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MONOGENIC DISEASES

NON-INVASIVE PRENATAL SCREENING

Test performed at an external service laboratory

DOMINANT OR DE NOVO MONOGENIC DISEASES

GENE____ DISEASES
BRAF Cardiofaciocutaneous syndrome 1, [ NOTCH2 Alagille syndrome 2 o
LEOPARD syndrome 3, Noonan syndrome
CBL Noonan syndrome-like disorder with or ® NRAS Noonan syndrome [
without juvenile myelomonocytic leukemia
CHD7 CHARGE syndrome o NSD1 Sotos syndrome 1 o
coL1A1  Osteogenesis imperfecta ° oTC Ornithine transcarbamylase deficiency @
coL1A2  Osteogenesis imperfecta ®  PAFAH1B1 Lissencephaly 1 °
coL3A1  Ehlers-Danlos syndrome ° POLR1C  Treacher Collins syndrome °
crReppp  Rubinstein-Taybi syndrome ® PTPN11  LEOPARD syndrome °
EFNB1 Craniofrontonasal dysplasia ° RAD21 Cornelia de Lange syndrome 4 °
EP300 Rubinstein—Taybi syndrome Y RAF1 Noonan syndrome Y
FBN1 Marfan syndrome () SCN1A Dravet syndrome ()
FGFR1 Pfeiffer syndrome ° SHH Holoprosencephaly type 3 °
FGFR2 Crouzon syndrome ° SHOC2 Noonan-like syndrome with loose °
anagen hair, Noonan syndrome
FGFR3 Hypochondroplasia ® SMC1A Cornelia de Lange syndrome 2 )
FOXG1 Congenital Rett-like syndrome SMC3 Cornelia de Lange syndrome 3
G6PD Glucose-6-phosphate dehydrogenase ® SOS1 Noonan syndrome [
deficiency () )
HDAC8 Cornelia de Lange syndrome 5 STXBP1 Early infantile epileptic
HRAS Costello syndrome, Noonan syndrome L TBX5 encephalopathy Holt-Oram L
JAG1 Alagille syndrome ° TCF4 syndrome Pitt-Hopkins syndrome °
KAT6B Genitopatellar syndrome ° TCOF1 Treacher Collins syndrome °
KMT2D Kabuki syndrome ° TSC1 Tuberous sclerosis 1 Tuberous
KRAS Noonan syndrome ° TSC2 sclerosis 2 Lissencephaly °
MAP2K1 Cardiofaciocutaneous syndrome 3, ® TUBA1A
Noonan syndrome Y
MAP2K2  Cardiofaciocutaneous syndrome 4, ¢ TUBB2B Tubulinopathy with PS
Noonan syndrome ° polymicrogyria/lissencephaly
VMECP2 Rett syndrome TWIST1 Saethre-Chotzen syndrome o
NIPBL Cornelia de Lange syndrome 1 ° ZIC2 Nonsyndromic holoprosencephaly o

® screening test NEGATIVE = LOW RISK
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® screening test POSITIVE = HIGH RISK



