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323 RettHsyndromehHrevisedHdiagnosticHcriteriaHandHnomenclatureVHAnnalsaofaNeurologyTH2010THdfTHgbbUcX 9.4 804

322 zargeUScaleHsxomeHSequencingHStudyHwmplicatesHpothHrevelopmentalHandHtunctionalHqhangesHinH
theHαeurobiologyHofHoutismVHCellTH2020THYfXTHcdfUcfbVeZa 56.2 578

321 ueneticHmechanismsHofHcriticalHillnessHinHqOVwrUYgVHNatureTH2021THcgYTHgZUgf 50.4 451

320 XUlinkedHolportHsyndromehHnaturalHhistoryHinHYgcHfamiliesHandHgenotypeUHphenotypeHcorrelationsHinH
malesVHJournalaofatheaAmericanaSocietyaofaNephrology:aJASNTH2000THYYTHdbgUdce 12.7 332

319  irrorHextremeHp wHphenotypesHassociatedHwithHgeneHdosageHatHtheHchromosomeHYdpYYVZHlocusVH
NatureTH2011THbefTHgeUYXZ 50.4 322

318 tOXuYHisHresponsibleHforHtheHcongenitalHvariantHofHRettHsyndromeVHAmericanaJournalaofaHumana
GeneticsTH2008THfaTHfgUga 11 312

317
XUlinkedHolportHsyndromehHnaturalHhistoryHandHgenotypeUphenotypeHcorrelationsHinHgirlsHandHwomenH
belongingHtoHYgcHfamilieshHaHJsuropeanHqommunityHolportHSyndromeHqoncertedHoctionJHstudyVH
JournalaofatheaAmericanaSocietyaofaNephrology:aJASNTH2003THYbTHZdXaUYX

12.7 298

316 qryzcHbelongsHtoHtheHsameHmolecularHpathwayHofH eqPZHandHitHisHresponsibleHforHtheHearlyUonsetH
seizureHvariantHofHRettHsyndromeVHHumanaMolecularaGeneticsTH2005THYbTHYgacUbd 5.6 248

315
 YvgUrelatedHdiseasehH ayUvegglinHanomalyTHSebastianHsyndromeTHtechtnerHsyndromeTHandHspsteinH
syndromeHareHnotHdistinctHentitiesHbutHrepresentHaHvariableHexpressionHofHaHsingleHillnessVHMedicinea
iUnitedaStateskTH2003THfZTHZXaUYc

1.8 203

314 oHmutationHinHtheHrettHsyndromeHgeneTH sqPZTHcausesHXUlinkedHmentalHretardationHandHprogressiveH
spasticityHinHmalesVHAmericanaJournalaofaHumanaGeneticsTH2000THdeTHgfZUc 11 196

313 qryzcWSTygHisHmutatedHinHRettHsyndromeHvariantHwithHinfantileHspasmsVHJournalaofaMedicalaGeneticsTH
2005THbZTHYXaUe 5.8 180

312 qloningHofHtheHgeneHforHocularHalbinismHtypeHYHfromHtheHdistalHshortHarmHofHtheHXHchromosomeVH
NatureaGeneticsTH1995THYXTHYaUg 36.3 171

311  appingHtheHhumanHgeneticHarchitectureHofHqOVwrUYgVHNatureTH2021TH 50.4 162

310 qOzboaWqOzbobHmutationshHfromHfamilialHhematuriaHtoHautosomalUdominantHorHrecessiveHolportH
syndromeVHKidneyaInternationalTH2002THdYTHYgbeUcd 9.9 143

309
oHcomprehensiveHmolecularHstudyHonHqoffinUSirisHandHαicolaidesUparaitserHsyndromesHidentifiesHaH
broadHmolecularHandHclinicalHspectrumHconvergingHonHalteredHchromatinHremodelingVHHumana
MolecularaGeneticsTH2013THZZTHcYZYUac

5.6 138

308 oqsZHgeneHvariantsHmayHunderlieHinterindividualHvariabilityHandHsusceptibilityHtoHqOVwrUYgHinHtheH
wtalianHpopulationVHEuropeanaJournalaofaHumanaGeneticsTH2020THZfTHYdXZUYdYb 5.3 132

307 toqzbTHencodingHfattyHacidUqooHligaseHbTHisHmutatedHinHnonspecificHXUlinkedHmentalHretardationVH
NatureaGeneticsTH2002THaXTHbadUbX 36.3 123
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306 TargetedHαextUuenerationHSequencingHonalysisHofHYTXXXHwndividualsHwithHwntellectualHrisabilityVH
HumanaMutationTH2015THadTHYYgeUZXb 4.7 122

305 RevisedHnomenclatureHforHtheHmammalianHlongUchainHacylUqooHsynthetaseHgeneHfamilyVHJournalaofa
LipidaResearchTH2004THbcTHYgcfUdY 6.3 119

304 olportHsyndromehHaHunifiedHclassificationHofHgeneticHdisordersHofHcollagenHwVH˛–abchHaHpositionHpaperH
ofHtheHolportHSyndromeHqlassificationHWorkingHuroupVHKidneyaInternationalTH2018THgaTHYXbcUYXcY 9.9 108

303 toqzbTHaHnewHgeneHencodingHlongUchainHacylUqooHsynthetaseHbTHisHdeletedHinHaHfamilyHwithHolportH
syndromeTHelliptocytosisTHandHmentalHretardationVHGenomicsTH1998THbeTHacXUf 4.3 106

302 PreservedHspeechHvariantHisHallelicHofHclassicHRettHsyndromeVHEuropeanaJournalaofaHumanaGeneticsTH
2000THfTHaZcUaX 5.3 105

301 qorpusHcallosumHabnormalitiesTHintellectualHdisabilityTHspeechHimpairmentTHandHautismHinHpatientsH
withHhaploinsufficiencyHofHoRwrYpVHClinicalaGeneticsTH2012THfZTHZbfUcc 4 104

300 PreservedHspeechHvariantsHofHtheHRettHsyndromehHmolecularHandHclinicalHanalysisVHAmericanaJournala
ofaMedicalaGeneticsaPartaATH2001THYXbTHYbUZZ 100

299  utationsHinHtαYHcauseHglomerulopathyHwithHfibronectinHdepositsVHProceedingsaofatheaNationala
AcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaTH2008THYXcTHZcafUba 11.5 96

298 svidenceHofHdigenicHinheritanceHinHolportHsyndromeVHJournalaofaMedicalaGeneticsTH2015THcZTHYdaUeb 5.8 95

297 zwαsUYHelementsHatHtheHsitesHofHmolecularHrearrangementsHinHolportHsyndromeUdiffuseH
leiomyomatosisVHAmericanaJournalaofaHumanaGeneticsTH1999THdbTHdZUg 11 95

296 UnbiasedHnextHgenerationHsequencingHanalysisHconfirmsHtheHexistenceHofHautosomalHdominantH
olportHsyndromeHinHaHrelevantHfractionHofHcasesVHClinicalaGeneticsTH2014THfdTHZcZUe 4 92

295
RealUtimeHquantitativeHPqRHasHaHroutineHmethodHforHscreeningHlargeHrearrangementsHinHRettH
syndromehHReportHofHoneHcaseHofH sqPZHdeletionHandHoneHcaseHofH sqPZHduplicationVHHumana
MutationTH2004THZbTHYeZUe

4.7 92

294 αovelHtOXuYHmutationsHassociatedHwithHtheHcongenitalHvariantHofHRettHsyndromeVHJournalaofa
MedicalaGeneticsTH2010THbeTHbgUca 5.8 91

293 outosomalUdominantHolportHsyndromehHnaturalHhistoryHofHaHdiseaseHdueHtoHqOzboaHorHqOzbobH
geneVHKidneyaInternationalTH2004THdcTHYcgfUdXa 9.9 90

292 recipheringHtheHunderlyingHgeneticHandHepigeneticHeventsHleadingHtoHgastricHcarcinogenesisVHJournala
ofaCellularaPhysiologyTH2007THZYYTHZfeUgc 7 89

291  owatUWilsonHsyndromehHfacialHphenotypeHchangingHwithHagehHstudyHofHYgHwtalianHpatientsHandH
reviewHofHtheHliteratureVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2009THYbgoTHbYeUZd 2.5 83

290 oHclinicalTHgeneticTHandHbiochemicalHcharacterizationHofHSPueHmutationsHinHaHlargeHcohortHofHpatientsH
withHhereditaryHspasticHparaplegiaVHHumanaMutationTH2008THZgTHcZZUaY 4.7 74

289 onalysisHofHtheHOoYHgeneHrevealsHmutationsHinHonlyHoneUthirdHofHpatientsHwithHXUlinkedHocularH
albinismVHHumanaMolecularaGeneticsTH1995THbTHZaYgUZc 5.6 73
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288 outosomalHdominantHolportHsyndromehHmolecularHanalysisHofHtheHqOzbobHgeneHandHclinicalH
outcomeVHNephrologyaDialysisaTransplantationTH2009THZbTHYbdbUeY 4.3 71

287 iPSHcellsHtoHmodelHqryzcUrelatedHdisordersVHEuropeanaJournalaofaHumanaGeneticsTH2011THYgTHYZbdUcc 5.3 71

286 RareHvariantsHinHtheHgeneticHbackgroundHmodulateHcognitiveHandHdevelopmentalHphenotypesHinH
individualsHcarryingHdiseaseUassociatedHvariantsVHGeneticsainaMedicineTH2019THZYTHfYdUfZc 8.1 71

285 sxpertHconsensusHguidelinesHforHtheHgeneticHdiagnosisHofHolportHsyndromeVHPediatricaNephrologyTH
2019THabTHYYecUYYfg 3.2 70

284 yqαsYUlikeHgeneHisHdeletedHinHo  sHcontiguousHgeneHsyndromehHidentificationHandH
characterizationHofHtheHhumanHandHmouseHhomologsVHGenomicsTH1999THdXTHZcYUe 4.3 69

283 toαq HcVcegYqlTHnonsenseHmutationHPrsYbbcdedcZQHinducesHexonHskippingTHaffectsHrαoHrepairH
activityHandHisHaHfamilialHbreastHcancerHriskHfactorVHHumanaMolecularaGeneticsTH2015THZbTHcabcUcc 5.6 68

282  utationHspectrumHofH zzZHinHaHcohortHofHyabukiHsyndromeHpatientsVHOrphanetaJournalaofaRarea
DiseasesTH2011THdTHaf 4.2 68

281 riagnosticHcriteriaHforHtheHZappellaHvariantHofHRettHsyndromeHPtheHpreservedHspeechHvariantQVHBraina
andaDevelopmentTH2009THaYTHZXfUYd 2.2 68

280 XUlinkedHolportHsyndromehHanHSSqPUbasedHmutationHsurveyHoverHallHcYHexonsHofHtheHqOzbocHgeneVH
AmericanaJournalaofaHumanaGeneticsTH1996THcfTHYYgZUZXb 11 68

279 RettHsyndromehHtheHcomplexHnatureHofHaHmonogenicHdiseaseVHJournalaofaMolecularaMedicineTH2003TH
fYTHabdUcb 5.5 67

278 oHglomerulusUonUaUchipHtoHrecapitulateHtheHhumanHglomerularHfiltrationHbarrierVHNaturea
CommunicationsTH2019THYXTHadcd 17.4 66

277 odvancesHinHolportHsyndromeHdiagnosisHusingHnextUgenerationHsequencingVHEuropeanaJournalaofa
HumanaGeneticsTH2012THZXTHcXUe 5.3 66

276 StudyHofH sqPZHgeneHinHRettHsyndromeHvariantsHandHautisticHgirlsVHAmericanaJournalaofaMedicala
GeneticsaPartaATH2003THYYgpTHYXZUe 61

275 spilepsyHinHRettHsyndromehHclinicalHandHgeneticHfeaturesVHEpilepsyaandaBehaviorTH2010THYgTHZgdUaXX 3.2 60

274 poneHmarrowHfailureHandHdevelopmentalHdelayHcausedHbyHmutationsHinHpolyPoQUspecificHribonucleaseH
PPoRαQVHJournalaofaMedicalaGeneticsTH2015THcZTHeafUbf 5.8 56

273 ulurYHisHaHcommonHalteredHplayerHinHneuronalHdifferentiationHfromHbothH sqPZUmutatedHandH
qryzcUmutatedHiPSHcellsVHEuropeanaJournalaofaHumanaGeneticsTH2015THZaTHYgcUZXY 5.3 56

272
PhosphataseHandHtensinHhomologHPPTsαQHgeneHmutationsHandHautismhHliteratureHreviewHandHaHcaseH
reportHofHaHpatientHwithHqowdenHsyndromeTHautisticHdisorderTHandHepilepsyVHJournalaofaChilda
NeurologyTH2012THZeTHagZUe

2.5 52

271 sarlyUonsetHseizureHvariantHofHRettHsyndromehHdefinitionHofHtheHclinicalHdiagnosticHcriteriaVHBrainaanda
DevelopmentTH2010THaZTHYeUZb 2.2 51
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270 PrivateHinheritedHmicrodeletionWmicroduplicationshHimplicationsHinHclinicalHpracticeVHEuropeana
JournalaofaMedicalaGeneticsTH2008THcYTHbXgUYd 2.6 51

269 ossociationHofHTollUlikeHreceptorHeHvariantsHwithHlifeUthreateningHqOVwrUYgHdiseaseHinHmaleshH
findingsHfromHaHnestedHcaseUcontrolHstudyVHELifeTH2021THYXTH 8.9 51

268 oHaH bHdeletionHinHYbqYZHcausesHsevereHmentalHretardationTHmildHfacialHdysmorphismsHandHRettUlikeH
featuresVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2008THYbdoTHYggbUf 2.5 50

267 TheHsuropiopankHαetworkhHYXHyearsHofHhandsUonHexperienceHofHcollaborativeTHtransnationalH
biobankingHforHrareHdiseasesVHEuropeanaJournalaofaHumanaGeneticsTH2015THZaTHYYYdUZa 5.3 49

266 qappingHofHtheHαUterminusHofHPSrUgcHbyHcalmodulinHtriggersHitsHpostsynapticHreleaseVHEMBOaJournalTH
2014THaaTHYabYUca 13 49

265 spsteinUparrHvirusHandHgastricHcancerhHdataHandHunansweredHquestionsVHInternationalaJournalaofa
CancerTH1993THcaTHfgfUgXY 7.5 49

264 olportHsyndromeTHmentalHretardationTHmidfaceHhypoplasiaTHandHelliptocytosishHaHnewHXHlinkedH
contiguousHgeneHdeletionHsyndromemVHJournalaofaMedicalaGeneticsTH1998THacTHZeaUf 5.8 49

263
UltrastructuralHandHimmunohistochemicalHfindingsHinHolportOsHsyndromehHaHstudyHofHYXfHpatientsH
fromHgeHwtalianHfamiliesHwithHparticularHemphasisHonHqOzbocHgeneHmutationHcorrelationsVHJournalaofa
theaAmericanaSocietyaofaNephrology:aJASNTH1998THgTHYXZaUaY

12.7 48

262 TheHphenotypeHofHtloatingUvarborHsyndromehHclinicalHcharacterizationHofHcZHindividualsHwithH
mutationsHinHexonHabHofHSRqoPVHOrphanetaJournalaofaRareaDiseasesTH2013THfTHda 4.2 47

261  utationHanalysisHofHtheH sqPZHgeneHinHpritishHandHwtalianHRettHsyndromeHfemalesVHJournalaofa
MolecularaMedicineTH2001THefTHdbfUcc 5.5 47

260 SuperselectiveHophthalmicHarteryHinfusionHofHmelphalanHforHintraocularHretinoblastomahHpreliminaryH
resultsHfromHYbXHtreatmentsVHActaaOphthalmologicaTH2013THgYTHaacUbZ 3.7 46

259 ZqZbUqaYHdeletionhHreportHofHaHcaseHandHreviewHofHtheHliteratureVHEuropeanaJournalaofaMedicala
GeneticsTH2007THcXTHZYUaZ 2.6 46

258 YdpYYVZHdXXHkbHruplicationsHconferHriskHforHtypicalHandHatypicalHRolandicHepilepsyVHHumanaMoleculara
GeneticsTH2014THZaTHdXdgUfX 5.6 45

257 RevealingHtheHcomplexityHofHaHmonogenicHdiseasehHrettHsyndromeHexomeHsequencingVHPLoSaONETH
2013THfTHecdcgg 3.7 45

256 spsteinHsyndromehHanotherHrenalHdisorderHwithHmutationsHinHtheHnonmuscleHmyosinHheavyHchainHgH
geneVHHumanaGeneticsTH2002THYYXTHYfZUd 6.3 43

255 wntracellularHlevelsHofHtheHzwSYHproteinHcorrelateHwithHclinicalHandHneuroradiologicalHfindingsHinH
patientsHwithHclassicalHlissencephalyVHAnnalsaofaNeurologyTH1999THbcTHYcbUYdY 9.4 43

254 reHnovoHmutationHinHtheHqOzbocHgeneHconvertingHglycineHaZcHtoHglutamicHacidHinHolportHsyndromeVH
HumanaMolecularaGeneticsTH1992THYTHYZeUg 5.6 43

253 PoXdHmutationHinHaHfamilyHwithHaniridiaTHcongenitalHptosisTHandHmentalHretardationVHClinicalaGeneticsTH
2001THdXTHYcYUb 4 42
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252 wntersocietyHpolicyHstatementHonHtheHuseHofHwholeUexomeHsequencingHinHtheHcriticallyHillHnewbornH
infantVHItalianaJournalaofaPediatricsTH2017THbaTHYXX 3.2 41

251  sqPZHdeletionsHandHgenotypeUphenotypeHcorrelationHinHRettHsyndromeVHAmericanaJournalaofa
MedicalaGeneticsnaPartaATH2007THYbaoTHZeecUfb 2.5 41

250 qhromosomeHZHdeletionHencompassingHtheH oPZHgeneHinHaHpatientHwithHautismHandHRettUlikeH
featuresVHClinicalaGeneticsTH2003THdbTHbgeUcXY 4 41

249 wmbalanceHofHexcitatoryWinhibitoryHsynapticHproteinHexpressionHinHiPSqUderivedHneuronsHfromH
tOXuYPSWUQHpatientsHandHinHfoxgYPSWUQHmiceVHEuropeanaJournalaofaHumanaGeneticsTH2016THZbTHfeYUfX 5.3 39

248 XqZfHduplicationsHincludingH sqPZHinHfiveHfemaleshHsxpandingHtheHphenotypeHto´ severeHmentalH
retardationVHEuropeanaJournalaofaMedicalaGeneticsTH2012THccTHbXbUYa 2.6 38

247 outosomalHrecessiveHolportHsyndromehHanHinUdepthHclinicalHandHmolecularHanalysisHofHfiveHfamiliesVH
NephrologyaDialysisaTransplantationTH2006THZYTHddcUeY 4.3 38

246  utationsHinHtheHmyocilinHgeneHinHfamiliesHwithHprimaryHopenUangleHglaucomaHandHjuvenileH
openUangleHglaucomaVHJAMAaOphthalmologyTH2003THYZYTHYXabUf 38

245
wdentificationHandHcharacterizationHofHaHhighlyHconservedHproteinHabsentHinHtheHolportHsyndromeHPoQTH
mentalHretardationHP QTHmidfaceHhypoplasiaHP QTHandHelliptocytosisHPsQHcontiguousHgeneHdeletionH
syndromeHPo  sQVHGenomicsTH1999THccTHaacUbX

4.3 38

244 PhenotypeHandHgenotypeHofHfeHpatientsHwithH owatUWilsonHsyndromeHandHrecommendationsHforH
careVHGeneticsainaMedicineTH2018THZXTHgdcUgec 8.1 37

243 spigeneticHandHcopyHnumberHvariationHanalysisHinHretinoblastomaHbyH SU zPoVHPathologyaanda
OncologyaResearchTH2012THYfTHeXaUYZ 2.6 37

242 TheHfirstHwtalianHfamilyHwithHtibialHmuscularHdystrophyHcausedHbyHaHnovelHtitinHmutationVHJournalaofa
NeurologyTH2010THZceTHcecUg 5.5 37

241
oHthirdH RXHfamilyHP RXdfQHisHtheHresultHofHmutationHinHtheHlongHchainHfattyHacidUqooHligaseHbH
PtoqzbQHgenehHproposalHofHaHrapidHenzymaticHassayHforHscreeningHmentallyHretardedHpatientsVHJournala
ofaMedicalaGeneticsTH2003THbXTHYYUe

5.8 37

240 svidenceHforHgeneticHheterogeneityHinHbenignHfamilialHhematuriaVHAmericanaJournalaofaNephrologyTH
1999THYgTHbdbUe 4.6 37

239 wnterstitialHZZqYaHdeletionsHnotHinvolvingHSvoαyaHgenehHaHnewHcontiguousHgeneHsyndromeVH
AmericanaJournalaofaMedicalaGeneticsnaPartaATH2014THYdboTHYdddUed 2.5 36

238 RedoxHimbalanceHandHmorphologicalHchangesHinHskinHfibroblastsHinHtypicalHRettHsyndromeVHOxidativea
MedicineaandaCellularaLongevityTH2014THZXYbTHYgcgac 6.7 36

237 YbqYZH icrodeletionHsyndromeHandHcongenitalHvariantHofHRettHsyndromeVHEuropeanaJournalaofa
MedicalaGeneticsTH2009THcZTHYbfUcZ 2.6 36

236 SeizuresHandHelectroencephalographicHfindingsHinHqryzcHmutationshHcaseHreportHandHreviewVHBraina
andaDevelopmentTH2007THZgTHZagUbZ 2.2 36

235 oHPotentialHqontributoryHRoleHforHqiliaryHrysfunctionHinHtheHYdpYYVZHdXXHkbHpPbUpPcHPathologyVH
AmericanaJournalaofaHumanaGeneticsTH2015THgdTHefbUgd 11 35
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234 riagnosisHandHmanagementHinHPittUvopkinsHsyndromehHtirstHinternationalHconsensusHstatementVH
ClinicalaGeneticsTH2019THgcTHbdZUbef 4 34

233 PartialHsilencingHofHmethylHcytosineHproteinHbindingHZHP sqPZQHinHmesenchymalHstemHcellsHinducesH
senescenceHwithHanHincreaseHinHdamagedHrαoVHFASEBaJournalTH2010THZbTHYcgaUdXa 0.9 34

232 uenomicHdifferencesHbetweenHretinomaHandHretinoblastomaVHActaaOncolˆ‡gicaTH2008THbeTHYbfaUgZ 3.2 34

231 αextHgenerationHsequencingHinHsporadicHretinoblastomaHpatientsHrevealsHsomaticHmosaicismVH
EuropeanaJournalaofaHumanaGeneticsTH2015THZaTHYcZaUaX 5.3 33

230 olportHsyndromehHimpactHofHdigenicHinheritanceHinHpatientsHmanagementVHClinicalaGeneticsTH2017THgZTHabUbb4 33

229 TheHroleHofHsurgicalHlungHbiopsyHinHtheHmanagementHofHinterstitialHlungHdiseasehHexperienceHfromHaH
singleHinstitutionHinHtheHUyVHInteractiveaCardiovascularaandaThoracicaSurgeryTH2013THYeTHZcaUe 1.8 32

228 qlinicalHandHmolecularHcharacterizationHofHaHpatientHwithHaHZqaYVZUaZVaHdeletionHidentifiedHbyH
arrayUquvVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2007THYbaoTHfcfUdc 2.5 32

227 VitaminHrHandHqOVwrUYgHsusceptibilityHandHseverityHinHtheHqOVwrUYgHvostHueneticsHwnitiativehHoH
 endelianHrandomizationHstudyVHPLoSaMedicineTH2021THYfTHeYXXadXc 11.6 32

226 wnheritedHhumanHwRoyUYHdeficiencyHselectivelyHimpairsHTzRHsignalingHinHfibroblastsVHProceedingsaofa
theaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaTH2017THYYbTHscYbUscZa 11.5 31

225 veterozygousHVariantsHinHy TZsHqauseHaHSpectrumHofHαeurodevelopmentalHrisordersHandH
spilepsyVHAmericanaJournalaofaHumanaGeneticsTH2019THYXbTHYZYXUYZZZ 11 31

224 iPSqUderivedHneuronsHprofilingHrevealsHuopoergicHcircuitHdisruptionHandHacetylatedH˛–UtubulinHdefectH
whichHimprovesHafterHivroqdHtreatmentHinHRettHsyndromeVHExperimentalaCellaResearchTH2018THadfTHZZcUZac4.2 31

223 rualHcopyHnumberHvariantsHinvolvingHYdpYYHandHdqZZHinHaHcaseHofHchildhoodHapraxiaHofHspeechHandH
pervasiveHdevelopmentalHdisorderVHEuropeanaJournalaofaHumanaGeneticsTH2013THZYTHadYUc 5.3 31

222 ReducedHexpressionHofH sqPZHaffectsHcellHcommitmentHandHmaintenanceHinHneuronsHbyHtriggeringH
senescencehHnewHperspectiveHforHRettHsyndromeVHMolecularaBiologyaofatheaCellTH2012THZaTHYbacUbc 3.5 31

221 qouHrepeatHexpansionHinHanHitalianHfamilyHwithHspinocerebellarHataxiaHtypeHZHPSqoZQhHaHclinicalHandH
geneticHstudyVHEuropeanaNeurologyTH1998THbXTHYdbUf 2.1 31

220
odvancesHandHunmetHneedsHinHgeneticTHbasicHandHclinicalHscienceHinHolportHsyndromehHreportHfromH
theHZXYcHwnternationalHWorkshopHonHolportHSyndromeVHNephrologyaDialysisaTransplantationTH2017TH
aZTHgYdUgZb

4.3 31

219 spilepsyHinHRettHsyndromeUUlessonsHfromHtheHRettHnetworkedHdatabaseVHEpilepsiaTH2015THcdTHcdgUed 6.4 30

218 orrayHcomparativeHgenomicHhybridizationHinHretinomaHandHretinoblastomaHtissuesVHCanceraScienceTH
2009THYXXTHbdcUeY 6.9 30

217 RefinementHofHtheHYZqYbHmicrodeletionHsyndromehHprimordialHdwarfismHandHdevelopmentalHdelayH
withHorHwithoutHosteopoikilosisVHEuropeanaJournalaofaHumanaGeneticsTH2009THYeTHYYbYUe 5.3 30

(2009-2019)
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216 αonUsyndromicHXUlinkedHmentalHretardationhHfromHaHmolecularHtoHaHclinicalHpointHofHviewVHJournalaofa
CellularaPhysiologyTH2005THZXbTHfUZX 7 30

215 qloningHofHaHhumanHhomologueHofHtheHXenopusHlaevisHoPXHgeneHfromHtheHocularHalbinismHtypeHYH
criticalHregionVHHumanaMolecularaGeneticsTH1995THbTHaeaUfZ 5.6 30

214 TelethonHαetworkHofHueneticHpiobankshHaHkeyHserviceHforHdiagnosisHandHresearchHonHrareHdiseasesVH
OrphanetaJournalaofaRareaDiseasesTH2013THfTHYZg 4.2 28

213 vighHfrequencyHofHqOvYHintragenicHdeletionsHandHduplicationsHdetectedHbyH zPoHinHpatientsHwithH
qohenHsyndromeVHEuropeanaJournalaofaHumanaGeneticsTH2010THYfTHYYaaUbX 5.3 28

212 TheHXz RHgeneHoqSzbHplaysHaHroleHinHdendriticHspineHarchitectureVHNeuroscienceTH2009THYcgTHdceUdg 3.9 28

211 VHMedicineaiUnitedaStateskTH2003THfZTHZXaUZYc 1.8 28

210 PseudoxanthomaHelasticumhHPointHmutationsHinHtheHopqqdHgeneHandHaHlargeHdeletionHincludingHalsoH
opqqYHandH YvYYVHHumanaMutationTH2001THYfTHfc 4.7 28

209 olportHsyndromeHcausedHbyHaHcOHdeletionHwithinHtheHqOzbocHgeneVHHumanaGeneticsTH1992THfgTHYZXUY 6.3 28

208 VisualHimpairmentHinHtOXuYUmutatedHindividualsHandHmiceVHNeuroscienceTH2016THaZbTHbgdUcXf 3.9 27

207
qlonalityHonalysisHofHwmmunoglobulinHueneHRearrangementHbyHαextUuenerationHSequencingHinH
sndemicHpurkittHzymphomaHSuggestsHontigenHrriveHoctivationHofHpqRHasHOpposedHtoHSporadicH
purkittHzymphomaVHAmericanaJournalaofaClinicalaPathologyTH2016THYbcTHYYdUZe

1.9 26

206 qoffinUSirisHandHαicolaidesUparaitserHsyndromesHareHaHcommonHwellHrecognizableHcauseHofH
intellectualHdisabilityVHBrainaandaDevelopmentTH2015THaeTHcZeUad 2.2 26

205 αeurologicalHpresentationHofHshlersUranlosHsyndromeHtypeHwVHinHaHfamilyHwithHparentalHmosaicismVH
ClinicalaGeneticsTH2003THdaTHcYXUc 4 26

204 UnmaskingHofHaHRecessiveHSqoRtZH utationHbyHaHZZqYYVYZHdeHnovoHreletionHinHaHPatientHwithHVanH
denHsndeUuuptaHSyndromeVHMolecularaSyndromologyTH2010THYTHZagUZbc 1.5 25

203 oHcaseHreporthHboneHmarrowHmesenchymalHstemHcellsHfromHaHRettHsyndromeHpatientHareHproneHtoH
senescenceHandHshowHaHlowerHdegreeHofHapoptosisVHJournalaofaCellularaBiochemistryTH2008THYXaTHYfeeUfc 4.7 25

202 uermlineHmosaicismHinHRettHsyndromeHidentifiedHbyHprenatalHdiagnosisVHClinicalaGeneticsTH2005THdeTHZcfUdX4 25

201 oqsZgeneHvariantsHmayHunderlieHinterindividualHvariabilityHandHsusceptibilityHtoHqOVwrUYgHinHtheH
wtalianHpopulation 25

200 ShorterHandrogenHreceptorHpolyQHallelesHprotectHagainstHlifeUthreateningHqOVwrUYgHdiseaseHinH
suropeanHmalesVHEBioMedicineTH2021THdcTHYXaZbd 8.8 25

199 wnvestigationHofHmodifierHgenesHwithinHcopyHnumberHvariationsHinHRettHsyndromeVHJournalaofaHumana
GeneticsTH2011THcdTHcXfUYc 4.3 23

Alessandra Renieri
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198 SyndromicHmentalHretardationHwithHthrombocytopeniaHdueHtoHZYqZZVYYqZZVYZHdeletionhHReportHofH
threeHpatientsVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2010THYcZoTHYeYYUe 2.5 23

197 wtalianHRettHdatabaseHandHbiobankVHHumanaMutationTH2007THZfTHaZgUac 4.7 23

196  utationalHscreeningHofHtheHRpYHgeneHinHwtalianHpatientsHwithHretinoblastomaHrevealsHYYHnovelH
mutationsVHJournalaofaHumanaGeneticsTH2006THcYTHZXgUZYd 4.3 23

195 spidermalHbasementHmembraneHalphaHcPwVQHexpressionHinHfemalesHwithHolportHsyndromeHandH
severityHofHrenalHdiseaseVHKidneyaInternationalTH2003THdbTHYefeUgY 9.9 23

194 olportHsyndromeHandHleiomyomatosishHtheHfirstHdeletionHextendingHbeyondHqOzbodHintronHZVH
PediatricaNephrologyTH2011THZdTHeYeUZb 3.2 22

193 VariantHofHRettHsyndromeHandHqryzcHgenehHclinicalHandHautonomicHdescriptionHofHYXHcasesVH
NeuropediatricsTH2012THbaTHaeUba 1.6 22

192 qohenHsyndromeHresultingHfromHaHnovelHlargeHintragenicHqOvYHdeletionHsegregatingHinHanHisolatedH
ureekHislandHpopulationVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2008THYbdoTHZZZYUd 2.5 22

191  ultipleHendocrineHneoplasiaHtypeHZHsyndromesHmayHbeHassociatedHwithHrenalHmalformationsVH
JournalaofaInternalaMedicineTH2001THZcXTHaeUbZ 10.8 22

190 olportHsyndromeHandHmentalHretardationhHclinicalHandHgeneticHdissectionHofHtheHcontiguousHgeneH
deletionHsyndromeHinHXqZZVaHPoTSU RQVHJournalaofaMedicalaGeneticsTH2002THagTHacgUdc 5.8 22

189 reletionHspanningHtheHcOHendsHofHbothHtheHqOzbocHandHqOzbodHgenesHinHaHpatientHwithHolportOsH
syndromeHandHleiomyomatosisVHHumanaMutationTH1994THbTHYgcUf 4.7 22

188 OligogenicHgermlineHmutationsHidentifiedHinHearlyHnonUsmokersHlungHadenocarcinomaHpatientsVHLunga
CancerTH2014THfcTHYdfUeb 5.9 21

187
ThinHglomerularHbasementHmembraneHdiseasehHclinicalHsignificanceHofHaHmorphologicalHdiagnosisUUaH
collaborativeHstudyHofHtheHwtalianHRenalHwmmunopathologyHuroupVHNephrologyaDialysisa
TransplantationTH2005THZXTHcbcUcY

4.3 21

186  ildHbrachydactylyHtypeHoYHmapsHtoHchromosomeHZqacUqadHandHisHcausedHbyHaHnovelHwvvHmutationH
inHaHthreeHgenerationHfamilyVHJournalaofaMedicalaGeneticsTH2003THbXTHYaZUc 5.8 21

185
 sqPZHgeneHmutationHanalysisHinHtheHpritishHandHwtalianHRettHSyndromeHpatientshHhotHspotHmapHofH
theHmostHrecurrentHmutationsHandHbioinformaticHanalysisHofHaHnewH sqPZHconservedHregionVHBraina
andaDevelopmentTH2001THZaHSupplHYTHSZbdUcX

2.2 21

184 VariabilityHofHclinicalHphenotypeHinHaHlargeHolportHfamilyHwithHulyHYYbaHSerHchangeHofHcollagenHalphaH
cPwVQUchainVHNephronTH1994THdeTHbbbUg 3.3 21

183 PeriventricularHheterotopiaHwithHwhiteHmatterHabnormalitiesHassociatedHwithHdpZcHdeletionVH
AmericanaJournalaofaMedicalaGeneticsnaPartaATH2012THYcfoTHYegaUe 2.5 20

182 tiveHpatientsHwithHnovelHoverlappingHinterstitialHdeletionsHinHfqZZVZqZZVaVHAmericanaJournalaofa
MedicalaGeneticsnaPartaATH2011THYccoTHYfceUdb 2.5 20

181  ajorHqOzbocHgeneHrearrangementsHinHpatientsHwithHjuvenileHtypeHolportHsyndromeVHAmericana
JournalaofaMedicalaGeneticsaPartaATH1995THcgTHafXUc 20

(1995-2010)
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180 smployingHaHsystematicHapproachHtoHbiobankingHandHanalyzingHclinicalHandHgeneticHdataHforH
advancingHqOVwrUYgHresearchVHEuropeanaJournalaofaHumanaGeneticsTH2021THZgTHebcUecg 5.3 20

179 relineationHofHtheHphenotypeHassociatedHwithHeqadVYqadVZHdeletionhHlongHQTHsyndromeTHrenalH
hypoplasiaHandHmentalHretardationVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2008THYbdoTHYYgcUg 2.5 19

178 SmallHframeshiftHdeletionsHwithinHtheHqOzbocHgeneHinHjuvenileUonsetHolportHsyndromeVHHumana
GeneticsTH1993THgZTHbYeUZX 6.3 19

177 sxomeHsequencingHcoupledHwithHmRαoHanalysisHidentifiesHαrUtotdHasHaHzeighHgeneVHMoleculara
GeneticsaandaMetabolismTH2016THYYgTHZYbUZZZ 3.7 19

176  sqPZHmissenseHmutationsHoutsideHtheHcanonicalH prHandHTRrHdomainsHinHmalesHwithHintellectualH
disabilityVHJournalaofaHumanaGeneticsTH2016THdYTHgcUYXY 4.3 18

175 sxpandingHtheHphenotypeHassociatedHwithHtOXuYHmutationsHandHinHvivoHtoxuYHchromatinUbindingH
dynamicsVHClinicalaGeneticsTH2012THfZTHagcUbXa 4 18

174 qlinicalHandHmolecularHcharacterizationHofHwtalianHpatientsHaffectedHbyHqohenHsyndromeVHJournalaofa
HumanaGeneticsTH2007THcZTHYXYYUYXYe 4.3 18

173 wnheritanceHofHaHafUkbHfragmentHinHapparentlyHsporadicHfacioscapulohumeralHmuscularHdystrophyVH
MuscleaandaNerveTH1999THZZTHYbaeUbY 3.4 18

172 αovelHpromotersHandHcodingHfirstHexonsHinHrzuZHlinkedHtoHdevelopmentalHdisordersHandHintellectualH
disabilityVHGenomeaMedicineTH2017THgTHde 14.4 17

171 RecurrentHduplicationsHofHYeqYZHassociatedHwithHvariableHphenotypesVHAmericanaJournalaofaMedicala
GeneticsnaPartaATH2015THYdeoTHaXafUbc 2.5 17

170
tirstHidentificationHofHaHtripleHcornealHdystrophyHassociationhHkeratoconusTHepithelialHbasementH
membraneHcornealHdystrophyHandHfuchsOHendothelialHcornealHdystrophyVHCaseaReportsaina
OphthalmologyTH2014THcTHZfYUf

0.7 17

169 UsefulnessHandHzimitationsHofHqomprehensiveHqharacterizationHofHmRαoHSplicingHProfilesHinHtheH
refinitionHofHtheHqlinicalHRelevanceHofHVariantsHofHUncertainHSignificanceVHCancersTH2019THYYTH 6.6 16

168 qopyHnumberHvariationHanalysisHinHadultsHwithHcatatoniaHconfirmsHhaploinsufficiencyHofHSvoαyaHasHaH
predisposingHfactorVHEuropeanaJournalaofaMedicalaGeneticsTH2016THcgTHbadUba 2.6 16

167 oHgVaH bHmicrodeletionHofHaqZeVaqZgHassociatedHwithHpsychomotorHandHgrowthHdelayTHtricuspidH
valveHdysplasiaHandHbifidHthumbVHEuropeanaJournalaofaMedicalaGeneticsTH2009THcZTHYaYUa 2.6 16

166 sxpandingHtheHphenotypeHofHZZqYYHdeletionHsyndromehHtheH URqSHassociationVHClinicala
DysmorphologyTH2008THYeTHYaUYe 0.9 16

165 SingleHbaseHpairHdeletionsHinHexonsHagHandHbZHofHtheHqOzbocHgeneHinHolportHsyndromeVHHumana
MolecularaGeneticsTH1994THaTHZXYUZ 5.6 16

164 oHnovelHframeshiftHdeletionHinHtypeHwVHcollagenHalphaHcHgeneHinHaHjuvenileUtypeHolportHsyndromeH
patienthHanHadenineHdeletionHPZgbXWZgbaHdelHoQHinHexonHabHofHqOzbocVHHumanaMutationTH1994THaTHafdUgX 4.7 16

163 olterationHofHserumHlipidHprofileTHSRpYHlossTHandHimpairedHαrfZHactivationHinHqryzcHdisorderVHFreea
RadicalaBiologyaandaMedicineTH2015THfdTHYcdUdc 7.8 15

Alessandra Renieri
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162 PrognosticHvalueHofHglomerularHcollagenHwVHimmunofluorescenceHstudiesHinHmaleHpatientsHwithH
XUlinkedHolportHsyndromeVHClinicalaJournalaofatheaAmericanaSocietyaofaNephrology:aCJASNTH2013THfTHebgUcc 6.9 15

161 qreatineHtransporterHdefectHdiagnosedHbyHprotonHα RHspectroscopyHinHmalesHwithHintellectualH
disabilityVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2011THYccoTHZbbdUcZ 2.5 15

160 VavYHhaploinsufficiencyHinHaHcommonHvariableHimmunodeficiencyHpatientHwithHdefectiveHTUcellH
functionVHInternationalaJournalaofaImmunopathologyaandaPharmacologyTH2012THZcTHfYYUe 3 15

159 RetinoblastomaHandHmentalHretardationHmicrodeletionHsyndromehHclinicalHcharacterizationHandH
molecularHdissectionHusingHarrayHquvVHJournalaofaHumanaGeneticsTH2007THcZTHcacUcbZ 4.3 15

158 oHZVdH bHdeletionHofHdqZbVaUZcVYHinHaHpatientHwithHgrowthHfailureTHcardiacHseptalHdefectTHthinH
upperlipHandHasymmetricHdysmorphicHearsVHEuropeanaJournalaofaMedicalaGeneticsTH2007THcXTHaYcUZY 2.6 15

157  osaicismHinHolportHsyndromeHwithHgeneticHcounsellingVHJournalaofaMedicalaGeneticsTH2000THaeTHeYeUg 5.8 15

156 vumanHqRYYHvariantsHassociateHwithHattentionHdeficitWhyperactivityHdisorderVHJournalaofaClinicala
InvestigationTH2020THYaXTHaffcUagXX 15.9 15

155 SzqYZoZHvariantsHcauseHaHneurodevelopmentalHdisorderHorHcochleovestibularHdefectVHBrainTH2020TH
YbaTHZafXUZafe 11.2 15

154 ogeUdependentHimpactHofHtheHmajorHcommonHgeneticHriskHfactorHforHqOVwrUYgHonHseverityHandH
mortalityVHJournalaofaClinicalaInvestigationTH2021THYaYTH 15.9 15

153 onalysisHofHtheHPhenotypesHinHtheHRettHαetworkedHratabaseVHInternationalaJournalaofaGenomicsTH
2019THZXYgTHdgcdgab 2.5 14

152
TelemedicineHstrategyHofHtheHsuropeanHReferenceHαetworkHwTvoqoHforHtheHdiagnosisHandH
managementHofHpatientsHwithHrareHdevelopmentalHdisordersVHOrphanetaJournalaofaRareaDiseasesTH
2020THYcTHYXa

4.2 14

151 TheHallianceHbetweenHgeneticHbiobanksHandHpatientHorganisationshHtheHexperienceHofHtheHtelethonH
networkHofHgeneticHbiobanksVHOrphanetaJournalaofaRareaDiseasesTH2016THYYTHYbZ 4.2 14

150
reHnovoHmicrodeletionsHandHpointHmutationsHaffectingHSOXZHinHthreeHindividualsHwithHintellectualH
disabilityHbutHwithoutHmajorHeyeHmalformationsVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2017TH
YeaTHbacUbba

2.5 14

149 RettHnetworkedHdatabasehHanHintegratedHclinicalHandHgeneticHnetworkHofHRettHsyndromeHdatabasesVH
HumanaMutationTH2012THaaTHYXaYUd 4.7 14

148 qlinicalHandHmolecularHcharacterizationHofHqOVwrUYgHhospitalizedHpatientsVHPLoSaONETH2020THYcTHeXZbZcab3.7 14

147 ProtectiveHRoleHofHaHVariantHonHSevereHqOVwrUYgHOutcomeHinHYoungH alesHandHslderlyHWomenVH
GenesTH2021THYZTH 4.2 14

146 qonsensusHstatementHonHstandardsHandHguidelinesHforHtheHmolecularHdiagnosticsHofHolportH
syndromehHrefiningHtheHoq uHcriteriaVHEuropeanaJournalaofaHumanaGeneticsTH2021THZgTHYYfdUYYge 5.3 14

145 svidenceHofHpredisposingHepimutationHinHretinoblastomaVHHumanaMutationTH2019THbXTHZXYUZXd 4.7 14

(2019-2013)

11



144 ossociationHbetweenHprimaryHopenUangleHglaucomaHPPOouQHandHWrRadHsequenceHvarianceHinHwtalianH
familiesHaffectedHbyHPOouVHBritishaJournalaofaOphthalmologyTH2011THgcTHdZbUd 5.5 13

143 onalysisHofHvungarianHpatientsHwithHRettHsyndromeHphenotypeHforH sqPZTHqryzcHandHtOXuYHgeneH
mutationsVHJournalaofaHumanaGeneticsTH2011THcdTHYfaUe 4.3 13

142  itochondrialHabnormalitiesHinHgeneticallyHassessedHoculopharyngealHmuscularHdystrophyVHEuropeana
NeurologyTH2004THcYTHYbbUe 2.1 13

141
qlinicalHteaturesHatHOnsetHandHueneticHqharacterizationHofHPediatricHandHodultHPatientsHwithHTαtUH
ReceptorUossociatedHPeriodicHSyndromeHPTRoPSQhHoHSeriesHofHfXHqasesHfromHtheHowroHαetworkVH
MediatorsaofaInflammationTH2020THZXZXTHfcdZbfc

4.3 13

140 aVZH bHmicrodeletionHinHchromosomeHeHbandsHqZZVZUqZZVaHassociatedHwithHovergrowthHandHdelayedH
boneHageVHEuropeanaJournalaofaMedicalaGeneticsTH2010THcaTHYdfUeX 2.6 12

139 wntellectualHdisabilityTHmidfaceHhypoplasiaTHfacialHhypotoniaTHandHolportHsyndromeHareHassociatedH
withHaHdeletionHinHXqZZVaVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2010THYcZoTHeYaUe 2.5 12

138 spilepsyHandHelectroencephalographicHanomaliesHinHchromosomeHZHaberrationsVHoHreviewVHEpilepsya
ResearchTH2008THegTHdaUeX 3 12

137 OmicHopproachHinHαonUsmokerHtemaleHwithHzungHSquamousHqellHqarcinomaHPinpointsHtoHuermlineH
SusceptibilityHandHPersonalizedH edicineVHCanceraResearchaandaTreatmentTH2018THcXTHacdUadc 5.2 12

136 ueneHreplacementHamelioratesHdeficitsHinHmouseHandHhumanHmodelsHofHcyclinUdependentHkinaseUlikeH
cHdisorderVHBrainTH2020THYbaTHfYYUfaZ 11.2 11

135 ParentUofUoriginHeffectHofHhypomorphicHpathogenicHvariantsHandHsomaticHmosaicismHimpactHonH
phenotypicHexpressionHofHretinoblastomaVHEuropeanaJournalaofaHumanaGeneticsTH2018THZdTHYXZdUYXae 5.3 11

134 ombiguousHexternalHgenitaliaHdueHtoHdefectHofHcU˛–UreductaseHinHsevenHwraqiHpatientshHprevalenceHofHaH
novelHmutationVHGeneTH2013THcZdTHbgXUa 3.8 11

133 pcaHorgeZProHandH r ZHaXgHSαPsHinHhereditaryHretinoblastomaVHJournalaofaHumanaGeneticsTH2011TH
cdTHdfcUd 4.3 11

132 UrineUderivedHpodocytesUlineageHcellshHoHpromisingHtoolHforHprecisionHmedicineHinHolportHSyndromeVH
HumanaMutationTH2018THagTHaXZUaYb 4.7 11

131 OverlappingHmicrodeletionsHinvolvingHYcqZZVZHnarrowHtheHcriticalHregionHforHintellectualHdisabilityHtoH
αoRuZHandHRORoVHEuropeanaJournalaofaMedicalaGeneticsTH2014THceTHYdaUf 2.6 10

130 ssuHfeaturesHandHepilepsyHinH sqPZUmutatedHpatientsHwithHtheHZappellaHvariantHofHRettHsyndromeVH
ClinicalaNeurophysiologyTH2010THYZYTHdcZUe 4.3 10

129 ThreeHRettHpatientsHwithHbothH sqPZHmutationHandHYcqYYUYaHrearrangementsVHEuropeanaJournalaofa
HumanaGeneticsTH2004THYZTHdfZUc 5.3 10

128 outosomalHdominantHaplasiaHcutisHcongenitahHreportHofHaHlargeHwtalianHfamilyHandHnoHhintHforH
candidateHchromosomalHregionsVHArchivesaofaDermatologicalaResearchTH1999THZgYTHdaeUbZ 3.3 10

127 αewHfrontiersHtoHcureHolportHsyndromehHqOzboaHandHqOzbocHgeneHeditingHinHpodocyteUlineageH
cellsVHEuropeanaJournalaofaHumanaGeneticsTH2020THZfTHbfXUbgX 5.3 10

Alessandra Renieri
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126 SolveURrhHsystematicHpanUsuropeanHdataHsharingHandHcollaborativeHanalysisHtoHsolveHrareHdiseasesVH
EuropeanaJournalaofaHumanaGeneticsTH2021THZgTHYaZcUYaaY 5.3 10

125 sxomeHsequencingHanalysisHinHaHpairHofHmonozygoticHtwinsHreUevaluatesHtheHgeneticsHbehindHtheirH
intellectualHdisabilityHandHrevealsHaHqvrZHmutationVHBrainaandaDevelopmentTH2016THafTHcgXUd 2.2 10

124  swSZHgeneHisHresponsibleHforHintellectualHdisabilityTHcardiacHdefectsHandHaHdistinctHfacialHphenotypeVH
EuropeanaJournalaofaMedicalaGeneticsTH2020THdaTHYXadZe 2.6 10

123 olteredHexpressionHofHneuropeptidesHinHtoxuYUnullHheterozygousHmutantHmiceVHEuropeanaJournalaofa
HumanaGeneticsTH2016THZbTHZcZUe 5.3 9

122 αonUcollagenHgenesHroleHinHdigenicHolportHsyndromeVHBMCaNephrologyTH2019THZXTHeX 2.7 9

121 RegulatoryHvariantsHofHtOXuYHinHtheHcontextHofHitsHtopologicalHdomainHorganisationVHEuropeana
JournalaofaHumanaGeneticsTH2018THZdTHYfdUYgd 5.3 9

120 trequencyHofHtheHzRRyZHuZXYgSHmutationHinHwtalianHpatientsHaffectedHbyHParkinsonOsHdiseaseVH
JournalaofaHumanaGeneticsTH2007THcZTHZXYUZXb 4.3 9

119 plepharophimosisTHptosisTHandHepicanthusHinversusHsyndromehHclinicalHandHmolecularHanalysisHofHaH
caseVHJournalaofaAAPOSTH2006THYXTHZegUfX 1.3 9

118 RenalHtransplantationHfromHlivingHdonorHparentsHinHtwoHbrothersHwithHolportHsyndromeVHqanH
asymptomaticHfemaleHcarriersHofHtheHolportHgeneHbeHacceptedHasHkidneyHdonorsmVHNephronTH1995THeXTHYXdUg3.3 9

117 qlinicalHandHmolecularHcharacterizationHofHqOVwrUYgHhospitalizedHpatients 9

116 rroppedUheadHinHrecessiveHoculopharyngealHmuscularHdystrophyVHNeuromuscularaDisordersTH2015TH
ZcTHfdgUeZ 2.9 8

115 wmprovedHriagnosisHofHRareHriseaseHPatientsHthroughHSystematicHretectionHofHRunsHofH
vomozygosityVHJournalaofaMolecularaDiagnosticsTH2020THZZTHYZXcUYZYc 5.1 8

114 sxomeHsequencingHoverridesHformalHgeneticshHoSP HmutationsHinHaHcaseHstudyHofHapparentHXUlinkedH
microcephalicHintellectualHdeficitVHClinicalaGeneticsTH2013THfaTHZffUgX 4 8

113 OptineurinHgeneHisHnotHinvolvedHinHtheHcommonHhighUtensionHformHofHprimaryHopenUangleHglaucomaVH
GraefehsaArchiveaforaClinicalaandaExperimentalaOphthalmologyTH2006THZbbTHYXeeUfZ 3.8 8

112 qonfocalHmicroscopyHofHtheHskinHinHtheHdiagnosisHofHXUlinkedHolportHsyndromeVHJournalaofa
InvestigativeaDermatologyTH2003THYZYTHZXfUYY 4.3 8

111
wdentificationHandHcharacterizationHofHmouseHorthologsHofHtheHo  sqRYHandHtoqzbHgenesHdeletedH
inHo  sHsyndromehHorthologyHofHXqZZVaHandH muXtYUtaVHCytogeneticaandaGenomeaResearchTH2000TH
ffTHZcgUda

1.9 8

110 TwoUpointUαuSHanalysisHofHcancerHgenesHinHcellUfreeHrαoHofHmetastaticHcancerHpatientsVHCancera
MedicineTH2020THgTHZXcZUZXdY 4.8 7

109 ontiepilepticHdrugsHinHRettHSyndromeVHEuropeanaJournalaofaPaediatricaNeurologyTH2015THYgTHbbdUcZ 3.8 7

(2015-2021)
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108 oHuniqueHpatientHpresentingHwithHconcomitantHylinefelterHsyndromeTHolportHsyndromeTHandH
craniopharyngiomaVHJournalaofaAndrologyTH2012THaaTHYYccUg 7

107 zeukoencephalopathyHinHZYUbetaHhydroxylaseHdeficiencyhHreportHofHaHfamilyVHBrainaandaDevelopmentTH
2010THaZTHbZYUb 2.2 7

106 ThreeHnewHpatientsHwithHdupPYeQPpYYVZpYYVZQHwithoutHautismVHClinicalaGeneticsTH2008THeaTHZgbUd 4 7

105 odultUonsetHprimaryHglaucomaHandHmolecularHgeneticshHaHreviewVHEuropeanaJournalaofa
OphthalmologyTH2004THYbTHZZXUc 1.9 7

104 rotUandUfleckHretinopathyHinHolportHsyndromeHcausedHbyHaHnovelHmutationHinHtheHqOzbocHgeneVH
AmericanaJournalaofaOphthalmologyTH2000THYaXTHYaXUY 4.9 7

103  olecularHcharacterizationHofHtheHPHandHwHvariantsHofHalphaHYUantitrypsinVHInternationalaJournalaofa
ClinicalaandaLaboratoryaResearchTH1992THZZTHYYgUZY 7

102 VariantsHinHtheHSyZHchannelHgeneHPyqααZQHleadHtoHdominantHneurodevelopmentalHmovementH
disordersVHBrainTH2020THYbaTHacdbUacea 11.2 7

101 wntermediateHRepeatsHqonferHueneticHRiskHforHSevereHqOVwrUYgHPneumoniaHwndependentlyHofHogeVH
InternationalaJournalaofaMolecularaSciencesTH2021THZZTH 6.3 7

100 vintsHforHueneticHandHqlinicalHrifferentiationHofHodultUOnsetH onogenicHoutoinflammatoryH
riseasesVHMediatorsaofaInflammationTH2019THZXYgTHaZgaYbc 4.3 7

99 ogingUassociatedHgenesHandHmicroRαoshHaHcontributionHtoHmyogenicHprogramHdysregulationHinH
oculopharyngealHmuscularHdystrophyVHFASEBaJournalTH2019THaaTHeYccUeYde 0.9 6

98 ooVUmediatedHtOXuYHgeneHeditingHinHhumanHRettHprimaryHcellsVHEuropeanaJournalaofaHumana
GeneticsTH2020THZfTHYbbdUYbcf 5.3 6

97 qyoPZzHmutationHconfirmsHtheHdiagnosisHofHtilippiHsyndromeVHClinicalaGeneticsTH2018THgaTHYYXgUYYYX 4 6

96 gqaYVYqaYVaHdeletionHinHtwoHpatientsHwithHsimilarHclinicalHfeatureshHaHnewlyHrecognizedH
microdeletionHsyndromemVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2014THYdboTHdfcUgX 2.5 6

95
TestingHsingleWcombinedHclinicalHcategoriesHonHcYYXHwtalianHpatientsHwithHdevelopmentalH
phenotypesHtoHimproveHarrayUbasedHdetectionHrateVHMolecularaGeneticsagamp;aGenomicaMedicineTH
2020THfTHeYXcd

2.3 6

94 oHpilotHstudyHofHnextHgenerationHsequencingUliquidHbiopsyHonHcellUfreeHrαoHasHaHnovelHnonUinvasiveH
diagnosticHtoolHforHylippelUTrenaunayHsyndromeVHVascularTH2021THZgTHfcUgY 1.3 6

93 RoleHofHqolchicineHTreatmentHinHTumorHαecrosisHtactorHReceptorHossociatedHPeriodicHSyndromeH
PTRoPSQhHRealUzifeHrataHfromHtheHowroHαetworkVHMediatorsaofaInflammationTH2020THZXZXTHYgadgdX 4.3 5

92 tunctionalHqonnectivityHandHueneticHProfileHofHaHJroubleUqortexJUzikeH alformationVHFrontiersaina
IntegrativeaNeuroscienceTH2018THYZTHZZ 3.2 5

91 oHnovelHmissenseHmutationHinHexonHaHofHtheHqOzbocHgeneHassociatedHwithHlateUonsetHolportH
syndromeVHClinicalaGeneticsTH1995THbfTHZdYUa 4 5
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90 RSyZHenzymaticHassayHasHaHsecondHlevelHdiagnosticHtoolHinHqoffinUzowryHsyndromeVHClinicaaChimicaa
ActaTH2007THafbTHacUbX 6.2 5

89 OpticHdiscHdrusenTHangioidHstreaksTHandHmottledHfundusHinHvariousHcombinationsHinHaHSicilianHfamilyVH
GraefehsaArchiveaforaClinicalaandaExperimentalaOphthalmologyTH2002THZbXTHeeYUd 3.8 5

88 OtosclerosishHexclusionHofHlinkageHtoHtheHOTSqYHandHOTSqZHlociHinHfourHwtalianHfamiliesVHInternationala
JournalaofaAudiologyTH2003THbZTHbecUfX 2.6 5

87 TheHpolymorphismHzbYZtHinHinhibitsHautophagyHandHisHaHmarkerHofHsevereHqOVwrUYgHinHmalesVVH
AutophagyTH2021THYUYY 10.2 5

86 reUnovoHqOzbocHgeneHmutationsHinHolportOsHsyndromeVHNephrologyaDialysisaTransplantationTH1994TH
gTHYbXfUYY 4.3 5

85 ogeUdependentHimpactHofHtheHmajorHcommonHgeneticHriskHfactorHforHqOVwrUYgHonHseverityHandH
mortalityH2021TH 5

84 SevereHqOVwrUYgHinHvospitalizedHqarriersHofHSingleHPathogenicHVariantsVHJournalaofaPersonalizeda
MedicineTH2021THYYTH 3.6 5

83 sxomeHSequencingHinHZXXHwntellectualHrisabilityWoutisticHPatientshHαewHqandidatesHandHotypicalH
PresentationsVHBrainaSciencesTH2021THYYTH 3.4 5

82 PotentiallyHTreatableHrisorderHriagnosedHPostH ortemHbyHsxomeHonalysisHinHaHpoyHwithHRespiratoryH
ristressVHInternationalaJournalaofaMolecularaSciencesTH2016THYeTHaXd 6.3 5

81 wntracellularHlevelsHofHtheHzwSYHproteinHcorrelateHwithHclinicalHandHneuroradiologicalHfindingsHinH
patientsHwithHclassicalHlissencephalyH1999THbcTHYcb 5

80 uuidelinesHforHueneticHTestingHandH anagementHofHolportHSyndromeVVHClinicalaJournalaofathea
AmericanaSocietyaofaNephrology:aCJASNTH2021TH 6.9 5

79  icroduplicationHofHtheHoRwrYoHgeneHcausesHintellectualHdisabilityHwithHrecognizableHsyndromicH
featuresVHGeneticsainaMedicineTH2017THYgTHeXYUeYX 8.1 4

78 qellUfreeHrαoHnextUgenerationHsequencingHliquidHbiopsyHasHaHnewHrevolutionaryHapproachHforH
arteriovenousHmalformationVHJVSaVascularaScienceTH2020THYTHYedUYfX 1.3 4

77 uermlineHmutationsHinHlungHcancerHandHpersonalizedHmedicineVHFamilialaCancerTH2018THYeTHbZgUbaX 3 4

76 sxploitingHtheHpotentialHofHnextUgenerationHsequencingHinHgenomicHmedicineVHExpertaReviewaofa
MolecularaDiagnosticsTH2016THYdTHYXaeUbe 3.8 4

75 smployingHaHSystematicHopproachHtoHpiobankingHandHonalyzingHqlinicalHandHueneticHrataHforH
odvancingHqOVwrUYgHResearch 4

74 retectionHofHqrypticH osaicismHinHXUlinkedHolportHSyndromeHPromptsHtoHReUevaluateHzivingUdonorH
yidneyHTransplantationVHTransplantationTH2020THYXbTHZadXUZadb 1.8 4

73 SolvingHpatientsHwithHrareHdiseasesHthroughHprogrammaticHreanalysisHofHgenomeUphenomeHdataVH
EuropeanaJournalaofaHumanaGeneticsTH2021THZgTHYaaeUYabe 5.3 4
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72 αicolaidesUparaitserHsyndromehHdefiningHaHphenotypeVHJournalaofaNeurologyTH2016THZdaTHYdcgUdX 5.5 4

71 YepYaVaHmicrodeletionHincludingHYWvosHandHqRyHgeneshHtowardsHaHclinicalHcharacterizationVH
NeurologicalaSciencesTH2020THbYTHZZcgUZZdZ 3.5 4

70 TheHeffectHofHangiotensinUconvertingHenzymeHlevelsHonHqOVwrUYgHsusceptibilityHandHseverityhHaH
 endelianHrandomizationHstudyVHInternationalaJournalaofaEpidemiologyTH2021THcXTHecUfd 7.8 4

69 PersonalizedHtherapyHinHaHuRwαYHmutatedHgirlHwithHintellectualHdisabilityHandHepilepsyVHClinicala
DysmorphologyTH2018THZeTHYfUZX 0.9 4

68 olteredHexpressionHofHRXtPYHreceptorHcontributesHtoHtheHinefficacyHofHrelaxinUbasedHantiUfibroticH
treatmentsHinHsystemicHsclerosisVHClinicalaandaExperimentalaRheumatologyTH2019THaeHSupplHYYgTHdgUec 2.2 4

67 RareHvariantsHinHTollUlikeHreceptorHeHresultsHinHfunctionalHimpairmentHandHdownregulationHofH
cytokineUmediatedHsignalingHinHqOVwrUYgHpatientsVVHGenesaandaImmunityTH2021TH 4.4 4

66 SporadicHhereditaryHmotorHandHsensoryHneuropathieshHodvancesHinHtheHdiagnosisHusingHnextH
generationHsequencingHtechnologyVHJournalaofatheaNeurologicalaSciencesTH2015THacgTHbXgUYe 3.2 3

65 qombinedHultrasoundHandHexomeHsequencingHapproachHrecognizesHOpitzHuWpppHsyndromeHinHtwoH
malformedHfetusesVHClinicalaDysmorphologyTH2017THZdTHYfUZc 0.9 3

64 YaqHdeletionHsyndromeHandHretinoblastomaHinHidenticalHdichorionicHdiamnioticHmonozygoticHtwinsVH
EuropeanaJournalaofaOphthalmologyTH2012THZZTHfceUdX 1.9 3

63
UltrastructuralHimmunocytochemistryHofHcollagenousHandHnonUcollagenousHproteinsHinHfastUfrozenTH
freezeUsubstitutedTHandHlowUtemperatureUembeddedHrenalHtissueHinHolportHsyndromeVHJournalaofa
PathologyTH1997THYfZTHbdcUeb

9.4 3

62 ShouldHaHsyndromeHbeHcalledHbyHitsHcorrectHnamemHTheHexampleHofHtheHpreservedHspeechHvariantHofH
RettHsyndromeVHEuropeanaJournalaofaPediatricsTH2005THYdbTHeYXiHauthorHreplyHeYYUZ 4.1 3

61 UnequalHhomologousHcrossingHoverHresultingHinHduplicationHofHadHbaseHpairsHwithinHexonHbeHofHtheH
qOzbocHgeneHinHaHfamilyHwithHolportHsyndromeVHHumanaMutationTH1996THfTHZdcUg 4.7 3

60 qommonTHlowUfrequencyTHrareTHandHultraUrareHcodingHvariantsHcontributeHtoHqOVwrUYgHseverityVH
HumanaGeneticsTH2021THYbYTHYbe 6.3 3

59 TheHpolymorphismHzbYZtHinHTzRaHinhibitsHautophagyHandHisHaHmarkerHofHsevereHqOVwrUYgHinHmales 3

58
piotechnologicalHogentsHforHPatientsHWithHTumorHαecrosisHtactorHReceptorHossociatedHPeriodicH
SyndromeUTherapeuticHOutcomeHandHPredictorsHofHResponsehHRealUzifeHrataHtromHtheHowroH
αetworkVHFrontiersainaMedicineTH2021THfTHddfYea

4.9 3

57 wQSsqZHdisorderhHoHnewHdiseaseHentityHorHaHRettHspectrumHcontinuummVHClinicalaGeneticsTH2021THggTHbdZUbeb4 3

56 SszPHospdXaosnHandHsevereHthrombosisHinHqOVwrUYgHmalesVHJournalaofaHematologyaandaOncologyTH
2021THYbTHYZa 22.4 3

55  onoallelicHywtYoUrelatedHdisordershHaHmulticenterHcrossHsectionalHstudyHandHsystematicHliteratureH
reviewVHJournalaofaNeurologyTH2021THY 5.5 3
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54 xαyHsignalingHprovidesHaHnovelHtherapeuticHtargetHforHRettHsyndromeVVHBMCaBiologyTH2021THYgTHZcd 7.3 3

53 αewHqandidatesHforHoutismWwntellectualHrisabilityHwdentifiedHbyHWholeUsxomeHSequencingVVH
InternationalaJournalaofaMolecularaSciencesTH2021THZZTH 6.3 3

52 vighHrateHofHvrRHinHgeneHeditingHofHpVPThrYcf etQH sqPZHmutationalHhotspotVHEuropeanaJournalaofa
HumanaGeneticsTH2020THZfTHYZaYUYZbZ 5.3 2

51 wsHcomplementHalternativeHpathwayHdisregulationHinvolvedHinHvenoUocclusiveHdiseaseHofHtheHlivermVH
BiologyaofaBloodaandaMarrowaTransplantationTH2010THYdTHYebgUcX 4.7 2

50 TheHwtalianHXz RHbankhHaHclinicalHandHmolecularHdatabaseVHHumanaMutationTH2007THZfTHYaUf 4.7 2

49 olportHsyndromeHwithHtypeHwHmembranoproliferativeHglomerulonephritisVHNephronTH1993THdcTHbegUfX 3.3 2

48 sxomeHsequencingHinHpRqoYUZHcandidateHfamiliashHtheHcontributionHofHotherHcancerHsusceptibilityH
genesVHFrontiersainaOncologyTH2021THYYTHdbgbac 5.3 2

47 ossociationHofHTollUlikeHreceptorHeHvariantsHwithHlifeUthreateningHqOVwrUYgHdiseaseHinHmales 2

46 XUzinkedHolportHSyndromeHinHWomenhHuenotypeHandHqlinicalHqourseHinHZbHqasesVHFrontiersaina
MedicineTH2020THeTHcfXaed 4.9 2

45 oH TUTzYHvariantHidentifiedHbyHwholeHexomeHsequencingHinHanHindividualHwithHintellectualHdisabilityTH
epilepsyTHandHspasticHtetraparesisVHEuropeanaJournalaofaHumanaGeneticsTH2021THZgTHYacgUYadf 5.3 2

44 oHuenomeHWideHqopyHαumberHVariationsHonalysisHinHoutismHSpectrumHrisorderHPosdQHandH
wntellectualHrisabilityHPwdQHinHwtalianHtamiliesVHJournalaofaGeneticaSyndromesagaGeneaTherapyTH2016THeTH 2

43 zowUlevelHTPcaHmutationalHloadHantecedesHclonalHexpansionHinHchronicHlymphocyticHleukaemiaVH
BritishaJournalaofaHaematologyTH2019THYfbTHdceUdcg 4.5 2

42
 sTHsomaticHactivatingHmutationsHareHresponsibleHforHlymphovenousHmalformationHandHcanHbeH
identifiedHusingHcellUfreeHrαoHnextHgenerationHsequencingHliquidHbiopsyVHJournalaofaVasculara
Surgery:aVenousaandaLymphaticaDisordersTH2021THgTHebXUebb

3.2 2

41 ossessmentHofHhaptoglobinHallelesHinHautismHspectrumHdisordersVHScientificaReportsTH2020THYXTHeecf 4.9 1

40
ResponseHtoHPhelanHyVHetHalVhHletterHtoHtheHeditorHregardingHrisciglioHetHalhHinterstitialHZZqYaH
deletionsHnotHinvolvingHSvoαyaHgenehHaHnewHcontiguousHgeneHsyndromeVHAmericanaJournalaofa
MedicalaGeneticsnaPartaATH2015THYdeTHYdfY

2.5 1

39 VariantHofHRettHSyndromeHandHqryzcHuenehHqlinicalHandHoutonomicHrescriptionHofHYXHqasesVH
NeuropediatricsTH2013THbbTHZaeUZaf 1.6 1

38 VariationHinHnovelHexonsHPRoqsfragsQHofHtheH sqPZHgeneHinHRettHsyndromeHpatientsHandHcontrolsVH
HumanaMutationTH2009THaXTHsfddUeg 4.7 1

37  issenseHmutationsHinHtheHqOzbocHgeneHinHpatientsHwithHXUlinkedHolportHsyndromeVHHumana
MutationTH1998THSupplHYTHSYXdUg 4.7 1
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36
risruptionHofHtheHwQSsqZHtranscriptHinHaHfemaleHwithHXiautosomeHtranslocationHtPXiZXQPpYYVZiqYYVZQH
andHaHphenotypeHresemblingHXUlinkedHinfantileHspasmsHPwSSXQHsyndromeVHMolecularaMedicineaReportsTH
2008TH

2.9 1

35 ueneticsHandHmechanismsHofHdiseaseHinHRettHsyndromeVHDrugaDiscoveryaTodayaDiseaseaMechanismsTH
2005THZTHbYgUbZc 1

34 oHpgWwwHpolymorphismHinHtheHqOzbodHgeneVHHumanaMolecularaGeneticsTH1994THaTHYgYb 5.6 1

33
RelatedHexpressionHofHTRyoHandHPecHreceptorsHandHtheHchangingHcopyHnumberHofH YqUoncogenesH
determineHtheHsensitivityHofHbrainHtumorHcellsHtoHtheHtreatmentHofHtheHnerveHgrowthHfactorHinH
combinationHwithHcisplatinHandHtemozolomideVHDrugaMetabolismaandaPersonalizedaTherapyTH2020TH

2 1

32 ShorterHondrogenHReceptorHPolyQHollelesHProtectHogainstHzifeUThreateningHqOVwrUYgHriseaseHinH
 alesVHSSRNaElectronicaJournalT 1 1

31 ShorterHandrogenHreceptorHpolyQHallelesHprotectHagainstHlifeUthreateningHqOVwrUYgHdiseaseHinHmales 1

30 uermlineHVariantHPredisposingHtoHaHRareHOvarianHuermHqellHTumorhHoHqaseHReportVHFrontiersaina
OncologyTH2020THYXTHYbde 5.3 1

29 oHnovelHmutationHinHz XYpHgeneHinHaHnewbornHwithHnailUpatellaHsyndromehHqlinicalHandHdermoscopicH
findingsVHPediatricaDermatologyTH2020THaeTHYZXcUYZXd 1.9 1

28 rrugHsurvivalHofHanakinraHandHcanakinumabHinHmonogenicHautoinflammatoryHdiseaseshHobservationalH
studyHfromHtheHwnternationalHowroHRegistryVHRheumatologyTH2021THdXTHceXcUceYZ 3.9 1

27 TheHphenomenonHofHmultidrugHresistanceHinHglioblastomasVHHematologyraOncologyaandaStemaCella
TherapyTH2021TH 2.7 1

26 qommonHandHrareHvariantHanalysesHcombinedHwithHsingleUcellHmultiomicsHrevealHcellUtypeUspecificH
molecularHmechanismsHofHqOVwrUYgHseverityH2021TH 1

25 PostU endelianHgeneticHmodelHinHqOVwrUYg 1

24 spilepsyHinHαicolaidesUparaitserHSyndromehHReviewHofHziteratureHandHReportHofHZcHPatientsHtocusingH
onHTreatmentHospectsVHNeuropediatricsTH2021THcZTHYXgUYZZ 1.6 1

23 SpondyloocularHSyndromehHoHαovelHVariantHwithHrescriptionHofHtheHαeonatalHPhenotypeVVHFrontiersa
inaGeneticsTH2021THYZTHedYZdb 4.5 1

22 wdentificationHofHaHαovelHPathogenicHVariantHinHaHPatientHwithHaHαeurodevelopmentalHrisorderVVH
GenesTH2022THYaTH 4.2 1

21 vostHgeneticHbasisHofHqOVwrUYghHfromHmethodologiesHtoHgenesVHEuropeanaJournalaofaHumanaGeneticsT 5.3 1

20 PwyaqoUqryαZoHclonalHevolutionHinHmetastaticHbreastHcancerHandHmultipleHpointsHcellUfreeHrαoH
analysisVHCanceraCellaInternationalTH2019THYgTHZeb 6.4 0

19 VestibularHandHaudiologicalHfindingsHinHtheHolportHsyndromeVHAmericanaJournalaofaMedicalaGeneticsna
PartaATH2020THYfZTHZabcUZacf 2.5 0
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18 SolvingHunsolvedHrareHneurologicalHdiseasesUaHSolveURrHviewpointVHEuropeanaJournalaofaHumana
GeneticsTH2021THZgTHYaaZUYaad 5.3 0

17 qlinicalTHmolecularHandHglycophenotypeHinsightsHinHSzqagofUqruVHOrphanetaJournalaofaRareaDiseasesTH
2021THYdTHaXe 4.2 0

16
onakinraHandHcanakinumabHforHpatientsHwithHRgZQUassociatedHautoinflammatoryHsyndromehHaH
multicenterHobservationalHstudyHfromHtheHowroHαetworkVHTherapeuticaAdvancesainaMusculoskeletala
DiseaseTH2021THYaTHYecgeZXXZYYXaeYef

3.8 0

15 revelopmentHandHwmplementationHofHtheHowroHwnternationalHRegistryHforHPatientsHWithHStillOsH
riseaseVVHFrontiersainaMedicineTH2022THgTHfefege 4.9 0

14 onHwtalianHfamilyHcarryingHaHnewHmutationHinHtheHqOzboYHgeneVHJournalaofatheaNeurologicalaSciencesTH
2020THbYbTHYYdfYc 3.2

13  olecularHdiagnosisHofHolportHsyndromehHtheHexperienceHinHSienaVHContributionsaToaNephrologyTH1997
THYZZTHYaZUa 1.6

12 αewHapproachesHtoHtheHrαoHdiagnosisHofHolportHsyndromeVHContributionsaToaNephrologyTH1996THYYeTHYfaUge1.6

11 oHcaseHofHspasticHparaplegiaHtypeHYYHmimickingHaHu ZUgangliosidosisVVHNeurologicalaSciencesTH2022TH
baTHZfbg 3.5

10 SpecificHclonalHexpansionHatHdiseaseHprogressionHPPrQHinHsolidHcancersHpinpointedHbyHcellHfreeHrαoH
analysisVVHJournalaofaClinicalaOncologyTH2019THaeTHeYaYbbUeYaYbb 2.2

9 wdentificationHofHaHαovelHPathogenicHVariantHinHtheHαouzUHueneHinHaHqhildHwithH
αeurodevelopmentalHrelayVHJournalaofaAutismaandaDevelopmentalaDisordersTH2021THY 4.6

8 poneH arrowHtailureHandHrevelopmentalHrelayHqausedHpyH utationsHinHPolyPoQUSpecificH
RibonucleaseVHBloodTH2015THYZdTHZbXbUZbXb 2.2

7 YaqdelHsyndromeHandHcorpusHcallosumHagenesisHinHtwoHidenticalHtwinsVHActaaOphthalmologicaTH2010TH
ffTHXUX 3.7

6 RetinomaHandHRetinoblastomahHuenomicHvybridisationH2012THgaUYXZ

5
wnHresponseHtoHtheHletterHtoHtheHeditorHbyHSohaHuhanianHet´ alVHreHourHpublicationHJShorterHandrogenH
receptorHpolyQHallelesHprotectHagainstHlifeUthreateningHqOVwrUYgHdiseaseHinHsuropeanHmalesJVH
EBioMedicineTH2021THdfTHYXabZd

8.8

4 qryzcHmutationsHmayHmimicHPittUvopkinsHsyndromeHphenotypeVHEuropeanaJournalaofaMedicala
GeneticsTH2021THdbTHYXbYXZ 2.6

3 oHnewHmutationHinHrα ZHgeneHinHaHlargeHwtalianHfamilyVHNeurologicalaSciencesTH2021THbZTHZcXgUZcYa 3.5

2 qommentaryhHPotentialHzinksHbetweenHvepadnavirusHandHpornavirusHSequencesHinHtheHvostH
uenomeHandHqancerVHFrontiersainaMicrobiologyTH2018THgTHYdbg 5.7

1 αovelHretinalHfindingHinHaHpatientHwithHbqYZHdeletionVHOphthalmicaGeneticsTH2021THYUa 1.2
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