HecoBepLUeHHbIN
OoCTeoreHes



HecoBeplleHHbIN OCTeoreHes

...unu: HecoBepLieHHOe KOcTeoOpa3oBaHMe, 6orne3Hb
NlobwTenHa-Pponuka, 6ores3Hb «XpycTarnbHOro» 4YerioBeKa,
Oorne3Hb XPYNKMUX KOCTEN

> HacrneacTBeHHoe 3aborieBaHMe, MpU  KOTOPOM  HapyLlaeTcs
dopmMupoBaHMe KOCTHOM TKaHU. B ocHoBe nexut pedekr
KonnareHa 1-ro Tvna — CTPYKTYpHOro 6enka KOCTHOM TKaHMW.
BonbHble ¢ gaHHbIM 3aboneBaHWEM UMEKT HeaoocTaToYHoe
KONnM4ecTBO 3Toro 6enka, nMbo ero KayecTtBO He COOTBETCTBYET
HOpMe.
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* [1lpuumnHoON gaHHoro 3aboneBaHnsa andaeTca Mmytaunsi reHa Col Al n

Col All,
KornareHa

(BaXKHOro
aHoManbHOMYy ero CcTpoeHuto. Bcneocrteme atoro

CTAHOBATCA  XPYNKUMMU,
naToONoOrM4ecKUMmn neperiomamm, oCO6eHHO ASNIMHHBIX 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 MNPOSIBNSETCS

Collagen depositedin
extracellular matrix and
modified for strengthening

Defective collagen associated with blue
sclerae; lower ocular rigidity and lower
corneal diameter
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CvMnNTOMBI HeCOBepLWeHHOro ocreoreHe3a

* [loBbILLIEHHAsA NOMKOCTb KocTen. Hanbonee

TUNWUYHBI NepenoMbl OANNHHBIX TPpybYaTbIX
KocTen (6egpeHHOW, nneyYeBon, KOCTEU
npegnnedbs M ronexHun). lartonornyeckune
nepenomMbl MOryT BO3HMKaTb Yy nnoga BO
Bpemsi OepeMeHHOCTW, B  npouecce
POOOBON [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, HanpumMep, WNNLOB.

* IameHeHne popMbl N YKOPOYEHUE KOCTEN
B pesynbrare HenpasUSIbHOro cpalleHud
nepenomMoB.




CumMnTOMbI HECOBEpPLUEHHOIro ocTeoreHe3a

0 dedopmauna (n3ameHeHne dopmbl)
rPYAHOMN KITETKM.

0 Msrkue KocTtu Yyepena.

[ Cepo-cuHssa cknepa (6enok) rnasa nus-3a

HeJopa3BUTUA €ro CcoeauHUTENTbHOW
TKaHM U NPOCBEYNBAHUSA BHYTPEHHEN
oboroyky, cogepxalwen  MUArMeHT
(Kpacsllee BeLleCTBO).

0 MNo3gHee npopesbiBaHMe 3y60B y AeTEN
(no3xe 1,5 neT), KpowweHne 3ybos; UBeT
3yDO0B XenTbln — “ AHTapHble 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 Fernale 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 HeCOBepLWeHHOIro ocreoreHe3a

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

* UacTo BO3HMKAIOT NaxoBble,
NYNOYHbIE IPLIKMU.

» CnabocTb CBA30OYHOIO
annapara cycTasa.

» CHMXeHune cnyxa ns-3a
NpOorpeccupyroLLero
pa3pacTtaHusa CoeaANHUTENBbHOMN
TKaHW Mexay Menknmm
KOCTOYKaMM (MOMNOTOMEK,
HaKoBallbHS, CTPEMEYKO)
NONOCTUN CPEedHEro yxa.

» OTcTaBaHne B Pn3nN4ECKOM
pasBUTUN.

* H13kum pocr.







(DOprI HeCOBepLWeHHOIro ocreoreHe3a

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

* no3aHAA popma (bonesHb
JlobwTenHa). Nepenomebl
BO3HUKAIOT, Korga pedbeHoK
Ha4YMHaEeT xoanTb. ITa popma
nmeet bonee brnaronpuaTHoe
TeYeHune, YeM paHHAaA dhopma.




Tnbl HeCcOBepPLUEHHOro OCTeoreHe3sa:

1 TWN:nNaToNorM4yeckMe Mepenombl  BO3HMKAOT  Mocne
POXOEHUS;

°2 TUMN: ABNSIETCA Hambonee Tsbkernon dopmon. lNposensaeTcs
3HaYNTENbLHLIMMU HapyLeHNAMMN pas3BUTUA ckenerta
(yKOpoyeEHME U UCKPUBIIEHUS  KOCTEW;  BCreacTeue
MHO>XECTBEHHbIX NePenomMoB Ha UX NOBEPXHOCTU NOABMAAIOTCS
BbICTYIbl) C OTCTaBaHNeEM B U3NYECKOM pPas3BUTUN;

°3 TUN: ABNSAETCA MeHee TshkenbiM, Yem Tvn 2. [Npu gaHHOM
TMNEe neperioMbl BO3HWKAOT OT MOMEHTa pPOXAeHUs OO0
NoJpOCTKOBOIO BO3pacTa;

°4 TUN: XapaKkTepuayeTcd HanveHee Bblpa)eHHbIMU
NPOABIIEHUAMWN HapyLUEHUW. Y Takmx OOsibHbIX 3aborieBaHue
OObIMHO COMpPOBOXOAETCs NPEeXAEBPEMEHHBIM pPa3BUTUEM
ocTeonoposa (yMeHbLUeHue NSOTHOCTHU KOCTH,
CNOCOOCTBYIOLLIEE CHMKEHMIO NPOYHOCTN) B Bo3pacTe 40-50 nerT;



Tnbl HeCOBepPLUEHHOro OCTeoreHe3sa:

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

=6 TUN: KIIMHNYECKNE NPU3HAKU
COOTBETCTBYIOT TUNY 4, HO €CTb U
YHUKAallbHblE€ TMCTOJ1I0TM4YEeCKne

AaHHble KOCTHOM TKaHu (" pblbbs Ostogeness Inpertect
Yyellya');

=7 TUN CBA3aH C MyTaLUuen Healthy Bone Bt Bone
npoTenHa (benka) XpsLweBon
TKaHW; . oy

=8 TUN — TSXXENbIW U CMEPTENbHLIN, L g | O | e
CBSI3aH C U3aMeHeHueMm berika, f ; 1 )

\" o) ,1 !

MIMeIOLLLEero B CBOEM COCTaBe ’(ﬂ*'uw‘”"’* | g;am"*"‘“” Y

aMUHOKUCIOTbI — NMENLIVH U NPOJINH.
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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 HecoBepLWeHHOro

cpasy e nocne poaos.

ocTeoreHeza:
= I'IpM dyTOCOMHO-AOMWUHAQHTHOM TUMNe

HacnegoBaHUA (xapaKkTepeH ansa 1-5
TUNoB); pebeHoK poxxaaeTcsi 00NbHbIM,
ecnuv gaHHbIM 3aboneBaHnemM cTpagaeT
XOTb OOMH U3 ero pogutenen. B Takom
criyyae nepenombl Yalle BO3HUKaKT
nocne NepBoro roaa Xu3Hu.

= [1py ayTOCOMHO-peLeccMBHOM Tune
HacrnenoBaHUA (XxapakTtepeH Ana 7 n 8
TUNOB). DOMBbHBLIMN POXAAKTCA TE OETH,
POANTENN KOTOPbIX UMEKOT MyTaunIo
reHa Col Al unu Col All. Y Takmx 00nbHbIX
TeyeHne 3aboneBaHnsa bornee TaXenoe:
MHOXECTBEHHbIE NeperioMbl BO3HMUKAKOT
BO BpeMsl bepeMeHHOCTN MaTepu Unm
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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



INunarHocTuka

 AHaNM3 aHamMmHe3sa 1 »anoo
3aboneBaHus:

* MOBbILLEHHAA JTOMKOCTb
ONMUHHBIX KOCTEN KOHEYHOCTEN
C nocnegyrouwmm naMmeHeHnem
X PopMbl N YKOPOYEHUNEM;

* CEPO-CUHME CKNepbl (bernkn)
rnas;

* CHU)XKEHMe cryxa BNnoThb 0
NMOSIHOW ero yTpaThbl nocre
20-30 ner.

* CeMenHbI aHaMHEe3: Hann4ne
3aboneBaHnda y 04HOro 13
poanTenemn nnny ganbHuX
POACTBEHHUKOB.




IOvnarHocTtuka

= PeHTreHonorn4yeckas KaptmHa
3aBUCUT OT TAXKECTU OAaHHOIo
3aboneBaHna. OCHOBHbIM
KITMHUYECKMUM NPU3HAKOM SIBNSIETCS
pacrnpocTpaHeHHbIN OCTEONOPO3
(YMEHbLUEHWE MNOTHOCTU KOCTM,
CNOCOBOCTBYIOLLIEE CHMKEHUIO €€
NPOYHOCTU) BCErO CKeneTa.
OTmevaroTca:

= 3Ha4YUTESIbHOE UCTOHYEHME HAPYXXHOIO
KOMMAaKTHOIO Cost ANMHHbLIX TPyB4aTbIX
KocTen (begpeHHOon, NneyveBou,
npegnnedba 1 rofieHn);

= YMEHbLUEHNE ONaMeETPa KOCTU,

= NaTosIornyecKkmne rnepesriombl C
AarnbHenwmnm obpasoBaHMeM KOCTHOW
MO301U (CTPYKTYpa, KoTopad
obpasyeTcs npu cpalleHnn KOCTeN
BCIlleacTBue nepenomay);

= KOCTU Yepena y HOBOPOXAEHHbIX
NCTOHYEHbI, MEXAY HUMU JONroe
BpeMsi OCTalOTCHA PaCLUMPEHHbIE LLBHbI.

This baby' extremitis are positioned oddly because there have becn multiplefractures due
to osteogenesis imperfecta (O1). Thisdisaseleads to multplefractures. The basic problem
isa efectn the formation oftype 1 collgen thatforms bone matrx, There ae sveral
types of Ol with different inheritance patterns

it medgen genetics.utab.ed photograps/ disases high! peri021.fpg

Maria Carmela L. Domocmat, RN, MSN




IdunarHocTuka

» bruoncua KocTn — MeToa UccrnegoBaHus, NPU KOTOPOM NPOBOANTCSH
NPWXN3HEHHbIN 3a60p ManNeHbKOro Kyco4ka KOCTHOM TKaHu (buonTaTa)
N3 opraHnu3mMa c gnarHoctuyeckon uensto. [Npn gaHHoM 3abonesaHum
3abop bmnonTaTta npoBoAMNTCA U3 NOAB3A0LLHON KOCTW. [pun
nccrnegoBaHuUm NonyvYeHHoro buontara oTMe4yatoT yMeHbLUEHNE
MNSIOTHOCTU KOCTHOM TKaHW, UICTOHYEHNE HaPY>KHOIO0 KOMMAKTHOIO Cros

ONUHHBIX TPyB4aTbIX KOCTEN.

* broncusa Koxun ¢ uenblo n3ydeHnst aedpekTa KonnareHa (rnaBHbin 6erok
KOCTHOW TKaHMN).

* MonekyndapHo-reHeTndeckn aHanuna: konnareHa (QHK-aHanus
ornpenerneHHbIX reHoB N3 obpasua KpoBU UK CIIOHbI C LIESbLO
BbISIBIIEHUA MYyTaLUUN, XapakTepHbIX Ans 3abonesaHus).

» Bo3aMOXHa Takke KOHCcynbTauua repanestaBo3moxxHa Takke
KOHCYnbTauus TepanesTa, TpaBmarosora-oprorneaa.

=. g4 .




JleyeHue HeCOoBepLeHHOro octeoreHe3sa

» Tak Kak gaHHoe 3aboneBaHue ABNAETCS HacneACTBEHHbIM, TO NMPUMEHAKOT
TOJIbKO CUMMIMNTOMAaTnN4eCkme MeToabl Jie4HeHUA.

B nepByto ovepeanb MeanKkaMeHTo3Hasa Tepanusa JOormkHa bbiTb HanpasneHa Ha
%CVIJ'IeHVIe obpas3oBaHus rnaBHOro 6esika KOCTHOW TKaHW — KonareHa.

TUMYNATOPOM ABIIAETCA COMATOTPONWH, NapansiesisHo C HUM Ha3Ha4yarT
aHTUOKCUAOAHTbI, Conu Kanbuma n gocdopa, ButamuH D2.

» [locrie okoH4YaHUA KypcCa fiedeHnAa CoMaTtoTponmMHOM Ha3dHa4YakoT CTUMYJTATOPDI
MUnHepasrindaumn KOCTHOMN TKaHU (FOpMOHbI napanToBNOHbIX xenes) n
normMBNTaMUHHbIE MpenaparTbl.

= Takxe ncnonb3yrT pusnotTepaneBTUYECKNE METOAbI NeYeHns (anekTpodopes
C CONnAMMU KanbLng — NPOHUKHOBEHWE NTeKapCTBEHHOIO BeLLeCcTBa B OpraHn3m
YyerioBeka nog AenUCcTBUEM INEKTPUYECKOrO Nossl), Maccax, nededbHo-
NpodnNIaKkTUYECKYO PUSKYIBTYPY.

= B TaxenbIx cnyvaax Ang yctpaHeHusa gecgopmMauun (M3meHeHne oopmMbl U
Plasmepa) KOHEYHOCTEN  MNOKas3aHO oOfnepaTtMBHOE  BMeELLAaTEeNbCTBO.
OKa3aHMEeM K XUPYPrn4yeckorM KOppeKkuun HABNAITCH YrnoobpasHblie
NCKPUBIIEHNA CErMEHTOB KOHEYHOCTEN CO 3HaYUTENbHLIM YMEHbLUEHNEM UX
pa3mepa. B naHHomMm criydae npuberarot K OCTEOTOMUN (pacceyeHmne KOCTU C
Lenblo YyCTpaHeHUA HenpaBuibHOW POpMbl) C pasfMYHbIMX BapuaHTamu
OCTEOCUHTE3a (COMOCTaAHOBIIEHME KOCTHbIX OTFOMKOB NpuM MOMOLLUU
Pa3NUYHbIX PUKCUPYIOLLINX KOHCTPYKLNW).



JlevueHue HecoBepLUEHHOro ocTeoreHesa

* Pa3annyaoT HAKOCTHbIN N UHTPA
MeaynnsaApHbIA OCTEOCUHTES.

*[1Ipy HAKOCTHOM
OCTEeOCHHTEe3e onkcaTop
pacrnonaraeTcs BHyTpu Tena
YyerioBeKa, HO CHapY»Xu KOCTU, TEM
caMbIM COMOCTaBMAs KOCTHbIE
OTIIOMKM Mexay cobon.
HepocrtaTtkom gaHHOro Metoaa
SABMNSETCSA NoBpexXaeHne
HagKOCTHULUbI (CoeanHUTENbHasA
TKaHb, OKpYy>KatoLlasi KOCTb
CHapy»xu).

*[1lpn MHTpameoynNnNsApHOM
OCTeOCUHTe3e oukcaTop
BCTaBMAKT BHYTPb KOCTN,
CcornocTaBnas Takum obpasom
KOCTHbIE OTJTOMKM.




OcnoXxHeHusa U nocrnencTBus

*/IckpueneHune KOHeYHOoCTeu
BCNneacTeue HenpaBuUIIbHOIO
cpaLleHnsA Nepenomos.

*[lonHag yTparta cnyxa
(TYroyxocrtb).

*PaHHee BbliNnageHne 3y06oB.

YacTble NMHEBMOHUU
(BocnaneHne  nerknx)  u3-3a
nedopmaumn rpyaHOU KNeTKu.

*[1podhunakTuka
HecoBepLLUEHHOro octeoreHesa

Hanunume OOnNbHbIX B
POAOCIOBHOMN SABMAETCS NMPAMbIM
NnoKkasaHunem K MeaUnKo-
reHETUYECKOMY
KOHCYIbTUPOBAHUIO.




CNACUBO 3A BHUMAHMUE!



