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63 xwVSHRecommendationsHforHtheHtescriptionHofHSequenceHVariantsjHb]afHUpdateYHHumanpMutationVH
2016VHcgVHefdWi 4.7 792
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47 qdultHneuronalHceroidHlipofuscinosisHwithHpalmitoylWproteinHthioesteraseHdeficiencyjHfirstH
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20 xereditaryHparagangliomaHdueHtoHtheHStxtHMayHmutationHinHaHsecondHshineseHfamilyjHaHfounderH
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AmericanpJournalpofpMedicalpGeneticspPartpAVH1995VHegVHafeWg 17
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RefinedHlocalizationHofHtheHrattenHdiseaseHgeneHRsLNcSHbyHhaplotypeHandHlinkageHdisequilibriumH
mappingHtoHtafSbhhWtafSchcHandHexclusionHfromHthisHregionHofHaHvariantHformHofHrattenHdiseaseH
withHgranularHosmiophilicHdepositsYHAmericanpJournalpofpMedicalpGeneticspPartpAVH1995VHegVHcabWe

16

17 qHformalizedHdescriptionHofHtheHstandardHhumanHvariantHnomenclatureHinHuxtendedHrackusWNaurH
vormYHBMCpBioinformaticsVH2011VHabHSupplHdVHSe 3.6 15

16 VarioMLHframeworkHforHcomprehensiveHvariationHdataHrepresentationHandHexchangeYHBMCp
BioinformaticsVH2012VHacVHbed 3.6 14
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teletionHofHtheHsaenorhabditisHelegansHhomologuesHofHtheHsLNcHgeneVHinvolvedHinHhumanHjuvenileH
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14 virstWtrimesterHdiagnosisHofHinfantileHneuronalHceroidHlipofuscinosisHRyNsLSHusingHPPTHenzymeHassayH
andHsLNaHmutationHanalysisH1999VHaiVHeeiWefb 13

13 xumanHVariomeHProjectHQualityHqssessmentHsriteriaHforHVariationHtatabasesYHHumanpMutationVH
2016VHcgVHediWeh 4.7 13

12 sarrierHdetectionHofHrattenHdiseaseHRjuvenileHneuronalHceroidWlipofuscinosisSYHAmericanpJournalpofp
MedicalpGeneticspPartpAVH1995VHegVHcccWg 12
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BioinformaticsVH2015VHcaVHcgeaWg 7.2 10

10 PhysicalHmapHofHtheHregionHcontainingHtheHgeneHforHrattenHdiseaseHRsLNcSYHAmericanpJournalpofp
MedicalpGeneticspPartpAVH1995VHegVHcafWi 10

9 TheHmolecularHbasisHofHwROtWstoringHneuronalHceroidHlipofuscinosesHinHScotlandYHMolecularpGeneticsp
andpMetabolismVH1999VHffVHbdeWg 3.7 9

8 weneticHheterogeneityHofHneuronalHceroidHlipofuscinosisHinHTheHNetherlandsYHMolecularpGeneticspandp
MetabolismVH1999VHffVHcciWdc 3.7 8
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