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155 rushingHdiseaseHdueHtoHaHsomaticHmutationHinHaHpatientHwithHevolvingHpituitaryHhormoneH
deficienciesHdueHtoHaHgermlineHsplicingHvariantWWHArchivesiofiEndocrinologyiandiMetabolismUH2022UH 2.2 0

154 xdiopathicHShortHStatureiHsiagnosticHandHTherapeuticHppproachH2022UHZebVZfa

153
rlinicalHandHgeneticHcharacterizationHandHlongVtermHevaluationHofHindividualsHwithHmaturityVonsetH
diabetesHofHtheHyoungHPMésYRiHtheHjourneyHtowardsHappropriateHtreatmentWWHDiabetesiResearchiandi
ClinicaliPracticeUH2022UHZYhgfd

7.4 0

152 TargetedHmassivelyHparallelHsequencingHforHcongenitalHgeneralizedHlipodystrophyWHArchivesiofi
EndocrinologyiandiMetabolismUH2021UHecUHddhVdee 2.2

151 rongenitalHchromoanagenesisHinHtheHroutineHpostnatalHchromosomalHmicroarrayHanalysesWHAmericani
JournaliofiMedicaliGeneticsviPartiAUH2021UHZgdUHabbdVabcc 2.5 0

150 pdultHweightHinHahhHPatientsHwithHTurnerHSyndromeHwithHorHwithoutHvrowthHwormoneHTherapyiH
ResultsHandHLiteratureHReviewWHHormoneiResearchiiniPaediatricsUH2021UHhcUHebVfY 3.3 0

149 veneticsUHclinicalHfeaturesHandHoutcomesHofHnonVsyndromicHpituitaryHgigantismiHexperienceHofHaH
singleHcenterHfromHSaoHPauloUHqrazilWHPituitaryUH2021UHacUHadaVaeZ 4.3

148 pctivationHofHtheHMpPzHpathwayHPRpSopathiesRHandHpartialHgrowthHhormoneHinsensitivityWHMoleculari
andiCellulariEndocrinologyUH2021UHdZhUHZZZYcY 4.4 8

147 ResponseHtoHLetterHtoHtheHtditoriHJpHvenomeVWideHPharmacogeneticHStudyHofHvrowthHwormoneH
ResponsivenessJWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2021UHZYeUHecYhVecZY 5.6

146 xnsightsHfromHtheHgeneticHcharacterizationHofHcentralHprecociousHpubertyHassociatedHwithHmultipleH
anomaliesWHHumaniReproductionUH2021UHbeUHdYeVdZg 5.7 6

145 SrUqtbHlossVofVfunctionHcausesHaHrecognizableHrecessiveHdevelopmentalHdisorderHdueHtoHdefectiveH
boneHmorphogeneticHproteinHsignalingWHAmericaniJournaliofiHumaniGeneticsUH2021UHZYgUHZZdVZbb 11 8

144 PerformanceHofHmutationHpathogenicityHpredictionHtoolsHonHmissenseHvariantsHassociatedHwithH
ceUXYHdifferencesHofHsexHdevelopmentWHClinicsUH2021UHfeUHeaYda 2.3 2

143 sisordersHofHrhildhoodHvrowthH2021UHahhVbde 1

142 TheHphenotypicHspectrumHassociatedHwithHéTXaHmutationsHinHhumansWHEuropeaniJournaliofi
EndocrinologyUH2021UHZgdUHZaZVZbd 6.5 3

141 wighVthroughputHsplicingHassaysHidentifyHmissenseHandHsilentHspliceVdisruptiveHPéUZuZHvariantsH
underlyingHpituitaryHhormoneHdeficiencyWHAmericaniJournaliofiHumaniGeneticsUH2021UHZYgUHZdaeVZdbh 11 5

140 VariantsHinHceUXYHsSsVRelatedHvenesHinHSyndromicHandHãonVSyndromicHSmallHforHvestationalHpgeH
rhildrenHwithHwypospadiasWHSexualiDevelopmentUH2021UHZVf 1.6 0

139 wormoneHresistanceHandHshortHstatureiHpHjourneyHthroughHtheHpathwaysHofHhormoneHsignalingWH
MoleculariandiCellulariEndocrinologyUH2021UHdbeUHZZZcZe 4.4 0
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138 ãoonanHsyndromeHpatientsHbeyondHtheHobviousHphenotypeiHpHpotentialHunfavorableHmetabolicH
profileWHAmericaniJournaliofiMedicaliGeneticsviPartiAUH2021UHZgdUHffcVfgY 2.5 2

137 vrowthHwormoneHinsensitivityHPLaronHsyndromeRiHReportHofHaHnewHfamilyHandHreviewHofHqrazilianH
patientsWHGeneticsiandiMoleculariBiologyUH2020UHcaUHeaYZgYZhf 2 4

136 StLpdbiHpHdatabaseHofHexonicHvariantsHinHaHqrazilianHpopulationHreferredHtoHaHquaternaryHmedicalH
centerHinHSˆ£oHPauloWHClinicsUH2020UHfdUHeZhZb 2.3 3

135 veneticHinvestigationHofHpatientsHwithHtallHstatureWHEuropeaniJournaliofiEndocrinologyUH2020UHZgaUHZbhVZcf6.5 1

134 rlinicalHandHveneticHrharacterizationHofHaHronstitutionalHselayHofHvrowthHandHPubertyHrohortWH
NeuroendocrinologyUH2020UHZZYUHhdhVhee 5.6 6

133 pHvenomeVWideHPharmacogeneticHStudyHofHvrowthHwormoneHResponsivenessWHJournaliofiClinicali
EndocrinologyiandiMetabolismUH2020UHZYdUH 5.6 11

132
PhenotypeVgenotypeHanalysisHofHacaHindividualsHwithHRpSopathiesiHZgVyearHexperienceHofHaHtertiaryH
centerHinHqrazilWHAmericaniJournaliofiMedicaliGeneticsviPartiC:iSeminarsiiniMedicaliGeneticsUH2020UH
ZgcUHgheVhZZ

3.1 2

131
pHqayesianHppproachHtoHsiagnoseHvrowthHwormoneHseficiencyHinHrhildreniHxnsulinVLikeHvrowthH
uactorHTypeHZHxsHValuableHforHScreeningHandHxvuVqindingHProteinHTypeHbHforHronfirmationWHHormonei
ResearchiiniPaediatricsUH2020UHhbUHZhfVaYd

3.3 3

130 rlinicalHandHMolecularHsescriptionHofHZeHuamiliesHWithHweterozygousHxwwHVariantsWHJournaliofi
ClinicaliEndocrinologyiandiMetabolismUH2020UHZYdUH 5.6 3

129 siagnosisUHveneticsUHandHTherapyHofHShortHStatureHinHrhildreniHpHvrowthHwormoneHResearchHSocietyH
xnternationalHPerspectiveWHHormoneiResearchiiniPaediatricsUH2019UHhaUHZVZc 3.3 94

128 xvuVZHassessedHbyHpubertalHstatusHhasHtheHbestHpositiveHpredictiveHpowerHforHvwHdeficiencyH
diagnosisHinHperipubertalHchildrenWHJournaliofiPediatriciEndocrinologyiandiMetabolismUH2019UHbaUHZfbVZfh 1.6 16

127 xmpactHofHvrowthHwormoneHTherapyHonHpdultHweightHinHPatientsHwithHPTPãZZHMutationsHRelatedHtoH
ãoonanHSyndromeWHHormoneiResearchiiniPaediatricsUH2019UHhZUHadaVaeZ 3.3 6

126 tvaluationHofHSwéXHdefectsHinHtheHeraHofHnextVgenerationHsequencingWHClinicaliGeneticsUH2019UHheUHaeZVaed4 5

125 txomeHSequencingHRevealsHtheHPéLRbwHveneHasHaHãovelHrauseHofHPrimaryHévarianHxnsufficiencyWH
JournaliofiClinicaliEndocrinologyiandiMetabolismUH2019UHZYcUHagafVagcZ 5.6 17

124 vrowthHuailureHandHtxperienceHWithHvrowthHwormoneHTherapyHinHãoonanHSyndromeH2019UHZdVah

123 sLzZHxsHaHãovelHLinkHqetweenHReproductionHandHMetabolismWHJournaliofiClinicaliEndocrinologyiandi
MetabolismUH2019UHZYcUHaZZaVaZaY 5.6 44

122 veneticHcausesHofHisolatedHshortHstatureWHArchivesiofiEndocrinologyiandiMetabolismUH2019UHebUHfYVfg 2.2 17

121 ãoonanHsyndromeHassociatedHwithHgrowthHhormoneHdeficiencyHwithHbiallelicHLZTRZHvariantsWH
GeneticsiiniMedicineUH2019UHaZUHaeY 8.1 8

(2019-2021)
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120 TwoHrareHlossVofVfunctionHvariantsHinHtheHSTpvbHgeneHleadingHtoHprimaryHovarianHinsufficiencyWH
EuropeaniJournaliofiMedicaliGeneticsUH2019UHeaUHZgeVZgh 2.6 23

119 rombinedHpituitaryHhormoneHdeficiencyHcausedHbyHPRéPZHmutationsiHupdateHaYHyearsH
postVdiscoveryWHArchivesiofiEndocrinologyiandiMetabolismUH2019UHebUHZefVZfc 2.2 12

118
ResponseHtoHLetterHtoHtheHtditoriHJxwwHveneHMutationsHrausingHShortHStatureHWithHãonspecificH
SkeletalHpbnormalitiesHandHResponseHtoHvrowthHwormoneHTherapyJWHJournaliofiClinicali
EndocrinologyiandiMetabolismUH2019UHZYcUHdZZgVdZZh

5.6 1

117 TargetedHsequencingHidentifiesHnovelHvariantsHinHcommonHandHrareHMésYHgenesWHMoleculariGeneticsi
pamp;iGenomiciMedicineUH2019UHfUHehea 2.3 12

116 veneticHtvidenceHofHtheHpssociationHofHstpwVqoxHwelicaseHbfHsefectsHWithHceUXYHvonadalH
sysgenesisHSpectrumWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2019UHZYcUHdhabVdhbc 5.6 14

115 veneticHsisordersHinHPrenatalHénsetHSyndromicHShortHStatureHxdentifiedHbyHtxomeHSequencingWH
JournaliofiPediatricsUH2019UHaZdUHZhaVZhg 3.6 18

114 venotypeHandHphenotypeHlandscapeHofHMtãaHinHddcHmedullaryHthyroidHcancerHpatientsiHtheH
qrasMtãHstudyWHEndocrineiConnectionsUH2019UHgUHaghVahg 3.5 14

113 veneticHdiagnosisHofHcongenitalHhypopituitarismHbyHaHtargetHgeneHpaneliHnovelHpathogenicHvariantsH
inHvLxaUHéTXaHandHvwRwRWHEndocrineiConnectionsUH2019UHgUHdhYVdhd 3.5 6

112 tSRZHpolymorphismHPrsaabcehbRHinfluencesHfemoralHboneHmassHinHpatientsHwithHTurnerHsyndromeWH
EndocrineiConnectionsUH2019UHgUHZdZbVZdZh 3.5 3

111 ãewHgeneticHfindingsHinHaHlargeHcohortHofHcongenitalHhypogonadotropicHhypogonadismWHEuropeani
JournaliofiEndocrinologyUH2019UHZgZUHZYbVZZh 6.5 41

110 UpdateHonHnewHvwVxvuHaxisHgeneticHdefectsWHArchivesiofiEndocrinologyiandiMetabolismUH2019UHebUHeYgVeZf2.2 5

109 MultigeneHSequencingHpnalysisHofHrhildrenHqornHSmallHforHvestationalHpgeHWithHxsolatedHShortH
StatureWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2019UHZYcUHaYabVaYbY 5.6 30

108 vrowthHandHrlinicalHrharacteristicsHofHrhildrenHwithHuloatingVwarborHSyndromeiHpnalysisHofHrurrentH
ériginalHsataHandHaHReviewHofHtheHLiteratureWHHormoneiResearchiiniPaediatricsUH2019UHhaUHZZdVZab 3.3 4

107 vrowthHhormoneHtherapyHinHchildrenjHresearchHandHpracticeHVHpHreviewWHGrowthiHormoneiandiIGFi
ResearchUH2019UHccUHaYVba 2 29

106 éncogenicHmutationsHinHztpPZHdisturbingHinhibitoryHãrfaVzeapZHinteractioniHpctivationHofH
antioxidativeHpathwayHinHpapillaryHthyroidHcarcinomaWHHeadiandiNeckUH2018UHcYUHZafZVZafg 4.2 10

105 xwwHveneHMutationsHrausingHShortHStatureHWithHãonspecificHSkeletalHpbnormalitiesHandHResponseH
toHvrowthHwormoneHTherapyWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2018UHZYbUHeYcVeZc 5.6 36

104 PathogenicHcopyHnumberHvariantsHinHpatientsHwithHcongenitalHhypopituitarismHassociatedHwithH
complexHphenotypesWHClinicaliEndocrinologyUH2018UHggUHcadVcbZ 3.4 7

103 veneticHshortHstatureWHGrowthiHormoneiandiIGFiResearchUH2018UHbgUHahVbb 2 22
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102 PsXZHVMésYHandHdorsalHpancreaticHagenesisiHãewHphenotypeHofHaHrareHdiseaseWHClinicaliGeneticsUH
2018UHhbUHbgaVbge 4 15

101 MutationsHinHrVnatriureticHpeptideHPãPPrRiHaHnovelHcauseHofHautosomalHdominantHshortHstatureWH
GeneticsiiniMedicineUH2018UHaYUHhZVhf 8.1 35

100 qrLZZqHmutationsHinHpatientsHaffectedHbyHaHneurodevelopmentalHdisorderHwithHreducedHtypeHaH
innateHlymphoidHcellsWHBrainUH2018UHZcZUHaahhVabZZ 11.2 36

99 ãovelHSUZZaHmutationsHinHWeaverVlikeHsyndromeWHClinicaliGeneticsUH2018UHhcUHceZVcee 4 22

98 vermlineHmutationHlandscapeHofHmultipleHendocrineHneoplasiaHtypeHZHusingHfullHgeneH
nextVgenerationHsequencingWHEuropeaniJournaliofiEndocrinologyUH2018UHZfhUHbhZVcYf 6.5 6

97 womozygousHlossHofHfunctionHqRrpZHvariantHcausingHaHuanconiVanemiaVlikeHphenotypeUHaHclinicalH
reportHandHreviewHofHpreviousHpatientsWHEuropeaniJournaliofiMedicaliGeneticsUH2018UHeZUHZbYVZbb 2.6 22

96 RecurrentHropyHãumberHVariantsHpssociatedHwithHSyndromicHShortHStatureHofHUnknownHrauseWH
HormoneiResearchiiniPaediatricsUH2018UHghUHZbVaZ 3.3 17

95 romparisonHofHegvaHPtTXrTHtoHétherHxmagingHStudiesHinHMedullaryHThyroidHranceriHSuperiorityHinH
setectingHqoneHMetastasesWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2018UHZYbUHbadYVbadh 5.6 24

94 womozygousHandHweterozygousHãuclearHLaminHpHpWRdgarHMutationiHsifferentHLipodystrophicH
PhenotypesHinHtheHSameHzindredWHFrontiersiiniEndocrinologyUH2018UHhUHcdg 5.7 8

93 rentralHPrecociousHPubertyHrausedHbyHaHweterozygousHseletionHinHtheHMzRãbHPromoterHRegionWH
NeuroendocrinologyUH2018UHZYfUHZafVZba 5.6 12

92 TheHrecurrentHPPPZrqHmutationHpWProchprgHinHanHadditionalHãoonanVlikeHsyndromeHindividualiH
qroadeningHtheHclinicalHphenotypeWHAmericaniJournaliofiMedicaliGeneticsviPartiAUH2017UHZfbUHgacVgag 2.5 18

91 rlinicalHapplicationHofHprMvVpMPHguidelinesHinHwãuZpHandHvrzHvariantsHinHaHcohortHofHMésYH
familiesWHClinicaliGeneticsUH2017UHhaUHbggVbhe 4 12

90 MpãpvtMtãTHéuHtãsérRxãtHsxStpStiHsiagnosticHandHtherapeuticHapproachHofHtallHstatureWH
EuropeaniJournaliofiEndocrinologyUH2017UHZfeUHRbbhVRbdb 6.5 20

89 SérSaHpolymorphismsHareHnotHassociatedHwithHclinicalHandHbiochemicalHphenotypesHinHacromegalicH
patientsWHPituitaryUH2017UHaYUHbZhVbac 4.3 1

88 LongVtermHresponseHtoHgrowthHhormoneHtherapyHinHaHpatientHwithHshortHstatureHcausedHbyHaHnovelH
heterozygousHmutationHinHãPRaWHJournaliofiPediatriciEndocrinologyiandiMetabolismUH2017UHbYUHZZZVZZe 1.6 9

87
vrowthHhormoneHdeficiencyHwithHadvancedHboneHageiHphenotypicHinteractionHbetweenHvwRwH
receptorHandHrYPaZpaHmutationsHdiagnosedHbyHsangerHandHwholeHexomeHsequencingWHArchivesiofi
EndocrinologyiandiMetabolismUH2017UHeZUHebbVebe

2.2 3

86 vrowthHhormoneHinsensitivityHwithHimmuneHdysfunctionHcausedHbyHaHSTpTdqHmutationHinHtheHsouthH
ofHqraziliHevidenceHforHaHfounderHeffectWHGeneticsiandiMoleculariBiologyUH2017UHcYUHcbeVccZ 2 2

85
MolecularHanalysisHofHbrazilianHpatientsHwithHcombinedHpituitaryHhormoneHdeficiencyHandHorthotopicH
posteriorHpituitaryHlobeHrevealsHeightHdifferentHPRéPZHalterationsHwithHthreeHnovelHmutationsWH
ClinicaliEndocrinologyUH2017UHgfUHfadVfba

3.4 9

(2017-2018)

5



84 siagnosisHandHmanagementHofHSilverVRussellHsyndromeiHfirstHinternationalHconsensusHstatementWH
NatureiReviewsiEndocrinologyUH2017UHZbUHZYdVZac 15.2 224

83 rlinicalHrharacterizationHofHPatientsHWithHputosomalHsominantHShortHStatureHdueHtoHpggrecanH
MutationsWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2017UHZYaUHceYVceh 5.6 68

82 WholeHtxomeHSequencingHinHtheHxnvestigationHofHvrowthHsisordersUHxncludingHPatientsHwithHPrimaryH
xvuVZHseficiencyWHHormoneiResearchiiniPaediatricsUH2017UHggUHcaZVcaa 3.3 1

81 tffectsHofHTypeHZHxnsulinVLikeHvrowthHuactorHReceptorHSilencingHinHaHwumanHpdrenocorticalHrellH
LineWHHormoneiandiMetaboliciResearchUH2016UHcgUHcgcVg 3.1 3

80 PartialHcorrectionHofHtheHdwarfHphenotypeHbyHnonVviralHtransferHofHtheHgrowthHhormoneHgeneHinH
miceiHTreatmentHageHisHcriticalWHGrowthiHormoneiandiIGFiResearchUH2016UHaeUHZVf 2 1

79 SorafenibHforHtheHTreatmentHofHProgressiveHMetastaticHMedullaryHThyroidHranceriHtfficacyHandH
SafetyHpnalysisWHThyroidUH2016UHaeUHcZcVh 6.2 30

78 pHhomozygousHpointHmutationHinHtheHvwZHpromoterHPcWVaabrmTRHleadsHtoHreducedHvwZHexpressionHinH
siblingsHwithHisolatedHvwHdeficiencyHPxvwsRWHEuropeaniJournaliofiEndocrinologyUH2016UHZfdUHzfVzZd 6.5 4

77 TwoHPatientsHwithHSevereHShortHStatureHdueHtoHaHuqãZHMutationHPpWplaZfagValRHwithHaHMildHuormHofH
pcromicricHsysplasiaWHHormoneiResearchiiniPaediatricsUH2016UHgeUHbcaVbcg 3.3 19

76
urequentHdevelopmentHofHcombinedHpituitaryHhormoneHdeficiencyHinHpatientsHinitiallyHdiagnosedHasH
isolatedHgrowthHhormoneHdeficiencyiHaHlongHtermHfollowVupHofHpatientsHfromHaHsingleHcenterWH
PituitaryUH2015UHZgUHdeZVf

4.3 23

75 STpTdqHmutationsHinHheterozygousHstateHhaveHnegativeHimpactHonHheightiHanotherHclueHinHhumanH
statureHheritabilityWHEuropeaniJournaliofiEndocrinologyUH2015UHZfbUHahZVe 6.5 23

74
xnfluenceHofHgrowthHhormoneHreceptorHPvwRRHexonHbHandHVaYapXrHxvuqPVbHgeneticHpolymorphismsH
onHclinicalHandHbiochemicalHfeaturesHandHtherapeuticHoutcomeHofHpatientsHwithHacromegalyWHPituitary
UH2015UHZgUHeeeVfb

4.3 10

73 RareHvariantsHinHSéSaHandHLZTRZHareHassociatedHwithHãoonanHsyndromeWHJournaliofiMedicaliGeneticsUH
2015UHdaUHcZbVaZ 5.8 144

72 weterozygousHãPRaHMutationsHrauseHsisproportionateHShortHStatureUHSimilarHtoHLˆ'riVWeillH
syschondrosteosisWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2015UHZYYUHtZZbbVca 5.6 47

71 RoleHofHvLxaHinHhypopituitarismHphenotypeWHJournaliofiMoleculariEndocrinologyUH2015UHdcUHRZcZVdY 4.5 43

70 uvuRZHandHPRézRaHrareHvariantsHfoundHinHpatientsHwithHcombinedHpituitaryHhormoneHdeficienciesWH
EndocrineiConnectionsUH2015UHcUHZYYVf 3.5 28

69
SixHadditionalHcasesHofHStsrHdueHtoHtheHsameHandHrecurrentHRhghrHmutationHinHtheHréLapZH
geneVVtheHclinicalHandHradiologicalHfollowVupWHAmericaniJournaliofiMedicaliGeneticsviPartiAUH2015UH
ZefpUHghcVhYZ

2.5 7

68 pssociationHStudyHofHvWpSVserivedHLociHwithHweightHinHqrazilianHrhildreniHxmportanceHofHMpPbzbUH
MMPacHandHxvuZRHPolymorphismsHforHweightHVariationWHHormoneiResearchiiniPaediatricsUH2015UHgcUHacgVdb3.3 4

67 uurtherHevidenceHofHtheHimportanceHofHRxTZHinHãoonanHsyndromeWHAmericaniJournaliofiMedicali
GeneticsviPartiAUH2014UHZecpUHahdaVf 2.5 43
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66 putosomalHrecessiveHformHofHisolatedHgrowthHhormoneHdeficiencyHisHmoreHfrequentHthanHtheH
autosomalHdominantHformHinHaHqrazilianHcohortWHGrowthiHormoneiandiIGFiResearchUH2014UHacUHZgYVe 2 5

65 RoleHofHgonadotropinVreleasingHhormoneHreceptorHmutationsHinHpatientsHwithHaHwideHspectrumHofH
pubertalHdelayWHFertilityiandiSterilityUH2014UHZYaUHgbgVgceWea 4.8 39

64 TheHgrowthHhormoneHreceptorHexonHbHpolymorphismHisHnotHassociatedHwithHheightHorHmetabolicH
traitsHinHhealthyHyoungHadultsWHGrowthiHormoneiandiIGFiResearchUH2014UHacUHZabVh 2 9

63 PathogenicHmutationsHinHvLxaHcauseHaHspecificHphenotypeHthatHisHdistinctHfromHholoprosencephalyWH
JournaliofiMedicaliGeneticsUH2014UHdZUHcZbVg 5.8 45

62 pHnovelHhomologousHmodelHforHgeneHtherapyHofHdwarfismHbyHnonVviralHtransferHofHtheHmouseH
growthHhormoneHgeneHintoHimmunocompetentHdwarfHmiceWHCurrentiGeneiTherapyUH2014UHZcUHccVdZ 4.3 6

61
pmplificationHofHtheHinsulinVlikeHgrowthHfactorHZHreceptorHgeneHisHaHrareHeventHinHadrenocorticalH
adenocarcinomasiHsearchingHforHpotentialHmechanismsHofHoverexpressionWHBioMediResearchi
InternationalUH2014UHaYZcUHhbeYbZ

3 7

60
TheHtZgYspliceHmutationHinHtheHvwRHgeneHcausingHLaronHsyndromeiHwitnessHofHaHSephardicHyewishH
exodusHfromHtheHxberianHPeninsulaHtoHtheHãewHWorldnWHAmericaniJournaliofiMedicaliGeneticsviPartiAUH
2014UHZecpUHZaYcVg

2.5 16

59 RoleHofHtheHnatriureticHpeptideHsystemHinHnormalHgrowthHandHgrowthHdisordersWHHormoneiResearchiini
PaediatricsUH2014UHgaUHaaaVh 3.3 39

58
veneticHpredictorsHofHlongVtermHresponseHtoHgrowthHhormoneHPvwRHtherapyHinHchildrenHwithHvwH
deficiencyHandHTurnerHsyndromeiHtheHinfluenceHofHaHSérSaHpolymorphismWHJournaliofiClinicali
EndocrinologyiandiMetabolismUH2014UHhhUHtZgYgVZb

5.6 14

57
venomeVwideHscreeningHofHcopyHnumberHvariantsHinHchildrenHbornHsmallHforHgestationalHageHrevealsH
severalHcandidateHgenesHinvolvedHinHgrowthHpathwaysWHEuropeaniJournaliofiEndocrinologyUH2014UH
ZfZUHadbVea

6.5 26

56
weterozygousHmutationsHinHnatriureticHpeptideHreceptorVqHPãPRaRHgeneHasHaHcauseHofHshortHstatureH
inHpatientsHinitiallyHclassifiedHasHidiopathicHshortHstatureWHJournaliofiClinicaliEndocrinologyiandi
MetabolismUH2013UHhgUHtZebeVcc

5.6 82

55 sifferentiatingHtheHrolesHofHSTpTdqHandHSTpTdpHinHhumanHrscTHTHcellsWHClinicaliImmunologyUH2013UH
ZcgUHaafVbe 9 35

54 RelativelyHhighHfrequencyHofHnonVsynonymousHvLxaHvariantsHinHpatientsHwithHcongenitalH
hypopituitarismHwithoutHholoprosencephalyWHClinicaliEndocrinologyUH2013UHfgUHddZVf 3.4 28

53 pnalysisHofHtheHinsulinVlikeHgrowthHfactorHZHreceptorHgeneHinHchildrenHbornHsmallHforHgestationalHageiH
inHvitroHcharacterizationHofHaHnovelHmutationHPpWprgdZZTrpRWHClinicaliEndocrinologyUH2013UHfgUHddgVeb 3.4 12

52 TheHsittingHheightXheightHratioHforHageHinHhealthyHandHshortHindividualsHandHitsHpotentialHroleHinH
selectingHshortHchildrenHforHSwéXHanalysisWHHormoneiResearchiiniPaediatricsUH2013UHgYUHcchVde 3.3 41

51 TheHeffectHofHfetalHandrogenHmetabolismVrelatedHgeneHvariantsHonHexternalHgenitaliaHvirilizationHinH
congenitalHadrenalHhyperplasiaWHClinicaliGeneticsUH2013UHgcUHcgaVg 4 13

50 TegumentaryHmanifestationsHofHãoonanHandHãoonanVrelatedHsyndromesWHClinicsUH2013UHegUHZYfhVgb 2.3 8

49 xnsulinVlikeHgrowthHfactorHZHgeneHPrpRnHrepeatsHandHaHvariableHnumberHofHtandemHrepeatsHofHtheH
insulinHgeneHinHqrazilianHchildrenHbornHsmallHforHgestationalHageWHClinicsUH2013UHegUHfgdVhZ 2.3 1

(2013-2014)
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48 vrowthHstandardsHofHpatientsHwithHãoonanHandHãoonanVlikeHsyndromesHwithHmutationsHinHtheH
RpSXMpPzHpathwayWHAmericaniJournaliofiMedicaliGeneticsviPartiAUH2012UHZdgpUHafYYVe 2.5 40

47 xncidentalHmildHhyperglycemiaHinHchildreniHtwoHMésYHaHfamiliesHidentifiedHinHqrazilianHsubjectsWH
ArquivosiBrasileirosiDeiEndocrinologiaiEiMetabologiaUH2012UHdeUHdZhVac 7

46 MutationalHanalysisHofHTprbHandHTprRbHgenesHinHpatientsHwithHidiopathicHcentralHpubertalHdisordersWH
ArquivosiBrasileirosiDeiEndocrinologiaiEiMetabologiaUH2012UHdeUHeceVda 36

45
vrowthHhormoneHpharmacogeneticsiHtheHinteractiveHeffectHofHaHmicrosatelliteHinHtheHxvuZHpromoterH
regionHwithHtheHvwRVexonHbHandHVaYaHpXrHxvuqPbHvariantsHonHtreatmentHoutcomesHofHchildrenHwithH
severeHvwHdeficiencyWHPharmacogenomicsiJournalUH2012UHZaUHcbhVcd

3.5 18

44
zRpSHgeneHmutationsHinHãoonanHsyndromeHfamilialHcasesHclusterHinHtheHvicinityHofHtheHswitchHxxH
regionHofHtheHvVdomainiHreportHofHanotherHfamilyHwithHmetopicHcraniosynostosisWHAmericaniJournali
ofiMedicaliGeneticsviPartiAUH2012UHZdgpUHZZfgVgc

2.5 13

43 putoimmuneHdiseaseHandHmultipleHautoantibodiesHinHcaHpatientsHwithHRpSopathiesWHAmericani
JournaliofiMedicaliGeneticsviPartiAUH2012UHZdgpUHZYffVga 2.5 52

42
TheHroleHofHfibroblastHgrowthHfactorHreceptorHcHoverexpressionHandHgeneHamplificationHasH
prognosticHmarkersHinHpediatricHandHadultHadrenocorticalHtumorsWHEndocrinewRelatediCancerUH2012UH
ZhUHLZZVb

5.7 16

41
PostVreceptorHxvuZHinsensitivityHrestrictedHtoHtheHMpPzHpathwayHinHaHSilverVRussellHsyndromeH
patientHwithHhypomethylationHatHtheHimprintingHcontrolHregionHonHchromosomeHZZWHEuropeani
JournaliofiEndocrinologyUH2012UHZeeUHdcbVdY

6.5 7

40
TheHinteractiveHeffectHofHvwRVexonHbHandHVaYaHpXrHxvuqPbHpolymorphismsHonHrhvwHresponsivenessH
andHtreatmentHoutcomesHinHpatientsHwithHTurnerHsyndromeWHJournaliofiClinicaliEndocrinologyiandi
MetabolismUH2012UHhfUHtefZVf

5.6 13

39 vwVreleasingHhormoneHreceptorHgeneiHaHnovelHspliceVdisruptingHmutationHandHstudyHofHfounderH
effectsWHHormoneiResearchiiniPaediatricsUH2012UHfgUHZedVfa 3.3 16

38 vrowthHhormoneHreceptorHpolymorphismHandHgrowthHhormoneHtherapyHresponseHinHchildreniHaH
qayesianHmetaVanalysisWHAmericaniJournaliofiEpidemiologyUH2012UHZfdUHgefVff 3.8 29

37 vrowthHresponsesHfollowingHaHsingleHintraVmuscularHhvwHplasmidHadministrationHcomparedHtoHdailyH
injectionsHofHhvwHinHdwarfHmiceWHCurrentiGeneiTherapyUH2012UHZaUHcbfVcb 4.3 3

36 vrowthHsefectsHinHãoonanHSyndromeH2012UHaaYZVaaZd

35 PharmacogeneticsHofHglucocorticoidHreplacementHcouldHoptimizeHtheHtreatmentHofHcongenitalH
adrenalHhyperplasiaHdueHtoHaZVhydroxylaseHdeficiencyWHClinicsUH2011UHeeUHZbeZVe 2.3 7

34 pbsenceHofHvwVreleasingHhormoneHPvwRwRHmutationsHinHselectedHpatientsHwithHisolatedHvwH
deficiencyWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2011UHheUHtZcdfVeY 5.6 14

33 ãovelHinactivatingHmutationsHinHtheHvwHsecretagogueHreceptorHgeneHinHpatientsHwithHconstitutionalH
delayHofHgrowthHandHpubertyWHEuropeaniJournaliofiEndocrinologyUH2011UHZedUHabbVcZ 6.5 42

32 urequencyHofHgeneticHpolymorphismsHofHPXRHgeneHinHtheHqrazilianHpopulationWHClinicsUH2011UHeeUHZYcZVc 2.3 7

31 pHnovelHhomozygousHspliceHacceptorHsiteHmutationHofHzxSSZRHinHtwoHsiblingsHwithHnormosmicH
isolatedHhypogonadotropicHhypogonadismWHEuropeaniJournaliofiEndocrinologyUH2010UHZebUHahVbc 6.5 47
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30 pHnovelHSTpTdqHmutationHcausingHvwHinsensitivityHsyndromeHassociatedHwithHhyperprolactinemiaH
andHimmuneHdysfunctionHinHtwoHmaleHsiblingsWHEuropeaniJournaliofiEndocrinologyUH2010UHZebUHbchVdd 6.5 42

29
ãovelHheterozygousHnonsenseHvLxaHmutationsHinHpatientsHwithHhypopituitarismHandHectopicH
posteriorHpituitaryHlobeHwithoutHholoprosencephalyWHJournaliofiClinicaliEndocrinologyiandi
MetabolismUH2010UHhdUHtbgcVhZ

5.6 83

28 PTPãZZHandHzRpSHgeneHanalysisHinHpatientsHwithHãoonanHandHãoonanVlikeHsyndromesWHGenetici
TestingiandiMoleculariBiomarkersUH2010UHZcUHcadVba 1.6 23

27
tffectivenessHofHtheHcombinedHrecombinantHhumanHgrowthHhormoneHandHgonadotropinVreleasingH
hormoneHanalogHtherapyHinHpubertalHpatientsHwithHshortHstatureHdueHtoHSwéXHdeficiencyWHJournaliofi
ClinicaliEndocrinologyiandiMetabolismUH2010UHhdUHbagVba

5.6 29

26 SteroidogenicHfactorHZHoverexpressionHandHgeneHamplificationHareHmoreHfrequentHinHadrenocorticalH
tumorsHfromHchildrenHthanHfromHadultsWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2010UHhdUHZcdgVea5.6 50

25 UsefulnessHofHMLPpHinHtheHdetectionHofHSwéXHdeletionsWHEuropeaniJournaliofiMedicaliGeneticsUH2010
UHdbUHabcVg 2.6 20

24 roVoccurringHPTPãZZHandHSéSZHgeneHmutationsHinHãoonanHsyndromeiHdoesHthisHpredictHaHmoreH
severeHphenotypenWHArquivosiBrasileirosiDeiEndocrinologiaiEiMetabologiaUH2010UHdcUHfZfVaa 12

23 ShortHstatureHcausedHbyHisolatedHSwéXHgeneHhaploinsufficiencyiHupdateHonHtheHdiagnosisHandH
treatmentWHPediatriciEndocrinologyiReviewsUH2010UHgUHfhVgd 1.1 7

22 ãoonanHsyndromeHandHrelatedHdisordersiHaHreviewHofHclinicalHfeaturesHandHmutationsHinHgenesHofHtheH
RpSXMpPzHpathwayWHHormoneiResearchiiniPaediatricsUH2009UHfZUHZgdVhb 3.3 53

21
TheHVaYaHpHalleleHofHinsulinVlikeHgrowthHfactorHbindingHproteinVbHPxvuqPbRHpromoterHpolymorphismHisH
associatedHwithHhigherHxvuqPVbHserumHlevelsHandHbetterHgrowthHresponseHtoHgrowthHhormoneH
treatmentHinHpatientsHwithHsevereHgrowthHhormoneHdeficiencyWHJournaliofiClinicaliEndocrinologyiandi
MetabolismUH2009UHhcUHdggVhd

5.6 43

20
romparisonHbetweenHweightVbasedHandHxvuVxVbasedHgrowthHhormoneHPvwRHdosingHinHtheHtreatmentH
ofHchildrenHwithHvwHdeficiencyHandHinfluenceHofHexonHbHdeletedHvwHreceptorHvariantWHGrowthi
HormoneiandiIGFiResearchUH2009UHZhUHZfhVge

2 14

19 vrowthHhormoneHreceptorHexonHbHisoformsHandHtheirHimplicationHinHgrowthHdisordersHandH
treatmentWHHormoneiResearchiiniPaediatricsUH2009UHfZHSupplHaUHddVeb 3.3 10

18 pnalysisHofHtheHPTPãZZHgeneHinHidiopathicHshortHstatureHchildrenHandHãoonanHsyndromeHpatientsWH
ClinicaliEndocrinologyUH2008UHehUHcaeVbZ 3.4 7

17
wighHprevalenceHofHpituitaryHmagneticHresonanceHabnormalitiesHandHgeneHmutationsHinHaHcohortHofH
qrazilianHchildrenHwithHgrowthHhormoneHdeficiencyHandHresponseHtoHtreatmentWHJournaliofiPediatrici
EndocrinologyiandiMetabolismUH2008UHaZUHefbVgY

1.6 8

16 txpressionHofHinsulinVlikeHgrowthHfactorVxxHandHitsHreceptorHinHpediatricHandHadultHadrenocorticalH
tumorsWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH2008UHhbUHbdacVbZ 5.6 123

15
rrypticHintragenicHdeletionHofHtheHSwéXHgeneHinHaHfamilyHwithHLˆ'riVWeillHdyschondrosteosisH
detectedHbyHMultiplexHLigationVsependentHProbeHpmplificationHPMLPpRWHArquivosiBrasileirosiDei
EndocrinologiaiEiMetabologiaUH2008UHdaUHZbgaVf

7

14 txonHbVdeletedHgenotypeHofHgrowthHhormoneHreceptorHPvwRdbRHpositivelyHinfluencesHxvuVZHincreaseH
atHgenerationHtestHinHchildrenHwithHidiopathicHshortHstatureWHClinicaliEndocrinologyUH2007UHefUHdYYVc 3.4 8

13
PolymorphismsHidentifiedHinHtheHupstreamHcoreHpolyadenylationHsignalHofHxvuZHgeneHexonHeHdoHnotH
causeHpreVHandHpostnatalHgrowthHimpairmentWHJournaliofiClinicaliEndocrinologyiandiMetabolismUH
2007UHhaUHcgghVha

5.6 20
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12 siagnosisHandHLongVTermHwumanHvrowthHwormoneHTreatmentHofHaHqoyHwithHãoonanHSyndromeWH
HormoneiResearchiiniPaediatricsUH2007UHefUHhgVZYZ 3.3

11 MuscularHdystrophyVrelatedHquantitativeHandHchemicalHchangesHinHadenohypophysisHvwVcellsHinH
goldenHretrieversWHGrowthiHormoneiandiIGFiResearchUH2007UHZfUHcgYVhZ 2 18

10 SwéXHmutationsHinHidiopathicHshortHstatureHandHLeriVWeillHdyschondrosteosisiHfrequencyHandH
phenotypicHvariabilityWHClinicaliEndocrinologyUH2007UHeeUHZbYVd 3.4 47

9 pnthropometricHevaluationHofHchildrenHwithHSwéXHmutationsHcanHbeHusedHasHindicationHforHgeneticH
studiesHinHchildrenHofHshortHstatureWHJournaliofiMedicaliGeneticsUH2007UHccUHehYjHauthorHreplyHehZ 5.8

8
vrowthHhormoneHPvwRHpharmacogeneticsiHinfluenceHofHvwHreceptorHexonHbHretentionHorHdeletionHonH
firstVyearHgrowthHresponseHandHfinalHheightHinHpatientsHwithHsevereHvwHdeficiencyWHJournaliofiClinicali
EndocrinologyiandiMetabolismUH2006UHhZUHZYfeVgY

5.6 118

7
PTPãZZHPproteinHtyrosineHphosphataseUHnonreceptorHtypeHZZRHmutationsHandHresponseHtoHgrowthH
hormoneHtherapyHinHchildrenHwithHãoonanHsyndromeWHJournaliofiClinicaliEndocrinologyiandi
MetabolismUH2005UHhYUHdZdeVeY

5.6 66

6
PrimaryHvwHinsensitivityHOPLaronHsyndromeRHcausedHbyHaHnovelHcHkbHdeletionHencompassingHexonHdHofH
theHvwHreceptorHgeneiHeffectHofHintermittentHlongVtermHtreatmentHwithHrecombinantHhumanHxvuVxWH
EuropeaniJournaliofiEndocrinologyUH2004UHZdYUHebdVca

6.5 15

5
TheHfirstHhomozygousHmutationHPSaaexRHinHtheHhighlyVconservedHWSXWSVlikeHmotifHofHtheHvwH
receptorHcausingHLaronHsyndromeiHsupressionHofHvwHsecretionHbyHvnRwHanalogueHtherapyHnotH
restoredHbyHdihydrotestosteroneHadministrationWHClinicaliEndocrinologyUH2004UHeYUHbeVcY

3.4 14

4 pcromegalicHfeaturesHinHgrowthHhormoneHPvwRVdeficientHpatientsHafterHlongVtermHvwHtherapyWH
ClinicaliEndocrinologyUH2003UHdhUHfggVha 3.4 12

3
PituitaryHmagneticHresonanceHimagingHandHfunctionHinHpatientsHwithHgrowthHhormoneHdeficiencyH
withHandHwithoutHmutationsHinHvwRwVRUHvwVZUHorHPRéPVZHgenesWHJournaliofiClinicaliEndocrinologyi
andiMetabolismUH2002UHgfUHdYfeVgc

5.6 104

2
pnHunusualHphenotypeHofHurasierHsyndromeHdueHtoHxVShHTcrmTHmutationHinHtheHWTZHgeneiH
predominantlyHmaleHambiguousHgenitaliaHandHabsenceHofHgonadalHdysgenesisWHJournaliofiClinicali
EndocrinologyiandiMetabolismUH2002UHgfUHadYYVd

5.6 54

1 sevelopmentalHSyndromesHofHRasXMpPzHPathwayHsysregulation 2

Alexander A L Jorge

10


