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NIPT PREMIUM
Zoznam testovanych ochoreni

* Downov (trizémia 21), Edwardsov (trizémia 18) a Patauov (trizémia 13) syndrém
e Trizbmie 9, 16 a 22

* Aneuploidie pohlavnych chromozémov (XO, XXX, XXY, XYY)

¢ 92 syndrémov delécie/duplikacie (UpIny zoznam najdete nizsie)

 Vsetky ostatné autozomalne aneuploidie a delécie/duplikacie*

¢ 218 jednogénovych ochoreni (Uplny zoznam néjdete nizsie)

* Informécie o pohlavi

92 delecnych/duplikacnych syndrémov (PRO)

Alagillov syndrém 1, Angelmanov syndrém, duplikacia chromozému 10p, syndrém delécie chromozému 10p12-p11, syndrém delécie chromozému 10g22.3-g23.2, syndrém delécie chromozému 10926,
syndrém delécie chromozému 11p11.2 (Potockého-Shafferov syndrém), syndrém delécie chromozédmu 11p13 (syndrém WAGR), syndrém delécie chromozému 1123, duplikacia chromozému12p, syndréom
mikrodelécie chromozému 12p12.1, mikrodelécie chromozému 12q14, syndrém delécie chromozému 13q14, duplikdcia chromozému14g, syndrém delécie chromozému 14q11-g22, syndrom delécie
chromozému 14922 (Friasov syndrém), syndrém delécie chromozému 15q14, mikrodelécie chromozému 15¢24, syndrém nadmerného rastu chromozému 15026, syndrém delécie chromozému 15¢26-gter,
syndrém delécie chromozému 16p12.2-p11.2, syndrém duplikacie chromozému 16p12.2-p11.2, syndrém delécie chromozému 16p13.3, syndrém duplikacie chromozému 16p13.3, duplikacia chromozému 17p,
syndrém delécie chromozému 17p13.3, syndrém duplikacie chromozému 17p13.3, syndrém delécie chromozému 18p, syndrém delécie chromozému 1p32-p31, syndrém delécie chromozému 1p36, syndréom
delécie chromozému 1g41-g42, duplikacia chromozému 20p, delécia chromozému 21922, syndrém delécie chromozému 22q11.2 (DiGeorgeov syndrém), syndrém delécie chromozému 2p16.1-p15, duplikacia
chromozému 2q, syndrém duplikacie chromozému 2g31.1, syndrém mikrodelécie chromozému 2g31.1, syndrém delécie chromozému 233.1 (Glassov syndrém), syndrém delécie chromozému 2937, syndréom
delécie chromozému 3pter-p25, duplikdcia chromozému 3q, syndrém delécie chromozému 3q13.31, duplikacia chromozému 4p, syndréom delécie chromozému 4p16.3 (Wolfov-Hirschhornov syndrém),
syndrém delécie chromozému 4q21, duplikacia chromozému 5p, syndrém duplikacie chromozému 5p13, syndrém delécie chromozdmu 5q12, syndrém delécie chromozému 5q14.3, delécia chromozému 6p,
syndrém delécie chromozému 6pter-p24, syndrém delécie chromozému 6q11-q14, syndréom delécie chromozému 6¢15-23, syndrém delécie chromozému 6q24-025, syndrém delécie chromozému 6g25-
qgter, syndrém delécie chromozému 6G26-q27, delécia chromozému 7q, syndrém delécie chromozému 7q11.23, delécia chromozému 7g21-q32, delécia chromozému 7qg31-q32, duplikacia chromozému 8p,
syndrém delécie chromozému 8p23.1, syndrém duplikécie chromozému 8p23.1, duplikacia chromozému 8q, syndrém delécie chromozému 8q22.1, syndrém duplikacie chromozému 8g22.1, syndrém delécie
chromozému 9p, duplikacia chromozému 9p, syndrém duplikacie chromozému Xp11.23-p11.22, syndrém delécie chromozému Xp21, syndrém duplikéacie chromozému Xg21, syndrém delécie chromozému
Xg22.3, syndrém duplikacie chromozému Xq27.3-g28, Syndrém macacieho placu, Dandyho-Walkerov syndrém, DiGeorgeov syndrém 2, distalna delécia chromozému 13q, distalna delécia chromozému 15q,
syndroém distalnej delécie chromozdmu 18q, distalna duplikacia chromozému 3p, distalna delécia chromozému 4q, distalna duplikacia chromozému 4q, Jacobsenov syndrém, Langerov-Giedionov syndrém,
Levyho-Shanskeho syndrém, Potockého-Lupského syndrom, Praderov-Williho syndrém, proximalna delécia chromozému 14q, proximalna duplikacia chromozému 164, Smithov-Magenisov syndrém, Yuanov-

Harelov-Lupského syndrém

218 jednogénovych ochoreni (MONO)

GEN JEDNOGENOVE OCHORENIE MONOGENIC CONDITION

ACTB Baraitserov-Winterov syndrém 1 Baraitser-Winter syndrome 1

ACTG1 Baraitserov-Winterov syndrém 2 Baraitser-Winter syndrome 2

ACTG2 Visceralna myopatia 1 Visceral myopathy 1

ACVR1 Fibrodysplazia ossificans progressiva Fibrodysplasia Ossificans Progressiva

ADNP Autozomalne dominantna mentalna retardécia 28 Autosomal Dominant Mental Retardation 28

. . . - - Megalencephaly-polymicrogyria-polydactyly-hydrocephalus

AKT3 Syndrém megalencefalie, polymikrogyrie, polydaktylie a hydrocefalu 2 syndrome 2

ANKRD11 Syndrém KBG KBG Syndrome

ARID1A Autozomalne dominantna mentélna retardacia 14 Autosomal Dominant Mental Retardation 14

ARID1B Coffinov-Sirisovej syndrém 1 Coffin-Siris syndrome 1

ASXL1 Bohringov-Opitzov syndrém Bohring-Opitz Syndrome

ASXL3 Bainbridgeov-Ropersov syndrém Bainbridge-Ropers Syndrome

ATP1A2 Striedava hemiplégia v detstve 1 Alternating Hemiplegia of Childhood 1

ATP1A2 Viyvojova a epilepticka encefalopatia 98 Developmental and epileptic encephalopathy 98

ATP1A3 Viyvojova a epilepticka encefalopatia 99 Developmental and epileptic encephalopathy 99

BCL11A Diasovej-Loganov syndrém Dias-Logan syndrome

BICD2 Spinalna svalova atrofia, dominantna pre dolné koncatiny, 2B, Spinal muscular atrophy, lower extremity-predominant, 2B,
autozomalne dominantna autosomal dominant

BRAF Noonanovej syndrém 7 Noonan Syndrome 7

BRAF Kardiofaciokutanny syndrom Cardiofaciocutaneous Syndrome

BRAF Syndrém LEOPARD 3 LEOPARD syndrome 3

CACNATA Vyvojova a epilepticka encefalopatia 42 Developmental and epileptic encephalopathy 42

CAMTA1 Cerebelarna dysfunkcia s variabilnymi kognitivnymi a behaviordlnymi | Cerebellar dysfunction with variable cognitive and behavioral
abnormalitami abnormalities

CASK Porucha intelektudlneho vyvoja a mikrocefélia s hypoplaziou pontu a | Intellectual developmental disorder and microcephaly with pontine
mozocku and cerebellar hypoplasia

CBL Porucha podobna Noonanovej syndrému s juvenilnou Noonan syndrome-like disorder with or without juvenile
myelomonocytovou leukémiou alebo bez nej myelomonocytic leukemia

CDKL5 Vyvojova a epilepticka encefalopatia 2 Developmental and epileptic encephalopathy 2

CHD2 Vyvojova a epilepticka encefalopatia 94 Developmental and epileptic encephalopathy 94

CHD7 Syndrém CHARGE CHARGE syndrome

CHD8 Intelektudlna vyvojova porucha s autizmom a makroceféliou 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

Sticklerov syndrém, typ |1

Osteogenesis imperfecta, typ |

Osteogenesis imperfecta, typ Il

Osteogenesis imperfecta, typ Ill

Osteogenesis imperfecta, typ IV

Sticklerov syndrém, typ |

Platyspondylicka letalna dysplazia skeletu, typ Torrance
Achondrogenéza typu Il alebo hypochondrogenéza
Congenita SED

Porencefalia 1

Epifyzarna dysplazia, mnohopocetnd, 2

Epifyzarna dysplazia, mnohopocetna, 3, s myopatiou alebo bez nej
Pseudoachondroplazia

Epifyzarna dysplazia, mnohopocetn4, 1

Syndrém Rubinstein-Taybi 1

Menkeho-Hennekamov syndrém 1

Porucha intelektualneho vyvoja, autozomalne dominantna 21

Neurologicka vyvojova porucha so spastickou diplégiou a
poruchami zraku

Vyvojova a epilepticka encefalopatia 31

Porucha intelektualneho vyvoja, autozomalne dominantna 13
Porucha intelektudlneho vyvoja, autozomalne dominantna 7
Chondrodysplazia punctata, dominantna, viazané na X
Kraniofrontonasalna dysplazia

Mandibulofacialna dysostéza, typ Guion-Almeida

Syndréom Kleefstra 1

Syndrém Rubinstein-Taybi 2

Menkeho-Hennekamov syndrém 2

Kraniosynostéza 4

Chitayatov syndrém

Marfanov syndréom

Jacksonov-Weissov syndrém

Trigonocefalia 1

Pfeifferov syndrom

Saethreho-Chotzenov syndrém

Syndrém dyspléazie ohnutych kosti

Syndrém Beare-Stevenson cutis gyrata

Antleyov-Bixlerov syndréom bez genitalnych anomalif alebo poruchy

steroidogenézy

Crouzonov syndrém
Apertov syndrém

Tanatoforicka dysplazia, typ Il

SADDAN (tazké achondroplazia s oneskorenim vyvoja a akantézou

nigricans)
Muenkeho syndrém
Crouzonov syndrém s akantézou nigricans

Tanatoforicka dysplazia, typ |

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

FGFR3

FLNA

FLNB

FLNB

FLNB

FLNB

FOXG1

FOXP1

FREM1

GABRA1

GABRB2

GATAD2B

GFAP

GNAO1

GNAO1

GRIN1

GRIN2B

GRIN2B

HDAC8

HNRNPK

HNRNPU

HRAS

IFITM5

JAG1

KANSL1

KAT6B

KAT6B

KCNB1

KCNJ2

KCNQ2

KCNT1

KIF1A

KMT2A

KMT2D

KRAS

KRAS

LMNA

LMNA

LZTR1

MAP2K1

MAP2K2

MECP2

MED13L

MEF2C

Hypochondroplazia
Achondroplazia
Otopalatodigitalny syndrém, typ Il
Ateliogenéza, typ |

Larsenov syndrém

Ateliogenéza, typ Il

Bumerangova dysplazia

Rettov syndrém, vrodeny variant

Intelektudlna vyvinové porucha s poruchou reci s autistickymi
znakmi alebo bez nich

Trigonocefalia 2

Vyvojova a epilepticka encefalopatia 19
Vyvojova a epilepticka encefalopatia 92
Syndrém GAND

Alexandrova choroba

Vyvojova a epilepticka encefalopatia 17

Neurologicka vyvojové porucha s mimovolnymi pohybmi

Neurologicka vyvojové porucha s hyperkinetickymi pohybmi a
zachvatmi alebo bez nich, autozomélne dominantna

Vyvojova a epilepticka encefalopatia 27

Porucha intelektualneho vyvoja, autozomalne dominantna 6, so
zachvatmi alebo bez nich

Syndrém Cornelie de Langeovej 5
Syndrém Auovej-Klinovej

Vyvojova a epilepticka encefalopatia 54
Costellov syndrém

Osteogenesis imperfecta, typ V
Alagillov syndréom 1

Koolenov-De Vriesov syndrom
Syndrém SBBYS

Genitopatelarny syndréom

Vyvojova a epilepticka encefalopatia 26
Andersenov syndrém

Vyvojova a epilepticka encefalopatia 7
Vyvojové a epilepticka encefalopatia 14
Syndrém NESCAV
Wiedemannov-Steinerov syndrom
Kabukiho syndrém
Kardiofaciokutanny syndréom 2
Noonanovej syndrém 3

Svalova dystrofia, vrodena

Syndrém Hutchinsonovej-Gilfordovej progérie
Noonanovej syndrém 10
Kardiofaciokutanny syndrém 3
Kardiofaciokutanny syndrom 4

Rettov syndrom
Naruseny intelektudlny vyvoj a vyrazné ¢rty tvare so srdcovymi
chybami alebo bez nich

Neurologicka vyvojova porucha s hypoténiou, stereotypnymi
pohybmi rik a poruchou reci

Hypochondroplasia
Achondroplasia

Otopalatodigital syndrome, type Il
Atelosteogenesis, type |

Larsen Syndrome
Atelosteogenesis, type IlI
Boomerang dysplasia

Rett syndrome, congenital variant

Intellectual developmental disorder with language impairment
with or without autistic features

Trigonocephaly 2

Developmental and epileptic encephalopathy 19
Developmental and epileptic encephalopathy 92
GAND syndrome

Alexander Disease

Developmental and epileptic encephalopathy 17

Neurodevelopmental disorder with involuntary movements

Neurodevelopmental disorder with or without hyperkinetic
movements and seizures, autosomal dominant

Developmental and epileptic encephalopathy 27

Intellectual developmental disorder, autosomal dominant 6, with
or without seizures

Cornelia de Lange syndrome 5

Au-Kline Syndrome

Developmental and epileptic encephalopathy 54
Costello Syndrome

Osteogenesis imperfecta, type V

Alagille Syndrome 1

Koolen-De Vries Syndrome

SBBYS syndrome

Genitopatellar syndrome

Developmental and epileptic encephalopathy 26
Andersen syndrome

Developmental and epileptic encephalopathy 7
Developmental and epileptic encephalopathy 14
NESCAV syndrome

Wiedemann-Steiner syndrome

Kabuki Syndrome 1

Cardiofaciocutaneous Syndrome 2

Noonan Syndrome 3

Muscular dystrophy, congenital
Hutchinson-Gilford Progeria Syndrome

Noonan Syndrome 10

Cardiofaciocutaneous Syndrome 3
Cardiofaciocutaneous Syndrome 4

Rett syndrome
Impaired intellectual development and distinctive facial features
with or without cardiac defects

Neurodevelopmental disorder with hypotonia, stereotypic hand
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

Kraniosynostéza 2

Parietalny otvor s kleidokranialnou dysplaziou

Vfodgné kontraktury koncatin a tvare, hypoténia a oneskoreny
VyVOj

Neurofibromatéza 1

Neurofibromatéza 2

Marshallov-Smithov syndrém

Syndrém Cornelie de Langeovej 1

Hajdu-Cheneyov syndrém

Alagillov syndrém 2

Boschov-Boonstrov-Schaafov syndrém optickej atrofie
Noonanovej syndrom 6

Sotosov syndrém 1

Syndrém CHILD

Schuursov-Hoeijmakersov syndrém

Syndrém megalencefalie, polymikrogyrie, polydaktylie a
hydrocefalu 1

Porucha intelektudlneho vyvoja, autozomalne dominantna 36
Porucha intelektudlneho vyvoja, autozomalne dominantna 35
Akrodysostéza 1 s hormonalnou rezistenciou alebo bez nej

Noonanovej syndrém 1

Neurologicka vyvojova porucha s novorodeneckou respiracnou
insuficienciou, hypoténiou a tazkostami s kfmenim

Syndrém Cornelie de Langeovej 4

Noonanovej syndrém 5

Neurologicka vyvojova porucha s anomaliami mozgu, oka alebo
srdca alebo bez nich

Noonanovej syndrém 8

Coffinov-Lowryho syndrém

Metafyzarna dysplazia s hypoplaziou celuste s brachydaktiliou
alebo bez nej

Kleidokranialna dysplazia

Glassov syndrom

V&asna detska epileptickd encefalopatia 6

Vyvojova a epilepticka encefalopatia 6B, bez Dravetovej syndrému
Vyvojova a epilepticka encefalopatia 11

Epizodické ataxia, typ 9

Vyvojové a epileptickd encefalopatia 13

Kognitivne poskodenie s cerebeldrnou ataxiou alebo bez nej
Schinzelov-Giedionov syndrém

Porucha intelektualneho vyvoja, autozomalne dominantna 29
Luscanov-Lumishov syndrém

Porucha intelektualneho vyvoja, autozomalne dominantna 23
Phelanov-McDermidov syndrém

Syndrém podobny Noonanovmu s uvolnenymi anagénnymi vliasmi
Shprintzenov-Goldbergov syndrém

Fontainov progeroidny syndréom

Loeysov-Dietzov syndrém 3

Myhrov syndréom

Nicolaidesov-Baraitserov syndrém

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

Blefarofiméza - syndrém naruseného intelektudlneho vyvoja
Autozomalne dominantna mentalna retardacia 16
Autozomalne dominantna mentalna retardacia 15
Coffinov-Sirisovej syndrém 5

Syndrém Cornelie de Langeovej 2

Syndrém Cornelie de Langeovej 3

Noonanovej syndrém 4

Noonanovej syndrém 9

Kampomelické dysplazia

Opitzov GBBB syndrém, typ Il

Vyvojova a epileptickd encefalopatia 5

Syndrém plavajlceho pristavu

Oneskorenie vyvoja, hypoténia, chyby pohybového aparétu a
poruchy spravania

Syndrém rekurentnej infekcie s hyper-1gE

Vyvojova a epilepticka encefalopatia 4

Porucha intelektudlneho vyvoja, autozomalne dominantna 5
Pierpontov syndrém

Porucha intelektualneho vyvoja, autozomalne dominantna 41
Holtov-Oramov syndrém

Pittov-Hopkinsonov syndrém

Loeysov-Dietzov syndrém 4

Loeysov-Dietzov syndrém 1

Loeysov-Dietzov syndrém 2

Srdcové, tvarové a digitdlne anomaélie s oneskorenym vyvojom
Tricho-rino-falangeélny syndrém, typ |

Tuberdézna skleréza-1

Tuberézna skleréza-2

Lisencefélia 3

Symetrické obvodové kozné zahyby, vrodené, 1

Kortikalna dysplazia, komplexna, s inymi malformaciami mozgu 6
Kortikalna dysplazia, komplexna, s inymi malformaciami mozgu 5

Leukodystrofia, hypomyeliniza¢na 6

Saethrov-Chotzenov syndrém s anomaliami o¢nych viecok alebo
bez nich

Kraniosynostéza 1

Sweeneyov-Coxov syndrém

Robinowov-Soraufov syndrém

Neurodegeneracia s ukladanim Zeleza v mozgu 5
Prvosienkovy syndréom

Wieackerov-Wolffov syndrém, obmedzeny na zeny
Mowatov-Wilsonov syndrém

Dysténia - syndrém hluchoty 1

Striedava hemiplegia v detstve 2

CAPOS syndréom

Kombinovana osteogenesis imperfecta a Ehlers-Danlos syndrém 1

Atypicky Sticklerov syndrém, typ |

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 Kniestova dysplazia Kniest dysplasia

FLNA Periventrikuldrna noduldrna heterotopia 1 Periventricular nodular heterotopia 1

KCNT1 Epilepsia, no¢na frontalna lalokova, 5 Epilepsy, nocturnal frontal lobe, 5

KIF1A Spasticka paraplegia 30, autozomalna dominantna Spastic paraplegia 30, autosomal dominant

NF1 Neurofibromatéza - Noonanov syndrém Neurofibromatosis-noonan syndrome

NF1 Watsonov syndrém Watson syndrome

NFIX Malanov syndrom Malan syndrome

PIK3CA Syndrém nadmerného rastu a/alebo cerebralne malformacie Overgrowth syndrome and/or cerebral malformations

PTPN11 LEOPARD syndrém 1 Syndrome LEOPARD 1

SETD2 Porucha intelektudlneho vyvinu, autozomalna dominantna 70 Intellectual developmental disorder, autosomal dominant 70

SMCIA Vyvinové:a gpileptické encefalopatia 85 s alebo bez defektov ngglopmeptal and epileptic encephalopathy 85 with or without
strednej linie mozgu midline brain defects

SPTAN1 Vyvinova retardacia s alebo bez epilepsie Developmental delay with or without epilepsy

STATISTIKA TESTU NIFTY PREMIUM

SYNDROM CITLIVOST SPECIFICKOST PPV
Trizémia 21 99.17% 99.95% 92.19%
Trizomia 18 98.24% 99.95% 76.61%
Trizémia 13 99.96% 32.84%
v 210 Mb >99.9% 99.97% NA
<10 Mb >99.9% 99.86% NA
Jednogénové ochorenia >99% >99% NA
Pohlavie plodu 99,53% 99.20% NA
ANEUPLOIDIE POHLAVNYCH CHROMOZOMOV CITLIVOST 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 tabulke vychadzaj z historickej literatury a internych Gidajov a odzrkadlujti iba minulé zistenia, nie skutoény stav testovanej vzorky ani sfubovand hodnotu.
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