OEMA 4

16. OL opyaviopoi mou avamnapdyoviatl apdLyovikd Hmopouv Kot dtatnpouv, anod yevid os ye-
vid, otafepo Tov aplOud Twv XPWHOCWUATWY Tou £idoug Toug pe Baon dUo BloAoyikég SLadt-
KalolEC.
o. Na avadépete tig dStadikaoieg autég (Lovadeg 2) Kal va £§NYNOETE TOV TPOTO ME TOV OMOio
OCUMUETEXEL N KABE Sadikaoia otn dratipnon otabepol Tou aplOpol XPWHOCWHATWY OO YE-
VLA o€ yevid (Hovadeg 4).
B. To yaidoupt (Equus africanus) pe SIMAOELSH) aPLOPO XPWHOOWHUATWY 2n = 62 Kal TOo AAoyo
(Equus ferus) pe 2n = 64, poAovortt ival 6Vo Stadopetikad BloAoyka €i6n, pnopouv va avamna-
payovtat petal toug. O andyovog ou yeVVIETAL, TO pouAdpt (Equus mulus), gival, cuvhOwc,
oteipo. Na avadépete Tov aplOud XPWHOCWHUATWY IOV Oa MEPLEXOUV TA OTIEPHATOIWAPLO TOU
yaidouplou Kat ta wapla Tou aAdyou avtiotoya (Lovadeg 2), Tov aplOpo XpwWHOOWUATWY OV
0o MEPLEXOUV TOL CWHATIKA KUTTAPO TOU HoUAaplol (povadeg 2). Na awttoAoynoste, pe paon
TOV aplOUd TWV XPWHOOWUATWY TOU, YLOTL TLOTEVETE OTL TO HOUAApPL elval, ocuvrOwg, oteipo
(novadeg 3).

Movaéeg 13

a. O 8U0 Sladikaoieg eival n peiwon kot n yoviponoinon. Me tn peiwon KAOe yovéag mapayet
TOUG YOMETEG TOU, SnAadn §ELSIKEVIEVA avamapaywyLlkA KUTTapa, ou ¢Epouv To Moo apLb-
HO XPWHOCWHATWYV Ao TOV KAVOVLKO, eival SnAadn anAosidn. Me tn yoviponoinon, o apoevt-
KOG YOUETNG KAl 0 ONAUKOG YAUETNG CUVEVWVOVTOL O £va VEO KUTTAPO, To {UywTo, amno To onoi-
0, L€ OUVEXELG MLTWTIKEG SLOLPECELG, TIPOKUTITEL O VEOG OPYOVIOUOG. TO KUTTAPO auTto sival -
TAOELEEG Kat, Kat' eméktaon SumAosldng Oa eival Kat 0 VEog 0pyaviopog, agol n cuVEVWOon TwV
AMAOELS WV YOUETWV EMAVAPEPEL TOV APLOUO XPWILOCWHATWY OTO KAVOVLKO.

B. Ta oneppatolwapila Tou yaidouplov Ba mepltéxouv 31 XPWHOCWHOATA, EVW TO WAPLO TOU -
Adyou Oa nepLéxel 32 xpwpoowpata. 2to {UywTto, ano To onoio Oa npokUYPEL To HOUAAPL, O KA-
O yovéag Oa £xeL cuvelodEpel Tov amAoeLldn aplOnd xpwpoowpatwy tou, SnAadn 31 xpwpo-
owpaTa To yaidoupt Kot 32 XpWHOOWHATA TO AAoyo. EmMopévwg, To (UywTO KOl CUVETTWG TOL CW-
MHOTKA KUTTOpA TOU Houlaplol Ba mepléxouv 63 xpwpoowpata, SnAadn povog apldpog xpw-
HOOWUATWVY, KE ATOTEAECHA, TLG TIEPLOCOTEPES GOPEC, VA N YIVETOL UITOPEL VAL TIPOLYLALTOTIOLN-
Oel owotd n peiwon.

23. IT0 TPOTILKO XWPLO Apapd, otnv Kapdld tng BpaltAiag, ot 600 and toug 800 Katoikoug dev
KukAodopoUv otoug Spoouc Kata tn SLapKeLa TG NREPAC. OL aypOTEG Ko oL KTnvotpodol Ka-
TOLKOL TOU XWPELOU KOLUOUVTOL TNV NUEPA HE OKEMOOUEVA TA TAPABUPA TWV OTUTLWV TOUG. ALtia
elval pa onavia deppatondadeia, n pehayxpwpatikn Enpodepuia (Xeroderma Pigmentosum).
Atopa Tou macxouv and avtiv epdavifouv oAl vPnAd kivdéuvo gudaviong Kapkivou tou
8€ppartog, aAAd Ko KoTapPAKTN.
o. Na meplypaete TRV aLtia 6 LOPLOKO eMiMEedO TG LEAayXpWHATIKAG Enpodeppiag (Lovadeg
3). Na e§nynoete yia noto Adyo oL AvOpwrmoL mou AcXouV and auth tnv acOévela, OMwG oL KA-
TOlKOL TOU BpallAldvikou Xwplou, gival KatadlkaopEévol v €XOUV VUKTOBLEG SpaotnpLOTNTEG
(novadeg 3).
B. Na avadépete Toug AOyouG yLa TOUG OTtoioug 0 Kapkivog xapaktnpiletal wg pa wWiaitepa
noAUmnAokn nadnon (Lovadsg 6).

Movadeg 12




o. € HOPLOKO eMinedo, n acBévela Snpovpyeital anod avikavotnta entdopbwong BAaBwv tou
npoKaAouvtal ano tnv unepLwdn aktvoBoAio Aoyw HETAAAAENG TWV YOVISLWV IOV KWwSLKOTOL-
oUV ta emdLopOwtika Eviupa.

BAABeg otoug pnxaviopoug emidtopbwong tov DNA £xouv wg amotéAEoa TRV AUENLEVN CUXVO-
mta epdaviong Kapkivou. Ta ATOHa, yla MAPASELYHA, TTOU TTACKXOUV OlO HeAayXpWHATIKA &n-
podepuia epdaviiouv moAAANAACLOL CUXVOTNTOA KOPKIVWV TOU SEPHATOC, KUPLWGE OTLG TEPLOXES
Tou ektiOevtal otnv aktvoBolia tou NALou, o oxéon Ue ta Gpuctloloylkd atopa. N’ auto to Ao-
YO OL TEPLOCOTEPOL KATOLKOL TOU XWPLOU £ival avayKaoHEVOL val SpactnpLomoLlouvToL T vUXTo
KOLL VO KOLLOUVTOL TNV NUEPQ, WOTE Va KNV eKTiBevtal otnv nAtakn aktivoBoAia.

B. O kapkivog oxetiletal pe aAAay£G 0To YEVETIKO UALKG. Evtoutolg 8ev kKAnpovopeitat wg arnAdg
MevdeAkog xapaktipag, aAAd sival anotédeopa aAAnAenidpaong yevetikwv Kat neptfaAlo-
VTLKWV Tapayovtwv. H moAumAokotnta tTnG acO€velag auTtng OXETI{ETAL E TA MAPAKATW altia:
1) O kapkivog, o avtiBeon Ue TIC KANPOVOULKEG AOOEVELEG, OTIWG N SPEMAVOKUTTOPLKN OVOLHiaL,
6ev nmpokaAeital ano pia petdAAagn, aAAd omno Tt «CUCOWPEUCN» APKETWV YEVETIKWV aAAaywvV
ota Kuttapa. Ot petaAAdgelg autég eival anotéAeopa StadopeTikwv EPLBAAAOVIIKWY UETAA-
Aafoyovwv mapayoviwy, 0w n aktvoBoAia § XNHKEG ovoieg Kat 2) Ztn dnuoupyia KAOe £i-
60UG KOPKIVOU GUMUETEXOUV OUVROWG TOOO Ta OYKOYOViSLa 0G0 KOl TOL OYKOKOTOLOTAATLKA YOVi-
Sua.

24. Na MOAAG XPOVLAL EMLOTAHOVEG, YLOTPOL KOl EPEVVNTEG, 6€V Umopovoav va BPouv Tnv attio
£€€apong TG HeAayXpwWHATIKAG Enpodepuiag oto BpaliAtaviko xwpto. MNa to Adyo auto npayua-
Tomou0nKe pia peyaAn peAéTn, ota nAaiola tnG onoiag eAEyxOnKav mopayovieg, Onwe n £kOe-
on TwV KAatoikwv o putopapuaka, n Katavalwon mOavwg LOAUCHEVOU VEPOU, OKOMN KL N
evEEXOUEVN SLatapayr Tov alpatog tous. TeAKA, n AVon Tou puotnpiou PO Ao Toug YEVETL-
OTEG, MOV améSeL§av OtL n pehayxpwpatikiy Enpodeppia odpeiletal o petaAAagelg mov cuvePn-
oav o€ €va TOUAQXLOTOV OO EVVEN OUYKEKPLUEVA QLUTOOWLKA UTTOAELIOMEVA YoViSLa Ta omoia
edpafovrat o Sladopetika eyn opoAdywv Xpwpoowudtwv (A,a/B,B/T,y K.0.K).
o. Na g§nynoste 1o Adyo t¢ uPnAng epdavions TnG HEAAYXPWHATIKAG Enpodeppiag oto Bpall-
ALAVIKO XWPLO, HE SESOMEVO OTL OL KATOLKOL TOU XWPLoU, AOyw TNG OMOMOVWOoNG, TTAVTPEUOVTOL
HETOEL TOUG (LOVASEG 6).
B. YOB£TOUME OTL OTO XWPLO YIVETOL £VOC YOOGS LETAEL SU0 LYLWV ATOMWY, Ao Ta omnoia o ma-
TEPOG TOU Avépa MOV TtavTpeVETaL Elval opoluyog yia To UNTOAEIMOpEVO aAAnAopopdo vy Kot n
HNTEPA TNG YUVALKAG TTOU TtaVIpEVETAL Elvat opoluyn Téoo yia to aAAnAopopdo y 600 Kot ya
10 aAAnAopopdo 6. O poplakog EAeyxog otoug duo unoPriploug yoveic £6eL€e otL autol sivat
OoMOTuyoL WG MPOG TO EMKPATEG aAAnAopopdo yia ta urtoAouna yovidia mou oxeti{ovtatl e TRV
aocBévela avt. Na untoAoyioste tTnv mBavotnta epgaviong anoyovou e HEAQYXPWHATIKA &n-
podepuia (Lovadeg 3), SikatoAoywvtag tTnv anavinor oog (Lovadseg 4).

Movadeg 13

a. Kot ta evvéa yovidia mou oxetilovral pe tTnv Ek6NAWON TG VOOOU ELVOlL UTOOWHLKA UTTOAEL-
TOMEVA, OMOTE €KSNAWvVOUV TN dpdon toug oe opoluyn Kataotaon. Na va cupBet auto, Ba
TPEMEL OL YOVEIG va gival gite Ko oL idLoL maoyovieg, eite popeig Tou idLov UMOAELOEVOU YO-
vidiou, m.x. va éxouv yovotumo Aa i BB n Ny, KAM., Kot pe Tn dtactalpwon toug va KAnpodo-
TOUV OTOV andyovo Kal ta U0 UOAELMOpeEVa yovidia evag TouAdyLlotov {EUyoug amo ta napo-
MAvw evvéa yovidia, mou oxetilovtal pe thv epdavion thg vooou. H mbavotnta va Bpebouv
Tétolol yoveig av§avetal oAU katd TG atpoui§ieg, otav dnAadn duo cuyyevikd dtopa Sia-
otavpwvovtal. Etol unapyet moAAanAdacia nibavotnta ta atopa auvtd va ¢pEpouv to idLo uno-



https://el.wikipedia.org/wiki/%CE%9C%CE%B5%CF%84%CE%AC%CE%BB%CE%BB%CE%B1%CE%BE%CE%B7
https://el.wikipedia.org/wiki/%CE%93%CE%BF%CE%BD%CE%AF%CE%B4%CE%B9%CE%BF

AEMOUEVO YOViSLO TTOU TOUG £XEL KANPOVOUNOEL IO KATTOLO KOO TPAYyovo.

B. O matépag w¢ mMPOog To yovidlo y sivat etepoluyog £Xoviag KANPOVOUNOEL TO UTTOAELIOUEVO
aAAnAopopdo and tov opoluyo MATEPO TOU MOV £iXE YOVOTUMO Yy, evw 8ev PpEPeL To aAAnAo-
popdo 8, éxovtag yovotumno AA. O natépag Aowndv, £xel yovotumo MNyAA. H pntépa sival etepo-
fuyn Kot ywa ta uo yovidia pe yovotuno lNyAs, €xovtog KANPOVOUGEL TOL UTIOAELTOUEVA YOVi-
Sla y kat 6 anod tnv opouyn UNTEPA TNG MOV EMACXE Kal £ixe yovatumo yydé. MNa to yovidio 6,
6ev unapxel kapia niBavotnta va Bpedel opoluywtia otov anoyovo. Q¢ nPog To yovidio y, ot
U0 yoveig sivar etepoluyol pe yovotumno lNy. Ta yovidia edpalovial oe Siadopetika {gvyn au-
TOCWHIKWV XPWHOCWHATWY, OTOTE YLot ThV KARPOVOUNGH Ttoug LoXVeL o 2°° vopog tou Mévtel
™¢ avegaptning petapifaong twv yovidiwv. Epdavion voocou otov andyovo aVOUEVETOL HOVO
OTLC MIEPLITTWOELG TTOU OTOV anmoyovo eudavioTouv oL yovoturmol vy, 86, kat yydd. H draoctavpw-

on TWV YOVEWV givat: P: 3 Tyhd x Q TyAs.
Frapéteg: ra,ya/ ra, ré, ya, yé
Tuyxaia SlaoTaUpwon YoUETWVY:
?
ra ré A ()
Ky Y 4
ra raA ITAd ryAA ryAd
vA fyAA ryAd yyAA YyAS

Ano tn Stactavpwon auth, urtoAoyiletal n cuvoAwkn Bavotnta yia epdavion acbevolg anod-
yovou, 2/8 (1/4) n 25%.

38. H peooyelakn avatpio | Oalacoaipio sival pla acbéveia mov epdaviletal Kupiwg otn ye-
wypadkn eploxn TG Meooyeiou Kot €ival AMOTEAEGHA TNG LELWHEVNG TTapaywyns Twv uot-
oloywwv odatpvwv tng atpoodalpivng, KATL TOU EAEYXETAL YEVETIKA UE QLUTOCWHLKO UTIOAEL-
TLOUEVO TPOTO. ATO TIG SU0 Paotkég popdéc tng acBévelag (a kat B) n B-pecoyelakn avoiuio
anoteAei Tn ouxvotepn popdn otn xwpa pag Kat epdaviletal eite oe opoluyn popdn, e To 0-
vopa B-pecoyelakny avatpia | vooog tou Cooley, eite og etepoluyn popdn, LE TO Ovopa “otiy-
pa”. Ze éva JeuyapL o Avipag eivat yvwoto otL €xeL “otiypa”, evw n yuvaika pe npoodarteg e§e-
Taoelg aiparog anodeixBnke anoAutw pucloAoykn wg MPOoG tn cUVOECN TWV ALLOCHALPLVWY
™NG. To {euydpt auto anodacilel va anokTnoet modLd Kat {NTd YEVETIKN GUMBOUAR.
a. £tn oulntnon mou £ixe To {eUyApPL LE TOV YEVETIKO cUUBoUAO avadépOnke o 6pog “moAAanAd
aAAnAopopda”. Na meplypa ete ToV OpO AUTO GTO {EUYAPL KO VoL EENYNOETE ylati ta avédepe
0 YEVETIKOG cUMPBOUAOG (Movadeg 2). Na avadépete ta aAAnAopopda nov spdavifovral 6Toug
yovoatumnoug twv dUo yovéwv (Movadeg 4).
B. Na mtpoBAéPete TRV mOavoTnTa TO MaPANAVW {EVYAPL va anokToeL adi mov Ba ¢pépel to
“otiypa” tng pecoyelakng avaipiog (Movasdeg 3).
y- Na avaAUoete U0 TPOMOUG LE TOUG OTOLOUG UIMOPEL OL YyoVEiG va Stamnictwoav To yoVoTumno
TOUG OXETIKA ME T B’ Oadacoaipia (Movadeg 4).

Movadeg 13

a. Eivat yvwoto otL ota Suthoeldn kuttapa unapxouv duo aAAnAopopda yia pia oplopévn ye-
VETIKN O€0n, evw £va anmAoeldEg KUTTOPO, OMWG EVOG YAHRETNG, EXEL MOVO £va. Eav otov mAnOu-
OHO UTtApXouV Tpla N meploootepa aAAnAopopda yia pia yevetikry Oéon, tote autd ovopalo-
vtat moAAanAd aAAnAopopda. MoAAa yovidia mouv guBuvovtal yia tn dnuovpyia acOsvelwv
€xouv MoAAanAd aAAnAdpopda yovidia, onwe cuppaivel otn B-0alacoauia. Etol e§nysiton n
avadopd Tou YeVETIKOU GUUBOUAOU otov 0po “moAAamnmAd aAAnAdpopda”’. H B-Oalacoauia




Xapaktnpiletar and peyaAn estepoyevela, dnAadn mpokaAeital and moAAa dtadopetikd €idn
YOVLSLOKWY METAAAAEEWVY OMWG avTIKATAOTACELS, eAAEiPelg Kal mpoodnkeg Bacswv. Ta ou-
pritwpata tng acBiveiag dtadépouv petall dtadpopwv aAtOpWY Kol Kupaivovtal and cofapn
avatpio (ravteAng éAAewPn moAunentidikrig aAvoidag B, cuvenwg Kat HbA) €¢wg Aydtepo oo-
Bapn avaipia (eAdttwon ocuvBeong moAvunentidiking alvcidag B, cuvenwe cuvOeon HbA o€ no-
AU pkpn) moootnta) Ko oxetifovroal pe 1o 1606 NG petaAAagng nov ta npokaAei. Ocov adopa
ta aAAnAopopda tng B- alucidag tng atpoodatpivng, n yuvaika €xet 2 pucloAoylkd aAAnAo-
popda Kat o avrpag Eva Hovo ¢uotoAoyikd aAAnAopopdo.

B. Av 10 ¢pucloloyiko aAAnAopopdo tng B aAvoidag to cupBoAlicouvpe pe B, Tote T0 maboAoyko
Oa to oupPoAicoupe pe B, 5£60HEVOU TOU AUTOOWILKOU UTTOAELITIOEVOU TPOTIOU KANPOVOUNGAG
Tou. Emopévwg ot yovotumol tou {euyaplol wg tpog ta yovidia twv B- aAucidwv tng atpoodat-
pivng Ba sivan BB kot BB. Ano tnv mapandavw dtactavpwon n nibavotnta va yevvnOel maudi pe
“otiypa” eivar 50% (1%).

y- To {euydpL umopel va TAUTOMOoLNoEL TNV Utapén N N HetaAlafewv ota aAAnAopopda yovi-
Sla ov cUMPETEXOUV ot ouvBeon twv B- aAucidwv ¢ alpoodalpivng He TNV avalucn Tng
aAAnAovyiag twv Baocswv tou DNA (poprakn Siayvwon) Kat pe Stadopeg Bloxnikeg Sokuaoi-
€G. ZtnV 8eUTeEPN AWUTA MEPIMTWON OTA OMOIUYA ATOUO TAPATNPEITAL OE TTOAAEG TEPUTTWOELG
avénon tng HbF, n onoia unokaOiotd pepikwg tn Asttoupyia tng HbA, evw ota etepoluya dro-
pna-dpopeic napatnpeital avfnuévn cuvBeon HbA2, n onoia anoteAel SLayvwoTtiko Seiktn.

39. O aAdpLopog anotelel Eva yvwoto PeTaBoAlko voonua. Ot maoXovieg and aAdLopo £Xxouv
AenTo Séppa MOV MAPOUCLATEL HEYAAN EUTTABELX OTLG AOLUWEELG KOl EAQTTWHATIKA Opaon. ZTLG
BapUtepeg popdEG Tou, oL SU0 KUPLOTEPEG EMLITAOKEG TOU aAdLopoU gival n TUGAwon Kat n p-
davion kapkvwudtwv tov dépuatog. Ao untoPndrlol yoveig, ota mAaiola YeVETIKNAG KaBodn-
ynong, otnv npoonadela anoktnong anoyovou, Habaivouv HETA ano JUia oElpd LKWV £EETA-
OEWV OTL eival eTeEpO{UYOL WG IPOG €va yovidLo mou euBUvVeTaL yLa TO VOGHHA AUTO.
o. Na attloAoynoeTe T HEYAAN ETEPOYEVELA TIOU, OTIWG TEPLYPAPNKE Ttapanavw, Epdavilel n
aoBévela tou aAdpLopot (povadeg 3).
B. Edv to {euyapL MPoXwpPNOEL O KUNON, va avadEpete Tig Stadikaoieg mouv Ba akoAouBnOolv
ywa va AndOouv guppuika kottapa (Lovadeg 2) Kat va eENyNOETE He TTOLO TPOTO Ba Stamiotw-
O€l eav T0 EuPpuo PEPEL TN GUYKEKPLUEVN TABNON (LovAde( 2).
Y- Av urntoB€ocoupe OtL To {euydpl anoktd £vav ¢uoloAoyLlko andyovo, va Bpeite mola €ival n
mBavotnta to st auto va sival etepoluyo (HovAadeg 2) Kat va SLKOLOAOYCETE TNV anAvinon
ooag (povadeg 3).

Movadeg 12

ol ZTa ATOLO TTOU TTAGYOUV amo aApLopo unapxel EAAELYPN TG XPWOTLKNG HEAAViVNG OoTO S€pua,
ota paAAld Kot otnv iptda tou opOaApou. Auto odeiletal otnv EAAeWdn R Helwon TNG EvePYO-
™TTAG EVOG amo ta £VIUHA, TTOU ELVaL amopoitnTa yLo T0 CXNHOTIORO TG XPWOTIKAG HEAavivN .
Eneldn, Aownov, kamnowa atopa epdavifouv tavieAn EAAeWdn g evepyotntag Tou ev{UHOU, EVW
aA\a epdavilouv HELWHEVN evepyOTNTA TOU €VIUMOU, 0 aAdLopdg epdavilel peyaAn etepoyé-
VELQL.

B. MNa va dwaniotwOel edv to EuPpuo naocxel and aApLopo, Oa npénel va SievepynOel mpoyev-
vNTIKOG €AeyX0G. AuTtog npoimoBétel e€€taon UBPUIKWY KUTTAPWVY QIO TO QVAITTUCGOUEVO El-
Bpuo. H cuAAoyn twv euPpuikwv KUTTAPWV Tov Ba eeTaoToUV UnopEl va yivel pe Suo tpomoug:
€lte He TNV apvionmapakEvinon Katd tn 12n-16n epdopada kUnong eite pe tn AYPn XopLAKWV
Aaxvwv Kotd tnv 9n-12" eBdopdda kinong. Ta euPpuikd kiTTapa tov Ba cUAAEXBOUV LiE oTtoL-
0SAMOTE AnMod TOUG MAPATAVW TPOTOUG, UIopolV va Xpnoluonownfolv ywa tnv avalucn DNA




TIPOKELMEVOU VA OVLXVEUTEL TO METAAAQYHEVO YOViSLO, KABWE MPOKeLTal yia acOsvela tov odei-
Actau og yoviSLakn pLetdAAagn.

y- H Lactavpwon twv etepoluywv yovEWV ElvaL:

P (yovotumol): Q Aax J Aa

Fapéteg: A,a A,a

F1 (yovoturmikég avaloyieg): 1AA: 2 Aa: 1 aa

F1 (dpawotumnikég avaloyieg): 3 puotoAoyika : 1 pe aAdpilopod

Ztnv nepintwon mov to {gvydpl anoktnosl puclodoylko maidi, n mbavotnta to madi avto va
elvauw etepoluyo eivan 2/3. e kABe yévvnon ¢ucloloyikol anoyovou untdpxet mibavotnta 1/3
va givat puoloAoyikog opoluyog pe yovoturo AA kot mi@avotnta 2/3 va sival puoloAoytkog
etepOluyog e yovotumo Aa.

48. To cUotnua ¢uAokaBoplopol eival €va BloAoyikd oclotnua mov Kabopilel tTnv avamtuén
TWV XOPOAKTNPLOTIKWY ToU GUAOU GE Evav Opyaviopho. ZUHPWVA HE TO XPWHOOWULKO CUOTNHA,
TIOU LOoYUEL 0TOV AVOPWIO, CUYKEKPLUEVA XpWHOOWHATA 0dnyouv otn dtadopomnoinon tou ¢u-
Aou oToV OpyaVLoUO.
o.. Na. OVOULAOETE KoL VAL GUYKPLVETE Ta XpwHoowpata tou kabopilouv to pUAo otov avOpwrmo
(Hovadeg 2) kot va e§nyroete To pUAO ou Ba £Xouv Ta VEOYEVVNTA ME TOUG aKOAouBoug Kapu-
otumoug: XXY, XXYY, X0 (novadeg 3). Na epunvevcete yiati AAAa €6n opyaviopwv HE TOUG a-
vtiotol oug Kapuotumoug punopet va epdavifouv avtibeto pUAo anod ta veoyévvnta TOu Mpon-
yoUpEVOU epwTAHATOG (LOVASES 2).
B. Na ypAeTe TN XPWHOCWHLKA oUoTAON TWV PUCLOAOYLKWV YOUETWV TTOU SnpLoupyouvtal o€
€vav avtpa Kot pa yuvaika (Lovadeg 2) kat va eEnyNOETE av MEPLEXOUV TV iSLa moooTnTA TU-
PNVLKOU YEVETIKOU UALKOU (Lovadeg 4).

Movadeg 13

o. Ztov avOpwmo ta GpucLoAOYLIKA APCEVLKA Kol ONAUKA ATOMA £XOUV OTOV MUPAVA TWV CWHOTL-
KWV TOUG KUTTApwV 23 {elyn XpWHOOWUATWY. ATto ta 23 evyn, ta 22 sival popdoAoyika ida
OTAL APOEVIKA Kol 0T ONAUKA ATOMO KOl OVORATOVTOL QUTOCWHLKA XpwHoowpata. To 230 {gv-
YOG ota OnAUKA dtopa anoteAeital and U0 X XPWHOCWHOTA, EVW OTA APOEVIKA ano £va X Ko
éva Y xpwHoowpa. To Y xpwpoowpa eival HIKPOTEPO o€ HEyeBOG amo to X. Ta XpwHOoWHATA
auta ovopalovrtot puletika kot kabopilouv to ¢puAo. Ztov AvOpwmo n napoucia tou Y Xpwo-
owWHATOoG KaBopileL TO APOEVIKO Atopo. Emopévwg To pUAO Tou Ba £XOUV TA VEOYEVVNTO KE TOUG
Kapuotumoug, XXY ko XXYY, elval apoeviko Kot pe kapuotumno X0 sivat OnAuko.

Autog o puAokaBopLlopdg LoXUEL OTOV AVOPWIO Kol 6 MOAAOUG 0OPYAVIOHOUG, AN OXL OE O-
AoUG TOUG OpPYOVLOHOUG, YEYOVOG TTOU MIOPEL va e§nynost Tov avtiotpodo pulokaboplopd mou
nopatnpnOnke.

B. O avOpwWMLVOG YOUETNG TIEPLEXEL CUVOALKA 23 XPWLOCWHATO, O T omoia 22 gival AuToow-
Mika Kat 1 eivat puAeTiko. Emopévmwg, av mpokeLtal yia OnAuko avBpwrnivo yapetn Oa £xeL ov-
otacn 22 A +X, av OpWG TIPOKELTOL Lo OTIEPHATO{WAPLO MMOpPEL va €XeL cUotaon 22A +X 1
22A+Y. H SiadopeTiki cUOTACH TWV YOUETWV, WG TTPOG Ta GUAETIKA XpwHoowpata, Stadopo-
TOLEL TNV TTOOOTNTA TOU TTUPNVLKOU YEVETIKOU UALKOU O€ autoug, ylati To X XpwHOowHa glval
peyaAvtepo tov Y.

50. Zta oxnuata nou akoAouBolv anewkovilovtal éva {e0YoG OLOAGYWV QUTOCW LKWV XPWLO-
ocwHATWY. O yovoTumoG Tou atopou sivat AaBB. Aivetal OtL ol SLAPOPETIKEG YEVETIKEG OEOELG
Twv yovidiwv (A,a ko B,B) Bpilokovral navw oto idLto xpwpoowua.
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o. Na e§nynoete (xwpic va AngOsi unoPyn mbavog emylacpdg) noto (EVyog OHOAOYywWV XpWLO-
CWHATWY OVOIAPLOTA CWOTA TOV TPOTO KE TOV OToio Ta yovidia Bpiokovtal mavw ota Xpwpo-
cwparta (Lovadeg 4).
B. Na avadépete moio ival 1o AabBog ota aAAa {evyn oLOAOYWV XPWHOCWHATWVY (LOVASEC 6).
y- Na attioAoynoete moloug StadopeTIKOUC YOHETEG MIMOPEL VA SWOEL AUTO TO ATOUo (LoVvAseg

3).
Movaéeg 13

a. Qg yovotunog avadEpetal To cUVOAO Twv AAANAGHOpd WV YOVISiwV EVOG 0PYAVIOHOU KO WG
aAAnAdopopda opilovrat ta yovidia mou eAéyxouv TG Stadopetikég popdEG TOU iSlou XapaKTh-
pa Ko Bpiokovtal otnv idta O€on (YEVETIKO TOTO) ot OpOAoya Xpwpoowpata. Ta oxuorta a-
vadEpovtal o€ Eva ATOpo €TEPOIUYO YL SUO XAPAKTAPEG: YOVOTUTIOG Al yLa TOV A XOPOAKTHPO
kot BB yua to B xapaktipa. Ta yovidia A kat a givol petafy toug aAAnAopopda kot Oa Bpicko-
vtaL otnv i8la yevetiki O€on Twv OHOAGYWV XPWLOCWHATWY Kat To idto Oa LoXUEL Kat yLa Ta yo-
vidia B ko B, ta onoia Opwg Oa evronifovral o Stadopetikn O€on and ta A,a. Napatnpeital
OTL Ta XpWHOoWHATA €ival SumAaclaopéva Kot amoteAouvtal and 600, to Kabéva, adeAdEg
XPpwHATIOEG. OL adeAdeg xpwpatideg £xouv MPo€ABeL and tnv avtiypadn tou DNA kot ival 6-
poleG petall toug (6 Aappavetal ultoyn o EMXLACHOC). ZUpPwWVA LLE TA MAPATIAVW TO OCWOTO
{e0yOG XPWHOCWHATWYV anewKoviletal oto B.

B. Zto oxAMa A, otig adeAdEg xpwpartideg evronilovton Stadopetikd yovidia A/a ko B/B.

2to oxnpa I, oto idlo xpwpocwpa evronifovral ta aAAnAopopda tou evog xapoaktipa (A/a),
EVW OTO OMOAOYO, OTLG OLEG yeveTIKEG BEaelg evronilovtal ta aAAnAopopda touv StadopeTikol
xapaxtipa (B/B). Emiong oL adeAdpég xpwparideg pépouv Stadopetika yovidia.

Zto oxnua A, mapatnpeiton 1o idto AaBog pe to I, pe tn Stadopd Ot oL adeAPEC XpWHATIOEG
dEpouv ta idLa yovidia.

X b e X
v- Katd t peiwon |, Staxwpilovral ta opodoya xpwpoowpota £ P kot P ]
Kata tn peiwon I, draxwpilovral ot adeAdéG XpWHATIOEG KOl TPOKUTMITOUV OL YOULETEG WE YOVL-
Siakn cuotaon: AR kot aB.

52. Ta yovidia B kot y Twv avtiotoyywv aAvoidwv twv atpoodatpvwv tou avBpwmnovu gival au-
TOCWULKA Kol BploKovtol og KOVTLVEG YEVETIKEG B€0ELG OTO 1610 {eUYOG OLOAOYWV XPWHLOCW LA~
twv. Evag avépag kat pia yuvaika, etepoluyol Kot yia ta Suo yovidia, €Xouv LOTOPLKO TTOAAa-
mMAwvV anoBoAwv. ANeuBUVOVTOL O YEVETLOTH, MPOKELUEVOU va StepeuvnBel n attiodoyia tou
LOLTPLKOU LOTOPLKOU TOUG.

o. Na ovopaoete tig alpoodaipiveg mov evronilovral ota epubpd atpocdaipia VoG eVAALKOU
OTOMOU Kat va tepLlyp A TE TN ouoToon TouG (Lovadeg 7).




B. Na avadEépete 6Aoug Toug MIBAVOUG YOVOTUTIOUG TTOU UTTOPEL VoL €XEL, VLA TIG SUO YEVETIKEG
0éosLg, To Leuyapt (Lovadeg 4) Kal va e§nyrOETE O MOLOUG Ao autoug Ba KataAngeL o yeveTL-
OTNG POKELMEVOU va §nynoet Tig MoAAanAég anofBolAég tou {evyaplol (Hovadeg 2).

Movaddeg 13

o. Ta epuBpa apoodaipia Tou avBpwou MEPLEXOUV KUPLWG Hia MPWTEivN, TNV apoodatpivn.
KaOe poplo apoodatpivng £xel opatplkd oxXna 0To XWPO KoL arnoteAeital and t€ooepLg MoAuv-
TENTLOLKEG AAUGLOEC ava SU0 OpOLEG, KOOEMLA Ao TG OToleG CUVSEETAL ME pia opada aipng. Ou
apoodalpiveg Tovu evnAikouv atopov StadpEpouv amnod TG aviiotoleg tov euBpuou. H kipLa at-
poodatpivn katd tnv euPpuikn nAkia eivat n awpoodparpivn F (HbF) pe ovotaon a, y, SnAadn
amnoteAeital ano Vo MoAunentdikéG aAuoideg a Kat ano duo y. Katd tnv eviAikn {wn, n kOpLa
atpoodaipivn givar n HbA pe cvotaon a,B; , EVW AVLXVEUOVTOL KOl LKPEG TTOOOTNTEG ULaG GA-
Ang awpoodatpivng, tng HbA,, e cvotaon a,d, . Ta eviAka dtopa eniong cuvOETouv MOAU Mi-
Kpn mocotnta (Atydtepo amno 1 %) tng HbF.
B. B: ducloloyLko yovidio yia tnv B-aAuvoida,

B: maBoAoyLko yovidio B-0alacoatpiog.

I': ductoloyiko yovidio yia tnv y-aAuvoida,

y: ma@oAoyKo yovidio.

MBavoi yovotunol yovéwv: BI/By r) By/Br.
Eddoov kat oL SUo yoveig eivan dpopeic tou maboloyikol yovidiou y, umapxet mbavotnta to
KUNMA va €XEL YOVOTUTIO Yy Kall va pnv ivat Blwotpo, Kabwg v unopei va cuvBEoeL TRV KUpLAL
euBpukn awpoodarpivn HbF, yeyovog mou e€nyel to LoTOPLKO TwV MOAAANMAWV ArmoBoAwv Tou
{euyaplo.

57. H vooog tou Huntington rtav n mpwtn vocog nou xaptoypadnOnke. MpokeLtal ya pa Xpo-
via veupoekduAiotik acBéveia tou eykepdalou, n onoia odnyei oto BAvato os poxwpnUévn
nAwkia. H vooog turikd ekvaet petal twv nAwkiwv 30 kot 50 eTwv, aAAQ UopEeL va apXioet Kot
o€ veotepn nAikia. To Lo ocuxvo cUUNMTWHA TG VOGOU ival KIVAOELG IOV 0 acBevrg dev pmopei
va eAéyEel. AuTEG amokaAouvtal cUVOALKA Xopeia. H xopeia mpoKaAel KIVAOELS TTOU HOLA{ouV UE
X0p0. H vooog tou Huntington mpokaAeital ano enéKtoon THARATOG Tou yovidiou Huntihgton
(HTT), To omnoio Bpioketal oto HIKPO Bpaxiova Tou XpwpHoowpatoq 4 (4p16.3). ZuyKeKpLUEVQ, N
aAAnAouyia CAG smavalappavetol MoAAEG popEG. AUTH N EMEKTAON TIPOKAAEL AUENUEVN amw-
Asla veupLKWV KuTtapwv. H vooog tou Huntington givai kAnpovopkr. Novei¢ mou naoyxouv amno
TN VOO MIMOPOoUV VAL YEVVIIGOUV UYLA tadid, ayopla Kat Kopitola o€ ion avaloyia.
o. Na e§nynoste pe Baon tig mapanavw nAnpodopieg Tov TPOMo KANPOVOULKOTNTOS TG VOGOU
(novaéeg 3) kaw va opioete TV £vvola TG xaptoypadnong (Lovadeg 3).
B. H Mapia gival anoAuta UyLRG KoL 6TNV OLKOYEVELA TNG SEV UTTAPXEL KAVEVA ATOMO TIOU vVal O-
neBiwoe anod tn voco Huntington. MavtpeltnKe to MNWpPYo, TOU OMOIOVU O MATEPOG KOL O TIOLTT-
noug anefiwoav anod tn voco Huntington og péon nAwia, eEvw n pntépa Tou BploKetal otnv Tpi-
™ nAKia, Kat eivat anoAvta uytic. O Nwpyog MPayHATONoince poplakn avaluon Kat BpEOnke
OeTIkO¢ otnv TpLvouKAeoTISIKA enavaAnyn CAG. Na umoAoyicete tTnv mBavotnTa 0 ANMOyovog
tou Nwpyou Kat tng Mapiag va givat vytng (Lovadeg 6).

Movadeg 12

o.. To yeyovag OTL yevvioUVTOL LE TN VOOO ayopla Kot Kopitola o€ ion avaAoyia onpaivel otL dgv
efaptartal o TpOnog KAnpovopunong tng vocou amno to ¢UAo. Emopévwg, KAnPOVOUELTOL LE QUTO-
CWHMLKO TUTO KAnpovouLKoTntag Kot oxt puAocuvdeto. EmunAéov, epooov yoveig mov doxouv
YEVVOUV Uy adid, onpaivel 6t n vooog Huntington kAnpovopeital pe emkpatr TOno kKAnpo-




voukotntag. Xaptoypadnon givol o eVIOMOROG TG O€ong Twv yovidiwv Kat GAAwv pubuott-
KWV 1 1N 0AANAOUXLWV OTA XPWLOCW LATAL.

B. Eotw A to maBoloyilkd aAAnAopopdo kat a to puotoAoytko. To yeyovag ot n Mapia sivat
amnoAuta UYLRG onpaivel OtL €XeL yovotumo aa. Epocov o manmolg Kat o matépag tov Nwpyou
aneBiwoav anod t vooo, onpaivel otL £épepav éva naboloyiké aAAnAopopdo A touAaxiotov. H
Oetikn) poprakn e&€taon tov Nwpyou £6eLée otL Ppépel To maboAoykd aAAnAopopdo A. Eniong,
n untépa tov Nwpyou eivat andAvta vyng, SnAadn £XeL yovotumo aa.

Emopévwg, o Nwpyog £xeL yovotumo Aa. Emopévwg, n Stactavpwon tou Nwpyou kat tng Mapi-
ag ivat:

P (yovoturol): J Aaxaa @
Fopéneg : QA,a/a?
F1: 1Aa:1aa

Apa, n mOavotnta va ivat vytig o andyovog tou MNnwpyou kot thg Mapiag sivan 1/2.

64. Inuepa yVwPL{OUE OTL OTN SPEMAVOKUTIAPLKI) OVOLUIO, UTTAPXEL YOVLSLAKK OVTIKOTAOTOON
Baong oto 70 KwdKOVIO Tou PpuctoAoyikou yovidiou tng B alvoidag tng alpoodarpivng HbA
TWV evnAikwv, n onoia o8nyei o aAlayr apwvogEog otnv 6n B£on TG MAPAYOUEVNG TIEMTLOIKAG
B alvoidag. Mapakdtw Sivetal TUAKA O TO MPWTO ££WVLO TOU YOVLSloU TTOU KWSLKOTOLEL TN
B-aAvoida tng apocdaipivng HbA 0o dradopetikwv aAAnAopopdpwv, tou Bl kot B2 (to éva
givat puoLoAoyiko Kat To AAAO pHeTaAAayEVO KOt UTTEUOUVO yLa SPEMAVOKUTTOPLKA aVOLpLic).

AMNAGHOpdO yovislo Bl ARAARARATGGTGCACCTTACGCCAGAGGAG
TTTTTTTACCACGTGGAATGCGGTCTCCTC
AADADDD GCACC CGCCAGTGEGAG
ANAAGHOpdO yovisio g2 AARRAAA TGGTGCACCTTACGCCAGTGGAG
TTTTTTTACCACGTGGAATGCGGTCACCTC

a. MNowo amnd ta 0o aAAnAopopda yovidia moTEVETE OTL £ival To PUCLOAOYLKO Kal TIOLO TO ME-
taAAayuévo (povadeg 2); Na SikatoAoynoete Ty andvinon oog (Lovadeg 4).
B. Eva atopo maocyel anod cuvdpopo Klinefelter kau tavtoxpova epdavilel penavokutrapikn
avatpia Kot pepkn axpwuoatoPia oto MPAcLVo Kot KOKKLVO Xpwpa. Na tpoodlopioste, attioho-
YWVTOG TNV QIAVINGK 0aG, TOV oplOHo TwV PUOLOAOYLKWV Kol TwV HETAAAayHéVWY aAAnAo-
HOpdwv yoviSiwv mou PEPEL TO ATOUO AUTO O KAOE CWHATLKO TOU KUTTOPO, KATA TV Npodaon
™G pitwong, wg npog tig Suo acBéveleg mov avadEépovral (Lovadeg 7).

Movabdeg 13

o. To aAAnAdpopdo yovidio B1 eival to puctoloyiko evw to aAAnAopopdo yovidio B2 eival to
pHeTaAAaypévo. 1o aAAnAopopdo Bl to 70 KWSLKOVLO, otV KWSLKN advoida sival GAG, evw oto
aAAnAopopdo B2 to 70 KwdKOVLO, otV KWSLKA advoida sival GTG.




AMnASpopdo voviio 1 AAAAAARTGGTGCACCTTACGCCAGAGGAG
TTTTTTTACCACGTGGAATGCGGTCTCCTC
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B. To AtolO MOV TACXEL OMO SPEMAVOKUTTAPLKA avatpia £xeL yovotumo bsbs, dmou bs to petal-
Aaypévo aAAnAdpopdo yla SPEMAVOKUTTOPLKN avatpio. ZUVENWG, 0 aApLOROG TwWV UETAAAQYHE-
vwv aAAnAopdpdwv yovidiwv b’ (B2) yia tnv Spenavokuttapikh avatpio gival 2 6To GWHOTIKA
KUTTOPA TOU oTNV apxn tng pecodaong, evw Sev €xeL kavéva ¢puolodoylkdo B aAAnAopopdo
(B1). Ta atopa pe cuvdpopo Klinefelter £€xouv pucloAoyilko apLlOd AUTOCWHULKWY XPWHOCWHA-
Twv (44) ko Tpia GUAETIKA XpwHoowpata, to XXY, avii tou ¢puctoloykol {evyoug XY. Apa, wg
TPOC HEPLKT aXpWHATOPiO 6TO TIPAGLVO Kot KOKKIVO Xpwpa £XeL yovoturto X°X°Y 6mou X to pe-
taAAaypévo aAAnAopopdo yia pepiki axpwpatodia, to onoio sivar pulocuvéeto. Apa otnv
apxn ¢ npodaong tng Hitwong, mou €xeL én npaypatononBei n avriypadn Tou YEVETIKOU
UAWKOU, T0 &topo Ba £xet 4 petalhaypéva aAAnAdpopda b® (B2) kat 4 aAAnAépopda X°, evid Sev
SLaBétel kavéva puctooytké aAAnAdpopdo 1A X°.

65. H tplowpia 13, yvwotn Kat wg cUvSpopo “Patau”, eival pia aplONTIKr XPWHOOWLLKY OVWw-
pHoAia Tou mpokKaAegital and tnv napoucia evog Tpitou avilypddou tou xpwuoowpatog 13. To
ETLIMAEOV YEVETLKO UALKO SLATAPACCEL TNV ORAAN AVATTUEN TOU ATOpou. Ta ATopa Le cUVSPOLO
“Patau” gpdavifouv coBapn dtavontikn kabBuotépnon Kat kKapdlakég avwuaAies. Eotw OtL 0T
Xpwuoowpa 13 unapxel pia yevetikn Oéon otnv onoia edpalovral ta aAAnAdpopda yovidia I /
Y TtOU €A€YXOUV £VOL CUYKEKPLUEVO YVWPLOHA.
o. Na meplypaete £vov PNXAVIOUO LLE TOV OTOi0 UMOPEL va MPOKUYPEL Eva ATOMO pe oUVSpoLO
“Patau” (povadeg 6).
B. Eva {euydapl anevBUVETOL O YEVETLOTH YLOL TTPOYEVVNTIKO EAEYXO KOl TOL EUPAHATOA MULOG EEE-
TAONG UTOSELKVUOUV OTL TO €UBPUO TACXEL Ao to poavadepopevo cuvdpopo. Na e§nynoste
E TLOLOUG TPOTIOUG SLEYVWOE O YEVETLOTAG TNV TABnon tou eupplou (Lovadeg 2) Kat va mept-
ypayete Toug niBavolc yovotumoug tou Ba £xeL To EuPpuo o€ oxéon He ta aAAnAopopda l/y
(novadeg 4).

Movadeg 12

o. Eva atopo pe Tplowpia 13 propet va mpokUWPEL e N SLAXWPLOUO £ITE TWV OHOAOYWV XpWw-
poowpatwv tov 13ou evyoug Kata tn HEiwon |, ELTE HE Un AMOXWPLOUO TwV adeAdwv XpwHa-
Tibwv gvog SumAaoclaopévou 130U XPWHOOWHATOC Katd th Heiwon Il. Autog 0 U SLaXwPLONOG
Mropel va £xeL cuuPel eite og ONAUKO £ite 0E APOEVIKO AWPO YEVVNTLIKO KUTTAPO TTOU TIPOLYHLOL-
tomnolei peiwon. Etol, av evwOEel 0 yOUETNG HE TRV OPLOUNTIKN XPWHOCWHLKA avwualio pe Evav
duoLoAoyiko yaptn Oa tpokU P el UywTo HE Tplowpio 13.

B. O YEVETLOTIG MPAYLLOTOTOLNCGE TIPOYEVVNTLKO EAEYXO LE KOLPUOTUTIO O EUPPUIKA KUTTAPA TTOU
ANdOnkav eite pe apvionapakevinon eite pe AQPn xopLakwv Aaxvwv.

Ou iBavoi yovotumoL Tou epBpuou wg rtpog ta aAAnAdpopda I/ y eivad ITT, Ty, Myy, yyy.

67. Ta teAeutaia xpovia, oAoéva Kal neplocotepa {evyapla katagelyouv oToV POYEVVNTIKO
€A\eyxo. Auto oupBaivel, kupiwg, e€attiag TnG MpoxwPNHEVNS NAKIOG Katd TV omnoia ta {euya-
pta anodacilouv va tekvomoltjoouv. AGyw tng npoAnydng, éxeL napatnendsi awcOntR peiwon




YEVVNOEWV BPpedwV ME APLOUNTIKEG KOl SOULKEG XPWHOOWHIKES AVWHOALEG. AvtiOeta, dtav dev
TLPOLYLOLTOTIOLELTAL TIPOYEVVNTLKOG €AEYXOG, YeEvvioUvTal Bpédn HLE coBapd YEVETIKA VOO AT,
onwg eivat kaw to cuvdpopo Turner.
o. Mia yuvaika pe pHepki axpwpatoyio 0To MPAGLVO KOL OTO KOKKLVO XPWHO, KITOPEL va amo-
KT OEL KOpN Mou Sev epdavilel Tn ouyKeKPLHEVN acBEvela, aAAd naoxeL and cuvépopo Turner.
Na e§nynoste nwg pnopei va cupPei auto (povadeg 6) (va pnv AndOet unoYiv n nepintwon pe-
TaAAagng).
B. H i6wa yuvaika, anoktd pe tov ouluyo ¢ novu €xel puctloloyikr) dpacn devutepo naidi, ayo-
pL, HE PUCLOAOYLKO aplOUd XpwHOooCWHATWY. Na uTtoAoyioete tnv MBavotnta avto to naldi va
TLAOXEL A0 LEPLKN axpwpatoPia 0To MPAGLVO Kol 6TO KOKKLVO XpWwHa (LOVASEG 6).

Movadeg 12

o. Ta dtopa mMou MACYXoUV amno to ouvdpopo Turner €Xouv GUOLOAOYLKO OPLOUG CLUTOCWHLKWV
XPWHOCWHATWVY (44) aAAA poOVo £va XPWHOOWHA X oo To {EUYOG TWV PUAETIKWV XPWIOCWHA-
twv (X0). H pepkn axpwpatoPia oto MPACLVO KoL TO KOKKLVO Xpwua givatl puAoouvdetn uno-
Aeutopevn acBévela. SupBoliloupe pe X" to puctohoyikd emkpatéc aAAnAopopdo yovidio kat
pe X° 1o urtoAeuntopevo aAAnAopopdo yovisio, umeUBUVO yLa TNV AoBEVELD TNE HEPLKAC axXpw-
patoPiag. H yuvaika, adou mdoxet and pepiki axpwparoia £xel yovétumo X°X° ev n képn
™¢ adou €xeL ouvSpopo Turner KoL S€v MAOYEL Ao HEPLKN axpwpatoPia Ba £xeL yovotumo
X"0. E€awtiog Tou yovotuTou the KOpng o matépag e Oa éxet yovotumo XY, HLOG Kot TO XPWHO-
owpa X" 10 KAnpovOunce amnd Tov matépa tng. O YyovoTUTog TG KOPNG TPOKUTITEL EMELSH OTN
HNTEPQA SEV EYLVE SLOXWPLOHOG ELTE TWV GUAETIKWV XPWHOCWHATWY X KATA TN Helwon | gite Twv
adeApwv XpwpaTidwWV gvog GUAETIKOU X XPpWHOOWHATOG Katd th Meiwon Il. H yoviponoinon
€VOG TETOLOU wapiov, Tou Sev MEPLEXEL GUAETIKO XPWHOOWUA, HE OTEPUATO{WAPLO TIOU TIEPLE-
Xet 1o X xpwpoowpa o8nyei og UYwWTo Pe XPWHOOWHLIKA ovotacn 44A, X°0.

B. Ané tn Staotavpwon yuvaikag pe yovotumo X°X° pe dvtpa X'Y mpokurttet to £€A¢ TETpAywvo
Tou Punnett.

g \ Q XG Xs
x* xX“x° x“x°
Y X’y X’y

H mBavotnta va anoktioouv dsUtepo maldi To onoio MACKEL Ano UEPLKN axpwHatoyia oto
T(PACLVO KOl OTO KOKKLVO XpwHa (ne Se8opévo OTL eival ayopt) cuudpwva pe To TETPAYWVO TOU
Punnett 100% 1 1.

79. O petaAdagelg eivar aAdayeg oto DNA, mou npokaAouvtal ano tnv enidpaon eL8KWV pe-
taAAafoyovwv mapayoviwy /Kot VvtieAwg tuxaia, o€ ontoloSAmote KUTTAPOo (YEVVNTIKO | ow-
HaTKG). Ou HeTaAAGEELS ota KUTTAPA TOU avOpwnou o€ £éva peyalo Babuo smbdlopOwvovton
oo TOUG EL8IKOUG EMILSLOPOWTIKOUG PNXAVIOHOUG TWV KUTTAPWY. Z€ OPLOUEVEG, OHUWG, TIEPLITTW-
OELG TIOPOLEVOUV OTA KUTTAPA Kol £Tol petapiBalovrol ota Ouyatpika KUTTapa oUTWV.

o. Na SLlepeuvROoETE TNV LKavOTNTA HeTABiBaong piag LETAAAAENG A0 YEVLA OE YEVLA KUTTAPWV
/KoL OPYOVIGUWV, OV AUTH CUUPEL 0 €val CWHATIKO KUTTOPO TOU avOpwrou (povadeg 3) ko
oV CUMBEL o€ £va AWPO YEVVNTLIKO KUTTAPO TO OMOL0 TIPOKELTAL VAL SWOEL YAMUETN (Lovadeg 3).

B. Ztnv napakatw aAAnAouyio DNA, mou amnoteAel To ApXLKO THAKUA, TG KN KWSIKAC aAuvoidag,
€VOG YOVISiou avBpwrivou KUTTApou, ou KwaLKomolel éva €vIupo, elodyovtal 3 VOuKAgoTiSiLa
oT0 onpeio novu unmtodelkvueTal pe To BEAog:

‘3—-TAC-AAA- K AAT-ATA-ACC-TCA-TCT-CCC....--5’
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Na SLEPEUVAOETE AV N CUYKEKPLUEVN HETAAAAEN O EMNPEACEL CNUAVTIKA TN AELTOUPYLKOTNTA
ToU eVIUHOU, e §E60MEVO OTL TO YoVidLo ekppaleTol oTa CUYKEKPLUEVO KUTTAPO TOU avOpwnou
(novadeg 6).

Movadeg 12

o. MetaAAAeLG pnopel va cupBouv 0€ OTIOLOSHTIOTE YEVVNTLKO | CWHATIKO KUTTAPO EVOG OpyaL-
VLIOHOU. MOVO oL HETAAAAEELG TWV YEVVNTIKWY KUTTAPWVY, EV TOUTOLG, UIOpEi va petaBiLfactolv
OO TN MLA YEVLA OPYOAVLOGHOU OTNV EMOMEVN. Av, dnAadn, pia petdAAaén cuupei og yevvntiko
KUTTaPO N MPOASpPOo autou, Ba Swaoesl Evav yopETn OV, oV ival AELTOUPYLKOG KOl GULLHETAO)XEL
otn yovipornoinon, 0a odnynost o Uywto nou Ba pépet tn pet@AAagn kot Oa tnv petafipaocst
o€ OAa ta KUTTOPOA TOU VEOU OpyaviopoU. Emopévwg, otnv mepimtwon auth, n HetaAlaén Oa
MHeTaBLBAOTEL OTNV EMOMUEVN YEVLA OPYAVIOUWYV. AUTO OHWG 8€ ONHUALVEL OTL OL CWHOTIKEG HETAA-
Adgerg elvar ALlyOTEPO ONLOAVTLKEG YLOL TNV UYEL. ZTNV MPOYHATIKOTATA ArtoTteAoUV TV TAELOVO-
o Twv petaAdfewy, SeSopévou Ot évag EVAALKOC Opyaviopdc aroteleitat and 10™ nepi-
TIOU CWHATIKA KUTTapa. Ot petaAAagels autég petapipalovral, ota Ouyatplkd CWHOTIKA KUT-
TOPA TTOU MPOKUTTOUV UE pitwon. [Av, pdAlota cupupouv KL AAAeG HeETAAAAEELG OE yovidia Tou
ekdppalovral ota Buyatplkd KUTTOPA, TIPOYLOTOTOLEITOL «CUCCWPEUON» OPKETWVY YEVETIKWV
aAAQywV C€ €VOV LOTO TOU OUYKEKPLUEVOU OPYQVIOLOU, OL OTIOLEG Ba TaPAHEVOUV OTOV OpYaVL-
OMO yla 000 SLACTNA TOL CUYKEKPLUEVAL KUTTAPO TTOPAHEVOUV {WVTAVA, KOl UITopEL va odnyn-
ooUuV o€ TAOOAOYLKEG KATOLOTACELG, OTWG KAPKIvVO].

B. H npooBnkn 3 ouveXOpevwVY VOUKAeoTISiwv péoa otnv aAAnAouyia Tou yovidiou, mou KwoL-
KOTIOLEL TO €VI{UMO, OTO ONMELO OV UTTOSELKVUETAL PE TO BEAOG, SNULOUPYEL pia VEQ TPLUTAETA
(kwdkovLo) péoa otnv aAAnAouyia tou mRNA, ou petaypdadetal and tn un Kwdkn aAvcida
TOU yovidiou autou. Av auTtO TO KWSOLKOVLO OVTLOTOLXEL O €va KWSLIKOVLIO Aéng, TOTE aVapEve-
TOL TPOWPOG TEPHUATLONOG (OUYKEKPLHEVA Alyo LETA TRV £vapén) TnG oUVOEoNG TG MOAUTENTLO L-
KNG aAucidag tou evIUOU KoL EMOUEVWG KATAOTPOdr) TG AELTOUPYLKOTNTAC TOU. ITNV MEPIMTW-
on OMWG IOV N VEa TPUTAETA KwSLKoToLel £va apvoll, mpeénel va StepeuvnOel av auto Ba €xel
enidpaon otn otepeodlatagn tng npwrieivng. EAv 1o veosioaxBv apwvofy Bpioketal kovtda otnv
TLEPLOXN TOU EVEPYOU KEVTPOU TOU £VIUMOU, TOTE ivan TOavo va to aAAdseL i/ kot va Xabei n
EvEPYOTNTA TOU EVIUMOU. 2 KAOE AAAN EPLITTWON N ELCAYWYN EVOG MPOOOETOU aVOEEDG HEoQ
otnv MoAumnentdik aAuoida tou eviUMOU SEV QVAMEVETAL VO EMNPEACEL ONUAVTIKA TN A£L-
TOUPYLKOTNTA TOU. Z€ OAEC TLG TIOPATIAVW TIEPUTTWOELG N METAAANAEN, EiTE EMNPEACEL ELTE OXL TO
TPOIOV TOU YyoVvLSiou, UIMOPEL VA NV EMNPEACEL TN AELTOUPYI TOU KUTTAPOU CUVOALKQ, Qv TO
aAAnAopopdo yovidio mou KwdLkomolel yia To idto Eviupo sival pucLoAoyLKO.

80. Avo mnidofol yoveig eival eTepoluywTeG 0TN KUOTIKN (vwon Kat otnv EAAeuwpn ADA, aoBével-
£¢ ov epdavilouv AUTOCWILKO UTIOAELTOEVO TUTIO KAnpovopkotntag. H kuotikn ivwon odei-
Acton o€ peTAAAAEELG EVOG YOVLISioU, TO OIOLO KWSLKOTOLEL plLa TPWTEiVN, IOV gival anapaitntn
yla TN owoth AstTtoupyia TwWV EMONALAKWY KUTTAPWVY TWV TIVEUUOVWVY. ATO TV GAANn MEPLA, N
ADA sivaw éva £viupo Mou MAipVeEL HEPOG OTOV UETOBOALOUO TWV MOUPLVWV OTa KUTTAPO TOU
HUEAOU Twv ootwv Kat n EAAewn tn¢ odeiletal cuvnOwe o petaAagn tou yovidiou mou na-
PAYEL TO £VIUHO QUTO, 08NYWVTOG OE OVETIAPKELX TOU OVOGOTIOLNTLKOU cuotipatog. To {euyapt,
yvwpilovtag to BeBapnHéVo LOTOPLKO TNG OLKOYEVELOG VLA TIG SUO0 YEVETIKEG VOOOUG KatadeUyeL
O€ YEVETIKO CUMPBOUAO KoL 0Tn CUVEXELA OE SLadikaoio e§wWowWHATIKAG yovipomnoinong. TeAKQ,
MHETA amod moAAoU¢ KUKAOUG MOAAAANG wopeNnEiag KaL E TEXVNTH YOVLLOTIOLNON YOVLHOTOLoU-
vtol 32 wapLa TNG YUVaikog HE TO OTIEPHO TOU AVTpa TNG.

o. Na unoAoyioete nooca wapLa avapéveral va pEpouv Hovo to naboAoyLtko yovidlo tng Kuott-
KAG ivwong Kat mooca povo to naboloyilké aAAnAopopdo yia tn cuvOeon tng ADA (povadeg 6)
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B. Av tTeAka anod ta 32 uywtd eNAEYoUV EKELVOL TTOU 06NYOUV LOVO OE UYL QIMOYOVO, TIPOKEL-
Hévou va epduteuBolv ta U0 otn untépa, va e§nynoete moca ano ta dtadéoua uywtd nAn-
pPoUV TIG npoiinmoBéoselg (Lovadeg 7).

Movaddeg 13

a. N'vwpilovtag OtL 1000 N KUOTIKN ivwon 6co Kat n éAAewdn tou eviupou ADA odeilovtal os
OUTOOWHMLKO UTIOAELIIOMEVO Yovidlo, cupBoAiloupe pe K TO UTtOAEMOpEVO aAAnAopopdo, mou
gvBuvetal yia tTnv KUoTtikn ivwon kot pe K to puctodoyiké tou aAAnAdpopdo, evw a Kot A cup-
BoAiloupe avtiotowya to aboAoylkd Kat GuoLloAoyLKO yovidilo mou eumAEKeTAL OTNV £€Kdpaon
tou eviUpou ADA. Ou etepoluywTteg Yoveig €xouv yovotuno KkAa. Emopévwe kaBévag toug Sivel
pe mBavotnta 1/4=25% ta €£n¢ 4 €i6n yopetwv: KA, Ka, KA, ka. Apa ta 1/4=25% twv wapiwv,
TIOU QUITOMLOVWVOVTOLL QO TNV HNTEPA £XOUV HOVo To taboAoyilkd aAAnAdpopdo yia tnv ékdpa-
on tng ADA kau adAAa tooa, dnAadn 1/4=25%, povo to naboAoyikd aAAnAopopdo yia tnv ekdi-
Awon NG KUOTLKAG ivwong. Apa and ta 32 wapta tov cUAAEXONKaV amo tnv HEAAouca UNTEpa
ta 8 avapévetal va GpEpouv LAvo To mMaboAoylko yovidio yla tTnv KUGTLKN ivwon Kot 8 povo to
na®oAoyiko yovidio yia tnv ékppaocn tng ADA.

B. AN tn SacTtalpwon TWV MAPANAVW ATOMWV HE yovotumo KKAa Kat tTnv tuxaia emAoyn Twv
napandavw yapetwy (KA, Ka, KA, Ka) TpoKUTTouv oL €€ OLVOLLLEVOLEVOL YOVOTUTIOL oTa {UYWTAL.

| KA Ka KA Ko
KA KKAA KKAa KkAA KkAa
Ko KKAa KKaa KkAa Kkaa
KA KkAA KkAoa KKAA KKAQ
Kol KkAa Kkaa KKAQ KKoo

Amo 1o napandvw apakio mpokUntel otL 9/16(=56,25%) OewpnTikd avapevoueva UywTa- Eu-
Bpua bev Ba gepdavilouv kapia anod tig Suo acdéveleg, dpa BewpnTikd ano ta 32 Uywtd, Tou
TLPOKUTITOUV LLE TNV TEXVNTH YOVLHOTIoinon, Hmopouv va emAeyouv yia epdutevon ta 18.

84. H dnpoupyia SOUIKWV XPWHOCWHIKWY AVWHOALWY, oTovV AvBpwno, sival anotéAeopa dia-
$OopwV UNXOAVIOUWV KATA TN SLAPKELO TOU KUTTOPLKOU KUKAOU. EVag and Toug pnxoviopoug au-
TOUG £lvall KOl 0 AVLOOG ETILYXLAOUOG TWV OHOAOYWV XPWHOCWHATWY, KOTA TOV OToL0 T OpOAoya
XPWHIOOWHATO, OE CTIAVLEG TIEPLITTWOEL, CUVATTTOVTOL OVTLOTOLYi{OVTaC TG OMOAOYEG TIEPLOXES
Toug Xwpic akpifeta. TomoBetovvTaL, SnAadn), To Eva anévavtl oto AAAO LE TPOTO AVLOO, OTIWG
daivetal otnv lkdva, otnv onoia peE Ta ypaupata A, a, B, B KAIt unmodekvu-
OVTOL TUAHOTO TWV XPWHOCWHATWV.
a. Na avadépete o€ Moo otadlo NG HElwoNG MpaypatonoLeital n cuvayn
TWV OHOAOYWV XPWHOCWHATWY (LOVASES 2) Kal va §NYNOETE MoLo ival To
OIMOTEAEOA, YEVIKA, TOU EMLXLACGHOU OTN XPWHOOWHLK OUOTACN TWV YOLLE-
TWV TIou tapayovtol (Lovasdeg 4).
B. Na amelkovioete tn XpWHOOWULKA olotaon Tou Ba £Xouv oL YOUETEG TTOU
Oa oXNUATLOTOUV HETA TOV AVIOO EMLXLAOUOG, OmMwG daivetal otnv €KOva,
g€nywvtag nmapdAAnAa molo £i60¢ XPWHOOWUIKAG avwualAiog, Tuxov, ¢é-
pouv (povadeg 4). Na avadépete éva napadsiypa ocuvdpopou nov odeile-
To o€ i6lov £idoug XpwHOoOW KA avwpalio otov avOpwmo (povadeg 3).
Movabdeg 13

Béan enppaopol
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o. H obvayn npaypatonolsital katd tnv npddacn tng 1ng LELWTIKAG dtaipeong. Me tov emuyt-
aoud avacuvdualovtal yovidia mov Bpiokovtat oto idlo 1o {elyog OLOAOYWV XPWHOCWHATWY
oupBailovrag, pall pe Tov ave§aptnTo CUVSUAGHO XPWHOCWATWY, OTH YEVETIKN TTOLKIAGTNTA.

E
H
n

i n
B. MeTd TOV AVIOO EMLYLOOMUO, QO TOUG YAMETEG OU Ba Snuioupynbouv ot 8Uo Ba €xouv ta
duolodoyka xpwpoowpata | kot IV. Evag Oa nepléxel to xpwpoocwpa Il oto onoio epdavileton
SumAaoLao oG Tou THRHATOC “n” Kat o dAAog Ba dpépel To Xpwpoowpa I pe EAAeLn Tou TUAMA-

106 “n”.

‘Eva mapadelypa ouvdpopou mou odeiletar oe dopkn EAAewn otov avBpwrmo, €ival to olv-

6popo dwvn ¢ yartag (Cri-du-chat).

féor cuyuaopol

98. H xpovia pueloyevig Asuyaipia (XMA) anoteAel mepintwon Kapkivou Tou HUEAOU TwV O-
otwv. Mnopeti va epdaviotel oe onoladnnote nAikia, e péon nAkia dtayvwong ta 60 £tn. Itnv
Eupwnn Staylyvwokovtat 1-2 véeg neputtwoelg ava 100.000 dtopa, To Xpovo. Exouv evtomniotei
neputtwoelg XMA otig onoieg oL acBeveic pépouv pia apoBaia PETATONION TUNHATWY OVAME-
00l OTO XPWHOCWHA 9 KAl TO XpWHOoWHA 22, n onoia mpoKalAei cuvtnén dvo yovidiwv twv BCR
kot ABL (mpwtooykoyovidio). To maBoAoyko XpwHOCWHA TTOU TTPOKUTTEL Ao TNV oUVTNEN TWV
600 XPWHOCWHATWY OVORAoTNKE Xpwpocwpa Dladéddeia, anod tnv mOAn 6mov £yve n ava-
KAAUYPR TOU, KoL TO XLHALPLKO yovisio BCR-ABL, mou mpoKUmteL anod tn ocuvtnén twv dUo Xpw-
poowudtwy, anodeixOnke to 1990 ot euBuveTal yia tnv ekSRAwon XMA.
a. Na neplypadete mwe UMOpPEL N MOPATIAVW METATOTILON VAL 08NYEL 0TV AvANTU§n TOU CUYKE-
KPLUEVOU TUTIOU KOaPKiVOU, CUMMEPLAQUBAVOVTAG TG YVWOELG O0G OO Ta yovidia mou oxetilo-
VTOLL LE TNV KaPKLVOYEVEDT (LOVASEG 6).
B. Na e§nynoete nate (katd tn Sapkela tou KUTTaPLkoU KUKAOU) Kat g§attiag mowwv emBopu-
VTLKWV TIOPayOVIWY HIopEL va tpokUYPEL pia apoifaio petatonion oav thv npoavadepOUEVn
(novadeg 4) ko va avadépete ) dtayvwotikn néEBodo e tnv onola pnopet va aviyveutei (po-
vadeg 3).

Movadeg 13

a. Yrtapyouv 800 tUmoL yovidiwv mou oxetilovtal pPe TNV KapKivoyEveon. Ta oykoyovidia ko Ta
OYKOKOTOLOTOATLKA YOVidLa. IXETIKEG EPEUVEG 08NYOUV OTO CUUMEPACHA OTL O KAPKIVOG OE YEVE-
TIKO EMinedo eival To AMOTEAEGHAL:

e MEeTATPOMNG MPWTO-OYKOYOVLELWV OE OyKoyovidia

e Amnouoiog AELTOUPYLKOTNTOCG OYKOKATOOTAATLKWY YOVISLWV Kol

e Adpavomnoinong Twv PnXaviopwv emdltopbwaong tou DNA.
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AgSopévou OTL To £va amo ta SUo yovidia Katl ouyKekpLlpéva to ABL, eival mpwtooykoyovidio, o
OUYKEKPLUEVOG KOPKIVOG Bal prmopouce va OXETI{ETAL HE TN LETATPOMH TOU OE OyKoyovidio. Zu-
VKEKPLHEVA, LEOW TNG apoLBaiag peTatoniong dnpiovpyeital To Xuatpké yovidio BCR-ABL, 10
omoio UMEPAELTOUPYEL, EMAYOVTAG TOV KUTTAPLKO MOAAanmAacLacud, Kat autr n aAlayr odnysi
mBavotata o ave§EAEYKTO MOAAAMANCLAGHO TWV KUTTAPWY TOU HUEAOU TWV OCTWV.

B. H apolBaia petatdnion anoteAei SOUKA XPWHOCWHLKN avwHaAio. Ot SOULKEC XPWHLOOW AL
KEG avwHaAieg cuppaivouv (omotedAMoTe) KATA TN SLAPKELA TOU KUTTAPLKOU KUKAOU Kal givau
anotéAeopa tng Spacng MeETaAAAOYOVWY Mapayoviwy, Onweg oL aktivoBoAieg kot diadopeg
XNULKEG OUOLeG. ALayvwoTikd, N XMA umopei va aviXveutel pe avaAuon KopuUOGTUTIoU, OToU £)EL
YLVEL XpWON TWV XPWHOCWHATWY HE TEXVIKEG TIOU SnLoupyolv {WVEG 0TO XPWHOOWHA, OTTWG N
Xpwon Giemsa.

99. Tn dekaetia tou 1820, amd tov yapo tou FaAAouv Martin Fugate pe tnv Apepkavida
Elizabeth Smith, npOg otov ko6opo o Zachariah, n eméeppida Tov onoiov, epdavile og OAn TG
TNV £KTOON ML Kuawvr anoxpwon (kuavwon). Qotdco, auto To LENOVWHEVO YEYOVOG Sev armo-
0dappuve Toug SU0O VEOUG YOVELG VOL EMEKTEIVOUV TNV OLKOYEVELA TOUG. ETOL, OTNV OLKOYEVELA OU-
vtopa npootednkav aAAa 6 HéAN, €K TwV onoiwv ta 3 napouociaocav To o npofAnua. Znuepa
YVWPL{OUNE WG N OLKOYEVELX ETOOXE QO it vOoo, T Agyopevn pebapoodaipvatpia. MNpo-
KELTOL yLa pat aoBévela, otnv onoia n Gpuolodoyikr atpoodalpivn Tou aiparog avrikadiotoron
arnd po maBoloyikiy popdr the, T pebapoodatpivn, n oroia avti yia Fe?*, éxel Seopeupévo
Fe*'. YrnehOuvn yU auto eivar n ENewdn evog evIUpHOU, TG OVAYWYARONE TOU KUTOXPWHATOC B5.
To apeoco anotéAeopa avtig tng EAAsLnG €lval N avenapKng mapoxr o§uyovou o€ GAOUG TOUG
LoTOUG TOU OWHOTOC, HE CUVETIELA TV KUAVWON. ZTL OLKOYEVELEG TIOU EXEL TLapATNPNOEL pHEXPL
ONMEPA N CUYKEKPLUEVN VOOOC, SEV mapatnpeital cuxvotepn eUdAvVIoN TG OTA LPCEVIKA ATO-
pa.
o. Na S1EpEUVNOETE TOV TUO KANPOVOULKOTNTOG TNG HEBapoodarpivapiag pe Baon oca ava-
dEépovral napandavw Kat KUplwe HEoO OO TO LOTOPLKO QUTHG TNG OlkoyEvelag (povadeg 4). Na
avadEpete pLa nAbnon Tov AlpATog oV MAPOUCLAEL TOV (610 TUTO KANPOVOULKOTNTAC LE TN
peboupoodarpvatpio (Lovadeg 2).
B. Na untoAoyicete tnv mBavotnta yévvnong evog umoBeTtikol 0ydoou matdlou amno TNV olKoyE-
vela Fulgate pe pebapoodpatpivarpia (povadeg 3), kabwg kat tTnv mbavotnta Eéva GpuoLloAoyLKO
rtodi tnG owkoyEvetag Fulgate va £xel i610 yovotumo pE ToV natépa Tov (Lovadeg 3).

Movabdeg 12

o. O Martin ko n Elizabeth ntav ¢puciloloyikot. Févvnoav 1o Zachariah, nov énaoye. Emopévwg,
n pebaipoodatpvatpia KAnpovopeitol pe untoAeumopevo tpono. Me Baon ta dsdopéva, Sev
napatnpeital Stadopomnoinon tng Ekppaong Letal twv Vo pUAwWvV otov avBpwro. Emopévwg,
N KAnPovopunon Yivetal ME QWUTOCWHLKO TUTO KAnpovopwkotntag. AdoU ¢ucloloyikoi yoveig
YEVVOUV Kot GpuoLoAoyLKA Kol acBevi ayopla Ko Kopitolo CUUMEPOLIVOURE GUVOALKA QUTOCW-
MULKO UTtOAEMOUEVO TUTO KAnpovopkotntag. Mia acBévela tou aipatog mou KAnpovopeital -
nioNG HUE QUTOOWULKO UTTOAELIOUEVO TUTTO KANPOVORLKOTNTOG Eival N SPEMAVOKUTTOPLKN avall-
pia (evaAdaktikd: n B Oalacoatpia - n a OaAacocapia)

B. Eotw A 10 pucLodoyiko aAAnAopopdo kat a to naboAoyko (A>a). Ta puctoAoykd dtopa Oa
€xouv yovotuno AA | Aa kot ta maBoAoyikd aa. Epdcov ol yoveig eivar puciodoykoi (A-) ko
YEVVOUV tal@oAoyiko taudi (aa), TOTe Ko oL SU0 £Xouv yovatumo Aa.

H diaoctalpwon eivat:

P (yovotumol): Aa x Aa

Frapéteg: Aa/A a
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(1°° Nopog Mévted)

F1: 1 AA: 2Aa: laa

H ruBavotnta yévvnong evog utoBetikol oydoou matdlov mou va taocyxel eivat 1/4 (kaBe kinon
elvat éva ave§aptnto yeyovog, mou 8€ oXeTLIETAL LE TO AMOTEAECHA TPONYOUEVWV KUNOEWV).
H mBavotnta éva puclodoyko (A_) mawdi twv Fulgate va £xeL yovotumo 610 pe avtdv tou na-
tépa tou (Aa) givar: 2/3.

102. Nepinov 1o 10% TWV MEPMTWOEWV KapKivou odeilovtal otn pet@AAagn evog yovidiou, n
omoia £xeL KAnpovounOei. Ano tig o cuxveG popdEg Kapkivou, mou mapouoctd{ouv KANPOVouL-
KN MpodLdBeon elval o OLKOYEVAG KOPKIVOG TOU HAoTOU Kal TwV wodnkwv. O KANPOVOULKOG au-
TOG KapKivog odelAetat Katd KUpLo Aoyo og PeTaAAaeL Twv yovidiwv BRCAL kat BRCA2. Ztnv
Ewkova 1 aneikoviletal éva tunpa DNA, tou yovidiou BRCAL. 3Ito tuipa autd daivovtal ta
MPWTA VOUKAEOTISLA TNG KWSIKNG aAvoidag, uépog Tou lov e§wviovu, akoAouBel (otig aykUAEQ)
10 10 E0WVL0, HEPOG TOU 20UV E§WVIOU, TO 20 E0WVLO (OTLG ALYKUAEG) K.O.K.

5'...CGGAACCATCATGGAATTCAC....[......]...AACGCTTAACTAGTG...[.....]

Turipa lou efwviou losowvio Tunuo 2ou ewviov 20 ECWVLO
Ewkova 1

o. Na ypaeTe TG TPLTAETEG TTOU AOTEAOUV TO TIPWTO KOlL TO SEUTEPO KWELKOVLO TOU 20U e§wvi-
OU MOV TtapatifeTaL MAPANAVW KAl VA ALTLOAOYNOETE TV andvtnon oog (Lovaseg 6).
B. Mo petaAlagén nmou nmpokAnOnke oto yovidio BRCAL, €ixe cav anotéAecpa tn dSnuoupyia
€vOG Kawvoupylou aAAnAopdpdou. Nvwpilovtag ot o avixveutig 3° AGTACATTAAG 5’ uBpiéo-
ToLeita e TNV KWSIKA aAuoida tou petaAlaypévou aAAnAopopdou, va e§nyNoETE To €i60G TG
MeTAAAAENG IOV GUVERN, KABWG KoL TNV EMIMTWON TG 0TO YovidLako mpoidv (povadeg 3). Kut-
Tapa mov gival opoluya, wg Pog auth tn HETAANAgn, HeTatpénovtal o KopKVIKA. Na e§nyn-
O€Tg, e BAaon auth TV napatrpnon, av 1o BRCA1 gival oykoyovisio fj oyKOKATAGTAATLKO Yovi-
610 (povadeg 4).

Movadeg 13

o. Epdooov Sivetal dsutepo ecwvio Oa akoAouBei kat Tpito e§wvio. Emopévwg, otn diepelivnon
TOU BAUATOG TWV TPUTAETWY Tou SeUTeEPOU e§wviov dev Ba mpémel va epdaviletal KwdKOVLIO
Anéng. Amo tn Siepelivnon tng aAAnAouyiog Tou TUAKATOG Tou Seltepou e§wviou mov Sivetay,
TLPOKUTTEL OTL N HOvn AUON TTOU LKAVOTIOLEL TNV Mapandavw cuvOnkn ival n:
5'...AA/CGC/TTA/ACT/AGT/G...3’

Apa ta {ntoupeva Kwdikwvia givat: 5’°CGC3’, 5'TTA3'.

B. To uépro avixveutng uppidonoteital pe tnv aAAnAovyia tou petaAlaypévouv aAAnAopopdou:

5’'TCATGTAATTC...3’
3’AGTACATTAAGS’

Zuykpivovtag To $uoloAoyikd aAAnAopopdo pe To peTaAlaypévo mapatnpoUe OTL autd Sia-

dEpouv katd £va voukAeotiblo. To mpwTto VOUKAEOTiSL0 Tou SeUteEpOoU Kwdikoviou oto duoto-
Aoyko aAAnAdpopdo £xeL we Baon G, evw oto petaAlaypévo urtapxet T. EMopévwg, €XEL Yivel
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MHETAAA €N avTikataotoong VoG VOUKAEOTLSiou (to {euyog T-A £XEL AVTIKATOOTAOEL TO {gVyoOC G-
C otnv KWSLKA Kot pun KwdkA avtiotolya). AlOTEAEoHA AUTAG TNG HETAAAAENG Elval TO KWSLKO-
vio GAA va petatpencetal os TAA, emupépovrag mpowpn ANén otn petadpacn tnG MPWIEIVNG
Tou yovidiou BRCA1, apéowe LeTA TRV Evapén tng mpwteivoolvOeong. EmMopévwg, To petaAlay-
Hévo aAAnAopopdo tou BRCAL dsv kataAnysL os mapaywyn npwteivng. To pucloloylkd aAAn-
ASpopdo BRCAL mpiv tn HeTAAAAEN EAEYXE TOV KUTTAPLKO KUKAO, SLOKOTTOVTAG TOV OTavV QUTO
anatteito. Etot, n petaAlafn tou, mou eival UNOAELMOEVN, 0dnyel o€ éva yovidlo mou to npo-
i0v Tou b¢v eival Aettoupyiko, SnAadr MAUEL va OTAHATA TOV KUTTAPLKO KUKAO. Apa, TO OUYKE-
KPLULEVO YOVidLo o€ opoluywTtia emAyeL TOV AVEEEAEYKTO KUTTAPLKO MOAAAMAQCLACHO Kal 0dnyel
O€ KaPKivo. ZUVETWG, TIPOKELTOL YLOL OYKOKOTALOTAATLKO yovidio.

109. H p53 amnoteAel pa puOULOTIKA TIPWTETVN TNG omoiag oL peTtaAAaypEveg popdEG EXEL ava-
KaAudOei ot oxetifovral pe tnv epdavion MOAAwWV TUMWV KAPKivou. ZT0 pUBULOTIKG TNG pOAO
OVAKEL KalL N Evepyomoinon tng petaypadng yovidiwv mouv oTopatolVv ToV KUTTApLKO KUKAO, O-
Tav auto eival anapaitnto. AnAadn, oe nmepintwon avenavopbwtwv BAafwv ota KUTTOpA,
TUPOKELUEVOU VAL TTOPEUTTOSLOTEL 0 TOAAAAQGLAGHOG TOUG, N p53 cUMBAAAEL 0T SLAKOMH TOU
KUTTAPLKOU KUKAOU, £vaG pOAOG MOV OQULTLOAOYEL TOV XOPAKTNPLOUO TNG MPWTEIVNG wG «dUAaka
Ayy€AO TOU KUTTAPOUY.
o.. N OVOUAOETE TNV KATNYOPLOl pUOULOTIKWV IIPWTEIVWV OTNV OMoia AVAKEL N MPWTEivn p53 Kat
va ePLypAPETE TO POAO AUTWV TWV MPWTEIVWV OTNV AELTOUPYLd TOU KUTTAPOU (Hovadeg 6).
B. Na neplypaP eTe Ta XOUPAKTNPLOTIKA TWV KAPKLVIKWV KUTTAPWYV (LOVASEG 2) Kal va EENYNOETE
O£ ToLa Katnyopia yovidiwv nmouv oxetifovral pe tn pUOULON TOU KAPKIVOU TILOTEVETE OTL AVAKEL
1O yovidLo tn¢ p53, pe Baon tnv avadepopevn dpdon tng (Lovadeg 4).

Movadeg 12

o. OL MPWTEIVEG MOV EVEPYyOTOLOUV TNV £KPpacn Twv yovidiwv elvat oL petaypadikoi napayo-
VTEG, OTOUG OTOLOUG VNKEL Kal N MpwTeivn p53. H RNA nmoAupepdcn, yia T owotr) Evapén tng
petaypadng, MPoodEvetal oe eLSIKEG eEPLOXEG ToU DNA, mou ovopadovtal UTTOKLVNTEG, E Th
BonBsla npwteivwv mou ovopalovtol petaypodikol mapayovreg. Ot UTTOKLVNTEG KOl OL HETA-
vpadkoi mapdayovieg anoteAolv ta puBULOTIKA otolxeia tng petaypadng tou DNA. Itoug gu-
KOPUWTLKOUG OPYAVLIOHOUG oL peTaypadLkol mapdyovieg napouvolalouv tepaotia nmoikidia. Ka-
Oe KUTTOPLKOG TUTOG MEPLEXEL SLADOPETIKA £i6Nn MeTaypadlkwV TtopayovTwy. AladOopETLKOG
OUVOUAOMOG peTaypadLKWV tapayoviwyv pubuilel tn petaypadn kabe yovidiou. Movo étav o
OWOTOG CUVSUAONOG TWV METAYPAPLKWY TTAPAYOVIWV TPoodeOel otov umokivnty €vog yovidi-
ouv, apxileL n RNA noAupepaon tn petaypadn evog yovidiov.
B. Ta kapkivika KUttapa moAAanAacialovrol ave§EAeykta oxnuatifovrag Haleg (KopKvikoug
Oykoug). Kamota KOopKIVIKA KUTTApA avVAINTUCoOUV TNV LKOVOTNTA METOVAOTEUGNG OTO aipa,
onwg otnv nepintwon dtadpopwv poppwv Asuyarpiag. IXeSOV OAEG OL TIEPLTTWOELG KAPKivou
MPOEPXOVTOL MO UETOUAAAEEL YOVISIWV CWHATIKWY KUTTAPWY. IXETIKEG EPEUVECG EXOUV SeifeL
OTL 0 KOLPKIVOG OE YEVETLKO EMIMESO £ival TO AMOTEAECHAL:

METATPOTG TPWTO-0YKOYOVLEiWV OE OyKoyovidia

Amnouoiog AELTOUPYLKOTNTOG OYKOKOATACTOATIKWY YOVISiwv Kot

Adpavormnoinong Twv pnxoviopwv entdtopbwong tov DNA.
Ta oyKOKOTAOTAATLIKA yovidia eival yovidia mou eAéyxouv tTnv KUTTapKi diaipeon, 6nwg to yo-
viéLo tng p53, KataotEAAOVTAG TNV, OMOTE €lval anapaitnto. H avactoAn thg §pdong Toug nou
elvat cuvnOwg anotéAeopa petaAAaéng, kupiwg EAAewdng yovidiov, adatpei and to KUTTIAPO TN
Suvatdtnta eAéyxou Tou MOAAAACLOGHOU Kal 08NYEL 08 KAPKLVOYEVEDT.




112. Ot SopkéG aAAayEG 0TO XPWHOOW A UItOPEL va adopouv HEPLKA yovidia i éva peyaAvte-
PO TUAMO TOU XPWHOCWHATOG. H Snuioupyia SOULKWV XPWHOCWHLIKWV AVWHAALWY ELVOL OITOTE-
Asopa SLadpopwv PNXAVICHUWVY KATA T SLAPKELA TOU KUTTAPLKOU KUKAOU.
o. Na avadépete ta 6N TWV SOUKWY XPWHOCW UKWV avWHaALwY ota ontoia aAAdleL n mooo-
™Tta TN YEVETIKNG MAnpodopiag (Lovadeg 2) kat autd ota onoia aAAalel n Siatagn tng YeVETL-
KnG nAnpodopiag (Lovadeg 3).
B. Ztn ouvéxela napatiBevral ot apvolikég aAAnAovyieg Vo nentidiwv, mou KwdKkomolouvTol
ano 8o aAAnAdpopda yovidia: tou pucLoAoyilkol yovidiou A (yLa TO TIENMTISL0 a) Kol TOU yovi-
6iou B (yLa to mentidio B) mou npoékuPe anod petaAAAageL Tou yovidiou A.
nentidio a:  HN-met-ala-val-leu-his-cys-asn-lys-pro-glu-met-thr-trp-COOH
nentido B:  H,N-met-ala-val-leu-his-cys-gly-phe-ile-glu-met-thr-trp-COOH
Na ypayete ¢ aAAnAouyieg Kat Twv Vo aAucidwv tTwv yovidiwv A Kat B, and tnv ékdpaon
Twv onoilwv npoékuav ta dUo nentidia a kot B (Lovasdeg 4), SnAwvovtag TNV KWK Kot ptn
KwdkN aAvcida (povadeg 2).
y- Na tpoodiopioste 10 €i60¢ TG HeETAAAAENG TTOU GUVERN Kot TTPOEKUYPE TO HETAAAAYEVO -
AnAopopdo B (povadeg 2).

Movaéeg 13

Mapatidetal TuAUA TOU YEVETIKOU KWOLKA:

ala | GCU | asn | AAU | cys | UGC | gly | GGG | glu | GAG

ile | AUU | his | CAU | leu | CUC | lys | AAA | met | AUG

pro | CCC | phe | UUU | thr | ACC | trp | UGG | val | GUG

ao. H moootnta tng yevetlkng mAnpodopiag allalel otav vunapxet EAAewdpn R SumAaclacpog
XPWHOOCWHIKOU Tupatog. H Siatagn tng yevetkng mAnpodopiag aAAdlel otav UnapxeL avo-
otpodn, HETATOMLON 1) apoLBaia peTATOMLON.

B. To yovidio A €xeL tnv €€ aAAnAouyia:

Kwéwkn: 5'ATGGCTGTGCTCCATTGC AATAAACCCGAGATGACCTGG 3’

Mn kwdwkn: 3'TACCGACACGAGGTAACGTTATTTGGGCTCTACTGGACC 5’

To yovidio B €xetL tnv €€ aAAnAouvyia:

Kwdwkn: 5'ATGGCTGTGCTCCATTGC GGGTTTATTGAGATGACCTGG 3’

Mn kwdwkn:  3'TACCGACACGAGGTAACGCCCAAATAACTCTACTGGACC5’

y. Zta 8Uo mentidia, o kat B mapatnpoUpe OtL XL yivel aAdayn o€ tpia evélapeca opvoéa,
Tou 70u, 8ou Kot 90u, evw N MenTdIKA aAAnAouxia EmMAVEPXETAL, KATOMLV, OTO PUGCLOAOYLKO.
AuTO UTtoSNAWVEL OTL TO HETAAAOQYUEVO YOViSLO IPOEKUYPE HE avaoTpod TWV TPLWV KWELKOVi-
WV, KOl GUYKEKPLUEVA EKEIVWV TTOU Bpiokovial CnHELWHEVA TOCO OTO Yovidlo A, 660 Kal OTo yo-
viéio B. H cUvéeon twv voukAeotidiwv yivetal pe 3°- 5° pwodobieoteplkd SO0 pe anmotéde-
OHOL TO 5 AKPO TOU CNUELWHEVOU TUNHATOG TNG N KWwSKAG aAucidag tou yovidiou A va evwOel
010 3’ AKPO TOU TMPWTOU THHHOTOG - TIPLV TOL CNMELWHEVO VOUKAEOTISLA - TNG KWEKAG aAucidag
TOU Yyovidiou B Kal va GXNHATLOTOUV T KWSLKOVLO TWV AULVOEEWY Tou Ttentidiov B.

124. Ta epuBbpd apoodaipla Tou avOPWITOU MEPLEXOUV HOPLA TPLWV KUPLWV TIPWTEIVWV, TWV
apoodapvwv A, A2 kat F. KaBe poplo atpoodatpivng £xel opoipltkd oXALa 0TO XWPO KoL oro-
TeAeitol AnO TEOOEPLG TTOAUTIENTLOKEG AAUGCLSEG ava U0 OMOLEG, KAOELLA OO TLG OTOLEG GUV-
S€eTal pe pia opada aipng. ITo mopoKATw Staypoppa ansikoviletal n puoloAoyiky HeTaBOAR
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TWV MOAUTTENTIO WKWV aAucidwv (a, B, y Kat 8) Twv atpoodatpivwv HbA, HbF kat HbA2 tou av-
Opwmou ano tnv euPPUIKA NAKIA KAl HETA TN YEVvNoR TOU.

IV

TogooTd
TroAUTETTISIKWY ahugidwy

Epifpuskn nhiklo I nhikitl PETA Tr) YEVVIIEN Kpﬁvﬂg
Fevwnon

o. Na avayvwpioete 1o £60¢ KAOe MOAUTENTIOKAG AAVOLSAC IOV AVTLOTOLXEL O KAOEULA amnd

T KapumuAeg I, 11, 11 kat IV atttoAoywvtag tTnv andavinor oog (Lovadeg 5).

B. Na ypayete ta €i6n twv MOAUNENTISIKWY AAUGISWV TWV atpocdalpvwy mou avixveluovrol

O€ £val ATOWO TIOU £lval GopPENG SPEMAVOKUTTOPLKNAG avatpiog (Lovadeg 5).

Y- Zg acBeveic mou macyouv amno éva £ido¢ atpoodalpvonddelag napatnpeitol avEnpévn ou-

YKEvtpwon tng moAumnentidikng aAvoidag y. Na ypayete to €i60¢ tnG atpoodatpvonadeiog

oo tnv onola nacyouv (povada 1) kot va SIKoOAOYyRoETE TNV anavinon oag (Lovadeg 2).
Movadeg 13

o. H aAdvoida a sivar n ko moAumentidik aAvoida yia OAeg Tig atpoodalpiveg OxL Hovo
Katd tnv gUPpuikn nAkia aAAd kou ota eviAika atopa, omote eival n IV. H kOpua oupo-
opaupivn katd tnv guPpuikn nAwia eivor n awpooporpivn F (HbF) pe ovotaon ozy: Snha-
6N amoteAeital and Vo0 MOAUNENTOIKEG aAucideg a kat dUo aluoideg y. Metd thv yévvn-
on n HbF pswwvetat onpavtikd (oe mooooto Alyotepo ano 1 %) onote n NoAUNENTISIKN aAucida
y tn¢ HbF avtutpocwnievetan and tnv KoumUAn Il. Zta eviAika dropa, ektog and tny HbA, avi-
XVEUOVTOL KOl MLKPEG TTOOOTNTEG Mg AAANG awpoodatpivng, tng HbA;, pe ocvotaon o262 n o-
noia mapdyetal npog to TéAog tnG EUPPUIKNAG NAkiag aAAd dwatnpeital o XaunAd mocootd
ota eviAka Gropa ondte n & alvoida avunpoownevetan and tnv I. TéAog, n KaproAn i
avtiotoyel otnv aAuvcida B tng HbA,.

B. Ze éva Atopo mou sival PpopEag SPEMAVOKUTTOPLKNAG AVALUIOG Ta €8N TWV TTOAUNENTIS LKWV
aAucidwv Twv apocdatpivwv nov Ba avapévape va avixvevovtal givat ot: a, B, B, y ko 8. .
Ita opoluya dropa mou rtdoyouv and B Oalacoatpia napatnpsitol o TOANEG MEPLMTWOELG OU-
&€non tg HbF (a2y2), n onoia unokaOLotd pepkwg tn Aettoupyia tng HbA.

139. H vooog AAtoxaipep amoteAel tn ocuxvotepn popdn dvolag, UG KATAoOTAoNG IOV Xopol-
Ktnpiletal and e§acOévnon Twv vonTiKwv AsToupywwv, HE eKSRAwon cuxva, ocupmnepitdopt-
Kwv aAla Kat Puxtkwv dratapoywv. Epeuveg €xouv SeifelL OTL nepLocotepo anod to 50% Twv a-
TOHWV ME cUVSpopo Down ekdnAwvouv tn voco AAToXAlpep otnv nAkia twv 40 Twv, OMOU
Kot ERPavilouv TG XAPAKTNPLOTIKEG AAAOLWOELG TNG VOOOU oTov eyKEDAAO TOUG, OMwWG Eival oL
YEPOVTLKEG TIAGKEG TTOU amoteAoUvTOL KUPLwe amod £va nmentidio (to apuAoeldég B nentidio). H
npwTteivn mou guBlvetal ywa tTnv evanobeon tou nentidiov eival n npddpopn Mpwreivy Tou
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apuAoeLdoug (APP) kat to yovidio tng éxel xaptoypadnOei oto 21° xpwpdowpa. H yevetiki tng
VOOOU, WOTO0O0, anoteAel akOpa Medio evtatikng Eépeuvag, AOyw emunmpocdetwv «umoPrdiwv
yovidiwv», onwg ta yovidia PSEN1 kat PSEN2 mou éxouv tavutomotnBsi va oxetilovrat pe tn
vooo Kal ta onoia edpalovial oe dLddopeg yevetlkég BEoeLG.

o. Na e§nynoete tov 6po xaptoypadnon kot va avadepete tig peBodoug pe TG omoisg -
otelete OTL Mpaypatonolt)Onke n xaptoypddnon tou yovidiou APP oto 21° xpwpéowpa (po-
vadeg 4). Na avadépete dUo napadsiypora acOevelwv Tou avOpwmnou Twv onoiwv ta unelOu-
va yovidia yvwpilete otL €xouv xaptoypadnOei, avadépovrag Kal To XPWHOOWHA OTO OMoio
Bplokovtat (povadeg 2).

B. Noo SWOETE TOV OPLOHO TWV HOVOYOVLSLOKWY XOPOKTAPWY (LOVASEG 2) KOL OTN CUVEXELA val
€€NyNoste av n vooog AATOXALEP OVAKEL OE QLUTOUG TOUG XOPAKTAPES, KOwC Kat av akoAouOei
tov MevSeAko tumo kKAnpovoulkotntag (Lovadeg 4).

Movadeg 12

a. O 6pog xaptoypadnon avadEPETaL OTOV EVIOTILOUO TG BE0NG TwV yoviSiwv ota XPWHOoW-
poata. H texvoloyia tou avacuvduaocpévou DNA oe cuvduaoud pe tig peodoug thg nmapado-
olakng levetikng (yevealoywka 6évépa) odriynce otn xaptoypddnon mMoAAwv HETAAAQYUE-
VWV YoviSiwv, Tou TIPOKAAOUV TLG QVTLOTOLXEG A0OEVELEG. ZTNV MEPIMTWON TNG VOoou AAToXAL-
HEP, N cuxvotnta endAvVIoNG NG O ATOMa ME TPLowpia 21 (cuvdpopo Down), amotéAece
évdelfn OtL n yevetik Béon tou yovidiou Bpioketal oto 21° xpwpdowpa, n onoioe pali He TG
TEXVIKEG TOU avaouvduaopévou DNA, onwg n yoviSitwpatiky kKot n cDNA BiBAoOnkn, odn-
ynoav otn xoaptoypadnon touv. H aipoppodhia A, otnv onoia to aipa dev mnlel puciodo-
yKa Adyw EAAewng tou mapayovta VI Kot n pepkn axpwpatoPio oto NPAcLVo Kot TO KOKKL-
VO XpwHa oKoAouBouv ¢UAOOCUVSEETO TUTO KANPOVOULKOTNTA, EMOUEVWE T UTeLOuva yovi-
SLa xaptoypadoiuvtal oto X XpWHOCWHO KOIL CUYKEKPLUEVOL 0TV TIEPLOXA N

omnoia v napouotalel opoloyia pe to Y.

B. MovoyovidLakoi xapaktipes ival ekeivol mou kabopilovratl andé aAAnAopopda evog povo
yovidiou Kal o€ autoug nmepltlappavovral Stadpopeg LOVOyovISLAKEG aoOEVELEG, OL omoleg a-
KoAouBouUv tov MevdeAikd tumo kAnpovouikotntag. Edpdoov £xouv tautonolnOsi apKeTd yovi-
Sla T omola €XOUV OUGXETLOTEL ME TN VOGO AATOXALMEP, N VOOOG aUTH 8EV AVIAKEL OTOUG MO-
VOYOoVLSLaKOUG XapaKTAPES Kal Sev akoAouBel tov MevdeALko TUTTO KANPOVOULKOTNTOG.

142. H B-Balacoaipio xapaktnpiletal oMo MeydAn €tepoyévela, KaBwg mpokaAesitat amo
TOAAQ SLadpopeTIKA €16 YOVISLOKWY HETOAANASEWY, OTIWG AVTIKATOOTACEL, EAAEIPELS KaL TIpO-
o0nkeg Bacewv. Katd tn peAétn oplopévwv aAAnAopopdwv yovidiwv tng B- TMOAUNERTIOLIKAG
aAucidag tng avlpwrvng awpoodapivng, BpEONKe OTL oL owwNNAEG MetaAAaelg Sev eixav
OVTIKTUTIO 0TO $ALVOTUTNO TOU ATOMOU Mou TG £depe. YAPXOUV OpwG AAAEG HeTaAAGEELS, o€
OUYKEKPLHEVA KWOIKOVLIA, OMWG autl TG tpuntodpAavng mou eixav coBapég EMUMTWOELS 0TV
nopayoevn NOAURENTLSLKN aAucida.

o. Na g§nynoete yati ot clwnnAég petalagelg 6ev emnpéacav tov ¢GalvOTUNO TOU OTOHOU
(novadeg 3). Na SikaoAoyrnoete To Yeyovog OtL oL petaAlagelg mou adopoloav To KwWOLKO-
vio tn¢ tpuntodpavng (5'TGG3’) eixav coPfapn enidpaocn otnv MAPAYOUEVN TOAUNENTLOLKN
aAvoida (povadeg 3).

B. O petaAAdgelg pnopei va cupPaivouv Kol €KTOG TWV TEPLOXWV TWV YOVISiwv Tou MeTa-
dpalovral os apwoééa pe cofapo avtiktumno otnv ékPppaon toug. Na ypaete ylati pio pe-
taAAagn i) otnv aAAnAouyia tou umokwvnty (Hovadeg 3) kau ii) otnv aAAnAou)ia tou yovidiou
nou petaypadetar otnv 5 apetadpaotn neploxn (Hovadeg 4), Oa pnopouce va odnyroel
avtiotowa otn |Un ouvBeon TNG B- MOAUNENTISIKAG AuGidag TnG atpoodapivng.

( 1
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Movaéeg 13

o. Ou aAAayég mouv cupPaivouv ¢' €va yovidio kat gv 0dnyolv oe aAlayr tng aAAnAouyiog
TWV QpWVoEEWV TG dnuoupyolpevng MPWTEIvNG, AOyw €KPUALOHOU TOU YEVETIKOU KWwOKa,
ovopalovtol olWNNAEG HETAAAAEELS. ZUVENWG, MPOEKUYE CUVWVUHMO KWSELKOVLIO, Omou tomobe-
TNONKE TO 610 AULVOEL Ka £TOL SEV EMNPEACTNKE N oTEPEOSLATAEN TNG MPWTEIVNG. O YEVETIKOG
Kwdwkag xapaktnpiletar w¢ ekpuAicpévog. Me efaipeon 0o apwogéa (pedelovivn kot tpu-
ntodavn) ta urntddowuna 18 apwvoééa kKwdikomolouvtal and dUo HEXPL Kot €€l SladopeTIKA ou-
VWVUHO KWSLKOVIA. ZUVENWG N tpuntodpdvn OVAKEL oTa OULVOEEQ TTOU KWSELKOTIOLELTOL amo
HOVO éva KwSLKOVIO Kot omoltadnmote PeTdAAagn oto KwSIKOVIO autd odnyel oe aAAayn Ttou
apvogéog kot mBavwg os aAlayn TG otepeodlatang tng MPWTIEIvNG.

B. i. H RNA rmtoAupepaon npocdévetal o€ LOKEG MepLOXEG Tou DNA, tou ovopddovtol UTMOKLVN-
T€G, pe tn Ponbsia mpwrteivwv mou ovopdlovtatl petaypadikoil mapdyovieg. Mo petdAAaén
otnv aAAnAou)ia Tou umnokivntr Ba pmopouce va o8nynoetl otn un cuvéeon tng RNA moAupe-
paong otnv aAAnAou)ia Kal CUVENWG otnV aduvapia napaywyng tov mRNA.

ii. H 5’ apetadpaotn neploxn oto MRNA cuvdéetal AOyw CUMMANPWUOTIKOTNTAG KOl OVTLITa-
paAAnAiag pe aAAnAouvyia oto rRNA TG UIKPNAG UTTOLOVASOG TOU PLBOCWHOTOG YLO VAL OXNUOTL-
otel otn ouvéxela to oUUMAoKo €vapéng tng petadpacng. Mia peTtdAAafn otnv mePLOXN
Tou KwdKomolel tnv 5’ apetadppaotn nepoxn oto MRNA pnopei va 08nynosL otnv aduvauia
Snuoupyiag Tou cUUMAOKOU £vapéng tng HeTAdpaon Kal apa TG HETAPPACNG TOU £V AOyw
mRNA Kol Tng avtiotowyng MOAUNENTLSLKAG aAucidag.

152. H noAunAosidia anoteAel aplOUNTIKA XPWHOCWLKA oVWHOALA KATA TNV omoia Ta Kuttapa
€VOG OpYyaVLOHOU PEPOUV MEPLOCOTEPEG OO SUO CELPEG OUOAOYWV XPWHOOWHATWY. OL TTOAU-
nAoeldieg amaviwvtal ocuxva ota ¢GuTd, OMOTEAWVTNG ONHAVIIKO Ttapayovta e€EAENG, Ko
MopoUyv, yla mapadetlypa, vo mpokuypouv anod tn ocuvinén pn ¢GuoLlOAOYIKWVY YOHETWVY OTO-
Hwv tou i6lou (automoAumAoseildia) | ouyyevikwv e6wv (aAAomAosidia). AvtiBeta, ota Te-
plocotepa €idn {wwv, ot moAunAoeldieg cuppaivouv onavia. e éva SuTAoeldikd putikd op-
yaviopuo HetprOnkav 14 xpwpoowpata (2n=14), evw) o éva AAAo TeTpamnAoeldikd ¢uto, 28
Xpwpoowpata (4n=28). Ano t Stactavpwon Twv duo utwv poékuPe VPBPiLSLO oV Eixe TO
TIAEOVEKTN LA TTAPAYWYNG HEYOAUTEPOU LEYEDOUG KAPTIWYV ATTO TA APXLKA PUTA.
a. Na efnynoste 1o MARBOG TWV XPWHOCWHATWY TIOU TEPLEXOVTOL OTOUG YOMETEG TOU 6L
TAOELSLKOU Kot TOU TETPAMAOELSIKOU $UTOU, KABWE Kol 6TA CWHATLKA KUTTApA TOu LBPLSIKOU
dutoU, pe dedopévo OTL n pelwon MpayHaTonoteital Kavovika ota dUo npwta ¢putd (Hovadeg
6).
B. Na replypaete €va pnXavIopHo e ToV onoio Ba prmopolos va ripokUPeL TPLTAOELSIKO UywTo
avOpwmou, dnAadn éva uywto He aplOpd XpwWUHOOWHATWY 3n (6ou n 0 AAoeLdNG apPLONOg
XPWHOOWHATWV) (Hovadeg 3) katl va e§nynoste mola Stadopd UNtapXeEL o oxEon KE To LUYywTto
OTOHOU MOV €U AVIOE TPLOWUIO OE KATIOLO AUTOCWHLKO | GUAETIKO TOU XPWHOCWHA (LOVASEG
3).

Movabdeg 12

o. Me tn peiwon KAOE ATOHO TNG MATPLKAG YEVLAG MAPAYEL TOUG YOUETEG TOU, dnAadn &eLdi-
KEVUUEVOL aVAITOPOYWYLKA KUTTapa, TTou GEPOUV TO ULOO apPLlOUO XPWUOCWHATWY arnod ToV Ka-
VOVIKO, givat dnAadn amAoetdn. TUvenwe, oL Yyapéteg mov Oa npokuPouv and tn Heiwon Tou
dutikoU €idoug pe ta 14 xpwHOoWHATH Oa TEPLEXOUV TN ULOK MOOOTNTA YEVETIKOU UALKOU Kot
Oa £xouv 7 xpwpoowpata. Avtiotolya, ol YoUETEG Tov puToU UE Ta 28 XpwHoowHata, Oa €xouv
14 xpwpoowpaTa.
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Me T YOVIHOTIOINGN O OPOEVLKOG YAMETNG KAl 0 ONAUKOG YAHETNG GUVEVWVOVTOL O £VA VEO
KUTTaPO, To {UywTo, ONMO TO OMOLO, LE OUVEXELG LTWTLKEG SLOLPETELG, TTPOKUTITEL O VEOG Opya-
VIOHOG. To uBpLdikd, Aoundv, ¢puto, Oa PokUYPEL Amo T YOVLLOTIOLNGH TWV PONYOUUEVWV Ya-
METWV Kal Oa £XEL GUVOALKA 21 XPWHOCWHLOTO OTOL CWLATLKA TOU KUTTOPOL.

B. ‘Evag MNXOVIOMOG ME TOV Omoio Unopel va mpokUPeL TPUMAOELSIKO {uywTo €ival KAatd TtV
Melwon | va in yivel o Staxwplopdg OAwv Twv JEVYWV TWV OPOAOYWV XPWHOCWUATWY, OTOTE TO
€va ano ta pelokutrapa nou Ba npokuP el Oa €xeL 46 SUTAACLACHEVA XpWHOoWHATA (92 popLa
DNA) ko otn peiwon Il 0a dwoel yapéteg pe 46 popra DNA. H yoviponoinon autwy Twv YOUETWY
ME PUCLOAOYIKO YOETN He 23 popla DNA Ba 06nynoetl o€ TPUMAOELSIKO {uywto pe 46+23= 96
pHopLa DNA (3n). (EvaAAaktika pnopei va cuppei otn peiwon I, pn SLaxwpLopog Twv XpwHaTid wv
KOl TWV 23 XPWHOCWUATWY UE AMOTEAECHA VA TTPOKUYPEL TLAAL N GUGCLOAOYLKOG YOUETNG LE 46
popwa DNA). e avtiBeon pe to TPUTAOELOIKO JUYWTO TOU MEPLEXEL OE TPELG SOCELS OAO TO
yovidiwpa (3n), to uywto tou avBpwnou nou napouctalel tplowpia epdavilel o€ Tpelg 00ELg
€va Lovo (aUTOCWHLKO | GUAETLKO) XPWHOCWHA KOl ETMOUEVWG TIEPLEXEL 47 XPWHLOCWLOTAL.

158. O Opyaviopog Tpodipwv kat @apudkwv (FDA) twv HMA, 6nwg kat o Eupwnaikég Opyavi-
ouog Dapupakwv (EMA), evékpvav to papuako “betibeglogene autotemcel”, tnv mpwtn yovt-
Swakn Oepancia yia ) Bepaneia acbsvwv nov nacyouv anod B-Oalaccatpio (| HECOYELAKN
avoupia).
o. Na ypagete av ta wpitpa epubpokUiTTapa Tou MEPLPEPLKOU ALHATOG UIMOPOUV VA XPNOLHLO-
nownBovlv ya TRV Sradikaoia tng yovidiakng Bepamneiag mov avadEpetal napanavw (Lovadeg
2) ko va e€nynoete nolo £i6og yovidiou mpémnel va evowpatwOel ota kKataAAnAa kottapa (po-
vadeg 4).
B. Na ypayete ta Bripata tng yovidLakng Bepaneiag mou nioteveTe 0TL akoAouBouvtal av yvw-
pilete OTL mpaypatomnoleital ex vivo (Lovadeg 4) Kat va e§NYNOETE TOV KivGUVO TOU MEPLOPLOE
v edappoyn tng yovidlakrg Ospaneiag oto napeAdov (povadeg 3).

Movaéeg 13

a. MNa ™ Oepaneia tng B- Oadacoaipiag v emAEyovtal Ta wPLHA EpuBpokUTIapa Tou epLde-
PLKOU aipatog Kabwe amd avtd anouclalel 0 TTUPAVOG KOL, CUVETTWG, TO YEVETLKO UALKO, OIOTE
Oa Atav advvatn n evowpdatwon Kat Eékdppaon touv puclodoyikol aAAnAopopdou. To € dpuot-
oAoywkd aAAnAopopdo eival to yovidio tn¢ B moAumentidikng aAlucidag tng atpoodaipivng
HbA, kabwg n atpocdatpivn autr anoteAsitan ano §Vo a kat duo B alucideg, kat ota ¢uoto-
Aoywka epuBpa apoodaipia ekppalovrat KoL Ta U0 avrioToLyo yovidia mou Tig KwSLKomoLouy,
eEVw otoug aoBeveig pe B Oalaocoatpia npEnel va etcaxbei to puctoloyiko B aAAnAopopdo ya
va KaAvPel tnv EAAewn i ™ KN ductoloyikn mapaywyn tns B MOAUNENTISIKAG, TTOU TPOKAAEL
T0 petaAAaypévo aAAnAopopdo B.

B. H dadkaoia mou akoAouBeital otn yovidiakn Bepaneia tng napandvw acbévelag eival n
g§n¢:

e KatdAAnAa kUttapa tou nmatdiol (evaAAaktikd: Mpodpopa epubpokutrapa) napalappdvo-
vto Kat toAAanAacidovtol o€ KUTTAPOKAAALEPYELEG.

e To ¢uololoykd yovidio ¢ B moAunentidikng alucidag tng atpoodalpivng (adpov kKAwvo-
notnBel) evowpatwvetal os évav 10-¢popéa (0 omoiog £xel Kataotel aBfAaBnC) UE TIG TEXVIKES
Tou avacuvduaocuévou DNA.

e O YEVETIKA TPOTIOTOLNUEVOG LOG ELCAYETAL OTA KUTTAPAL.

e Ta yeVETIKA TpomoOmoLlnpuéva Kuttapa slodayovtol pe evdodpAéBLla Eveon oto nawdi Kot napa-
youv tn B aAucida.

Emeldn ta yevetika tpononotnpéva Kottapa §gv Jouv yLa mAvta LECO GTOV 0PYAVLGHO - SnAadn
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n Oepancia dgv eivatl poviun- xpetaletal, mOavwe, Kat AAAN £yXuon TETOLWV KUTTAPWV.

ZTLC MEPLOCOTEPEC MEPLMTWOELS WG POPELG XpNOLHOTOLOUVTAL Lol OL omoioL av Kat kadiotavro
aBAaBeig, £xouv pkpny mBavotnTa va MPOKAAECOUV TAPEVEPYELEG KOIL OE OPLOMEVEG TIEPLITTW-
O€LG KapKivo. AuTtig Ntav o kivéuvog mou énpene va {enepaotei. Etol Aowmdv n avantuén no
KataAAnAwv popéwv NTav o otéxog yla tn BeAtiwon Twv HeBOSwv tng yovidLakng Oepamneiag.

159. To okopPouTto eivar pa acOéveia ov dev ivat KAnpovoukn, aAAd npokalAeital ano £A-
Aswpn Brrapivng C oTov 0pyaviopo Kot EKSNAWVETOL LLE OLLOPPAYIEG OTO WA, avopeia, Tupe-
1O Kat avatpio. H Brrapivn C, | aAAwwg ackopPiko oy, BonBael (petafy aAAwv) otnv anoppo-
dnon tou oénpov (cuctatikd tng apocdaipivng) anod to PAevvoyovo Tou Aentou eviépou. E-
vag avépag mou AoXEL and okopPBoUTto BPrKe OTL €iXe aufnuévn CUYKEVTpWON TNG alpocdalt-
pivng HbA,; otnv ailpatoAoyikn e§€taon nov EKave.
o. Na e§nynosete yLati o avépag autog, akopa Kot HETA tTn ARYPn cupnAnpwpoatog Brrapivng C,
nov €Aafe wg Oepaneia tou okopPBoutou, e§akoAolOnoe va epdavilel CUNMTTWHOTO OVOLHLLOG
(novadeg 2). Na ovopdoete Kat ta aAla €i6n puclodoykwyv alpoodaipivwv tov Ba avaypado-
VIOl oTnV apatoAoyikn e€€taon tou avipa, avadEPovTog Kot T €i6nN TwV MOAUNENTISIKWVY a-
Auoidwv amno tig onoieg anoteAovvral (Lovadeg 4).
B. O Avépag AUTOG ATTOKTA ME MLa YUVaiKa Ttou €ival GpopEag TNG SPEMAVOKUTTOPLKNAG AVALULAG,
€va vyléEg audi. Na urtoAoyioete tnv mBavotnta to EMOMEVO adi Toug va yevvnOei pe cofapn
popdn avaipiag (povadeg 2), mapouaoialovtag Thv aviiotolyn Siactavpwon (Lovadseg 4).
Movadeg 12

o. H au§npuévn ouykévtpwon atpoodatpivng HbA, amotelel Stayvwotiko Seiktn Twv etepolu-
YWV atopwy, SnAadn twv ¢popéwv tng B-Oadacoaruiag. Ano tnv atpatoloykn e€€taon Tou av-
6pa kataAaBaivoupe ot eival popéag B-Oalacoatpiog Kat cuvenwg, Oa epdavilel mavra R
avatpio, akopa Ko Peta tn Oepancia mov éAape yia 10 cKopBOUTO KOL TNV OITOKATACTOON TWV
eTUMESWV oL8POV oTOV 0pyavIoHO Tou. EKTag amod tnv HbA,;, otnv aipatoloykny e€€tacn tou
avépa Oa avaypadovratl Kot ot §NG GUOLOAOYLKEG apoodatlpiveg: n kKUpLa atpoodatpivn HbA
Tou £XEL ocuotaon a,fB; Kat n epPputkn atpoodatpivn HbF pe cbotaon a,y; (o€ moocooto <1%).
B. H B-0aAaccatpia odpeidetal oe eAattwpévn ovvOeon twv B-aAucidwv, Aoyw HeTaAAAEEWVY
OTO YOViSL0 TOU KWSEIKOTIOLEL TIG AAVOLSEG AUTEG, EVW N SPEMAVOKUTIAPLKN avalLpia gival armo-
téAecpa AAANG yoviSiakng petaAAagng oto idlo yovidio. AnAasdn kat ot §Uo acBéveleg odeilo-
vto o€ petaAlaéelg tov yovidiov B.

‘Eotw B= dpuctoroykd aAAnAdpopdo yia thv rapaywyr B-aAvcidwv, B= aAAnAépopdo yovisio
nou guBuvetan ya t B-Badaccatpia kat B°= aAAnAopopdo yovisio rou suBlvetal yia th Spe-
TLAVOKUTTAPLKN avatpio. H Stactavpwon mou npaypatonotOnke Arav n €§ng:

‘Exoupe: P (yovoturor): £ BR® x  BB*Q

YOUETEG: 38,8° / BP?

Fi: BB, BB°, BR°, BB

To {euydpL auTo HUMopEeL va amoKTRosL UYLEG tadi (BB) pe mBavotnta 25%, modi pe Amua ov-
HIT@poTa avatpiog mou Oa sivan site popéag B-0alacoarpioc (BB®) site dopéac Speravokut-
Tapkic avarpiog (BR°) pe ouvoAikr mbavétnta 50% kot randi pe apidc popdric avaupia (B°p°)
Adyw un mapaywyng puclodoyikwv aAuoidwyv B pe mbavotnta 25%. Zuvenwg, eneldn KAOe KO-
non anoteAei ave{aPTNTo yEYovag, n mbavotnta va amnoktrjoouv nadi pe Baplag popdng a-
vatpiog Oa sival 25% 1) 1/4.

172. To cuvdpopo XYY, yvwoto Kat wg ouvépopo Jacobs, eivat pa yevetikny mabnon mou aviket

22

——
| —



ot aveuntAoeldieg epooov odeileTal oTnV apoucia vog eMMAEOV Xpwpoowpatog Y. Ta ato-
pa tov naoxouv cuvnOweg epdavilouv VP og LEYOAUTEPO TOU HEGOU OPOU, AKHN Kot auénuévn
mBavotnta epdaviong padnolakwv SUcKoALWV, av Kal givat yovipa os avtifeon pe Ao cuv-
épopa.
o. Na avadEpete T0 CUVOAKO aplOpO XPWHOCWUATWY Ttou PEPEL €va ATOUO ME OUVSPOHO
Jacobs (povadeg 2), kaBwg kot to $pUAo tou (Hovada 1). Na nmeplypaPete Eva pNXAVIGUO TOU
MUropel va e€NyNOEL T YEvvnon VOG TETOLOU ATOpOoU (Hovadeg 4).
B. Na urtoAoyioete Moo XPWHOOWHATA, TTOCEG AdeAPEC XpwHaTIdEG KaL mooa popLa DNA €xel
otnv apxn ¢ pecodaong Kat néca otnv npodaon TG HITWoNG EVa CWHATLKO KUTTAPO ATOHOU
TIOU MAOXEL anod cUvépopo Jacobs (Hovadeg 3). Na altltoAoynoste TNV anavinor oog (Lovadeg
3).

Movadeg 13

o.. O CUVOALKOG OPLOHOG XPWHOCWHATWV EVOG ATOMOU ME oUVSpopo Jacobs gival 47 XpwHoow-
pota ano ta onoia 44 gival autoowika Kot 3 pUAETIKA. AOyw TnG mapouoiag Twv Y Xpwuo-
CWHATWY, TO ATOMA IOV TTAoXouV navta Oa sival apoevikd. Epocov mpoKeLtal yia pa aptbpn-
TWKN XPWHOCWHLKN aVWHOALX KOl CUYKEKPLUEVA YLa TPLOWHia, Ba €xel cupPBel AdBog Katd Tt
HeEwwTLKA Saipeon. H petalAagn pnopet va odpeiletar o Aabog katd tn SeUTEPN LELWTIKN SLai-
PECH OTOV MATEPA EVOG TETOLOU OTOMOU KOl CUYKEKPLUEVA OTO UN SLaXWPLOUO Twv adeAdwv
XPWHATIO WV TOU SUMTAACLAGHEVOU PUAETIKOU XPpWHOCWHATOG Y. ATIOTEAECHA QLUTOU TOU [N Sla-
XWPLOKOU €ival va TtPOKUMTEL YauETNG (omeppatolwaplo) pe 8Uo Y (YY) GUAETIKA XpWHOCWHLOL-
ta. H yoviponoinon evog TETOLoU YapETN HE Eva GUOLOAOYIKO wapLo (w¢ mpog ta GUAETLKA Kot
TOL QUTOOW LKA XpwHoowHata) Tou PEpel Eva X GUAETIKO XpWHOCWHA Ba EXEL WG AMOTEAECHA
™ dnuoupyia evog atopou pe cuvdpopo Jacobs kat pe tpia PUAETIKA XpwHoow pata XYY.

B. ZTnv apyn tng pecodaong unapyxouv 47 xpwpoowpata (Le T popdn widiwv xpwpartivng), 0
adeAdpég xpwpatideg (kaBwe o 0pog adeAPig XpWHATIOEG XPNOLHOTOLEITAL YIa va TIEpLYpAPEL
T SUTAQCLOOUEVA XPWLOCWHOTO KOTA TO XPOVIKO SLAoTtnpa mou eival cuvdeSepéva oTo Ke-
VIPOMEPLSLO) Kat 47 popla DNA. Ztnv npodaon g Hitwong, Katd tnv onoia £xeL mponynOel n
avtypadn Tou YEVETIKOU UALKOU, UMtApXouVv 47 XPpWHOCWHOTA ToU €ival SumAaoctacpéva, 94
adeAPig xpwpatideg kat 94 popia DNA.

174. H ¢pawulketovoupia (PKU) sivat éva yevetikd petaBoAiko voonua nov odeiletal oe éva
gupl Ppaopa petaAlafewv oto yovidio PAH (12g22-g24.2) nou Kwdkomolel tTnv udpofuldon
™¢ dpawulalavivng (E1). To éviupo auto (udpofuddaon tng pawvuAaAavivng) anatteital yia T
petatponn tng ¢pawuAalavivng o€ Tupooivn Kol n HELWHEVR SPAOTLKOTNTA | N AMousia Tou
guBlveTaL yLa TG KAWVIKEG EKdNAWOELG, TTou epdavifovral wg AMoTEAECHA TNG TOEIKIG CUOOW-
peuong tnG ¢pawvuladavivng oto aipa Kat otov eykéPparo. Eva dANO peTaBOALKO vOONnUa, TTOU
oxetiletal pe tnv idta petaBoAikn 066 otnv onoia dpa n udpofuAdon tng dpawvvAaiavivng, &i-
val 0 aAPLOUOG, YVWOTOG Kal WG AAUMIVIONAG 1} AsukomtdBeLa. MPOKeLTaL yLa Ll OTLAVLOL YEVETL-
KA mAOnon mou eKSNAWVETAL UE AEUKO XpWHA OTO SEPHA KoL TA HOAALA TWV MAGYXOVIWV, EVW N
iptda twv patiwv toug givar podivn. H petaBoAikn 0606¢ mou ouvdéel tn pawvulalavivn He TRV
Topolywyr TUpooivng Kot LEAQVIVNG TTOPLOTAVETOL TTOPAKATW:
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yovifia ©(D,d) yovidia A(A,a)

l ¢

E1 E2

@avulahavivn —3 Tupogivip —> ... —a EVOIQUETS _~ o ppe iy
T TRoidvVTa

o. Na ypayete toug mibBavol g yovoTunous TwV atOpwv Le aAdLlopo xwpig va epdavilouv Opwg
10 HeTaBoALkO voonua tng PKU (povadeg 2).
B. Av U0 yoveig uyLelg, etepoluyol kat yia ta dUo {evyn aAAnAopopdwv yovidiwv, mpokeLtal va
OLTIOKTAO0UV ayopL, TtoLa TILOTEVETE OTL €lval N mOavotnta va IAcXEL Kat and tig dvo diatapa-
XEG TOU MeTaBOALopOU, deSopévou OTL N Tupooivn mpooAapBavetal Kot and tnv tpodn Toug
(novadeg 3); Na attloAOyNOETE MPAYLATONMOLWVTOG TNV KATAAANAN Stactalpwon (Hovadeg 4).
Y- Av urtoBstika dtakomel n dtatpodr) Tou ATOHOU HE TUPOOIVN va EENYNOETE AV EVAl ATOMO ME
yovotuno ¢pPpAA (rou naoxel and PKU) umopel va eival uylég we mtpog tov aAPpLopo (Hovadeg
4).

Movaéeg 13

o. Eotw @D, ¢ ta aAAnAopopda touv svBuvovtat yia tov HETaBoALopo t¢ pawvuAalavivng Kot
A, a ta aAAnAopopda yia thv napaywyn peAavivng. Ol mibavoi yovotumoL Twv atOHwV HE aA-
dLopo sivar: daa, Ddaa.

B. Av oL yoveig qtav etepoluyol Kat yia ta §U0 {evyn aAAnAopopdwv yovidiwv LoxveL

P: ®dAa x DdAa

Ffapéteg: OA, Da, dA, da / DA, Da, A, da

F1:

DA da $A da
DA - DDA | DPAA | DPAa

DAA a
Pa | DDA | ODa | DPAa | Ddaa
a o

dA | DPAA | DdAa | dPAA | dPAa
da | DPAa | Ddaa | dPAa | ddaa

H mBavotnta va anoktioouv ayopt Kat pe T Vo diatapaxég petafoAiopou sivar 1/16. O yo-
vOotumog Tou ayoplov eival pdpaaXy. H mbavotnta va mpokuPeL anoyovog pe TG dvo dtatapa-
X€G pHetapoAlopov onwg daivetal and tov nivaka Punnet sivat 1/16 kot pe Sedopévo OtL TO
niaudi eiva ayopl n mbavotnta eivae 1/16 x 1 = 1/16.

Y- Oxt yati n tupooivn, pe Baon to HeTaBoAkO HOVOmATL ov Sivetal, amatteital yia tnv napa-
ywyn peAavivng. Av dtakomel n mapoxn tng tupooivng anod thv tpodn, EMeELS £éva ATOUO TIOU
naoxel and PKU 8ev pnopet va tnv mapdyel, 6 Oa mapayesl Kat pehavivn oto d€ppa Kat ota
MOAALG KON Kal av To Yovidio yia tov aAdLlopod eivat puoLoAoyiko.

178. Zto 12° {edyo¢ XxpwHOCWHATWV TOU avBpwrou e8pdletan To yovidio yia tnv udpofuldon
™G pawvuAlaAavivng, eviopouv nov petaBolilel tn pawvulaAavivny os tupooivn (P, ¢), evw oto
X XPWHOOWHA, OTIWGE ELVOL YVWOTO, TO YOVISLO yLa TV HEPLKN axpwpatoPia 6TO KOKKLVO KOl TO
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npaocwvo xpwua (A, a).

Ze AWPA YEVVNTIKA KUTTOpA Iou Bpiokovtal otnv apxn tng pecodaong, apoeVIKOU AtOHou, o-
poluyou yia tnv napaywyn tng udpofuAdong tng ¢atvulaAdavivng (OD), mov mAc)eL Kal ano
pepki axpwpatoPia (X°Y), npoaypatonotiOnke HeTATOMION HKPOU TUAMATOG Tou 120U Xpw-
Hoowuatog (Ttou mepLEXEL TO Yovidio @ Kat Tov UTIOKLYNTH Tou) oto X XpwHoowHa, onwg daive-
To oto akoAouBo oxnua, Adyw tng enidpacng y aktivoBoAiag.

X i
E - “ ! - -
| |
i — —
— [ f— e
E e C
e . * : & i
N n u
- =
| s
12 TEdyOE
Lo U E TR 1io TEUYOE
AT Ty WP O LA T {pdiyog PURETIR LY
A R L T T ¥ PLOPOCUHEATLIY

o. Av Tol KUTTOPO QUTA TPOXWPNOOUV OE MELWON, and tnv onoia Bswpolpe OtL mpokUnTouy 4
A£LToUpyLKOL YOUETEG ava KUTTAPO, va ypayete mola Oa gival n oUOTAON TWV YOUETWY, OO0V
adopd oto GUAETIKO Kat 0to 120 {eVyOG XPWHOCWHATWY Kal 6cov adopd ota aAAnAopopda
ylwa To yovidio tou eviupou udpoulaon tng ¢patvuladavivng Kot TG LEPLKAG axpwpatoiog
OTO KOKKLVO KOl 0TO TIPACLVO Xpwia (Lovadeg 4).

B. Ztnv nepintwon nou GpucoloAoylkO WAPLO Yuvaikag TTou TTACXEL and ¢alvuAKETOVoupia Kot
oo HeEPLKA axpwpatoPia oTo MPAGCLVO KAl OTO KOKKLVO XPWHO, Yovipomown0el and évav anod
TOUG YOMETEG TOU Avdpa nou poavadEpOnkav, va ypaete nota Oa eival n mbaviy xpwpoow-
MIKA cvotaon Twv uywtwv, 6cov adopd ota GUAETIKA XPWHOCWHATA Kol oTo {euyo¢ 12 (po-
vadeg 4), kabwg kot 6oov adopd ota aAAnAopopda tng PpatvuAKeTovoupiag Kal TNG HEPLKAG
axpwpatoiag (Lovadeg 2). (Aev amarteitan n UMGSELEN TG StacTalpwaong).

Y. Na urtoAoyioete tv mBavotnta éva nawdi tou {evyaplol, mou Ba npokLuYPeL and thv epdu-
TEUON KOl AVAmnTuén evog amno ta nponyolpeva (UyWTA, va MapoucLaleL Tov (810 KapuOTUTO UE
EKELVO TOU AWPOU YEVVNTIKOU KUTTAPOU ToU tatépa (Lovadeg 3).

Movaéeg 13

a. O dradopetikoi yapétreg mou Oa dnpoupynBboulv, AGyw tou ave{APTNTOU CUVSUAGHOU TWV
XPWHOCWHATWY KATA TN Helwon |, eivat ot €€N¢:

0 1°° yapétng Oa mepiLéxet 1o PpuctoAoyikd 12° xpwproowpa Kat T X XPWHOCWHO HE TO METATO-
ropévo Ttufpa tou 12 ko Oa éxet obotaon: 12°X%°.

0 2°¢ yapétng Oa mepLéxet 10 120 xpwpoowpa pe tnv EAAewPn, Kot 10 Y Xpwproowpa Kat Oa £xet
cvuotaon: 12°Y.

0 3° yapétng Oa nepiéxel 1o 120 puctoloykd XpwHOcwHa Kot To Y XpwHoowia Kot Ba £xeL
cUotaon: 12°.

0 4°¢ yapétng Oa meptéxet 1o 12° xpwpodcwpa Le tnv EAAEWPN, Kot To X XPWHOCW O LE TO HETA-
ToTopévo THApA Tou 12 Kat Ba £xet ovotaon: 127 X%

B. Ta wapla ¢ yuvaikac 0a dpépouv ta aAAnAdpopda $X®, (kat ta xpwpoodpata 12°X%),
omnote ta nbava uywta rov Ba npokuYPouv Ba sivat:

1° uywtd: AVO PuoLoAoyikd XpwHoowpata 12, éva X ou dpépel petatonion touv 12 kat éva X
pucLohoyikd xpwpdowpa Kat Oa £xet ovotaon: 12%12% X x®

(Dépet TuApa tou 12°° xpwuoowpoatog 3 popéc). Novotunog: DD PX*X*

2° uywtd: Eva 12° xpwpdowpa pe ENAewpn kat éva 12° puctoloyikd, éva Y puctodoyikd kat
éva X puctohoyko kat Ba £xet cvotaon: 127 12% X°Y.

25

——
| —



Fovotunog ¢ X°Y.

3° uywto: Avo ductoloyikd xpwpoowpata 12, éva X dpuctoloyko Kot éva Y puotoloyiko Kat
Ba éxet ovotaon: 12°12% X°Y. rovétumnog OX°Y.

4° uywto: Eva 120 xpwpocwpa pe EAAewPn kat éva 120 puotohoyiko, éva X mou dEpeL T Je-
tatonon ko éva X dpuotohoyikd ko Oa éxel slotaon: 1212°X*X®% rovétunog M X X™.

y- H miBavotnta va npokUP el £vag andyovog mou va €XeL To GuoLOAOYIKO XpwHOowua 12 Kat
10 12 pe tnv éAAewdn kau to {evyog XY, Oomou to X pEpEL T peTatonion tou 12, ave§aptitwg yo-
visiwv mov ¢pépouv autd ta XpwHoowHata, KoOwg avtd v dlakpivovtal oTtov KapuoTumno,
glva 0%. Auto odeiletal 0To YEYOVAG OTL KavEVA Ao ta MOava apoevikd UywTa oV MPOKU-
TITOUV aTto Toug U0 auTtoUG yoveig v pumopoulv va €Xouv to {eUyog XY Tou atépa, KoL CUYKE-
KPLUEvVA TO X TTOU PEPEL TN HETATOTILON TOU MATEPA, KAOWE AUTA KAnPOVOHOUV Hovo to Y ano
TOV MATEPOA TOUG, KoL TO X, XWPLG TN LETATOMLON, Ao T HNTEPA TOUG. To X Tou matépa mou ¢Ppé-
PEL TN HETATOMLION KANPOodoTEital HOVo oToug ONAUKOUG AIoyovoug Tou.

179. H aipoppodidia ival pia acOévela mov yapaktnpiletal anod aduvapio mRENG Tou aipatog
otov avBpwmo. Me tn HEAETN TOU popLAKOU UNXOVIOMOU TG vOooou amokaAUdpOnke otL n du-
okoAla mA§NG tou aipatog npokalsital cuvOwg and diatapaxeg otnv £ékPpoon Tou mapayo-
vta &g tou aipatog VI R IX, onote €xoupe avtiotoa tnv atpoppodidia A n B. Eniong, yvw-
piloupe OtL T yovidia mou gAéyxouv Tn oUVOECH QUTWV TWV TTOLPAYOVTIWY MRENG TOU alpatog,
Bpiokovtal oto X xpwHoowHa. YIIAPXEL WOTOCO0 Kot N atpoppodidia C, mou epdaviletal Atyote-
po cuxva otov MANBuouo, Kat odpeiletal oe EAAewdn tou mapayovia niéng tov aipatog Xl, mov
anodidetal 0 AUTOCWHLKO UTTOAELTIOEVO TtalOoAoykO aAAnAopopdo. H EAEvn, ou €xeL puaot-
oAoywkn AN Tou aipatog, katageUVyel o€ YEVETIKR OUMBOUAR, KaOwg Bupdatatl nwg, otV OLKo-
YEVELA TNG, £Xxouv avadepBel oto mapeAOAGV cuyyevei e Slatapayr) 0TV MNKTLKOTNTA TOU ai-
HOTOG TOUG.
o. Na g§nynoste o€ nowa pEB0So Kal o€ mola Sedopéva Oa BacLOTEL 0 YEVETLOTAG yLa v SWOEL
otn yuvaika tnv KatdAAnAn yevetikl cUBouAr), XwpLig va XPeLOoTEL va MpoPBel o€ eL8LKEG €€e-
Taoelg (Lovadeg 6).
B. Av dLarmotwOnke OtL N pNtépa tng EAEvng ival pHev GpUOLOAOYLKK, EVW N yLayLd TG Ao T
MEPLA TNG UNTEPAG TNG EMaoXE anod atpoppodidia, aAda ixe matépa mou nrav puotodoykog (o
nponanmnog SnAadn tng EAévng), va e€nynoete o€ molo cupnépacpa Oa 0dnynOei o yevetiotr
OXETIKA LE TOV TUTO TG aipoppodlAiag mov unapxel otnv owkoyévela tng EAévng (povadeg 4).
Na unoAoyicete tnv mBavotnta n EAévn va £xeL 0To YoviSiwpd tng Kamolo na@oAoyiko aAAn-
Aopopdo ya tnv atpoppodiiia (Lovadeg 2).

Movadeg 12

a. O yevetiotg Oa cuAAE§eL mAnpodopieg Ao TO LOTOPLKO TNG OLKOYEVELAG OXETIKA ME TNV OlL-
poppodhia Kat Oa TG AVAMAPAOTACEL O €val YEVEXAOYLKO 8£vTpo, To omoio gival n diaypap-
MOTLKA QUITELKOVLON TWV LEAWV LLOG OLKOYEVELAG YL TIOAAEG YEVLEG, OTNV OMOLO OLVOLITAPLOTWVTOL
Ol YALLOL, N OELPA TWV YEVVAOEWV, TO GUAO TWV ATOHWV Kal 0 POLVOTUTIOG TOUG OE OXECN ME KA-
TLOLO OUYKEKPLUEVO XOPOKTHPA. T YEVEAAOYLIKA SEVTpa CUVELOPEPOUV ONUAVTIKA OTN UEAETN
TOU TPOTOoU KAnpovounong dtagpopwv xapaktnpwv kot onBolv otn yevetiki kabodriynon, Ka-
Owg BonBoulv, OXL HOVO VOl KOTAVONGOUE TO TTAPEAOOV aAAQ KoL va TPOOSLOPLCOUE TO HEA-
Aov. BEBawa, 0 YEVETLOTAG yLa va ival og 0€on va cUBOUAEYPEL TOUG EVOLAPEPOLEVOUG TIPETIEL
va dtaB€tel kal aAAa dedopéva, SnAadn Ta anapaitnTa CTOLYELO TTOU TOU EMITPEMOUV VA YVW-
pLIEL TN OUYKEKPLUEVN YEVETIKN QOOEVELQ, TN ouxvotnTa EPgAviong TnG, ToOV TPOTO LE TOV OTolo
KANPOVOHELTAL, TIG ETUMTWOELS OTA ATOA TTOU TTACYOUV QNG QLUTK), TOUG TPOTIOUG OLVTLUETWIILOTG
™G K.A. (H kAnpovouikotnta Twv puAocUVEETWY UTTOAELNTOUEVWY YoVISiwv akoAouBel éva g0-
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KoAa avayvwpiolpo npotuno. Eva untoAswtnopevo pulocuvdeto yovidio ekdpaletal ¢patvotumi-
KA 0€ OAQL T APCEVIKA Atopa tou ¢pEpouv To yovidio aAld povo o€ ekeiva ta OnAuka rou eival
OHOTuya YLOL TO UTTOAELIOEVO YOVidLo).

B. H awpoppodidia A kat B anoteAovv kKAaowkéG pulooUvdeteg SLatapaxeg. Ta yovidia mov €i-
vat untevBuva ywa tnv epdavion tng acOévelag eivar untoAstmopeva puAoolvdeta Kat cUBOoAL-
Zovton pe X* ko XP avtiotowxa, evid ta puctohoyikd emkpath aAAnAGpopdd Touc cupBolilo-
vt pe X* ko XB. Emed| ta apoevikd dtopa £Xouv éva X XpWHOOWHA, VM T ONAUKA éXouv
500, Oa untdpxouv 0o TBavoi yovétumot ota apoevikd: XY i X2Y kau XPY i XBY ko tpetc ota
BnAukd: XX™ A XAX® A XAXA ko XBXP 1) XPXP i XBXB. AvtiBeta n awpoppodihia C Sev eAéyxetat pe
$duAocUvéeTo, AAAQ LE AUTOOWULKO UTIOAELMOUEVO TPOTO. AdoU n e€etalOpevn yuvaika €XeL
OTO YEVEAAOYLKO TNG SEVTPO TNV yLayLd TNG MOV €nMac)Xe anod aipoppodidia, n onoia yevvOnke
anod natépa (mpomnanmnoug) GpucloAoylko, anokAsictal to evéexopuevo tg puAocivEeTng KAN-
POVOULKOTNTAG TNG VOOOU. AUTO TPOKUTITEL KABWGE TO €va X XPWHOOWHA TwV ONAUKWY aTOpwWV
KAnpovopeital and Tov natépa. Apa, ANOKAELOUE TO EVOEXOUEVO N APPWOTN YLAYLA TNG VA EXEL
TApEL To HeTaAAayHEVO aAAnAdpopdo yia thv atpoppodidia A | B anod tov natépa tng, adou
pog Sdivetan mwe Kat avtog eivat pucloAoyilkog Kal EEPOUNE OTL 0T OLPOEVIKA ATOMA O YOVOTU-
rio¢ XeY 1 XPY avriotouyei oe taBoloyikd pavétumno. EToL amoppinteral 1o evEeXOHEVO N ylayLd
™G EAévng va énaoyxe anod atpoppoddia A i B KoL AIOHEVEL LOVO TO EVEEXOLEVO TNG OLLLOPPO-
diag C. Ztnv nepimtwon auvth, N APPWOTN YLAYLA TNG TIHPE TO VO UTTOAELIIOMEVO QLUTOCWHLKO
oAAnAGpopdo ano Tnv UNTEPa TNG Kot To AAAO Ao TOV MATEPA TG KAt £XEL YOVOTUTIO cC. Apa n
puntépa tng EAévng, mapoAdo mou Sev vooel, pEpeL oiyoupa 6TO YOVOTUTIO TNG £VOL UTTOAELITOMEVO
aAAnAdopopdo yia tnv atpoppodidia C (dnAasdn €xel yovotuno Cc), To onmoio pnopet pe mbavo-
™ta 50% va €xeL petafiBacel kat otnv EAEvn.

181. It éva €PyOOTIPLO KUTTAPOYEVETLKAG KOl OTA TTAQLOL TTPOYEVVNTIKOU €AEYXOU mapaTnPn-
OnKe 0 MAPAKATW KAPUOTUTOG.

CH N
W 3y »d

10 11 12
LY O § I T I TR ¥
13 14 15 16 17 18
TS | Y I " E
19 20 21 22 X Y

o. Na urtodeiete otov mapandvw KapuoOTUNO, CHUELWVOVTAG 0TV KOAAQ oG TRV £€véeL§n mou
dépel oto KATW UEPOG TOV, €va (VYOG LUTOCWHLKWVY XPWHOCWHATWY Kot éva {eUyog PUAETL-
KWV XPWHOOWHATWY (Hovadeg 2). Na emAéEeTe and tov mapanavw Kopuotumo Kat va {wypa-
dioste éva xpwpoowpa, unodsikviovtag TG adeAPEG XPWHATIOEG Kl TO KEVIPOUEPLSLO TOU
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(novadeg 4).
B. Na X0pOKTNPLOETE TOV MAPATIAVW KAPUOTUTIO WG GUOLOAOYLKO 1) TtalOoAoyko (povadeg 2),
avadEpovtag, av LoxUeL n eltepn nepintwon, To €idog tov nmpofAnuatog (Lovadeg 2) kat va
neplypaPete to GUAO Kal TNV AVOUEVOHEVN KALVIKA ELKOVA TOU MALSLOU HETA TN YEVvNnOoN TOu
(novadeg 3).

Movadeg 13

o.. AUTOOWHLKA UIOPOoUV VA XOPAKTNELOTOUV Ta (VYN TWV XPWHOCWHATWY ME eVOeifelg 1 £wg
Kol 22, VW T XpWHOoWHTa Tou {eyoug Le TV €velgn X
anoteAOUV GUAETIKA XPWHOCWHLOTA TOU ATOHOU. ITO Imapa-
KATW XpWHOoWUa unodsikviovtal ol adeAdig xpwpatideg

. KOLL TO KEVTPOUEPLSLO.
Kevtpopspibio ] . - ) ,
B. Npokettan yia ta®oAoyikd Kapuoturno, agou rapatnpei-

oL pia aplOpNTIKA XPWHOOWULKY avwpalAio ota GUAETIKA

a a Xpwpoowpata. To ATOMO MACXEL NG CUVSPOMO TIOU OVO-
paletar ocuvépopo Klinefelter. Ta atopa pe ouvépopo

AbdeAdig Xpwparibeg Klinefelter éxouv pucLOAOYIKO APLOHO QUTOCWHIKWV XPW-
HoowHATWV (44) Kal Tpia GUAETIKA XpwHoowpata, Ta XXY,

avti tou puotoAoytkoU Levyoug XY. Ta ATOUO AUTA £X0UV EEWTEPLKA XOPAKTNPLOTIKA OLPOEVIKOU
OTOHOU €ival OpwG oteipa. Ta XOPAKTNPLOTIKA Tou cuvdpopou epdavifovrat HeTd tnv ednpPeia.
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