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XPpWHOOWHUIKEG HETAAAQYEC (aVWHOALEC)
* TumolL
- 1. MetafoAec otn 6OMNA TWV XPWHOCWLLATWV.
- 2. MetaoAec oTov OPLOMO TWV XPWHOCWUATWV.

* Aviyvevovtadl:

- QIO YEVETIKEC AVAAUOELG OTToU Ttapatnpeitatl aAlayn otn
dlataén ocuvdeonc Twv yovidiwv.

- ULKPOOKOTILKA KATAL TNV HiTwon N TtV MElwon
(KuTTOPOYEVETIKN).

* MMpokaAouvTtal oo AABn otn HELWON N OO XNMLKOUC
TIOPAYOVTEC =2 coBapa MPOPAN AT YOVILOTNTALC,
QVOTITUELAKEC OLATAPAXEC KOL KOPKLVOYEVEDN (CWLLATIKAL
KuTTapQ).
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Xpwpoowporto
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Opyavwaon TwV XPWHOCWHATWY

* OpoAoya Kot pn opoAoyo XpwWHOCWHOTO
* AUTOOWMLKA KOl GUAETLKA XPWHOCWUOTO

* Tovidlwpa: To cUVOAO TNC YEVETIKNC TTANpodopiac os pLa
aTtAOELON XPWHOCWULKN OELPA

AnAoz1dég (N) AinAog1d<g (2N)
'Eva avTiypago AUo avTiypaga
YEVETIKOU UAIKOU YEVETIKOU UAIKOU
Tpia pn opoAoya Tpia Ceuyn ohJOAOYWV
XPWHOOWHATA XPWHOOWHATWV

Fapétng (N) kat Zuywto (2N)



H S0 TOU EVKOPUWTLKOU XPWHOCWHATOC

<+«— TeEAOpEPEG—

<+— KEVIPOMEPEC —

TEAOUEPEC—
—— —

Eva Eva ’ ’
XPWUOGWHA XPWHOCWHA Abedeq Xpwpartideg
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Tagvopunon Twv XPWHOCWHATWV

* Baoel tnc mepiodnénc mouv ovopadletal KEVTPOMEPEC (Tailel
POAO OTN CUUTEPLPOPA KATA TNV KUTTOPLKA Staipeon):

METAKEVTPIKO AKPOKEVTPIKO
YNONETAKEVTPIKO TEAOKEVTPIKO

A
N\
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Kapuatunoc

6.2 H XpwpoowpiK {Wvwon amoKaAUTITETAL JE

€101KEC TEXVIKEG XpWonG. (a) Zwvwon G.
(B) Zwvwon Q. (y) Zwvwon C. (8) Zwvwon R.

[(a): Leonard Lessin/Science Source. (B) kai (y): University of

Washington Pathology Department.

http//pathology.washington.edu. (8): Dr. Ram Verma/

Phototake.]
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H Ta§ivopion Twv
XPWHOCWHATWV O
23 feuyn KkaTa
ehaTToUpevo peyebog
Aneikovilel Tov apiBuo,
To HEyeBog, TN B£on
TOU KevTpoHepIdiou
kal TIC {WVEC TwV
XPWHOCWHATWY TOU
KUTTApOU

Kabe (euyoc
anoTeAeitTal and duo
oHOAoya
XPWHOOHOHATA —
oMola o HEYEOOG Kal
HopgoAoyia

22 QUTOOWHIKA Kai 2

QUAETIKA XpwHoowUaTa
(X,Y)

Kapuotumnog
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Kapuotumnog

— ATToucia XpwHOOWHATO
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XpWHOOWHMLKA TIOWKIAGTNTA

APIOMHTIKEZ - 86% AOMIKEZ - 6%
Aveunthoeibia (46 +/- AwapetaBdeon, Avaoctpodn,
1,...) MoAumAosiSia EAAepa, Authactacpo,

(2N+N) ‘EvOeon
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MetaBoAEc otov aplOpo Twv XPWHOCWHATWYV




MetaBoA£C oTov aplOpo TV XPWHOCWHATWV
* MMowAotNTa oToV ApPLOUO avilypddwv TNC TARPOUG CELPAC XPWHOOWUATWV......0TIOTEAECHA
BAGBNC TNG ATPAKTOU, TO XPWHUOCWHOTA LEVOUV OTO 610 KUTTAPO....66V AELTOUPYEL £TOL O
LNXQVLIOUOC Tou Slaxwplopou !

DuUoI0AOYIKOG apIONOGC XPWHOOWHATWV
3

s~ Wi

a) MovonAosidia
(uOvo pia NANpNG oEIpa XPWHOOWHATWY)

MovonAo-
€10ia (N) %ﬂ m m

B) MoAunAos1dia
(NEPI0COTEPEC NANPEIC OEIPEC XPWHOTWHATWV
and To PUGCIOAOYIKO)

- — loviponoinon evag avwpaiou
T%I'HAO-N . SumAogLdol¢ yapeETn
eidia (3N) u — Ataotapwon vog SLMAOELS0UG

OLTOLOU ME EVa TETPATIAOELSEC ATOO

s NN AR AN




XpWHOCWHLKNA TMOLKIAGTNTA

A B C D E
S e
S e
e
e
2n==6

v

A B C D E C D E
OEiWENenm I'E'E) 'E'En

Chromosome rearrangement Aneuploidy Polyploidy
(duplication) (trisomy) (Autotriploid)
2n==56 2n+1=7 3n=9

6.3 O1 XpwHOCWHIKEG PETalAayég MepIAapBavouy TIC XpwHOCWHIKEG avadlatda&elg, tnv
aveumhos1dia Kat Tnv moAunmAogdia. Edw galvetal éva mapddelypa ané KABe katnyopla HeTarhayric.
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ANEYNAOEIAIA
* KaBe emumA€ov 1 AlyoTtEPO XPWHOOWHO ATtO TO GUCLOAOYLKO aplBuo 2N.
* H mpocOnkn 2n+1 (tplowpia)
* H anwAela 2n-1 (povoowpia)
* 2n+1+1 SuTAN TpLowWla

e 2n-2 voullowpia N acwpia (Aetlmouv opoAoya XpwHOCwWHOTA)

OQEIAETAI 2TO OAINOMENO TOY MH AIAXQPIZMOQY (NON DISJUNCTION)
= QIOTUXLO TWV XPWHOCWHATWYV va SLaxwpLlotoUV GUCLOAOYLKA KOTA TNV
Kuttapkn dtaipeon (pelwon R pitwon)

MITQTIKOZ MH AIAXQPIZMO2 - MQ2AIKO:
2N+1
2N-1
2N

MEIQTIKOZ MH AIAXQPIZMO2

2TnV 1n pewwtikn dtaipeon: Nopeteg N+1, N-1
2Tn 2n pewtikn Staipeon: Fapéteg N+1, N-1, N

| | 15



Mn SLaxwpLoHOC otn HEiWON

- ., -::‘,.-" T . x\.
" / ) - / 8 °
MEIQEH | duoiofioyikd Mn Siaxwpiopde duoioAoyikd
MEIQEIH Il duoofoyiko buoiofoyiko DuciofoyKS duaofoyikd Duoofoyiko Mn Saxopioude
’ ~, r. - , AT T -, T . -, i
N S, ", < \. SN \ A o ., o A AN s

Eikdva 5-7 m Q1 SIQQOPETIKES CUVENEIEC TOU KN SIOXMPIoNOU TV XPWMOTMMATWY KOTd Tn PEimon | (kEvTpo) kal Tn heiwon Il (GeE&1d)
O£ oUYKPION WE TOV puoioAoyIKd SiIaxwpioud (goioteod). EAQV TO oafua SUMBET KOTA TN LEIMON |, 01 YAOUETEC ETE SIABETOUY EVO QVTI-
YRao Kal TV dUo pefwY Tou ZEUyoud Twy ouoAdymy Xpuouoowudtwy 21 &iTe Sev £xouv KavEVD Xpwuoowua 21. EGv o un diaxwpi-
OMOC CUMBED KATA TN WEiwan |, O avouafol YOUETES ETE SIQBETOUY SUO IS0 avTiypa@d ToU EVOC MOVO XpOHOoWmUOToC 21 ToU EVOC
YOVED (Kal KQVEVD avTiypa@o Tou affou) Eite SEV £X0UV KOVEVD XpwUOowUa 21,
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XpWHOCWHLKNA TMOLKIAGTNTA

{a) Nondisjunction in meiosis |

~

(c) Nondisjunction in mitosis
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[mEiOsIs | H /\ MEIOSIS 11 ; g
-~ £/“<J 2N\
L el F Tisomk. Moposemic
- // {)\Jm I / I
- ,»|| \//I | \ Normal diploid )

Somatic clone
of monosomic

‘\cells 2n-1)

Somatic clone
of trisomic
cells (2n + 1) |
A

6.18 Aveumhoe1br priopoiv va mapayBoiv péow Tov pn Siaywplopol Katd T peiwon
I, T peiwon Il q ™ pitwor. Oryapéreg now mpokinrouy and pewdoel; pe pr Saywpopsd ouvbud-
CovTal pe Evav yapETn (e pmhe ¥pwpeowpa) o omeiog MpokUNTE and puoLohoyIKN] HEWTT), TPoKEE-
vou va mapayBoUv ot {uyuTeg mou gaivovTon 6.
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MetaAAaéerg/MetaANayEC

XPWHOOWMLKEC METAAAAYEC — SO XPWHUOOWUATWY, OTIAVLEC.

(a) Duplication

A B cC D E F G
anm ° L L )
Original chromosome “—— |

) asegment of the
chromaosome is duplicated.

In a chromosome duplication,

A B C D E F E F G
a ] | ) ] ) )
Rearranged chromosome
(b) Deletion
A B cC D E F G
a . | | ) )
—y
In a chromosome deletion, a
| segment of the chromosome
x —=| s deleted.
A B C D G
a L] D

(c) Inversion

A B C D E F G
a L] | ) ) )
l—f—’ p
b In a chromosome inversion, a
_— segment of the chromosome
is turned 180"
A B C 3 3 a ¢
a . | Py )
(d) Translocation
A B C D E F G
a . | ) )
\_Y_J
M N 0 P Q R S
| B ¢ BN B B \N |
In a translocation, a
segment of a chromosome
—1 moves from one chromo-
some to a nonhomologous
chromosome (shown here)
A B D Q 5
or to another place on the
a . BUE H/B DD P

same chromosome
(not shown).

M N o P _E
I EDE B

6.4 O1Téo0epIg Bacikoi TUMOI XpwHoowIKWY avadiata&ewv gival ot Simhaciacpoi, ot

Mg EIC, 01 AVOCTPOPEC KAl Ol HETATOMICELC.
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MéEBoboL MpoyevvnTikng Atdyvwong

Kepain oapwth
MNAakovTac Unepnxoypagpou
Toixwua Tne KWATpag BEAGVD
Auviakh koifidtnta

Kepafn capomth
unepnxoypdgpou
Auviakn koiRdTnTa

Xopiakée Adxver

HBIkS ootd
Oupoddxoc kiotn
KoBetfpac

XOpIaKA KOIRGTNTA

KoIRGTnTa TNe pitpac Kafnoc

OpBé

Eikdva 15-1 m A, Auvionapakévtnan, Mig BeAdva EI0EpXETAl SIokoIMIgkd otny auviakn koIAGTNTa ka1 £va Seiya auviakoU uypol (ou-
VABWE yUpw ota 20 mL) AQUBAVETT WE TN SURIyya yId SIayWwOTIKES avaAUCEIS (N.X, XPOUOTWUOTIKA avaiuaon, eVEUMIKD! Npoodiop!-
ouol, avofuon DNAL Katd kavdvad, npiv i katd Tn Sidpkein Tne Sindikaoioc, yivetal ungpnxoyodenua. B, AsyuatoAngio xopliokay Ad-
¥V, ZTNY EIKOva NapouaidZovtal SUo evoARakTIKES NROoEYYITEIC: SIakofnKd (UE TN ¥pAoN EvOc EUKAKNTOU KOBETADA! KAl SIaKoIAIg-
kG (g TN xpnon BeAdvac). Kal ouc SU0 NEMINTMOIEIL, N EMITUXIT Kl N agpaigia tne weBodou eEaptdtal and tn XpRon TS UNERNX0-
vpamiknc angikdvion: (cdpwanc). (And: Maoore KL, Persaud TVN: The Developing Human: Clinically Oriented Embryology, 6th ed. Phila-
delphia, WE Saunders, 1998),

|  11/26/2021 | 19



MéEBoboL MpoyevvnTikng Atdyvwong

EikGva 15-3 ® ZuykévIpwon
NG Q-EUBPUIKAC NPWIEVNG
gtov 0pd TNC UNTEPAC, @C¢
noAAanNAdoI0 Tou WETOU OF
cpualofoyikd £uBpua, O El-
Boua pE avwuafies ouykii-
NG TOU VEURIKOU owAnva kal
0E EUBpUT PE OUVEPOMO
Down. {And: Wald NJ, Cuckle
HS: Recent advances in scree-
ning for neural tube defects
and Down syndrome. In Ro-
deck C led]l: Prenatal diagno-
sis. London, Baillere Tindall,
1987, pp 649-676.)

Avafoyia atdpav

PRl Mn NpooBeRANuéva

TUvEpopo “‘m_J' atopa

Down ’

r
'
I
: Alowishc
paxn
r
’
F
F
’ | | I D I | |
0.2 0.5 08 1 2 3 4 5 10

Q-EPBpUikn npwteivn (AFP) otov opd Tne yntépac (noffonfdon Tou guoiofoyikol YEogou)

11/26/2021
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MéEBoboL MpoyevvnTikng Atdyvwong

Eik6va 15-4 m METPAOEIC AUXEVIKNG SIAQAVEIQS OE NAIKIA KUNONG
11 eBSOPAdWYV. H QUXEVIKNA SIaPAVEIa EIVAl N OKOUPQA, UNONXOYE-
VG Zwvn KAtw anod To S€pUa NoU NAPATNPEITAI G Wi UNEPNXO-
YPa®IKA "0BeMICIO TOUN® TOU EURPUOU: OTO OXNKA ONUEIDVETA
ME TN SIOKEKOMMEVN YOAUKN LETAEU TV SUO onpadiav +. A, Au-
Xevikn diagaveia 0,12 cm, 0 &va ©UOIONoYIKO EURPUO 11 ERSO-
uaAdwvV, TIUNA IoN PE TN PECN TIUN VIO Eva QUOIOADYIKG EUBoUD
QUTAC TNG NAIKIAC. B. AUENPEVN auxevikn diagpdvela 0,59 cm, ne-
pinou 20 TuniKEG anokAIoEIC NAvw and tn Péon Tiun, eupnua
noU CUNQ®VEI pE pia Sidyvwon yia ouvdpouo Down. (Mg Tty
@de1a: Evelyn M. Karson, Bethesda, Maryland).
|  11/26/2021 | 21



MéEBoboL MpoyevvnTikng Atdyvwong

Eik6va 15-6 m Ynepnxoypd®nua xepiwy (BEAN).
A. DUOIOAOYIKO EUBEUO. B. ‘EUBOUO KE OUVOPOUO
Holt-Oram, Ji0 QUTOO®MATIKA ENIKPATACG dIaTa-
PAXn Nou EKONAWVETAI UE CUYYEVEIC avwupanieg
NG KAPAIAC (OUXVA UE JJECOKOANIKN KaI JETOKOI-
AlakA eniKov@VIa) Kal NOIKIAEC av@UaRies Twy
Gkpwv AGYw METAANGZEWY OTO YOVIBIO TOU JE-
Taypa@ikoUu napdyovta TBXS5. Napatnpeiote ot
unapxouv Tpia uovo SAKTUAG KAl O QVTIXEIpag, o
OnoIog EXEl avwpano oxnua (Peyanog kal na-
XUC) kal BEan. (Mg tnv Gdeia: A. Toi, Toronto Ge-
neral Hospital, Toronto, Canada)

RT HAND

11/26/2021
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MéeBoboL MpoyevvnTikng AtAyvwong...ov OXL TOTE....

“ .

A 3 - a
Eik6va 14-1 m NoAudaktuiia kar cuvdaktudia. A, NoAudaktunia pe éveeon daktuAou. AUTOC 0 aCBeVNG £xel entadaktunia e EvBeon
€VOG SOKTUAOU OTNV KEVIPIKN AKTIVA TOU XEPIOU KAl Eva uneRApIBUo UETaEoVIKG daktuno. Katd kavova, autn n duoniacia OXETIZETal
ME METAKAPMIO CUYXWVEUON TOU TOITOU KAl TETtaptou daktuiou. H noAudaktudia pe EvBeon daKTUAOU &ival CUXVA OE QOBEVEIC WE

ouvdpopo Pallister-Hall. B. Meta&ovikn noAudoktuAia pe goBapn cuvdaktuia and To SeUTERO £wE TO NEPMTO SAKTUND. AUTOC © TU-
no¢ SuonAaaiag NAPATNEEITal & A0BEVEIC uE auvdpouo ke@anonoAuauvdaktuniac Greig. (EUYEVIKA NPpoo@opa Twv EIKOVEY and tny

Dr. Leslie Biesecker, Bethesda, Maryland).

Eikéva 14-2 m Napapdp@mon yVmotn ¢ CUYYEVAG apBpoypu-
nwon, N Onoia NAPATNPEEITAl MAZ PE WO KATAOTAoN YWWOoTN WG
apuonfacia. Ynapxouv noARANnES, OUPUETPIKEG UOVINEG Ou-
onAceIC Twv apbpwoswv AdY® avouaiAng avantuéng twv
HU®Y, N onoia ogeifetal 0 goBapd NEPIOPIOUG TOU XWPOU TOU
EUBPUOU OE Wia gykupooUvn PeE eNINAOKEG AGY® OAIYOUSPA-
pviou. H vonuoouvn Tou atuou elval ouvnBwe QUOIoNOYIKN Kal
n 0pBONESIKN aNokataoTaon Twv SIaTapax@V ENTUXAG. (EUYEVI-
K Npoogopad tng Judith Hall, University of British Columbia, Van-
couver, BC, Canada)

11/26/2021
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MetaAAageic/MetaAAayEC

* KAnpovounotuec petaPolecg (tuxaia) oto DNA mou evtomnilovtal
O€ £VO YEVETIKO TOTIO =2 N My OANC TNC YEVETIKNAG TTOLKIAOTNTOC

r_METAi\AAEHﬁ

MeTaAAGEEIC MeTanAGEeIc nou Metanndzeic nou

oTnV KWEIKT MEOIONT Siatapdooouy ennpedZouv
v gtafepdtnta m vowq;axp pubuion
T ouvapuoyr fi 66on
T0U RNA \ l

AvGpOAN npwteivn Duoiofoyikn Sopn Tng NpwTeivng

o = ~ ﬁ
+ HO Hammersmith” L’ (A 00TaBe—> enTOLEVa Ennedal 0T LLREVO

enineda
L
1 | AITIA AZGENEIAT ‘ [ * a-Banaooaipies
+ B-Oofaooaiyies” l * Movoowples
. * MeTaAAGEEIC
|- AUENUEva i .
- OYKOKATOOTOATIKDY
- My | ANG7AEIT AETTOUPYIOE TNC MPWTENNC] ¢ /  eningda VOVIBImV
» HD Kernpsey-~ (nAgiovéTNTa) ]
« AxovBponnaoia T e TpiowuiEe
A N P 7 - » N6oog Charcot-Marie-Tooth
o | Evioxuon Aemoupyiac | Twinou 1A
-
. H)c,---/ |~ ® HPFH
¢ \, Néa Asrtoupyia * MoARG oykoyovisia
londvia)

Mn Kavovikf £kgpacn
(AGBog xpdvoc, Tenog)

‘ExTONN 1 ETEPOXPOVIOUEVN EKPOAON )
onavia, eEaipeon o kapkivog)

Eikéva 11-1 ® Tevikn nepiypagn Twv NXaviguov LE TOUS onoious oI JETaARAEEIC unopouy va Npokafggouy gva voonua. O etafng-
Eeic atnv kwdIKA NEPIOXN evog yovidiou odnyouv 08 SopIKG avdpafes NPWTEVEG NOU XQPAKTNEIZOVTAl and anwAgia n evioxuon Agl-
TOUPYIOC N EX0UV ONOKTACE! WA VEX ISIOTNTA NoU NpokaAsl vaonua. O YETAAAAEEIC T8 PN KWSIKEC NEQIOXEC EVOC yoviSiou SIakpivo-
VIOl g8 SUO YEVIKEC KATNYORIEC: O QUTEC Nou aAfoI@vouy TN OTABEQATNTA N TN CUVAPKOYN TOU MRNA kaI 08 QUTEC Nou SIaTapag-
00UV TU PUBMITTIKG OTOIXEIQ N TRPONONOIOUY TN yowvidiakn S6on. 01 ETAANGEEIC OTIC pUBIOTIKEC aARNAOUXIEC TPONONOICUY Ta ENINEdT
EKppaanc Tau mENA 1 TN XpovIKA NEPOSO N TOV KUTTAPIKG TUNO OTOV OnNoio kepaZetal To yovidio. 01 JETAARGEEIC vIAs TNE KW SIKAC
A TWV PUBLICTIKGDY NEQIOXKWY, UNOPET va 08nynaouy 08 PEman TNC NooATNTAC TNE NARAYOUEVNE NEWTENVNC. HPFH: KANpovouikn Sia-
TAPNON TNE ELBPUIKAC aioggaipivne,
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MéeBoboL Mpoyevvntikng Atdyvwong ...ov OXL TOTE....

Eikdva 14-17 m Mia aouvni8iotn LeTainaEn nou odnyel 0g evi-
oxuan Astoupyiac tou yovidiou HOXD13 odnyei og napaywyn
MG aveaanng NpwTelvne LE apvnTIkme EnKpath enidpaon,
LTC QTOYPAQIES Kal AKTIVOYDORIES palveTal o paveTuno.
tne guvnofludaxktufioc. A kol B. X€pl kal aktvoypagia gvog
OToMOU ETEROZUYOU YIO MO WMETAARCEN OTo HOXD13. Napatn-
PACTE TN &1okAdSwaon Tou peTakapniou |l Kal To eninAgoy 6a-
KTuAo g, H guvSakTUAIg YETAEU Twv SAKTUAWY EXEl QnokKa-
TAOTUBEN £V PEPEI LE XEINOURYIKG SIOX@PIoUS Twv I kal -1V,
I kar A, X€pl ka1l gkTivoypagia evog AaTOpou oPoduyou yia Tn
WETAAAQEN oTo HOXDT3. NapatnphoTe TN ouvdakTuAio LeTaE
TwV SaKTUAWY 1, IV Kol V, TNV JETATEONA TWV JETAKApMIWY |,
I, 1l kan ¥V GE Bpaxéa ooTd TUNoU Kapnmidiny (QoTepiakall, Ta
Buo eMNpOCBETa KApMaia ootd (KUkADI ka1 TIC PIKPOU PAKoUE
Beltepec wafayyes. H kepkida, n @wAgvn kal Ta gyyUc Kapmaia
00Ta @aivovtal guoiofoyikd. E kar IT. NS kal aktuvoypagia
TOU (810U OUGZUYOU aTouou. NapdtnpAoTe TO OXETIKG GUoID-
AoyIKG LUEYVEBQC TOU METATAPTIOU |, TO MIKRO PEYESOC TOU LE-
Tatapgiou Il Kar TNV avTKaTASTaon Twv PETaTapaiov N, 1V kal
V and éva 0atd Nnou UoIAZEl JE TApdIgio (agTepiokol), (AvaTtu-
nwon katoniv assiac and: Muragaki ¥, Mundlos S, Upton J, Ol-
sen B: Altered growth and branching patterns in synpolydacty-
ly caused by mutations in HOXD13. Science 272: 548-551,
1996, Copyright 1996, American Association for the Advance-
ment of Sciencel.
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MéeBoboL Mpoyevvntikng Atdyvwong ...ov OXL TOTE....

Eixkéva 14-19 m NoKkiAn gKQPAoTIKOTNTA Wiac
UETGAAQENCG OTo yovidio Sonic hedgehog (SHH).
H UNTEPa Kal n KOPN TNG @EPouV Tnv idia na-
PEPMUNVEUCIUN METAAATEN OTO yovidio SHH. H
KOpn gival ooBapd NPOoRERANUEVN KaI ENQAVI-
ZEI MIKPOKE®QNIQ, avwuanin avantugn TOU EYKE-
@AAoU, UNEPTENOPIOUO KAl UNEPWIOOXIOTIA,
ev@ n povn ekdNAWON OTN UNTEPQ €ival O HO-
VadIKOC KEVTPIKOC Qv kortnpacg. (Anod: Roessler
E, Belloni E, Gaudenz K, et al.: Mutations in hu-
man Sonic Hedgehog gene cause holoprosen-
cephaly. Nat Genet 14: 357-360, 1996. Copy-
right 1996, Macmillian Ltd).
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MéeBoboL Mpoyevvntikng Atdyvwong ...ov OXL TOTE....

Eikéva 14-22 m Acbeveic pe ouvdpopo Waardenburg tdnou 1. A. MNTépa kal KGpn PE TN XAPAKTNPICTIKA TOUPa Gonpwv TPIXWY OTO
nPAoBIo PEPOC TOU KEWARIoU (And: Partington MW: Arch Dis Child 34: 1542, 1959). B. "Eva 8&kAXpOVO ayOpl UE OUYYEVN KO@WON Kal
TN XAPAKTNPIOTIKA ToUpa Aonpmy TOIXMV 0TO0 NPOoBIo UEPOC TOU KE@aniol (And: DiGeorge AM, et al.: J Pediatr 57: 649, 1960.) T,
ASEN@IO, Eva EK TWV ONOfwV Eival Kw@S. AeV UNAPXEI N XAPAKTNPIOTIKA TOU®a AoNp®V TPIXWV 0TO NPOOBIO UENOC TOU KEPaRIoy, an-
Ad o ayop! (SEZIG) EXEI ETEPOXPWHATIKES (PIGEC. To ouvdpopo Waardenburg tunou | npokaneital and PeTanAdEEIC oTo yovidio PAX3,
nou KWSIKONOIEN éva PETAYPAYPIKG NAPAYOVTa NOU CUNUETEXE! OTNY avanTuEn TNG VEUPIKNG akpoRogiag (And: Jones KL: Smith’s Reco-

gnizable Patterns of Human Malformation. Philadelphia, WB Saunders, 1998).

11/26/2021

27



OEPAMEUTIKEC MPOCEYYLOELC

H MOPIAKH ANTIMETQMIEH THE FENETIKHE AZOENEIAZ

Fovisio

[ J J

Mn avasinAwpévn
npWeeivn NH3 e

;.
; e ———a

AvasinAwpévn T

npwteivn 1 4 -H""'--..
TuLNapAyovIag T

Mopiakn
eepancia

Nopaseypa
aceévelag

Bepanela unopesuAinong
TOU DNA g BEKTaBivn

AUENON TNC yoviBiakAg
£kppaonc and tov puaIoioyikd
YEVETIKO TONO 1 and vav
UETOAROYUEVD YEVETIKG TGNO
UE UNOAEILUATIKA AEMoUpyia

Bepaneia yovidiokng
METOYOPA

MNapeUPOAN LE LIKPOU PAKOUE
RNA pg okond tnv efdTTman
Twv ENNESWY Vs MRNA, nou
Kadikonoie yia yia enikpatn
UETOARQYUEVN NPWTEVN

AVTIBIOTIKG WE apvoyAukooiSia
g Okané Tn SIEUKGALVON TS
aywénong evag npaipoy
kwdikoviou ANENG oE éva
UETOARTYUEVO MRNA, Kal Tn
alvBeon oAGKARANE NG
NPWTENVNG

NapeuBofn otny AEToupyia
yiag npwteivng-ouvodol nou
nayiBeUel Tnv LETAARayUEVN
npwteivn oto ER

AVTIKOTAOTOON TNE NPWIEVNG
JE TN PUIDAOYIKA NPWTEVN

AvTikotdotaon pe Tn xphon
UIag TpononoINuEVNG
NPWTEVNG

Bepaneia Le T xopfiynan
QUKNaPAYOVTa WE Okond TNV
gvioxuon Tng Aemoupylog i
Tne otofepdtntag piog
UETAARayUEVNC NPWTENWNC

AUGENaN TNG cuUVBEDNC TNG
HbF otn SpENQVOKUTTADIKA
avaiyia

Bepaneia Tou kAnpovouikol
ayyelooiGnuatoc Y davadonn

SCID, ouvBEGEUEVN PE TO
X SCID, avendpkeio ADA

Anokataataon Tne KAVIKAG
avwpafiog o8 novokoue-
HovTERT TN vaTiaio-
NapeyKeQONIBIKAG aTaEiog

Enavapopd oTn (puoIoioyIKi
KaTAoTAon Tou pivikol
£niBnfiou Tev aoBevdv pe
CF nou @épouv KW3IKGVIO
ARENG

Avaotonf wag Catt-
ELOPTMUEVNC NPWTEVNC
guvoSod ota kUTTopa aoBevay
ue CF Adyw tng UETAARTENG
AF508, ue anoTéfeoud T
ToNOBETNON TNE
UETORROYUEVNC NPWTENVNG
OTNV KUTTOPIKA ENIPAVEID

Aluoppopifia Pe xophynan
Tav napaydvay VILA 1X kal
ERT yia tn vdoo Gaucher

ka1 Fabry

PEG-ADA otnv SCID Adyw
QVENAPKEIE TNG ADA

MupI&oEN oty KAAOIKT
QHOKUOTIVOURIa

Eikéva 13-6 m H popiakh avTJETWNIoN TV KANPOVOUIKGY voonudTey. KABE Wia and TIC JopIaKES BEPANEIEC NEQIYRAMETTI OTO KEIUE-
vo. ADA: anapivaan tng adevoaivng, CF: IWOKUCTIKN vOdog, ER: evdonAaduatikd Siktuo, ERT: Bepansia eVZUMIKNG avTIkaTaotaonc, PEG:

noAuaBuAev-yAUKGAN, SCID: Bapid ouveUACUEVN aVOdOaVENGDKEID.
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E¢atopikeupévn Mevetikn latpikn — eVpoc epappoywv

ALY Y

Clinical Genome Sequencing Targeted Therapeutics

« Identify disease-causing mutations « Tackle molecular underpinnings
in patients and family members of specific disease subtypes
(e.g. cascade screening in FH) (e.g. PCSK9 inhibition via

antibodies in FH)

« Sequencing can aid placement
of patients into appropriate
clinical trials

« Direct disease treatment (e.g. LQTS
subtype-informed drug selecti 7

« Clarify disease diagnoses

-

Genetic Risk Scores

< RISk of complex isease cAloulate Induced Plurllrinotent
from influence of many variants Stem Cells
(e.g. in coronary artery disease, « Model disease and test new
risk score discussion can affect therapies in vitro (e.g. testing
statin usage) calmodulin knockdown in LQTS)
» Association of genetic risk with « Potential source of autologous
disease outcomes can be as cells for transplantation (e.g.
strong as lifestyle risk iPSC-erythroblasts to treat
beta thalassemia)
CRISPR Genome Editing

» Potential to stop disease before
it starts (e.g. editing in HCM
embryos)

* Target disease at the DNA level
(e.g. editing of DMD in mice
can alleviate disease
symptoms)

q w

State-of-the-art genetic technologies are

revolutionizing cardiovascular precision medicine.
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