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NatureiGeneticsXK2008XKfbXKeddYj 36.3 463
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83 xragileKXKandKXYlinkedKintellectualKdisabilitylKfourKdecadesKofKdiscoveryZKAmericaniJournaliofiHumani
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centralKobesityXKhypogonadismXKpesKcavusXKandKtremorZKAmericaniJournaliofiHumaniGeneticsXK2007XK
jbXKefgYgd
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GeneticsXK2007XKekXKfgcYe 36.3 157
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JournaliofiMedicaliGeneticsXK2007XKffXKfidYi 5.8 126
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75 MutationsKinKtheKguanineKnucleotideKexchangeKfactorKgeneKIQSwudKcauseKnonsyndromicKintellectualK
disabilityZKNatureiGeneticsXK2010XKfdXKfjhYj 36.3 118
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JournaliofiHumaniGeneticsXK2003XKccXKkeiYff 5.3 106

71 vecreasedKtryptophanKmetabolismKinKpatientsKwithKautismKspectrumKdisordersZKMoleculariAutismXK
2013XKfXKch 6.5 97

70 xineYscaleKsurveyKofKXKchromosomeKcopyKnumberKvariantsKandKindelsKunderlyingKintellectualK
disabilityZKAmericaniJournaliofiHumaniGeneticsXK2010XKjiXKcieYjj 11 93

69
MutationsKinKionotropicKsMPsKreceptorKeKalterKchannelKpropertiesKandKareKassociatedKwithK
moderateKcognitiveKimpairmentKinKhumansZKProceedingsiofitheiNationaliAcademyiofiSciencesiofithei
UnitediStatesiofiAmericaXK2007XKcbfXKcjcheYj

11.5 74

68 RenpenningKsyndromeKcomesKintoKfocusZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2005XKcefXKfcgYdc2.5 68

67 MutationsKinKtheKtRWveKgeneKcauseKXYlinkedKmentalKretardationKassociatedKwithKmacrocephalyZK
AmericaniJournaliofiHumaniGeneticsXK2007XKjcXKehiYif 11 66

66 snKXYlinkedKchannelopathyKwithKcardiomegalyKdueKtoKaKuLIudKmutationKenhancingKryanodineK
receptorKchannelKactivityZKHumaniMoleculariGeneticsXK2012XKdcXKffkiYgbi 5.6 64

65 MolecularKcloningKandKcharacterizationKofKTRPugKSzTRPgTXKtheKhumanKhomologueKofKaKmouseKbrainK
receptorYactivatedKcapacitativeKuadWKentryKchannelZKGenomicsXK1999XKhbXKeebYfb 4.3 61

64 XYlinkedKintellectualKdisabilityKupdateKdbciZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2018XKcihXKceigYcejj2.5 57

63
NovelKtruncatingKmutationsKinKtheKpolyglutamineKtractKbindingKproteinKcKgeneKSPQtPcTKcauseK
RenpenningKsyndromeKandKXYlinkedKmentalKretardationKinKanotherKfamilyKwithKmicrocephalyZK
AmericaniJournaliofiHumaniGeneticsXK2004XKifXKiiiYjb

11 57

62 NaturalKhistoryKofKuhristiansonKsyndromeZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2010XKcgdsXKdiigYje2.5 54

61 wvaluationKofKvNsKMethylationKwpisignaturesKforKviagnosisKandKPhenotypeKuorrelationsKinKfdK
MendelianKNeurodevelopmentalKvisordersZKAmericaniJournaliofiHumaniGeneticsXK2020XKcbhXKeghYeib 11 51

60 LimbYbodyKwallKdefectZKIsKthereKaKdefensibleKhypothesisKandKcanKitKexplainKallKtheKassociatedK
anomaliesqZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2011XKcggsXKdbfgYgk 2.5 51

59 MutationKinKtheKgRKalternativelyKsplicedKregionKofKtheKXNPasTRYXKgeneKcausesKuhudleyYLowryK
syndromeZKEuropeaniJournaliofiHumaniGeneticsXK2005XKceXKcihYje 5.3 45

58 NoonanKsyndromeKinKdiverseKpopulationsZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2017XKcieXKdedeYdeef2.5 43
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57
XLMRKsyndromeKcharacterizedKbyKmultipleKrespiratoryKinfectionsXKhypertelorismXKsevereKuNSK
deteriorationKandKearlyKdeathKlocalizesKtoKdistalKXqdjZKAmericaniJournaliofiMedicaliGeneticsiPartiAXK
1999XKjgXKdfeYj

43

56 sllanYzerndonYvudleyKsyndromelKclinicalKandKlinkageKstudiesKonKaKsecondKfamilyZKAmericaniJournali
ofiMedicaliGeneticsiPartiAXK1992XKfeXKfkcYi 39

55 sffectedKkindredKanalysisKofKhumanKXKchromosomeKexomesKtoKidentifyKnovelKXYlinkedKintellectualK
disabilityKgenesZKPLoSiONEXK2015XKcbXKebcchfgf 3.7 38

54 SplittingKandKlumpingKinKtheKnosologyKofKXLMRZKAmericaniJournaliofiMedicaliGeneticsiPartiAXK2000XK
kiXKcifYjd 35

53 NeuralKtubeKdefectsKandKassociatedKanomaliesKinKSouthKuarolinaZKBirthiDefectsiResearchiPartiA:i
ClinicaliandiMoleculariTeratologyXK2004XKibXKggfYj 32

52 ZufzdXKanKXLIvKgeneXKisKrequiredKforKtheKgenerationKofKaKspecificKsubsetKofKuNSKinterneuronsZK
HumaniMoleculariGeneticsXK2015XKdfXKfjfjYhc 5.6 31

51 WilliamsYteurenKsyndromeKinKdiverseKpopulationsZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK
2018XKcihXKccdjYcceh 2.5 31

50 yastroschisislKclinicalKpresentationKandKassociationsZKAmericaniJournaliofiMedicaliGeneticsyiPartiC:i
SeminarsiiniMedicaliGeneticsXK2008XKcfjuXKdckYeb 3.1 31

49 yeneticKsyndromesKamongKindividualsKwithKmentalKretardationZKAmericaniJournaliofiMedicali
GeneticsiPartiAXK2003XKcdesXKdkYed 30

48 yeneKdomainYspecificKvNsKmethylationKepisignaturesKhighlightKdistinctKmolecularKentitiesKofKsvNPK
syndromeZKClinicaliEpigeneticsXK2019XKccXKhf 7.7 29

47 zUWwcKmutationsKinKJubergYMarsidiKandKtrooksKsyndromeslKtheKresultsKofKanKXYchromosomeK
exomeKsequencingKstudyZKBMJiOpenXK2016XKhXKebbkgei 3 29

46 NovelKpathogenicKvariantsKinKxOXPeKinKfetusesKwithKechogenicKbowelKandKskinKdesquamationK
identifiedKbyKultrasoundZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2017XKcieXKcdckYcddg 2.5 26

45 RenpenningKsyndromeKmapsKtoKXpccZKAmericaniJournaliofiHumaniGeneticsXK1998XKhdXKcbkdYcbc 11 26

44 uorneliaKdeKLangeKsyndromeKinKdiverseKpopulationsZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK
2019XKcikXKcgbYcgj 2.5 25

43 sbnormalitiesKinKtheKgenesKthatKencodeKLargeKsminoKscidKTransportersKincreaseKtheKriskKofKsutismK
SpectrumKvisorderZKMoleculariGeneticsipamp;iGenomiciMedicineXK2020XKjXKecbeh 2.3 24

42 LongKtermKmaintenanceKofKneuralKtubeKdefectsKpreventionKinKaKhighKprevalenceKstateZKJournaliofi
PediatricsXK2011XKcgkXKcfeYcfkZed 3.6 23

41 zolmesYyangKsyndromeKisKallelicKwithKXLMRYhypotonicKfaceKsyndromeZKAmericaniJournaliofiMedicali
GeneticsiPartiAXK2000XKkfXKejeYg 22

40 XYlinkedKmentalKretardationKsyndromeKwithKshortKstatureXKsmallKhandsKandKfeetXKseizuresXKcleftK
palateXKandKglaucomaKisKlinkedKtoKXqdjZKAmericaniJournaliofiMedicaliGeneticsiPartiAXK1999XKjgXKdehYfd 22
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39 velineationKofKaKzumanKMendelianKvisorderKofKtheKvNsKvemethylationKMachinerylKTwTeK
veficiencyZKAmericaniJournaliofiHumaniGeneticsXK2020XKcbhXKdefYdfg 11 22

38 SpasticKparaplegiaKwithKironKdepositsKinKtheKbasalKganglialKaKnewKXYlinkedKmentalKretardationK
syndromeZKAmericaniJournaliofiMedicaliGeneticsiPartiAXK1992XKfeXKfikYkb 21

37 zypothesislKdysregulationKofKmethylationKofKbrainYexpressedKgenesKonKtheKXKchromosomeKandK
autismKspectrumKdisordersZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2008XKcfhsXKddceYdb 2.5 19

36 TheKimpactKofKprenatalKdiagnosisKonKNTvKsurveillanceZKPrenataliDiagnosisXK1996XKchXKgecYg 3.2 18

35 XKchromosomeKcvNsKmicroarrayKscreeningKidentifiesKaKfunctionalKPLPdKpromoterKpolymorphismK
enrichedKinKpatientsKwithKXYlinkedKmentalKretardationZKGenomeiResearchXK2007XKciXKhfcYj 9.7 16

34 sdvancesKinKXYlinkedKmentalKretardationZKCurrentiOpinioniiniPediatricsXK2005XKciXKidbYf 3.2 16

33 LimbKbodyKwallKcomplexXKamnioticKbandKsequenceXKorKnewKsyndromeKcausedKbyKmutationKinKIQKMotifK
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32 teyondKosteogenesisKimperfectalKuausesKofKfracturesKduringKinfancyKandKchildhoodZKAmericani
JournaliofiMedicaliGeneticsyiPartiC:iSeminarsiiniMedicaliGeneticsXK2015XKchkXKecfYdi 3.1 13

31 MutationsKinKxsMgbsKsuggestKthatKsrmfieldKXLIvKsyndromeKisKaKspliceosomopathyZKNaturei
CommunicationsXK2020XKccXKehkj 17.4 13

30 OcularKmanifestationsKinKtheKXYlinkedKintellectualKdisabilityKsyndromesZKOphthalmiciGeneticsXK2017XK
ejXKfbcYfcd 1.2 11

29 vuplicationKofKOuRLKandKadjacentKgenesKassociatedKwithKautismKbutKnotKLoweKsyndromeZKAmericani
JournaliofiMedicaliGeneticsyiPartiAXK2012XKcgjsXKdhbdYg 2.5 10

28 ulinicalKepigenomicslKgenomeYwideKvNsKmethylationKanalysisKforKtheKdiagnosisKofKMendelianK
disordersZKGeneticsiiniMedicineXK2021XKdeXKcbhgYcbif 8.1 10

27 WhenKfolicKacidKfailslKInsightsKfromKdbKyearsKofKneuralKtubeKdefectKsurveillanceKinKSouthKuarolinaZK
AmericaniJournaliofiMedicaliGeneticsyiPartiAXK2015XKchisXKddffYgb 2.5 9

26 ulinicalKgeneticistsKinKbirthKdefectsKsurveillanceKandKepidemiologyKresearchKprogramslKpastXKpresentK
andKfutureKrolesZKBirthiDefectsiResearchiPartiA:iClinicaliandiMoleculariTeratologyXK2009XKjgXKhkYig 8

25 xindingKnewKetiologiesKofKmentalKretardationKandKhypotonialKXKmarksKtheKspotZKDevelopmentali
MedicineiandiChildiNeurologyXK2008XKgbXKcbfYcc 3.3 8

24 ShashiKXLMRKsyndromelKreportKofKaKsecondKfamilyK2003XKccjsXKfkYgc 8

23 SeizuresKandKXYlinkedKintellectualKdisabilityZKEuropeaniJournaliofiMedicaliGeneticsXK2012XKggXKebiYcd 2.6 7

22 PrevalenceKofKaneuploidiesKinKSouthKuarolinaKinKtheKckkbsZKGeneticsiiniMedicineXK2002XKfXKcecYg 8.1 7
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21 XYlinkedKintellectualKdisabilitylKPhenotypicKexpressionKinKcarrierKfemalesZKClinicaliGeneticsXK2020XKkiXKfcjYfdg4 6

20 MalformationsKamongKtheKXYlinkedKintellectualKdisabilityKsyndromesZKAmericaniJournaliofiMedicali
GeneticsyiPartiAXK2013XKchcsXKdifcYk 2.5 5

19 sKRareKveKNovoKyeneKMutationKsffectingKtvNxYwnhancerYvrivenKTranscriptionKsctivityKsssociatedK
withKsutismKandKstypicalKSmithYMagenisKSyndromeKPresentationZKBiologyXK2018XKiXK 4.9 4

18 tiallelicKdeletionsKofKtheKWaardenburgKIIKsyndromeKgeneXKSOXcbXKcauseKaKrecognizableK
arthrogryposisKsyndromeZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK2018XKcihXKckhjYckic 2.5 4

17 ularkYtaraitserKsyndromeKisKassociatedKwithKaKnonsenseKalterationKinKtheKautosomalKgeneKTRIPcdZK
AmericaniJournaliofiMedicaliGeneticsyiPartiAXK2020XKcjdXKgkgYgkh 2.5 4

16 RubinsteinYTaybiKsyndromeKinKdiverseKpopulationsZKAmericaniJournaliofiMedicaliGeneticsyiPartiAXK
2020XKcjdXKdkekYdkgb 2.5 4

15 srenaKsyndromeKisKcausedKbyKaKmissenseKmutationKinKPLPcZKAmericaniJournaliofiMedicaliGeneticsyi
PartiAXK2009XKcfksXKcbjc 2.5 3

14 sutisticKvisorderlKsKdbKYearKuhronicleZKJournaliofiAutismiandiDevelopmentaliDisordersXK2021XKgcXKhiiYhjf4.6 3

13 xatalKhyperkeratosisKsyndromeKinKfourKsiblingsKdueKtoKdolicholKkinaseKdeficiencyZKAmericaniJournali
ofiMedicaliGeneticsyiPartiAXK2020XKcjdXKcfdcYcfdg 2.5 2

12 NeuralKTubeKvefectsKandKsssociatedKsnomaliesKbeforeKandKafterKxolicKscidKxortificationZKJournaliofi
PediatricsXK2020XKddhXKcjhYckfZef 3.6 2

11 uraniofacioskeletalKsyndromelKanKXYlinkedKdominantKdisorderKwithKearlyKlethalityKinKmalesZKAmericani
JournaliofiMedicaliGeneticsyiPartiAXK2007XKcfesXKdedcYk 2.5 2

10 SchimkeKXLIvKsyndromeKresultsKfromKaKdeletionKinKtusPecZKAmericaniJournaliofiMedicaliGeneticsyi
PartiAXK2020XKcjdXKdchjYdcif 2.5 2

9 ulinicalKfindingsKandKaKvNsKmethylationKsignatureKinKkindredsKwithKalterationsKinKZNxiccZZKEuropeani
JournaliofiHumaniGeneticsXK2022XK 5.3 1

8 NovelKdiagnosticKvNsKmethylationKepisignaturesKexpandKandKrefineKtheKepigeneticKlandscapesKofK
MendelianKdisordersZZKHumaniGeneticsiandiGenomicsiAdvancesXK2022XKeXKcbbbig 0.8 1

7 InKsearchKofKtheKearliestKimagesKofKsymmeliaKinKworksKofKartZKAmericaniJournaliofiMedicaliGeneticsyi
PartiC:iSeminarsiiniMedicaliGeneticsXK2021XKcjiXKcgcYcgh 3.1 1

6 vetectionKofKaKvNsKMethylationKSignatureKforKtheKIntellectualKvevelopmentalKvisorderXKXYLinkedXK
SyndromicXKsrmfieldKTypeZKInternationaliJournaliofiMoleculariSciencesXK2021XKddXK 6.3 1

5 zydrocephalyKassociatedKwithKcompoundKheterozygousKalterationsKinKTRsPPucdZKBirthiDefectsi
ResearchXK2020XKccdXKcbdjYcbef 2.9 0

4 sKSOXeKduplicationKandKlumbosacralKspinaKbifidaKinKthreeKgenerationsZZKAmericaniJournaliofiMedicali
GeneticsyiPartiAXK2022XK 2.5 0
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3 veficiencyKofKTwTeKleadsKtoKaKgenomeYwideKvNsKhypermethylationKepisignatureKinKhumanKwholeK
bloodZKNpjiGenomiciMedicineXK2021XKhXKkd 6.2 0
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