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ONPEAENEHUE ANUAEMHUONIOrUsa

bone3Hb lowe (Bl) — Haubonee 4actaa dopma Yactota BI' coctaBnsiet 1:40000-1:70000. B nonyns-
HacleACTBEHHbIX depMeHTonaTun, O06bEeAMHEHHLIX B LMW eBpeeB-allkeHasun (BbIxoaueB M3 BocTtoyHow EBponbl)
rpynny NM30COMHbIX 601€3HEN HAKOMNNeHWUs, B OCHOBE yacToTa BCTpe4YaeMoCTu 3Toro 3abofieBaHuUs aBNfeTcs

KOTOpPOK NexnT aedeKT reHa GBA, Koanpylowero nM3o- 6onee BbicOKOW n gocturaet 1:450-1:1000.
COMHbIN depmeHT B-D-rnoko3unpasy (rokouepebposu-
[asy), OTBETCTBEHHbIN 3a KaTabonM3M NUNUA0B. 3TUONATOrEHE3
bl Hacnegyetcsa no ayTOCOMHO-PELECCUBHOMY TUMY.
Koa MKB-10 MpucyTcTBME ABYX MyTaHTHbIX annenew reHa GBA accouwnu-
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CHUXXEHMEM KaTalIMTMYECKOM aKTUBHOCTM roKoLepebpo-
31aasbl, PyHKLMSA KOTOPOW 3aKo4vaeTcs B gerpagauuun rim-
KOCOUHrONMNUAOB (MK TOKOLEepebpo3naos, roKo3uue-
paMnaoB) OO0 NOKO3bl U LepamuaoB. deduunt depmeHTa
NPYBOAMT K HAKOMIEHMIO B IM30COMax Makpodaros HeyTUN-
3UPOBaHHbIX TMMMUAOB 1 06PA30BaHMUIO XapaKTEPHbIX KNETOK
HaKonneHus (KneTok lowe; puc.). CnegcteBuemM gaHHOro Meta-
6onmMyeckoro gedeKta SBNSOTCA XPOHUYECKask aKTuBauums
MaKpodaranabHON CUCTEMbI, ayTOKPUHHAS CTUMYNSLUS MOHO-
LMTON033a M YBENNYEHUE aBCONIOTHOINO KONMYECTBa Makpo-
daroB, HapyweHue perynaTopHbiXx GYHKUMKA Makpodaros.
leH GBA, KoaupyloLWmin roKoLepebpo3naasy, pacnosioXeH
B XPOMOCOMHOM 06nactu 1g21. B HacTosllee BpemMs onuca-
HO oKoo 400 pa3nnyHbiX MyTaLMK, NATOrEHHOCTb KOTOPbIX
NPOSBASETCH WMPOKUM NOIUMOPPUIMOM KIMHUYECKUX CUM-
NTOMOB, O6GYCNOBMIEHHbIX YACTUYHOW WAKW MOSHOW MOTepen
KaTaJIMTUYECKOM aKTUBHOCTU KOAMPYEMOro depMeHTa.

KJNIACCUDOUKALIUA
B 3aBMCMMOCTM OT KAMHMYECKOrO TeYEeHWs BblAeNsoT

3 Tvna 6onesHu lowe:

° | TMN — HEHEeNMPOHONATUYECKN (CaMbli HacTbIN);

e |l TMN — WMHPAHTWUABHbINA, UK OCTPbIK HEWpOHONaTUYe-
CKMK C 6ynbb6apHOM M NUMpamMUOHOM CUMMOTOMAaTUKOW,
KOTHUTUBHOW 3a4epKKOW;

e |l TMIN — NOAOCTPbIN HEMPOHOMATUYECKUN.

Mpwu Il v lll TMnax BI' B naToNorn4yeckum npoLecc Bosne-

KaeTcs HepBHasa cucTema, MO3TOMY MX Ha3blBaloT HEMPOHO-

naTU4YeCcKUMU.

K/IMHUYECKAA KAPTUHA

KnuHnyeckune npossnenus Bl | TMna pasHoo6pasHbl,
a BO3pacT MaHudecTaumu BapbupyeT. bl | THNa nmeet xpo-
HUYecKoe TeyeHue. KnuHMYecKass KapTMHa XapaKTepusy-
eTCs MPOrpeccupyowmnm yBenndeHneM napeHxMMaTo3HbIX
OpraHoB (Ne4YeHu U ceneseHkKu), NaHUUTONEHNEN N NaTono-
rnen Tpyb4yaTbix KOCTeN cKeneTta (60/1e3HEHHBIMU KOCTHLIMM
Kpu3amMu M aBacCKylspHbIMK HEKpo3aMu 3anndu3oB, yalle
roJIOBKM 6epEeHHON KOCTH).

OcHOBHble KinHn4eckne cumntomsl Bl I Tuna:
° renaTtocnfiieHoMeranus;
° remMopparMyecKnin CUHOPOM;
®  KOCTHble 60U (KOCTHbIE KPU3bI);
° HapylweHWe MOABUMKHOCTM B cycTaBax, 06yCnoBiEHHOE

acenTUYeCKUM HEKPO3OM;
° naTonorM4yecKre nepenombl;
° 3ajeprKa GU3MYECKOro M NONOBOro Pa3BUTHS;
®  AaCTEHWYECKUIA CUHOPOM.

lMoCTOSHHBLIN M Haubonee paHHUKM NPU3HaAK 3abone-
BaHMA — cnaeHomeranus. lNpu nanbnaummn ceneseHka
MMEET MNOTHYI0O KOHCUCTEHLMIO. Pa3dmepbl cene3eHKku npu
Bl moryT npesbiwaTb HopMy B 5—-80 pas. Mo mepe npo-
rpeccMpoBaHUs CNIEHOMEraanMn B cefne3eHKke MoryT pas-
BMBaTbCA MHPAPKTbl U GUOPO3HbIE N3MEHEHMUS, KOTOPbIE
HE UMEIOT KJIMHMYECKMUX NpoaBAeHUin. fenatomeranuns npu
Bl BbiparkeHa B MEHbLIEN CTEMEHU, YEM CMNEHOMErannsa
W pa3BMBaETCH, KaK npasBuio, B 60/iee NO3aHUE CPOKM.
NcKnovyeHne cocTaBnatoT 60/bHbIE NOCE CNIEHIKTOMUM,
y KOTOpbIX B OTCYTCTBWUM NeYeHUss MoxKeT Habnwogatb-
Csl 3HauyuTeNbHas renatomeranuns. PyHKUMS NevYeHU, Kak
npaBWno, He cTpajaeT. B peakux cnyyasx oTMmedaetcs
HEe3Ha4yuTeNbHOE MOBbIWEHWE CbIBOPOTOYHbLIX TpaHcaMmu-
Has. lpu nporpeccupoBaHnn Bl MOXKeT pa3BUTbCA Mop-
TanbHas runeprteH3us. femopparmyecknum CUHAPOM, CBS-
3a@HHbIM C TPOMOOUMUTOMNEHUEN U HapylleHUeM OYHKLUUK
TPOMOOLMTOB, NPOSBAAETCHA B BUAE NOAKOXKHbLIX remaTom,
KPOBOTOYMBOCTHU CIU3UCTbLIX 060104EK U ANUTENBbHbIX KPO-

Puc. KneTtka lowe B KOCTHOM MO3re

r

BOTEYEHUI Mnocne Malblx ornepaTMBHbIX BMeLWaTeNbCTB.
MopaxkeHne nerkunx BcTpevaerca peako (1-2% 60nbHbIX),
NPEUMYLLECTBEHHO Y CMEHIKTOMUPOBAHHbIX NMaLMEHTOB,
U npoaABnAeTca B BWAE WMHTEpCTULManbHOro 3aboneBa-
HUS JIEFKUX WKW MOPAaXKEHUS NEroYHbIX COCYAOB C pas-
BUTMEM CUMMNTOMOB J1I€rO4HOW TUNepTeH3un. TUnuyHoe
nposienexnve bl | TMna — nopaxeHWe KOCTHO-CyCcTaB-
HOW CcUCTEeMbl, KOTOpoe MnpoTeKaeT OoT 6GecCMMMTOMHOM
OCTEONEeHUU 1 KonboobpasHoW aedopMaL MM AUCTaNbHbIX
oTaenoB 6eApeHHbIXx KocTen (Konbbl dpneHmenepa) Ao
TAXenenwero ocTeonopo3a ¢ MHOXECTBEHHbIMM NaToNo-
TMYECKUMWU NepesioMamMu U UIEMUYECKUMU HEKPO3aMy,
BeAyWMUMHU K PasBUTUIO BTOPMYHbLIX OCTE0APTPO30B M,
KaK cneactBue, Heo6paTUMbIX OpToNeAnYecKux AedeKToB.
Y 60nblIKMHCTBA 60/bHbIX ¢ BT HabnAaOTCA XPOHMUYECKHKE
601 B KOCTSIX. XapaKTepHbl KOCTHblE KPW3bl, COMPOBO-
*OaeMble My4yuUTeNbHbIMKU 6ONIAMU B KOCTSX, TMNEpeMunen
1 60N1€3HEHHOCTbIO B 06/1aCTH CYyCTaBOB, CHUXEHUEM [BU-
raTefibHOM aKTMBHOCTW, IMXOpaAKoW, 03HOGOM. Ha nuke
Kp13a O0TMevyaloTcs BbICOKMI NEMKOLMTO3 U MOBbILEHHas
CKOPOCTb OcCefaHua 3pUTPoLMUTOB. MMEHHO noparkeHue
KOCTHO-CYCTaBHOW CUCTEMbI ONpPeeNsieT TAKECTb TEYEHHUS
Bl 1 Ka4ecTBO XM3HM NALMEHTOB.

OcHOBHbIe cuMNOTOMbI 3aboneBaHus npu BIr Il Tuna
BO3HWKAIOT B NepBble 6 MEC W3HU, 3TO (OCTpas) HeMpo-
natuyeckas ¢opma ¢ 6ynb6apHOW M NUPAMUAHOW CUM-
NTOMaTUKON, KOTHUTUBHOM 3aAepyKKon. TeyeHue 3a60-
neBaHuss — OGbicTponporpeccupyouiee. KamHu4eckum
CUMMTOMOKOMIMJIEKC BKIOYAET NPU3HAKMN NOPaXKEHUS HEPB-
HOM CUCTEMbI U BHYTPEHHUX OPTraHOB:

° renaTocrnjeHoMeranus;
° HapylleHWe rMoTaHus, MonepxmBaHue, 4acTo OCNTOXKHSAIO-

Lnecs acnmpaumoHHON NHEBMOHUEN;
°* Tpu3m, OwunaTtepanbHoe OGUKCMPOBAHHOE Kocorna-

3Ke, nporpeccupylollas CcnacTUYHOCTb C pPeTpaKLu-

en wen, runeppedneKkcus, MNONOKUTENbHbIN CUMMNTOM

BabuHCKOro n gpyrue natonormyeckue pednekcsl;

° nporpeccupylollas 3agepxKa ncMxoMmoTOPHOro pasBu-

TS W NOTEpsa paHee NPUOBPETEHHbIX HABbIKOB;
® TOHWKO-KJIOHMYECKME CYAOPOXKHbIE MPUCTYMbI, PE3U-

CTEHTHbIE K MPOTUBOCYA0POKHOM TEPannu.

[MaBHOM OCOGEHHOCTbLIO KAMHUYECKUX nposiBneHui BIr
Il TMna aBnseTcs To, YTO HapsAay C NOopPaXKeHWEM MapeHxu-
MaTO3HbIX OpraHoB (remaTocrnyieHoMeranus) HabaoaaTes
HEBPONOrMYyecKne NPosiBAEHUs, CXO[Hble C TaKOBbIMU MpPH
Il Tune BI, HO MeHee TAXKeNo BbipaxKeHHbIe U BO3HMKalOLLME,
KaK npaBuio, B BoO3pacTe oT 6 Ao 15 neT n nosxe:
® OKY/IOMOTOpPHblE PACCTPONCTBA;
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®  CHMWXKEeHMWe UHTeNnneKTa (0T He3HaYUTENbHbIX UBMEHEHU
00 TAXKENOoW AeMEHUMN);

° 3KCTpanuMpamuaHas pUruaHocTb;

®  MO3XEeYKOBble HapyLEeHNS;

® paccTponCTBa peyu, NUCbMa;

° noBeAeHYeCcKne U3MEHEHUS, ANN30bl MCUX03a;

®  MWOKJ/IOHUM, FeHepannM3oBaHHble TOHWMKO-KNOHMYECKHE
Cy0poru.
B 6onblIMHCTBE CnyYyaeB TevyeHue 3aboneBaHus med-

JIeHHoMporpeccupytoulee.

AWATHOCTUKA

[OwnarHo3s Bl cnegyeT 3anogo3puTh y NauneHTa ¢ Heob6b-
ACHMMOW CMNNEeHOo- U renaToMerannen, LMTONeHnen u Cum-
nToMamMu nopa)KeHus Kocten (tabn. 1).

Hecneunduryecknm 6UOXMMUYECKUM MapKepPOM, XapaK-
TepHbIM ana 60ne3HM lowe, aBAAETCHS 3Ha4vyuTeNbHOe
NoOBbllIEHNE B CbIBOPOTKE KPOBM a@KTUBHOCTU XMTOTPMO-
3ugasbl — TUAPONUTUYECKOro depMeHTa, CUHTEe3Upyemo-
ro aKTMBMpPOBaHHbIMKM MaKkpodaramu. OgHaKko, 6% oblien
nonynsiMM COCTaBASIOT HOCUTENN TOMO3MIOTHOM MyTaLuu
B reHe XMTOTpMO3mAasbl, YTO BblpaxKaeTcs OTCYyTCTBMEM
aKTUBHOCTU PepMeHTa B CbIBOPOTKE Kposu. [MoaTomy B
peaKkux crnyydasax onpegefieHne akKTUBHOCTU XWUTOTPMO3MU-
[a3bl He MOXET 6blTb MCMONb30BAHO AN AWArHOCTUKMU M
MOHUTOpPUHra BI.

OcHoBOM AuarHocTuku bl aBngeTca 6uMoxmmuyecKoe
uccrnenoBaHne akKTMBHOCTU [-D-ryioko3mpasbl B JIEWKO-
LMTax KpoBM METOAOM MMMYHODYOPECLEHTHOrO aHasu-
3a. [lpn 3TOM CTENEeHb CHUXEHWUS aKTUMBHOCTM depMeHTa
He KOppenunpyeT C TAKECTbIO KIMHUYECKUX MPOSABAEHUI U
TeyeHneMm 3aboneBaHus. B nocnegHee BpemMsi aKkTMBHOCTb
B-D-rnoKo3upasbl onpenensaoT METOLOM TaHAEMHOM Macc-
CMNEKTPOMETPUM B MNATHAX KPOBW, BbICYLUEHHbIX Ha GUb-
TpoBasibHOW BGymare. 3To UccnegoBaHMe 061aaaeT CXOXKeEN
YyBCTBUTENbHOCTbIO M CMELMPUYHOCTLIO B CPaBHEHUMU C
UMMYHODYOPECLIEHTHON AMArHOCTUKOM, NO3BONASET YNpo-
CTUTb MPOLLECC TPAHCMOPTUMPOBKK M XpaHEHUs BGuonornye-
CKMX 06pa3L0B, UCMONb3YETCH AN MacCOBOro HeoHaTab-
HOrO U CENIEKTUBHOIO CKPUHUHIa bI' BO MHOIMMX CTpaHax.

[JononHUTENbHBIM METOAOM ANArHOCTUKM CAYXKUT Mofie-
KYNSIpHO-reHeTMYeCcKoe nccnegoBaHune, No3eonsioLee Bbis-
BUTb MEPBOMNPUYMHY Pa3BUTUS 106Or0 HacneacTBEHHOrO
3ab6oneBaHuns. CeKBeHMpPOBaHME KOAMPYIOLLMX U NpUerato-
LLMX MHTPOHHbIX 06nacTen reHa GBA NnpoBoANTCS B CMOPHbIX
clyyasix AMArHOCTUKM, AN MEAMKO-TEHETUYECKOro KOH-
CyNbTUPOBAHUS CEMEN C OTArOWEHHbIM aHaMHEe30M; Mone-
KYNSipHO-reHeTMYeCcKoe MccneaoBaHne — npu NpoBeAEeHUH
npeHaTanbHON U NpenMnaaHTaLMOHHON ANAarHOCTUKM.

Ta6auua 1. JuarHocTnKa 6one3Hu lowe

AHAMHE3 U ®DU3BUKAJIBHOE OBCJIE[JOBAHMUE
Mpu c6ope aHamHe3a U asiob cnegyeTr 06paTuTb BHU-

MaHKWe Ha Hanu4yue:

°  3afepXKu GM3MYECKOro 1 NosoBOro pasBuUTUS;

® cnabocCTu, NOBbIWEHHON YTOMASEMOCTH, YacTblX PeCnu-
paTOpPHbIX MHOEKLMHI;

® MPOSIBNIEHUA CNOHTAHHOIrO remMopparn4yeckoro CMHAPO-
Ma (B BMAE MOAKOXHbIX reMaTtoM, KPOBOTOYMBOCTHU C/U-
3UCTbIX 060/104€EK) MU ANUTENbHbIX KPOBOTEYEHUN NPU
MasblX ONepaTMBHbIX BMELLATENbCTBAX;

° 60Jien B KOCTSIX M CycTaBax; JaBHOCTb, XapaKTep M NoKa-
nM3aumio 6onen, Hanmyme B NPOLLIOM NePEIOMOB KOCTEW;

° MpeawecTBYIOWEN CNAEHIKTOMUM (MOSTHOW WX YacTUYHON);

® HEBPOJSIOrMYECKON CUMMMNTOMATUKK (rnas3oaBuraresnbHas
anpaKkcus unm cxoasleecs Kocornasme, atakcus, nore-
ps MHTENNEKTA, HapyLEeHUs YyBCTBUTENbHOCTH U AP.);

® CeMeWHOro aHamMHesa (Hanmyue CNIeH3KTOMUK UK nepe-
YUCNEHHBIX BbllLE CUMMNTOMOB Y POAHbIX 6paTbeB U CECTep).
KnnHnyeckuit ocMoTp BKOYaeT M3MEpeHWe pocTa

Maccbl Tena, TemnepaTypbl Tefa, OLUEeHKY COCTOSHUS KOCT-

HO-CYCTaBHOW CUCTEMbI; BbiSIBIeHWE NMPU3HAKOB remoppa-

rMYEeCKOro cMHApOMa, renatocrjieHomMeranuu, numdaaeHo-

naTuu, a TaKXe CBOe0bpPa3HOM rMnepnurMeHTaLmnmn KOXHbIX

NMOKPOBOB B 06/1aCTU KOJIEHHbIX W JIOKTEBbLIX CYyCTaBOB,

XapaKTepHoOW Ansa nauneHToB ¢ bI.

JIABOPATOPHBIE U HHCTPYMEHTA/JIbHbIE
UCC/NIEAOBAHMA

°  KnMHWYEeCKMM aHanuM3 KPOBWM Yy BONbLIMHCTBA GOMbHbIX
c bl BbIABASET TPOMOOLMTONEHUIO, TENKOMEHUIO U aHe-
MWIO KaK NPOSIBNEHUS TMNEPCTIEHN3MA.

e Mopdonornyeckoe nccnegoBaHme KOCTHONO MO3ra Ccrno-
COOGCTBYET BbIIBJIEHWUIO XapaKTEPHbIX AUArHOCTUYECKUX
3/1IEMEHTOB — KJIETOK [OWe — 1 0AHOBPEMEHHO UCKIIO-
YeHuto AMarHosa remobsacTo3a unun numdonponudepa-
TUBHOro 3a60/IEBaHNS KaK MPUYMUHbI LIMTOMEHUM M rena-
TocnneHomeranuu. letam aTto MccnegoBaHmMe NpoBOAAT
peaKo, CTPOro no NnoKa3aHusaM.

* PeHTreHorpadus KOCTEW CKeneTa Heobxoauma Aans
BbIIBIEHWUS M OLEHKWU TSAXKECTU MNOPAXKEHUS KOCTHO-
CyCTaBHOMW CUCTEMbI. MIBMEHEHUSA KOCTHOM TKaHU MOTyT
OblTb NpeAcTaBfieHbl AMDPY3HbIM  OCTEOMNOPO30M,
XapaKTepHoOM Konboobpas3Hon aedopmaumnen gucranb-
HbIX OTAENIOB OeApEeHHbIX U MPOKCUMAasbHbIX OTAENIOB
60onblebepLOoBbIX KOCTEN (KoNb6bl ApneHmenepa), ova-
ramum OCTeo/n3nca, OCTEOCK/IEpO3a M OCTEOHEKPO3a,
NaToNOrM4YECKMMM NMEPENOMaMM.

e [leHCUTOMETPUA U MarHUMTHO-Pe30HAHCHas ToMorpa-
dua (MPT) asnaioTca 6onee 4yBCTBUTENIbHLIMU MeToAa-

MaTonorus kocTtemn
(no pesynbTatam UHCTPYMEHTalb-
Horo o6¢cneoBaHUs)

oo BuoxumuyecKkui mapkep, Cneuuduyeckuin MoneKynsipHo-
S —— npeanonaraoLuin 6GUOXMMHUYECKUIA MapKep, reHeTU4ecKoe
HanuMuue 3a6osieBaHUSA NOATBEPKAAIOLMIA AUArHO3 uccnegoBaHue
Bonu B KocTax
ACTEHUYECKUI CUHAPOM
3apepkKa dmsnyeckoro
1 NOIOBOr0 Pa3BuTHS
CHUXKeHWe ypoBHS CeKkBeHMpoBaHue
[enaTomeranus MoBbllEeHNE YPOBHS
B-D-rnioko3naasbl KOAMPYIOLNX
CnneHomeranus N XUTOTPUO3MAa3bl N - =
B NevKouuTax Kposu/ 1 NpUneraLLmMx UHTPOHHbIX
Tpom6oumTONeHUS B CbIBOPOTKE KPOBM .
AHeMus: BbICYLIEHHbIX NATHaX KPOBU o6nacten reHa GBA




MW M MNO3BOASIOT AMArHOCTUPOBATb NOpPaxKeHne KocTen
(ocTeoneHuto, MHOUABTPALMIO KOCTHOrO MO3ra) Ha paH-
HUX CTaAMUSAX, HE AOCTYMHbIX BU3yanu3auun peHTreHo-
rpajpuen.

e Y3UN 1 MPT nevyeHn n ceneseHkn no3BonsioT BbIIBUTb UX
o4yaroBble MopaxKeHUs U onpenesiuTb UCXOAHbIM 06beM
OpraHoB, YTO HEOBXOAMMO AN1K NOCAEAYIOWEro KOHTPONS
3DDEKTUBHOCTU 3aMeCTUTENbHOW PEPMEHTHON Tepanuu.

* BWOXMMHUYECKOE UCCefoBaHUeE: onpeieneHne akTuBHO-
cT1 B-D-rnioKko3naassl B nenKkoumTax nepudepmuyeckomn
KPOBM, NATHaxX KPOBM, BbICYLUIEHHON Ha GUNLTPOBaIbHON
6ymare, onpefeneHve akTMBHOCTM XUTOTPMO3WAasbl B
nnasme KpoBMu.

* MoneKkynsapHo-reHeTM4eckoe uccneaoBaHue: BbisiBle-
HMe MyTauun B reHe GBA mMeToaOM CEKBEHWPOBaHMUSA
KOAMPYIOLWMX U NpUNEerarLmx MHTPOHHbIX 061acTen.
30/10TbIM CTAaHAAPTOM AUArHOCTUKU AABNSETCA GUO-

XUMHUYECKOE TECTUPOBaHUE, NOCKOJIbKY NMaTOreHHOCTb

HEKOTOPbIX BbIIBJIEHHbIX PeAKUX U HOBbIX MyTaLUWH

TpebGyeT AONO/IHUTE/IbHbIX AOKA3aTEe/IbCTB.

LononHuTenbHble UCCef0BaHUS:

° ponnnep-axokapanorpadua — y CMNJAEHIKTOMUPOBAH-
HbIX 60/bHbIX;

° 330¢aroracTpogyofeHOCKONUS — MNpPU HaaU4yMK COOT-
BETCTBYWOLWMX Kanobd wauM Mnpu3HaKoB nopTasbHOM
rMNepPTEH3UN.

Apyrumu XxapaKTepHbIMKU nabopaTopHbIMK CUMMTOMA-
MU npu Bl 9BASOTCA NOBbIWEHWE YPOBHS CbIBOPOTOYHO-
ro deppuTMHa, aHrMoTeH3MHNpeBpallallero depMeHTa,
xeMoknHa CCL 18, KoTopble oTparkatoT CTENEHb aKTUBHOCTHU
3ab6oneBaHUs U MOTyT UCMNONb30BaTbCs Kak GuoMapKepbl
NS OLLEHKM AMHAMMUKM Ha GOHEe neveHus.

KoHcynbTauumu cneymanucToB
e KoHcynbTauua ncuxoHeBposora HeobxoauMma BCEM

netam ¢ bl ang yTouyHeHus Tuna 3aboneBaHus.

* KoHcynbTauuMa opToneaa nokalaHa npu Nnogo3peHnn Ha

Hanunyme y pebeHKa CKeneTHOM NaTtonoruu.

e KoHcynbTauuMsa Bpaya-reHeTuKa nokasaHa ceMbsam, ume-

IOWMM POACTBEHHUKOB € 60/1€3HbIO oLWwe.

AunarHo3s «bone3Hb lNowe» cTaBUTCA HA OCHOBAHUMU
COBOKYMHOCTU KJ/IMHUYECKUX [AaHHbIX, pe3ylbTaToB
NaGopaTopHOro uccrepaoBaHUs, OGUOXUMHUYECKOro M
MOJIEKY/IAPHO-TEHETUYECKOro aHanus3a.

ANOOEPEHLIUANIBHAA AUATHOCTUKA

Onaltvna bl B 3aBUCMMOCTU OT BUAa MmaHndbectaumm —
pa3Hoobpas3Hble 3K30reHHble U HacneaCcTBEHHbIE 3abone-
BaHWS, COMPOBOXAAOLWMECS BUCLIEpOMEranmen, oCcTpbiMu
6015MIN B KOCTSIX, KPOBOTOUYMBOCTbLIO (BUPYCHbIE TenaTuThbl,
OCTEOMMWENUT, KOCTHbIN TybepKynes, reModununs, rinmKo-
reHos, 6one3Hb HumaHa-lunKa (Tvn B), HegocTaTO4YHOCTb
KWCNon nnunasbl).

Onsa llnlll Tunos bI' — 6one3Hb HumaHa-lNMuka (tunbl A, C),
GM1-raHrnMo3unaos, ranakrocManuaos, AeduumT Nn30CoM-
HOW KUC/IOM Nunasbl, a TaKXe BPOXAeHHas OKy/JIOMOTOpHas
anpakcus.

JIEYEHME

CoBpemeHHoe ne4vyeHne Bl 3aknyaeTcsd B Ha3Haye-
HUWU NOXU3HEHHON pepMeHTO3aMeCcTUTE/IbHOW Tepanuu
(P3T) peKoMOUHAHTHOM FOKOLLEePe6PO3MAa30M.

®3T obecneynBaeT yCTOMYNBOE YNyHlEHUE COCTOAHUS
nauneHTOB: HOpManuayeT ypOBHU remornobuHa, TpoMmooLm-
TOB; OOGBbEM MNEYEHN U CeNe3eHKM (Y HeCNNEHIKTOMUPOBaH-
HbIX GO0JIbHbIX); KYNUPYET KOCTHble 60K, npepoTepaliaet
pasBUTME OCTEOHEKPO30B M KOCTHbIX KPU30B; NPUBOAMUT K
HOpMann3aLmm pocTa U 3HAYUTENbHO MOBbIWAET Ka4eCcTBO
U3HM feTen ¢ 6onesHbio lowe.

®3T npoBoANTCSH 6ONbHLIM C MOATBEPKAEHHbIM AMArHo-
30oMm Bl | Tna 6e3 nopaxeHns HepBHOM cucTemMsbl (1B) nnu
nauneHTam C XPOHUYECKUM NopPaxKeHUeM HEPBHOM CUCTEMBI
(BI" 1l TMNa), y KOTOPbIX MMEKTCA KIIMHUYECKU 3HAYUMblE
HEHEBPONOTrMYECKUE NPOSIBIEHUS 3aboneBanuns (2B).

B Poccuickon ®eaepaumm 3apernctTpMpoBaHo 2 nexkap-
CTBEHHbIX cpeAcTBa ang nposefeHns ¢3T:
e umurouepaza®tTH?
o Benarniouepasa anbba* ",

Umurnouepasa™ ™ (Kog ATX: A16AB02) — MoandbuLM-
poBaHHas GopMa KWUCIoN B-rNioKO3naasbl YeloBeKa, Npo-
ayumpyemMas KneTKaMu SMYHUKOB KUTaWCKUX XOMSIYKOB C
NOMOLLbIO peKOMOMHaHTHON JHK-TexHonormmn, ¢ MaHHO3HOM
MoaMPUKaUMen AN HanpaBNEHHOrO0 B3aMMOAEWCTBUA C
Makpodaramu. [log gencTtBueM UMUrtoLepasbl MPOUCXOAUT
rMaponn3 rmuvKonunuaa rnoKkouepebpo3vaa A0 MOKO3bI
M uepamuaa no obblHHOMY MyTM MeTabonnamMa MembpaH-
HbIX NMNUAOB. Mmurniouepasa (PeEKOMOUHAHTHAs MaKpo-
dar-TapretupoBaHHas B-rnioKo3ujasa), rmapoansys roKo-
3unuepamua, Kynupyet HavaslbHble NaTtodpu3noNiornyeckme
U3MEHEeHUs U NpefoTBpaLlaeT pa3BUTMe BTOPUYHBIX MAToNO-
rMYECKUX MPOSBAEHNIH 3a060NEBaHNUS.

[oKkazaHa 3bPEKTUBHOCTb MMUIOLEPa3bl B OTHO-
LUEHWN YMEHbLUEHWUST YaCTOTbl KOCTHbIX KPW30B, KOCTHbIX
60/1ell, OCTEOHEKPO30B, MOBLILWEHUS MWHEPaNbHOW MNAOT-
HOCTM KOCTEW M HOpManusauuu pocta y peteir, Mpenapart
XOpOLIO MEPEHOCUTCH, HE UMEET BblParKEHHbIX MOGOYHbIX
addeKToB, NoKasaH ang tepanuu | u lll Tunos Bl 1 He umeeT
BO3PACTHbIX OrpaHUyYeHu. YCTaHOBNEHO, YTO Ha NPOTSKe-
HWUM NepBoOro roga tepanuu IgG-aHTUTENA K UMUIIOLLEPa3Ee
o6pasyloTcs NpuénuanTensHo y 15% nauneHtoB (npeano-
naraeTtcsl, 4To Mx GopmMMpOBaHME MPOUCXOAUT Mpenmylle-
CTBEHHO B NepBble 6 MeC neveHuns, pexxe — nocne 12 mec
Tepanum).

Y 60/bHbIX C NOAO3PEHNEM Ha CHUKEHUE IDPEKTUBHO-
CTU IeYEHWS CYLLECTBYET BbICOKMI PUCK PA3BUTUS peaKLnm
rMNepYyBCTBUTENBHOCTU, B TaKMX Cllydasix PEKOMEHAO-
BaHO MNpoBefeHWEe aHanu3a onpegeneHus Hanuuusa I1gG-
aHTUTEeNn K MMMrmouepase4. lMpenapaT BbINyCKaeTcsa BO
dnakoHax B go3upoBke 400 E[ v 200 EA. Y pneten O3T
HayMHalT B CcTauMoHape. KpaTtHocTb BBegeHns — 1 pas
B 14 aHen.

Y petewn ¢ bl HayanbHaa go3a MMUIOLEPa3bl COCTaB-
naeT:

— npw | Tune bl 6e3 nopaxeHus Tpyb4aTbiXx KOCTEN CKene-

Ta — 30 E[l/Kr Ha 1 BBeAeHHE;

X — JleKapCTBEHHbIV npenapar, BxoAdwum B NepeyeHb MU3HEHHO HEOOXOAUMBIX U BaXKHENLLUX NEKapCTBEHHbIX NpenapaTos AN Meau-

LIMHCKOro NpuMeHeHus Ha 2016 rog (PacnopsxeHue MNpasutensctea PP o1 26.12.2015 N 2724-p).

7H — NeKapcTBeHHbIV nNpenapar, BXoAAWKiA B lNepeyeHb leKapCcTBEHHbIX NpenapaTos, NpeAHa3HavyeHHbIX 419 o6ecneyveHuns nuL, 601bHbIX

remodunmen, MyKkoBMCLMAO30M, TMNOPU3apHbIM HaHNM3MOM, 60ne3Hbio folwe, 310Ka4YecTBEHHbIMU HOBOOGPa30BaHUAMKU TUMOONIHON,
KPOBETBOPHOM M POACTBEHHbLIX UM TKaHEW, PaCCESHHbIM CKIIEPO30M, UL, MOCNE TPaHCMIaHTaL MK OpraHoB U (MUnn) TKaHewn (PacnopsixkeHne

MNpaBuTensctBa PP o1 26.12.2015 N 2724-p).
3 Cwm. B Cricke nuTepatypbl [9-11].

B HacTosee Bpems B Poccuiickon denepaliMm aT0T aHanM3 He NpoBoasT.
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KnuHuyeckue peKkomeHaauum

— npu | TMne BI' ¢ nopaxkeHnem TpybyaTbiX KOCTEWN CKene-
Ta (KOCTHble KPW3bl, NaTONOMM4YECKNE Nepenombl, odaru
JINTUYECKOW AECTPYKLMHU, aCENTUYECKNN HEKPO3 FOSI0BOK
6eapeHHbIx kocTen) — 60 E[l/Kr Ha 1 BBeAeHME;

— npwu lll Tune bBI' — 60 E[l/Kr Ha 1 BBeaeHue.

[o3a nmurntouepasbl MOXKET NOBbIWATLCS UM CHUXKATBCS

B 3aBMCMMOCTM OT YCMELWHOCTU AOCTUMKEHMUS TepaneBTuye-

CKMX Lenen Ha OCHOBaHWKU OLLEHKU KITMHUYECKNX NPOSABEHUN.

Benamiouepasa anspa "H (Kog ATX: A16AB10) npea-
CTaBnseT co60M MMUKOMPOTEMH, KOTOPbIM MPOM3BOAMTCS Ha
nnHUKM HT-1080 ¢mbpobnacTtoB 4enoBeKa MO TEXHOMOrMu
pekoMmbuHaHTHOM [HK. AMMHOKMCNOTHas nocnenoBaTefb-
HOCTb Yy Mnpenapata WAEHTMYHA 3HLOrEHHOM [oKoLepe-
6posnpgaze. lNpun atom Benarnwouepasa anbda BKIAOYAET
NPEUMYLLECTBEHHO MIOKO3aMWUHOTIMKaHbI C BbICOKMM COAEP-
YaHMEM MaHHO3bl, YTO CNOCOBCTBYET UHTEPHaNN3aLUmm dpep-
MeHTa darounTapHbiMK KNEeTKaMU-MULLEHSMW NPK y4acTUn
peLLenTopoB K MaHHo3e.

MpenapaT 3amelwaeT Uin ycunneaeT gencrame bepmeH-
Ta rnioKoLepebpo3naasbl, KOTOPbIN YCKOPSAET rMAPOIN3 Mto-
Kouepebposnga c o6pazoBaHUEM [OKO3bl U Liepebposnaa,
OKa3blBas 6/1aronpusaTHOE BO34ENCTBME Ha MatoreHetuye-
CKME MexaHu3Mbl 601e3HU lowwe.

B KIMHUYECKUX nccnegoBaHunsx y ogHoro na 94 nauymeH-
ToB (1% 60nbHbIX) BbIiB/EHbI aHTUTeNa Knacca IgG K Bena-
rnouepase anbda, Npu aHanuse in vitro ycTaHOBAEHO, YTO
OHU ABASIOTCA HENTPANU3YLWMMK. Y AaHHOIO NaumneHTa He
BbISIB/IEHO peaKLWi, CBA3AHHbIX C BHYTPUBEHHON UHDY3MEN.
AHTUTEN Knacca IgE K Benarniouepase BbIIBIEHO He Obl10.
Benarniouepasa anbda Xopowo MNepeHOoCUTCsl, He UMeeT
Bblpa*KEHHbIX MO60YHbIX 3IODEKTOB.

OdpdeKTMBHOCTL M 6e30MacHOCTb Npenaparta AoKal3aHa
pesynbrataMn PaHLOMWU3UPOBAHHbLIX KAMHUYECKUX Wccre-
nosaHum Il dasbl (nccnegoBaHusa TKT032, TKTO34 un HGT-
GCB-039), KoTopble BK/IOYaNN B3POC/bIX U NALMEHTOB AET-
CKOro Bo3pacta oT 2 neT u CTapLue5.

Mo pekomeHaauun EBponencKkoro areHTcTBa Mo fiekap-
CTBEHHbIM cpeacTBaM (European Medicines Agency; EMA),
npenapart peKOMeHA0BaH K MPUMEHEHUIO Y AeTen oT 2 net®.

MpenapaT NoKasaH AN AAUTENbHOrO NeYeHns nauueH-
TOB ¢ 60onesHbio lowe | Tna. Benarnouepasa anbda Bbiny-
cKaeTcs Bo pnakoHax B 4o3npoBKe 400 E/l. PekomeHayemas
no3sa coctaBnaetr 30-60 E[l/Kr 1 pa3 B 2 Heagenu. [1o3y MOX-
HO KOPPEKTUPOBaTb MHAMBMAYANbHO, HA OCHOBaHUMW LOCTH-
WEeHUa oxungaemoro apdeKTa M ero CoxpaHeHus, oaHaKo
npumeHeHue ao3 Bbilwe 60 EL/Kr He n3yyeHo.

MoKasaHua ansa Hayana O3T
®3T Ha3HavaoT Npy NOATBEPKAEHWUM AMArHO3a U HaNu-

YUKW OOHOTO (NO6Oro U3 NEPEYUCIEHHbIX) UM HECKONbKUX U3

cnegytoLwmx NpU3HaKoB.
JlabopaTopHhbie rokasaTesnu:

° Taenasa aHemus (Hb < 80 mr/an);

° Taxenasa TpombountoneHus (< 60 000 Knetok/mn);

° Konun4yectBo nenkoumtoB < 3000 KNeTok/mn;

° MNpuW NPoOBEAEHWUU MONEKYISPHO-reHETUYECKOro uccne-
noBaHus B reHe GBA BbiiBNeHa 0fiHa U3 TSXKeNblX MyTa-
umn (Hanpumep, LA444P vnn DA0O9H).

KnuHn4yeckue npmusHaku:

® MopaxeHne KOCTeN (KOCTHbIE KPU3bl M HEKPO3);

° 3aeprKKa pocTa, CHUMXKEHWE CKOPOCTM pocTa Wu/wmiau
3amejsieHne pocTa;

Cm. B Cnncke nutepatypbl [12-15].

LLIKkana oueHKu TaecTn 3aboneBaHus no [7].

3aieprKKa ny6epTaTHOro pasBuTUS;

7Z-score HuXe —2,07 (Mo AaHHbIM OEHCUTOMETPUM MOosC-
HWYHOrO OTAeNa NO3BOHOYHMKA);

yBenn4yeHne obbemMa ceneseHKkun (bonee 4em 2-KkpaTHoe
NpeBbILlEHNE HOPMasbHbIX 3HA4YEHWN), O6beEMaA NEYEHMU
(6onee 4em 2-KpaTHOE NpeBbILLEHNE HOPMasbHbIX 3Have-
HWK, No AaHHbIM MPT).

Llensmn nevyeHuns sBasioTcs:

npuv aHEMUMU:

NoBbIlWEHME YPOBHSA remornoburHa B TedeHme 12-24 mec
Tepanuu Ao 3HaveHun Bolwe 110 r/n;

OTCYTCTBME 3aBMCUMOCTHK OT remoTpaHchy3uni;
YMEHbLUEHNE YTOMASEMOCTU U AUCMHO3;

noaaep)KaHue AOCTUTHYTOro B TeYeHue nepBbix 12—
24 mec Tepanum YpoBHS reMornobumHa;

npv TPOMBOLIMTOMEHNH:

yBennyeHne Konnyectea TPOMGOLMTOB BO BPEMS NEPBO-
ro rofa Tepanuu A0 YPOBHS, 4OCTAaTOYHOro ANna npegot-
BPALLEHWUS CMOHTAHHbIX U XMPYPrUYECKMX KPOBOTEYEHUI;
np¥ yMEPEHHOW UCXOO4HOM TPOMOOLIMTONEHWUWU: YyBEU-
yeHue KonmyecTBa TpombounToB B 1,52 pasda K KOHLY
nepBoro roga Tepanun u JOCTUKEHWUE HUKHEN rPpaHuLb
HOPMbI B Te4yeHue 2 neT Tepanuu;

npv BblpaXK€HHON UCXOAHON TPOMOOLUMUTOMNEHUN: YBENU-
yeHue KonuyecTBa TpombounToB B 1,5 pasda K KOHLY
nepBoro roga Tepanuu v Hanuine TeHAEHUMW K Aalb-
HenweMy yBeNMYeHUI0 UX YPOBHSA B TeyeHune 2-5 neT
Tepanuu (yaBoeHne Konnyectsa TPOMOOLMTOB K KOHLY
BTOPOro roga Tepanuu), 04HaKo Npu 3TOM He cheayeT
0XuaaTb NOMHOM HOPMaNn3aL MK 3TOro NoKasaTens;
OTCYTCTBME MOKa3aHWM K CMAEHIKTOMUM;

noaaep»KaHme cTtabunbHOro Koamvyectsa TPOMOGOLIMTOB
6e3 pUCKa pa3BUTUA KPOBOTEYEHWUIN NOCNE AOCTUKEHNS
MaKCUMasibHOro OTBETa Ha Tepanuio;

npv renatomeranuu:

yMeHblLEHWE (M NoaAepKaHUe) pa3sMepoB NeYeHn Ao Hop-
MasnbHbIX v B 1,5 pasa npeBbiWwatoLmMx HopMasbHblE;
yMeHblleHne obbema neyvyeHn Ha 20-30% B TeyeHue
1-2 net Tepanun n Ha 30-40% B TeyeHue 3-5 neT
Tepanuu;

npv cnaeHoMerannu:

YMEHbLUEHME (M NoAAEpPKaHME) pa3MepPoB cene3eHKn Ao
npeBbllWaoWmx HopMasbHble MeHbLIE YeM B 2—8 pas;
yMeHblleHne obbema ceneseHkn Ha 30-50% B TeveHune
1 ropa Tepanuu n Ha 50-60% B TeueHue 2—5 neT Tepanuuy;
obneryeHne CUMMMNTOMOB, BbI3BaHHbIX CMJEHOMEranu-
en: B3[yTWe XWBOTa, paHHee HacbllleHue, pa3BuTHUe
MHPAPKTOB CENE3EHKMN;

yCTpaHeHWe CMMMNTOMOB FMNePCNAEeHU3Ma;

Np¥ NOParKEHMN KOCTHO-CYCTaBHOM CUCTEMDbI:
YMEHbLUEHWE UK YyCTPaHEHUE 6ONEN B KOCTSAX B TEYEHUE
1-2 net Tepanuu;

npefoTBpaLLeHNE KOCTHbIX KPU30B;

npefoTBpalleHne pas3BUTUS OCTEOHEKPO30B U CYOXOH-
[ApanbHbIX KON1ancos;

ynydlleHMe NoKa3aTenss MMHepasbHOW MNOTHOCTU KOCTEWN;
yBenn4yeHne KopTUKanbHom 1 TpabeKyNspHON MUHEpPab-
HOM NMOTHOCTM KOCTHOW TKaHM B TedeHure 2 neT Tepanuu;
OOCTUXKEHME HOPManbHOWM WAM WaeanbHOW MUKOBOW
KOCTHOW Macchl;

npv 3agepKe pocTa:

[LOCTUKEHWE HOpMaslbHbIX MOKa3aTesien pocTa, CoracHo
nonynsuMOHHbLIM CTaHgapTaMm, B TedeHne 3 neT Tepanuu;

URL: http://www.ema.europa.eu/docs/en_GB/document_library/EPAR_-_Product_Information/human,/001249/WC500096382.pdf



® [OCTUXEHWEe HOopMasbHOro BO3pacTa HacCTyn/leHus
ny6epTtaTa.

Mpn o6cnegoBaHnn CUBANHIOB (GpaTbeB U cecTep npo-
6aHga) moryT 6biTb BbisiBfieHbl AeTM ¢ Bl He umelowme
KNMHUYECKMX NPOSBNEHUI. TaKMe nauMeHTbl HyXKAalTcs B
Hab6AIOAEHMI; HAYMHATb MUX ledeHne HeobxoaAMMO MpuU NosiB-
JIEHUU NEePBbIX CUMNTOMOB GONE3HMU.

Mpu Il TMNe BI" bepmeHTHaa 3amMecTUTeNbHas Tepanus He
Ha3Hayvaetcs (2C), TaK Kak HeadPEeKTUBHA.

TakTuka ®3T B 0c0o6bIX cyyasax

Mpn HeapdEeKTMBHOCTM OAHOro M3 npenapatoB 3T
B HayalbHOM TepaneBTUYECKOM A03MPOBKE B TeyeHue
ANWUTENBbHOTO BPEMEHMW (B Cillydae HeLOCTUXKEHWS Tepanes-
TUYECKMUX Lienen npuv NpUMEeHeHuMM npenapata B TeyeHue
12-24 mec) peKoMeHayeTcs NPOBECTU KOPPEKLMIO NeYeHUs
C yBenuyeHueMm [O03bl NPUMEHSeMOoro npenaparta, HO He
6onee 60 E[l/Kr B TeyeHue 2 Hep.

B cnyyae oTcyTcTBUSA addPeKTa oT NpoBOAMMON Tepannmn B
afleKBaTHOM TepaneBTUYECKON 03€ MU HEMEPEHOCUMOCTH
(pa3BUTUKN Cepbe3HbIX HeXenaTenbHbIX MOOGOYHbIX peaKLni)
BO3MOXEH nepexoa Ha apyron npenapat ®3T. PelweHue o
3aMeHe N1eKapCTBEHHOro cpeAcTBa B paMKax AaHHou dap-
MaKoTepaneBTUYEeCKOM rpynnbl NPUHUMAETCS KOHCUANYMOM
crneLmanncToB; PoaUTENY / 3aKOHHbIE NPeACTaBUTENN NaLy-
€HTa [OO/IKHbl OblTb MPOMHGOPMUPOBAHbI O AanbHenLen
TaKTUKe BeaeHus.

MoGo4Hble 3P PeKTbl PepMEHTHOMU

3aMeCcTUTE/IbHOW Tepanuu

®3T 6e30nacHa M Nnllb B O4E€Hb PEAKUX CydYasix Conpo-
BOXJAeTCs HexenateNbHbIMKU NOGOYHBIMK PeaKLMaMK, CBSI-
3aHHbIMKW C NyTEM BBEAEHMS npenapaTta: AMcKkomdopT, 3y,
¥KeHue, OTeK B MecTe BeHenyHKuuu. MNpumepHo y 3%
60/IbHbIX BO3HWKAKOT MO6OYHble 3dPEKTbl, CBA3AHHbIE C
rMNepYyBCTBUTENbHOCTbIO, KOTOPble MOrYT ObiTb YCMELHO
NPEOAONEHbBI CHUKEHNEM CKOPOCTU UHDY3UMU.

CuMmnTomMaTuMyecKas Tepanus

Mpu pa3BUTUK NPOSIBNIEHMI OCTEONOpPO3a AN 3ameane-
HUS M NpeKpaLLeHNs NoTePU KOCTHOW Macchbl, MOBbIWEHMUS
ee MPOYHOCTH, NPeaoTBPaLLEHUS NepenomMoB KocTew B
KOMIM/IEKCHOW Tepanuu NpuMeHsIoT anbd>ar<anbuw,qon>“'5“8
(Kog ATX: A11CC03), conn Kanbums™B® (Hanpumep, Koa
ATX: A12AA).

B KayecTBe cMMMTOMaTM4yeCKOW Tepanuu CKeNeTHbIX
ocnoxHeHun Bl | TMINa Ha3HavalTCA aHanbreTuku (BO Bpe-
MS KOCTHbIX KPM30B), HECTEPOUAHbIE NPOTUBOBOCMAIUTENb-
Hble CpeAcTBa, PeaKo, Nulb MPU HaNWYMKW MOKa3aHWMN, —
aHTMGaKTepuanbHas Tepanus.

OWWBKU U HEOBOCHOBAHHBIE HABHAYEHUA
* [lpoBefeHUEe CMNEHIKTOMUU MPUBOAUT K TAMENLIM

Heo6paTUMbIM MOCNEACTBMAM — pas3BUTUIO LMPPO3a
neyeHu, gedopmaumnm KocTenm U cyctaBoB, GUOPO3Y
NEerkux.

* [lpn goKaszaHHOM anarHose bl He HyXHbl MOBTOPHbIE
NMYHKLMM KOCTHOIO MO3ra v Apyrue MHBasuBHbIE anar-
HOCTUYECKME MeponpuaTus (Morncusa nedyeHu, cene-
3EHKM).

e KpaKlHe onacHO ornepaTUBHOE iIeYEeHNE KOCTHbIX KpU-
30B, KOTOpbIE€ OWKNBOYHO paccMaTpUBalOTCS KaK Npo-

ABNEHUS ocTeomuenuta. lpu XMpypruyeckux Bme-
lWaTenbCTBaXx CyLWeCTBYET MOBbIWEHHbIN PUCK KPOBO-
TeYeHUS U UHOULMPOBAHHUS.

* [lpoTMBOMNOKA3aHO Hal3HayYeHWe MNIOKOKOPTUKOCTEPO-
WAOB C LENblo KYNnMPOBaHWS LIMTOMNEHUYECKOrO CHUH-
apoma.

e He o6ocHOBaHO Ha3Ha4yeHWe NpenaparToB Kefnes3a 60/b-
HbIM C pa3BepHyTOW KapTuHoW Bl, Tak Kak aHeMus B
3TUX C/lyYasix HOCUT XapaKTep «aHeMUK BOCManeHus».

BEAEHME NALIMEHTOB

C BOJIE3HbIO NOLIE

OKazaHune MeaumumMHCcKon nomolm getam ¢ bIN ocyuwect-
BSIETCA Ha OCHOBaHWM MOpsAKa OKa3aHWUs MeAMLMHCKOM
nomolm getam (Mpukas MuHUCTepCcTBa 34paBOOXPaHEHUS
n coumnanbHoro pa3sutns PP ot 16 anpens 2012 r. N 366H
«06 yTBepxaeHuu [lopsgka oKasaHWa negnaTpuyecKon
MOMOLLN»).

OcyulectBnseTcs B COOTBETCTBMU C PEKOMEHAaLMAMMU
no MWHWMaANbHO HEO6XOAMMOMY MOHWTOPWUHIY COCTOSIHUSA
60nbHbIX Npu Bl | TNa, pa3spaboTaHHbiIMKM O6beaANHEHHON
MeXAyHapoAHOW rpynnon no wu3ayvyeHuto 6onesHu lowe
(International Collaborative Gaucher Group). KoHTposnb
nokasartenen KpoBu Heobxoanmo npoeoanTb 1 pas B 3 mMec,
pa3mepoB napeHxMmaTo3Hbix opraHoB (Y3U, MPT) — 1 pas
B 6 Mec, a TaKXKe Npu U3MEeHeHWU AO3UPOBKM Mnpenapa-
Ta WAW NPU 3HAYUTENbHbLIX KIMHUYECKUX OCNOKHEHMUAX
(tTabn. 2). OnpeageneHne COCTOSAHUSA KOCTHOW TKaHW OcCy-
wectensaoT 1 pa3 B rog. OnpegeneHne akTMBHOCTU XUTO-
Tpno3unaasbl Ha GoHe PEepPMEHTHON 3aMeCcTUTENIbHOM Tepa-
nuun npoBoaaT 1 pas B 12 mec.

MaumeHTbl ¢ BI' HabngalTCa N0 MECTY XUTeNbCTBa B
aM6ynaTopHO-NONMKIMHUYECKMX YCII0BUSX Bpadyamu neau-
atpamu, rematonoramu, npu b lll Tuma — HeBponartoso-
raMu, NPU HaUYUKU KOCTHBIX HapyLLeHU — opToneaamu go
focTuxeHns Bo3pacta 18 net. 3T npoBoanUTCS perynsapHo
npW HaAMYMKM NOKa3aHUI: B C/ly4ae OCMIOKHEHHOI0O Te4YeHH s
601€3HM — B YCNOBMUSAX KPYINOCYTOYHOrO cTauuoHapa, B
CTabUNbHOM COCTOSIHUM — B CTalMOHape AHEBHOro npe-
6bIBaHUA UnnM ambynatopHo 1 pas B 2 Hed. [1o AOCTUKEHUS
KNMHWKO-NabopaTopHOM pemMuccun Bce nauueHTbl ¢ bl
LOSKHbI NPOXOAWUTb KOHTPOJSbHOE 06CneaoBaHne C LieNbio
KoppeKumn Ao3bl ®3T B KPYrnocyToyHOM WM AHEBHOM
CcTauMoHape 2 pa3a B rof; B AajibHenwem obcnegoBaHue
nposoauTca 1 pas B roa.

MEAUKO-TEHETUYECKOE KOHCYJ/IbTUPOBAHME

U NMPEHATAJIbHASI AUATHOCTHUKA

CembsM ¢ 601bHbIMW AETbMU PEKOMEHAYETCH MEAUKO-
reHeTU4YeCKoe KOHCYNbTUPOBaHWE C LIeNbl0 pa3bsACHEHUS
reHeTM4ecKoro pucka. Kak v npu Agpyrux ayToCOMHO-
peueccuBHbIX 3aboneBaHusx, npu bl ana Kaxkpoon 6epe-
MEHHOCTU PUCK poxaeHusa pebeHKa cocTaBnsetr 25%.
B cembsix, rae ectb 60/ibHOM pebeHOoK, CylWecTBYET BO3-
MOXHOCTb NPOBEAEeHWUS NpeHaTalbHON U NPenuMnIaHTaLu-
OHHOW AMArHOCTUKMW.

MpeHaTanbHaa AMarHOCTMKa MPOBOAMTCS MOJSIEKYNSAPHO-
reHeTUYECKUMU WU BUOXMMUYECKUMWU METOAaMM, MNyTeM
ncenegosanmna HK, BblgeneHHon u3 6uonTtata BOPCHH
XOpWoHa Ha 9-11-1 Heagene 6epPeMEHHOCTU U/UNKN KNETOK
aMHUOTUYECKOM XUAKOCTU, NNOAHON KpoBM Ha 20—-22-1 Heq
6epeMeHHOCTH.

BK — JIEKapCTBEHHbIW npenapart, BXoAAlWwnin B NepeyeHb IeKapCTBEHHbIX npenapaToB ANf MEAULMHCKOro NMPUMEHEeHUs, B TOM Yucne

NeKapCTBEHHbIX NPpenapaToB AN MEAULIMHCKOrO MPUMEHEHUS, Ha3Ha4YaeMblX MO PeleHnio BpaueGHbIX KOMUCCUM MeAULMHCKUX OpraHu-
3auui (Pacnopsikerue MNpaButenbctBa PP o1 26.12.2015 N 2724-p).

NEAUATPUYECKAA ®APMAKOJIOTUSA /2016/ TOM 13/ N 3



KnuHuyeckue peKkomeHaauum

Ta6auuya 2. MpuHUKUNBLI MOHUTOPKHIA 60/1e3HK lolwe

Kaxpable Kaxpgble Kaxpable Mpu nameHeHum
3 mec 6 mec 12 mec AO3bl
[emorno6uH | |
Tpom6OLMUTBI | [ |
AT, ACT | [ |
XutoTpuosuaasa | |
Pasmep neyeHu no gaHHbiM Y3 unu MPT | [ |
Pasmep ceneseHku no aaHHbIM Y3U uan MPT | |
PeHTreHorpadwms 6eapeHHbIX KOcTewn | |
MPT 6eapeHHbIX KocTen | |
OcTeoageHcHUToMETPHSA | ] [ |

lMpumeyanne. ANT/ACT — anaHuH-/acnaptaTtammHoTpaHcdepasbl, Y3N — ynbTpa3ByKoBoe uccnegosarvve, MPT — MarHMTHO-pe30HaHCHas

Tomorpadus.

NMPOrHO3

MporHo3 BI' npu |  lll TMINax 3aBUCUT OT BblparKEHHOCTH
KJIMHUYECKUX NPOSBNEHNK. HadHavyeHne naTtoreHeTu4ecKom
Tepanuu Ha paHHUX CTaauax 3aboneBaHus onpeaenseT ona-
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