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GENEPLANET

NIPT PREMIUM
Lista afectiunilor pentru care se efectueaza teste

e Sindromul Down (trisomia 21), sindromul Edwards (trisomia 18) si sindromul Patau (trisomia 13)
e Trisomiile 9, 16 si 22

* Aneuploidii ale cromozomilor sexuali (XO, XXX, XXY, XYY)

¢ 92 sindroame de deletie/duplicatie (lista completa poate fi consultata mai jos)

* Toate celelalte aneuploidii autozomale si deletii/duplicatii*

¢ 202 afectiuni monogenice (lista completa poate fi consultatd mai jos)

* Informatii cu privire la sex

*In cazul In care pacienta alege constatarile incidentale (deletii si duplicatii mai mari decat 5 perechi de baza M).

92 sindroame de deletie/duplicatie (PRO)

Sindromul Alagille 1, sindromul Angelman, duplicatia cromozomului 10p, sindromul deletiei cromozomului 10p12-p11, sindromul deletiei cromozomului 10922.3-23.2, sindromul deletiei cromozomului
10926, sindromul deletiei cromozomului 11p11.2 (sindromul Potocki-Shaffer), sindromul deletiei cromozomului 11p13 (sindromul WAGR), sindromul deletiei cromozomului 11923, duplicatia cromozomului
12p, sindromul microdeletiei cromozomului 12p12.1, sindromul microdeletiei cromozomului 12q14, sindromul deletiei cromozomului 13q14, duplicatia cromozomului 14q, sindromul deletiei cromozomului
14911-g22, sindromul deletiei cromozomului 14g22 (sindromul Frias), sindromul deletiei cromozomului 15¢14, sindromul microdeletiei cromozomului 15g24, sindromul de supracrestere a cromozomului
15026, sindromul deletiei cromozomului 15g26-gter, sindromul deletiei cromozomului 16p12.2-p11.2, sindromul duplicatiei cromozomului 16p12.2-p11.2, sindromul deletiei cromozomului 16p13.3, duplicatia
cromozomului 17p, sindromul deletiei cromozomului 17p13.3, sindromul duplicatiei cromozomului 17p13.3, sindromul deletiei cromozomului 18p, sindromul deletiei cromozomului 1p32-p31, sindromul
deletiei cromozomului 1p36, sindromul deletiei cromozomului 1g41-g42, duplicatia cromozomului 20p, deletia cromozomului 2122, sindromul deletiei cromozomului 22q11.2 (sindromul DiGeorge), sindromul
deletiei cromozomului 2p16.1-p15, duplicatia cromozomului 2g, sindromul duplicatiei cromozomului 2g31.1, sindromul microdeletiei cromozomului 2g31.1, sindromul deletiei cromozomului 2g33.1(,sindromul
Glass"), sindromul deletiei cromozomului 237, sindromul deletiei cromozomului 3pter-p25, duplicatia cromozomului 3q, sindromul deletiei cromozomului 3q13.31, duplicatia cromozomului 4p, sindromul
deletiei cromozomului 4p16.3 (sindromul Wolf-Hirschhorn), sindromul deletiei cromozomului 4¢21, duplicatia cromozomului 5p, sindromul duplicatiei cromozomului 5p13, sindromul deletiei cromozomului
5q12, sindromul deletiei cromozomului 5q14.3, deletia cromozomului 6p, sindromul deletiei cromozomului 6pter-p24, sindromul deletiei cromozomului 6g11-g14, sindromul deletiei cromozomului 6q15-g23,
sindromul deletiei cromozomului 6q24-025, sindromul deletiei cromozomului 6g25-gter, sindromul deletiei cromozomului 6q26-27, deletia cromozomului 7q, sindromul deletiei cromozomului 7q11.23, deletia
cromozomului 7921-g32, deletia cromozomului 7g31-g32, duplicatia cromozomului 8p, sindromul deletiei cromozomului 8p23.1, sindromul duplicatiei cromozomului 8p23.1, duplicatia cromozomului 8q,
sindromul deletiei cromozomului 8g22.1, sindromul duplicatiei cromozomului 8G22.1, sindromul deletiei cromozomului 9p, duplicatia cromozomului 9p, sindromul duplicatiei cromozomului Xp11.23-p11.22,
sindromul deletiei cromozomului Xp21, sindromul duplicatiei cromozomului Xq21, sindromul deletiei cromozomului Xg22.3, sindromul duplicatiei cromozomului Xg27.3-g28, sindromul ,cri du chat”, sindromul
Dandy-Walker, sindromul DiGeorge 2, deletia cromozomului distal 13q, deletia cromozomului distal 15q, sindromul deletiei cromozomului distal 18q, duplicatia cromozomului distal 3p, deletia cromozomului
distal 4q, duplicatia cromozomului distal 4q, sindromul Jacobsen, sindromul Langer-Giedion, sindromul Levy-Shanske, sindromul Potocki-Lupski, sindromul Prader-Willi, deletia cromozomului proximal 14q,

duplicatia cromozomului proximal 16q, sindromul Smith-Magenis, sindromul Yuan-Harel-Lupski

202 afectiuni monogenice (MONO)

GENA AFECTIUNI MONOGENICE MONOGENIC CONDITION

ACTB Sindromul Baraitser-Winter 1 Baraitser-Winter syndrome 1

ACTG1 Sindromul Baraitser-Winter 2 Baraitser-Winter syndrome 2

ACTG2 Miopatie viscerala 1 Visceral myopathy 1

ACVR1 Fibrodisplazia osificanta progresiva Fibrodysplasia Ossificans Progressiva

ADNP intarziere mintald cu transmitere autozomal dominanta 28 Autosomal Dominant Mental Retardation 28

AKT3 Sindromul megalencefalie-polimicrogirie-polidactilie-hidrocefalie 2 ls\A}ligCi‘arIg;t;eghaly-polym|crogyna-polydactyly-hydrocephaIus

ANKRD11 Sindromul KBG KBG Syndrome

ARID1A intarziere mintala cu transmitere autozomal dominant 14 Autosomal Dominant Mental Retardation 14

ARID1B Sindromul Coffin-Siris 1 Coffin-Siris syndrome 1

ASXL1 Syndromul Bohring-Opitz Bohring-Opitz Syndrome

ASXL3 Sindromul Bainbridge-Ropers Bainbridge-Ropers Syndrome

ATP1A2 Paralizia hemiplegica alternativa a copilariei 1 Alternating Hemiplegia of Childhood 1

ATP1A2 Encefalopatia epileptica si de dezvoltare 98 Developmental and epileptic encephalopathy 98

ATP1A3 Encefalopatia epileptica si de dezvoltare 99 Developmental and epileptic encephalopathy 99

BCL11A Sindromul Dias-Logan Dias-Logan syndrome

BICD2 Atrofie musculara spinala, predominanta la nivelul membrelor Spinal muscular atrophy, lower extremity-predominant, 2B,
inferioare, 2B, cu transmitere autozomal dominanta autosomal dominant

BRAF Sindromul Noonan 7 Noonan Syndrome 7

BRAF Sindromul cardio-facio-cutanat Cardiofaciocutaneous Syndrome

BRAF Sindromul LEOPARD 3 LEOPARD syndrome 3

CACNATA Encefalopatia epileptica si de dezvoltare 42 Developmental and epileptic encephalopathy 42

CAMTAT Disfunctie cerebelara cu anomalii cognitive si comportamentale Cerebellar dysfunction with variable cognitive and behavioral
variabile abnormalities

CASK Tulburare de dezvoltare intelectuald si microcefalie cu hipoplazie Intellectual developmental disorder and microcephaly with pontine
pontocerebelara and cerebellar hypoplasia

CBL Tulburare similara sindromului Noonan, cu sau fara leucemie Noonan syndrome-like disorder with or without juvenile
mielomonocitara juvenila myelomonocytic leukemia

CDKL5 Encefalopatia epileptica si de dezvoltare 2 Developmental and epileptic encephalopathy 2

CHD2 Encefalopatia epileptica si de dezvoltare 94 Developmental and epileptic encephalopathy 94

CHD7 Sindromul CHARGE CHARGE syndrome

CHD8 Tulburare de dezvoltare intelectuald cu autism si microcefalie Intellectual developmental disorder with autism and macrocephaly




COL11A1 Sindromul Stickler de tip 2 Stickler syndrome, type Il

COL1A1 Osteogeneza imperfecta de tip 1 Osteogenesis Imperfecta type |

COL1A1/COL1A2 Osteogeneza imperfecta de tip 2 Osteogenesis Imperfecta type Il

COL1A1/COL1A2 Osteogeneza imperfecta de tip 3 Osteogenesis Imperfecta type IlI

COL1A1/COL1A2 Osteogeneza imperfecta de tip 4 Osteogenesis Imperfecta type IV

COL2A1 Sindromul Stickler de tip 1 Stickler syndrome, type |

COL2A1 Dizplazie scheletala letala de tip Torrance Platyspondylic Lethal Skeletal dysplasia, Torrance type

COL2A1 Acondrogeneza de tip 2 sau hipocondrogeneza Achondrogenesis, type Il or hypochondrogenesis

COL2A1 SED congenita (displazie spondiloepifizara congenitald) SED congenita

COL4A1 Porencefalie 1 Porencephaly 1

COL9A2 Displazie epifizara multipla 2 Epiphyseal dysplasia, multiple, 2

COL9A3 Displazie epifizara multipla 3, cu sau fara miopatie Epiphyseal dysplasia, multiple, 3, with or without myopathy

CcomP Pseudoacondroplazie Pseudoachondroplasia

COMP Displazie epifizara multipla 1 Epiphyseal dysplasia, multiple, 1

CREBBP Sindromul Rubinstein-Taybi 1 Rubinstein-Taybi Syndrome 1

CREBBP Sindromul Menke-Hennekam 1 Menke-Hennekam syndrome 1

CTCF TuIbL_Jrarefie dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 21
dominantd 21
Tulburare neurologica si de dezvoltare cu diplegie spastica si Neurodevelopmental disorder with spastic diplegia and visual

CTNNB1 i
defecte de vedere defects

DNM1 Encefalopatia epileptica si de dezvoltare 31 Developmental and epileptic encephalopathy 31

DYNC1TH1 Tulbgrarefie dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 13
dominanta 13

DYRK1A Tulbgrarefie dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 7
dominanta 7

EBP Condrodisplazie punctata X-linkata dominanta Chondrodysplasia punctata, X-linked dominant

EFNB1 Displazie cranio-fronto-nazala Craniofrontonasal dysplasia

EFTUD2 Dizostoza mandibulo-faciala de tip Guion-Almeida Mandibulofacial dysostosis, Guion-Almeida type

EHMT1 Sindromul Kleefstra 1 Kleefstra Syndrome 1

EP300 Sindromul Rubinstein-Taybi 2 Rubinstein-Taybi Syndrome 2

EP300 Sindromul Menke-Hennekam 2 Menke-Hennekam syndrome 2

ERF Craniosinostoza 4 Craniosynostosis 4

ERF Sindromul Chitayat Chitayat syndrome

FBN1 Sindromul Marfan Marfan Syndrome

FGFR1/FGFR2 Sindromul Jackson-Weiss Jackson-Weiss Syndrome

FGFR1 Trigonocefalia 1 Trigonocephaly 1

FGFR1/FGFR2 Sindromul Pfeiffer Pfeiffer syndrome

FGFR2 Sindromul Saethre-Chotzen Saethre-Chotzen Syndrome

FGFR2 Sindromul displaziei ,0aselor indoite” (BBDS) Bent Bone Dysplasia Syndrome

FGFR2 Sindromul Cutis Gyrata Beare-Stevenson Beare-Stevenson Cutis Gyrata syndrome

FGFR2 Sindromul Antley-Bixler fara anomalii genitale sau tulburariin Antley-Bixler Syndrome Without Genital Anomalies Or Disordered
steroidogeneza Steroidogenesis

FGFR2 Sindromul Crouzon Crouzon syndrome

FGFR2 Sindromul Apert Apert syndrome

FGFR3 Displazie tanatoforica de tip 2 Thanatophoric Dysplasia, type Il

FGFR3 SADDAN (acondroplazie severa cu intarziere a dezvoltarii si SADDAN (severe achondroplasia with developmental delay and
acanthosis nigricans) acanthosis nigricans)

FGFR3 Sindromul Muenke Muenke Syndrome

FGFR3 Sindromul Crouzon cu acanthosis nigricans Crouzon syndrome with acanthosis nigricans

FGFR3 Displazie tanatoforica de tip 1 Thanatophoric Dysplasia, type |




FGFR3 Hipocondroplazie Hypochondroplasia

FGFR3 Acondroplazie Achondroplasia

FLNA Sindromul oto-palato-digital de tip 1 Otopalatodigital syndrome, type Il

FLNB Atelosteogeneza de tip 1 Atelosteogenesis, type |

FLNB Sindromul Larsen Larsen Syndrome

FLNB Atelosteogeneza de tip 3 Atelosteogenesis, type Il

FLNB Displazie bumerang Boomerang dysplasia

FOXG1 Sindromul Rett, varianta congenitala Rett syndrome, congenital variant

FOXP1 Tulburare de dezvoltare intelectuald cu deficiente de limbaj, cu sau | Intellectual developmental disorder with language impairment with
fara trasaturi autiste or without autistic features

FREM1 Trigonocefalia 2 Trigonocephaly 2

GABRA1 Encefalopatia epileptica si de dezvoltare 19 Developmental and epileptic encephalopathy 19

GABRB2 Encefalopatia epileptica si de dezvoltare 92 Developmental and epileptic encephalopathy 92

GATAD2B Sindromul GAND GAND syndrome

GFAP Boala Alexander Alexander Disease

GNAO1 Encefalopatia epileptica si de dezvoltare 17 Developmental and epileptic encephalopathy 17

GNAO1 Tulburare neurologica si de dezvoltare cu miscari involuntare Neurodevelopmental disorder with involuntary movements

GRINT Tulburare neurologica si de dezvoltare cu sau fara miscari Neurodevelopmental disorder with or without hyperkinetic
hiperkinetice si convulsii, cu transmitere autosomala dominanta movements and seizures, autosomal dominant

GRIN2B Encefalopatia epileptica si de dezvoltare 27 Developmental and epileptic encephalopathy 27

GRIN2B Tulburare de dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 6, with or
dominantd 6, cu sau fara convulsii without seizures

HDAC8 Sindromul Cornelia de Lange 5 Cornelia de Lange syndrome 5

HNRNPK Sindromul Au-Kline Au-Kline Syndrome

HNRNPU Encefalopatia epileptica si de dezvoltare 54 Developmental and epileptic encephalopathy 54

HRAS Sindromul Costello Costello Syndrome

IFITM5 Osteogeneza imperfectd de tip 5 Osteogenesis imperfecta, type V

JAG1 Sindromul Alagille 1 Alagille Syndrome 1

KANSL1 Sindromul Koolen-de Vries Koolen-De Vries Syndrome

KAT6B Sindromul SBBYS SBBYS syndrome

KAT6B Sindromul genito-patelar Genitopatellar syndrome

KCNB1 Encefalopatia epileptica si de dezvoltare 26 Developmental and epileptic encephalopathy 26

KCNJ2 Sindromul Andersen Andersen syndrome

KCNQ2 Encefalopatia epileptica si de dezvoltare 7 Developmental and epileptic encephalopathy 7

KCNT1 Encefalopatia epileptica si de dezvoltare 14 Developmental and epileptic encephalopathy 14

KIFTA Sindromul NESCAV NESCAV syndrome

KMT2A Sindromul Wiedemann-Steiner Wiedemann-Steiner syndrome

KMT2D Sindromul Kabuki 1 Kabuki Syndrome 1

KRAS Sindromul cardio-facio-cutanat 2 Cardiofaciocutaneous Syndrome 2

KRAS Sindromul Noonan 3 Noonan Syndrome 3

LMNA Distrofie musculara congenitala Muscular dystrophy, congenital

LMNA Sindromul Hutchinson-Gilford (progerie) Hutchinson-Gilford Progeria Syndrome

LZTR1 Sindromul Noonan 10 Noonan Syndrome 10

MAP2K1 Sindromul cardio-facio-cutanat 3 Cardiofaciocutaneous Syndrome 3

MAP2K2 Sindromul cardio-facio-cutanat 4 Cardiofaciocutaneous Syndrome 4

MECP2 Sindromul Rett Rett syndrome
Dezvoltare intelectuald afectata si trasaturi faciale distinctive, cu Impaired intellectual development and distinctive facial features

MED13L N . X ) ;
sau fara defecte cardiace with or without cardiac defects

MEE2C Tulburare neurologica si de dezvoltare cu hipotonie, miscari Neurodevelopmental disorder with hypotonia, stereotypic hand

stereotipe ale mainilor si dificultati de limbaj

movements, and impaired language




MSX2

Craniosinostoza 2

Craniosynostosis 2

MSX2 Foramene parietale cu displazie cleido-craniala Parietal Foramina With Cleidocranial Dysplasia

NALCN Contracturi congenitale ale membrelor si fetei, hipotonie si Congenital Contractures Of The Limbs And Face, Hypotonia, And
intarziere a dezvoltarii Developmental delay

NF1 Neurofibromatoza 1 Neurofibromatosis 1

NF2 Neurofibromatoza 2 Neurofibromatosis 2

NFIX Sindromul Marshall-Smith Marshall-Smith Syndrome

NIPBL Sindromul Cornelia de Lange 1 Cornelia de Lange syndrome 1

NOTCH2 Sindromul Hajdu-Cheney Hajdu-Cheney Syndrome

NOTCH2 Sindromul Alagille 2 Alagille Syndrome 2

NR2F1 Sindromul atrofiei optice Bosch-Boonstra-Schaaf Bosch-Boonstra-Schaaf Optic Atrophy Syndrome

NRAS Sindromul Noonan 6 Noonan syndrome 6

NSD1 Sindromul Sotos 1 Sotos Syndrome 1

NSDHL Sindromul CHILD CHILD syndrome

PACS1 Sindromul Schuurs-Hoeijmakers Schuurs-Hoeijmakers syndrome

PIK3CA Sindromul Cowden 5 Cowden syndrome 5

PIK3R2 Sindromul megalencefalie-polimicrogirie-polidactilie-hidrocefalie 1 SMyigdarI:;ceezahaIy-polym|crogyna-polydactyly-hydrocephalus

PPP2R1A Tulbgrarefje dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 36
dominanta 36

PPP2R5D TuIbgrare_de dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 35
dominanta 35

PRKARTA Acrodizostoza 1 cu sau fara rezistentd hormonala Acrodysostosis 1, with or without Hormone Resistance

PTPN11 Sindromul Noonan 1 Noonan Syndrome 1

PURA Tulburare neurogica si de dezvoltare cu insuficienta respiratorie Neurodevelopmental disorder with neonatal respiratory
neonatald, hipotonie si dificultati de hranire insufficiency, hypotonia, and feeding difficulties

RAD21 Sindromul Cornelia de Lange 4 Cornelia de Lange syndrome 4

RAF1 Sindromul Noonan 5 Noonan Syndrome 5

RERE Tulburare neurologica si de dezvoltare cu sau fara anomalii ale Neurodevelopmental disorder with or without anomalies of the
creierului, ochilor sau inimii brain, eye, or heart

RIT1 Sindromul Noonan 8 Noonan Syndrome 8

RPS6KA3 Sindromul Coffin-Lowry Coffin-Lowry Syndrome
Displazie metafizara cu hipoplazie maxilara, cu sau fara Metaphyseal Dysplasia with Maxillary Hypoplasia with or without

RUNX2 A o
brahidactilie Brachydactyly

RUNX2 Displazie cleido-craniala Cleidocranial dysplasia

SATB2 Sindromul Glass Glass Syndrome

SCN1A Encefalopatia epileptica infantila timpurie 6 Early Infantile Epileptic Encephalopathy 6

SCN1A Encefalopatia epileptica si de dezvoltare 6B (non-Dravet) Developmental and epileptic encephalopathy 6B, non-Dravet

SCN2A Encefalopatia epileptica si de dezvoltare 11 Developmental and epileptic encephalopathy 11

SCN2A Ataxie episodica de tip 9 Episodic ataxia, type 9

SCN8A Encefalopatia epilepticd si de dezvoltare 13 Developmental and epileptic encephalopathy 13

SCN8A Deficienta cognitiva, cu sau fard ataxie cerebelara Cognitive Impairment With Or Without Cerebellar Ataxia

SETBP1 Sindromul Schinzel-Giedion Schinzel-Giedion syndrome

SETBP1 Tulbgrarefje dezvoltare intelectuald cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 29
dominantd 29

SETD2 Sindromul Luscan-Lumish Luscan-Lumish Syndrome

SETD5 Tulbgrare_de dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 23
dominanta 23

SHANK3 Sindromul Phelan-McDermid Phelan-McDermid Syndrome

SHOC2 Sindromul similar sindromului Noonan cu par anagen Noonan-Like Syndrome with Loose Anagen Hair

SKI Sindromul Shprintzen-Goldberg Shprintzen-Goldberg Syndrome

SLC25A24 Sindromul progeroid Fontaine Fontaine Progeroid Syndrome

SMAD3 Sindromul Loeys-Dietz 3 Loeys-Dietz syndrome 3

SMAD4 Sindromul Myhre Myhre Syndrome




SMARCA2 Sindromul Nicolaides-Baraitser Nicolaides-Baraitser Syndrome

SMARCA2 Sindromul blefarofimozei cu dezvoltare intelectuald afectata Blepharophimosis-impaired intellectual development syndrome

SMARCA4 Tntarziere mintala cu transmitere autozomal dominanta 16 Autosomal Dominant Mental Retardation 16

SMARCB1 Tntarziere mintala cu transmitere autozomal dominanta 15 Autosomal Dominant Mental Retardation 15

SMARCE1 Sindromul Coffin-Siris 5 Coffin-Siris Syndrome 5

SMC1A Sindromul Cornelia de Lange 2 Cornelia de Lange syndrome 2

SMC3 Sindromul Cornelia de Lange 3 Cornelia de Lange syndrome 3

SOS1 Sindromul Noonan 4 Noonan Syndrome 4

S0OSs2 Sindromul Noonan 9 Noonan Syndrome 9

SOX9 Displazia campomelica Campomelic Dysplasia

SPECCIL Sindromul Opitz GBBB de tip 2 Opitz GBBB Syndrome, Type Il

SPTAN1 Encefalopatia epileptica si de dezvoltare 5 Developmental and epileptic encephalopathy 5

SRCAP Sindromul Floating-Harbor Floating-Harbor Syndrome

SRCAP Dezvolthre intarziata, hipotonie, defecte musculo-scheletice si Develqpmental delayf hypotonia, musculoskeletal defects, and
anomalii comportamentale behavioral abnormalities

STAT3 Sindromul infectiilor recurente hiper-IgE Hyper-IgE recurrent infection syndrome

STXBP1 Encefalopatia epileptica si de dezvoltare 4 Developmental and epileptic encephalopathy 4

SYNGAP1 ng?;g;i;; dezvoltare intelectuala cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 5

TBL1XR1 Sindromul Pierpont Pierpont Syndrome

TBL1XR1 ;L;Iraﬁlr:::ﬁédzdezvoltare intelectuald cu transmitere autozomal Intellectual developmental disorder, autosomal dominant 41

TBX5 Sindromul Holt-Oram Holt-Oram Syndrome

TCF4 Sindromul Pitt-Hopkins Pitt-Hopkins syndrome

TGFB2 Sindromul Loeys-Dietz 4 Loeys-Dietz syndrome 4

TGFBR1 Sindromul Loeys-Dietz 1 Loeys-Dietz syndrome 1

TGFBR2 Sindromul Loeys-Dietz 2 Loeys-Dietz syndrome 2

TRAF7 Anomalii cardiace, faciale si digitale cu dezvoltare intarziata Cardiac, Facial, and Digital Anomalies with Developmental Delay

TRPS1 Sindromul trico-rino-falangian de tip 1 Trichorhinophalangeal syndrome, type |

TSC1 Scleroza tuberoasa 1 Tuberous Sclerosis-1

TSC2 Scleroza tuberoasa 2 Tuberous Sclerosis-2

TUBA1A Lisencefalie 3 Lissencephaly 3

TUBB Falduri de piele simetrice circumferentiale congenitale 1 Symmetric circumferential skin creases, congenital, 1

TUBB Displazie corticala complexa, cu alte malformatii cerebrale 6 Cortical Dysplasia, Complex, with Other Brain Malformations 6

TUBB2A Displazie corticala complexa, cu alte malformatii cerebrale 5 Cortical Dysplasia, Complex, with Other Brain Malformations 5

TUBB4A Leucodistrofie hipomielinizanta 6 Leukodystrophy, hypomyelinating, 6

TWIST1 Sindromul Saethre-Chotzen cu sau fara anomalii ale pleoapelor Saethre-Chotzen syndrome with or without eyelid anomalies

TWIST1 Craniosinostoza 1 Craniosynostosis 1

TWIST1 Sindromul Sweeney-Cox Sweeney-Cox syndrome

TWIST1 Sindromul Robinow-Sorauf Robinow-Sorauf Syndrome

WDR45 Neurodegenerare cu acumulare de fier la nivelul creierului 5 Neurodegeneration with brain iron accumulation 5

ZBTB20 Sindromul Primrose Primrose syndrome

ZC4H2 Sindromul Wieacker-Wolff, doar la femei Wieacker-Wolff syndrome, female-restricted

ZEB2 Sindromul Mowat-Wilson Mowat-Wilson syndrome




STATISTICI NIPT PREMIUM

SINDROM SENSIBILITATE SPECIFICITATE PPV
Trisomia 21 99.17% 99.95% 92.19%
Trisomia 18 98.24% 99.95% 76.61%
Trisomia 13 99.96% 32.84%
NV >10 Mb >99.9% 99.97% NA
<10 Mb >99.9% 99.86% NA
Afectiuni monogenice >99% >99% NA
Sexul copilului 99,53% 99.20% NA
ANEUPLOIDII ALE CROMOZOMILOR SEXUALI SENSIBILITATE 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: Datele din tabel au la baza literatura istorica de specialitate si datele interne si reflecta doar detectiile anterioare, nu starea actuala a probei testate sau valoarea promisa.
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