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T'ENETIKEZ AIATAPAXEZ

: Meiloves YPOROCOMIKES AVOROAIES

P % AVTOCOUATIKOV (POUOCHUATOV
i = DuhenikOV LPONOCOUATOV
: ZoviBog de novo.

: Movoyovidwakég BraPeg
H Kivikn exoniwan
» Metadhayf 670 £va AANAOHOpPo — ———» EMKPATOVGA PETAALOYT

Kivixn exonpoon

» Metodhayf Kot 6T 3V0 CAANAOHOPPY ——» VIOLEITTOPEVT] patanayn

: [ToAvmapayovTikeg SraTapoyEs

{2 uypevsic avouahiec avnTuine :

" KvikES voGot

Takyaphdng Awpime
APTNPLOCKANPOOT
Kapkivog
Iyloppéveln

g 0Oo o0

Topatikés yevetikég Prapeg

MeTalhayé 68 COMOTIKG KOTTapa MG anoTéAeopa Ekbeonc o€ SVOEVEIS

TEPPAILOVIOLOYIKOVG TLUPEYOVTES.

A&V KAPOVOHOVVTUL

= Neomhaoic ((AAAETidpaon HETaED TEPIPAAROVTOC KoL KAPOVOUIKTC
yevetikig Tpodiabeonc)

: MiToy0ovipLaKES YEVETIKEG Brapec

Metodhayn oto proyovoploxd DNA.
! dvroovvdetes. [Tposfdiiovar 6ot ot wtoyovm.



XPWHUOOWHIKEG (KUTTOPOYEVETIKEG)

OIATAPAXEG

ApI1OUNTIKEG
* AOMIKEG

Ailayvwon ME TOV KOPUOTUTTO

EkOnAwon: NMoAAATTAEG OuyyEVEIC AVWHAAIES
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MEyaAa popia DNA Kal 1I0TOVEG

XpwuoowuaTa:

Histone Tails

Chromosome




KAPYOTYNOXZ

Xpwon Giemsa
300 — 500 G-bands
MéyeBog G-band

o€ METAPAON
4000 — 5000 kb

o€ TTPOMETAPAON
2000 kb



Tpiowpuia 21 (o. Down)
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Karyotype From a Female With Down Syndrome (47 ,XX,+21)
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Tpiowpia 21 — 2. Down




2. Down

Atpnoia 120akTUAou

MEOOKOATTIKN ETTIKOIVWVIQ




2.UvOopouo Down

> 20 W

* Mikpr] eAatTwon Bapoug (MExP! 20%)
 2TpOyYyuAoTTOiNON METWTTIAIOU AoBoU
* 2TeVH Avw KpoTa@Ikn EAIKa (BEAOC)




Tpiowpia 18 (o. Edwards)

47, XY, +18
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Tpiowpia 18 (o. Edwards) 1: 3000 yevvnoeig
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Bavarneopocg




Tpiocwpia 18

EvdounTtpia YTroAeimropevn AvAaTrtuén
IUGR: Intrauterine growth restriction




Tpiocwpia 18

Eoitrrreuon dakTuAwyv

PaiBotrodia



Tproopia 18. Epintnevon daktorav xeipds kot parfomodio

Tproopia 18. Kepiadikn kdpyn tov kapmod
vrodnAdvel voThacia Tng kepkidag

Tomuc| epinnevon 5% ent 4°° won 2°° emi 3%
daKTOAOL YEWPOG




Tpiowpia 18

AvwUaAia TTEPICTPOPNG EVTEPOU Kapdiayyelakn avwuaAia
YnomAaoTiKn op. Koo
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Tpiowpia 13 (o. Patau)
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Tpiowpia 13 (o. Patau)

YTEPTEAWPITUAC, ¥EIASOTRITTIN

[TeplyevvnTIKA
GGVO(TF](PépOQ Efwpgaiog YETW TOU OTTOI0U TpORdAOUY

KOIAOCK O OTTAG % v




Tpiowpia 13 (o. Patau)

Alatapayn oTi¢ 000UG OAPAVONG TOU TTPOVWTIAIOU ECODEPHATOS




Tpiowpia 13

KukAwTria (¢  OAOTTPOCEYKEPOAAIQ



OAotrpooeyke@aAia




Tpiowpia 13

KukAwTTia ]
KnBokepaAia (i Boc = mifnKoc)
Cebocephaly

»>2UMOUON TwV 2 0BaAPwWY OTN JECT YPAMUN
»>Appivia »2uptrtAnoiaon Twv 2 oeBaApwv

> MpoPookida dvwdev TwV oPOAAUWV »PIvikij utrotrAacia




Movrpng Tou£ac KnBoke@aAia KukAwTria

Nature Reviews | Genetics

AppPIVEYKEPOAIQ OAoTtrpooeyKepaAia

* Qavatneopog
* 2TTOOHOI, UTTOQUOIOKN OVETTAPKEIO, WUXOKIVNTIKI KAl VONTIKA KaBuoTépnon

* Avoouia



Ipiowuio pLAETIKDV YpWUOTDUCTWOV.

2.UvOpopo Klinefelter
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2.0vopouo Klinefelter




Movoowguia X (o. Turner)
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Short stature

2uvdpoupoTurner

~ -+T—~ Characteristic

. ) | facial features
Low hairline *\/ :
= Fold of skin
" \ Constriction
Shield-shaped — <) of aorta
thorax 4 ‘l——— Poor breast
Widely spaced — I | | | development
nipples A | — N
," f I | \'. — Elbow
Shortened f o 7o W deformity
metacarpal IV / /| "7l |
Small h" |" i ‘ " Rudimentary
finger nails —— ovaries
Gonadal streak
(underdeveloped
gonadal
structures)

Brown spots (nevi)

N\ 2
* No menstruation



http://www.endocrineonline.org/gif box/Ullrich.gif
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[TpoIcOuIKN OTEVWON A0PTAG



TpimrAosi1dia SS%
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69, XXX CHE s 7 18
69, XXY TR ¢
69, XYY

Tpurhocidio. Meyddov Babuot v&;e(paﬁd,
VREPTEMOPICUOG KAt HEST) GUVSaKTLAG
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CENTIMETERS

‘f: : J?‘ o -
Mepuai porr k0161, ACTAPTEG KUGTIKEG AdyVeC
OTI} UNTPIKT) EMPAVELL TOV TAAKOVVTO
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MéEon ouvOaKTUAIO



Mepiky pUAN KUNON TpIrAo&1dia marpikrg TpoéAeuong
MEPIKO PEUSOKUNMA) 69, XXY 69, XYY 69, XXX

S 7 \




'vijoia pUuAn KUnon 46, XX
(TTAR)pPNG KEVNR KUNON) MovoTraTpikr) dicwuia
dlavopia




N'vijoila pUAn KUnon

YT1reptmrAacia NG (OUYKUTIO-)TPOPORAACTNG

AunuEVOC KivOUVOG JETATITWONG O€ EJUEVOUCA TPOPOPRAACTIKA VOOO
Kal

KAKONOou¢g eCaANAYNG O€ XOPIOKAPKIVWHO



Mepikl MUAN KUNON

EAGXI0TOG KivOUVOC PHETATITWONG O€ EJPEVOUCA TPOPORBAACTIKI) VOOO
Kal
KAKONBoug eCaAAayNG O€ XOPIOKAPKiVWA




XPQMO2QMIKEZ ANQMAAIEX

Q)¢ e11i TO TTAEIOTOV OTTOPADIKEC
«QTUXNUA» KATQ TNV KUTTAPIKN OIAIPECH TWV YAUETWV

(arroréAsoua un dlaxwpPICUOU KATa TH UEiwon N
KaBuaoTepnuévng UETAKIVNONGS XPWUOOWUATOS KATA THV
avaeaon)

MoAU XapunAO¢ KivOuvog UTTOTPOTTHG
OTAV O KOPUOTUTTOG TWV YOVEWV Eival K.¢.

Kal Ogv UTTAPYXOUV TTPOOIaBECIKOI TTOPAYOVTES



AlaXWPICHUOC XPWHATOOWHATWY KATA TN MEIWTIKNA dlaipeon



T'ENETIKEZ AIATAPAXEZ

: Meiloveg YpOROCONIKES GVOROAIES

i * AVTOCOUUTIKOVY YPOUOCHUATOV
i = DuhenikOV LPONOCOUATOV
: Suvndwg de novo. Agv KAnpovoROLVTAL.

: Movoyovidrakés BAaPeg
2 Kivixn exoniwon

» Metadhayf 670 £va AANAOHOpPo — ———» EMKPATOVGA PETAALOYT

. Khvikn exonioon .
E o Metadhayi Kot oTe 590 GAAAOHOPOY — 5 VOALIOPEVI HETHARAYT :

[MoAvmapayovTikeg SLoTapayES

{ x Zuyyeveic avouahise avimruine :

« " KAVIKES VOGOl

Takyaphdng Awpime
APTNPLOCKANPOOT
Kapkivog
Iyloppéveln

g 0Oo o0

Topatikés yevetikég Prapeg

MeTalhayé 68 COMOTIKG KOTTapa MG anoTéAeopa Ekbeonc o€ duopeveic

TEPPAILOVIOLOYIKOVG TLUPEYOVTES.

A&V KAPOVOHOVVTUL

= Neomhaoic ((AAAETidpaon HETaED TEPIPAAROVTOC KoL KAPOVOUIKTC
yevetikig Tpodiabeonc)

Mitoyovdprokés yeveTikég Prapeg

Metodhayn oto proyovoploxd DNA.
dvloocvvoetee. [Tpoopdirovar 6ot ot ardyovor.
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Online Mendelian Inheritance in Man (OMIM)

OMIM Statistics for Feb 10, 2015

Number of Entries

Autosomal X-Linked Y-Linked Mitochondrial Total

# Phenotype description, 2093 193 2 26 4349
molecular basis known

% Mendelian phenotype or locus, 1475 134 5 0 1670
molecular basis unknown

Other, mainly phenotypes with 1948 140 2 0 1846

suspected mendelian basis

Total 17509 1034 57 63 7865
Mayvawotixny eEétoon ["ovidiakr aAAnAouxion /Gene sequencing

yoviorokwv ustaitalewv: 1 Whole Exome Sequencing




AutoowuaTIKN ETTIKpaTOUCO KANPOVOUIKOTNTO

(AE)

a Unaffected

molisr
LEGEND

l ) |

l HIEENE  DIVEUNT
(P31 el

Atected Unaflected Unoflected  Aftectec
child ciid chia

Atlected
fother

S Bl A Swas = s o ae = e — S N S s e e e
| | 3 » ! 3
o | & A0 AN ' 0. A5 o aval ST, PP

Autosomal Dominant Inheritance
(One Parent Affected)

Affected Fatheri @ Mother

d dd

Od dd Dd dd
2 O 2 O
Affected Normal Affected Normal

Son  Daughter Daughter Son
(25%) (25%) (25%) (25%)



AUTOOWMATIKNA ETTIKpOaTOUCA KAnpovouikotnTa AE

AxovdpoTtrAaoia

pueTtaAAatn FGFR-3




Oavatneopog
AvoTtAacia

ueTtaAAat¢n FGFR-3



AteAng OoTeoyéveon lla

pHeTdAAaén COL1A Y/I: Zuyyevh kataypara



‘EpBpuo 22 €B0. - NMoAAATTAG auTOuaTA KATAYHOTA TTAEUPWV



MeuBpavwdeg kpavio



AutoowpaTikr ETikpartouoca KAnpovouikoTnta (AE)

[MepryevvnTikG BavaTn@opes TTaBNOoEIC
aita.: ['OVEIC PUOIOAOYIKOI
f?

de NOVO petdAAagn oTa yevvnTikG KUTTOPA TWV YOVEWV
IO OUXVA TTATPIKAG TTPOEAEUONG



AUuTOOWHATIKN YTTOAEITTOMEVN KAnpovouikoTnTa (AY)

Autosomal recessive

a Unaffected Carrier
carrier father '
mother /

LEGEND I I !
RECESSIVE DOMINANT \ |
GENE  GENE [l Unaffected |
[ Affected L
[l Cﬂ"%

Unaffected
carrier v
father

» ’ \ 1\ W)
i ' = 7N
' | Q’ | RA |
. ' 5 \ ﬁ E .YI' ;f‘ ﬁ %
Unaffected child Unaffected Unaffected Affected child Ry
carrier child carrier child Unaﬂected Carrier Carrier Affected

son daughter son daughter

©Mayo Foundation for Medical Education and Research. All rights reserved.



AutoowpaTikn YTroAeimropevn kKAnpovopuikotnra (AY)

[[OVEIC PUOIOAOYIKOI POPEIC (UTTOXPEWTIKOI ETEPOLUYWTEG)

To TT0000TO Yopeiag oTo YEVIKO TTANBUC PO TToIKIAAEl (1:10 — 1:200).

MeTaBoAika vooruara (eVCUMIKEG QVETTAPKEIEG)

AINOOC@aIPIVOTTABDEIEC

KuaTikn Tvwon

AANa povoyoviOlaKa YEVETIKA aUvOpoud



I"Aukoyoviaon TUmou IT (véoog Pompe)

AveTdpkela 0&ivng paATdong - AucoowpdaTikn evamoOeon YAUKoyovou

v VEOYVIKN — Bpe@IkA pop@n (0avarn@opog)
v VEQVIKI HOP®N Kal EVNAIKWYV (NTTIOTEPEG)

mpoooAn

> MUokapdiou (veoyVIKA)
> YPOMHWTOU HUIKOU 10TOU
(floppy baby)

> NTTATOG

nllllllllu.t]nl. T A WY
! \ 2! 3l 4l ol
CENTIMETERS



"Aukoyoviaon TUTou IT (vdoog Pompe)

AIQUYEIC «KEVEC» HUOKOPOIOKEG IVEC




ré

GSD II (v.Pompe)  Aucocwuikh Bnoaupiopgwon yAUKoyovou



KuoTIKn ivwon AR

CFTR cystic fibrosis transmembrane conductance regulator gene

7031.2 AF508 ka1 1000 dAAec peTaAAayéc

AF508: 50 - 75% TWwV TTOOXOVTWYV

To CUXVOTEPO YEVETIKO VOOTHO ME AUT. UTTOAEITTOMEVN KANPOVOUIKOTNTA
To ocuxvoTepo BavaTNPOPO YEVETIKO vOonua TNG TTaIdIKNAG NAIKIOG

~ 1. 2500 {woec yevvnoeIC AeUKWYV TTANBUC WV
~ 3% TWV AEUKWYV Eival ETEPOCUYWTEC

Alatapaxn avtAiag IovIiwv

« AlaTapaxr EKKPIONG UYpWV Kal aAATWV (BAEVVWOEIG-0pwOEIG ADEVEQ)
* MNapakwAuon eCWKPIVOUC POrG O€ TTAYKPEAG Kal ATTAP

* 2U00WPEUON TTAXUPPEUOTNG BAEVVNC OTOUGC agpaywyous

* YTTEPTOVEG EKKPITEIG OPOYOVWY ADEVWV (TT.X. UTTEPTOVOG 1I0pWTAC)



http://www.ncbi.nlm.nih.gov/portal/query.fcgi?p$site=entrez&cmd=Retrieve&db=PubMed&dopt=DocSum&list_uids=14701827,2426598,14719996,7533790,1714039,7510695,8584404,8766014,7578613,7680915,7515498,10521352,8558844,11838236,7531880,10790148,17178710,9649581,8910473,1379720,10347100,1279437,9162024,7533606,12427743,2425436,1849957,1371114,1372005,9916004

KuoTiKn ivwon

EINEOC €K pnKwviou

BpoyxekTaoia

AvVaTIVEUOTIKEG AOIMWEEIC
(pseudomonas aeruginosa)

XoAayyelakn ammogpagn -
Kippwaon

[TayKPEATIKEG KUOTEIG

Aldyvwon

TEOT I0pWTA META TIG 6 £B0.




KuoTiki ivwon

Neoyvikn — Bpe@ikn nAikia

[Tieovéxtnua Tov eopéav AFH08

KoTd TG emdNUieC yoAépag

= AUENUEVO 18WOEG AOY® Sratapayng EKKPLonS YAmPLOuY®V GTO
EVTEPO

EIA£6G €K pnKwvViou
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EoTiaKR XOAIK



Avetrdpkela al-avtiBpuyivng (a1-AT)

o1-AT. mpooTtaTeuTiKi Opdon 0TO CUVOETIKO 10TO TWV TIVEUNOVWY

atrd TNV eAaoTacon (TTPWTEACT) TWV OUBETEPOPIAWY KOKKIOKUTTAPWYV

* MMveupovikd eppuonua
« XA

EVNAIKEG

H1ratik vooog

VEOYVIKN — TTPpWIMN TTaIdIKA nAIKia




Avetrapkela al- avTiBpuyivng (a1-AT) AY

al-AT (P20 S h M)
14q31-32.3

NMaBoAoyik Puociooyia

Fovidiako¢ TOTTOC PT Aiav TTOAUHOP@PIKOC

NovotuTtrol Pi-SS, Pi-MZ and Pi-SZ: eAattwon A1AT oto aipa 40 — 60% Twv
(PUCIOAOYIKWYV ETTITTEOWV.

ETTapKAg yia TTpooTacia armrd TNV EAAOTAON O& M KATTVIOTES

Novotutrog PiZZ: eAd1twon ALAT oTo aipa < 15% Twv QUOIOAOYIKWYV
emTEOWV. O1 aoBeveic avaTrTuooouV TTavAOBIOKO EupUOoNUa o€ veapr nAIKia.

50% Twv PiZZ Ba avattugouv Kippwaon Tou ATTATOG, AOyw diaTapaxng tng
QATTEKKPIONG TNG METOAAaYHEVNG ALAT Kal OUYKEVTPWONG OTO NTTAP.

To katrviopa civar 1I01aiTepa eTTIBAABEC — ETTITEIVEI TN PAEYUOVI] OTOUG
AEPAYWYOUG Kal auvTeAEI oTnVv adpavotroinan Tng A1AT.



Avemrapkela al-avtiBpuyivng (a1-AT)

Pas-diastase (+)




Avemrapkela al-avtiBpuyivng (a1-AT)
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Avemrapkeila al-avtiBpuyivng (a1-AT)

A AT A
20 sel
o R gl S

:.‘.;

B

el

Aduvapia HeTa@OPAEG TNG
METAAAQYHEVNG TTPWTEIVNG EVTOG
TOU EVOOTTAQOHATIKOU OIKTUOU

Aidtaon evOoTTAAOUATIKOU
OIKTUOU

ATToTOpiEUON WG AMOPPO UAIKG -
GaAWg

MapepBoAn oTto HETABOAIOUO TOU
KUTTApou

B, -~
S .
b

““HAekTpov
&' Mikpookomia

KO




NOGCOG TTOAUKUCTIKWY VEQPWYV

» OUTOOWHMATIKNA ETTIKpATOUCO

» OUTOOWHMOATIKA UTTOAEITTOMEVN




NOooc ToOAUKUOTIKWY vE@PWY (ADPKD)
QUTOOWMATIKN ETTIKPATOUCO

N ouxvoTepn Bavatneopog vOo oS ETTIKPATOUCAG

KAnpovopikotnTag (1:400 - 1:1000 yevvAoEIQ)

v ADPKD gvnAikwv
v guBpuikA kal veoyviky ADPKD (oTravia)

MeraAAaén PKD1 — lNMoAukuorivn -1

(30-50 eTwvV) YTréPTaon, VEQPIKK AVETTAPKEI
(50% TeAIKOU oTadiou)

MeraAAaén PKD2 - lMoAukuorivn -2
(50-70 eTwv)




ADPKD

" VEQPOI QPUO. PEYEBOUG 1) pEYAAOI
KUoTEIG (>30 eTwyv) (40% < 30 eTWV)
" KUOTEIG OTPOYYUAEG

" QTTO MIKPOOKOTTIKEG EWG 3 EK.
ETEPOTTAEUPEC I AMPOTEPOTTAEUPES



http://www.auanet.org/catalog/education/pathology/imagepopup.cfm?imagenumber=/rcd/6.jpg&detail=Adult%20Polycystic%20Kidney%20Disease%20(APKD)

ADPKD - HINAP
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KUOTEIG O€ NTTAP




loToAOyia

it

v KUOTEIC o0UPOPOPWYV CWANVaPiwV

v ZTTEIPOANATOKUOTEIG
(5.5. ARPKD)



http://www.auanet.org/catalog/education/pathology/imagepopup.cfm?imagenumber=/rcd/7.jpg&detail=Adult%20Polycystic%20Kidney%20Disease%20(APKD)
http://www.auanet.org/catalog/education/pathology/imagepopup.cfm?imagenumber=/rcd/8.jpg&detail=Adult%20Polycystic%20Kidney%20Disease%20(APKD)
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T'ENETIKEZ AIATAPAXEZ

: Meiloveg YpOROCONIKES GVOROAIES
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: Suvndwg de novo. Agv KAnpovoROLVTAL.
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. Khvikn exonioon .
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MeTalhayé 68 COMOTIKG KOTTapa MG anoTéAeopa Ekbeonc o€ duopeveic

TEPPAILOVIOLOYIKOVG TLUPEYOVTES.

A&V KAPOVOHOVVTUL

= Neomhaoic ((AAAETidpaon HETaED TEPIPAAROVTOC KoL KAPOVOUIKTC
yevetikig Tpodiabeonc)

Mitoyovdprokés yeveTikég Prapeg

Metodhayn oto proyovoploxd DNA.
dvloocvvoetee. [Tpoopdirovar 6ot ot ardyovor.



[MOAUTTOPAYOVTIKEG DIATAPAXES
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yevetikig Tpodiabeonc)

Mitoyovoprokés yeveTikég Prapeg

Metodhayn oto proyovoploxd DNA.
dvloocvvoetee. [Tpoopdirovar 6ot ot ardyovor.
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