaefmi 5.3 37

28
üdentificationNofNaNpathogenicNPMPfNvariantNinNaNmultiagenerationalNfamilyNwithNxMTNtypeNeoNxlinicalN
geneNpanelsNversusNgenomeawideNapproachesNtoNmolecularNdiagnosisbNMoleculargGeneticsgandg
MetabolismZN2018ZNefiZNgdfagdh

3.7 8

27 TheNUndiagnosedNyiseasesNNetworkoNvcceleratingNyiscoveryNaboutNöealthNandNyiseasebNAmericang
JournalgofgHumangGeneticsZN2017ZNeddZNemiaenf 11 102

26 vNRecurrentNyeNNovoNVariantNinNNvxxeNxausesNaNSyndromeNxharacterizedNbyNünfantileNzpilepsyZN
xataractsZNandNProfoundNyevelopmentalNyelaybNAmericangJournalgofgHumangGeneticsZN2017ZNeddZNghgagie 11 23

25 MvRRVzLoNüntegrationNofNöumanNandNModelNOrganismNGeneticNResourcesNtoN acilitateN unctionalN
vnnotationNofNtheNöumanNGenomebNAmericangJournalgofgHumangGeneticsZN2017ZNeddZNmhgamig 11 104

24
ffqeebfqegNduplicationNincludingNSOXedNcausesNsexareversalNandNperipheralNdemyelinatingN
neuropathyZNcentralNdysmyelinatingNleukodystrophyZNWaardenburgNsyndromeZNandNöirschsprungN
diseasebNAmericangJournalgofgMedicalgGeneticstgPartgAZN2017ZNelgZNedkkaedld

2.5 18

23 LessonsNlearnedNfromNadditionalNresearchNanalysesNofNunsolvedNclinicalNexomeNcasesbNGenomeg
MedicineZN2017ZNnZNfk 14.4 125

22 ResolutionNofNyiseaseNPhenotypesNResultingNfromNMultilocusNGenomicNVariationbNNewgEnglandg
JournalgofgMedicineZN2017ZNglkZNfeage 59.2 391

(2017-2018)
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21 vNSyndromicNNeurodevelopmentalNyisorderNxausedNbyNyeNNovoNVariantsNinNzw gbNAmericangJournalg
ofgHumangGeneticsZN2017ZNeddZNefmaegl 11 65

20 yeNNovoNMissenseNMutationsNinNyöXgdNümpairNGlobalNTranslationNandNxauseNaNNeurodevelopmentalN
yisorderbNAmericangJournalgofgHumangGeneticsZN2017ZNedeZNlekalfh 11 38

19 PhenotypicNandNmolecularNcharacterisationNofNxyKegarelatedNcongenitalNheartNdefectsZNdysmorphicN
facialNfeaturesNandNintellectualNdevelopmentalNdisordersbNGenomegMedicineZN2017ZNnZNlg 14.4 30

18 ModelNOrganismsN acilitateNRareNyiseaseNyiagnosisNandNTherapeuticNResearchbNGeneticsZN2017ZNfdlZNnafl 4 99

17 yominantNTransmissionNObservedNinNvdolescentsNandN amiliesNWithNOrthostaticNüntolerancebN
PediatricgNeurologyZN2017ZNkkZNigaimbei 2.9 4
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