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k Paper IF Citations

170 uragranceJcontactJallergyJinJtheJpopulationXJ2015VJ]fbVJ]bdgWh 1

169 qurdenJofJdiseaseJscoringJinJepidermolysisJbullosaXJ2015VJ]fbVJ]bdfWg 1

168 pccessJtoJOrphanJsrugsiJpJromprehensiveJ–eviewJofJLegislationsVJ–egulationsJandJ“oliciesJinJbdJ
rountriesXJ2015VJ][VJe[]c[[[a 121

167 –areJsiseasesJofJtheJpnteriorJ—egmentJofJtheJtyeiJUpdateJonJsiagnosisJandJ„anagementXJ2015VJ
a[]dVJhcfbae 2

166 pJcollaborativeJenvironmentJforJsharedJclassificationJofJneuroimagesiJ heJexperienceJofJtheJrolibriJ
projectXJ2015VJa[]dVJcb[eWh

165 —ocialJandJeconomicJcostsJandJhealthWrelatedJqualityJofJlifeJinJnonWinstitutionalisedJpatientsJwithJ
cysticJfibrosisJinJtheJUnitedJzingdomXJBMCgHealthgServicesgResearchVJ2015VJ]dVJcag 2.9 31

164  heJveneticJqasisJofJ„endelianJ“henotypesiJsiscoveriesVJrhallengesVJandJOpportunitiesXJ2015VJhfVJ]hhWa]d 432

163  herapeuticJpotentialJofJorphanJdrugsJforJtheJrareJskeletalJmuscleJdiseasesXJ2015VJbVJ]bhfW]cad 4

162 —ocioeconomicJcostsJandJhealthWrelatedJqualityJofJlifeJinJjuvenileJidiopathicJarthritisiJaJ
costWofWillnessJstudyJinJtheJUnitedJzingdomXJ2016VJ]fVJba] 16

161 wealthJtconomicJsataJinJ–eimbursementJofJNewJ„edicalJ echnologiesiJxmportanceJofJtheJ
—ocioWtconomicJqurdenJasJaJsecisionW„akingJrriterionXJFrontiersgingPharmacologyVJ2016VJfVJada 5.6 6

160  heJpsychologicalJburdenJofJcysticJfibrosisXJ2016VJaaVJ]gfWh] 54

159 tconomicJburdenJandJhealthWrelatedJqualityJofJlifeJassociatedJwithJ“raderWWilliJsyndromeJinJuranceXJ
2016VJe[VJgfhWh[ 10

158 —ocialYeconomicJcostsJandJhealthWrelatedJqualityJofJlifeJinJpatientsJwithJepidermolysisJbullosaJinJ
turopeXJ2016VJ]fJ—upplJ]VJb]Wca 25

157 —ocialYeconomicJcostsJandJhealthWrelatedJqualityJofJlifeJinJpatientsJwithJsclerodermaJinJturopeXJ
2016VJ]fJ—upplJ]VJ][hW]f 16

156 —ocialYeconomicJcostsJandJhealthWrelatedJqualityJofJlifeJinJpatientsJwithJ“raderWWilliJsyndromeJinJ
turopeXJ2016VJ]fJ—upplJ]VJhhW][g 17

155 —ocialYeconomicJcostsJandJhealthWrelatedJqualityJofJlifeJinJpatientsJwithJjuvenileJidiopathicJarthritisJ
inJturopeXJ2016VJ]fJ—upplJ]VJfhWgf 25

154  heJwighJsirectJ„edicalJrostsJofJ“raderWWilliJ—yndromeXJ2016VJ]fdVJ]bfWcb 19
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153 OpportunitiesJandJtechnicalJchallengesJinJnextWgenerationJsequencingJforJdiagnosisJofJrareJ
pediatricJdiseasesXJ2016VJ]eVJ][fbW][ga 11

152 siscoveryJofJnewJdiketopiperazinesJinhibitingJqurkholderiaJcenocepaciaJquorumJsensingJinJvitroJ
andJinJvivoXJ2016VJeVJbacgf 28

151 —ocialYeconomicJcostsJandJhealthWrelatedJqualityJofJlifeJofJmucopolysaccharidosisJpatientsJandJtheirJ
caregiversJinJturopeXJ2016VJ]fJ—upplJ]VJghWhg 20

150  heJtconomicJqurdenJofJrhildhoodJvlaucomaXJ2016VJadVJfh[Wfhf 9

149 tpidermolysisJqullosaXJ2016VJgVJceWde 2

148 rysticJfibrosisJonJtheJpfricanJcontinentXJGeneticsgingMedicineVJ2016VJ]gVJedbWea 8.1 21

147 sevelopmentJofJprenatalJscreeningWWpJhistoricalJoverviewXJ2016VJc[VJ]aWaa 44

146
“erceivedJeconomicJburdenJassociatedJwithJanJinheritedJcardiacJconditioniJaJqualitativeJinquiryJ
withJfamiliesJaffectedJbyJarrhythmogenicJrightJventricularJcardiomyopathyXJGeneticsgingMedicineVJ
2016VJ]gVJdgcWha

8.1 4

145  heJburdenVJepidemiologyVJcostsJandJtreatmentJforJsuchenneJmuscularJdystrophyiJanJevidenceJ
reviewXJOrphanetgJournalgofgRaregDiseasesVJ2017VJ]aVJfh 4.2 202

144 tthicalJimperativesJofJtimelyJaccessJtoJorphanJdrugsiJisJpossibleJtoJreconcileJeconomicJincentivesJ
andJpatientsQJhealthJneedsnXJOrphanetgJournalgofgRaregDiseasesVJ2017VJ]aVJ] 4.2 67

143 veneJtherapyJforJmonogenicJliverJdiseasesiJclinicalJsuccessesVJcurrentJchallengesJandJfutureJ
prospectsXJ2017VJc[VJchfWd]f 54

142 rostWofWxllnessJinJ–areJsiseasesXJ2017VJ][b]VJagbWahf 3

141 tstimatingJsirectJrostJofJrysticJuibrosisJrareJUsingJxrishJ–egistryJwealthcareJ–esourceJUtilisationJ
sataVJa[[gWa[]aXJ2017VJbdVJ][gfW]][] 7

140 –eviewJofJ]]JnationalJpoliciesJforJrareJdiseasesJinJtheJcontextJofJkeyJpatientJneedsXJOrphanetg
JournalgofgRaregDiseasesVJ2017VJ]aVJeb 4.2 75

139 pJwindowJintoJlivingJwithJanJundiagnosedJdiseaseiJillnessJnarrativesJfromJtheJUndiagnosedJ
siseasesJNetworkXJOrphanetgJournalgofgRaregDiseasesVJ2017VJ]aVJf] 4.2 28

138 xndividualJandJfamilyJissuesJsurroundingJaJrareJdiseaseXJ2017VJeVJcd 1

137  heJhealthJandJlifeJpathJofJrareJdiseaseJpatientsiJresultsJofJtheJa[]dJurenchJbarometerXJPatientg
RelatedgOutcomegMeasuresVJ2017VJgVJhfW]][ 2.9 5

136 xnJsilicoJclinicalJtrialsJforJpediatricJorphanJdiseasesXJ2018VJgVJaced 13

(2018-2016)
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135  heJpriceJofJabandoningJdiagnosticJtestingJforJcellWfreeJfetalJsNpJscreeningXJ2018VJbgVJacbWacd 20

134 –esearchJinJ–areJsiseaseiJuromJvenomicsJtoJ“roteomicsXJ2018VJ]eVJ]aW]c 2

133 NationalJ–areJsiseasesJ–egistryJ—ystemJofJrhinaJandJ–elatedJrohortJ—tudiesiJ®isionJandJ–oadmapXJ
2018VJahVJ]agW]bd 13

132 “sychosocialJ“rofilesJofJ“arentsJofJrhildrenJwithJUndiagnosedJsiseasesiJ„anagingJWellJorJyustJ
„anagingnXJ2018VJafVJhbdWhce 30

131 xmpactJofJaJrareJchronicJgenodermatosisJonJfamilyJdailyJlifeiJtheJexampleJofJepidermolysisJbullosaXJ
2018VJ]fhVJ]]ffW]]fg 1

130 tpidemiologyJofJ—anfilippoJsyndromeiJresultsJofJaJsystematicJliteratureJreviewXJOrphanetgJournalgofg
RaregDiseasesVJ2018VJ]bVJdb 4.2 31

129 “atientJreportedJoutcomeJmeasuresJinJrareJdiseasesiJaJnarrativeJreviewXJOrphanetgJournalgofgRareg
DiseasesVJ2018VJ]bVJe] 4.2 73

128 “atientsJWithJuragileJÜJ—yndromeJpttendingJaJ—pecializedJrentreJinJrhileiJ“arentJ—atisfactionVJ
rostsJandJpdherenceXJ2018VJ]dVJebWeh 1

127  heJpotentialJandJbenefitsJofJrepurposingJexistingJdrugsJtoJtreatJrareJmuscularJdystrophiesXJ2018VJ
eVJadhWaf] 4

126 pJ—ystematicJ–eviewJofJrostWofWxllnessJ—tudiesJofJ„ultimorbidityXJ2018VJ]eVJ]dWah 66

125 UsingJmultiWcriteriaJdecisionJanalysisJtoJappraiseJorphanJdrugsiJaJsystematicJreviewXJ2018VJ]gVJ]bdW]ce 15

124 „appingJhealthJcareJofJrareJdiseasesiJtheJexampleJofJepidermolysisJbullosaJinJvermanyXJOrphanetg
JournalgofgRaregDiseasesVJ2018VJ]bVJ]hf 4.2 4

123 „ultiWrriteriaJsecisionJpnalysisJR„rspSJ„odelsJinJwealthJ echnologyJpssessmentJofJOrphanJ
srugsWaJ—ystematicJLiteratureJ–eviewXJNextJ—tepsJinJ„ethodologyJsevelopmentnXJ2018VJeVJagf 18

122 “lanningJaJOneJwealthJraseJ—tudyJtoJtvaluateJ„ethicillinJ–esistantJandJxtsJtconomicJqurdenJinJ
“ortugalXJ2018VJhVJahec 8

121  heJtherapeuticJpotentialJofJ–NpJregulationJinJneurologicalJdisordersXJ2018VJaaVJ][]fW][ag 12

120  heJepidemicJofJabnormalJcopyJnumberJvariantJcasesJmissedJbecauseJofJrelianceJuponJnoninvasiveJ
prenatalJscreeningXJ2018VJbgVJfb[Wfbc 15

119 sirectJandJxndirectJrostsJofJxmmunoglobulinJ–eplacementJ herapyJinJ“atientsJwithJrommonJ
®ariableJxmmunodeficiencyJRr®xsSJandJÜWLinkedJpgammaglobulinemiaJRÜLpSJinJxtalyXJ2018VJbgVJhddWhed 1

118 rharacteristicsJofJundiagnosedJdiseasesJnetworkJapplicantsiJimplicationsJforJreferringJprovidersXJ
BMCgHealthgServicesgResearchVJ2018VJ]gVJeda 2.9 11

Citation Report

4



117 UseJofJzebrafishJmodelsJtoJinvestigateJrareJhumanJdiseaseXJ2018VJddVJec]Wech 21

116  ailoredJfrequencyWescalatedJprimaryJprophylaxisJforJsevereJhaemophiliaJpiJresultsJofJtheJ]eWyearJ
ranadianJwemophiliaJ“rophylaxisJ—tudyJlongitudinalJcohortXJ2018VJdVJeadaWeae[ 26

115 xnhaledJqiologicalsJforJtheJ reatmentJofJrysticJuibrosisXJ2019VJ]bVJ]hWae 8

114 â��OrphanJdrugsâ��JinJderJtpileptologieXJ2019VJbaVJaffWagd 3

113 ®alueJofJtheJ–areJsiseaseJ–egistryJofJtheJxtalianJ–egionJuriuliJ®eneziaJviuliaXJ2019VJaaVJ][[bW][]] 2

112 “eriodicJueverVJpphthousJ—tomatitisVJ“haryngitisVJandJrervicalJpdenitisJ—yndromeJR“up“pSiJpJ
rlinicalJrhallengeJforJ“rimaryJrareJ“hysiciansJandJ–heumatologistsXJ2019VJfVJaff 7

111 “ointJofJrareJtxomeJ—equencingJ–evealsJpllelicJandJ“henotypicJweterogeneityJUnderlyingJ
„endelianJdiseaseJinJ”atarXJ2019VJagVJbhf[Wbhg] 5

110 pnalysisJofJeconomicJburdenJandJitsJassociatedJfactorsJofJtwentyWthreeJrareJdiseasesJinJ—hanghaiXJ
OrphanetgJournalgofgRaregDiseasesVJ2019VJ]cVJabb 4.2 6

109 pJcostJofJillnessJstudyJevaluatingJtheJburdenJofJWolframJsyndromeJinJtheJUnitedJzingdomXJ
OrphanetgJournalgofgRaregDiseasesVJ2019VJ]cVJ]gd 4.2 3

108 rlinicalJresearchJchallengesJinJrareJgeneticJdiseasesJinJqrazilXJ2019VJcaVJb[dWb]] 5

107 [romplexJcareVJhighJcostVJandJlossJofJincomeiJfrequentJissuesJforJfamiliesJofJchildrenJandJ
adolescentsJwithJrareJhealthJconditions]XJ2019VJbdVJe[[]g[a]g 3

106 wowJtoJpdvanceJ–esearchVJtducationVJandJ rainingJinJtheJ—tudyJofJ–areJsiseasesXJ2019VJ]dfVJh]fWha] 5

105  umorWassociatedJmacrophagesiJroleJinJcancerJdevelopmentJandJtherapeuticJimplicationsXJ2019VJcaVJdh]We[g 79

104 —eekingJtheJstateJofJtheJartJinJstandardizedJmeasurementJofJhealthJcareJresourceJuseJandJcostsJinJ
juvenileJidiopathicJarthritisiJaJscopingJreviewXJPediatricgRheumatologyVJ2019VJ]fVJa[ 3.5 5

103 rostWofWillnessJstudiesJinJnineJrentralJandJtasternJturopeanJcountriesXJ2019VJa[VJ]ddW]fa 13

102  heJtconomicJqurdenJofJrysticJuibrosisJinJvermanyJfromJaJ“ayerJ“erspectiveXJ2019VJbfVJ][ahW][bh 7

101  heJcombinationJofJtezacaftorJandJivacaftorJinJtheJtreatmentJofJpatientsJwithJcysticJfibrosisiJclinicalJ
evidenceJandJfutureJprospectsJinJcysticJfibrosisJtherapyXJ2019VJ]bVJ]fdbceee]hgcccac 15

100  heJburdenJofJrareJdiseasesXJ2019VJ]fhVJggdWgha 70

(2019-2018)
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99  heJpatientQsJviewJonJrareJdiseaseJtrialJdesignJWJaJqualitativeJstudyXJOrphanetgJournalgofgRareg
DiseasesVJ2019VJ]cVJb] 4.2 16

98
 heJcumulativeJincidenceJandJtrendsJofJrareJdiseasesJinJ—outhJzoreaiJaJnationwideJstudyJofJtheJ
administrativeJdataJfromJtheJNationalJwealthJxnsuranceJ—erviceJdatabaseJfromJa[]]Wa[]dXJ
OrphanetgJournalgofgRaregDiseasesVJ2019VJ]cVJch

4.2 19

97 –areJdiseasesJinJrhileiJchallengesJandJrecommendationsJinJuniversalJhealthJcoverageJcontextXJ
OrphanetgJournalgofgRaregDiseasesVJ2019VJ]cVJagh 4.2 9

96 pdultJrareJinJrysticJuibrosisXJ2019VJc[VJgdfWgeg 3

95 txperiencesJofJpatientsJwithJ“olandJsyndromeJofJdiagnosisJandJcareJinJxtalyiJaJpilotJsurveyXJ
OrphanetgJournalgofgRaregDiseasesVJ2019VJ]cVJaeh 4.2 10

94 rommentJonJL heJpriceJofJabandoningJdiagnosticsJtestingJforJcellWfreeJfetalJsNpJscreeningLXJ2019VJ
bhVJ]b[

93 sirectJhealthWcareJcostsJforJchildrenJdiagnosedJwithJgeneticJdiseasesJareJsignificantlyJhigherJthanJ
forJchildrenJwithJotherJchronicJdiseasesXJGeneticsgingMedicineVJ2019VJa]VJ][chW][df 8.1 7

92 w pJprogrammeJresponseJtoJtheJchallengesJofJdealingJwithJorphanJmedicinalJproductsiJ“rocessJ
evaluationJinJselectedJturopeanJcountriesXJHealthgPolicyVJ2019VJ]abVJ]c[W]d] 3.2 26

91 tconomicsJofJdementiaiJpJreviewJofJmethodsXJ2020VJ]hVJ]caeW]cc[ 5

90 pJNationwideJ—tudyJofJ“revalenceJ–atesJandJrharacteristicsJofJ]hhJrhronicJronditionsJinJsenmarkXJ
2020VJcVJbe]Wbg[ 23

89  heJchangingJlandscapeJofJclinicalJtrialsJforJmitochondrialJdiseasesiJa[]]JtoJpresentXJ2020VJd[VJd]Wdf 4

88 —ocietalJcostsJandJburdenJofJhereditaryJtransthyretinJamyloidosisJpolyneuropathyXJ2020VJafVJghWhe 2

87 –areJsiseasesiJvenomicsJandJ“ublicJwealthXJ2020VJbfWd] 0

86 “harmacogenomicJphaseJtransitionJfromJpersonalizedJmedicineJtoJpatientWcentricJcustomizedJ
deliveryXJ2020VJa[VJ]W]g 8

85  heJxmpactJofJNextWvenerationJ—equencingJonJtheJsiagnosisVJ reatmentVJandJ“reventionJofJ
wereditaryJNeuromuscularJsisordersXJ2020VJacVJec]Weda 0

84 wospitalJincidenceVJmanagementJandJdirectJcostJofJosteogenesisJimperfectaJinJ—painiJaJ
retrospectiveJdatabaseJanalysisXJ2020VJabVJ]cbdW]cc[ 1

83  heJurgentJneedJtoJempowerJrareJdiseaseJorganizationsJinJrhinaiJanJinterviewWbasedJstudyXJ
OrphanetgJournalgofgRaregDiseasesVJ2020VJ]dVJaga 4.2 6

82 –ecalibratingJwealthJ echnologyJpssessmentJ„ethodsJforJrellJandJveneJ herapiesXJ2020VJbgVJ]ahfW]b[g 13
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81 “renatalJ estingJorJ—creeningnXJ2020VJaVJa]fWaaa 1

80 NextJvenerationJ—equencingJandJqioinformaticsJpnalysisJofJuamilyJveneticJxnheritanceXJ2020VJ]]VJdcc]ea 11

79 [xnderdisciplinaryJcareJofJpatientsJwithJshortWbowelWsyndromeJin´ vermanyiJpJcomparativeJ
rostWofWxllnessJanalysisJofJinWJandJoutpatient´ care]XJ2020VJdgVJbecWbfa

78 ru –J„odulatorsiJ heJrhangingJuaceJofJrysticJuibrosisJinJtheJtraJofJ“recisionJ„edicineXJFrontiersging
PharmacologyVJ2019VJ][VJ]eea 5.6 112

77
rhallengesJpffectingJpccessJtoJwealthJandJ—ocialJrareJ–esourcesJandJ imeJ„anagementJamongJ
“arentsJofJrhildrenJwithJ–ettJ—yndromeiJpJ”ualitativeJraseJ—tudyXJInternationalgJournalgofg
EnvironmentalgResearchgandgPublicgHealthVJ2020VJ]fVJ

4.6 3

76 rostJofJearlyWstageJmycosisJfungoidesJtreatmentsJinJ—painXJ2020VJ]aVJh]W][d

75  heJroleJofJprimaryJcareJinJmanagementJofJrareJdiseasesJinJxrelandXJ2020VJ]ghVJff]Wffe 3

74  heJcostJofJhemophiliaJtreatmentiJtheJimportanceJofJminimizingJitJwithoutJdetrimentJtoJitsJqualityXJ
2020VJ]bVJaehWafc 7

73 „iningJromplexJqiomedicalJLiteratureJforJpctionableJznowledgeJonJ–areJsiseasesXJ2020VJffWhc 1

72 OutcomeJmeasuresJinJwaemophiliaiJqeyondJpq–JRpnnualizedJqleedingJ–ateSXJ2021VJafJ—upplJbVJgfWhd 8

71 –eflectionsJonJtheJxmportanceJofJrostJofJxllnessJpnalysisJinJ–areJsiseasesiJpJ“roposalXJInternationalg
JournalgofgEnvironmentalgResearchgandgPublicgHealthVJ2021VJ]gVJ 4.6 1

70  heJOdysseyJofJ–areJsiseaseJ“atientsiJNavigatingJtheJ“athwaysJtoJsiagnosisXJSSRNgElectronicg
JournalVJ 1

69 xmpactJofJsingleJandJcombinedJrareJdiseasesJonJadultJinpatientJoutcomesiJaJretrospectiveVJ
crossWsectionalJstudyJofJaJlargeJinpatientJpopulationXJOrphanetgJournalgofgRaregDiseasesVJ2021VJ]eVJ][d 4.2 0

68 —ystematicJassessmentJofJoutcomesJfollowingJaJgeneticJdiagnosisJidentifiedJthroughJaJlargeWscaleJ
researchJstudyJintoJdevelopmentalJdisordersXJGeneticsgingMedicineVJ2021VJabVJ][dgW][ec 8.1 1

67
 owardsJaJdefinitionJofJpncientJ–areJsiseasesJRp–sSiJ“resentingJaJcomplexJcaseJofJprobableJ
LeggWralvˆ'W“erthesJsiseaseJfromJtheJNorthJraucasianJqronzeJpgeJRaa[[W]ed[JcalJqrtSXJ
InternationalgJournalgofgPaleopathologyVJ2021VJbaVJe]Wfb

1.5 1

66 rostWofWillnessJstudiesJinJrareJdiseasesiJaJscopingJreviewXJOrphanetgJournalgofgRaregDiseasesVJ2021VJ
]eVJ]fg 4.2 3

65 pJmultiWstakeholderJmulticriteriaJdecisionJanalysisJforJtheJreimbursementJofJorphanJdrugsJ
Ruin„wUW„rspJstudySXJOrphanetgJournalgofgRaregDiseasesVJ2021VJ]eVJ]ge 4.2 0

64 NewJethicalJchallengesJinJtheJmanagementJofJrareJpediatricJdiseasesJwithJinnovativeJtherapiesXJ
ArchivesgDegPediatrieVJ2021VJagVJb]]Wb]g 1.8 0

(2021-2020)
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63 „ethodsJforJtstimatingJpvoidableJrostsJofJtxcessiveJplcoholJronsumptionXJInternationalgJournalgofg
EnvironmentalgResearchgandgPublicgHealthVJ2021VJ]gVJ 4.6 3

62
uunctionalJvenomicsJforJUndiagnosedJ“atientsiJ heJxmpactJofJ—mallJv “asesJ—ignalingJ
sysregulationJatJ“anWtmbryoJsevelopmentalJ—caleXJFrontiersgingCellgandgDevelopmentalgBiologyVJ
2021VJhVJecaabd

5.7 0

61 wealthcareJ–esourceJronsumptionJandJrostJofJxnvasiveJ„eningococcalJsiseaseJinJuranceiJpJ—tudyJ
ofJtheJNationalJwealthJxnsuranceJsatabaseXJInfectiousgDiseasesgandgTherapyVJ2021VJ][VJ]e[fW]eab 6.2 5

60 ranJyouJhearJusJnownJ heJimpactJofJhealthWcareJutilizationJbyJrareJdiseaseJpatientsJinJtheJUnitedJ
—tatesXJGeneticsgingMedicineVJ2021VJabVJa]hcWaa[] 8.1 6

59 LeftJtoJthemselvesiJ imeJtoJtargetJchronicJpainJinJchildhoodJrareJdiseasesXJNeurosciencegandg
BiobehavioralgReviewsVJ2021VJ]aeVJafeWagg 9 0

58 xdentifyingJ“otentialJvamificationJtlementsJforJpJNewJrhatbotJforJuamiliesJwithJ
NeurodevelopmentalJsisordersiJpJUserWrentredJsesignJppproachJR“reprintSXJ

57 txperiencesJofJparentsJwithJchildrenJwithJcongenitalJdisordersJofJglycosylationiJWhatJcanJweJlearnJ
fromJthemnXJDisabilitygandgHealthgJournalVJ2021VJ]cVJ][][ed 4.2 1

56 NavigatingJtheJUX—XJhealthJinsuranceJlandscapeJforJchildrenJwithJrareJdiseasesiJaJqualitativeJstudyJofJ
parentsQJexperiencesXJOrphanetgJournalgofgRaregDiseasesVJ2021VJ]eVJb]b 4.2 3

55 veneW argetedJ herapiesJinJ“ediatricJNeurologyiJrhallengesJandJOpportunitiesJinJsiagnosisJandJ
seliveryXJPediatricgNeurologyVJ2021VJ]adVJdbWdf 2.9 1

54 qiologicJmedicineJinclusionJinJ]bgJnationalJessentialJmedicinesJlistsXJPediatricgRheumatologyVJ2021VJ
]hVJ]c[ 3.5

53 wealthJeconomicJbenefitsJthroughJtheJuseJofJdiagnosticJsupportJsystemsJandJexpertJknowledgeXJ
BMCgHealthgServicesgResearchVJ2021VJa]VJhcf 2.9 2

52 pquaticJtherapyJforJchildrenJwithJsuchenneJmuscularJdystrophyiJaJpilotJfeasibilityJrandomisedJ
controlledJtrialJandJmixedWmethodsJprocessJevaluationXJHealthgTechnologygAssessmentVJ2017VJa]VJ]W]a[ 4.4 10

51 veneJtherapyJforJinheritedJmetabolicJdiseasesXJMedycynagWiekugRozwojowegoVJ2020VJacVJdbWec 0.4 3

50  heJxsea—JinitiativeiJpilotJstudyJtoJassessJtheJimpactJofJrareJdiseasesJonJpatientsJandJhealthcareJ
systemsXJOrphanetgJournalgofgRaregDiseasesVJ2021VJ]eVJcah 4.2 6

49 LaborJmarketJparticipationJandJproductivityJcostsJforJfemaleJcaregiversJofJminorJmaleJchildrenJwithJ
suchenneJandJqeckerJmuscularJdystrophiesXJMusclegandgNerveVJ2021VJecVJf]fWfad 3.4 0

48 “roposingJaJroreJOutcomeJ—etJforJ“hysicalJpctivityJandJtxerciseJxnterventionsJinJ“eopleJWithJ–areJ
NeurologicalJronditionsXJFrontiersgingRehabilitationgSciencesVJ2021VJaVJ 0

47 rommentaryiJxndividualsJaffectedJbyJtosinophilicJvastrointestinalJsisordersJwaveJromplexJUnmetJ
NeedsJandJtxperienceJqarriersJtoJrareXJJournalgofgRaregDiseasesgResearchgmgTreatmentVJ2018VJbVJbcWbe 1.1 0

46 rlinicalJgeneticsJandJitsJadjacentJregimesXJ 1
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45 “–OqLt„p xrJx——Ut—JOuJO–“wpNJsx—tp—t—JOuJ wtJNt–®OU—J—é— t„JxNJrwxLs–tNXJJournalgofg
thegNationalgAcademygofgMedicalgSciencesgofgUkraineVJ2021VJ]c[W]cg 0.2

44 —ystematicJassessmentJofJoutcomesJfollowingJaJgeneticJdiagnosisJidentifiedJthroughJaJlargeWscaleJ
researchJstudyJintoJdevelopmentalJdisordersXJ

43 tconomicJqurdenJofJ–areJsiseasesJWithJrommonJsiseasesJasJaJromorbidityJinJ“olandXJ2020VJ
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