S NIPT PREMIUM
GENEPLANET | Seznam testovanych stavu

* Downv (trizomie 21), Edwardstv (trizomie 18) a Pataulv (trizomie 13) syndrom.
* -trizomie 9, 16 a 22

* Aneuploidies of sex chromosomes (XO, XXX, XXY, XYY)

* 92 deletion/duplication syndromes (see below for a complete list)

* All other autosomal aneuploidies and deletions/duplications*

¢ 202 single-gene conditions (see below for a complete list)

* Gender information

*V pripadé, Ze si pacient vybere nahodné nalezy (delece a duplikace vétsi nez 5M part bazi).

92 Delecnich/duplika€nich syndromﬁ (PRO)

Alagillv syndrom, Angelmantv syndrom, duplikaéni syndrom chromozomu 10p, dele¢ni syndrom 10p12-p11, dele¢ni syndrom 10q22.3-q23.2, dele¢ni syndrom 10q26, dele¢ni
syndrom 11p11.2 (Potocki-ShafferGv syndrom), dele¢ni syndrom 11p13 (WAGR syndrom), dele¢ni syndrom 11q23, duplika¢ni syndrom chromozomu 12p, mikrodele¢ni syndrom
12p12.1, mikrodele¢ni syndrom 12q14, dele¢ni syndrom 13q14, duplikacni syndrom chromozomu 14q, dele¢ni syndrom 14q11-q22, dele¢ni syndrom 14q22 (Frias(iv syndrom), dele¢ni
syndrom 15q14, mikrodele¢ni syndrom 15q24, dele¢ni syndrom 15g26 (syndrom pierlstani), dele¢ni syndrom 15q26-gter, dele¢ni syndrom 16p12.2-p11.2, duplikaéni syndrom
16p12.2-p11.2, delecni syndrom 16p13.3, duplika¢ni syndrom 16p13.3, duplika¢ni syndrom chromozomu 17p, dele¢ni syndrom 17p13.3, duplika¢ni syndrom 17p13.3, dele¢ni syndrom
chromozomu 18p, dele¢ni syndrom 1p32-p31, delec¢ni syndrom 1p36, delecni syndrom 1q41-g42, duplikacni syndrom chromozomu 20p, dele¢ni syndrom 21g22, delecni syndrom
22q11.2 (DiGeorglv syndrom), dele¢ni syndrom 2p16.1-p15, duplikaéni syndrom chromozomu 2q, duplikaéni syndrom 2q31.1, mikrodele¢ni syndrom 2g31.1, dele¢ni syndrom 2q33.1
(Glasslv syndrom), dele¢ni syndrom 2q37, dele¢ni syndrom 3pter-p25, duplika¢ni syndrom chromozomu 3q, dele¢ni syndrom 3q13.31, duplika¢ni syndrom chromozomu 4p , dele¢ni
syndrom 4p16. 3 (Wolf-HirschhornGv syndrom), deleéni syndrom 4q21, duplikaéni syndrom chromozomu 5p, duplika¢ni syndrom 5p13, dele¢ni syndrom 5q12, dele¢ni syndrom 5q14.
3, dele¢ni syndrom chromozomu 6p, dele¢ni syndrom 6pter-p24, dele¢ni syndrom 6q11-q14, delecni syndrom 6q15-q23, dele¢ni syndrom 6q24-q25 , dele¢ni syndrom 6q25-qter ,
dele¢ni syndrom 6q26-q27, dele¢ni syndrom chromozomu 7q, dele¢ni syndrom 7q11.23, dele¢ni syndrom 7g21-q32, dele¢ni syndrom 7q31-q32, duplika¢ni syndrom chromozomu
8p, delecni syndrom 8p23.1, duplikacni syndrom 8p23.1, duplika¢na syndrom chromozomu 8q, dele¢ni syndrom 8qg22.1, duplika¢ni syndrom chromozomu 8qg22.1, dele¢ni syndrom
chromozomu 9p, duplikaéni syndrom chromozomu 9p, duplika¢ni syndrom Xp11.23-p11.22, dele¢ni syndrom Xp21, duplikaéni syndrom Xq21, dele¢ni syndrom Xq22.3, duplikacnf
syndrom Xq27.3-q28, Cri du Chat syndrom , Dandy-Walker(v syndrom, DiGeorgelv syndrom 2, distalni dele¢ni syndrom chromozomu 13q, distalni dele¢ni syndrom chromozomu
15q, distalni dele¢ni syndrom chromozomu 18q, distalni duplika¢ni syndrom chromozomu 3p, distalni delecni syndrom chromozomu 4q, distalni duplikacni syndrom chromozomu
4q, Jacobsenlv syndrom, LangerGv-Giedionlv syndrom, Levy-Shanské syndrom, Potockého-Lupského syndrom, PraderdvWilliho syndrom, proximalni dele¢ni syndrom chromozomu
14q, proximalni duplikacni syndrom chromozomu 16q, Syndrom Smithové-Magenisové, Yuan-Harel-Lupski syndrom.

202 Monogennich onemocnéni (MONO)

GEN MONOGENN{ ONEMOCNEN({ MONOGENIC CONDITION

ACTB Baraitsertv-Winterdv syndrom 1 Baraitser-Winter syndrome 1

ACTG1 Baraitser(iv-Winter(yv syndrom 2 Baraitser-Winter syndrome 2

ACTG2 Visceralni myopatie Visceral myopathy 1

ACVR1 Progresivni osifikujici fibrodysplazie Fibrodysplasia Ossificans Progressiva

ADNP Autosomalné dominantni intelektualni porucha 28 Autosomal Dominant Mental Retardation 28
Syndrom zahrnujici megalencefalii, polymikrogyrii, postaxialni Megalencephaly-polymicrogyria-polydactyly-hydrocephalus

AKT3 -
polydaktylii a hydrocefalus 2 syndrome 2

ANKRD11 KBG syndrom KBG Syndrome

ARIDTA Autosomalné dominantni mentalni retardace 14 Autosomal Dominant Mental Retardation 14

ARID1B Coffin-Siristiv syndrom 1 Coffin-Siris syndrome 1

ASXL1 Bohringlv-Opitz(v syndrom Bohring-Opitz Syndrome

ASXL3 Bainbridgetv-Roppersiv syndrom Bainbridge-Ropers Syndrome

ATP1A2 Alternujici hemiplegie v détstvi 1 Alternating Hemiplegia of Childhood 1

ATP1A2 Vyvojova a epilepticka encefalopatie 98 Developmental and epileptic encephalopathy 98

ATP1A3 Vyvojova a epilepticka encefalopatie 99 Developmental and epileptic encephalopathy 99

BCL11A Dias-Logantv syndrom Dias-Logan syndrome

BICD2 Spinalni svalova atrofie, dominantni pro dolni koncetiny, 2B, Spinal muscular atrophy, lower extremity-predominant, 2B,
autozomalné dominantni autosomal dominant

BRAF Noonan(v syndrom 7 Noonan Syndrome 7

BRAF Kardiofaciokutanni syndrom Cardiofaciocutaneous Syndrome

BRAF LEOPARD syndrom 3 LEOPARD syndrome 3

CACNATA Vyvojova a epilepticka encefalopatie 42 Developmental and epileptic encephalopathy 42

CAMTAT Cerebelarni dysfunkce s riiznymi kognitivnimi a behavioralnimi Cerebellar dysfunction with variable cognitive and behavioral
abnormalitami abnormalities

CASK Intelektudlni vyvojova porucha a mikrocefalie s hypoplazii pontu a Intellectual developmental disorder and microcephaly with pontine
mozecku and cerebellar hypoplasia

CBL Porucha podobna Noonanovu syndromu s juvenilni Noonan syndrome-like disorder with or without juvenile
myelomonocytarni leukémii nebo bez ni myelomonocytic leukemia

CDKL5 Vyvojova a epilepticka encefalopatie 2 Developmental and epileptic encephalopathy 2

CHD2 Vyvojova a epilepticka encefalopatie 94 Developmental and epileptic encephalopathy 94

CHD7 Syndrom CHARGE CHARGE syndrome




CHD8 Intelektudlni vyvojova porucha s autismem a makrocefalii Intellectual developmental disorder with autism and macrocephaly

COL11A1 Stickler(iv syndrom, typ Il Stickler syndrome, type Il

COL1A1 Osteogenesis Imperfecta typu | Osteogenesis Imperfecta type |

COL1A1/COL1A2 Osteogenesis Imperfecta typu Il Osteogenesis Imperfecta type Il

COL1A1/COL1A2 Osteogenesis Imperfecta typu I Osteogenesis Imperfecta type Il

COL1A1/COL1A2 Osteogenesis Imperfecta typu IV Osteogenesis Imperfecta type IV

COL2A1 Sticklertv syndrom, typ | Stickler syndrome, type |

COL2A1 Platyspondylicka dysplézie, Torranceho typ Platyspondylic Lethal Skeletal dysplasia, Torrance type

COL2A1 Achondrogeneze, typ Il nebo hypochondrogeneze Achondrogenesis, type Il or hypochondrogenesis

COL2A1 3§I3r;ic:;r§[i?ita - Spondyloepifyzarni dysplasie autozoméalné SED congenita

COL4A1 Porencefalie 1 Porencephaly 1

COL9A2 Epifyzarni dysplazie, mnohocetna, 2 Epiphyseal dysplasia, multiple, 2

COL9A3 Epifyzarni dysplazie, mnohocetnd, 3, s myopatii nebo bez ni Epiphyseal dysplasia, multiple, 3, with or without myopathy

comp Pseudoachondroplazie Pseudoachondroplasia

COMP Epifyzarni dysplazie, mnohocetna, 1 Epiphyseal dysplasia, multiple, 1

CREBBP Rubinsteindv-Taybiho syndrom 1 Rubinstein-Taybi Syndrome 1

CREBBP Menkeho-Hennekamdv syndrom 1 Menke-Hennekam syndrome 1

CTCF Intelektudlni vyvojova porucha, autozomalné dominantni 21 Intellectual developmental disorder, autosomal dominant 21

CTNNB1 Neurovyvojova porucha se spastickou diplegii a zrakovymi vadami l(\jlst:arc(?c(Sievelopmental disorder with spastic diplegia and visual

DNM1 Vyvojova a epilepticka encefalopatie 31 Developmental and epileptic encephalopathy 31

DYNC1TH1 Intelektudini vyvojové porucha, autozomalné dominantni 13 Intellectual developmental disorder, autosomal dominant 13

DYRK1A Intelektudlini vyvojové porucha, autozomalné dominantni 7 Intellectual developmental disorder, autosomal dominant 7

EBP Chondrodysplazie punctata, X-vazana dominantni Chondrodysplasia punctata, X-linked dominant

EFNB1 Kraniofrontonazalni dysplazie Craniofrontonasal dysplasia

EFTUD2 Mandibulofacialni dysostéza, typ Guion-Almeida Mandibulofacial dysostosis, Guion-Almeida type

EHMT1 Kleefstra syndrom 1 Kleefstra Syndrome 1

EP300 Rubinsteindv-Taybiho syndrom 2 Rubinstein-Taybi Syndrome 2

EP300 Menkeho-Hennekamdv syndrom 2 Menke-Hennekam syndrome 2

ERF Kraniosynostéza 4 Craniosynostosis 4

ERF Chitayat syndrom Chitayat syndrome

FBN1 Marfandv syndrom Marfan Syndrome

FGFR1/FGFR2 JacksonUv-Weissv syndrom Jackson-Weiss Syndrome

FGFR1 Trigonocefalie 1 Trigonocephaly 1

FGFR1/FGFR2 Pfeiffertv syndrom Pfeiffer syndrome

FGFR2 Saethre-Chotzen(v syndrom Saethre-Chotzen Syndrome

FGFR2 Dysplazie ohnutych kosti Bent Bone Dysplasia Syndrome

FGFR2 Beare-Stevensondv syndrom cutis gyrata Beare-Stevenson Cutis Gyrata syndrome

FGFR2 Antley-BixIerL‘]v syndrom bez genitalnich anomalii nebo poruchy Antley-BixIer Syndrome Without Genital Anomalies Or Disordered
steroidogeneze Steroidogenesis

FGFR2 Crouzontv syndrom Crouzon syndrome

FGFR2 Apertdv syndrom Apertsyndrome

FGFR3 Thanatoforicka dysplazie, typ Il Thanatophoric Dysplasia, type Il

FGFR3 S/_\D_DAN (tézka achondroplazie s opozdénym vyvojem a acanthosis | SADDAN (se\(erg achondroplasia with developmental delay and
nigricans) acanthosis nigricans)

FGFR3 Muenkeho syndrom Muenke Syndrome

FGFR3 Crouzontv syndrom s acanthosis nigricans Crouzon syndrome with acanthosis nigricans




FGFR3 Thanatoforicka dysplazie, typ | Thanatophoric Dysplasia, type |

FGFR3 Hypochondroplazie Hypochondroplasia

FGFR3 Achondroplazie Achondroplasia

FLNA Otopalatodigitalni syndrom, typ Il Otopalatodigital syndrome, type Il

FLNB Atelosteogeneze, typ | Atelosteogenesis, type |

FLNB Larsentv syndrom Larsen Syndrome

FLNB Atelosteogeneze, typ Il Atelosteogenesis, type IlI

FLNB Boomerang dysplazie Boomerang dysplasia

FOXG1 Rettliv syndrom, vrozena varianta Rett syndrome, congenital variant

FOXP1 Intelektuélpionjové porucha s poruchou feci s autistickymi rysy Intel!ectual deyellopmental disorder with language impairment with
nebo bez nich or without autistic features

FREM1 Trigonocefalie 2 Trigonocephaly 2

GABRA1 Vyvojova a epilepticka encefalopatie 19 Developmental and epileptic encephalopathy 19

GABRB2 Vyvojova a epilepticka encefalopatie 92 Developmental and epileptic encephalopathy 92

GATAD2B Syndrom GAND GAND syndrome

GFAP Alexandrova choroba Alexander Disease

GNAO1 Vyvojova a epilepticka encefalopatie 17 Developmental and epileptic encephalopathy 17

GNAO1 Neurovyvojova porucha s mimovolnimi pohyby Neurodevelopmental disorder with involuntary movements

GRINA Neurovyvojové porucha’s hvyperk?neticklymi pohyby a zachvaty NeurodevelopmenFaI disorder with or without hyperkinetic
nebo bez nich, autozomalné dominantni movements and seizures, autosomal dominant

GRIN2B Vyvojova a epilepticka encefalopatie 27 Developmental and epileptic encephalopathy 27

GRIN2B Iqtelektuélnivyvojoyé porucha, autozomainé dominantni 6, se In_tellectua_l developmental disorder, autosomal dominant 6, with or
zachvaty nebo bez nich without seizures

HDAC8 Syndrom Cornelia de Lange 5 Cornelia de Lange syndrome 5

HNRNPK Syndrom Au-Kline Au-Kline Syndrome

HNRNPU Vyvojova a epilepticka encefalopatie 54 Developmental and epileptic encephalopathy 54

HRAS Costelldv syndrom Costello Syndrome

IFITM5 Osteogenesis imperfecta, typ V Osteogenesis imperfecta, type V

JAG1 Syndrom Alagille 1 Alagille Syndrome 1

KANSL1 Koolendv-De Vrieslv syndrom Koolen-De Vries Syndrome

KAT6B Syndrom SBBYS SBBYS syndrome

KAT6B Genitopatelarni syndrom Genitopatellar syndrome

KCNB1 Vyvojova a epilepticka encefalopatie 26 Developmental and epileptic encephalopathy 26

KCNJ2 Andersen(v syndrom Andersen syndrome

KCNQ2 Vyvojova a epilepticka encefalopatie 7 Developmental and epileptic encephalopathy 7

KCNT1 Vyvojova a epilepticka encefalopatie 14 Developmental and epileptic encephalopathy 14

KIF1A Syndrom NESCAV NESCAV syndrome

KMT2A Wiedemanndv-Steinerv syndrom Wiedemann-Steiner syndrome

KMT2D Kabuki Syndrom 1 Kabuki Syndrome 1

KRAS Kardiofaciokutanni syndrom 2 Cardiofaciocutaneous Syndrome 2

KRAS Noonan(v syndrom 3 Noonan Syndrome 3

LMNA Muscular dystrophy, congenital Muscular dystrophy, congenital

LMNA Hutchinson-Gilford Progeria Syndrome Hutchinson-Gilford Progeria Syndrome

LZTR1 Noonan Syndrome 10 Noonan Syndrome 10

MAP2K1 Kardiofaciokutanni syndrom 3 Cardiofaciocutaneous Syndrome 3

MAP2K2 Kardiofaciokutanni syndrom 4 Cardiofaciocutaneous Syndrome 4

MECP2 Rettliv syndrom Rett syndrome

MED13L Naruseny intelektudlni vyvoj a vyrazné rysy obliceje s vadami srdce ' Impaired intellectual development and distinctive facial features

nebo bez nich

with or without cardiac defects




Neurovyvojova porucha s hypotonii, stereotypnimi pohyby rukou

Neurodevelopmental disorder with hypotonia, stereotypic hand

MEF2C Yo . -
a poruchou reci movements, and impaired language

MSX2 Kraniosynostéza 2 Craniosynostosis 2

MSX2 ParietaIni foramina s kleidokraniélni dysplazif Parietal Foramina With Cleidocranial Dysplasia

NALCN Vrozené kontraktury koncetin a obliceje, hypotonie a opozdény Congenital Contractures Of The Limbs And Face, Hypotonia, And
VyVvoj Developmental delay

NF1 Neurofibromatéza 1 Neurofibromatosis 1

NF2 Neurofibromatéza 2 Neurofibromatosis 2

NFIX MarshallGv-Smithdv syndrom Marshall-Smith Syndrome

NIPBL Cornelia de Lange syndrom 1 Cornelia de Lange syndrome 1

NOTCH2 Hajdutv-Cheneyho syndrom Hajdu-Cheney Syndrome

NOTCH2 Alagilldv syndrom 2 Alagille Syndrome 2

NR2F1 Syndrom Bosch-Boonstra-Schaafovy optické atrofie Bosch-Boonstra-Schaaf Optic Atrophy Syndrome

NRAS Noonantlv syndrom 6 Noonan syndrome 6

NSD1 SotosUv syndrom 1 Sotos Syndrome 1

NSDHL CHILD syndrom CHILD syndrome

PACS1 Schuurs-Hoeijmakerstv syndrom Schuurs-Hoeijmakers syndrome

PIK3CA Cowden(v syndrom 5 Cowden syndrome 5

PIK3R2 Syndrom megalencefalie-polymikrogyrie-polydaktylie- Megalencephaly-polymicrogyria-polydactyly-hydrocephalus
hydrocefalus 1 syndrome 1

PPP2R1A Intelektudlini vyvojové porucha, autozomalné dominantni 36 Intellectual developmental disorder, autosomal dominant 36

PPP2R5D Intelektudini vyvojové porucha, autozomalné dominantni 35 Intellectual developmental disorder, autosomal dominant 35

PRKARTA Akrodysostéza 1, s hormonalni rezistenci nebo bez ni Acrodysostosis 1, with or without Hormone Resistance

PTPN11 Noonan(v syndrom 1 Noonan Syndrome 1
Neurovyvojova porucha s novorozeneckou respiracni insuficienci, | Neurodevelopmental disorder with neonatal respiratory

PURA - PO . . . h - oo .
hypotonif a potiZzemi s krmenim insufficiency, hypotonia, and feeding difficulties

RAD21 Syndrom Cornelia de Lange 4 Cornelia de Lange syndrome 4

RAF1 Noonan(iv syndrom 5 Noonan Syndrome 5

RERE Neurovyvojova porucha s anomaliemi mozku, oka nebo srdce nebo | Neurodevelopmental disorder with or without anomalies of the
bez nich brain, eye, or heart

RIT1 Noonan(iv syndrom 8 Noonan Syndrome 8

RPS6KA3 Coffin-Lowryho syndrom Coffin-Lowry Syndrome

RUNX2 Metafyzarni dysplazie s hypoplazif elisti s brachydaktylii nebo bez | Metaphyseal Dysplasia with Maxillary Hypoplasia with or without
nf Brachydactyly

RUNX2 Kleidokranialni dysplazie Cleidocranial dysplasia

SATB2 Sklenény syndrom Glass Syndrome

SCN1A Casna détska epilepticka encefalopatie 6 Early Infantile Epileptic Encephalopathy 6

SCN1A Vyvojova a epilepticka encefalopatie 6B, non-Dravet Developmental and epileptic encephalopathy 6B, non-Dravet

SCN2A Vyvojova a epilepticka encefalopatie 11 Developmental and epileptic encephalopathy 11

SCN2A Epizodické ataxie, typ 9 Episodic ataxia, type 9

SCN8A Vyvojova a epilepticka encefalopatie 13 Developmental and epileptic encephalopathy 13

SCN8A Kognitivni porucha s mozeckovou ataxii nebo bez ni Cognitive Impairment With Or Without Cerebellar Ataxia

SETBP1 Schinzel-Giediondv syndrom Schinzel-Giedion syndrome

SETBP1 Intelektudlini vyvojové porucha, autozomalné dominantni 29 Intellectual developmental disorder, autosomal dominant 29

SETD2 Luscan-Lumish syndrom Luscan-Lumish Syndrome

SETDS5 Porucha intelektualniho vyvoje, autozomalné dominantni 23 Intellectual developmental disorder, autosomal dominant 23

SHANK3 Phelan-McDermiddv syndrom Phelan-McDermid Syndrome

SHOC2 \S/l);rgrom podobny Noonanovu syndromu s uvolnénymi anagennimi Noonan-Like Syndrome with Loose Anagen Hair

SKI Shprintzen-Goldberglv syndrom Shprintzen-Goldberg Syndrome

SLC25A24 FontaineGv progeroidni syndrom Fontaine Progeroid Syndrome

SMAD3 Loeys-Dietzv syndrom 3 Loeys-Dietz syndrome 3




SMAD4 Myhreho syndrom Myhre Syndrome

SMARCA2 Nicolaides-Baraitserv syndrom Nicolaides-Baraitser Syndrome

SMARCA2 Syndrom blefarofimézy s poruchou intelektuédiniho vyvoje Blepharophimosis-impaired intellectual development syndrome

SMARCA4 Autosomalné dominantni mentalni retardace 16 Autosomal Dominant Mental Retardation 16

SMARCB1 Autosomalné dominantni mentalni retardace 15 Autosomal Dominant Mental Retardation 15

SMARCE1 Coffin-Siristiv syndrom 5 Coffin-Siris Syndrome 5

SMC1A Syndrom Cornelia de Lange 2 Cornelia de Lange syndrome 2

SMC3 Syndrom Cornelia de Lange 3 Cornelia de Lange syndrome 3

SOS1 Noonan(iv syndrom 4 Noonan Syndrome 4

SOS2 Noonantv syndrom 9 Noonan Syndrome 9

SOX9 Kampomelické dysplazie Campomelic Dysplasia

SPECCIL Opitztv GBBB syndrom, typ Il Opitz GBBB Syndrome, Type Il

SPTAN1 Vyvojova a epilepticka encefalopatie 5 Developmental and epileptic encephalopathy 5

SRCAP Syndrom plovouciho pfistavu Floating-Harbor Syndrome

SRCAP Opoifjényvyvoj, hypotonie, muskuloskeletalni vady a poruchy Develqpmentaldelay! hypotonia, musculoskeletal defects, and
chovani behavioral abnormalities

STAT3 Syndrom rekurentnich infekci s hyper-IgE Hyper-IgE recurrent infection syndrome

STXBP1 Vyvojova a epilepticka encefalopatie 4 Developmental and epileptic encephalopathy 4

SYNGAP1 Intelektudini vyvojové porucha, autozomalné dominantni 5 Intellectual developmental disorder, autosomal dominant 5

TBL1XR1 Pierpontlv syndrom Pierpont Syndrome

TBL1XR1 Porucha intelektualniho vyvoje, autozomalné dominantni 41 Intellectual developmental disorder, autosomal dominant 41

TBX5 Holt-Oramiv syndrom Holt-Oram Syndrome

TCF4 Pitt-HopkinsGv syndrom Pitt-Hopkins syndrome

TGFB2 Loeys-DietzGv syndrom 4 Loeys-Dietz syndrome 4

TGFBR1 Loeys-DietzGv syndrom 1 Loeys-Dietz syndrome 1

TGFBR2 Loeys-DietzGv syndrom 2 Loeys-Dietz syndrome 2

TRAF7 Srdecni, oblicejové a digitalni anomalie s opozdénym vyvojem Cardiac, Facial, and Digital Anomalies with Developmental Delay

TRPS1 Trichorhinophalangeaini syndrom, typ | Trichorhinophalangeal syndrome, type |

TSC1 Tuberézni skleréza-1 Tuberous Sclerosis-1

TSC2 Tuberézni skleréza-2 Tuberous Sclerosis-2

TUBATA Lissencefalie 3 Lissencephaly 3

TUBB Symetrické obvodové koZni ryhy, vrozené, 1 Symmetric circumferential skin creases, congenital, 1

TUBB Kortikalni dysplazie, komplexni, s jinymi malformacemi mozku 6 Cortical Dysplasia, Complex, with Other Brain Malformations 6

TUBB2A Kortikalni dysplazie, komplexni, s jinymi malformacemi mozku 5 Cortical Dysplasia, Complex, with Other Brain Malformations 5

TUBB4A Leukodystrofie, hypomyeliniza¢ni, 6 Leukodystrophy, hypomyelinating, 6

TWIST1 iiace;hre-chotzenﬂv syndrom s anomaliemi o€nich vicek nebo bez Saethre-Chotzen syndrome with or without eyelid anomalies

TWIST1 Kraniosynostéza 1 Craniosynostosis 1

TWIST1 Sweeney-CoxUv syndrom Sweeney-Cox syndrome

TWIST1 Robinow-Soraufliv syndrom Robinow-Sorauf Syndrome

WDR45 Neurodegenerace s akumulaci Zeleza v mozku 5 Neurodegeneration with brain iron accumulation 5

ZBTB20 Primrose syndrom Primrose syndrome

ZC4H2 Wieacker-Wolffliv syndrom, omezeny na zeny Wieacker-Wolff syndrome, female-restricted

ZEB2 Mowat-Wilson(v syndrom Mowat-Wilson syndrome




NIPT PREMIUM STATISTIKA

SYNDROM CITLIVOST SPECIFICITA PPV
Trizomie 21 99.17% 99.95% 92.19%
Trizomie 18 98.24% 99.95% 76.61%
Trizomie 13 99.96% 32.84%
Ny 210 Mb >99.9% 99.97% NA
<10 Mb >99.9% 99.86% NA
Monogenni onemocnéni >99% >99% NA
Pohlavi plodu 99,53% 99.20% NA
ANEUPLOIDIE POHLAVNICH CHROMOZOMU SENSITIVITY 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%

Poznamka: Udaje v tabulce vychézeji z historické literatury a internich dat a odraZejf pouze minulé zjisténi, nikoli skute¢ny stav testovaného vzorku ani slibovanou hodnotu.
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