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BIOAOTIIA (MaAaié ciuotnpa)

" F'evikoU AuKeiou
Zmoudwyv Yyeiag

Napaokeun 22 Mdiou 2020 | Aldpkela E§étaong: 3 wpeg

AMNMANTHZEI

OEMA A

Al: A

A2:T,

A3:T,

A4: B,

A5: A

oOKTWK:2-5-3-4-1.

Kata ovvémeia ) petadV Toug Slaotavpwon ExeL wg €ENg:

eyyunon mo1éTnTog
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XX XXX XXY // XY )
X- XX XY Y

ZUVOAIKA TIPOKUTITOVV 0L akOAovBoL amdyovoLl:
2 ONAvka @UGLOAOYLKA e YovoTuTo XX

2 APOEVIKA (PUOLOAOYIKA XY

1 OnAvko pe tpia X

1 dtopo pe ovvdpopo Klinefelter XXY

1 dtopo pe ovvdpopo Turner X-

1 dTopo PE HOVO EVa PUAETIKO xpwirdowua Y =Y, To omolo elvat un Blwoo.

B3. 1) H mpdtaon sivalt cwot.
SPEMAVOKUTTAPIKY) AV

WHOCWHA Elval peyaAlTePo o€ pEyefog amo to Y, Kal TEAOG

Y)-wapla Ta oTola pEpovV TAvTA X XpWHOCWHA, AAAG KaBwGS elval emiong
KUTTapA TTAOVCLA G€ PLITOXOVEPLA, TIEPLEXOUV KOL HLX LKPT] OAAQ UTTOPKTY
EMMAEOV  TOOOTNTA YEVETIKOU VAWKOU (pitoxovdpiakd DNA). Ta
OUYKEKPLUEVA KUTTAPA TEPLEXOUV KOL TNV HUEYAAVTEPN TOOOTNTA
YEVETIKOU VALKOU.

eyyunon mo1éTnTog
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B4

B5.

AABB, AaBB, AABf kot AaBp.

Ta @utd pe yovotumoug aaBB, aaBf kat aaff

Kdavoupe v Staotatpwon AaBf X AaBf:

AB E\B\ off
AB AABB AaBB AaBf
AB AABf AaBp Aafi
aB AaBB aaBB aaBf
ap AaBp aaBp aaff

TO XapakTnplotTikd X1 elvat 4 xal @aivovtat pe
O€ 1] OKLAOPEVA KEALAL.

OEMAT

va elte KITpVa HE KOKKIVEG KNAISEG, EVW TA APOEVIKA €lval Povo Kitpva).
AvtiBeta n yevetkn B¢on n omola kabopilel TV gp@avion padwoewv Sivel
TOUG (510UG PAVOTUTIOUGS Kal Ta §V0 @UAa (Lapeg YkpL 1) EAAeldm pafdwoewy

2eN.3/13

eyyunon mo1éTnTog
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r2.

KOKKIVO Kol KI{Tpwa HE KOKKLWVEG [BoOUAgg
Xapaktpwyv tavtoxpova. Emiong mpémel
aAANAGpOop @O, KaBwG Aelouvv amdyovol (; { elval poa o€ aplOuo amo

(vapxovv papPeg YKPL M
WG oL YkplL paBdwoelg elval evdlapecog

KAl ELPAVIlEL ATEAWG ETKPATN TUTIO KAT|POVOUT O
kaBoAov pafdwoelg). Bewpole

I3.

@aviol] pavpwv paBdwoewv, To aAAnAopop@o Az elvat vmevbuvo ylx Thv
pafdwoewv (petadl TOUG elval ATEAWG EMIKPATH) KAl TEAOG TO O3
opop@o oe opdluyn Kataotaon Aertovpyel wg Bvnotyovo. Ot yovoTuToL
Al xat Ala3 Sivouv pavpeg paBdwaelg, ot yovotutol A2A2 kat Azaz ev Sivouv
pafdwaoelg, o yovotumog A1A2 Sivel Ykpl pafSwoels kat TEA0G 0 YOVOTUTIOS (303

2eN.4/13
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[Mapakatw Slvetat n Stactavpwon, o mivakag Pu

(ULVOTUTILKEG AVAAOYIES ATIOYOVWV:

AlacTavpwon: : XKZXK3A1a3)§XK\ ;

XK2A4 XK2q3 TX*3A, X<3a3
XK1 A, XK1XK2A A, | XKIXK2ZA, 03 \&WA1A2 XK1Xx3A 003
XK1 o3 XKIXK2A o3 | XKIXKZ(rz3 03 XKWAﬂx:; XK1X®3q3003
Y Az XK2YA1A2 XK%Z a3 X®3YA1A2 X*3YAza3
Y as XK2ZYA103 XK2Y az o3 Xx3YA13 X<3Yaszas
Ta oxlaopEva KEALA avTLo Wyévovg oLomolol ev emBLwvouv.
['ovoTuToL KAl ALVOTUTE AVWOV ATTOYOV®V:

K2¥ A13 kitpvo chdpa padpes paBSwoelg

eyyunon mo1éTnTog
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pafdwaoelg To apoeviko. Emopévws ot yovotumot. roug eival (kat yir ta dUo
XOPAKTNPLOTIKA):

XKzXx3A 1002 X : XK1Y Aj0s.

AlactTavp 102 X : XK1Y A3
XK2A4 XK2qry/ X*3A1 X3z
XKl A1 XKl&kZA}A% leKZAﬂXZ XKIXK3A1A1 XK1XK3A1a2
XK1 o3 XK1 103 XK1XK2a2a3 XK1XK3 A1(X3 XK1XK3a2a3
Y A1 XICYAAL | XPYAa: | XSYAA1 | XSYAie
Y a3 WM XYooz | X3YAraz | X<3Yazo

L AVTLOTOLYOVV GTOVUG ATTOYOVOUGS OL OTIOL0L SEV ETILRLWOVOLV.
WVTAVOV ATOYOVWYV ivat oL akdAovbot:

3A1A1 x6KKIVO oOpA YKPL paABS®OELS

3A102 KOKKIVO oOpA paVPES paBS®OELS
XK2A 13 kitpvo owpa pe kOkkveg kKnAidSeg xwpis paBdnoelg

XK1X®3A 1003 kOKKLVO cOpa xwpis paBShoelg

eyyunon mo1éTnTog
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I4.

Apoevikd: V
XK2Y' A1A1 xitpwo odpa ykpL paBdmoelg

XK2Y A1z kitpvo owpa padpes papdmoelg

XK2Y A103 xitpwvo cdpa xwpis paBdunostg

Kal og autn] TV TePIMTWOoN TA AMOTEAETHATA TG AACTAVPWONG elval OpoLa pe
Ta Sedopéva, omoTe 1 LTIOOEOT Elval amodSEKT.

Ta StayoviSiakd mpofata TG eK@wNoNg etvatl G ETTOLEVWG Bt EpOLV

amod éva avtiypa@o Tou avlpwTivou Yovidiov oTo YeveTikd Toug VAIKO. 'Eotw
To omolo eivatl vmevBuvo yia v Tapaywyn ™AL avtilBpuPivng. Emopévwg

XVIY-- 0 yovOTuTOG TOU apoevikel Tpofdtov kat X'X'Al- o yovOTumog TOU

¥ [x-
XVIII. Xvnlx\A@ XVIIX---

Y- X'YA1- XY--

ATé ™y mapamdvew StacTalpwor TPoKUTITEL TwG oL pool BnAvkol amdyovol Ba
@EPOLY KaLTa SV0 avBpwitva yovidia (amd éva avtiypa@o) kol ol dAAol ool

Ba €xouv EvaavTlypa@o Tou yoviSiov To oTtolo TapdayeL Tov Tapdyovta TNEng

2eN.7/13
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T 6e€1A) Kal TAnpoopla Yo tnv cvvBeon emtamne
aAvoida (popd avayvwong amd SeLd TTpog Ta aplé

TAGGCCTCGGAATGAATTCTTAATGCCCAAATGGATGTAAC AATTGTCCGGAGAATTCTTA
ATCCGGAGCCTTACTTAAGAATTACGGGTTTACCTACAT

yvBeon Tou emtamemtidiov elval
3’ aplotepa kat 5 Sefia. Xty 17

vramnemntidio: NH2 - peBelovivn - poAivn - Avoivn - tpumtto@dvn - pebelovivn

tamentido: NH2 - pebBelovivn - Agukivn - 1oTidivn - mpoAivy — @atvudaiavivn
- YAvkivn - totidivn - COOH.

‘ eyyunon mo1éTnTog
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[Ipwtn kKata oelpa TV aAAniouvxio avay
(5ACCGGT), akoAouvBel m aAAnAovyior avoyv

KaTOTlY ouvavtdape: Tnv aAAnAovyia avayvwpieng tmg evdovoukAedong A

(5CAATTG), axoAovBel n oAAnAguyia avayvwplong tng evdovoukieaons B

[Mapatnpovpe Twg kapia o

TAaloL AVAYVWON G TWV

0 TAaopidlo va mapdiel To MEVTATENTIOW0
Hovo, Ba mpemel i Se§opévn arinAovyia va evowpatwOel oto mAaopidio pe

POCOVATOALOUO, OTIOTE Kal B TapayOel To mevtamentidlo, To omolo eival
KOl 0 6TOXO0G HAG.

eyyunon mo1éTnTog
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(avtiBetoug petady Toug) MpooavaTOALGHOVG-Tla auTdV TO OKOTO 1) povn
KATAAANAN ev8ovoukAeaon eivarn EcoRI i omola avayvwpilel kat kOfBel Tnv

A3.

5 TCGGAATGAATTCATGTTACATCCATTTGGGCATTAAACAATTGTCCGGAGAATTCTTA
3ATCC CCTTACTTAAGTACAATGTAGGTAAACCCGTAATTTGTTAACAGGCCTCTTAAGAAT

OTwg/evkoAa @aiveTal, N LETATPOTIN eMMPedleL Kal Ta SU0 TAXICIA AVAYVWOTNG.

nAovyia 1 oTolo KWSIKOTOLEL TO TIEVTATEMTISI0 PETAPEPETAL AKEPAL CTNV
2" aAvoda kal avtioTolya ) aAAnAovyia 1) oTola avTIoTOLXEL 0TV KwSLKoTIoNoN
TOU enmTaMeNTISiOV peETA@EPETAL akeépan otV 1" aAvoida. Katd ovvémela, av

‘ eyyonon Trmommg
Zuvepyalopevol Ekmaidsutikoi-PpovTioTeg Hey s one
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A4.

VW HOALDV).

Ta SeSopéva Tov epw

@ayilovtal 6Tov TivaKa TTov akoAoVOEL:

eyylnon ToloTnTOg

1T Zuvepyalopevol Ekmaidsutikoi-PpovTioTeg ‘HEYSI:“ nﬂ
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ANIXNEYTHE A B r A
Y21 - - 2 1
XX1 2 1 1 1
5q- 2 2 2 1
Xdal 2 1 2 2

TOUOVWOT) YEVETIKOU

VALKOU BplokovTal otnv apxn TG LECOQAOTG, EMOUEVWS SEV Exel CUUPBEL akOUN O

0 0T0(0G TAPOVGCLALEL TA ATOTEAECUATA TWWVURPLSOTIONCEWY TIPOKVUTITOUV TA
ak6AovBa cuumepdopaTa:

To datopo A £€xer 6Vo Béoelg yfpldomoinong ywa to kevtpouepidio touv X
XPWHOOWUATOG Kol U0  QUOLOAOWKA oAANAOpOp@A Yt TNV  avtiAnym

xpwpatwv. Emiong el Vo @(Nong yla TNV TEPLOXT] TOU UIKPOU
Bpaxlova ToOL XPWHOCWUATOS Touv oTolov odnyel 0TO YVWOTO
ovvdpopo cri du chat. Ko OKELTAL YL TO ATOAVTA UYLEG ATOUO TO
omoio elvat OnAvkoU pUAo 2 X XpwHOOWUATWVY Kot EAAewm Y).

ue Béom vBpidomoinong ya to kevrpopepidio touv X

Qéon ~vBpLdomoinong ywx Y xpwpdowpa, pla 6éom

(¢eL 8V0 Beoelg vBpLSomoinong yx To Y xpwpdowua, pio Bgon
To kevrpopepidlo touv X Ypwpoowpatog, pia Béom

EV0 ATOUO €lval apoeviko, aAAd €xel eva emmAéov Y XpwUHOCWH

LOWUIX PUAETIKWOV XPWUOCWUATWV).

NAOLOPPO YLK (PUGLOAOYIKT) QVTIANYN XPWUATWVY KAl €xel povo pia BEom
vBpdomoinong ya tov pikpd Bpaxiova Tov xpwpoowpatog 5 (€xel EAAendm tov
QVTIOTOYOU TUNHATOG OTO £V MO Ta SU0 OUYKEKPLUEVA XPWUOCWUATO).

2eN.12/13
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ETIOUEVWDG TO GUYKEKPLUEVO ATOUO E(VOL APOEVIKO UE PEPLKT OXPW Pila Ko

oVvvépopo cri du chat to omoio kat Tpokaiel peTald AAwWV Ko oNTIKN

kabuotépnon.

&y
4y
5
&
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