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AKTyanbHocTb. TaHaTodOpHas aucnnasus (TA) — oaHa
M3 Haubonee pacnpoCTPaHEHHbIX JIETanbHbIX CKEeNeTHbIX
AMCNNasui, NPUYMHOM KOTOPOW ABNSETCH CrnopagunyecKas
myTauusa B reHe FGFR3. OnpefeneHne mytauuin B JaHHOM
reHe BaXXHO ANS npeHaTanbHoW AubdepeHunanbHom ana-
FHOCTUKM T/l OT Apyrux BUAOB OCTEOXOHAPOAMCNNA3UMA 1 ANs
MEAMNKO-TEHETUHECKOrO KOHCYIbTUPOBaHUS.

Llenb uccnepoBaHusa. lonck mytaumin B reHe FGFR3
y NJ040B, aBOPTUPOBAHHbLIX MO MEAULMHCKUM MOKa3aHUSaM
B CBfI3U C BbIB/IEHWEM CUCTEMHOW CKENETHOM AMCMNasuu
(Cch).

MaumeHTbl M metoabl. OOGBLEKTOM ANA UCCNELOBaHWS
nocnyxunu 9 nnofoB, aboPTUPOBAHHbLIX NOCNe npeHaTtanb-
HOW ynbTpa3BykoBOW AnarHoctukm CC/. Mo pedynbratam
PEHTrEHONOMMYECKOro U NaToIor0aHaTOMMYECKOro Uccneao-
BaHua y 8 nnojos 6bin BepuduLmnpoBaH anarHos «T4, tvn b»
n'y oaHoro nnoga — «T[, Tmn Ib». C uenbio NoATBEPHKAEHUSA
avarHosa B o6pasuax AHK, BbiaeneHHon 13 TKkaHew naoaa,
npoBeAeHO NpsIMoOe CEKBEHUMpPOBaHWE 3K3oHOB 7, 10, 13
n 15, a Takke GnaHKUPYIOLWKUX MHTPOHHbLIX NocnefoBaTesb-
HocTen reHa FGFR3.

Pesynbratbl. [lpyM ynbTpa3ByKOBOM UCCNefOBaHUU
B | TpumecTpe y NnofoB Gblin BbiSBNAEHbI Creaylolme npu-

'Y PHIL, «<MaTb 1 guts», MuHcK, Pecnybnuka Benapycb

3HaKK: BbIpaXeHHOE YKOpOYeHue Tpyb4yaTbiXx KOCTEM, TMMNO-
nnasus rpyaHou KIETKM (KOPOTKMe pebpa), paclimnpeHue
BOPOTHWMKOBOrO MPOCTPaHCTBa, Makpouedanus ¢ BbICTY-
naoowunm n6oMm, ABYCTOPOHHAS KoconanocTb. [pu npsmMom
CEKBEHMPOBaAHWM 3K30HOB 7, 10, 13 1 15, a Takxe dnaH-
KUPYIOLWKUX MHTPOHHbLIX nocnefosatensHocTen reHa FGFR3
B 6 n3 9 o6pasuLoB OblIM HanAeHbl NATOreHHblIE MUCCEHC-
MyTaLMK1, 3aperucTpupoBaHHble B OTKPbITbIX 6a3ax AaHHbIX.
B 3 o6pasuax 6bl1a BbigB/ieHa MyTaLusa B reTepo3UroTHOM
cocTosHun p.Arg248Cys, KoTopas uaeHTUdULMpyeTca Hau-
6onee vyacTo y nauneHToB ¢ T | Tuna. Mytauumsa p.Tyr375Cys
B reTepO3MroTHOM COCTOSIHUK Gblna oBHapyXKeHa B 2 ciyya-
X, 9TOT BapuaHT TakxXe cBa3aH ¢ T | Tuna. B ogHoMm cnyvae
Oblna BbisiBAeHa MyTauma p.Lus652Glu, accounnpoBaHHas
c T4 Il Tmna.

3aknioueHune. TOYHOCTb NPeHaTanbHOM YbTPa3BYKOBOM
avarHoctuku T[, coctaBnset oT 40 no 88% 13-3a TpyaHOCTEN
B avddepeHumaunn T OT ApyrMx OCTEOXOHAPOAMCMIA3UN.
BbiiBneHve BblllenepevymucieHHbix MyTaluMi B HalKUx ciy-
Yaax noateBepxaaeT ponb reHa FGFR3 B natoreHese T/
N MOXeET ObITb UCNONL30BaHO B paHHeEN AnddepeHLnansHON
AnarHoctuKe T oT Apyrux netanbHbIX CKENETHbIX AUCMNa3ni:
HecoBepLLUeHHOro octeoreHesa Il Tuna, axoHgporeHesa.
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