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| AIATAPAXH XAQPIAAX

- || BAKTHPIAIAKH KOAMITIAA

- XPOMOZOMIKEE || MYKOMAAZMATA o
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NPOSTATITIAA k1A | Qi

2YITENEIZ ANATOMIKEZ ANQMAAIEZ
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AIATAPAXEZ AEITOYPIIAZ OYPEOEIAOYX KYZTIKH INQZH KTA

YNEPMPOAAKTINAIMIA ORI

YNOrONAAOTPOMNOZ YITIOTONAAIZMOX
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Mpoocyyion otn Alepeuvnon TNC YNOYovIJOTNTAG

>KOMOC N EMITUXia JE TN PIKPOTEPN KATAVAAWON

Xpovou, ®apuakwv, Wuxnc kar XpAuatog
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Mpooeyyion otn Aigpeuvnon TNS YNOYOVILOTNTAG

MANpNc Alepeuvnon

(Ox1 anapaiTnTa AENTONEPNC)

AvTIHETWMION
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Mpoocyyion otn Alepeuvnon TNC YNOYovIJOTNTAG

H TaxutnTa digpelvnong KAl avTIHETWMIONC
e€apTaral ano:

To avanapaywylko unoAoino Tn¢ yuvaikac
Tnv KaTAoTACN TOU CNEPUATOC
[Mpoownikouc NapayovTeC Tou (EUyouC
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Mpoocyyion otn Alepeuvnon TNC YNOYovIJOTNTAG

'Evapén diepeuvnonc ano Tov Kabopiopo Tou
avanapaywyikou urnoAoinou

Epupnvonauon pnTtePac kal Aoinwv BnNAEwv ouyyevwv
EAGTTWON NEPIODIKOTNTAC KATANNVIOU KUKAOU
YnepnXoypaPIkog EAEYXOC

OuAakioTponoc oppovn/OioTpadioAn

AvTi-MUllerian oppovn
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Mpoocyyion otn Alepeuvnon TNC YNOYovIJOTNTAG

KaBopiopog Tou avanapaywyikou unoAoinou

Kolvonoinan oto (eUyoc TuxoV OUOUEVOUC anOTEAECATOC

EmAoyn TnG ouvexelac ano 1o (euyoc, ano@euyovTac LEXPI
TOTE KABE OIKOVOUIKA EMNWOUVO EAEYXO

Av Ba unapé&el ouvexela, €ITe JE wapla TNE idIac EITE PEOW

dwpPeac, o Bacikog EAEYXOC apopa Tov avopiko NapayovTta
Kal avaAoywG ToV GaAniyyiko.

(

LEIELIE(\MEE)‘IMI;”I_!‘S

Maénuara EpyaoTnpiakig AvdpoAoyiag, ABfRva 2019 A



Mpoocyyion otn Alepeuvnon TNC YNOYovIJOTNTAG

Baoikoc EAeyxoCg
AlaBaToTnTac ZaAniyywv kar Enapkeiac Znepuartoqg

[penesl navTa va nponyeital n €EeTaon yia eKTIKNON
LHOAUCUATIKOU napayovTa

(
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Mpoocyyion otn Alepeuvnon TNC YNOYovIJOTNTAG

Baoikoc EAeyxoC
AlaBaToTnTac ZaAniyywv kalr Enapkeiac Znepuartoc

[penel navTa va nPonyeitTal n eE€Tacn yia eKTiPNON
LoAuouaTikoU napayovta

Apa npwTn €EETAON PETA TNV EKTIUNON TOU avanapaywyikou
urnoAoinou anoTeAEl To ZnNEPUOdIAypappa UE TauToxXpovn
KaAAiepyela ZneppaToc kal KoAnikou/TpaxnAikou uypou
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Mpoocyyion otn Alepeivnon TNS YNOyovIHOTNTAC

EkTignon avanapaywyikou urnoAoinou

4

'EAEYXOG HIKpOBIakou napayovTa

4

EkTiUNON €NApKeIac onepUaToc
EkTipnon diaBatotnTac ocaAniyywv

Edw TeAEIwVEl 0 BACIKOC EAEYXOC NMou Ba pnopoUoe va anoTeAEi Kal
TO guideline TNg NpOANWNC

Enionc, dw ouvnBwc kabopileTal kai 0 TpONoc NPoonansiac
(
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[pooeyyion oTn Alepeuvnon TNS YNOYOVILUOTNTAG
AyvwoTnc AiTioAoyiac

N

3 aveEaptnTa nedia:

e Qapia e 2nepua e EvdounTpio

“

LOGUS 3MEDICUS
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[pooeyyion oTn Alepeuvnon TNS YNOYOVILUOTNTAG
AyvwoTtnc AiTioAoyiac: Qapia

MoloTNTa woppnéiac
EkTignon avanapaywyikou urnoAoinou

KapuoTunoc

(

LOGUS 3MEDICUS
< i et
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KapuoTunoc NEPIPEPIKOU AiHATOC
(KD OnAu)

€YD

KAIVIKEG BoKIpES
Ap Mior. 621-2

KYTTAPOTENETIKH ANAAYZH

LOCUS, '/MEDICI_IS

Adfiva

Zupperoxry oo CEQAS, Cytogenetic European Quality Assessment (United Kingdom National External Quality Assessment Schemes)

Zroixeia aoBevoug

Zroixsia Seiyparog

Ovopatendvopo: Eidog deiyparos: Meproepiké aipa
DH)o: Ofjhv Arrovpevy siétaon: Kapubromog
Hp.Iévwnong: Hyp. Afymg deiyparog:
Haepanéprov larpos: Hy. Mapaiafic deiyparog:
Ap. lleprotatikon:

Auria raparopmic Ap. EZéraonc:
AnoBoris 17 tpipnivou
ATIOTEAEEIMA KYTTAPOTENETIKHE ANAAYEHE

Kapuérurrog: 46, XX |

20 perapdotig amé 500 SIAPOPETIKEG KAAAEPYEIES LE TNV TEXVIKA avdAuong
High Resclutlon bandmg kai {wvwong Timou G (G-banding) . Ze dAeg ng WETaQAOEIS TTapaTnPrBNKE QUOIOAOYIKS

Kai Sopikn | oucTtaon, omou uE [T\ Twv
QUAETIKWV XPWHOTWHATWY XX (SnAecg arépou).

ZYMIIEPAEMA
HIKA avaAuon avédeige A 6
60p||(£; q £ Ai

XPWHOOWHIKG BriAE0g aTOpOU XWPIG EpQaveig

H BiakpimkA IxavoTTa TG TapoGoag ueBoSou nzv nnlpl‘.rm TV GVIXVEUO XPWHOOWUIKGY GVOBIGTAEEWY WIKPOTEWY Twy 5-10Mb. Me T
avauan 20 amo Seivua v T 14% WE OpIO EMOTOGUVNG 0.95.

i
ECA, Cytogenetic Guidelines and Quality Assurance, (2012) v2.0

ACC, Professional Guidelines for Clinical Cyrogemlx:s General Best Practice Guidelines 12007[ v1.04

Gardner R.J.McKinlay, Grant R. and Genetics Ct . 3°Edition, Oxford University Press, 2011
Hook B. E., Am J Hum Genet 29:94-97, 1977

H a0paAtis 1ou amoreAéoparog civar 99.4-99.8% alupuva e v Siedvi) fifhoypagia

AEN®. MEZOTEION 246, 155 61 XOAAPTOL. THA.: 210 65 44 444, 210 69 81 332 335 FAX: 210 69 96 870, E-MAIL: info@locus-medicus.gr. www.locus-medicus.gr
E.630-10/2 r— oeA 1 amé 1

%
LDGUS}MEQ!QHS
e

. u ! : L 2 0 &
?, { '3 ™ i
Py ‘l‘ . l “

“ “ : L ;‘ ‘. v ‘;

1 2 3 4 5
s/ .’."N' g ']
4 * A z C =
7 % j i v o Se D lf’
4 ‘l ! 71 ~ N\ 4 '
6 7 L] 9 10 " 12

g
I'VJ
v
ooy
e
o
L]
- o
=

pe—
e a?

" 15 1% ” 1%
-
s )
>~ g8 K
LS LI &
1" 20 21 2 x Y
Karyotype: 46X

Siide: 82 Cell: 6-158.5

mm—by?&—;—“

(el

Siide: 82 Cell: 6-1585

AED®. MEZOTEION 246, 155 61 XOAAPTOL, THA: 210 65 44 4bd. 210 69 81 332, -335. FAX: 210 69 96 870. E-MAIL: info@locus-medicus gr. www.locus-medicus.gr
oronountkod: 041080057

LOCUS >MEDICUS

IATEIKH ALE

Ma6nuarta EpyaoTnpiakng Avdpoloyiag, AGnva 2019




KapuoTunog nepIPEPIKOU AipNATOC
(KD Appev)
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MeAerABnkav kai avaAlBnkav ouvoAikd 20 PETAPATEIS aTTd BUO BIAPOPETIKEG KAANEPYEIES HE TNV TEXVIKT A Karyotype: 46, XY
High Resolution banding kai {wvwong ToTrou G (G-banding) . & dAeg ng uzrawmm; TrapatnEABnKe QUOIOAOYIKH
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[pooeyyion oTn Alepeuvnon TNS YNOYOVILUOTNTAG
AyvwoTtnc AITioAoyiac: Znepua

>nepuodiaypappa

AnonTwTIKN KaTaoTaon - Extipnon {wTikoTNTaC
Karartunon DNA

EkTignon unepo&eidwaong

KaAAiepyeia

EvOoKUTTApIOl HIKPOOPYAVIOHOI

Bloxnuikoi OeIKTEC

OpHOoVIKOI OEIKTEC

KapuoTunoc
(
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Mpoocyyion otn Alepeuvnon TNE YNOYoVIMOTNTAC
AyvwoTnc ArrioAoyiac: Evoountpio

OpouPOPIAIKOC Napaywv
[eveTIKn Npodiabeon
PwoPoAInIdIKO cUVOPOUO

MoAuouaTIKOC Napaywy
. AJECN HIKPOOKOMNON KOAMIKOU/TpaxnAikou
MikpoBlakn kataoTaon KOAMou/TpaxnAou
XAapudia TpaxnAIKou JE KUTTAPOMETPIa pong
XAapudia 1oTou nepiodou®
. Algpevivnon kaANiEpyelac evoounTIKOU uypou (av xpeialeTar)

AvoooAoyIKOC Napaywv

NK Aep@okuTTapa
-
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Mpoocyyion otn Algpelvnon TNS YNOYovIHOTNTAC

AyvwaoTnc Arriohoyiag: EvoounTplo

N

OpouBoPIAIKOC Napaywv
. TeveTiki Npodiabeon
. ®woPoAInIdIkO oUVOPOUO

Ma6nuara Epyaornpiakng AvdpoAoyiag, ABriva 2019
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Mpoocyyion otn Alepeuvnon TNE YNOYoVIMOTNTAC
AyvwoTtnc AiTiohoyiac: EvoounTpio
OpouBoPIAIKOC Napaywv

>UXVOTNTA YEVETIKWV VOOWV

EtepoluywTia V-Leiden: 6,88% (52 ano Toucg 756)
EtepoluywTia G20210: 2-5%

OMOZYTQTIA G20210: 0%

OMOZYT'QTIA V-Leiden: ??

Erepoluywria B Balacoaiiac: ~10%
ETepoluywTia Kuotikne Tvwonc: 4,5%
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I. EpwTAMaTa ano To I0TOPIKO TOU Uunoyovipou (EUyouc.

HAikia

EnayyeAua

Xpovoc oxeonc (euyouc
Xpovoc¢ npoonabeiac
[MponyoUUEVEC KUNOEIC

[Mpoonabeia pye NPonyoUUEVO GUVTPOPO

(
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Ymoyoviuotnta: 20vOeon evoq

TLOAUTTOPAYOVTIKOU TTPOPANUATOC

VN SKAC)
S SYNAPOMO:
S R Th1/Th 2

[ AIATAPAXH XA\QPIAAZ
BAKTHPIAIAKH KOAMITIAA
XPOMOIOMIKES | | MYKOINAAZMATA >

 ANOMAAIEE || TPAXHAITIAES Av‘
[ ENAOMHTPITIAA D AMO®PAZH AAMITTQON
= ENTEPOKOKKOI g AMOOPAKTIKOY TYIOY
= NPOSTATITIAA kTn | ARRRsERA

[P. 000. ANENAPKEIAeHOAYKYETIKES QOOHKE: | [\ ChEi> ANATOMIKEZ ANQMANIEZ
AIATAPAXEX AEITOYPTIAZ OYPEOEIAOYZ KYZTIKH INQZH KTA
YMEPMPONAKTINAIMIA

YNOrONAAOTPOIMOZ YIIOrONAAIZEMOZ
METABOAIKO XYNAPOMO LOCUS »MEDICUS

Malnuata Epyaoctnpiaknc Avdpoloyiac, AGnva 2019
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Ailaxeipion Tou {eUYOUC

N

NMARpNG diepelivnon kal TV 2 gulUywv
AITiIoAoyIKn Bgpaneia eni JEPOUC NAPAYOVTWYV MOU €MIOEXOVTAI
Mo POVIKEC Bepaneiec n.x. avTIBIWOEIC

Anogpaon Tou Tponou kai Tou timing
[pocToIpacia yia napayovTec UE NPOowPIVEC JIOPBWOEIC . X.
avTIoEeidwon

MpoonaBeia
AVTIUETWNION EVOEXONEVWV NPOBANUATWY a’ TPiKNVo.
Odnyiec oTov ouluyo

Mpoooxn pexp! TN Aoxeia

Ma6nuara EpyaoTnpiakng AvdpoAoyiag, A6rfva 2019
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