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SOS1

SZINDROMAS RENDELLENESSEGEK

Alagille syndroma

CHARGE syndroma

Cornelia de Lange syndroma 5
Cornelia de Lange syndroma 1
Rett syndroma

Sotos syndroma 1
Bohring-Opitz syndroma
Schinzel-Giedion syndroma

Holoprosencephalia

NOONAN-SZINDROMA-SZERU KORKEPEK

Cardiofaciocutaneous syndroma 1

Noonan-syndroma-szerl betegség fiatalkori myelomonocytikus
leukémiaval vagy anélkdl (NSLL)

Noonan syndroma

Cardiofaciocutaneous syndroma 3

Cardiofaciocutaneous syndroma 4

Noonan syndroma 6

Noonan syndroma 1/ LEOPARD syndroma

Fiatalkori myelomonocytikus leukémia (JMML)

Noonan syndroma 5/LEOPARD syndroma 2

Noonan syndroma 8

Mazzanti syndroma (Noonan syndroma-szerii betegség hajhullassal)

Noonan syndroma 4

GEN

COL2A1

COLIA1

COL1A2

FGFR2

E
MONOGEN

PRENATALIS TESZT

CSONTVAZRENDSZERI BETEGSEGEK

Achondrogenesis II. tipus vagy hypochondrogenesis
Achondroplasia

CATSHL syndroma

Crouzon syndroma acanthosis nigricans
Hypochondroplasiaval

Muenke syndroma

Thanatophor dysplasia I. tipus
Thanatophor dysplasia Il. tipus
Ehlers-Danlos syndrome (klasszikus)
Ehlers-Danlos syndroma, type VIIA
Osteogenesis imperfecta . tipus |
Osteogenesis imperfecta ll. tipus
Osteogenesis imperfecta lll. tipus
Osteogenesis imperfecta IV. tipus
Ehlers-Danlos syndroma, cardiac valvular
Ehlers-Danlos syndroma VIIB. tipus
Osteogenesis imperfecta ll. tipus
Osteogenesis imperfecta lll. tipus

Osteogenesis imperfecta IV. tipus
CRANIOSYNOSTOSIS SZINDROMAK

Antley-Bixler syndroma genitalis anomaliak
és a szteroid képzédés zavara nélkil

Apert syndroma

Crouzon syndroma
Jackson-Weiss syndroma
Pfeiffer syndroma 1. tipus
Pfeiffer syndroma 2. tipus

Pfeiffer syndroma 3. tipus
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https://omim.org/entry/601920?search=jag1&highlight=jag1
https://omim.org/entry/608892?search=chd7&highlight=chd7
https://omim.org/entry/300269?search=hdac8&highlight=hdac8
https://omim.org/entry/608667?search=nipbl&highlight=nipbl
https://omim.org/entry/300005?search=mecp2&highlight=mecp2
https://omim.org/entry/606681?search=nsd1&highlight=nsd1
https://omim.org/entry/611060?search=setbp1&highlight=setbp1
https://omim.org/entry/603714?search=six3&highlight=six3
https://omim.org/entry/164757?search=braf&highlight=braf
https://omim.org/entry/165360?search=cbl&highlight=cbl
https://omim.org/entry/190070?search=kras&highlight=kras
https://omim.org/entry/176872?search=map2k1&highlight=map2k1
https://omim.org/entry/601263?search=map2k2&highlight=map2k2
https://omim.org/entry/164790?search=nras&highlight=nras
https://omim.org/entry/176876?search=ptpn11&highlight=ptpn11
https://omim.org/entry/176876?search=ptpn11&highlight=ptpn11
https://omim.org/entry/164760?search=raf1&highlight=raf1
https://omim.org/entry/609591?search=rit1&highlight=rit1
https://omim.org/entry/602775?search=shoc2&highlight=shoc2
https://omim.org/entry/182530?search=sos1&highlight=sos1
https://omim.org/entry/120140?search=col2a1&highlight=col2a1
https://omim.org/entry/134934?search=fgfr3&highlight=fgfr3
https://omim.org/entry/120150?search=col1a1&highlight=col1a1
https://omim.org/entry/120160?search=col1a2&highlight=col1a2
https://omim.org/entry/176943?search=fgfr2&highlight=fgfr2
https://omim.org/entry/605039?search="bohring-opitz%20syndrome%20occurs"&highlight=0%2C%20occur%5D%2C%20spanNear%28%5BspanOr%28%5Bbohringopitz%2C%7CspanNear%28%5Bbohring%2C%7Copitz%5D%2C%7C0%2C%7Ctrue%29%5D%29%2C%20spanOr%28%5Bsyndromic%2C%7Csyndrome%5D%29%2C%20true%29



