INVITRO

®PNo
Mon: My
Bospacr: 3 mecsiya
NH3: 999999999
[aTa B3aTus1 obpasua: 09.08.2021
[JaTta noctynneHuns obpasua: 10.08.2021
Bpau: 23.09.2021
[aTa neyaTtu pesynbTaTa: 25.09.2021
NccnepoBaHue PesynbTaT KoMMeHTapuit
eH FGFR3 y.M. CM.KOMM MpoBoANNOCh UCCNefoBaHME Ha NPeaMET BblSIB/IEHNUS

MNoXoHApOonIasuu.
Pe3ynbTaT npuniaraeTcs Ha OTAENbHOM BnaHke.

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

®.1.0., 2021 1. p., oocnemoBaics B OO0 «HezaBucumas madoparopust UHBUTPO» ¢ nenpio

JIHK-nunarnoctukun mytanmii B reHe FGFR3 npuBogsnmx K pa3sBUTHIO THMIIOXOHIPOILIA3HH
(mpoduiie Ne 7906FGFR3).

T'unoxonoponnazus — xonopooucmpoghus, hopma KapauKo8oCmu ¢ KOPOMKUMU KOHEUHOCHSMU, UMEIOUAsI CXOOCMEO € AXOHOPONIAZUEIL.
Dmu 6uobl 3a601€6aHULL OMAUYAIONMCSL KIUHUYECKU U O PEHMEEHOL02ULeCKUM UCCed08anusm. Cumnmomsl 3a601€6anus NPOSIGISIOMCS 6
3-4 200a.

Tunoxonoponnasus Hacnedyemcs no aymocomuo-oomunanmuomy muny. Ipumepno 80% cnyuaes passusaiomcs 8 pe3yibmane
803HUKHOBe U mymayuu de novo. (T.e. mymayus npu OanHoOM 3a0071€8aHUL He HACAEOYeNnCs Om 00HO20 U3 pooumenel, d 803HUKAEm
CHOHMAHHO).

Tunoxonoponnazus obycrogiena mymayusmu 6 2ene peyenmopa gpakmopa pocma uopoonacmos-3 FGFR3, pacnonoowcennom na
xpomocome 4. B 40-60% crnyuaes k 3aboneeanuro npusooum mymayus 6 sxzome 13 cena FGFR3.

Kpome moeo, k knunuveckum nposieienusim 2unoXoHOPONIA3uY RPUEOOUN psio Opy2ux Mymayuil, pacnoiazaiomuxcs 6 0cHogHom 6 5, 7, 10,
13 u 15 sx3onax zena FGFR3.

OO0HAKO 2UNOXOHOPONIA3USL SIGTISLEMCSL 2CHEMUYECKU 2eMePO2eHHbIM 3a001e6anuem (m. e. K OaHHOMY 3a00Ne8AHUI0 NPUBOOSIT MYMAYUU 8
HECKONbKUX PA3HbIX 2E€HAX).

Onucanel cemvil, 8 KOMOPwLIX 3a00e6anue He ObLI0 00ycaosreno mymayuel 6 eene FGFR3.

B o6pasue JIHK oOcneayemoro npoBeneH mouck yacteix myTanuid B rene FGFR3. VcciaenoBanbl
mytanmu G1123T, G1138A u GI1138C, nmpuBoasume K pPa3sBUTUIO aXOHIAPOIUIA3WHM, a TaKKE
A1619G, C1620A u C1620G, npuBoasuMe K pa3BUTHIO TUIIOXOHIPOILIA3UH.

MyTauuu He o0Hapy:KeHbI (BapuaHT N/N).

AHK ®.1.0. G1123T G1138A G1138C A1619G C1620A C1620G
(Gly375Cys) | (Gly380Arg) | (Gly380Arg) | (Asn540Ser) | (Asn540Lys) | (Asn540Lys)
1242.1 N/N N/N N/N N/N N/N N/N

JlaHHBIM pe3ynbTaT HE MOATBEP)KIAET, HO M HE HCKIIOYAeT JAMArHo3 TUIIOXOHAPOIUIa3uu y
o0cneayemMoro, T. K. Y HEro TeOpeTHYECKH BO3MOXKHO HAJIMYHME PEAKUX MYTallUid, HE TECTUPYEMBIX
B JJAaHHOM aHaJIM3e.

C 1eN1bl0 YTOUYHEHHS AUArHO3a BO3MOYKHO:

1. IIpoBenenue noucka mytauuii B rene COMP, npuBoAsIIMX K pa3BUTHUIO MICEBI0AXOHIPOILIa3UN
(OTHOM M3 CaMBIX YaCTBIX CKEJIETHBIX AMCILIa3uit) — npoduib Ne 7860.

2. Ecnu He TOYHOM yBEPEHHOCTH B IMArHO3€, HO €CTh OCHOBAHHE MPE/IITOJIaraTh HATMINe KaKoro-
a100 HACIIEICTBEHHOTO 3a00JIeBaHMS, 1IEJIECO00PA3HO PEIIUTh BOIIPOC O MPOBEICHUH 3K30MHOTO
CEKBEHUPOBAHMSI, TO3BOJISIONIETO MPOBECTH OTHOBPEMEHHBIN MOUCK MyTaIluii B OOJIBIIIOM YHCIIC
reHoB. B OO0 «HezaBucumast nma6opatopus UHBUTPO» nanHoe uccnenoBaHue B HACTOSIIEE
BpeMsI HE TTPOBOJIUTCS.



Bce JOITIOJIHUTCJIIBHBIC HCCICOOBAHUA H€JI€COO6pa3HO IMPOBOAUTL TOJIBKO IIO COINIACOBAHHUIO C
JcHaluM Bpa‘IOM!

3. Koncynberamus B [IUTO um. IIpuoposa (r. MockBa) (oTmen HacleICTBEHHBIX 3a00JI€BaHUIA
CKeJIeTa) AJIsl yTOUHEHUS JUarHo3a.

[Tpu HEOOXOAMMOCTH MOJIyUYEHHUS TOTMOTHUTENFHOM MHPOPMAIIUH IO pe3ysibTaTaM 00CIeI0BaHuUs
PEKOMEHAYETCS] KOHCYJIbTALlAs Bpaya-TeHETUKA.

K.Mm.H., Bpau-reHeTHK ML.IL. / Iloamuck Bpaua



