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1. KAPYOTYIIOZ ITEPI®EPIKOY AIMATOX (ZEYTOYY)

Xp®HOO®HIUKOL IONDPOPPIOHOL O
pIoyovipovg avdpeg

Aaywp1opog Kapooromog
Alwoomeppia 46, XYq-

46, XY 99-

46, XY,q+,16, q+,22p+

OMwyooneppia 46, XYq-

e Mn amogpaxtiky) oOAryooreppia,
alwoornieppia naboloyikeg pop@eg
oneppatofoapiav (5-16%)

e OKOYEVELAKO 1OTOPLKO e
OLYKEKPHEVT] XPOHOODHIKI)
avopaiia

46, XYq+ . , ,
46, XYq+, 9q+ e Tlponynbeica xonon epPpvov pe
46, XY, 9q+ XPOHPOODPIKEG avpalieg
46, XY, 22p+
H ODXV(')U]T(I TV Xpo)pooo)pu«bv XpoHoowpikeg avpalieg oe avipeg pe
AVOPANOV oe Geoyapla e alwooneppia Kat oAtyooneppia
' ' Xpopooopuké
ripoPAfjpata avanapayo POHOOWHIKES
p. PAp . o PAYOYNS Avepalieg Kapootomog
AaveéPYETAl 0g T0000TO 5-7%. ,
, , ApBpntikeg
Ot xoplotepeg  evdeifelg  yua Kleinefelter 47, XXY
KAPLOTLIO  MEPLPEPIKOL  AIPATOG | Aopixég
etvat Avaotpogr) 46,X,inv Y
e Tlpetonabeig otelpoTnTa 46,XY,inv 9
o I , . \d EMewyn 46,X,del Y(q11.2)
OTOPLKO ALTOPATHOV ATIOPOA®V 46,XY,del 16(q12.2)
Robertsonian
MetdaBeon 45,XY,t(14,21)(q10;q10)

2. TONIAIA OPOMBO®IAIAYX (V Leiden, MTHEFR, G20210A)
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e MTHFR (Meta\\adn yovidiov
OHOKVLOTELVTG)

[Tepinov 5-15% tov mAnBoopoo etvat

opodoyo yua 1 petaladn avtr). Ot

opoluywteg gxoov aovinpevo

kivdovo @Aefuknig OpopPwong xat

ayyetondadelag Tov IAAKOLVTAL.

e V Leiden (Metal\adn yovidiovo too
napdyovta V Leiden)
To petalaypévo yovidio Ppiloxetat oto
20%  twov  Wwonabov  pAefikov
BpopPwceav xat oto 60% TOV PAePkoV
OpopPwoewv oTIg eyKLEG YOVAIKEG,
e G20210A (MetaMaln yovidiov
poBpoppivng)
H etepoloywtia avlavet tov kivoovo
yia @Aefikn) OpopPwon mepirmov 3
@opeg. AmoO peléteg  @aiverat  OTL
DIIAPXEL OLOXETION HETASL TV Kab’
eSwv aroPolwv mpwv v 131 efdopada
Kat opw v 25" e¢fdopdda xat g
petalAadng 202104, iy ovoyétion etvat
onpavtik otav ot aobeveig £xoovv 2 1)
IEPLO0OTEPEG ATIOPONES.

TMHMA MOPIAKHX BIOAOTI'TAY - KYTTAPOI'ENETIKHX



T
A
.
Z
-
<
<
0

3. METAAAAEEIZ KYZTIKHXZ INQXHXY (CFTR)

Mpoopata  éxoov  avakahogbet a7 St - Bnbuset
petal\adelg oto yovidio CFTR oe AT AE S
ATopa HE NIEG AOLHIITOHATUKES

aoféveleg OnImG:

e 2vyyevig arpnola OHePPATIKOD
nopov (CBAVD)

Xpovia nayxkpeatitida

e Puwvikoog moAdmodeg

KoAmitida

e Bpoyxektaoia

A 1
[~ ISOLEUCINE 506

I*\SOLEUCWE 507

Lr PHENYLALANINE 508

CFTR GENE=<_ GLYCINE 509

PVAL\NE 510

440 4060 44 oH>» o4

CAREY BALLARD

H CBAVD evBvvetat yia nocooto 2-5% vmoyovipotntag otoog avopeg. To
80% twv avdpwv pe CBAVD &£xovv atomn pop@r) Kootikng tvewong. To 20% avtav
é¢xoov pla nma xat pra ooPapr petaMaln oto yovido CFTIR, to 33% avtov
gxoov pa petalaln kat évav molvpop@ropd 5T, 1o 20% é€xoov povo pwa
petaadn xat 1o 1-2% €xoov dvo 5T moAvpop@ropovs.

4. MIKPOEAAEIWEIX TOY XPQRMOXQMATOX Y

al\a etvat dvvatov va napovordafoov
eN\elyelg Oe  MIKPEG  IIEPLOXEG  TOL
xpopooopatog Y. Avtég ot eNelyelg
Aeyovtat pupoeNetetg Kat
) azre——fsvaasves dlamotwvovtat pe avaivor too DNA.
IR o L Ta yovidia mnov Ppiokovtat otv
) azre——— svasesvass MEPLOXY] avty elvat MoAD OnNpavIKA

Ylad TV HOAapay®yl] Kat (QLOLOAOYIKI)

avarrrodn tov  oneppatolwapiov. Ot

pupoeelelg oto Ypapoooua Y eivat
[Tooooto 10-20% twv avdpwv pe Onpaviikog IApayovTag
ooPapég dratapayég (oAtyooreppia) LIOYOVIpOTTAG IOV  HHOpel  va
OTO OIEPHd, €XOLV (PUOLOAOYIKA KAnpovounbel ota ayopla aroyovoug.
Xpopoowpata (eSétaon kapvotonnov H eSeétaon avtr) elvatl anapaitytn opv
(PLOLOAOYKA), Vv ewompartikn) yovipornoinon (ICSI).

PAR 1

Yp

Hsry

Yq

EEENES 1581

PAR 2

5. MIKPOBIAKOZX EAEI'XOX XITEPMATOX

Me PCR

e Moxémaopa Ot xowvég pébodot kaligpyelag kat ot

e Ovpeomhaopa avoooevQLHUIKEG,  €XOLV  II0COOTO
e X\apodia eoatoOnoiag 75%, oe avtifeon pe Vv
e HSVIII PCR nov ayyiet 1o 95%.
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