20vdpopo Bardet-Biedl

["evIKA TTEPIYPOPN:

To ouvdpopo Bardet-Biedl (BBS) cival pia véoog Twv kpooowv (ciliopathy) pe
TTOAUCUOTNUATIKA CUPMPETOXA. Eival pia otravia aoBévela TTou pTTopei va TrepIAauBAvel
duOTPOYia Kwviwv-paBdiwv, TTOAUSAKTUAIQ, TTaXUCApKia, JaBnolakEG BUOKOAIEG,
UTTOYOVadIONO Kal VEQPIKEG avwHaAieg. 21n Bépeia Apepikr) kal Tnv EupwTrn, o
EMTTOAQONOG KupaiveTal petagu 1:120.000 kai 1:160.000 dropa. Apoevika Kal BnAuKda
daroua vooouv [e ion ouxvortnTa.

AiTia:

YTrapxouv TTOAAEG YoVvIOIOKEG HETOAAAEEIS O TOUAGXIoTOV 14 yovidla TTou gival yvwoTo
OTI 0dnyouv otnv avamTuén cuvdpouou Bardet-Biedl.

To 1o cuyva petaAlayuévo yovidio gival To BBS1 (23% Twv TTEQITITWOEWV)
akoAouBoupevo atré 10 BBS10 (15%) kai 1o BBS2 (10%). To poTio kAnpovouikétntag
Tou BBS akoAouBei éva KAAOIKO auTOOWHIKG UTTOAEITTOPEVO TUTTO KANPOVOUIKOTATAG
oTnNV TTAEIOVOTNTA TWV TTEPITITWOEWV

KAIvIKA €ikéva:

- To XapakTNPIOTIKO TTOU EPPAVIETAI TTIO CUXVA PETAEU TWV acBevwyv e BBS eival
N duCTPOYIa KwViwV-papdiwv Tou au@IBANCTPoEIdoUG. Ta CUUTITWUATA TTOU
oxeTiCovTal YE TN OUOTPOPIA KWViWV-paBdiwv PTTOPE va Yivouv EP@avr) JETA
atro TNV NAIKia Twv 7 1) 8 eTwv, 6T1av Ta TaIdId apyifouv va TTapaTroviouvTal yid
TNV aduvapia Toug va BAETTouV o€ TTEPIBAAAOV PE XAUNAS QwTIOUO. AUTh N
«VUXTEPIVA TUQAWON» UTTOPEi va £¢eAixBei o€ TToIKIAO BaBPO o€ KABe aoBevn
PTAVOVTOG PEPIKEG POPEG OTO ONUEIO TO OTTTIKG TTEDIO VA YivETAlI OAO KAl TTIO
MIKPO (tunnel-vision).

O1000¢veig KATTOIEG POPES EPPAVICOUV TTAXUCOPKIO PE KATAVOWT] TOU AITTOUG
duocavdAloya oTnv KoIAId Kal To 0TABOG Kal OX1 oTa XépIa Kal Ta TTodia. O
oakxapwdng diapnTNG (ocuykekpiyéva, diaBATNG TUTTOU I, N
IVOOUAIVOEEAPTWHEVOG) £XEI UTTOAOYIOTEN OTI TTNPEACEl EWG Kal TO 45% Twv
aoBevwv.

Mrtropouv etTiong va geu@avioouv BaABISIKEG OTEVWOEIG KAl ApPUOIES

ACiCel va onpeiwBei 0TI TToAAOI AvBpwTTol pe BBS €xouv peiwpévn IkavoTnTa va
aloBdvovTal pUpwdIEG AOyw aAAayrig Tou PeyEBOUG Tou 0oPPNTIKOU BOABOU.

2.€ KATTOIO TTEPIOTATIKA eUavifovTal TTiong JaBnoiakég SUOKOAIES 1) dlavonTik
KaBuoTépnon, VEQPIKEG avWPAAIES, TTOAUSAKTUAIO KAl UTTOYOVODIOHOG

Mnyéc:
- https://rarediseases.org/rare-diseases/bardet-biedl-syndrome/

https://eyewiki.aao.org/Bardet-Biedl Syndrome
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