depnepanbHoOe rocygapcTBeHHOE DIOAKETHOE 0DpasoBaTeNbHOE yuYpexaeHne
BbiCLLEro obpasoBaHust « TOMEHCKNN rocydapCTBEHHbIM MEAULIMHCKNI
yHnBepcuteT» MUHUCTEpPCTBA 34paBooxpaHeHna Poccuimnckomn ®enepaumm
(PIrbOY BO TiomeHckumn MY MuH3gpasa Poccun)
Kadegpa bruonornu

HecoBepLUeHHbLIN
oCTeoreHes

[MogrotoBuna CTyaeHTKa 2 Kypca 220
rpynnb

ne4yebHoro gpakynereTa

Knpuntiok B. B.



HecoBeplleHHbIN OCTeoreHes

..unu: HecoBepLueHHOe KOCTeoOpa3oBaHMe, 60ne3Hb
JNloGwtenHa-Pponuka, 60ne3Hb «XpycTarbHOro» YerioBeka,
Oorne3Hb XPYNKMUX KOCTEMN

> HacrneacTBeHHoe 3abonieBaHMe, MpU  KOTOPOM  HapyLlaeTcs
dopmMupoBaHMe KOCTHOM TKaHU. B ocHoBe nexut pedekr
KonnareHa 1-ro TMna — CTPYKTYpHOro 6enka KOCTHOM TKaHMW.
BonbHble ¢ gaHHbIM 3aboneBaHWEM UMEKT HeaocTaToOYHOoe
KOnnM4ecTBO 3Toro 6ernka, nMbo ero KayecTtBO He COOTBETCTBYET
HOpMe.

Normal Osteogenesis imperfecta
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* [lpuumnHoON gaHHoro 3aboneBaHnsa andaeTca Mmytaunsi reHa Col Al n

Col All,
KornareHa

(Ba)KHOro
aHoManbHOMYy ero CcTpoeHuto. Bcnencrteme atoro

CTAHOBATCA  XPYNKUMMU,
naToONoOrM4eckKMMmn neperiomamm, oCO6eHHO OSIMHHBIX Tpyb4vaTbIX
KOCTEW (nnevyeBon, begpeHHON, KOCTen npeanneybs 1 roreHn).

» Quantitative defects of
type 1 collagen : mutations
on COL1A gene, production
of premature stop codon or
a microsense frame
shift, which leads to mutant
messenger RNA (mRNA) in
the nucleus

» Cytoplasm contains normal
alpha, mRNA; reduced
amounts of structurally
normal collagen produced

» Mild form of disease
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KOTOPbI NPUBOAUT K HeaocTaToYHOMY obpas3oBaHuIo
KOMMOHEHTa

KOCTHOW TKaHu) nunbo
KOCTU
KITIMHUYECKM U MNPOSIBNSIETCS

Collagen depositedin
extracellular matrix and
modified for strengthening

Defective collagen associated with blue
sclerae; lower ocular rigidity and lower
corneal diameter

Osteogenesis
[ e e
g%,_“‘}}“_‘z Imperfecta

Defectivegene: T
COL1A1 \

Collagen
packaged for
secretlon

Mutated collagen
Q0 transferred to
oeet

Collagen
packaged for
secretion

Collagen trans-

ferred to Golgi Golgi

Mutated chains
synthesized,
modified, and

J Endoplasmic abnormal trimer
Reticutum
forms

DNA coding for
defective
/ collagen chains

Mutated Cell

Chains
synthesized;f,

modified, and N TSl S0t L1e
trimer forms Reticutum

DNA coding for:
collagen
chains

Marc E. Tischler, PhD
Dept of Chemistry &
Biochemistry
Univ of Arizona

Normal Cell



CumMmnTOoMBI HeCOoBepLWeHHOro ocreoreHesa

* [loBbILLIEHHAsA NOMKOCTb KocTen. Hanbonee

TUNWUYHBI NepenoMbl OANHHBIX TPpyb4aTbIX
KocTen (6egpeHHOW, nneyYeBon, KOCTEU
npegnnedbs 1 ronexHu). laronornvyeckue
nepenomMbl MOryT BO3HMKaTb Yy nnoga BO
Bpemsi OepeMeHHOCTW, B  npouecce
POOOBOMN [OEATENLHOCTM WU B MEPBbIE
MecsLbl XXN3HWN (BO BPEMS UTP, NENEHaHus,
ofdeBaHusl, KynaHma pebeHka). Bo Bpewms
POOOB YacTo 6bIBAIOT NEpPENOMbI KITHOUNLbI,
KOCTEM KOHEYHOCTEW, OCOBEHHO npwu
NPUMEHEHUN  PA3MNUYHbIX  aKYyLUEPCKUX
nocobuin, Hanpnumep, WNNLOB.

* IameHeHne popMbl N YKOPOYEHUE KOCTEN
B pesynbrarte HenpasUSibHOro cpalleHud
NnepenomMoB.




CuMnTOMBI HeCOBEepPLUIeHHOro ocreoreHesa

0 dedopmauna (n3ameHeHne dopmbl)
rPYAHOMN KITETKM.

0 Msarkue Koctu Yyepena.

[0 Cepo-cuHsasa cknepa (benok) rnasa ns-3a

HeOgopasBUTUA €ro CoeauHUTENbLHOM
TKaHW N MPOCBEYNBAHUA BHYTPEHHEW
obonoykn, coaoepawew - MUrMeHT
(KpacsLlee BeLleCTBO).

0 MNo3gHee npopesbiBaHMe 3y60B y AETEN
(no3xe 1,5 neT), KpoweHne 3y6oB; UBeT
3ybOB XenTbln — “ AHTapHbIe 3yObl”.




Fig. 1. Bilateralleaf Fig. 2 : Dentigineous imperfecta
like deformities of
bilateral lower imbs.

> Clinical presentation
depends on phenotype

> Sillence classificatiom® 4
types on basis of clinical
and radiologic features

> Dentinogenesis
imperfecta denoted as
subtype B, whereas Ol
without dentinogenesis
imperfecta is denoted
as subtype A

Fig. 3: Blue sclerae

Physical Examination

Type | Type | Type ¥ Type IV Type Type Il
Female Fermale Male Female Female Nale
Age. 3y Age, 63y Age. 40y Age. 35yt Age. 27 Age 40y

Maghe 171com  Heght, 137 cm  Meight, Wom  Meight, IMom  Meght Mom Heght Mom




CuMnTOMBI HeCcoBepLweHHOro ocreoreHe3sa

» CnabopasBuTble MbILLILb
(Opsibnble, 3HaYNTENBLHO
YMEHbLUEHbI B 00bEME).

* YUacTo BO3HMKAIOT NaxoBble,
NYNOYHbIE IPLIKMU.

» CnabocTb CBA30YHOIO
annapara cycTasa.

» CHMXKEHMeE cnyxa n3-3a
nporpeccupyroLLero
pa3pacTaHuga CoeanHNTENbHOM
TKaHU MeXxay Menkumu
KOCTOYKaMM (MOMNOTOMEK,
HaKoBallbHSA, CTPEMEYKO)
NOMNOCTU CPpeaHero yxa.

» OTCcTaBaHne B Pn3nN4ECKOM
pPasBUTUMN.

* Hn3kum pocr.







dopmMbl HeCOBepLUEHHOro OcTeoreHesa

e PaHHAA ( N BpoXxaeHHas
doopma) (bonesHb Pponuka).
[1pn oaHHOM popme nepenomsl
BO3HMKAIOT BO BpEMS
bepeMeHHOCTM N B NEPBbIE OHU
nocrne poXxgeHua pebdbeHka;

* no3aHAA popma (b6onesHb
JlobwTenHa). Nepenomebl
BO3HUKAIOT, Korga pebeHoK
Ha4YMHaET xoanTb. ITa hopma
nmeet bonee brnaronpuaTHoe
TeYeHune, YeM paHHAaA dhopma.




Tnbl HeCcOBepPLUEHHOro OCTeoreHe3sa:

1 TWN:nNaToNorMyeckMe Mepenombl  BO3HMKAOT  Mocne
POXOEHUS;

°2 TUMN: ABNSIETCA Hambonee Tsbkenon dopmon. lNposensaeTcs
3HAYNTENbHbIMU HapyLEeHNAMMN Pa3BUTUS ckeneta
(ykopoyeHMe U UCKPUBMEHUA  KOCTen;  BCneacTtBue
MHOXECTBEHHbIX NEPENIOMOB HA UX NOBEPXHOCTU NOABMSIOTCHA
BbICTYMbl) C OTCTaBaHUEM B pU3NYHECKOM Pa3BUTUN;

°3 TUN: ABNSAETCA MeHee TshkenbiM, Yem Tvn 2. [Npu gaHHOM
TMNEe neperioMbl BO3HUKAOT OT MOMEHTa pPOoXAeHuUs Ao
NoJpOCTKOBOIo BO3pacTa;

°4  TUN: XapaKTepuayeTcs HanmeHee BblpaXXEHHbIMU
NPOSIBNEHNAMU HapyLUeHUn. Y Takux 6onbHbIX 3aboneBaHue
OObIYHO COMPOBOXAAETCA MNPEXOEBPEMEHHBIM pPa3BUTUEM
OCTeonopo3a (YMeHbLLEHNE MNNOTHOCTWN KOCTW,
CMOCOOCTBYHOLLIEE CHUXKEHUIO MPOYHOCTK) B Bo3pacTe 40-50 NneT;



Tnbl HeCOBepPLUEHHOro OCTeoreHe3sa:

= 5 TUN: KNMHUYECKME NMPU3HAKU
COOTBETCTBYIOT TUNY 4, HO €CTb
YHUKarnbHble TMCTONOrn4eckmne
OaHHble (CTpoeHne TKaHeun). KocTb
NMEET « CETYATOE CTPOEHMNEY
(ceTyaTo-NogoOHbIN TUM);

=6 TUN: KIIMHNYECKNE NMPU3HAKU
COOTBETCTBYIOT TUNY 4, HO €CTb U
YHUKAallbHblE€ TMCTOJ10TNM4YEeCKne

[aHHble KOCTHOW TKaHu (" pblObs Octiogenei npariec
Yyellya');

=7 TUN CBS3aH C MyTaunewn Healthy Bone Bite Bone
npoTeunHa (benka) XpsiLeBon
TKaHW; o o

=8 TUN — TSXKENbIU N CMEPTENbHbIN, el M il 17 | (o
CBSI3aH C U3MeHeHnem b6erka, il / @ )
MMeloLLIEro B CBOEM COCTaBe ’(ﬂ“"u”‘”"’* | ggwﬁ‘w 9

aMWUHOKUCNOTbI — NENLVH U NPOJINH.

loden M Len \rpn My [



Tunbl HecoBepLUEHHOro ocTeoreHesa:

Type | Type | Type IV Type IV Type I Type Il
Female Female Male Female Female Male
Age, 38 yr Age, 63 yr Age, 40 yr Age, 35S yr Age, 27 yr Age, 40 yr

Height, 171 cm  Height, 137 cm Height, 90 cm Height, 124 cm Height, 94 cm Height, 84 cm
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Tunbl HacnepgoBaHUA HeCcoBepLWweHHOro

cpasy e nocne poaos.

ocTeoreHeza:
= I'IpM dyTOCOMHO-AOMWUHAQHTHOM TUMNe

HacnenoBaHUA (xapakTepeH ansa 1-5
TUNoB); pebeHoK poxxaaeTcsi 00NbHbIM,
ecnuv gaHHbIM 3aboneBaHneM cTpagaeT
XOTb OMH 13 ero pogutenen. B Takom
criyyae nepenombl Yalle BO3HUKaKT
nocne nNepBoro roaa Xu3Hu.

= [1pyn ayTOCOMHO-peLeccMBHOM Tune
HacrnenoBaHUA (XxapakTtepeH Ana 7 n 8
TUNOB). OOMBbHbLIMN POXAAKTCA TE OETH,
POANTENN KOTOPbIX UMEKOT MyTauUUIO
reHa Col Al unu Col All. Y Taknx 00nbHbIX
TeyeHne 3aboneBaHna bornee TaXxenoe:
MHOXECTBEHHbIE NeperioMbl BO3HMKAKOT
BO BpeMsl bepeMeHHOCTN MaTepu Unm

-------
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.
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Non Osteogenesis Imperfecta gene
Neither parent has Osteogenesis Imperfecta gene:
- neither have Osteogenesis Imperfecta, but the gene is a result
. of a spontaneous mutation or
. Osteogenesis Imperfecta gene - one parent may have Osteogenesis Imperfecta

PARENT PARENT

MUTATION OCCURS

I l

NO FORM OF NO FORM OF OSTEOGENESIS OSTEOGENESIS
DWARFISM DWARFISM IMPERFECTA IMPERFECTA
DWARFISM DWARFISM

CHILDREN



IOunarHocTuka

 AHaNM3 aHamMmHe3sa 1 »kanoo
3aboneBaHus:

* NOBbILLUEHHAs NTOMKOCTb
ONUHHbBIX KOCTEW KOHEYHOCTEN
C nocnegyrouwmm MaMmeHeHnem
X PopMbl N YKOPOYEHNEM;

* CEPO-CUHME CKNnepbl (Oernkn)
rnas;

* CHMXKEHWE cnyxa BnoTb 40
NOMNHOWM €ro yTpaTbl Nocre
20-30 ner.

« CeMenHbI aHaMHe3: Hanu4ue
3aboneBaHuda y 04HOro 13
poaunTenen nnny ganbHnx
POACTBEHHMKOB.




IdnarHocTtuka

= PeHTreHonorn4yeckas KaptmHa
3aBUCUT OT TAXKECTU OAaHHOIo
3aboneBaHuna. OCHOBHbIM
KITMHUYECKMUM NPU3HAKOM SIBNSIETCS
pacrnpocTpaHeHHbIN OCTEONOPO3
(YMEHbLUEHWE MNOTHOCTU KOCTW,
CNOCOBOCTBYIOLLIEE CHMKEHUIO €€
NPOYHOCTU) BCErO CKeneTa.
OTmevaroTca:
= 3HAYNTEJIbHOE NCTOHYEHNE HAPYKHOIO
KOMIMaKTHOIo CIriod AJIMHHbIX pr6‘-IaTbIX

KocTen (begpeHHON, Nre4YeBow,
npegnnedba v rofieHn);

= YMEHbLUEHNE ONaMeETPa KOCTU,

= NaTONOrMYeCcKmne neperiombl C
AanbHenwnm obpasoBaHMEM KOCTHOM
MO301U (CTPYKTYypa, KoTopad
obpasyeTcd npu cpaLleHnm KOCTEN
BCIlleacTBue nepenomay);

= KOCTW Yepena y HOBOPOXAEHHbIX
NCTOHYEHbI, MEXAY HUMMK Jonroe
BPEMS OCTAOTCH PaCLLUMPEHHbIE LLUBBI.

This baby's extremitis are postioned oddly because there have becn multiplefractures due
to osteogenesis imperfecta (O1). Thisdisaseleads to multple fractures. The basic problem
i9a efectn the formation oftype 1 collgen that forms bone matrx, There are several
types of Ol with different inheritance patterns

it/ Fmedgen geneis tah e/ photographs dieases igh! per021 g

Maria Carmela L. Domocmat, RN, MSN




OunarHocTuka

- Broncua kocTM — MeToa uccnefoBaHus, Npy KOTOPOM NPOBOANTCS
NPUXU3HEHHbIN 3a60p ManeHbKOro Kycodka KOCTHOM TKkaHu (buonTara)
N3 opraHn3ma c gmarHoctunyeckon uenoto. [Npu gaHHoM 3aboneBaHnn
3abop buonTtaTa NnpoBoAUTCA N3 NOAB3OO0LLHOMN KOCTU. [pn
nccnegoBaHUKU NONyYeHHoOro bmuonTtara oTMevaroT YMEHbLUEHNE
MNSIOTHOCTU KOCTHOW TKaHWN, ICTOHYEHNE HAPY>XHOIro KOMMAaKTHOIo Cros

OJIMHHbIX pr6anbIX KOCTEeW.

» broncus KoXxu ¢ uernbto ndydeHna gedekta KonnareHa (rnasHbIv 6enok
KOCTHOW TKaHW).

* MonekynspHo-reHeTu4eckun aHanus: konnareHa (AHK-aHanus
onpeaeneHHbIX reHOB N3 obpasLia KpoBWU UMK CIIOHbI C LIENbLO
BbISBIIEHMA MYyTaLWN, XapaKTePHbIX AN 3aboneBaHns).

* Bo3amoOXXHa Takxke KOHCYIbTalunA TePANeBTa, TPABMaTOJ10ra-oproneia.




JleyeHue HecoBepLweHHOro ocrteoreHe3a

» Tak kak JaHHOe 3aboneBaHune ABNSETCA HacNeaCTBEHHbIM, TO MPUMEHSIIOT
TONbKO CUMMNTOMAaTUYECKNE METOAbI NIeYeHUs.

B nepByto oyepenb MmeavkameHTo3Hasa Tepanus JOrkHa bbiTb HanpasrneHa Ha
\écvlneHme obpa3oBaHMA rmaBHOro Benka KOCTHOM TKaHW — KosinareHa.

TUMYINATOPOM ABMIAETCS COMATOTPONWH, NapannensHO C HUM Ha3HavaroT
aHTMOKCMOAHTbI, CONU Kanbuua n gocdgopa, sutamuH D2.

» [locne okoH4YaHus KypcCa fiedeHnAa cCoMmaTtoTpornnMHOM Ha3Ha4aloT CTUMYIATOPDI
MUHepann3aumnmn KOCTHOU TKaHU (I'OpMOHbI napanToBUOHbIX xenes) n
nonmMBUTaMUHHbIE Npenaparhbl.

= Takxke ncnosnb3yT pusmnoTepaneBTUYeCcKMe MeTobl fevyeHus (anekTpodopes c
consAMM KarnbLUA — NPOHUKHOBEHWE fNeKapCTBEHHOro BellecTBa B OpraHu3m
4yenoBeka nog AeNCTBMEM 3NEKTPUYECKOro Nnosid), Mmaccax, fie4ebHo-
npounakTnyeckyto PU3KynsTypy.

= B Taxenbix cnyvyasax ana_yctpaHeHus gedopmaunm (n3ameHeHne popmbl 1
Pla3|v|epa) KOHEYHOCTEN MNOKa3aHO onepatnBHoe BMeLllaTeNbCTBO.
OKa3aHMeM K XUPYPruyeckorm KOppeKuun HABNAKTCA YrnoobpasHble
NCKPUBIEHUA CErMEHTOB KOHEYHOCTEU CO 3HAYUTENbHbIM YMEHbLUEHNEM
nx pasmepa. B gaHHom crniydae npuberaroT K OCTEOTOMUW (paccedeHue
KOCTU C LEenbk YCTPaHEHUA HernpaBuiibHOW OpMbI) C pPasfNYHbIMU
BapnaHTamMu OCTeOoCuHTe3a (COMOCTaHOBIIEHNE KOCTHbIX OTIMIOMKOB MNpU
NOMOLLN pa3fINYHbIX PUKCUPYIOLLIUX KOHCTPYKLNW).



JleyeHune HeCOBEepLeHHOro ocreoreHesa

« Pa3annyaoT HAKOCTHbIN N UHTPA
MeaynnsApHbIA OCTEOCUHTES.

*[1py HAKOCTHOM
OCTeOCUHTe3e oukcaTop
pacnosiaraeTca BHyTpU Tena
4yerioBeka, HO CHapyXXu KOCTU, TeM
caMbliM COMOCTaBMAS KOCTHbIE
OTIOMKM Mexay cobon.
HepoocTtatkom gaHHOro metoga
ABNSAETCA noBpexaeHne
HaQKOCTHULUbI (CoOeanHUTESNbHas
TKaHb, OKpYy>XatoLlas KOCTb
CHapyXw).

[1lpn HTpameoynNnNsApPHOM
OCTeOCUHTe3e oukcaTop
BCTaBMAKT BHYTPb KOCTN,
cornocTaBnas Takum obpasom
KOCTHbIE OTITOMKM.




OcnoXxHeHua n nocneacTBus

*/IckpuBneHune KOHeYHOoCTeun
BCNneacTeue HenpaBuUIIbHOIO
cpaLleHNsA Nepenomos.

*[lonHas yTpaTa cnyxa
(TYroyxocrtb).

*PaHHee BbinageHne 3y0os.

HacTtble NMHEBMOHUN
(BocnaneHne  nerknx) un3-3a
oedopmauymmn rpyaHoON KNeTKuW.

[1lpodunnakTuka
HecoBepLLUEHHOro ocTeoreHesa

Hanunyme OOnNbHbIX B
POOOCIIOBHOMN ABNAETCA NMPAMbIM
nokasaHuem K MeaOunKo-
reHeTn4ecKomy
KOHCYITUPOBAHMUIO.
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