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72 βnYsilicoLphenotypeLpredictionLbyLnormalLmodeLvariantLanalysisLinLTUuuftYrelatedLdisease..L
ScientificiReportsXL2022XLcdXLgk 4.9 1

71 WhiteLmatterLabnormalitiesLandLironLdepositionLinLprenatalLmucolipidosisLβVYLfetalLimagingLandL
pathology.LMetaboliciBrainiDiseaseXL2021XLehXLdcggYdchi 3.9 0

70 XYlinkedLmyopathyLwithLexcessiveLautophagymLyirstLreportLofLanLβsraeliLfamilyLpresentingLwithLlateL
onsetLlowerLlimbLgirdleLweakness.LNeuromusculariDisordersXL2021XLecXLkgfYkgk 2.9

69 NxXMβyLencephalopathymLanLXYlinkedLdisorderLwithLmaleLandLfemaleLphenotypicLpatterns.LGeneticsi
iniMedicineXL2021XLdeXLeheYeie 8.1 4

68 vlinicalLphenotypesLofLinfantileLonsetLvtvNtctYrelatedLdisorder.LEuropeaniJournaliofiPaediatrici
NeurologyXL2021XLebXLcffYcgf 3.8 4

67 xxpandingLtheLgenotypeYphenotypeLspectrumLofLβSvtdYrelatedLmultipleLmitochondrialLdysfunctionL
syndromeYcavitatingLleukoencephalopathyLandLprolongedLsurvival.LNeurogeneticsXL2020XLdcXLdfeYdfl 3 2

66 tutosomalLdominantLTUuueYrelatedLsyndromemLyetalXLradiologicXLclinicalLandLmorphologicalL
features.LEuropeaniJournaliofiPaediatriciNeurologyXL2020XLdhXLfhYhb 3.8 5

65 βsolatedLventricularLseptalLdefectsLdemonstratedLbyLfetalLechocardiographymLprenatalLcourseLandL
postnatalLoutcome.LJournaliofiMaternalyFetaliandiNeonataliMedicineXL2020XLcYg 2 2

64 vètMPcLMutationsLcauseLRefractoryLβnfantileLMyoclonicLxpilepsy.LJournaliofiPediatriciNeurologyXL
2020XLckXLbdiYbed 0.2 2

63 PeriventricularLpseudocystsLofLnoninfectiousLoriginmLPrenatalLassociatedLfindingsLandLprognosticL
factors.LPrenataliDiagnosisXL2020XLfbXLlecYlfc 3.2 2

62
βnfantileLonsetLprogressiveLcerebellarLatrophyLandLanteriorLhornLcellLwegenerationYtLnovelL
phenotypeLassociatedLwithLmutationsLinLtheLPLtdzhLgene.LEuropeaniJournaliofiMedicaliGeneticsXL
2020XLheXLcbekbc

2.6 1

61 urainLwhiteLmatterLabnormalitiesLassociatedLwithLcopyLnumberLvariants.LAmericaniJournaliofi
MedicaliGeneticswiPartiAXL2020XLckdXLleYcbe 2.5 4

60 zeneticLandLphenotypicLspectrumLassociatedLwithLβyβècLgainYofYfunction.LHumaniMutationXL2020XL
fcXLkeiYkfl 4.7 31

59 MyoclonicLtremorLstatusLasLaLpresentingLsymptomLofLadenylosuccinateLlyaseLdeficiency.LEuropeani
JournaliofiMedicaliGeneticsXL2020XLheXLcbfbhc 2.6 2

58 SpectrumLofLgenesLforLinheritedLhearingLlossLinLtheLβsraeliLJewishLpopulationXLincludingLtheLnovelL
humanLdeafnessLgeneLtTOèc.LClinicaliGeneticsXL2020XLlkXLegeYehf 4 8

57 uilateralLpolymicrogyriaLassociatedLwithLdystoniamLtLnewLneurogeneticLsyndromer.LAmericani
JournaliofiMedicaliGeneticswiPartiAXL2020XLckdXLddbiYddce 2.5

56 ProcedureYtoYdeliveryLintervalLafterLlateLamniocentesisLandLtheLneedLforLroutineLantenatalL
corticosteroids.LJournaliofiMaternalyFetaliandiNeonataliMedicineXL2020XLcYk 2 1
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55 RefiningLtheLphenotypeLofLtheLTèzcLLTp.ValggtlaLmutationUYrelatedLmitochondrialLautosomalL
recessiveLcongenitalLcerebellarLataxia.LAmericaniJournaliofiMedicaliGeneticswiPartiAXL2019XLcilXLcgigYcgil2.5 3

54 yamilialLβntracranialLèypertensionLinLdLurothersLWithLMutationmLxxpansionLofLtheLPhenotypicL
Spectrum.LJournaliofiChildiNeurologyXL2019XLefXLgbhYgcb 2.5 5

53 MetabolicLstrokeLinLaLpatientLwithLbiYallelicLOPtcLmutations.LMetaboliciBrainiDiseaseXL2019XLefXLcbfeYcbfk3.9 11

52 UltrasoundLNomogramsLofLtheLyetalLOpticLNerveLSheathLwiameter.LUltraschalliiniDeriMedizinXL2019XL
fbXLfihYfkb 3.8 4

51 yetalLexomeLsequencingmLyieldLandLlimitationsLinLaLtertiaryLreferralLcenter.LUltrasoundiiniObstetricsi
andiGynecologyXL2019XLgeXLkbYkh 5.8 31

50 MicroarrayLfindingsLinLpregnanciesLwithLoligohydramniosLYLaLretrospectiveLcohortLstudyLandL
literatureLreview.LJournaliofiPerinataliMedicineXL2019XLfkXLgeYgk 2.7 3

49 PrenatalLandLpostnatalLpresentationLofLPRMTiLrelatedLsyndromemLxxpandingLtheLphenotypicL
manifestations.LAmericaniJournaliofiMedicaliGeneticswiPartiAXL2019XLcilXLikYkf 2.5 7

48 weLnovoLhotspotLvariantsLinLvYyβPdLcauseLearlyYonsetLepilepticLencephalopathy.LAnnalsiofi
NeurologyXL2018XLkeXLilfYkbh 9.4 37

47 βsolatedLfetalLhorseshoeLkidneyLdoesLnotLseemLtoLincreaseLtheLriskLforLabnormalLchromosomalL
microarrayLresults.LEuropeaniJournaliofiObstetricswiGynecologyiandiReproductiveiBiologyXL2018XLdddXLkbYke2.4 5

46 WalkerYWarburgLsyndromeLandLtectocerebellarLdysraphiamLtLnovelLassociationLcausedLbyLaL
homozygousLwtzcLmutation.LEuropeaniJournaliofiPaediatriciNeurologyXL2018XLddXLgdgYgec 3.8 9

45 LacosamideLforLSvNdtYrelatedLintractableLneonatalLandLinfantileLseizures.LEpilepticiDisordersXL2018XL
dbXLffbYffh 1.9 16

44 xxpandingLtheLphenotypeLofLβutgiLmutationsmLrelatedLleukodystrophyLcanLremainLasymptomatic.L
JournaliofiHumaniGeneticsXL2018XLheXLcddeYcddl 4.3 11

43 PhotoreceptorLzuanylateLvyclaseLTULMutationsLvauseLRetinalLwystrophiesLbyLSevereLMalfunctionLofL
vaYwependentLvyclicLzMPLSynthesis.LFrontiersiiniMoleculariNeuroscienceXL2018XLccXLefk 6.1 13

42
ProgressiveLcerebelloYcerebralLatrophyLandLprogressiveLencephalopathyLwithLedemaXL
hypsarrhythmiaLandLopticLatrophyLmayLbeLallelicLsyndromes.LEuropeaniJournaliofiPaediatrici
NeurologyXL2018XLddXLcceeYccek

3.8 12

41 TheLcerebellarLNtiltedLtelephoneLreceiverLsignNLenablesLprenatalLdiagnosisLofLPètvxSLsyndrome.L
EuropeaniJournaliofiPaediatriciNeurologyXL2018XLddXLlbbYlbl 3.8 9

40 MultipleLvausesLofLPediatricLxarlyLOnsetLvhoreaYvlinicalLandLzeneticLtpproach.LNeuropediatricsXL
2018XLflXLdfhYdgg 1.6 7

39 xxpandingLtheLphenotypeLofLTRtKcLmutationsmLhyperekplexiaLandLrefractoryLstatusLepilepticus.L
BrainXL2018XLcfcXLegg 11.2 7

38 tberrantLèRtSLtranscriptLprocessingLunderliesLaLdistinctiveLphenotypeLwithinLtheLRtSopathyL
clinicalLspectrum.LHumaniMutationXL2017XLekXLilkYkbf 4.7 11
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37 SevereLgrowthLdeficiencyXLmicrocephalyXLintellectualLdisabilityXLandLcharacteristicLfacialLfeaturesLareL
dueLtoLaLhomozygousLQtRSLmutation.LNeurogeneticsXL2017XLckXLcfcYcfh 3 8

36 RareLztuRteLvariantsLareLassociatedLwithLepilepticLseizuresXLencephalopathyLandLdysmorphicL
features.LBrainXL2017XLcfbXLdkilYdklf 11.2 24

35 UtilityLofLWholeLxxomeLSequencingLforLzeneticLwiagnosisLofLPreviouslyLUndiagnosedLPediatricL
NeurologyLPatients.LJournaliofiChildiNeurologyXL2016XLecXLcgefYcgel 2.5 38

34 tgenesisLofLtheLcorpusLcallosum.LtnLautopsyLstudyLinLfetuses.LVirchowsiArchiviFuriPathologischei
AnatomieiUndiPhysiologieiUndiFuriKlinischeiMedizinXL2016XLfhkXLdclYeb 5.1 8

33 RtRSdLmutationsLcauseLearlyLonsetLepilepticLencephalopathyLwithoutLpontoYcerebellarLhypoplasia.L
EuropeaniJournaliofiPaediatriciNeurologyXL2016XLdbXLfcdYi 3.8 19

32 TheLmolecularLandLphenotypicLspectrumLofLβQSxvdYrelatedLepilepsy.LEpilepsiaXL2016XLgiXLckgkYckhl 6.4 38

31
TheLspinalLmuscularLatrophyLwithLpontocerebellarLhypoplasiaLgeneLVRKcLregulatesLneuronalL
migrationLthroughLanLamyloidY˛†LprecursorLproteinYdependentLmechanism.LJournaliofiNeuroscienceXL
2015XLegXLlehYfd

6.6 24

30 ParoxysmalLtonicLupwardLgazeLasLaLpresentationLofLdeYnovoLmutationsLinLvtvNtct.LEuropeani
JournaliofiPaediatriciNeurologyXL2015XLclXLdldYi 3.8 32

29 vopyLnumberLvariationsLinLcryptogenicLcerebralLpalsy.LNeurologyXL2015XLkfXLchhbYk 6.5 62

28 weLnovoLmutationsLinLKβyctLcauseLprogressiveLencephalopathyLandLbrainLatrophy.LAnnalsiofiClinicali
andiTranslationaliNeurologyXL2015XLdXLhdeYeg 5.3 68

27 ttypicalLpresentationLofLvosteffLsyndromeYsevereLpsychomotorLinvolvementLandLelectricalLstatusL
epilepticusLduringLslowLwaveLsleep.LEuropeaniJournaliofiPaediatriciNeurologyXL2015XLclXLieeYh 3.8 5

26 MolecularLandLfunctionalLstudiesLofLretinalLdegenerationLasLaLclinicalLpresentationLofLStvSYrelatedL
disorder.LEuropeaniJournaliofiPaediatriciNeurologyXL2015XLclXLfidYh 3.8 7

25 tLpossibleLgenotypeYphenotypeLcorrelationLinLtshkenaziYJewishLindividualsLwithLticardiYzoutiˆ¤resL
syndromeLassociatedLwithLStMèwcLmutation.LJournaliofiChildiNeurologyXL2015XLebXLflbYg 2.5 2

24 zRβNcLmutationsLcauseLencephalopathyLwithLinfantileYonsetLepilepsyXLandLhyperkineticLandL
stereotypedLmovementLdisorders.LEpilepsiaXL2015XLghXLkfcYk 6.4 56

23 yamilialLneonatalLseizuresLinLehLfamiliesmLvlinicalLandLgeneticLfeaturesLcorrelateLwithLoutcome.L
EpilepsiaXL2015XLghXLcbicYkb 6.4 68

22 vrowdfundingLeffortLidentifiesLtheLcausativeLmutationLinLaLpatientLwithLnystagmusXLmicrocephalyXL
dystoniaLandLhypomyelination.LJournaliofiGeneticsiandiGenomicsXL2015XLfdXLilYkc 4 9

21 tLnewlyLrecognizedLsyndromeLofLsevereLgrowthLdeficiencyXLmicrocephalyXLintellectualLdisabilityXLandL
characteristicLfacialLfeatures.LEuropeaniJournaliofiMedicaliGeneticsXL2014XLgiXLdkkYld 2.6 1

20 PaternalLgermlineLmosaicismLofLaLSvNdtLmutationLresultsLinLOhtaharaLsyndromeLinLhalfLsiblings.L
EuropeaniJournaliofiPaediatriciNeurologyXL2014XLckXLghiYic 3.8 23
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19 wiagnosisLbyLwholeLexomeLsequencingLofLatypicalLinfantileLonsetLtlexanderLdiseaseLmasqueradingL
asLaLmitochondrialLdisorder.LEuropeaniJournaliofiPaediatriciNeurologyXL2014XLckXLflgYgbc 3.8 5

18 VPSgeLmutationsLcauseLprogressiveLcerebelloYcerebralLatrophyLtypeLdLTPvvtdU.LJournaliofiMedicali
GeneticsXL2014XLgcXLebeYk 5.8 53

17 SamaritanLmyopathyXLanLultimatelyLbenignLcongenitalLmyopathyXLisLcausedLbyLaLRYRcLmutation.L
ActaiNeuropathologicaXL2012XLcdfXLgigYkc 14.3 16

16 welineationLofLtheLinterstitialLhqdgLmicrodeletionLsyndromemLrefinementLofLtheLcriticalLcausativeL
region.LAmericaniJournaliofiMedicaliGeneticswiPartiAXL2012XLcgktXLcelgYl 2.5 16

15 zeneticLcounselingLandLtestingLforLySèwLTfacioscapulohumeralLmuscularLdystrophyULinLtheLβsraeliL
population.LJournaliofiGeneticiCounselingXL2012XLdcXLggiYhe 2.5 4

14 TargetedLgenomicLcaptureLandLmassivelyLparallelLsequencingLtoLidentifyLgenesLforLhereditaryL
hearingLlossLinLMiddleLxasternLfamilies.LGenomeiBiologyXL2011XLcdXLRkl 18.3 163

13
MosaicLmarkerLchromosomeLchLresultingLinLchqcc.dYqcd.cLgainLinLaLchildLwithLintellectualLdisabilityXL
microcephalyXLandLcerebellarLcorticalLdysplasia.LAmericaniJournaliofiMedicaliGeneticswiPartiAXL2011XL
cggtXLdllcYh

2.5 6

12 MutationsLdisruptingLselenocysteineLformationLcauseLprogressiveLcerebelloYcerebralLatrophy.L
AmericaniJournaliofiHumaniGeneticsXL2010XLkiXLgekYff 11 111

11 βnfantileLonsetLprogressiveLcerebellarLatrophyLandLanteriorLhornLcellLdegenerationYYaLlateLonsetL
variantLofLPvèYcr.LEuropeaniJournaliofiPaediatriciNeurologyXL2008XLcdXLliYcbc 3.8 10

10 tLnovelLmissenseLmutationLinLtheLNwPLgeneLinLaLchildLwithLNorrieLdiseaseLandLsevereLneurologicalL
involvementLincludingLinfantileLspasms.LAmericaniJournaliofiMedicaliGeneticswiPartiAXL2007XLcfetXLldcYf 2.5 22

9 .LEuropeaniJournaliofiPaediatriciNeurologyXL2007XLccXLggYgh 3.8

8 tLbenignLcongenitalLmyopathyLinLanLinbredLSamaritanLfamily.LEuropeaniJournaliofiPaediatrici
NeurologyXL2006XLcbXLckdYg 3.8 8

7 tutomaticLscanningLofLinterphaseLyβSèLforLprenatalLdiagnosisLinLunculturedLamniocytes.LGenetici
TestingiandiMoleculariBiomarkersXL2005XLlXLfcYi 18

6 yamilialLopticLatrophyLwithLwhiteLmatterLchanges.LAmericaniJournaliofiMedicaliGeneticsiPartiAXL2003
XLcdctXLdheYg 6

5 wecreasedLboneLdensityLinLcarriersLandLpatientsLofLanLβsraeliLfamilyLwithLtheL
osteoporosisYpseudogliomaLsyndrome.LIsraeliMedicaliAssociationiJournalXL2003XLgXLfclYdc 0.9 25

4 vlinicalLmanifestationsLinLaLcohortLofLfcLRothmundYThomsonLsyndromeLpatients.LAmericaniJournali
ofiMedicaliGeneticsiPartiAXL2001XLcbdXLccYi 244

3 MolecularLcytogeneticLstudiesLinLthreeLpatientsLwithLpartialLtrisomyLdpXLincludingLvzèLfromL
paraffinYembeddedLtissue.LAmericaniJournaliofiMedicaliGeneticsiPartiAXL2000XLlcXLifYkd 28

2 PulmonaryLagenesisXLmicrophthalmiaXLandLdiaphragmaticLdefectLTPMwUmLNewLsyndromeLorL
associationrL1999XLkhXLhYk 27
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