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[eHHBIe 3a00/1€BaHUS CKe/leTa:
AXOHPOIIIa3Usl, ,ZLI/IaCTpO(l)I/IIIECKaH
OUCTIJIO3HSI, BPOXKIeHHASI

KOCO/IaITOCTb




©® HacnencrBeHHBbIe
3a00/1eBaHMsI CKeJleTa
COCTaBJIAIOT OoJiee
TIOJIOBUHBI BCEX
BPOXXJIeHHBIX 3a00/IeBaHUIA
Y TIOPOKOB PAa3BUTHS Y
nereuv . JTO reHeTU4YeCKU
00yCJIOB/IeHHBIE
PaCCTPOMCTBA, IPU
KOTOPBIX MOPAXKAIOTCS
KOCTb Y XPSIII,




1) AXOHZpOIL/Ia3us

5TO HaC/IeICTBEHHOE
3a00/1eBaHUe, B OCHOBE
KOTOPOTO JIEXKUT
3aMe/IJIeHHe POCTa
KOCTeH U Xpsller. JTo
IPUBOJIUT K KOPOTKHM
KOCTSIM, QHOMaJIbHOU
dbopMe KoCTel, HUBKOMY

POCTY.







myTauusa reHa FGFR3

PocT xpsia B JaHHOM city4ae
yIrHeTaeTCs

SIBJISIETCSL PE3Y/IbTaTOM
CIIOHTAHHOU MyTalHUU




DopmbI

HacneacrBeHHast gopma: cBsizaHa C mepemadeit
MYTHUPOBAaHHOTO T€Ha OT POAUTe/Ier AeTaM. Tur
HACJIeIOBAaHUSI — ayTOCOMHO-AOMHWHAHTHBIN. Ec/ii 06a
pOAUTENS UMEIOT MyTUPOBAHHBIM I'e€H, TO Yy HUX
POXIAIOTCSI OOTbHBIE TETH.

Cnopaanyeckast opma: MyTalys reHa MOSIB/ISETCS OT
cjy4asi K cjiydalo, Hac/1eACTBEHHOCTD B IAHHOM CJIy4dae He
BbISIBJIEHA. TaKHe MyTalluv MOTYT BO3HUKATh MOJ
IeCTBUEeM:

€CTeCTBeHHOM paJiuallvy;

3KCTPEMaJIbHOW TeMIlepaTyphl;

oO6pa30BaHMs B OpTAaHU3MeE Ye/T0BEeKa XUMUYIECKUX

COeIMHEeHU — MeTab0/IMTOB, KOTOPhIE U BbI3BIBAIOT
MyTareHHbIH 3P PeKT.



[TpodurnakTrKa aXOHAPOIIA3UH

[TpodpunakTUdecKre MeTObI

(IOPOmOBYIO AUATHOCTUKY
C 1Ie/TbI0 OOHAPY>KEeHHU S TTATOJIOTHHU
/I0/Ia Ha CTAIMX BHYTPHUYTPOOHOTO
pPa3BUTHSA).

B cirydae o6HapykeHHs TeHa y O0JTbHBIX
poauTesiel peaynpeanuTh 3aboieBaHUe
HEeBO3MOXXHO, TaK KaK JeTH MOJTyYaloT
reHeTU4YeCKU MaTepuajl BMECTe C
MYTHUPOBAaHHBIMU I'€HaAMU, KOTOPbIE
BBI3BIBAIOT JaHHOE 3a00/IeBaHUe.




2) lnacTpodudeckas AUCIIA3US

® HacnencrBeHHOE
3a00/1eBaHNe
CKeJIeTa,
00yCJIOB/IEHHOE

W

HapylIeHHUEeM
dbopMHpOBaHUS
XPALIEBOU TKAHU




CUMIITOUBI:

® HU3KUU POCT

® wmuKkportedanus

© KOHTPAKTYPBHI CYCTAaBOB
@ KOCO0/1amnocCThb

® yroseHure U fepopMalis
YIIHBIX PAKOBHH.




[ IpyuymrHbI

©® MonekyasipHO-TeHeTUYeCKOU
MPUYHUHOM SBASIIOTCSI MYTAaLlUX B
reHe SLC26A2, kogupymoigem
OeoK-TIepeHOCYHK Cy/bdaT-
MOHOB, KOTOPBIX Y4aCTBYeT
CyTbPUPOBAHUH ITPOTEOT/TMKAHOB B
MEXXKJIETOYHOM BelleCTBe XpAILA U
B OPMUPOBAHUU
SHAOXOHAPAJIbHOU KOCTH.

© Twun Hac/iezoOBaHUS: Ay TOCOMHO-
peLeCCUBHBIMN




BpoxxzgeHHast KOCO/IarnocCThb

® OTO CIOXKHBIN
MOPOK PA3BUTHUS
HIDKHUX
KOHEeYHOCTEe!, MpU
KOTOPOM
MIPOUCXOAUT
M3MeHeHHe
BHeITHEe GpOPMBI
CTOITBL.

HopmanbHas ctona Koconanoctsb



IIpyynHBbI BOSBHUKHOBEHUS
BPOXX/JE€HHOU KOCOJJIAIIOCTHU

CyLecTByeT HECKOIBKO TEOPUM BOSHUKHOBEHUSI BPOXXIEHHOMU
KOCOJIaIIOCTH:

MeXaHU4YeCcKast - MPOUCXOXKIeHre neOpMaIIH CTOIIbI
00YyC/I0OB/IEHO TIOBBIILIIEHHBIM ZIaBJIeHHEeM Ha Hee CTeHOK MaTK!
(rpu ee y30CTH, Ma/IOBOJAXH, HAJIMIUU OITYXO0JI€li), Ta30BOE
pejjie)XxaHue IIoja;

HepPBHO-MbIII€YHAasI — TIPH MATOJIOTUAX B Pa3BUTHUH TUIOA ,
NPUHATHE HAPKOTHUKOB, YIIOTpeOIeHr e aTKOTOJIsl; YaCThIe
CTPeCChl, 3JIeKTPOMArHUTHbBIE U3TyUYeHHs], THPEKIIMOHHbIe
3a00/1eBaHUs BO BpeMsi OepeMeHHOCTH, yroTpebieHue
JIeKapCTBEHHbBIX BEIeCTB.

[eHeTHMYeCKasi- KOCOJIAIIOCTh 00YC/TOBIeHA HAC/IeICTBEHHOCTHIO
(ecu B ceMbe eCTh POACTBEHHUKH C KOCOIAIIOCTHIO, TO BEJTUK
IIAHC POXKIEeHUS peOeHKa C JaHHOU MaTO/IOrUek).



CUMIITOMBI

©® DKBUHYC — MOAOLIBEHHOE
cruOaHue B roJIeHOCTOITHOM
cycTaBe

© (CynuHanys — onyieHue
HAPY>XHOTO Kpasi CTOIBI

© Appykuus — IBYDKEHUE
KOHEYHOCTH IO HAMTPABJIEHUIO
K LLeHTPA/IbHOU OCHU TeJjia




JledeHUe KOCOJIQIIOCTHU

CiefyeT HQYUHATH B MIePBbIE
TPU HeJe/IN XKU3HHU (10
PEeKOMEHAIINY TOKTOpA) /IS
TOT0, YTOOBI BOCITO/IL30BATHCS
DJIACTUYHOCTBHIO TKaHEU,
KOTOpPbIe POPMHUPYIOT CBSIBKH 1
CyXOXXunus B Hory. Llenbro
JIedeHMsI SIB/ISIETCST YCTPaHEHMEe
VJTH 3HAUUTETbHOE an K W,
yMeHbIlIeHHe BbIPA)KEHHOCTH o
BCeX 2JIEMEHTOB AepopMaliiu







