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57 rKreportKofKanotherKvgyptianKpatientKwithKTemtamyKpreaxialKbrachydactylyKsyndromeKassociatedK
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tlinicalKandKmolecularKanalysisKinKfamiliesKwithKautosomalKrecessiveKosteogenesisKimperfectaK
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49 zdentificationKofKaKmutationKcausingKdeficientKsMPaZmTLuKproteolyticKactivityKinKautosomalK
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46 rKscoringKsystemKforKtheKassessmentKofKclinicalKseverityKinKosteogenesisKimperfectaYKJournalgofg
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45 tonsanguinityKandKgeneticKdisordersKinKvgyptYKMiddlegEastgJournalgofgMedicalgGeneticsWK2012WKaWKabXag 30

44 uefinitionKofKtheKphenotypicKspectrumKofKTemtamyKpreaxialKbrachydactylyKsyndromeKassociatedK
withKautosomalKrecessiveKtyYSaKmutationsYKMiddlegEastgJournalgofgMedicalgGeneticsWK2012WKaWKfdXg0 6

43 MuenkeKsyndromeKwithKpigmentaryKdisorderKandKprobableKhemimegalencephalykKrnKexpansionKofK
theKphenotypeYKAmericangJournalgofgMedicalgGeneticsvgPartgAWK2011WKaeerWKb0gXad 2.5 12
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yowKmanyKentitiesKexistKforKtheKspectrumKofKdisordersKassociatedKwithKbrachydactylyWKsyndactylyWK
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2.5 6

41
LimbKmalformationsKwithKassociatedKcongenitalKconstrictionKringsKinKtwoKunrelatedKvgyptianKmalesWK
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dysplasiaYKClinicalgDysmorphologyWK2010WKaiWKadXbb
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40 LRPdKmutationsKalterKWntZbetaXcateninKsignalingKandKcauseKlimbKandKkidneyKmalformationsKinK
tenaniXLenzKsyndromeYKAmericangJournalgofgHumangGeneticsWK2010WKhfWKfifXg0f 11 127
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39 zdentificationKofKaKframeshiftKmutationKinKOsterixKinKaKpatientKwithKrecessiveKosteogenesisK
imperfectaYKAmericangJournalgofgHumangGeneticsWK2010WKhgWKaa0Xd 11 212

38 TemtamyKpreaxialKbrachydactylyKsyndromeKisKcausedKbyKlossXofXfunctionKmutationsKinKchondroitinK
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theKresultsKofKtreatmentYKJournalgofgChildrenpsgOrthopaedicsWK2007WKaWKcacXbb 2.1 12

30 rdamsXOliverKsyndromekKfurtherKevidenceKofKanKautosomalKrecessiveKvariantYKClinicalgDysmorphology
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29
OtoXspondyloXmegaepiphysealKdysplasiaKSOSMvuTkKclinicalKandKradiologicalKfindingsKinKsibsK
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28 cXMKsyndromekKaKreportKofKthreeKvgyptianKcasesKwithKreviewKofKtheKliteratureYKClinicalg
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27 tatelpppManzkeKdigitopalatalKsyndromeKorKTemtamyKpreaxialKbrachydactylyKhyperphalangismK
syndromepYKClinicalgDysmorphologyWK2005WKadWKbaa 0.9 5

26 tatelXManzkeKdigitopalatalKsyndromeKorKTemtamyKpreaxialKbrachydactylyKhyperphalangismK
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25 TranspositionKofKexternalKgenitaliaKandKassociatedKmalformationsYKClinicalgDysmorphologyWK2003WKabWKeiXfb0.9 10
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ClinicalgGeneticsWK2003WKfcWKeiXfc

4 8
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20 xreigKcephalopolysyndactylyKsyndromeKwithKdysgenesisKofKtheKcorpusKcallosumKinKaKsedouinKfamilyYK
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14 NeuKLaxovaKsyndromeKinKtwoKvgyptianKfamiliesYKAmericangJournalgofgMedicalgGeneticsgPartgAWK1991WK
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12 yypogenitalismKinKtheKacrocallosalKsyndromeYKAmericangJournalgofgMedicalgGeneticsgPartgAWK1989WKcbWKc0aXe 24
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