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l Paper IF Citations

303 plinicalHandHzolecularHporrelatesHofHnbnormalHphangesHinHtheHperebellumHandHtlobusH“allidusHinH
sragileHXH“remutationWWHFrontierseineNeurologyUH2022UHZ]UHdfdcaf 4.1 0

302 NeuropsychologicalHchangesHinHszRZHpremutationHcarriersHandHonsetHofHfragileHXVassociatedH
tremorXataxiaHsyndromeWWHJournaleofeNeurodevelopmentaleDisordersUH2022UHZaUH[] 4.6 1

301 “rosaccadeHandHnntisaccadeHoehaviorHinHsragileHXVnssociatedHTremorXntaxiaHSyndromeH
“rogressionWWHMovementeDisorderseClinicalePracticeUH2022UHfUHad]Vade 2.2

300 vncreasedH“ainHSymptomatologyHnmongHsemalesHvsWHzalesHWithHsragileHXVnssociatedH
TremorXntaxiaHSyndromeWWHFrontierseinePsychiatryUH2021UHZ[UHdc[fZb 5 1

299 rrtHSignalHpomplexityHvsHReducedHquringHRestingVStateHinHsragileHXHSyndromeWHFrontierseine
PsychiatryUH2021UHZ[UHdZcdYd 5 1

298 pellularHoioenergeticsHandHnz“xHandHTORpZHSignallingHinHoloodHyymphoblastsHnreHoiomarkersHofH
plinicalHStatusHinHszRZH“remutationHparriersWHFrontierseinePsychiatryUH2021UHZ[UHdad[ce 5 1

297 qelineatingHtheHRelationshipsHoetweenHzotorUHpognitiveVrxecutiveHandH“sychiatricHSymptomsHinH
semaleH“remutationHparriersWWHFrontierseinePsychiatryUH2021UHZ[UHda[f[f 5

296 teneticHcontributorsHtoHriskHofHschizophreniaHinHtheHpresenceHofHaH[[qZZW[HdeletionWHMoleculare
PsychiatryUH2021UH[cUHaafcVabZY 15.1 39

295 perebralHzicrobleedsHinHsragileHXVnssociatedHTremorXntaxiaHSyndromeWHMovementeDisordersUH2021UH
]cUHZf]bVZfa] 7 4

294 PrssentialHTremorPH“henotypeHinHszRZH“remutationXtrayHZoneHSiblingHSeriesgHrxploringH“ossibleH
teneticHzodifiersWHTwineResearcheandeHumaneGeneticsUH2021UH[aUHfbVZY[ 2.2 1

293
qiagnosticHprofileHofHtheHnmplideXHsragileHXHqxHandHparrierHScreenHxitHforHdiagnosisHandHscreeningH
ofHfragileHXHsyndromeHandHotherHszRZVrelatedHdisordersWHExperteRevieweofeMoleculareDiagnosticsUH
2021UH[ZUH[bbV[cd

3.8 1

292
rxpressionHofHexpandedHszRZVpttHrepeatsHaltersHmitochondrialHmiRNnsHandHmodulatesH
mitochondrialHfunctionsHandHcellHdeathHinHcellularHmodelHofHsXTnSWHFreeeRadicaleBiologyeandeMedicine
UH2021UHZcbUHZYYVZZY

7.8 3

291 zosaicismHinHsragileHXHsyndromegHnHfamilyHcaseHseriesWHJournaleofeIntellectualeDisabilitiesUH2021UHZdaac[fb[Zffb]ac1.8 1

290 RelationshipsHbetweenHmotorHscoresHandHcognitiveHfunctioningHinHszRZHfemaleHpremutationHXH
carriersHindicateHearlyHinvolvementHofHcerebelloVcerebralHpathwaysWHCerebellumeandeAtaxiasUH2021UHeUHZb 1.7 2

289 uypermobileHrhlersVqanlosHsyndromeHQhrqSRHphenotypeHinHfragileHXHpremutationHcarriersgHcaseH
seriesWHJournaleofeMedicaleGeneticsUH2021UH 5.8 3

288 vnequitiesHinHdiagnosisHofHsragileHXHsyndromeHinHpolombiaWHJournaleofeAppliedeResearcheineIntellectuale
DisabilitiesUH2021UH]aUHe]YVe]f 2.2 2

287 zetabolomicHoiomarkersHnreHnssociatedHWithHnreaHofHtheH“onsHinHsragileHXH“remutationHparriersHatH
RiskHforHqevelopingHsXTnSWHFrontierseinePsychiatryUH2021UHZ[UHcfZdZd 5
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286 paseHReportgHpoexistenceHofHnlzheimerVTypeHNeuropathologyHinHsragileHXVnssociatedHTremorHntaxiaH
SyndromeWHFrontierseineNeuroscienceUH2021UHZbUHd[Y[b] 5.1 2

285 szR“HyevelsHinHuumanH“eripheralHoloodHyeukocytesHporrelatesHwithHvntellectualHqisabilityWH
DiagnosticsUH2021UHZZUH 3.8 1

284
rxperiencesHwithHofferingHproHbonoHmedicalHgeneticsHservicesHinHtheHWestHvndiesgHoenefitsHtoH
patientsUHphysiciansUHandHtheHcommunityWHAmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseine
MedicaleGeneticsUH2020UHZeaUHZY]YVZYaZ

3.1 2

283
zetabolicHprofilingHrevealsHdysregulatedHlipidHmetabolismHandHpotentialHbiomarkersHassociatedH
withHtheHdevelopmentHandHprogressionHofHsragileHXVnssociatedHTremorXntaxiaHSyndromeHQsXTnSRWH
FASEBeJournalUH2020UH]aUHZccdcVZccf[

0.9 6

282 oloodVoasedHoiomarkersH“redictiveHofHzetforminHTargetHrngagementHinHsragileHXHSyndromeWHBraine
SciencesUH2020UHZYUH 3.4 3

281 “arkinsonismHVersusHponcomitantH“arkinsonPsHqiseaseHinHsragileHXVnssociatedHTremorXntaxiaH
SyndromeWHMovementeDisorderseClinicalePracticeUH2020UHdUHaZ]VaZe 2.2 8

280 RapidlyH“rogressingHNeurocognitiveHqisorderHinHaHzaleHwithHsXTnSHandHnlzheimerPsHqiseaseWHClinicale
InterventionseineAgingUH2020UHZbUH[ebV[f[ 4 3

279 rlevatedHszRZVmRNnHandHloweredHszR“HVHnHdoubleVhitHmechanismHforHpsychiatricHfeaturesHinHmenH
withHszRZHpremutationsWHTranslationalePsychiatryUH2020UHZYUH[Yb 8.6 10

278 szRZHlocusHisoformsgHpotentialHbiomarkerHcandidatesHinHfragileHXVassociatedHtremorXataxiaH
syndromeHQsXTnSRWHScientificeReportsUH2020UHZYUHZZYff 4.9 3

277 qevelopmentalHaspectsHofHsXnNqHinHaHmanHwithHtheHszRZHpremutationWHMoleculareGeneticselamp;e
GenomiceMedicineUH2020UHeUHeZYbY 2.3 4

276 zolecularHoiomarkersH“redictiveHofHSertralineHTreatmentHResponseHinHYoungHphildrenHWithHnutismH
SpectrumHqisorderWHFrontierseineGeneticsUH2020UHZZUH]Ye 4.5 1

275
qoubleHteneticHuitgHsragileHXHSyndromeHandH“artialHqeletionHofH“roteinH“atchedHuomologHZH
nntisenseHasHpauseHofHSevereHnutismHSpectrumHqisorderWHJournaleofeDevelopmentaleandeBehaviorale
PediatricsUH2020UHaZUHd[aVd[e

2.4 2

274 pompleteHSequenceHofHtheH[[qZZW[HnlleleHinHZUYb]HSubjectsHwithH[[qZZW[HqeletionHSyndromeH
RevealsHzodifiersHofHponotruncalHueartHqefectsWHAmericaneJournaleofeHumaneGeneticsUH2020UHZYcUH[cVaY 11 24

273 UrineVqerivedHrpithelialHpellHyinesgHnHNewHToolHtoHzodelHsragileHXHSyndromeHQsXSRWHCellsUH2020UHfUH 7.9 1

272 TheHemergingHmolecularHmechanismsHforHmitochondrialHdysfunctionsHinHsXTnSWHBiochimicaeEte
BiophysicaeActaeteMoleculareBasiseofeDiseaseUH2020UHZeccUHZcbfZe 6.9 5

271 pharacterizationHofHtheHzetabolicUHplinicalHandHNeuropsychologicalH“henotypeHofHsemaleHparriersHofH
theH“remutationHinHtheHXVyinkedHteneWHFrontierseineMoleculareBiosciencesUH2020UHdUHbdecaY 5.6 7

270 porticalHgyrificationHandHitsHrelationshipsHwithHmolecularHmeasuresHandHcognitionHinHchildrenHwithH
theHszRZHpremutationWHScientificeReportsUH2020UHZYUHZcYbf 4.9 2

269 WomenHwithHsragileHXVassociatedHTremorXntaxiaHSyndromeWHMovementeDisorderseClinicalePracticeUH
2020UHdUHfZYVfZf 2.2 8

(2020-2021)
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268 rpisignaturesHStratifyingHuelsmoortelVVanHqerHnaHSyndromeHShowHzodestHporrelationHwithH
“henotypeWHAmericaneJournaleofeHumaneGeneticsUH2020UHZYdUHbbbVbc] 11 6

267 vnteractionHbetweenHventricularHexpansionHandHstructuralHchangesHinHtheHcorpusHcallosumHandH
putamenHinHmalesHwithHszRZHnormalHandHpremutationHallelesWHNeurobiologyeofeAgingUH2020UHecUH[dV]e 5.6 5

266
pontrolledHtrialHofHlovastatinHcombinedHwithHanHopenVlabelHtreatmentHofHaHparentVimplementedH
languageHinterventionHinHyouthHwithHfragileHXHsyndromeWHJournaleofeNeurodevelopmentaleDisordersUH
2020UHZ[UHZ[

4.6 22

265
qifferentialH“rogressionHofHzotorHqysfunctionHoetweenHzaleHandHsemaleHsragileHXH“remutationH
parriersHRevealsHNovelHnspectsHofHSexVSpecificHNeuralHvnvolvementWHFrontierseineMoleculare
BiosciencesUH2020UHdUHbdd[ac

5.6 8

264 zetforminHtreatmentHinHyoungHchildrenHwithHfragileHXHsyndromeWHMoleculareGeneticselamp;eGenomice
MedicineUH2019UHdUHefbc 2.3 20

263 TotalHandHRegionalHWhiteHzatterHyesionsHnreHporrelatedHWithHzotorHandHpognitiveHvmpairmentsHinH
parriersHofHtheH“remutationWHFrontierseineNeurologyUH2019UHZYUHe][ 4.1 9

262 pognitiveHandHbehavioralHimprovementHinHadultsHwithHfragileHXHsyndromeHtreatedHwithH
metforminVtwoHcasesWHMoleculareGeneticselamp;eGenomiceMedicineUH2019UHdUHeYYdab 2.3 11

261 zolecularHoiomarkersHinHsragileHXHSyndromeWHBraineSciencesUH2019UHfUH 3.4 11

260 sragileHXVnssociatedHTremorXntaxiaHSyndromeHQsXTnSRWHMethodseineMoleculareBiologyUH2019UHZfa[UHZd]VZef1.4 4

259 RepeatHvnstabilityHinHtheHsragileHXVRelatedHqisordersgHyessonsHfromHaHzouseHzodelWHBraineSciencesUH
2019UHfUH 3.4 10

258
szRpolytHaltersHmitochondrialHtranscriptsHlevelHandHrespiratoryHchainHcomplexHassemblyHinHsragileH
XHassociatedHtremorXataxiaHsyndromeH[sXTnS]WHBiochimicaeEteBiophysicaeActaeteMoleculareBasiseofe
DiseaseUH2019UHZecbUHZ]dfVZ]ee

6.9 16

257 sragileHXVHassociatedHNeuropsychiatricHqisordersgHnHpaseHReportWHFutureeNeurologyUH2019UHZaUH 1.5 5

256 nHRandomizedHpontrolledHTrialHofHSertralineHinHYoungHphildrenHWithHnutismHSpectrumHqisorderWH
FrontierseinePsychiatryUH2019UHZYUHeZY 5 11

255 TheHroleHofHnttHinterruptionsHinHtheHszRZHgeneHstabilitygHnHsurveyHinHethnicHgroupsHwithHlowHandH
highHrateHofHconsanguinityWHMoleculareGeneticselamp;eGenomiceMedicineUH2019UHdUHeYYfac 2.3 6

254
nllopregnanoloneHTreatmentHvmprovesH“lasmaHzetabolomicH“rofileHnssociatedHwithHtnonH
zetabolismHinHsragileHXVnssociatedHTremorXntaxiaHSyndromegHaH“ilotHStudyWHMoleculareNeurobiologyUH
2019UHbcUH]dY[V]dZ]

6.2 18

253 vncreasedHseverityHofHfragileHXHspectrumHdisordersHinHtheHagriculturalHcommunityHofHRicaurteUH
polombiaWHInternationaleJournaleofeDevelopmentaleNeuroscienceUH2019UHd[UHZVb 2.7 5

252 teneticHclusterHofHfragileHXHsyndromeHinHaHpolombianHdistrictWHJournaleofeHumaneGeneticsUH2018UHc]UHbYfVbZc4.3 18

251 ngeVHandHpttHrepeatVrelatedHslowingHofHmanualHmovementHinHfragileHXHcarriersgHnHprodromeHofH
fragileHXVassociatedHtremorHataxiaHsyndromelWHMovementeDisordersUH2018UH]]UHc[eVc]c 7 11
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250 “roteinHsynthesisHlevelsHareHincreasedHinHaHsubsetHofHindividualsHwithHfragileHXHsyndromeWHHumane
MoleculareGeneticsUH2018UH[dUH[Y]fV[YbZ 5.6 31

249 ziddleHperebellarH“eduncleHWidthVnHNovelHzRvHoiomarkerHforHsXTnSlWHFrontierseineNeuroscienceUH
2018UHZ[UH]df 5.1 10

248 sentanylHoverdoseHinHaHfemaleHwithHtheHpremutationHandHsXTnSH2018UHZUH 3

247 RareHszRZHgeneHmutationsHcausingHfragileHXHsyndromegHnHreviewWHAmericaneJournaleofeMedicale
GeneticsseParteAUH2018UHZdcUHZZVZe 2.5 41

246
nHhigherHrareHpNVHburdenHinHtheHgeneticHbackgroundHpotentiallyHcontributesHtoHintellectualH
disabilityHphenotypesHinH[[qZZW[HdeletionHsyndromeWHEuropeaneJournaleofeMedicaleGeneticsUH2018UH
cZUH[YfV[Z[

2.6 12

245
TheHSpectrumHofHNeurologicalHandHWhiteHzatterHphangesHandH“remutationHStatusHpategoriesHofH
OlderHzaleHparriersHofHtheHnllelesHnreHyinkedHtoHteneticHQpttHandHszRZHmRNnRHandHpellularHStressH
Qnz“xRHzarkersWHFrontierseineGeneticsUH2018UHfUHb]Z

4.5 5

244 zicroglialHcellHactivationHandHsenescenceHareHcharacteristicHofHtheHpathologyHsXTnSWHMovemente
DisordersUH2018UH]]UHZeedVZefa 7 13

243 pognitiveHqeficitsHandHnssociatedHrR“HNaYYHnbnormalitiesHinHsXTnSHWithH“arkinsonismWHFrontierseine
GeneticsUH2018UHfUH][d 4.5

242 nssessmentHofHzolecularHzeasuresHinHNonVsXTnSHzaleH“remutationHparriersWHFrontierseineGeneticsUH
2018UHfUH]Y[ 4.5 2

241 vmpactHofH“remutationHonHNeurobehaviorHandHoioenergeticsHinHYoungHzonozygoticHTwinsWHFrontierse
ineGeneticsUH2018UHfUH]]e 4.5 11

240 “resenceHofHziddleHperebellarH“eduncleHSignHinH“remutationHparriersHWithoutHTremorHandHntaxiaWH
FrontierseineNeurologyUH2018UHfUHcfb 4.1 11

239 purvilinearHnssociationHoetweenHyanguageHqisfluencyHandHpttHRepeatHSizeHncrossHtheHNormalUH
vntermediateUHandH“remutationHRangeWHFrontierseineGeneticsUH2018UHfUH]aa 4.5 17

238 rvidenceHforHtheHroleHofHszRZHgrayHzoneHallelesHasHaHriskHfactorHforHparkinsonismHinHfemalesWH
MovementeDisordersUH2018UH]]UHZZdeVZZeZ 7 8

237 qiseaseVnssociatedHShortHTandemHRepeatsHpoVlocalizeHwithHphromatinHqomainHooundariesWHCellUH
2018UHZdbUH[[aV[]eWeZb 56.2 99

236 TranslationHofHrxpandedHpttHRepeatsHintoHszRpolytHvsH“athogenicHandHzayHpontributeHtoHsragileH
XHTremorHntaxiaHSyndromeWHNeuronUH2017UHf]UH]]ZV]ad 13.9 131

235 zolecularHbiomarkersHpredictiveHofHsertralineHtreatmentHresponseHinHyoungHchildrenHwithHfragileHXH
syndromeWHBraineandeDevelopmentUH2017UH]fUHae]Vaf[ 2.2 20

234 plinicalHandHmolecularHcorrelatesHinHfragileHXHpremutationHfemalesWHENeurologicalSciUH2017UHdUHafVbc 2.1 7

233 sragileHXHNewbornHScreeninggHyessonsHyearnedHsromHaHzultisiteHScreeningHStudyWHPediatricsUH2017UH
Z]fUHS[ZcVS[[b 7.4 17

(2017-2018)
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232 zolecularHanalysesHofHneurogenicHdefectsHinHaHhumanHpluripotentHstemHcellHmodelHofHfragileHXH
syndromeWHBrainUH2017UHZaYUHbe[Vbfe 11.2 41

231 nbnormalHtrajectoriesHinHcerebellumHandHbrainstemHvolumesHinHcarriersHofHtheHfragileHXHpremutationWH
NeurobiologyeofeAgingUH2017UHbbUHZZVZf 5.6 32

230 sragileHXHsyndromeWHNatureeReviewseDiseaseePrimersUH2017UH]UHZdYcb 51.1 257

229 NestedHvnversionH“olymorphismsH“redisposeHphromosomeH[[qZZW[HtoHzeioticHRearrangementsWH
AmericaneJournaleofeHumaneGeneticsUH2017UHZYZUHcZcVc[[ 11 6

228 nHrandomizedHdoubleVblindUHplaceboVcontrolledHtrialHofHganaxoloneHinHchildrenHandHadolescentsHwithH
fragileHXHsyndromeWHJournaleofeNeurodevelopmentaleDisordersUH2017UHfUH[c 4.6 44

227 poncomitantHoccurrenceHofHsXTnSHandHclinicallyHdefinedHsporadicHinclusionHbodyHmyositisgHreportHofH
twoHcasesWHCroatianeMedicaleJournalUH2017UHbeUH]ZYV]Zb 1.6 3

226 nlteredHexpressionHofHtheHszRZHsplicingHvariantsHlandscapeHinHpremutationHcarriersWHBiochimicaeEte
BiophysicaeActaeteGeneeRegulatoryeMechanismsUH2017UHZecYUHZZZdVZZ[c 6 22

225 SizeHandHmethylationHmosaicismHinHmalesHwithHsragileHXHsyndromeWHExperteRevieweofeMoleculare
DiagnosticsUH2017UHZdUHZY[]VZY][ 3.8 23

224 ReducedHvagalHtoneHinHwomenHwithHtheHpremutationHisHassociatedHwithHmRNnHbutHnotHdepressionHorH
anxietyWHJournaleofeNeurodevelopmentaleDisordersUH2017UHfUHZc 4.6 10

223 phildrenHWithHsragileHXHSyndromeHqisplayHThreatVSpecificHoiasesHTowardHrmotionWHBiologicale
Psychiatry:eCognitiveeNeuroscienceeandeNeuroimagingUH2017UH[UHaedVaf[ 3.4 9

222 qownHSyndromeHandHsragileHXHSyndromeHinHaHpolombianHWomangHpaseHReportWHJournaleofeAppliede
ResearcheineIntellectualeDisabilitiesUH2017UH]YUHfdYVfda 2.2 3

221 NovelHoloodHoiomarkersHnreHnssociatedHwithHWhiteHzatterHyesionsHinHsragileHXVHnssociatedH
TremorXntaxiaHSyndromeWHNeurodegenerativeeDiseasesUH2017UHZdUH[[V]Y 2.3 13

220 zolecularHqiagnosticsHandHteneticHpounselingHinHsragileHXHSyndromeHandHszRZVnssociatedH
qisordersH2017UHaZVbb 0

219 “renatalHqiagnosisHofHsragileHXgHpanHaHsullHzutationHnlleleHinHtheHteneHpontractHtoHaHNormalHSizelWH
FrontierseineGeneticsUH2017UHeUHZbe 4.5 6

218 qevelopmentalHprofilesHofHinfantsHwithHanHpremutationWHJournaleofeNeurodevelopmentaleDisordersUH
2016UHeUHaY 4.6 13

217 TheHzolecularHoiologyHofH“remutationHrxpandedHnllelesH2016UHZYZVZ[d

216
“sychiatricHdisordersHamongHwomenHwithHtheHfragileHXHpremutationHwithoutHchildrenHaffectedHbyH
fragileHXHsyndromeWHAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatriceGeneticsUH2016UH
ZdZUHZZ]fVZZad

3.5 16

215 “lasmaHmetabolicHprofileHdelineatesHrolesHforHneurodegenerationUHproVinflammatoryHdamageHandH
mitochondrialHdysfunctionHinHtheHszRZHpremutationWHBiochemicaleJournalUH2016UHad]UH]edZV]eee 3.8 26
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214 ngingHinHsragileHXH“remutationHparriersWHCerebellumUH2016UHZbUHbedVfa 4.3 7

213 “henobarbitalHuseHandHneurologicalHproblemsHinHszRZHpremutationHcarriersWHNeuroToxicologyUH2016UH
b]UHZaZVZad 4.4 14

212 sindingHszRZHmosaicismHinHsragileHXHsyndromeWHExperteRevieweofeMoleculareDiagnosticsUH2016UHZcUHbYZVd 3.8 14

211 plinicalHandHzolecularHnssessmentHinHaHsemaleHwithHsragileHXHSyndromeHandHTuberousHSclerosisH
2016UHbUH 1

210 tenotypeX“henotypeHRelationshipsHinHsXTnSH2016UHZ[fVZcY 1

209 nlteredHredoxHmitochondrialHbiologyHinHtheHneurodegenerativeHdisorderHfragileHXVtremorXataxiaH
syndromegHuseHofHantioxidantsHinHprecisionHmedicineWHMoleculareMedicineUH2016UH[[UHbaeVbbf 6.2 40

208 “remutationHinHtheHsragileHXHzentalHRetardationHZHQszRZRHteneHnffectsHzaternalHZnVmilkHandH
“erinatalHorainHoioenergeticsHandHScaffoldingWHFrontierseineNeuroscienceUH2016UHZYUHZbf 5.1 21

207 “lasmaHoiomarkersHforHzonitoringHorainH“athophysiologyHinHszRZH“remutationHparriersWHFrontierse
ineMoleculareNeuroscienceUH2016UHfUHdZ 6.1 17

206 nlcoholHuseHdependenceHinHfragileHXHsyndromeWHIntractableeandeRareeDiseaseseResearchUH2016UHbUH[YdVZ] 1.4 7

205 plinicalH“henotypeHofHndultHsragileHXHtrayHZoneHnlleleHparriersgHaHpaseHSeriesWHCerebellumUH2016UHZbUHc[]V]Z4.3 15

204 WarburgHeffectHlinkedHtoHcognitiveVexecutiveHdeficitsHinHszRZHpremutationWHFASEBeJournalUH2016UH
]YUH]]]aV]]bZ 0.9 23

203 vmmortalizedH“arkinsonPsHdiseaseHlymphocytesHhaveHenhancedHmitochondrialHrespiratoryHactivityWH
DMMeDiseaseeModelseandeMechanismsUH2016UHfUHZ[fbVZ]Yb 4.1 26

202 sragileHXHzentalHRetardationH“roteinHQszR“RHcontrolsHdiacylglycerolHkinaseHactivityHinHneuronsWH
ProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaUH2016UHZZ]UHr]cZfV[e 11.5 59

201 RoleHofHpb]UHzitochondrialHqNnHqeletionsUHandH“aternalHngeHinHnutismgHnHpaseVpontrolHStudyWH
PediatricsUH2016UHZ]dUH 7.4 9

200 zitochondrialHpitrateHTransporterVdependentHzetabolicHSignatureHinHtheH[[qZZW[HqeletionH
SyndromeWHJournaleofeBiologicaleChemistryUH2015UH[fYUH[][aYVb] 5.4 34

199 qysregulatedHnqnzZYVzediatedH“rocessingHofHn““HduringHaHpriticalHTimeHWindowHyeadsHtoH
SynapticHqeficitsHinHsragileHXHSyndromeWHNeuronUH2015UHedUH]e[Vfe 13.9 49

198 zaternalHponsequencesHofHtheHqetectionHofHsragileHXHparriersHinHNewbornHScreeningWHPediatricsUH
2015UHZ]cUHea]]VaY 7.4 8

197 qifferentialHincreasesHofHspecificHszRZHmRNnHisoformsHinHpremutationHcarriersWHJournaleofeMedicale
GeneticsUH2015UHb[UHa[Vb[ 5.8 22

(2015-2016)

7



196 ndvancedHtechnologiesHforHtheHmolecularHdiagnosisHofHfragileHXHsyndromeWHExperteRevieweofe
MoleculareDiagnosticsUH2015UHZbUHZacbVd] 3.8 21

195 vmmuneHmediatedHdisordersHinHwomenHwithHaHfragileHXHexpansionHandHsXTnSWHAmericaneJournaleofe
MedicaleGeneticsseParteAUH2015UHZcdnUHZfYVd 2.5 18

194 ScreeningHnewbornHbloodHspotsHforH[[qZZW[HdeletionHsyndromeHusingHmultiplexHdropletHdigitalH“pRWH
ClinicaleChemistryUH2015UHcZUHZe[VfY 5.5 22

193 zethadoneHuseHinHaHmaleHwithHtheHszRvHpremutationHandHsXTnSWHAmericaneJournaleofeMedicale
GeneticsseParteAUH2015UHZcdUHZ]baVf 2.5 19

192 nxonalHneuropathyHinHfemaleHcarriersHofHtheHfragileHXHpremutationHwithHfragileHxVassociatedHtremorH
ataxiaHsyndromeWHMuscleeandeNerveUH2015UHb[UH[]aVf 3.4 4

191 uighHfunctioningHmaleHwithHfragileHXHsyndromeHandHfragileHXVassociatedHtremorXataxiaHsyndromeWH
AmericaneJournaleofeMedicaleGeneticsseParteAUH2015UHZcdnUH[ZbaVcZ 2.5 21

190 TemporalHdynamicsHofHattentionalHselectionHinHadultHmaleHcarriersHofHtheHfragileHXHpremutationH
alleleHandHadultHcontrolsWHFrontierseineHumaneNeuroscienceUH2015UHfUH]d 3.3 3

189 zolecularHdiagnosisHofHsragileHXHsyndromeHinHsubjectsHwithHintellectualHdisabilityHofHunknownHorigingH
implicationsHofHitsHprevalenceHinHregionalH“akistanWHPLoSeONEUH2015UHZYUHeYZ[[[Z] 3.7 7

188 vdentificationHofHaHmaleHwithHfragileHXHsyndromeHthroughHnewbornHscreeningWHIntractableeandeRaree
DiseaseseResearchUH2015UHaUHZfeV[Y[ 1.4 3

187 SelectedHvitaminHqHmetabolicHgeneHvariantsHandHriskHforHautismHspectrumHdisorderHinHtheHpunRtrH
StudyWHEarlyeHumaneDevelopmentUH2015UHfZUHae]Vf 2.2 39

186 nnxietyHdisordersHinHfragileHXHpremutationHcarriersgH“reliminaryHcharacterizationHofHprobandsHandH
nonVprobandsWHIntractableeandeRareeDiseaseseResearchUH2015UHaUHZ[]V]Y 1.4 30

185 “arkinsonismHinHfragileHXVassociatedHtremorXataxiaHsyndromeHQsXTnSRgHrevisitedWHParkinsonismeande
RelatedeDisordersUH2014UH[YUHabcVf 3.6 32

184 pttHalleleHsizeHsomaticHmosaicismHandHmethylationHinHszRZHpremutationHallelesWHJournaleofeMedicale
GeneticsUH2014UHbZUH]YfVZe 5.8 60

183 TheHnutismHSpectrumHqisordersHStemHpellHResourceHatHphildrenPsHuospitalHofHOrangeHpountygH
vmplicationsHforHqiseaseHzodelingHandHqrugHqiscoveryWHStemeCellseTranslationaleMedicineUH2014UH]UHZ[dbVec6.9 21

182 nttHinterruptionsHandHmaternalHageHaffectHszRZHpttHrepeatHalleleHstabilityHduringHtransmissionWH
JournaleofeNeurodevelopmentaleDisordersUH2014UHcUH[a 4.6 72

181
ReducedHexcitatoryHaminoHacidHtransporterHZHandHmetabotropicHglutamateHreceptorHbHexpressionHinH
theHcerebellumHofHfragileHXHmentalHretardationHgeneHZHpremutationHcarriersHwithHfragileH
XVassociatedHtremorXataxiaHsyndromeWHNeurobiologyeofeAgingUH2014UH]bUHZZefVfd

5.6 30

180 nlteredHneuralHactivityHinHtheHPwhenPHpathwayHduringHtemporalHprocessingHinHfragileHXHpremutationH
carriersWHBehaviouraleBraineResearchUH2014UH[cZUH[aYVe 3.4 12

179 nssociationHbetweenHmacroorchidismHandHintelligenceHinHszRZHpremutationHcarriersWHAmericane
JournaleofeMedicaleGeneticsseParteAUH2014UHZcanUH[[YcVZZ 2.5 7
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178 ryeHmovementsHrevealHimpairedHinhibitoryHcontrolHinHadultHmaleHfragileHXHpremutationHcarriersH
asymptomaticHforHsXTnSWHNeuropsychologyUH2014UH[eUHbdZVbea 3.8 10

177 vmmuneHdysregulationHasHaHcauseHofHautoinflammationHinHfragileHXHpremutationHcarriersgHlinkH
betweenHszRvHpttHrepeatHnumberHandHdecreasedHcytokineHresponsesWHPLoSeONEUH2014UHfUHefaadb 3.7 20

176 “arentVdeliveredHtouchscreenHinterventionHforHchildrenHwithHfragileHXHsyndromeWHIntractableeande
RareeDiseaseseResearchUH2014UH]UHZccVdd 1.4 5

175 qistributionHofHnttHinterruptionHpatternsHwithinHnineHworldHpopulationsWHIntractableeandeRaree
DiseaseseResearchUH2014UH]UHZb]VcZ 1.4 15

174 pNSHexpressionHofHmurineHfragileHXHproteinHQszR“RHasHaHfunctionHofHpttVrepeatHsizeWHHumane
MoleculareGeneticsUH2014UH[]UH][[eV]e 5.6 53

173 plinicalHandHmolecularHimplicationsHofHmosaicismHinHszRZHfullHmutationsWHFrontierseineGeneticsUH2014UH
bUH]Ze 4.5 65

172 TheHdevelopmentHofHcognitiveHcontrolHinHchildrenHwithHchromosomeH[[qZZW[HdeletionHsyndromeWH
FrontierseinePsychologyUH2014UHbUHbcc 3.4 34

171 TheHmultipleHmolecularHfacetsHofHfragileHXVassociatedHtremorXataxiaHsyndromeWHJournaleofe
NeurodevelopmentaleDisordersUH2014UHcUH[] 4.6 30

170 troupHvHmetabotropicHglutamateHreceptorHmediatedHdynamicHimmuneHdysfunctionHinHchildrenHwithH
fragileHXHsyndromeWHJournaleofeNeuroinflammationUH2014UHZZUHZZY 10.1 10

169 zappingHtheHdeletionHendpointsHinHindividualsHwithH[[qZZW[HdeletionHsyndromeHbyHdropletHdigitalH
“pRWHBMCeMedicaleGeneticsUH2014UHZbUHZYc 2.1 20

168 NewbornHscreeningHforHfragileHXHsyndromeWHJAMAeNeurologyUH2014UHdZUH]bbVf 17.2 30

167 zethylationHanalysisHinHnewbornHscreeningHforHfragileHXHsyndromeVVreplyWHJAMAeNeurologyUH2014UHdZUHeYYVZ17.2 1

166 sragileHxHpremutationWHJournaleofeNeurodevelopmentaleDisordersUH2014UHcUH[[ 4.6 12

165 tenomicHstudiesHinHfragileHXHpremutationHcarriersWHJournaleofeNeurodevelopmentaleDisordersUH2014UHcUH[d 4.6 18

164 nHcrossVsectionalHanalysisHofHorientingHofHvisuospatialHattentionHinHchildHandHadultHcarriersHofHtheH
fragileHXHpremutationWHJournaleofeNeurodevelopmentaleDisordersUH2014UHcUHab 4.6

163 searVspecificHamygdalaHfunctionHinHchildrenHandHadolescentsHonHtheHfragileHxHspectrumgHaHdosageH
responseHofHtheHszRZHgeneWHCerebraleCortexUH2014UH[aUHcYYVZ] 5.1 27

162 nHfamilyHwithHtwoHfemaleHsiblingsHwithHcompoundHheterozygousHszRZHpremutationHallelesWHClinicale
GeneticsUH2014UHebUHabeVc] 4 3

161 qecreasedHqtpReHexpressionHandHmiRNnHdysregulationHinHindividualsHwithH[[qZZW[HdeletionH
syndromeWHPLoSeONEUH2014UHfUHeZY]eea 3.7 48

(2014-2014)
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160 sragileHXHsyndromeWHColombiaeMedicaUH2014UHabUHZfYVe 1.5 43

159 zemantineHforHfragileHXVassociatedHtremorXataxiaHsyndromegHaHrandomizedUHdoubleVblindUH
placeboVcontrolledHtrialWHJournaleofeClinicalePsychiatryUH2014UHdbUH[caVdZ 4.6 35

158 sragileHXVassociatedHtremorXataxiaHsyndromegHinfluenceHofHtheHszRZHgeneHonHmotorHfiberHtractsHinH
malesHwithHnormalHandHpremutationHallelesWHJAMAeNeurologyUH2013UHdYUHZY[[Vf 17.2 55

157 uighHzz“VfHactivityHlevelsHinHfragileHXHsyndromeHareHloweredHbyHminocyclineWHAmericaneJournaleofe
MedicaleGeneticsseParteAUH2013UHZcZnUHZefdVfY] 2.5 113

156 vdentificationHofHexpandedHallelesHofHtheHszRZHteneHinHtheHpuildhoodHnutismHRisksHfromHtenesHandH
rnvironmentHQpunRtrRHstudyWHJournaleofeAutismeandeDevelopmentaleDisordersUH2013UHa]UHb]YVf 4.6 9

155 vntranuclearHinclusionsHinHaHfragileHXHmosaicHmaleWHTranslationaleNeurodegenerationUH2013UH[UHZY 10.3 31

154 SequestrationHofHqROSunHandHqtpReHbyHexpandedHpttHRNnHrepeatsHaltersHmicroRNnHprocessingH
inHfragileHXVassociatedHtremorXataxiaHsyndromeWHCelleReportsUH2013UH]UHecfVeY 10.6 185

153 “henotypesHofHhypofrontalityHinHolderHfemaleHfragileHXHpremutationHcarriersWHAnnalseofeNeurologyUH
2013UHdaUH[dbVe] 9.4 22

152 NewbornHscreeningHandHcascadeHtestingHforHszRZHmutationsWHAmericaneJournaleofeMedicaleGeneticsse
ParteAUH2013UHZcZnUHbfVcf 2.5 19

151 nlteredHneuralHactivityHofHmagnitudeHestimationHprocessingHinHadultsHwithHtheHfragileHXHpremutationWH
JournaleofePsychiatriceResearchUH2013UHadUHZfYfVZc 5.2 12

150 SequencingHtheHunsequenceablegHexpandedHpttVrepeatHallelesHofHtheHfragileHXHgeneWHGenomee
ResearchUH2013UH[]UHZ[ZVe 9.7 148

149 sragileHXHnttHanalysisHprovidesHnewHriskHpredictionsHforHabVcfHrepeatHallelesWHAmericaneJournaleofe
MedicaleGeneticsseParteAUH2013UHZcZnUHddZVe 2.5 91

148 TransmissionHofHanHszRZHpremutationHalleleHinHaHlargeHfamilyHidentifiedHthroughHnewbornHscreeninggH
theHroleHofHnttHinterruptionsWHJournaleofeHumaneGeneticsUH2013UHbeUHbb]Vf 4.3 10

147 tlobalHincreasesHinHbothHcommonHandHrareHcopyHnumberHloadHassociatedHwithHautismWHHumane
MoleculareGeneticsUH2013UH[[UH[edYVeY 5.6 50

146 nHrandomizedHdoubleVblindUHplaceboVcontrolledHtrialHofHminocyclineHinHchildrenHandHadolescentsHwithH
fragileHxHsyndromeWHJournaleofeDevelopmentaleandeBehavioralePediatricsUH2013UH]aUHZadVbb 2.4 183

145 NeuralHsubstratesHofHexecutiveHdysfunctionHinHfragileHXVassociatedHtremorXataxiaHsyndromeHQsXTnSRgH
aHbrainHpotentialHstudyWHCerebraleCortexUH2013UH[]UH[cbdVcc 5.1 22

144
rnhancedHasynchronousHpaQ[TRHoscillationsHassociatedHwithHimpairedHglutamateHtransportHinHcorticalH
astrocytesHexpressingHsmrZHgeneHpremutationHexpansionWHJournaleofeBiologicaleChemistryUH2013UH
[eeUHZ]e]ZVaZ

5.4 37

143 nlteredHmTORHsignalingHandHenhancedHpYsv“[HexpressionHlevelsHinHsubjectsHwithHfragileHXH
syndromeWHGenesseBraineandeBehaviorUH2012UHZZUH]][VaZ 3.6 138
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142 NeuropathologicalUHclinicalHandHmolecularHpathologyHinHfemaleHfragileHXHpremutationHcarriersHwithH
andHwithoutHsXTnSWHGenesseBraineandeBehaviorUH2012UHZZUHbddVeb 3.6 104

141 sragileHXVassociatedHtremorHataxiaHsyndromeHinHszRZHgrayHzoneHalleleHcarriersWHMovementeDisordersUH
2012UH[dUH[fcV]YY 7 60

140 vdentificationHofHexpandedHallelesHofHtheHszRZHgeneHamongHhighVriskHpopulationHinHvndonesiaHbyH
usingHbloodHspotHscreeningWHGeneticeTestingeandeMoleculareBiomarkersUH2012UHZcUHZc[Vc 1.6 9

139 “repulseHinhibitionHinHpatientsHwithHfragileHXVassociatedHtremorHataxiaHsyndromeWHNeurobiologyeofe
AgingUH2012UH]]UHZYabVb] 5.6 16

138 nttHinterruptionsHwithinHtheHmaternalHszRZHgeneHreduceHtheHriskHofHoffspringHwithHfragileHXH
syndromeWHGeneticseineMedicineUH2012UHZaUHd[fV]c 8.1 126

137 TheHfragileHXVassociatedHtremorHataxiaHsyndromeWHResultseandeProblemseineCelleDifferentiationUH2012UH
baUH]]dVbd 1.4 21

136 vmmuneVmediatedHdisordersHamongHwomenHcarriersHofHfragileHXHpremutationHallelesWHAmericane
JournaleofeMedicaleGeneticsseParteAUH2012UHZbenUH[ad]VeZ 2.5 74

135
YoungHadultHmaleHcarriersHofHtheHfragileHXHpremutationHexhibitHgeneticallyHmodulatedHimpairmentsH
inHvisuospatialHtasksHcontrolledHforHpsychomotorHspeedWHJournaleofeNeurodevelopmentaleDisordersUH
2012UHaUH[c

4.6 14

134 NewbornUHcarrierUHandHearlyHchildhoodHscreeningHrecommendationsHforHfragileHXWHPediatricsUH2012UH
Z]YUHZZ[cV]b 7.4 31

133 rarlyHmitochondrialHabnormalitiesHinHhippocampalHneuronsHculturedHfromHsmrZHpreVmutationHmouseH
modelWHJournaleofeNeurochemistryUH2012UHZ[]UHcZ]V[Z 6 62

132 szRZHpttHalleleHsizeHandHprevalenceHascertainedHthroughHnewbornHscreeningHinHtheHUnitedHStatesWH
GenomeeMedicineUH2012UHaUHZYY 14.4 198

131 zaleHcarriersHofHtheHszRZHpremutationHshowHalteredHhippocampalVprefrontalHfunctionHduringH
memoryHencodingWHFrontierseineHumaneNeuroscienceUH2012UHcUH[fd 3.3 19

130 sragileHXHsyndromegHcausesUHdiagnosisUHmechanismsUHandHtherapeuticsWHJournaleofeClinicale
InvestigationUH2012UHZ[[UHa]ZaV[[ 15.9 203

129
zaternalHpericonceptionalHfolicHacidHintakeHandHriskHofHautismHspectrumHdisordersHandH
developmentalHdelayHinHtheHpunRtrHQpuildhoodHnutismHRisksHfromHteneticsHandHrnvironmentRH
caseVcontrolHstudyWHAmericaneJournaleofeClinicaleNutritionUH2012UHfcUHeYVf

7 255

128 ReducedHtelomereHlengthHinHindividualsHwithHszRZHpremutationsHandHfullHmutationsWHAmericane
JournaleofeMedicaleGeneticsseParteAUH2012UHZbenUHZYcYVb 2.5 7

127 nHfragileHXHsibshipHfromHaHconsanguineousHfamilyHwithHaHcompoundHheterozygousHfemaleHandH
partiallyHmethylatedHfullHmutationHmaleWHAmericaneJournaleofeMedicaleGeneticsseParteAUH2012UHZbenUHZ[[ZVa2.5 7

126 uypertensionHinHszRZHpremutationHmalesHwithHandHwithoutHfragileHXVassociatedHtremorXataxiaH
syndromeHQsXTnSRWHAmericaneJournaleofeMedicaleGeneticsseParteAUH2012UHZbenUHZ]YaVf 2.5 38

125 vncreasedHprevalenceHofHseizuresHinHboysHwhoHwereHprobandsHwithHtheHszRZHpremutationHandH
coVmorbidHautismHspectrumHdisorderWHHumaneGeneticsUH2012UHZ]ZUHbeZVf 6.3 92

(2012-2012)
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124 qeHnovoHmicroduplicationHofHtheHszRZHgeneHinHaHpatientHwithHdevelopmentalHdelayUHepilepsyHandH
hyperactivityWHEuropeaneJournaleofeHumaneGeneticsUH2012UH[YUHZZfdV[YY 5.3 20

123 plusteredHburstHfiringHinHszRZHpremutationHhippocampalHneuronsgHameliorationHwithH
allopregnanoloneWHHumaneMoleculareGeneticsUH2012UH[ZUH[f[]V]b 5.6 77

122 ngeVdependentHstructuralHconnectivityHeffectsHinHfragileHxHpremutationWHArchiveseofeNeurologyUH2012UH
cfUHae[Vf 48

121 qecreasedHfragileHXHmentalHretardationHproteinHexpressionHunderliesHamygdalaHdysfunctionHinH
carriersHofHtheHfragileHXHpremutationWHBiologicalePsychiatryUH2011UHdYUHebfVcb 7.9 84

120 TheHroleHofHnttHinterruptionsHinHtheHtranscriptionHofHszRZHpremutationHallelesWHPLoSeONEUH2011UHcUHe[Zd[e3.7 18

119 YoungHadultHfemaleHfragileHXHpremutationHcarriersHshowHageVHandHgeneticallyVmodulatedHcognitiveH
impairmentsWHBraineandeCognitionUH2011UHdbUH[bbVcY 2.7 66

118 uighVresolutionHmethylationHpolymeraseHchainHreactionHforHfragileHXHanalysisgHevidenceHforHnovelH
szRZHmethylationHpatternsHundetectedHinHSouthernHblotHanalysesWHGeneticseineMedicineUH2011UHZ]UHb[eVb]e8.1 63

117 ndultHsemaleHsragileHXH“remutationHparriersHrxhibitHngeVHandHpttHRepeatHyengthVRelatedH
vmpairmentsHonHanHnttentionallyHoasedHrnumerationHTaskWHFrontierseineHumaneNeuroscienceUH2011UHbUHc] 3.3 57

116
RareHintranuclearHinclusionsHinHtheHbrainsHofH]HolderHadultHmalesHwithHfragileHxHsyndromegH
implicationsHforHtheHspectrumHofHfragileHxVassociatedHdisordersWHJournaleofeNeuropathologyeande
ExperimentaleNeurologyUH2011UHdYUHac[Vf

3.1 29

115 sragileHxHsyndromeWHCurrenteGenomicsUH2011UHZ[UH[ZcV[a 2.6 109

114 rnhancedHmanualHandHoralHmotorHreactionHtimeHinHyoungHadultHfemaleHfragileHXHpremutationH
carriersWHJournaleofetheeInternationaleNeuropsychologicaleSocietyUH2011UHZdUHdacVbY 3.1 28

113
nnHfzRvHstudyHofHtheHprefrontalHactivityHduringHtheHperformanceHofHaHworkingHmemoryHtaskHinH
premutationHcarriersHofHtheHfragileHXHmentalHretardationHZHgeneHwithHandHwithoutHfragileH
XVassociatedHtremorXataxiaHsyndromeHQsXTnSRWHJournaleofePsychiatriceResearchUH2011UHabUH]cVa]

5.2 69

112 znOnUHqouUHandHSypcnaHvariantsHinHpunRtrgHaHcaseVcontrolHstudyHofHautismHspectrumHdisordersWH
AutismeResearchUH2011UHaUH[bYVcZ 5.1 38

111 oriefHreportgHSensorimotorHgatingHinHidiopathicHautismHandHautismHassociatedHwithHfragileHXH
syndromeWHJournaleofeAutismeandeDevelopmentaleDisordersUH2011UHaZUH[aeVb] 4.6 59

110
WidespreadHnonVcentralHnervousHsystemHorganHpathologyHinHfragileHXHpremutationHcarriersHwithH
fragileHXVassociatedHtremorXataxiaHsyndromeHandHpttHknockVinHmiceWHActaeNeuropathologicaUH2011UH
Z[[UHacdVdf

14.3 91

109 vnvestigationHofHamygdalaHvolumeHinHmenHwithHtheHfragileHXHpremutationWHBraineImagingeande
BehaviorUH2011UHbUH[ebVfa 4.1 6

108 NeuropathologicHfeaturesHinHtheHhippocampusHandHcerebellumHofHthreeHolderHmenHwithHfragileHXH
syndromeWHMoleculareAutismUH2011UH[UH[ 6.5 54

107 qiffusionHtensorHimagingHinHmaleHpremutationHcarriersHofHtheHfragileHXHmentalHretardationHgeneWH
MovementeDisordersUH2011UH[cUHZ][fV]c 7 66
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106 szRZHgrayVzoneHallelesgHassociationHwithH“arkinsonPsHdiseaseHinHwomenlWHMovementeDisordersUH2011UH
[cUHZfYYVc 7 37

105 plinicalHphenotypesHofHaHjuvenileHsiblingHpairHcarryingHtheHfragileHXHpremutationWHAmericaneJournaleofe
MedicaleGeneticsseParteAUH2011UHZbbnUHbZfV[b 2.5 14

104 SleepHapneaHinHfragileHXHpremutationHcarriersHwithHandHwithoutHsXTnSWHAmericaneJournaleofeMedicale
GeneticseParteB:eNeuropsychiatriceGeneticsUH2011UHZbcoUHf[]Ve 3.5 42

103 qifferentialHusageHofHtranscriptionalHstartHsitesHandHpolyadenylationHsitesHinHszRZHpremutationH
allelesWHNucleiceAcidseResearchUH2011UH]fUHcZd[Veb 20.1 38

102 sibromyalgiaHinHfragileHXHmentalHretardationHZHgeneHpremutationHcarriersWHRheumatologyUH2011UHbYUH[[]]Vc3.9 47

101 nHvoxelVbasedHmorphometryHstudyHofHgreyHmatterHlossHinHfragileHXVassociatedHtremorXataxiaH
syndromeWHBrainUH2011UHZ]aUHec]Vde 11.2 74

100 pttVrepeatHlengthHthresholdHforHszRZHRNnHpathogenesisHinHaHcellularHmodelHforHsXTnSWHHumane
MoleculareGeneticsUH2011UH[YUH[ZcZVdY 5.6 56

99 nH”uantitativeHnssessmentHofHTremorHandHntaxiaHinHsemaleHszRZH“remutationHparriersHUsingH
pnTSYSWHCurrenteGerontologyeandeGeriatricseResearchUH2011UH[YZZUHaeadZ] 2.9 22

98 TestingHtheHszRZHpromoterHforHmosaicismHinHqNnHmethylationHamongHpptHsitesUHstrandsUHandHcellsH
inHszRZVexpressingHmalesHwithHfragileHXHsyndromeWHPLoSeONEUH2011UHcUHe[]cae 3.7 22

97 SamceHsequestrationHandHpartialHlossHofHfunctionHareHassociatedHwithHsplicingHalterationsHinHsXTnSH
patientsWHEMBOeJournalUH2010UH[fUHZ[aeVcZ 13 275

96 zitochondrialHdysfunctionHinHautismWHJAMAeteJournaleofetheeAmericaneMedicaleAssociationUH2010UH]YaUH[]efVfc27.4 265

95 nHnovelHszRZH“pRHmethodHforHtheHroutineHdetectionHofHlowHabundanceHexpandedHallelesHandHfullH
mutationsHinHfragileHXHsyndromeWHClinicaleChemistryUH2010UHbcUH]ffVaYe 5.5 203

94 sibroblastHphenotypeHinHmaleHcarriersHofHszRZHpremutationHallelesWHHumaneMoleculareGeneticsUH2010
UHZfUH[ffV]Z[ 5.6 60

93 zethylationHofHnovelHmarkersHofHfragileHXHallelesHisHinverselyHcorrelatedHwithHszR“HexpressionHandH
szRZHactivationHratioWHHumaneMoleculareGeneticsUH2010UHZfUHZcZeV][ 5.6 81

92 zurineHhippocampalHneuronsHexpressingHsmrZHgeneHpremutationsHshowHearlyHdevelopmentalH
deficitsHandHlateHdegenerationWHHumaneMoleculareGeneticsUH2010UHZfUHZfcV[Ye 5.6 127

91 nbnormalHNaYYHwordHrepetitionHeffectsHinHfragileHXVassociatedHtremorXataxiaHsyndromeWHBrainUH2010
UHZ]]UHZa]eVbY 11.2 20

90 rarlyHonsetHofHneurologicalHsymptomsHinHfragileHXHpremutationHcarriersHexposedHtoHneurotoxinsWH
NeuroToxicologyUH2010UH]ZUH]ffVaY[ 4.4 38

89 “lasmaHcytokineHprofilesHinHsragileHXHsubjectsgHisHthereHaHroleHforHcytokinesHinHtheHpathogenesislWH
BrainseBehaviorseandeImmunityUH2010UH[aUHefeVfY[ 16.6 61

(2010-2011)
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88
nnHinformationVrichHpttHrepeatHprimedH“pRHthatHdetectsHtheHfullHrangeHofHfragileHXHexpandedH
allelesHandHminimizesHtheHneedHforHsouthernHblotHanalysisWHJournaleofeMoleculareDiagnosticsUH2010UH
Z[UHbefVcYY

5.1 138

87 nutoimmuneHdiseaseHinHmothersHwithHtheHszRZHpremutationHisHassociatedHwithHseizuresHinHtheirH
childrenHwithHfragileHXHsyndromeWHHumaneGeneticsUH2010UHZ[eUHb]fVae 6.3 29

86 ngingHinHfragileHXHsyndromeWHJournaleofeNeurodevelopmentaleDisordersUH2010UH[UHdYVdc 4.6 51

85 “arkinsonismHandHcognitiveHdeclineHinHaHfragileHXHmosaicHmaleWHMovementeDisordersUH2010UH[bUHZb[]Va 7 9

84 TheHzolecularHoiologyHofHsXTnSH2010UHddVf]

83 tenotypeX“henotypeHRelationshipsHinHsXTnSH2010UHfbVZ[[ 1

82 uighVriskHfragileHxHscreeningHinHtuatemalagHuseHofHaHnewHbloodHspotHpolymeraseHchainHreactionH
techniqueWHGeneticeTestingeandeMoleculareBiomarkersUH2009UHZ]UHebbVf 1.6 5

81 TranslationHofHtheHszRZHmRNnHisHnotHinfluencedHbyHnttHinterruptionsWHNucleiceAcidseResearchUH2009UH
]dUHcefcVfYa 20.1 23

80
yinkingHtheHszRZHallelesHwithHsmallHpttHexpansionsHwithHneurodevelopmentalHdisordersgH
preliminaryHdataHsuggestHanHinvolvementHofHepigeneticHmechanismsWHAmericaneJournaleofeMedicale
GeneticsseParteAUH2009UHZafnUH[]YcVZY

2.5 21

79 nHsolutionHtoHlimitationsHofHcognitiveHtestingHinHchildrenHwithHintellectualHdisabilitiesgHtheHcaseHofH
fragileHXHsyndromeWHJournaleofeNeurodevelopmentaleDisordersUH2009UHZUH]]Vab 4.6 132

78 povariateHadjustedHcorrelationHanalysisHwithHapplicationHtoHszRZHpremutationHfemaleHcarrierHdataWH
BiometricsUH2009UHcbUHdeZVf[ 1.8 6

77
“olymeraseHchainHreactionUHnucleaseHdigestionUHandHmassHspectrometryHbasedHassayHforHtheH
trinucleotideHrepeatHstatusHofHtheHfragileHXHmentalHretardationHZHgeneWHAnalyticaleChemistryUH2009UH
eZUHbb]]VaY

7.8 12

76 nHquantitativeHryvSnHassayHforHtheHfragileHxHmentalHretardationHZHproteinWHJournaleofeMoleculare
DiagnosticsUH2009UHZZUH[eZVf 5.1 52

75 ScreeningHforHexpandedHallelesHofHtheHszRZHgeneHinHbloodHspotsHfromHnewbornHmalesHinHaHSpanishH
populationWHJournaleofeMoleculareDiagnosticsUH2009UHZZUH][aVf 5.1 131

74 rxpansionHofHanHszRZHgreyVzoneHalleleHtoHaHfullHmutationHinHtwoHgenerationsWHJournaleofeMoleculare
DiagnosticsUH2009UHZZUH]YcVZY 5.1 99

73 oroadHclinicalHinvolvementHinHaHfamilyHaffectedHbyHtheHfragileHXHpremutationWHJournaleofe
DevelopmentaleandeBehavioralePediatricsUH2009UH]YUHbaaVbZ 2.4 25

72 ScreeningHforHtheHpresenceHofHszRZHpremutationHallelesHinHwomenHwithHparkinsonismWHArchiveseofe
NeurologyUH2009UHccUH[aaVf 24

71 nHreviewHofHfragileHXHpremutationHdisordersgHexpandingHtheHpsychiatricHperspectiveWHJournaleofe
ClinicalePsychiatryUH2009UHdYUHeb[Vc[ 4.6 102
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70 nHReviewHofHsragileHXH“remutationHqisordersWHJournaleofeClinicalePsychiatryUH2009UHdYUHeb[Vec[ 4.6 140

69
nHrapidHpolymeraseHchainHreactionVbasedHscreeningHmethodHforHidentificationHofHallHexpandedH
allelesHofHtheHfragileHXHQszRZRHgeneHinHnewbornHandHhighVriskHpopulationsWHJournaleofeMoleculare
DiagnosticsUH2008UHZYUHa]Vf

5.1 280

68 TheHprimaryHcognitiveHdeficitHamongHmalesHwithHfragileHXVassociatedHtremorXataxiaHsyndromeH
QsXTnSRHisHaHdysexecutiveHsyndromeWHJournaleofeClinicaleandeExperimentaleNeuropsychologyUH2008UH]YUHeb]Vcf2.1 74

67 nbnormalHnerveHconductionHfeaturesHinHfragileHXHpremutationHcarriersWHArchiveseofeNeurologyUH2008UH
cbUHafbVe 65

66 nutismHprofilesHofHmalesHwithHfragileHXHsyndromeWHAmericaneJournaleoneIntellectualeande
DevelopmentaleDisabilitesUH2008UHZZ]UHa[dV]e 308

65 plinicalHandHneuropathologicHfindingsHinHaHwomanHwithHtheHszRZHpremutationHandHmultipleH
sclerosisWHArchiveseofeNeurologyUH2008UHcbUHZZZaVc 62

64 pognitiveHprofileHofHfragileHXHpremutationHcarriersHwithHandHwithoutHfragileHXVassociatedH
tremorXataxiaHsyndromeWHNeuropsychologyUH2008UH[[UHaeVcY 3.8 148

63 TwoHboysHwithHfragileHxHsyndromeHandHhepaticHtumorsWHJournaleofePediatriceHematologyvOncologyUH
2008UH]YUH[]fVaZ 1.2 15

62
oriefHreportgHaggressionHandHstereotypicHbehaviorHinHmalesHwithHfragileHXHsyndromeVVmoderatingH
secondaryHgenesHinHaHKsingleHgeneKHdisorderWHJournaleofeAutismeandeDevelopmentaleDisordersUH2008UH
]eUHZeaVf

4.6 79

61 ReducedHuippocampalHnctivationHquringHRecallHisHnssociatedHwithHrlevatedHszRZHmRNnHandH
“sychiatricHSymptomsHinHzenHwithHtheHsragileHXH“remutationWHBraineImagingeandeBehaviorUH2008UH[UHZYbVZZc4.1 51

60 rxpandedHclinicalHphenotypeHofHwomenHwithHtheHszRZHpremutationWHAmericaneJournaleofeMedicale
GeneticsseParteAUH2008UHZacnUHZYYfVZc 2.5 252

59 SecondaryHmedicalHdiagnosisHinHfragileHXHsyndromeHwithHandHwithoutHautismHspectrumHdisorderWH
AmericaneJournaleofeMedicaleGeneticsseParteAUH2008UHZacnUHZfZZVc 2.5 62

58 ReducedHtelomereHlengthHinHolderHmenHwithHpremutationHallelesHofHtheHfragileHXHmentalHretardationH
ZHgeneWHAmericaneJournaleofeMedicaleGeneticsseParteAUH2008UHZacnUHZba]Vc 2.5 18

57 NeuropathyHasHaHpresentingHfeatureHinHfragileHXVassociatedHtremorXataxiaHsyndromeWHAmericane
JournaleofeMedicaleGeneticsseParteAUH2007UHZa]nUH[[bcVcY 2.5 45

56
pttHrepeatHlengthHcorrelatesHwithHageHofHonsetHofHmotorHsignsHofHtheHfragileHXVassociatedH
tremorXataxiaHsyndromeHQsXTnSRWHAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatrice
GeneticsUH2007UHZaaoUHbccVf

3.5 118

55 “rogressionHofHtremorHandHataxiaHinHmaleHcarriersHofHtheHszRZHpremutationWHMovementeDisordersUH
2007UH[[UH[Y]Vc 7 113

54 vmpairmentHofHexecutiveHcognitiveHfunctioningHinHmalesHwithHfragileHXVassociatedHtremorXataxiaH
syndromeWHMovementeDisordersUH2007UH[[UHcabVbY 7 73

53 sragileHXVassociatedHtremorXataxiaHsyndromegHclinicalHfeaturesUHgeneticsUHandHtestingHguidelinesWH
MovementeDisordersUH2007UH[[UH[YZeV]YUHquizH[ZaY 7 261
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52 pognitiveUHanxietyHandHmoodHdisordersHinHtheHfragileHXVassociatedHtremorXataxiaHsyndromeWHGenerale
HospitalePsychiatryUH2007UH[fUH]afVbc 5.6 70

51 zolecularHandHcognitiveHpredictorsHofHtheHcontinuumHofHautisticHbehavioursHinHfragileHXWH
NeuroscienceeandeBiobehavioraleReviewsUH2007UH]ZUH]ZbV[c 9 118

50 TranscriptHlevelsHofHtheHintermediateHsizeHorHgreyHzoneHfragileHXHmentalHretardationHZHallelesHareH
raisedUHandHcorrelateHwithHtheHnumberHofHpttHrepeatsWHJournaleofeMedicaleGeneticsUH2007UHaaUH[YYVa 5.8 67

49 nmygdalaHdysfunctionHinHmenHwithHtheHfragileHXHpremutationWHBrainUH2007UHZ]YUHaYaVZc 11.2 112

48 rlevatedHszRZHmRNnHinHpremutationHcarriersHisHdueHtoHincreasedHtranscriptionWHRnaUH2007UHZ]UHbbbVc[ 5.8 151

47 nnHantisenseHtranscriptHspanningHtheHpttHrepeatHregionHofHszRZHisHupregulatedHinHpremutationH
carriersHbutHsilencedHinHfullHmutationHindividualsWHHumaneMoleculareGeneticsUH2007UHZcUH]ZdaVed 5.6 218

46 ScreenHforHexcessHszRZHpremutationHallelesHamongHmalesHwithHparkinsonismWHArchiveseofeNeurologyUH
2007UHcaUHZYY[Vc 28

45 TheH“raderVWilliHphenotypeHofHfragileHXHsyndromeWHJournaleofeDevelopmentaleandeBehaviorale
PediatricsUH2007UH[eUHZ]]Ve 2.4 127

44 rxpressionHprofilingHsuggestsHunderexpressionHofHtheHtnonQnRHreceptorHsubunitHdeltaHinHtheHfragileH
XHknockoutHmouseHmodelWHNeurobiologyeofeDiseaseUH2006UH[ZUH]acVbd 7.5 133
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qementiaHwithHmoodHsymptomsHinHaHfragileHXHpremutationHcarrierHwithHtheHfragileHXVassociatedH
tremorXataxiaHsyndromegHclinicalHinterventionHwithHdonepezilHandHvenlafaxineWHJournaleofe
NeuropsychiatryeandeClinicaleNeurosciencesUH2006UHZeUHZdZVd

2.7 37

42 vmpairmentHinHtheHcognitiveHfunctioningHofHmenHwithHfragileHXVassociatedHtremorXataxiaHsyndromeH
QsXTnSRWHJournaleofetheeNeurologicaleSciencesUH2006UH[aeUH[[dV]] 3.2 107

41 nutismHspectrumHdisordersHandHattentionVdeficitXhyperactivityHdisorderHinHboysHwithHtheHfragileHXH
premutationWHJournaleofeDevelopmentaleandeBehavioralePediatricsUH2006UH[dUHSZ]dVaa 2.4 254

40 pognitiveHimpairmentHinHaHcbVyearVoldHmaleHwithHtheHfragileHXVassociatedHtremorVataxiaHsyndromeH
QsXTnSRWHCognitiveeandeBehavioraleNeurologyUH2006UHZfUHZcbVdZ 1.6 35

39 “sychiatricHphenotypeHofHtheHfragileHXVassociatedHtremorXataxiaHsyndromeHQsXTnSRHinHmalesgHnewlyH
describedHfrontoVsubcorticalHdementiaWHJournaleofeClinicalePsychiatryUH2006UHcdUHedVfa 4.6 130

38 tRnNqHROUNqSgHanHatypicalHprogressiveHdementiaHinHaHmaleHcarrierHofHtheHfragileHXHpremutationgH
anHexampleHofHfragileHXVassociatedHtremorXataxiaHsyndromeWHAppliedeNeuropsychologyUH2005UHZ[UHZcfVde 24

37 nnHenhancedHpolymeraseHchainHreactionHassayHtoHdetectHpreVHandHfullHmutationHallelesHofHtheHfragileH
XHmentalHretardationHZHgeneWHJournaleofeMoleculareDiagnosticsUH2005UHdUHcYbVZ[ 5.1 81

36 ResponseHtoHlettergHâ��NoHevidenceHofHpaternalHtransmissionHofHfragileHXHsyndromeâ��HbyHqorisHandH
“eterHSteinbachWHAmericaneJournaleofeMedicaleGeneticsseParteAUH2005UHZ]cnUHZYfVZZY 2.5

35
nbnormalHelevationHofHszRZHmRNnHisHassociatedHwithHpsychologicalHsymptomsHinHindividualsHwithH
theHfragileHXHpremutationWHAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatriceGeneticsUH
2005UHZ]foUHZZbV[Z

3.5 189
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34 zagneticHresonanceHimagingHstudyHinHolderHfragileHXHpremutationHmaleHcarriersWHAnnalseofeNeurology
UH2005UHbeUH][cV]Y 9.4 49

33 vnductionHofHinclusionHformationHandHdisruptionHofHlaminHnXpHstructureHbyHpremutationHpttVrepeatH
RNnHinHhumanHculturedHneuralHcellsWHHumaneMoleculareGeneticsUH2005UHZaUH]ccZVdZ 5.6 139

32 RedistributionHofHtranscriptionHstartHsitesHwithinHtheHszRZHpromoterHregionHwithHexpansionHofHtheH
downstreamHpttVrepeatHelementWHHumaneMoleculareGeneticsUH2004UHZ]UHba]Vf 5.6 62

31 “enetranceHofHtheHfragileHXVassociatedHtremorXataxiaHsyndromeHinHaHpremutationHcarrierHpopulationWH
JAMAeteJournaleofetheeAmericaneMedicaleAssociationUH2004UH[fZUHacYVf 27.4 462

30 szRZHRNnHwithinHtheHintranuclearHinclusionsHofHfragileHXVassociatedHtremorXataxiaHsyndromeH
QsXTnSRWHRNAeBiologyUH2004UHZUHZY]Vb 4.8 206

29 TheHeffectHofHpreVmutationHofHXHchromosomeHpttHtrinucleotideHrepeatsHonHbrainHanatomyWHBrainUH
2004UHZ[dUH[cd[VeZ 11.2 60

28 nHneuropsychologicalHinvestigationHofHmaleHpremutationHcarriersHofHfragileHXHsyndromeWH
NeuropsychologiaUH2004UHa[UHZf]aVad 3.2 105

27 nutisticHspectrumHdisorderHandHtheHfragileHXHpremutationWHJournaleofeDevelopmentaleandeBehaviorale
PediatricsUH2004UH[bUH]f[Ve 2.4 107

26 TheHfragileHXHpremutationHpresentingHasHessentialHtremorWHArchiveseofeNeurologyUH2003UHcYUHZZdV[Z 145

25 sragileHXHpremutationHtremorXataxiaHsyndromegHmolecularUHclinicalUHandHneuroimagingHcorrelatesWH
AmericaneJournaleofeHumaneGeneticsUH2003UHd[UHecfVde 11 624

24 rxpressionHofHtheHszRZHgeneWHCytogeneticeandeGenomeeResearchUH2003UHZYYUHZ[aVe 1.9 52

23 TheHszRZHpttHrepeatHmouseHdisplaysHubiquitinVpositiveHintranuclearHneuronalHinclusionshH
implicationsHforHtheHcerebellarHtremorXataxiaHsyndromeWHHumaneMoleculareGeneticsUH2003UHZ[UHfafVbf 5.6 224

22
TheHQpttRnHrepeatHelementHwithinHtheHbPHuntranslatedHregionHofHtheHszRZHmessageHprovidesHbothH
positiveHandHnegativeHcisHeffectsHonHinHvivoHtranslationHofHaHdownstreamHreporterWHHumaneMoleculare
GeneticsUH2003UHZ[UH]YcdVda

5.6 102

21 TremorXntaxiaHsyndromeHinHfragileHXHcarrierHmalesWHMovementeDisordersUH2002UHZdUHdaaVdab 7 29

20 ReducedHszRZHmRNnHtranslationHefficiencyHinHfragileHXHpatientsHwithHpremutationsWHRnaUH2002UHeUHZae[Ve5.8 135

19 sragileHXHpremutationHcarriersgHcharacteristicHzRHimagingHfindingsHofHadultHmaleHpatientsHwithH
progressiveHcerebellarHandHcognitiveHdysfunctionWHAmericaneJournaleofeNeuroradiologyUH2002UH[]UHZdbdVcc4.4 248

18 VariabilityHinHszR“HandHearlyHdevelopmentHinHmalesHwithHfragileHXHsyndromeWHAmericaneJournaleone
IntellectualeandeDevelopmentaleDisabilitesUH2001UHZYcUHZcV[d 80

17 sragileHXHmalesHwithHunmethylatedUHfullHmutationHtrinucleotideHrepeatHexpansionsHhaveHelevatedH
levelsHofHszRZHmessengerHRNnWHAmericaneJournaleofeMedicaleGeneticseParteAUH2000UHfaUH[][Vc 139
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16 TranscriptionHofHtheHszRZHgeneHinHindividualsHwithHfragileHXHsyndromeWHAmericaneJournaleofeMedicale
GeneticseParteAUH2000UHfdUHZfbV[Y] 160

15 rlevatedHlevelsHofHszRZHmRNnHinHcarrierHmalesgHaHnewHmechanismHofHinvolvementHinHtheHfragileVXH
syndromeWHAmericaneJournaleofeHumaneGeneticsUH2000UHccUHcVZb 11 659

14 TissueVspecificHmethylationHdifferencesHinHaHfragileHXHpremutationHcarrierWHClinicaleGeneticsUH1999UHbbUH]acVbZ4 17

13 pompoundHheterozygousHfemaleHwithHfragileHXHsyndromeWHAmericaneJournaleofeMedicaleGeneticseParte
AUH1999UHe]UH]ZeV][Z 9

12 TissueHheterogeneityHofHtheHszRZHmutationHinHaHhighVfunctioningHmaleHwithHfragileHXHsyndromeWH
AmericaneJournaleofeMedicaleGeneticseParteAUH1999UHeaUH[]]V[]f 70

11
StrongHsimilaritiesHofHtheHszRZHmutationHinHmultipleHtissuesgH“ostmortemHstudiesHofHaHmaleHwithHaH
fullHmutationHandHaHmaleHcarrierHofHaHpremutationWHAmericaneJournaleofeMedicaleGeneticseParteAUH1999
UHeaUH[aYV[aa

48

10 szR“HexpressionHasHaHpotentialHprognosticHindicatorHinHfragileHXHsyndromeWHAmericaneJournaleofe
MedicaleGeneticseParteAUH1999UHeaUH[bYV[cZ 274

9
StructuresUHsequenceHcharacteristicsUHandHsyntenyHrelationshipsHofHtheHtranscriptionHfactorHraTsZUH
theHsplicingHfactorHU[ns]bHandHtheHcystathionineHbetaHsynthetaseHgenesHfromHsuguHrubripesWHGeneUH
1999UH[[cUH[ZZV[]

3.8 10

8 TissueHheterogeneityHofHtheHszRZHmutationHinHaHhighVfunctioningHmaleHwithHfragileHXHsyndromeH
1999UHeaUH[]] 5

7 szR“HexpressionHasHaHpotentialHprognosticHindicatorHinHfragileHXHsyndromeH1999UHeaUH[bY 7

6 ponstructionHofHaH[WbVzbHintegratedHphysicalHandHgeneHmapHofHdistalH[Zq[[W]WHGenomicsUH1998UHafUHZVZ] 4.3 13

5 zapHlocationUHgenomicHorganizationHandHexpressionHpatternsHofHtheHhumanHRrqZHRNnHeditaseWH
SomaticeCelleandeMoleculareGeneticsUH1997UH[]UHZ]bVab 19

4 cqNnHselectionHfromHZYHzbHofHchromosomeH[ZHqNngHefficiencyHinHtranscriptionalHmappingHandH
reflectionsHofHgenomeHorganizationWHHumaneMoleculareGeneticsUH1995UHaUHZbYfVZe 5.6 38

3 nHsearchHforHgenesHfromHtheHdarkHbandHregionsHofHhumanHchromosomeH[ZWHGenomicsUH1995UH[dUHZVe 4.3 29

2 uighlyHpolymorphicHrepeatHmarkerHwithinHtheHbetaVamyloidHprecursorHproteinHgeneWHHumaneGenetics
UH1994UHf]UHebVc 6.3 2

1 zolecularHandHcytogeneticHcharacterizationHofHaHphineseHhamsterXhumanHhybridHcellHlineHcontainingH
aHderHQ[ZRtQYpterVVkcenYggcen[ZVVk[ZqterRHchromosomeWHGenomicsUH1993UHZbUHZddVf 4.3 11
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