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ENINE=TE EZETAZH:

KYTTAPOTENETIKOZ EAETXO3:

Kapudtunog nepidpepkol aipatog

Kapuotumog pe el8IKEG TeEXVIKEG (ZUvEpopa EuBpauaototntag)

AIEYPYMENOZ ENETXOZ TONIAIOMATO:S:

ANnAoUxnon endpevng yevidg — Whole Exome Sequencing (WES)** / BlomAnpodoptkr avdluon dedopévwv**

Opada yovidiwv yia Rasopathies (Neupoivwpdtwon, Noonan, olwén okAnpuvon)**

MopLakdg kapudtunog (arrayCGH) unAig avaAlvong**

** JuunAnpwote to apyeio «AvaAUTIKEG KALVIKEG TTANpopopieg»

TENETIKA NOZHMATA:

Kuotwkn lvwon (CFTR)

O mArpng £Aeyxog

0 90% twv petaAAdéewv tou eAAnVikoU MANBuoUoU
, Neoyvikog éheyyoc (IRT): Betikd i apvntikod (emlééte)

O 86% twv petoAAdgewv tou eAAnvikol TAnBuopol

..., AakTUALOL Kayser-Fleischer (VAL 1] OXL):ucceverereeeceeieineeneieene

ANAIMIES:

aipatog, nAektpodopnon awpoodatpivng, Fe, depirtivn)

eAEyxou yovéwv.

O Meooyaakr'] OLVOLLH'LOL (emobvan aypuatoloylkol EAEyXOU YEVLKAG

2tnv nepintwon avnAikou anatteital kat entovvayn ayuatoloyikol

O Avoupia Blackfan Diamond (RPS19 rj RPL11 1y RPL5)
O Avoaupia Fanconi
O Zuvdpopo Shwachman Diamond

NEYPOMYIKO NOSHMA:

O Avoctpodivonabeia (DMD/BMD)
O CPTII (uuomadntikn popdn/maparlayr ¢.338C>T)
O Nwrtaio Muikn Atpodia Tomou I, 11, 1

O Muotovikr Auctpodia 1 (DM1)
O Muotovikr Auctpodia 2 (DM2/PROMM)
O O¢Balpo-dapuyyikn Muikn Avotpodia

MITOXONAPIAKO NOZHMA (otoyxsupévoc EAeyyoc):

O MELAS
O LEIGH g MERRF
O NARP LEBER

O CPEO (udvo og Bloio puog)
[0 KEARNS SAYRE (no6vo og Boia pudg)
O Mutoxovéplakr puomnddeta (uévo ot Blodia pude)

NEYPOANAITYZIAKO NOZHMA:

ZuvSpopo Rett (A Rett-like)

MECP2 [ ANnAoUxnon [ MLPA
FOXG1 0O AAAnAoUxnon
EmAnmnuikég eykadalondbeteg
POLG1 0O AAAnAoUxnon

O z0vépopo Angelman (ueBuliwon/avdAuon olvseong/UBE3A) ARX O AMnMolxnon

O z0vépopo EVOBpavotou X

O FXTAS: Fragile X Related Tremor Ataxia Syndrome

O FXPOI: Fragile X related Premature Ovarian Insufficiency
O PCR O Triplet PCR (Steupupévog €leyxoc)

O zuvépopo Prader Willi (ueBuAiwon/avaiuon cuvdeong)

AIATAPAXES AIAQOPOINOIHZHS QYAOY:

OO AAAnAoUxnon yovidiou AR
OO AMnAoUxnon yovidiou SRY

O Avixveuon pikpogAAelupdtwy eploxng AZF
0 MLPA (FoviSia NROB1, DAX1, SOX9, SRY, WNT4, NR5A1)

Nooog Fabry Zppayiba kat urtoypaen

TTAPATTEUTTOVTOC LATPOU

Axovépomnhacia yovidio FGFR3 (Lovo mapahhayég c.1138G>A, ¢.1138G>C)

Z0vépopo Silver-Russell OO MS-MLPA (xpwp. 11) O MS-MLPA (xpwy. 7)

ZuvSpopo Beckwith-Wiedemann O MS-MLPA (xpwp. 11) O AM\nAoUxnon CDKN1C

AAAO 2T1ANIO NOZHMA:

A/on: MIN Naidwv «H Ay. Zodior, ktriplo Xwpéuelo Epsuvntikd Epyaotriplo (2°¢ 6podog), OnBwv & MNamadilopavtonoviov, 11527, ABAva
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AVOAUTIKEC KAIVIKEC TTANPOQOPIEC:

MopakoAw OTTWG CUUTTANPWOETE TIG TIOPOKATW KAIVIKEG TTANPOPOpieg yia Tov aabevr] Bacifopevn ot Bdon dedopéviwy Human

Phenotype Ontology - HPO.

H AeTTTOUEPNG KOTAYPOPH TWV KAIVIKWY TTANPOPOPILV aUEAveEl TNy TIBavOTNTa aviXVEUONG TNG YEVETIKAG QITIAG TOU QaIvVOTUTIOU TOU

0a0BevoUG KaTA TNV avaAuacT Twv OeBOUEVWV OTTO TNV £6ETACT AANAOUXNONG ETTOUEVNG YEVIAS.

Prenatal medical history:

Brain abnormalities

Neuromuscular symptoms

a Normal O Lissencephaly O Ataxia
Q Prematurity Q Schizencephaly Q Chorea
Q Intrauterine growth restriction (IUGR) Q Porencephaly Q Dystonia
Q Poly- / Oligohydramnios O Pachygyria O Hypotonia
Q Decreased fetal movement O Polymicrogyria (Q generalized, O central, O muscular)
O AMO....oo O Band heterotopia O Hypertonia
Q Abnormality of corpus callosum O Muscle weakness

Developmental disorders (AIEUKPIVIOTE ..o ) Q Muscular dystrophy
O Intellectual development disorder Q Hydrocephalus = Neuropgthy

(Q mild, O moderate, O severe) Q Holoprosencephaly d Myotc?nlla
O Global developmental delay Q Abnormality of basal ganglia Q Spasticity o

(Q mild, Q moderate, O severe) Q Leukoencephalopathy - EIevated'creatlne kinase
0 Delayed motor milestones O Brain atrophy (AIEU.KpIVIO'TSZ ................................. )
O Delayed speech / language Q Ventriculomegaly . !DtOSIS

development O ANMO: . e O AMOL
QO Learning difficulties O No neurolomuscular symptoms
Q Autism spectrum disorder O Normal brain MRI O Not examined / unknown
Q Developmental regression O Not examined / unknown
O ANMO: . e

O No intellectual disability
O No developmental disorder
O Not examined / unknown

Craniofacial anomalies

Neurological symptoms

Q Seizures (1 generalized/Q focal

O Encephalopathy

O Abnormal nerve conduction velocity
Q Neuropathy (d motor/Q sensory)
Q Ataxia

Skeletal symptoms

a
a
a

Flexion contracture
Arthrogryposis (congenital? O yes/Q no)
Short stature

(skeletal dysplasia? U yes/Qd no)
Tall stature (overgrowth? Q yes/U no)

O Macrocephaly Q Joint Hypermobility
Q Microcephaly Q Tremor O Hand-/Q Foot polydactyly
O Craniosynostosis O Dystonia (bilateral? O yes/Q no)
Q Broad forehead Q Chorea 0 Hand-/Q Foot syndactyly
Q Cleft lip palate Q Spasticity (bilateral? O yes/Ud no)
O Hypertelorism O Gait disturbances O Camptodactyly of finger
O Hypotelorism Q Nystagmus Q Clubfoot (congenital? O yes/U no)
O Abnormality of the nose Q Mood disturbances Q Scoliosis
(AIEUKPIVIOTE ... ) (Q anxiety, O depression, O psychosis) Q Kyphosis
Q Abnormal ears O Migraine, 1 Headaches Q Pectus excavatum
(AIEUKPIVIOTE: ..o ) Q Sleep disturbances O Pectus carinatum
O Micrognathia O Unexplained pain Q Abnormality of bone density
O Oligodontia O AMO:. ..o (Q increased/Q decreased)
0 AMO: .t 9 Noneurological symptoms g E;(;;L()rselz
O No craniofacial anomalies 2 Notexamined / unknown Q Delayed bone age
O Not examined / unknown . O ANMO: . e
Hearing defects
Respiratory symptoms O Sensorineural hearing impairment O No skeletal abnormalities

O Respiratory insufficiency
O Respiratory failure

Q Apnea

QO Recurrent infections

Q Bronchiectasis

Q Pneumothorax

O No respiratory symptoms
O Not examined / unknown

(bilateral? Q yes/d no)

Q Conductive hearing impairment
(bilateral? O yes/d no)

O AMO

Q No hearing defects
No vestibular abnormalities
O Not examined / unknown

O

O

Not examined / unknown




Cardiovascular defects

Q Atrial septal defect

QO Ventricular septal defect

O Abnormality of cardiac ventricle

QO Tetralogy of Fallot

Q Cardiomyopathy

aQ Arrhythmia

Q Aortic aneurysm

O Abnormality of vasculature
(AIEUKPIVIOTE: o.vnieiiieeieienanee )

O Pulmonary arterial hypertension
O Hypertension

O Pulmonary arterial stenosis

Q Valve abnormalities

H]

O

No cardiac abnormalities
Not examined / unknown

O

Skin, nails and hair

O Abnormality of connective tissue

(AIEUKPIVIOTE: o.oveiiiieieeceie e )

Q Skin lesions

(AIEUKPIVIOTE: o.oeiieiiiiiieeeieeee e, )

O

Multiple cafe-au-lait spots
(Number: .........cooeiiiiins )

Port-wine stain

Albinism

Progeroid appearance

Eczema

Edema

Ichthyosis

Dysplastic nails

Q Anhidrosis

QO Hyperhidrosis

QO Alopecia

O HypertrichoSis (... .vvovveeeeeeiieinanenen.

OO0O0O0OD0O0OOo

O No abnormalities of skin, nails and hair
O Not examined / unknown

ZNUEIWOEIG:

Eye defects

Q Visual impairment (bilateral? Q yes /U no)

(AIEUKPIVIOTE: o.vneeiiieeiiienane )
Q Anophthalmia/Qd Microphthalmia
(bilateral? Q yes/Q no)
Strabismus (bilateral? O yes/Q no)
Coloboma
Congenital bilateral cataract
Blue sclera
Optic atrophy
Blindness

H]
H]
H]
H]
H]
H]
O Retinitis pigmentosa
H]

O

No eye defects
O Not examined / unknown

Immunological and hematological
abnormalities

O Autoinflammatory disease
O Immunodeficiency
(AIEUKPIVIOTE: ..o, )

O Recurrent infections
O Anemia (Erythrocytes)
O Neutropenia
O Thrombocytopenia
Abnormal coagulation
Megaloblastic anemia
Bone marrow failure
Leukemia

(AIEUKPIVIOTE: ..vnieeiiieeieneane )
Hemochromatosis

a
a
a
a

(M ]
z
>
o

O No immunological abnormalities
No hematological abnormalities
O Not examined / unknown

O

Other

O Organomegaly

Pancreatitis

Episodic fever
Hyperthermia

Hypothermia

Constipation, O Obstipation
Diarrhea

Episodic vomiting

Metabolic and endocrine defects

Failure to thrive

Obesity

Suspected mitochondriopathy
Lactic acidosis

Proteinuria

Hyperglycemia

Hypoglycemia

Ketosis

Hypercalcemia

Diabetes mellitus

Diabetes insipidus
Hypothyroidism
Hypoparathyroidism

Exocrine pancreatic insufficiency

Iy I I By

No metabolic abnormalities

No endocrine abnormalities

Not examined / unknown

Copy of laboratory findings attached

0O00OD

Renal and genitourinary tract
abnormalities

Renal cysts

Renal agenesis
Horseshoe kidney
Hypercalciuria
Hematuria
Proteinuria
Hypospadias
Hydronephrosis
Hypogonadism
Cryptorchidism
Ambiguous genitalia

I oy Iy Ry Iy By

O No renal abnormalities
O No genitourinary abnormalities
O Not examined / unknown

Hepatic dysfunction

Q Liver dysfunction
(AIEUKPIVIOTE: ..o, )
Recurrent acute liver failure
Hepatic cysts
Cholestasis
Hypercholanemia

H]
H]
H]
H]
O Hepatomegaly
H]

O

No hepatic abnormalities
O Not examined / unknown




ENTYNO 2YITKATAOEZH2 IlA FENETIKO EAENXO

O/H KATWOU UTIOYEYPOEVOG/ N.vuverrereereeereireessssessetssesssssssssessssssssssssssesssssssssssesessssssssssesesesssssssasesesessssssssssasesasssssssasssasasns ouykatatifepal otn Slevépyela
TNG VEVETLKIG EEETOIONGuvuvurururueueretsieeseseaeesetstsssssssesssassssssssesesesesssssssssssssasssessssssssssesssssassssssesasssassssssesesesssssnssasesesassnns OE EUEVA I TOV/TNV/TO oeveererreeeceeienns
...................................................................................................... (OXECN CUYYEVELAG: c..veenrereeererireseecie et ssessssas s seeenennnnns ) KO ONAWVW EVUTIOYPOADQ OTL:

1. Exw evnuepwOei emapkwe yla TNV g€étaon (m.x. évtumo evnuépwonc), o€ 0,TL adopd TIg SUVATOTNTEG Kol TIEPLOPLOUOUE TNG, TOV XPOVOo
SLeKTEPALWONC, TO KOOTOG KAl OTL TIEPLOPITETAL OTNV aLTiO TAPATIOUTTAG YL TV omola yivetat o éAeyxog kal Sev mapexel AMeg mAnpodopieg
yla tnv uyeia.

2. 'EXW KOTOVONOEL OTL OL YEVETIKEG EEETACELG ElVaL OPKETA TTOAUTIAOKEG Kol ValoONnTEG KAl £xouv TBavoTnTa oHAAUATOS ) UN SLAYVWOTIKAG
anavtnong Adyw S1adopwv aLTLWV (.. TToLOTNTA Kol TAUTOTNTA SELYIATOG, OMAVLA YEVETIKA dalvOUEVa K.a.), OTtwG Ba onUELWVETAL OTNV
£€kBeon amoteleopdtwy TG e€étaonc.

3. OumAnpodopieg nepl twv eupnudtwv/anote ecudtwy (maboloykwy i 1un maboloyikwy) dev mapExoval TNAEPWVIKWG.

4. Ta amoteAéopata SlatiBevral Hdvo yparrtwe Kat yia Thv aroduyn mapepUnVELWY N €kBeaon yeveTikoU eAéyyou Sibetal oTov mapaméunovra
LaTtpOd Ko KATomiy guvevwdnong otov evéladepdpevo cUdWVA e TNV EMAOYH OTO EVTUTIO TTOPATIOUTTAG.

5. Ie mepintwon mou 1o Seiypa KpBel akatdAAnAo yla pia i TEPLOCOTEPEG ETUAEYUEVEG €EETAOELG, auTo Ba kataotpadel kat Ba {ntnel
KaLvoUpyLo Xwplig emumAéov xpéwon.

6. IekdBe mepimtwon PETA TNV OAOKANPWGN TOU EpyacTnPLAKOU EAEYXOU, TTAPEXETAL N SUVATOTNTA YEVETLKNG CUMBOUAEUTIKAG oTo Epyactriplo
latpLkng MEVETIKAG KATOTILY GUVEWWONGONG.

7. To Epyaotrplo latptlkig Mevetikng edpapuolel OAa ta amapaitnTo OpyavwTlKA Kot TEXVIKA HETPA yla TV 0odAAELD TWV TPOCWITKWVY
Sedopévwy Kal TV Aoknon Twv SIKOLWHATWY Twv efetaldpevwy, oUpdwva pe To Eupwmaikd Kavoviouod Mpootaciog Mpoowrikwy
AeSopévwy (GDPR). OAa ta amoteAéopota KOAUTITOVTAL OO TO LATPLKO amdppenTo KoL Elval EUMLOTEUTIKA. Ta Poowrikd dedopéva, ta
anoteAéopata/Sedopéva TG YEVETIKAG avdAuaong Kat to BloAoyiko Selypa tou/ng e€etalopevou/ng Statnpolvtal o achalég apxelo oto
Epyaotrplo latpikng FeveTikng kat ival pooBactpa pdvov amo eEeEIKEUEVO TIPOCWTTLKO TOU EpyacThpiou.

8. To Epyaotrplo latptkig Mevetikig ev dépel kapia eubuvn yla omolodnmote Adyo, auwtia fj kat AANO pn LTtpLko {ATnUa IPOKUYEL KATOTILY
YVWOTOMoiNoNG TWV OMOTEAECUATWY TNV OLKOYEVELQ.

HUEPOUNVIO. . veverececeeiererieeevete e esesesesneas 41010 1o To>] o TS U TR Ooisiog [0 éxwvtnv empéreia
[ 0 yovéag [ 0O e€ouciodotnuévog

Emwotnpovikn alonoinon:

EMOUMW VoL GUUUETAOKW EYW I TO TEKVO OU OTNV EPEUVNTLKI UEAETN Tou Epyactnplou latplkig MEVETIKNAG «AVATTUEn oTPATNYKWY TTPOANYNG
KaL LEAETN TWV TAOOYEVETIKWY UNXAVLIOUWY YVWOTWV KoL VEWV YoVISLwV UTIEUBUVWV yLa YEVETIKA VOO LATAL KOL SLATAPOXES TNG QVOTTOpay WY G».
Ta amnoteAéopata £xouv okomod va cupPBarouv otn BeAtiwon tng dnuootag uyeiag tou TMANBuouoU kat evdéxetal va dnpoctlomonbolv oe
ETMLOTNUOVIKA TIEPLOSIKA O aVWVU N 1 KwdLkomotnpévn popdr). Exw SLaBAceL TO avaAUTIKO £VTUTIO EVAUEPWONG TNG LEAETNG, KaTaAaBaivw TIg
TAnpodopleg o TEPLEXEL KOl lou amavTiOnkav OAEG OL EPWTNOELG TIOU EiXaL.

Naw O ox O

Erutpénw tn Xprion pwroypaduiv fi Bivieo: Nou O ox O
HUEPOUNVIAL....veverreeeereerrreeaiee D 414010 To 10> o TSSO

Tuyaia suprpara:

EMBupw va evnuepwbw yla mibava yeveTIKA EUpAUATa, Ta omola Suvatal va pn oxetilovtal pe TL KAWVIKEG EKENAWOCELG TNG ALTLAG TIOPATIOMTTAG,
oM\Q gival KAWVIKA ONUAVTIKA yla TNV Uyela Tou e€eTalOMeVOU aTOMOU R/KoL TwV €§ alATOC CUYYEVWY Tou R/Kal €lval Xpriolia ylo Tov
OLKOYEVELOKO TIPOYPOUUOTIONO. H un avadopd tétowwv eupnudtwy Sev amokAeiel Tnv Umapén touc kat Sev e€aodalilel tov evbeleyn, mhnpn
KOl OUOTNUATIKO EAEYXO YLO QUTA.

Naw O ox O

HUEPOUNVIAL....veverreeeereerrreeaiee R 1001776 To 1021 PSRRI

Agutepevovta supnuata (Adopd povo v e€étacn aAlAnAouxnong EMOUEVNE VEVLAC KOl ATLOKAELGTIKA EVAALIKEC):

EmBupw va evnuepwbw ylo mbavd yeveTlkd supnpata ota yovidia mou mpoteivovtal ard 1o Apeplkaviko KoAEylo latpikng Mevetikng
(American College of Medical Genetics — ACMG) kat adopoUv t Alota Sdeutepeudviwy gupnudtwv ACMG-SF-v3.2 (PMID: 37347242) kot
oxetilovtal Kupilwg pe kapkivo, kapdlayyelakd vooriuata, petaBolikd voorpata K.a.. H avadopd tétolwv eupnudtwy Baciletal otn cadn
KaTnyopLomoinar toug wg naboyova f mibavwg naboyova cUubwva Le Ta onpuepva BLBALOYpadIkd SeSopéva KaL TLG KATAXWPLOELS OE EYKPLTEC
Baoelg debopévwy (m.x. ClinVar).

Naw O ox O

HUEPOUNVIOL....veverrereeeereerireneine R 1001770 To T o PR
AGONKe evnuépwon yla TNV e§€Taon oTov EETAIONEVO 1) OTOV KnSEUOVA.
OVOUOTETWVUO TIOPOTIEMUTTIOVTOG: cvuvererereeseserssrsssssssesessssssssssesesens D 1001776 Yo 1] PR

A/on: MIN Naidwv «H Ay. Zodior, ktriplo Xwpéuelo Epsuvntikd Epyaotriplo (2°¢ 6podog), OnBwv & MNamadilopavtonoviov, 11527, ABAva
TnA.: 210 7795 553 / 213 2013 468, email: iatriki-genetiki@med.uoa.gr






EPEYNHTIKO NMANENIZTHMIAKO
INZTITOYTO MEAETHZ KAl ANTIMETQMIZHZ
FENETIKQN KAl KAKOHOQN NOZHMATQN

EPrAXTHPIO IATPIKHZ TrENETIKHZ
Ege18ikeupévo AlayvwoTiké EpyacTtipio

Tmwaviwv Meverikwv Noonudrwyv S
EAAHNIKH AHMOKPATIA THZ MNAIAIKHZ HAIKIAZ
Edvikév kot Kamodictprorkév
AIEYOYNTHS: 1. MAKPYOANASHS, HovemoTapov Adnvey AIEYOYNTHS: I. XPOYS0S, OM. KAOHIHTHS

EMIK. KAGHIHTHS IATPIKHS MENETIKHS APYOEN TO 1837 MAIAIATPIKHE KAl ENAOKPINOAOTIAS

ENTYNO ENHMEPQZXHZ MNPOZ TON EEETAZOMENO / KHAEMONA

AAANHAOYXH:H ENOMENHZ FENIAZ OAQN TQN EEONIKQN NEPIOXQN TOY FONIAIQMATOZ
(Whole Exome Sequencing - WES)

T eivauw to Whole Exome Sequencing (WES)

To Whole Exome Sequencing (WES) eival pwa ocbyxpovn péBodog mpoodioplopol aAAnAouylag mou Baciletal otnv
texvoloyia tng AAAnAouxnon Emduevng levidg (Next Generation Sequencing — NGS). Mpodkettat ylo aAAnlovxnon twv
eoviwv Twv mepimou 20.000 yovidiwv mou kwdlkomolovv mpwteiveg, dnAadn mepinou 1o 1-2% Tou avBpwrivou
YOVLSLWUATOG. € OUTEC TLG TIEPLOXEG TOLUTOTIOLELTAL TO 85% TWV MABOYOVWVY YEVETIKWY TIOPOANQY WV TTOU TIPOKAAOUV CTIAVLAL
YEVETIKA voonuata. O yoviSLakog autog EAeyxog £XEL WG OTOXO TNV TAUTOMOLNoN TNG LOPLAKAG BAABNG, n onola pnopel va
Swkatohoynoet tov umnod e€€taon GavoTuTo Tou aoBevols. H CUYKEKPLUEVN YEVETIKN £E£TAON CUVLOTATOL O TIEPUTTWOELS
OTIAVLWY KAl TIOAUTIAOKWV KALVIKWV ELKOVWV KOL O YEVETIKA OUVEPOUA e LEYAAN KALVIKY ETEPOYEVELQ.

T eidoug anoteAéopata avapévovron
KUpia Euprpata:

Oetikd anoteAéopata: Avadépovtal ot taboyoveg Kat oL mbavwg aboyoveg mapaAayEg, Tou aviyvelovtal o€ yovidla
TIOU UE Ta onUePLVa Sedopéva oxetilovtal i mBavwg oxeti{ovral pe To GavoTumo Tou acbevoug.

ABéBaung KAwwKAG onpaociag (Variant of Uncertain Significance - VUS): Avadépovtal mapardayég mou umopsl va
guBlvovtal yla To voonua mou ehéyxetal, oAG Sev UTIAPXOUV OPKETA OTOLKElDl WOTE va XapaKTNPELoToUV TBavwg
naBoyoveg ) mBavwe Arieg. EMupooBeTog KAWVIKOG EAeyX0G N/Kal YEVETIKOG EAeyX0G AAWVY UEAWV TNG OLKOYEVELAG LIE
emumAéov KOOTog, Mropel va {ntnBel ywa tnv olokArnpwon tng €&€taong kat tv teAkn aflohdynon/epunveia twv
EUPNUATWV.

Apvntika anoteAéopata: Asv avadpépovial moparlayeg. Auto onuaivel otL ev tautonoinBnkav mopallayeg mou va
propoUV va €nyrnoouv TNV attia maparmounng, cuudwva Ue Ta dedopéva Tou UTIPXOV KATA TNV TPAYUOTomnoinon g
g&€taong. Qotooo, autd de onuaivel OTL eV UTIAPXEL YEVETIKO VOOH O TIOU VA TO TIPOKOAEL 1 OTL yevika &gv umdpyouv
naBoyoveg mapallayég. Eival mbavo o éleyxog va pnv evidruoe tnv atttonaboydvo mopallayr AOYo TEXVIKWY
TIEPLOPLOKWY OTIWGE TIEPLYPADOVTAL TTOPAKATW 1/KAL TO UTIOKELLEVO YEVETIKO VOO LA VAL [NV EXEL AVAYVWPLOTEL AKOUA. ZTNV
TEEPUTTWON AMOUGLAG EUPNUATWY SLAYVWOTLKNG aflag 0TOV GUYKEKPLUEVO EAeyX0, SeV TPOSIKATETAL OTL 0 e€eTAlOMEVOC OV
€xeL N 6ev KWOUVEVEL va aVaITTUEEL KATIOLO YEVETIKO VOO AL

JUpdwva pe tn Sedvn BLBAoypadia umtdpyel n mBavoTnTa Un avixveuong attlonaboyovwy apaAlaywy og T0GOoTO OV
Sladopornoleital katd nepintwon. Me TI¢ UNAPXOUCEG TEXVOAOYIEG KaL TNV TTOPOUCA yVWwaon yLla To avBpwrivo yovidiwpa
10 T0000TO anddoong dev Eemepva to 30%-40%. 1o mAaiclo mPoodnkng véwv mAnpodoplwv otig BAacelg dedopevwv
YEVETIKNG Ttapéxetal n Suvatotnta emavaAndng tng PBlomAnpodoptkng enefepyaciag Twv gupnuATWY TNG Mapoloag
avaAuong, Koo veéag KAVIKNAG e€€taong, evnuépwong Kat £yypadng cuykatabeong. EmutAéov, mapéxetal n Suvatotnta
MEAAOVTIKA G EMava&LloAOyNonG TWV AMOTEAECUATWY ETL VEWV BACEWV EMLTPETIOVTAS TNV EMAVEKTINGN EVOC EVPNLATOG TTOU
elxe BewpnOel un maboloyiko f aBéPBaing kKAwikng onuaociog (Variant of Uncertain Significance).

Agutepeovra suprjpata (adopd armokAELOTIKA EVAALKEC)

MPOKELTAL YLOL YEVETIKA EVPAUOTA, TO OTtola SuvaTtal va N oXeT{ovTal e TIG KAWVIKEG EKENAWOELG TNG ALTLOG MAPATTOUTIAG,
OAAG elval KAVIKA ONUOVTIKA KOl a€LOTIOLAOLUA VLo TNV UYELD TOU €€€TOTOEVOU ATOMOU f/KaL TwV €€ alaTog CUYYEVWV

A/on: TIEN Maidwv «H Ay. Zogiax, ktipio Xwpéueio EpguvnTikd EpyacTtipio (206 6po®og), Onpwv & Matradiapavromollou, 11527, ABriva
TnA.: 210 7795 553 / 213 2013 468, email: iatriki-genetiki@med.uoa.gr
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N EPFAZTHPIO IATPIKHZ FENETIKHZ

EAAHNIKH AHMOKPATIA E 5 Z A 2 E .
Edvikév kar Kanodisrpraxéy geidikeupévo AlayvwoTik6 Epyaotipio

Mavemothptov ABqvéy Imraviwy MeveTikwv Noonudtwyv
IAPYOEN TO 183

TOu /KAl glval XPACLUO LA TOV OLKOYEVELOKO TIPOYPOUUOTIONG. Ta yovidla auTtd TpotelvovTal ard to AREPLKAVLKO
KoM\éylo latpikng levetikng (American College of Medical Genetics — ACMG), adopolv tn Alota SeutepeudvIiwy
gupnuatwv ACMG-SF-v3.2 (PMID: 37347242) kal oxetilovtal Kupiwg e Kopkivo, KapSlayyelakd voorpata, LETaBoAka
voonuata K.a.. H avadopd tétowwv supnudtwy Baciletal otn cadn Katnyoplonoinon toug wg rmaboyova A mbavwg
naBoyova clpPwva e Ta onpepva BLBAoypadikd Sedopéva Kot TIG KOTaXwPLoeLg oe £yKpLTeC PAOELS SeSOUEVWVY.

Tuxaia gupipata

Ta euprjpata autd propel va adopolv mapaAlayég os yovibla ta omola SUvatal va Un oXeTilovial UE TLG KALVIKEG
ekdNAWOELG NG attiag mapamopunic, oA elval umelBuva yla thv eUdAVIOn VOOOU HE UTOAEUTOUEVO XAPOKTHPO
kAnpovounong (bopeia), maparayeg oe yovidia ou oxetilovral pe voonpata oPung epdaviong, maparlayEg os yovidia
Tou pocdidouv avénpeévo kivbuvo avamtugng kakonBelag kAT H ubavn avadopd tuxaiwv eupnpdtwy Baoiletat: a) otnv
tuxaia evpeon toug katd tn dladikaoio Stepevvnong tng attiog mapanounng, B) otn cadr KATNYopPLOMOiNGr Toug wWg
naBoyovwy ) mibavwg maboyovwy cUpdwva pe Ta onuepvd BipAloypadikd dedopéva Kal TIG KATAXWPLOELG O EYKPLTEG
Baoelg 6edopévwy (. ClinVar), y) otn Suvatotnta mepaltépw MEAETNG Kol KAWIKAG aflomoinong Ttoug amo
e€eldikeupévoug dopeis. Emutiéov, n mbavh avadopd TEtolwv eupnuatwy Sev UTOSELKVUEL TOV TIANPN €AEYX0 yLa AUTA
KaL Sev pnopel va anokAeiostl tnv Umapén dAAwv. H un avadopd tuxaiwv eupnudatwy dev amokAeiel Tnv UMapPENR Toug Kal
Sev e€aodalilel Tov evdeleyr), MAPN Kol CUCTNATIKO EAEYXO YLl QUTA.

Neploplopol

e Me tnVv mopovoa TeXVIKN Sev yivetal mMARpng kaAudn oAdkAnpou tou yovisiwpatog, ald aAAnAolxnon oto cUvoAo
Twv eovikwv meploywv twv yovidiwv (~19.000) tou avBpwmvou yoviSLWHATOG, WG €K ToUTou Oev pmopel va
arnokAeLlotel n mBavotnta Unapéng AWV apollaywv og AAn B€on oto yoviSiwpa (Lvtpovia, pUBULOTIKEG TIEPLOXES
K.0L.) TtIOU v oxetilovtal pe Tov UTo e€€Taon dalvotumno.

e H avaluon adopd cuykekplévo tUmo poplakwyv BAaBwv oto DNA, onwg onuelakeg mapaAhayeg evog VoukAeoTLSiou
1 UEPLKWY VOUKAgOoTISlwY. Q¢ ek ToUTOU Sev pmopolv va amokAeloBouv dAlot tUmol mapalaywy, onwe eAAelPeLg
yovibiwv, duthactacpol oMWY yoviSLakwy BECEWV I EMEKTACELS eMavaAapuBavouevwy oAANAOUXLWV yLa TG OTOLeC
aratteital Stadpopetikol TUTOU EPYACTNPLOKI TIPOCEYYLON, KABWGE EMIONG KAL OL TTEPLITTWOELG LWOOIKLOUOU, YOVISLOKAG
petatponng kot mapolaywv o e€ovia mou dev éxouv kaAudBel 100% (to moocooto pelétng Stadépel and yovidio o
yovidio) 1) oe @AAa yovidia mou &g cupneplappavovtal oth opdda yoviSiwv mou peletdtal.

e O peBodoloyieg ahhnhouxnong véag yeviag Suvartal va anodidouv Peudwe Betika amoteAéopata thg TAewg Tou 5-
10% ka Peudwg apvnTKO amoTtéAeopa TNG TAEEWS ToU 3-8%.

e  OLeMAOYEG TWV YOVISLWY TIOU XpNOLUOTIOLONKAY 0T CUYKEKPLUEVN BLOMANPODOPLKY AVAAUCH AVAVEWVOVTOL TAKTIKA
g€autiag tng ouvexoug Tautomnoinong véwv yovidiwv/dedouévwy.

e Ta anoteAéopata Sev eival BEPRato otL Ba odnyrcouv otnv anokaAun Beparneiag f tnv MPoyvwaon tng nadnong.

H mopovoa efétaon TEPLEXEL ONUAVTIKEC TAnpodopleg yla TNV uyeia kol umdpyxel Suvatotnta mapalafic Ttwv
NAeKTpoVIKWY apxeiwv BlomAnpodopikng avaiuong (apxeio vcf) (katomw edikol eyypddou otn ypappateia tou
gpyaotnpiou).

Suviotdrat ot aoIeVEIG Ij 0L yoVeic/KNSEUOVES TOUG OE ITEPIMTWON avNAiKwVY 1 ATOUWV UE avarnpio va SEXovTaL YEVETIKA
OUUBOUAEUTIKI) TOOO TIPLY TN SLEVEPYELD TG EEETAONG, WOTE VO EVNUEPWVOVTAL YLa TA MITAVA AITOTEAECUATA KOl TOUG
TEPLOPLOUOUC, 600 KAl UETH yLa TV eNeERyNon Twv mudavwy anotEAEOUATWY /KoL TwV EMOUEVWY BnudTwy.

MNa onowadnnote mAnpodopia KoL TRV MAPATOUNY) MEPLOTATIKOU aneuBuvBeite oto Epyaotriplo latpikig MFevetikig
tAedpwvikd (210-7795553/213-2013468) i nAektpovika (iatriki-genetiki@med.uoa.gr).

A/on: TIEN Maidwv «H Ay. Zogiax, ktipio Xwpéueio EpguvnTikd EpyacTtipio (206 6po®og), Onpwv & Matradiapavromolou, 11527, ABriva
TnA.: 210 7795 553 / 213 2013 468, email: iatriki-genetiki@med.uoa.gr
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EAAHNIIH SHMOKPATIA EPTAEZTHPIO IATPIKHE FENETIKHE
Edvucdév kar Kamodisrotardv NOXOKOMEIO MAIAQN «H ATIA ZO®IA»
Havemietapiov Adnvody Eéeidikevuévo Aiayvewotixé Epyaoctipio
IAPY@EN TO 1837 Zraviwv Ievetikdv Noonudrwv

‘EVIUTO EVNHEPWONG YL TOUG CUUETEXOVTEG OTNV EPEUVAL:
«Avamntu§n otpatnylkwv NPOAnYPng Kal LEAETN TWV MABOYEVETIKWV UNXAVICHWY YVWOTWV KoL VEWV
yoviSiwv UmeuBUVWVY yLa YEVETLKA VOOT LOTAL KOLL SLOTOLPAIXEG TG OVOUTOLpaly wynG»

To Epyaotrplo latpikng levetikig (EIMN tou EBvikol & Kamodiotplakol Maverotnuiov ABnvwv (EKMNA), pe onuaivovta
polo otn Slaxelplon acBevwyv pe omavieg mabnoelg, Kabwg Kot TV ekmaideucn Kal tnv KAWLKN €pguva, amotelel éva
SLeBVWG avayvwpLopEVo KEVTPO HE BOCLKN QUTOCTOAN TNV UMOOTAPLEN TWV A0OEVWV KoL TWV OLKOYEVELWV HE OTAVLO
YEVETLKO voonua. Q¢ avayvwplopévo E€etdikeupuévo AlayvwoTiko Epyaotriplo Inaviwy Mevetikwyv Noonudtwy (OEK Tedyog
B'2655/21.4.2023/ umt. ApB. I.M. Y.M.Zx./owk. 22469), Statnpel NyeTikod poAo otnVv avamtuén tng edapLOoUEVNG EPEUVASG
KAl OTn CUMMETOXN OTNV avakAAudn Kol KATOvONon VEWV YEVETIKWY MNXOVIOUWV. ZUVIOTOUUE Tn CUMUETOXH OTn
OUYKEKPLUEVN MEAETN YLa TNV omtola Tnpouvtal OAa Ta Aol KoL oL Kavoviopol Tiept mpoowriikwyv Sedopévwy (GDPR) kat
0 kwdKag NBKAC kot Sgovtoloyiag. H cuppetoxn eivat éBeAovVTLKn Kot UTIAPYXEL SUVATOTNTA AMOCUPCNE AVA TTACA OTLYA.
Agv UTtAPXEL KOOt OLKOVOULKY] OtaiTtnon yLot T CUUUETOXN 0T UEAETN.

ZKOMOG TNG MEAETNG Elva:
e H katavonon naboyeveTIKWY UNXAVIOUWY TWV YEVETIKWY VOONLATWY Tou avBpwrou, kKabwg Kal
o H avamtuén peBodwv mpoAnlng onwg éheyxog dopelag, MPogUdPUTEUTIKOG YEVETIKOG EAEYXOG KAL TIPOYEVVNTIKN
Suayvwon.

OL GUMUETEXOVTEG 0TN MEAETN Unopel va eival acBeveic kau eetaldpevol mou napanéunovral oto EIM yia Stepebivnon
YEVETLKWV VOONHATWYV, TIPOYEVVNTLKO 1} TPOEUDUTEUTLKO YEVETIKO EAEYXO.

Ta 6ebopéva ta onoia Ba kataypadolv adopolv eVEEIKTIKA:
e TO QTOWMIKO KOL OLKOYEVELAKO LATPLKO LOTOPLKO
e NMAnpodopieg TNC KAWVLKNAG ELKOVAC KO TWV EPYAOTNPLOKWY EEETACEWY
e JTolKela BlomAnpodoplakig avaiuong
o Quwrtoypadieg r/kat video yia ta onola Ba {ntnOel eldwkn adela

To Epyaotrptlo latptkng Mevetikig Ba kavel xprion twv dedopévwy adou amod autd efalpebei kabe otolxeio Tautomnoinong
TOU QTOMOU OMWGE OpileTal Ao TIG VOUOBETIKEG Slatdelg mepl avwvu piag Kol TPooTtaciag TWV MPOCWITKWY SESoUEVWV.

H pelétn unopei va nepthapBavel (xwpic amokAeLoTIKA va Tieplopiletal):
e AvAAucon TOU yovISLWHATOG yla TuTomnoinon attonadoyovwy maparlaywy pe Xpron Hoplakwy pebodoloyLwy
o AELTOUPYLKEG SOKLUAOLEG (TL.X. HeAETN Tou RNA rj/kal Twv MpwTeivwv)
o YYeSLAOUO VEWV TIPOCEYYLIOEWVY YL T(POYEVVNTLKO KL TIPOEUDUTEUTLKO YEVETLKO EAEYXO
e Anuloupyla povtéhwv vooou eite o kuttapikd eninedo f oe {wiko eninedo
o AOKLUN XNMKWV OUCLWY / PAPUAKEUTIKWY OKEVACUATWY
o [eVETIKEG MAPEUPACELG OE KUTTOPLKO Mimedo r {wiKA LovTéAa
o Katoxwpnon THAMATOC i OAwV Twv SeSouéVwY og TayKOOoULEG BAoelg Sedopuévwy i ouvbuacouo Toug pe dedouéva
AWV Bvikwy A/kaL SleBvwv epeuvnTIKWY OUASWY

Ta anoteAéopata tng napoloag UEAETNG £XOUV OKOTO va cUpBAAAouv otn BeAtiwon tng Snuootag vyeiog tou mAnBucpol
KOl EVOEXETOL VAL TTAPOUCLACTOUV O EMLOTNOVLKA TIEPLOSIKA, BLBALA, KABWGE KL O€ EMLOTNOVIKA CUVESPLA 1) EKTTALOEVOELS
dOoLTNTWV UE AVWVUOTIOLNUEVA 1] KWOLKOTIOLNEVA OTOLXELQ TWV CUMMETEXOVTWV.

Ta 0p£AN TOU GUHHETEXOVTA KOLL TG OLKOYEVELAG TOU UMOPEL va eiva:

e Htautomnoinon tng YeVETIKNAE BAONC TOU VOO ATOG

e Auvatotnta mpoAnPng Kal €YKoLpng AVILUETWITLONG TWV TILBAVWY VOOOYOVWY KATAOTACEWY

e AveUpeon GopEwV N ATOUWY 0€ AUENEVO KivEUVO OTNV OLKOYEVELL

e Auvatotnta PoyevvnTkoU EAEYXOU 1 TPOEUDUTEUTIKOU YEVETIKOU EAEYXOU KAl YEVETLKNG CUMPBOUAEUTIKAG

e KoAUtepn katavonon tng mopeiag tng vooou pe rbavr) mpoyvwaon Kal poBAePn LEAAOVTIKWY CUUMTWUATWV.

H épsuva auth dev evééxetau va 0dnynoeL Apeca otnv avakaAuvn Bepaneiag.
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