cnencTtBeHHbIe
3aboneBaHus
coeANHUTEeNIbHOMN
TKaHW

CMeTHeBa H. C.



HacneancrBeHHbIe
3aboneBaHus
+COEAMHMTeanOﬁ TKAQHW

» [ pynna HO30/0rn4yeckux opm,
KOTOpble 06beAUHSIET BOB/IEYEHUE B
naToreHe3 (epMeHTHbIX CUCTEM U
CTPYKTYPHbIX 6€1KOB coeANHNTENbHOU
TKaHW,

» [1peXXae BCcero Kacarmwmxca CMHTE3a U
obMeHa KosnareHa.




OnddepeHumpoBaHHbie ACT

= CnHapoM MapdaHa

= CMHOpOM Dnepca-
JlaHnoca

= CMHapoMm AnbnopTa

= CMHOpOM
HeCcoBepLUEHHOro
OCTeoreHesa

HeauddepeHumpoBaHHbie ACT

= MHOXecCTBO
BapunaHToB 6e3
YETKO o4YepYEHHOM
CUMIMTOMATUKM



[TpnymHa:

+

» [lOTEPS MMKO30aMUHOIMMNKAHOB U
OKCMMPOJINHA,

= B pe3ynbraTte: CHMXXEHNE coaepXaHuns
rManypoHOBOW KUCIOTHI,

= [lOTEPA NPOYHOCTU U 3NACTUYHOCTHU
coeaANHUTENTbHOW TKaHMW.



+

Tun (peHOTUNNUYECKUX U OPraHHbIX

NnopakeHmm

NopaxkeHne | MaHUMECTUPYET KaK:

[1NoTHOM OcobeHHOCTN CTPOEHUSI CKeneTa:

COeANHUTENb |aCTEHNYECKOE TENOCNOXEHNE,

HOW TKaHu NONMXOCTEHOMENNS,
apaxHoaakTunus, aedopmauunm
rPyAHOWN KNETKM U NO3BOHOYHUNKA,
NJI0CKOCTONNME.

Pbixnou I3MEeHEeHUsA CO CTOPOHbI KOXMN,

COEANHUTENb | YMEHbLLEHMNE MbILLEYHOW MAcCChl,

HOW TKaHWu NaTonorns opraHoB 3peHus,
HepBHOW, CEPAEYHO-COCYANUCTON U
AbIXaTENbHbIX CUCTEM, MOYEK,
HapyLlLleHne penapaunmn TKaHEMN.




CuHAapoM AnbnopTa

NOpakeHreM no4ekCUHAPOM ANbMOpTa - HACIEACTBEHHOE 3a00/EBAHME,
XapaKTEPU3YIOLLEECS MOPAXXEHMEM NOYEK C M3MEHEHWSIMU MOYEBOTO 0CA/Ka
(_rematypmnsaCuHapoM AnbropTa - HacneacTBeHHOe 3abosieBaHNe,
XapaKTEPU3YIOLLIEECH NMOPAXKEHNEM MOYEK C U3MEHEHNSIMN MOYEBOIO 0Ca/KA
( rematypus , NPOTEUHYPUACUHAPOM ANbMopTa - HAaClIeACTBEHHOE
3a60/1EBAHIE, XapaKTEPN3YIOLEECS MOPAKEHNEM MOYEK C U3MEHEHMSMU
MOUEBOr0 OCaZKa ( remMaTypusi , NPOTENHYPHS! , NENKOLMTYPUSCUHAPOM
ANbropTa - HACIEACTBEHHOE 3a60/1IEBaHME, XapaKTepU3YHOLLEEcs
NOpaXKEHNEM MOYEK C M3MEHEHNSMM MOYEBOr0 OCazKa ( remMaTypus ,
NPOTENHYpUS , NenKoUUTypust , bakTepnypraCuHapoM AnbnopTa -
HACNIEACTBEHHOE 3ab0MeBaHNE, XapaKTEPU3YIOLLEECS NOPAKEHNEM MOYEK C
M3MEHEHNAMWN MOYEBOTO ocaaka ( reMaTypusi , NpoTenHypUs
NeMKOLMTYpHs , 6aKTEPUYpUS ), HapYLIEHWSMU ClyXa . MHoraa
HabnoaalTCA NOPOKM Pa3BUTUS MOYEK, OPraHoOB 3pEHUS.

Hacneayertca ayTOCOMHO-AOMUHAHTHO.

Mpu HekoTOpbIX PopMax cMHApOMa AnbropTa HabntoaaTcs riyxoTa B
COYETaHUM C FNOMEPYNOHEdPPUTOM, NPUBOASLLNM K MOYEYHON
HENOCTAaTOYHOCTH.

CuHapom AnbrnopTa - Hambonee LWMpPoOKO U3BECTHas opMa
HacneACcTBEHHOro rrnoMepynoHedputaCuHapom AnbnopTta - Hanbonee
LLIMPOKO M3BECTHas (hopMa HACNeACTBEHHOrO rinomMepysioHedpuTa .
HacneaoBaHue 4alle Bcero X-CUenieHHoe JOMUHAHTHOE, 6one3|-|b

a B g

. FVIHLI,DOM AnbrnopTa - HacneACTBEHHOE 3ab60/1EBAHME, XapaKTepusytoLleecs




HecoBeplueHHbIU OCTeoreHes

CunHApoM rony6bbix cknep

CuHOpOM HeCOBeEPLLEHHOIO > Taxenble
ocTeoreHesa, Tvn 1 e Aedopmaunm
(rony6ble cKkrepbl y oTua u e " ONMHHBIX KOCTEN U
CblHA) pebep y 5-neTHero
pebeHka c
HecoBepLUEHHbIM
OCTEOreHe30M.
Osteogenesis
imperfecta. 1990.




Autosomal dominant disease.

systemic anomalies
erinatal death
‘%emature birth
nonimmune hydrops
low birth weight

ocular anomalies
s Dblue sclerae

craniofacial anomalies
s beaked nose

= large fontanelles

= platyspondyly

thin skin
congestive heart failure
pulmonary insufficiency

skeletal anomalies

short limb dwarfism
beaded ribs

numerous multiple fractures
present at birth

soft calvaria

absent calvarial
mineralization

hips usually flexed and
abducted (frog-leg position)

flattened acetabulae and iliac
wings

tibial bowing

broad crumpled long bones
telescoped femur




CvuHapoMm 3nepca NaHno

[eBoyka Ha pucyHke
ctpapgaet C3L IVB tuna
C gmcrnokaumen obomnx
bepnep, He
nopggatoLlemncs
XUPYprnyeckou
KoppeKkuum

KoXHble nameHeHusa
CycTtaBHble N3MEHEHN




Cunapom MapdaHa
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[leTn ¢ BbipaXeHHbIMU NPU3HaAKaMu
cuHapoma MapdaHa:

AcTeHun4yeckoe
TENOCIIOXeHNE,
«MNTUYbE NULIOY,
KOHEYHOCTU
YOIUHEHBI,
apaxHoOdaKkTunug,
nedopmMmupoBaHHas
rpyaHas Knetka,
NCKpuBreHue

NMNO3BOHOYHUKA.

HoBopOXXAeHHbIN C
cuHagpomom MapdaHa:
apaxHo4aKTUNUA KUCTEU U
crTon.




Synopsis
skeletal anomalies
a tall

= long extremities
.~lltehg, tapering fingerslong,
apering fingers and toes

hyperlaxity

dolichocephaly (long-headed)

frontal bossing

prominent supraorbital ridges

kyphosis

scoliosis

rotation or slipping of the dorsal or
lumbar vertebrae

= chest deformeions

pectus excavatum Sdeeply
depressed sternum

pigeon-breast deformity

ocular anomalies
= Dbilateral lens subluxation

= ectopia lentis (bilateral lens
dislocation, usually outward and
upward)

cardiovascular anomalies

= Mmitral valve prolapse

= dilation of the ascending aorta
= Ccystic medionecrosis
|

progressive dilation of the
aortic valveprogressive dilation
of the aortic valve ring and the
root of the aorta

— aortic incompetence
= aortic dilation
= intramural hematoma
= aortic dissection (30%-45%)
= mitral floppy valve

valvular lesions

= lengthening of the chordae
tendineae

mitral regurgitation
tricuspid

aortic valve
cardiac failure




HeaoCTaTOYHOCTb AOPTAJIbHOIMO U
nposarnc MMTpPaJibHOIO KJianaHa
Jrnpu AUCIJ1a3umn COeANHUTENIbHOU

aopTanbHbIN KnanaH
nesbn

Kenyaouyek

npasbin
Kenygouek







