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hereditaryJspasticJparaplegiaXJAmericanaJournalaofaHumanaGeneticsVJ2012VJg_VJ_Zc_Wdb 11 150
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296 MutationsJinJàRqo VJencodingJà’t2WrelatedJqRspp JactivatorJproteinVJcauseJtloatingWvarborJ
syndromeXJAmericanaJournalaofaHumanaGeneticsVJ2012VJgZVJaZfW_a 11 130
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5.6 105

289 q–zbo_JmutationJinJoxenfeldWRiegerJanomalyJwithJleukoencephalopathyJandJstrokeXJAnnalsaofa
NeurologyVJ2007VJd2VJ_eeWfb 9.4 104
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286
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5.8 96
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JournalaofaHumanaGeneticsVJ2003VJe2VJ_cefWfb 11 92
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includingJovergrowthXJNatureaGeneticsVJ2007VJagVJgdaWc 36.3 90
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DermatologyVJ2003VJ_2_VJbefWf_ 4.3 79

276 èreacherJqollinsJsyndromehJaJclinicalJandJmolecularJstudyJbasedJonJaJlargeJseriesJofJpatientsXJ
GeneticsainaMedicineVJ2016VJ_fVJbgWcd 8.1 78

275 qompleteJexonJsequencingJofJallJknownJésherJsyndromeJgenesJgreatlyJimprovesJmolecularJ
diagnosisXJOrphanetaJournalaofaRareaDiseasesVJ2011VJdVJ2_ 4.2 78

274 àcreeningJofJàzq2dobJR ràSJgeneJinJ endredQsJsyndromehJaJlargeJspectrumJofJmutationsJinJtranceJ
andJphenotypicJheterogeneityXJClinicalaGeneticsVJ2004VJddVJaaaWbZ 4 78

273 ’ewJinsightsJintoJgenotypeWphenotypeJcorrelationJforJuzwaJmutationsXJEuropeanaJournalaofaHumana
GeneticsVJ2015VJ2aVJg2W_Z2 5.3 75

272 àèüp _WrelatedJencephalopathyJpresentingJasJinfantileJspasmsJandJgeneralizedJtremorJinJthreeJ
patientsXJEpilepsiaVJ2011VJc2VJ_f2ZWe 6.4 75

271 stèér2JhaploinsufficiencyJleadsJtoJsyndromicJoesophagealJatresiaXJJournalaofaMedicalaGeneticsVJ
2012VJbgVJeaeWbd 5.8 75

270 MolecularJfindingsJandJclinicalJdataJinJaJcohortJofJ_cZJpatientsJwithJanophthalmiaYmicrophthalmiaXJ
ClinicalaGeneticsVJ2014VJfdVJa2dWab 4 74

269 zymphedemaWlymphangiectasiaWmentalJretardationJRvennekamSJsyndromehJaJreviewXJAmericana
JournalaofaMedicalaGeneticsaPartaAVJ2002VJ__2VJb_2W2_ 74
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deficiencyXJJournalaofaClinicalaInvestigationVJ2017VJ_2eVJ_gg_W2ZZd 15.9 73
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MolecularaGeneticsVJ2010VJ_gVJ2Z_cW2e
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266  revalenceJofJmutationsJinJou oè2JamongJhumanJlipodystrophiesXJDiabetesVJ2003VJc2VJ_ceaWf 0.9 71

265
öholeJmitochondrialJgenomeJscreeningJinJmaternallyJinheritedJnonWsyndromicJhearingJimpairmentJ
usingJaJmicroarrayJresequencingJmitochondrialJr’oJchipXJEuropeanaJournalaofaHumanaGeneticsVJ
2007VJ_cVJ__bcWcc

5.3 70

264 MolecularJdiagnosisJofJoculocutaneousJalbinismhJnewJmutationsJinJtheJ–qo_WbJgenesJandJpracticalJ
aspectsXJPigmentaCellaandaMelanomaaResearchVJ2008VJ2_VJcfaWe 4.5 69

263 vydrometrocolposJandJpolydactylyhJaJcommonJneonatalJpresentationJofJpardetWpiedlJandJ
McyusickWyaufmanJsyndromesXJJournalaofaMedicalaGeneticsVJ1999VJadVJcggWdZa 5.8 69

262 Rss _JmutationsJinJà ua_hJfrequencyVJmutationalJspectrumVJandJpotentialJassociationJwithJ
mitochondrialJmorphoWfunctionalJdysfunctionXJHumanaMutationVJ2011VJa2VJ___fW2e 4.7 68

261
wdentificationJofJ2aJèutpR2JandJdJèutpR_JgeneJmutationsJandJgenotypeWphenotypeJinvestigationsJ
inJbceJpatientsJwithJMarfanJsyndromeJtypeJwJandJwwVJzoeysWrietzJsyndromeJandJrelatedJdisordersXJ
HumanaMutationVJ2008VJ2gVJs2fbWgc

4.7 68

260 zR cJmutationsJinJosteoporosisWpseudogliomaJsyndromeJandJhighWboneWmassJdisordersXJJointaBonea
SpineVJ2005VJe2VJ2ZeW_b 2.9 68

259 turtherJdelineationJofJyabukiJsyndromeJinJbfJwellWdefinedJnewJindividualsJ2005VJ_a2oVJ2dcWe2 68

258
 henotypicJspectrumJofJàimpsonWuolabiWpehmelJsyndromeJinJaJseriesJofJb2JcasesJwithJaJmutationJinJ
u qaJandJreviewJofJtheJliteratureXJAmericanaJournalaofaMedicalaGeneticsmaPartaCéaSeminarsainaMedicala
GeneticsVJ2013VJ_daqVJg2W_Zc

3.1 65

257 èwelveJnewJpatientsJwithJ_aqJdeletionJsyndromehJgenotypeWphenotypeJanalysesJinJprogressXJ
EuropeanaJournalaofaMedicalaGeneticsVJ2009VJc2VJb_Wd 2.6 65

256 MutationsJinJàsèr2JcauseJaJnovelJovergrowthJconditionXJJournalaofaMedicalaGeneticsVJ2014VJc_VJc_2We 5.8 64

255
èheJ2qaeWdeletionJsyndromehJanJupdateJofJtheJclinicalJspectrumJincludingJoverweightVJ
brachydactylyJandJbehaviouralJfeaturesJinJ_bJnewJpatientsXJEuropeanaJournalaofaHumanaGeneticsVJ
2013VJ2_VJdZ2W_2

5.3 64

254
plepharophimosisWmentalJretardationJRpMRSJsyndromeshJoJproposedJclinicalJclassificationJofJtheJ
soWcalledJ–hdoJsyndromeVJandJdelineationJofJtwoJnewJpMRJsyndromesVJoneJüWlinkedJandJoneJ
autosomalJrecessiveXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2006VJ_bZVJ_2fcWgd

2.5 64

253 MolecularJdiagnosisJofJ wyaqoWrelatedJovergrowthJspectrumJR R–àSJinJ_d2JpatientsJandJ
recommendationsJforJgeneticJtestingXJGeneticsainaMedicineVJ2017VJ_gVJgfgWgge 8.1 62

252 tactorJêJzeidenVJprothrombinJ2Z2_ZoVJmethylenetetrahydrofolateJreductaseJdeeèVJandJpopulationJ
geneticsXJMolecularaGeneticsaandaMetabolismVJ2005VJfdVJg_Wg 3.7 62

251
àpectrumJofJpontocerebellarJhypoplasiaJinJ_aJgirlsJandJboysJwithJqoàyJmutationshJconfirmationJofJ
aJrecognizableJphenotypeJandJfirstJdescriptionJofJaJmaleJmosaicJpatientXJOrphanetaJournalaofaRarea
DiseasesVJ2012VJeVJ_f

4.2 61

250  henotypeJandJgenotypeJinJc2JpatientsJwithJRubinsteinWèaybiJsyndromeJcausedJbyJs aZZJ
mutationsXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2016VJ_eZVJaZdgWaZf2 2.5 60

249  rogressiveJosseousJheteroplasiahJaJmodelJforJtheJimprintingJeffectsJofJu’oàJinactivatingJ
mutationsJinJhumansXJJournalaofaClinicalaEndocrinologyaandaMetabolismVJ2010VJgcVJaZ2fWaf 5.6 60
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248 èestingJforJtriallelismhJanalysisJofJsixJppàJgenesJinJaJpardetWpiedlJsyndromeJfamilyJcohortXJEuropeana
JournalaofaHumanaGeneticsVJ2005VJ_aVJdZeW_d 5.3 60

247 qcorfb2JisJtheJmajorJgeneJresponsibleJforJ–trJsyndromeJtypeJêwXJHumanaGeneticsVJ2014VJ_aaVJadeWee 6.3 59

246 turtherJdelineationJofJtheJcongenitalJformJofJüWlinkedJdyskeratosisJcongenitaJ
RvoyeraalWvreidarssonJsyndromeSXJEuropeanaJournalaofaPediatricsVJ2003VJ_d2VJfdaWe 4.1 57

245
èheJprevalenceJofJqvreJmissenseJversusJtruncatingJmutationsJisJhigherJinJpatientsJwithJyallmannJ
syndromeJthanJinJtypicalJqvoRusJpatientsXJJournalaofaClinicalaEndocrinologyaandaMetabolismVJ2014VJ
ggVJs2_afWba

5.6 56

244 MolecularJcharacterizationJofJaJseriesJofJggZJindexJpatientsJwithJalbinismXJPigmentaCellaanda
MelanomaaResearchVJ2018VJa_VJbddWbeb 4.5 55

243 MetabolicJcorrectionJinducedJbyJleptinJreplacementJtreatmentJinJyoungJchildrenJwithJ
perardinelliWàeipJcongenitalJlipoatrophyXJPediatricsVJ2007VJ_2ZVJe2g_Wd 7.4 55

242  rogressiveJbulbospinalJamyotrophyJinJtripleJoJsyndromeJwithJoooàJgeneJmutationXJNeurologyVJ
2002VJcfVJgd2Wc 6.5 55

241 èheJgeneJforJpazexWruprˆ'WqhristolJsyndromeJmapsJtoJchromosomeJüqXJJournalaofaInvestigativea
DermatologyVJ1995VJ_ZcVJfeWg_ 4.3 54

240 MutationsJinJ˛‡WsecretaseJsubunitWencodingJ às’s’JunderlieJrowlingWregosJdiseaseJassociatedJ
withJacneJinversaXJJournalaofaClinicalaInvestigationVJ2017VJ_2eVJ_bfcW_bgZ 15.9 53

239 èownesWprocksJsyndromehJdetectionJofJaJàozz_JmutationJhotJspotJandJevidenceJforJaJpositionJ
effectJinJoneJpatientXJHumanaMutationVJ1999VJ_bVJaeeWfd 4.7 53

238 qonfirmationJofJassignmentJofJaJlocusJforJRubinsteinWèaybiJsyndromeJgeneJtoJ_dp_aXaXJAmericana
JournalaofaMedicalaGeneticsaPartaAVJ1992VJbbVJ_2dWf 52

237 svaluationJofJr’oJMethylationJspisignaturesJforJriagnosisJandJ henotypeJqorrelationsJinJb2J
MendelianJ’eurodevelopmentalJrisordersXJAmericanaJournalaofaHumanaGeneticsVJ2020VJ_ZdVJacdWaeZ 11 51

236 veterogeneityJofJ’àr_JalterationsJinJ__dJpatientsJwithJàotosJsyndromeXJHumanaMutationVJ2007VJ
2fVJ_ZgfW_Ze 4.7 50

235 MolecularJcharacterizationJofJ_qbbJmicrodeletionJinJ__JpatientsJrevealsJthreeJcandidateJgenesJforJ
intellectualJdisabilityJandJseizuresXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2012VJ_cfoVJ_daaWbZ 2.5 49

234 àpectrumJofJepilepsyJinJterminalJ_padJdeletionJsyndromeXJEpilepsiaVJ2008VJbgVJcZgW_c 6.4 49

233 ouq_Y2VJtheJmitochondrialJaspartateWglutamateJcarriersXJBiochimicaaEtaBiophysicaaActaanaMoleculara
CellaResearchVJ2016VJ_fdaVJ2agbWb_2 4.9 49

232 qaseJwithJautisticJsyndromeJandJchromosomeJ22q_aXaJdeletionJdetectedJbyJtwàvXJAmericanaJournala
ofaMedicalaGeneticsaPartaAVJ2000VJgdVJfagWfbb 48

231 –ndineWvirschsprungJsyndromeJRvaddadJsyndromeSXJturtherJdelineationJinJtwoJcasesJandJreviewJofJ
theJliteratureXJEuropeanaJournalaofaPediatricsVJ1993VJ_c2VJecWe 4.1 48
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230 MutationsJofJtheJwmprintedJqry’_qJueneJasJaJqauseJofJtheJ–vergrowthJpeckwithWöiedemannJ
àyndromehJqlinicalJàpectrumJandJtunctionalJqharacterizationXJHumanaMutationVJ2015VJadVJfgbWgZ2 4.7 47

229 vighJglucoseJrepatternsJhumanJpodocyteJenergyJmetabolismJduringJdifferentiationJandJdiabeticJ
nephropathyXJFASEBaJournalVJ2017VJa_VJ2gbWaZe 0.9 47

228 èheJphenotypeJofJtloatingWvarborJsyndromehJclinicalJcharacterizationJofJc2JindividualsJwithJ
mutationsJinJexonJabJofJàRqo XJOrphanetaJournalaofaRareaDiseasesVJ2013VJfVJda 4.2 47

227  renatalJdiagnosisJofJfemaleJmonozygoticJtwinsJdiscordantJforJèurnerJsyndromehJimplicationsJforJ
prenatalJgeneticJcounsellingXJPrenatalaDiagnosisVJ2002VJ22VJdgeWeZ2 3.2 47

226 wdentificationJofJnovelJmutationsJconfirmsJ rsbrJasJaJmajorJgeneJcausingJacrodysostosisXJHumana
MutationVJ2013VJabVJgeW_Z2 4.7 46

225 MetabolicJReprogrammingJinJomyotrophicJzateralJàclerosisXJScientificaReportsVJ2018VJfVJagca 4.9 45

224 wdentificationJofJaJnovelJmutationJconfirmsJtheJimplicationJofJwtè_e2JRppà2ZSJinJpardetWpiedlJ
syndromeXJJournalaofaHumanaGeneticsVJ2016VJd_VJbbeWcZ 4.3 45

223 ’ewJpracticalJdefinitionsJforJtheJdiagnosisJofJautosomalJrecessiveJspasticJataxiaJofJ
qharlevoixWàaguenayXJAnnalsaofaNeurologyVJ2015VJefVJfe_Wfd 9.4 45

222 ’ewJclinicoWgeneticJclassificationJofJtrichothiodystrophyXJAmericanaJournalaofaMedicalaGeneticsmaParta
AVJ2009VJ_bgoVJ2Z2ZWaZ 2.5 44

221 MutationalJspectrumJofJq–v_JandJclinicalJheterogeneityJinJqohenJsyndromeXJJournalaofaMedicala
GeneticsVJ2006VJbaVJe22 5.8 44

220 ’eurodevelopmentalJoutcomeJfollowingJprenatalJdiagnosisJofJanJisolatedJanomalyJofJtheJcorpusJ
callosumXJUltrasoundainaObstetricsaandaGynecologyVJ2011VJaeVJ2gZWc 5.8 43

219 qostelloJsyndromeJandJneurologicalJabnormalitiesXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ
2003VJ_2aoVJaZ_Wc 42

218  henotypeJandJgenotypeJanalysisJofJaJtrenchJcohortJofJ__gJpatientsJwithJqvoRusJsyndromeXJ
AmericanaJournalaofaMedicalaGeneticsmaPartaCéaSeminarsainaMedicalaGeneticsVJ2017VJ_ecVJb_eWbaZ 3.1 41

217 tourWyearJfollowWupJofJdiagnosticJserviceJinJéàv_JpatientsJ2011VJc2VJbZdaWe_ 41

216 qonsensusJrecommendationsJforJdiagnosisVJmanagementJandJtreatmentJofJtabryJdiseaseJinJ
paediatricJpatientsXJClinicalaGeneticsVJ2019VJgdVJ_ZeW__e 4 39

215 MutationsJinJö’è_ZoJareJfrequentlyJinvolvedJinJoligodontiaJassociatedJwithJminorJsignsJofJ
ectodermalJdysplasiaXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2013VJ_d_oVJde_Wf 2.5 39

214
MolecularJcharacterisationJofJpatientsJwithJsubtelomericJ22qJabnormalitiesJusingJchromosomeJ
specificJarrayWbasedJcomparativeJgenomicJhybridisationXJEuropeanaJournalaofaHumanaGeneticsVJ2005VJ
_aVJ_Z_gW2b

5.3 39

213 relineationJofJstèér2JhaploinsufficiencyWrelatedJphenotypesJthroughJaJseriesJofJadJpatientsXJ
HumanaMutationVJ2014VJacVJbefWfc 4.7 38

(2014-2015)
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212 ’eurologicJaspectsJofJMsq 2JgeneJduplicationJinJmaleJpatientsXJPediatricaNeurologyVJ2009VJb_VJ_feWg_ 2.9 38

211 èheJphenotypeJofJtloatingWvarborJsyndromeJinJ_ZJpatientsXJAmericanaJournalaofaMedicalaGeneticsma
PartaAVJ2010VJ_c2oVJf2_Wg 2.5 38

210  henotypeJandJgenotypeJofJfeJpatientsJwithJMowatWöilsonJsyndromeJandJrecommendationsJforJ
careXJGeneticsainaMedicineVJ2018VJ2ZVJgdcWgec 8.1 37

209 ’ewJcandidateJlociJidentifiedJbyJarrayWquvJinJaJcohortJofJ_ZZJchildrenJpresentingJwithJsyndromicJ
obesityXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2014VJ_dboVJ_gdcWec 2.5 37

208 ResistanceJtoJleptinWreplacementJtherapyJinJperardinelliWàeipJcongenitalJlipodystrophyhJanJ
immunologicalJoriginXJEuropeanaJournalaofaEndocrinologyVJ2010VJ_d2VJ_ZfaWg_ 6.5 36

207 onalysisJofJqp JRqRspp SJgeneJdeletionsJinJRubinsteinWèaybiJsyndromeJpatientsJusingJrealWtimeJ
quantitativeJ qRXJHumanaMutationVJ2004VJ2aVJ2efWfb 4.7 36

206 andJscreenJinJtheJàotosWlikeJsyndromeJtrenchJcohortXJJournalaofaMedicalaGeneticsVJ2016VJcaVJebaWec_ 5.8 36

205 àpectrumJofJqRspp JgeneJdosageJanomaliesJinJRubinsteinWèaybiJsyndromeJpatientsXJEuropeana
JournalaofaHumanaGeneticsVJ2007VJ_cVJfbaWe 5.3 35

204
pilateralJperiventricularJnodularJheterotopiaJinJtrancehJfrequencyJofJmutationsJinJtz’oVJphenotypicJ
heterogeneityJandJspectrumJofJmutationsXJJournalaofaNeurologymaNeurosurgeryaandaPsychiatryVJ2009VJ
fZVJ_agbWf

5.5 34

203 onJopplicationJofJ’uàJforJMolecularJwnvestigationsJinJ erraultJàyndromehJàtudyJofJ_bJtamiliesJandJ
ReviewJofJtheJziteratureXJHumanaMutationVJ2016VJaeVJ_acbW_ad2 4.7 34

202 öiedemannWàteinerJsyndromeJasJaJmajorJcauseJofJsyndromicJintellectualJdisabilityhJoJstudyJofJaaJ
trenchJcasesXJClinicalaGeneticsVJ2018VJgbVJ_b_W_c2 4 33

201 QuantifyingJtheJsffectsJofJ_dp__X2JqopyJ’umberJêariantsJonJprainJàtructurehJoJMultisiteJ
ueneticWtirstJàtudyXJBiologicalaPsychiatryVJ2018VJfbVJ2caW2db 7.9 33

200 àocioWbehavioralJcharacteristicsJofJchildrenJwithJRubinsteinWèaybiJsyndromeXJJournalaofaAutismaanda
DevelopmentalaDisordersVJ2009VJagVJ_2c2WdZ 4.6 33

199 àubmicroscopicJdeletionJofJchromosomeJ_dp_aXaJinJpatientsJwithJRubinsteinWèaybiJsyndromeXJ
AmericanaJournalaofaMedicalaGeneticsaPartaAVJ1998VJefVJ2deW2eZ 33

198  oikilodermaJwithJneutropeniaVJqlericuzioJtypeVJinJaJfamilyJfromJMoroccoXJAmericanaJournalaofa
MedicalaGeneticsmaPartaAVJ2008VJ_bdoVJ2ed2Wg 2.5 33

197 àcreeningJofJoRüJinJmentalJretardationJfamilieshJqonsequencesJforJtheJstrategyJofJmolecularJ
diagnosisXJNeurogeneticsVJ2006VJeVJagWbd 3 33

196 oJframeworkJtoJidentifyJcontributingJgenesJinJpatientsJwithJ helanWMcrermidJsyndromeXJNpja
GenomicaMedicineVJ2017VJ2VJa2 6.2 32

195 –steopathiaJstriataJcranialJsclerosishJnonWrandomJüWinactivationJsuggestiveJofJüWlinkedJdominantJ
inheritanceXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ2002VJ_ZeVJ_Wb 32
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194 MutationsJinJVJencodingJtheJmyelinJtranscriptionJfactorJ_VJareJaJrareJcauseJofJ–oêàXJJournalaofa
MedicalaGeneticsVJ2016VJcaVJec2WedZ 5.8 32

193 ReducedJplacentalJtelomereJlengthJduringJpregnanciesJcomplicatedJbyJintrauterineJgrowthJ
restrictionXJPLoSaONEVJ2013VJfVJecbZ_a 3.7 31

192 zeberQsJopticJneuropathyJassociatedJwithJdisseminatedJwhiteJmatterJdiseasehJaJcaseJreportJandJ
reviewXJClinicalaNeurologyaandaNeurosurgeryVJ2009VJ___VJfaWd 2 31

191 MutationsJinJà’R pVJencodingJcomponentsJofJtheJcoreJsplicingJmachineryVJcauseJ
cerebroWcostoWmandibularJsyndromeXJHumanaMutationVJ2015VJadVJ_feWgZ 4.7 30

190 pardetWbiedlJsyndromeJandJbrainJabnormalitiesXJNeuropediatricsVJ2007VJafVJcWg 1.6 30

189 èheJexpandingJspectrumJofJq–z2o_JgeneJvariantsJw’J_adJpatientsJwithJaJskeletalJdysplasiaJ
phenotypeXJEuropeanaJournalaofaHumanaGeneticsVJ2016VJ2bVJgg2W_ZZZ 5.3 29

188 àzq2bocJmutationsJareJassociatedJwithJnonWsyndromicJoculocutaneousJalbinismXJJournalaofa
InvestigativeaDermatologyVJ2014VJ_abVJcdfWce_ 4.3 29

187 2XaJMbJterminalJdeletionJinJ_2p_aXaaJassociatedJwithJoculoauriculovertebralJspectrumJandJ
evaluationJofJö’ècpJasJaJcandidateJgeneXJEuropeanaJournalaofaMedicalaGeneticsVJ2009VJc2VJbbdWg 2.6 29

186 MutationsJinJtheJendothelinJreceptorJtypeJoJcauseJmandibulofacialJdysostosisJwithJalopeciaXJ
AmericanaJournalaofaHumanaGeneticsVJ2015VJgdVJc_gWa_ 11 28

185 ’euroimagingJfindingsJinJMowatWöilsonJsyndromehJaJstudyJofJcbJpatientsXJGeneticsainaMedicineVJ
2017VJ_gVJdg_WeZZ 8.1 28

184 –steoporosisJinJlateWdiagnosedJadultJhomocystinuricJpatientsXJJournalaofaInheritedaMetabolica
DiseaseVJ2000VJ2aVJaafWbZ 5.4 28

183 qongenitalJhypotrichosisJandJmiliahJreportJofJaJlargeJfamilyJsuggestingJüWlinkedJdominantJ
inheritanceXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ1994VJc2VJbfeWgZ 28

182 qRspp JmutationsJinJindividualsJwithoutJRubinsteinWèaybiJsyndromeJphenotypeXJAmericanaJournala
ofaMedicalaGeneticsmaPartaAVJ2016VJ_eZVJ2df_Wga 2.5 28

181 èargetedJresequencingJidentifiesJ èqv_JasJaJmajorJcontributorJtoJocularJdevelopmentalJanomaliesJ
andJextendsJtheJà–ü2JregulatoryJnetworkXJGenomeaResearchVJ2016VJ2dVJbebWfc 9.7 27

180  renatalJdiagnosisJusingJarrayWquvhJaJtrenchJexperienceXJEuropeanaJournalaofaMedicalaGeneticsVJ
2013VJcdVJab_Wc 2.6 27

179 èheJmaleJphenotypeJinJosteopathiaJstriataJcongenitaJwithJcranialJsclerosisXJAmericanaJournalaofa
MedicalaGeneticsmaPartaAVJ2011VJ_ccoVJ2ageWbZf 2.5 27

178 oJsecondJlocusJforJoicardiWuoutieresJsyndromeJatJchromosomeJ_aq_bW2_XJJournalaofaMedicala
GeneticsVJ2006VJbaVJbbbWcZ 5.8 27

177 qostelloJsyndromehJreportJofJsixJpatientsJincludingJoneJwithJanJembryonalJrhabdomyosarcomaXJ
EuropeanaJournalaofaPediatricsVJ2000VJ_cgVJ_agWb2 4.1 27

(2000-2016)
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176
àearchJforJtheJbestJindicatorsJforJtheJpresenceJofJaJê à_apJgeneJmutationJandJconfirmationJofJ
diagnosticJcriteriaJinJaJseriesJofJabJpatientsJgenotypedJforJsuspectedJqohenJsyndromeXJJournalaofa
MedicalaGeneticsVJ2010VJbeVJcbgWca

5.8 26

175 oJpointJmutationJinJtheJü’ JgeneVJassociatedJwithJanJoèRWüJphenotypeJwithoutJalphaWthalassemiaXJ
EuropeanaJournalaofaHumanaGeneticsVJ1996VJbVJa_dW2Z 5.3 26

174 èowardsJaJnewJpointJofJviewJonJtheJphenotypeJofJpatientsJwithJaJ_eq_2JmicrodeletionJsyndromeXJ
ArchivesaofaDiseaseainaChildhoodVJ2015VJ_ZZVJ2cgWdb 2.2 25

173 pz–q_àcJpathogenicJvariantsJcauseJaJnewJtypeJofJvermanskyW udlakJsyndromeXJGeneticsaina
MedicineVJ2020VJ22VJ_d_aW_d22 8.1 25

172 turtherJdelineationJofJtheJduplicationJsyndromeJphenotypeJinJcgJtrenchJmaleJpatientsVJwithJaJ
particularJfocusJonJmorphologicalJandJneurologicalJfeaturesXJJournalaofaMedicalaGeneticsVJ2018VJccVJacgWae_5.8 25

171 urowthJpatternsJofJpatientsJwithJ’oonanJsyndromehJcorrelationJwithJageJandJgenotypeXJEuropeana
JournalaofaEndocrinologyVJ2016VJ_ebVJdb_WcZ 6.5 25

170
sxomeJsequencingJinJcongenitalJataxiaJidentifiesJtwoJnewJcandidateJgenesJandJhighlightsJaJ
pathophysiologicalJlinkJbetweenJsomeJcongenitalJataxiasJandJearlyJinfantileJepilepticJ
encephalopathiesXJGeneticsainaMedicineVJ2019VJ2_VJccaWcda

8.1 25

169 qombinationJofJöouRJandJ otockiWàhafferJcontiguousJdeletionJsyndromesJinJaJpatientJwithJanJ
__p__X2Wp_bJdeletionXJEuropeanaJournalaofaHumanaGeneticsVJ2005VJ_aVJbZgW_a 5.3 25

168 tloatingWvarborJsyndromehJdescriptionJofJaJfurtherJpatientVJreviewJofJtheJliteratureVJandJsuggestionJ
ofJautosomalJdominantJinheritanceXJEuropeanaJournalaofaPediatricsVJ1995VJ_cbVJdcfWd_ 4.1 25

167 èorielloWqareyJsyndromehJevidenceJforJüWlinkedJinheritanceXJAmericanaJournalaofaMedicalaGeneticsa
PartaAVJ1996VJdcVJ2g_Wb 25

166  erraultJsyndromehJreportJofJfourJnewJcasesVJreviewJandJexclusionJofJcandidateJgenesXJAmericana
JournalaofaMedicalaGeneticsmaPartaAVJ2008VJ_bdoVJdd_Wb 2.5 24

165  renatalJdiagnosisJofJhypochondroplasiahJthreeWdimensionalJmultisliceJcomputedJtomographyJ
findingsJandJmolecularJanalysisXJFetalaDiagnosisaandaTherapyVJ2006VJ2_VJ_fW2_ 2.4 24

164 ronnaiWparrowJsyndromehJfourJadditionalJpatientsXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ
2003VJ_2_oVJ2cfWd2 24

163 tamilialJoccurrenceJofJhereditaryJrenalJadysplasiaJwithJmˆ…llerianJanomaliesXJClinicalaGeneticsVJ1993VJ
baVJ2aWb 4 24

162 tunctionalJvalidationJofJopvr_2JmutationsJinJtheJneurodegenerativeJdiseaseJ voRqXJNeurobiologya
ofaDiseaseVJ2017VJgfVJadWc_ 7.5 23

161 qlinicalJandJgeneticJheterogeneityJinJfamilialJsteroidWsensitiveJnephroticJsyndromeXJPediatrica
NephrologyVJ2018VJaaVJbeaWbfa 3.2 22

160 qutaneousJmanifestationsJinJqostelloJandJcardiofaciocutaneousJsyndromehJreportJofJ_fJcasesJandJ
literatureJreviewXJPediatricaDermatologyVJ2013VJaZVJddcWea 1.9 22

159 –roWdentalJfeaturesJasJusefulJdiagnosticJtoolJinJRubinsteinWèaybiJsyndromeXJAmericanaJournalaofa
MedicalaGeneticsmaPartaAVJ2007VJ_baoVJceZWa 2.5 22
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158 èheJdiagnosisJofJqostelloJsyndromehJnomenclatureJinJRasYMo yJpathwayJdisordersXJAmericana
JournalaofaMedicalaGeneticsmaPartaAVJ2008VJ_bdoVJ_2_fW2Z 2.5 22

157 vomozygousJandJcompoundJheterozygousJmutationsJinJtheJtp’_JgenehJunexpectedJfindingsJinJ
molecularJdiagnosisJofJMarfanJsyndromeXJJournalaofaMedicalaGeneticsVJ2017VJcbVJ_ZZW_Za 5.8 21

156 oJnovelJdeJnovoJmutationJinJMγè_VJtheJuniqueJ–oêàJgeneJidentifiedJsoJfarXJEuropeanaJournalaofa
HumanaGeneticsVJ2017VJ2cVJ_ZfaW_Zfd 5.3 21

155 ’onWspecificJgastrointestinalJfeatureshJqouldJitJbeJtabryJdiseasemXJDigestiveaandaLiveraDiseaseVJ2018VJ
cZVJb2gWbae 3.3 21

154 MutationJscreeningJofJoàMèVJtheJlastJenzymeJofJtheJmelatoninJpathwayVJinJaJlargeJsampleJofJ
patientsJwithJintellectualJdisabilityXJBMCaMedicalaGeneticsVJ2011VJ_2VJ_e 2.1 21

153 pehavioralJandJtemperamentalJfeaturesJofJchildrenJwithJqostelloJsyndromeXJAmericanaJournalaofa
MedicalaGeneticsmaPartaAVJ2006VJ_bZVJgdfWeb 2.5 21

152 MedulloblastomaJinJtheJnevoidJbasalWcellJcarcinomaJsyndromehJcaseJreportsJandJreviewJofJtheJ
literatureXJGeneticaCounselingVJ1990VJ_VJ2eaWe 21

151 wz__RoWrelatedJqrouzonWlikeJautosomalJrecessiveJcraniosynostosisJinJ_ZJnewJpatientshJ
ResemblancesJandJdifferencesXJClinicalaGeneticsVJ2018VJgbVJaeaWafZ 4 21

150 MolecularVJclinicalJandJneuropsychologicalJstudyJinJa_JpatientsJwithJyabukiJsyndromeJandJyMè2rJ
mutationsXJClinicalaGeneticsVJ2017VJg2VJ2gfWaZc 4 20

149 MutationsJinJRwè_JcauseJ’oonanJsyndromeJwithJpossibleJjuvenileJmyelomonocyticJleukemiaJbutJareJ
notJinvolvedJinJacuteJlymphoblasticJleukemiaXJEuropeanaJournalaofaHumanaGeneticsVJ2016VJ2bVJ__2bWa_ 5.3 20

148 àystematicJmolecularJandJcytogeneticJscreeningJofJ_ZZJpatientsJwithJmarfanoidJsyndromesJandJ
intellectualJdisabilityXJClinicalaGeneticsVJ2013VJfbVJcZeW2_ 4 20

147 RubinsteinWèaybiJsyndromeJRqRspp VJs aZZSXJEuropeanaJournalaofaHumanaGeneticsVJ2011VJ_gVJ
preceedingJ__fW2Z 5.3 20

146 zimbJbodyJwallJcomplexJandJamnioticJbandJsequenceJinJsibsXJAmericanaJournalaofaMedicalaGeneticsma
PartaAVJ2007VJ_baoVJ2df2We 2.5 20

145 qraniofacialJdysmorphologyJandJthreeWdimensionalJultrasoundhJaJprospectiveJstudyJonJ
practicabilityJforJprenatalJdiagnosisXJPrenatalaDiagnosisVJ2003VJ2aVJf_ZWf 3.2 20

144 ’oJevidenceJforJlinkageJtoJtheJtypeJ_JorJtypeJ2JneurofibromatosisJlociJinJ’oonanJsyndromeJ
familiesXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ1993VJbdVJeZZWc 20

143
vighWresolutionJarrayWquvJinJpatientsJwithJoculocutaneousJalbinismJidentifiesJnewJdeletionsJofJtheJ
èγRVJ–qo2VJandJàzqbco2JgenesJandJaJcomplexJrearrangementJofJtheJ–qo2JgeneXJPigmentaCellaanda
MelanomaaResearchVJ2014VJ2eVJcgWe_

4.5 19

142 –culoWdentoWdigitalJdysplasiahJlackJofJgenotypeWphenotypeJcorrelationJforJuxo_JmutationsJandJ
usefulnessJofJneuroWimagingXJEuropeanaJournalaofaMedicalaGeneticsVJ2010VJcaVJ_gW22 2.6 19

141 àevereJlinearJformJofJgranulomaJannulareJalongJplaschkoQsJlinesJprecedingJtheJonsetJofJaJclassicalJ
formJofJgranulomaJannulareJinJaJchildXJBritishaJournalaofaDermatologyVJ2007VJ_ceVJ_ZcdWf 4 19

(2007-2008)

11



140 ’ewJcaseJofJèorielloWqareyJsyndromeXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ1992VJb2VJaebWd 19

139 MitochondrialJmorphologyJandJcellularJdistributionJareJalteredJinJà ua_JpatientsJandJareJlinkedJtoJ
rR _JhyperphosphorylationXJHumanaMolecularaGeneticsVJ2017VJ2dVJdebWdfc 5.6 19

138 MitochondrialJfunctionsJandJrareJdiseasesXJMolecularaAspectsaofaMedicineVJ2020VJe_VJ_ZZfb2 16.7 18

137 –ralJmanifestationsJofJpatientsJwithJyennyWqaffeyJàyndromeXJEuropeanaJournalaofaMedicalaGeneticsVJ
2012VJccVJbb_Wc 2.6 18

136 _XcJMbJmicrodeletionJinJ_cq2bJinJaJpatientJwithJmildJ–oêàJphenotypeXJEuropeanaJournalaofaMedicala
GeneticsVJ2012VJccVJ_acWg 2.6 18

135 orrayWbasedJcomparativeJgenomicJhybridizationJidentifiesJaJhighJfrequencyJofJcopyJnumberJ
variationsJinJpatientsJwithJsyndromicJovergrowthXJEuropeanaJournalaofaHumanaGeneticsVJ2010VJ_fVJ22eWa25.3 18

134 oxenfeldWRiegerJanomalyhJaJnovelJmutationJinJtheJforkheadJboxJq_JRt–üq_SJgeneJinJaJbWgenerationJ
familyXJJAMAaOphthalmologyVJ2004VJ_22VJ_c2eWaa 18

133  henotypeWgenotypeJcorrelationsJinJ_eJnewJpatientsJwithJanJüp__X2ap__X22JmicroduplicationJandJ
reviewJofJtheJliteratureXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2015VJ_deoVJ___W22 2.5 17

132 turtherJdelineationJofJtheJphenotypeJcausedJbyJbiallelicJvariantsJinJtheJörRbJgeneXJClinicala
GeneticsVJ2018VJgaVJaebWaee 4 17

131 qompleteJlossJofJfunctionJofJtheJubiquitinJligaseJvsRq2JcausesJaJsevereJneurodevelopmentalJ
phenotypeXJEuropeanaJournalaofaHumanaGeneticsVJ2016VJ2cVJc2Wcf 5.3 17

130 otypicalJmaleJandJfemaleJpresentationsJofJtz’oWrelatedJperiventricularJnodularJheterotopiaXJ
EuropeanaJournalaofaMedicalaGeneticsVJ2012VJccVJa_aWf 2.6 17

129 MosaicJmaternalJuniparentalJisodisomyJforJchromosomeJeq2_WqterXJClinicalaGeneticsVJ2006VJeZVJ2ZeW_a 4 17

128 oJ22WyearJtrenchJexperienceJwithJsolidJtumorsJinJchildrenJwithJrownJsyndromeXJPediatrica
HematologyaandaOncologyVJ2003VJ2ZVJc_eW2g 1.7 17

127 MenkesJdiseasehJstudyJofJtheJmitochondrialJrespiratoryJchainJinJthreeJcasesXJEuropeanaJournalaofa
PaediatricaNeurologyVJ1999VJaVJ_deWeZ 3.8 17

126 qopyJ’umberJêariationsJtoundJinJ atientsJwithJaJqorpusJqallosumJobnormalityJandJwntellectualJ
risabilityXJJournalaofaPediatricsVJ2017VJ_fcVJ_dZW_ddXe_ 3.6 16

125 –culoWectodermalJsyndromehJaJnewJtumourJpredispositionJsyndromeXJClinicalaDysmorphologyVJ2004VJ
_aVJf_Wfa 0.9 16

124 ur’tJasJaJcandidateJmodifierJinJaJtypeJ_JneurofibromatosisJR’t_SJentericJphenotypeXJJournalaofa
MedicalaGeneticsVJ2001VJafVJdafWba 5.8 16

123 qlinicalJidentificationJofJaJhumanJequivalentJtoJtheJshortJearJRseSJmurineJphenotypeXJAnnalesaDea
Gˆ'nˆ'tiqueVJ1994VJaeVJ_fbWg_ 16
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122 oRwr_pJmutationsJareJtheJmajorJgeneticJcauseJofJcorpusJcallosumJanomaliesJinJpatientsJwithJ
intellectualJdisabilityXJBrainVJ2016VJ_agVJedb 11.2 16

121
reepJcharacterizationJofJtheJantiWdrugJantibodiesJdevelopedJinJtabryJdiseaseJpatientsVJaJ
prospectiveJanalysisJfromJtheJtrenchJmulticenterJcohortJttopRγXJOrphanetaJournalaofaRareaDiseases
VJ2018VJ_aVJ_2e

4.2 15

120 qlinicalJandJmolecularJspectrumJofJrenalJmalformationsJinJyabukiJsyndromeXJJournalaofaPediatricsVJ
2013VJ_daVJeb2Wd 3.6 15

119 odaptativeJcapacityJofJmitochondrialJbiogenesisJandJofJmitochondrialJdynamicsJinJresponseJtoJ
pathogenicJrespiratoryJchainJdysfunctionXJAntioxidantsaandaRedoxaSignalingVJ2013VJ_gVJacZWdc 8.4 15

118 ossociationJofJexternalJauditoryJcanalJatresiaVJverticalJtalusVJandJhypertelorismhJconfirmationJofJ
RasmussenJsyndromeXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ2002VJ__ZVJ_egWf_ 15

117 tetalJphenotypesJinJotopalatodigitalJspectrumJdisordersXJClinicalaGeneticsVJ2016VJfgVJae_We 4 15

116 zargeJnationalJseriesJofJpatientsJwithJüq2fJduplicationJinvolvingJMsq 2hJrelineationJofJbrainJMRwJ
abnormalitiesJinJaZJaffectedJpatientsXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2016VJ_eZoVJ__dW2g 2.5 15

115 retailedJclinicalVJgeneticJandJneuroimagingJcharacterizationJofJ–trJêwJsyndromeXJEuropeanaJournala
ofaMedicalaGeneticsVJ2013VJcdVJaZ_Wf 2.6 14

114
oJhomozygousJbalancedJreciprocalJtranslocationJsuggestsJzw’qZZ2aeJasJaJcandidateJgeneJforJ
M–M–JRmacrosomiaVJobesityVJmacrocephalyVJandJocularJabnormalitiesSJsyndromeXJAmericanaJournala
ofaMedicalaGeneticsmaPartaAVJ2012VJ_cfoVJ2fbgWcd

2.5 14

113 vighJresolutionJmappingJofJ–qo2JintragenicJrearrangementsJandJidentificationJofJaJfounderJeffectJ
associatedJwithJaJdeletionJinJ olishJalbinoJpatientsXJHumanaGeneticsVJ2011VJ_2gVJ_ggW2Zf 6.3 14

112 svidenceJofJpostzygoticJmosaicismJinJaJtransmittedJformJofJqonradiWvunermannWvappleJsyndromeJ
associatedJwithJaJnovelJsp JmutationXJArchivesaofaDermatologyVJ2011VJ_beVJ_ZeaWd 14

111 qontributionJofJ ès’JlargeJrearrangementsJinJqowdenJdiseasehJaJmultiplexJamplifiableJprobeJ
hybridisationJRMo vSJscreeningJapproachXJJournalaofaMedicalaGeneticsVJ2008VJbcVJdceWdc 5.8 14

110 èheJpasqueshJreviewJofJpopulationJgeneticsJandJMendelianJdisordersXJHumanaBiologyVJ2005VJeeVJd_gWae 1.2 14

109 zeucodystrophyJandJoculocutaneousJalbinismJinJaJchildJwithJanJ__q_bJdeletionXJJournalaofaMedicala
GeneticsVJ2001VJafVJacWf 5.8 14

108 wsolatedJmacrodactylyJandJ roteusJsyndromeXJClinicalaDysmorphologyVJ1996VJcVJ2ccmmm2cf 0.9 14

107 àplitJhandYsplitJfootJdeformityJandJzorrJsyndromeJinJaJfamilyhJoverlapJbetweenJtheJssqJandJzorrJ
syndromesXJJournalaofaMedicalaGeneticsVJ1993VJaZVJeZZWa 5.8 14

106 –topalatodigitalJspectrumJdisordershJrefinementJofJtheJphenotypicJandJmutationalJspectrumXJ
JournalaofaHumanaGeneticsVJ2016VJd_VJdgaWg 4.3 14

105 wdentificationJofJaJhomozygousJmutationJofJàzq2bocJR–qodSJinJtwoJpatientsJwithJoculocutaneousJ
albinismJfromJtrenchJuuianaXJPigmentaCellaandaMelanomaaResearchVJ2016VJ2gVJ_ZbWd 4.5 14

(2016-2016)
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104 wdentificationJofJaJhomozygousJdeletionJmutationJinJq_dorfceJinJaJfamilyJwithJqlericuzioWtypeJ
poikilodermaJwithJneutropeniaXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2010VJ_c2oVJ_abeWf 2.5 13

103 –verlapJbetweenJtheJpazexJsyndromeJandJcongenitalJhypotrichosisJandJmiliaXJAmericanaJournalaofa
MedicalaGeneticsaPartaAVJ1995VJcdVJb2aWb 13

102  henotypicJvariabilityJinJvanJderJöoudeJsyndromeXJGeneticaCounselingVJ1995VJdVJ22_Wd 13

101 qγ 2é_JactivityJisJalteredJbyJmissenseJmutationsJinJhereditaryJspasticJparaplegiaJcdXJHumana
MutationVJ2018VJagVJ_bZW_c_ 4.7 12

100 sxpandingJtheJclinicalJphenotypeJatJtheJaq_aXa_JlocusJwithJaJnewJcaseJofJmicrodeletionJandJfirstJ
characterizationJofJtheJreciprocalJduplicationXJMolecularaGeneticsaandaMetabolismVJ2013VJ__ZVJgZWe 3.7 12

99 uermlineJmosaicismJinJRubinsteinWèaybiJsyndromeXJGeneVJ2013VJc_fVJbedWf 3.8 12
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