[loarotoBuna CctygeHTka 4 Kypca 5 rpynnbl

MeauaTpuyeckoro akysbTeTa
CacoHoBa Bepa bopncoBHa




YacToTa U natoreHes

~ Hanbonee yacTtas npmyMHa KapJIMKOBOCTH

~ BcTtpevaeTcs c yactoton 1 Ha 15 000-40 000
}KMBOPOXKAEHHbIX BO BCEX 3THUYECKUX rpynnax

~  AYTOCOMHO-OMMHAHTHOE 3a60/1eBaHME

~  MyTauum B reHe FGFR3 (TpaHcMeM6paHHbIM peLenTop
TUPO3UHKKMHA3bI) - YCUNIEHNE PYHKUMM, NOCTOAHHAA
aKkTMBM3auma 6enka FGFR3 TopMo3nT npoamndepauymio
XOHAPOLMTOB B POCTOBOM MJIACTMHKE >> YKOPOYEHUE
AJIMHHbIX TPY64YaTblX KOCTEM M aHOMa/IbHOE (DOPMUPOBAHUE
APYrnx KocTeu




KAMHMKA

- JnnHa Tena npu poxaeHum 46-48 cMm, y B3pocsbix 120-130
CM

~  Pusomenmnyeckoe (3a cHeT NPOKCUMAsIbHbIX OT/JE/I0B)
YKOPOY€EHME PYK U HOT

-  Kuctu pyk B popme Tpesybua

~ BblpaykeH NOACHUYHbIM IOpA03

~  MaKpouedanua c BbiCTynaloLwmm J160m

- ['vnonnasma cpegHen TpetTu amua - ce4I0BMAHbIM HOC

~ Heb6obluoe ocHoBaHME Yeperna, CyXXeHUe 0TBEPCTUM
yepena

~ OTcTaBaHMe B ABUraTe/IbHOM Pa3BUTUM, UHTENINIEKT KaK
NpaBUJI0 HOPMaJlbHbIM



ACHONDROPLASIA — CLINICAL MANIFESTATIONS

Patients of various ages with body disproportion (short limbs, relatively long trunk, large head) and
limited flexion of elbows and hips
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5/, months

14 years

Fingertips Marked lordosis
reach only to | and prominent
- trochanters abdomen
Flexed position of
elbows and marked

bowing of lower limbs



Frontal and parietal bossing;
recessed midface; flat malar
region; short, upturned nose;
prominent chin in older patients

Short, broad feet X N—/m






/InarHOCTUKa 1 BeJgeHne nauneHToB

- [lpeHaTtanbHO - paHee 20 Hep - AHK nnoaa, nocne 24 Hep -
Y31 nnopa (Makpouedanus, pusoMenms)

~ [locTHaTaNbHO - K/IMHMYECKaA AMArHOCTHKA,
NoATBEPXKAEHME PEHTreHorpadpuen

- WccneposaHmne AHK Ha MyTtaumm B reHe FGFR3

~ OCno¥HeHMA B paHHEM JI€TCKOM BO3pacTe: XPOHMYECKMM
OTUT, rnapouedanmsa, caaBseHUe CTBOJIAa MO3ra M
OOCTPYKTMBHAA acpPUKCHA

~ [MoApOCTKOBbIM BO3PACT: CY’KEHME CMIMHHOMO3rOBOIr0
KaHana, BapycHas aedopmaLmm HOr, OXUPEHHUE,
CTOMATOJIOTMYECKME OCJIOKHEHUSA U XPOHMUYECKUM OTUT



HacnepoBaHue

|

Y 80% 60/1bHbIX - pogMTenn 0bbI4YHOrO pocTa, 60/1e€3Hb
Bbl3BaHA HOBOW MyTaLMEN reHa

B 6paKke, rae oamMH naptHep 6os1ieH - 50% pMCK NOBTOpEHUS
Yy KaxKAoro pebeHkKa

B 6pake ABYX 60/IbHbIX KaxKAbl pebeHok nmeeT 50% pucK
MMETb axoHZponaasuio, 25% pMcKa netaibHOM
FOMO3UIOTHOM axoHApPoMniasum 1 25% LWaHCOB HOPMAJIbHOIO
pocCTa

[p1 6EpEMEHHOCTM Y MAaTEPU C axXOHApOonia3nen nNaoaom
HOPMaJIbHOro pocTa HEO6XOAUMO poopa3peLleHne
KecapeBbiM CEYEHMEM.




Cnacmbo 3a BHMMaHMe!




