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Hepodmbpomatos | Tun. Mouck mmnkpoaeneuuii B nokyce (17q11) metomom FISH
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Heipodumbpomatos | (nepsoro) Tnna (Helipodnbpomatos c HeoxpomoLUTOMON, CUHAPOM
PeknuHrxayseHa, NF1) - camoe pacnpocTpaHéHHOe HacneAcTBEHHOe 3abo/ieBaHuMeE,
npeapacno/aratoliee K BO3HMKHOBEHMIO onyxonei y yenoseka. N'eH NF1 snsieTca ogHUM
N3 OCHOBHbIX FEHOB-CYMPECCOPOB OMYyX0NEBOr0 POCTA A1 MPUMEPHO NOJ0BUHbI TKAHEN
OpraHn3ama, B NepPBYH0 oYepeab HEMPOIKTOAEPMATbHOTO MPOUCXOKAEHUA, Npoandepauma
KOTOpbIX onpegensetca cuctemoit 6enkos RAS. Helipodpubpomatos | asBnsaeTcs ayToCOMHO-
AOMMHAHTHbIM, BCTPEYaeTCA C OANHAKOBOM YaCTOTOM Y MYXKUYMH U Y }KeHLWMH, y 1 13 3500
HOBOPOXAEHHbIX. B nonoBMHe ciyyaes 3aboseBaHne ABAAETCA HACNEACTBEHHbIM, B
NMOJI0BMHE - pe3y/IbTaTOM CIOHTAHHON MyTauuKn. YactoTa MyTaLMii FeHOB, NOBPEXAEHUA
KOTOPbIX NPMBOANT K HelipodmbpomaTtosy | TMna, ABNAETCS CAMOMN BbICOKOW U3 M3BECTHbIX
ONA reHoB YenoBeKa. 1A 3a601eBaHMA XapaKTEPHO NOABNEHNE MHOXKECTBEHHbIX
NMUTMEHTMPOBaHHbIX NATEH LBETa «KOde C MOSIOKOM», 06POKaYECTBEHHbIX
HOBOObpa3oBaHuii - Helipodnbpom, onyxosen LEeHTPaNbHOM HEPBHOM CUCTEMbI, KOCTHbIX
aHOMANUI, U3MEHEHUI paayKHOM 0600UKM rNasa U LLenoro paga Apyrmx CUMNTOMOB.
MonHble geneunn reHa NF1 BcTpeyatotea y 4-5% nogein ¢ Heipodumbpomartosom | u moryT
6bITb 06HapyKeHbl Npu nomowwm FISH-aHanmza.
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# 162200. NEUROFIBROMATOSIS, TYPE I; NF1

MNepeyeHb
nccneagyembix reHos,
MyTaumi

NF1 (17g11). BoinBneHue geneumn permoHa reHa NF1.

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

FISH 30HA ONTUMW3NPOBAH A5 onpeaeneHnsa KOANMYecTBa KONuit 1okyca reHa NF1 B
pernoHe 17q11. 3oHA Ha yHUKanbHbIN pernoH MPO (17922) nobasneH ans obnerdyeHus
NAeHTUOUKALUMN XPOMOCOM.

Mepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHannU3 BbINOJHAETCA HA
npenapartax metadasHbix Xpomocom OrA-CTUMYANPOBAHHBIX TMMPOUNTOB
nepudepunyecKoit Kpoeu.
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