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TpigeAnG ETTITpOTTA !

1) Aedouong lMNewpyiog, Kabnyntig KuttapikAg kai Mopiakrg BioAoyiag Tou
AvBpwTtrou, TuAua  EmoTAung  AlaitoAoyiag-Ailatporig,  XapOKOTTEIO
MavetmoTtruio.

2) Koupétag Anuntpiog, Kabnyntig dPuoiohoyiag Zwikwv Opyaviopwyv-
To&ikoAoyiag, TuARua Biloxnueiag kalr  BiotexvoAoyiag, [lMavemoTtAuio
Oeooahiag.

3) Ztaykog AnuAtpiog, ETikoupog KaBnynmg duoioloyiog Zwikwv

Opyaviopwy, TuAUa Bioxnueiag kai BiotexvoAoyiag, Mavemmiotruio ©ecoaliag.
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EuxapioTieg

H Trapouca dImmAwPATIK €pyacia  €KTTovrOnke oOTa  TTAdiCI  TOU
METATTTUXIOKOU TTPOYPAUMATOG «TogIkoAoyiag», Tou TuApartog Bioxnueiag-
BioTtexvoAoyiag, Tou lMNavemmioTnuiou @eocoaliag.

Mpiv TNV Tapouciacn Tng epyaoiag, aioBdvoualr TV avAaykn va
EUXAPIOTACW OPICPEVOUG avOPWTIOUG, N OUPBOA Twv OToiwv  ATtav
KABoPIOTIKN yIa TNV OAOKANPWOA TNG.

Mpwtov ammd OAoug BEAW va euxapioTow Tov UTTEUBuUvVOo TOu
METATTTUXIOKOU TTPOYPAUMATOG, KaBnynty AnunTpio Koupéta, o OTToiog Pou
€0woe TNV €ukaipia péoa ammd TNV TTapakoAoUuBnon TOU OUYKEKPIUEVOU
TTPOYPAUMATOG VA avaKaAUWW VEQ TTEDIA EPEUVAG TTOU UE EVOIOPEPOUV.

21N ouvéxela Ba ABeAa va euxaploTAOW TOv UTTEUBUVO KaBnyntr TNG
OIMAWMATIKAG Mou, K. Mewpylo Agdouon, kabwg kai TiIg dIdAKTOPES Elprivn
MapoUAn kai ‘Egn KatocapéAn, TTou Pe TIG UTTOOEICEIC TOUG KATEOTNOAV EQIKTH
TNV OAOKANPWON AUTHS TNG Epyaciag.

ISlaiTepeg euxaploTie¢ Ba nBeAa va ameubuvw oToug QIAOUG Pou, KaBwg
Kal o€ €va akOun TTpOCWTTO TTou £TTAIEE KATAAUTIKO POAO yia TN cuyypa@r Tng
OIMMAWWATIKAG PE TNV TTOAUTIUN OTAPIEN TTOU Pou £dwoe. KABe évag LexwpioTa
a1ré auTtoUg €ival 0 TTOAUTINOTEPOG apwyOGS TTou Ba UTToPOoUCa Va EXW.

TéNoG, BEAW va atreuBUvw OTOUG YOVEiG PJou, @avaon Kal AfunTea, TTou
ME TNV UTTOPOVHA TOUG KAl TO KOUPAYIO TOUG UOU TTPOCEPEPAV TNV ATTOPAITATN
NBIKH) CUPTTAPACTACN WOTE VA OAOKANPWOW TNV £pyaCia PJou, TIG HEYOAUTEPES

EUXOPIOTIEG. 2€ AUTOUG €ival KAl aPIEPWHEVN N EPYATia Pou.
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1.EIZAIQrH

1.1 Tevikd yia ThV TTAXUCapKia

H mraxuvoapkia opileTal wg n TaBnon 1Tou TTPOKOAETal atTd UTTEPBOAIKN
ouCoOoWPEUON AITTOUG OTO CWHA KAl CUVODEUETAI ATTO CWHATIKES, WYUXOAOYIKEG
KAl KOIVWVIKEG ETTITITWOEIG OTA TTACYXOVTA AToua. AvayvwpioBnKe TTionua wg
vooog 1o 1948, d6tav 10pubnke o lMaykoéouiog Opyaviopog Yyeiag kal Tn
ouptrepiéAapBe  otn  Aigbvrp Tagivounon Twv [laBriocecwv (International
Classification of Diseases), 6mou w¢ vooo opi(ouue KABe katdoTaon Trou
MEIWVEI TOV TTPOCOOKIPO XPOVO (WG, KABWGS Kal TV TTOIOTATA AUTHG.

Q¢ Taxuoapkol xapaktnpifovral Ta dAtoya ToU O O€iKTNG PAloG-
owpatog (AMZ) -uia pérpnon tou AauBavetal diaipwvtag 10 BApog evdg
aTOPOU O€ KIAQ, PE TO TETPAYWVO TOU UWOUG TOu O€ HETPA- EETTEPVA TA
30 kg/m.

H tTaxuoapkia gival éva diaxpoviké TTpoBAnua vyeiag. ‘Hrav yvwotd amod
Tapa oAU TTaAId, aAAG eEakoAouBei va atracyoAei Ta ZuoTApaTa Yyeiag,
aKOuN TTEPIOCOTEPO Onuepa. Exouv diaocwBei ayaAuatidia TTPoicTOPIKAG
ETTOXNAG TTOU aTTEIKOVICOUV ATOPA TToU TTAoXOUV aTTd ooPapn TTaXUCapPKia, PE
MO YVWOoTO i0WG To KUKAGBIKO ayaAuaTidlo TTou BpiokeTal 010 MnTpOTTOAITIKO
Mouaocio TnG Néag YOpKNG. ZTnv TIPOIOTOPIKA €TTOXN, MAAIOTA, OTTWG €XEI
TpoTadei amd I1I0TOPIKOUG, N Traxuoapkia ota ayaAuatidia cupBoAiler Tnv
apBovia kal Tnv eATTida yia pokpolwia®. ANG Kal oTn VEOMBIKA €TTOXA Kal
apyoTepa uEXP! TNV €Tmoxr Tou XaAkoU (uéxpr To 3000 T11.X.), Bpiokoupue
TTOAEG MnTépeg-Oeéc oe ayaApaTidla pe Tnv idla poper. Ta TTePIcOoOTEPQ
eupnuUaTa TTpoEpxovTal amd TNV TTePIOXN TNG AvaToAiag Kal XpovoAoyouvral
yupw ot1o 5000 pe 6000 1r.X. TapOuoIEG POPPESG UTTAPXOUV ETTIONG OE€
ayaAuartidla  otn  MeoomoTtapia oMG kol og  poupieg dapaw Kal o€
ToIxoypa®ieg TAwv oTnVv Aiyutrto. AVAAOYEG QVOQOPES TTEPI TTAXUCOPKIAG
uttdpxouv oTnv KIVe(IKA, Tn BIBeTiav Kal TNV IvOIKN 1aTPIKN, AGAAG Kal oTnv

1aTpIKA Twv Mayia kal Twv ACTEKWV.
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dravovrag otoug EAANvopwpaikoug xpdvoug, o Tratépag Tng latpiknig,
ITTTTOKPATNG, Bewpouoce TNV  TTAXUOOPKIQ vOOO KAl XPNOIYMOTTOIOUOE
OePATTEUTIKEG HEBODOUG TTAPEUPEPEIG ME TIG ONUEPIVES YIA TNV QVTIUETWTTION
Tngz. O MaAnvog, onuavTikog 1I0TPAS TWV PWHATKWY XPOVWY, €iXE KATATALEI TNV
TTaXuoapkia o€ duo KATNYOPIEG: METPIa (moderate)
Kal uTTEpBOAIKN (immoderate), OTTOU N TTPWTN €BEWPEITO QUOIOAOYIKN Kal N
deuTePn voooyovog. ETriong amd Toug pwudikoug XpOvoug, UTTApXOouv
TTEPIYPOPES TTOU OUVOEOUV TNV TTaXUoApPKia PE TNV uttvnAia kai Tnv armmvola
UTTVOU KAl ava@épovTal  TTEPITITWOEIC  avBpwTTwy  TTou TTEBavav  atrd
uTTEPBOAIKO BApoc.

To koivé onueio ava@opdg OAWY TwWV BEPATTEUTIKWY TTPOCEYYioEwY, 600V
a@opd oTNnV TTaXUoapKia oTnv apxaidotnTa, eivai n diaira Kal n daoknon. Téco o
ITTTTOKPATNG TOV 50 aiwva 1.X., 600 Kal 0 FaAnvog kalr o ABIkévvag TTOAU
apyoTepa, TTapd TIG DIOPOPES TTOU UTTAPXOUV OTIG BEPATTEIEG TOUG, TTPOTEIVOUV

ME TOV €vav ) Tov GAAov TpOTTO oXedOV Ta idla TTpAyuaTa:

e OKANpPr OoUA&Id
¢ Ypriyopo Tpégiuo
e OKANnpn doknon
e ANITA SI0TPOYN) KAl EYKPATEIN

e OXI TOIMTTOAOYANATA
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Eikova 1. AyaAuaridia mpoioTopIKwWV XpOVwYV TToU aTTEIKoVI(ouv

TTAXUOQAPKES YUVAIKES

2Tn ouyxpovn €1TOXr, N TTaxuoapkia £xel TTAPElI DIAOTACEIG ETTIONMIAC KAl
MAAIOTO XapakTnpieTal wg n véa Traykoouia emdnuia. Euboveral yia pia
MEYAAN oeipd coBapwyv ETTITTAOKWY Kal TTPETTEI va AVTIMETWTTICETAI £yKAIPQ,

TTPIV AUTEG TTAPOUCIACTOUV.
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Baoikég aobéveieg, OTTOU TTAPOTNPEITAI AUENON TNG EUPAVIONG TOUg

TTOPOUCIia TTaXUCOPKIag gival:

o KapdloayyelokES TTABNOEIG

e 2akxapwdng diapnTng TUTTOU 2
e ATTOQPAKTIKF ATTVOIQ UTTVOU

e Opiopéva €idn KapKivou

o OoTe00pOpiTIdO

e AcOua

Eikova 2. AoBéveieg Tou gu@avidovral ouxvoTepa apouaia

TaxuoapkKiac
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1.2 AiTia TNG TTOXUCAPKiag

Ta aitia gp@Aviong Traxuoapkiag Olakpivovial ot &vOOYEVH Kal
e€wyevn. Ta pev evdoyevr € YEVETIKOUG TTAPAYOVTEG, O€ UTTOBOAQUIKA aiTIa
Kal o€ €vOOKPIVIKG aiTia. Ta ¢ €Cwyevh 0 dIAITATIKA QiTIA, OTN CWHATIKN
OpacTNPEIOTATA KAl O€ PAPMAKEUTIKA aiTia. ETTIITAé0V UTTApPYOUV Kal GAAa aiTia

OTTWG N BIOKOTTA TOU KATIVIoPATOS Kai n nAKia®.

1.2.1 Evdoyevi aiTia

A) leveTikoi TTapdyovteg: H TTaxuoapkia Teivel va gival KAnpoOvOuIK,
KATI TTOU uTTodNnAWVEl éva YEVETIKO aiTio. O BaBPOS KANPOVOUIKOTATAG TNG
TT00O0TATAG TOU AITTWAOUG 10ToU KupaiveTal ammo 25-40%, evwy Tou KOIAIGKOU
(omrAaxvikou) Aittoug oto 50%. QoT1dé00, HIa OIKOYEVEID UIOBETEI KOIVEG
dIaTPOPIKEG ouvRBeIEg Kal KOIVO TPOTTO {WwNG TToU UTTopPE va oUPBA&AAOUV OTn
TTaxuoapkia. O diaxwpIoPog Twv OuvnBEIWY QUTWY OTTO TOUG YEVETIKOUG
Tapdyovteg Oev  eival €UKoAog. Or1 épeuveg Oeixvouv OTI Ol YEVETIKOI
TTapdyovTeg eubBuvovTal Katd 80% TrepitTou yia TNV TTPodIABeon Tou aTdPou va
eupavioel Traxuoapkia®. e ouvduaopd pe JIGPOPeC GAAEC vOOOUg, Ol
TTAPAYOVTEG AUTOI PTTOPOUV va 0dnyrnoouv Aueca oOTnv  TTaxuoapkia.
Opiopéva yovidia €mdpoUV O€ TUAUATA TOU EYKEQPAAOU Ta OTTOIa EAEYXOUV TNV
o0pegn kai Tnv aiocbnon TnG TTANPATNTAG OTO PaAynNTo, €vd AAAQ pTTOPOUV Vva
KaBopicoUV TOV TPATIO HE TOV OTTOI0 TO OWHA aTToBnKeUEl 1| Kaiel Bepuidec’.
Ta maidid TTaxUOAPKWY YOVEWY, AKOMN KI av Ta idla dev €ival TTaxuoapKa,
EXOUV XAUNAGTEPN EVEPYEIOKI KATAVAAWGON OTTO TA TTAIOIA IOXVWYV YOVEWV. 2€
OPIOUEVEG TTEPITITWOEIG N TTAXUCOAPKIa OQEIAETal OTnV UTTOPEN €VOG yovidiou,
TO OTTOI0 KWOIKOTTOIEI MIO TTPWTEIVN TTOU €UBUVETAl yIa TV TTO0OTNTA TOU
ANiTTouG OTOV Opyavioud, OTEAVOVTAG CHPA OTOV EYKEPAAO, TTPOKEIMEVOU va
pubpioel TNV avaykn Ajyng TNS Tpo@rict. OTav n ékPpacn TN GUYKEKPINEVNS
mpwteivng  emnpeddetal  egaitiagc  peTaAAayAg  Tou  yovidiou  autou,

ammopuBuileTal N OUYKEKPIUEVN PUBUION Kal O AvBpwWTTOC KATAVOAWVEI
10
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TEPIOCOTEPN TPOPy ATTO 00N Xpelddetal, augdvovtag TapdAAnAa  Tnv

TTOOOTNTA TOU AITTOUG GTO GWHA TOU.

B) YtmoBaAauika aitia: H 6pegn pubpiletar amd Tov utroBdAauo oTo
Kevpikd Neupiké Zuotnua®. O utoBdAapog AauBdvel VEUPIKG Kol OPHOVIKA
onuata ammd TNV TTEPIPEPEIN, TTOU OXETICOVTAl PE TO I00QUYIO EVEPYEIAG, TN
oition kai v Treiva. H oition, Blaitepa pe udatavOpaKeS, TTPOKAAEI TNV
€KKPION IVOOUAivNG, n otroia odnyei o€ AimmoouvBeon &6tav  uttdpxouv
TeEpIOoEUPATA evépyelag. Katd tn @don Tng AmroouvBeong o AITwdng 10TOG
EKKPIVEI TN AETTTIVN, MIO OpPOVN TTOU MeElwvEl TNV Opetn. lNpokaAeital €10l
QvaOTOAN TNG 6PEENS Kal BIOKOTTA TNG OITIONG. 2Tn @Aon vnoTEiag dev UTTAPXEI
EPEBIOUA VIO €KKPION IVOOUAIVNG Kal TOTE €XoUpE AITTOAUCT Kal atTEAEUBEPWON
ANTTapwyv oféwv yia Trapoxr evépyelac®. MapdAAnAa SIOKOTITETAI N €KKPION
AETTTIVNG Kal eTTavEPXETAI N OPEEN YIa TPOYH.

O ummoBdAapog e€ival TO Veupikd KEVTPO pPUBUIONG TNG EVEPYEIAKNAG
ICOPPOTTIAG. 2TOV UTTOBAGAaUO PpioKeTal To KEVIPO TNG Treivag Kal Tou
KOpeouou. Av kal cupPaivel TTOAU oTtrdvia, PAAREC Tou TeAeuTaiou KEVTpoOU
TIPOKAAOUV TNV E€UQAvVION TTAB0AOYIKNG MHop@ng Ttraxuoapkiag. O BAGREG
pTTOpEl va  o@eilovial o€ OYKOUG, QAEYUOVEG (META aTTO  €YKEQOAAITION),
Tpauuata f augnuévn evookpaviakr Triecrn. H TTpoTTIoueEAAVOKOPTIV QTTOTEAEI
TTPOBPOUN oudia TTOAWY OPPOVWY TOU UTTOBOAGUOU KOl CUPMETEXEI OTN
puUBuIoN TNG evePYEIOKNS KaTtavadAwong Kal ANWnS TG TPOPAGS. MeTaAA&EeIg
TOUu Yyovidiou TTOU KWOIKOTTOIEl TN OUvBeon TNG TTPOTTIOUEAAVOKOPTIVNG
guTTOdICOUV TN OoUVBeon TNG a—MSH, 0dnywvTag €101 O€ TTAXUCAPKiIa copapou
Babuou.

21OV UTTOBAAaUO YiveTal 0 €AEYXOG TNG KATAVAAWONG EVEPYEING PETW TOU
QUTOVOUOU VEUPIKOU CUCTANATOS KAl TWV OPUOVWY TNG UTTOQUONG 01 OTTOIOI

eAEéyxouv Tnv Beppoyévean Kal Tnv pUBPICT Tou PETAROAICHOU.

N Evdokpivikd aitia: To ouvdpouo Cushing ecivar pia popoen
€vVOOKPIVOTTADEIOG TTOU oQeileTal oTnv augnuévn TTapaywyn

YAUKOKOPTIKOEIBWYV (KOPTICOAN) atmd 10 @AOIO Twv ETMIVEQPIdIWV 1 OTN
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MOKpoXpovia XOPAYNON OUVOETIKWY YAUKOKOPTIKOEIOWY (OKEUAOUATWY —
IOTPOYEVAG Hop®r). H TTaxucapkia gival TO TTpWIMOTEPO KAl KUPIOTEPO ONUEIO
TNG vooou. H popenr Tng TTaxuoapkiag cival 101adouca Kal EVTOTTICETAI OTO
TPOOWTTO, TOV KOPMO, TNV KOIAIA, &V Ta AKPA Trapauévouv AeTtd. H
TTaXuoapKia auth o@eileTal o€ dlaTtapaxr Tou PETABOAICHOU, KATd TnV OTToia
KATOOTPEPOVTAI TO ASUKWPATA, PEIWVETAI N avox udaTtavlpdkwy, augaveTal n
amoBeon AiTToug, evw oTnV augnon Tou BApoug cUPBAAEl Kal N KATaKPATAON

vePOU TTOU TTPOKUTTTEI aTTO TN vOOO.

1.2.2 E§wyevA aitia

A) AiautnTiKd aiTia: H cuocowpeuon TTePITTOU AITTOUG OTO CWHA OPEIAETAl
€ite otnv ToAuayia, oTnv UuTTEpUETPn ONA. KaTavaAwon TPOYAG, E€iTe o€
OpHOVIKG TTpoPAfjuaTa Kai diatapayég Tou yetaBoliopol’. Baoikr aitia gival n
TToAuQ@ayia. YtroAoyiletal 0TI 01 EVAAIKEG KOAUTITOUV TIG NUEPHOIEG EVEPYEIAKES
QvAYKESG TOug OTav KatavaAwvouv o avipag 2.800 kcal kai n yuvaika 2.300
Kcal. Otav éva dtopo KatavaAwvel TTEPICOOTEPES Beppideg atTd 6oeg E0dEUEl
KabnuePIVG 0 OpyavioPOG Tou Yia va €mMTEAECEl TIG BACIKEG TOU AEITOUPYIEG
T6TE N TTAeovalouoa auTH EVEPYEID CUCOWPEUETAI OTO CWHA HPE TN HOPPA
Aittoug. H katavaAwon Aitroug cupBdaAAel KaTtd kupio AGyo oTnv auénuévn
BepuIdIKA TTPOCANWN. ZnPavTikG poAo oTnv auénon Tou PBdpoug Trailel o
QPIBPOC KAl N KATAVOMN TwV YEUUATWY, KaBWGS Kal N ANWn TPOPAG €KTOS TwV
KUPIWV Yeupatwy. Mia pop®ry tTaxuoapkiag artrodidel ota Aiya Kal PJeyaAa
YeUUOTA. € €PEUVEC TTOU €ylvav PpEBnke OTI Ta dtoua TTou £Tpwyav 1-2
yeuuaTa TNV nuépa, €ixav PeyaAuTePO PAPOG atrd dtoua TTou £Tpwyav 3 N

TTEPIOOOTEPA YEUUATA.

B) ZwpaTtikl dpaoctnpidotnTa: H atroucia cwuatikAg dpactnpidTnTag o€
ouvouaouod Pe TNV TToOAuayia atroteAoUV auvrBeieg TTou XapakTnpifouv Kupla
TOuG¢ TTIANBUOPOUGC Twv  OUYXPOVWV  KOTAVOAWTIKWY  KOIVwVIWV. H

UTTOKIVNTIKOTNTA QUTH CUPPBAAEI ONUAVTIKA OTO EVEPYEIOKO TTAEOVOOUA, TTOU
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odnyei TTPAKTIKA OTNV €vaTTOBeon AITTOUG Kal OTnVv au¢non Tou CWHMOTIKOU
Bapoug. TMOANEG peAéTeg €xouv Ocgitel OTI Ta TTOXUOAPKA ATOPO  €XOUV
MIKPOTEPN QUOIK) dpaoTNEIOTNTA OTN KABnuepiviy Toug Cwr), Padiouv
AlydTEPO Kal dATTAVOUV TTEPICOOTEPO XPOVO QVATTAUOMEVOI O OUYKPION MHE
Atopa @QUOIOAOYIKOU BApoug. YTTApXEl CUCXETION METALU TTAXUOCOPKIAG Kal
KOBIOTIKAG WAS, OTTWS HapTupoUv TToAAoi deikTec™. H owpartiki doknon eival
0 MOvog TPOTTOG yia va auénbei QUOIOAOYIKA N evepyeElak KaTavaAwon.
AkOua, n diakoT) éviovng aBANTIKAG OpaocTnPIOTNTAG €UBUVETAI YIO TNV
TTaxuoapkia: ToAANoi  TTpwnv  aBAnTé¢ aufnoav TO PApog TOug OTAV
atmrooupBnkav atrd Tov evepyd aBANTIOUS yiaTi cuveéXICav va KATAVOAWYVOUV TIG

id1EG TTOOOTNTEG TPOPWYV TTOU KATAVAAwvAV OTAV TTPOTTovouvTav dia i dUo

QOPEG TNV NUEPQ.

N PappakeuTikd aitia: : O1 Xpovieg Bepatreiec Ye opiopéva pApUaKa
(A.X. oTepoeIdr) kopTICOVN, QVTIKATABAITITIKA, AVTICUAANTITIKA XATTIa) €xouv
gvoxoTtroinBei yia TpOkAnon Traxuoapkiac. O poAoC Twv WUXOAOYIKWV
TTapayoviwy, 1B1aitepa TNG KATABAIWNnG, €ival avayvwpiouévog, 6oov apopd
dlaTtapaxES oTn SIATPOPIKI) CUPTTEPIPOPA.

Pdppaka TTOU ETMIOPOUV OTO UETAROAIOUO, KUPIWG OKEUAOHOTA YIid TOV
d1apnNTN, emnpedlouv pe TN dpdon Toug TNV Traxucapkia. H augnon Ttou
owpaTIKoU BApoug TrapaTtnpeital ouxvd oe acBeveic pe dlapnTn TToU dev
TTaipvouv IvOouAivn, aAAG TToikiAa S1a@opeTIKG avTidiaBnTIKG @dppaka. Ta
OUOKOAQ, TTAvTwg, apyifouv Otav évag aoBevig civar Adn utépBapog A
Taxuoapkog. H augnon tou cwuartikoUu BAPOUG TTOU TTAPATNPEEITAI OTOUG
dlapnTIKoUG €ival ouvBwg avdaAoyn dE Tn MEiwon Twv E€mMTEdWVY TNG
YAUKOCUAIwPEVNG aIpoc@aIpivig.

O1 opuodveg, emmiong, aufdvouv TO OWHATIKO BAPOG TTPOKAAWVTAG
KaTakpAtnon uypwv. Kupiol eKTTpOOWTTOI AUTWYV Eival n KOPTICOVN Kal Ta
avTIOUAANTITIKA. H alénon Tou cwpaTtikoU BApoug TTou TTPOKAAEI N KopTICovn
ouvnBwg yivetal avTIANTIT WG ekTeETaPEVA TTpnéinaTa o€ 6Ao 10 60 cwua

KUPIWG OJwG OTO TTPOCWTTO, OTOV AAINO, OTNV KOIAIQ KOl 0TOUG WHOUG.
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1.2.3 AAAa aiTia

A) Katmrviopa: H SI0KOTTA TOU KATTVIOPATOG TTPOKOAET aUugnon TG 0pegng.

AuTO e€nyeital ammd To yeyovog OTI n VIKOTiVh, TO TTIO EVEPYO CUOCTATIKO TOU

KATTVOU, TTPOKAAEI KATAOTOAN TNG Opegng. MNa Tov AGyo autd ol dIAITNTIKEG

OUMBOUAEG Kal oI 0dnyie¢ CWHATIKNG dpacTneIdTnNTAg Eival ammapaitnTeg oTa

AToua TTOU TTPOKEITAI VA SIOKOWOUV TO KATTVIOUA.

B) HAkia: Me tnv au¢non Tng nAIKiog o BACIKOG HETABOAICHOG PEIWVETAI

Kal Ol AVAYKEG TOU OPYyavIOUOU Yia evépyela Treplopifovtal. ETITAéov, o1 pueg

eAATTWVOVTAl KAl Qugdvel TO TTO00O0TO TOU AITTOUG OTO CWHMATIKO BApOG.

MapdAAnNAa, pe TNV TTAPOOO Twv XPOVWV MEIWVETAI N QUOIKA Aoknon,

QVOTITUOCETAI YUK OTPOQIa WG OTTOTEAEOUA TNG MEIWPEVNG KIVATIKOTNTOG,

yeyovog TTou duoxepaivel TNV KAUON BepUidwv Kal €UVOEI TN CUCCWPEUOT

AiTroug oTov opyaviopd™?,

Physiclogical Factors
Energy intake (more than is needed)
_lE_ReﬁgyGexpe iture

rifty Gene P
Ethnic tendencies especially if Factors which may cause

adopting Westem lifestyle Obesity

Others
Endocrine disease
- hyperthyroidism

- hypothyroidism
- cushings syndrome
- growth hormone deficiency

Genetic Factors
- prader-willi syndrome
- Other syndromes
- leptin deficiency
- other defects and deficiencies

- polycystic

Obesity
BMI Equal to or Greater
than 30

| Drugs |—--—b

- advertising and marketing of high

- social deprivation
-lifestyle changes, more cars ect

Enviromental Factors

density foods and soft drinks

r

Mental & Physical disability
Mental:-
Schizophrenia, Downs syndrome
Mental iliness, Learning disabilities
and Eating disorders

AN

Physical Disability Social Factors food

Greatly reduced activity levels eg - reduction in exercise - high fat diets

{Wheelchair bound) from - sedentary lifestyle - snacking

physical impairmeants or age =TV - alcohol consumption

(Combination of dffcuities in : :g{rﬁpnt ar;l ?ggjses :fe;ﬁ% l;;ﬂ;n associated with cessation
regulating food intake & - fat children become fat adults -disorganised eating patterns and
energy output) - pregnancy - may eat more or erratically gating disorders

Eikova 3. Aitia 1n¢ Taxuoapkiag
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- consumption of fast food
- consumption of healthy unprocessed

Behavioral Factors
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ATé OAa Ta aiTia TTou avagépbnkav, Ba dwoouue I1IBIaITEPN onuacia oTa
€vOOYEVH] QiTION TNG TTAOXUOOPKIOG KAl OUYKEKPIMEVO OTOUG YEVETIKOUG
TTAPAYOVTEG, UIAG KAl KUPIWG auToi Ba Jag atmaoXoAoouV OTn CUYKEKPIKMEVN
gpyaoia.

Emiong, amd TIC PoOIKEG ACBEveleG OTTOU TTAPATNEEITAI AUENON TNG
EMQAVIONG TOUG Trapoucdia Traxuocapkiog, BOa aoyxoAnBouue pe  TOV
oakxapwdn diapnTn T0TToU 2 (XAT2). OTTWG KAl OTNV TTAXUCOPKia, £T01 KAl

oTov ZAT12, 6a dWOOUWE EUPACT OTN YEVETIKA TOU.

1.3 TENIKATIA TON ZAKXAPQAH AIABHTH

O cakxapwdng diaATng (ZA) arroteAei oudda peTaBoAIKwY TTaBAoEWY,
YVWOTEG ATTO apXaIOTATWY XPOVWY, TTOU XapakTnpidovTal atrd utrepyAukaiuia,
onAadny adgnon TG CUYKEVTPWONG TNG YAUKOING OTO aiua, WG CUVETTEIN
dlaTapaxwv oTnv €KKPIoN IVOOUAivng, otn dpdon TS 1 kai ota duo™. H
IVOOUAiIvN €ival pia oppdvn TTou eKKpiveTal amd TO TTAYKPEQS Kal Egival
aTTOPAITNTN YIa TN META@OPA TNG YAUKOZNG TTou AauBdavetal amod TIS TPOYEG,
Méoa oTa KUTTapa. Otav 1o TTAyKpeag dev TTAPAYEl APKETH IVOOUAIvN, 1 éTav n
IVOOUAivn TTou TTapdyel dev dpa owoTd, TOTE N YAUKOZN TTou AapBdvetal atrod
TIG TPOPEG DEV EICEPXETAI OTA KUTTAPA WOTE VA £XOUV TNV ATTAPAITNTN EVEPYEIQ
yla TN AEIToUpyia TOUuG Kal TTOPAMEVEI OTO QA PE ATTOTEAEOUA TNV AUENON TWV
ETTITEOWYV TNG KAl Apa TNV €KOAAWON TNG vOoou. H xpdvia utrepyAukaidia oTov
2N oxetiCetal pe TNV TTPOKANON MaKpoxXpoviwv PAaBwy, ducAsitoupyiag N
QVETTAPKEIAG OIaPOPWY OpYAvVWY Kal IBIAITEPA TWV OPBAAUWY, TWV VEQPWYV,
TWV VEUPWY, TNG KAPOIAG KAl TWV AYYEiWV.

MolkiAia TTABOYEVETIKWV PNXAVIOUWY EUTTAEKETAI OTNV aAVATITUEN TOUu ZA,

METAEU TwWV OTIoIWV 1N auTtoAvoon KATAOTPO®r Twv B-KUTTApWY TOU

15

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30



TTAYKPEATOG PE ETTAKOAOUBO TNV IVOOUAIVOQVETTAPKEIA KAl O dIATAPAXEG TTOU
odnyouv o€ avtiotaon oTnv IVoouAivn. O1 dlaTapaxég Tou PETABOAICHOU TWV
udaTavlpdkwy, Tou AITTOUG Kal TWV TTPWTEIVWV TTOU TTapaTnpouvTal otov ZA
TTIPOEPXOVTAl ATTO TNV QVETTAPKI dpAcn TNG IVOOUAIVNG OTOUG I0TOUG-OTOXOUG
€iTe AOYW QVETTAPKOUG €KKPICAG TNG €iTE AOYW €AATTWHEVENG AVTATTOKPIONG
TWV I0TWV OTNV KUKAOQOPOUTa IVOOUAIVN O€ €va 1) TTEPICCOTEPA ONUEIa TWV
TTOAUTTAOKWYV 00wV dpdong TnNG opuévnG. Zuxvd ol dlaTtapaxeg auTtég
OUVUTTAPXOUV OTOV iB10 aocBevr), Xwpig va PTTopEi va KabopIoTei ye oagrveia
TTo10 dlOTAPAXK ATTOTEAEI TNV KUPIA AITia TNG UTTEPYAUKAIUIAG.

AToTéAeopa  OAwvV  auTwy, Eival va gu@avifeTal  dlatapaxr oTov
METABOAIONS TNG YAUKOCNG, TWV AITTOPpWV O&EWV KAl TWV OUIVOLEWY, HE
OUVETTEIQ TNV QUENON TNG YAUKOCNG OTO aiga kal TV dnuioupyia Twv
ETTITTAOKWYV TOU SIOBATN TTOU €ival XOPAKTNPIOTIKES VI AUTOV.

H 1oTopia Ttou dIaBATN €ival TTOAU TTOAIA, KOBWG UTTAPXOUV aVOQOPES
TTEPIYPAPNS TNG vOoou o€ TTatTupo Tou 1550 1.X (Tmdmmupog Ebers) atmd tnv
apyaia Aiyutrto™®. H mrepiypagr) avagépel Tn cuxvrj oUpnon w¢ CUUTITWHA
MIOG JuoTnPIwdoug aoBéveliag n otroia JAAIOTA TTPOKAAOUCE PETAEU GAAWYV Kal
KatamTwon. MapatnpAdnke etTiong 0TI Ta Pupuiykia €Akovtav atrd Ta oupa
TWV ATOPWYV TTOU €ixav Tn OUYKeKPINEVN aoBévela. ApkeTd apyoTepa, To 150
m.X, 0 €Anvag 10Tpdg ApeTaiog, €dwoe TNV TTPWTN OVOUOCIa 0€ AUTO TTOU
atmmokaAouue onuepa  «OlaBATN», ovopacia Tou Owlnke amd TO pAua
«Ol0Baivwy» €Caitiagc Tou OTI TO VveEPO TIOU E£TTIVE O APPWOTOG OlaBaive
avaAloiwto oTta oupa. lpiv TNV ovouacia auth Aéyovtav «diwako» atd TO
ovoua @IdIoU TTou OTavV OAYKWVEI TTPOKOAEI AKATAOXETN diya Kal TTioTeuav OTi
ATav Kal To aitio TG véoou. Tautdéypova otnv Kiva o diaBATng ATav yvwoTog
w¢ n vooog TnG diwag, evw otnv Ivdia wg «véoog pe peAwdn oupa». O
dpaBag yiaTpdg Auicenna TrepliEypaye TTPWTOS TR dIaNTIKN yayypaiva OTo
TOOI.

MeTd ammd TTévre alwveSG adpdveiag, Tov 170 alwva TTPOCTIBETal 0 OPOG
«mellitus» (cakxapwdng) ueTd Tnv diatmioTwon OTI Ta oUpa €Xouv YAUKIA
yeuon atd Tov Thomas Willis, evw tov 180 aiwyva avakaAUuTrTeTal n Utrapén
yAukoZnG oTa oUpa oté Tov Dobson™. H cuvéxeia yivetal amd évav @orrnTA
latpikAg oT1O0 BepoAivo, Tov Paul Langerhans o oTtroiog Traparnpei e 10

MIKPOOKOTTIO TOU OWPOUG KUTTAPWY OTO TIAYKPEAG TOU KOUVEAIOU TTOU

16

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30



atmrokaAoupe vnoidia (AativioTi insulae), Opwg Oev TA OUCXETICEl PE TOV
o1aBNTN. Opwg 10 1889, pIa NUEPOUNVIa OTABUOG yIa TNV TTEPAITEPW EPEUVA
Tou ocakyxapwdn d1aBATN, duo yiatpoi ammd 1o 2TpacBoupyo ol Minkowski kai
Mering a@aipoUv To TTAYKPEAG a1TO OKUAOUG Kal BAETTOUV OTI eu@avifovTal Ta
XOPOKTNPIOTIKA CUUTITWHPATA Tou dIaBATN N TToAuoupia kal n tToAudiyia. Ta
oupa TwV OKUAwYV, ETTEITA aTTO XNMIKI avAAuon, atTOKAAUTITOUV TNV TTAPOUCia
TEPACTIWV TTOOOTATWYV YAUKOLNG. ATTODEIKVUETAI UE AQUTOV TOV TPOTTO AOITTOV N
OX£ON TOU TTAYKPEATOG KAl TOU CAKXOPWOOUG dIaRrnTn Kal OTn CUVEXEID N
ox€0on TTaykpEéaTtog Kal IvOouAivng atmd Toug Banting kai Best. Kopugaia
OTIYMA TNG €PEUVAG YIa TOV oakxapwdn diaBriTn gival To 1921, é1T0U 01 YIATPOI
Banting kai Best, oto TopdvTto Tou Kavadd, avakaAutrtouv 6T n EAAEIYn TNG
IVOOUAivNG TTpokaAei Tov diaBrTtn. O1 epeuvnTéG atTOouOVWOaV Ta vnoidia Tou
Langerhans atmé TTOAAG TTayKPEQTA KAl JE XNMIKN ETTECEPYATI TTAPACKEUQOTAV
EKXUANIOHQ TTOU TTEPIEIXE IVOOUAIVN Kal TO OTToi0 xoprjynoav o€ €ToiuoBdvarto
OKUAAKI, TNV MdpTtlopl. Ta eTiTTeda TOU OAKXAPOU £yIvaV TTAEOV QUCIOAOYIKA
META TN Xopnynon Kal avakaAu@onke pe auTtdv Tov TPOTTO OTI N Xoprnynon
IVOOUAIVNG €TTaVOQEPEl O QUOIOAOYIKG €TTiTeda TN OUYKEVTPWON TNG
YAUKOZNG oTo aipa. AkoAouBouv TTeETuxnuéveG OOKIUNEG O€ avBpwITTOoUG,
TTpAypa 1Tou odnyei Toug Banting kai Best otnv atrovoury BpaBeiou NOPTTEA

laTpIKAG™.

Eikova 4. O1 gpeuvnTéC TTOU avakdAuwav tn axéan IvoouAivng-

TayKPEATOC
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Eikova 5. H doun tn¢ ivooudivng

O oakyxapwdng diaBATNG eu@avifel apKETA cuuTITWUATA. Ta 1o Cuyvda

CUNTITWHOTA gival Ta €EAG:

e [loAuoupia, TTou TTPOKAAEiTal aTTd TNV UTTEPBOAIKY TTOCOTNTA CAKXAPOU
OTO aija TTou dev UTTOPEl va atroppo®nOEi Ki £TO1 TTEPVA OTTO TA VEQPA
Kal TTapacupel Padi Tou TTOAU vePO.

o Augnuévn diwa, AOyw TOU OTI O OPYaVIOUOG XAvel TTOAU vePO ME Ta
TTOAAG oUpa Kai gival UOIKO va dnuIoupyeiTal etTipovn diya.

e ‘Evrovn Ttreiva tmou odnyei o€ TToAugayia. EpgavieTal yiati n yAukodn

Oev uTTOpEl va atroppo@nBei amd Tov opyaviopod yia va Tou OWOEl
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evépyela KiI €101 O opyavioudg avaykadetal va XPNOIYOTIOIET  TA
amoBéuard Tou, PE ATTOTEAECHO va {NTA OUVEXEID TPOPN yia va Td
OUUTTANPWOEL.

e AmwAcia BAapoug, Adyw TnG ouveXoug KATavaAwong Twv atroBeudTwyv
EVEPYEIOG TOU OpyavIouoU.

e Koupaon, oav CUVETTEIA TNG YN ATTOPPOPNONG YAUKOZNG YIa TTapaywyn
EVEPYEIDQG.

e Odummwpa oTnv Opacn, egaitiag aAloiwong Twv ayyeiwv amd Tnv
UPnAf OUYKEVTPWON OOKXApou OTO aiya Kal  TTPOCROAN  Tou

AU@IBANCTPOEIDOUG.

Eikova 6. Kupia ouutrtwuara oakyxapwoous diaBnATn
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1.4 Totro1 CakKxapwdoug dIaBATN

A) Zakyxapwdng diapntng Tumou 1 (ZAt1): O dloBATNG autou TOU
TUTIOU  XopakTnpidetal amd  amoAutn  éAeipn  vaouhivng'’. TMahidTepa
ovopadovtav Vveavikdg oakxapwdng dlaBATNG Kal IVOOUAIVOEEAPTWHEVOG
oakxapwdng dIaBATNG.

O ZAT1 yxpeldletal amapaitnTa IVOOUAIvn yid TNV QVTIMETWTTIONR TOu,
aAAIWG 0 dIaPNTIKOG Ba TTéoel o€ dIaBNTIKG KWUA. XTOUG TTACXOVTEG TTAPAYETAI
TTOAU Aiyn 1 KABOAOU IVOOUAIvN. ZTIGC TTEPICCOTEPES TTEPITITWOEIG EUPAVICETAI
o€ ATopa vedpng NAIKIOG, UTTOPEI OUWG KAl VO EUQPAVIOTEI O€ OTTOIONOATTOTE
NAIKia, akOua Kal YepovTIKr. AlakpiveTal o€ dU0 HOPQPESG TOV 1I810TTA0R KAl TOV
VOO OAOYIKO.

IBioradrng ZAT1: Xapaktnpietal armmd IVOOUAIVOTTEVIQ Kal TTIBavA
EMQAVION KETOOLEWONG XWPIG OToIXEia auToavooiag. Eivalr omdvia popen
2AT1 Kal eppavifeTal o€ a@PIKavous Kal AoIATEG.

Avoooloyik6g ZAT1: Eival o ouvnBEéoTepog TUTTOG yia Tov diaBrTn TUTTOU
1 kai utroloyi¢etal oto 5 — 10% TOU OUVOAIKOU QpPIBUOU TWV ATOMWYV ME
oakxapwdn OiaBATN. Epgavifovial autoavTIoWPATa KATAOTPOYNG Twv B-
KUTTOpWYV (KUTTAPO TTOU €KKPiIVOUV TNV IVOOUAivn) Twv vnolidiwv Tou
Langerhan O1TwW¢ QuTOQVTIOWPATA OTA VNOIBIOKA KUTTOPA, QUTOQVTIOCWHATA
oTnNV IVOOUAivn, autoavTtiowuata oto GAD, auToavTIoOWUATAa OTNV TUPOCIVIKNA
ewo@ataon IA 2 kai IA 2b. Emiong n vOoog €xel Yo I0XUpry oxéon HE TO
peiCov ouoTtnua 1oToouupBaTtdtnTag (HLA) Kal OUuykekpigéva PE Ta avTiyova
DQA, DQB kai DRB. O ouvduacuég autwyv Twv aAAnAoudpewyv JTTopEi va
odnyéei €ite o€ TTpooTacia amd Tnv vooo &ite g TTpodiabean.

O puBuodg KATOOTPOPAG TWV B KUTTAPWY MTTOPEI va KUpaiveTal atrd
yPriyopog o€ Traidid Kal veapoug eVAAIKES, JE KUPIa €KORAwON TNG vOoou TNV
O1aBNTIKr KETOOLEWON Kal O apyd KUPiwG O€ eVAAIKEG PE EKONAWOEIC NTTIEG,
TTOU OPWG 0¢€ 2-4 xpovia Ba ekdNAWOoOUV TTAAPN AVETTAPKEIR TWV B KUTTAPWYV
Kal Ba XpeiaoTouv IvoouAivn. Av kail ol acBeveic TN opddag autig dev gival
ouvnBwg TTaxuoapkol, n Utrapén Traxuoapkiag dev atrokAgiel Tnv didyvwaon

NG VOOOU.
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O1 aoBeveic pe oakyxapwdn OlapATN TUTTOU 1 €xouv TTPOdIABEDN
EMPAVIONG Kal AAAWV AUTOAVOOWV VOONUATWY OTTWG N vooog Tou Graves, n
Bupeociditida Tou Hashimoto, n voéoog Tou Addison, n AgUKkn, n KOIANIOKAKN, N

QUTOAVOOOG NTTATITION KAl N KAKONONG avaiyia.

B) Zakyxapwdng diapATNg TUTTOU 2 (XAT2): Eival 0 ouxvOoTepog TUTTOG
Kal Xapaktnpi¢etal amd Tn ouvltrapén d1atapaxns TnG €KKPIoNG Kal Tng
dpdong TG IvoouAivng. MaAidtepa ovopdloviav cakxapwdng dIaBATNG Twv
EVNAIKWV Kal PN IVOOUAIVOECAPTWHEVOS oakXapwdng d1apBNATNG. O1 TTAOXOVTES
dev XpelddovTal aTrapaitnTa IVOOUAivn, autd OuwS Ogv TOV KOBUOTA AlydTEPO
€TMIKivouvo atrd Tov ZAT1.

H popen autrj Tou dIaBnTn atroTeAEl TNV cuvnBEaTepn Hop@r (TTEPITTOU TO
80% TOU CuVOAOU TwV dIARNTIKWYV) Kal atTavTaTal KaTtd KUplo Adyo o€ eVAAIKEG
TTaxUoAPKOUG, XWPIS OPWG va ATTOKAEIETAI Kal n TTapoudia Tou O€ un
TTaxuoapka Atopa, KaBwg €TTiong O OXETIKA OTTAVIEG TTEPITITWOEIS KAl O€
veEapA dToud. ZToug dIanTIKOUG autoug TrapdyeTal Alyotepn IVOOUAiIv atro
auTh TTou XpeldleTal, dedopévou OTI TTapoucidlouv avTioTaon TNV IVOOUAivn
Kal autd €xel oav amoTéAeopa auénuévn Ty cakxdpou oTo aipa. Ta GTopa
auTd dev TTapoucidlouv diaBnTik o¢éwaon TTapd YOvo oTTAvia 0€ KATOOTACEIG
stress n o€ AOINWEEIG.

AuT N HopP®H Tou cakxapwdn dIaRNATN cuxvd TTapapével adidyvwoTn yia
TTOAAG Xpovia, eTTEId N UTTEPYAUKaIYia augavel BaBuiaia Kal Ta TTpwTa Xpovia
gival ATIa pe atmoTéAeopa Ta aBANXP& CUPTITWHPOTA TTOU PTTOPE va UTTApXOouV
aAAG va unv avayvwpifovtal atrd Toug acBeveic.

H avriotaon oTnv IVOOUAivn TTOU  UTTAPXEl €iTE AOYW  YEVETIKAG
TTPOodIA0EoNC €iTe AOYyw ETTIKTNTWY TTApayovTwy OTTWG N TTaxuoapkia kai én n
oTTAQyXVIKA, 0dnyouv To B-KUTTAPO O€ aunuévn €KKPIoN IVOOUAIVNG. ZTIG
TTEPITITWOEIC QUTEG UTTOPEI va PNV eP@avideTal d1IaBnTNG N GAAEG METAROAIKES
diatapaxés (diatapaxny avoxns YAukolng (IGT) n diatapaxn YAukolng
vnoteiag (IFG)), aAAG ouvuttdpxel ducAnmmidaipia, apTnPIAKK UTTEPTACT KOl
mMOavov Kapdiayyelakn VOOOGS. Z€ TTEPITITWON TTOU TO B-KUTTAPO OEV PTTOPEI va

EKKPIVEI TNV QTTAITOUMEVN TTOCOTNTA IVOOUAIVNG, TTPOOOEUTIKA gP@avifovTal ol
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METABOAIKEG DlaTapaxEG Kal 0 oakxapwdng d1apnTNG.

O kivduvog yia Tnv €u@AvIon autou Tou TUTTOU oakxapwdn OlaBATn
augavel e Tnv Tapodo TNG nAIKiag, Tov Babpou Traxuoapkiag Kal TNV EAAEIYN
OWWMATIKAG daoknong. Epgavifetal ouxvotepa O€ YUVAIKEG UE TTPONYOUUEVO
IOTOPIKO Coakxapwdn OIaBNTN TNG KUNONG KAl o€ AToud ME UTTEPTAcn r/Kai
duoAimidaipia. ZTtov ZAT2 o1 KANPOVOMIKOI TTAPAYOVTEG QAIVETAI OTI €ival
1I51aiTepa onuavTikoi. H véoog ouvABwg TTpooBAAAEl TTEpICTOTEPA PEAN TNG

id1a¢ olkoyeveiag o€ TooooTo 25 pe 50%.

N Zakyxapwdng d1aBATNG TNG KUnong: [pdkemal yia ocakxapwdn
dIaBNTN TToU ePavieTal KATa TNV OIAPKEID TNG KUAONG Kal €ival CUVETTEID TV
dlapnToyovVWY  ETMIOPACEWY TWV OPHUOVWV TNG KUNONG o€ ATOPO  TTOU
MEIOVEKTOUV OTNV QVTIMETWTTION Twv dlafnToyovwy autwyv emidpacewyv. Ol
YUVQIKEG QUTEG €eVOEXOMEVWG Ba eugaviCav ocakxapwdn OdlaBATn PE TNV
augnon Tou Bdpoug Toug 1 TRV TTAPOdO TNG nAIKiag. Eival apketd ouyvdg,
gemmepvwvtag 10 18% Twv KUACEWY OUPPWVA PE TA TTPOCPATA KABIEPWHEVT
SlayVWOTIKA KPITAPIA.

O1 eMTTWOEIS ATTO TV YN OWOTH AVTIMETWTTION EiVal yIA TNV JEV UNTEPQ N
eEMeAvion TToAuudpdpviou, TTposkKAAPWiag kair n yévvnon Tou Traidiou e
KAIoAPIKN TOMN yia TO O€ VEOYVO N augnuévn TTePIYEVVNTIKA Bvnoiudtnta, n
MOKPOOWHWIQ, TO MAIEUTIKO TpaUud, n UTTOYAUKaidia, n uttepXOAEpuBpIvaIdia
Kal N utTacBeoTialpia.

O diIaBATNG KUNong AaAAoTe eagavifeTar PETA TOV TOKETO, yia va
ETTAVEUPAVIOBE] o€ €TTOUEVO TOKETO 1 OTO ATTWTEPO MEAAOV, Kal GAANOTE

TTapapével. ‘Exer xapaktnpioTiIka diaBATn TUTTOU 2.

A) AAAo1 €18ikoi TOTTOI COKXapwdoug diafATn: Autoi uTTopEl va
opeilovTal o€ YeEVETIKEG dlaTapaxEG Asimoupyiag Twv B-kuttdpwy (S1afATNG
TUTTOU MODY), 0¢€ YEVETIKEG dlaTtapaxEg dpdaong TNG IVOOUAIVNG, o€ vooruarta
eEWKPIVOUC TTAYKPEQTOG, O€ €VOOKPIVOTTADEIEG, O @QAPUAKA 1 XNMIKES

EMOPACEIC, KABWGS Kal 0€ AOIMWEEIC.

22

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30



Eikéva 7. Aiarapaxéc yAukaiuiag. AimioAoyikoi TUTTol kal oTadia

levikd yia Toug €10IKOUG TUTTOUG TOU oakXapwdoug dIaBnTn, avaAdywg

TOU TTOU o@eiAovTat:

a) MeveTikég dlaTtapaxég AsiToupyiag B-KUTTadpwv:

APKETEC YOPPES BlaBATn ouvodeuovTal atrd PUOVOYOVIKN dlaTapaxr oTnv
AgIToupyia Twv B-KUTTApWV TToU 0dnyei o€ uTTeEpyAUKalpia o€ veapr] nAiKia
MIKPOTEPN TwV 25 €TWv. ZUVOAIKA ovouddetal veavikdg diaBATnNG wpIiung
nAikiag (Maturity Onset Diabetes of the Young (MODY))*® kai xapaktnpiletai
atrd diarapaxr oTnv €KKPION IVOOUAIVNG Xwpig diatapaxry otnv dpdon TnG.
KAnpovoueital Je Tov ETTIKPATOUVTA QUTOOWHATIKO XOPAKTHPA TTOU CHPAIVEI
OTI o€ uEYAAO TTOO0OTO UTTAPXEI IBIa Hop@r) BIGBATN OE TTPONYOUNEVES YEVEEG.

Méxpr oTIyuNG €xouv PBpeBei dlatapaxéc o€ 6 YEVETIKOUG TOTTOUG OE€
OIAQOPETIKA XPWHATOOWHATA TIOU €TTNPEACOUV E€iTE TNV HETAYPAQPr) TOU
yovidiou Tng IVOOUAivNnG €iTe Tov JETABOAIOCHO TNG YAUKOZNG oTa B-KUTTAPA KAl
odnyouv oToug TTapakdtw TuTToug MODY:

- MODY 1: Ymdapxel diatapaxn oto yovidio HNF4a (Hepatocyte Nuclear

Factor), TTou Bpioketal oto Xpwuodowua 20q. Eivar otrévia popen diatapaxnig,
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Ta ATopa TTAPOUCIAOUV UTTEPYAUKQIMIO TTOU UTTOPEI APXIKA VO QVTIUETWITIOOEI
ME OOUAQOVUAOUpIEG, €v TOUTOIG OTnNV TropeEia Ba XpelooTei N xoprynon
IVOOUAIVNG, PTTOPEI OE va TTaPOoUCIAoouV TIG ETTITTAOKEG Tou dlaBATN e@doov
gival appuBuicTol.

- MODY 2: Eivai ouviBng popen oiapntn tumou MODY. Ytrdpxel
dlatapax OoTo yovidlo YAUKOKIVAONG TToU BPIiOKETAI OTO Xpwuoowua 7p. H
YAUKOKIVAON €ival ammapaitnTn yia TNV @wo@opuAiwon TG YAUKOLNG TTou
Xpelagetal 1600 yia TNV amoBnikeuon TG YAUKOLNG WE TNV HoP®r; YAUKOYOVOU
000 Kal yia TNV €KKpion IvoouAivng. Ta dtopa ue €tepOluyn PETAANQEN
TTAPOUCIACOUV ATTIA, KN TTPOOJEUTIKNA utTEpYAUKalyia vnoTeiag (110-145 mg/dl)
Kal duoavegia yYAukolng, di1apnTn Kunong o1o 50% Twv yuvalkwv-@opiwv Kal
otmdvia Tapoucidfouv eTTITAOKEG. H  Bepatreia cuvioTtatal oTnv OwoTAH
dlaTpoPn Kal TNV doknon Kal o€ Ayeg TTEPITITWOEIS XOPHYNON UTTOYAUKAIKIKWV
dIoKiwv. Ta dtoua pe opdluyn PETAAAAEN eu@aviCouv POVILO VEOYVIKO dIapnTN
Kl QTTQITEITAI TTPWIKA IVOOUAIVOBEpaTTEia.

- MODY 3: Eival n ouxvotepn popen diaBAtn tutrou MODY. O@eileTal o€
METAAAaEN Tou yovidlio TCF1/HNF1a tmou BpiokeTtal oto Xpwudowpa 12q. Ta
ATopa auTd epOooV gival appUBUIOTA PTTOPET VA TTAPOUCIACOUV ETTITTAOKEG, ME
IB1aiTeEPN TTPOTIUNON TNV TTPOCROAR Twv vePpPwV. MTTOpPEi yiIa HeYAAO XPOVIKO
didoTnua va xpeldlovTal COUAQPOVUAOUPIES IO TNV pUBUICH TOUG.

- MODY 4: Zmaviéotatog Tutro¢ MODY. Ogeiletal o€ PeTAAAAEN OTO
yovidio IPF1 (Insulin Promoter Factor) tmou Bpioketal oto xpwpoéocwua 13q,
dladpaparifel 6 onuavTikd pOAo oTnv gURPUIKA dnuioupyia TOUu TTAYKPEATOG
(ayeveoia TTaykpéaTog o€ OUOJUYWTEG).

- MODY 5: Zmaviéotatog tutro¢ MODY. Ogeiletal o€ peTAAAAEN OTO
yovidilo TCF2/HNF1B Tou [pioketal oTo Xpwuoowua 17q kal Traicel
oNUAavTiKG POA0 OTnV avATITUEn TOu VveEQPPOU. 2uvodeUeTal aTTd avAaTITUEN
KUOTIKWV avwHaAlwy oToug veppoug (Hypoplastic gromerulocystic kidney
disease) kai diatapaxeéc otnv SIATTAACH TwV £€0W YEVVNTIKWY OpYyAvwyv O€
YUVQIKES POPEIG.

- MODY 6: Zmaviéotatog Tutmo¢ MODY. Ogeiletal o€ peTAAAAEN oTO
yovidio NEUROD1/BETAZ2 1T0U BpiokeTal 0TO Xpwudowua 2g32.

- AAAEZ MOP®EXZ MODY: Ytrdpxouv HEUOVWUEVES BIBAIOYPOQIKES
QAVOQPOPES YOVIOIOKWY PETAANGEEWY TTOU 0OnNyoUV OTNV EUPAVICH CAKXOPWON
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diaBATn MODY oT1nv veaviki nAikia (MODY 7 -11) OTTwG Kal TTEPITITWOEIG
a0Bevwyv TTOU PTTOPEI va xapaktnpioBouv wg MODY aAAd péxpr oTIyunG Ogv
EXEl BpeBEi yvwaoTr yovIdloKkr JETAAAEN.

B) MeveTikég diaTapayxég dpdaong IVOOUAivng:

YTTapxouv OTTAvVIEG HOPPEG OIORATN TTOU  O@EIAOVTAl OE  YEVETIKEG
dlatapaxég TG OpAong TnNG IVOOUAIVNG KAl UTTOPEl  va  TTPOKAAOUV
UTTEPIVOOUAIVaIUia 1) Kal SIaBATN. Z& opIoUEVA ATTO AUTA TA ATOMA UTTAPXEI
peAaviCouoa akavBwon. MaAaidTepa 1o oUVOPOPO AUTO ovopalovTav TUTToU A
avTioTaon oTnv IVOOUAIVN. ZTOV AETTPEXWVIONO Kal To ouvdpouo Rabson—
Mendenhall uttdpxel peTaAAayr) oTo yovidio Tou uTTodoxXEa TNG IVOOUAIVNG HE
ammoTéAeopa  dlaTapaxés otnv OpdAcn TnNG IVOOUAIVNG Kal TTOAU  peydAn
avtioTaon oTnv IVOouAivn. To TTpWTO XapakTnpifetal ammd ducuop@ia oTo
TTPOCWTTO Kal BvnNTOTNTA OTAV VEOYVIKN NAIKIO Kal TO EUTEPO ATTO dIATAPAXES
ota OOVTIa Kal Ta VUXIO KOl UTTEPTTAACIA TOU Kwvapiou. ZTov AITTOATPOPIKO
o1aBATN moavoAoyeital 611 uTTdpxel diatapaxr o€ eTTITTEOO PMETG TOV UTTOOOXED

TNG IVOOUAIVNG.

Y) Noonuata e§wkpivoug TTayKkpEaTog:

OtroiadATTOTE dlaTAPAX TTPOKAAEI KATACOTPOQN TOU TTAYKPEATOG MTTOPEI
va odnynoel oe ocakxapwdn Oiapntn. Edw avikouv n TTayKPEeaTimda, n
TTAYKPEATEKTOMN, N KUOTIKN iviwon TOU TTAYKPEATOG KAl N AIJOXPWHATWON, OTIG
OTTOiEG Ba TTPETTEl va KATOOTPAPEI £va HEYAAO PEPOG TOU TTAYKPEATOG YIa va
EMQavIoBei N vOoog. AvTIBETa OTOV KOPKIVO TOU TTAYKPEATOG @aiveTal OTI
oupBdaAouv aAAol TTapdyovTteg dedopévou OTI UTTOPEI va epavioTei dlaBATNG

XWPIG va £XEl KATAoTPAPET HEYAAO PEPOG TOU TTAYKPEATOG.
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0) EvdokpivoTradeieg:

APKETEG OPUOVEG OTTWG N AUENTIKA OPPOVN, N KOPTICOAN, n yYAoukayovn 0l
KATEXOAQUIVEG N cwuatooTaivn Kal N Bupogivn avraywvifovral Tnv dpdon TnG
IvoouAivng. 'ETol adevwpaTta Twv opyavwy TTOU EKKPIVOUV TIG OPPOVEG QUTEG
MTTOpEl  va  TTPOKOAECOOUV  UTTEPYAUKaAIYia, TTou BepartreveTal  HPE TNV

QVTIMETWTTION TNG TTPWTAPXIKAG VOOOU.

€) dappaka | XNUIKESG ETIOPACEIG:

MoANG @Gpuaka PTTOPEI va €TTNPEEACOUV TNV £€KKPION IVOOUAivng. Ev
TOUTOIG OEV UTTOPOUV va TTPOKOAéoouv OIaBATN poéva Toug TTapd poévo av

uTTdpxel TTPodIABeon atrd TNV TTAEUPA TOU aoBeVOUG.

oT) Nolpwieig:

Oplopéveg 10yeveic AOINWEEIC PTTopEl va odnNyroouv OTNV KATAOTPO®N
TWV B-KUTTAPpWYV XWPIS va TTPOKAAOUV QUTOAVTICWPATA, OTTWS oupPaivel oTov

oakyxapwdn dlaBATN TUTTOU 1.

YTrdpyouv, £TTiong, MEPIKEG OOUVHOIOTEG MOPPEG AVOOOAOYIKOU
oakxapwdoug diaBATn. To ouvdpopo stiff man cival éva avoooAoyikd
OUVOPOMO TTOU TTPOCRAAAEI TO KEVTPIKO VEUPIKO CUOTNPO PE DUOKANYIO Twv
KEVIPIKWV MUWV  Kal  €mwduvn OTTaoTIKOTATA.  2uvhBwg o1  aoBeveig
TTapouciddouv uwnAoug TiTAoug autoavTiowudtwyv GAD kal oto 1/3 autwv
TTapoucIddeTal cakxapwdng diaBRTng.

AvTiIoWPATa £VavTI TWV UTTOOOXEWV TNG IVOOUAIVNG PTTOPET va 0dnyRoouv
Ot QvTioTaon OTNV IVOOUAIVN. 2€ OPIOPEVEG TTEPITITWOEIS MTTOPEI  va
EM@avioBouv Oe acbeveic pe ouoTnuUATIKO €puBupaTtwdn AUKo Kal GAAa

QuUTOAVOOa VOO UOTA KAl GUYXPOVWG va CUVUTTAPXEl heAavifouoa akavOwaorn.
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MaAaidtepa 10 OUVOpPOMO autd ovopdlovrav TUTTOU B avriotaon otnv
IVOOUAIvN.

TENOG, OPKETA YEVETIKA OUVOPOMO UTTOPOUV VA OuvodeUovTal ATTO
oakyxapwdn dilaBATN (T1.x Zuvdpouo Rabson—Mendenhall, Zuvdpouo Cushing,
2uvdpouo Down, Zuvdpouo Klinefelter, >uvdpouo Turner, ZUvOpPOPO
Wolfram, Zuvdpopo Laurence—Moon-Biedl, Z0vdpopo Prader-Willi).

O cakxapwdng diaBATNG TUTTOU 2 cival auTog TToU Ba Pag aTTaoXOAAOEl

OTn OUYKEKPIPEVN Epyaaia, OTTWG EXEl BN avagepOEi.

27

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30



2. FTENETIKH THZ NMAXYZAPKIAZ KAI TOY
2AKXAPQAOYZ AIABHTH TYNOY 2

2.1 BaOIKEG EVVOIEG YEVETIKNG

AAANAOpOp@a yovidia: Ta aAAnAouop@a yovidia €ival yovidia TTou
SPOuV yIa To iBI0 YVWPIoHA aAAG pE SiapopeTikd TpOTT0 . Mo TTapddelypa av
UTTApYOoUV OUO BIAPOPETIKA YyoVvidla TTou EAEYXOUV TO XPWHGA TWV HATIWY, TOTE
METAEU Toug €ival aAAnAduop@a. Ta aAAnAduop@a yovidia Bpiokovral oTnv
idla Béon Twv oudAoywv XPWHOOWHATWY. To Ceuydpl Twv AAANAGUOPOWYV
OUVIOTA TOV YOVOTUTTO EVW N €KQPACT] TOUG CUVIOTA TOV QAIVOTUTTO. ZUVHBWG
atré Ta U0 aAANASuoP@a, To éva eTTIKPATE EvavTi Tou GAAOU Kal KaBopilel Tov
@aIVOTUTTO. AUTO TO OAANAOUOPQYO OVOUACZeTal ETTIKPOTEG Kal TO AAAO
UTTOAEITTOPEVO. TO ETTIKPATEG OUVBWGS TO CUMPOAICOUME pE éva KEQPAAQIO
YPAMUA, €VW TO UTTOAEITTOMEVO ME €va PIKPO. Av "A" gival TO ETTIKPATEG
OAANAGUOPPO TTOU €EAEyXEl €va  XAPOKTNPIOTIKO, TO UTTOAEImTOuevo Oa
oupBoAiCeTal pe "a". O1 duvaTtoi yovoTutrol aTTd TOV OuvOUAOHUO Twv OUOo
aAAnASuopoewyv gival Tpeig (AA,Aa,aa) Kai ol duvaroi gaivoTtutrol duo (A,a). O
QaIVOTUTTOG A eK@pAleTal o€ dUO TTEPITITWOEIG, YIa yovoTutto AA Kal yia
yovoTutro Aa agou To A eival eIKpaTtéS. AvTiBeTa 0 @aIvOTUTTIOC a ekppadeTal

MOVO OTaV £XOUME YOVOTUTTO ad.
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Eikova 8. AAAnAouoppa yovidia

Ta yovidia piag yeveTiknG Béong TTou kabBopifouv éva XapakTApa Kal gival
TEPIOOOTEPA aTTO dUO ovoudlovtal TTOAAATTAG aAAnAdpop@a yovidia. lNa
TTapdadelyua otov AvBpwIro Ta yovidia TTou KaBopiouv TIC OPAdES AiuaTog OTO
ouoTtnua ABO, eival TToAMaTTAG aAAnASpopea kai sivar Tpia: Ta 1, 15 kai i°. Ta
yovidia 1* kai 1® eivalr ouvemikpath, emedh ekppdlovial kal Ta dU0 OTO
@avOTUTTO €VOC €TEPOLUYoU atdpou. To yovidio i© eival UTTOAEMTONEVO WG
pog Ta yovidia 1* kai I® kal eTTopévwg uTTdpyouy TE00EPIC TTIBAVOT PAIVOTUTTOI

TOU XapaKTrpa opada aipartog, ol A, B, AB kai O.

MovoéTtutrog: NovoTutTog (genotype) KaAeital To GUVOAO Twv YovIdiwy evog
opyaviopou, dnAadry To oUvoAo Twv aAAnAoudpewyv TTou artrapTtiCouv To DNA
Tou™. Me autév Tov opiopd, civalr éva péyeBog To oTroio dev  eival
TTapaTnEnoIdo. MNa AOyoug TTPAKTIKOUG O YOVOTUTTOG WTTOPEI va ava@EépeTal

oTn YOVIOIOKI) OUOCTAGCN TOU OPYAVIOUOU O€ £vVaV I TTEPICOOTEPOUG YOVIOIAKOUG
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TOTTOUG, Ol OTroiol OUVABWG APOPOUV HIA  CUYKEKPIYEVN 1010TNTA  TOU
opyaviouou.
FeveTIKOG TOTTOG: [€VETIKOG TOTTOG OVOUACETAI UIO CUYKEKPIUEVN B€on

otnv ahucida Tou DNA, é1rou £5peUel éva yovidio™®.

Qaivotutrog: PaivoTtuttog eival OAa Ta POPQPOAOYIKA, TTaPAYWYIKA,
NBOAOYIKA K.A.TT. XAPOKTNPEIOTIKG TTOU €KONAWVEI €VOG OPYAVIOUOG O€ Mia
dedopévn oTiyur, dnAadn To YEPOG TOU YOVOTUTTOU TOU OPYaVICUOU TO OTTOIo
UTTOpOUE (ApETa A éuPeaa) va Trapatnpriooupe™®. Eival KOIVGS aTTodekTd OTI

0 QPAIVOTUTTOG £VOG ATOUOU eEapTaTAl:
* A6 TOV YOVOTUTTO TTOU KANPOVOPNOE aTrd TOUG YOVEIG Tou
* ATTO N KANPOVOMIKES TTEPIBAAANOVTIKEG ETTIOPACEIG
* ATTO OAANAETTIOPAOCEIG PETALU TWV OUO TTPONYOUUEVWV
» Katroiol cuvutroAoyifouv Kai TV Tuxaia d1agopoTToinon

‘ET0o1, dUO dtopa pe Tov idI0 AKPIBWGS YOVOTUTTO, OAAG peyOAwUEVOl OE

OI1aPOPETIKA TTEPIBAAAOVTA, TTIBavOTaTa Ba diagEpouv oToV PAIVOTUTTO TOUG.

Eikova 9. MNapayovrec oTnv E€Kgpaan ToU @aivoTurTou
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MetaAAagn i petaAAayn: MetdAAagn (f MeTaAAayR]) XapakTnpigeTal
OTTOIAdATTOTE AAAQyry OTNV TTOCOTNTA ) TNV OOMI TOU YEVETIKOU UAIKOU €VOG
opyaviopoU™®. Or aAayég auTég eival POVINEG, KANPOVOUACIUES Kal PTTOPET Va
odnyouv o€ aAAayr Tou @aivoTUuTTou. O1 JETOAAAEEIC APOPOUV UETATPOTTEG TNG
VOUKAEOTIOIKNG aAAnAouyxiag evog yovidiou, opadag yovidiwv 1 oAOKAnpwv
XPWHATOOWHATWV.

O1 TUTTOI TWV PETAAAGEEWY CUVOWICOVTAI OTOV TTAPAKATW TTiVAKA:

2 NUEIOKA METAAAAEN AAN\ayn Bdong

MeTdAAagn agaipeong Ao@aipeon MIOG 11 TTEPICOOTEPWV
Baoewv

MeTadAagn TTapepBoAng MpocOnkn MIOG 1 TTEPIOCOTEPWV
Baoewv

MeTdAAagn aAAayng TTAaiciou | Agaipeon A TTapeuPoAf evog apiBuou

avayvwong (frameshift) Baoewv TToU dev pTTOPEl Va dlalpedEi
pMETO 3

MeTAdAAOEN avaoTpoPAGg AvaoTpo®r HIog akoAouBiag Bacewv
(MTTOPEI VO TTPOKOAECEI aAAayr] TOu
TTAQICiOU avayvwaong)

MoAupop@iopndg: O TTOAUPOPPICUOG (YEVETIKOG 1 QAIVOTUTTIKOG), €ival
Mo TTapaAAayry otov TTANBuouG (YEVETIKA 1 @QAIVOTUTTIKA) ME ouxvotnta
MEYOAUTEPN aTré KATTOla auBaipeTn Ty, ouvhBwg peyaAuTepn Tou 1%. Me
AAAa AOyia, TTPOKEITAI VIO TTOANQTTAEG HOPYPES EVOG YOVIDIOU TTOU UTTAPXOUV O€
€va ATOPO ] O€ PIa OPAda ATOUWY KAl TTOU O DIAPOPETIKEG AUTEG UOPYPES TOU
yovidiou, KaBwg Kal N TTOIKIAia oTnV €K@PACT] Tou, €ival TTAPATNPACINES YETQ

O€ JIa HeYAAn deiypuaToAnyia.
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Eikéva 10. lNoAuuopgiouds otny Anemone coronaria

Eikova 11. lNoAuuoppiouds oro @idl Lampropeltis getulus

OpoluywTtng/ETepoluywTtng: ‘Eva dropo 10 oTroio @épel dUO Opoia
aAANAGUOP®A VIO £vav YEVETIKO TTOAUHOPPICHO opileTal WS OMouywTnG, VW
éva ATopo TTOU @Epel OUO OIAQOPETIKA AAANASPOP@PA YIa £vav YEVETIKO
TTOAUMOPQICUO OpIleTal WG ETEPOUYWTNG.
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MoAupop@iopndg Kal HETAAAASN

Oa ptropouce TTOAU €UKOAQ va Yivel oUYyXUOT METALU TTOAUPOP@ICUOU Kal
METAAAENG. TMapOAEG TIG OpOIOTNTEG TOUG OUWG, OeV TTPOKEITAl YIA EVVOIEG
TAUTOONUEG.

O1 peTOANGEEIC ATTO POVEG TOUG OEV TALIVOUOUVTAl WG TTOAUUOPPICHOI.
‘Evag TToAUpop@IopOG cival pia TrapaAAayr] aAAnAouyiag DNA TTou gival Koivh
otov TTANBuopo. Mia petdAAagn, ammd tnv GAAn TTAEupd, €ival OTToIadNTTOTE
aAayry o€ pia akoAouBia DNA pokpid a1td TNV KAVOVIKN (UTTOVOWVTAG OTI
UTTapxel €éva  QUOIOAOYIKO aAANASUOp@o TTou  ek@PAleTal PEOA  OTOV
TTANBuUoPOU Kai 6T N HETAAAAEN AANGCEl auTO TO KAVOVIKO AAANAOUOPPO O€ HIa
OoTTavia Kal Jn QuUOoIoAoYIKA TTapaliayn).

2TOUG  TTOAUMOPQIOPOUG, UTTApXOuV dUO 1 TTEPIOCOOTEPESG  €CioOU
OTTOOEKTEG  EVAANOKTIKEG TTAPOAAAAYEG KAl  yia  va  TagivounBouv  wg
TTOAUMOPQICHOG, TO AIYOTEPO KOIVO OAANAOGHOPPO TTPETTEI VA €XEI OUXVOTNTA
1% 1 TTEPICOOTEPO aTOV TTANBUCUO?. Edv n ouxvoTnTa gival XaunAdTEPN OTTd
auTh, To aAAnAGpop@o Bewpeital PeTAANAEN. Me GAAa Adyia, n ouxvotnta

EM@AvIoNG gival n €100TT0I6¢ dIa@OoPA YETAEU TTOAUPOPPIOUOU Kal JETAANAENG.

2.2 Eidn moAupop@iopwy Tou DNA

O1 TToAupop@iouoi dlakpivovTal O€:

e MovovoukAeoTiSikoug TroAupop@iopous (  Single  Nucleotide
Polymorphisms — SNPs)

o Bpayxeieg diadoyxikég etravaAnyeig (Short Tandem Repeats — STRS)

e T[loikihou apiBuou Siadoxikég emavaAnyeig ( Variable Number of
Tandem Repeats - VNTRS)
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2.2.1 MovovoukAgoTid1koi TrToAupop@iouoi (SNPs)

O MOVOVOUKAEOTIBIKOG  TTOAUMOP@IoNOG 1 SNP  cival  ekeivog o
TTOAUMOPQICHOG TTOU TTPOKOAEITAI ATTd TNV AVTIKATAOTAON €VOG VOUKAEOTIOIOU
O€ MIa OUYKEKPIMEVN B€on oTnv aAAnAouyia Tou DNA atré éva dAho. MNpokerral
onAadn, via pia YeVETIK TTapaAAlayr] OTTou €va PovadIikKO VOUKAEOTIOIO
METARAAAETOI  Kal  dlaTnpeital ammd  yevid O€ yevid OTnv  TTopEia  TNG

KANPOVONIKAOTNTAG.

Ta SNPs £Xouv OUYKEKPIMEVO XAPAKTNPIOTIKA:

e ’'Exouv 1TOAU peydAn ocuyxvértnta (1/350 bp).

e Eival umretBuva yia 10 90-95% Tng TTOIKIAOJOPQIAg Tou avlpwITIivOou
DNA.

e AnuioupyouvTal ammd aubopunTeG HETAANQYES KATA TNV avTIypaQn.

e  XwpiCovtal oe KwdIKOUG (CSNPS) kal un kwdikoug SNPs, avdAoya ue
TO AV N AQVTIKATAOTAON TOU VOUKAEOTIOIOU £YIVE O€ KWOIKN 1 PN KwOIKA
Trepioxn Tou DNA.

e Kd0Oe yovidlo €xel Trepitrou 4 cSNPs.

e Eival mio oTtabepd atrd TOUG PIKPOSOPUPOPOUG.

e TuTtroTroloUvTal EUKOAQ Kal YPHyopa O€ HeyAAn KAipaka.

Eikova 12. Aidkpion ueraéu SNP kai uerdAAaénc
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O1 UOVOVOUKAEOTIOIKOI  TTOAUPOPQPIOUOI PTTOPEl va  e€TTnpedlouv B€oEIg
TTEPIOPICPOU, OTTOTE N AVAAUCH TOUG YiveTal e OTUTTWMO Southern, r pe
aAucidwTh avridpaon ToAupepdong (PCR)*. Av 8ev  umdpyouv
TTOAUMOPQIKEG BECEIC TTEPIOPICUOU, N yovoTutTnon evog SNP yiveTal péow

uBp1doTroinong pe Eva aAAnAopop@oeIdIKO OAIlYOVOUKAEOTIOIO.

AvdAuon SNP Ttrou emnpedadouv 0£oceig TTEPIOPICUOU ME OTUTTWHA
Southern

MNa tnv TTPWTN TTEPITTTWON TIOU a@OPA TNV avaAucon HE OTUTTWHO
Southern, éva XpwWHOOWWIKO TUAMO PeyEBoug 7 kb @épel BETEIC TTEPIOPIOTIKAG
evdovoukAedong BamHI og kdBe dkpo Tou. OTTwg @aiveral otV TTAPAKATW
€IKOvVa, To aAAnASGpoppo SNP 1 €xel pia Tpitn B€éon BamHI, o€ amméoTtaon 2 kb
aT1To TO APIOTEPO AKPO. ZT0 aAANAOuop@Po SNP 2, éva Ceuyog Baocwv TA €xel
avTikaTaoTaBei amd éva {euyog PBdaoewv CG, pe atrotéAeoua n Tpitn Béon
BamHI va €xel e€aheipBei. MNpokeiuévou va yovoTutinBEl 0 YEVETIKOG auTdg
16TM0G, TOo DNA mémTetan pe BamHI kal akoAouBegi oTtuTTwua Southern Kai

uBpi1doTtroinon Pe Tov IXVNOETN TTOU UTTOBEIKVUETAI.

GIGATCC

CCTAQGG

Eikova 12. H 6éon avayvwpions kai n doun tn¢ BamHI
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Eikoéva 13. AvdAuon SNP mou errnpedlouv BEoeig TTEPIOPIOIOU LIE
orurrwua Southern. Ta 1/1 kai 2/2 agpopouv ouoluywTeS Kai 1o 1/2 apopd

ETEPLOCUYWTES
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AvaAuon SNP 1rou etrnpedadouv B€oeig repiopiocpou pe PCR

MNa TN deUTEPN TTEPITITWON TTOU APOPA avAAUCH PE aAUaIdWTA avTidpaon
TToAupEPAoNG, éva XPWHOOWMIKG TuAua ueyéBoug 2 kb @épel évav SNP oe
améotacn 500 bp omé To apioTePd Tou GKpoX. OTwe @aiveTalr oTnv
TTAPOKATW €IKOVA, 0TO aAAnASuoppo SNP1L uttdpxel pia 6éon BamHI n otroia
atrouoiadel atrd 1o aAAnAGuop@o SNP2, etTeldr €va (euyog PBAaoewv TA €xel
avTikaTaoTaBei ammd éva (euyog Bacewv CG. MNMpokeluévou va yovoTuttnoEi o
YEVETIKOG AUTOG TOTTOG, TTpaypaToTrolEiTal TpwTta PCR, XpNOIMOTTOIWWVTAG TOUG
EKKIVNTEG TTOU UTTOdEIKVUOVTAl HPE BEAN, akoAouBei méwn pe BamHI Twv

TTPOIOVTWYV TNG avTidpaong Kal TEAIKG NAEKTpo@OpNOoN O€ TTHKTWHA ayapolnc.

Eikova 14. AvdAuon SNP mou emrnpedlouv BETEIC TTEPIOPICUOU UE

PCR. Ta 1/1 ka1 2/2 apopouv ouoluywres kai 1o 1/2 apopad eTepolUywTeC
37

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30



Novotutnon evoég SNP péow uppidotroinong pe Eéva aAAnAopop@oEIBIKO

oAlyovoukAegoTidio

ATTouCia TTOAUPOPPIKWY BECEWV TTEPIOPIOCHOU, €Va OAIYOVOUKAEOTIOIO
ATTOAUTA CUPTTANPWUATIKG TTPOG TO TTIO KOIVO AAANAOUOP®O, UBPISOTTOIEITAI UE
T0 DNA-01OX0 UTTd OUVONKEG TTOU €UVOOUV TO CEUYAPWHA POVO MHETALU
TTAAPWSG CUUTTANPWUATIKWY Hopiwyv. Av yivel uBpIidoTroinon, onuaivel 0Tl To
DNA-01OX0G €x€l TO TTIO KOIVO aAAnAouop@o. Av dev yivel uBpidoTtroinon,
onuaivel 611 avaueoa oto DNA-0TOXO Kal TOV IXVNOETN UTTAPXEl Eva OTAIPIOOTO
Ceuyog Pdacewv Kal emOPéVWG TO DNA-0TOX0G Ot @épel TO TIIO KOIVO

aAAnASuop@o.

Eikova 15. Novorumnon evo¢ SNP uéow uBpidorroinong ue éva

aAAnAouop@ik6é oAlyovoukAgortidio
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2.2.2 Bpayeieg d1adoxikég eravaAnyeig (STRs)

H Bpaxeia diadoxikr eravaAnwn 4 STRs eival ouvToun akoAouBia DNA,
ouvnlwg pnkoug 2-5 Ceuywv Bdoewv, n oTtroia emavoAauBAaveTal TTOAAEG

POPEC HE TPOTIO  KKEPAAAG-OUPACHZ.

AnAadfy n akoAouBia 16 bp TOU
"GATAGATAGATAGATA" Ba avtirrpoowTrevel 4 avtiypa@a KeQAANG oupdg
TOU TETPANEPOUG "GATA" .

O1 moAupoppiopoi oe STRs o@eilovial oTov  dIOQOPETIKO  apIOUO
avTiypdewyv Tou eTTavaAauBavouevou OTOIXEIOU TTOU UTTOPOUV VA EUQAVIOTOUV
o€ évav TTANBuouS atdépwy. ‘Eva TTOAU XapakTnpEIoTIKO TTapddeiyua STR eival
Ta TeEAopePn, TTEPIOXEG TOUu DNA, Xwpig peydAn TTANPOQOPIaKN agia, TTou
BpiokovTal oTO TEAOG TWV XPWHOCWHATWY KAl OUCIOOTIKA TTPOCTATEUOUV Th

XPAOIUN YEVETIK) TTANPOQOPIa TTOU PEPEI TO XPWHUOCWHA aTTd TN ¢pBopa.

Mepikd xapakTnpIloTIKG Twv STRS givai:

e EmavalauBavéueveg aAAnAouxieg 2-6 bp

e EmavalauBdavovtal atrd Aiyeg €éwg 100 @opég

o [loAAEC QOpPEC UTTAPXEl TTOIKIAIG OTOV apPIBPO TWV ETTAVOAAWEWY O€
Kartrolieg STRs

e Adyw TTOAU PIKpoU peyEBoug avixveuovtal pe PCR

Eikova 16. Aidkpion uetaéu SNP kar STR

39

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30



lNa 1 yovorutnon evég STR, armropovwveTal yovidiwpaTtikd DNA kai
mpaypatotroigital PCR pe ekkivnTéG TTOU TTEPIBAAAOUV TO YEVETIKO TOTTO STR.
Ta peyébn Twv mpoidviwv TNG PCR 1mpoodiopifovtal pe NAEKTPOPOPNON O€
TAKTWHA ayapolnc.

21NV €IKOVa TTou akoAouBei, To aAANAGuopPo STR1 €xel 6 €TTAVOAAYEIG
GATA, evwo 10 aAAnASpoppo STR2 éxel 10. 210 KATW MEPOG TNG EIKOVOG
TTAPOUCIACOVTAl TA AVAUEVOUEVA TTPOTUTTA (WVWYV OTO TTAKTWHA VIO TOUG TPEIG
meavoug yovotutoug: To (6,6) eival dtopyo opdluyo WG TPOG  TO
aAANAGuop@o pe TIG £€1 eTTavaAqwelg, 1o (10,10) oudluyo wg TTPOG EKEIVO HE
ng 10 kar (6,10) e€ivar eTePOUYO  ATOMO. 2TV  TTPAYMATIKOTNTA, N
TTOIKINOMOPQIa WG TTPOG TOV APIBUS TwV ETTAVAAAWEWY OE €va YEVETIKO TOTTO
STR eival ouvABwg peydAn, uttdpxouv OnAadry TTOANG  dIAQOPETIKA
aAAnASuop@a.

Eikova 17. N'ovorutrnon evog yeverikou tormou STR, pe PCR
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2.2.3 NoikiAou apiBpou diadoxikég etravaAnweig (VNTRS)

O1 troikilou apiBuou dladoxIkég etravaliwelg, 1 aAiwg VNTRs, eival
Béoceic o éva yovIdiwua OTTOU MIa CUVTOMEG OAANAOUXIEG VOUKAEOTIDIWV
opyavwvovtal w¢ emmavalaupavopeveg aAAnAouyieg. AuTEG PTTOPOUV va
BpeBouv oe TTOANG XPWHOOWPATA KOl OUXVA TTAPOUCIAlOUV WETAPBOAEG OTO
HAKOG (apIBudC TTaVOAAWEWY) WPETAlU Twv atodwv?. KdéBe Trapaliayi
EVEPYEI WG KANPOVOUIKO aAAAAIO, ETTITPETTOVTAG TOUG va XPNOIYOTToINBouyv yia
TIPOCWTTIKK ] YOVIK avayvwplon. H avdAuor Toug gival Xprioiun otnv €peuva
TNG YEVETIKAG KAl TNG PloAoyiag, oTnv eykAnuatoAoyia kal oTnv amoTuTTwon

OAKTUAIKWYV ATTOTUTTWHATWY DNA.
Baoikd xapaktnpioTikad Twv VNTRS €ivail:

e EmavalapBavéueveg aAAnAouxieg urikoug 7 bp - 6ekadeg bp

e Emavalaupavovral Aiyotepo amd ta STRs

e Eival povadikoi fj TTOANQTTAOI YEVETIKOI TOTTOI

e AvixveUovTal PJE YOVOTOTTIKOUG ] TTOAUTOTTIKOUG IXVNOETEG AVTIOTOIXO

e  Abyw peydAou uey€Boug avixveuovTal he TEWn/Southern

Eikova 18. lNapaAdayéc unkouc arAnAwv VNTR (D1S80) oe 6 droua

21NV TpEXouca epyaoia aoxoloupaoTte pe 10 SNPs 1Tou oxeTiCovTal PE
TNV TTaxuoapkia kal ge 10 SNPs 1rou oxetiCovral ue Tov oakxapwdn SiafATn

TUTTOU 2.
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2.3 Katdragn mraxuocapkiog JE BAoON TN YEVETIKA TNG
000V aQopad TN YEVETIKA TNG TTAXUCAPKIOG £XOUNE TNV €€AC KaTdTagn?>:

a) MovoyovidIoK Traxuoapkia, oOonAadry oTtnv TTaxucapkia TTou
opeileTal 0 I pévo  PETAANAEN evOG  yovidiou. TETolou  €idoug
TTOAUPOPQICOI €ival IKAVOi va TTPOKOAECOUV TTAXUCAPKIa O€ £va TTEPIBAAAOV
otou a@Bovei n Tpoer). O1 acBeveigc pe povoyovidioKkr TTaxXucapKia
eKONAWVOUV akpaioug @aivoTuTIoUG, PE évapén Tng Traxuoapkiag amd tnv
TadIKA  nNAKKia, n oToia ouyxvd ouvodeUETAl KOl ME  dlATAPAXEG TNG
OUNTTEPIPOPAG, TNG AVATITUENG KAl TOU EVOOKPIVIKOU CUCTHUATOG

B) ouvdpopIK Traxuoapkia, n otoia TePIAaPPAveEl  MevTeAIKEG
dlaTapaxEG OTIG OTToieG Ol aoBeveig eival KAIVIKG TTaxUCOPKOI Kal €TTITTAEOV
XapakTnpifovral atmmd vonTikrl UuoTéPNOT, OUCHOPQIEC KOl OUYKEKPIUEVEG
QVOTTITUEIOKEG BIaTapaxEG opyavwy

Y) TTOAUYOVISIOKA TTaXUCapKia, n oTroia €ival n 1o ouvnBIouévn Hopon
TTAXUOAPKIag Kal N oTroia agopd Tnv TTAsiown@ia Twv TTaxUuoapKwy TTaidiwv
Kal evnAiKwv Kal ekONAWVETAI OTAV TO YEVETIKO TTPOQIA €vOg aTtdpou eival
ETTIPPETTEG O€ €va TTEPIBAAAOV TTOU TTPOAYEI TNV KATAVAAWGON EVEPYEIOG EVAVTI

TWV EVEPYEIAKWYV dATTAVWV.

2.3.1 MovoyovidiaK TTaXuoapKia

MapdT autdG 0 TUTTOG TTAXUOCAPKIOG €ival OTTAVIOG, ATTOTEAECE QPETNPIA
yia Tn VYeveTiky MEAETN. Eivar yvwoTtd OT1 oI PETAAAAEEIC yovidiwy, TTou
KWOIKOTTOIOUV TTPWTEIVES 01 0TToIEG CUMBAAAOUV OTN PUBJION TNG OPEENG, Eival
UTTEUBUVEG Yia MevTeAIKEG dlaTAPAXES, TTOU O TTIO OUXVOS QAIVOTUTTOG TOUG
eival n Traxuoapkia?®. H diepelvnon Twy TTapayovIwy yia KETTOIEG aTT' QUTEC
TIG HOVOYOVIBIAKEG HOPPES TTaXuoapkKiag €xel uttofondnOei atrd eipduara o€
TTOVTIKIO, OTTOU KAWVOTTOINBNKaV Yyovidla O€ OUYKEKPIUEVEG OECEIC TTOU
oxetiCovial pE TNV TAXUCOpPKIa®’, ouuTrepIAGUBAVOUEVWY  EKEVWV  TTOU

KwdIKotrolouv  Tnv  Aetrtivn, Tov  uttodoxéa Aemrtivng  (LEPR), v
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kappogutremmiddon E (utrevBuvn yia Tnv ETTECEPYATIa TWV TTPO-OPUOVWY,
ATTWG N TTPO-IVGoUAivn) Kal TNV opegloydvo TTpwTeivn agouti?®. O oToxeupévog
YEVETIKOG XEIPIOPOG EXEI ETTIONG £DPAIWCEI TOV PUBUIOTIKO POAO TWV HOPIWV

STTWG Tou uTTodoxéa peAavokopTivng (MC4R)*3

, TTOU €ival CWTIKAG onuaoiag
OTO MOVOTIATI TNG MEAAVOKOPTIVAG, Kal Tnv opegloyovo Tpwreivn AGRP
(agouti-related protein)?®. Autéc o1 avakaAUWEIC akoAouBrenkav ypriyopa atrd
TV avayvwpion OTTAVIWY  JOVOYOVIDIOKWY  UTTOAEITTOUEVWY  HOPPWV
avBpwWITTIVNG TTaXUCAPKIag TTou TTPOKAAoUVTal aTTOd PETAAAAEEIC OTa yovidia
TTOU KWOIKOTTOIOUV TNV AeTTTivn, Tov uttodoxéa TnG (LEPR), Tnv 1Tpo-opudvn
convertase 1 (éva evOOTIETTTIOIO TTOU €EPTTAEKETAI OTNV €TTeCEpyaoia TTpo-
opuOVWYV cupTtTEPIAaBavopévng TG IvoouAivng kai Tou POMC), Ta oTroia
€XOUV WG ATTOTEAEOHUA QAIVOTUTTO auénuévng TTPOCANWNG eVEPYEIQG OE OXEON
ME TNV KaTtavaAwor] TnG.

H éAelyn AeTITivng ATAV N TTPWTN AITia JOVOYOVISIOKAG TTaXUoapKiag TTou
Bpébnke o€ aoBevrh. ZTn OUVEXEID, TTOAUMOPQIOHUOI GAAWV yovidiwv OTo
MOVOTTATI  AETTTIVNG-PMEAQVOKOPTIVAG  AvayvwEIioTNKAV WG UTTAITION  yIa
Taxuoapkia. H Aetrtivi kal GAAa yovidia 0To PJOVOTTATI TNG KWOIKOTTOIOUV
TTpwTeEiveg TTou pubpifouv Tnv O6pegn. O onUavTIKOG POAOG TNG AETTTiVRG O€
KATTOIEG  MOVOYOVIDIOKEG MOPYEC  TTaXuoapkiag @Avnke Kal ammod  Tnv
QTTOTEAEOUATIKOTATA TNG QVTIKATACOTAONG TNG OF €va €CAIPETIKA TTaXUOAPKO
TTaudi PE €K YEVETAG aveTTdpkela oTn AeTrTiv®. Ze autd To 9xpovo Traidi, n
Kabnuepivr) uttodopIa Evean avaouvoIaouEVNG avBpwTTIvNG AETTTIVIG VIO €va
XPOvo odNynoe g TTANPN avacTpo®n TNG TTAXUOAPKIOG PE CUVEXN ATTWAEIQ
AiTToug.QoTO00, AiYEG OIKOYEVEIEG PE QKPAIEG HOPPES TTAXUOCAPKIAG O€ PIKPES
NAIKieg €xouv PETAAAGEEIC o€ auTd Ta yovidia. ETriiTAéov peTaAAAEEIC o€ Tpia
yovidia (SIM1, BDNF kai NTRK2) TTou GUPUETEXOUV OTN VEUPIKN avATITUEN,
@aiveTal va TTPoKaAOUV OTTAVIO HOVOYOVISIaKH Traxucapkio®.

O1  TO0  OUXVEG OQUTOOWMIKEG-ETTIKPATEIC  MOPQPEC  TTAXUOCAPKIAG,
TTpoKaAouvTal atrd PETAAAAEEIC OTO yoVidIo TTou KWwOIKOTTOIET TOV uTTodoXEa 4
peAavokopTtivng (MC4R). H éAAeiyn Tou MC4R odnyei otnv 1m0 KOIvN)
LOVOYOVISIOKH HOPPA TTAXUCOPKIAE TTOU €XEI QVOYVWPIOTEl PEXPI OApEpa”.
Mapouoidletal oto 1-6% Twv TTOXUOAPKWY OTOPWY OTTO  OIOPOPETIKEG
EOVIKOTNTEG YE PEYOAUTEPN ETTIKPATNON O€ TTEPITITWOEIC UE auénuévn EAAEIWN
Kal ye Evapén traxuoapkiag atn veapn nAkia. Ze TTaidid ye HETAAAALEIC aTOV
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MC4R o BaBudg Tng TTaxuoapKiag Kal TNG UTTEPPAYIAG CUOXETICETAI PE TOV
Babuod NG €¢acbévnong Ttou onuatog Tou MC4R, duwg n cuoxétion auth
eCagpavicetal o€ eVAAIKEG TTOU QEPOUV TNV METAAAAELN, TTOU OEV WTTOPOUV
QAIVOTUTTIKA VO EEXWPIOTOUV aTTO TOUG TTaXUCOPKOUG WN QEPOVTEG TN
METAAAAEN. To XapakTnpIoTIKG €VTOVO aioBnua Tng Treivag Katd Tnv TTAIDIK)
NAKKia Twv aoBevwv pe ENAeiyn MC4R  @aivetal va eAaTTwvETAl OTNV
evnAkiwon kar Ta emimeda TNG uttEPIVOOUAIvaiyiag (hyperinsulinaemia)
yivovtal etriong pikpdTepa®®. Eival evia@épov TO yeyovog OTl, TTOVTIKIO WE
EANeIyn MC4R dev ATav utrep@ayikd Otav akoAoubnoav diaita xapnAn o€
ANTapd, evw n uttep@ayia  Traparnpeital mera amd  évapgn diatag He
aug¢nuéva  AIrTapd,  uTtodelkvUovTag TNV OAANAeTTidpacn  yovidiwv-
TePIBAAOVTOG. MapdTl gival dUOKOAO va ekTIUNOei yia Toug avlpwIToug,
TETOIOI  TTEPIBOAAOVTIKOI  TTapdyovTeg TTou emmnpeddouv Ta  yovidla TTou
EMTTAEKOVTAI OTOV €AEyXO TNG TTPOCANYWNG TPOYNG iCWG CuuBaAouv OTnv
Karavonon NG auénong TnG TTAIBIKNAG TTAXUCOPKIAG N OTToia €XEl EPPAVIOTE TA

TeAeuTaia 20 xpovia.

2.3.2 ZUVOPOMIKN TTaXUCapKia

TouAdayxiotov 20 otrdvia OUVOPOPA TTOU TTPOKAAOUVTAI QTG JIAKPITEG
YEVETIKEG 1] XPWHOOWHMIKEG AVWHAAIEG TTOU €ival QUTOOWWIKEG KAl ouvOEOVTAl
HE TO xpwpéowua X ( X-linked), yapaktnpifovial améd Taxuoapkia®®. Ta
TEPIOOOTEPA  ATTO  auTA  dlakpivovtal  atmd TNV  TTapoucdia  voNTIKAG
kabuoTtépnong. lowg cival dUokoAo va TpocdloplioTei n TTPoEAEUCn TNG
TTaxuoapkiog o€ taidid Pe TETOIA OUVOPOPA, T OTroia ouxvda (ouv o€
IdpUuuaTa oTa oTToia N UTTEPPBOAIKN evattOBeon AITTOUG UTTOPEI va OQEINETal O€
MeyaAo BaBud oTtoug TTEPIBAAAOVTIKOUG TTapdyovTes. QOTO00, TOUAAXIOTOV
TEOOEPA OUVOPOUA, QAIVETAl VO £XOUV WG KOIVO TNV €EQIPETIKA UTTEPQAyia
kai/f] dAAa onuadia ducAsitoupyiag Tou UTTOBAAdUOU TToU UTTOOEIKVUOUV TNV
TpoéAeuan atrd 1o €Tmiredo Tou KevrpikoU Neupikou Zuotruartog (KNZ). To
Mo OuXVvO atré autd Ta ouvdpopa (1 aTig 25.000 yevvioeig) gival To cUVOPONO

Prader-Willi  (Prader-Willi syndrome-PWS) uia  QuTtOCWWIKA-ETTIKPATHG
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dlatapaxf TOU XAPAKTNPICeTal ATTO TTaXUCApPKia, UTTeEp@ayia, PEIWPEVN
EMBPUIKA dpaOCTNPIOTNTA, MUIKA UTTOTOVIA, vOoNTIKY KaBuoTépnon, MIKPO UWog
KAl UTTOYOVADOTPOTIIKO UTTOYOVOBIOUO. 2uvrBwg TTPOKAAELITAI ATTO IO TTATPIKA
KAnpovopouuevn EAAEIPN TNG XPWHOOWHIKAG TreEpIoXAs 15q11-2912, kai
AlyOTEPO GUXVE aTTd UNTPIKH Hovoyoveikn SiIowpic®’. S& OTIAVIEG TTEPITITWOEIC
TIPOKAAEITAI aTTO eAATTWHA TTOU €TTNPEACEI TNV OTTOTUTTWON O AUTO TO
Xpwuoowua. H aitia Tng uttep@ayiag oto PWS trapauével ayvwaoTtn, TapdTi ol
QaIVOTUTTOI TOU OuvdéovTal pe €€aoBevnuévn Asitoupyia Tou UTTOBAAGUOU
TTPOKAAWVTAG BIAPOPES EVOPOKPIVIKEG aVWHPaAiEG. Ocwpeital OTI N augnuévn
€KKPIOT TOu TTETTTIOIOU TNG ypeAivng TTou TTapaTnpeital oto PWS augdvel tnv
opegn aAAnAemdpwvrtag pe Toug POMC/CART kai NPY utroBaAauikoug
veupwveg®®. H amwAeia Tou yovidiou SIM1 (single minded homologue 1) éxel
OUVBEBEI PE TNV UTTEPPAyia 0T CUVSPOPIKA Traxucapkia®. To yovidio autd
KWOIKOTTOIEI  PETAYPAQPIKO TTapdyovTa TTOU  €ival  QTTOPAITNTOG  yIa TN
dIa@POPOTIOINCN TWV VEUPWVWY OTOUG TTUPAVES TOU UTTOBOAAUOU KOl PETEXEI
0€ KATABOAIKA pOVOTTATIa Tou uTTodoxEa 4 TnNG ueAavokopTivng. Mia ek véou
ICOPPOTINUEVN METATOTTION METALU TWV XPWHOCWHMIKWY TTEPIOXWY 1p22.1 Kai
6016.2 (SloKOTITETAI N OUVEXEID TOu yovidiou SIM1) kal TTapEPUNVEUCIUES
HETOAAGEEIC  TTpOKaAOUV — TTaxuoapkia kol avorTuéiakr  kaBuoTtépnon?,
QAIVOTUTTO TTAPOMOIO PE eKEIVOV TOu ouvdpouou PWS 1 pia gop@r TTpwIKng
TTAXUOAPKIaG TTOU OXETICETAl PE augnuévn TTPOCANWN TPOYNG, OUOIO PE TNV
UTTEPQAYIia TTOU TTOPOUCIACTNKE O€ AVTIOTOIXN MEAETN O€ TTOVTIKIA.

To ouvdpouo Tou Weudo-Utromrapabupeocidioyou TUTTOU 1 A
(Pseudohypoparathyroidism typelA-PHP1A) o@ciAeTal o€ peTANAAEN TOU
yovidiou GNAS1 110U KAnpovopeital atrd Tn UNTEPA, TO OTTOI0 KWOIKOTTOIE TNV
a-uttopovadag Tng G mpwrteivng. O1 diatapaxéc otnv TPOcAnWn TPOYPNRG
OTOUG aoBeveic pe autd TO OUVOPOMO, TTIBAVOTATA OQEIAETAI OTNV TEAIKA
ékppaon Tng G mpwrteivng oT1o dikTUO TOUu UTTOBOAdUOU TTOU PuUBpiIlel TO
evepyelokd 100QUyI0 Kal ouptTePIAapPBAvel apkeToug utrodoxeic Twv G-
Tpwreiviv*.

H tpoéAeuon TnG Traxuoapkiog eival 1o TTOAUTTAOKN OTO OUVOPONO
Bardet-Biedl (Bardet—Biedl syndrome-BBS) 10 otroio xapakrtnpiletal amd £E|
KUpla xapakTnpioTikd: ROD-CONE DYSTROPHY (o 1o cuxvog @aivoTutroq),

TTOAUOAKTUAIONOG, HaBnaiakéC OUOKOAIES, uTToyovadioud aTa ayopia, VEPPIKN
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QVETTAPKIO  Kal Traxuoapkia®®. IToug¢ aoBeveic pe BBS n Taxuoapkia
EMavifeTal o€ TTPWINA OTAdIA, CUVABWGS OTA TTPWTA XPOvIa TNG (WG TOUG.
QoT1600 pIa PENETN o€ PeTEPNPIKOUG aoBeveic ue BBS BpéBnke 611 pévo 10
52% fTav KAIVIKG TraxUoapkol*?. Ao Tn GAAn, autd 1o oUVSPONO PTTOPE Vo
TTOPOUCIACE! évav €TEPOYEVH QAIVOTUTTO. METOAAGEEIC OE ETTTA OTTO TIG OKTW
TTEPIOXEG TWV YyovIdiwv TTou oxeTiCovral ye 10 BBS €xouv TautotroinBei o€
QPKETEG YeVIEG (various pedigrees) aAAd n AsIToupyia auTwyY TWV YoVIBiwV dev
éxel katavon®si TARPwc*. H yeveriky Pdon Tou BBS £xel auToOWUIKG
UTTOAEITTOPEVO XAPOKTHPA, WOTOCO, N TTOPOUCIa KANPOVOUIKOTNTAG TPIWV
aMnNASPOPPWY £XEl TTApaATNPENOE] G KATTOIEC OIKOYEVEIEG™.

Eivar ¢ekdBapo amd T1a maApaTTdvw, TTWG Ol HOPIAKEG QITIEG TNG
OUVOPOMIKAG TTaXUCOPKIag €ival TTI0 TTOAUTTAOKEG ATTO TIG HOVOYOVIOIAKES

TTEPITITWOEIG KAl TTEPICCOTEPEG UEAETEG €ival avayKaieS yia Tov TTPOCOIOPIoUO

TNG YEVETIKAG TOUG BACNG.

2.3.3 NMoAuyovidIaKn TTaxuoapKia

2€ avTiBeon PE TN MOVOYOVISIAKN TTaXUoapKia, n avepwIrivn TTaxuoapKia
@aiveTal va gival TToAuyovidIakn, Xwpig atrAd HOVTEAO KANPOVOUIKOTNTAG, EVW
eTTnNpeddeTal amd  TrepIBarAovTIkoUS Trapdyovtec®. To owuaTikd BApog
TAviwg  KaBopifetar katd 40-70% amd  yovidiakoug Trapdyovteg. H
TPOodIA0eon OTNV TTaXUCOPKia @aiveTal va TTPOKAAEITal atrd pia TTOAUTTAOKN
aAAnAetTidpaon peTagl TouAdxioTov 250 yovidiwv TTou OXeTiCovTal PE TNV
TTAXUOAPKIa Kal, i0WG, TTEPIYEVVNTIKWY TTAPAYOVTWY. 2TNV TTOAUYOVIOIaKA
TTAOXUOOPKIO  OAPKETEG  YEVETIKEG  TTAPAAAAYEC  aAANAemdpouv  pe  €va
«€eTIKivouvo» TTePIBAAANOV. Z€ auTA TNV TTEPITITWON KABE yovidlo euaioBnaiag,
ot aTOMIKO eTTiTTedo, Ba €£xel yovo pia upikpn emmidpacn oT0 BAPOG, Kal N
OUCOWPEUTIKI OUVEICPOPA auTWV Twv yovidiwv Ba yivel onuavTiki pyoévo étav
utmdpéel  pia aAAnAemmidpacn  pe  TTEPIBAAAOVTIKOUG  TTAPAYOVTEG
TTPOJIABETOVTAG VIO TN QAIVOTUTTIKA TOUG €K@paan (UTTEPTTPOCANWN TPOYNAG,
MEiwoNn QuOIKAG dpacTnPIOTNTAG). AUTH N UTTOBEON CUVOEETAI PE TIG OUVADBEIG

TTaxuoapkieg. Kabéva atrd ta yovidlia Tng Traxuoapkiag moavov va €xel Jovo
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Mia MIKPr] OUVEICQOPA OTO CWHATIKO BAPOG, AAAG OAN padi N KANPOvouoUuEvn
TToIKINOPOp@ia TTaifel Eva peydAo poAo otov KaBopiopd Tou TTWG €va ATOPO
QVTOTTOKPIVETAlI OTOUG TTEPIBAANOVTIKOUG TTOPAYOVTEG TNG didITag Kal Tng

QUOIKAG dpaoTNPIOTNTAG.

Eikéva 19. lNovidia mou euBuvovrail yia 1nv EKOHAWON JOVOyoVIOIaQKWY

Kal TTOAUYOVIOIaKWYV [I0PQWYV TTAXUCAPKIAS

2.4 Baoikd yovidia TToAUyoVvIOIOKAS TTaXUCapKiag

Avo yovidia, To FTO kai INSIG2, €xouv evTOTTIOTEI ATTO OXETIKEG MEAETEG
va €ival AUECa OUVOEDEPEVA UE TNV KOIVA TTaxuoapkia. NMoAupgop@iouoi oTo
FTO (yovidio oxeTikd pe Aimrwdn pddla kai TrTaxucapkia) oxetiCovral ye o BMI
(AgikTng Mdlag ZwMATOG) Kal augnuévo Kivouvo Traxuoapkiag. MeAETeEC
TTapoucidlouv OTI oI TToAupop@iopoi Tou FTO ouvdéovral pe augnuévn
TTPOCANWN TPOPNG KAl KOPETHUO KABWG Kal e PEIWPEVN AITTOAUTIKR) dpdon oTa
AmokUTtTapa®’. To diktuo ouvepyaoiag Wellcome Trust Case Control
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diegriyaye évav yovidliako €Aeyxo yia Tov dIaPnTn TUTTOU 2 KATAAyovTag
eTTiong oTnVv aueon cuoxétion Tou FTO.

MapoAa autd, puBuiCovrag 1o BMI, n oxéon pe Tov diapnTn €maye va
UTTAPXEI, UTTOOEIKVUOVTOG OTI UTTAPXEI oxEon PeE To BMI kal 61 ye Tov d1aBATN
TUTToU 2*8. Mapd T0 TTOAU ONPAVTIKG AUTO OTTOTEAEGHA, O TIOAUHOPQPIOUOS OTO
FTO utrohoyioTnke OTI a@opd Povo 10 ~1% TNG CUVOAIKAG KANPOVOUIKOTNTAG
Tou BMI*®. H oUvdeon tou FTO ¢ixe TTapouciacTei o€ ueyGAeg OuEdeS TTaIdIwV
Kal evnAiKwv TTOU €Xouv HPEAETNOEI KOBWG Kal Ot TTIO TTPOCQATEG EPEUVEG
yovidIiokoU eAéyxou yia Tnv Traxuoapkia. To yovidio FTO ek@pdaletal oTov
EYKEQAAO Kal PeE BAon oToIxEia amd PEAETEG O CWa QAivETAl N €KPPACN VA
yivetal oe€ peydAo PaBud oToug UTTOBOAAPIKOUG TTUPAVEG Ol OTTOIOI
OUMUETEXOUV OTnN puBuIon TOu evepyeldKoU Io00fuyiou. MeAéteg 1600 OF€
avBpwTToug Kal o€ {wa UTTodEIKVUOUV OTI TO yovidio TiBavoTaTa £xel pOAO OTn
puBuIoN TNG 6pPEENG, ME TO UTTEUBUVO AAANAOUOPPO va cuvoEETal UE auEnuévn
TTPOCANYN TPOYNG Kal Pelwévn AITTOAUTIKY dpdon oTa AITTOKUTTAPO OTOUG
avBpwTToug. MeTalu opdluywv @QOpEéwv HE TTOAUPOPQICPNO Tou FTO TTOU
oxetiCetar pe aug¢nuévo BMI, ekeivol TTOU ATAV  QUOIKA TTIO  EVEPYOI
TTapouciacav BMI d00 povadeg pikpdTEPO atrd autoug TTou akoAouBouoav
1m0 KaBIoTIKA {wh™.

To INSIG2 kwdikoTrolgi pia TTpwTeivn n otroia pubpilel TIC TTPWTEIVES TTOU
gival utTelBuveg yia Tn ouvBeon Aimmapwyv ofEwv Kal Tn Airoyéveorn. ‘Evag
TTOAUMOPQIOPOG Tou INSIG2 oxetiCetal ye auénuévo BMI. Evdiagépov eival To
YEYOVOG OTI TTapaAAayéG oTov UTTOdOXEa TNG MEAAVOKOPTIVAG KAl OTOV
EYKEQAAIKO veupoTpo@ikd Trapdyovia BDNF, tou éxel tautotroin®ei Ol
TTPOKAAOUV HOVOYOVIBIOKK TTaxuodapkia, @aivetal va cupBdAlouv €TTiong o€
ONUAvTIKO apIBud TTEPITITWOEWY KOIVIG TTaxucapkiag. O @aivoTuTtog TTOU
ouvoéetal he peTaAAGgelc oTo INSIG2 egaptaTal kal ammd TTePIBAANOVTIKOUG
TTapdyovTeg, 2e€ Mo MIKPR €peuva yia 1o yovidio INSIG2, n @uoikA
dpaoTnPIOTNTA QAVNKE PUBUICEl TNV ETTIOPACN TOU YEVETIKOU TTOAULOPQICHOU
oto BMIPY. Ymdpxouv apketéC yovidiakéc WETOAANGEEIC oI oTToieC  av
ouvllaoToUv TTpokaAouv auénuévo Kivduvo Traxuoapkiag. H peAéTn autwv
Twv yovidiwv €ival dUOKOAN kKabwg TTePIBAAAOVTIKOI TTapAyovTEG OTTWG N

QUOIKN dpaoTNPIOTNTA KAl N dIATPO@r) TTaiCOUV POAO.
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Eikéva 20. To yovidio FTO

Eikova 21. To yovidio INSIG2

2.5 Ztpatnyikég HEAETNG vVyia TNV avayvwpion

yovidiwv

AUO eupeiec OTPATNYIKEG €peEuvag €XOUv  XpnoldotroinBei yia  Tnv
avayvwpion yovidiwv Tou  kaBopiouv TTpodidBeon’. H TpwTn  eival
«yoVIBIaKOG EAEYXOG | KAWVOTTOINGOT YEVETIKWV TOTTWV» TTOU ETTIXEIPET v
OUOXETIOEI €EK@Paan Yyovidiwv 1 OEIKTWV ME QAIVOTUTTOUGC Ot EEXWPIOTOUG
TANBuopoUc. Auth) n TIpocéyyion €xel oXedlaoTel yia TNV avayvwpeion
TTOAUMOPQIKWY  YoVIOiwV METAEU OUO OTEAEXWYV TIOVTIKOU Kal MTTOPEi va
€ENynoel 10 SIAPOPETIKO UTTO YEAETN @aivoTutro. H deUTepn OTPATNYIKN €ival n
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«TTPOCEYYION UTTOWNQ@IWV YOVISiwv» OTnV OTToia CUYKEKPIYEVA yovidia
ETMAEYOVTAI EK TWV TTPOTEPWY WG TTIBAVA YA TOV KOBOPIOPO Tou UTTO PEAETN
QaIVOTUTTOU. AKOAOUBWG, KaBOopPICeTal N CUCXETION QVAUECO OTO QAIVOTUTTO
Kal o€ OEIKTEG TTOU YEITVIAZOUV JE Ta UTTOWAPIa Yovidia i KAl 0 auTd KaBeauTd
Ta UTTOYA@Ia yovidia.

TOo0o n HEAETN uTTOWNQIWY YOoVIOiwV OC0 Kal O YoVIBIaKOG EAEYXOG YIa TNV
TAUTOTTOINON YOVIBIWV TTOU OXETICOVTAl WE TNV TTAXUCOAPKIO £XOUV UTTAPEEI
ETTITUXEIG, TTAPOTI €ival TTI0 BUCKOAEG aTtr' O,T1 €ixe @avei apxikd. H BeAtiwon
TNG 10XUOG MIOG €PEUVOG ME OTPATNYIKEG OTTWG: au¢non Tou apiBuou Twv
QVTIKEIMEVWYV, €TTIAOYA TOU KATAAANAOU @aIvOTUTTOU, aUEnon Tou apIOuoU Twv
OI0B£0IuWY  QAIVOTUTTWY KAl XPAON OKPAiwv  QaIvOTUTTWY, JTTOPEI  va
ammodelxBei  akpiPrigc. O1 ouvepyaoieg MPeETALU opadwv TTOU  PolipdlovTal
OedopEVa €XEl WG ATTOTEAECUA ONPAVTIKN aug¢non OTn OTATIOTIKN 10XU O€
AAAeG TTEPITTAOKEG a0B€veleg, TTAPA TNV TTOAUTTAOKOTNTA TNG avAaAuong Twv
ETEPOYEVWV OEDOUEVWV. ZNUAVTIKN €ival €TTIONG KAl n Xpron Yovidlakwyv
«TpaTTeWVy» ME OUANOYEG atmd ekaToppupia dciypata DNA. Me autdv Tov
TPOTTO AUEAvETal TO TTANBOG TWV BIABECIUWY AVTIKEIWEVWVY TTPOS avAAUCT KOl
gival TapadAAnAa atrapaitnTn N avénon TnG TToIOTNTAG KAl TNG OKPIBEIag Twv
QAIVOTUTTIKWYV  Oedopévwy. ToANoi @aivoTutTol €xouv XpnoigotroinBei o€
YEVETIKEG MEAETEG yIO TNV TTAXUCAPKIA PIOG KAl OEV PTTOPEI KAVEIG va OIOAEEE]
KATTOIOV WG TOV KAAUTEPO a@OoU O KaBEVAG £XEl TO TTAEOVEKTAWOTA TOU Kal TA
MEIOVEKTAUATA TOU.

Ooo 10 Tedio TNG OUVOETNG YEVETIKNG €geAicoeTal, cival gavepd OTI Ol
KatavonToi Kal akpIBeic @aivoTutrol gival atrapaitntol. TeAIKoi @aivoTuTTOl
OTTWG N TTaxuoapkia ) to BMI gival TTOAUTIUOI, OAAG QVTITTPOOWTTEUOUV TO
OUVOAO OAWV TWV YEVETIKWYV Kal TTEPIBAAAOVTIKWY emdpdocwyv. H ouyxpovn
EPEUVA E£XEl OTPAPEI OTAV AvVAYVWPION TWV YEVETIKWYVY ETTIOPACEWY PEOW
eVOIAUEOWY @QAIVOTUTTWY, OTTWG n Béon Tou AITToug 1 Ta ETTiTeda Twv
OPHOVWV.

Mia AGAAn TeEXVIK) TTOU OUMPBAAEl evepyd OTOV TOPED TNG OUVOETNG
avlpwTTIivnG YEVETIKNAG, €ival n MEAETN TG OUOXETIONG OAoOUu TOU
YOVISIWHATOG, TTOU EVWVEI ATTOTEAECUATIKA TNV TTPOCEYYION TNG CUOXETIONG
ME TNV avayvwpion yovidiwv. Méxpl mpdo@ata o1 PEYAAEG TTOOOTNTEG
YOVOTUTTIKWYV avOAUCEWY TTOU QTTAITOUVTAV VIO TRV ETTITEUEN AKOUN KAl PIOG
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METPIAG TTUKVOTNTAG KAAUWNG KATA PAKOG TOU YOVIDIWUATOG ATAV TTEPA ATTO TIG
duvatoTnTeG HEYOAWV gpyaoTnpiwv. T[MAéov, e TNV avAamTuén peyaAng
KANIJOKOG €yKATOOTACEWYV, N €Aeucn uywnAng armmodoong TeXVOAOYIWV yia
katnyopiotroinon Twv SNPs kal o1 véeg oTpaTnyikéG ouykévipwong DNA

OTTWG TA YEVOTUTTIKA projects ammaoyoAouv TTOAAOUG epeuvnTEG.

Eikova 22. [eVeTIKOS XApTNGS yIa THV TTAXUOAPKIa
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Eikova 23. Acikreg ToU oxertiovral ue Tnv maxuoapkia kai 1o BMI
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2.6 YmoOéoelig Tou €Enyouv TN YEVETIK TNG

TTAXUOOPKIaGg

e YméBeon Tou “thrifty gene’: O1  eCeNKTIKEG TTIECEIG  €XOUV
dlapopPwaoel Eva ouoTnua TTou TTpowdei Tnv TTpdoAnywn Bdpoug oe
TTEPIOBOUG  AIUOU KAl QUCIOAOYIKOI  pnXaviouoi  eAéyxou Opouv
TTPWTIOTWS YIa va ATTOTPEWOUV TNV TreEiva TTapd yia va puBuioouv To
Bapog. Emopévwg otav 1o @aynto eival debovo, autd odnyei otnv
augnon Tou Bdpoug. Me GAAa Adyia Ta yovidla TTou TTPodIaBETOUV YIa
TTaXUOApPKia, ATAV «EUVOIKA» YId TOV TIPOIOTOPIKO AvBpWITTO TTOU
TTEPVOUCE eVOAAQYEC TTEPIOOWV HE TTAOUCIO TPOPI KAl OTR OUVEXEIX
Teiva. ETTopévwg autoi TTOU ATAV TTI0  «ATTOTEAECHUATIKOI» OThV
ammoBnkeuon Kal  OTO  HETABOAICMO  TNG  TPOYNRG, E€ixav  TTOAU
TEPIOCOTEPEG TTIOAVOTNTEG VA €TMICAOOUV Kal va avatrapayxBouv o€
ETTOXEG AIOU.

e Ymwo0eon Tou gUBPUIKOU TTPpOYypOUMaATIONOU: H Kupiopxn duvaun
givalr To €URPUIKO TTEPIBAAAOV TTOU O€ CUVOUOQOUO HE TN MHNTPIKA
UTTEPKOTAVAAWGON TPOPNG 1] TOV UTTOCITIONO TTPOKAAOUV HIa KATAAANAN
MeTayevvnTIKA avTidpacn oTto TTaidi. Autd UTTOpEl va TTPOoKANBei atrd
ETTIVEVETIKOUG UNXAVIOWOUG OTTWG N YOVIOIWPATIKA ATTOTUTTWON.

e Ymo60eon Tng ameAeubiépwong amod TNV aptrayn: ZTIC apxES TNG
e€ENIENG TOU avBpwTTOU, N TTaXUCOpPKia Ba gixe ammoppiPbei KaBWS ol
TTaxuoapkol avBpwTrol Ba ATav TTI0 €UKOAN Agia yia Ta aptrakTikd. Otav
ol AvBpwTrol BprAkav TPOTTOUG va UTTEPACTTICOVTAl TOV £AUTO TOUG, QUTH
N €EENIKTIKN) TTiEON MEIWONKE KAl TuXaia YEVETIKA €TTIAOY 0dfynoe OTn
ouoowpeuon Twv yovidiwv TTpodidbeong oTtov TTANBucoud. Auth n
uttéBeon €épxeTal o€ avtiBeon pe TNV uméBeon Tou ‘“thrifty gene”
utraivioovtag o1l n teiva dev UTIPEE €EEAIKTIKOG TTAPAYOVTAG TTiEONG
oTnVv avbpwTTIvn IoTOpIa.

e Ymo60eon Tou KaBIoTIKOU TpOTTOU {WNG: Ta TeAeuTaia 50 xpdvia gival
YEYOVOG OTI O HEOOG TPOTTOG CWNAG €XEl ETTNPEACTEI ATTO MEYAAEG

MEIWOEIG OTNV QUOIKH dpaoTnEIOTNTA Kal augnon otnv TTpdoAnyn
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TPOQWV TTAOUCIWV Ot AITTapd Kal uwnAng Bepuidikng agiag. MapoAa
QUTA UTTAPXEl N €VOEIEN OTI N QUOIKI dPACTNPIOTNTA eV £XEI UEIWOEI
ONMAVTIKA, TOTTOBETWVTAG TNV KUPIA ETTIOPACT YIO TNV TTAXUCAPKIA, TIG
akpaieg aAhayég otn dlaTpo@r). Autd Ba onuaive OTI Ta PETAROAIKG
évCupa Ba gixav onuavtikd pOAO oTnV TTAXUCAPKIa.

e Ymo0eon TnG €BVIKAG HETATOTTIONG: KATTOIEG EOVIKEG OUADEG EXOUV
MEYOAUTEPQ TTOCOOTA TTAXUCAPKIAG ATTO AAAEG, Yia TTAPAdEIyUA, Ol
loTravo-Apepikdvol o€ oxéon Pe Toug EupwtTalo-APEPIKAVOUG.
Aedopévou 0TI TO TTOCOOTO TWV IoTTAVO-APEPIKAVWY €XEl augnOei, Ta
OUVOAIKG TTOO0OTA TTaXUCAPKIag €xouv augnBei. Autod iowg o@eileTal
O€ YEVETIKEG OIOPOPOTIOINCEIG.

e Ymo60eon Tou TaIp1aoTOU euyapwWHATOG: [apdTi N CUCXETION TWV
BMI petalu Twv oculUywv gival JIKPA, TTAPAUEVEI ONUAVTIKA OTATIOTIKA
Kal Bewpeital TTwg oPeileTal o€ TaIPIAoTO (euydpwua, dnAadr otnv
TAoN TWV AvEPWTTWYV PE TTAPONOIOUG YOVOTUTTOUG A KAl GaIVOTUTTOUG,
va {euyapwvouv PETAlU Toug. H uttéBeon avagépel 0TI, e TNV TTAPOdOo
TOou Xpovou, TO TaIPIOTO CEUYAPWHA OTA TTAQICIA TWV YEVETIKWV
TTOAUMOPQICHWYV TTOU ETTNPEACOUV TNV TTAXUCAPKia, 6a ouvTeAéoEl OTNV
augnon TnG TTaxuoapKiag.

¢ H ouvduaoTiki utré0eon: Autr) avagépel 0TI dev UTTAPXE! Jia uévo
YEVETIKN Bdon yia TNV TTaxuoapkia aAAd OTI gival CUVETTEIQ TOU

OUVBUACUOU TWV UTTOBECEWY TTOU TTEPIYPAPNKAV TTAPATTAVW>S.
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2.7 Tovidla tTOoU OYXeTiICOVTOlI HME TNV AVATITUEN TOU

oakxapwdoug diaBniTn TuTTOU 2

H 1podidBeon otnv avdamrtu¢n Tou oakxapwdoug OlaBATn TUTTOU 2
KaBopileTal atrd OUO TTAPAYOVTEG, YEVETIKOUG Kal TTEPIBAAAOVTIKOUG KAl TO
YEVETIKO UTTOROBPO TNG OUYKEKPIPEVNG VOOOU Eival ETEPOYEVEG.

O1 Trepiocdtepol aoBeveic pe dlaBATN TUTTOU 2 e€kdnAwvouv dUo
OIAPOPETIKEG AVWHOAIES: a) TN MEIWON OTNV €KKPIOT IVOOUAiIvNG Kai B) Tnv
MEIWMEVN avToXh OoTNV IVOOUAivn. AuTo onuaivel 0TI UTTGpXoUV TOUAAXIOTOV
OUO BIPOPETIKEG OUAdES yovIdiwv TTou TTPodIaBETouV yia diapnTn TUTTOU 2.
ATTOOEICEIC VIO Tn YEVETIKY) BACHN TOU TTPOEPXOVTAI ATTO HEAETEG OIKOYEVEIWY,
SIBUPWY Kal TTANBUCT WV,

MeAETEG OIKOyEVEIWV £DEIEAV OTI TO AdEPPIA TWV PMEAWV TNG OIKOYEVEIOG PE
dlIapNATN TUTTOU 2, £XOUV TEOOEPIC QPOPEC TTEPICOOTEPEG TTIBAVOTNTEG VA
avaTrTuéouv dlIaBATN TUTTOU 2 0TNn dIAPKEIA TG CWAG TOug aTTO OTI O YEVIKOG
TTANBuoudég. H 1Mo TreIoTIk amodeign 611 10 €idog autd Tou dIAPATN €XEl
YEVETIKN BAon, TTpoEpxeTal ammd PEAETEG TTANBUOUWY, KABWG Kal aTTd PEAETEG
SId0Upwv>. Tl Tapddelyya, Trapatnpesital pia  uwnAdTEPn  ouUXVOTNTA
EMPAVIONG TOU 0AKXaPWwdOoUGS dIaBnTn TUTTOU 2 O€ ynyeveic TTANBUouoUG PIag
QUANG oTIG akTEG TNG AuoTpaAiag, 60 kal Avw €TWyv, O 0XEON PE PN YNYEVEIG,
o€ avahoyia 83% évavtl 17%. Etriong, Ta ammoteAéopata TTou TTPoEKUYaV atTd
MEAETEG BIBUPWY Yia TO POAO TwV yovidiwy, dgixvouv éva uywnAoTepo Babuod
OUPQWVIag yia Tov oakxapwdn diaBiTn TUTToU 2 avdpeoa oTa JOVOLUYWTIKA
didupa (41%-55%) o€ oUykpion pe Ta SIUYWTIKG didupa (10%-15%)>*. Ze éva
ociyua d1dupwv otn PivAavdia o BaBPog ocup@wviag o€ JOVOLUYWTIKA didupa
ATav 34%, evid o€ SICUYWTIKG Sidupa ATav 16%°. ¢ pia loTwviky PeAéTn o
BaBudg cupgwviag ATav okdun uywnAotepog, pE 83% yia POVOCUYWTIKA
didupa kal 40% yia dICuywTiKA. ETTiiTAéov €peuveG HOVOCUYWTIKWY OIBUPWY
€deigav OTI av TO éva ATOMO €xEl oakxapwdn diapnTn TUTTOU 2 TO GAAO Ba €xEl
HEIWPEVN QvTOXR OTNV IVoouAivn (IGT)*".

O1 yeAETEG yIa TNV €Upeon uTTown@iwy yovidiwv BaaciovTtal oTnv €TTIAOYA

yovidiwv he yVwoTEG BIOAOYIKEC AEITOUPYIEC, TTOU PTTOPEI va TTpodIaBETouY yia
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TNV acBévela fj Tov TTapatnpoupuevo eaivoTutro. O1 peAETeG auTég BaaidovTal,
KUPIWG, OTO TIPOTUTTO TWV OUOCXETIOEWV TTEPITITWOEWV-PHAPTUPWY. AUTO
ETTITUYXAVETAI OUYKPIVOVTOG Tuxaia ATOuda TTOU TTAOXOUV aTTd ooKkXapwdn
OlaBATN TUTTOU 2, ME MIa 100d0vapn opdda atopwy eAéyxou. Méxpr Twpa
€Xouv JEAETNBEI TTOAAG uTTOWAPIa yovidia yia To POAO TOUG OTOV COKXapPwdNn
d1aBNTN TUTTOU 2, OTTWG €ival 0 TTOAUPOPPICPOS P12A oto yovidlo PPARy
(peroxisome-activated receptor y), KaBw¢ Kal 0 TTOAUMOPPICUOG E23K o010
yovidio KCNJ11%8,

Mo TNV avayvwpion TwV XPWHOCWHOTIKWY TTEPIOXWVY TTou £dpdlovTal
TOTTOI TTOU TTPOKOAOUV TTPodIdteon yia cakxapwdn OIaBATN TUTTOU 2, €XEl
xpnoiyotroinBei n péBodog diepelivnong OAOKANPOU TOU YOVIDIWUATOG Kal N
avaAuon ouvdeong. YTTAPXOUV OPKETEG XPWHOOWMATIKEG TTEPIOXEG TTOU
ouvdéovTal hE TOV oakyxapwdn SIaBATN TUTTOU 2, OTTWG €ival Ol TTEPIOXESG OTO
19, 29, 8q, 10q, 12q kai 20g>°. EmmAéov épeuva pe TNV pEBOSO
KAwvoTtroinong 0éong €xel Oe€i¢el OTI O YEVETIKOI TTOAUPOPQIOUOI  TNG
kaAtTaivng10 (CAPN10) cuvdéovtal pe 1oV cokxapwdn diapnTn TuTTOU 2,
KaBW¢ €TTiong Kai To yovidlo TCF7L2% Trou PBpiokeTal OTO XPWHOCWHA
10q25°2%3,

H avattuén Tou cakxapwdoug SIaBATN TUTTOU 2, OPWG, OXETICETAI KOl UE
TTEPIBAANOVTIKOUG TTAPAYOVTEG, OTTWG N TTAXUoapPKia, n @uoik adpdveia, n
diaita, ol To¢IKoi TTapAyovTEG, Ol IIKEG JOAUVOEIG, TO OTPEG Kal TO KATTvIopa. Ol
TTEPIBAANOVTIKOI  TTOPAYOVTEG QUTOI  OAANAETTIOPOUV HPE TOUG  YEVETIKOUG
dnNUIoUPYWVTAG OXECEIC TTOU 0dnyouv oTnV avdatTuén cakxapwdoug dIafATN
TOTTou 2. Ta TTapddeiyua, ol TTEPIBAAAOVTIKOI  TTAPAYOVTEG UTTOPEI  va
eubuvovTal yia TNV €vapén TG KATAoTPOPAS TwV B-KUTTAPpWY A yia AAAES
METARBOAIKEG avwpaAieg, evw Ta yovidia utropei va puBuifouv Tnv €gEAIEN

QUTWV TWV avwuaAiwy o€ diaBniTn.
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Eikéva 24. lNovidia mou oxeriCovrai e Tov oakyapwadon éiaBnrtn turmrou 2

To yeveTIkO uTTOBaBpO Tou cakyxapwdoug diafATN TUTTOU 2 apopd TOCO0
Hovoyovidiakfy 600 Kai TroAuyovidiakr] pop®A®t. H povoyovidiakr popen eival
aTTOTEAEOUA OTTAVIWY PETAAAGEEWY OE €va POVO yovidio Kal KAnpovopueital
oUP@wva ue 1o vopo tou Mendel. Or ueTaAAGgeIC utTopei va eTnppedoouv Tn
doun Kal Asitoupyia piag TTPpWTEIivNG A evog tRNA. Ze PEPIKES TTEPITITWOEIG,
QUTEG o1 METOANAEEIC uTTOpEl va [BpiokovTial O€ PUBUIOTIKN TTEPIOXT €VOG
yovidiou Kal va TPOTTOTTOIoUV TTARPWGS TNV £€KPPacn autou Tou yovidiou. H
HMOVOYOVIDIOKI) MOP@r XapakTnpiletal atmd uwnArf JIEIoOUTIKOTNTA, TTPAYHa
TTOU onuaivel 6T n TTapouadia piag JETAAAAENG, TTPAKTIKE, PMTTOPEI va 0dnynoel
oTnv euPAvion acBéveiag. Xapaktnpiletal €miong atmd ogia KAIVIKA €IKOva Kal
TTEPIOTAOIOKA, atro 1\ TTapouadia TPOCOETWYV TTAYKPEQTIKWV

XOPAKTNPIOTIKWY. To YEVETIKO utToRaBpo diadpaparifel onuavTikd poAo oTnv
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TTaBoyéveon, evw ol TTEPIBAAAOVTIKOI TTAPAYOVTEG TPOTTOTTOIOUV EAAXIOTA TNV
KAIVIKR €IKOva. O1 yvwoTEG JOpPEG PovoyovidiakoUu dIaBATN XapakTnpeifovrtal
€iTe a1md coPBapd TTPoRARUATA OTNV €KKPION IVOOUAIVNG, EITE ATTO ONUAVTIK
MEIWON OTNV AVTOXI OTNV IVOOUAIVN.

H T1oAuyovIdIakry Hop@r) Tou ookxapwdoug dlaBrTn TUTTOU 2 €ival
atmmoTéAeopa aAAnAeTTiOpaong TTEPIBAAANOVTIKWY KOl YEVETIKWY TTAPAYOVTWV.
MapaTtnpeital n CUPPETOXA TTOAWV YovIdiwyv, WOTOCO0 O OUVOAIKOG TOUG
QPIOUOG Kal N OXETIK) TOUG OuveloQopd Oev €xel kaBopioTei. Ta didpopa
yovidla JTTOpEl va CUPUETEXOUV OTO id10, 1 Ot OIAPOPETIKA HOVOTTATIAL.
MeTOAAGEEIS ) TTOAUPOPQPIOUOI O€ AuTA Ta yovidla UTTOPE va eugavifovtal o€
MEYAAn ouxvotnTa o€ évav TANBuoud kal eAdxiota o€ KATTolov  dAAo.
AANNAGHOPPO AUTWYV TWV TTOAUPOPPICHWY avixvelovTal TOoO o€ uyiy 600 Kal
o€ doBNTIKA datoua. AAANASPOP@A TwV TTOAUPOPPICHWY TTPOKAAOUV HOVO
TPodIG0eon aAAG Oev QTTOTEAOUV TOUG QITIOAOYIKOUG TTAPAYOVTEG TTOU

eubuvovTtal yia TNV avdamTtuén TnG vOooou Kal ouvdEovTal PE MIKPO KivOouvo

EMPAVIONG TNG.

2.8 Movoyovidiakog cakxapwdng diaBnTng TUTTou 2

2.8.1 'EAA&1yn IvoouAivng

H voouAivn, ouvTiBeTal kKal EKKPIVETAI ATTO TA TTAYKPEATIKA B-KUTTOPA, WG
atrokpion otV TTPOCANWN YAUKOCNG Kal AAAWV OIOTPOPIKWY CUCTATIKWY. H
YAUKOCN ueTa@épeTal péoa OTa KUTTAPA PE €vav €I0IKO peTagopéa (GLUT2),
ETTEITa QO @OPUAILVETAI aTTd TN YAUKOKIVAON Kal TEAIKA, YETaBOAIleTal péow
NG diadikaciag TNG YAUKOAUONG Kal oTov KUKAO Tou Krebs. Mia augnon otnv
EVOOKUTTAPIKN  TTapaywyn evépyelag odnyei o€ avaoToArl Twv ATP-
eCaPTWUEVWY KavaAIWV KaAiou, ye atTroTéAeopa n ammoTTOAwWGon va avoiyel Ta
kavéAla Ca™ tnc pepPpdvng, TPAyHO TIOU TIPOKOAEl pia alénon oTn
OUYKEVTPWON Tou KUTOTTAaoHaTIKoU Ca*?, oUvTnén Twv KOKKiwv IVGOUAIVNG HE
TNV TTAAouaTIK MEPBPAvVN Kal atreAeuBEépwan IvoouAivng. Ta TTayKPEeQTIKA [B-
KUTTapa avTidpouyV €TTiONG 0TO afpa YAUKOZNG NECW TNG auénong TTapaywyng

TTPO-TTPOIVOOUAIVNG OTO EVOOTTAACHATIKO QiKTUO.
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OAa 1a yovidia TTou eUTTAEKOVTAI O€ QUTA TA JOVOTTATIA, OTTWG £TTIONG KAl
TA yovidla TToU €PTTAEKOVTAl OTAV QVATITUEN TWV TTAYKPEATIKWY B-KUTTAPWY,
MTTOPEI Va BewpnBouv uttTown@ia yovidia yia TNV avartrTugn Tou OakXapwdoug
d1aBnTN TUTTOU 2, TTOU KATA KUPIO AOYO o@eiAeTal OTNV EAAEIWYN IVOOUAIVNG.

H 1mio ouxvr popery ocakxapwdoug dIafATn TUTTOU 2, TTOU XOPAKTNPICETAI
amoé cofapd TTPOBAANATA OTNV €KKPION IVOOUAIVNG, €ival O OUTOCWHIKA
EMIKPATAG S1aBATNG TWV &VNAIKWV TToU gP@avifeTal O veApd ATOMA
(MODY). MapdAAnAa Ye TOV AQUTOCWHIKA ETTIKPATA TUTTO KANPOVOWPIKOTNTAG, O
MODY xapaktnpi¢etal ammé uwnAd Babuod dieloduTiIKOTNTAG, TTPWIYN ENPAVION
TNG aoBéveiag (ouvABwg deuTepn 1 TpiTn dekaeTia (wNAG), WA TTaXuoapkia,
KaBwg €TTioNg BIOXNMIKA KAl KAIVIKA XQPOKTNPIOTIKA TNG EAATTWHEVNG EKKPIONG
IvoouAivng. O1 T0TTol MODY Treplypdg@naoav ato 1° kepdAaio.

Mia GAAN TTEPITTTWON POVOYOVISIOKNG HoP®rG d1apNATN €ival 0 MNTPIKG
KAnpovopoUpevog SIABATNG, TIOU TTIPOEPXETAl ATTO  UETAANGEEIC OTO
MIToxovoplakd DNA. H didyvwaon yia auti Tn Jop@r) diapnTn YiveTal o€ PIKPA
nAIKia, ouvnBwg oTnVv TPITN ME TTEUTTTN OEKAETIO KAl XapakTnpifetal atrod
eNATTWON oTnV €KKpPIoN IVOOUAIivNG. O unTpIkd KAnpovououuevog dlaBATNG
ouvodeueTal ouyxva atrd TTPoBAANATa aKONG Kal Kwewaon. Exouv Ppedei
OPKETEG METAANAGEEIC TTOU ouvdéovTal he dlaBATn oTo pitoxovoplakd DNA. H
MO OUXVr) a1To auTég ival n avTikatdotaon A3243G oTo yovidio Tou tRNA Tng

Aeukivng™?.

2.8.2 AvTioTaOn OTNV IVOOUAivn

H dpdon TnG IVOOUAivng O€ KUTTOPIKG ETTITTEQO €ival PIA TTOAUTTAOKN
diadikacia. To TpwTo BAMa e€ival n ouvdeon TNG IVOOUAivnG oTov €I0IKO
uttodoxéa TNG. AUTO EVEPYOTTOIEI TNV KIVAON TUPOCivNG TOU UTTOdOXEA TNG
IVOOUAIVNG Kal odnyei 0 QWOQPOPUAIWON TWV KATOAOITTWY TUpPOCivng OTa
UTTOOTPWHATA TOU UTTOdOoXEd. Ta evepyd UTTOOTPWHATA TOU UTTOOOXEQ TNG
IVOOUAIVNG , OTN CUVEXEIA, OUVOEOVTAI KAl EVEPYOTTOIOUV OAGKANPN TNV oudada
TTPWTEIVWV TTOU OUMMETEXEI OTO ONUATOOOTIKO MOVOTTATI TNG IVOOUAIvVNG.
MepIKEG aTTO QUTEG TIC TTPWTEIVES Eival ONUAVTIKEG OTIC METARBOAIKEG ETTIOPATEIC

TNG IVOOUAIVNG, OTTWG N Qwa@aTidUAIVOCITOAN 3-KIvaon, evw GAAEG oTa
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ONUATOOOTIKA METAYWYIKA MOVOTTATI, OTIWG N METATOTIION METAPOPEWV
YAUKOCNG oTNV TTAQOUATIKN HEPPBPAVN.

OAa autd Ta yovidia gival utTTown@ia yia Tov ookxapwdn diafATn TUTTou 2
TTOU O@EiAeTal KUPiWG OTNV avioxy oTnv IvOouAivn. ‘Exouv Treplypagei
TTEPITITWOEIG OAKXOpwdn OIaBATN TUTTOU 2 ME ECAIPETIKI] QVTOXN OTNV
IVOOUAivn Adyw PETaAAGEEWY o€ €va A Kal oTa dUo aAAnASuop@a Tou yovidiou
Tou uttodoxéa TnG Ivooulivng. ‘Exel, emmiong, BpeBei 611 n PeTAANagn oTO
yovidlo Tng Kivaong oepivng/Bpeovivng  AKT2, yvwotd kai wg PKBp,
ouvOEeTal UE TNV avTioTaon oTnv IvoouAivn. AANO yovidio TTou OXeTieTal €ival
o uttodoxéag PPARY, yovidlo TTou KwOIKOTTOIEI Evav PETAYPAPIKO TTapdyovTa
aTmé TNV OIKOYEVEId TWV TTUPNVIKWV UTTOOOXEWV. AKOMN, €xel Bpebei OTi
METOAAGEEIC OTO yovidlo TnNG Aapivng OXeTiCovral PE TNV avTioTAOn OTNV

IVGOUAivn>*.

2.9 TloAuyovidiak6g ocakxapwdng diaBATng TuTTOU 2

AIOQOPETIKEG OTPATNYIKEG €XOUV XPNOIMOTTIOINBEI yia TV avayvwpeion
yovidiwv TTou oXeTiCovTal HE OUVOETEG AOOEVEIEG. Z€ HIO ATTO AUTEG TIG TEXVIKEG
ETMAEyOVTAl YOVidla YIO T OTTOIA UTTAPXOUV ONUAVTIKEG TTANPOPOPIES YIa TOV
BioAoyikd Toug pOAo, eviy GAAN OTPATNYIKN QVOQEPETAI OTNV €Upeon BEong,
OTTou TO Yyovidla TTou evdlapépouv evToTriCovtal pe Bdon TO TTPOTUTTO
OUYKANPOVOUNONG ME YVWOTOUG YEVETIKOUG OEIKTEG TTOU TTAPATNPEITAI O€
OIKOYEVEIEG Kal TTAnBuoOoUG.

TNV TTEPITITWON TOU OaKXapwdn diaBrTn TUTTOU 2 UTTAPXOUV TOUAGXIOTOV
OUo KUpia TTPoBAAPATa OTNV €UPECN TWV UTTEUBUVWYV yovidiwv. MpwTov, povo
Mia MIKpr] opada avBpwtivwy yovidiwv €xel yvwaoTh BloAoyik dpdon.
AeUTEPOV, OI YVWOEIG HAG YUPW ATTO TA KUTTAPIKA JOVOTTATIO TTOU EUTTAEKOVTAI
oTn Opdcon Kal TNV €KKPION TNG IVOOUAIVNG Oev gival OAOKANPWUEVES. AUTOG
gival kar 0 AOyog Tou n HEBodOG Tng Odlgpelivnong TOU AvVBPWTTIVOU
YOVIOIWMOTOC KABWG Kal ol avaAUoEelG ouvdeang XPnOIYOTToIoUvTal, KUPiwg,
YO VO aTTOKOAUWOUV OTA XPWHOCWHATA TOUG TTIBavVOUS UTTeUBuvoug TOTTOUG

ylo ouUvBeTeg aoBéveleg, OTTwWG O ocakxapwdng OlafATNG TUTTOU 2 Kal N
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Trayuoapkia’’.

H odpwon Tou yovidiwpaTtog, Bacifetal otTnv avagntnon evog oTaTioTIKOU
ONPATOG TTOU va Ocixvel Tnv mmolavotTnTa CUCXETIONG MIOG OUYKEKPIUEVNG
XPWHOOWWUATIKNAG B€ong pe TNV aoBéveia. MeTd Tnv avayvwpion TG oavig
XPWHOOWUATIKAG TTEPIOXAG OTTOU EVTOTTICETAI TO YOVIOIO TTOU OXETICETAI E TNV
aoB€vela, yiveTal KAwvOoTToinon Tng TTePIoXNS auTig, dladikaaia TTou BacideTal
oTnv €UPECn TNG OUYKEKPIUEVNG B€ong Tou vyovidiou pE Tn  XPNRon
HIKPOSOPUPOPIKWY DEIKTWV KAl YEYOVOTWY avaouvduaopol® . O okoTrég
gival va avakaAu@Bei n Béon Tou utTeUBUVOU Yyovidiou 0g oxéon HE dIGPOPOUG
TTOAUMOPQIKOUG BEIKTEG TTOU €XOUV YVWOTH B€on. Autd onuepa gival EUKOAO,
KaBwg XPnoIYoTToIoUVTAl TTUKVOI XAPTEG aTTO UWNAA TTOAUMOPQIKOUG OEIKTEG
(MIKpodopugoplkoi). H TTapoucia OeTikoU orjpatog cival €voeign ouvoeong
QvVAPECO OTO YoVidlo TNG a0BEVEIaG TTOU EPEUVATAI KAl O€ PIA OUYKEKPIYEVN
XPWHOOWHATIKA B€on. leveriky olvdeon onuaivel OTI Ol YEVETIKOI TOTTOI
KAnpovopouvTal padi. Mevetikoi TOTTOI TTOU BpioKOoVTal KOVTA, €XOuv TNV TAon
va petapiBacovral padi Mo ouxvd atmd OTI YEVETIKOI TOTTOI TTOU BPioKOovVTal
MoKpId PETAEU Toug Katd Tn didpkela TG peiwong. Ooo 1o KovTd gival duo
TO6TTOI, TOOO TIIO MeEYAAN eivalr n mOavoTnTa oI TOTTOI QuToi va givail
ouvoedeuévol, agou eival AlyoTepo TTBavo va cupBei dIOOKENIOPOS avAuEod
Toug”’. Ta uTreUBUVa Yovidia TNG ACBEVEING XOpTOypa@oUvTal Je TN HETPNON
TOU TTOOOO0TOU QavaouvOUOOPOoU MPE éva TTARBOGC dIAPOPETIKWY OEIKTWY TTOU
gival d1AoTTapTOl 0€ OAO TO YOVIOIWUA. 2TIG TTEPIOCCOTEPEG TTEPITITWOEIG, TO
uTTEUBUVO Yyovidio TnNg aocBéveiag kal o Oe€ikTnG PpiokovTal HAKPIA, ME
ATTOTEAEOUA VA TTAPATNPEITAI OUXVA OIQOKEAIOUOG. Katrolol O€iKTES, wOTOOO,
AOYW TNG €yyuUTNTAG TOUG TEIVOUV VA PNV avaocuvoudlovTal e TO yovidlo NG
aoBéveiag kal autoi BewpouvTtal OTI gival ouvdedepévol. Ol TTEPIOCOTEPES
avaAuoeig Tou yovidiwpaTtog Bacifovral o 400 deikTeg TTOU evToTTiCOVTAI O€
arréoTtaon 10 cM.

O1 yeveTIKEG avaAUOEIC CUOXETIONG €ival ONUAVTIKES YIO TNV avayvwpeion
KAl TOV XOPOKTNPIOUO TWV TTOAUPOP@ICUWY TTOU EVTOTTICOVTAI OTO YyovIdiwua
Kal oxetiCovral pe TTPodIABeon yia OUVOETEC QOBEVEIEC. ZTIC VYEVETIKEG
QvOAUOEIC OUOXETIONG MUTTOPEI va XPNOIUOTToINOEi TOOO OIKOYEVEIOKO UAIKO,
000 Kal TTANBUCMIOKO. ZUYKEKPIUEVA, OE QUTEC TIC AVOAUCEIC CuyKpivovTal

yovISIwuaTa aTOPWY TTOU TTAOXOUV aTTd KATToIa VOOO HE YOVIDIWMNATA ATOUWY
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TTou Ogv €XOUV Tn OUYKeKpIMévn vooo. MEow autig Tng OUYKPIoNG
avayvwpiCovTal o1 YEVETIKEG dIAPOPES AVAUETO OTA aoBevr] Kal Ta UYIH AdToud,
OKOUN KOl av Ol YEVETIKEG OloQopEg eival PIKPES. Eival mlavo, yia Koivég
Q0BEVEIEG, OI YEVETIKEG OIOPOPEG va EXOuv NTTIEG €MOPACEISC OTA ATOUA, O
ouvouaoudg, wOoTO00, APKETWY  eAAPPWS aANayuévwy  yovidiwv  Kal
TTEPIBAANOVTIKWY €PEBICUATWY va odNyROEl 0€ AUgnUEVO KivOUVO EUPAVIONG
NG véoou.

H mTpooéyyion Tou uttowni@iou yovidiou gival TTIo aTTAf} OTPATNYIKA KOl €XEI
XpNoiyotroiNBei  eupéwg oTnv  PEAETN  TNG  YEVETIKAG PAong oUvOETWV
aoBeveiwy, OTTWG 0 cakxapwdng dlaBATng TUTTOU 2. To UTTOWAPIO YoVidlo
emMAEyeTAl Pe BAon TTPonyoupdevn yvwaon yia TV BIOAOYIK Tou Asiroupyia.
2TNV TTEPITITWON Tou dIaBATN TUTTOU 2 yia TTapdadeiyua, €mmAéyovTal yovidia
TTOU OUVOEOVTal PE TNV €KKPION Kal TN dpdon TNG IVOOUAIVNG. 2T OUVEXEIQ
yivetal avalntnon METAAAOENG, ouviBwg pe atreuBeiag odpworn. ApXIKA
OapPWVOVTaAl O KWAIKES KAl PUBUIOTIKEG TTEPIOXES TOU Yovidiou. OTav eVTOTTIOTEI
Kamolia  PeTAAAa&n  akoAouBeital n  dladikacia  TTOU  TTEPIYPAPTNKE
TTponyoupévwg. AuTh n Tpocéyyion TrepidapBavel Ta €€\ oTadia:

- oUAAOYN TwV KATAAANAWV aocBevwy yia PEAETN

- €MAOYA TwV KATAAANAWY yovIBiwV yia HEAETN

- ouvappoAdynon Kal xpron Twv gpyalgiwv yia avayvwpion Twv SNPs oTta
utTown@ia yovidia

- EKTEAEDT YEVOTUTTIKWYV TTEIPAPATWV

- OTOTIOTIKEG avaAUoeig>h "o

TéNog, Ta amoTeAéopata dla@opwyv  aveEdpTNTWV  PEAETWYV  TTOU
TTpaypaTevovTal To idI0 avTIKEINEVO €pEuvag, gival SuvaTOV va CUYKEVTPWOOUV
Kal va avaoAuBouv wg atToTEAECHO dIa PEYAANG MEAETNG. AUTOG O TUTTOG

avaAuong, oTn OTATIOTIKA KAAEiTal yeTa-avaiuon.
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3. ZXETIKA ME THN AINAQMATIKH EPT AZIA

3.1 ZKo1rd¢ TNG SITTAWMATIKAG

H ouykekpipyévn epyaoia €xel oKOTO va eAEyEel KATA TTOCO0 UTTAPXEI
TPOdIABEoN TTaXUCAPKIag Kal oakxapwdoug dIafATn TUTTOU 2, hE TN XPAoN
evOG YeveTIkoU okop. H epyacia agopd 10  Ouykekpipgévoug
MOVOVOUKAEOTIDIKOUG TTOAUPOPQPIOUOUG YIa TNV Traxuoapkia kal dAAoug 10
HMOVOVOUKAEOTIOIKOUG TTOAUNOPQPIOUOUG VIO TOV oaKXapwdn diaBATtn TUTToU 2.
2TO0X0G €ival n Olepelvnon CUCXETIOPWY TNG ABPOICTIKAG £TTidpaong Twv
SNPs 110U OXETICOVTAI PUE TNV TTAXUCOPKIO Kal TOV oakXapwdn diaBATN TUTTOU
2 € OUYKEKPIYEVOUG PAIVOTUTTOUG, 01 OTToi0I €ival To BMI, n AIttropétpnon o€
kg AIrTwdoug 10ToU, KaBWGS Kal N ArrropéTpnon o€ kg AIrwdoug 10ToU avd
€&dunvo, To TTOCOOTO E£TTi TOIG EKATO TNG AITTOUETPNONG (ETTiIONG KOl ava
eg&aunvo), Ta etitreda yAoutaBei6vng Kai n oAIKR avTIogEIBWTIKL IKAVOTNTA

TOU TTAdOpaTOog o€ éva dciyua 333 atouwy.

MNa TIc avAyKeg TNG €pyaaciag, TTPIV ouveXiOOUPE OTa aTToTeAéouaTa, Ba
€EETAOOUPE TNV £€VVOIQ TOU YEVETIKOU OKOP, TOV POAO TnG yAouTtaBeidvng Kai
TNV OAIKA AvTIOEEIBWTIKN IKAVOTNTA 0poU, PIAG Kal TTPOKEITAI VI QAIVOTUTTOUG

TTOU JOG aTTaoXO0ANCAv TNV SITTAWUATIKA €pyaaia.
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3.2 Ti gival To yeveTiké okop (Genetic Risk Score R
GRS)

Ta aroteAéopata Ao PEAETEG OUOXETIONG O€ ETTITTEDO YOVIOIWMPOTOG
(Genome-wide associations study R GWAS) aviimrpoowItreuouv HIa
duvnTik& TTAOUCIO TTYR TTANPOYOPNONG, av agloAoynbolv owoTd, wWoTE va
epeuvnBei n amoloyia kal va PBpebolv TOavEG BepaTreieg yia dIAPOPES
a0B€veleg. ZKOTTOG €ival n dnuioupyia yeQUPWY HETAEU TNG ETTIOTAPNG TOU
YOVIOIWMOTOG Kal TNG KAIVIKAG Kal dnuooiag uyeiag. Asdouévou Tou PeyaAou
apiBuoU TETOIWV MEAETWYV, UTTApXOuv eTTapkry Oedouéva GWAS yia va
UTTOOTNPIEOUV pIa TETOIO £PEUVA VIO OPIOUEVEG KOIVEG XPOVIEG TTABNOEIg
uyeiag, ouptepIAapBavouévng TG  TTaxucapkiag. H - utrodoury  givail
EyKaTEOTNUEVN OTNV apXf €vog translational pipeline pe dedouéva GWAS
ATTOONKEUPEVA KAl ETTIMEANUEVA OE OUVEXWGS EVNHEPWHEVES BATEIG OEOOPEVWV
e duvatétnta avalitnong. lMapopoiwg, otnv AGAAn dkpn Tou pipeline,
agloAoyouvTtal oToIXEia ammd yia va dIamoTwlei n KAIVIKA Xpnoiuétnta Twv
YOVIOIWMATIKWY TTANPOPOPIWV Kal va ekO0BOUV KATEUBUVTHPIEG YPAPUES YIa
TNV KAIVIKA} TTPAKTIKA. QO0TO600, TTAPANEVOUV ONUAVTIKA KEVA OTn MECN TOu
translational pipeline kal amraIrouvTal TTPOCEYYIOEIC WOTE VA UTTOOTNPICOUV TV
épeuva oe auth TN @Aacn, omou Ociyuata Bdoel TTANBuoPoU pe TTAOUCIES
TTEPIBAANOVTIKEG KAl QAIVOTUTTIKEG WETPAOEIC PTTOPOUV va XPENOIUOTTOINBoUV
yla TNV TTapakoAouBnon Twv dEIKTWY vooou TTou TTpoodiopifovtal oto GWAS.
2UYKEKPIMEVA,  ATTAITOUVTAI  OUCTNUOTIKEG — TTPOOEYYIOEIG  WOTE VA
QIATPOPIOTOUV  TA  QTTOTEAECPATA  TTOAAWV  PEAETWV OUVOEONG Kal  va
ouyKpaTnBouv Ta TIAéoV UTTOOXOMEVA OUVOAQ OnuEiwv yia  TTEPAITEPW
dlepelvnon. AUTEG O TTPOCEYYIOEIC TTPETTEI va gival o€ B€on va agloTToIoouv
TN dUVANN TwV TTOPWV TTOU €XOUME OTN BIABECTH PAG Kal va TTPOCAPPOCOUV [E
eueAhigia Ta véa Oedoupéva TToU TTapdyovtal amd Tov TaXU PuBpo  Tng
AVOKAAUWNG TNV ETTICTAMN TOU YOVIOIWUATOG.

‘Eva Baoikd gutrddio yia TV £PEUva TTOU XPNOIKMOTIOIET TO ATTOTEAETUATA
Tou GWAS, civar 611 o SNPs kivduvou (risk SNPs) trou evrtoTtri(ovTal oTO

GWAS pT1r0pEi va unv 1TTpokKaAouv apvnTiK& atroTEAETUOTA OTNV UYEia, aAAd
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atrod TNV AAAn ptTopei va eA€yxouv TTAPWG TTapaAAayEéG OTo yovIdiwa TTOU
TTPOKAAOUV HIa acBévela pn petpoupevn. O yéBodol GWAS ekpeTaAAevovTal
TN diatapayn 1coppoTriag ouvdeong ) aAAiwg 1o LD (Linkage disequilibrium)
oe O6Ao TO yoviIdiwua yia va aglotrorjoouv TN Pétpnon Twv 100.000-1
eKaToduupiwv SNPs kal va kataypdwouv Tn diakuuavon Twyv Tavw amd 10
ekatoypupia SNPs 1Tou utroloyiCetal Ot TTEPIEXEl TO yovIdiwua. Ta TTOAU
MeYAAa peyEBn delypdTwy oto GWAS eTITPETTOUV TNV QVIXVEUON CUCXETIOPWY
Kivouvou. Ta eupruata GWAS yevikd epapudlovTal o€ PIKPOTEPA OEiyUATA
TTOU €XOUV OXedIAoTEl yia va diaca@nvifouv TIG QITIOAOYIKEG Kal KAIVIKEG
OUOXETIOEIG TWV avakaAu@BévTwy yovidiwv. Otav o1 SNPs petagpdlovral
oTnNV £pEUVa XPNOILOTTOIWVTAG MIKPOTEPQ BEiYUATA, TO CQAAPQ PHETPNONG TTOU
TTPOKUTTITEl aTTO aTeA LD pe TTapaAAayEg TTou TTPOKOAOUV aCBEveEIEG UTTOPEI
va €E00BevioEl TIC EVWOEIG KATW aTTO Ta emmiTeda TToUu auTd Ta Otiyuarta
TpoodoTouvTal yia avixveuon. To yevetriké okop 1 Genetic Risk Score
(GRS) ouvoyicel Tn dlokUPavon TToU OXETICETal e TOV Kivduvo o OAo TO
yovidiwpa, ouykevipwvovTag TTAnpogopicg atmé SNPs 1ToAAaTTAOU KIvOUvVou
(ta ammhoUoTepa aAAnASpop@a TTou oxeTifovTal ue aoBévelec)®. Emeidr To
YEVETIKO OKOP OUYKEVTPWVEI TTANpoopicg atmmd TToAAaTTAoUg SNPs, kédBe SNP
gival AiydTepo onuavTiKG yia TNV CUVOTITIKA PETPNON Kal To "onRua" amd 10
YEVETIKO OKOp €ival avBekTIKO o€ aTeAr] ouvdeon yia otrolodntrote SNP. lMNa
TOV 010 AOYO, TO YEVETIKO OKOp gival AlyOTEPO €uaiocbnTo OTIC SEUTEPEUOUTES
ouxvoTnTeg aAAnASuopewy yia pepgovwuéva SNP. Asdouévou 0TI 0 aplBuog
Twv SNP 10U TTEPIAAPPBAVOVTAI OE £va YEVETIKO OKOP QUEAVETAI, N KOTAVOWUN
TWV TIHWV TTANOIAZEl TNV KAVOVIKOTNTA, OKOMPN Kal OTav Ta  ETTINEPOUG
aAAnAGuop@a Kivduvou egival OXETIKA aouviABioTa. Q¢ €K TOUTOU, TO YEVETIKO
OKOp UTTOPEI VO QTTOTEAECElI £vA QTTOTEAECMATIKO HPECO VIO TNV KATAOKEUN
METPAOEWV KIVOUVOU o€ eTTiTTEdO yovIdiwuaTtog atod supriuata GWAS.

MNa Toug OKOTOUG TNG €pyaciag XPENOIMOTIOINBNKE TO OTOOMIOMEVO
YEVETIKO okop (weighted genetic score - WGRS), TTou TTPOKUTITEI ATTO TOV
TTOAOTTAQCIGONO  TOu  apiBuoU  aAAnAoudpewv  KIvOUvVou  yia  KAOe
TTOAUMOPQICPO uE TNV emmidpacn (B) TTou €xel To KaBéva atd autd (Bdon

OnuoaoIcuuéVWY aTToTEAEOHATWY atmd GWAS).
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3.3 O poAog TnG yYAouTtaBeiévng

Katd 1n dI1dpKeIa Twv QUOIOAOYIKWY avBpwTTivwy OIEPYACIWV KAl TNV
TTapAywyr EVEPYEIAG, TV ATTOTOEIVWON aTTO TOEIKEG OUTIEG KOBWG Kal e¢AITIOG
avOOOAOYIKAG aTTOKPIONG, TTAPAYOVTal OTTO TOV Opyaviouo eAeUBepeg pides.
O1 eAelBepeg pileg cival aoTabr pépia Ta OTTOoIA PTTOPOUV VO aPAIPECOUV Eva
NAEKTPOVIO OTTO YEITOVIKA WopIa, TTPOKAAWVTAS BAGPRN 0 AuTA Kal TOV I0TO
oTtov oT1roio Bpiokovtal. H pn eAeyxouevn trapaywyr €AeuBépwv pidwv
EmMTaYUVEl TNV TTaBoyEveon Twv aoBevelwv Kal Tn ypavorn. O1 eAeUBepeg pileg
avTioTaBuifovral atmmo TIC AVTIOEEIDWTIKEG OUCIEC Ol OTToiEG PpiokovTal OTIG
TPOPEG. Ta diautnTIKA  avTIOEEBWTIKA (OTTwg o1 TTPoavOoKUavIBIVEG TTOU
BpiokovTal o KATTOIO @POUTA Kal Ta Blo@AaBovocidr)), OTTwG TTiong Kal Ta
QAvTIOEEIDWTIKA £vquua, SICPOUTACN TOU OOUTTEPOEEIDIOU KAl UTTEPOEEIDAON TNG
yAouTaBeidvng, TTPOCPEPOUV ONPAVTIKI TTPooTacia €vavTl TNG BAABRNG TTOU
TTPOKAAOUV 01 €AeUBepeg pifeg. To OEIBWTIKO OTPEG TTPOKUTITEI OTAV TO
I00QUYI0 TTPOOEEIOWTIKWY/ AVTIOEEIDWTIKWY YEPVEI UTTEP TWV TTPOOEEIDWTIKWYV,
SnAadK até TN pEPIA TwV AEUBEPWV PIZWVEE°.

H yAoutaBeiévn (glutathione, GSH), yvwoT kal wg yAoutaBegio, cival
OPYQVIKRA XNMIKA €VWOon e onPavTKh avTioEeidwTik dpdon oToug CwvTavoug
opyaviopoug. Ao BioxnuIKAG TTAEUpdg eival €va TPITETTTIOIO, TO PMOPIO TOU
oTToiou aTtroTeAsiTal amd  PopIa  TPIWV  JIAPOPETIKWYV  APIVOEEWV:  TOU
yAouTapIvikoU 0&€0g, TNG KUOTEIVNG (TTOU TTEPIEXEI KAl TO JOVADBIKO ATOUO Beiou

o€ 6An TNV £&vwaon) Kal TnG yAukivng.

SH
') H
HoN |c|: N COO"
N A€ xﬁﬂﬁ’j ~
- 0 glycine
oocC H cysteine
glutamate

Eikéva 25. To poépio Tng yAoutaBeidvng
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https://el.wikipedia.org/wiki/%CE%9F%CF%81%CE%B3%CE%B1%CE%BD%CE%B9%CE%BA%CE%AE_%CE%AD%CE%BD%CF%89%CF%83%CE%B7
https://el.wikipedia.org/wiki/%CE%A7%CE%B7%CE%BC%CE%B9%CE%BA%CE%AE_%CE%AD%CE%BD%CF%89%CF%83%CE%B7
https://el.wikipedia.org/wiki/%CE%92%CE%B9%CE%BF%CF%87%CE%B7%CE%BC%CE%B5%CE%AF%CE%B1
https://el.wikipedia.org/wiki/%CE%A0%CE%B5%CF%80%CF%84%CE%AF%CE%B4%CE%B9%CE%BF
https://el.wikipedia.org/wiki/%CE%91%CE%BC%CE%B9%CE%BD%CE%BF%CE%BE%CE%AD%CE%B1
https://el.wikipedia.org/wiki/%CE%93%CE%BB%CE%BF%CF%85%CF%84%CE%B1%CE%BC%CE%B9%CE%BD%CE%B9%CE%BA%CF%8C_%CE%BF%CE%BE%CF%8D
https://el.wikipedia.org/wiki/%CE%9A%CF%85%CF%83%CF%84%CE%B5%CE%90%CE%BD%CE%B7
https://el.wikipedia.org/wiki/%CE%98%CE%B5%CE%AF%CE%BF
https://el.wikipedia.org/wiki/%CE%93%CE%BB%CF%85%CE%BA%CE%AF%CE%BD%CE%B7

H yAoutaBeibvn avikel OTIG XPNOIMEG yIa TOV Opyavioud Oucieg TTou
MTTOpPEI VO OuvBEéoel O Opyaviopog POVOG TOU OTTO TA AUIVOEEQ TTOU TNV
atroteAdolv. H udpoBeiopdda (SH) tng kuoTeivng xpnoiyelel wg d0TNG
TpwTOViwv Kal gival utretBuvn yia 1 BioAoyik Tng dpdon. H KuaoTeEivn
KaBopilel Tov puBPO TNG KUTTAPIKAG BIOCUVOECEWS TNG YAOUTABEIGVNG, KOBWG
auTd TO ApIVOEU gival To OTTAVIOTEPO aTTé Ta Tpia aTNV TPoPR®’

Méoa oToug opyaviopoug n yAoutaBeidvn uttdpxel o€ dUO KATAOTACEIG,
TV avnyuévn (GSH) kai v o&eidwuévn (GSSG). 2mnv 1pwTn, n
udpobeiopdda (SH) Tng KuoTeivng eival Kavrly va Owaoel éva avaywylko
iI00d0vapo (H'+ e7) og GAa aotadry popia, OTTwS ol dPACTIKEG PICEg Tou
oguyovou. Me Tnv TTapoxr evog nAektpoviou n idia n yhoutabeidvn kabioTaral
OpaoTIKA, aAAG ypryopa avTidpd Pe Eva GANO popIo dPpaoTIKAG YAouTaBeidvng
Kal oxnuarTi¢el d1Bgiouxo yAoutabeidvn (GSSG). Mia Té€Tola avtidpaon yiveral
QPKETA TOaVA €EQITIOG TNG OXETIKWGS UWPNAAG CUYKEVTPWOEWS YAouTaBeI6vng
péoa oTa KUTTapa (MEXP! kal 5 mM oTo ATTap).

H GSH utropei va avadnuioupynBei amd tnv GSSG pe tn uecoAdpnon
Tou ev{Upou avaywydon Tng yAoutaBeiévng (GSR). Z1a uyi KUTTOPA Kal
I0TOUG, TTEPIcOOTEPO aTTd TO 90% TOU OAIKOU aTToBEépaTOog YAouTaBEIOVNG
Bpioketal oTnv avnypévn kardotaon Kol Aiyétepo amoé 10 10% OTnv
o¢eidwpévn. Auénuévog Aoyog GSSG mpog GSH Bewpeital  €vdeign

0&EIBWTIKOU OTPEG.

AvaxBeioa yAoutaBeiovn
Reduced Glutathione Y“€p0§€l6l.0 Uﬁpowuou

(2 GSH)
NADP
Peﬁouxtcwn yAoutwBewovng

Ynspoﬁstﬁcwn y}\outaﬂswvnc
f’lBOtp}\qum \ ’.{e_ﬂuwu :

(FAD) )/
NADPH+H* -/ / \->
(GSSG)

Oxidized Glutathione
O&e1dwbeioa yhoutabeiovn

Eikova 26. Tpotog dpdong NG yAouTtaBeidvng
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https://el.wikipedia.org/wiki/%CE%97%CE%BB%CE%B5%CE%BA%CF%84%CF%81%CF%8C%CE%BD%CE%B9%CE%BF
https://el.wikipedia.org/w/index.php?title=%CE%91%CE%BD%CE%B1%CE%B3%CF%89%CE%B3%CE%AC%CF%83%CE%B7_%CF%84%CE%B7%CF%82_%CE%B3%CE%BB%CE%BF%CF%85%CF%84%CE%B1%CE%B8%CE%B5%CE%B9%CF%8C%CE%BD%CE%B7%CF%82&action=edit&redlink=1
https://el.wikipedia.org/wiki/%CE%9F%CE%BE%CE%B5%CE%B9%CE%B4%CF%89%CF%84%CE%B9%CE%BA%CF%8C_%CF%83%CF%84%CF%81%CE%B5%CF%82

O pdAog TnG yAouTabeidvng ival IDIaiTEPa ONUAVTIKOG:

e Eivai o} ONMAVTIKOTEPOG PUBUIOTAG ™G €VOOKUTTAPIAG
0&EI00aVAYWYIKAG KATAOTAONG KAl CUUMETEXEl OTIG OCEIDOAVAYWYIKEG
avTIOPACEIC HEOW TNG 0¢eiIdwWONG TNG EVEPYAGS TNG BEIOAIKAG ouadac.

e In vitro avTidpd dueoca kal eCoudeTepwvel TN pia udpoguliou, TO
UTTOXAWPIWOEG  0OCU, TO  UTTEPOSUVITPWOEG,  UTTEPOEUAIKEG  Kal
OAKOCUAIKEG piCes, eAeUBEPES PICEC UE KEVTPO TO ATOPO TOU AVOpaKa Kal
TO JOVAPEG OEUYOVO.

e Avayel 70 0&eldwuévo aokopPIko ogu (Birauivn C), €ite dueoa eite péow
NG avaywydong Tou d1udpoackKopPIKOU.

e YTApXouv TTOAAEG €VOEIEEIC OTI OUMMETEXEI OTNV AVOKUKAWON TNG
Birapivng E o€ opiopéva pepBpavikd ocuoThiuara.

e Epmodicel Tnv o&eidwon Twv -SH opddwyv oTIg TTpwTEiveS. 'Exel Bpebei
OTI n yAouTaBeidvn avaoTEAAEl TNV KATOAACT), €VW EUTTAEKETAI KAl O€
TTOAEG  KUTTAPIKEG  AEITOUPYIEG, OTTWG OTn  METAYWYN KUTTAPIKWV
ONUATWyY, oTNV £€KQPACT YOoVISiwV Kal oTnNV aTToOTITWOon.

e H yAoutaBeidvn  oxnuatiCoviag  S-vitpwdoyAoutaBeidvn  (S-
nitrosoglutathione, GSNO), XpnoIhelel WG aTTOBNKN KAl PETAPOPEAS
povogeidiou Tou alwTtou (NO) Kal EUTTAEKETAI ETTIONG OTNV PETAPOPA
TOU XOAKOU OTO €0WTEPIKO TOU KUTTAPOU KOBWG TOv OeCueUEl Kal
eMTTOdICEI TAUTOXPOVA TNV AVTIOPACH TOU PE EAEUBEPECS PICEG.

o ATmroTeAEi PAdIOTTPOCTATEUTIKO TTAPAYOVTA Kal ETTITTAEOV  dpa WG
OupdTTaPAyovTag OTn Asimoupyia Twv YAuoSUAaowv Kal Twv ev{UuwV
TTOU €ival uTTeUBuva yia TN cUVBEDN TWV AEUKOTPIEVIWV.

e [1oAU onuavTikGG pOAOG TNG €ival OTI ATTOTEAET UTTOOTPWHA ONPAVTIKWV
avTIOCEIOOTIKWY €VUUWY OTTWG 01 UTTEPOEEIBATES KOl TPAVOPEPAOTES
™G GSH, kabwg kai n avaywydon Tou GSSG.

e To KoIAevTeEpwTO Hydra avayvwpilel To TPAUUATIOUEVO Bripapd Tou aTTod
TNV ammeAeuBépwaon yAoutaBeidvng aTrd Ta TPAUUATIOMEVA KUTTOPA,

KOBWS auUTH SeopeVETal OF EEEIBIKEUPEVOUG UTTODOXEIC P
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3.4 OAIKA avTIogeIdWTIKN IKavoTnTa opou (TAC)

Ta emimeda aAVTIOZEIDWTIKWY OTO digd  AVTITTPOOWTTEUOUV TN YEVIKN
QAVTIOCEIDWTIKA IKAvOTNTA TOU opyaviopou. H avTiogeldwTIKA 1KavoTnTa TOu
0pOoU o@eiAeTal KATA KUPIO Adyo 010 ackopRikd o&u (50-60 uymol/L), oTnv a-
TOKOQEPOAN (10-40 pmolL/L), otn yAoutaBeidvn (325-650 pmol/L), oTo
Airroiké o&u (0,1-0,7 pmoL/L), oto oupikd 0&u kal oTnv oupia (260-450
pmolL/L), oto B-kapotévio (0,5-1 ymoL/L), otnv oufikivovn (ouvévluuo Q10)
(5 umoL/L) kai oTn XoAepuBpivn (4-7 pmoL/L)™*"°. ApkeTéc €peuveg éxouv
OUOXETIOEI Ta XAPNAG €TTiTTeda QVTIOCEIDWTIKWY HE OIAPOPEG TTABOAOYIKEG
KATaoTAOEIG, OTTWG ival 0 Kapkivog, n vooog Alzheimer, n vooog Parkinson, o
SIaBATNG’®, N PEUPATOEIBAS apPOPITIBA, N UTTEPTACT, Ol KAPSIOTIABEIES, KABWS
kal ge TN yApavon’?. QoTé00, To EPWTNHA KATA TTOCO Ta XAMNAG €TTiTEda
avTIOCEIDWTIKWY €ival utTelBuva yia TNV €u@avion TG vooou N eival
atmoTéAEOoa auTAG e€aKOAOUBET va TTapauével uTTd diepelivnon.

O peydAog apiBudS avTIoEEIBWTIKWY OTA avOPWITTIVA Uypd Kal TOUG I0TOUG
KAvel OUOKOAN Tn MpETPNON KABE avTIOZEIOWTIKOU EexwploTd. ETTopévwg,
TTOAAOI u€BOSOI £Xouv avaTTTuxBEi yia Tn PETPNON TNG OAIKAG AVTIOEEIBWTIKAG
ikavoTnTag (TAC) evég BloAoyikou deiypatog. H xprion evog TTPoogeidwTIKOU
ME OKOTTO va TTOOOTIKOTIOINOOUME TNV IKaAvOTNTa atmmoppd@nong tng picag

o€uydvou gival pia oTTé TIC TTI0 GUXVA XPNOIUOTTOIOUMEVES TEXVIKES 7>,
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3.5 O1 TToOAUNOPPICHOI TTOU XPNCIMOTTOIRBNKAV

3.5.1 MoAupop@iocpoi TrTaxuoapkiog

a) rs9939609: Ommwg dnuooieutnke oTo  Science, 2007 May
11;316(5826):889-94, otnv peAETn pe TiTAo “A common variant in the FTO
gene is associated with body mass index and predisposes to childhood and
adult obesity” a6 épeguvec TTou €yivav og 17.508 Aavouc’®, TpokUTITEl 6Tl O
TTOAUMOPQICHOG aUTOG OXETICETAI PE TNV TTAXUCAPKIO KAl N OUOXETION QUTA
yivetal akoun o éviovn OTav  OUVOUAZETal ME  PEIWMPEVN  QUOIKNA
dpaoTtnpidTnTa. Evromiletal oto FTO yovidlo, oto 16° xpwudowua Kal To

aAANASpop@o KIvOUvou gival To A.

B) rs17782313: ©Omwg dnuooieltnke oto Nature Genetics 40, 768-775
(2008) 4 May, otnv MeAéTn ue TiTAo “Common variants near MC4R are
associated with fat mass, weight and risk of obesity”, ammdé PeTPrOEIC TTOU
éyivav o€ 60.000 dtoua, TTPOKUTTITEI OTI O TTOAUPOPQPIOUOS AUTOG OXETICETAI E
TNV TTaxuoapkia kal JAAIoTa €xel peyaAuTepn Tmidpacn oTta maidid amd Ot
oToug evAAIkeg. Evtomietal ato MC4R yovidio, o1o 18° Xpwudowua Kal To

aAAnASpop@o Kivouvou gival To C.

y) rs6548238: Omwg dnuooieutnke oto Obesity journal, 2010 June, oTnv
MEAETN pe TiTAO “ Novel Obesity Risk Loci Do Not Determine Distribution of
Body Fat Depots: A Whole-body MRI/MRS study”, atrd £peuveg TTou €yivav O€
1469 daropa Xwpic diapNTn, PPEBNKE OTI 0 TTOAUPOPPICHOG AUTOG OXETICETAI UE
TNV TTAXUOOPKIA KOl JAAIOTO CUVOEETAI UE TNV PEYAAUTEPN TTEPIPEPEIA NECNG
KQl TO GUVOAIKO owaTikG Aitrog. Evromiletal oTto yovidio TMEM18, ato 2°

XPWHOoWHA Kal TO aAANASPop@o KIvOuvou gival To C.

8) rs6013029: OT1rwg dnuooieltnke oto BMC Medical Genetics 10(1):17,
March 2009, otnv peAéTn e Titho “ Studies of CTNNBL1 and FDFTL1 variants

and measures of obesity: Analyses of quantitative traits and case-control
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studies in 18,014 Danes”, amd €peuveg tou €yivav oe 18.014 Aavoug, o
TTOAUMOPQIOPOG  auTOG  £€B€IEe  TTWG  AUgAveEl Tov  KivOUVO yia voonpn
Traxuoapkia. Evrotifetal oto CTNNBL1 yovidio, o1o 20° Xpwudowua Kal To

aAANAGUOpPPO KIvOUvou ival To G.

€) rs1424233: Otrwg dnuooieutnke oto Nature Genetics 41, 115-159 (2009)
18 January, otnv PeAETN Pe TiTAO “Genome-wide association study for early-
onset and morbid adult obesity identifies three new risk loci in European
populations”, amré £pcuveg TToU £yivav o€ 1.380 EupwTtraioug, 0 oXeTICOUEVOG
ME TNV TTAXUCAPKIa TTOAUMOPPIONOS auTOG @Avnke va  eTnpeddel TN
OUNTTEPIPOPA TTPOCANWNG TPOYPNG KAl TNV TTEiVa Kal OXI TOV PETAROAIOUS Kal
Vv KatavéAwon evépyeiac®. Evromiletal kovid oto MAF yovidio, o1o 16°

XPWHOoWHA Kal To aAAnASpop@o Kivouvou gival 1o T.

oT) rs2815752: Omwg dnuooieutnke oto BMC Medical Genetics, 1 February
2013, otnv peAétn pe TitAo “ Analysis of the contribution of FTO, NPC1,
ENPP1, NEGR1, GNPDA2 and MC4Rgenes to obesity in Mexican children”,
atro €peuveg TTou €yivav o€ 1.464 Taudid oto Me€Ikd, o TTOAUPOPQPICUOGS auTdG
€0eiEe onuavtik emidpaon oTa aug¢nuéva emmimeda yAukdlng vnoTeiag.
Evromiletal kovtd oto NEGR1 yovidio, oto 1° Xpwpoowua Kal TO

aAANASPOopP®O KIVOUVOoU gival To A.

¢) rs10938397: Omrwg dnpooieltnke oto European Journal of Endocrinology,
(2011), 164 381-388, otn ueAéTn e TiTAO “Genetic variants associated with
persistent central obesity and the metabolic syndrome in a 12-year
longitudinal study”, 0 TTOAUPOPPIOUOS AUTOG £DEICE VO OUOXETICETAI UE ETTIOVN
TTaXUoapKia oTnv KOIAIOKK TTEPIOXH, KABWG Kal hE TO UETABOAIKO oUVOpPOUO
(MetS). EvroTiletal kovtd oto GNPDA2 yovidio, 010 4° XpwuOoWUa Kal TO

aAAnASpop@o Kivouvou gival 1o G.

n) rs7498665: Otwg dnuooieutnke oto Obes Facts, 2011;4(6):473-7, oTnVv
MEAETN pe TiTAO “Replication of the SH2B1 rs7498665 association with obesity
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in a Belgian study population”, ammd £peuveg TTou €yivav o€ 1.045 evAAikeg pe
TTOXUOOAPKia, O TIOAUMOPQIOUOG aQuTOG £0€IEe TTWG  OXETICETAI MPE TNV
TTaxuoapkia otoug Kaukdaoioug. Evrtomiletal oto SH2B1 yovidio, oto 16°

XPWHOoWHA Kal To aAAnASpop@o KIvOuvou gival To G.

0) rs10838738: Otmrwg dnuooieutnke oto Plos One, February 15, 2012, otnv
MeAETN pe TiTAO “ Longitudinal Replication Studies of GWAS Risk SNPs
Influencing Body Mass Index over the Course of Childhood and Adulthood”,
atro €peuveG TToU €yivav o€ 658 Kaukdoioug, @AvNKE OTI O TTOAUPOPQIOUOS
autdg oxeTiCetal pe auénuévo BMI otoug evhAikeg. EvtoTridetal oto MTCH2

yovidio, a1o 11° xpwudowpa Kal To aAANAGUopPo KIvaUvou gival To G.

1) rs11084753: Otrwg dnuooieutnke oto Gene, 15 April 2015, pages 149-
155, otnv peAétn pe TitAo “Genetic variations in SEC16B, MC4R, MAP2K5
and KCTD15 were associated with childhood obesity and interacted with
dietary behaviors in Chinese school-age population”, armmé €épguveg TToU £yivav
oe mepitrou 3.000 TTaidid otnv Kiva nAikiag 7-17 €Twv, evioxubnke n oxéon
TOU TTOAUMOP@IOHOU auToU HE XAPAKTNPIOTIKA TNG TTaxuoapkiag. EvroTrideTal
kKovtd oto KCTD15 vyovidlo, oto 19° yxpwpdowua Kal 1o aAAnAGuop@po

Kivouvou gival 1o G.

3.5.2 MoAupop@iopoi ocakxapwdoug diaATn TUTTOU 2

a) rs340874: Otmwg dnuooieutnke oto Genes and Nutrition, March 2015,
otnv MEAETN pe TiTAo “The rs340874 PROX1 type 2 diabetes mellitus risk
variant is associated with visceral fat accumulation and alterations in
postprandial glucose and lipid metabolism”, atmé épeuveg TTou £yivav o€ 945
aropa MoAWVIKAG KaTaywyng, @AVNKE N CUCXETION TOU TTOAUPOPQICHOU auToU
ME TN ouoowpPEeUan OTTAAXVIKOU AiTToug Kail Tov pETaBoAIouS TN YAUKOZNG Kal
Twv AImdiwv PeTd Ta yeupara. Evromiletal oto PROX1-AS1 yovidio, ato 1°

XPWHOoWHA Kal To aAANASpop@o Kivouvou gival To C.

72

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30


https://www.snpedia.com/index.php/Special:FormEdit/Gene/SH2B1

B) rs780094: Omwg dnuooieuTnke oto Plos One, July 22 2010, oTnv PEAETN
ME TiTAO “ Association of rs780094 in GCKR with Metabolic Traits and Incident
Diabetes and Cardiovascular Disease: The ARIC Study”, amé épeuveg TTOU
éyivav oe Trepimmou  15.000 dropa nAikiag 45-64, armodeixtnke o1 O
OUYKEKPIUEVOG  TTOAUPOPQPIOPOG  OXETICETAI PE  MIO  OEIPA  PETAROAIKWV
XOPOKTNPIOTIKWY, OUMTTEPIAOUBAVOUEVWV upnASTEPWYV ETTITTEO WV
TPIYAUKEPIOIWV Kal PBeATIWPEVNG YAUKAQIUMIKAG pUBUIONG Kupiwg o€ dtoud
EupwTraikig kataywync. Evromifetal ato GCKR yovidio, a1o 2° Xpwudowpa

Kal To aAAnAGuop@o Kivouvou givail 1o C.

y) rs11708067: Otrwg dnuooieutnke oto Plos One, 20 March 2015, otnv
MEAETN pe TiTAO “ADCYS gene expression in adipose tissue is related to
obesity in men and mice”, TTPOKUTITEI OTI O TTOAUMOPQICUOG auTOG OXETICETAl
ME augnuévo Kivduvo ep@aviong diafATn TUTTOU 2, KABwG Kal uwnAdTepn
yAukoln vnorteiag. Evrotietal oto ADCY5 yovidio, 1o 3° XpwuOoWwHa Kal TO

aAAnASpop@o Kivduvou gival 1o G.

0) rs4607517: Omwg dnuooielTnke oto European Youth Heart Study, 2009,
otnv  ueAéTn pe TiTAo “Common Genetic Determinants of Glucose
Homeostasis in Healthy Children”, amd épeuveg tTou €yivav oe 2.025 Taidid
Kal epriBoug TG Kaukdaoiag QUANG, atrodeixTnke OTi 0 TTOAUPOPQIOUOS auTdg
OoXeTiCeTal PE onuavTIKG XaunAoTepn Aemoupyia B-kuttdpwyv. EvroTrideTal
Kovtd ato GCK yovidio, a1o 7° Xpwuoowua Kal To aAAnAduop®o Kivduvou

gival 1o A.

€) rs2191349: Omwg dnuooieltnke o1o Plos One, 2011, oTnv YEAETN WE TITAO
“Glucose-raising genetic variants in MADD and ADCY5 impair conversion of
proinsulin to insulin”, ammd épeuveg TTou €yivav o€ 1782 atopa @AvNKe N oxéon
TOU TTOAUMOP@IONOU aQuTOU MJE TN MEIWMEVN  €KKPION IVOOUAIVNG  KalI
XOPOKTNPIOTIKA OXETICOPEVA PE TN YAUKOLN TnG vnoTteiag. EvrotriCetal oT0
DGKB yovidio, a1o 7° Xpwuoowpa Kai To aAAnAduop@o Kivduvou eival 1o G.
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oT) rs11558471: Omwg dnpooieutnke oto Clinical Epigenetics, 18 March
2015, otnv PeAETN pe TiTAO “Increased DNA methylation of the SLC30A8 gene
promoter is associated with type 2 diabetes in a Malay population”, amo
épeuveg TTou €yivav 992 artopa atrd Tnv MaAaioia, @avnke n oxéon TTou £XEl O
TTOAUMOPQICHOG aUTOG YE TOV oakxapwdn diaBATn TUTTOU 2. EvToTTifeTal 0TO
SLC30A8 yovidio, 010 8° xpwudowua Kal To aAANAGpopPo KIVBUVouU eival To
G.

¢) rs4506565: 0Otrwg dnuooieutnke oT0 Mutagenesis vol. 28,2013, otnv
MEAETN pe TiTAO “TCF7L2 gene polymorphisms and type 2 diabetes risk: a
comprehensive and updated meta-analysis involving 121174 subjects”, atrd
épeuveg TToU TTEPIAAPBAvVOuV peydAo apiBud atdouwy, @AvNKe n oxéon Tou
TTOAUMOPQICHOU auTtoU JE Tov cakxapwdn diapnTn TutTou 2. EvroTrideTal 01O
TCF7L2 yovidlo, ato 10° Xpwuoowua Kal To aAAnAdpoppo Kivdivou eival To
A.

n) rs10830963: Otrwg dnuooieutnke oto Plos One, January 10 2017, otnv
MEAETN pe TiTAO “Association Study with 77 SNPs Confirms the Robust Role for
the rs10830963/G of MTNR1B Variant and Identifies Two Novel Associations
in Gestational Diabetes Mellitus Development”, ammé €peuveg TTou €yivav o€
960 €éyKkueg Yyuvaikeg, ETTIBERBAILOVETAI N OUCYXETION TOU OUYKEKPIUEVOU
TTOAUMOPQICPOU Pe augnuéva emmimeda yAukdlng oT1o TTAAOMQ TOu aQipaTtog,
Kabwg kal pe Tov dIaPnTn Kunong. Etriong amé €peuveg Tmou €yivav oe 1073
aropa BnAukou yévoug atd Tnv Kiva €deige 611 oxeTiCeTal Kal Je TO OUVOPOUO
TTOAUKUCTIKWV  woBnkwv®. Evromietal oto MTNR1B yovidio, oto 11°

XPWHOoWHA Kal To aAANASpop@o KIvOuvou gival 1o G.

0) rs10811661: Omwg dnuooieutnke oTto Acta Diabetologica, October 2013,
otnv uEAETN e TiTAO “Association between type 2 diabetes and rs10811661
polymorphism upstream of CDKN2A/B: a meta-analysis”, @AavnKe N OUOXETION
QuToU TOU TTOAUPOP@IoHOU e TOV cakxapwdn diaBrTn TUTTOU 2 PETA aTTo
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€peuveg 0€ PEYAAO aplBud atopwy. ETriong TTpoo@ateg HEAETEG DEiXVOUV TN
oxéon Tou Ye Tov daBATN TNG KUnong®®.Evromiletal kovid oto CDKN2A/2B

yovidio, 1o 9° xpwuoowua Kal To aAAnAGuop@o KivdUvou eivai 1o C.

1) rs1111875: Otrwg dnuooieutnke oto Molecurar Genetics and Metabolism,
February 2012, otnv peAétn pe Titho “Quantitative assessment of the influence
of hematopoietically expressed homeobox variant (rs1111875) on type 2
diabetes risk”, amd €peuveg Tou €yivav oe 110.875 droua diapopwv
EOVIKOTATWY, EYyIVE EPPAVEG OTI O TTOAUUOPPICPOG AUTOG OXETICETAI WE TOV
oakxapwdn dlIoBATN TUTTOU 2, aAAG @aiveTal €TTiong OTI N €BvIKOTNTA TTAICE!l
MeyaAo poAo oTn cuoxETion auth. Evrotidetal kovtd oto HHEX yovidlo, oTo

10° xpwuoowua kal To aAAnAduop@o Kivduvou civai 1o T.
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4. YAIKA-MEOOAOI

lNa TOUGg OKOTTOUG TNG epyaciag €yive atropovwon DNA atd deiyua

oiehou 333 ardépwv ot €dIK ouokeurp dlatipnong. H diadikaoia TTou

akoAouBABNKe yia TN ocuAloyn kai dlaTApNon Tou oicAou atrd TO KABE ATOUO

ATav n €GAG:

=emmAévoupe TO OTOPA pE vePO Kal pe 1O Tépag 10
AETITWV @QTUVOUUE OTO XWVi PEXPI N TTOOOTATA TOU
uypou cighou, Xwpic QuoaAAideg, eTaoEl TN ypaPuni

Twv 2 mL oTov cwArva GUA\OYAG.

MepioTpépoupe Kal  a@aipouhe TNV AKpn NG

QUTTOUAQG TTOU TTEPIEXEI TO CUVTNPNTIKO.

Adcialoupe TO TTEPIEXOPEVO TNG AMPTTOUAQG OTOV
OwAnva TTou €xouue OUAAEEEN TO aieAo TIECOVTAG TNV
QUTTOUAQ  Kal KAEiVOUPE OQ@IXTA TO KOTTAKI TOU

owAAva.
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Avadeuoupe KaoAd yia 10 sec woTe va yivel n

avaueign Tou Ogiyyatog oieAou Kal Tou UAIKOU

OuvTAPNONG.

To TrepleXOPEVO TOU CWAAVA €ival €TOINO VO OTAAEI
yla atropovwon DNA. Mtropei va diatnpnBei xwpig
aAAOIWOEIG OTOV OCWARVA o€ BEpUOKpaTia dwuaTiou

yla TOUAAYIoTOV 5 xpovia.

MNa Ttnv amouévwon Ttou DNA xpnoigotronbnkav 0,5 mL amd 710
dlatnpnuévo Ociyua ociehou TOou KABE owAAva cuAloyng. Ta otdadia Tng
atmmoudévwong ATav Ta €ENG:

1) ‘Hma avddeuon Twv cwAAvwy pe 10 dlaTnpnpévo dciyua oiehou yia

MEPIKA DEUTEPOAETTTA.

2) Metagopd 0,5 mL deiyuaTog o€ CWARVES QuyokévTpnong Twv 2 mL.

3) lMpooBnRkn oToug owAAves @uyokévipnong 10 pL Proteinase K,
avadeuaon OTo vortex yia JEPIKA OEUTEPOAETTTA KAl ETTWACT OTOUG 55 °C
yia Jia wpa.

4) Metrd Tnv emwaon TPooObnkn 6 PL  TTpocBeTikou  KaBapiouou
(Purification Additive) oe kd0e owAnva kai avadeuon oTo vortex yia
MEPIKA OEUTEPOAETTTA.

5) MpooBnikn 60 pL Isopropanol kai avadeuon yia UEPIKA OEUTEPOAETTTA
OTO vortex.

6) duyokévipnon oe Bepuokpacia dwpatiou yia 10 min otmig 14.000
OTPOYEG.

7) MeTa@OpPA TOU UTTEPKEINEVOU O€ VEO CWARVA QUYOKEVTPNONG TWV 2 mL.
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8) lMpooBnikn icwv Oykwv ailBavoAng 95-100% Beppokpaciag dwuartiou
OTOUG VEOUG OWANVEG (QUYOKEVTPNONG WE TO UTTEPKEINEVO Kal ATTIA
avAdEUON AVAOTPEPOVTAG TOUG CWANVEG HEPIKEG POPEG.

9) Agrivouue Tov oWARva e To deiypa OpBIo va NPePnoEl o Bepuokpaaia
dwparTiou yia 10 min woTte va emTPéWoupe oTo DNA va KaTakpnuVIOTEi
TTARPWG.

10) ®duyokevtpoupe yia 10 min oe Beppokpacia dwuatiou oTig 14.000
OTPOYEG.

11) ApaipoUue TIPOOEKTIKA TO UTTEPKEIMEVO TTPOCEXOVTAG VA PNV
dlatapdfoupe 1o iCnua TTou TTEPIEXEI TO DNA.

12) MNpooekTikd TTpooBéToune 500 uL dioAupaTtog 70% aiBavoAng otnv
EM@AvVEIA TOU ICAUOTOG O KABE OCWARva. AvadeUoulE NTTIO JE KUKAIKEG
KIVIOEIS Kol a@Avouue OpBioug Toug OWARveg yia 1 min o€
Bepuokpacia dwpariou.

13) duyokévipnon o€ Beppokpacia dwuatiou yia 5 min onig 14.000
OTPOYEG KAl OTTOPAKPUVON TOU UTTEPKEIMEVOU (aIBavoAng) xwpig va
dlatapd&oupe 1o iCnua.

14) Aprivoupe  QvoIXTOUG  TOUG  OWANVEG  TIOU  TTEPIEXOUV  TO
katakpnuviopévo DNA kal Toug eTTwdlouue otoug 65 °C yia 30 min
woTe va Eepabei evreAwg 1O iCnua. Mpétrel va eEaoc@alioTei TTANPNG
¢nPoTNTa  TIPIV. TTPOXWPNOOUPE  OTO  €TTOMEVO  OTAdIO  TNG
ETTaAVUOATWONG.

15) Etravuddrtwon tou DNA ue mpoo8nkn 100 uL TE Buffer.

16) E¢aoc@dAion TTARpoug evuddtwong Tou armopovwuévou DNA pe tnv
ETTWOON TWV CWARVWY oToug 55 °C yia pia wpa.

17) To kaBapiopévo TTAEov deiyua DNA ptTopei va @ulaxtei otoug 4 °C yia
€wg 2 pnives. MNa pakpdxpovn QUAAEN Twv BEIYUATWY TTPOTEIVETAI N

diatripnon Toug otoug -20 °C.
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Mo Toug OKOTTOUG TNG €pyaciag £yive yovoTUTTNON O€ panel TTou TTepIEixe
0éka (10) TToAUPOPPIoPOUG TTOU OXETICOVTAI hE TNV TTaxuoapkia kal déka (10)
TTOAUMOPQIOPOUG TTOU €XOUV CUOCXETIOTEI PeE TOv dlaprnTn TUtOoU 2. H
yovoTuTinon €yive ge Baon tnv teXvoAoyia Kasp. H cuykekpipévn peBodoAoyia
BaoiCetar otnv kompetitive allele-specific PCR (KASP) &bk} yia Ttnv
aAAnASpop@o-avtaywvioTik) PCR TTou emmITpéTTel TNV avayvwpion Kal Twyv dUo
AAANAOUOPPWYV YIO HOVOVOUKAEOTIOIKOUG TTOAUMOP@ICUOUG (SNPS) Kabwg Kal
Yl TTPOOOAKES KAl aPAIPECEIS BACEWY O€ OCUYKEKPIUEVOUG YEVETIKOUG TOTTOUG.
To SNP-€1d1k6 KASP mix kai éva KASP Master mix mpoaoTiBevTal o€ deiypata
DNA, oTn cuvéxeia TTPayUaToTTOIEITal N avTidpaon oTov BepUIKO KUKAOTTOINTH,
Kal akoAouBei avayvwon Tou @BopIcHoU o€ éva TEAIKO ONUEIO TTOU TTPOKOAEI
@OopIoPs. To KASP mix trepiéxel Tpia €1I0IKA yia avaAUCEIG OAIlYOVOUKAEOTIOIO
XWpi¢ ofuavon: dUo ekKIVvNTEG €10IKOUG YIa Ta aAANAOUOP@Q, PE KaTeUBuvon
ekeivn NG odnyou aAucidog Kal évav aKOPa KOIVO EKKIVATH avTioTpo®ng
kateuBuvong. H didkpion Twv 800 AAANAOUOPPWY ETTITUYXAVETAI HECW TNG
QVTAYWVIOTIKAG 0UVOEONG TWV U0 EIBIKWV YIa KAOE AAANAGUOPPO EKKIVATWY,
KGBe €vag atmmd Toug OTToioug PEPEl OTO AKPO TOu HIa Povadikr) aAAnAouyia
TTou avTidopd pe duo kaoéteg FRET (fluorescence resonant energy transfer)
kal divel 1oxupd onpa Adyw Tou TEAIKOU onueiou @Bopiouol. H avayvwpion
yivetal pge Tn BorBsia dUo SIaPOPETIKWYV OEIKTWY TTOU ONUATOOOTOUV KOOETEG
FRET. O évag civai o FAM™ kai 0 dAAog gival o HEX™. AvaAuTIKOTEPA, OTOV
BePUIKO KUKAOTTOINTA O €I6IKOG YIa TO KABE aAANAOHOPQPO eKKIVATAG OECUEUETAI
armmd TNV TIEPIOXN OUVOEONG Kal  ETTINNKUVETAI, TTPOCAPPOLOVTAG TNV
aAAnAouxia TTOU @épel OTO AKPO TOU OTOV VEO-OUVTIBEPEVO KAwvo. H
OUPTTANPWATIKA aAAnAouxia dnuioupyeital oe akdAouBoug kUukAoug PCR
emrpémrovtag otnv kaoéta FRET va ouvdebei oto DNA. H kaoéta FRET dev
Ba atrooIwTTaTal TTAEOV Kal Ba eKTTEUTTEI OOPIoUO. Av O¢ €vav dedopévo SNP
€Xoupe povoluywrtia, TOTE pOvo éva amd Ta dUo oAuata @Bopicuou Ba
evepyoTtroinNdei, evw av €xouue eTepoluywrTia TOTE Ba €XOoupe €vav MIKTO

@BOopPIoUO.
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Eikéva 27. Ta BApaTa tng TeXvoloyiag KASP
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2TATIOTIKA avAAuon

2TN OUVEXEId EYIVE UTTOAOYIOUOG TOU OTOBUIOPEVOU YEVETIKOU OKOpP
(WGRS) vyia kdBe dtopo oto ouvolo Twv 10 SNPs TTaxuocapkiog kal Twv 10
SNPs cakxapwdn d1aBnRTn TUTTOU 2 EEXWPIOTA. Na TOv UTTOAOYICPO AuTOV
€yive TTOANATTAQCIOOUOG TOU OpPIBPOU Twv OAANAOPOPPWY KIVOUVOU HE ThV
emidpaon (B) Tou €éxel TO KaBEva atd autd (Bdon OnUOCIEUMEVWY
atmmoteAéopatwy amé GWAS) kal gv ouvexeia TTpooTéBnKav Ta yIvOUEVA TTOU
utTOAOYiOTNKAV.

MNa TNV oTaTIoTIKN avaAuon €yIVE YPOUMIKA TTaAIVOPOUNON KE TV HEBODO
TWV EAAXIOTWV TETPAYWVWY, WOTE va BpeBouv TTIBAVEC CUOXETIOEIC TWV
OTAOUIOPEVWYV YEVETIKWYV OKOP TNG TTAXUCAPKIAG Kal ToOu oakXapwdn diapnTn
TUTTOU 2 HE TOUG €QTA (7) @aIVOTUTTOUG TTOU ava@EPOnKav OTO UTTOKEPAAQIO
3.1, utroAoyiCovtag TO0 beta, To standard error (SE) kai 1o P-value. Ol
OTATIOTIKEG AVAAUCEIG, €KTOG ATTO TA OTOABUIONEVA YEVETIKA OKOp, €yivav Kal
yla KABe évav TTOAUPOPPIOHO EEXWPIOTA, WOTE VA UTTAPXEI MI EIKOVA YIA TOV
OUOXETIONO TOU KABE TTOAUPOPPICHOU WE TOV KABE évav atrd Toug utrd €¢€Taon
QaIVOTUTTOUG.  YTToAoyioTnkav  €TTioNg Ta  OTABPIOUEVA  YEVETIKA  OKOP
EeEXWPIOTA yIa Ta ATOPA APOEVIKOU QUAOU Kal yia Ta dtoua BnAukou gUAoU OTO
ociypa. H avdAuon kail n epunveia Twv atroTEAECUATWY EYIVE PE TO OTATIOTIKO
TTokéTo Stata/SE 12.

Mepiypa@ikd Tou deiyparog

To deiypa Twv atOuwV TToU XPNoIJoTToInOnKe atnv avAdAuon atroTeAEiTal
atré 333 droua SIaPOoPETIKWY NAIKIWVY (10-74 €Twv), ue uéon TiuA Ta 37 £Tn Kal
atré Ta dU0 QUAA. H péon TiunA yia Tov KaBEva @aivoTuTro TTou €EETACTNKE Eival
yia TV Airopétpnon o€ kg Aimmwdoug 1oTtou 21,13, yia Tnv Aimmouétpnon o€ kg
AITTwdoug 1Io0ToU ava egaunvo 15,57, yia Tnv Aimropétpnon % 25,64, yia nv
Airropétpnon % ava egaunvo 19,91, yia 1o BMI 26,48, yia Ta emmitreda
yAouTaBeidvng 2,63, yia TNV oAIKr avTIoCeIdWTIKA IKavoTnTa TTAdouaTog 0,87
Kl Ol aQVTIOTOIXEG TUTTIKEG TOUG atTokAioeig 12,03, 9,73, 10,01, 9,33, 7,35, 1,15
kai 0,12.
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5. AlTIOTEAEZMATA

5.1 Na ta SNPs Tng Traxuoapkiag

Mivakag 1: 2xéo€ig Tou rs9939609 pe Toug @aivoTuTToug, 0TTou N TO péyeBog

Tou O€iyuaTog Kal ol HETPNOEIG o€ kg apopouv Tov AiIrTwdn 10T0.

®aivérTuTrol Beta SE P-value \
BMI 0,951 0,746 0,204 199
Airopérpnon kg 1,442 1,241 0,246 194
Airopérpnon kg 1,618 1,187 0,175 133
avda 6unvo

MAiropérpnon % 0,808 1,035 0,436 194
Mitropétpnon % 0,938 1,144 0,414 133
avd 6unvo

F\outaBeiévn 0,007 0,120 0,956 190
OA. AvTiog. Ikav. 0,015 0,012 0,213 190
NMAdopartog

Mivakag 2: Zxéo€ig Tou rs17782313 pe Toug @aivoTuTrous, 6tTou N 10 péyeBog

Tou O€iyuaTog Kal o1 ueTpRoelg o€ kg apopouv Tov Airrwdn 10T0.

PaivoTutrol P-value

BMI 0,883 0,816 0,281 199
Miropérpnon kg 2,576 1,353 0,058* 194
Miropérpnon kg 1,985 1,310 0,132 133
avd 6unvo

Niropérpnon % 1,710 1,130 0,132 194
Niropérpnon % 1,721 1,258 0,174 133
avda 6unvo

M\outaBeiévn -0,006 0,133 0,962 190
OA. AvTiog. Ikav. -0,007 0,014 0,616 190
MAdopartog
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Mivakag 3: 2xéo€ig Tou rs6548238 pe Toug @aivoTutroug, 01Tou N 10 péyeBog
Tou O€iyuaTog Kal ol HETPNoEIG o€ kg apopouv Tov Airrwdn 10T0.

| ®aivéTuTrOl E SE P-value \
BMI 1,126 0,937 0,231 199
MAiropérpnon kg 1,321 1,551 0,396 194
MAiropérpnon kg 0,971 1,558 0,534 133
avd 6unvo
Airopérpnon % 0,681 1,293 0,599 194
Airopérpnon % 0,038 0,150 0,980 133
avd 6unvo
F\outaBeiévn -0,077 0,153 0,614 190
OA. AvTiog. Ikav. 0,010 0,016 0,532 190
MAdopartog

Mivakag 4: >xéo€ig Tou rs6013029 e Toug @aivoTuTrous, 61Tou N 10 péyeBog

Tou &€iypaTog Kal ol ueTpnoelg o€ kg apopouv Tov AiIrrwdn 10T0.

QaivértuTrol Beta SE P-value \
BMI 0,779 1,532 0,611 199
Aitropétpnon kg 1,207 2,600 0,643 194
Aitropérpnon kg 0,638 2,331 0,785 133
avd 6unvo

Nitropétpnon % 2,535 2,157 0,241 194
NAitropétpnon % 1,908 2,230 0,394 133
avd 6unvo

F\outaBsi6vn -0,171 0,237 0,470 190
OA. AvTiog. Ikav. -0,024 0,024 0,324 190
MAdopartog
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Mivakag 5: 2xéo€ig Tou rs1424233 pe Toug QaIvoTuTroug, 01Tou N 10 péyeBog

Tou O€iyuaTog Kal o1 HETPNOEIG o€ kg apopouv Tov AiIrtwdn 10T0.

| ®aivéTuTrOl E SE P-value \
BMI -0,250 0,766 0,745 199
MAiropérpnon kg 0,447 1,286 0,729 194
MAiropérpnon kg 0,084 1,305 0,949 133
avd 6unvo
Airopérpnon % 0,115 1,071 0,914 194
Airopérpnon % -0,189 1,251 0,880 133
avd 6unvo
F\outaBeiévn 0,047 0,122 0,702 190
OA. AvTiog. Ikav. 0,005 0,012 0.697 190

MAdopartog

Mivakag 6: Zxéo€ig Tou rs2815752 pe Toug @aivoTuTtrous, 61Tou N 10 péyeBog

Tou &€iypaTog Kal ol ueTpnoelg o€ kg apopouv Tov AiIrrwdn 10T0.

QaivértuTrol Beta SE P-value \
BMI -0,334 0,795 0,675 199
Aitropétpnon kg 0,905 1,311 0,491 194
Aitropérpnon kg 0,381 1,317 0,773 133
avd 6unvo

Nitropétpnon % 0,922 1,090 0,399 194
NAitropétpnon % 0,643 1,262 0,611 133
avd 6unvo

F\outaBsi6vn -0,094 0,128 0,464 190
OA. AvTiog. Ikav. -0,011 0,013 0,411 190

MAdopartog
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Mivakag 7: 2xéo€ig Tou rs10938397 pe Toug @aivoTutroug, 01rou N 10 péyeBog

Tou O€iypaTog Kal o1 HeTPNoeIG o€ kg apopouv Tov AiIrrwdn 10T0.

| ®aivéTuTrOl E SE P-value \

BMI 0,173 0,784 0,826 199
MAiropérpnon kg -1,371 1,292 0,290 194
MAiropérpnon kg 1,317 1,286 0,571 133
avd 6unvo

Airopérpnon % -0,446 1,078 0,679 194
Airopérpnon % 0,108 1,235 0,931 133
avd 6unvo

F\outaBeiévn -0,135 0,129 0,294 190
OA. AvTiog. Ikav. 6x10™ 0,013 0,964 190
MAdopartog

Mivakag 8: Zxéo€ig Tou rs7498665 e Toug @aivoTuTTous, 61Tou N 1O péyeBog

Tou &€iypaTog Kal ol ueTpnoelg o€ kg apopouv Tov AiIrrwdn 10T0.

QaivértuTrol Beta SE P-value \
BMI -0,451 0,810 0,578 198
Aitropétpnon kg -1,527 1,333 0,254 193
Aitropérpnon kg -0,858 1,258 0,496 133
avda 6unvo

Nitropétpnon % -1,053 1,110 0,344 193
NAitropétpnon % -0,544 1,208 0,653 133
avda 6unvo

F\outaBeiévn 0,048 0,129 0,711 188
OA. AvTiog. Ikav. -0,017 0,013 0,187 188
MAdopartog
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Mivakag 9: >xéo¢ig Tou rs10838738 pe Toug QaivoTuTtrous, 01Tou N 10 péyeBog

Tou O€iyuaTog Kal o1 HETPNoEIG o€ kg apopouv Tov Airtwdn 10T0.

| ®aivéTuTrOl E SE P-value \

BMI -0,887 0,796 0,266 199
Aitropétpnon kg -0,192 1,362 0,888 194
Aitropétpnon kg 0,259 1,329 0,846 133
avd 6unvo

Airopérpnon % -0,693 1,133 0,541 194
Airopérpnon % -0,024 1,274 0,985 133
avd 6unvo

F\outaBeiévn 0,100 0,131 0,449 190
OA. AvTiog. Ikav. 7x10™ 0,013 0,955 190

MAdopartog

Mivakag 10: >x€o€ig Tou rs11084753 pe Toug aivoTuTtroug, 6tmou N 10

MEyEBOC Tou deiyuaTog Kal o1 JETPROoEIS o€ Kg agopouv Tov AiIrrwdn 10T0.

QaivértuTrol Beta SE P-value \
BMI -1,233 0,812 0,130 199
Aitropétpnon kg 1,443 1,241 0,246 194
Aitropérpnon kg -1,206 1,330 0,366 133
avd 6unvo

Nitropétpnon % 0,832 1,128 0,462 194
NAitropétpnon % -0,148 1,279 0,908 133
avd 6unvo

F\outaBsi6vn -0,141 0,138 0,306 190
OA. AvTiog. Ikav. 1x10™ 0,014 0,993 190
MAdopartog
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5.2 INa Ta SNPs Tou cakyapwdoug d1aBiTn TUTTOU 2

Mivakag 11: >x€o€ig Tou rs340874 pe Toug @aivoTuTtroug, 0tTou N 10 péyeBog

Tou O€iyuaTog Kal ol HETPNoEIG o€ kg apopouv Tov AiIrrwdn 10T0.

@aivoTuTtrol

BMI 1,260 0,725 0,084* 198
MAiropérpnon kg 1,497 1,204 0,215 193
MAiropérpnon kg 2,408 1,172 0,042* 133
avd 6unvo

Aitropétpnon % 0,917 1,003 0,362 193
MAitropétpnon % 1,838 1,131 0,106* 133
avd 6unvo

F\outaBeiévn -0,036 0,121 0,769 188
OA. AvTiog. Ikav. -0,006 0,012 0,637 188
MAdopartog

Mivakag 12: >x€o€ig Tou rs780094 pe Toug @aivoTuTtroug, 0trou N 10 péyebog

Tou &€iyuaTog Kal o1 ueTpNoelg o€ kg apopouv Tov Airrwdn 10T0.

daivortutrol P-value

BMI -0,095 0,841 0,910 199
Aitropérpnon kg -2,875 1,345 0,034 194
Aitropérpnon kg -2,696 1,391 0,055* 133
avda 6unvo

Aitropétpnon % -2,767 1,115 0,014** 194
Nitropétpnon % -3,129 1,325 0,020** 133
avd 6unvo

F\outaBsi6vn 0,002 0,132 0,986 190
OA. AvTiog. Ikav. 0,008 0,013 0,540 190
MAdopartog
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Mivakag 13: >x€o€ig Tou rs11708067 pe Toug paivoTuTroug, 0trou N 10
MEYEBOG TOU BEiYMATOG Kal 01 HETPROEIG 0 Kg agopouv Tov AiIrTwdn 10T0.

| ®aivéTuTrOl E SE P-value \

BMI 1,404 1,023 0,171 199
MAiropérpnon kg 1,538 1,755 0,382 194
MAiropérpnon kg 1,926 1,625 0,238 133
avd 6unvo

Airopérpnon % 0,820 1,463 0,576 194
Airopérpnon % 1,824 1,559 0,244 133
avd 6unvo

F\outaBeiévn 0,518 0,162 0,002*** 190
OA. AvTiog. Ikav. -0,013 0,017 0,444 190
MAdopartog

Mivakag 14: >x€éo€ig Tou rs4607517 pe Toug @aivoTuTrous, 01Tou N 10 péyeBog

Tou &€iyuaTog Kal ol ueTpNoeIg o€ kg apopouv Tov AiIrrwdn 10T0.

QaivértuTrol Beta SE P-value \
BMI 0,216 0,868 0,804 199
Aitropétpnon kg -0,298 1,463 0,839 194
Aitropérpnon kg 0,645 1,414 0,649 133
avd 6unvo

Nitropétpnon % 0,357 1,217 0,770 194
NAitropétpnon % 0,710 1,356 0,601 133
avd 6unvo

F\outaBsi6vn -0,007 0,140 0,958 190
OA. AvTiog. Ikav. -0,015 0,014 0,277 190
MAdopartog
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Mivakag 15: >x€o€ig Tou rs2191349 pe Toug QaivoTuTrous, 01Tou N 10 péyeBog

Tou O€iypaTog Kal o1 HeTPNoeIG o€ kg apopouv Tov AiIrrwdn 10T0.

| ®aivéTuTrOl E SE P-value \
BMI 0,189 0,776 0,808 199
MAiropérpnon kg -0,740 1,277 0,563 194
MAiropérpnon kg -0,313 1,304 0,811 133
avd 6unvo
Airopérpnon % -0,791 1,063 0,457 194
Airopérpnon % -0,291 1,251 0,817 133
avd 6unvo
F\outaBeiévn 0,193 0,128 0,132 190
OA. AvTiog. Ikav. 0,012 0,013 0,353 190
MAdopartog

Mivakag 16: >x€o€ig Tou rs11558471 pe Toug @aivoTuTtroug, 6trou N 10

MEyEBOC Tou deiyuaTog Kal o1 JETPROoEIS o€ Kg agopouv Tov AiIrrwdn 10T0.

QaivértuTrol Beta SE P-value \
BMI -0,304 0,826 0,713 199
Aitropétpnon kg 0,419 1,382 0,762 194
Aitropérpnon kg 0,234 1,331 0,861 133
avd 6unvo

Nitropétpnon % 0,557 1,150 0,629 194
NAitropétpnon % 0,754 1,275 0,555 133
avd 6unvo

F\outaBsi6vn 0,123 0,132 0,351 190
OA. AvTiog. Ikav. -0,003 0,013 0,808 190
MAdopartog
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Mivakag 17: >x€o€ig Tou rs4506565 pe Toug gaivoTutroug, 01mou N 10 péyeBog
Tou O€iyuaTog Kal o1 HETPNoelG o€ kg apopouv Tov Airrwdn 10T0.

| ®aivéTuTrOl E SE P-value \
BMI -0,564 0,824 0,495 199
MAiropérpnon kg -0,172 1,344 0,898 194
MAiropérpnon kg -0,598 1,349 0,658 133
avd 6unvo
Airopérpnon % 0,482 1,118 0,667 194
Airopérpnon % -0,118 1,295 0,928 133
avd 6unvo
F\outaBeiévn -0,181 0,130 0,167 190
OA. AvTiog. Ikav. 0,001 0,013 0,918 190
MAdopartog

Mivakag 18: >xéo¢ig Tou rs10830963 pe Toug @aivoTuTtroug, 0ttou N 10

MEyEBOC Tou deiyuaTog Kal o1 ueTProeig o€ kg agopouv Tov AiIrrwdn 10T0.

QaivértuTrol Beta SE P-value \
BMI -0,167 0,909 0,854 199
Aitropétpnon kg -0,215 1,479 0,884 194
Aitropérpnon kg 1,183 1,521 0,438 133
avd 6unvo

Nirropétpnon % -0,854 1,230 0,488 194
NAitropétpnon % 0,906 1,460 0,536 133
avd 6unvo

F\outaBsi6vn 0,023 0,150 0,877 190
OA. AvTio€. Ikav. 5x10™ 0,015 0,974 190
MAdopartog
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Mivakag 19: >x€ocig Tou rs10811661 pe Toug paivoTuTtroug, 0trou N 10

MEYEBOG TOU BeEiyuaTOG Kal 01 PETPROEIG 0 Kg agopouv Tov AiIrtwdn 10T0.

| ®aivéTuTrol Beta SE P-value \

BMI -0,062 0,996 0,950 199
MAiropérpnon kg -0,458 1,586 0,773 194
MAiropérpnon kg -0,857 1,510 0,571 133
avd 6unvo

Aitropétpnon % -0,783 1,319 0,554 194
Aitropétpnon % -0,696 1,449 0,632 133
avd 6unvo

FoutaBeiévn 0,163 0,147 0,270 190
OA. AvTiog. Ikav. -0,019 0,015 0,201 190
MAdopartog

Mivakag 20: >xéo€ig Tou rs1111875 pe Toug @aivoTuTrous, 61Tou N 10 péyeBog

Tou O€giyuaTog Kal o1 ueTpNoelg o€ kg apopouv Tov Airrwdn 10T0.

PaivétuTrol Beta SE P-value \
BMI -0,139 0,774 0,857 199
Aitropérpnon kg -1,607 1,300 0,218 194
Aitropérpnon kg -1,167 1,275 0,362 133
avda 6unvo

Nitropétpnon % -1,003 1,084 0,356 194
NAitropétpnon % -0,125 1,227 0,919 133
avd 6unvo

F\outaBeiévn 0,182 0,124 0,143 190
OA. AvTiog. Ikav. -0,002 0,013 0,873 190
MAdopatog
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5.3 lNa 10 WGRS TNnG TTaXUCapKiag

Mivakag 21: Zx€0€Ig TOU OTABUIoUEVOU YEVETIKOU OKop (WGRS) TTaxuoapKiag
ME TOuG @aivoTuTtToug, 61Tou N TO JEyeB0og Tou dEiyHaTOG Kal Ol JETPAOEIG o€ Kg

a@opouv Tov AirTwdn 10T6.

®aivéTutrol Beta - SE P-value \
BMI 0,257 0,344 0,455 199
MAiropérpnon kg 0,655 0,564 0,247 194
Aitropétpnon kg 0,669 0,553 0,229 133
avd 6unvo

Airopérpnon % 0,566 0,470 0,230 194
Airopérpnon % 0,603 0,531 0,258 133
avda 6unvo

M\outaBeiévn -0,043 0,056 0,442 190
OA. AvTio¢. Ikav. 7x10™ 0,006 0,901 190
MAdopartog

Mivakag 22: >x€o€Ig Tou OTaBUIoPEVOU YEVETIKOU oKop (WGRS) TTaxucapkiag
MOVO yia ATOPO TOU ApOEVIKOU QUAOU HUE TOUG QaIvoTUTToug, O01Tou N 1O

MEYEBOC TOU deiyuaTOC Kal o1 JETPROEIS o€ Kg agopouv Tov AiIrrwdn 10T0.

daivoTtutrol Beta = _P-value N
BMI 0,088 0,622 0,877 73
Aitropérpnon kg 1,470 0,944 0,124 65
Aitropérpnon kg 1,237 0,998 0,222 46
ava 6unvo

NAitropétpnon % 1,280 0,650 0,053* 65
NAitropétpnon % 1,152 0,784 0,149 46
avda 6unvo

F\outaBsiévn 0,065 0,093 0,486 68
OA. AvTiog. Ikav. 0,017 0,010 0,099* 68
MAdoparog
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Mivakag 23: 2x€o€Ig Tou OTABUIoPEVOU YEVETIKOU OKop (WGRS) TTaxucapKiag

MOVO yia ATopa Tou BnAukoU @UAOU PE TOUG QaivoTuTToug, O1Tou N TO péyeBog

Tou O€iypaTog Kal ol HETPNoEIG o€ kg apopouv Tov Airrwdn 10T0.

Beta _SE _P-value \
BMI 0,066 0,457 0,886 94
MAiropérpnon kg -0,095 0,762 0,901 97
Airopérpnon kg 0,202 0,662 0,761 71
avd 6unvo
Niropérpnon % 0,054 0,598 0,929 97
Niropérpnon % 0,206 0,628 0,743 71
avd 6unvo
F\outaBeiévn -0,103 0,086 0,237 89
OA. AvTiog. Ikav. -0,013 0,007 0,074* 89

NMAdoparog

Institutional Repository - Library & Information Centre - University of Thessaly

03/09/2024 08:40:57 EEST - 18.188.231.30

93




5.4 TNa 1o WGRS Tou cakxapwdoug diafTn TUTTOU 2

Mivakag 24: >x€o€1g Tou OTaBUIoPEVOU YEVETIKOU oKop (WGRS) cakyxapwdn

d1apBNTN hE Toug aivoTutToug, 61Tou N To YEyeBOog Tou dEiyATOS Kal Ol

METPROEIG O0€ kg agopouv Tov AiIrTwdn 10T0.

Beta _SE _P-value N
BMI 1,252 1,917 0,514 199
MAiropérpnon kg -2,021 3,162 0,523 194
MAiropérpnon kg -0,231 2,984 0,939 133
avd 6unvo
Airopérpnon % -2,116 2,630 0,422 194
MAitropétpnon % 0,404 2,862 0,888 133
avd 6unvo
F\outaBeiévn 0,538 0,291 0,066* 190
OA. AvTiog. Ikav. -0,014 0,030 0,649 190

MAdoparog

Institutional Repository - Library & Information Centre - University of Thessaly

03/09/2024 08:40:57 EEST - 18.188.231.30

94




Mivakag 25: >x€o€Ig Tou oTaBUIoPEVOU YEVETIKOU oKop (WGRS) cakyxapwdn
d1aBNTN MOVO yIa ATOPA APOEVIKOU QUAOU PE TOUG @aivoTuTToug, 0TTou N TO
MEYEBOG TOU BEiyuaTOG Kal 01 HETPROEIG O Kg agopouv Tov AiIrTwdn 10T0.

BMI 3,709 3,486 0,291 73
MAiropérpnon kg 2,102 5,587 0,708 65
MAiropérpnon kg 4,583 5,362 0,397 46
avd 6unvo

Niropérpnon % -0,816 3,894 0,835 65
Niropérpnon % 3,130 4,251 0,465 46
avd 6unvo

F\outaBeiévn 1,225 0,474 0.012** 68
OA. AvTiog. Ikav. -0,105 0,055 0,058* 68
NMAdoparog

Mivakag 26: >x€o€Ig Tou oTaBUIoPEVOU YEVETIKOU oKop (WGRS) cakyxapwdn

d1aBNTN HOVO yia dTopa BnAukoU @UAoU PE Toug @aivoTuTtToug, étmou N 10

MEyEBOC Tou deiyuaTog Kal ol ueTProcig o€ kg agopouv Tov Airrwdn 10T0.

QaivétuTrol P-value

BMI -0,135 2,456 0,956 94
Aitropérpnon kg -3,440 4,011 0,393 97
Aitropérpnon kg -4,542 3,511 0,200 71
avda 6unvo

NAitropétpnon % -3,167 3,147 0,317 97
NAitropétpnon % -4,747 3,320 0,157 71
avda 6unvo

F\outaBsiévn 0,218 0,442 0,623 89
OA. AvTiog. Ikav. 0,053 0,038 0,161 89
MAdoparog

95

Institutional Repository - Library & Information Centre - University of Thessaly
03/09/2024 08:40:57 EEST - 18.188.231.30



5.5 AlIOyPpAMMATA TWV OTATIOTIKA CNMAVTIKWY
oxéoewv WGRS trayucapkiag kal ocakyapwon
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6. ZupTtrepdopata-ZulnTnon

Na Toug TTOAUHOPPICHOUG THG TTAXUCOPKIAG:

e rs17782313: laparnpouue OTI yia KABE povada TTou QugAveTal TO
WGRS, n Aimmopétpnon o€ kg Aimmwdoug 1o0Tou augdvetal kKatd 2,576
(SE=1,353) pe P-value 0,058.

e [1a TOUG UTTOAOITTOUG TTOAUMOP@ICHOUG OEv  TTAPATNPOUMPE KATTOIO

OTATIOTIKA CNUAVTIKO ATTOTEAEC Q.

MNa Toug TTOAUHOPPICHOUG TOU CaKXapwdn diaBATn TUTTOU 2:

e 1s340874: MapaTtnpoupe 6Tl yia KABe povada TTou augdvetal To WGRS,
10 BMI auédavetar katd 1,260 (SE=0,725) pe P-value 0,084, n
Airropétpnon o€ kg Amrwdoug 10Tou ava e¢aunvo augdvetal kata 2,408
(SE=1,172) ue P-value 0,042 kai To0 To000TO TNG AITouéTpnong % avd
e¢aunvo augaveral katéd 1,838 (SE=1,131) ye P-value 0,106.

e 1s780094: MapaTtnpoupe 6Tl yia KABe povada TTou augdveral To WGRS,
n Aimmouétpnon o€ kg AImTwdoug 1I0ToUu avda €EAUNVO MEIWVETAI KATA
2,696 (SE=1,391) pe P-value 0,055, to moocooTd TnNG NItTop€Tpnong %
MEIWVETAI KaTd 2,767 (SE=1,115) pe P-value 0,014 ka1 n AimmouéTpnon
% ava e¢aunvo peiwvetal katd 3,129 (SE=1,325) pe P-value 0,020.

e rs11708067: lMapatnpoupe OTI yia KABe povada TTou QuEAveTal N
WGRS, Ta emireda yAoutaBeidvng augavovtal kata 0,518 (SE=0,162)
pe P-value 0,002.

e [0 TOUG UTTOAOITTOUG TTOAUUOPQPIOUOUG OEV TTAPATNPOUUE KATTOIO

OTATIOTIKA ONUAVTIKO ATTOTEAEO Q.
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Na To oTAOUIOHEVO YEVETIKO OKOP TNG TTAXUCAPKIAG:

e To WGRS T1ng TTOXUCOPKIAG BEV EPPAVIOE KATTOIO OTATIOTIKA ONUAVTIKO
ATTOTEAECOUA  yIa KATTOIOV OTTO  Toug  @aivoTtuttous. Qotdoo, otav
eCeTAOTNKAV EEXWPIOTA T OKOP YIA TOUG AVOPES KAl YIA TIG YUVAIKEG,
TTapatnEAOnKe OTI OTOUG AVOPEG ME TNV augnon piag povadag Tou
WGRS, aufdvetar To 1To000TO TNG AmTopétrpnong % kara 1,280
(SE=0,650) pe P-value 0,053.

e H oAk avTioCeldwTIKA IKavOTNTa TTAAOUATOG TTAPOUCIAEl OTATIOTIKA
ONMAVTIKO aTTOTEAECHA TOOO YIO TOUG AvOPESG OO0 Kal YIA TIG YUVAIKEG
Kal yahiota n aognon tou WGRS Katd pia povada €xel avTiBeTo
ammoTéAeoPa oToug AvOpeg atrd OTI OTIGC YUVAIKEG. 2TOUG QAVOPES
TTaparnpeeital avénon kard 0,017 (SE=0,010) pye P-value 0,099, evw
OTIG YUVaiKeg TTapartnpeital peiwon katd 0,013 (SE=0,007) pe P-value
0,074, aAhayég TTOAU PIKPEG Kal AVTIBETEG PETAEU TOUG, TTOU OTAV TIG

TAPAuE Jadi oTn HETPNON Bev £D€1IEaV KATTOIO ONUAVTIKO ATTOTEAEC Q.

Na 10 OTAOOUIOUEVO YEVETIKO OKOP TOU CaKXapwdn diaBnATn

TUTTOU 2:

e To WGRS ToU cokxapwdn OiafATN TUTTOU 2 £0¢€IEE OTI yIa KABE
pMovdada TTou au&dvetal, Ta emiTeda yAouTtabeidvng augavovTal Ki
ekeiva katd 0,538 povadeg (SE=0,291) pe P-value 0,066. Otav
eCeTdoTNKE EEXWPIOTA N OXEOn Tou Yyia AVvOPEC KAl YUVAIKEG,
TTapatnEAONKe OTI yia TIG yuvaikeg dev UTTAPXE KATTOIO OTATIOTIKA
ONMAVTIKO OTTOTEAEOUA, OUWG YIa TOug AvOpec n auf¢non Twv
emmmEdwY yAouTtaBeidvng Atav peyaAuTtepn (augnon katd 1,225
povadeg pe SE=0,474 kai P-value 0,012). H augnon twv emmmédwy
yAoutaBeidvng pe Tnv avénon Tou WGRS TOoU cakxapwdn diaBnTn
TUTTOU 2 O0TOUG AvOpeg deixvel TIBavr avTioeldwTIKY) dpaon.

e To WGRS TOoU ocakyxapwdn OlaBATn TUTTOU 2 €6¢1EE €TTioNG OTI
ETTNEEAlel TNV OAIKA AVTIOEEIOWTIKI IKAVOTNTA TWV QvOPWY ME
Meiwon TG kata 0,105 povadeg (SE=0,055) kai P-value 0,058 yia

KA@0e povada TTou autd autdveral.
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Ao Ta atroTeAéopaTa BAETTOUPE TTWG EKTOG Aiywv €CAIPECEWV UTTAPXEI
amo  MIKPA  €wg KABOAOU OUOXETION TWV  TTOAUUOPPICPWY KAl TwV
OTOOUIOPEVWY  YEVETIKWV OKOp, TOOO TNG Traxuoopkiog OCO0 Kal TOou
oakxapwdn dlaBATN, PE TOUG €PTA (7) QAIVOTUTTOUG TTOU €EETAOTNKAV. TO
YEYOVOG AUTO PTTOPEI va OPEIAETAI OTO OTI €XOUUE MIKPO PEYEBOG DeiyaTOS Kal
ooov agopd Ta WGRS, oto 611 Xpnoigotroioaue pévo 10 TToAupop@IcpoUg
yla TOV UTTOAOYIOHO TOUuG. Av XpnoIPoTToINBouv Kal GAAOI TTOAUPOP@ICHOI aTTd
€KEIVOUG TTOU CUOXETICOVTAl PE TNV TTAXUCOPKIA Kal Tov cakxapwdn diaBATn
TUTTOU 2 TMIBAvVOTATA Ol CUOXETIOEIG va auénBouv.

H augnon twv emmédwyv yAoutabeidvng pe tnv avénon tou WGRS Tou
oakxapwdn OlaBATN TUTTOU 2 OTOouG AvOpeg Ocixvel TTIBAv AvTIOEEIDWTIKN
opdon.

To KUpIo TTPORANPA TWV PEAETWYV YOVIOIOKOU EAEYXOU TTOU XPNOIUOTTOIOUV
SNPs éykemal otnv avaluon Twv dedouévwy. H TEXVOAOYia TNG YOVOTUTTIKNG
avaAuong cival oAueEPa UTTPOOTA ATTO TA OTATIOTIKA €PYyaAgia TTou  €ival
OlaBéoiua Kal peEvel va douue TTOCO ypriyopa Ba AuBei to TTPOBAnua Twv
OOKIMWYV TTOAAQTTAWYV UTTOBECEWY PE TN XPHon MEYAAou aplBuoU SEIKTWY TTou

OEiXvVOUV ONUAVTIKI aviCopPOTTia ouvoeonG UETAEU TOUG.
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