ENAEIKTIKOZ NINAKAZ

NOZOzTO ANOKAAYWHZ INQZTQN FENETIKQON NOZHMATQN KAI ZYNAPOMAQN
ME TON NMPOTENNHTIKO MOPIAKO KAPYOTYNO 2x105K

A. YWHAO NOZOZTO [amnd >50% £€wg 99%]

NOZHMA/YNAPOMO

1p32-p31 deletion syndrome

1p36 deletion and/or duplication/triplication

1g21.1 deletion syndrome

1g21.1 duplication syndrome

1941-q42 deletion syndrome

1g43-q44 deletion syndrome

2p12-p11.2 deletion syndrome

2p16.1-p15 deletion syndrome

2931.1 duplication syndrome

3q13.31 deletion syndrome

3929 microdeletion syndrome

3929 microduplication syndrome

4921 deletion syndrome

5p13 microduplication syndrome

5q12 deletion syndrome

5q14.3 deletion syndrome

XPQMOZQOMATIKH NEPIOXH

1p32-p31

1p36

1921.1

1921.1

1g41-q42

1943-q44

2p12-p11.2

2p16.1-p15

2g31.1

3913.31

3929

3929

4q21

5p13

5q12

5q14.3



6pter-p24 deletion syndrome

6q11-q14 deletion syndrome

6q25-q25 deletion syndrome

7911.23 deletion syndrome, distal, 1.2Mb

8p inversion duplication/deletion

8g21.11 deletion syndrome

9p24.3 deletion syndrome/gonadal dysgenesis

9g34.3 deletion syndrome

10g23 deletion syndrome

10g26 deletion syndrome

11p15-p14 homozygous deletion syndrome

1491122 deletion syndrome

15g11.2g12(PWS AS) duplication

15g13.3 microdeletion syndrome

15921 deletion syndrome

15¢24 deletion syndrome

1525 deletion syndrome

15qg26-qgter deletion syndrome

16p12.1 deletion syndrome, 520kb

16p12.2p11.2 deletion syndrome

16g22 deletion syndrome

6pter-p24

6gl1-q14

6024-925

7911.23

8p23.1

8g21.11

9p24.3

9934.3

10q23

10926

11p15-pl14

14q11-922

15q11.2-q12

15q13.3

15g21

15q24

15g25

15qg26-qter

16p12

16p12.2-p11.2

16022



17p13.1 deletion syndrome

17911.2 deletion syndrome, 1.4Mb

17912 deletion syndrome (RCAD)

17912 duplication syndrome

17921.31 duplication syndrome

17¢23.1-q23.2 deletion syndrome

18p deletion syndrome

18q deletion syndrome

19p13.13 deletion syndrome

19g13.11 deletion syndrome

22q11.2 duplication syndrome

Xp11.23-p11.22 duplication syndrome

Xp11.3 deletion syndrome

Xp21 deletion syndrome

Xg27.3928 duplication syndrome

Angelman syndrome

Cat eye syndrome

Congenital adrenal hypoplasia

Cri-du-Chat syndrome

DiGeorge, Velocardiofacial syndrome

17p13.1

17q11.2

17q12

17q12

17q21.31

17¢23.1-g23.2

18p

18q

19p13.13

19q13.11

22q11.2

Xp11.23-p11.22

Xp11.3

Xp21

Xq27.3928

15g11.2-q12 deletion

inv dup(22)(q11.2)

Xp21.2 deletion

5p15.2p13.3 deletion

22911.2 deletion



DiGeorge syndrome 2

Dosage sensitive sex reversal

Jacobsen (11925 deletion) syndrome

Langer-Giedion syndrome

Leri-Weill dyschondrosteosis

Miller-Dieker lissencephaly syndrome

Nephronophthisis 1, due to homozygous NPH1 deletion

Pelizaeus-Merzbacher disease

Prader-Willi syndrome

Prader-Willi/Angelman duplication

Potocki-Shaffer syndrome

Smith-Magenis syndrome

Smith-Magenis syndrome duplication

Split-Hand/foot malformation-5

Steroid Sulfatase Deficiency

Williams-Beuren syndrome

Wolf-Hirschhorn syndrome

10p14 deletion

Xp21.2 duplication

11g24-925

8023.3924.11 deletion

Xp22.33/Yp11.32

17p13.3 deletion

2913 homozygous deletion

Xg22 duplication or deletion

15g11.2g12 deletion

15q11.2q12

11p11.2 deletion

17p11.2 deletion

17p11.2 duplication

2¢31 deletion

Xp22.31 deletion/duplication

7q11.23 deletion/duplication

4p16.3 deletion



B. ENAIAMEZO NOZOZTO [ard 5% éwg 35%]

NOZHMA/YNAPOMO

2qg22.3 deletion syndrome

Alagille syndrome

Aniridia

Duchenne/Becker muscular dystrophy

Glycerol kinase deficiency

Greig cephalo-polysyndactyly syndrome

Neurofibromatosis Il

Retinoblastoma

Rett syndrome

Rubinstein-Taybi syndrome

Saethre-Chotzen syndrome

Sex reversal X/Y translocations

Trichorhinophalangeal syndrome 1

Tuberous sclerosis 1

WAGR syndrome

Wilms tumor

XPQMOZQMATIKH NEPIOXH

2922.3

20p12.2 deletion

11p13 deletion

Xp21.2

Xp22 deletion

7p14.1 deletion

22q12.2 deletion

13g14.2 deletion

Xq28 deletion/duplication

16p13.3 deletion

7p21.1 deletion

Yp11.31 deletion

8g23.3 deletion

9g34.2 deletion

11p13 deletion

11p13 deletion



r. MOAY XAMHAO NOZO:TO [kpotepo anod 5%]

NOZHMA/YNAPOMO XPQMOZIQMATIKH NEPIOXH
Autism spectrum 15911.2g13, 16p11.2, 22913.3, Xp22.32
Basal cell nevus syndrome 9922.32 deletion
Beckwith-Wiedemann syndrome 11p15.5 deletion/duplication

Bruton agammaglobulinemia

Campomelic dysplasia

CHARGE syndrome

Cleidocranial dysplasia

Congenital diaphragmatic hernia

Cornelia de Lange syndrome

Dandy-Walker syndrome

Feingold syndrome

Holoprosencephaly 1

Holoprosencephaly 2

Holoprosencephaly 3

Holoprosencephaly 4

Holoprosencephaly 5

Hypoparathyroidism, sensorineural deafness and renal

disease

Kallmann syndrome 1

Leukodystrophy

Xg22.1 deletion

17924.3 deletion

8q12.2 deletion

6p21.1 deletion

15026.1926.2 deletion

5p13.2 deletion

3924 deletion

2p24.3 deletion

21g22.3 deletion

2p21 deletion

7936.3 deletion

18p11.31 deletion

13g32.3 deletion

10p14 duplication

Xp22.31 deletion

11914.2914.3 deletion



Mental retardation X-linked with growth hormone Xq27.1 deletion or duplication

deficiency

Microphthalmia with linear skin defects Xp22.2 deletion
Nail-patella syndrome 9g33.3 deletion
Neurofibromatosis | 17911.2 deletion
Noonan syndrome 12g24.13 deletion
Rieger syndrome, type 1 4925 deletion
Split-Hand/foot malformation-3 10p14 duplication
Sotos syndrome 535 deletion
X-linked heterotaxy Xg26.3 deletion

ZHMANTIKH ZHMEIQZH: O mpoyevvnTIlKO¢ LOPLOKOG KAPUOTUTIOG, HECW TNG AVIXVEUONG
pkpoe el ewv/pkpodSmAacLlaopwy, eivat og B€on va dtayvwaoel T cuvtplttkn mAstoPndia twv
VOONUATWY Tou avadépovtal oto THAKA A TOU Iapandvw mivaka.

MuwpoeMeidelg/ukpoduthaciacpol mou avadépovtal oto TURMA B kot oto THAMa I eivat oAU Alyotepo
OUXVEC 1 oAU omavieg, kabwg ta avtiotoya voorpata odeilovial Kupiwg otnv mapouvcio petalldafewy Tou
yovidiou, ou 6ev amoKaAUTITEL O LOPLAKOG KOPUOTUTIOC.

ErutAéov, pLa olpd ammd UIKPOEANEUTTIKG/ ULKPOSUTAQCLOOTIKA cUVEpOopa TTapouctalouv LetaBAnTh
SlelobuTIKOTNTA KAl EKGPACTIKOTNTA, TPAypa mou onpaivel 6t AEN EINAI YNIOXPEQTIKO NA MAZXOYN oAa ta
ATOUO HE TN UKPOEANEWPN A TO UKPOSUTAQGLAGHO 1) TO KALVIKO CUMITTWHATA Utopel va Stadépouv
ONUAVTLKA.

Y€ YEVIKEG YPAUUEC, N TeAKA £kBeon amoteheopdtwy Oa mepthapBavel pikposAAeipelg/ pikpodimhactacuolg
Kol AAAEC XPWHOCWHATIKEG OVIOOTUYLEG LE YVWOTH orUeEPa KAWVLKA onpaoio. H afloAdynon kL avoadpopd aAAwv
eMeiewv/Suthactaopwy Ba kabopiletal avaloywe, LETA amd £L8LKA e0WTEPLKA KAWVIKA afloAdynon. S
ETUAEYUEVA TIEPLOTATIKA KL AVAAOYQ [E TO 160G TOU EUPAUATOC, UMOPEL va amalteital o EAeyy0g TwV YOVEWY
TPV OTTO TNV TEALKN agloAdynon.

TéNocg, va avadEpou e OtL N InterGenetics mpoodEpet Tn SuvatdtnTa avaluong HeToAAAEewY, pEéow Next
Generation Sequencing - NGS 1 pe khaoowkr avdAucn DNA sequencing, ytot OAa Ta YovViSLaKA/YEVETIKA
voonpata ou avaypadovtal otov mapamavw MNivaka (r.x. cuvépopo Noonan, cuvépopo Rett, cuvSpopo
Charge, olwbn okAnpuvon, K.o.).



