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NepiAnyn apOpou

H odel\opevn o avenapkela tng a; avitbpuivng (Alpha-1 antitrypsin deficiency -
AATD) nmatikry vOooCg XapaKTnplleTal amd ONUAVIIKI) ETEPOYEVELD WG TIPOC TNV
ekbNAwon kat tnv €€EAEN TG, TapPA TNV UMAPEN KOLWVNG UTIOKELMEVNG YEVETIKAG
HUETAAAOENG, YEYOVOC TOU UTIOSNAWVEL TN CUUMETOXN KAl GAAWV YEVETIKWV Kol
ETILYEVETIKWY TpomononNtwy. H molkAia otov KAWIKO datvotumo €xel mpooteBel
otnv MPOKANoN tnG avixveuong, tng Slayvwong Kot SoKIUAG VEwV Bepamelwv o€
oaoBevel¢ pe AATD. Efetdoape tn oupPoAn tng HeBuAiwong tou DNA (5-
ueBuAkutooivn [5mC]) otnv etepoyévela tng AATD nmatikng vooou, kabwg n 5mC
OVTATOKPIVETAL O TEPIBOANOVTIKA KOl YEVETIKA CAHOTO, EVW N amoppLOULon TG
armoteAel onuavtikd mapdyovta  €EEAENG  (driver) TG nmatikng vooou.
Xpnowuornowwvtag Bloie¢ Amato¢ evnAikwv pe mpwipo otadlto AATD kai ZZ
yovotumo, SlepeuviBnkav ta gupéwg yoviblwpatog (genome-wide) 5mC potifa.
Juykpivape t DNA peBuliwon petafl aoBevwv pe mpwipn AATD, kot petafy
aoBevwy pe GUCLOAOYIKO ATIAP, KIPPWON KoL NTIATOKUTTAPLKO KAPKivo opeAOUEVO
oc TIOMOIAEG QUTIONOYIKEG €KBEOELG, KAl OUVOECAUE TA KAWLKA/Snpoypadkd
XOPAKTNPLOTIKA TwV aoBevwy. H eupeia avdAuon aveédelle onUOVTIK YEVOULKN
umopeBuAiwon oeg AATD yoviSia mou emiSpouv oTo NTap, Tou OXETI{ovTal UE TOV
NMOTIKO KOPKIVO, TOV KUTTAPLKO KUKAO Kol TNV (vwon, Kabwg Kal o pUBOULOTIKA
popLla mou emdpolv otnv avénon, Tn HETAVACTEUON KOL TNV avoolakn Asttoupyia.
MNepattépw avaAuon UTOSEIKVUEL EVIOTILOUEVEG UETABOAEC TNC 5mC, HE TIEPLOXEG
unepueBUAlwong va mapatnpouvtal o éva umofabpo 5mC umopeBuliwong oto
OUVOALKO yoviSiwpa, kaBwc kot tnv Umapén otouc aoBeveic pe AATD Stakpltwv

ETILYEVETIKWY TOTILWV TIAPA TN YEVETLKA OHOLOYEVELD. EVOWUATWVOVTOG TA KALVLKA
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6ebopéva pe ta 5mC mpoTUMA, TOPATNPNOCAUE OTL TA SLOPOPETIKA TPOTUTIA
pneBuAiwong twv CpGs otnv AATD ouvééovtal pe Ta Olaitepa  KAWIKA
XOPOAKTNPLOTIKA TtNG AATD (m.x. ekpUALON nNMATOKUTTAPWY KOL CUCCWPEUON
TLOAUMEPWV) KOl OVASEIKVUEL CUCKETIOELG PE TIC KAAQ QVAYVWPLOUEVEC ETULOPACELG
Tou ¢UAOU 0TV TPOOSO TNG NMATIKAG VOoou. Juumepacua: Tto Oedopéva
OTTOKOAUTITOUV HOPLOKEC ETILYEVETIKEG UTIOYPADEC EVTOC TNG OUOLOYEVOUC, WC TIPOC
TIC peTaAAagelg, opadag, mou avadelkvoouv pebodouc Tallvopnong Twv aobevwy

WG TPOG TOV NITOTLKO Kivouvo.

Zx0Ao apBbpou

H avendpkela tng a; avtiBpuivng (ATAD) odeiletal oe petaraelg tou SERPINAL
yoviSiou mou odnyel og eAdttwon twv KukAodpopolVTwV eMESWVY a; avtilBpuivng,
n 6€ opoluywtio Tou Z aAAnAiou £XEL WG QATIOTEAECUA TOOO TIVEUHOVIKN (ME TN
popdn epduonuatog) 60o Kol NMOTIKA VOoO. H TVEUPOVIKH KOL N NIOTLKA
ouppEeTOXN €xouv Sladopetiki maboduatohoykr Baon: n avantuén euducnUATOq
odeiletal oe kataotpodn tTwv KUPeAdwWY ocuvemeia Twv XapUNAwv EMUTESWV TNG
«TIPOCTATEVUTIKAG» o3 avTilBpuPivng, evw n NmATKR VOCOOG TPOKAAElTAL OO TN
cuoowpeuon TG Tmaboloywka  avadutdovpevng a;  avtlBpuldivng  oto
evOOMAAOUATIKO SIKTUO TWV NMATOKUTTAPWY, TIOU 08nyel og pakpoautodayio Kot
KUTTOPLKO Bdavarto.

H popdn tng nmatikng vooou Sladépel avaloya pe tnv nAkiaky ¢aon. Etol,
amoteAel aitio veoyvikAG Nmatitidag Kal LKTEPOU KATA TN yEvvnon, TIG EMOUEVES
SeKkaeTiec ekONAWVETAL WC XPOVIO NMOTITON, EVW HMETA TNV MEUMTN SeKAETIO TNG
{wng amoteAel aito kippwong, TeAlkoU otadiou NMATIKAG VOOOU  Kal
nnatokuttaplkol Kapkivou (HKK). Ou &iadopetikég autég popdés  daivetal va
armoteAouv opoonua tnG duoikng totopiag tng ATAD nmatikig vooou. H onuavtikn
dALVOTUTIKI) ETEPOYEVELA TNG VOOOU, TIOPA TNV KOLvN YEVETIKN Pacn, odnyel otnv
umoBeon OTL KoL GAANOL YEVETIKOL | ETLYEVETIKOL TOPAYOVIEC CUMUETEXOUV OTN
dawoturikn ékdppaocn Tng vooou.

Ol Wang kot ouv. oto teuxog louAiou tou Hepatology, enixelpouv va Stepeuvrioouv

Vv unoBeon auth, €€eTAlovtag TN CUOXETLON TNG ETILYEVETIKAG ETEPOYEVELAG (Kal



OUVKEKPLUEVO TNG HeBUAiwong tou DNA) pe TNV NRATIKA VOoo. Q¢ EMIYEVETIKEC
opilovtal ot KANpOVOUOUUEVEG HETAPBOAEC TOU YeVETIKOU UALKOU oL omoieg dev
odeihovtal o PETABOAEG TNG VOUKAEITLOWKNAG aAlAnAouxiag. XapaKTnpLOTIKOTEPEG
autwv eival n peBuliwon tou DNA, Twv kutoowwv tTwv CpG vnoldwv otnv meploxn
TWV EKKLVNTWV KaL TWV EVIOXUTWV TOU YoVLSiou ou odnyel o€ pelwon tng Ekppacng
TOU yoVLSioU Kol OL TPOTIOTOLOELG TWV LOTOVWV TIoU €TioNg empouV oTn yoviSLaKn
€kdpaon.

Ol Wang Kal ouv. XpnOLULOToLWVTAG BLOTTIKO UAKO 94 ZZ acBevwv e ATILO NITOTIKN
vOo0, ouvékplvayv Ta potifa tng DNA pebuliwong pe avtiotoa Kippwtikwv AATD
aoBevwv kaBwg Kal Me poTifa  AAANG attoAoyiag nmatomabwv  NATAg,
mpoxwpnuévng tvwong kat HKK. AvedeixBn ouvolwkr) umopeBuliwon tou DNA oe
yovidla mou emdpolv oTNV NIMATIKI) VOOO KOl OXET{OVTOL E TOV NTIATIKO KOPKIVO,
TOV KUTTOPLKO KUKAO KOl TNV (vwon, Kabwg Kol Ot PuBULOTIKA HOpLA TIOU
EUMAEKOVTAL OTNV aUfnon, TN METOVACTEUCN KoL TNV avOoloK Aegltoupyia.
AwamiotwOnkav emniong Stadpopetikd mpotuna peBuliwong petaty ATAD acBsvwv
HE NTUA ] HUE TIpOXWPNUEVN (vwon. H olykplon, TEAOG, Twv MPOoTUNWV peBuAiwong
HE AAANG attloloyiag nratondabeleg, aveSelfe plo avaloyia e TO avVTLOTOLXA TNG
AUmwS0oug VOoOU TOU ATIATOC KOl TNE taxuoapkiag.

To katd méco ta SLadopeTikd autd potuna LeBuAlwong amoteAouy TNV altia tng
SlapopeTikAG GALVOTUTIKAG €kdpaong i amAwe €va emidalvopevo dev Umopel va
armavtnBel. Na va amavinbel aAutd TO E€PWINUA  ATIALTOUVTAL SLOXPOVIKES
(longitudinal) peAétec mapakoAolOnonG Ue SLOSOXIKEC EKTIUNOELS TNG HeBUAiwONG
KOTA TO TEPAGLAL TOU XPOVOU.

Avefdptnta MAVTIWE and To av amoteAsl TNV altio [ éva amAd emidpalvOUEVo, Ta
EUPAMOTO TNG MEAETNG AUTAG Ovolyouv PEAAOVTIKOUC SpOUOUC yla BepamEeUTIKES
ETILYEVETIKEC TTAPEUPAOELS OTNV NTATIKN vOoo NG ATAD, evOeXOUEVO ONUAVTIKO av
AaBel kavelc umoPLv ToUu TNV AMouciol OTMoLag OTMOTEAECUOTIKAG Oeparmeiag otnv
nmatiky voco tn¢ ATAD. Muwa yonteutiki mpotacn 6a pmopoloe va eival n
XOpPNynon €myevetikwv Gapuakwyv (ta omola dn KUKAopopoUuVv ylo aLUATOAOYIKA
VOO OTA) TIPOKELUEVOU Vo TpomomolnBel n €kbpaon Twv OXETWOUEVWY UE TNV
NMATIKA vooo yovidiwv. Mia Tétola iAoy TPOOKPOUEL WOTOCO OTNV ToEKOTNTA

TWV GAPUAKWY CUVETEIOL SUOUEVWY ETILYEVETIKWY EMIOPACEWV O AAAa Opyava-



oTOX0oUC. MLa TtiLo a.odaAr ¢ emhoyr), SESOUEVWV TWV KOLWVWV ETILYEVETLKWY TIPOTUTIWV
™G Nratikng vooou ATAD kal Tn¢ Aumwdoug vooou Tou Natog Ba Atav n HEAETN TNG
enibpaong vylewvodlaltnTtikwy mopepfacewv (aAkooA, dlalta, cwHATIK Aoknon),
niou antodedetypéva emidpouv otnv NAFLD kat otnv nepintwon tng ATAD.

Anattolvtal WG €K TOUTOU, KOL VEEG, TIOAUKEVIPLKEG UEAETEG TOU Bal PeEAETROOULY
TOOO TNV €MIOPAOCN YEVETIKWVY KOL ETLYEVETIKWY TPOTIONMONTWY OTNV GOLVOTUTIKN
ETEPOYEVELD TNG NMATIKAG vOoou tng ATAD, 000 Kal TNV QNMOTEAECUATIKOTNTO TWV

SuUVNTIKWV BEPATIEVTIKWY TAPEUPACEWV TTOU AVASELKVUOVTOL OTN UEAETN.

Link apBpou: https://aasldpubs.onlinelibrary.wiley.com/doi/10.1002/hep.30526

Acotépuog I. Zaitng

MNaBoAdyog

Ynoynoiog Aldaktwp

MaBoAoywkn KAwvikr & Opwvupo Epguvntikd Epyactrplo

Navermotnpuakd Noookopeio Adploag


https://aasldpubs.onlinelibrary.wiley.com/doi/10.1002/hep.30526

