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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 dsdopévwv**

ANnAoUxnon endpevng yevidg — Whole Genome Sequencing (WGS)** / BiomAnpodopikry avaAuvon Sedopévwv**

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

MopLakdg kapudtunog (arrayCGH) unAng avaAlvong**

** JuunAnpwote to apyeio «AvaAUTIKEG KALVIKEG TTANpopopieg»

TENETIKA NOZHMATA:
Kuotwkn lvwon (CFTR) O mAnpng éAeyxog 0 90% twv petaAAdéewv tou eAAnvIkoU MANBuoUoU
T xAwploLxwv otov pwta (meq/L): , Neoyvikog éheyyoc (IRT): Betikd i apvntikd (emlééte)

O 86% twv petoAAdgewv tou eAAnvikol TAnBuopol
..., AaktUALoL Kayser-Fleischer (vat rj oxu):..

XoAKOG 0UpWV (TtPo/UeTA meviKINapivng): , BLOWIO ATTOTOG v v verececeeret ittt tee ettt st bes e aes
ANAIMIEZ:
O Meooyelakn avalpio (emotvan aytatoAoyikol eAEyXoU YEVIKKG O Avoupia Blackfan Diamond (RPS19 rj RPL11 rj RPL5)

aipatog, nAektpodopnon awpoodatpivng, Fe, deptrtivn)

) , ) ; ) O Avauuia Fanconi
2tnv nepintwon avnAikouv anatteital kat entovvayn ayuatoloyikol

eAéyyou yovéwv. O Zuvdpopo Shwachman Diamond
NEYPOMYiKO NOSHMA: TULEG CPK: oo
O AvotpodvondBeta (DMD/BMD) O Muortovikn Avotpodia 1 (DM1)
O CPTII (wwomadntikn popdn/maparlayr ¢.338C>T) O Muotovikr Auctpodia 2 (DM2/PROMM)
O Nwrtaio Muikn Atpodia Tumou I, 11, 1 O OdBaipo-dbapuyykn Muikn Auctpodia

MITOXONAPIAKO NOZHMA (otoyxsupévoc EAeyyoc):

O MELAS OO CPEO (udvo oz Blodia pudg)
O MERRF . , .
O LEIGH [0 KEARNS SAYRE (uo6vo og Blowia puog)

O NARP [ LEBER O Mutoxovéplakn puomnddeta (uévo ot Blodia uudg)
NEYPOANAITYZIAKO NOZHMA:

O s0vépopo EGBpavactou X ZUvbpopo Rett (A Rett-like)
O FXTAS: Fragile X Related Tremor Ataxia Syndrome MECP2 [0 AM\nloUxnon [ MLPA
O FXPOI: Fragile X related Premature Ovarian Insufficiency FOXG1 [ AN\nAoUyxnon
O PCR O Triplet PCR (8teupupévog éheyxog) ErAnntikég eykadalondOeleg
O zuvépopo Prader Willi (ueBuAiwon/avaiuon cuvdeong) POLG1 [ AM\nAoUxnon
[ 20vépopo Angelman (pueBuliwon/avaiucon cuvdeoncg/UBE3A) ARX O AMnAoUxnon

AIATAPAXES AIAQOPOINOIHZHS QYAOY:

OO AAAnAoUxnon yovidiou AR O Avixveuon pikpoghelppdtwy neploxng AZF

OO AMnAoUxnon yovidiou SRY 0 MLPA (Fovidia NROB1, DAX1, SOX9, SRY, WNT4, NR5A1)
Nooog Fabry Jppayiba kat vrtoypar
Axovépomnhacia yovidio FGFR3 (povo mapahhayég c.1138G>A, ¢.1138G>C) TAPATIEUTIOVTOG LATPOU
Z0vépopo Silver-Russell OO MS-MLPA (xpwp. 11) O MS-MLPA (xpwy. 7)
Z0vépopo Beckwith-Wiedemann O MS-MLPA (xpwp. 11) O AM\nAoUxnon CDKN1C

AAAO SMANIO NOSHMA (MONO KATOMIN YNENNOHSHZ):

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



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 TIPOCWITKWY
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 avaAuaong kat to BloAoyiko Selypa tou/ng e€etalopevou/ng Statnpolvtal o achaléc apxeio oto
Epyaotrplo latpikig FeveTikng kat ival mpooBactpa pdvov amo e€eSIKEUEVO 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 empérela
[ 0 yovéag [ 0O e€ouciodotnuévog

Emwotnpovikn alonoinon:

EMOUMW VoL GUPUETAOKW EYW I TO TEKVO OU OTNV EPEUVNTLKI UEAETN Tou Epyactnplou latplkig MEVETIKNAG «AVATTUEn oTPATNYIKWY TIPOANYNG
KaL LEAETN TWV MAOOYEVETIKWY LNXOVLOHWY YVWOTWVY KoL VEWV YoVISiwV UTELBUVWV YLaL YEVETLKA VOO LATA KOl SLATOPAXES TNG OVOTIOPAY WYHGY»
(Ap. éykplong: 26923/31-1-2024). Ta amoteAéopata £xouv okomo va cupBdailouv otn BeAtiwon tng dnuootag uyeiag tou TMAnBucuoU Kat
evbéxetal va SnuoctomotnBolv Og EMIOTNUOVIKA TIEPLOSIKA O avwvupn R kwdikomotnpévn popdn. Exw Slapdcel o avoAuTikd €viumo
EVNUEPWONG TNG MEAETNG, KaTahaBaivw TG TANPodOPLeg TTOU TIEPLEXEL KAL LOU amavTBnKav OAEG OL EPWTHOELS IOV gixa.

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






EPrAXTHPIO IATPIKHZ TrENETIKHZ EPEYNHTIKO NANENIZTHMIAKO
Ege18ikeupévo AlayvwoTiké EpyacTtipio

Tmwaviwv Mevetikwv Noonudrwyv

FENETIKQN KAl KAKOHOQN NOZHMATQN
EAAHNIKH AHMOKPATIA THZ NAIAIKHZ HAIKIAZ

Edvikév kot Kanodictprokév
AIEYOYNTHZ: [1. MAKPYOANAZHS, Mavemotipov Advey AIEYOYNTHS: I. XPOYS0S, OM. KAOHIHTHS
ANATIA. KAGHIHTHE IATPIKHS MTENETIKHE APYOEN TO 1837 MAIAIATPIKHS KAl ENAOKPINOAOTIAS

INZTITOYTO MEAETHZ KAl ANTIMETQMIZHZ

ENTYNO ENHMEPQZXHZ NPOZ TON EEETAZOMENO / KHAEMONA

AANNHAOYXHZIH ENMOMENHZ FENIAZ
Whole Genome Sequencing (WGS) / (Whole Exome Sequencing - WES)

T eivat to Whole Genome Sequencing (WGS) kat Whole Exome Sequencing (WES)

To Whole Genome Sequencing (WGS) kat to Whole Exome Sequencing (WES) eival cuyxpoveg péBodol mpoodloplopol

aAAnAouyiog mou Bacilovtal otnv texvoloyia tng AAAnAouxnon Enouevng Feviag (Next Generation Sequencing — NGS).

e 310 WGS aAAnAouxouvtal Toco ol €€oVIKEG (KwSLKOTIOLOUOEG) OGO KAl Ol LVTPOVIKEG (HN-KwOLKOTOLOUOEG) TIEPLOXEG TOU
avBpwrivou yoviSLwUaTOoG.

e 3to WES aAAnAouxouvtal oL €€OVIKEG TEPLOXEG Twv TEPimou 20.000 yoviSiwv mou kwbdikomololv MmpwIeiveg (~2% tou
avOpWILVOU YOVISLWHOTOG). 2€ QUTEG TLG TIEPLOXEG TOUTOTIOLEITAL TO 85% TWV TOOOYOVWVY YEVETIKWY TIOPAAAQywWV TIOU
T(POKOAOUV OTIAVLAL YEVETLKA VOOH LATOL.

O yoviSLakOg €EAeyXOG QUTOC EXEL WG OTOXO TNV TAUTOMOLNGoN TG Hoplakng PAABNG, n omola unmopel va SIKALOAOYROEL TOV UTIO

e€€taon dawvotumo tou aoBevolG Kal CUVLOTATAL O€ TIEPUTTWOELG OTIAVLWVY Kot TIOAUTIAOKWYV KALVLKWVY ELKOVWY KOL OE YEVETIKA

oUVOpPOUA LUE HEYAAN KALVIKN ETEPOYEVELQL.

TLeiboug amoteAéopLaTol VOLEVOVTOL
KOpla Eupfpata:

Ostika anoteAéopata: AvadEpovtal ol maboyoveg kat ol bavwe aboyoveg mapaAAay£g, Tou aviyvelovTal o€ yovidla mou pe
Ta onuepwva dedopéva oxetilovral ) Bavwg oxetifovral pe to patvoTumo Tou acbevouc.

AB£Batng kKAwvikng onpaciag (Variant of Uncertain Significance - VUS): Avadépovtat maparayEg mou propei va euBuvovtat yia
TO VOON U TIOU eAEyXETAL, GAAA SEV UTTAPXOUV OPKETA OTOLXELQ WOTE VA XOPaKTNPLoToUV TiBavwg maboyoveg n mbavwg ATLeg.
EmutpooBetog KAWVIKOG ENEyXOG R/ KaL YEVETIKOG EAeYXOG GAAWY UEAWY TNG OLKOYEVELOG e ETLMTAEOV KOOTOG, Uitopei va InTtnBei yia
TNV 0AoKARPWaoN TG EEETAONG KO TNV TEALKH aLoOAOYNON/epUNVELR TWV EUPNUATWV.

ApvnTika anoteAéopata: Asv avadépovtal aparayEg. Auto onpaivel 0t Sev tautonoinBnkav napaAlay£g ToU val Lopouy
va £€NyNooUV TNV aLtio mapamnournrg, cupudwva pe ta SeSouéva Tou UTNPXAY KATA ThV IPAYHATONoinon Thg e€€taong. Qotooo,
auTO &g onpaivel OTL SV UTIAPXEL YEVETIKO VOGN LOL TIOU VAL TO TIPOKAAEL ) OTL yevika Sev umtapyouv mtaboyoveg mapariayEég. Elval
TBavd o EAeyX0G Vo UV EVIOTULOE TV attonaboyovo apaiiayr) AOYyo TEXVIKWVY TIEPLOPLOUWY OTWGE EPLYPAdOVTAL TAPAKATW
/KAl TO UTIOKEIEVO YEVETLKO VOONUO VA NV £XEL OVOYVWPLOTEL OKOUA. TNV TIEPIMTWON AmoUciag EUPNUATWY SLOYVWOTIKAG
aglag otov cuyKekpLUEVo EAeyyo, Sev podikaletal OtL o e€eTalOpuevog Sev £XeL 1] §gv KIVOUVEVEL VOl VATTTUEEL KATIOLO YEVETLKO
voonua.

Sopdwva pe tn Stebvn BiBAloypadia umdpxel n mBavotnTa WUn aviyveuong attionaboyovwy mapallaywv o€ MOCOCTO TIOU
Sltadopornoleital katd nepintwon. Me TIG UTIAPXOUOEG TEXVOAOYIEG KOl TNV Tapoloa yvwaon yla To avBpwrivo yovidiwpa to
moocooto anodoong dev {emepva 10 30%-40%. 2to MAALCLO TIPOoBNKNG VEWV TIANpodopLwV oTLg BAoEL; SESOUEVWY YEVETIKAG
TapexeTaL n duvatotnta enavaAnng tng BromAnpodoptkng enefepyaciog Twv VPNUATWY TNG MAPOUCAS AVAAUCNG, KATOTILY
VEAG KAWLKNG €f€taong, evnuépwong kal €yypadng ouykotdabeong. EmutAéov, mapéxetat n duvatotnta HeAAOVTLKAG
enavaéloAoynong Twv AmOTEAECUATWY ETIL VEWV BACEWV EMUTPEMOVTAG TNV EMAVEKTLNGCN EVOG EUPALATOC TTOU £ixe BewpnOsetl un
ntaBoloyiko | afEPaing kKAwikAG onuaciag (Variant of Uncertain Significance).

Agutepelovta svpnpata (apopd AnoKAELOTIKA EVAALKEG)

MPOKELTAL YL YEVETIKA EUPNUOTA, T omtoia SUvaTtal val N OXeTI{ovTaL PE TIG KAWVIKEG EKONAWOELG TNG ALTLOG TTOPATIOUTIAG, OAAG
glval KAWVIKG onPOVTIKA KoL 0ELOTIOLAGLUOL YLOL TRV UYELQ TOU €EETA{OUEVOU ATOHOU /KAl TWV €€ ALATOC CUYYEVWY TOU f)/Kal givat
XPNOLUQ YLOL TOV OLKOYEVELOKO TIPOYPOUUATIONO. Ta yovidia autd poteivovtat and to Apepikaviko KoAAEyLo latpikrg MeveTikng
(American College of Medical Genetics — ACMG), adopouv tn Alota Sgutepeudviwy eupnuatwv ACMG-SF-v3.2 (PMID: 37347242)
Kol oXeTi{ovTal KUplwg PE KapKivo, KapSLayyELoKa Voo uaTa, LETABOALKA voouata K.o.. H avadopd TEToLWV EupnuUaTwy

A/on: TIEN Maidwv «H Ay. Zogiax, ktipio Xwpéueio EpguvnTikd EpyacTtipio (206 6po®og), Onpwv & MNatradiapavromolou, 11527, ABriva
TnA.: 210 7795 553 / 213 2013 468, email: iatriki-genetiki@med.uoa.gr
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EPFAZTHPIO IATPIKHE MENETIKHE
Edviév kat Kamodiotpaxév Egeidikeupévo AlayvwoTiké EpyaoTiipio

Mavemothptov Adnvév Imraviwy MeveTikwv Noonudtwyv
IAPYOEN TO 1837

EAAHNIKI AHMOKPATIA

Baoiletal otn cadn Katnyoplomoinon toug wg maboyova 1 mbavwg maboyova clpdwva pe ta onuepva BipAloypadika
Sedopéva Kal TIG KaTtoxwpLloelg og £ykpLteg BAoeLg SedopEVwy.

Tuxaia euprpata

Ta euprjpaTa autd pnopel va adopoulv maparlayEg g yovidia ta onoia Suvatal va pn oXeTilovtal e TIG KALVIKEG EKENAWOELS
NG attiog mopamounig, oA eival umtelBuva yla TV UdAVION VOOOU LE UTIOAELTTOUEVO XOpaKTRpa KAnpovounong (dpopeia),
napaAlayEg o yoviSia mou oxetilovral pe vooruata oPung epdaviong, mapallayeg os yovidia mou nmpoodibouv auvénuévo
Kivduvo avamrtuéng kakonBelag kKA. H mbavi avadopd tuxaiwv eupnuatwyv Baciletal: a) otnv tuxaio eVPECH TOUG KOTA TN
Sadikaoia Siepelivnong g attiag mapamounnc, B) otn cadr katnyoplonoinon toug wg maboyovwy A mbavwg nadoyovwy
ocludwva pe Ta onuepwvd BiPAloypadikd Sedopéva Kat TIG Kataxwploelg oe ykplteg Baocelg dedopévwy (ry. Clinvar), y) otn
duvatotnta MepALTEPW HEAETNG Kot KAWLIKAG aflomoinong toug amod efelbikevpévoug dopeic. EmumAéov, n mbavn avadopd
TETOLWV EVPNUATWY Sev UTIOSELKVUEL TOV TIAN PN EAEYXO0 yLa aUTA Kot Sev pmopel va amokAeiosl Tnv Umapén dAwv. H un avadopd
Tuxalwy eupnuatwv Sev amokAeiel tnv UTIaPEN Toug Kal Sev e€aodalilel Tov evdeleyr, TTARPN KAL CUCTNUATLKO EAEYXO YLl OUTAL.

Neploplopol

e Me to Whole Genome Sequencing (WGS) yilvetat k@Aun oAOKANPOU TOU YOVISLWHOTOG, WOTOC0 UTIAPXOUV OPLOUEVEC
YOVISLWHATIKEG TTEPLOXEG TTOU SeV aAAnAouxouvTal MARPWGE AOYw TEXVLKWVY SuoKoALwv, aAAnAouxiag Kot eUBUYPAULONG.

e Me 1o Whole Exome Sequencing (WES) &ev yivetal mAnpng kaAupn oAokAnpou tou yoviSlwuatog, aAAd aAAnAouxnon oto
oUVOAO TwV e€oVIKWY TtepLOXWV Twv YoviSiwv (~19.000) tou avBpwmivou yoviSLwHATOG, WG €k ToUToU dev pmopel va
amnokAeloTel n mBavotnta Umapéng dAAwv mapaAdaywv oe AAn B£€on oto yovidiwpa (vTpovia, pUuBULOTIKEG TIEPLOXEG K.OL.)
TOU va oxeTilovtal Ke Tov umod e€€taon datvotumo.

e H avaluon adopd ouyKekpLUEVo TUTO poplakwyv PBAaBwv oto DNA, O6nwg onpelakeg mopolhayEg evog voukAsotiSiou N
MepkwY voukAeoTidiwv. Q¢ ek ToUTOU &gV pUmopouv va amokAeloBoUv dAlol Tumot mapallaywy, Oonwe eAAelPeLg yovisSiwy,
SumAaolaopol mMoAAWY yovidlakwy BECEwWV 1 EMEKTACELS emavoAauBavopevwy oAANAOUXLWY YLOL TIC OMOLEG aTtatTelToL
SladopeTikol TUTIOU EPYACTNPLAKY TIPOCEYYLON, KABWC EMIONG KoL OL TEPUTTWOELS LWOAIKLOUOU, YOVLSLAKNG LETATPOTIG KOl
napalaywv og e&ovia ou Sev €xouv kaAudBel 100% (to mooooto PeAETNG SladEpel amd yovidlo og yoviblo) i og aAa
yovidia mou 6e cupnephapfavovtal otn opada yovidiwv mou PeAeTaTal.

e O evromopog napalaywv aplBpou aviypddwyv (Copy Number Variants - CNVs) and WES Baoiletat oto BaBog kaAudng Twv
€€OVIKWV TIEPLOXWV TWV YOVLSLwY Kol glval €UPECOC Kal eVOELIKTIKOG xprilovtag emipepaiwon pe dMeg pebodoloyieg. H
gvalobnoia Tng cuykekpLpevng pebodou ocuudwva pe ™ BiBAloypadio avtiotolkel oe 90% yia ta eAAeippata Kal 65% yla
Toug SUTAQOLACHOUG, EVW TO TOo00TO eUpeong Weudwg BeTikwy armoteAeopdTwy eivat ~20%.

e O pueBoboroyieg aAAnAolxnong véag yevidg Suvatal va amodidouv Peudwg BeTikd armoteAéopata Tng Tagewg tou 0,1-0,5%
Kal PeuSWG apvnTKO ANOTEAECHA TNG TAEEWG TOU 3-5%.

e O emloyég Twv yoviSlwv mou Xpnoldomoldnkav otn CUYKeEKPLUEVN BlomAnpodopikr] avaAucn QVAVEWVOVTAL TOKTLKA
g€autiog Tng ouvexoU¢ Tautonoinong VEwY yovidiwv/sedopévwy.

e Ta amoteAéopata dev eival BERato otL Ba odnyrioouv otnv amokdAun Beparmneiag f Tnv mpdyvwon Tng nadnonc.

H mapouca e€€taon MepLEXEL ONUAVTIKEG TTANPOGdOPLEG yLa TNV Uyela Kal uTtapxel Suvatotnta mapaAaPnig Twv NAEKTPOVIKWY
apxeiwv BromAnpodopikrg avaiuong (apxeio vcf) (katomv eldikol eyypddou otn ypappateia Tou epyactnpiou).

Suviotdrat ot aodeVeic 1) oL yoveic/knSeUOVeS TouG o Mepintwon avnAikwv 1 atéuwv pe avannpia va Séxovrat YeVETIKA
ouuBoUAeUTIK) TOOO TPV TN SLEVEPYELA TNG EEETAONG, WOTE VA EVNUEPWVOVTAL yla Ta midavd amoTEAEoUATA KAl TOUG
TIEPLOPLOUOUS, OO0 KAl UETH yLa TNV eNeéfynon Twv rdavwy anoteAsGUATWY H/Kal TwV EMOUEVWY BNUATWV.

Mo omowadnmote mAnpodopia KAl TNV MOPANMOUNI) TNEePLOTATIKOU anevBuvBeite oto Epyaoctriplo latpikig MeVeTkng
thAedpwvikd (210-7795553/213-2013468) r) nAektpovikd (iatriki-genetiki@med.uoa.gr).

A/on: TIEN Maidwv «H Ay. Zogiax, ktrpio Xwpépeio Epguvntikd EpyacTtipio (206 6po®og), Onpwv & Matradiapavromoliou, 11527, ABrva
TnA.: 210 7795 553 / 213 2013 468, email: iatriki-genetiki@med.uoa.gr
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» EAAHNIKH AHMOKPATIA

; , EPTAXTHPIO IATPIKHX TENETIKHX

1 Edvicév kat Kanodiotpraxdy NOZOKOMEIO ITAIAQN «H ATTA ZO®IA»
2, Havemetapiov Adnvoy 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
MAnpodopieg TNG KAWVIKAG ELKOVAS KAL TWV EPYOOTNPLAKWY EEETACEWV
Jtolxela BlomAnpodoplakig avaluong
Quwroypadieg 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.



