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Low testis Either low testis Low testis
volume volume volume
: High FSH or high FSH Low LH, T
Normal testis
volume v
Normal FSH Low semen Normal semen
volume volume

v v
Vasa present, = CUAVD  Vasa present,
normal semen or low semen
volume CBAVD  volume




XEONMOZQVMIKO> EAEMXOZ
(KARYOIYIOZ)"

AVARWR| HEPIPEPIKOLI AIIATOC

s EUBONGGHOE UNKOU OTIC KAANIEPYEIEG Kal
- enwaon erJg-B‘/J
= ZUYXPOVIGIOG Kal d'{!vKoulén TV KUTTAPWV
m Eniorpwon Xpwon Kal avaAuon Twv

LETAPACIKWY AUPHVWV (XpwHOCWUATa)




ZEKE ,’Ua EVANENOTPIA; Ol OpETIKCl
GHOBIEIPMIEVE RUAC CWARVAPIa
rJr)or OOEUNE TANECHG:

JI

:
= 5 Ml KAANEpYNTIKOU U GQ(RPMI)

100 pIFPHAN(@UTOO . ATOYAOUTIVIVN) Kal

\ - "
= 0.5 ml nep DEPIKO aija

TonoBsToUPE TA NUNC O ENWACTNPA GTOUC
379C yia 48 wpec



NG ABRPEG NPOGOETOUNE O KaBe nunc 100ul
UGV KAINTA TONOBETOUE OTOV ENWACTHPA OTOUG
SV 2GNIERIG TERINOUI WPEG

METATIGL6WPEG ANOPNAKPUVOULE T BupIdivn
EENAEVOVIAG Td NUNC [IE KAANIEPYNTIKO UAIKO (RPMI)
KGINGNONOPETOUIE GTOV, ENWACTHPA GToUG 37°C yia
OANEG BIIEPINOU WPEG

VQ WPEG NPOCBETOUNE o kaBe nunc 40-50
KOAXIKIVIIKGI GMAVOUE GTOV ENWACTNPA oToug 37°C
via 20 nePINEU AsnTd




4 - .
SNNPOOLENOUIE KA APVOUUE OE UNMOTOVO
DIGABIENKEINNaCI) yia mepimou AENTA

WARGACUEEINTNIOVINONOINGH TWV KUTTAPWY HE
PG OIGAUMGTOG NOU anoTeEAEITAl Ano
aV/a| }Jépgc) Q"E)J}goﬁ 0) C;KCIl‘,TpiCI uépn

~ pabaveAng

u ERGTR0GR IOV KUTTAPWY GE

IKEINEVOMOPEC MAAKEC KAl XPWON TV

' uamam@v"'nupﬁvwv



AUR EVAINOI KUPIEG XPWOOEIG MOU
Y ONGINGRIOUVAGI VIGIKUTTAPOYEVETIKY) avaAuon:

2 G=Banding, Jr]rJJJJ,)\ oUVTAl OTa

uugorﬂoy 1@ OIAO0YXIKA AEUKEC KAl OKOUPEG

/UVS‘(“ 2V/()) s‘ "
B 2TNV.REBan JJnLJ,. It DUPYEITAl OTa

e chJJU,)rJ,J fell w 1 (wvwon ano auTn

Tn G-bc in




M others; 19%

M Robertsonian
translocation;
8% M Numerical
Sex
chromosome
abnormality;

.; -‘ 0»"0

Sex
chromosome
translocation;
40{,,.)

8 Autosomal
translocation;

I;"‘l

>UXVOTNTA OIAPOPETIKWV. TUNWV XPWHOCWUIKWY
AVWPAAIWV GE UMOYOVIOUGC APPEVEC
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Karyotype: 46,X,r(Y)



Karyotype: 46,XY,imv(12)(p11.21913.3)
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Karyotype: 47,XY,+mar
marker chromosome
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Karyotype: 46, XX male SRY+



M6 UNOYOVINOUG GPPEVEG |E SOUIKEG
XPOIBEMMIKES AVAOIATAEEIC
(AVIIHETABECEIG, MAPIKEVTPIKEG

1) TOMIOBO0TO TWV KABEEIV anoBoAGV
mou' 8 AOVTal OTO XPWHOCWHIKO
eupnua

2) To MOCOOTO Yevvnongc Piwaiuou
EUBPUOU PE XPWUOTWMIKEC AVWUAAIEC



N AVIINETUEECEIG
€ o~

AVITIETABEGEIG GHOU T :gru\:'im:v)s PWUOCWIKO
UAIKGTEIVAT IEVENGNKaI T OUO \{,ﬂ,)ng paTa), EMAAEKOVTAl OE

ABESIV, ANO[SONEGCHI o)
z GAVITIETABEGEIGIONOUITO) EMNAEKOIEVO) XPWHOCWHIKO
UANIKGIEIVAINIOAU HIKPO (TOUAAKIGNOV, TO VA XPWHOCWHA),
EUMAEKOVTIAINGE KABEEIV. GNOBOAEC KABWG Kal YEVVIOEIG
EMBPULY HE NABBACYIKOIPAIVOTURO.

|
E 3
Flsoms TPIKEC AVAOTPOPEC

Ol I'IEpIKEVTp?EC AvaoTPOMEC EPNAEKOVTAl O€ KABEEIV

anoPoAEC OTIG MEPINTWOEIC OMOU TO XPWHOOWHIKO OMOU
avaoTPEPETAl €ival peyaluTepo Tou 50% Tou

XPWHUOCWUATOC OTO OMOI0 avnKel. O1 MEPIKEVTPIKEC AVAOTPOPEC
onavia EUNAEKOVTAl GTN Yevvnon naboAoyikwv EBpUV.
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Heterozugous Parent Recobinant Offspring

_—

—1 I .

Normad S inv(3) Normal 3 rec(9) Normal 9 rec(s)

dup(3q) duplSp)






SEGRAGATION MODES

il E™S

1) 2:2 segragation mode

- Alternate (Normal / Balanced)
- Adjacent [adjacent-1 [ adjacent-2)

2) 3:1 segragation mode

- Tertiary trisomy, monosomy
- Interchange trisomy, monosomy

3) 4:0 segragation mode

- Double trisomy
- Double monosomy
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2:2 segragation mode
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Tertiary trisomy, monosoiny

Interchange trisomy, monosomy

3:1 segragation mode
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4:0 Segragation mode

Complete nomdisjunction

Can W i W

I

Double manoEa my

Dauble trisamy



Embryo karyotype: 47 XY,1(2:3)(p22:q29),+3



Karyotype: 46 XY 1(2;3)(p22:q29)




VOPIGKATKUINAPOYEVETI
N_H 1110 0J00E00EV HOPIAK!) KUTTAPOYEVETIKI)
eivain FISH(fluerescent In situ Hybridization)
s EVAINMIENGKENKA armAr TEXVIKF OMou Pnopsi va
EQAPHEOBEINGE MOAAD OIAMOPETIKA EION

- DEYNETOV (MEPIPEPIKO aija, onEpUATOlwapia)
H Baciknapxn TG FISH agopa Tn onuavon pe
pBoploxpwpata e10ikwv DNA-1xvnBeTwy, Ol
OMoiol UBPIOOMOIOUVTAl GUUNANPWUATIKA PE TO

DNA oTOY0O TOU IOTOU MPOG avaAuon




e

AGOOPOINYVHBETEG IHEPOUV Va Xpnoiponoinfolv
(J’ (DC. "
e -

i
J 1 - ' v
NRKEVIIPOUEPIKOI,. GNOU AVIXVEUOUV apIBuNnTIKEG
XPOUOGWMIKES AVWUAAIEG
- m Eioikelis yia - OUYKE pIUEVA Yyovidla, Onou
~ AVIYVEWUBUY: WOVIOIOKEG EAAEIWEIC, €VIOXUOEIG
kaBwg KAIYOVIBIAGKEG avadIaTAEEIG Kal TEAOG
m EI0IKOI yi@ TNV QaVviXVEUGN OUYKEKPIUEVWV
XPWIOOWUIKWY. avaolaTagewy, nou

XPNOIHONoIoUVTal KUPIWG OTIG AIHATOAOYIKEG
VEOMNAAOIEC




ONYVHBETNG (Probe) yia va uppidoroifosl To DNA-
jrf)\p SENIPENEINVAWIVERGNOOIATAEN TOOO OTO idIo
000 KGINGONINA \~cru&), AUTO UMOpE Va Vivel e

C (‘ rrr C G- &

S [GUTOYPOVAL AMEOIATAEN. TOU IXVNBETN Kal TNG

AVIIKEINEVO®MOPE dKAG, OMouU TOMoBeTOUUE
70 OIGAUMGENHOU! MeEPIEXEl TOV IXVNBETN NAVW
OTAV HEPIOKH) TNG AVTIKEINEVOPOPOU MAAKAG
NOU  eYell Tad  MepIOCOOTEPA  KUTTAPA.
KaAURmToUpNE TNV NEPIOXN MPE pPia KaAunTpida
Kal  TOMOBETOUPE TO  MAGKAKI  OTnVv
Beppaivopevn nAaka orouc 73° yia 2-5 AenTa.




SPATIOOIANAEH TOU  IXvnBeTn  kal  TNG
AVTIKE] TJJ/OQJI),J(“ NAGKAC EEXWPIOTA. € AUTN
THVARERINTWEN EUNC |Couu£ TO MAAQKAKI MpocC
AVENUGHNGE BlgAUPa @oppapidiou 70%, To
ONGIO) BPIGKETAIl GE CITO)\OUTpO GTOUG 730
yia™ 5UAENTd Kal JETA TO MEPVAME ano ia
| OEIpaanor aiBavolec yia 1 kabs @opa
- (70%,85% kal 100%). ‘Emeira Paloupe TO
OlaAUpa TOU IxvnBern o€ eppendorf tube kai
TO TOMOBETOUUE OTO UOATOAOUTPO OTOUC
73%yia 5 Aemtd. TonoBeToupe TO dlIGAUPA TOU
IXVNBETN OTNV QAVTIKEIUEVOPOPO NAAKa Kal
TONOBETOUPE TNV KaAunTpida.




e TOMINGRAKIFOTO) i avo otouc 73° yia

,)I):r“, OE EVa J<n [IOU VA TOU MApEXEl

. 5090°¢@ (J)J’r)rJCJerJJ
| )'«_ 50% @ ()Jr)rJCJrJJOJJ’

Orav nspaoeﬁo BIGAUNG HaG aUTH TNV
enecepyaoia, Oa Urer pia avriXpwoTIKN, TO

DAPI kal 6a &avapnei kaAunTpida ano Navw.
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1. DNA unmasking

Glass «Sdo

Labefiod probe

2. Probe and target o X\ Reponer

-

denaturation

3. Probe-target DNA
hybridization
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Bound reponiar
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4. Detection ALy

5. Image analysis on
fluorescent microscope
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STEISHNIA AVIXVEUOH aVEUNAOEISIWY OTa
OREPHATOLWAPIA \

NREISHYIA THV, g\/]}<\7auc TOU

XPOHBEMIIKOU dIaXWPICHOU OTa

- OngppEmolwapla o€ AppeEVES NOU

~ (PEPOUVAIBOCUYICHEVEG QUTOOWHIKEG

~ peTaBeOEIG (segragation modes)

-



FISH probes specific for chromosomes X Y and 18

-

01821 (18p11.7-011.1) T DXZA (Xp11.1-q11.1)

Normal haploid sperm cell (N 23,X)



FISH probes specific for chromosomes X Y and 18

D18Z1 (18p11.1-q11.1) DYZ3 (Yp11.1-911.1)

Normal haploid sperm cell (N 23.Y)



FISH probes specific for chromosomes X | Y and 18

DXZ1 (Xp11.1-q11.1)

01871 (18p11.1-911.1) DYZ3 (Yp11.1-q911.1)

Abnormal haploid sperm cell (N 24,XY)



FISH probes specific for chromosomes X Y and 18

DXZ1 (Xp11.1-q11.1)

4

[ S

D18Z1 (18p11.1.q11L1) S D18Z1 (18p11.1.q11.1)

Abnormal haploid sperm cell (N 24,X,18.18)



Chromosome 21

Chromosomes 21







FISH probes specific for chromosomal regions 6 pter, and 13 gter
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FISH probes specific for chromosomal regions 6 pter, 6 gter and

L

G qter probe
“—

G pter probe '

Normal haploid sperm cell (23N) with normal or balanced chromosomes 6 and 13

(2:2 alternate segragation mode)



FISH probes specific for chromosomal regions 6 pter, 6 qter and

i |||I—| F'l||||||-l
{= ]
6 gter probe ' G qier probe

Abnormal haploid sperm cell (23N) with one normal chromosome 6, and one
derivative chromosome 13 _

(2:2 adjacent -1 segragation mode)



FISH probes specific for chromosomal regions 6 pter,

3

I

Hormal 6 Normal 13

3:1 segragation mode
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Complete nondisjunction

2:2 segragation mode
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FISH probes specific for chromosomal regions ¢ pter 6 qter and

6 qter probe

4
& pler probe "'J

6 qter probe

Normal? Abnormal? Segragation mode?



FISH probes specific for chromosomal regions g pter : 6 qt.E.r and

6 qler probe

i

=

6 plter probe .*']

6 qier probe

Abnormal haploid sperm cell (23N). Segragation mode?



FISH probes specific for chromosomal regions g pter : 6 qt.E.r and

6 fter probe

L

=

6 plter probe .*']

6 qier probe

Abnormal haploid sperm cell {23N) with one normal chromosome 6. one
derivative chromosome 6 and no chromosome 13.
Segragation mode?



FISH probes specific for chromosomal regions g pter : 6 qt.E.r and

6 fter probe

L

=

6 plter probe .*']

6 qier probe

Abnormal haploid sperm cell {23N) with one normal chromosome 6. one
derivative chromosome 6 and no chromosome 13.

(2:2 adjacent -2 segragation mode)



NEME TRVE TEXVIKN array’ CGH ouykpiveralr o apiBuog

aVIIvpE@wyAa DNAS (CNVS) evoc  yovidlwuaTog
OEIVIENOG AVAMOPEG ~ (control) e EKEIVO  EVOC
GOBEVOUC, “[IECM  OIAMOPETIKNG  ONuavong Tou
VEVOUIKOUT DINA [IESBIaPOPETIKA PBopioxpwuaTa. Ta
YVRBETNEEVA OelyaTa UBpIdiCovTal avTaywvioTiKa
Navw e ouoTolyia ainAouxiwv DNA, oTEpea
 @KIVATONOIIMEVY. G yUAGANIVA MAAKidla- Kai Oxl O€
UETAQUOIKA YPWHOOWHATA- Kal dkoAoUBw¢ avaAueTal
0 AOYOG TV, ploxﬁ)udm)v Mmou npokunTtel. Kata
ouveneld, n Texvikn array CGH eivar kaBapa popiakn
UE KUTTOAPOYEVETIKEG EPAPHOYEC KAl AVTINPOCWNEUEI
uEB0OO UBPIdIKN.




Comparative Genome

Hybridization (CGH)

Test DNA Normal DNA

Normal Trisomy Monosomy

F 3
!
i
:
“ | l' “

Kallioniemi et al. (1992), applied to single cells by Wells et al. (1999)
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Ghramosomal Postion




47, XY+2

Chromosomal Posibon




47 XY+2

Chromosomal Position




44 XY-9-17

ﬁ

Chromasomal Position




44 XY-9-17

Chromasomal Position




EuxapioTw yia TNV npocoyn oac!



