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GENEPLANET | Lista de condi¢Oes testadas

 Sindrome de Down (trissomia 21), Edwards (trissomia 18) e Patau (trissomia 13)
e Trissomias 9, 16 e 22

* Aneuploidias dos cromossomos sexuais (XO, XXX, XXY, XYY)

¢ 92 sindromes de delegdo/duplicacdo (veja a lista completa abaixo)

* Todas as demais aneuploidias autossémicas e dele¢des/duplicagdes*

¢ 218 condi¢bes monogénicas (veja a lista completa abaixo)

* Informacdo sobre o sexo

*Caso o paciente opte por achados incidentais (dele¢des e duplicagdes maiores que 5 milhdes de pares de bases).

92 sindromes de delecao e duplicacdo (PRO)

Sindromes de microdelecdo e duplicagdo testadas: Sindrome de delecdo 1p36, sindrome de delecdo 1q41-q42, sindrome de delecdo 1p32-p31, sindrome de dele¢do 2p16.1-p15,
sindrome de delegdo 2¢g33.1, sindrome de duplica¢do 2g31.1, sindrome de delecdo 2q37, sindrome de microdele¢do 2g31.1, duplicagdo 2q, sindrome de delecdo 3pter-p25, sindrome
de Dandy-Walker, sindrome de delecdo 3q13.31, duplica¢do distal do cromossomo 3p, duplicacdo 3q, sindrome de delecdo 4p16.3, sindrome de delecdo 4q21, duplicacdo 4p,
duplicacdo distal do cromossomo 4q, dele¢do distal do cromossomo 4q, sindrome de Cri-du-Chat, sindrome de delecdo 5q14.3, sindrome de delecdo 5q12, sindrome de duplicacédo
5p13, Sindrome de duplicagdo 5p, sindrome de delegdo 6pter-p24, sindrome de delecdo 6q24-q25, sindrome de delecdo 6q11-q14, delecdo 6p, sindrome de dele¢do 6q15-q23,
sindrome de delegdo 6q25-qter, sindrome de delecdo 6q26-q27, sindrome de delecdo 7q, sindrome de delecdo 7q11.23, delegdo 7q21-q32, delegdo 7q31-q32, sindrome de delegdo
8p23.1, sindrome de duplicagcdo 8p23.1, sindrome de Langer-Giedion, sindrome de delecdo 8922.1, sindrome de duplicacdo 8q22.1, duplicagdo 8p, duplicacdo 8q, sindrome de
delecdo 9p, duplicagdo 9p, sindrome de DiGeorge 2, sindrome de delecdo 10922.3-q23.2, sindrome de dele¢do 10926 Sindrome de delecdo 10p12-p11, duplicagdo 10p, sindrome de
delecdo 11p13, sindrome de delecdo 11p11.2, sindrome de Jacobsen, sindrome de delecdo 1123, sindrome de microdelecdo 12q14, sindrome de microdele¢do 12p12.1, duplicacdo
12p, sindrome de delegdo 13q14, delecdo distal do cromossomo 13q, sindrome de delecdo 14q11-q22, sindrome de delecdo 14g22, delecdo proximal do cromossomo 14q, duplicacdo
14q, sindrome de Angelman, sindrome de Prader-Willi, sindrome de delecdo 15q26-qter, sindrome de Levy-Shanske, sindrome de delecdo 15q14, sindrome de microdelecdo 15q24,
sindrome de crescimento excessivo 15¢26, delecdo distal do cromossomo 15q, delecdo 16p12.2-p11.2 sindrome, sindrome de duplicagdo 16p12.2-p11.2, sindrome de delegdo
16p13.3, sindrome de duplicacdo 16p13.3, duplica¢do proximal do cromossomo 16q, sindrome de Smith-Magenis, sindrome de delecdo 17p13.3, sindrome de Potocki-Lupski,
sindrome de duplica¢do 17p13.3, sindrome de Yuan-Harel-Lupski, duplicacdo 17p, sindrome de delecdo 18p, sindrome de delecdo distal do cromossomo 18q, sindrome de Alagille
1, duplicacdo 20p, dele¢do 21922, sindrome de dele¢do 22q11.2, sindrome de duplicacdo Xp11.23-p11.22, sindrome de delecdo Xp21, sindrome de duplicacdo Xq27.3-q28, sindrome
de delecdo Xg21, sindrome de delecdo Xg22.3.

218 Doengas monogénicas (MONO)

GENE DOENGA MONOGENICA MONOGENIC CONDITION

ACTB Sindrome de Baraitser-Winter 1 Baraitser-Winter syndrome 1

ACTG1 Sindrome de Baraitser-Winter 2 Baraitser-Winter syndrome 2

ACTG2 Miopatia visceral 1 Visceral myopathy 1

ACVR1 Fibrodisplasia Ossificante Progressiva Fibrodysplasia Ossificans Progressiva

ADNP Retardo Mental Autossémico Dominante 28 Autosomal Dominant Mental Retardation 28

AKT3 Sindrome de megalencefalia-polimicrogiria-polidactilia-hidrocefalia 2 Megalencephaly-polymicrogyria-polydactyly-hydrocephalus

syndrome 2

ANKRD11 Sindrome de KBG KBG Syndrome

ARID1A Retardo Mental Autossémico Dominante 14 Autosomal Dominant Mental Retardation 14

ARID1B Sindrome de Coffin-Siris 1 Coffin-Siris syndrome 1

ASXL1 Sindrome de Bohring-Opitz Bohring-Opitz Syndrome

ASXL3 Sindrome de Bainbridge-Ropers Bainbridge-Ropers Syndrome

ATP1A2 Hemiplegia Alternante da Infancia 1 Alternating Hemiplegia of Childhood 1

ATP1A2 Encefalopatia epiléptica e do desenvolvimento 98 Developmental and epileptic encephalopathy 98

ATP1A3 Encefalopatia epiléptica e do desenvolvimento 99 Developmental and epileptic encephalopathy 99

BCL11A Sindrome de Dias-Logan Dias-Logan syndrome

BICD2 Atrofia muscular espinhal, com predominio nos membros inferiores, | Spinal muscular atrophy, lower extremity-predominant, 2B,
tipo 2B, autossémica dominante. autosomal dominant

BRAF Sindrome de Noonan 7 Noonan Syndrome 7

BRAF Sindrome cardiofaciocutanea Cardiofaciocutaneous Syndrome

BRAF Sindrome LEOPARD 3 LEOPARD syndrome 3

CACNATA Encefalopatia epiléptica e do desenvolvimento 42 Developmental and epileptic encephalopathy 42

CAMTA1 Disfungdo cerebelar com anomalias cognitivas e comportamentais Cerebellar dysfunction with variable cognitive and behavioral
variaveis. abnormalities

CASK Deficiéncia intelectual e microcefalia com hipoplasia pontina e Intellectual developmental disorder and microcephaly with pontine
cerebelar and cerebellar hypoplasia

CBL Sindrome de Noonan semelhante a leucemia mielomonocitica juvenil, | Noonan syndrome-like disorder with or without juvenile
com ou sem leucemia mielomonocitica juvenil. myelomonocytic leukemia

CDKL5 Encefalopatia epiléptica e do desenvolvimento 2 Developmental and epileptic encephalopathy 2

CHD2 Encefalopatia epiléptica e do desenvolvimento 94 Developmental and epileptic encephalopathy 94

CHD7 Sindrome de CHARGE CHARGE syndrome

CHD8 :;:g?f;gé?;igo desenvolvimento intelectual com autismo e Intellectual developmental disorder with autism and macrocephaly




COL11A1

COL1A1

COL1A1/COL1A2

COL1A1/COL1A2

COL1A1/COL1A2

COL2A1

COL2A1

COL2A1

COL2A1

COL4A1

COL9A2

COL9A3

comp

comp

CREBBP

CREBBP

CTCF

CTNNB1

DNM1

DYNC1TH1

DYRK1A

EBP

EFNB1

EFTUD2

EHMT1

EP300

EP300

ERF

ERF

FBN1

FGFR1/FGFR2

FGFR1

FGFR1/FGFR2

FGFR2

FGFR2

FGFR2

FGFR2

FGFR2

FGFR2

FGFR3

FGFR3

FGFR3

FGFR3

FGFR3

Sindrome de Stickler, tipo Il

Osteogénese Imperfeita tipo |

Osteogénese Imperfeita tipo Il

Osteogénese Imperfeita tipo Il

Osteogénese Imperfeita tipo IV

Sindrome de Stickler, tipo |

Displasia esquelética letal platiespondilica, tipo Torrance
Acondrogénese, tipo Il ou hipocondrogénese

SED congénita

Porencefalia 1
Displasia epifisaria multipla, 2

Displasia epifisaria multipla, 3, com ou sem miopatia
Pseudoacondroplasia

Displasia epifisaria multipla, 1

Sindrome de Rubinstein-Taybi 1

Sindrome de Menke-Hennekam 1

Transtorno do desenvolvimento intelectual, autossémico
dominante 21

Transtorno do neurodesenvolvimento com diplegia espastica e
deficiéncias visuais

Encefalopatia epiléptica e do desenvolvimento 31

Transtorno do desenvolvimento intelectual, autossémico
dominante 13

Transtorno do desenvolvimento intelectual, autossémico
dominante 7

Condrodisplasia punctata, dominante ligada ao cromossomo X
Displasia craniofrontonasal

Disostose mandibulofacial tipo Guion-Almeida
Sindrome de Kleefstra 1

Sindrome de Rubinstein-Taybi 2

Sindrome de Menke-Hennekam 2
Craniossinostose 4

Sindrome de Chitayat

Sindrome de Marfan

Sindrome de Jackson-Weiss

Trigonocefalia 1

Sindrome de Pfeiffer

Sindrome de Saethre-Chotzen

Sindrome da Displasia Ossea Curvada

Sindrome de Beare-Stevenson Cutis Gyrata

Sindrome de Antley-Bixler sem anomalias genitais ou disturbios da
esteroidogénese

Sindrome de Crouzon
Sindrome de Apert
Displasia tanatofoérica, tipo Il

SADDAN (acondroplasia grave com atraso no desenvolvimento e
acantose nigricans)

Sindrome de Muenke
Sindrome de Crouzon com acantose nigricans

Displasia tanatofoérica, tipo |

Stickler syndrome, type Il

Osteogenesis Imperfecta type |

Osteogenesis Imperfecta type Il

Osteogenesis Imperfecta type Il

Osteogenesis Imperfecta type IV

Stickler syndrome, type |

Platyspondylic Lethal Skeletal dysplasia, Torrance type
Achondrogenesis, type Il or hypochondrogenesis

SED congenita

Porencephaly 1

Epiphyseal dysplasia, multiple, 2

Epiphyseal dysplasia, multiple, 3, with or without myopathy
Pseudoachondroplasia

Epiphyseal dysplasia, multiple, 1

Rubinstein-Taybi Syndrome 1

Menke-Hennekam syndrome 1

Intellectual developmental disorder, autosomal dominant 21

Neurodevelopmental disorder with spastic diplegia and visual
defects

Developmental and epileptic encephalopathy 31
Intellectual developmental disorder, autosomal dominant 13
Intellectual developmental disorder, autosomal dominant 7
Chondrodysplasia punctata, X-linked dominant
Craniofrontonasal dysplasia

Mandibulofacial dysostosis, Guion-Almeida type

Kleefstra Syndrome 1

Rubinstein-Taybi Syndrome 2

Menke-Hennekam syndrome 2

Craniosynostosis 4

Chitayat syndrome

Marfan Syndrome

Jackson-Weiss Syndrome

Trigonocephaly 1

Pfeiffer syndrome

Saethre-Chotzen Syndrome

Bent Bone Dysplasia Syndrome

Beare-Stevenson Cutis Gyrata syndrome

Antley-Bixler Syndrome Without Genital Anomalies Or Disordered
Steroidogenesis

Crouzon syndrome
Apert syndrome
Thanatophoric Dysplasia, type Il

SADDAN (severe achondroplasia with developmental delay and
acanthosis nigricans)

Muenke Syndrome
Crouzon syndrome with acanthosis nigricans

Thanatophoric Dysplasia, type |



FGFR3 Hipocondroplasia Hypochondroplasia

FGFR3 Acondroplasia Achondroplasia

FLNA Sindrome otopalatodigital, tipo Il Otopalatodigital syndrome, type Il

FLNB Atelosteogénese, tipo | Atelosteogenesis, type |

FLNB Sindrome de Larsen Larsen Syndrome

FLNB Atelosteogénese, tipo Il Atelosteogenesis, type IlI

FLNB Displasia bumerangue Boomerang dysplasia

FOXG1 Sindrome de Rett, variante congénita Rett syndrome, congenital variant

FOXP1 Transtorno do desenvolvimento intelectual com comprometimento | Intellectual developmental disorder with language impairment
da linguagem, com ou sem caracteristicas autistas. with or without autistic features

FREM1 Trigonocefalia 2 Trigonocephaly 2

GABRA1 Encefalopatia epiléptica e do desenvolvimento 19 Developmental and epileptic encephalopathy 19

GABRB2 Encefalopatia epiléptica e do desenvolvimento 92 Developmental and epileptic encephalopathy 92

GATAD2B Sindrome de GAND GAND syndrome

GFAP Doenca de Alexander Alexander Disease

GNAO1 Encefalopatia epiléptica e do desenvolvimento 17 Developmental and epileptic encephalopathy 17

GNAO1 Transtorpc_) do neurodesenvolvimento com movimentos Neurodevelopmental disorder with involuntary movements
involuntarios

GRINA Transtorno do neurodesenvolvimento com ou sem movimentos Neurodevelopmental disorder with or without hyperkinetic
hipercinéticos e convulsdes, autossémico dominante. movements and seizures, autosomal dominant

GRIN2B Encefalopatia epiléptica e do desenvolvimento 27 Developmental and epileptic encephalopathy 27

GRIN2B Transtorno do desenvolvimento intelectual, autossémico Intellectual developmental disorder, autosomal dominant 6, with
dominante 6, com ou sem convulsdes. or without seizures

HDAC8 Sindrome de Cornelia de Lange 5 Cornelia de Lange syndrome 5

HNRNPK Sindrome de Au-Kline Au-Kline Syndrome

HNRNPU Encefalopatia epiléptica e do desenvolvimento 54 Developmental and epileptic encephalopathy 54

HRAS Sindrome de Costello Costello Syndrome

IFITM5 Osteogénese imperfeita, tipo V Osteogenesis imperfecta, type V

JAG1 Sindrome de Alagille 1 Alagille Syndrome 1

KANSL1 Sindrome de Koolen-De Vries Koolen-De Vries Syndrome

KAT6B Sindrome de SBBYS SBBYS syndrome

KAT6B Sindrome genitopatelar Genitopatellar syndrome

KCNB1 Encefalopatia epiléptica e do desenvolvimento 26 Developmental and epileptic encephalopathy 26

KCNJ2 Sindrome de Andersen Andersen syndrome

KCNQ2 Encefalopatia epiléptica e do desenvolvimento 7 Developmental and epileptic encephalopathy 7

KCNT1 Encefalopatia epiléptica e do desenvolvimento 14 Developmental and epileptic encephalopathy 14

KIF1A Sindrome de NESCAV NESCAV syndrome

KMT2A Sindrome de Wiedemann-Steiner Wiedemann-Steiner syndrome

KMT2D Sindrome de Kabuki 1 Kabuki Syndrome 1

KRAS Sindrome cardiofaciocutanea 2 Cardiofaciocutaneous Syndrome 2

KRAS Sindrome de Noonan 3 Noonan Syndrome 3

LMNA Distrofia muscular congénita Muscular dystrophy, congenital

LMNA Sindrome de Progeria de Hutchinson-Gilford Hutchinson-Gilford Progeria Syndrome

LZTR1 Sindrome de Noonan 10 Noonan Syndrome 10

MAP2K1 Sindrome cardiofaciocutanea 3 Cardiofaciocutaneous Syndrome 3

MAP2K2 Sindrome cardiofaciocutanea 4 Cardiofaciocutaneous Syndrome 4

MECP2 Sindrome de Rett Rett syndrome
Comprometimento do desenvolvimento intelectual e Impaired intellectual development and distinctive facial features

MED13L P o ; . . . .
caracteristicas faciais distintas, com ou sem defeitos cardiacos. with or without cardiac defects

MEF2C Transtorno do neurodesenvolvimento com hipotonia, movimentos | Neurodevelopmental disorder with hypotonia, stereotypic hand

estereotipados das maos e comprometimento da linguagem. movements, and impaired language



MSX2

MSX2

NALCN

NF1

NF2

NFIX

NIPBL

NOTCH2

NOTCH2

NR2F1

NRAS

NSD1

NSDHL

PACS1

PIK3R2

PPP2R1A

PPP2R5D

PRKARTA

PTPN11

PURA

RAD21

RAF1

RERE

RIT1

RPS6KA3

RUNX2

RUNX2

SATB2

SCN1A

SCN1A

SCN2A

SCN2A

SCN8A

SCN8A

SETBP1

SETBP1

SETD2

SETD5

SHANK3

SHOC2

SKI

SLC25A24

SMAD3

SMAD4

SMARCA2

Craniossinostose 2

Forames parietais com displasia cleidocraniana
System.Xml.XmlElement

Neurofibromatose 1

Neurofibromatose 2

Sindrome de Marshall-Smith

Sindrome de Cornelia de Lange 1

Sindrome de Hajdu-Cheney

Sindrome de Alagille 2

Sindrome de Atrofia Optica de Bosch-Boonstra-Schaaf
Sindrome de Noonan 6

Sindrome de Sotos 1

Sindrome de CHILD

Sindrome de Schuurs-Hoeijmakers

Sindrome de megalencefalia-polimicrogiria-polidactilia-
hidrocefalia 1

Transtorno do desenvolvimento intelectual, autossémico
dominante 36

Transtorno do desenvolvimento intelectual, autossémico
dominante 35

Acrodisostose tipo 1, com ou sem resisténcia hormonal.

Sindrome de Noonan 1

Transtorno do neurodesenvolvimento com insuficiéncia

respiratéria neonatal, hipotonia e dificuldades de alimentagéao.

Sindrome de Cornelia de Lange 4

Sindrome de Noonan 5

Transtorno do neurodesenvolvimento com ou sem anomalias
cerebrais, oculares ou cardiacas.

Sindrome de Noonan 8

Sindrome de Coffin-Lowry

Displasia metafisaria com hipoplasia maxilar com ou sem
braquidactilia

Displasia cleidocraniana

Sindrome de Glass

Encefalopatia Epiléptica Infantil Precoce 6

Encefalopatia epiléptica e do desenvolvimento 6B, ndo-Dravet
Encefalopatia epiléptica e do desenvolvimento 11

Ataxia episddica, tipo 9

Encefalopatia epiléptica e do desenvolvimento 13
Comprometimento cognitivo com ou sem ataxia cerebelar

Sindrome de Schinzel-Giedion

Transtorno do desenvolvimento intelectual, autossémico
dominante 29

Sindrome de Luscan-Lumish

Transtorno do desenvolvimento intelectual, autossémico
dominante 23

Sindrome de Phelan-McDermid

Sindrome semelhante a de Noonan com cabelos anagenos soltos

Sindrome de Shprintzen-Goldberg
Sindrome Progeroide de Fontaine
Sindrome de Loeys-Dietz 3
Sindrome de Myhre

Sindrome de Nicolaides-Baraitser

Craniosynostosis 2

Parietal Foramina With Cleidocranial Dysplasia

Congenital Contractures Of The Limbs And Face, Hypotonia, And
Developmental delay

Neurofibromatosis 1

Neurofibromatosis 2

Marshall-Smith Syndrome

Cornelia de Lange syndrome 1

Hajdu-Cheney Syndrome

Alagille Syndrome 2
Bosch-Boonstra-Schaaf Optic Atrophy Syndrome
Noonan syndrome 6

Sotos Syndrome 1

CHILD syndrome

Schuurs-Hoeijmakers syndrome

Megalencephaly-polymicrogyria-polydactyly-hydrocephalus
syndrome 1

Intellectual developmental disorder, autosomal dominant 36
Intellectual developmental disorder, autosomal dominant 35
Acrodysostosis 1, with or without Hormone Resistance

Noonan Syndrome 1

Neurodevelopmental disorder with neonatal respiratory
insufficiency, hypotonia, and feeding difficulties

Cornelia de Lange syndrome 4

Noonan Syndrome 5

Neurodevelopmental disorder with or without anomalies of the
brain, eye, or heart

Noonan Syndrome 8

Coffin-Lowry Syndrome

Metaphyseal Dysplasia with Maxillary Hypoplasia with or without
Brachydactyly

Cleidocranial dysplasia

Glass Syndrome

Early Infantile Epileptic Encephalopathy 6

Developmental and epileptic encephalopathy 6B, non-Dravet
Developmental and epileptic encephalopathy 11

Episodic ataxia, type 9

Developmental and epileptic encephalopathy 13

Cognitive Impairment With Or Without Cerebellar Ataxia
Schinzel-Giedion syndrome

Intellectual developmental disorder, autosomal dominant 29
Luscan-Lumish Syndrome

Intellectual developmental disorder, autosomal dominant 23
Phelan-McDermid Syndrome

Noonan-Like Syndrome with Loose Anagen Hair
Shprintzen-Goldberg Syndrome

Fontaine Progeroid Syndrome

Loeys-Dietz syndrome 3

Myhre Syndrome

Nicolaides-Baraitser Syndrome



SMARCA2

SMARCA4

SMARCB1

SMARCE1

SMC1A

SMC3

SOs1

S0Os2

SOX9

SPECCIL

SPTAN1

SRCAP

SRCAP

STAT3

STXBP1

SYNGAP1

TBL1XR1

TBL1XR1

TBX5

TCF4

TGFB2

TGFBR1

TGFBR2

TRAF7

TRPS1

TSC1

TSC2

TUBA1A

TUBB

TUBB

TUBB2A

TUBB4A

TWIST1

TWIST1

TWIST1

TWIST1

WDR45

ZBTB20

ZC4H2

ZEB2

ACTB

ATP1A3

ATP1A3

COL1AT

COL2A1

Sindrome de blefarofimose e comprometimento do
desenvolvimento intelectual

Retardo Mental Autossémico Dominante 16
Retardo Mental Autossémico Dominante 15
Sindrome de Coffin-Siris 5

Sindrome de Cornelia de Lange 2

Sindrome de Cornelia de Lange 3

Sindrome de Noonan 4

Sindrome de Noonan 9

Displasia Campomélica

Sindrome de Opitz GBBB, Tipo Il

Encefalopatia epiléptica e do desenvolvimento 5

Sindrome de Floating-Harbor

Atraso no desenvolvimento, hipotonia, defeitos
musculoesqueléticos e anormalidades comportamentais.

Sindrome de infec¢do recorrente por hiper-Igg

Encefalopatia epiléptica e do desenvolvimento 4

Transtorno do desenvolvimento intelectual, autossémico
dominante 5

Sindrome de Pierpont

Transtorno do desenvolvimento intelectual, autossémico
dominante 41

Sindrome de Holt-Oram
Sindrome de Pitt-Hopkins
Sindrome de Loeys-Dietz 4
Sindrome de Loeys-Dietz 1

Sindrome de Loeys-Dietz 2

Anomalias cardiacas, faciais e digitais associadas a atraso no
desenvolvimento

Sindrome tricorrinofalangica, tipo |

Esclerose Tuberosa-1

Esclerose Tuberosa-2

Lissencefalia 3

Pregas cutaneas circunferenciais simétricas, congénitas, 1
Displasia Cortical Complexa com Outras Malformag&es Cerebrais 6
Displasia Cortical Complexa com Outras Malformag&es Cerebrais 5
Leucodistrofia hipomielinizante, 6

Sindrome de Saethre-Chotzen com ou sem anomalias palpebrais
Craniossinostose 1

Sindrome de Sweeney-Cox

Sindrome de Robinow-Sorauf

Neurodegeneracdo com acimulo de ferro no cérebro 5

Sindrome de Primrose

Sindrome de Wieacker-Wolff, restrita ao sexo feminino

Sindrome de Mowat-Wilson

Sindrome de Distonia-Surdez 1

Hemiplegia alternante da infancia 2

Sindrome de CAPOS

Osteogénese imperfeita combinada com sindrome de Ehlers-
Danlos 1

Sindrome de Stickler atipica, tipo |

Blepharophimosis-impaired intellectual development syndrome
Autosomal Dominant Mental Retardation 16
Autosomal Dominant Mental Retardation 15
Coffin-Siris Syndrome 5

Cornelia de Lange syndrome 2

Cornelia de Lange syndrome 3

Noonan Syndrome 4

Noonan Syndrome 9

Campomelic Dysplasia

Opitz GBBB Syndrome, Type Il

Developmental and epileptic encephalopathy 5

Floating-Harbor Syndrome

Developmental delay, hypotonia, musculoskeletal defects, and
behavioral abnormalities

Hyper-IgE recurrent infection syndrome

Developmental and epileptic encephalopathy 4

Intellectual developmental disorder, autosomal dominant 5
Pierpont Syndrome

Intellectual developmental disorder, autosomal dominant 41
Holt-Oram Syndrome

Pitt-Hopkins syndrome

Loeys-Dietz syndrome 4

Loeys-Dietz syndrome 1

Loeys-Dietz syndrome 2

Cardiac, Facial, and Digital Anomalies with Developmental Delay
Trichorhinophalangeal syndrome, type |

Tuberous Sclerosis-1

Tuberous Sclerosis-2

Lissencephaly 3

Symmetric circumferential skin creases, congenital, 1

Cortical Dysplasia, Complex, with Other Brain Malformations 6
Cortical Dysplasia, Complex, with Other Brain Malformations 5
Leukodystrophy, hypomyelinating, 6

Saethre-Chotzen syndrome with or without eyelid anomalies
Craniosynostosis 1

Sweeney-Cox syndrome

Robinow-Sorauf Syndrome

Neurodegeneration with brain iron accumulation 5

Primrose syndrome

Wieacker-Wolff syndrome, female-restricted

Mowat-Wilson syndrome

Dystonia- Deafness Syndrome 1

Alternating hemiplegia of childhood 2

CAPOS syndrome

Combined osteogenesis imperfecta and ehlers-danlos syndrome 1

Atypical stickler syndrome, type |



COL2A1 Displasia de Kniest Kniest dysplasia
FLNA Heterotopia nodular periventricular 1 Periventricular nodular heterotopia 1
KCNT1 Epilepsia, lobo frontal noturno, 5 Epilepsy, nocturnal frontal lobe, 5
KIF1A Paraplegia espastica 30a, autossémica dominante Spastic paraplegia 30, autosomal dominant
NF1 Sindrome de neurofibromatose-Noonan Neurofibromatosis-noonan syndrome
NF1 Sindrome de Watson Watson syndrome
NFIX Sindrome de Malan Malan syndrome
PIK3CA Sindrome de crescimento excessivo e/ou malformacdes cerebrais  Overgrowth syndrome and/or cerebral malformations
PTPN11 Syndrome LEOPARD 1
SETD2 Tran;torno do desenvolvimento intelectual, autossomico Intellectual developmental disorder, autosomal dominant 70
dominante 70
Encefalopatia epiléptica e do desenvolvimento 85 com ou sem Developmental and epileptic encephalopathy 85 with or without
SMC1A R . o . o .
defeitos da linha média do cérebro midline brain defects
SPTAN1 Atraso no desenvolvimento com ou sem epilepsia Developmental delay with or without epilepsy

NIPT PREMIUM ESTATISTICAS

SINDROMES SENSIBILIDADE ESPECIFICIDADE PPV
Trissomia 21 99.17% 99.95% 92.19%
Trissomia 18 98.24% 99.95% 76.61%
Trissomia 13 99.96% 32.84%
NV >10 Mb >99.9% 99.97% NA
<10 Mb >99.9% 99.86% NA
Doenca monogénica >99% >99% NA
Sexo fetal 99,53% 99.20% NA
ANEUPLOIDIAS DOS CROMOSSOMOS SEXUAIS SENSIBILIDADE PPV NPV
XYY >99.9% 50.00% >99.9%
XXY >99.9% 42.86% >99.9%
XXX >99.9% 70.00% >99.9%
X0 >99.9% 40.00% >99.9%

NOTA: Os dados da tabela séo baseados em literatura histérica e dados internos, e refletem apenas detec¢6es passadas, ndo a condi¢do real da amostra testada nem o valor prometido.

* REFERENCIAS E ESTUDOS DE VALIDAGAO
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