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1. KAPYOTYIIOZX ITEPI®EPIKOY AIMATOZX (ZEYTOYZ)

XpOHOOWHUKOL TONDHOPPLOPOL O
DIIOYOVILODG AVOpPES

Aay@p1opog Kapootomog

Alwooreppia 46, XYq-

46, XY 9q-

46, XY,q+,16, q+,22p+
OMwyoonieppia 46, XYq-
46, XYq+
46, XYq+, 9q+
46, XY, 9q+

46, XY, 22p+

e Mn amno@paxtiki) oAtyoomeppia,
alwooneppia maboloyikég pop@eg
oneppatofeapiav (5-16%)

e OKoyevelako 1OTOPLKO He
ODYKEKPIHEVT] XPOHOCDHKI)
avepaiia

e [IponynOeioa xovnon epPpvov pe
XPOPOCDHPIKEG AVOPANieg

H ooyvomnma tov YpopHOOOPIK®V
avopalwwy  oe  Ceoyapua  pe
rpoPAnpata avanapaywyrg
AavEPYETal og T0000TO 5-7%.

Ot xoplotepeg  evdeilelg  yua
KAPLOTLIIO  MEPUPEPIKOD  aipatog
etvat:

¢ Jlpwtomnabeig otelpotnta

¢ JotopKO avTOpaTeV ArroBolmv

Xpopoowpukég avopalieg oe avopeg pe
alwoomneppia Kat oOAyooreppia
Xpopoompukég
Avopalieg Kapootomog
AplBuntikeg
Kleinefelter 47, XXY
Aopkeg
Avaotpogr) 46,X,inv Y
46,XY,inv 9
EX\ewyn) 46,X,del Y(q11.2)
46,XY,del 16(q12.2)
Robertsonian
Metabeon) 45,XY,t(14,;21)(q10;q10)

2. TONIAIA OPOMBO®IAIAYX (V Leiden, MTHEFR, G20210A)

)
H Red Marker Line (top) ==
Control —
E T — mutant  FV G1691A (Leiden)
= 2 — tant  PTH 6202107
=
=0 — mutant ~ MTHFR  C677T
L
e wild type  FV G1691A (Leiden)
E 5 — wild type  PTH G20210A
= 3 =
; 6 — wild type  MTHFR  C677T
b—- Green Marker Line (bottom) e
1 1
e MTHFR (MetdMadn yovidiov
'
OHOKDOTELVIG)

ITepimov 5-15% tov mAnBvopod eivat
opoloyo yua ) petaladn avt). Ot
opoCLYWTEG gxoov avinpévo
kivoovo @AePikng OpopPwong xat
ayyelondadeag Tov MAaKoLVTAL.

e V Leiden (MetdA\adn yovidiovo tov
napayovta V Leiden)
To petalaypévo yovidio Bpioketat oto
20% twv  Wonabov  PAefkov
OpopPwoewv xat oto 60% TOV APV
OpopPwoewv oTig £yKveg yovaikeg.
e G20210A (MetaMaln yovidiov
npoBpopfivng)
H etepoloywtia avldvel tov kivoovo
yia @Aefua) OpopPwon mepimov 3
@opeg. AmO peleteg  @aivetat  oTt
DIIAPXEL OLOXETION PETASL TV Kab
eStv anoPolmv mpwv v 131 eBdopada
Kat opwv v 257 efdopdda xat g
petaMadng 202104, n ovoxétion etvat
OoNpavtiki otav ot aodeveig éxoov 2 1)
IIEPLO0OTEPES ATIOBOAES.
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3. METAAAAEEIZ KYZTIKHXZ INQXHXY (CFTR)

[Ipoopata éxoov  avaxkaio@det e R sﬁfgﬁgj&

}.18'[(1)\)\(1@819 otTo YOViSlO CFTR o¢ in CFTR gene CFTR protein

ATOpa M€ 1IEG AOLPITTOHRATIKEG

aofeveleg ONIWG:

e 2uyyevig atpnola OHePPATIKOD
nopov (CBAVD)
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e Xpovia naykpeatitida
. . CFTR GENE< [~ GLYCINE 509
¢ Puwvikoog moAvmodeg : ——
o KoAmitida g T l—VALINE 510

e Bpoyyextaola

H CBAVD evBvvetat yia mooooto 2-5% vrooyovipotntag otovg avopeg. To
80% twv avdopwv pe CBAVD éxoov dromn popery kootiki)g ivoong. To 20% avtaov
é¢xoov pua fma kot pia ooPapr] petaliadn oto yovidio CFTR, to 33% avtov
é¢xoov pia petaldadn xat évav molvpop@iopo 5T, to 20% €xoov povo pua
petaladn xat 1o 1-2% €xoov dvo 5T moAvpop@Piopong.

4. MIKPOEAAEIWEIX TOY XPQRMOXZQMATOX Y

al\a etvat dvvatov va napovotdfovv
eNelyelg 0e  HIKPEG  TEPLOXEG  TOL
xpopooopatog Y. Avtég ot eN\eiyelg
Aeyovtat PupoeNetetg Kat
5 |1 aze—svaasves damotavovtatl pe avaivon tov DNA.
[l Amaciariztarass Ta yovidia mov Ppiokovtat otv
| © ) azre—— svasaoras IIEPLOXT] ALTI] &lval HOAD ONPAVIKA
7 Ylad TV Hapay®yl] Kat (QUOLOAOYIKI)
Wi avarrtodn tov oneppatolwapiov. Ot
o PKpoeAelelg 0To xpopoompa Y etvat
[Tooootd 10-20% twv avdpwv pe Onpavtikog MAPAaYOoVTag
ooPapég dratapayég (oAtyooreppia) LIOYOVIHOTNTAG MOL  HIopel  va
OTO OIEPHA, £XOLV @PLOOAOYIKA KAnpovounbfel ota ayoplia amoyovoug.
xpopooopata (eSétaon kapvotvnov H e§¢taon avtr) etvar anapaitntm mpwv
(PLOLOAOYKA), Vv eSwompartiki) yoviponoinor (ICSI).

PAR 1
Hsry

| 3981

Centromere

PAR 2

5. MIKPOBIAKOX EAETXOX XITEPMATOX

Me PCR
e Moxkom\aopa Ot xowvég pebodot kaliépyelag kat ot
e Ovpedmhaopa avoooev(LHIKEG,  €XOLV  TOCOOTO
e X\apddia evawoOnotag 75%, oe avtibeon pe v
e HSVIII PCR oo ayyiet 1o 95%.
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