Alaywviopa kedalaiov 6°

Awaywviopa Kepalawo 6 (A)

Zntnua 1° Movadeg 25

EruAé€te tnv 0pONR andvinon:

1. Nooca avtiypada tou yovidlou twv aAucidwv & SlabBétoupe duololoykad ota
XPWHOOWUATA HAG, O €va eUBPOKUTTOPO Hag, TTou KUKAODOpPEL 0TO aipa pog:

a. 2

B.4

V.6

6.12

€.0

2. Eva evnAiko etepoluyo Atopo pe yovotuto BRS €xel Tig €N ¢ alpoodalpiveg:
a. HbA, HbS, HbF, HbA,

B. HbA, HbS, HbF, HbA; kat pumopeL kat HbAS
y. HbA, HbS

6. HbS, HbF

€. HbA, HbS, HbA;

3."EuBpuo 18 eBdopddwv pe yovotumo BR¢ Stabétel Tig €€\ ¢ moAumentidIkéC aAucideg
yla TLg alpoodalpiveg tou.

a.a, B,y, BS

B.a,y, 6

V-, Y

6.0,B,6

€.B,0,vy

4.Eva dtopo pe cuvdpopo Klinefelter, Stabétet:

a. QuaotoAoyiko mARBog aAAnAopopdwv yovidLwv.
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B. AutAdolo ANB0¢ OAWV Twv Yovidlwv mou edpalouv ota GUAETIKA XPWLOCWHOTA
y. Avo avtiypada yla kaBe avtoowuiko yovidio, duo avtiypada yia to yovidlo tng
awpopodidlag kat tpia avtiypada yla kaBe yovidlo mou edpaletal otnv opoAoyn

TLEPLOXN TWV GUAETIKWY XPWUOCWHATWV.

6. Téooepa yovidla a, dSuo yovidla B, duo yovidia y, Suo yovidia & otnv ddon G1 tou
KUTTOPLKOU KUKAOU.

€. YYnAd& enineda HbF edv €xel yovotumo opoluyo yla to yovidlo B¢ kat epdavilel
avOEeKTIKOTNTA O0TNV TIPOSBoAn arod to mAacpwdLo.

5. Atopo pe yovotumo aa/aaBBsyyds, Slabétet:
a. HbA 100%

B. HbS 100%

y. HbS kat HbA oe avatoyia 1:1

6. Ze ouvOnkeg €éAewdng ofuyovou OAa ta KUTTapa TwV €pubpwv alpoodalpiwv
Spemavwvovtal.

€..0L 8u0 vopoL Tou Mévtel, LoxUouy. Yo To.CUVOAO Twy ovadEPOUEVWY YOVIBLWY.

Zntnua B Movabdeg 25

1. Muwa yuvaika kuvodopel éva €uBpuo. IToV KOPUOTUTIO TIOU TPOYHOTOTOWONnKE
StamiotwBnke OtL Slabétel 45 ypwpoowpoata kabwg amouciale éva GUAETIKO
XpWHOoWUa Kal O1EBeTe povo éva X PUAETIKO, evw eudavilel kol GaLvoTUTILKA
XOPOKTNPLOTIKA cuvépoou Down.

o. Tueidoug petalagelg pepeL to EUPpuo; (2)

B. Notog amnod Toug Suo yoveig umopel va euBuveTaL yLa TO CUVOPOUO TIG LOVOCWHLAG;
Me TtoLo TPOTIO UMoPEL va TTPOEKU P E O LETAAAOYUEVOG YOUETNG; (1+5)

v-To éuBpuo epdavilel pewwpéva emnimeda ailpoodalpvwy. Awote pla mbavi
e€nynon yla tnv eudavion tou davopévou Down Kol TWV HELWUEVWY ETUMESWV TWV
awgoodalplvwyv oto Euppuo. (7)

2. Moleg petaldgelg xapaktnpilovtat w¢ Outhaclaouog Avadépete Tpla
napadelypata yovidiwyv mou o SUTAaCLOCUOG AMOTEAECE OTNV La TIEPLITTWON BETIKAG
HETAAAQENG KAl OTLG AAAECG TIEPLUTTTWOELG APVNTLKA UETAAAALN. (2+3)

3. JUYKPIVETE TOUG HNXOVLOMOUG TPOOTOCLOG Omo TG METAAAAEELS PETAEL TWV
TIPOKOPUWTLKWY KOL TWV EVUKAPUWTLKWY KUTTAPWV. (5)
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ZAtnua r Movadeg 25

1. Alvetal n mapakdtw petaldaypévn aAAnAouyia tng kwdikAg aAuaoidag tou yovidiou
B, Twv aAuoidwv B Twv alpoodalpvwy pag (aAAnAdpopdo Const. Christine). Ztnv
oAAnAouyia Twv 95 voukAeotldiwv mou Sivetal dev epdaviletal kwdkovio ARéng,
oUTE KATOLO ECWVLO.

5°GGAGACCAATAGAAACTGGGCATGTGGAGACAGAGAAGACTGTTGGG...95NOYKAEO
TIAIA...ATGTTTAGTGATGGCCTGGCTGATCACCTGGA 3'

o ZUUPWVA LLE TOV YEVETIKO KWALKA, TTOLO KWOLKOVLO KAl TToLo apvoly BplokeTal Ko
KWwSLKOTIOLE(TAL AVTLOTOLXWE, OKPLBWCE UpooTtd amod ta 95 voukAoTldLa; (3)

B. Npocblopiote TNV B€on TOU LUTIOKLYNTH TOU HeTaAAayUévou yovidiou B kat ypayte
oto tetpadlo cog TG aAAnAouxiec tou yovidiou mou eival €€wvikEG, aAAG Sev
ouvdéetal pall toug to pLpocwua. (1+2)

V- Autdo 10 petoAlaypévo aAAnAopopdo, dEpel  pla OnUELOKN  UETAAAAEN

avtikatdaotaong Baong, o€ oxéon Pe To aAAnAduopdo BC. Mola sivat autn n aAlayn;
Moto apvoll kwdlkomoleital ; (3)

6. MpoodlopiaTe TO opVELY TTOU KWOLKOTIOLE (T 0TT0.TO KWOLKOVLO TTOU-0KOAQUBEL TNV
oAAnAouxia Twv 95 voukAeoTiSiwv. (3)

2.

o.Xe éva Aatopo eAndOnoav Selypota puikol LoToU KOl TPAYUOTOTOLRONKE
KapuotuToG. Ta anoteAéopata £6elav Tpelg SladopeTikolC KApUOTUTIOUG, O Tpla
SladopeTika KUTTOPA TOU.

o XO+44 B. XY+44 y. XYYY+44.

E€nynote nwg eivat Suvatov va untdpet TETolo atopo. (7)

B.2e €éva Aatopo pe yovotumo PBS, emxelpribnke n évBeon, pe v Ponbela
KatAAAnAou U ¢opéa, tou dualoloylkol yovidiou B, oto yovidiwpa Twv
OLLLOTIOLNTIKWYV KUTTApwWV Tou. MNotog Ba eival o ¢avotumog Tou atopou autol, wg
T(POG TNV SPETAVOKUTTOPLKN avaluia, HeTd tnv €vBeon tou duacloloyikou yovidiou B,

OTO YOVLSLWwHA TWV OLUOTIONTIKWY KUTTAPWVY Tou (2);

AttloAoynote TNV andavinon ocog. (4)
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ZAtnua A Movabdeg 25

1. AlveTal To TAPOKATW YEVEAAOYLIKO EvEpo:

4

.o =
1 2 3 6 E B - Baxhxooapia
APETIRVOKUTTOPLKA
11 avatpio

4

2

. -
2 3

To Ceuyapd lll; x 1z anéktnoe tpla matdia, ta omnoia: To mpwto eudavilel eAadpldg
Hopdnc avaluiag, to devtepo naldi Bapld popdn B-6alaccatpia Kal Hkpo TOCOCTO
Opemavokuttdpwy Katd tn OSokipooia Spemdvwong, evw eudavilel kat vPnAn
ouykévipwon HbF kat téAog Tto tpito maldl epdavioe otoug mpwtoug PRVeS TG LwNAG
TQU TIOAU Boapld popdng avaluid, Evw oTLG KUTTAPOAOYLKEG e€eTaOELG ELdavioTnkay
TOAU LPNAQU emutéSou MOoOGTA SPEMAVOKUTTAPWV.

OO O—
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Eywvav poplakeég efetdoel tooo yla tnv B-BoAaocoalpio 60o KoLyl TV
Spemavokuttaptkn avalpia. Ta anoteAéopata daivovtal oTa MoPAKATW TTNKTWHOTO
ayapogng.

APETIAVOKUTTAPLKA B - Boxhaooatpia

avaLpio
TIATEPAY MHTEPA Vi V2 V3 IIATEPAY MHTEPA Vi IV2 V3
[ I 1 ]| NN ]| [ ]| I ]| [ ]| [ ][ 1 [ ]
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H arntéotaon tng 9éonc¢ neptoptopov Nhdl aro tnv Béon neploptouov Mstll, eivar 20
leuyn Baoewv to omoio ev anodidetat oto oxnua.

OL HOPLOKEG €EETAOELG €ylvaV ylo TO YOViSlo TNG SPEMAVOKKUTTOPLKAG OVOLULAG.
XpnoiuormnotnBnke n meploplotikr) evéovoukAeaon Mstll, n omola kOBeL To taBoAoyikd
oAAnAopopdo.

MNna tv B BaAacoaluia xpnolwpomnoltibnke n meploplotiky evdéovoukAedaon Nhdl, n
orola MEMTEL TO PUTLOAOYLIKO 0AANAGLOPdO EVTOC TNG 5’ apeTddpaoTnG MEPLOXN G TOU
yovidlou kat adrvel avénado to maboAoyikd aAAnAopopdo. H emhoyn tng Nhdl,
€ywve 6edopévou otLTo atopo 11 émacye and moAv Bapla popdn B-Balacoatuiog kat

elyav eAeyxBel oe mpoyevéotepo popLlako EAeyxo, Ta urteLBuva yovidia tou. Kavéva
Aatopo TG yeveahoyiag Sev epdavios a-6alacoatuia.

o. Me Bdon ta anoteAéopata Tou popLlakol eAEyxou PoodloploTe TOUG YOVOTUTIOUG
TWV atopwV Tou 6€vdpou Tou eAEyXONKaV PE LOPLOKECG EEETACELG WG TIPOC TNV HDA.
(5)

B. Npocblopiote TNV mBavotnta epudaviong mou ixe to atopo IVa. (3)

y. Eénynote nwg pnopei va mpoékuPe to dtopo IV3, tLeiboug petalragelg cuveBnoav.
(4)

6. MpoabLopIlOTE TOV YOVOTUTIO: TWV. -aTOpWV- kot Il wG-Tpog ta yovidto-Twy
awpoodatpivwv HbA,, HbF. Tvwpilete '0tLto dtopo-IVi epdavilel ehadpla popdn
avalpiag, mapoAo nou eival etepoluyo, eMELSN O MEPALTEPW PLOXNULIKEC OVAAUCELG

StamiotwOnke 6tL Sev aviyvevetal HbA,. (2)

€. Moto Ba eivatl To mpoTUTo TWV {WVWV Tou Yovidlou B¢ oTo MAKTWHA ayapolng, otav
OUTO TIEMTETAL TOUTOXPOVWG LLE TLG TIEPLOPLOTIKEC evOovoukAedoeg Mstll kat Nhdl ;(3)

ot. lvwpiloupe oTL Ta wplpa epubpd atpoodaipla Sev dtabetouv mupnva, Stabétouv
OpwG pLBoowpata. Eival ta wptpa epubpad alpoodaipla {wvtava KUTTAPQ; (3)

2. Napokadatw Sivetal tuApa tou lou efwviou Tou yovidiou yla ™ B-aAucida tng
awpoodatpivng HbA. KaBe tunua npoépxetal amno dtapopetikd aAAnAdpopdo.

Fovidio Bi
AGGCTTATGGTGCACCTTACGCCAGAGGAG
TCCGAATTACCACGTGGAATGCGGTCTCCTC

Fovidio Bii
AGGCTTATGGTGCACCTTACGCCAGTGGAG

TCCGAATACCACGTGGAATGCGGTCACCTC
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Fovidio Biii

AGGCTTATGGTGCACCTTACGCCAGTAGGAG
TCCGAATACCACGTGGAATGCGGTCATCCTC
Fovidio Biv
AGGCTTATCGGTGCACCTTACGCCAGAGGAG
TCCGAATAGCCACGTGGAATGCGGTCTCCTC

o. Na BpeBetl to €id0o¢ tng yovidLakng LeTdAAaéng yia ta maboAoyikd aAAnAopopda
yovidia.

B. Moto eivat To yovidio B¢ ; (4+1)

KaAn emtuyial
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