Hutterites — PiBoocopata xat ouvdpopo Bowen-Conradi

O: Hutterites évag Opnoxcutikds rAddog towv AvaBartiotdv, Jouv ot kKowofiakés
papucg otig medwég mwoAiteisg Kat srwapxisg tng Bopeiov Auepucng. Evac uikpds aptuog
16putwv o ouvduaoud ue v evdoyauia, Exovv dnUloUpynoset uwnAn ouxvotnta tou ustaldayugvov
aAAnAopoppouv yia to ovvdpopo Bowen-Conradi petalv tng wkowotntag. To ovuvdpopo mpokumtel
ano elattwpanxny pyBoowuky Pioovvbeon mou mpayuatomoweitar  kata t Swadikaoia g
uetappaong. Zt photo ewovidovtar vyt taidia and v Kowownta Hutterites.

Ta pipoowpata eivat 10 MPIEIVIKO epyootdoto tou Kuttapou. O Bepediwdng
pOAOG TOUg, sp@avifetal pe oduvnpod Tpodro ota radid pe cuvdpopo Bowen-
Conradi. Ta maidia autd yevvevtal pe mpoeExouoa HPUTH, HIKPO KEPAAL KAl
aouvr|Bn KAUImuAoInta Tou MIKPeoU OakTtUAou, aduvatouv va empPiooouv Kat
avarttuooovtal ouvr|fwg rebaivoviag peoa otov mMPMTo Xpovo g {Wr)g Toug.

Zxedov 0Aa ta tadd pe ouvdpopo Bowen-Conradi eivat Hutterites (Otepiteg),
évag KAAdog twv Avafamntiot®v Iou €Xel Katayeyn arnod tov 16° aiwva otg
AAnteig oto Tipodo tng Auotpiag. Meta amd xpovieg dwwdelg ot Hutterites
petavaoteuoav oty Notia Dakota i dexkaetia tou 1870 pe amotédeopa n
draomopd toug otig yertovikeg mediveg moAtteieg, Kat otg ernapxieg tou Kavada.
rrpepa ot Hutterites ot Bopelo Apepikn apiBpouv mepirtou 40000 dtopa.
Zouv og KOwoBlakeg pappeg, eivatl auotnpoi £1pnvioTeg Kat oravia GUVAITIouv
YApoUug PE dtopd €KTOG NG KOWOTNTAg ToUG.

To ouvbépopo Bowen-Conradi xkAnpovopeital ®G AUTOO®UIKO UTTOAEUTONEVO
XAPAKINPIOTIKO, KAl 1] ouvdeon Tou OuvipoOHUOoU HE TNV KOWwOtnta TV
Hutterites, oxetietar pe 1t yeveuxrn 1otopia g pelovotnrag auvtng. H



yovibiakr) 8e§apevr) twv Hutterites mou {ouv onpepa ot Bopeio Apepikn,
npoépxetat ano Awyotepo aro 100 mpoowria mou petavacteuoav ot Notwo
Ntakota ota téAn tou 1800. O1 auinpéveg neputt®oelg tou ouvdpopou Bowen-
Conradi ommv kowotnta twv Hutterites, onuepa ogeidetal oto gpawvopevo tou
1Oputr) — Vv Tmapouocia oe €vav 1] IEPLOCOTEPOUS ard Toug 10puUtég, TOU
aAAndopopgou yovibiou mou mporkaAei 1o ouvbpopo — kat ) Hraoropd Tou pe
evboyapia evtog tng kowotntag. ES’ artiag tou gawopévou tou 18putr) Kat g
avanapayoyng, IoAdoi Hutterites eivat otevol ouyyevelg Onwg IpwTOL
e€aded@otl. Autr| 1 eyyutaty YeEVETIKY 0X£0r, audavel v rmbavotnta éva rnaidi
va kAnpovoprjoet 6UO0 aviiypa@a Ttou UMOAEUopevou aAAnAopop@ou Kat va
napouotaoel ouvbpopo Bowen-Conradi. Ilpdypatt oxebov 1 otoug 10
Hutterites eivat etepofuyog @opéag yia 1o aAAnAopop@o mou IporKaAsi tnv
aoBevela.

Av rat 1o ouvépopo Bowen-Conradi meptypdgpnke yia npwtn gopda to 1976, n
YEVEUIKI] Kal Ploxnuikrn Pdon g acbévelag Tapepeve et PAKPOV €va
puotfjplo. Metd and 7 xpovia avadnnon yua va PBpebei 1o yovibio 1ou
npokalet to ouvdpopo, ot epeuvnteg oto [Mavermotpio Manitoba avakdAuypav
10 2009 out o ouvopopo Bowen-Conradi mpoxuUrtel amd pia ONUEAK)
petddAadn evog {euyoug PBaoceswv (bp) oto EMGI yovidio 1mou evrortietal oto
xpopooopa 12.

H avaxkdAuyn tou yovidiou yia to ocuvdpopo Bowen-Conradi ripooégpepe apeon
e1koOva ot Bloxnuikn @uon g acévelag. Av kat Alya sival yvootd yia to poAo
tou yovibiou EMG1 otoug avBpwrioug, nipoipeg pedéteg oe {Upeg anokdaduyav
ottt kwdkomolel pa npwteivn mou PBonbd t ouykpdnon tou poocwpatog.
Eivat yvootd ot ta pipooopata araptifovial armd HIKPL KAl HPEYAAT
urtopovada. H pikpr) urnopovada otov avBpwrio Ouykpoteital amo eva Kat
povadiko popo pioowpikou RNA yvewotou og 18S rRNA, kat éva peyddo
apOpod npwteivov. H mpoteiv nmou kwdikoroteitat and to yovidio EMGI,
naifel évav ouowwdn polo otnv enegepyaoia tou 18S rRNA, katr Bonba 1n
OUYKPOTINOT] TOU 08 P1KPT| urtopovada oto pipoowpa. Adye tng petaddalng oto
yovidio EMG1, 1ta popd pe ouvdpopo Bowen-Conradi mmapayouv pifoocopata
Ta oroia Aetoupyouv €AATIOHATIKA, KAl OUVEN®G ermnpedaletal n enegepyaoia
TRV npeteivov rmou ouvtiBetat art’ autd.
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e Bowen-Conradi syndrome: a clinical and genetic study

https://pubmed.ncbi.nlm.nih.gov/ 12838567/

e Mutation of a gene essential for ribosome biogenesis, EMG1, causes
Bowen-Conradi syndrome
https://pubmed.ncbi.nlm.nih.gov/19463982/
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A Hutterite condition that mimics Bowen-Conradi syndrome

https:/ /pubmed.ncbi.nlm.nih.gov/25906497/

Mutation of EMG1 causing Bowen-Conradi syndrome results in
reduced cell proliferation rates concomitant with G2 /M arrest and
18S rRNA processing delay

https:/ /pubmed.ncbi.nlm.nih.gov/26676230/

The Bowen-Conradi syndrome protein Nepl (Emgl) has a dual role in
eukaryotic ribosome biogenesis, as an essential assembly factor and
in the methylation of W1191 in yeast 18S rRNA

https://pubmed.ncbi.nlm.nih.gov/20972225/

The ribosome assembly factor Nep1 responsible for Bowen-Conradi
syndrome is a pseudouridine-N1-specific methyltransferase

https:/ /pubmed.ncbi.nlm.nih.gov/20047967/

The Bowen-Conradi syndrome protein Nepl (Emgl) has a dual role in
eukaryotic ribosome biogenesis, as an essential assembly factor and
in the methylation of W1191 in yeast 18S rRNA

https://pubmed.ncbi.nlm.nih.gov/20972225/
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