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j Paper IF Citations

313 uatingJdisinhibitionJandJfoodJlikingJareJinfluencedJbyJvariantsJinJsqVaJRcaveolinJaSJgeneXJFoodZ
QualityZandZPreferenceVJ2022VJifVJaZdddg 5.8

312 sombinedJinfluenceJofJTqSbRchJgenotypeJandJPROPJphenotypeJonJtheJintensityJofJbasicJtastesVJ
astringencyJandJpungencyJinJtheJytalianJtasteJprojectXJFoodZQualityZandZPreferenceVJ2022VJieVJaZdcfa 5.8 2

311 PolygenicJpredictionJofJeducationalJattainmentJwithinJandJbetweenJfamiliesJfromJgenomeWwideJ
associationJanalysesJinJcJmillionJindividualsXXJNatureZGeneticsVJ2022VJ 36.3 7

310 weneticJvariationsJassociatedJwithJtheJsoapyJflavorJperceptionJinJworgonzolaJPtOJcheeseXJFoodZ
QualityZandZPreferenceVJ2022VJiiVJaZdefi 5.8

309 βargeWscaleJwWqSJofJfoodJlikingJrevealsJgeneticJdeterminantsJandJgeneticJcorrelationsJwithJdistinctJ
neurophysiologicalJtraitsXXJNatureZCommunicationsVJ2022VJacVJbgdc 17.4 0

308 tifferentialJandJsharedJgeneticJeffectsJonJkidneyJfunctionJbetweenJdiabeticJandJnonWdiabeticJ
individualsXJCommunicationsZBiologyVJ2022VJeVJ 6.7 1

307 weneWeducationalJattainmentJinteractionsJinJaJmultiWancestryJgenomeWwideJmetaWanalysisJidentifyJ
novelJbloodJpressureJlociXJMolecularZPsychiatryVJ2021VJbfVJbaaaWbabe 15.1 3

306 wenomeWwideJassociationJstudyJinJalmostJaieVZZZJindividualsJidentifiesJeZJpreviouslyJunidentifiedJ
geneticJlociJforJeyeJcolorXJScienceZAdvancesVJ2021VJgVJ 14.3 11

305
SPuNJhaploinsufficiencyJcausesJaJneurodevelopmentalJdisorderJoverlappingJproximalJapcfJ
deletionJsyndromeJwithJanJepisignatureJofJXJchromosomesJinJfemalesXJAmericanZJournalZofZHumanZ
GeneticsVJ2021VJaZhVJeZbWeaf

11 12

304 RunsJofJhomozygosityJareJassociatedJwithJstagingJofJperiodontitisJinJisolatedJpopulationsXJHumanZ
MolecularZGeneticsVJ2021VJcZVJaaedWaaei 5.6 2

303 NaturalJhumanJknockoutsJandJMendelianJdisordersjJdeepJphenotypingJinJytalianJisolatesXJEuropeanZ
JournalZofZHumanZGeneticsVJ2021VJbiVJabgbWabha 5.3 1

302 SystematicJanalysisJofJfactorsJthatJimproveJhomologousJdirectJrepairJRxtRSJefficiencyJinJ
sRySPRYsasiJtechniqueXJPLoSZONEVJ2021VJafVJeZbdgfZc 3.7 4

301
tietaryJMacronutrientJsompositionJinJRelationJtoJsirculatingJxtβJandJNonWxtβJsholesteroljJqJ
vederatedJyndividualWβevelJqnalysisJofJsrossWSectionalJtataJfromJqdolescentsJandJqdultsJinJhJ
uuropeanJStudiesXJJournalZofZNutritionVJ2021VJaeaVJbcagWbcbi

4.1 1

300 VariantsJinJUSPdhJencodingJubiquitinJhydrolaseJareJassociatedJwithJautosomalJdominantJ
nonWsyndromicJhereditaryJhearingJlossXJHumanZMolecularZGeneticsVJ2021VJcZVJagheWagif 5.6 1

299 RelationshipJbetweenJcloneJmetricsJandJclinicalJoutcomeJinJclonalJcytopeniaXJBloodVJ2021VJachVJifeWigf 2.2 5

298 undocrineJandJwrowthJqbnormalitiesJinJdxJβeukodystrophyJsausedJbyJVariantsJinJPOβRcqVJ
POβRcrVJandJPOβRasXJJournalZofZClinicalZEndocrinologyZandZMetabolismVJ2021VJaZfVJeffZWefgd 5.6 9

297 tifferencesJinJtasteJandJsmellJperceptionJbetweenJtypeJbJdiabetesJmellitusJpatientsJandJhealthyJ
controlsXJNutritionmZMetabolismZandZCardiovascularZDiseasesVJ2021VJcaVJaicWbZZ 4.5 8
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296 xearingJlossJ2021VJcZeWcbb 0

295 weneticsVJodorJperceptionJandJfoodJlikingjJTheJintriguingJroleJofJcinnamonXJFoodZQualityZandZ
PreferenceVJ2021VJicVJaZdbgg 5.8 1

294 TasteJperceptionJandJexpressionJinJstomachJofJbitterJtasteJreceptorJtasbrchJinJobeseJandJleanJ
subjectsXJAppetiteVJ2021VJaffVJaZeeie 4.5 1

293 MultiWancestryJwWqSJofJtheJelectrocardiographicJPRJintervalJidentifiesJbZbJlociJunderlyingJcardiacJ
conductionXJNatureZCommunicationsVJ2020VJaaVJbedb 17.4 16

292 NewJageWrelatedJhearingJlossJcandidateJgenesJinJhumansjJanJongoingJchallengeXJGeneVJ2020VJgdbVJaddefa3.8 4

291 teleteriousJvariantsJinJgenesJassociatedJwithJboneJmineralJdensityJareJlinkedJtoJsusceptibilityJtoJ
periodontitisJdevelopmentXJMetaZGeneVJ2020VJbdVJaZZfgZ 0.7 2

290 qJpopulationWbasedJapproachJforJgeneJprioritizationJinJunderstandingJcomplexJtraitsXJHumanZ
GeneticsVJ2020VJaciVJfdgWfee 6.3 2

289 qJbirdQsWeyeJviewJofJytalianJgenomicJvariationJthroughJwholeWgenomeJsequencingXJEuropeanZJournalZ
ofZHumanZGeneticsVJ2020VJbhVJdceWddd 5.3 16

288 MolecularJtestingJforJtheJstudyJofJnonWsyndromicJhearingJlossXJHearingmZBalanceZandZCommunication
VJ2020VJahVJbgZWbgg 0.7 3

287 TargetJgenesVJvariantsVJtissuesJandJtranscriptionalJpathwaysJinfluencingJhumanJserumJurateJlevelsXJ
NatureZGeneticsVJ2019VJeaVJadeiWadgd 36.3 122

286 wenomeWwideJassociationJmetaWanalysisJofJcZVZZZJsamplesJidentifiesJsevenJnovelJlociJforJ
quantitativeJuswJtraitsXJEuropeanZJournalZofZHumanZGeneticsVJ2019VJbgVJiebWifb 5.3 18

285 MultiancestryJwenomeWWideJqssociationJStudyJofJβipidJβevelsJyncorporatingJweneWqlcoholJ
ynteractionsXJAmericanZJournalZofZEpidemiologyVJ2019VJahhVJaZccWaZed 3.8 39

284 MultiWancestryJstudyJofJbloodJlipidJlevelsJidentifiesJfourJlociJinteractingJwithJphysicalJactivityXJ
NatureZCommunicationsVJ2019VJaZVJcgf 17.4 41

283 qJcatalogJofJgeneticJlociJassociatedJwithJkidneyJfunctionJfromJanalysesJofJaJmillionJindividualsXJ
NatureZGeneticsVJ2019VJeaVJiegWigb 36.3 217

282 TqSbRchJbitterJtasteJgenotypeJisJassociatedJwithJcomplementaryJfeedingJbehaviorJinJinfantsXJ
GenesZandZNutritionVJ2019VJadVJac 4.3 5

281 NextJwenerationJSequencingJandJqnimalJModelsJRevealJasJaJNewJweneJynvolvedJinJxumanJ
qgeWRelatedJxearingJβossXJFrontiersZinZGeneticsVJ2019VJaZVJadb 4.5 6

280 xeterogeneityJinJsirculatingJTumorJsellsjJTheJRelevanceJofJtheJStemWsellJSubsetXJCancersVJ2019VJaaVJ 6.6 73

279 qJmultiWancestryJgenomeWwideJstudyJincorporatingJgeneWsmokingJinteractionsJidentifiesJmultipleJ
newJlociJforJpulseJpressureJandJmeanJarterialJpressureXJHumanZMolecularZGeneticsVJ2019VJbhVJbfaeWbfcc 5.6 14

(2019-2021)
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278 MultiWancestryJgenomeWwideJgeneWsmokingJinteractionJstudyJofJchgVbgbJindividualsJidentifiesJnewJ
lociJassociatedJwithJserumJlipidsXJNatureZGeneticsVJ2019VJeaVJfcfWfdh 36.3 59

277 TwoJfurtherJpatientsJwithJWarsawJbreakageJsyndromeXJysJaJmildJphenotypeJpossibleoXJMolecularZ
GeneticsZfamp;ZGenomicZMedicineVJ2019VJgVJefci 2.3 8

276 MutationsJinJPβSaVJencodingJfimbrinVJcauseJautosomalJdominantJnonsyndromicJhearingJlossXJHumanZ
MutationVJ2019VJdZVJbbhfWbbie 4.7 14

275 NextJgenerationJsequencingJstudyJinJaJcohortJofJytalianJpatientsJwithJsyndromicJhearingJlossXJ
HearingZResearchVJ2019VJchaVJaZggfi 3.9 2

274 qJrriefJReviewJofJweneticJqpproachesJtoJtheJStudyJofJvoodJPreferencesjJsurrentJ nowledgeJandJ
vutureJtirectionsXJNutrientsVJ2019VJaaVJ 6.7 12

273 wenomeWwideJassociationJmetaWanalysisJidentifiesJfiveJnovelJlociJforJageWrelatedJhearingJ
impairmentXJScientificZReportsVJ2019VJiVJaeaib 4.9 14

272 qssociationsJofJautozygosityJwithJaJbroadJrangeJofJhumanJphenotypesXJNatureZCommunicationsVJ
2019VJaZVJdieg 17.4 40

271 ProteinWcodingJvariantsJimplicateJnovelJgenesJrelatedJtoJlipidJhomeostasisJcontributingJtoJbodyWfatJ
distributionXJNatureZGeneticsVJ2019VJeaVJdebWdfi 36.3 44

270 vactorsJassociatedJwithJfoodJlikingJandJtheirJrelationshipJwithJmetabolicJtraitsJinJytalianJcohortsXJ
FoodZQualityZandZPreferenceVJ2019VJgeVJfdWgZ 5.8 7

269 NextWgenerationJsequencingJidentifiedJSPqTsaβJasJaJpossibleJcandidateJgeneJforJbothJearlyWonsetJ
andJageWrelatedJhearingJlossXJEuropeanZJournalZofZHumanZGeneticsVJ2019VJbgVJgZWgi 5.3 14

268 ynvestigationJofJtheJlinkJbetweenJPROPJtasteJperceptionJandJvegetablesJconsumptionJusingJ
vqOSTqTJdataXJInternationalZJournalZofZFoodZSciencesZandZNutritionVJ2019VJgZVJdhdWdiZ 3.7 2

267 wenomeWwideJassociationJanalysesJofJriskJtoleranceJandJriskyJbehaviorsJinJoverJaJmillionJindividualsJ
identifyJhundredsJofJlociJandJsharedJgeneticJinfluencesXJNatureZGeneticsVJ2019VJeaVJbdeWbeg 36.3 259

266 TrβaYjJaJnewJgeneJinvolvedJinJsyndromicJhearingJlossXJEuropeanZJournalZofZHumanZGeneticsVJ2019VJ
bgVJdffWdgd 5.3 8

265 yrSJclinicalJmanagementJinJytalyjJTheJqywOJsurveyXJDigestiveZandZLiverZDiseaseVJ2019VJeaVJghbWghi 3.3 13

264 qssociationJofJβTqJgeneJhaploblockJwithJperiodontalJdiseaseJinJytalianJadultsXJJournalZofZPeriodontalZ
ResearchVJ2019VJedVJabhWacc 4.3 3

263 zointJtataJqnalysisJinJNutritionalJupidemiologyjJydentificationJofJObservationalJStudiesJandJ
MinimalJRequirementsXJJournalZofZNutritionVJ2018VJadhVJbheWbig 4.1 7

262 wenomeWwideJassociationJmetaWanalysisJofJindividualsJofJuuropeanJancestryJidentifiesJnewJlociJ
explainingJaJsubstantialJfractionJofJhairJcolorJvariationJandJheritabilityXJNatureZGeneticsVJ2018VJeZVJfebWfef36.3 59

261 qJβargeWScaleJMultiWancestryJwenomeWwideJStudyJqccountingJforJSmokingJrehaviorJydentifiesJ
MultipleJSignificantJβociJforJrloodJPressureXJAmericanZJournalZofZHumanZGeneticsVJ2018VJaZbVJcgeWdZZ 11 59

Paolo Gasparini
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260 wenomeWWideJMetaWqnalysisJUnravelsJynteractionsJbetweenJMagnesiumJxomeostasisJandJ
MetabolicJPhenotypesXJJournalZofZtheZAmericanZSocietyZofZNephrology:ZJASNVJ2018VJbiVJcceWcdh 12.7 19

259 PRJintervalJgenomeWwideJassociationJmetaWanalysisJidentifiesJeZJlociJassociatedJwithJatrialJandJ
atrioventricularJelectricalJactivityXJNatureZCommunicationsVJ2018VJiVJbiZd 17.4 39

258 MutationsJinJβWtypeJaminoJacidJtransporterWbJsupportJasJaJnovelJgeneJinvolvedJinJageWrelatedJ
hearingJlossXJELifeVJ2018VJgVJ 8.9 27

257 uxomeWchipJmetaWanalysisJidentifiesJnovelJlociJassociatedJwithJcardiacJconductionVJincludingJ
qtqMTSfXJGenomeZBiologyVJ2018VJaiVJhg 18.3 25

256 WholeWgenomeJsequencingJrevealsJnewJinsightsJintoJageWrelatedJhearingJlossjJcumulativeJeffectsVJ
pleiotropyJandJtheJroleJofJselectionXJEuropeanZJournalZofZHumanZGeneticsVJ2018VJbfVJaafgWaagi 5.3 14

255 sxbfJpartialJlossJcausesJacceleratedJpresbycusisJbyJredoxJimbalanceJandJdysregulationJofJNfrbJ
pathwayXJRedoxZBiologyVJ2018VJaiVJcZaWcag 11.3 28

254 NovelJgeneticJassociationsJforJbloodJpressureJidentifiedJviaJgeneWalcoholJinteractionJinJupJtoJegZ J
individualsJacrossJmultipleJancestriesXJPLoSZONEVJ2018VJacVJeZaihaff 3.7 31

253 ProteinWalteringJvariantsJassociatedJwithJbodyJmassJindexJimplicateJpathwaysJthatJcontrolJenergyJ
intakeJandJexpenditureJinJobesityXJNatureZGeneticsVJ2018VJeZVJbfWda 36.3 186

252 aipacJmicroduplicationsJencompassingJNvyXJareJresponsibleJforJintellectualJdisabilityVJshortJ
statureJandJsmallJheadJcircumferenceXJEuropeanZJournalZofZHumanZGeneticsVJ2018VJbfVJheWic 5.3 4

251 weneticJβandscapeJofJSloveniansjJPastJqdmixtureJandJNaturalJSelectionJPatternXJFrontiersZinZ
GeneticsVJ2018VJiVJeea 4.5 3

250
wenomicJStudiesJinJaJβargeJsohortJofJxearingJympairedJytalianJPatientsJRevealedJSeveralJNewJ
qllelesVJaJRareJsaseJofJUniparentalJtisomyJRUPtSJandJtheJymportanceJtoJSearchJforJsopyJNumberJ
VariationsXJFrontiersZinZGeneticsVJ2018VJiVJfha

4.5 13

249 qJgenomeWwideJassociationJstudyJidentifiesJanJassociationJbetweenJvariantsJinJuvsqrdrJgeneJandJ
periodontalJdiseaseJinJanJytalianJisolatedJpopulationXJJournalZofZPeriodontalZResearchVJ2018VJecVJiibWiih 4.3 9

248 weneticJanalysisJofJoverJaJmillionJpeopleJidentifiesJeceJnewJlociJassociatedJwithJbloodJpressureJ
traitsXJNatureZGeneticsVJ2018VJeZVJadabWadbe 36.3 386

247 uvidenceJforJthreeJgeneticJlociJinvolvedJinJbothJanorexiaJnervosaJriskJandJvariationJofJbodyJmassJ
indexXJMolecularZPsychiatryVJ2017VJbbVJaibWbZa 15.1 31

246 wenomeWwideJassociationJanalysisJidentifiesJnovelJbloodJpressureJlociJandJoffersJbiologicalJinsightsJ
intoJcardiovascularJriskXJNatureZGeneticsVJ2017VJdiVJdZcWdae 36.3 313

245 RareJandJlowWfrequencyJcodingJvariantsJalterJhumanJadultJheightXJNatureVJ2017VJedbVJahfWaiZ 50.4 412

244 NβRseJpolymorphismJisJassociatedJwithJsusceptibilityJtoJchronicJperiodontitisXJImmunobiologyVJ
2017VJbbbVJgZdWgZh 3.4 11

243 uxploringJinfluencesJonJfoodJchoiceJinJaJlargeJpopulationJsamplejJTheJytalianJTasteJprojectXJFoodZ
QualityZandZPreferenceVJ2017VJeiVJabcWadZ 5.8 94

(2017-2018)
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242 βTvJandJtuvraJpolymorphismsJareJassociatedJwithJsusceptibilityJtowardJchronicJperiodontitisJ
developmentXJOralZDiseasesVJ2017VJbcVJaZZaWaZZh 3.5 16

241
TargetedJsequencingJidentifiesJnovelJvariantsJinvolvedJinJautosomalJrecessiveJhereditaryJhearingJ
lossJinJQatariJfamiliesXJMutationZResearchZnZFundamentalZandZMolecularZMechanismsZofZMutagenesisVJ
2017VJhZZWhZbVJbiWcf

3.3 13

240 aZZZJwenomesWbasedJmetaWanalysisJidentifiesJaZJnovelJlociJforJkidneyJfunctionXJScientificZReportsVJ
2017VJgVJdeZdZ 4.9 70

239 sommonJvariantsJinJsβtNadJareJassociatedJwithJdifferentialJexcretionJofJmagnesiumJoverJcalciumJ
inJurineXJPflugersZArchivZEuropeanZJournalZofZPhysiologyVJ2017VJdfiVJiaWaZc 4.6 21

238 WholeWwenomeJSequencingJsoupledJtoJymputationJtiscoversJweneticJSignalsJforJqnthropometricJ
TraitsXJAmericanZJournalZofZHumanZGeneticsVJ2017VJaZZVJhfeWhhd 11 74

237 andJβociJydentifiedJthroughJβargeWScaleJuxomeJshipJqnalysisJRegulateJ idneyJtevelopmentJandJ
vunctionXJJournalZofZtheZAmericanZSocietyZofZNephrology:ZJASNVJ2017VJbhVJihaWiid 12.7 30

236 vactorsJynfluencingJtheJPhenotypicJsharacterizationJofJtheJOralJMarkerVJPROPXJNutrientsVJ2017VJiVJ 6.7 42

235 NovelJrloodJPressureJβocusJandJweneJtiscoveryJUsingJwenomeWWideJqssociationJStudyJandJ
uxpressionJtataJSetsJvromJrloodJandJtheJ idneyXJHypertensionVJ2017VJ 8.5 85

234 weneticJstructureJinJtheJSherpaJandJneighboringJNepaleseJpopulationsXJBMCZGenomicsVJ2017VJahVJaZb 4.5 12

233 unrichmentJofJlowWfrequencyJfunctionalJvariantsJrevealedJbyJwholeWgenomeJsequencingJofJ
multipleJisolatedJuuropeanJpopulationsXJNatureZCommunicationsVJ2017VJhVJaeibg 17.4 37

232 qJnovelJfounderJMYOaeqJframeshiftJduplicationJisJtheJmajorJcauseJofJgeneticJhearingJlossJinJOmanXJ
JournalZofZHumanZGeneticsVJ2017VJfbVJbeiWbfd 4.3 18

231 qJreferenceJpanelJofJfdVigfJhaplotypesJforJgenotypeJimputationXJNatureZGeneticsVJ2016VJdhVJabgiWhc 36.3 1447

230 wlobalJdiversityJinJtheJTqSbRchJbitterJtasteJreceptorjJrevisitingJaJclassicJevolutionaryJPROPosalXJ
ScientificZReportsVJ2016VJfVJbeeZf 4.9 43

229 sariesJandJynnateJymmunityjJtuvraJweneJPolymorphismsJandJsariesJSusceptibilityJinJweneticJ
ysolatesJfromJNorthWuasternJytalyXJCariesZResearchVJ2016VJeZVJehiWeid 4.2 15

228 ebJweneticJβociJynfluencingJMyocardial´ MassXJJournalZofZtheZAmericanZCollegeZofZCardiologyVJ2016VJ
fhVJadceWaddh 15.1 76

227 NonWadditiveJgenomeWwideJassociationJscanJrevealsJaJnewJgeneJassociatedJwithJhabitualJcoffeeJ
consumptionXJScientificZReportsVJ2016VJfVJcaeiZ 4.9 19

226 wenomeWwideJanalysisJidentifiesJabJlociJinfluencingJhumanJreproductiveJbehaviorXJNatureZGeneticsVJ
2016VJdhVJadfbWadgb 36.3 198

225 weneticJvariantsJlinkedJtoJeducationJpredictJlongevityXJProceedingsZofZtheZNationalZAcademyZofZ
SciencesZofZtheZUnitedZStatesZofZAmericaVJ2016VJaacVJaccffWaccga 11.5 90

Paolo Gasparini
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224
PharmacogeneticsJdrivingJpersonalizedJmedicinejJanalysisJofJgeneticJpolymorphismsJrelatedJtoJ
breastJcancerJmedicationsJinJytalianJisolatedJpopulationsXJJournalZofZTranslationalZMedicineVJ2016VJ
adVJbb

8.5 3

223 weneticJevidenceJforJanJoriginJofJtheJqrmeniansJfromJrronzeJqgeJmixingJofJmultipleJpopulationsXJ
EuropeanZJournalZofZHumanZGeneticsVJ2016VJbdVJicaWf 5.3 29

222 UnderstandingJtheJroleJofJpersonalityJandJalexithymiaJinJfoodJpreferencesJandJPROPJtasteJ
perceptionXJPhysiologyZandZBehaviorVJ2016VJaegVJgbWh 3.5 27

221 weneticJassociationsJatJecJlociJhighlightJcellJtypesJandJbiologicalJpathwaysJrelevantJforJkidneyJ
functionXJNatureZCommunicationsVJ2016VJgVJaZZbc 17.4 295

220 weneticJanalysisJofJytalianJpatientsJwithJcongenitalJtuftingJenteropathyXJWorldZJournalZofZPediatricsVJ
2016VJabVJbaiWbd 4.6 14

219 qJwenomeWWideJqssociationJStudyJinJisolatedJpopulationsJrevealsJnewJgenesJassociatedJtoJ
commonJfoodJlikingsXJReviewsZinZEndocrineZandZMetabolicZDisordersVJ2016VJagVJbZiWai 10.5 17

218 wenomeWwideJassociationJstudyJidentifiesJgdJlociJassociatedJwithJeducationalJattainmentXJNatureVJ
2016VJeccVJeciWdb 50.4 850

217 tiscoveryJandJrefinementJofJgeneticJlociJassociatedJwithJcardiometabolicJriskJusingJdenseJ
imputationJmapsXJNatureZGeneticsVJ2016VJdhVJacZcWacab 36.3 51

216 yncreasedJrateJofJdeleteriousJvariantsJinJlongJrunsJofJhomozygosityJofJanJinbredJpopulationJfromJ
QatarXJHumanZHeredityVJ2015VJgiVJadWi 1.1 22

215 tirectionalJdominanceJonJstatureJandJcognitionJin´ diverseJhumanJpopulationsXJNatureVJ2015VJebcVJdeiWdfb50.4 119

214 qnalysisJofJfunctionalJvariantsJrevealsJnewJcandidateJgenesJassociatedJwithJalexithymiaXJPsychiatryZ
ResearchVJ2015VJbbgVJcfcWe 9.9 7

213 PhenotypicJandJgeneticJcharacterizationJofJaJfamilyJcarryingJtwoJXqbaXaWbaXcJinterstitialJdeletionsJ
associatedJwithJsyndromicJhearingJlossXJMolecularZCytogeneticsVJ2015VJhVJah 2 13

212 wenomeWwideJassociationJanalysisJonJfiveJisolatedJpopulationsJidentifiesJvariantsJofJtheJxβqWtOqJ
geneJassociatedJwithJwhiteJwineJlikingXJEuropeanZJournalZofZHumanZGeneticsVJ2015VJbcVJagagWbb 5.3 10

211 sharacterizationJofJadJnovelJdeletionsJunderlyingJRubinsteinWTaybiJsyndromejJanJupdateJofJtheJ
sRurrPJdeletionJrepertoireXJHumanZGeneticsVJ2015VJacdVJfacWbf 6.3 31

210 βargeWscaleJgenomicJanalysesJlinkJreproductiveJagingJtoJhypothalamicJsignalingVJbreastJcancerJ
susceptibilityJandJrRsqaWmediatedJtNqJrepairXJNatureZGeneticsVJ2015VJdgVJabidWacZc 36.3 226

209 wenomeWwideJassociationJanalysisJonJnormalJhearingJfunctionJidentifiesJPstxbZJandJSβsbhqcJasJ
candidatesJforJhearingJfunctionJandJlossXJHumanZMolecularZGeneticsVJ2015VJbdVJefeeWfd 5.6 24

208 MulticohortJanalysisJofJtheJmaternalJageJeffectJonJrecombinationXJNatureZCommunicationsVJ2015VJfVJghdf17.4 21

207 wenomeJsequencingJelucidatesJSardinianJgeneticJarchitectureJandJaugmentsJassociationJanalysesJ
forJlipidJandJbloodJinflammatoryJmarkersXJNatureZGeneticsVJ2015VJdgVJabgbWabha 36.3 129

(2015-2016)
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206 PopulationJgeneticJdifferentiationJofJheightJandJbodyJmassJindexJacrossJuuropeXJNatureZGeneticsVJ
2015VJdgVJacegWfb 36.3 186

205 PolymorphismsJinJsweetJtasteJgenesJRTqSaRbJandJwβUTbSVJsweetJlikingVJandJdentalJcariesJ
prevalenceJinJanJadultJytalianJpopulationXJGenesZandZNutritionVJ2015VJaZVJdhe 4.3 19

204 sonnexinJbfJvariantJcarriersJhaveJaJbetterJgastrointestinalJhealthjJisJthisJtheJheterozygoteJ
advantageoXJEuropeanZJournalZofZHumanZGeneticsVJ2015VJbcVJefcWefd 5.3 7

203 PSyPaYβutwvjJaJnewJgeneJlikelyJinvolvedJinJsensorineuralJprogressiveJhearingJlossXJScientificZ
ReportsVJ2015VJeVJahefh 4.9 4

202 slinicalJandJMolecularJsytogeneticJsharacterisationJofJshildrenJwithJtevelopmentalJtelayJandJ
tysmorphicJveaturesXJZdravstvenoZVarstvoVJ2015VJedVJfiWgc 1.3

201 weneticJtestingJandJgenomicJanalysisjJaJdebateJonJethicalVJsocialJandJlegalJissuesJinJtheJqrabJworldJ
withJaJfocusJonJQatarXJJournalZofZTranslationalZMedicineVJ2015VJacVJceh 8.5 15

200 TheJpXsysafiTyrJvariantJofJconnexinJbfJisJnotJaJpolymorphismXJHumanZMolecularZGeneticsVJ2015VJbdVJbfdaWh5.6 9

199 qssessmentJofJtheJolfactoryJfunctionJinJytalianJpatientsJwithJtypeJcJvonJWillebrandJdiseaseJcausedJ
byJaJhomozygousJbecJ bJdeletionJinvolvingJVWvJandJTMuMafrYqNObXJPLoSZONEVJ2015VJaZVJeZaafdhc 3.7 7

198 ModulationJofJgeneticJassociationsJwithJserumJurateJlevelsJbyJbodyWmassWindexJinJhumansXJPLoSZ
ONEVJ2015VJaZVJeZaaigeb 3.7 31

197
rrainWderivedJneurotrophicJfactorJserumJlevelsJinJgeneticallyJisolatedJpopulationsjJgenderWspecificJ
associationJwithJanxietyJdisorderJsubtypesJbutJnotJwithJanxietyJlevelsJorJValffMetJpolymorphismXJ
PeerJVJ2015VJcVJeabeb

3.1 8

196 sommonJvariantsJinJUMOtJassociateJwithJurinaryJuromodulinJlevelsjJaJmetaWanalysisXJJournalZofZtheZ
AmericanZSocietyZofZNephrology:ZJASNVJ2014VJbeVJahfiWhb 12.7 71

195 ParentWofWoriginWspecificJallelicJassociationsJamongJaZfJgenomicJlociJforJageJatJmenarcheXJNatureVJ
2014VJeadVJibWig 50.4 401

194
NextJgenerationJsequencingJinJnonsyndromicJintellectualJdisabilityjJfromJaJnegativeJmolecularJ
karyotypeJtoJaJpossibleJcausativeJmutationJdetectionXJAmericanZJournalZofZMedicalZGeneticsmZPartZAVJ
2014VJafdqVJagZWf

2.5 27

193 weneticJassociationJstudyJofJQTJintervalJhighlightsJroleJforJcalciumJsignalingJpathwaysJinJ
myocardialJrepolarizationXJNatureZGeneticsVJ2014VJdfVJhbfWcf 36.3 199

192 qJnovelJdeletionJmutationJinvolvingJTMuMchrJinJaJpatientJwithJautosomalJrecessiveJosteogenesisJ
imperfectaXJGeneVJ2014VJedeVJbiZWb 3.8 31

191 qJnovelJPbRXbJmutationJinJanJytalianJfamilyJaffectedJbyJautosomalJdominantJnonsyndromicJhearingJ
lossXJGeneVJ2014VJecdVJbcfWi 3.8 25

190 qssociationJanalysisJofJbitterJreceptorJgenesJinJfiveJisolatedJpopulationsJidentifiesJaJsignificantJ
correlationJbetweenJTqSbRdcJvariantsJandJcoffeeJlikingXJPLoSZONEVJ2014VJiVJeibZfe 3.7 32

189 SaltWinducibleJkinaseJcVJSy cVJisJaJnewJgeneJassociatedJwithJhearingXJHumanZMolecularZGeneticsVJ
2014VJbcVJfdZgWah 5.6 23
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188 qJgeneralJapproachJforJhaplotypeJphasingJacrossJtheJfullJspectrumJofJrelatednessXJPLoSZGeneticsVJ
2014VJaZVJeaZZdbcd 6 377

187 qJpopulationWbasedJapproachJtoJstudyJtheJimpactJofJPROPJperceptionJonJfoodJlikingJinJpopulationsJ
alongJtheJSilkJRoadXJPLoSZONEVJ2014VJiVJeiagaf 3.7 25

186 qgeJrelatedJhearingJlossJandJlevelJofJeducationjJqnJepidemiologicalJstudyJonJaJlargeJcohortJofJ
isolatedJpopulationsXJHearingmZBalanceZandZCommunicationVJ2014VJabVJidWih 0.7 3

185 qutosomalJrecessiveJSticklerJsyndromeJdueJtoJaJlossJofJfunctionJmutationJinJtheJsOβiqcJgeneXJ
AmericanZJournalZofZMedicalZGeneticsmZPartZAVJ2014VJafdqVJdbWg 2.5 36

184 tNqJmismatchJrepairJgeneJMSxfJimplicatedJinJdeterminingJageJatJnaturalJmenopauseXJHumanZ
MolecularZGeneticsVJ2014VJbcVJbdiZWg 5.6 35

183 sonsanguinityJandJhereditaryJhearingJlossJinJQatarXJHumanZHeredityVJ2014VJggVJageWhb 1.1 13

182 weneticJlandscapeJofJpopulationsJalongJtheJSilkJRoadjJadmixtureJandJmigrationJpatternsXJBMCZ
GeneticsVJ2014VJaeVJaca 2.6 15

181 xereditaryJhearingJlossjJaJifJgeneJtargetedJsequencingJprotocolJrevealsJnovelJallelesJinJaJseriesJofJ
ytalianJandJQatariJpatientsXJGeneVJ2014VJedbVJbZiWaf 3.8 45

180 ynsightJintoJgeneticJdeterminantsJofJrestingJheartJrateXJGeneVJ2014VJedeVJagZWd 3.8 7

179 uxpressionJandJreplicationJstudiesJtoJidentifyJnewJcandidateJgenesJinvolvedJinJnormalJhearingJ
functionXJPLoSZONEVJ2014VJiVJeheceb 3.7 30

178
virstJallWinWoneJdiagnosticJtoolJforJtNqJintelligencejJgenomeWwideJinferenceJofJbiogeographicJ
ancestryVJappearanceVJrelatednessVJandJsexJwithJtheJydentitasJvaJvorensicJshipXJInternationalZJournalZ
ofZLegalZMedicineVJ2013VJabgVJeeiWgb

3.1 38

177 ustrogenWrelatedJreceptorJgammaJandJhearingJfunctionjJevidenceJofJaJroleJinJhumansJandJmiceXJ
NeurobiologyZofZAgingVJ2013VJcdVJbZggXeaWi 5.6 42

176 weneticJcharacterizationJofJnortheasternJytalianJpopulationJisolatesJinJtheJcontextJofJbroaderJ
uuropeanJgeneticJdiversityXJEuropeanZJournalZofZHumanZGeneticsVJ2013VJbaVJfeiWfe 5.3 50

175 RegulatoryJevaluationJofJwlyberaJinJuuropeJWJtwoJcommitteesVJoneJmissionXJNatureZReviewsZDrugZ
DiscoveryVJ2013VJabVJgai 64.1 43

174 qJnovelJsRYrrbJmissenseJmutationJcausingJcongenitalJautosomalJdominantJcataractJinJanJytalianJ
familyXJOphthalmicZGeneticsVJ2013VJcdVJaaeWg 1.2 9

173 wenomeWwideJassociationJanalysesJidentifyJahJnewJlociJassociatedJwithJserumJurateJconcentrationsXJ
NatureZGeneticsVJ2013VJdeVJadeWed 36.3 505

172 MolecularJcytogeneticJcharacterizationJofJbpbcXbpbcXcJdeletionJinJaJchildJwithJdevelopmentalJ
delayVJhypotoniaJandJcryptorchismXJEuropeanZJournalZofZMedicalZGeneticsVJ2013VJefVJfbWe 2.6 4

171 sommonJvariantsJinJMendelianJkidneyJdiseaseJgenesJandJtheirJassociationJwithJrenalJfunctionXJ
JournalZofZtheZAmericanZSocietyZofZNephrology:ZJASNVJ2013VJbdVJbaZeWag 12.7 27

(2013-2014)
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170 weneticsJofJeyeJcoloursJinJdifferentJruralJpopulationsJonJtheJSilkJRoadXJEuropeanZJournalZofZHumanZ
GeneticsVJ2013VJbaVJacbZWc 5.3 6

169 songenitalJhyperinsulinismjJclinicalJandJmolecularJanalysisJofJaJlargeJytalianJcohortXJGeneVJ2013VJebaVJafZWe3.8 20

168 soWinheritanceJofJtwoJqrsshJmutationsJcausingJanJunresponsiveJcongenitalJhyperinsulinismjJ
clinicalJandJfunctionalJcharacterizationJofJtwoJnovelJqrsshJmutationsXJGeneVJ2013VJeafVJabbWe 3.8 10

167 qlagilleJSyndromejJqJNewJMissenseJMutationJtetectedJbyJWholeWuxomeJSequencingJinJaJsaseJ
PreviouslyJvoundJtoJreJNegativeJbyJtxPβsJandJMβPqXJMolecularZSyndromologyVJ2013VJdVJbZgWaZ 1.5 5

166 MetaWanalysisJofJgenomeWwideJassociationJstudiesJidentifiesJsixJnewJβociJforJserumJcalciumJ
concentrationsXJPLoSZGeneticsVJ2013VJiVJeaZZcgif 6 100

165 βifestyleJandJnormalJhearingJfunctionJinJytalyJandJsentralJqsiajJTheJpotentialJroleJofJcoffeeXJHearingmZ
BalanceZandZCommunicationVJ2013VJaaVJbahWbbc 0.7 5

164 qgeWJandJsexWrelatedJvariationsJinJplateletJcountJinJytalyjJaJproposalJofJreferenceJrangesJbasedJonJ
dZihgJsubjectsQJdataXJPLoSZONEVJ2013VJhVJeedbhi 3.7 146

163 soarseWgrainedYmolecularJmechanicsJofJtheJTqSbRchJbitterJtasteJreceptorjJ
experimentallyWvalidatedJdetailedJstructuralJpredictionJofJagonistJbindingXJPLoSZONEVJ2013VJhVJefdfge 3.7 61

162 wenomeJwideJassociationJanalysisJofJaJfounderJpopulationJidentifiedJTqvcJasJaJgeneJforJMsxsJinJ
humansXJPLoSZONEVJ2013VJhVJefibZf 3.7 9

161 βinkageJstudyJandJexomeJsequencingJidentifyJaJrtPaJmutationJassociatedJwithJhereditaryJhearingJ
lossXJPLoSZONEVJ2013VJhVJehZcbc 3.7 43

160 ynfluenceJofJageVJsexJandJethnicityJonJplateletJcountJinJfiveJytalianJgeographicJisolatesjJmildJ
thrombocytopeniaJmayJbeJphysiologicalXJBritishZJournalZofZHaematologyVJ2012VJaegVJchdWg 4.5 28

159
toesJtheJaXeJMbJmicroduplicationJinJchromosomeJbandJXpbbXcaJhaveJaJpathogeneticJroleoJNewJ
contributionJandJaJreviewJofJtheJliteratureXJAmericanZJournalZofZMedicalZGeneticsmZPartZAVJ2012VJ
aehqVJdfaWd

2.5 19

158 ydentificationJofJaJNewJMutationJRβdfPSJinJtheJxumanJNOwJweneJinJanJytalianJPatientJwithJ
SymphalangismJSyndromeXJMolecularZSyndromologyVJ2012VJcVJbaWbd 1.5 4

157 TwoJNovelJsOxaJMutationsJinJanJytalianJPatientJwithJsohenJSyndromeXJMolecularZSyndromologyVJ
2012VJcVJcZWcc 1.5 3

156 weneticsJofJfoodJpreferencesjJaJfirstJviewJfromJsilkJroadJpopulationsXJJournalZofZFoodZScienceVJ2012VJ
ggVJSdacWh 3.4 37

155 SeventyWfiveJgeneticJlociJinfluencingJtheJhumanJredJbloodJcellXJNatureVJ2012VJdibVJcfiWge 50.4 257

154 teJnovoJiaaJ bJinterstitialJdeletionJonJchromosomeJaqdcJinJaJboyJwithJmentalJretardationJandJ
shortJstatureXJEuropeanZJournalZofZMedicalZGeneticsVJ2012VJeeVJaagWi 2.6 13

153 sontributionJofJSNPJarraysJinJdiagnosisJofJdeletionJbpaaXbWpabXJGeneVJ2012VJdibVJcaeWh 3.8 4
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152 MetaWanalysesJidentifyJacJlociJassociatedJwithJageJatJmenopauseJandJhighlightJtNqJrepairJandJ
immuneJpathwaysXJNatureZGeneticsVJ2012VJddVJbfZWh 36.3 243

151 qJmetaWanalysisJofJgenomeWwideJassociationJstudiesJofJtheJelectrocardiographicJearlyJ
repolarizationJpatternXJHeartZRhythmVJ2012VJiVJafbgWcd 6.7 53

150 teJnovoJfXiJMbJinterstitialJdeletionJonJchromosomeJdqcaXaWqcbXaJinJaJgirlJwithJsevereJspeechJdelayJ
andJdysmorphicJfeaturesXJAmericanZJournalZofZMedicalZGeneticsmZPartZAVJ2012VJaehqVJhhbWg 2.5 4

149 uvidenceJofJinbreedingJdepressionJonJhumanJheightXJPLoSZGeneticsVJ2012VJhVJeaZZbfee 6 62

148 wenomeWwideJassociationJandJfunctionalJfollowWupJrevealsJnewJlociJforJkidneyJfunctionXJPLoSZ
GeneticsVJ2012VJhVJeaZZbehd 6 143

147 yntegrationJofJgenomeWwideJassociationJstudiesJwithJbiologicalJknowledgeJidentifiesJsixJnovelJ
genesJrelatedJtoJkidneyJfunctionXJHumanZMolecularZGeneticsVJ2012VJbaVJecbiWdc 5.6 54

146 telayedJdiagnosisJofJglycogenJstorageJdiseaseJtypeJyyyXJJournalZofZPediatricZGastroenterologyZandZ
NutritionVJ2012VJedVJabbWd 2.8 1

145 PhylloidJpatternJofJhypomelanosisJcloselyJrelatedJtoJchromosomalJabnormalitiesJinJtheJacqJ
detectedJbyJSNPJarrayJanalysisXJDermatologyVJ2012VJbbeVJbidWg 4.4 14

144 MolecularJdiagnosisJofJUsherJsyndromejJapplicationJofJtwoJdifferentJnextJgenerationJ
sequencingWbasedJproceduresXJPLoSZONEVJ2012VJgVJedcgii 3.7 28

143 NewJgeneJfunctionsJinJmegakaryopoiesisJandJplateletJformationXJNatureVJ2011VJdhZVJbZaWh 50.4 330

142 OrganoWsilaneJcoatedJsubstratesJforJtNqJpurificationXJAppliedZSurfaceZScienceVJ2011VJbegVJaZhbaWaZhbg 6.7 14

141 tahduJmutationJinJaquaporinWdJgeneJimpairsJwaterJpermeabilityJandJlinksJtoJdeafnessXJ
NeuroscienceVJ2011VJaigVJhZWh 3.9 26

140 qssociationJofJaJvariantJinJtheJsxRNqeWqcWrdJgeneJclusterJregionJtoJheavyJsmokingJinJtheJytalianJ
populationXJEuropeanZJournalZofZHumanZGeneticsVJ2011VJaiVJeicWf 5.3 13

139 qJnewJcaseJofJduplicationJofJtheJMtSJregionJidentifiedJbyJhighWdensityJSNPJarraysJandJaJreviewJofJ
theJliteratureXJJournalZofZAppliedZGeneticsVJ2011VJebVJggWhZ 2.5 2

138 vrequencyJofJhearingJlossJinJaJseriesJofJruralJcommunitiesJofJfiveJdevelopingJcountriesJlocatedJ
alongJtheJSilkJRoadXJAudiologicalZMedicineVJ2011VJiVJaceWadZ 12

137 VertebralJdefectsJinJpatientsJwithJPetersJplusJsyndromeJandJmutationsJinJrcwqβTβXJOphthalmicZ
GeneticsVJ2011VJcbVJbefWh 1.2 10

136 xearingJfunctionJandJthresholdsjJaJgenomeWwideJassociationJstudyJinJuuropeanJisolatedJ
populationsJidentifiesJnewJlociJandJpathwaysXJJournalZofZMedicalZGeneticsVJ2011VJdhVJcfiWgd 5.8 59

135 xorizontalJgazeJpalsyJandJprogressiveJscoliosisJwithoutJROrOcJmutationsXJOphthalmicZGeneticsVJ
2011VJcbVJbabWf 1.2 9

(2011-2012)
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134 qJpolymorphismJinJtheJeQJUTRJofJtheJtuvraJgeneJisJassociatedJwithJtheJlungJphenotypeJinJveZhdelJ
homozygousJytalianJcysticJfibrosisJpatientsXJClinicalZChemistryZandZLaboratoryZMedicineVJ2011VJdiVJdiWed 5.9 8

133 qJnovelJmutationJinJtheJvWvqbJdomainJofJtheJsOsxJgeneJinJanJytalianJtvNqiJfamilyXJAudiologicalZ
MedicineVJ2011VJiVJdWg 2

132 PhospholipaseJsW˛†cJisJaJkeyJmodulatorJofJyβWhJexpressionJinJcysticJfibrosisJbronchialJepithelialJcellsXJ
JournalZofZImmunologyVJ2011VJahfVJdidfWeh 5.3 27

131 wenomeWwideJassociationJstudyJidentifiesJsixJnewJlociJinfluencingJpulseJpressureJandJmeanJarterialJ
pressureXJNatureZGeneticsVJ2011VJdcVJaZZeWaa 36.3 338

130 MultipleJlociJareJassociatedJwithJwhiteJbloodJcellJphenotypesXJPLoSZGeneticsVJ2011VJgVJeaZZbaac 6 92

129 MolecularJepidemiologyJofJUsherJsyndromeJinJytalyXJMolecularZVisionVJ2011VJagVJaffbWh 2.3 25

128 TheJbqbcXaJmicrodeletionJsyndromejJclinicalJandJbehaviouralJphenotypeXJEuropeanZJournalZofZ
HumanZGeneticsVJ2010VJahVJafcWgZ 5.3 65

127 ThirtyJnewJlociJforJageJatJmenarcheJidentifiedJbyJaJmetaWanalysisJofJgenomeWwideJassociationJ
studiesXJNatureZGeneticsVJ2010VJdbVJaZggWhe 36.3 372

126 ynsightsJintoJtheJbindingJofJPhenyltiocarbamideJRPTsSJagonistJtoJitsJtargetJhumanJTqSbRchJbitterJ
receptorXJPLoSZONEVJ2010VJeVJeabcid 3.7 87

125 yndividualJdifferencesJinJprefrontalJcortexJactivityJduringJperceptionJofJbitterJtasteJusingJfNyRSJ
methodologyXJChemicalZSensesVJ2010VJceVJhZaWab 4.8 20

124 qJcaseJofJlymphedemaWdistichiasisJsyndromeJcarryingJaJnewJdeJnovoJframeshiftJvOXsbJmutationXJ
OphthalmicZGeneticsVJ2010VJcaVJihWaZZ 1.2 5

123 ScreeningJforJwzrbJandJwzrfJgeneJmutationsJinJpatientsJfromJsampaniaJregionJwithJsensorineuralJ
hearingJlossXJInternationalZJournalZofZAudiologyVJ2010VJdiVJcbfWca 2.6 7

122 viveJnewJOTOvJgeneJmutationsJandJauditoryJneuropathyXJInternationalZJournalZofZPediatricZ
OtorhinolaryngologyVJ2010VJgdVJdidWh 1.7 15

121 TwoJcasesJofJNoonanJsyndromeJwithJsevereJrespiratoryJandJgastroenteralJinvolvementJandJtheJ
SOSaJmutationJvfbcyXJEuropeanZJournalZofZMedicalZGeneticsVJ2010VJecVJcbbWd 2.6 8

120 MetabonomicsJandJpopulationJstudiesjJageWrelatedJaminoJacidsJexcretionJandJinferringJnetworksJ
throughJtheJstudyJofJurineJsamplesJinJtwoJytalianJisolatedJpopulationsXJAminoZAcidsVJ2010VJchVJfeWgc 3.5 17

119 weneticJstructureJofJuuropeansjJaJviewJfromJtheJNorthWuastXJPLoSZONEVJ2009VJdVJeedgb 3.7 237

118 xeritabilityJandJdemographicJanalysesJinJtheJlargeJisolatedJpopulationJofJValJrorberaJsuggestJ
advantagesJinJmappingJcomplexJtraitsJgenesXJPLoSZONEVJ2009VJdVJegeed 3.7 32

117 qgeWrelatedJhearingJlossJinJfourJytalianJgeneticJisolatesjJanJepidemiologicalJstudyXJInternationalZ
JournalZofZAudiologyVJ2009VJdhVJdfeWgb 2.6 17
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116 tetectionJofJepidermalJthickeningJinJwzrbJcarriersJwithJepidermalJUSXJRadiologyVJ2009VJbeaVJbhZWf 20.5 21

115 VezatinVJanJintegralJmembraneJproteinJofJadherensJjunctionsVJisJrequiredJforJtheJsoundJresilienceJofJ
cochlearJhairJcellsXJEMBOZMolecularZMedicineVJ2009VJaVJabeWch 12 36

114 toesJepidermalJthickeningJexplainJwzrbJhighJcarrierJfrequencyJandJheterozygoteJadvantageoXJ
EuropeanZJournalZofZHumanZGeneticsVJ2009VJagVJbhdWf 5.3 26

113 StxqvaVJencodingJaJβYRJcomplexWyyJspecificJassemblyJfactorVJisJmutatedJinJStxWdefectiveJinfantileJ
leukoencephalopathyXJNatureZGeneticsVJ2009VJdaVJfedWf 36.3 209

112 weneticJvariationJinJtasteJsensitivityJtoJfWnWpropylthiouracilJandJitsJrelationshipJtoJtasteJperceptionJ
andJfoodJselectionXJAnnalsZofZtheZNewZYorkZAcademyZofZSciencesVJ2009VJaagZVJabfWci 6.5 95

111 qreJMYOasJandJMYOavJassociatedJwithJhearingJlossoXJBiochimicaZEtZBiophysicaZActaZnZMolecularZ
BasisZofZDiseaseVJ2009VJagibVJbgWcb 6.9 24

110 VariationJinJtheJbitterWtasteJreceptorJgeneJTqSbRchVJandJadiposityJinJaJgeneticallyJisolatedJ
populationJinJSouthernJytalyXJObesityVJ2008VJafVJbbhiWie 8 137

109 VariationJofJhemoglobinJlevelsJinJnormalJytalianJpopulationsJfromJgeneticJisolatesXJHaematologicaVJ
2008VJicVJacgbWe 6.6 23

108 sohenJsyndromeJresultingJfromJaJnovelJlargeJintragenicJsOxaJdeletionJsegregatingJinJanJisolatedJ
wreekJislandJpopulationXJAmericanZJournalZofZMedicalZGeneticsmZPartZAVJ2008VJadfqVJbbbaWf 2.5 22

107 SevereJinfantileJencephalomyopathyJcausedJbyJaJmutationJinJsOXfraVJaJnucleusWencodedJsubunitJ
ofJcytochromeJcJoxidaseXJAmericanZJournalZofZHumanZGeneticsVJ2008VJhbVJabhaWi 11 151

106 vqST tbJnonsenseJmutationJinJanJinfantileJmitochondrialJencephalomyopathyJassociatedJwithJ
cytochromeJcJoxidaseJdeficiencyXJAmericanZJournalZofZHumanZGeneticsVJ2008VJhcVJdaeWbc 11 93

105 qJfunctionalJstudyJofJplasmaWmembraneJcalciumWpumpJisoformJbJmutantsJcausingJdigenicJdeafnessXJ
ProceedingsZofZtheZNationalZAcademyZofZSciencesZofZtheZUnitedZStatesZofZAmericaVJ2007VJaZdVJaeafWba 11.5 104

104 sonnexinJbfJgenejJtefiningJtheJroleJofJtheJVaecaJmutationXJAudiologicalZMedicineVJ2007VJeVJbZZWbZf 2

103 ydentificationJofJaJnovelJmutationJinJtheJmyosinJVyyqJmotorJdomainJinJaJfamilyJwithJautosomalJ
dominantJhearingJlossJRtvNqaaSXJAudiologyZandZNeuronOtologyVJ2006VJaaVJaegWfd 2.2 21

102 MicroarrayJandJlargeWscaleJinJsilicoWWbasedJidentificationJofJgenesJfunctionallyJrelatedJtoJ
xaptoglobinJandYorJxemopexinXJDNAZandZCellZBiologyVJ2006VJbeVJcbcWcZ 3.6 9

101
MitochondrialJabSJrRNqJgeneJmutationsJaffectJRNqJsecondaryJstructureJandJleadJtoJvariableJ
penetranceJinJhearingJimpairmentXJBiochemicalZandZBiophysicalZResearchZCommunicationsVJ2006VJ
cdaVJieZWg

3.4 54

100 MPVagJencodesJanJinnerJmitochondrialJmembraneJproteinJandJisJmutatedJinJinfantileJhepaticJ
mitochondrialJtNqJdepletionXJNatureZGeneticsVJ2006VJchVJegZWe 36.3 341

99 uspinJgeneJRuSPNSJmutationsJassociatedJwithJautosomalJdominantJhearingJlossJcauseJdefectsJinJ
microvillarJelongationJorJorganisationXJJournalZofZMedicalZGeneticsVJ2006VJdcVJaegWfa 5.8 50

(2006-2009)
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98
tissectingJclinicalJfindingsjJplateletJdefectsJsegregateJindependentlyJofJdeafnessJandJcataractJinJaJ
familyJaffectedJbyJanJapparentJsyndromicJformJofJmacrothrombocytopeniaXJInternationalZJournalZofZ
MolecularZMedicineVJ2005VJafVJdcg

4.4

97
StomatocyticJhaemolysisJandJmacrothrombocytopeniaJRMediterraneanJ
stomatocytosisYmacrothrombocytopeniaSJisJtheJhaematologicalJpresentationJofJphytosterolaemiaXJ
BritishZJournalZofZHaematologyVJ2005VJacZVJbigWcZi

4.5 113

96 MitochondrialJtNqJmutationsJinJpatientsJwithJpostlingualVJnonsyndromicJhearingJimpairmentXJ
EuropeanZJournalZofZHumanZGeneticsVJ2005VJacVJbfWcc 5.3 96

95 qudiometricJevaluationJofJcarriersJofJtheJconnexinJbfJmutationJcedelwXJEuropeanZArchivesZofZ
OtonRhinonLaryngologyVJ2005VJbfbVJibaWd 3.5 12

94 qutosomalJrecessiveJprogressiveJmyoclonusJepilepsyJwithJataxiaJandJmentalJretardationXJJournalZofZ
NeurologyVJ2005VJbebVJhigWiZZ 5.5 5

93
tissectingJclinicalJfindingsjJplateletJdefectsJsegregateJindependentlyJofJdeafnessJandJcataractJinJaJ
familyJaffectedJbyJanJapparentJsyndromicJformJofJmacrothrombocytopeniaXJInternationalZJournalZofZ
MolecularZMedicineVJ2005VJafVJdcgWda

4.4 2

92 qJsecondJlocusJmappingJtoJbqceWcfJforJfamilialJpseudohyperkalaemiaXJEuropeanZJournalZofZHumanZ
GeneticsVJ2004VJabVJaZgcWf 5.3 24

91 ScreeningJhepcidinJforJmutationsJinJjuvenileJhemochromatosisjJidentificationJofJaJnewJmutationJ
RsgZRSXJBloodVJ2004VJaZcVJbdZgWi 2.2 68

90 qnJexpressionJatlasJofJconnexinJgenesJinJtheJmouseXJGenomicsVJ2004VJhcVJhabWbZ 4.3 27

89 uthylmalonicJencephalopathyJisJcausedJbyJmutationsJinJuTxuaVJaJgeneJencodingJaJmitochondrialJ
matrixJproteinXJAmericanZJournalZofZHumanZGeneticsVJ2004VJgdVJbciWeb 11 176

88
NonmuscleJmyosinJheavyWchainJgeneJMYxadJisJexpressedJinJcochleaJandJmutatedJinJpatientsJ
affectedJbyJautosomalJdominantJhearingJimpairmentJRtvNqdSXJAmericanZJournalZofZHumanZGeneticsVJ
2004VJgdVJggZWf

11 117

87 wOqβjJautomatedJweneJOntologyJanalysisJofJexpressionJprofilesXJNucleicZAcidsZResearchVJ2004VJcbVJWdibWi20.1 36

86 SpectrumJofJhemojuvelinJgeneJmutationsJinJaqWlinkedJjuvenileJhemochromatosisXJBloodVJ2004VJaZcVJdcagWba2.2 150

85 wenesJtranscriptionallyJmodulatedJbyJinterferonJalphabaJcorrelateJwithJtheJcytokineJactivityXJ
HaematologicaVJ2004VJhiVJaZdfWec 6.6 7

84 qJnovelJautosomalJdominantJnonWsyndromicJdeafnessJlocusJRtvNqdhSJmapsJtoJabqacWqadJinJaJlargeJ
ytalianJfamilyXJHumanZGeneticsVJ2003VJaabVJcaiWbZ 6.3 14

83 weneticJheterogeneityJofJvwJsyndromejJaJfourthJlocusJRvwSdSJmapsJtoJXpaaXdWpaaXcJinJanJytalianJ
familyXJHumanZGeneticsVJ2003VJaabVJabdWcZ 6.3 26

82 qJnewJlocusJRtvNqdgSJforJautosomalJdominantJnonWsyndromicJinheritedJhearingJlossJmapsJtoJ
ipbaWbbJinJaJlargeJytalianJfamilyXJEuropeanZJournalZofZHumanZGeneticsVJ2003VJaaVJabaWd 5.3 5

81 zuvenileJhemochromatosisJlocusJmapsJtoJchromosomeJaqJinJaJvrenchJsanadianJpopulationXJ
EuropeanZJournalZofZHumanZGeneticsVJ2003VJaaVJeheWi 5.3 27
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80 MultipleJmutationsJofJMYOaqVJaJcochlearWexpressedJgeneVJinJsensorineuralJhearingJlossXJAmericanZ
JournalZofZHumanZGeneticsVJ2003VJgbVJaegaWg 11 85

79 PrevalenceJandJevolutionaryJoriginsJofJtheJdelRwzrfWtacSahcZSJmutationJinJtheJtvNraJlocusJinJ
hearingWimpairedJsubjectsjJaJmulticenterJstudyXJAmericanZJournalZofZHumanZGeneticsVJ2003VJgcVJadebWh 11 236

78 songenitalJdyserythropoieticJanemiaJtypeJyyjJexclusionJofJsevenJcandidateJgenesXJBloodZCellsmZ
MoleculesmZandZDiseasesVJ2003VJcZVJbbWi 2.1 17

77 OtosclerosisjJexclusionJofJlinkageJtoJtheJOTSsaJandJOTSsbJlociJinJfourJytalianJfamiliesXJInternationalZ
JournalZofZAudiologyVJ2003VJdbVJdgeWhZ 2.6 5

76 MyosinJVyJ2003VJ 1

75
qutosomalJdominantJreticuloendothelialJironJoverloadJRxvuJtypeJdSJdueJtoJaJnewJmissenseJ
mutationJinJtheJvuRROPORTyNJaJgeneJRSβsaaqcSJinJaJlargeJvrenchWsanadianJfamilyXJHaematologicaVJ
2003VJhhVJhbdWf

6.6 46

74 NanotechnologiesJandJmicrochipsJinJgeneticJdiseasesXJJournalZofZNephrologyVJ2003VJafVJeigWfZb 4.8 11

73 qJcommonJframeshiftJmutationJandJotherJvariantsJinJwzrdJRconnexinJcZXcSjJqnalysisJofJhearingJ
impairmentJfamiliesXJHumanZMutationVJ2002VJaiVJdeh 4.7 16

72 MutationsJinJtheJTMPRSScJgeneJareJaJrareJcauseJofJchildhoodJnonsyndromicJdeafnessJinJsaucasianJ
patientsXJJournalZofZMolecularZMedicineVJ2002VJhZVJabdWca 5.5 50

71 NaturalJhistoryJofJjuvenileJhaemochromatosisXJBritishZJournalZofZHaematologyVJ2002VJaagVJigcWi 4.5 121

70 somparisonJbetweenJSβscqaJandJSβsgqiJcystinuriaJpatientsJandJcarriersjJaJneedJforJaJnewJ
classificationXJJournalZofZtheZAmericanZSocietyZofZNephrology:ZJASNVJ2002VJacVJbedgWec 12.7 187

69 xearingJlossjJfrequencyJandJfunctionalJstudiesJofJtheJmostJcommonJconnexinbfJallelesXJBiochemicalZ
andZBiophysicalZResearchZCommunicationsVJ2002VJbifVJfheWia 3.4 79

68 NewJmutationsJinactivatingJtransferrinJreceptorJbJinJhemochromatosisJtypeJcXJBloodVJ2001VJigVJbeeeWfZ 2.2 202

67 systinuriaJtypeJyjJidentificationJofJeightJnewJmutationsJinJSβscqaXJKidneyZInternationalVJ2001VJeiVJabeZWf9.9 23

66 uxistenceJofJaJgeneticJriskJfactorJonJchromosomeJeqJinJytalianJcoeliacJdiseaseJfamiliesXJAnnalsZofZ
HumanZGeneticsVJ2001VJfeVJceWda 2.2 68

65 txPβsJanalysisJofJtheJMusPbJgeneJinJytalianJRettJpatientsXJHumanZMutationVJ2001VJahVJacbWdZ 4.7 24

64 TheJputativeJforkheadJtranscriptionJfactorJvOXβbJisJmutatedJinJ
blepharophimosisYptosisYepicanthusJinversusJsyndromeXJNatureZGeneticsVJ2001VJbgVJaeiWff 36.3 790

63 ReelinJgeneJallelesJandJhaplotypesJasJaJfactorJpredisposingJtoJautisticJdisorderXJMolecularZ
PsychiatryVJ2001VJfVJaeZWi 15.1 282
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62 vunctionalJanalysisJofJmutationsJinJSβsgqiVJandJgenotypeWphenotypeJcorrelationJinJnonWTypeJyJ
cystinuriaXJHumanZMolecularZGeneticsVJ2001VJaZVJcZeWaf 5.6 115

61
MYOfVJtheJhumanJhomologueJofJtheJgeneJresponsibleJforJdeafnessJinJSnellQsJwaltzerJmiceVJisJ
mutatedJinJautosomalJdominantJnonsyndromicJhearingJlossXJAmericanZJournalZofZHumanZGeneticsVJ
2001VJfiVJfceWdZ

11 186

60 MutationsJinJaJnovelJgeneJwithJtransmembraneJdomainsJunderlieJUsherJsyndromeJtypeJcXJAmericanZ
JournalZofZHumanZGeneticsVJ2001VJfiVJfgcWhd 11 171

59 qutosomalWdominantJhemochromWatosisJisJassociatedJwithJaJmutationJinJtheJferroportinJRSβsaaqcSJ
geneXJJournalZofZClinicalZInvestigationVJ2001VJaZhVJfaiWfbc 15.9 364

58 TransformingJgrowthJfactorWbetaaJgeneJpolymorphismVJboneJturnoverVJandJboneJmassJinJytalianJ
postmenopausalJwomenXJJournalZofZBoneZandZMineralZResearchVJ2000VJaeVJfcdWi 6.3 36

57 qJnewJcaseJofJacromegaloidJfacialJappearanceJRqvqSJsyndromeJwithJanJexpandedJphenotypeXJ
ClinicalZDysmorphologyVJ2000VJiVJbbaWb 0.9 10

56 tetectionJofJtwoJnovelJlargeJdeletionsJinJSβscqaJbyJsemiWquantitativeJfluorescentJmultiplexJPsRXJ
HumanZMutationVJ2000VJaeVJcgcWi 4.7 23

55 MolecularJgeneticsJofJhearingJimpairmentJdueJtoJmutationsJinJgapJjunctionJgenesJencodingJbetaJ
connexinsXJHumanZMutationVJ2000VJafVJaiZWbZb 4.7 180

54 TheJgeneJTvRbJisJmutatedJinJaJnewJtypeJofJhaemochromatosisJmappingJtoJgqbbXJNatureZGeneticsVJ
2000VJbeVJadWe 36.3 649

53 xighJcarrierJfrequencyJofJtheJcedelwJdeafnessJmutationJinJuuropeanJpopulationsXJweneticJqnalysisJ
sonsortiumJofJwzrbJcedelwXJEuropeanZJournalZofZHumanZGeneticsVJ2000VJhVJaiWbc 5.3 318

52 uxclusionJofJZyRTβJasJcandidateJgeneJofJjuvenileJhemochromatosisJandJrefinementJofJtheJcriticalJ
intervalJonJaqbaXJBloodZCellsmZMoleculesmZandZDiseasesVJ2000VJbfVJbZeWaZ 2.1 16

51 OsteoporosisJinJbetaWthalassaemiaJmajorJpatientsjJanalysisJofJtheJgeneticJbackgroundXJBritishZ
JournalZofZHaematologyVJ2000VJaaaVJdfaWf 4.5 54

50 qnalysisJofJcaJsvTRJmutationsJbyJpolymeraseJchainJreactionYoligonucleotideJligationJassayJinJaJ
pilotJscreeningJofJddgfJnewbornsJforJcysticJfibrosisXJJournalZofZMedicalZScreeningVJ1999VJfVJfgWi 1.4 19

49 MutationsJinJwzrfJcauseJnonsyndromicJautosomalJdominantJdeafnessJatJtvNqcJlocusXJNatureZ
GeneticsVJ1999VJbcVJafWh 36.3 293

48 NonWtypeJyJcystinuriaJcausedJbyJmutationsJinJSβsgqiVJencodingJaJsubunitJRboVUqTSJofJrrqTXJNatureZ
GeneticsVJ1999VJbcVJebWg 36.3 232

47 PolymorphismJinJintronJdJofJxvuJdoesJnotJcompromiseJhaemochromatosisJmutationJresultsXJTheJ
uuropeanJxaemochromatosisJsonsortiumXJNatureZGeneticsVJ1999VJbcVJbga 36.3 34

46 weneticJanalysisJinJytalianJfamiliesJwithJinflammatoryJbowelJdiseaseJsupportsJlinkageJtoJtheJyrtaJ
locusWWaJwySsJstudyXJEuropeanZJournalZofZHumanZGeneticsVJ1999VJgVJefgWgc 5.3 73

45 SpliceWsiteJmutationJinJtheJPtSJgeneJmayJresultJinJintrafamilialJvariabilityJforJdeafnessJinJPendredJ
syndromeXJHumanZMutationVJ1999VJadVJebZWf 4.7 24
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44 qcrodysplasiaVJsevereJossificationJabnormalitiesJwithJshortJstatureVJandJfibularJhypoplasiaXJ
AmericanZJournalZofZMedicalZGeneticsZPartZAVJ1999VJhdVJfhWgc 4

43 zuvenileJhemochromatosisJlocusJmapsJtoJchromosomeJaqXJAmericanZJournalZofZHumanZGeneticsVJ
1999VJfdVJachhWic 11 209

42 xereditaryJhemochromatosisJinJadultsJwithoutJpathogenicJmutationsJinJtheJhemochromatosisJ
geneXJNewZEnglandZJournalZofZMedicineVJ1999VJcdaVJgbeWcb 59.2 224

41 RecombinantJfamiliesJlocateJtheJgeneJforJnonWtypeJyJcystinuriaJbetweenJmarkersJsacJandJtaiSehgJ
onJchromosomeJaiqacXaXJGenomicsVJ1999VJfZVJcfbWe 4.3 9

40 VestibularJandJhearingJlossJinJgeneticJandJmetabolicJdisordersXJCurrentZOpinionZinZNeurologyVJ1999VJ
abVJceWi 7.1 6

39 PolymorphismJofJmotilinJgeneJinJpatientsJwithJsrohnQsJdiseaseXJDigestiveZDiseasesZandZSciencesVJ
1998VJdcVJgaeWi 4 7

38 βinkageJanalysisJinJtwoJlargeJytalianJpedigreesJaffectedJwithJnailJpatellaJsyndromeXJEuropeanZ
JournalZofZHumanZGeneticsVJ1998VJfVJcdeWi 5.3 2

37 weneticJhomogeneityJofJlysinuricJproteinJintoleranceXJEuropeanZJournalZofZHumanZGeneticsVJ1998VJfVJfabWe5.3 31

36 qJnovelJmutationJinJtheJmitochondrialJtRNqRValSJgeneJassociatedJwithJaJcomplexJneurologicalJ
presentationXJAnnalsZofZNeurologyVJ1998VJdcVJihWaZa 9.4 39

35 sonnexinWbfJmutationsJinJsporadicJandJinheritedJsensorineuralJdeafnessXJLancetmZTheVJ1998VJceaVJcidWh 40 542

34 tatingJtheJoriginJofJtheJssReWteltacbJqytSWresistanceJalleleJbyJtheJcoalescenceJofJhaplotypesXJ
AmericanZJournalZofZHumanZGeneticsVJ1998VJfbVJaeZgWae 11 428

33 MutationsJofJSURvWaJinJβeighJdiseaseJassociatedJwithJcytochromeJcJoxidaseJdeficiencyXJAmericanZ
JournalZofZHumanZGeneticsVJ1998VJfcVJafZiWba 11 454

32 qJnovelJinsertionJmutationJRqafiiSJinJtheJsβNaJgeneJisJassociatedJwithJinfantileJneuronalJceroidJ
lipofuscinosisJinJanJytalianJpatientXJBiochemicalZandZBiophysicalZResearchZCommunicationsVJ1998VJbdeVJeaiWbb3.4 17

31 wqrqJRgammaWaminoWbutyricJacidSJneurotransmissionjJidentificationJandJfineJmappingJofJtheJ
humanJwqrqrJreceptorJgeneXJBiochemicalZandZBiophysicalZResearchZCommunicationsVJ1998VJbeZVJbdZWe 3.4 31

30 sloningJofJaJnewJgeneJRvraiSJwithinJxβqJclassJyJregionXJBiochemicalZandZBiophysicalZResearchZ
CommunicationsVJ1998VJbeZVJeeeWg 3.4 7

29 vixedJdrugJeruptionsJwithJfeprazoneJareJlinkedJtoJxβqWrbbXJJournalZofZtheZAmericanZAcademyZofZ
DermatologyVJ1997VJcfVJghbWd 4.5 43

28 RapidJsizingJofJpolymorphicJmicrosatelliteJmarkersJbyJcapillaryJarrayJelectrophoresisXJJournalZofZ
ChromatographyZAVJ1997VJghaVJbieWcZe 4.5 25

27 xereditaryJhemochromatosisjJgenerationJofJaJtranscriptionJmapJwithinJaJrefinedJandJextendedJmapJ
ofJtheJxβqJclassJyJregionXJGenomicsVJ1996VJcaVJcaiWbf 4.3 21
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26 wenomicJstructureJandJorganizationJofJtheJhumanJrrqTJgeneJRSβscqaSXJGenomicsVJ1996VJcgVJbdiWeb 4.3 16

25 ScreeningJofJneurofibromatosisJtypeJaJgenejJidentificationJofJaJlargeJdeletionJandJofJanJintronicJ
variantXJClinicalZGeneticsVJ1995VJdgVJbhaWd 4 11

24 qnalysisJofJtheJcompleteJcodingJregionJofJtheJsvTRJgeneJinJaJcohortJofJsvJpatientsJfromJ
northWeasternJytalyjJidentificationJofJiZOJofJtheJmutationsXJHumanZGeneticsVJ1995VJieVJcigWdZb 6.3 44

23 NewJpolymorphismsJandJmarkersJinJtheJxβqJclassJyJregionjJrelevanceJtoJhereditaryJ
hemochromatosisJRxvuSXJHumanZGeneticsVJ1995VJieVJdbiWcd 6.3 15

22 qssignmentJofJtheJgeneJresponsibleJforJcystinuriaJRrrqTSJandJofJmarkersJtbSaaiJandJtbSaggJtoJ
bpafJbyJfluorescenceJinJsituJhybridizationXJHumanZGeneticsVJ1995VJieVJfccWf 6.3 21

21 uvidenceJofJlinkageJbetweenJsusceptibilityJtoJmultipleJsclerosisJandJxβqWclassJyyJlociJinJytalianJ
multiplexJfamiliesXJEuropeanZJournalZofZHumanZGeneticsVJ1995VJcVJcZcWaa 5.3 12

20 TheJmotilinJgenejJsubregionalJlocalisationVJtissueJexpressionVJtNqJpolymorphismsJandJexclusionJasJ
aJcandidateJgeneJforJtheJxβqWassociatedJimmotileJciliaJsyndromeXJHumanZGeneticsVJ1994VJidVJfgaWd 6.3 12

19 qJnewJcomplexJpolymorphicJrepeatJcloseJtoJtheJxβqWqJandJxβqWuJlociXJHumanZGeneticsVJ1994VJidVJegh 6.3 2

18 TheJmyelinJbasicJproteinJgeneJisJnotJaJmajorJsusceptibilityJlocusJforJmultipleJsclerosisJinJytalianJ
patientsXJJournalZofZNeurologyVJ1994VJbdaVJfaeWi 5.5 17

17 systinuriaJcausedJbyJmutationsJinJrrqTVJaJgeneJinvolvedJinJtheJtransportJofJcystineXJNatureZGeneticsVJ
1994VJfVJdbZWe 36.3 322

16 xuntingJtheJhemochromatosisJgenejJprogressJandJproblemsXJEuropeanZJournalZofZHumanZGeneticsVJ
1994VJbVJadaWg 5.3 3

15 βinkageJanalysisJofJfpbaJpolymorphicJmarkersJandJtheJhereditaryJhemochromatosisjJlocalizationJofJ
theJgeneJcentromericJtoJxβqWvXJHumanZMolecularZGeneticsVJ1993VJbVJegaWf 5.6 37

14 xaplotypeJanalysisJtoJdetermineJtheJpositionJofJaJmutationJamongJcloselyJlinkedJtNqJmarkersXJ
HumanZMolecularZGeneticsVJ1993VJbVJaZZgWad 5.6 17

13 yncidenceJandJexpressionJofJtheJNacZc JmutationJofJtheJcysticJfibrosisJRsvTRSJgeneXJHumanZ
GeneticsVJ1992VJhiVJfecWh 6.3 62

12 weneticsJofJcysticJfibrosisXJDigestiveZDiseasesVJ1991VJiVJagiWhh 3.2

11 PolymorphicJtNqJhaplotypesJandJdeltaJveZhJdeletionJinJbabJytalianJsvJfamiliesXJHumanZGeneticsVJ
1990VJheVJdbZWa 6.3 11

10 weneticJdifferencesJinJcysticJfibrosisJpatientsJwithJandJwithoutJpancreaticJinsufficiencyXJqnJytalianJ
collaborativeJstudyXJHumanZGeneticsVJ1990VJhdVJdceWh 6.3 10

9 virstWtrimesterJprenatalJdiagnosisJofJcysticJfibrosisJusingJtheJpolymeraseJchainJreactionjJreportJofJ
eightJcasesXJPrenatalZDiagnosisVJ1989VJiVJcdiWee 3.2 14

Paolo Gasparini

18



8 tistributionJofJxaWRqSWaJprotoWoncogeneJallelesJinJbreastJcancerJpatientsJandJinJaJcontrolJ
populationXJBreastZCancerZResearchZandZTreatmentVJ1988VJaaVJadgWec 4.4 19

7 tiscoveringJpatternsJofJpleiotropyJinJgenomeWwideJassociationJstudies 1

6 qJreferenceJpanelJofJfdVigfJhaplotypesJforJgenotypeJimputation 15

5 NovelJbloodJpressureJlocusJandJgeneJdiscoveryJusingJwWqSJandJexpressionJdatasetsJfromJbloodJ
andJtheJkidney 1

4 weneticJanalysisJofJoverJoneJmillionJpeopleJidentifiesJeceJnovelJlociJforJbloodJpressure 4

3 ProteinWsodingJVariantsJymplicateJNovelJwenesJRelatedJtoJβipidJxomeostasisJsontributingJtoJrodyJ
vatJtistribution 1

2 βargeWscaleJgenomeWwideJassociationJstudyJofJfoodJlikingJrevealsJgeneticJdeterminantsJandJgeneticJ
correlationsJwithJdistinctJneurophysiologicalJtraits 2

1
wenomeWwideJassociationJstudiesJonJNorthernJytalyJisolatedJpopulationsJprovideJfurtherJsupportJ
concerningJgeneticJsusceptibilityJforJmajorJdepressiveJdisorderXXJWorldZJournalZofZBiologicalZ
PsychiatryVaWdZ
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