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WccnenosaHme PesynbTat

leH FGFR3 4.Mm. CM.KOMM.

lMpoBoaunock UccneaoBaHve Ha NpeaMeT BbiaBeHns AXOHAPOoMnIasuu.

PesynbTaT npunaraeTcs Ha oTAenbHOM 6aHKe.

BHuMaHve! B 3neKTpoHHOM 3K3emMnnspe 6naHKka Ha3BaHWe nccneaoBaHms COAEPXUT CCbIIKY Ha CTpaHuUy calTa C onMcaHueM

nccneaoBaHns. www.invitro.ru

PesynbTaThl NcCneaoBaHniA He SBMSIOTCS [AMarHo3oM, Heobxoamma KOHCYNbTauua cneunaancra.

M.M. / Noanuck Bpaya

cTp.1m3l


https://www.invitro.ru/analizes/for-doctors/997/7578/
http://www.invitro.ru/

HH3 999999999

Onucanue
®UO obcnenoBan B OO0 «HeszaBucumas maboparopus MHBUTPO» ¢ 1enbio BbIABICHHSA
mytanuu B rene FGFR3, orBeuaromem 3a passutue axonaporniasuu (mpoduias 7809FGFR3).

AxoHaporutazusi — 3a0oJieBaHUE, XapaKTepU3YIOLIeecs HHU3KOPOCIOCThIO 3a CYET
YKOPOYCHHUS JUIMHHBIX TPYOYaThIX KOCTEH PYK M HOT. BOJNBHBIE MMEIOT HHU3KUKH poCT (Tpu
poxaennn — 46-48cwm, y B3pocibix — 120-130cMm), 60bIION Yeper ¢ BRICTYMAIONUM 3aThIIIKOM,
3amaBIIyio nepeHocuily. KoHeuHOCTH yKOpOYEHBI 3a CYET MPOKCUMAIIbHBIX OT/IEJIOB, LIUPOKUE U
KOPOTKHE KHCTH, TMajbIbl PACIIOJIIOKEHbI B BHAE Tpe3yOlla, 4acto y OOJbHBIX HaOIIOAaeTcs
W30JAKTWINS, BBIPAKEH IMOSCHUYHBIN JOpa03. JleTm OTCTaloT B JBUTATEIHbHOM Pa3BHTHH.
WNHTEIUIeKT, KaK MPaBUIIO, HOPMaJIbHbIN.

K axongporuasuu npuBogsaT mytanuu B rene FGFR3, tun HacnenoBaHus ayTOCOMHO-
JIOMHHAHTHBIN (MIPH KOTOPOM JIJIsl Pa3BUTHS 3a00JI€BaHUSI JOCTATOYHO MYTAI[MK B OJJHOM I'CHE W3
napel). B nmanHom rene 80% wmyranmii sBistorcs mytanusmu de novo (T.e. CIIOHTaHHO
BO3HUKIIIMMH, & HE YHACJICIOBAHHBIMH OT POJIUTEINICH).

Myrtauuun B reHe FGFR3 Takke NpUBOAST K PAa3BUTHIO THIIOXOJPOIUIA3HH, KOTOpas
3a4acTyIO KIIMHUYECKU MaJI0 OTJIMYAETCS OT aXOHAPOILIA3HH.

JJHK 10)4[0) I'en FGFR3 («ropstamey sx30Hb1 10 1 13)

He 0OHapYKEHBI

IIpoBeneHo wucciepoBaHHe C LENbIO IMOMCKA CeMHM HauOoJee YacThIX MATOI€HHBIX
BapuanToB B reHe FGFR3 (NM_000142): c.1138G>A u ¢.1138G>C (p.Gly380Arg) u c.1123G>T
(p.Gly375Cys), peructpupyeMbix Tpu axoHaporutazuu, u c.1620C>A wu ¢.1620C>G
(p.-Asn540Lys), c.1619A>G (p.Asn540Ser), c.1619A>C (Asn540Thr), perucrpupyeMsix mnpu
TUITOXOH/IPOIUIA3HH.

I_[aHHI)Ie MNaTOr¢HHbIC BAPDUAHTBI HE oﬁﬂapymeﬂm.

I[aHHOC HCCICAOBAHUC HC HMCKIIHOYACT HAJIMYHUC aXOHAPOIUIA3WUH, KOTOPAsA MOXKCT OBITH

06YCJ'IOBJ'ICH8. Ooiee PECAKUMU MYyTAallUAMU, aHAJIN3 KOTOPBIX HEC OBLI IMMPOBCACH B IAHHOM TCCTC.

PeKOMeH)IOBaHa O4YHasA KOHCYJbTallus Bpada-rCHCTHKA.

[Ipy HeoOXOAMMOCTH TOJyYEHHUsS JONOJHHUTEIbHONH WHGpOpMAMK 10 pe3ylbTaTaMm

O6CJ'I€I[OBaHI/I5[ PEKOMCHAOBaHa KOHCYJIbTAallUA Bpada-rCHCTUKaA.
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