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WccnenosaHme PesynbTaT KoMMeHTapuit

leH FGFR3 4.Mm. CM.KOMM. [MpoBoannoCk UccneaoBaHve Ha rnpeaMeT BbiBIeHUS

'vMnoxoHaponnasuu.
Pe3ynbTaT Npunaraetca Ha oTAenbHOM B/iaHKe.

BHuMaHuve! B aneKTpoHHOM ak3eMnsipe 611aHka Ha3BaHUe UCCNEeA0BaHMS COAEPXKMUT CCbIIKY Ha CTPaHWLY CaiiTa C On1CaHMeM

ncecneaoBaHns. www.invitro.ru
Pe3yanaTb| MCCﬂeﬂ,OBaHMVI HE ABNAKTCA ANAarHO30M, HeOGXOLI,I/IMa KOHCY/lbTauua cneunanncra.

M.M. / Noanuck Bpaya

cTp.1m3l


https://www.invitro.ru/analizes/for-doctors/966/7482/
http://www.invitro.ru/

MH3 999999999

Onucanmne

®UO ob6cnenoBan B OO0 «HezaBucumas nadoparopuss UHBUTPO» ¢ menbro BBIsIBICHUS

myTanuu B reHe FGFR3 - runoxonapormiasus (mpoduis Ne 7906 FGFR3).

I'unoxoHapomIazus — XOHIAPOAUCTPODHS, KIMHUIECKH MPOSBIIFOIIASACST HU3KUM POCTOM
U TUCTIPOTIOPIIMOHAIIBHO KOPOTKHMH KOHEYHOCTSIMUA. CUMITTOMBI 3200JI€BaHHSI IPOSIBIISIIOTCS B 3-
4 roxa. ['unoxoHaporuIa3us HacleayeTcsl 0 ayTOCOMHO-AOMUHAHTHOMY Tuny. [Tpumepno 80%
CIIydaeB pa3BUBAIOTCS B pe3ysbTaTe MyTanuu de novo (T.e. MyTanus He HaCIeAYeTCs OT OJJHOTO
U3 POAMTENCH, a BOSHUKACT CIIOHTAHHO). [ MIOXOHApOILIa3us 00yCIOBICHA MYTallMSIMUA B TCHE
penentopa ¢gakropa pocra ¢pudpodiaacro-3 FGFR3.

Myranmu B rene FGFR3 Taxke mpuBoAAT K pa3BUTHIO aXOHAPOIUIA3HH, KOTOPAs 3a4aCTyIO
KIIMHUYECKHU CXO0XKa C FHHOXOHI{pOHH%Heﬁ.

JIHK 0)5(0) I'en FGFR3 («ropstune» ax30Hb1 10 1 13)

HE 00Hapy’KEHBI

[IpoBeneHo wuccienoBaHUE C LENbIO IOMCKA CEMH Hanbojiee YacThIX MaTOI€HHBIX
BapuantoB B reHe FGFR3: c¢.1138G>A u ¢.1138G>C (p.Gly380Arg) u c.1123G>T
(p.Gly375Cys), peructpupyemblx Mpu axoHgaporuazuu, u c.1620C>A u ¢.1620C>G
(p-Asn540Lys), c.1619A>G (p.Asn540Ser), c.1619A>C (Asn540Thr), peructpupyeMbix npu
TUIIOXOHJIPOIIa3UH.

JlaHHbIe NaTOTeHHbIe BAPMAHTHI He 00HAPY KEeHbI.

I[aHHOG HCCICAOBAHUEC HEC UCKITIOYACT HAJTMYINEC THIIOXOHJAPOIIIA3UH, KOTOpast MOXKET OBITH

oOycioBiieHa 0ojiee peAKUMHU MyTallusIMHU, aHaJIU3 KOTOPBIX HE ObUT IPOBEJEH B IaHHOM TECTE.

PexomeHnnoBana ouHas KOHCYJIbTallus Bpada-r¢HCTHUKA.

[Ipu HEOOXOIMMOCTH TIOJYYCHHsI JIOMOJHHUTEIbHON WHGOPMAIIMK 10 pe3yJbTaTaM

06CJ'IC,Z[OBaHI/I$I PCKOMCHAOBAaHa KOHCYJIbTallld Bpada-ITCHCTUKA.

Bpau-renernx



