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k Paper IF Citations

86 NearLcompleteLdeletionLofLKMTdwLinLaLcollegeLstudent]]LAmericaniJournaliofiMedicaliGeneticsyiParti
AYL2022YL 2.5

85 zeneticLconsultationsLinLcasesLofLunexplainedLfracturesLandLhaemorrhagemLanLevidence[basedL
approach]LCurrentiOpinioniiniPediatricsYL2021YLeeYLe[ck 3.2 1

84
SPxNLhaploinsufficiencyLcausesLaLneurodevelopmentalLdisorderLoverlappingLproximalLcpehL
deletionLsyndromeLwithLanLepisignatureLofLXLchromosomesLinLfemales]LAmericaniJournaliofiHumani
GeneticsYL2021YLcbkYLgbd[gch

11 12

83 JtRIwdLhaploinsufficiencyLisLassociatedLwithLaLclinicallyLdistinctLneurodevelopmentalLsyndrome]L
GeneticsiiniMedicineYL2021YLdeYLeif[eke 8.1 0

82 TheLnaturalLhistoryLofLOTOy[relatedLauditoryLneuropathyLspectrumLdisordersmLaLmulticenterLstudy]L
HumaniGeneticsYL2021YLc 6.3 1

81 TheLfirstLpost[natalLclinicalLdescriptionLofLtrueLmosaicLcompleteLtetrasomyLdcmLtLcaseLreport]L
AmericaniJournaliofiMedicaliGeneticsyiPartiAYL2021YLckgYLegbi[egbl 2.5

80 zeneticLtestingLhearingLlossmLTheLchallengeLofLnonLsyndromicLmimics]LInternationaliJournaliofi
PediatriciOtorhinolaryngologyYL2021YLcgbYLccbkid 1.7 1

79 InheritedLcauseLofLinLuteroLdigitalLmalformations]LBMJiCaseiReportsYL2020YLceYL 0.9 0

78 vongenitalLHeartLwefectsL2020YLe[ig 0

77 SimultaneousLosteosarcomaLandLrenalLcellLcarcinomaLwithLuRvtcLmutationLinLaLyoungLmaleLadultL
withLpriorLoligodendroglioma]LPediatriciBloodiandiCancerYL2020YLhiYLedkcch 3 2

76 TheLdutyLtoLwarnLat[riskLrelatives[TheLexperienceLofLgeneticLcounselorsLandLmedicalLgeneticists]L
AmericaniJournaliofiMedicaliGeneticsyiPartiAYL2020YLckdYLecf[edc 2.5 3

75 SticklerLSyndromemLtLReviewLofLvlinicalLManifestationsLandLtheLzeneticsLxvaluation]LJournaliofi
PersonalizediMedicineYL2020YLcbYL 3.6 11

74 NovelLdeLnovoLpathogenicLvariantLinLtheLNRdydLgeneLinLaLboyLwithLcongenitalLheartLdefectLandL
dysmorphicLfeatures]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL2018YLcihYLcfde[cfdh 2.5 7

73 tLpreviouslyLunrecognizedLddqce]dLmicrodeletionLsyndromeLthatLencompassesLTvydbLandL
TNyRSycev]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL2018YLcihYLdilc[dili 2.5 8

72 xthicalLandLLegalLIssuesL2018YLle[cbb 1

71 yoramenLmagnumLcompressionLinLvoffin[LowryLsyndromemLtLcaseLreport]LAmericaniJournaliofi
MedicaliGeneticsyiPartiAYL2017YLcieYLcbki[cbkl 2.5 2

70 vlinicalLrelevanceLofLsmallLcopy[numberLvariantsLinLchromosomalLmicroarrayLclinicalLtesting]L
GeneticsiiniMedicineYL2017YLclYLeii[ekg 8.1 13

Nathaniel H Robin

2



69 weLNovoLTruncatingLVariantsLinLSONLvauseLIntellectualLwisabilityYLvongenitalLMalformationsYLandL
yailureLtoLThrive]LAmericaniJournaliofiHumaniGeneticsYL2016YLllYLidb[idi 11 28

68 IRyhLSequencingLinLInterruptedLvlefting]LCleftiPalatezCraniofacialiJournalYL2016YLgeYLeie[h 1.9 7

67 TrisomyLckmLtLsurveyLofLopinionsYLattitudesYLandLpracticesLofLneonatologists]LAmericaniJournaliofi
MedicaliGeneticsyiPartiAYL2016YLcibYLdhek[fe 2.5 11

66 TrisomyLckmLtLsingle[centerLevaluationLofLmanagementLtrendsLandLexperienceLwithLaggressiveL
obstetricLorLneonatalLintervention]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL2016YLcibtYLkek[fh 2.5 14

65 zrowthLparametersmLtheLcheapLandLeasyLgeneticLtest]LCurrentiOpinioniiniPediatricsYL2016YLdkYLhil[hkc 3.2 0

64 vleftLpalateLinLaLpatientLwithLtheLnestedLddqcc]dLLvRLvLtoLwLdeletion]LAmericaniJournaliofiMedicali
GeneticsyiPartiAYL2016YLcibtYLdhb[d 2.5 2

63 NewbornLcraniofacialLmalformationsmLorofacialLcleftingLandLcraniosynostosis]LClinicsiiniPerinatologyYL
2015YLfdYLedc[ehYLviii 2.8 11

62 trrayLcomparativeLgenomicLhybridisationLtestingLinLvHw]LCardiologyiinitheiYoungYL2015YLdgYLccgg[id 1 7

61 vopyLnumberLanalysisLofLNIPuLLinLaLcohortLofLgcbLpatientsLrevealsLrareLcopyLnumberLvariantsLandLaL
mosaicLdeletion]LMoleculariGeneticsiramp;iGenomiciMedicineYL2014YLdYLccg[de 2.3 10

60 IncidentalLdetectionLofLcancerLpredispositionLgeneLcopyLnumberLvariationsLbyLarrayLcomparativeL
genomicLhybridization]LJournaliofiPediatricsYL2014YLchgYLcbgi[l]ec[f 3.6 6

59
vlassicLphenotypeLofLvoffin[LowryLsyndromeLinLaLfemaleLwithLstimulus[inducedLdropLepisodesLandLaL
genotypeLwithLpreservedLN[terminalLkinaseLdomain]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL
2014YLchftYLgch[dc

2.5 3

58 TheLrecurrentLdistalLddqcc]dLmicrodeletionsLareLoftenLdeLnovoLandLdoLnotLrepresentLaLsingleLclinicalL
entitymLaLproposedLcategorizationLsystem]LGeneticsiiniMedicineYL2014YLchYLld[cbb 8.1 37

57 vongenitalLHeartLwefectsL2013YLc[gc 1

56 vraniosynostosisLandLradialLrayLdefectmLaLrareLpresentationLofLddqcc]dLdeletionLsyndrome]LAmericani
JournaliofiMedicaliGeneticsyiPartiAYL2013YLchctYLdbdf[h 2.5 5

55 xducatingLtheLadolescentLandLyoungLadultLwithLcysticLfibrosisLaboutLtheirLreproductiveLrisksLandL
options]LChestYL2013YLcfeYLgkb[gkc 5.3 1

54 TheLdevelopmentLandLimplementationLofLanLin[serviceLexamLforLmedicalLgeneticsLresidencyL
programs]LGeneticsiiniMedicineYL2012YLcfYLggd[i 8.1 2

53
vlinicallyLrelevantLsingleLgeneLorLintragenicLdeletionsLencompassingLcriticalLneurodevelopmentalL
genesLinLpatientsLwithLdevelopmentalLdelayYLmentalLretardationYLandaorLautismLspectrumLdisorders]L
AmericaniJournaliofiMedicaliGeneticsyiPartiAYL2011YLcggtYLdekh[lh

2.5 125

52 zeneticLdrift]LTheLmallLtestLUorLfunLwithLaLdysmorphologistV]LAmericaniJournaliofiMedicaliGeneticsyi
PartiAYL2011YLcggtYLdlbl 2.5

(2011-2016)
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51 UseLofLarrayLcomparativeLgenomeLhybridizationLinLorofacialLclefting]LJournaliofiCraniofacialiSurgeryYL
2010YLdcYLcglc[f 1.2 9

50 IRyhLmutationsLinLmixedLisolatedLfamilialLclefting]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL
2010YLcgdtYLecbi[l 2.5 14

49 ImperforateLanusLisLaLrareLassociatedLfindingLinLblepharocheilodonticLsyndrome]LAmericaniJournali
ofiMedicaliGeneticsyiPartiAYL2010YLcgdtYLfek[fb 2.5 7

48 yurtherLdelineationLofLtheLKapur[TorielloLsyndrome]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL
2010YLcgdtYLcbce[g 2.5 3

47 yamilialLtransmissionLofLoculoauriculovertebralLspectrumLUzoldenharLsyndromeVLisLnotLdueLtoL
mutationsLinLeitherLxYtcLorLStLLc]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL2009YLcfltYLgeg[k 2.5 9

46 tmnioticLconstrictionLbandmLaLmultidisciplinaryLassessmentLofLetiologyLandLclinicalLpresentation]L
JournaliofiBoneiandiJointiSurgeryiziSeriesiAYL2009YLlcLSupplLfYLhk[ig 5.6 53

45 zeneticLandLreproductiveLknowledgeLamongLadolescentsLandLadultsLwithLcysticLfibrosis]LChestYL2008
YLceeYLcgee 5.3 6

44 TreatmentLforLgeneticLdiseases]LCurrentiOpinioniiniPediatricsYL2008YLdbYLhdg[i 3.2 1

43 TheLuseLbyLtlabamaLpediatriciansLofLgeneticsLconsultationLinLtheLevaluationLofLdevelopmentalL
delay]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL2008YLcfhtYLfdc[g 2.5 8

42 zeneticLtestingLinLcardiovascularLdisease]LJournaliofitheiAmericaniCollegeiofiCardiologyYL2007YLgbYLidi[ei15.1 51

41 tLgeneticLmodelLforLcloacalLexstrophyYLtheLextremeLcloacalLmalformation]LJournaliofiPediatrici
UrologyYL2007YLeYLdcf[i 1.5 4

40 PolymicrogyriaLandLdeletionLddqcc]dLsyndromemLwindowLtoLtheLetiologyLofLaLcommonLcorticalL
malformation]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL2006YLcfbYLdfch[dg 2.5 113

39 TheLmultidisciplinaryLevaluationLandLmanagementLofLcleftLlipLandLpalate]LSoutherniMedicaliJournalYL
2006YLllYLcccc[db 0.6 55

38 wefiningLtheLclinicalLspectrumLofLdeletionLddqcc]d]LJournaliofiPediatricsYL2005YLcfiYLlb[h 3.6 182

37 vleftingYLamnioticLbandsYLandLpolydactylymLaLdistinctLphenotypeLthatLsupportsLanLintrinsicL
mechanismLforLamnioticLbandLsequence]LAmericaniJournaliofiMedicaliGeneticsyiPartiAYL2005YLceitYLdlk[ebc2.5 37

36 ResponseLtoLKesslerLandLRestaTsLcommentary]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL2004YL
cdhtYLfel[fel

35 vardiomyopathyLinLvoffin[LowryLsyndrome]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL2004YL
cdktYLcih[k 16

34 TheLprimaryLcareLphysicianTsLapproachLtoLcongenitalLanomalies]LPrimaryiCareiziClinicsiiniOfficei
PracticeYL2004YLecYLhbg[clYLx 2.2 7
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33 zeneticLdrift]LtLsmile]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL2003YLccktYLfbf[h 1

32 zeneticLdrift]LtLfewLmoments]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL2003YLccltYLeli[l

31 MedicalLzeneticistsTLdutyLtoLwarnLat[riskLrelativesLforLgeneticLdisease]LAmericaniJournaliofiMedicali
GeneticsiPartiAYL2003YLcdbtYLeif[kb 66

30 wutyLtoLwarnLat[riskLrelativesLforLgeneticLdiseasemLgeneticLcounselorsTLclinicalLexperience]LAmericani
JournaliofiMedicaliGeneticsiPartiAYL2003YLcclvYLdi[ef 83

29 wisorganizationLinLmiceLandLhumans]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL2001YLcbcYLeef[eek 29

28 wistalLgqLdeletionLsyndromemLphenotypicLcorrelations]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL
2001YLcbeYLhe[k 20

27 zeneticLtestingLandLgeneticLcounselingLforLdeafnessmLtheLfutureLisLhere]LLaryngoscopeYL2001YLcccYLicg[k 3.6 6

26 WhatLInformationLwoLParentsLofLNewbornsLWithLvleftLLipYLPalateYLorLuothLWantLtoLKnowr]LClefti
PalatezCraniofacialiJournalYL2001YLekYLgg[gk 1.9 28

25 tdultLwithLanLinterstitialLdeletionLofLchromosomeLcbL[delUcbVUqdg]Lcqdg]eV]mLoverlapLwithL
voffin[LowryLsyndrome]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL2000YLlgYLle[k 21

24 ParentalLattitudesLtowardLgeneticLtestingLforLpediatricLdeafness]LAmericaniJournaliofiHumani
GeneticsYL2000YLhiYLchdc[g 11 101

23 vhildLwithLmosaicLvariegatedLaneuploidyLandLembryonalLrhabdomyosarcoma]LAmericaniJournaliofi
MedicaliGeneticsiPartiAYL1999YLkdYLdb[f 31

22 vlinicalLandLmolecularLstudiesLofLbrachydactylyLtypeLw]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL
1999YLkgYLfce[k 1

21 Microcephaly[lymphedema[chorioretinalLdysplasiamLtLuniqueLgeneticLsyndromeLwithLvariableL
expressionLandLpossibleLcharacteristicLfacialLappearanceL1999YLkhYLdcg[dck 19

20 yavorableLprognosisLforLchildrenLwithLPfeifferLsyndromeLtypesLdLandLemLImplicationsLforL
classificationL1998YLigYLdfb[dff 26

19 SevereLoculocerebrocutaneousLUwellemanVLsyndromemLoverlapLwithLzoldenharLanomaly]LAmericani
JournaliofiMedicaliGeneticsiPartiAYL1998YLikYLdkd[g 29

18 NonpenetranceLinLyzyRe[associatedLcoronalLsynostosisLsyndromeL1998YLkbYLdlh[dli 20

17 MutationsLinLvwMPcLcauseLautosomalLdominantLbrachydactylyLtypeLv]LNatureiGeneticsYL1997YLciYLck[l 36.3 235

16 SibsLwithLcleidocranialLdysplasiaLbornLtoLnormalLparentsmLgermLlineLmosaicismr]LAmericaniJournaliofi
MedicaliGeneticsiPartiAYL1997YLhlYLefk[gc 6

(1997-2003)
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15 wuplicationLcfUqdf]eqecVLinLaLfatherLandLdaughtermLdelineationLofLaLpossibleLimprintedLregion]L
AmericaniJournaliofiMedicaliGeneticsiPartiAYL1997YLicYLehc[g 11

14 zeneticLdrift]LTheLawfulLtruth]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL1997YLicYLeig[i 2

13 wisorganizationLinLmiceLandLhumansLandLitsLrelationLtoLsporadicLbirthLdefects]LAmericaniJournaliofi
MedicaliGeneticsiPartiAYL1997YLieYLfdg[eh 32

12 yrontonasalLmalformationLandLcloacalLexstrophymLaLpreviouslyLunreportedLassociation]LAmericani
JournaliofiMedicaliGeneticsiPartiAYL1996YLhcYLig[k 10

11
vraniosynostosisYLPhiladelphiaLtypemLaLnewLautosomalLdominantLsyndromeLwithLsagittalL
craniosynostosisLandLsyndactylyLofLtheLfingersLandLtoes]LAmericaniJournaliofiMedicaliGeneticsiPartiA
YL1996YLhdYLckf[lc

19

10 OpitzLzauuuLsyndromemLclinicalLcomparisonsLofLfamiliesLlinkedLtoLXpddLandLddqYLandLaLreviewLofLtheL
literature]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL1996YLhdYLebg[ci 66

9 TheLgoodLthatLweLdo]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL1996YLhgYLdgi[k

8 SyntelencephalyLinLanLinfantLofLaLdiabeticLmother]LAmericaniJournaliofiMedicaliGeneticsiPartiAYL1996
YLhhYLfee[i 19

7 vongenitalLMuscularLTorticollis]LPediatricsiiniReviewYL1996YLciYLeif[eig 1.1 1

6 vlassicalLNoonanLsyndromeLisLnotLassociatedLwithLdeletionsLofLddqcc]LAmericaniJournaliofiMedicali
GeneticsiPartiAYL1995YLghYLlf[h 14

5 Non[immuneLhydropsLfetalisLassociatedLwithLimpairedLfetalLmovementmLaLcaseLreportLandLreview]L
AmericaniJournaliofiMedicaliGeneticsiPartiAYL1994YLgeYLdgc[f 8

4 UnusualLcraniofacialLdysmorphiaLdueLtoLprenatalLalcoholLandLcocaineLexposure]LTeratologyYL1994YL
gbYLchb[f 24

3 weLnovoLinterstitialLdeletionLofLtheLlongLarmLofLchromosomeLemLfhYXXYdelUeVUqdg]cqdh]cV]LClinicali
GeneticsYL1993YLffYLeeg[i 4 8

2 NewLfindingLofLSchinzel[ziedionLsyndromemLaLcaseLwithLaLmalignantLsacrococcygealLteratoma]L
AmericaniJournaliofiMedicaliGeneticsiPartiAYL1993YLfiYLkgd[h 31

1 tttitudesLofLdeafLindividualsLtowardsLgeneticLtestingLofLgenesLknownLtoLcauseLhearingLloss]LClinicali
EthicsYcfiiigbldccbheg 1 0
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