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NccnepoBaHue PesynbTaT KoMMeHTapuit
eH FGFR3 y.M. CM.KOMM. MpoBoANNOCh UCCNefoBaHME Ha NPeaMET BblSIB/IEHNUS

AxoHaponniasuu.
Pe3ynbTaT npunaraetcs Ha OTAeNbHOM 6aHKe.

BHuMaHMe! B 3neKTpOHHOM 3K3eMnnsipe 6/1aHka Ha3BaHWE UCCEeN0BaHNA COAEPXXUT CChISIKY Ha CTPaHuULYy caiTa
http://www.invitro.ru/c onucaHnem nccnenoBaHms.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauus Crieunasincra.

M.M. / Nognuck Bpaya
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Onncanue pe3yjibTaTOB UCCJIET0BAHUSA
VIH3 999999999

®.N.0., 2021 1. p., obcnenoBanacy B OO0 «HezaBucumas madoparopusst MTHBUTPO» ¢ nenpro
BbIsiBNIeHUs MyTaruu B TeHe FGFR3, orBeuaromem 3a pasButue axoHaporwiazuu (Mpoduiab Ne
7809FGFR3).

Axonoponnazua (OMIM 100800) — sabonesanue, xapaxmepusyroweecs HUKOPOCIOCbIO 3 CUEM YKOPOUEHUS. OJIUHHBIX
mpyouameix xocmei pyk u Hoe. Boavnvle umerom Huskuii pocm (npu pooicoenuu — 46-48 cm, y e3pocavix — 120-130 cm),
OONBLULOL YEPEn ¢ BLICMYNAIOWUM 3AMbLIKOM, 3ANABUIAsL NEPEHOCUYA, NPOSHAMUIM Y 83pocabix. Koneunocmu ykopouenvl 3a
cuem NPOKCUMATbHBIX OMOEN08, WUPOKUe U KOPOMKUE KUCMU, NATbYbl PACNONIOMNCEHbL 8 6Ude mpe3yoya, yacmo y 601bHbIX
HaOI00aemcst U300aKMUNUSL, BbIPAICEH NOACHUYHDLU 10PO03.

Jemu omcmatom 6 dsucamenvrom pazsumuu. Mnmennekm, Kax npaguio, HOPMAatbHblll.

Axonoponnazus Hacnedyemcsi o aAymoCcoOMHO-OOMUHAHMHOMY MUNY.

Honynayuonnas wacmoma — 1:100 000.

I'en (FGFR3 (fibroblast growth factor receptor 3), mymayuu ¢ komopom npusoosm Kk pazeumuio axoHOPONLA3 UL, HAXOOUNCSL
Ha xpomocome 4pl6.3. 80% mymayuii ¢ zene sAgraOomca mymayusmu de novo (m. e. CNOHMAHHO GOZHUKWUMU, 4 He
VHACACO08AHHBIMU O pOOUmeet).

B o6paszue JIHK o6cnenyemoit metomom TP mpoBeneHo uccnenoBanue mectu Hauboiee 4acTo

Berpevaronuxes mytanuii B reie FGFR3 (G1123T, G1138A, G1138CA, 1619G, C1620A u
C1620G).

MyTanuu He 00Hapy:keHbI (BapuaHThI N/N).

AHK ®.1N.0. G1123T G1138A G1138CA 1619G C1620A C1620G
(Gly375Cys) | (Gly380Arg) | (Gly380Arg) | (Asn540Ser) | (Asn540Lys) | (Asn540Lys)
1336.1 N/N N/N N/N N/N N/N N/N

Takum 00pa3oMm, IMArHo3 axoHAPOIUIa3ud y oOciHeAyeMOoW He MOATBEPKIEH MOJIEKYJSPHO-
TEHETUYECKUM METOJIOM.

JlaHHBII pe3yabTaT, OJIHAKO, HE UCKIIIOYAET TUarHo3 axoHaporuiazuu co 100% BeposTHOCTBIO, Tak
KaK OHa MOJKET OBbITh OOYCJIOBJIICHO HAJIIMYUEM PEIKHX MYTAlHMi, HE TECTUPYEMBIX B JaHHOM
UCCIICJIOBAaHHH.

B0o3MOXXHO Takke, 4YTO HWMEIOIHUECS y O0O0CIeayeMOil CHMIITOMBI OOYCIOBIICHBI JPYTUM
3200JIEBAHUEM.

[lenecoobpa3Ho pemMTh BOMPOC C JieUalluM BpadoMm o0 obOcnemoBanHuu 1o npoduio Ne 7860
(TICeBA0aXOHAPOTUIA3HS ), OTHOCSIIMMCS K YHCITY OJIHOTO W3 CaMbIX YacThIX HACIEICTBEHHBIX
3a00JIeBaHUI CKeJeTa.




Ecin He TOYHOM yBEpEHHOCTH B JUArHo3e, HO €CTb OCHOBAHME IPEAINOAraTh HaJIM4nue KaKoro-
A100 HACIENCTBEHHOrO 3a00JIEBaHMUs, 1IEJIECO00PA3HO PEUINTh BOIIPOC O MPOBEACHUH HK30MHOTO
CEKBEHUPOBAHMSI, ITO3BOJISIOIIETO MPOBECTU OJHOBPEMEHHBIN MOMCK MyTalUid B OOJBIIOM YHUCIE
reHoB. B OO0 «He3zaBucumas naboparopus UHBUTPO» nanHoe uccienoBaHue B HacTOsAIIEE
BpEMs HE ITPOBOJIUTCA.

HpI/I HGO6XOI[I/IMOCTI/I IMOJIYyUCHUA HOHOHHHTGHBHOﬁ I/IH(bOpMaHI/II/I 10 pE3ylibTaTaM O6CJI€,ZIOBaHI/ISI
PCKOMCHAYCTCA KOHCYJIbTAIUA Bpada-IrCHCTHUKA.

K.M.H., Bpau-reHeTHk ML.IL. / Iloamuck Bpaua



