bone3sHb [owe

TennoB A



bone3Hb lNowe (bI') —reHeTnyeckoe
3abonesaHue, o0bycnoBneHHoe aedeKToM
JIN30COMHOro dgepmeHTa B-D-rntoko3naassbl.

Bpo)xaeHHas HeAOoCTaTOYHOCTb 3TOro
pepMeHTa BeZeT K HAKOMAEHMIO
roKouepedbpo3naa B KreTkax
DETUKYNO3HAOTENMNANBbHON CUCTEMDI,
0CODEeHHO B neyeHun, ceneseHke n KOCTHOM
Mo3re.




ANMaeMmosiorms

= YacTtoTta BI' B 06wwen nonynaummn 1:40000.
« Cpeaun eBpeeB-allkeHa3n (BbIXoALEB U3
BocTtouHou EBporbl) YacTtoTa
BCTPEYaeMOCTU 3TOro 3aboneBaHus
qaBnsieTcsa 6onee BbIcCOKkoU: A0 1 Ha 450
YyesnoBek



Knaccudpumkauums
6onesHu lhowe

« Tun 1 — He-HenpoHonaTU4ecKun (CaMbiu
4acTbIn)

= 11N 2 — NHPAHTUIbHbIM NN OCTPbIV
HENPOHOMNATUYECKNI

=« Tvn 3 — NoAoCTPbi HEMPOHOMATUYECKUN




3TUOJIONMSA U NaToreHes

= bl HacnepyeTca No ayToCOMHO-
peLeCcCUBHOMY TUNY

« ['eH B-D-rnioko3mnpasbl KApTUPOBaAH Ha
XpoMocome (1g21)

« OnuncaHo 6onee 200 pa3NYHbIX MyTaLuK,
NpUBOASALLNX K AedeKTy (PpepMeHTa
(CHUXXEHUIo ero CTabuibHOCTU U
aKTUBHOCTM). Hanbonee yactble: L444P,
XapakTepHa ang tuna 3 bl; N370S — ang
Tmna 1 bl



OCHOBHbIE KJIMHNYeckKue
cumntombl BI' TMNa 1

« [enartocnieHoMeranus

= ACTEHMYECKUN CUHOPOM

= [eMopparmyeckmm cMHapoM

= KocTHble 6011, B TOM 4YMCe KOCTHbIE KpW3bl

« HapylueHue noaBmM»KHOCTU B CyCcTaBax,
06yC/I0B/IEHHOE aCENTUYECKMM HEKPO3OM

« [laTonornyeckue nepenomsbi

« OTCcTaBaHue B PM3MYECKOM U MOSIOBOM
PA3BUTUM




KoCTHble kpu3bl npu bl

MyuuTenbHble 6011 B KOCTSAX

[MnepemMmns n 6one3HeHHOCTb B 06/1acTu
MOPA>XEHHbIX CYCTABOB

Pe3koe cHmxXeHne aBuraTesibHou
dKTUBHOCTU

JInxopaaka

B 0bLleM aHann3e KpoBu — NENKOLINTO3,
+ CO2



OCHOBHbIEe KJIMHN4YeckKue
cuMmntTombl BI' TMNna 2

[ enaTocnneHoMeranus

MbllLeYyHaa rmnoToHUS

3a/epXXKa N perpecc ncuMxXxoMoTOpHOro pasBuUTuUS
CnaCTUYHOCTb MbILLL, C peTPaKLUMeEN Len

[na3opBuratesibHble HapyLleHus, bunatepanbHoe
(PUKCMpOBaHHOE KOCornasne

Tpusm
J1apuHrocnasm

[ncdarns, ocnoXxHaLWancs acnmpalMoOHHOM
NMHEBMOHMEN

bynbbapHbie HapyllueHus
TOHUKO-K/IOHMYECKUe cyaoporu



OCHOBHbIE KJIMHNYeckKkue
cumnTtombl BI' TMNa 3

1 ['enaTocnieHoMeranns

0 HeBpOJ'IOFVNECKMe CUMIMTOMbI CXOAHbI C TAKOBbIMU T1PU
TUTIE 2, HO MEHEE THAXEJIO BblPpa>EHbl.

. OKYJ/IOMOTOpPHbIE PacCTPONCTBA
MMWOK/IOHUMN, FrEHEPaNN30BaHHbIE TOHUKO-KIIOHUYECKME
Cy0poru
. CHWXEHUE NHTENNEKTa
. 3KCTpanMpamMnaHas purnaHocCTb
MO3XXEYKOBbIE HAPYLLUEHUS
DAcCTPOMUCTBA peyun, NMMCbMa
noBeAeHYEeCKME N3MEHEHMNS, SMNMN304bl NCUX03a



I[InarHo3s n pekoMmeHayembie
KJIMHU4YeCcKune nccnenoBaHus

« ObHapyxXeHune xapakKTepHbIX KJIMHUYECKUX
NpU3HaKoB 3abosieBaHunS

« N3MepeHune aktnBHOCTM B-D-rnoko3naasbl B

NENKOLMTAX U XMTOTPUO31AA3bl B CbIBOPOTKE
KPOBU

= MonekynsapHoO-reHeTM4YeCcKnn aHanu3



N3MmeHeHuna npu bl, BbisiBNsieMble
PYTUHHbIMU NabopaTopHO-
MHCTPYMEHTAaJIbHbIMU MEeTo4aMM

B OAK: TpoMbouunTOneHns, NENKONEHUS N aHEMUS,
KaK NpsBfieHnsa runepcnieHn3Ma

Mo aaHHbIM Y3 n MPT: o4daru, Kak C rnoBbILUEHHOW,
TaK U C MOHUXXEHHOU MHTEHCMBHOCTBIO CUTHAA —
30HbI niemMmn n pmnbposa

Ha R-rpamMax TpybyaTbiX KOCTEN: UCTOHYEHME
HaAKOCTHULbI; B3AyTUE ANCTaNIbHbIX META(U30B
6enpa B Buae 6ynasbl MM Konbbl — «KONOOYKHK
DpNieHMEenepa»; nNepenombl; odarn IMTUYECKOM
NECTPYKLMN, acENTUHECKMN HEKPO3 rOI0BOK
6eapeHHbIX KOCTEN

[0 AaHHbIM AEHCUTOMETPUN. CUCTEMHAA OCTEONEHUA,
OCTEOlNnopoOo3



Tepanus

[laTOreHeTn4yeckad
(dbepMeHTO3aMecTuTeIbHas)

CuMnToMaTmnyeckas

A) KoMnnekcHas Tepanus NposiBNIeHUM
OCTEeonopo3a

b) OpToneanyeckas Koppekuus

B) JleueHune conyTcTBYIOWMX  3aboneBaHUM



depMeHTO3aMecTUuTes/ibHan
Tepanua 6onesHm lNowe

murmouepasa (Llepe3nm) sBngeTtcs
aHaJ/IoroM Yyenose4yeckoro epMeHTa BB-
rnokouepebpo3naasbl, Noy4YeHHbIM No
pekoMbuHaHTHOM [AHK-TexHonormw.

ViMurroepasa NnokasaHa Aang
MCMOJIb30BaHNS B KQUECTBE MOXN3HEHHOW
hEepMEHTHON 3aMECTUTENBHOWN Tepanum
60/1bHbIX C NOATBEPXXAEHHBIM ANArHO30M
6one3Hun MNowe TMnoB 1 n 3, y KOTOPbIX
MMETCA KJIIMHUYECKM 3HAUYMMbIE He-
HEBPOIOrnMyeckne nposiBneHns 6onesxHu.



depMeHTO3aMecTUTes/ibHanA
Tepanua 6one3sHm lNowe

= Tepanusa UMUr/IroLEPa30/ OKa3blBaeT TaKoe Xe
NEVUCTBUE, KaK U NPUPOAHbIA 3H3UM, MpPeaCTaBNsas
MCTOYHMK AENCTBYIOLLIEN TNOKoLEepedbpo3naasbl B KNETKN,

rae ectb ee neduuuT N CHMXKAET HaKomnjeHue
rnokouepebpo3unaa.

« [loa pencrtBueM umurroLepasbl NPOUCXOAUT TUAPOSN3
rMKonMnnaa rnokouepebpasnaa 0 rNoKo3bl U

LepamMuaa no obbl4HOMY NyTU MeTabonnaMa MeMbpaHHbIX
IMNNAOB.



BeneHue 60J1bHbIX Ha
¢depMeHTO3aMeCcTUTEe/IbHOU Tepanun

« B cBSI3K C reteporeHHOCTbo 60/1e3Hu [oule
no3a Llepe3nmMa anga KaXkaoro naumeHTa
[I0/KHA noabupaTbCs MHANBUAYABHO.

« VImMurnolepaza BBOAUTCS KaXkable 2 Heaenu
NyTeM BHYTPUBEHHOW UHPY31N MEASIEHHO.

« [Jlo3a npenapata MOXET MOBbILLATLCS UK
CHUXATbCS, B 3aBUCMMOCTU OT YCMNELIHOCTU
NOCTMXKEHNS KITMHUYECKNX LIeNen Ha
OCHOBaHMW OLIEHKN KITMHUYECKMX
nposiBfieHun. epBoHa4yanbHasa 0033, Kak
npasuno, coctasnget 30-60 EA/kr.



CvuMmnToMaTnyeckan tepanus bl

KoMnaekcHas Tepanus nposBAEHUA OCTEONOPO3a
HanpaBieHa Ha:

v 3aMedsIeHUe 1 NpeKpaLleHne NoTepu KOCTHON Macchl

v [loBbilLeHne ee NPOYHOCTH

v [pepoTBpalleHne neperioMoB KOCTeN

= bucpocdoHaTsl
« Anb®akanbumnaon
« Conu Kanbums

= OcTeoreHoH



[NIpMHUMNbI MOHUTOPUHIA
¢epMmeHTHOM Tepanuu 6one3Hu Nowe

[lepBnyHoOE Kaxagble | Kaxpgble Kaxkgble
obcnefoBaHue | 3-4 mec. | 6 Mec. 12 mec.
femornobuH ] O]
TpoMbouuTsl ] O]
ACT, AT ]
XuToTpmo3naasa [ [
Pasmep neyeHn no [l H
OaHHbIM Y3 unn MPT
Pasmep ceneseHkn no [] []
AaHHbIM Y3U nnn MPT
PeHTreHorpagus [] []
6eapeHHbIX KOCTEN
MPT 6eapeHHbIX KOCTewn ] ]
OcTeogeHCnTOMETPUS [] L]




[1porHo3 bl npu TMNax 1 u 3 3aBUCUT OT
BbIPA>XEHHOCTU KITMHUYECKUX NPOSIBNEHUN.,
Ha3HayeHne naToreHeTUYecKon Tepanum Ha
PaHHUX CTaansax 3abonesaHns onpenensieT
6naronpusTHbIM NPOrHO3, NpeaoTBpaLLas
MHBaNUan3auuio.

MeToabl 3pdEeKTUBHON TEpanum Ang Tvna 2
bl He onucaHsl. INpn TMNe 2 bl NporHo3
KpanHe HebnaronpusaTHbIKM (IE€TaNbHbIM UCXO0A
Ha 1-2 roay >wW3Hu).



[laToreHeTn4yeckas repanus

YMeHbLleHne npos B/IEHUUN U NnepcrjieHn3mMa

Perpecc natonorm4yeckmx M3MeHeHum
NopaX€HHbIX OPraHoB N BOCCTAHOBMEHUE UX

(PYHKLMN
YnyJylleHne nokasaTtenen dusandeckoro pa3BuTus

CHWXXEHME KONM4eCcTBa MHTEPKYPPEHTHbIX
3ab60/1eBaHunmn

[1peKkpalleHne KOCTHbIX KPpU30B
YnydlleHne KayecTtBa XU3HW 60NbHbIX C bl



KnuHnyeckuu cryyqam
naymeHTka Y.E., 1997 r. p

C 1.5 neT — yBenmyeHue pasMepoB XXMBOTA

B nexkabpe 2001 (4 ropa) BnepsBbie BbisiB/IEHa
CriieHoMeranums.

[uarHos: TpexpocTkoBada LUMTONEHNA HEYTOYHEHHOIO reHesa.
JleyeHne He npoBoAUNN.

B Hosbpe 2002 (5 neT) — noBTOpHOE 06CNnenoBaHue rno M/x.
[AnarHo3: CnneHoMeranns HeyToO4YHEeHHOro reHesa,
rMNOXPOMHAs aHEMUSA HEYTOYHEHHOro reHe3a. bonesHb
HakKonneHns?

B mae 2003 (5 net 10 mec) rocnutanusauunsa B HL3 PAMH.



Knunnueckmni cnydau: nayneHtka Y.E., 1997 r.p.

[aTta, Bo3pact |05.2003 12.2004 |05.2005 |[12.2006 |07.2007 |09.2008
(5n 10 mec) | (7n 5mec) | (7n10mec) | (9n Smec) | (10 ner) | (11 ner)

PocT, Bec 102 cm, 110 cMm, 113 cMm, 121.5cm, (130 cM, | 134 cm,
16.5 kr 19 kr 20.5 Kr 22.5 Kr 24 Kr 28 Kr

CnneHomeranus | +7 cMm +12cMm | +8 cMm +6cmMm |[+3cM |y pedpa

[enaToMeramma |+3.5cM | +6 cM +3 cM +2.5cm [+1.5¢cm |-

HB 92 r/n 86 r/n 109 r/n 118 r/n 120r/n | 128 r/n

TpoMbouuThl 82 TbIC 58 ThIC 75 ThbIC 107 Tbic | 148 Tbic | 171 ThIC

B-D-rntoko3ngasza | 0.7 HM/mr/yac (HopMa 4.7-19)

XutoTtpnosmgasa | 20050 21050 5575 4916 ¥, 1941
HM/mMn/yac | HM/Mn/yac | yM/mn/yac | HM/Mn/yac HM/mMn/yac

[leHCUTOMETPUS | OCTEONEHUS MIK B Hopme

[narHos bonesHb lowe, Tnn I

Tepanud

Liepeanm 30 ea/kr 1 pa3 B 14 AHen B/B Karl.




KnnHnyeckmu crydau
naymeHT .A., 2004 r. p.

e B Bo3pacre 2 mec. (01.2005) — cHuxeHune ypoBHsa HB ao 106 r/n;
No AaHHbIM Y3U — cnneHoMeranua. Tepanua: npenaparthl Xenesa.

* B ainBape 2006 — npu rocnutanmsaunm B Mopososckyto Kb no
nosoay OPBW — renatocnneHomeranmda. CtepHanbHasg nMyHKUUs —
KneTku [olle.

o B cheepane 2006 B MI'HLL PAMH BbisiBNneHoO cHuxkeHne B-D-
[OtoKo3uaa3sbl 40 1.8 HM/Mr/4yac v nosblleHME YPOBHS
XUTOTPUO3naa3bl 40 9516 HM/mi/4yac. AnarHo3: bonesHb oLwe.

© 22.02.2006 pebeHOK KOHCYbTUPOBaAH NcuxoHesposioroM B KL
HL3/ PAMH 1 BbigaBneHa cneayiollaq HeBposiormdeckas

CMMMNTOMATUKA: 3aep>XKa TEMNOB MOTOPHOIo PasBUTUS;
SKCrpeccuBHas peydb OTCYTCTBYET; cuMnToM [pede, yyalleHHoe
MOpraHue; asibTeEPHUPYIOLLEe CXOAdLLeecs KOCornasune;
MUATOHUYECKNIN CMHAPOM, 6onee BbipaXXeHHbIN B H/KOHEYHOCTSX;
CHMXKEHUE CYXOXXUSIbHbIX pedieKkcos.

- [lnarHo3: bone3Hb [owe III Tnn.




KnnHnyeckui criyqamn
naywmeHr .A., 2004 r. p.

* B anpene 2006 - rocnutanunsauna B HU3 PAMH : neyeHb
+3.5+4.5 cM, cene3eHka Ao +20 cM n3-noa Kpas pedbepHon ayru,
NJ10THOW KoHcucTeHuuu; B OAK: HB 90 r/n; TpombounTtbl 114 ThiC.

» C18.04.2006 - ®3T B no3e 40 en/kr 1 pa3 B 14 aHen,
nocneayowmM noeblweHneM ao3bl Ao 120 en/kr (B TedeHue 2 Mec).
* B okTtabpe 2006 - neyeHb +2.0+2.5 cM, ceneseHka Ao +12 cM us-
noa kpas pebepHon ayru; npubaBmn B Bece 2 Kr; HOpManan3oBaiuch
nokasatenn OAK (HB 121 r/n, TpombounTbl 214 ThIC.).

HeBponornyecknmn cTaTyc:

* YiIcye3HOoBeHMe c-Ma [pede;

* HapacTaHWe MbILLEeYHOro ToHyca;

* yNyylleHne KOOPANHATOPHLIX U ABUraTesSibHbIX HaBblKOB;

e aKTMBHAA HapaboTka cnosapHoro 3anaca (6onee 20 cnos);

® COXpaHSeTCs cxoasieecs Kocornasue.



KnuHnyeckmu criyyam
nayuveHr I'.A., 2004 .

B mapTe 2008 (3r 5 Mmec) — KOHTpO/ibHas rocnuTaan3auns B
HL3 PAMH : Bec 16 kr, pocT 95 cM; neyeHb +1 cM,
ceneseHka A0 +3 €M u3-noa Kpas pebepHon ayru, YnaoTHEHA;
B OAK: HB 122 r/n; TpoMboumntbl 234 ThbIC.

[aTa HB (r/n) |3p.(10/12/n) | Nenk(10/9/n) | TB (10/9/n) | CO3 MM/4

18.04.06 | 90 4.48 5.5 114 10

17.10.06 | 121 4.59 6.0 214 11

27.02.07 | 125 4.58 5.9 213 10

08.08.07 | 125 4.49 5.9 219 4

07.03.08 | 122 4.62 /.1 234 4




KnnHnyeckmn crydau

3a BpeMsl HabntoaeHns B TedeHne 20 MecsueB y NaumeHTa C

6one3Hbio [owe Tuna 3, nonyyatowero @3T B BbICOKMX A03aX

(120 eq 1 pa3 B 14 oHEWN) XapaKTep KIMHUYECKOWN KapTuHbI Bbin

cnenyroLwmnM:

pebeHOoK BbIpoC Ha 16 cM, npnbasun B Bece 6 Kr,

Npuv nanbnauum XXMBOT YMEHbLLWNCS B 06beMe, 3HaUnUTeNbHO
COKpaTUINCb pa3Mepbl CeNe3eHKU U MeYeHu,

HOpPMaiM30Ba/INCb reMaTosIorMyeckme nokasartenu,

PE3KO CHU3UMICA YPOBEHb XUTOTpuo3naasbl Ao 527,5
HM/Mn/yac,

3HaUUTENIbHO YAydllniach Y3 KapTuHa (COKpaTUINCh
JINHEMHbIE pa3Mepbl CENE3EHKN U NEYEHN, BOCCTAHOBMUIOCH
COOTHOLUeHNe I cerMeHTa u NeBon AO0NN NEYEHN,
HOpMann3oBanucb Aonnseporpaduyeckme nokasarenmu
NopTasIbHOrO KPOBOTOKA, XapaKTep COCyaAUCTOro pUCyHKa
rneyeHun ctan 6onee BblpaXkeHHbIM).



KnnHnyeckui criyqam

OTMeuaeTcs BblpaXkeHHas NnoioXXutenbHasad AnHaMuKa co
cTopoHbl LUIHC B BMae:
ncye3HoBeHNS cuMmnToMma [pede,
HapaCcTaHUS MbILLEYHOIro TOHYCQ,
YIyylleHUs KOOPpAUHATOPHbIX U ABUraTesbHbIX HABbIKOB,
MOET aKTUBHAs HapaboTka cnoBapHoro 3anaca (bonee 50
C/oB).
PerynsipHoe nposeaeHne ®3T y AaHHOro pebeHka rnpuBesio K
NMOCTENEHHOMY PEerpeccy rnaTosorMyeckmx N3MeHeHnm
NMOpPa>eHHbIX OPraHoB U BOCCTAHOB/IEHMIO UX (DYHKLMMW.
Ha oHe Tepanunn oTMe4yeHO 3HauuTeNlbHOe YyuylleHune
rnokasaTtenen MOuUndecKoro pasBuTusl, CHUXKEHNE KOJIMYECTBA
MHTEPKYPPEHTHbIX 3a601eBaHUMN.



Cnacnbo 3a BHMMaHue



