
Andrew Oliver Mungo Wilkie

ListjofjPublicationsjbyjCitations

Source:j

https://exalyycom/authorxpdf/3818940/andrewxoliverxmungoxwilkiexpublicationsxbyxcitationsypdf

Version:j2024x04x24j

ThisjdocumentjhasjbeenjgeneratedjbasedjonjthejpublicationsjandjcitationsjrecordedjbyjexalyycomyjForj

thejlatestjversionjofjthisjpublicationjlistwjvisitjthejlinkjgivenjabovey

ThejthirdjcolumnjisjthejimpactjfactorjsIFtjofjthejjournalwjandjthejfourthjcolumnjisjthejnumberjofj

citationsjofjthejarticley

190
papers

14,115
citations

61
h-index

116
g-index

258
ext. papers

16,371
ext. citations

12
avg, IF

6.13
L-index



m Paper IF Citations

190 rpertJsyndromeJresultsJfromJlocalizedJmutationsJofJwxwRcJandJisJallelicJwithJtrouzonJsyndromeYJ
NaturefGeneticsWJ1995WJjWJbgfXhc 36.3 757

189 zntegratingJmappingXWJassemblyXJandJhaplotypeXbasedJapproachesJforJcallingJvariantsJinJclinicalJ
sequencingJapplicationsYJNaturefGeneticsWJ2014WJegWJjbcXjbi 36.3 671

188 TheJyumanJPhenotypeJOntologyJprojectkJlinkingJmolecularJbiologyJandJdiseaseJthroughJphenotypeJ
dataYJNucleicfAcidsfResearchWJ2014WJecWJujggXhe 20.1 565

187 TheJdetectionJofJsubtelomericJchromosomalJrearrangementsJinJidiopathicJmentalJretardationYJ
NaturefGeneticsWJ1995WJjWJbdcXea 36.3 423

186 zdenticalJmutationsJinJtheJwxwRcJgeneJcauseJbothJPfeifferJandJtrouzonJsyndromeJphenotypesYJ
NaturefGeneticsWJ1995WJjWJbhdXg 36.3 384

185 LocalizedJmutationsJinJtheJgeneJencodingJtheJcytoskeletalJproteinJfilaminJrJcauseJdiverseJ
malformationsJinJhumansYJNaturefGeneticsWJ2003WJddWJeihXjb 36.3 337

184 xrowthJofJtheJnormalJskullJvaultJandJitsJalterationJinJcraniosynostosiskJinsightsJfromJhumanJ
geneticsJandJexperimentalJstudiesYJJournalfoffAnatomyWJ2005WJcahWJgdhXfd 2.9 320

183 xeneticsJofJcraniofacialJdevelopmentJandJmalformationYJNaturefReviewsfGeneticsWJ2001WJcWJefiXgi 30.1 317

182 traniosynostosisYJEuropeanfJournalfoffHumanfGeneticsWJ2011WJbjWJdgjXhg 5.3 287

181
MutationsJofJephrinXsbJSvwNsbTWJaJmarkerJofJtissueJboundaryJformationWJcauseJcraniofrontonasalJ
syndromeYJProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaWJ2004WJ
babWJigfcXh

11.5 272

180 rJtruncatedJhumanJchromosomeJbgJassociatedJwithJalphaJthalassaemiaJisJstabilizedJbyJadditionJofJ
telomericJrepeatJSTTrxxxTnYJNatureWJ1990WJdegWJigiXhb 50.4 264

179 wunctionalJhaploinsufficiencyJofJtheJhumanJhomeoboxJgeneJMSXcJcausesJdefectsJinJskullJ
ossificationYJNaturefGeneticsWJ2000WJceWJdihXja 36.3 260

178 vxclusiveJpaternalJoriginJofJnewJmutationsJinJrpertJsyndromeYJNaturefGeneticsWJ1996WJbdWJeiXfd 36.3 251

177 vvidenceJforJselectiveJadvantageJofJpathogenicJwxwRcJmutationsJinJtheJmaleJgermJlineYJScienceWJ
2003WJdabWJgedXg 33.3 248

176 RecessiveJRobinowJsyndromeWJallelicJtoJdominantJbrachydactylyJtypeJsWJisJcausedJbyJmutationJofJ
RORcYJNaturefGeneticsWJ2000WJcfWJebjXcc 36.3 247

175 wactorsJinfluencingJsuccessJofJclinicalJgenomeJsequencingJacrossJaJbroadJspectrumJofJdisordersYJ
NaturefGeneticsWJ2015WJehWJhbhXhcg 36.3 244

174 OculofaciocardiodentalJandJLenzJmicrophthalmiaJsyndromesJresultJfromJdistinctJclassesJofJ
mutationsJinJstORYJNaturefGeneticsWJ2004WJdgWJebbXg 36.3 234
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173 wunctionsJofJfibroblastJgrowthJfactorsJandJtheirJreceptorsYJCurrentfBiologyWJ1995WJfWJfaaXh 6.3 229

172 PaternalJageJeffectJmutationsJandJselfishJspermatogonialJselectionkJcausesJandJconsequencesJforJ
humanJdiseaseYJAmericanfJournalfoffHumanfGeneticsWJ2012WJjaWJbhfXcaa 11 217

171 sadJbonesWJabsentJsmellWJselfishJtesteskJtheJpleiotropicJconsequencesJofJhumanJwxwJreceptorJ
mutationsYJCytokinefandfGrowthfFactorfReviewsWJ2005WJbgWJbihXcad 17.9 203

170 xenomicJscreeningJofJfibroblastJgrowthXfactorJreceptorJcJrevealsJaJwideJspectrumJofJmutationsJinJ
patientsJwithJsyndromicJcraniosynostosisYJAmericanfJournalfoffHumanfGeneticsWJ2002WJhaWJehcXig 11 203

169 ueJnovoJaluXelementJinsertionsJinJwxwRcJidentifyJaJdistinctJpathologicalJbasisJforJrpertJsyndromeYJ
AmericanfJournalfoffHumanfGeneticsWJ1999WJgeWJeegXgb 11 198

168 PrevalenceJandJcomplicationsJofJsingleXgeneJandJchromosomalJdisordersJinJcraniosynostosisYJ
PediatricsWJ2010WJbcgWJedjbXeaa 7.4 194

167 uominantJmutationsJinJRORcWJencodingJanJorphanJreceptorJtyrosineJkinaseWJcauseJbrachydactylyJ
typeJsYJNaturefGeneticsWJ2000WJceWJchfXi 36.3 187

166 RrscdJmutationsJinJtarpenterJsyndromeJimplyJanJunexpectedJroleJforJhedgehogJsignalingJinJ
cranialXsutureJdevelopmentJandJobesityYJAmericanfJournalfoffHumanfGeneticsWJ2007WJiaWJbbgcXha 11 182

165
rJcomprehensiveJscreenJforJTWzSTJmutationsJinJpatientsJwithJcraniosynostosisJidentifiesJaJnewJ
microdeletionJsyndromeJofJchromosomeJbandJhpcbYbYJAmericanfJournalfoffHumanfGeneticsWJ1998WJ
gdWJbcicXjd

11 165

164 wxwsWJtheirJreceptorsWJandJhumanJlimbJmalformationskJclinicalJandJmolecularJcorrelationsYJAmericanf
JournalfoffMedicalfGeneticsfPartfAWJ2002WJbbcWJcggXhi 162

163 tellJmixingJatJaJneuralJcrestXmesodermJboundaryJandJdeficientJephrinXvphJsignalingJinJtheJ
pathogenesisJofJcraniosynostosisYJHumanfMolecularfGeneticsWJ2006WJbfWJbdbjXci 5.6 161

162 PaternalJoriginJofJwxwRcJmutationsJinJsporadicJcasesJofJtrouzonJsyndromeJandJPfeifferJsyndromeYJ
AmericanfJournalfoffHumanfGeneticsWJ2000WJggWJhgiXhh 11 161

161 rctivatingJmutationsJinJwxwRdJandJyRrSJrevealJaJsharedJgeneticJoriginJforJcongenitalJdisordersJandJ
testicularJtumorsYJNaturefGeneticsWJ2009WJebWJbcehXfc 36.3 154

160 StableJlengthJpolymorphismJofJupJtoJcgaJkbJatJtheJtipJofJtheJshortJarmJofJhumanJchromosomeJbgYJ
CellWJ1991WJgeWJfjfXgag 56.2 151

159 MutationsJinJTtwbcWJencodingJaJbasicJhelixXloopXhelixJpartnerJofJTWzSTbWJareJaJfrequentJcauseJofJ
coronalJcraniosynostosisYJNaturefGeneticsWJ2013WJefWJdaeXh 36.3 146

158 uistinctJmutationsJinJtheJreceptorJtyrosineJkinaseJgeneJRORcJcauseJbrachydactylyJtypeJsYJAmericanf
JournalfoffHumanfGeneticsWJ2000WJghWJiccXdb 11 145

157 rJxeneticXPathophysiologicalJwrameworkJforJtraniosynostosisYJAmericanfJournalfoffHumanfGenetics
WJ2015WJjhWJdfjXhh 11 144

156 vpidermalJmosaicismJproducingJlocalisedJacnekJsomaticJmutationJinJwxwRcYJLancettfTheWJ1998WJdfcWJhaeXf40 128
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155 yaploinsufficiencyJofJtheJhumanJhomeoboxJgeneJrLXeJcausesJskullJossificationJdefectsYJNaturef
GeneticsWJ2001WJchWJbhXi 36.3 126

154 znactivationJofJzLbbJsignalingJcausesJcraniosynostosisWJdelayedJtoothJeruptionWJandJsupernumeraryJ
teethYJAmericanfJournalfoffHumanfGeneticsWJ2011WJijWJghXib 11 123

153 xeneticJheterogeneityJinJtorneliaJdeJLangeJsyndromeJStdLSTJandJtdLSXlikeJphenotypesJwithJ
observedJandJpredictedJlevelsJofJmosaicismYJJournalfoffMedicalfGeneticsWJ2014WJfbWJgfjXgi 5.8 111

152
xainXofXfunctionJaminoJacidJsubstitutionsJdriveJpositiveJselectionJofJwxwRcJmutationsJinJhumanJ
spermatogoniaYJProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaWJ
2005WJbacWJgafbXg

11.5 108

151 NextXgenerationJsequencingJSNxSTJasJaJdiagnosticJtoolJforJretinalJdegenerationJrevealsJaJmuchJ
higherJdetectionJrateJinJearlyXonsetJdiseaseYJEuropeanfJournalfoffHumanfGeneticsWJ2013WJcbWJcheXia 5.3 107

150 ReducedJdosageJofJvRwJcausesJcomplexJcraniosynostosisJinJhumansJandJmiceJandJlinksJvR bZcJ
signalingJtoJregulationJofJosteogenesisYJNaturefGeneticsWJ2013WJefWJdaiXbd 36.3 107

149 xermlineJselectionJshapesJhumanJmitochondrialJuNrJdiversityYJScienceWJ2019WJdgeWJ 33.3 105

148 vvidenceJforJciJgeneticJdisordersJdiscoveredJbyJcombiningJhealthcareJandJresearchJdataYJNatureWJ
2020WJfigWJhfhXhgc 50.4 103

147 rJbiallelicJmutationJinJencodingJtheJxPbdaJcoXreceptorJcausesJimmunodeficiencyJandJ
craniosynostosisYJJournalfoffExperimentalfMedicineWJ2017WJcbeWJcfehXcfgc 16.6 102

146 uuplicationsJofJnoncodingJelementsJfRJofJSOXjJareJassociatedJwithJbrachydactylyXanonychiaYJ
NaturefGeneticsWJ2009WJebWJigcXd 36.3 94

145 wrontorhinyWJaJdistinctiveJpresentationJofJfrontonasalJdysplasiaJcausedJbyJrecessiveJmutationsJinJ
theJrLXdJhomeoboxJgeneYJAmericanfJournalfoffHumanfGeneticsWJ2009WJieWJgjiXhaf 11 94

144 rJgenomeXwideJassociationJstudyJidentifiesJsusceptibilityJlociJforJnonsyndromicJsagittalJ
craniosynostosisJnearJsMPcJandJwithinJssSjYJNaturefGeneticsWJ2012WJeeWJbdgaXe 36.3 93

143 tlinicalJgeneticsJofJcraniosynostosisYJCurrentfOpinionfinfPediatricsWJ2017WJcjWJgccXgci 3.2 86

142 PotentialJgeneJconversionJandJsourceJgenesJforJrecentlyJintegratedJrluJelementsYJGenomef
ResearchWJ2000WJbaWJbeifXjf 9.7 84

141 NewJinsightsJintoJcraniofacialJmalformationsYJHumanfMolecularfGeneticsWJ2015WJceWJRfaXj 5.6 82

140 TheJoriginJofJvwNsbJmutationsJinJcraniofrontonasalJsyndromekJfrequentJsomaticJmosaicismJandJ
explanationJofJtheJpaucityJofJcarrierJmalesYJAmericanfJournalfoffHumanfGeneticsWJ2006WJhiWJjjjXbaba 11 82

139 MissenseJmutationsJinJtheJhomeodomainJofJyOXubdJareJassociatedJwithJbrachydactylyJtypesJuJ
andJvYJAmericanfJournalfoffHumanfGeneticsWJ2003WJhcWJjieXjh 11 79

138 uiagnosticJvalueJofJexomeJandJwholeJgenomeJsequencingJinJcraniosynostosisYJJournalfoffMedicalf
GeneticsWJ2017WJfeWJcgaXcgi 5.8 77
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137 yeterozygousJlossXofXfunctionJmutationsJinJYrPbJcauseJbothJisolatedJandJsyndromicJopticJfissureJ
closureJdefectsYJAmericanfJournalfoffHumanfGeneticsWJ2014WJjeWJcjfXdac 11 74

136 rJnoncodingJexpansionJinJvzwerdJcausesJRichieriXtostaXPereiraJsyndromeWJaJcraniofacialJdisorderJ
associatedJwithJlimbJdefectsYJAmericanfJournalfoffHumanfGeneticsWJ2014WJjeWJbcaXi 11 67

135 MutationsJinJtutefWJvncodingJanJvssentialJtomponentJofJtheJPreXinitiationJtomplexWJtauseJ
MeierXxorlinJSyndromeJandJtraniosynostosisYJAmericanfJournalfoffHumanfGeneticsWJ2016WJjjWJbcfXdi 11 67

134 rJvariantJinJtheJsonicJhedgehogJregulatoryJsequenceJSZRSTJisJassociatedJwithJtriphalangealJthumbJ
andJderegulatesJexpressionJinJtheJdevelopingJlimbYJHumanfMolecularfGeneticsWJ2008WJbhWJcebhXcd 5.6 65

133 SkeletalJanalysisJofJtheJwgfrdSPceeRTJmouseWJaJgeneticJmodelJforJtheJMuenkeJcraniosynostosisJ
syndromeYJDevelopmentalfDynamicsWJ2009WJcdiWJddbXec 2.9 64

132 tlinicalJdividendsJfromJtheJmolecularJgeneticJdiagnosisJofJcraniosynostosisYJAmericanfJournalfoff
MedicalfGeneticstfPartfAWJ2007WJbedrWJbjebXj 2.5 64

131 OtTcWJSSXJandJSrxvbJrevealJtheJphenotypicJheterogeneityJofJspermatocyticJseminomaJreflectingJ
distinctJsubpopulationsJofJspermatogoniaYJJournalfoffPathologyWJ2011WJcceWJehdXid 9.4 62

130 wrontometaphysealJdysplasiakJmutationsJinJwLNrJandJphenotypicJdiversityYJAmericanfJournalfoff
MedicalfGeneticstfPartfAWJ2006WJbeaWJbhcgXdg 2.5 61

129 rJnovelJmutationWJrladbfSerWJinJwxwRckJaJgeneXenvironmentJinteractionJleadingJtoJ
craniosynostosispYJEuropeanfJournalfoffHumanfGeneticsWJ2000WJiWJfhbXh 5.3 61

128 LSelfishJspermatogonialJselectionLkJaJnovelJmechanismJforJtheJassociationJbetweenJadvancedJ
paternalJageJandJneurodevelopmentalJdisordersYJAmericanfJournalfoffPsychiatryWJ2013WJbhaWJfjjXgai 11.9 60

127 ReoperationJforJintracranialJhypertensionJinJTWzSTbXconfirmedJSaethreXthotzenJsyndromekJaJ
bfXyearJreviewYJPlasticfandfReconstructivefSurgeryWJ2009WJbcdWJbiabXbiba 2.7 57

126 vnlargedJparietalJforaminaJcausedJbyJmutationsJinJtheJhomeoboxJgenesJrLXeJandJMSXckJfromJ
genotypeJtoJphenotypeYJEuropeanfJournalfoffHumanfGeneticsWJ2006WJbeWJbfbXi 5.3 57

125 MutationsJinJmultidomainJproteinJMvxwiJidentifyJaJtarpenterJsyndromeJsubtypeJassociatedJwithJ
defectiveJlateralizationYJAmericanfJournalfoffHumanfGeneticsWJ2012WJjbWJijhXjaf 11 55

124 PaternalJoriginJofJwxwRdJmutationsJinJMuenkeXtypeJcraniosynostosisYJHumanfGeneticsWJ2004WJbbfWJcaaXh 6.3 55

123 rJRecurrentJMosaicJMutationJinJSMOWJvncodingJtheJyedgehogJSignalJTransducerJSmoothenedWJzsJ
theJMajorJtauseJofJturryX–onesJSyndromeYJAmericanfJournalfoffHumanfGeneticsWJ2016WJjiWJbcfgXbcgf 11 53

122
tontributionsJofJintrinsicJmutationJrateJandJselfishJselectionJtoJlevelsJofJdeJnovoJyRrSJmutationsJ
inJtheJpaternalJgermlineYJProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoff
AmericaWJ2013WJbbaWJcabfcXh

11.5 51

121
tellularJinterferenceJinJcraniofrontonasalJsyndromekJmalesJmosaicJforJmutationsJinJtheJXXlinkedJ
vwNsbJgeneJareJmoreJseverelyJaffectedJthanJtrueJhemizygotesYJHumanfMolecularfGeneticsWJ2013WJ
ccWJbgfeXgc

5.6 50

120 yearingJlossJinJaJmouseJmodelJofJMuenkeJsyndromeYJHumanfMolecularfGeneticsWJ2009WJbiWJedXfa 5.6 48

(2009-2014)
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119 RareJmutationsJofJwxwRcJcausingJapertJsyndromekJidentificationJofJtheJfirstJpartialJgeneJdeletionWJ
andJanJrluJelementJinsertionJfromJaJnewJsubfamilyYJHumanfMutationWJ2009WJdaWJcaeXbb 4.7 46

118 SkeletalJdevelopmentJisJregulatedJbyJfibroblastJgrowthJfactorJreceptorJbJsignallingJdynamicsYJ
DevelopmentfoCambridgepWJ2004WJbdbWJdcfXdf 6.6 46

117 wxwRdJPcfaRJmutationJincreasesJtheJriskJofJreoperationJinJapparentJRnonsyndromicRJcoronalJ
craniosynostosisYJJournalfoffCraniofacialfSurgeryWJ2005WJbgWJdehXfclJdiscussionJdfdXe 1.2 45

116 yUWvbJvariantsJcauseJdominantJXXlinkedJintellectualJdisabilitykJaJclinicalJstudyJofJcbJpatientsYJ
EuropeanfJournalfoffHumanfGeneticsWJ2018WJcgWJgeXhe 5.3 43

115 SelectiveJlossJofJfunctionJvariantsJinJcauseJyyperXzgvJsyndromeJwithJdistinctJimpairmentsJofJTXcellJ
phenotypeJandJfunctionYJHaematologicaWJ2019WJbaeWJgajXgcb 6.6 43

114 vxpandingJtheJphenotypeJofJcraniofrontonasalJsyndromekJtwoJunrelatedJboysJwithJvwNsbJ
mutationsJandJcongenitalJdiaphragmaticJherniaYJEuropeanfJournalfoffHumanfGeneticsWJ2006WJbeWJiieXh 5.3 41

113 xainXofXwunctionJMutationsJinJZztbJrreJrssociatedJwithJtoronalJtraniosynostosisJandJLearningJ
uisabilityYJAmericanfJournalfoffHumanfGeneticsWJ2015WJjhWJdhiXii 11 38

112
znterstitialJdeletionJofJcqJassociatedJwithJcraniosynostosisWJocularJcolobomaWJandJlimbJ
abnormalitieskJtytogeneticJandJmolecularJinvestigationYJAmericanfJournalfoffMedicalfGeneticsfPartfA
WJ1997WJhaWJdceXdch

38

111 MutationsJinJtheJsrwXtomplexJSubunitJuPwcJrreJrssociatedJwithJtoffinXSirisJSyndromeYJAmericanf
JournalfoffHumanfGeneticsWJ2018WJbacWJegiXehj 11 37

110 traniosynostosisYJCurrentfOpinionfinfNeurologyWJ1996WJjWJbeg 7.1 37

109 rlxeJandJMsxcJplayJphenotypicallyJsimilarJandJadditiveJrolesJinJskullJvaultJdifferentiationYJJournalfoff
AnatomyWJ2004WJcaeWJeihXjj 2.9 36

108 rJsurveyJofJTWzSTJforJmutationsJinJcraniosynostosisJrevealsJaJvariableJlengthJpolyglycineJtractJinJ
asymptomaticJindividualsYJHumanfMutationWJ2001WJbiWJfdfXeb 4.7 36

107 SelfishJmutationsJdysregulatingJRrSXMrP JsignalingJareJpervasiveJinJagedJhumanJtestesYJGenomef
ResearchWJ2018WJciWJbhhjXbhja 9.7 36

106 MutationsJinJMrPd hJthatJrlterJtheJrctivityJofJtheJTr bJSignalingJtomplexJtauseJ
wrontometaphysealJuysplasiaYJAmericanfJournalfoffHumanfGeneticsWJ2016WJjjWJdjcXeag 11 34

105 VisualizingJtheJoriginsJofJselfishJdeJnovoJmutationsJinJindividualJseminiferousJtubulesJofJhumanJ
testesYJProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaWJ2016WJbbdWJcefeXj11.5 34

104 baaWaaaJxenomesJPilotJonJRareXuiseaseJuiagnosisJinJyealthJtareJXJPreliminaryJReportYJNewfEnglandf
JournalfoffMedicineWJ2021WJdifWJbigiXbiia 59.2 34

103 ParietalJforaminaJwithJcleidocranialJdysplasiaJisJcausedJbyJmutationJinJMSXcYJEuropeanfJournalfoff
HumanfGeneticsWJ2003WJbbWJijcXf 5.3 33

102 LimitedJproteolysisJandJprotonJNMRJspectroscopyJofJsacillusJstearothermophilusJpyruvateJ
dehydrogenaseJmultienzymeJcomplexYJFEBSfJournalWJ1982WJbceWJgdXj 33
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101 vfficientJuseJofJaJRdeadXendRJxrJfRJspliceJsiteJinJtheJhumanJfibroblastJgrowthJfactorJreceptorJgenesYJ
EMBOfJournalWJ2003WJccWJbgcaXdb 13 32

100 TheJgeneticsJofJmentalJretardationYJBritishfMedicalfBulletinWJ1996WJfcWJefdXge 5.4 31

99 tarpenterJsyndromekJextendedJRrscdJmutationJspectrumJandJanalysisJofJnonsenseXmediatedJ
mRNrJdecayYJHumanfMutationWJ2011WJdcWJvcagjXhi 4.7 30

98
xermlineJandJsomaticJmosaicismJforJwxwRcJmutationJinJtheJmotherJofJaJchildJwithJtrouzonJ
syndromekJzmplicationsJforJgeneticJtestingJinJLpaternalJageXeffectLJsyndromesYJAmericanfJournalfoff
MedicalfGeneticstfPartfAWJ2010WJbfcrWJcaghXhd

2.5 30

97 zmplicationsJofJaJvertexJbulgeJfollowingJmodifiedJstripJcraniectomyJforJsagittalJsynostosisYJPlasticf
andfReconstructivefSurgeryWJ2008WJbccWJcbhXcce 2.7 30

96 PostzygoticJmutationJandJgermlineJmosaicismJinJtheJotopalatodigitalJsyndromeJspectrumJ
disordersYJEuropeanfJournalfoffHumanfGeneticsWJ2006WJbeWJfejXfe 5.3 30

95 ueJNovoJMissenseJSubstitutionsJinJtheJxeneJvncodingJtu iWJaJRegulatorJofJtheJMediatorJtomplexWJ
tauseJaJSyndromicJuevelopmentalJuisorderYJAmericanfJournalfoffHumanfGeneticsWJ2019WJbaeWJhajXhca 11 29

94 MissingJheritabilitykJpaternalJageJeffectJmutationsJandJselfishJspermatogoniaYJNaturefReviewsf
GeneticsWJ2010WJbbWJfij 30.1 29

93 RaisedJintracranialJpressureJisJfrequentJinJuntreatedJnonsyndromicJunicoronalJsynostosisJandJdoesJ
notJcorrelateJwithJseverityJofJphenotypicJfeaturesYJPlasticfandfReconstructivefSurgeryWJ2012WJbdaWJgjaeXgjhe2.7 28

92 NonsenseXmediatedJdecayJandJtheJmolecularJpathogenesisJofJmutationsJinJSrLLbJandJxLzdYJ
AmericanfJournalfoffMedicalfGeneticstfPartfAWJ2007WJbedrWJdbfaXga 2.5 28

91 WhyJstudyJhumanJlimbJmalformationspYJJournalfoffAnatomyWJ2003WJcacWJchXdf 2.9 28

90 rtTyJreceptorJmutationJinJaJgirlJwithJfamilialJglucocorticoidJdeficiencyYJClinicalfGeneticsWJ1998WJfdWJfhXgc4 28

89 MetopicJandJsagittalJsynostosisJinJxreigJcephalopolysyndactylyJsyndromekJfiveJcasesJwithJ
intragenicJmutationsJorJcompleteJdeletionsJofJxLzdYJEuropeanfJournalfoffHumanfGeneticsWJ2011WJbjWJhfhXgc5.3 27

88 vpidemiologyJandJgeneticsJofJcraniosynostosisYJAmericanfJournalfoffMedicalfGeneticsfPartfAWJ2000WJ
jaWJicXe 27

87 SelfishJspermatogonialJselectionkJevidenceJfromJanJimmunohistochemicalJscreenJinJtestesJofJ
elderlyJmenYJPLoSfONEWJ2012WJhWJeecdic 3.7 26

86 PolydactylyJinJtheJmouseJmutantJuoublefootJinvolvesJalteredJxlidJprocessingJandJisJcausedJbyJaJ
largeJdeletionJinJcisJtoJzndianJhedgehogYJMechanismsfoffDevelopmentWJ2008WJbcfWJfbhXcg 1.7 26

85 traniosynostosisJandJrelatedJlimbJanomaliesYJNovartisfFoundationfSymposiumWJ2001WJcdcWJbccXddlJ
discussionJbddXed 25

84 yeterozygousJmutationsJaffectingJtheJproteinJkinaseJdomainJofJcauseJaJsyndromicJformJofJ
developmentalJdelayJandJintellectualJdisabilityYJJournalfoffMedicalfGeneticsWJ2018WJffWJciXdi 5.8 24

(2018-2003)
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83
ueJNovoJandJznheritedJLossXofXwunctionJVariantsJinJTL ckJtlinicalJandJxenotypeXPhenotypeJ
vvaluationJofJaJuistinctJNeurodevelopmentalJuisorderYJAmericanfJournalfoffHumanfGeneticsWJ2018WJ
bacWJbbjfXbcad

11 24

82 TheJgeneJforJspondyloepiphysealJdysplasiaJSSvuLTJmapsJtoJXpccJbetweenJuXSbgJandJuXSjcYJ
GenomicsWJ1993WJbiWJbaaXe 4.3 24

81 LabandJsyndromeYJReportJofJtwoJcasesWJreviewJofJtheJliteratureWJandJidentificationJofJadditionalJ
manifestationsYJOralfSurgerytfOralfMedicinetfandfOralfPathologyWJ1994WJhiWJfhXgd 24

80 WholeXgenomeJsequencingJofJspermatocyticJtumorsJprovidesJinsightsJintoJtheJmutationalJ
processesJoperatingJinJtheJmaleJgermlineYJPLoSfONEWJ2017WJbcWJeabhibgj 3.7 24

79 rnJacceptorJspliceJsiteJmutationJinJyOXubdJresultsJinJvariableJhandWJbutJconsistentJfootJ
malformationsYJAmericanfJournalfoffMedicalfGeneticsfPartfAWJ2003WJbcbrWJgjXhe 23

78 wrankXterJyaarJsyndromeJassociatedJwithJsagittalJcraniosynostosisJandJraisedJintracranialJpressureYJ
BMCfMedicalfGeneticsWJ2012WJbdWJbae 2.1 21

77 tlinicalJdividendsJfromJtheJmolecularJgeneticJdiagnosisJofJcraniosynostosisYJAmericanfJournalfoff
MedicalfGeneticstfPartfAWJ2006WJbeaWJcgdbXj 2.5 21

76 wibroblastJgrowthJfactorJreceptorJcWJgainXofXfunctionJmutationsWJandJtumourigenesiskJinvestigatingJ
aJpotentialJlinkYJJournalfoffPathologyWJ2005WJcahWJchXdb 9.4 21

75 srachydactylyJtypeJskJlinkageJtoJchromosomeJjqccJandJevidenceJforJgeneticJheterogeneityYJ
AmericanfJournalfoffHumanfGeneticsWJ1999WJgeWJfhiXif 11 21

74 uominantJcolobomaXmicrophthalmosJsyndromeJassociatedJwithJsensorineuralJhearingJlossWJ
hematuriaWJandJcleftJlipZpalateYJAmericanfJournalfoffMedicalfGeneticsfPartfAWJ1997WJhcWJcchXdg 20

73 rJfurtherJmutationJofJtheJwxwRcJtyrosineJkinaseJdomainJinJmildJtrouzonJsyndromeYJEuropeanf
JournalfoffHumanfGeneticsWJ2005WJbdWJfadXf 5.3 20

72 xeneticJmappingJofJXpccYbcXpccYdbWJwithJaJrefinedJlocalizationJforJspondyloepiphysealJdysplasiaJ
SSvuLTYJHumanfGeneticsWJ1995WJjgWJeahXba 6.3 20

71 ueJnovoJandJrareJinheritedJmutationsJimplicateJtheJtranscriptionalJcoregulatorJTtwcaZSPsPJinJ
autismJspectrumJdisorderYJJournalfoffMedicalfGeneticsWJ2014WJfbWJhdhXeh 5.8 19

70 LinkageJofJotopalatodigitalJsyndromeJtypeJcJSOPucTJtoJdistalJXqcikJevidenceJforJallelismJwithJ
OPubYJAmericanfJournalfoffHumanfGeneticsWJ2001WJgjWJccdXh 11 19

69 vtiologicalJheterogeneityJandJclinicalJcharacteristicsJofJmetopicJsynostosiskJvvidenceJfromJaJtertiaryJ
craniofacialJunitYJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2010WJbfcrWJbdidXj 2.5 18

68 rJnewJlocusJforJsplitJhandZfootJmalformationJwithJlongJboneJdeficiencyJSSywLuTJatJcqbeYcJ
identifiedJfromJaJchromosomeJtranslocationYJHumanfGeneticsWJ2007WJbccWJbjbXj 6.3 18

67 znsightsJfromJearlyJexperienceJofJaJRareJuiseaseJxenomicJMedicineJMultidisciplinaryJTeamkJaJ
qualitativeJstudyYJEuropeanfJournalfoffHumanfGeneticsWJ2017WJcfWJgiaXgig 5.3 17

66 vRwXrelatedJcraniosynostosiskJTheJphenotypicJandJdevelopmentalJprofileJofJaJnewJcraniosynostosisJ
syndromeYJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2019WJbhjWJgbfXgch 2.5 17
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65 MonozygoticJtwinsJdiscordantJforJfrontonasalJmalformationYJAmericanfJournalfoffMedicalfGeneticsf
PartfAWJ2004WJbdarWJdieXi 17

64 rnJunusuallyJlargeJStrTnJrepeatJinJtheJregionJofJdivergenceJbetweenJsubtelomericJallelesJofJhumanJ
chromosomeJbgpYJGenomicsWJ1992WJbdWJibXi 4.3 17

63 TruncatedJSrLLbJzmpedesJPrimaryJtiliaJwunctionJinJTownesXsrocksJSyndromeYJAmericanfJournalfoff
HumanfGeneticsWJ2018WJbacWJcejXcgf 11 16

62 PureJdeJnovoJpartialJtrisomyJgpJinJaJgirlJwithJcraniosynostosisYJAmericanfJournalfoffMedicalfGeneticstf
PartfAWJ2013WJbgbrWJdedXfb 2.5 16

61 wunctionalJanalysisJofJnaturalJmutationsJinJtwoJTWzSTJproteinJmotifsYJHumanfMutationWJ2005WJcfWJffaXg 4.7 16

60 zdentificationJofJzntragenicJvxonJueletionsJandJuuplicationJofJTtwbcJbyJWholeJxenomeJorJTargetedJ
SequencingJasJaJtauseJofJTtwbcXRelatedJtraniosynostosisYJHumanfMutationWJ2016WJdhWJhdcXg 4.7 16

59 MutationalJscreeningJofJwxwRbWJtvRbWJandJtuONJinJaJlargeJcohortJofJtrigonocephalicJpatientsYJCleftf
PalateuCraniofacialfJournalWJ2006WJedWJbeiXfb 1.9 14

58 zmplementation´ ofJaJgenomicJmedicineJmultiXdisciplinaryJteamJapproachJforJrareJdisease´ inJtheJ
clinicalJsettingkJaJprospectiveJexomeJsequencing´ caseJseriesYJGenomefMedicineWJ2019WJbbWJeg 14.4 13

57 yomozygousJSrLLbJmutationJcausesJaJnovelJmultipleJcongenitalJanomalyXmentalJretardationJ
syndromeYJJournalfoffPediatricsWJ2013WJbgcWJgbcXh 3.6 13

56 xonadalJmosaicismJandJnonXinvasiveJprenatalJdiagnosisJforJRreassuranceRJinJsporadicJpaternalJageJ
effectJSPrvTJdisordersYJPrenatalfDiagnosisWJ2017WJdhWJjegXjei 3.2 13

55 rJdeletionJofJwxwRcJcreatingJaJchimericJzzzbZzzzcJexonJinJaJchildJwithJrpertJsyndromeYJBMCfMedicalf
GeneticsWJ2011WJbcWJbcc 2.1 13

54 uuplicationJofJtheJvwNsbJgeneJinJfamilialJhypertelorismkJimbalanceJinJephrinXsbJexpressionJandJ
abnormalJphenotypesJinJhumansJandJmiceYJHumanfMutationWJ2011WJdcWJjdaXi 4.7 13

53 ScalpJfibroblastsJhaveJaJsharedJexpressionJprofileJinJmonogenicJcraniosynostosisYJJournalfoff
MedicalfGeneticsWJ2010WJehWJiadXi 5.8 13

52 rtypicalJtrouzonJsyndromeJwithJaJnovelJtysgcrrgJmutationJinJwxwRcJpresentingJwithJsagittalJ
synostosisYJCleftfPalateuCraniofacialfJournalWJ2012WJejWJdhdXh 1.9 13

51 LocalizedJTWzSTbJandJTWzSTcJbasicJdomainJsubstitutionsJcauseJfourJdistinctJhumanJdiseasesJthatJ
canJbeJmodeledJinJtaenorhabditisJelegansYJHumanfMolecularfGeneticsWJ2017WJcgWJcbbiXcbdc 5.6 12

50 tlinicalJhypochondroplasiaJinJaJfamilyJcausedJbyJaJheterozygousJdoubleJmutationJinJwxwRdJ
encodingJxLYdiaLYSYJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2007WJbedWJdffXj 2.5 12

49 xeneticJaspectsJofJbirthJdefectskJnewJunderstandingsJofJoldJproblemsYJArchivesfoffDiseasefinf
Childhood:fFetalfandfNeonatalfEditionWJ2007WJjcWJwdaiXbe 4.7 12

48 RecessiveJomodysplasiakJfiveJnewJcasesJandJreviewJofJtheJliteratureYJPediatricfRadiologyWJ2004WJdeWJhfXic2.8 12

(2004-2004)
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47 rJvariantJinJwithJaJselectiveJzLXbbJsignalingJdefectJinJhumanJandJmouseYJBonefResearchWJ2020WJiWJce 13.3 11

46 zsodisomyJinJsWSJchromosomesYJNatureWJ1991WJdfdWJiac 50.4 11

45 ManyJfacesJofJSMtyubYJNaturefGeneticsWJ2017WJejWJbhgXbhi 36.3 10

44 rssociationJofJmutationsJinJwLNrJwithJcraniosynostosisYJEuropeanfJournalfoffHumanfGeneticsWJ2015WJ
cdWJbgieXi 5.3 10

43 TtwbcJmicrodeletionJinJaJhcXyearXoldJwomanJwithJintellectualJdisabilityYJAmericanfJournalfoff
MedicalfGeneticstfPartfAWJ2015WJbghrWJbijhXjab 2.5 10

42 rJgenomeXwideJassociationJstudyJimplicatesJtheJsMPhJlocusJasJaJriskJfactorJforJnonsyndromicJ
metopicJcraniosynostosisYJHumanfGeneticsWJ2020WJbdjWJbahhXbaja 6.3 9

41 TheJfibroblastJgrowthJfactorJreceptorJcJpYrlabhcPheJmutationJinJPfeifferJsyndromeXXhistoryJ
repeatingJitselfYJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2013WJbgbrWJbbfiXgd 2.5 9

40 SMrugJvariantsJinJcraniosynostosiskJgenotypeJandJphenotypeJevaluationYJGeneticsfinfMedicineWJ
2020WJccWJbejiXbfag 8.1 8

39 surningJdownJuvwvtTbbYJAmericanfJournalfoffMedicalfGeneticsfPartfAWJ2001WJbaaWJddbXf 8

38 TheJdevelopingJmouseJcoronalJsutureJatJsingleXcellJresolutionYJNaturefCommunicationsWJ2021WJbcWJehjh 17.4 8

37 vnablingJxlobalJtlinicalJtollaborationsJonJzdentifiableJPatientJuatakJTheJMinervaJznitiativeYJFrontiersf
infGeneticsWJ2019WJbaWJgbb 4.5 7

36 rpparentlyJsynonymousJsubstitutionsJinJwxwRcJaffectJsplicingJandJresultJinJmildJtrouzonJ
syndromeYJBMCfMedicalfGeneticsWJ2014WJbfWJjf 2.1 7

35 zdentificationJofJcausativeJvariantsJinJTXNLerJinJsurnXMc eownJsyndromeJandJisolatedJchoanalJ
atresiaYJEuropeanfJournalfoffHumanfGeneticsWJ2017WJcfWJbbcgXbbdd 5.3 7

34 uisruptionJofJTWzSTbJtranslationJbyJfRJUTRJvariantsJinJSaethreXthotzenJsyndromeYJHumanfMutationWJ
2018WJdjWJbdgaXbdgf 4.7 6

33 PattersonXStevensonXwontaineJsyndromekJdaXyearJfollowXupJandJclinicalJdetailsJofJaJfurtherJ
affectedJcaseYJAmericanfJournalfoffMedicalfGeneticsfPartfAWJ1997WJgjWJeddXe 6

32 uominantJinheritanceJofJopticJpitsYJAmericanfJournalfoffOphthalmologyWJ1998WJbcfWJbceXf 4.9 6

31 wibroblastJgrowthJfactorJreceptorJmutationsJandJcraniosynostosiskJthreeJreceptorsWJfiveJsyndromesYJ
IndianfJournalfoffPediatricsWJ1996WJgdWJdfbXg 3 6

30 ueJNovoJSOXgJVariantsJtauseJaJNeurodevelopmentalJSyndromeJrssociatedJwithJruyuWJ
traniosynostosisWJandJOsteochondromasYJAmericanfJournalfoffHumanfGeneticsWJ2020WJbagWJidaXief 11 6
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29 tellularJcorrelatesJofJselfishJspermatogonialJselectionYJAndrologyWJ2016WJeWJffaXd 4.2 6

28 LanguageJuevelopmentWJyearingJLossWJandJzntracranialJyypertensionJinJthildrenJWithJ
TWzSTbXtonfirmedJSaethreXthotzenJSyndromeYJJournalfoffCraniofacialfSurgeryWJ2019WJdaWJbfagXbfbb 1.2 5

27 xastrointestinalJdisordersJinJturryX–onesJsyndromekJtlinicalJandJmolecularJinsightsJfromJanJ
affectedJnewbornYJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2017WJbhdWJbfigXbfjc 2.5 4

26 zdentificationJofJmobileJretrocopiesJduringJgeneticJtestingkJtonsequencesJforJroutineJdiagnosisYJ
HumanfMutationWJ2019WJeaWJbjjdXcaaa 4.7 4

25 amplimapkJaJversatileJtoolJtoJprocessJandJanalyzeJtargetedJNxSJdataYJBioinformaticsWJ2019WJdfWJfdejXfdfa7.2 4

24 RSiftingJtheJsignificanceJfromJtheJdataRJXJtheJimpactJofJhighXthroughputJgenomicJtechnologiesJonJ
humanJgeneticsJandJhealthJcareYJHumanfGenomicsWJ2012WJgWJbb 6.8 4

23 xeneticsJofJdiseaseYJCurrentfOpinionfinfGeneticsfandfDevelopmentWJ1996WJgWJchbXe 4.9 4

22 TrO bJisJassociatedJwithJneurodevelopmentalJdisorderJandJessentialJforJneuronalJmaturationJandJ
corticalJdevelopmentYJHumanfMutationWJ2021WJecWJeefXefj 4.7 4

21 TheJurosophilaJhomologueJofJMvxwiJisJessentialJforJearlyJdevelopmentYJScientificfReportsWJ2018WJiWJihja4.9 3

20 PitfallsJinJtheJphylogenomicJevaluationJofJhumanJdiseaseXcausingJmutationsYJJournalfoffBiologyWJ
2009WJiWJcg 3

19 rbnormalJspliceformJexpressionJassociatedJwithJspliceJacceptorJmutationsJinJexonJzzzcJofJwxwRcYJ
AmericanfJournalfoffMedicalfGeneticsfPartfAWJ2002WJbbbWJbaf 3

18 rTRXbgJsyndromekJmechanismsJlinkingJmonosomyJtoJphenotypeYJJournalfoffMedicalfGeneticsWJ2020WJ
fhWJebeXecb 5.8 3

17 TheJimpactJofJchemoXJandJradiotherapyJtreatmentsJonJselfishJdeJnovoJwxwRcJmutationsJinJspermJofJ
cancerJsurvivorsYJHumanfReproductionWJ2019WJdeWJbeaeXbebf 5.7 2

16 MutationsJofJTtwbcWJencodingJaJbasicXhelixXloopXhelixJpartnerJofJTWzSTbWJareJaJfrequentJcauseJofJ
coronalJcraniosynostosisYJLancettfTheWJ2013WJdibWJSbbe 40 2

15 RestrictJgeneticJsusceptibilityJtestsYJNatureWJ1998WJdjfWJdbh 50.4 2

14 wrontometaphysealJdysplasiakJMutationsJinJwLNrJandJphenotypicJdiversityJSrmJ–JMedJxenetJbearkJ
bhcgâ��bhdgTYJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2006WJbearWJcieaXciea 2.5 2

13 weedingWJtommunicationWJyydrocephalusWJandJzntracranialJyypertensionJinJPatientsJWithJSevereJ
wxwRcXrssociatedJPfeifferJSyndromeYJJournalfoffCraniofacialfSurgeryWJ2021WJdcWJbdeXbea 1.2 2

12 uissectionJofJcontiguousJgeneJeffectsJforJdeletionsJaroundJvRwJonJchromosomeJbjYJHumanf
MutationWJ2021WJecWJibbXibh 4.7 2

(2021-2016)
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11 vvaluatingJtheJperformanceJofJaJclinicalJgenomeJsequencingJprogramJforJdiagnosisJofJrareJgeneticJ
diseaseWJseenJthroughJtheJlensJofJcraniosynostosisYJGeneticsfinfMedicineWJ2021WJcdWJcdgaXcdgi 8.1 2

10 siallelicJvariantJpYSrrgbbeLeuTJcausesJMeierXxorlinJsyndromeJwithJcraniosynostosisYJJournalfoff
MedicalfGeneticsWJ2021WJ 5.8 2

9 TowardJaJcellularJmodelJofJmicrovillusJinclusionJdiseaseYJHumanfMutationWJ2010WJdbWJv 4.7 1

8 WrongJbirdYJNatureWJ1988WJddcWJcaaXcaa 50.4 1

7 UnexpectedJroleJofJvariantsJinJcraniosynostosiskJexpandingJtheJphenotypeJofJXrelatedJdisordersYJ
JournalfoffMedicalfGeneticsWJ2021WJ 5.8 1

6 TheJdevelopingJmouseJcoronalJsutureJatJsingleXcellJresolution 1

5 vrfJrffectsJtommitmentJandJuifferentiationJofJOsteoprogenitorJtellsJinJtranialJSuturesJviaJtheJ
RetinoicJrcidJPathwayYJMolecularfandfCellularfBiologyWJ2021WJebWJeaabejcb 4.8 0

4 TargetedJSequencingJofJtandidateJRegionsJrssociatedJwithJSagittalJandJMetopicJNonsyndromicJ
traniosynostosisYJGenesWJ2022WJbdWJibg 4.2 0

3 MedianJfacialJcleftJdysmorphismJinJthreeJsiblingskJcaseJreportJandJreviewJofJtheJliteratureYJLetterYJ
CleftfPalateuCraniofacialfJournalWJ2010WJehWJeda 1.9

2 wxwJsignalingJinJinnerJearJdevelopmentYJFASEBfJournalWJ2009WJcdWJbhgYb 0.9

1
NeurodevelopmentalWJtognitiveWJandJPsychosocialJOutcomesJforJzndividualsJWithJPathogenicJ
VariantsJinJtheJTtwbcJxeneJandJrssociatedJtraniosynostosisYJJournalfoffCraniofacialfSurgeryWJ2021WJ
dcWJbcgdXbcgi

1.2
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