YepenHo-nnueBon AN30CTO3
Kpy30Ha



CnMNTOMbI YepPENHO-NMNLEBOW
ON30CTO3 KPYy30Ha

« XapaktepHas aedopmauus Yepena v nuua:
— LHNPOKO pacCCTaBJIEHHbIE T1a3a,

— pacxogsdlleecd Kkocornasue (rnasa HanpaeneHbl B pa3Hble
CTOPOHbI);

— 9K3odTanbM (BbICTOSIHUE rTa3HbIX A0M0K) — rnasa CIoBHO
BbIMYyY€EHbI;

— KOPOTKadA BEPXHAA ry6a, HENOPa3BUTaAA BEPXHAA YEJTHOCTb;
— BbICTYyMNarwmne HUXHAA ry6a N HNWXKXHAA YeJlloCTb.

— KJTHOBOBUAHbLIW HOC (“ KNtoB nonyrasa”);

— peakmne wmnosmnaHble 3y6bl.

« 3agepkKka yMCTBEHHOIO pa3BUTUSA: NO3OHEE pa3BUTUE PeYn,
oTCcTaBaHMe B YMCTBEHHOM pa3BUTUN OT CBEPCTHUKOB.
NHTennekTyanbHbI AeEKT MOXET ObITb BbIPaXXEH B
Pa3IM4YHOWN CTEMEHU M Yallle BCEro COXPaHSAETCS Ha BCHO
XU3Hb.



[ TpnYnHbI

* [eHeTnYecKkoe HapyLLleHWe: HapyLleHne
doyHKUMOHMPOBaHUA reHa FGFR2 B oecATou
XPOMOCOMe, pe3ynbLTaTtoM Yero SBnAeTcs
BHYTPUYTPOOHOE nnun paHHee (B NepBbIv rog
XXN3HW) cpalleHne BEeHEeYHbIX LUBOB (OTAEeNnaAlT
NTOBHYIO KOCTb OT BUCOYHBLIX U TEMEHHbLIX KOCTEN) U
HeaopasBUTUE KOCTeW nuua (Hernybokme LWnpoKo
paccTaBneHHble rnasHuLbl, BbiICTynaroLwasa HMKHAS
4YernCcTb, Heaopa3BUTas BEPXHAA YEnCThb).

* Tnn HacnepgoBaHUA — ayTOCOMHO-AOMUHAHTHLIW,
TO eCTb B CEMbE, A€ OANH U3 poauTenen UMeeT
cuHapom Kpy3soHa, BEpOATHOCTb POXAEHUS
bonbHOro pebeHka cocraBndaeT oT 50 A0 100%.



[lnarHocTuka

AHanun3 xanob n aHamHe3a 3aboneBaHunsa: ObINY NN B CEMbE
crnyyam nogobHoro 3aboneBaHust (C XxapakTepHbIMU
OCOBEHHOCTAMU NLA (LULMPOKO pacCcTaBeHHbIe,
BbliNy4YE€HHbIE [Ma3sa, BbicTynatoLwmmn nogbopoaok) u
YMCTBEHHbIMU HapYyLLUEHUAMN).

PeHTreHorpadusa yepena: oueHka doopmMbl Yepena u Hann4uns
cpalleHnn LLBOB Yepena.

KT (komnbtoTepHas Tomorpadpus) u MPT (MarHUTHO-
pe3oHaHCHaga ToMmorpadoums) ronosbl: oLueHKa opMbl Yepena
N HanNM4na cpalleHnn WeoB Yepena. Kpome Toro, y nogeun c
cuHapomom KpysoHa oTMedaeTca onyueHme MMHaanuH
MO3XeuKa (U3-3a YyMeHbLUEHUA 00 beMa 3aHEN YepPENHON
AMKMN).

[eHeTn4eckoe obcnegoBaHme: NOMCK MyTauuin B reHe FGFR2
OECATON XPOMOCOMBbI.

Bo3mokHa Takke KOHCynbTaunua Henpoxupypra, reHeTuka.



JleyeHne yepenHo-NULIEBON
On3ocTto3 Kpy3oHa

 JleyeHune xmpypruyeckoe, BuINONMHAETCA OHO
Kak MOXXHO paHbLue. COCToUT B NpoBeaEHUN
nnacTu4yeckoun onepauymm, Lienbo KOTOPOoK
SBIAETCS:
OeKoMnpeccusa (CHMXeHNA gaBneHna BHYTPU
yepena) — Anga 3Toro packpbiBakOTCA paHo
3apalleHHble LBbI Yepena;

* MCrnpaBrieHne KOCTHO-MbILLIEYHbIX
aedopmMaumm — ¢ NoOMoLLbIO crieynarnbHbIX
YCTPOWUCTB ncnpaenaetca gpopma nuua
(rmasHuLbl, BbICTyNarwLwaa HUXKHAA YernioCThb).



OcnoXXHeHnsa 1 nocreacTens

[oTepsi 3peHns: n3-3a ANUTENBHOrO NOBbILLEHUS
BHYTPUYEPENHOIro AaBNEHNS 3PUTENbHbLIN HEPB
cOaBnMBaeTCs, U MPOUCXOANT ero atpodus (MICTOHYEHUE
BOJTOKOH 1 HapyLleHne oyHKLuK).

A3Bbl POroBuLIbl: U3-3a BbICTOSIHUS Ma3sHbIX 60K N3 rnasHuy
HEBO3MOXXHO UX NONMHOE 3aKpbITUE, POroBuLLIa NONMHOCTbIO HE
NPUKPbIBAETCA BEKAMU, COXHET, YTO NPUBOAMT K
obOpa3oBaHUIO Ha HEW AeEKTOB — A3B.

CoxpaHeHne yMCcTBEHHOro AedekTa Npu oTCYyTCTBUM
CBOEBPEMEHHOIO XUPYPrn4YeCcKOro fieYeHus.

HapyLwleHune coumanbHON U Tpy4OoBOW aganTtaunm:
YMCTBEHHbIN AedeKT B COMETAHUMN C KOCMETUYECKMMU
OCODOEHHOCTAMM NLA (LUMPOKO pacCcTaBlieHHbIE BbiMy4YEeHHbIE
rnasa, BbiCTynaroLias HUXHASA YerntoCTb) MOXET HapyLlaTb
B3anmMogencTeme DOSIbHOro ¢ Apyrmmu YneHamm obLlecTsa.



[IpounakTnka YyepenHo-nNnL.eBoU
ON30CTO3 KPYy30Ha

 [lpoBOOAUTL NPOMPUNAKTUKY Pa3BUTUSA
cuHgpoma Kpy3oHa HEBO3MOXHO B CBA3MN C
HacnNeaCTBEHHbLIM XapaKTepoM 3TOro
3aboneBaHus.

* B cembsix, rae yxe Obinn crniydam aToro
3aboneBaHus, LienecoobpasHo NPOBOAUTL
reHeTnyeckoe obcriegoBaHme (MOUCK
MyTauun B reHe FGFR2).






