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Grisel’s syndrome
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Wiskott-Aldrich syndrome (WAS)

ol Sy ok

| Severe Combined Immune deficiency (SCID)
syndrome

BAE S e p] el gk

Chediak-Higashi syndrome (CHS)

R Sl ki

Leukocyte Adhesion Deficiency syndrome
(LADS)

e S Sk all )k

Severe Congenital Neutropenia (SCN)
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Chronic Granulomatous Disease (CGD)

o sl g1 E g les

Hemophagocytic Lymphohystiocytosis (HLH)
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Major Betha- thalassemia

Intermedia Beta-thalassemia

Sickle-cell Disease (SCD)

' Beta- thalassemia/sickle cell (f/sc)

I

' Beta thalassemia/Delta-Beta thalassemia
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Alpha-thalassemia
1- Hemoglobin Barts
2- Hemoglobin H Disease
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3p/ Sc

BoY/Sc

£yoB/ Se

S5p/op

SP/yoPp
B/a-triplication
B/a-quadruplication
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Fanconi anemia
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Trisomy (except sexual chromosomes)
EX: Down Syndrome
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' Monosomy (each of autosomal chromosomes)
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Multiple synostosis Syndrome
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Triploidy
polyploidy
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Unbalanced Chromosome Abnormality
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Hemophilia A (Factor VIII deficiency)
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Hemophilia B (Factor 1V deficiency)
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Von willebrand Disease (VWD) Type 111
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Lack of Factor II / V/VII/X
X1/ XIIT
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Afibrinogenemia
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Glanzmann's thrombasthenia
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Bernard- Soulier Syndrome (BSS)
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Autosomal Trisomies
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Fragile X Syndrom (FX5)
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MucoPolysaccaridosis (MPS) et iad Sl oS '
Gangliosidosis a5 lSIE
GMI1
Tay-Sachs disease il ,__,i]_ «— GM2
Sandhoff disease o g dis Lysosomal(storage disease) Jlogjg
Gausher disease ak s
Niemann- Pick disease Tt
Leuko dystrophy [P
e
Krabbe il g
Meta chromatic (MLIY Sy Sl
(o JL-_;_;;U al glils t_p
- Zellweger disease A ds
Neo Natal Adrenolenkodystrophy (ADL) iy s 5 s
Ay Proxismal Jlowa 3938

|..T'.:£'|||.{ s - ke gy |
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rAmnuphaly e

ﬁ’menc&phaly - ey
Holopronsencephaly PETIT
Exencephaly St £
Hydrencephaly [ J_:-

Hydrocephaly with other anomalies in the list,
Iclydru:ephaly more than 15 mm
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Microcephaly
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Sever Craniosinostosis
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Cranioschisis et gl S
Spina bifida aperta Ul ks Gl
Syringomyelia bhe o8 -J

Meningomyelocele

e

Myeloencephalocele

il e

Dandy- Walker syndrom
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Arnold- Chiari malformation (Type II;
Cerebellar Aplasia
Cortex Atrophy + Hydrocephaly
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Neural Tube defects (NTD)

Werdnig — Hoffman Syndrom( FSMA)
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Duchenne Muscular Dystrophy (DMD)




Autosomal Recessive Polycystic Kidney (ARPKD) sl i RS s
Fetal Nephrotic Syndrom (855 pgi) i S gyl
Alport Syndrom Spdl g
Bilateral Renl Agenesis (potere syndrom) (30 abas 50 b oS ab ogs o33
Bilateral Multicystic Dysplastic Kidney (MCDK) bl G b g Ko Jge 50s
Bilateral Hypoplastic Dysplastic Kidney boads dih gs Sas g Ky gt 650
Hydrops Fetalis T L S P [ eI

Posterior Urethral Valve (PUV) + Severe
Oligohydramnios / Hydrenephrosis (grade 111)
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Severe Obstructive Uropathy + Severe Oligohydramnios
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Bilateral Hydronephrosis + severe Oligohyd ramnios /
Bilateral Pulmunary Hypoplasia

-
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[ Tysiinosis
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Hyperoxaluria {fype Tj

VACTERL Associoation

CHARGE Associoation (CHARGE Syndrom)
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Toxoplasmasis Lty 45 g
Cytomegalovirus (CMYV) s I
Varicella Nl
Rubella Yy,
Parvovirus B19 B19 yps 554 |
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Unilateral pulmonary agenesis with other anomalies (renal agenesis

o]
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Bilateral Pulmonary Agenesis a g ddyloga g 34
Bilateral Pulmonary Aplasia iy ad ol g0 5300 1
Bilateral Severe Pulmonary hypoplasia S8 e ol g0 510 auun

Thorax hypoplasia ...
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Type 0 Congenital Cystic Adenomatoid
Malformation (Microcystic adenomatoid malformation)
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Laryngeal Atresia

o pmim 53]

Asphyxiating thoracic Dystrophy (AT or
{Jeune syndrome)
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Cungenital central Hypoventilation syndrome (CCHS)
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Hereditary SP-B Deficiency SP-B gt
ABCA3J Deficiency ABCAJ spr
NKX2.1 Haploinsufficiency NKX2.1 sg0af

Hereditary pulmonary alveolar proteinosis (PAP)

S5y olisoke el ey

" Alveolar Capillary Dysplasia With Misalignment Of The Pulmonary
Veins

Mgl £ g g

Pulmonary Lymphangiectasia

Cystic Fibrosis (CF)




| Sacral Agenesis
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Autosomal dominant Larsen syndrome
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Amniotic band syndrome- Limb Reduction syndrome
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Ectrodactyly — ectodermal dysplasia — cleft syndrome { EEc syndrome)
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(plS 5 o ilss

Multiple pterygium syndrome or Escobar syndrome

Sl b bp g b gyt

Roberts syndrome (pseudothalidomide syndrome)

(CP +CL+ s 38) 5 py; pakis

Cornelia de lange syndrome
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Acrocephalosyndactyly or Acrocephalopolysyndactyly (ACPS)
(Apert synd./ Pleiffer synd./ Carpenter synd./ Crouzon synd./ Saethre-
Chotzen synd.)
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Multiple cynostosis syndrome

2 s el g i

Malignant Infantile Osteopetrosis (MIO)
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Ateloosteogenesis Type 1, 11, 111
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Congenital Hypophosphatasia

e T NI I s

Hyperphosphatasemia
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Acondroplasia
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Osteogenesis Imperfecta
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Condrodysplasia punctata
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Diastrophic dysplasia
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Ellis- van creveld syndrome
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Acromesolic dysplasia
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Epiphyseal dysplasia

{ Congenita Ea) Jumd gl iy

Metaphyseal dysplasia U B 55y
Spondyloepimetaphyseal dysplasia VT [P NP LYN S
Metatropic dysplasia [ P I
Thanatophoric dysplasia VR L Ry Wy
Campomelic dysplasia S geaS 553

Asphyxiating Thoracic dysplasia
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Stippled Epiphysis
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Radial Aplasia or Hypoplasia (Fanconi synd. /TAR
synd.(thromhocytopenia with absent radius) / VATER anomaly /AASE
synd. /Triphalangeal thumb (TPT) /Hypoplastic anemia/ CHD
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e ek f AASE poie ! VATER Jio gl / TAR

(CHD 5 Sathy yor il 1 g

Dwarfism (rhizomelic dwarfism)
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| Mesomelia Lhay e
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Gastroschesis Sy pald
A Y wia e S G ats ol Y
Omphalocele e it
AL e 5t B e alS S ¢
Diaphragmatic hernia Sl ks b
Imperforated anus 018 sl e gl
Cloacal eyst ST s
Caroli’s syndrome AAE podi
Zellweger syndrome A pkes
Refsum disease plady (g bes
Adreno leukodystrophy P 3 350 g3
GRACILE syndrome el £ i
Fabry disease TRy v
Pompe disease as g les
Urea cycle disorder gl S s
Mitochondrial disorder Ju s e o
APEX syndrome sl f-‘:

Glycogen storage disease (GSD) type 4

b 05058 ol sl goley

Familial adenomatous polyposis (FAP)

E o e Il 5 gl sl 5pudse

Waolman disease ey 5l
Cystic Fibrosis (CF) I8 s
Wilson Upis

Alpha-1 antitrypsin deficiency
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Hemophagoceytic lympho histiocytosis (HLH)
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Severe Valvular stenosis / regurgitation
TS-TR-MS5-MR-AR-AS-PR-PS

TS-TR-MS-MR-AR-AS-PR-PS cils ¢l 4 5 200 gol2f , S5

Heart valve Atresia as main lesion
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Ebstein's Anomaly with severe TR
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Coarctation syndrome + Hypoplastic Aortic arch

Sl b (5 gk O g8 o i

Aortic interruption

gl i

Complex Heart disease + Visceral abnormal situs
(Heterotaxia syndrome)
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Single Yentricle
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Hypoplastic Lefi Heart syndrome (HLHS)
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Hypoplastic Right Heart syndrome (HRHS)
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Ectopia cordis

e Gl gl

Closure of foramen ovale & PDA (patent ductus
Arteriosus)

iz e s PDA Sus oy

Hydrops fetalis with cardiac origin

(structural/ congestive heart failure d/ysrhythmia) '
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Cardiomyopathy
{Hypertrophic/ Restrictive/ Dilated)
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Heart tumors with outflow obstruction and space
occupying
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Complex Congenital Heart Disease with
Chromosomal disorder
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Congenital Heart Disease+ complete Heart Block
(Grade 3)
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