TemMa: «x9TUO/0IrUA
3y004Ye0CTHBbIX aHOMaIUN».

bose3Hn matepu n pebeHKa.
[eHeTn4eCKnn PakTop. DHAOKPUHHDLIN

daKTOop.




epuoabl BHY
pasBuTUS;

- FEHETUYHECKMUE,

- DJHAOKPUHHDIE.







rEHETUMECKUN
OAKTOP

I. HacnepoBaHue pebeHKOM
aHOMa/IMU, UMEIOLLLENCA Y
OAHOIro U3 poauTenen

Il. nepepga4ya HacneACTBEHHOro
obpasua pocTa 4e/toCTHBIX
KOCTEN Uin IML,EBOr0 CKe/1eTa
B LLe/10M, peanmn3ayms
KOTOpPOro 3aBUCUT OT
HaanuuAa gpyrux ¢akTopos;

Ill.  HacnepoBaHue pebeHkOM
yBE/IMYEHHbIX U
YMEHbLUEHHbIX pa3MepoOB
3y60B, KOTOpbIE He
COOTBETCTBYIOT pasmepam
Ye/toCTen.




KOTOPbIX MOPOKU Pa3BUTUA YE/MIOCTHOAULLEBOI OE

MHOroo6pasHOI BPOXKAEHHOM NaTo/1I0rMen Apyrux OpraHoB U CUCTEM.

(YepenHOOK/NIUNYHBIN AM30CTO3, CMHAPOMbI Kpy30oHa, AnepTa, NMbepa Po6eHa, PpaHueckeTTH,
FonbaeHxapa, oky/100MaHanbyn00daLmuanbHbIN CUHAPOM, CMHAPOM Ba aep Byaa, 601e3Hb

LLlepuwesckoro, u 4p.)




."
OKy/n0-maHaubyno-
daymasibHbIK CUHAPOM

- 3TO HaC/1e4CTBEHHOE
cropaguyeckoe 3abo/1eBaHue,
XapaKTepusytoLeecsa HU3KUM
POCTOM MaLyMeHTa C
MPOMNOPLUOHA/IbHbIM
T€/10C/10XKEHUEM U XapaKTepHOe
«MTUYbE ANLO». [onyAaLUMOHHAsA
4acToTa: OT 1:10.000 — 40
1:30.000.




YepenHo-KAUYUYHbIN AU30CTO3
(cleido-cranial dysplasia)

- (cuHOpom Lllelimxayspa —

Mapu — CeHmMoHa)

3TO Hac/leaCTBeHHOe 3ab0/1eBaHue,
BbI3BaHHOE MYTaLMAMMU B reHe
Runx2M2) pacnosoxenHom Ha
KOPOTKOM r/e4ye 6 XpOMOCOMbI.
K/to4n4HO-4epenHomn An30CTO3
nepegaeTca no ayToCOMHO-
AOMWHAHTHOMY TUIy.
Xapaktepusyetca gedektamu
pPa3BUTUA KOCTEN Yepena, Ha/im4me
CBEPXKOMI/IEKTHbIX 3yOO0B, a TaKXke
MO/IHBIM MM YaCTUYHBIM
OTCYTCTBUEM K/HOUUL,.




ero ydyeHnkom ZwanlenwHassaH
«MaHAnBy10-PpaumnanbHbIN
AN30CTO3». Bone3Hb umeer
CceMenHO-Hac/1eACTBEHHbIN
XapaKTep 1 nepegaeTcA no
HenpaBu/IbHO-40OMUHAHTHOMY
Tuny. HabstogaeTca y yaeHos
OAHOM 1 TOM e CeMbU U AarKe B
ABYX U Tpe X reHepaymax. YacToTa
1:50 000.



CUHAPOM
[o/1bgeHXapa

— 3TO Hac/1IeACTBEHHOEe
3abo0/s1eBaHne
OKY/10aypu1Ky/10BepTebpa/ibHOM
06/1aCTH, TO eCTb NopakeHue
CTPYKTYP, UCXOAALLUX U3 MEPBOM
M BTOPOWM KabepHbIX Ayr.







AvacTema




rmMnepTMpeos.




FnyBoKas pe3iloBas OKKAK3KA







OcobeHHO 60/1bWOoe 3HaYeHue 8
B803HUKHOBEHUU 3y60Ye/1H0CMHbIX
decopmauuli omgooumcs
3a60/1€e8dHUI0 paHHE20
demcmead — paxmTy. PaxuT, B

OCHOBE KOTOPOrO /I€XKUT
aBUTaMUHO3 D, Ype3Bbl4alHO
C/10XHOe 3ab0/1eBaHme Bcero

AETCKOro OpraHu3ma, u

M3MEHEeHUs CKe/sleTa, B TOM Ync/ie
/IMLLEBOIr0 — TO/1IbKO OAHO U3
4aCTHbIX NPOAB/IEHUI pPaxmTa.







BpoxxaéHHaa pacuienmHa rybol n Heba



(apgeHounapbl,
annerpus).




