Aoknoelg yla Avon: MetaAAaéelg (6B)

MetaAAagerc
B° TEYXOZ — KED. 6°

OEMA A: No enétete ™V povasdikn cwotn 1\ Thv povadikn AavOacpévn npdtacn nou
CUMMANPWVEL CWOTA TNV MPATOoN otnV ekpwvnon mov Sivetar kabe dpopa:

1. Néoca avtiypada tou yovidiov Twv aAucidwv & Staditoupe GuGLOAOYIKA OTA XPWLOCWHLOTA HLOLG,
o€ £va epuBpoKUTTaPO pag, tou KukAodopei oto aipa pag:
a. 2
B.4
y. 6
5.12
€.0

2. ‘Eva evAALKO €TEPOTIUYO ATOO E YOVOTUTIO BBC £XEL TIG £€AC ALpoodaLpiveg:
a. HbA, HbS, HbF, HbA,
B. HbA, HbS, HbF, HbA, kal propet kat HbAS
y. HbA, HbS
8. HbS, HbF
£. HbA, HbS, HbA,

3. ‘EuBpuo 18 eBSopddwv pe yovotumo PBBg Stabftel tig £6AC MOAUTERTIOKEG aAUGISEG v TIg
apocdarlpiveg Ttou.
o.a,B,vy, B
B.a,y, b
Y-,y
6.a,B,06
€.B,6,y

4. 'Eva dtopo pe ouvdépopo Klinefelter, StaBétei:

a. Quatohoyiko mAnBog aAAnAoudpdwv yovidiwy.

B. AutAdolomAnBog OAwv Twv yoviSiwy rou e8palouv ot GUAETIKA XPWUOCWHATA.

y- Avo'avtiypada ylo kaBe autoowpko yovidio, duo avtiypada yia to yovidlo tng atpopodiiiog kat
Tpla avtiypada yla kabe yovidlo mou ebpaletal otnv opoAoyn MePLOXn TwV GUAETIKWV
XPWHOOWUATWV.

8. Téooepa yovidla a, Suo yovidia B, Suo yovidia y, Suo yovidia 6 otnv dpdon G1 tou KUTTAPLKOU
KUKAOU.

€. YPnAa enineda HbF €dv £xel yovotumo opdluyo yla to yovidio B¢ kal epdavilel avOektikotnTa

otV MPocBoAr] amnod to TAacuUwsLo.
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Aoknoelg yla Avon: MetaAAaéelg (6B)

5. Atopo pe yovotuno ao/aappyyds, StabsteL:
a. HbA 100%
B. HbS 100%
y. HbS kat HbA og avaloyia 1:1

6. 2e cuvOnkecg EAeldng ofuydvou OAa Ta KUTTOPO TWV EPUBPWV alpoodalpilwy SpEMOVWVOVTAL.
€. OL Suo vopoL tou MEvTel, LoxUoUV yLa TO GUVOAO TwV avadEPOUEVWY YoViSLwy.
6. H SpenmavokuTtaplkn avatpio:
o. Elvat pua popdn atpoodatpvonddetag
B. Elval pa popodn B-Balacoatpiag
y. loxUeL kaL to a kot to B
8. Odeiletal oe ehattwpévn cuyKEVTPWON Twv aAucidwv B.

7. ‘Eva GTOMO UE KOPUOTUTIO 44+XXYY:

a. Naoxetl ano cvvdpopo Klinefelter

B.Exel OAa Tou ta yovisia og U0 Touhdylotov avtiypada

y. Emeldn eival ayopt, amnod tov ¢pawvdtuno tou ya ta duloclvdeta Kal ta oAavSplkd yovidia
UITOPOULE VO GUVAYOUUE TOUG AVTLOTOLXOUG YOVOTUTIOUG TOU.

6. ExeL tetpacwuia.

8. AnO ¢uUCLOAOYIKOUG KOPUOTUTILKWG YOVELG, £ival Suvatov, av Kol £EOLPETIKWG OGTAVLO, Vol
npoKUYPEL:
Ol ZUYWTO W 0VEUTTAOELSEG UE 72 XPWHLOCWHLATOL
B. Zuywto pe 44+XXXXXXYYY
Y. ZUywTto pe 184 xpwpoowpata
6. Kavéva amo ta mopomnavw

9. Metd and thv avaAuch KapuoTUou VA¢ {euyaploU, auto YVWPIleL OTL SEV LMOPEL VAL OLITOKTHOEL
ouTe GUGLOAOYLKA ayopLa, oUTE PUOLOAOYLKA KOPLToLd WG PO TO TANO0G TWV XPWHLOCWUATWY
TOUG.

o. n untépa dpépel avaotpodr] o Eva amd ta SU0 GUAETIKA TNG XPWHUOCWHATO

B. o matépag Ppépel EANeLPn 0TO XpWHOCWUA Y TwV OAAVSPLKWY YoVISiwY Tou

Y. N UNTépa Ppépel SMAACLACUO oTa GUAETIKA TNG XPWHOOWLOTA

6. o matépag pEpel petatomnion oAdkAnpou tou Y GUAETIKOU XPWHIOCWUATOC TAVW 0To X PUAETLKO
TOUXPWUOCWHUAL.

OEMA™B: Na OLTIOVTI|OETE OTLG EMOMEVEG EPWTNOELG:

1. XtovavBpwro n HbA (atpoodatpivn A) amoteAeitat and 4 moAunentidikeg aAuoideg avd SUo OUOLEC.
Ao a aluoidec katl 6o B ahuoideg. H duotoloyik ahucida B dpépel oto 6° aptvol TG, To opLvol
Glu (yAoutopwviko o€l). H maBoloyikn atpoodalpivn HbS mou mpokodel tnv SpEMAVOKUTIAPIK
avatpio, pépet ahuoidec B° otn Béon twv puctoloyikwy B. Ot aduacidec B pépouv otnv éktn Béon
to apwoly Val (BaAivn) avti tou Glu.
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2.

H awpoodatpivn HbC, amoteheitatl and 2a kat 2 B¢ alvcidec. H alucida B¢ Siadépel and tnv
dUGLOAOYIKA HOVO 0T 6° apvold omou n BE dpépet To apvoly Lys (Auaivn), avti yia to yAouTapvikod
o€u.

o. Ot atpoodatpiveg HbA, HbS kat HbC péxpt motag tehwkng Stopdpdpwaonc dptavouy;

B. Nolo atpoodatpvonddeta Oa meptpévarte va givat meplocdtepo cofapn, n HbC | n HbS;
ALTLOAOYNOTE TNV AIMAVTNON 0AG.
AlveTtol 0 TvaKaG TWV ApLVOEEWVY E TIC opddeg —R tou kdBe Stadopetikol apLvoEod.

Znueiwan: Aivetat o mivakac UE TI¢C R ouddeC Twv oULVOEEWV.

‘0Oco au€avel o UPOUETPO TOOO PeLwVETAL To Oy TNG atpnoodalpag. Ma mole'Adyo, U0 dtoua Tou
i6lou UYPouc kal Bapoug, TOU To €va (el O €va OPELVO XWPLO OTIG-AATELG KAl To AAAo oth ZUpo,
napouclalouv Stadopég oto péyebog Tou Bwpaka toug adol £xouv TIGibLleg avaykeg ag O;

Mua yuvaika kuodopel éva €uBpuo. ITOV KApUOTUTIO TTOU Tpaypatonotionke SlamotwOnke otL
SlaBétel 45 ypwuoowpata Kabwg amouciale éva GUAETIKO YpwHoowHa Kal S1EBete povo éva X
bUAETIKO, evw gudavilel Kot GOoVOTUTIKA XOPAKTNPLOTIKA ocuvdpouou Down.

a. TLeldouc petalatelg dpépel o €uPpuo;

B. Motog amo toug Suo yoveig umopel va euBUVETAL YL TO CUVOPOLLO TIG LoVoowLag; Me Ttolo Tpomo
UTOPEL va TIPOEKUYE O LETOAAQYEVOC YAUETNG;

Y- To éuBpuo esudavilel pewwpéva enimeda ‘aoodapvwyv. Awote pa mibavr €€nynon ywa thv
eudavion tou patvopévou Down Kol TWV: LELWUEVWY ETIUMES WV TWV alpoodalpvwy oto Eufpuo.

Moleg petaAAagelc xapaktnpilovial wg SumAaclacuog; AvadEépete tpia mapadelypata yovidlwy mou
0 SUTAQCLOCUOG AMOTEAECE GTNY UL TIEPUMTWON BETIKAG LETAANAENG KOL OTLC AAAEG TEPUTTWOELG
apvNTIKA HeTAANagN.

JUYKPIVETE TOUC UNXOVIGUOU G TIPOOTACLAG OO TIG LETAAAAEELG LETAEY TWV MPOKOPUWTLKWY KOL TWV
EUKOPUWTLKWY KUTTAPWV.

Me molo tpdme Slayvwokou e TNV PKU mPOYEVVETIKA KOl UETOYEVVETIKA;

Mool sivat ot Srayvwaotikol Seikteg yla tnv B-Balacoapia;

Y€ £Va.KUTTAPOAOYLKO gpyaoTtriplo e€etalovtal ta Selypata aipatog 4 atdpwy:

o. Kapuotumog 44+XXY

B. Kapuotumog 46 YpWHOOWHATWYV HE €AAsWPn TUAMATOC XPWHOOWHATOC omd to 5° Telyog
opOAOYWV, 0TO £va oo Ta SU0 XpWHOCWUOTA TOU (eVYyOUG

y. Kapudtumog 46 YpWHOOWHUATWY HE TO XpWHOoWHA 4 vo dEpel evwpevo pall Tou éva oxebov
0AOKANpPO XpwHOOWHA 21

6. Kapuotunog 44+X0
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Noa avadépete amod molo cUvdpouo voosi kdBe éva amd ta 4 dtopo Twv omolwv e€etdletal o
KOPUOTUTIOG.

OEMAT: Na OLTIOVTI|OETE OTLG EMOUEVEG EPWTNOELG:

1. Alvetaln nopokdtw petalaypévn ahhnouyio tng kwdIKAG aluacidag tou yovidiou B, Twv alucidwy
B twv awpoodalpvwv pag (aAAnAduopdo Const. Christine). Ztnv aAAnAouxia Twv 95 voukAcoTLSLwy
rtiou Sivetal Sev epdaviletal KwSLkOVIo ARENG, OUTE KATIOLO ECWVLO.

> GGAGACCAATAGAAACTGGGCATGTGGAGACAGAGAAGACTGTTGGG...95NQYKAEQTIAIA...ATGTTT
AGTGATGGCCTGGCTGATCACCTGGA 3

. JUpdwva UE TOV YeVETIKO KWOLKA, ToOlo KwSIKOVIO Kal Tolo ~opwvofy PBploketal Kal
KWOLKOTIOLEITOL QVTLOTOLXWG, AKPLBWE UIpooTd amd ta 95 voukAeoTidia;

B. Mpoaodlopiote tnv B€on Tou uTOKLYNTH Tou peTaAAaypévouryovidiou B kal ypate oto TeTpadilo
oag s aAAnAouyieg tou yoviSiou mou eival e€wvikég, alNa devicuvdéetal pall Toug To pLocwia.

Y- AuTé t0 petalaypuévo alnAopopdo, dépel pia onpueLakn HetdAan aviikatdotaong Baong, o
oxéon pe to aAMnAopopdo BS. Mota eivat auth n aAAayr); Moo apvofl KwdikomoLleltal;

8. Mpoaoblopiote to apvoll mou KwSLKoMOLElTaL amd TO KWSKOVLIO TTou akoAouBel tnv aAAnAouyia
Twv 95 voukAeoTISiwv.

a. e éva Aatopo eAndbnoav Seiypator pUkol LOTOU Kal TPaypaTomnol|Onke Kapuotumog. Ta
arnoteAéopata £6elavapelg StadopeTikols KApUOTUTOUG, o Tpla SladopeTikd KUTTAP TOU.
0. XO+44 B. XY+44 y. XYYY+44.
E€nynote nwg eivat SuvaTov va UTIAPEEL TETOLO ATOLO.

B. g éva Gtopo pe yovotumo BOBS, emuxelpnOnke n évBeon, pe tnv Bonbela katdAAnAou ov dopéa,
Tou dpuactoloyikol yovidiou B, 0To yoviSiwpa TWY OLUOTIONTIKWY KUTTAPWV tou. Motog Ba givat
0 GaLVOTUTOG TOU ATOUOU QUTOU, WG TTPOG TNV SPEMAVOKUTTAPLKN avaluic, LeTd thv évBeon tou
ducLodoyikol yovidiou B, 0TO yovISIwHa TWV QULUOTIOLNTIKWY KUTTAPWY TOU;
AlTloAOyNOTE TNV AMAvVINon Oag.

3. Ze pa mepoxn ™G Adpkng yia BpnokeuTikoUg Adyoug amayopeleTal N KATAVAAWON (WIKWV
nipoloviwy. H latpodn twv avOpwrnwv autwv o apvof Tupoaoivn sival moAl dtwyr, Oxt OUWCE Kot
oto apwofu Gawuialavivn.

E€nynote tv datvoturikn avadoyia 9:4:3 mou napatnpeital and tnv Stootalpwaon LYLWY, TARPWG
£TePOTUYWV YOVEWV, WG TIPOG TIC HeTOBOAKEG 0l0OEvVELEG TNC PaLVUAKETOVOUPLAC KoLl TOU aAdLopoU.

4. Efnynote nwc sivat Suvatdv, amno §Uo vyleic pLavoTumikwg yoveig, va mmpokU et tadi pe cuVSpopo
“ kA@pa tng yarac” kot cuvépopo Down.
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5. Eotw otta—b—c—-d—-e—-f—g—h-iamoteel tnv KAVoOVLIKN OELPA evvéa cuvdedepuévwy yovidilwv
Tiou e6paovtal oTo (610 XpWUOCWHAL.
Ye évav TANBuoUO TtapouctalovTol oL TTAPOKATW XPWHOOWLKES SOUEC:
1. abcdgfehi
2. abcdfghi
3. afedcbghi
4. abcdeffghi
Na avadepBel o kabeuia Amo TG MAPAMAVW TEPUTTWOELG, N SOULIKA XPWHOOWHLKA oAAayr TTou
OUVERN woTte va IPokUPoUV oL XpWHOOWULKES SopEG 1 £wg 4 amo tnv apyikn abcdefghi.

6. ‘ExeL yevvnOsel dtopo pe kapuodtumo 44+XXXYY. EEnynote tov tpdmo Pe tov omnoio mpoékue to
ATOMO QUTO. Agv amatteital n ypadikr avanapiotocn TG LELWTLKNG SLaPecnG TwV YOVEWV.

OEMA A: Na OLTIOVTI| OETE OTLG EMOMEVEG EPWTNOELG:

1. ‘ExeL amobelyBel OTL 0 EUKAPUWTIKOG KUTTAPIKOC KUKAGCG EAEYXETOL QIO ECWTEPLKA KOl EEWTEPLKA TOU
KUTTApOU onpata. Eowteplkdg €Aeyxog EMLTUYXAVETAL XApn OTI MPwtelve¢ mou ovoudlovral
KukAoefaptwpeveg kvaoeg (Cdk’s) twv omoilwv:n Spdon pubuiletal anod tnv cUVOECH TOUG UE TIG
TPWTElveG KUKALves. E€wtepika onpota sival/ Stadopol au€ntikol mapdyovteg m.x n mpwteivn
gpuBpormnotntivn.
2T KUTTAPA MOG UTIAPXEL pla pwtelvn mou ovopdletal RB (PetwvoBAdoctwua) n omoia otav eival
EVEPYN OTOUATAEL TOV KUTTOPLKOKUKAO TIpLY TNV avtypadh , otn ¢paon Gi. H mpwteivn RB ota uyLh
kUttapa, ¢wodopulwvetal, Snhadn amoktd uma pwodoplky opdda pe T Spdon TG
KUKALVOEEQPTWEVNG KLVAONG TtoU €xeL ouvSeBel e TNV KuKAlvn TNG. H dwodophiweon tng mpwreivng
RB (RB-P) tnv amevepyomolel Kal EMLTPENEL 0TO KUTTOPO Vo TIEPVAEL oTn ddon S.
2Ta artopa mou epdaviletat petvopfAactwua (Kapkivog tou apdBAnotpoetdols Twv odpOaAuwy)
propeite va e€nyYRoeTe TL cupBaivel kal Ta KUTTapa yivovtal KapKwvikd, SnAadn moAhamAacialovrat
oveEEAeyKTQ;
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2. Alvetal TO MOPAKATW YEVEOAOYIKO 6£vEpo:

O] O—0
1 2 3 4
n E %
1 2 3 5 6 E B - Bxhaooapia
G APETIQVOKLTTAPLKNA
11 ovoLpie

4

2

. -
2 3

To Zeuyapt lll; x 11l améktnoe tpia nadia, ta onoia: To mpwto gudavilel ehadpldc popdng avaiuiog,
10 deltepo madi Bapld popdn B-Balacoalpia KOLUKPO TTOCOOTO SPEMAVOKUTTAPWY KATA TN
Sokipaoia Spemavwong, evw epdavifel kot ugnAr - ocuykeévipwon HbF kat télo¢ TO TpiTO
nabl gudavice OTOUG TPWTOUCG MAVEG TNG {WNG. ToUu TIOAU Bapld popdng avaiuio, evw oTig
KUTTOPOAOYIKEG e€eTdoeLg epdaviotnkay oAU UPRACY. EMUTESOU MOCOCTA SPEMAVOKUTIAPWV.

nikimargariti.com

‘Eywvav popLlakég e€eTAoELG TO0O Yo Thv B-Badacoatpia 600 Kal yla tnv SpeEMAVOKUTIAPLKN avaluia.
Ta anoteAéopata daivoval oTa ToPAKATW TNKTWHATH ayopolnc.

APETIAVOKUTTAPLKI B - BahxooaLp{a

avapio
IIATEPAY MHTEPA Vi V2 Vs IIATEPAY MHTEPA Vi V2 Vs
[ ]I ] |l [ ]| [ ]| ]| || | [ I I ]
I e w - I —
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H andotaon tne 9éong meptoptouov Nhdl ano tnv 9éon neptopiouov Mstll, eivat 20 {evyn Baoswv
T0 omoio bev anobidetail ato axnua.
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OL pHOpLOKEG EEETAOELG £YLVAV VLA TO YOVISLO TNG SPEMAVOKKUTTAPLKAG avalpiag. Xpnowomnotnonke n
TieEpLOpLOTIKA evbovoukAedon Mstll, n omoia k6BeL to taboAoykd aAAnAopopdo.

Mo tnv B Balacoalpio xpnowomnol)Onke n meploplotikr) evdéovoukhedon Nhdl, n omola MEMTEL TO
duactohoykd aAAnAopopdo evide tng 5’ apetddpaotng MEPLOXAC TOU yovidlou Kat adnvel avénado
1o maBoAoyikd aAnAdpopdo. H emthoyn tng Nhdl, £ywve Ssdopévou otLTo dtopo ll; £maoye amno moAl
Bapa popdny B-Oalacoapioc kat eiyav eheyxbel o TpoyevéotEpPo HOPLAKO €Aeyxo, TA
umevBuva yovidia tou. Kavéva dtopo tng yevealoyiag Sev epdavios a-Balaocoatpio kat OAa ixav
¢duaclohoytkod kapudTuTo.

o. Me Bdon ta anmoTeAEéoUATO TOU HOPLOKOU €AEYXOU TIPOCSLOPIOTE TOUG YOVOTUTIOUG TWV ATOUWY
Tou 6£vEpou mou eAéyxOnKav pe HOPLAKES EEETAOELC WC Ttpog TNV HbA.

B. Mpoaoblopiote tnv miBavoTnTa pddAviong mou eixe to dtopo 1Vs.

y. E€nynote nwg punopel va mpoékue to dtopo 1Vs, Tt eidoug HeTaAAAEeL cuVERNOAV.

8. Mpoaoblopiote Tov YyovoTuTo Twv atopwy Il kat Iz wg mpog ta yovidia Twv atpoodatpivwv HbA,,
HbF. Tvwpilete otLT0 dtopo IV; epdavilel ehadplda popdn avatpiag, mopoXo mou eivat etepoluyo,
EMELST) 0 MeEPAUTEPW BLOXNMULKEG avOAUOELG StamioTwOnke OTLdeV awiyveLeTal HbA,.

€. Moo Ba eilval To MPATUTIO TwWV {WVWV TOU Yovidlou B oTo MAKTWH ayapolng, OTav AUTO MEMTETAL
TAUTOXPOVWG LIE TIC TEPLOPLOTIKEG evEovoukAedoeg Mstllkal Nhdl;

ot. Nvwplloupe oOtL Ta WplHa gpubpd aiwpoodaipla Sev Slabetouv muprnva, SlaBétouv OUwWE
plBoowparta. Elval ta wptpa epubpd apoodaipia {wvtavakuTTopa;

3. MNapakdtw divetal TuRpa tou lou ewviou tou-yovidiou ylatn B-aAvaida tng awpoodalpivng HbA.
KaBe tunua mpogpxetal amno Stadopetikd aAAnAouepdo.

Fovidio Bi Fovidio Bii

AGGCTTATGGTGCAECTTACGCCAGAGGAG
AGGCTTATGGTGCACCTTACGCCAGTGGAG

TCCGAATTACCACGTGGAATGCGGTCTCCTC
TCCGAATACCACGTGGAATGCGGTCACCTC

Fovibio Biii Foviduo Biv
AGGCTTATGGTGCACCTTACGCCAGTAGGAG AGGCTTATCGGTGCACCTTACGCCAGAGGAG
TCCGAATACCACGTGGAATGCGGTCATCCTC TCCGAATAGCCACGTGGAATGCGGTCTCCTC

a. Na BpeBel to €lbog tng yovidilakng petdMhaéng yia ta maboAoyikd aAAnAopopda yovidia.

B. Noto eival to yovidio B¢;
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4. H mo kown HetdAhagn, ylo pa cUYKEKPLUEVN dUAOCUVEETN UTOAELIOUEVN VOooO, sival £AAewdn

PV voukAsotldiwv mou odnyel otnv adaipeon tou apwvoééog Phe amd tn Oéon 508 tng
rniohuntentidikng aluoidag. Etol, n mpwteivn mou sival petalhayuévn, aduvartesil vo tornoBetndel
OWOTA 0TNV KUTTAPLKN MeEUBpavn. H cuykekplpuévn aocBévela epdavilel etepoyévela. TL onpaivel OtL
pLo aoBévela ot epdavilel etepoyeévela; Molo eival To aiTLo TNG ETEPOYEVELAG;
‘Eva aAo maBoloyikd aAAnAopopdo yla tn vooo auth, kwdwkomolel yia éva popto mRNA mou
petadppdaletal oAAd TeplEXel Aydtepa opvoléo amo TO PUOLOAOYLKO TIETITIO0. JUYKEKPLUEVA
arnovolaouv 130 apwvotéa, petafu Tou 256 kal 386, o oxéaon Ue To GUCLOAOYLIKO TIEMTIOLO, EVW T
untohouna apwvoééa eival puatoloyikd. Ti elboug HeTAAAaEN Uropel va €xeL UTTOOTEL TO YovidLo, av
yvwpiloupe otL auth, adopd pEXpL 2 ouvexopeva (elyn Bacswv;
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