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145 vurtherJdelineationJofJtheJaeqacJmicrodeletionJandJduplicationJsyndromesjJaJclinicalJspectrumJ
varyingJfromJnonWpathogenicJtoJaJsevereJoutcomeXJJournalgofgMedicalgGeneticsVJ2009VJdfVJeaaWbc 5.8 226
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53

127 MonogenicJvariantsJinJdystoniajJanJexomeWwideJsequencingJstudyXJLancetgNeurologyugTheVJ2020VJaiVJiZhWiah24.1 51
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5.4 45
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120 qJPotentialJsontributoryJRoleJforJsiliaryJtysfunctionJinJtheJafpaaXbJfZZJkbJrPdWrPeJPathologyXJ
AmericangJournalgofgHumangGeneticsVJ2015VJifVJghdWif 11 35

119 MutationsJinJtheJintellectualJdisabilityJgeneJ tMesJreduceJproteinJstabilityJandJdemethylaseJ
activityXJHumangMoleculargGeneticsVJ2015VJbdVJbhfaWgb 5.6 33

118 αeukoencephalopathyJwithJcalcificationsJandJcystsjJaJpurelyJneurologicalJdisorderJdistinctJfromJ
coatsJplusXJNeuropediatricsVJ2014VJdeVJageWhb 1.6 33

117 vertilityJinJadultJwomenJwithJclassicJgalactosemiaJandJprimaryJovarianJinsufficiencyXJFertilitygandg
SterilityVJ2017VJaZhVJafhWagd 4.8 32

116 NijmegenJpaediatricJstwJratingJscalejJaJnovelJtoolJtoJassessJdiseaseJprogressionXJJournalgofg
InheritedgMetabolicgDiseaseVJ2011VJcdVJibcWg 5.4 31
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PrematureJqgingXJAmericangJournalgofgHumangGeneticsVJ2019VJaZeVJdicWeZh 11 30
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113 qJnovelJcXbT´ n´ sJmutationJofJtheJ tMesYzqRytasJgeneJinJoneJlargeJfamilyJwithJXWlinkedJ
intellectualJdisabilityXJEuropeangJournalgofgMedicalgGeneticsVJ2012VJeeVJaghWhd 2.6 27

112 MusPbJmutationJanalysisJinJpatientsJwithJmentalJretardationJ2005VJacbqVJabaWd 27

111 uffectivenessJofJwholeJexomeJsequencingJinJunsolvedJpatientsJwithJaJclinicalJsuspicionJofJaJ
mitochondrialJdisorderJinJustoniaXJMoleculargGeneticsgandgMetabolismgReportsVJ2018VJaeVJhZWhi 1.8 26
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105
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agpacXcJandJbZqacXccXJAmericangJournalgofgMedicalgGeneticsgPartgAVJ2004VJabhqVJcfdWgc

25

104 slinicalJandJbiochemicalJimprovementJwithJgalactoseJsupplementationJinJSαsceqbWstwXJGeneticsging
MedicineVJ2020VJbbVJaaZbWaaZg 8.1 24

103 SilverWRussellJSyndromeJandJreckwithWWiedemannJSyndromejJOppositeJPhenotypesJwithJ
xeterogeneousJMolecularJutiologyXJMoleculargSyndromologyVJ2016VJgVJaaZWba 1.5 24

102 tetectionJofJvariantsJinJSαsfqhJandJfunctionalJanalysisJofJunclassifiedJmissenseJvariantsXJMolecularg
GeneticsgandgMetabolismVJ2012VJaZeVJeifWfZa 3.7 23

101 qJgirlJwithJinvertedJtriplicationJofJchromosomeJcqbeXcJWWnJqbiJandJmultipleJcongenitalJanomaliesJ
consistentJwithJcqJduplicationJsyndromeJ2005VJacdVJdcdWh 23

100 vrameshiftJmutationsJatJtheJsWterminusJofJxySTaxauJresultJinJaJspecificJtNqJhypomethylationJ
signatureXJClinicalgEpigeneticsVJ2020VJabVJg 7.7 23

99 TheJneonatalJphenotypeJofJPraderWWilliJsyndromeXJAmericangJournalgofgMedicalgGeneticsugPartgAVJ
2006VJadZVJabdaWd 2.5 22

98 telineationJofJaJxumanJMendelianJtisorderJofJtheJtNqJtemethylationJMachineryjJTuTcJ
teficiencyXJAmericangJournalgofgHumangGeneticsVJ2020VJaZfVJbcdWbde 11 22
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qJpatientJwithJtheJclassicJfeaturesJofJPhelanWMctermidJsyndromeJandJaJhighJimmunoglobulinJuJ
levelJcausedJbyJaJcrypticJinterstitialJZXgbWMbJdeletionJinJtheJbbqacXbJregionXJAmericangJournalgofg
MedicalgGeneticsugPartgAVJ2014VJafdqVJhZfWi
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96 TheJPrevalenceJofJPMMbWstwJinJustoniaJrasedJonJPopulationJsarrierJvrequenciesJandJtiagnosedJ
PatientsXJJIMDgReportsVJ2018VJciVJacWag 1.9 21

Katrin Ounap

4



95
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manifestationsjJtwoJcaseJreportsJandJaJreviewJofJtheJliteratureXJEuropeangJournalgofgPediatricsVJ2010
VJafiVJdfiWgc

4.1 21

94 PrevalenceJofJqngelmanJsyndromeJandJPraderWWilliJsyndromeJinJustonianJchildrenjJsisterJ
syndromesJnotJequallyJrepresentedXJAmericangJournalgofgMedicalgGeneticsugPartgAVJ2006VJadZVJaicfWdc 2.5 21

93 slinicalVJneuroradiologicalVJandJbiochemicalJfeaturesJofJSαsceqbWstwJpatientsXJJournalgofgInheritedg
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GeneticsVJ2018VJicVJghWhc 4 20
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PediatricgOtorhinolaryngologyVJ2010VJgdVJaZZgWab 1.7 19

88 teJnovoJmutationsJinJMSαcJcauseJanJXWlinkedJsyndromeJmarkedJbyJimpairedJhistoneJxdJlysineJafJ
acetylationXJNaturegGeneticsVJ2018VJeZVJaddbWadea 36.3 19

87 sTsvJvariantsJinJciJindividualsJwithJaJvariableJneurodevelopmentalJdisorderJbroadenJtheJ
mutationalJandJclinicalJspectrumXJGeneticsgingMedicineVJ2019VJbaVJbgbcWbgcc 8.1 18

86 NovelJhomozygousJmutationJinJ PTNJgeneJcausingJaJfamilialJintellectualJdisabilityWmacrocephalyJ
syndromeXJAmericangJournalgofgMedicalgGeneticsugPartgAVJ2015VJafgqVJaiacWe 2.5 18

85 vamilialJWilliamsWreurenJsyndromeXJAmericangJournalgofgMedicalgGeneticsgPartgAVJ1998VJhZVJdiaWc 18

84
tefectiveJtNqJPolymeraseJ˛–WPrimaseJαeadsJtoJXWαinkedJyntellectualJtisabilityJqssociatedJwithJ
SevereJwrowthJRetardationVJMicrocephalyVJandJxypogonadismXJAmericangJournalgofgHumangGenetics
VJ2019VJaZdVJiegWifg

11 17

83 qnJintellectualJdisabilityJsyndromeJwithJsingleWnucleotideJvariantsJinJOWwlcNqcJtransferaseXJ
EuropeangJournalgofgHumangGeneticsVJ2020VJbhVJgZfWgad 5.3 17

82 teJNovoJVariantsJtisturbingJtheJTransactivationJsapacityJofJPOUcvcJsauseJaJsharacteristicJ
NeurodevelopmentalJtisorderXJAmericangJournalgofgHumangGeneticsVJ2019VJaZeVJdZcWdab 11 17

81 shromosomalJmicroarrayJanalysisJasJaJfirstWtierJclinicalJdiagnosticJtestjJustonianJexperienceXJ
MoleculargGeneticsgnamp;gGenomicgMedicineVJ2014VJbVJaffWge 2.3 17

80 qJmissenseJmutationJinJtheJcatalyticJdomainJofJOWwlcNqcJtransferaseJlinksJperturbationsJinJproteinJ
OWwlcNqcylationJtoJXWlinkedJintellectualJdisabilityXJFEBSgLettersVJ2020VJeidVJgagWgbg 3.8 17

79 TreatmentJoutcomeJofJcreatineJtransporterJdeficiencyjJinternationalJretrospectiveJcohortJstudyXJ
MetabolicgBraingDiseaseVJ2018VJccVJhgeWhhd 3.9 16

78 sompoundJheterozygousJSPqTqeJvariantsJinJfourJfamiliesJandJfunctionalJstudiesJofJSPqTqeJ
deficiencyXJEuropeangJournalgofgHumangGeneticsVJ2018VJbfVJdZgWdai 5.3 15
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77
ynvestigatingJtheJcardiacJpathologyJofJSsObWmediatedJhypertrophicJcardiomyopathyJusingJpatientsJ
inducedJpluripotentJstemJcellWderivedJcardiomyocytesXJJournalgofgCellulargandgMoleculargMedicineVJ
2018VJbbVJiacWibe

5.6 15

76 soffinWSirisJSyndromeJwithJobesityVJmacrocephalyVJhepatomegalyJandJhyperinsulinismJcausedJbyJaJ
mutationJinJtheJqRytarJgeneXJEuropeangJournalgofgHumangGeneticsVJ2014VJbbVJacbgWi 5.3 15

75 TheJliveWbirthJprevalenceJofJmucopolysaccharidosesJinJustoniaXJGeneticgTestinggandgMolecularg
BiomarkersVJ2012VJafVJhdfWi 1.6 15

74 teJnovoJTrRaJvariantsJcauseJaJneurocognitiveJphenotypeJwithJytJandJautisticJtraitsjJreportJofJbeJ
newJindividualsJandJreviewJofJtheJliteratureXJEuropeangJournalgofgHumangGeneticsVJ2020VJbhVJggZWghb 5.3 13

73 qJscoringJsystemJpredictingJtheJclinicalJcourseJofJsαPrJdefectJbasedJonJtheJfoetalJandJneonatalJ
presentationJofJcaJpatientsXJJournalgofgInheritedgMetabolicgDiseaseVJ2017VJdZVJhecWhfZ 5.4 13

72
slinicalJassessmentJofJfiveJpatientsJwithJrRWtcJmutationJatJXqbaXaJgivesJfurtherJevidenceJforJmildJ
toJmoderateJintellectualJdisabilityJandJmacrocephalyXJEuropeangJournalgofgMedicalgGeneticsVJ2014VJ
egVJbZZWf

2.6 12

71 vamilialJaXcWMbJaapaeXepaeXdJtuplicationJinJThreeJwenerationsJsausingJSilverWRussellJandJ
reckwithWWiedemannJSyndromesXJMoleculargSyndromologyVJ2015VJfVJadgWea 1.5 12

70 xistoneJxcXcJbeyondJcancerjJwermlineJmutationsJinJcauseJaJpreviouslyJunidentifiedJ
neurodegenerativeJdisorderJinJdfJpatientsXJSciencegAdvancesVJ2020VJfVJ 14.3 12

69 ThreeJfamiliesJwithJmildJPMMbWstwJandJnormalJcognitiveJdevelopmentXJAmericangJournalgofg
MedicalgGeneticsugPartgAVJ2017VJagcVJafbZWafbd 2.5 11

68 xighJincidenceJofJlowJvitaminJrabJlevelsJinJustonianJnewbornsXJMoleculargGeneticsgandgMetabolismg
ReportsVJ2018VJaeVJaWe 1.8 11

67 qJNewJsaseJofJaJRareJsombinationJofJTempleJSyndromeJandJMosaicJTrisomyJadJandJaJαiteratureJ
ReviewXJMoleculargSyndromologyVJ2018VJiVJahbWahi 1.5 11

66 vαqtaWassociatedJmultipleJacylWsoqJdehydrogenaseJdeficiencyJidentifiedJbyJnewbornJscreeningXJ
MoleculargGeneticsgnamp;gGenomicgMedicineVJ2019VJgVJeiae 2.3 11

65 TwoJsistersJwithJSilverWRussellJphenotypeJ2004VJacaVJcZaWf 11

64 PhenylalanineJhydroxylaseJgeneJmutationJRdZhWJisJpresentJonJhdOJofJustonianJphenylketonuriaJ
chromosomesXJEuropeangJournalgofgHumangGeneticsVJ1996VJdVJbifWcZZ 5.3 11

63 qJretrospectiveJanalysisJofJtheJprevalenceJofJimprintingJdisordersJinJustoniaJfromJaiihJtoJbZafXJ
EuropeangJournalgofgHumangGeneticsVJ2019VJbgVJafdiWafeh 5.3 10

62 PrevalenceJofJtheJfragileJXJsyndromeJamongJustonianJmentallyJretardedJandJtheJentireJchildrenQsJ
populationXJJournalgofgChildgNeurologyVJ2008VJbcVJadZZWe 2.5 10

61
qJnewJcaseJofJbqJduplicationJsupportsJeitherJaJlocusJforJorofacialJcleftingJbetweenJmarkersJ
tbSahigJandJtbSbZbcJorJaJlocusJforJcleftJpalateJonlyJonJchromosomeJbqacWqbaXJAmericangJournalg
ofgMedicalgGeneticsugPartgAVJ2005VJacgqVJcbcWg

2.5 10

60 st αeJweneWRelatedJupilepticJuncephalopathyJinJustoniajJvourJsasesVJOneJNovelJMutationJsausingJ
SevereJPhenotypeJinJaJroyVJandJOverviewJofJtheJαiteratureXJNeuropediatricsVJ2016VJdgVJcfaWcfg 1.6 10
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59 wirlJwithJpartialJTurnerJsyndromeJandJabsenceJepilepsyXJPediatricgNeurologyVJ2008VJchVJbhiWib 2.9 9

58 tevelopmentJofJtheJphenylketonuriaJscreeningJprogrammeJinJustoniaXJJournalgofgMedicalgScreening
VJ1998VJeVJbbWc 1.4 9

57
NewJinsightsJintoJtheJclinicalJandJmolecularJspectrumJofJtheJnovelJsYvyPbWrelatedJ
neurodevelopmentalJdisorderJandJimpairmentJofJtheJWRsWmediatedJactinJdynamicsXJGeneticsging
MedicineVJ2021VJbcVJedcWeed

8.1 9

56 TwoJfamilialJmicroduplicationsJofJaeqbfXcJcausingJovergrowthJandJvariableJintellectualJdisabilityJ
withJnormalJcopyJnumberJofJywvaRXJEuropeangJournalgofgMedicalgGeneticsVJ2016VJeiVJbegWfb 2.6 8

55 PatientJwithJdupReSRqceXbWqceXcSJreciprocalJtoJtheJcommonJSotosJsyndromeJdeletionJandJreviewJofJ
theJliteratureXJEuropeangJournalgofgMedicalgGeneticsVJ2013VJefVJbZbWf 2.6 8

54
TheJvrequencyJofJMethylationJqbnormalitiesJqmongJustonianJPatientsJSelectedJbyJslinicalJ
tiagnosticJScoringJSystemsJforJSilverWRussellJSyndromeJandJreckwithWWiedemannJSyndromeXJ
GeneticgTestinggandgMoleculargBiomarkersVJ2015VJaiVJfhdWia

1.6 8

53 SpliceJvariantJyVSbWbqnwJinJtheJSαsbfqeJRPrestinSJgeneJinJfiveJustonianJfamiliesJwithJhearingJlossXJ
InternationalgJournalgofgPediatricgOtorhinolaryngologyVJ2009VJgcVJaZcWg 1.7 8

52 tiverseJphenotypeJinJpatientsJwithJcomplexJyJdeficiencyJdueJtoJmutationsJinJNtUvraaXJEuropeang
JournalgofgMedicalgGeneticsVJ2019VJfbVJaZcegb 2.6 8

51 qJprenatallyJdiagnosedJcaseJofJMeckelWwruberJsyndromeJwithJnovelJcompoundJheterozygousJ
pathogenicJvariantsJinJtheJTXNtsaeJgeneXJMoleculargGeneticsgnamp;gGenomicgMedicineVJ2019VJgVJefad 2.3 7

50 MonosomyJapcfJWJaJmultifacetedJandJstillJenigmaticJsyndromejJfourJclinicallyJdiverseJcasesJwithJ
sharedJwhiteJmatterJabnormalitiesXJEuropeangJournalgofgPaediatricgNeurologyVJ2014VJahVJcchWdf 3.8 7

49 xearingJimpairmentJinJustoniajJanJalgorithmJtoJinvestigateJgeneticJcausesJinJpediatricJpatientsXJ
AdvancesgingMedicalgSciencesVJ2013VJehVJdaiWbh 2.8 7

48 TheJtiagnosticJUtilityJofJSingleJαongJsontiguousJStretchesJofJxomozygosityJinJPatientsJwithoutJ
ParentalJsonsanguinityXJMoleculargSyndromologyVJ2015VJfVJaceWdZ 1.5 7

47 qJparallelJSNPJarrayJstudyJofJgenomicJaberrationsJassociatedJwithJmentalJretardationJinJpatientsJ
andJgeneralJpopulationJinJustoniaXJEuropeangJournalgofgMedicalgGeneticsVJ2011VJedVJacfWdc 2.6 7

46 tescriptiveJepidemiologyJofJtownQsJsyndromeJinJustoniaXJPaediatricgandgPerinatalgEpidemiologyVJ
2006VJbZVJeabWi 2.7 7

45 wirlJwithJcombinedJcellularJimmunodeficiencyVJpancytopeniaVJmalformationsVJdeletionJaaqbcXcJWWnJ
qterVJandJtrisomyJhqbdXcJWWnJqterXJAmericangJournalgofgMedicalgGeneticsgPartgAVJ2002VJaZhVJcbbWf 7

44 PrevalenceJofJαongWshainJcWxydroxyacylWsoqJtehydrogenaseJteficiencyJinJustoniaXJJIMDgReportsVJ
2012VJbVJgiWhe 1.9 6

43 qJfemaleJwithJqngelmanJsyndromeJandJunusualJlimbJdeformitiesXJPediatricgNeurologyVJ2005VJccVJffWi 2.9 6

42 qlternativeJgenomicJdiagnosesJforJindividualsJwithJaJclinicalJdiagnosisJofJtubowitzJsyndromeXJ
AmericangJournalgofgMedicalgGeneticsugPartgAVJ2021VJaheVJaaiWacc 2.5 6
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41 teJnovoJexonicJmutationJinJMYxgJgeneJleadingJtoJexonJskippingJinJaJpatientJwithJearlyJonsetJ
muscularJweaknessJandJfiberWtypeJdisproportionXJNeuromusculargDisordersVJ2016VJbfVJbcfWi 2.9 5
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