KNVMHWUYECKUE PEKOMEHIALI MO BEAEHWIO AETE C BOTE3HLIO MOLLIE

[aHHble KNMHWYECKME PEKOMEHAAUMN PacCMOTPEHbI M YTBEPXKAEHbI Ha 3acefaHuun licrnonkoma
npoheccMoHasbHOM accoumaunmn aeTckux Bpaderr Cotosza nepmatpos Poccun Ha XVII Cwesge
neamnatpos Poccun «AKTyasibHble Npobniembl neguatpumn» 15 despans 2013r.

MeTogonorusa

MeTogbl, MCNO/Ib30BaHHbIe 418 coopa/ceneKumn oKasaTebCTB

MouCK B 3N1EKTPOHHBIX 6a3ax AaHHbIX

OnuncaHne MeTOA0B MCMOMb30BaHHbIX A5 cbopa/cenekumn oKas3aTe/ibCTB

[oKa3zaTenbHoOn 6a3oin ana ny6nvkaumm sBnalTcs nyonukauun, soleawine B KOKpaHOBCKYHO
ombnnoteky, 6asbl gaHHbIX EMBASE 1 MEDLINE. 'ny6uHa novcka coctasnsna 5 net

MeTogbl UCMo/b30BaHHbIe 47151 OLEHKN KayecTBa U CU/ibl JOKa3aTe/IbCTB

KOHCeHCyC 3KCnepToB;

OLeHKa 3HaYMOCTW B COOTBETCTBUM C PETUHIOBOI cxemoid (Tabn.1).

Tabnnuya 1.
PeliTUHroBas cxema [/19 OLEHKMN CUJIbl PEKOMEHAaLmM
CTeneHb peKoMeHgaLmm KauecTBo foKasaTenbCcTBa
COrnacy/oLLMecs JaHHbIE XOPOLLIO BbINOMHEHHbIX
1A. CunbHas PEKOMEHAALNA. BbicoKoKauecTBeHHoe PaHAOMU3MPOBaHHBIX KOHTPONMPYEMbIX UCCAEA0BAHWIA U
foKasaTe/bCTBOo HEOMPOBEPXXMMbIE [10Ka3aTeNbCTBA B KAKO-IM60 Apyroii opme

[JanbHeliLume UccnefoBaHus Bpsif M N3MEHST YBEPEHHOCTb B
OLIEHKE MO0/1b3bl U pUCKa.

[JaHHble PaHAOMU3NPOBAHHBIX KOHTPOMPYEMbIX UCTILITAHHIA C
1B. CunbHas pekomeHpaums. [lokasatenbCTBo yMEPEHHO® | payubIMU OrpaHNyeHNSMU (MPOTUBOPEUMBbIE PE3y/bTaTbl,
METOZONOrNHECKVE HEAOCTATKY, KOCBEHHbIE MM HETOUHBIE),
WM 0YeHb Yb6eauTeNbHbIE A0Ka3aTeNbCTBA B KaKOM-11Mbo Apyroi

thopme.

[JanbHeliume nccnefoBaHus (ECNv OHU NPOBOASTCS), BEPOSITHO,
OKXKYT B/IMSIHIE HA YBEPEHHOCTb B OLIEHKE MOJIb3bl U PUCKA U
MOTYT U3MEHMUTb OLIEHKY.

. [NaHHble 13 HaBNIATENbHBIX UCCIEN0BAHWIA, BECCUCTEMHOIO
1C. CunbHasn pekomeHaauns. H13KMin yposeHb KIMHNYECKOTO OMbITa MW U3 PaHAOMU3UPOBAHHBIX
AoKasaTenbcTea KOHTPO/IMPYEMbIX UCTILITAHWI C CEPbE3HBIMN HEAOCTATKAMU.
Jto6ast oueHKa adekTa ABISETCA HEONPEAENEHHOM.

CornacytoLLmecs JaHHbLIE XOPOLLIO BbINOMHEHHbIX
2A. Cnabas pekomeHpaLms. [lokasaTe/bCTBO BbICOKOTO PaHAOMU3MPOBAHHBLIX KOHTPO/IMPYEMbIX UCCNIEA0BaHUIA NN

KavecTsa HEOMPOBEPXMMbIE [J0Ka3aTeNLCTBA B KaKOIA-n160 Apyroi opme

[JanbHeliLume uccneoBaHus Bpsif /M N3MEHST YBEPEHHOCTb B
OLIEHKE MO/b3bl 1 pUCKa.

[JlaHHble paHA0MU3MPOBaHHbBIX KOHTPOMPYEMbIX UCMbITAHNI C

2B. Cnabast pekoMeHzaLmsl. Y MepeHHOe Ka4ecTBO BaKHBIMW OFPaHNYeHNAMM (MPOTUBOPEUNBbIE Pe3y bTaThl,

AoKasatenbcTea METOZ0/IOrNMUECKIE HeJOCTATKM, KOCBEHHbIE U HETOUHLIE),
WA OYeHb YBeUTENbHbIE 0Ka3aTeNbCTBA B KaKOoiA-Nn6o apyroi
thopwme.

[anbHelilne nccnefoBaHns (€CAM OHU NPOBOAATCA), BEPOSTHO,
OKaXyT BINSHWE Ha YBEPEHHOCTb B OLIEHKE MOJb3bl U pUCKa 1
MOTYT M3MEHWUTb OLIEHKY.

[NaHHble 13 HaBNIATENbHBIX UCCNIEN0BAHWIA, BECCUCTEMHOIO
2C. Cnabas pekomeHaaLys. [lokasaTesbCTBO HIA3KOr0 KNMHUYECKOrO OMbITa, UK U3 PaHA0MU3MPOBaHHBIX
KaqecTea KOHTPO/IMPYEMbIX UCTILITAHWI C CEPbE3HBIMN HEAOCTATKAMU.
Jtobast oueHKa adekTa ABSAETCA HEONPeAENEHHOM

*B Tabnuue LM(PoBOe 3HaUeHNe COOTBETCTBYET CU/E PEKOMEHAALWIA, BYKBEHHOE - COOTBETCTBYET
YPOBHIO [10Ka3aTe/IbHOCTM



BonesHb Mowe (BIN) — Hanbonee yactas hopma HacneACTBEHHbIX (DePMEHTONATUIA, 06bEeUHEHHBIX
B rpynny /IM30COMHbIX 60/Me3He HaKOM/IEHUs, B OCHOBE KOTOPOM NEXWUT AetheKT SM30COMHOro
(hepmeHTa B-D-rntoko3mnaassl (roKouepebpo3naasbl), OTBETCTBEHHOMO 3a KaTabo1mM3M NMnuaos.

MKB-10: E75.5

annaemMmonoruns

YacToTa BI' B 06Wweli nonynaumm 1:40000 — 1:70000. B nonynsumm eBpeeB-aLlKeHasmn (BbIXOALEB U3
BocTtoyHoM EBponMbl) 4yactoTa BCTPeYaeMOCTW 3TOro 3abonieBaHMsi ABNSETCA 60/ee BbICOKON W
focturaet 1:450 — 1:1000.

JTronartoreHes

BI" HacnegyeTcs NO ayTOCOMHO-PeLLeCCMBHOMY Tuny. MpucyTCTBMUE ABYX MYTaHTHbIX asi/iefnei reHa
accouymmpyetca co 3HaumTeNbHbIM (< 30% OT HOPMa/IbHOrO YPOBHS) CHVDKEHWEM KaTa/IMTUYECKOM
aKTVBHOCTU T/IHOKOLepebpo3naasbl, YTO MPUBOAUT K HaKOMIEHWO B JIM30COMax Makpoaros
HEYTUIM3MPOBaHHbIX NIMNUA0B 1 06pPa30BaHMI0 XapaKTepHbIX KMETOK HakorneHus (KneTok [oLue).
CnegctemeM  faHHOro  MeTabonMyeckoro  Jeekta  ABNAIOTCA:  XPOHWYECKas — aKTuBauus
MakpogarasibHON CUCTEMbI, ayTOKPUHHAsA CTUMYNALMA MOHOLMTONO33a 1 YBE/IMYeHMe abCONOTHOIO
KOMMyecTBa  MakpotharoB,  HapylleHMe  pPerynsatopHbiX — (DyHKUMA  makpodparoB.  [eH
rnoKoLepebposmnaassl KapTupoeaH Ha XpomocoMe 1g21. B HacTosulee Bpems onucaHo 6onee 300
Pa3/IMYHbIX MyTaLuiA, KOTOPbIE YaCTUYHO M/ NOTHOCTbLIO G/I0KMPYIOT KaTa/IMTUYECKY0 aKTUBHOCTb
(bepMeHTa, M KOTOpble CBfA3aHbl C LUMPOKUM MOIMMOPHU3MOM KIMHUYECKUX CUMMTOMOB BI.
Hanbonee pacnpoCTpaHEHHbIMX MyTaLMAMK, COCTaBAAOLWMMU OKONo 60% Bcex MyTauuil reHa
rnokouepebposmpasel asnaoTca: N370S, L444P, 84GG, IVS2+1. Mpucytcteue annens N370S
«3allMLLaeT» OT MOPAKEHUA HEPBHOM CUCTEMbI. HanpoTuB, MHAKTUBUPYIOLLME TOYEYHbIE MyTaLuK,
PEKOMOVHAHTHbIE annenn W BHYTPUIEHHbIE Aeneumn CONpsKeHbl C HAaKOM/IeHWeM MpPOAYKTOB
JereHepaumm rANKOCHUHIONMNUAO0B B HEpPBHOW TKaHW (HEMPOHbI, afBeHTULMaIbHbIE KNEeTKU,
MWKPOI/INS) U acCOLMMPYETCA C PasBUTEM HelipOHOMaTUYeCKUX Tunos BI.

Knaccngmkaums
B 3aBMCUMOCTM OT KIMHMYECKOTO TeYEHUA BbIAeNAT 3 Tuna 601e3HK [MoLwue:
e TUN 1 — He-HelpPOHONaTUYEeCKNIA (CaMblil YacCTbIi).
e TUM 2 — NH(AHTW/IbHBINA UK OCTPbIA HEMPOHONATUYECKNIA,
e TUN 3 — NOAOCTPbIA HENPOHONATUYECKWIA.
Mpy TMNax 2 n 3 B NaToN0rMYecKMin NPOLECC BOB/IEKAETCA HEPBHAsA CUCTEMA, NMO3TOMY UX Ha3blBatoT
HepoHOMaTUYECKUMMU.

KnuHnyeckune nposisneHns BIC Tuna 1 pasHoo6pasHbl. Bo3pacT MaHuecTauum 3abonesaHmns
Bapbupyet ot 0 go 60 netr. Bl TMna 1 MMeeT XpPOHWYecKoe TeyeHue. KnHMYeckasa KapTuHa
XapaKTepu3yeTcs MPOrpeccuUpyrowM  YBe/IMYEHWEM MApeHXUMATO3HbIX OpraHoB (NMeveHn wu
Cene3eHKM), NaHUMTONEeHWel 1 NaTonornein TpybyuaTbiX KOCTEN CKeneTa.

OCHOBHbIe KNMHNYeCKMe cumnToMbl BI™ Tuna 1:

e renarocnsieHoMeraaus,

e remopparuyeckuii CUHAPOM,

e KOCTHble 601 (KOCTHbIE KpU3bl),

e HapyLLeHve NOoABMXHOCTM B CyCTaBax, 00YC/I0B/IEHHOe acernTUYECKNUM HEKPO3OM,
e NAaTo/I0rMyecKme nepesiomsbl,



e 33/lepXKKa (PM3MYECKOro 1 MosI0BOro pasBuUTUs,

e  aCTEHMYECKMNIN CUHAPOM.

MOCTOSHHBIN 1 Hambonee paHHWIA MpU3HaK 3aboneBaHWs — crneHomeranus. Tpu nanbnayum
Ce/nle3eHKa MMeET MIOTHYH KOHCUCTEHUMIO. PasmMepbl ceneseHku npu BIT MoryT npesbiwars HOPMY B
5-80 pas. Mo mepe nporpeccrpoBaHns CryIEHOMEra/iuy B Ce/le3eHKe MOTryT pa3BMBaTbCA UH(APKTLI 1
(h16pPO3HbIE M3MEHEHWS, KOTOPbIE HEe UMEHT KAMHUYECKMX NposBieHuid. enatomeranus npu bl
BblpaKeHa B MeHbLLUEl CTeNeHKn, Yem CrieHOMeraauns 1 pasBmBaeTCs, Kak npasunsio, B 60s1ee No3gHme
CPOKW. VCK/IHOUYEHMe COCTaBNAKOT 60/bHbIE MOC/E CMIEHIKTOMUM, Y KOTOPbIX B OTCYTCTBUM JIeYEHUA
MOXET HabntoAaTbCA 3HauUMTeNbHasA renatomeranusa. @yHKUMSA NeYeHn, Kak npasuno, He cTpagaet. B
PEAKUX CnyvasxX OTMeYaeTCs He3HauMTesSIbHOE MOBbILEHME CbIBOPOTOYHbIX TpaHCamuHasz. [pu
nporpeccMpoBaHMn BT MOXKeT pas3BUTLCA MOpTasibHas rUMepTeH3us. eMopparMyeckuini CUHAPOM,
CBA3aHHbI C TpomOGOUMTONEHME 1 HapylleHneM (YHKLUM TPOMOOLMTOB, NPOSABASETCA B BUAE
MOLKOXHBIX FeMaToM, KPOBOTOUMBOCTU CAMU3UCTbLIX 000M0YEK U A/INTENbHbIX KPOBOTEUYEHWIA nocne
Ma/lbIX OMepaTMBHbIX BMeLUaTenbCTB. [lopaxeHue nerkux BCTpevaeTcd peako (1-2% 60/bHbIX),
MPerMyLLEeCTBEHHO Y CM/IEH3KTOMUPOBaHHbLIX MaLUWEHTOB, U MPOABMSETCA KakK MHTepPCTULMaIbHOE
3aboneBaHMe NIErKUX WM MOPaXEHUe NEroYHbIX COCYfAOB C pa3BUTMEM CUMMMTOMOB JIerOYHOM
runepTeHsun. TunNUyHbIM nposenieHvem Bl Tuna 1 fABNseTca nopaxeHuWe KOCTHO-CYCTaBHOW
CUCTEMbI, KOTOpOe MpoTeKaeT OT 6eCCMMMTOMHOM OCTeOneHMM K KoiboobpasHoW Aehopmanmn
ANCTa/bHbIX OTAEN0B 6eApPeHHbIX KOcTel (Konbbl dpneHmenepa) 40 TSHXKENenwero ocTeonoposa ¢
MHOXXECTBEHHbIMM MAaTOMIOMMYECKUMM MEePesioMaMn 1N ULIEMUYECKMMU HEKpPO3aMu, BeAylmMu K
Pa3BUTUIO BTOPUYHbIX OCTE0APTPO30B W, KaK CNefCcTBME, HeobpaTUMbIX OPTOMeAMYecKnX LedeKToB.
Y 60/bIMHCTBA 60/bHLIX € BIT HabnogarTCcs XpoHNYecKne 601 B KOCTAX. XapaKTepHbl KOCTHbIE
KpU3bl, COMPOBOXAAOLLMECS MYUYUTE/IbHBIMW GONSAMW B KOCTAX, runepeMuert 1 601e3HEHHOCTLIO B
0611acTV CyCTaBOB, CHUKEHWEM ABUraTe/IbHON akTUBHOCTW, IMXOPaAKONA, 03HO60M. Ha nuke Kpusa
OTMEYatoTCs BbICOKWIA IEMKOLMTO3 M MOBbIWEHHAA CKOPOCTb OCeAaHUs 3pUTPOLMTOB. VIMEHHO
NMOpaXXeHNe KOCTHO-CYCTaBHOM CUCTEMbl OMpefeniseT TSHKeCTb TeyeHus Bl M KayeCTBO >KM3HU
nayneHToB.

OCHOBHble CUMMTOMbI 3a60/1eBaHMsA Npu BIT TMNa 2 BO3HWMKAOT B NepBble 6 Mec XU3HW. TeyeHune
3aboneBaHns — 6bICTPO Nporpeccupytowiee. KNMHUYECKMA CUMNTOMOKOMINIEKC BK/THOYAET MPU3HaKK
MOpaXKeHNs HEPBHOW CUCTEMbI Y BHYTPEHHUX OPraHoB:

e renarocrnsjeHomeranms;

e HapyleHWe rN0TaHWs, MOMEepxXMBaHUe, 4YacTO  OC/IOXKHAIOLWMECH  acrmpalnoHHOW
NMHEBMOHWEN;

e Tpu3Mm, bunatepasibHOe (PUMKCMPOBAHHOE KOCOr/asvie, MpPOorpeccmpyrowas CrnacTMyHoCTb C
peTpakuven Lwewn, runeppedneKkcns, MNONOXUTENbHbIA CUMNTOM BabuHCKOro u apyrve
naTonornyeckme peekchl;

e [porpeccupyroLwas 3afep>kka NcMxXoMOTOPHOr0 PasBUTUSA U MOTeps paHee NMPUOBPETEHHbIX
HaBbIKOB;

e TOHWKO-K/IOHMYECKME CYLOPOXHble MPUCTYMbI, Pe3UCTEHTHbIE K MPOTUBOCYLOPOXHOM
Tepanuu.

"NaBHOM OCOGEHHOCTLIO KIMHUYECKMX NposBneHnid BIT Tuna 3 ABnseTca To, YTO Hapsagy C
NopaxeHNeM MapeHXMMaTO3HbIX OpraHoB (renarocrnsieHoMeranna) HabnaatTCH HEBPOIOrMYeCcKue
NPOSIB/MEHUSA, CXOAHbIE C TaKOBbIMU Mpu TUMNe 2 BIT, HO MeHee TSHXKENO BblPaXXEHHbIE Y BOZHUKAIOLLME,
Kak npaswuso, B BO3pacTe OT 6 40 15 neT 1 no3xe:

e  OKY/IOMOTOpPHbIE PacCTPOMCTBA;

e  CHWKeHWe UHTeNNeKTa (0T He3HAUNTE/IbHBIX M3MEHEHWI 40 TSHXKENON LeMEHLMN);



e 3KCTpanmpammgHas purmaHocTb;
e  MO3)KEYKOBbIE HAPYLLUEHNS;
e pacCTpoiicTBa peuu, MUCbMa;
e OBEAEHYECKME USMEHEHMS, ANIN30AbI NCMX034;
e  MWOK/IOHWW, FeHePann30BaHHbIE TOHNKO-KIOHNYECKME CYA0POrH.
B 60/bLUMHCTBE C/ly4aeB TeueHMe 3a60/eBaHs MefIEHHO MPOrPeccupytoLLiee.

[OvarHoctuka (Tabn. 2)

[varHo3 6onesun [owe cnegyeT NPeanonoXuTb Yy NauyueHTa € HEOOBLACHUMOW CMAEHO- U
renatoMeraiveid, LUTOMEHUEA M CUMMITOMaMW MOPaxXeHUs KocTeld. OCHOBOM COBPEMEHHOW
ANarHOCTMKM 60/1e3HN Towe SBNAeTCA 6UOXMMUYECKUIA aHa/IM3 aKTUBHOCTU [-D-rnioko3ngasbl B
NnerikoumTax KpoBW. Tpu 3TOM CTeMeHb CHWXKEHWS aKTUBHOCTM (epMeHTa He KOppenupyet C
TSXKECTbIO KIMHWUYECKMX NPOAB/IEHNI N TedeHneM 3ab601eBaHNA. [LONOMHUTEIbHBIM GUOXUMUYECKM
MapKepoM, XapakTepHbIM Ana 60/e3HN [oLle, CNYXWUT 3HaUYUTe/IbHOE MOBbILLEHVE aKTUBHOCTU
XUTOTPMO3nNAasbl —  TUAPONIUTUYECKOrO  (DEPMEHTA,  CUHTE3MPYEMOro  aKTVMBMPOBAHHbLIMU
mMakpodaramu, B CbIBOPOTKe KpoBu. OpfHako, 6% o6Lweli nonynsuuyM COCTaBNAOT HOCUTENN
FOMO3UIOTHON MyTauuy reHa XWTOTPUO3NAasbl, YTO BbIPAKAETCA B OTCYTCTBMM aKTUBHOCTY
(bepmeHTa B CbIBOPOTKE KpOBW. [103TOMY B pefkux cny4vasx OnpefeneHne  akTUBHOCTM
XUTOTPMO3MJa3bl He MOXET ObITb MCNOMb30BAHO A1 AUarHOCTUKM Y MOHUTOpPUHIa BI.

AHaMmHe3 1 pus3nKanbHoe 06cnefoBaHNe
Mpwv cbope aHamHe3a 1 Xanob cnedyeTt 06paTUTb BHUMaHME Ha Halnuue:

e 33/lePXKKMN (PU3NYECKOrO 1 NONOBOM0 Pa3BUTUS;

e CnaboCTK, NOBbILUIEHHON YTOM/ISIEMOCTU, YaCTbIX PECNMPATOPHBLIX NHDEKLNIA;

e POSBNEHNIA CMOHTAHHOrO reMopparMyeckoro cuvHapoma (B BMAE MOAKOXHbIX FeMaToM,
KPOBOTOUMBOCTU C/IM3UCTbIX 060M0YEK) WM ASIMTENbHbLIX KPOBOTEUEHWUA MpU  MasblX
onepaTyBHbIX BMELLATENbCTBAX;

e (oneii B KOCTSIX W CyCTaBax; [aBHOCTb, XapakTep W floKanu3auuio 6oneid, Hannume B
NPOLU/IOM MEPEIoMOB KOCTEN;

e NPEeALIECTBYHOLLEN CNAEHIKTOMUN (MONHON NN YaCTUYHON);

e HEBPO/IOrMYeCKOM CUMNTOMATUKK  (rnasofBuraTenbHas —anpakcus WM cXopfsLueecs
Kocornasue, atakcus, NoTeps MHTeNeKTa, HapyLLeHNs YyBCTBUTENIbHOCTU U Ap.);

e CEMENHOro aHamHe3a (Ha/iMyme CMAEHIKTOMUWM WAN MEPEUNCNEHHbIX BbIE CUMMTOMOB Y
POAHbIX BpaTbeB U CeCTep).

OOLLeTepaneBTUYECKUIA OCMOTP BK/IKOYAET M3MepPeHMe pocTa M Maccbl Tena, Temneparypbl Tena,
OLEHKY COCTOSIHAS KOCTHO-CYCTaBHOM CUCTEMbI; BbISIB/IEHWE MPU3HAKOB TeMopparnyeckoro
CUHAPOMa, renaTocnsieHoMerannu, nMMgageHonaTumn, a Takxke CBOe0bpasHOM runepnmurmeHTaLmm
KOXHbIX MOKPOBOB B 00/1aCTV KOJIEHHbIX U NIOKTEBbIX CYCTaBOB, XapaKTepHON 415 naymeHTos ¢ bI.

NabopaTopHbIe N UHCTPYMEHTa/IbHbIE UCCNEeA0BaHUS

1. KNMHUYECKWIA aHaNn3 KPOBM Y GOMbLUMHCTBA G0/bHbIX C BT BbISBNSET TPOMOOLMTOMNEHUIO,
NEKOMNEHNIO N aHEMMIO, KaK NMPOSIBNIEHNSA TMMEPCIEHN3Ma.

2. Moponornyeckoe mUccneaoBaHMe KOCTHOTO MO3ra CroCOBCTBYET BbISIBNIEHWNIO XapaKTePHbIX
AVNarHOCTUYECKMX 3M1EMEHTOB — K/ETOK [ole W OAHOBPEMEHHO WCK/IKOYEHWUIO AMarHosa
remo6nactosa WM NUMGONPONQEPaTUBHOTO 3a60NeBaHMS  KaK  MPUYMHBI  LATOMEHUU W
renatocnneHomeranmu. [eTsm 3To UccneaoBaHne NPOBOAAT PEAKO, CTPOro Mo NokKasaHUsM.



3. PeHTreHorpaus KOCTE CKeneta HeobXxoaMma [ANS BbISBIEHUS W OLUEHKU TSXKECTU
NopaXkKeHNs: KOCTHO-CYCTaBHOM CUCTEMbI. M3MEHEHMA KOCTHOM TKaHW MOryT ObITb MpeAcTaB/EHbI
AN dY3HBIM  OCTEONOPO30M, XapaKTEPHOW KonboobpasHou Aedopmaunein AMCTaNbHbIX OTAEN0B
OeipeHHbIX M MPOKCUMa/IbHBIX OTAe/10B 60/bLIe6epLOBLIX KOCTEN (KOObl dpnieHMelepa), odyaramm
0CTeoNM3unca, 0OCTEOCK/ep0o3a 1 OCTEOHEKPO3a, NATOMI0rMYECKMU NepesioMmami.
4, [eHCMTOMETPMS U MarHWTHO-pe3oHaHcHad Tomorpadms (MPT)  sasnstoTcs  6onee
YyBCTBUTE/IbHbIMW METOAaMU M MO3BOMISKOT AMAarHOCTMPOBATb MOPaKEHWe KOCTeidl (OCTEeOMeHuto,
NHOUNBbTPALMIO KOCTHOrO MO3ra) Ha paHHUX CTaausX, He AOCTYMNHbIX  BU3yanmsauum
PEHTreHorpagmen.
5. Y3 n MPT neyeHM W cene3eHKM MO3BONAKOT BbIABUTb WX 0OYaroBble MOPaXKEHUA U
ONpeaennTb WCXOAHbIA O0OBEM OpraHoB, 4YTO HEOOXOAMMO AN MOCNEAYHLWEro KOHTpons
3 PEKTUBHOCTY 3aMeCTUTE/IbHOV (PePMEHTHO Tepanuu.
6. MoneKynspHO-reHETUYECKNIA aHanM3 — TOYHbI METOA AMarHOCTMKM 60Ne3HW, a Takxke
reTepo3nroTHbIX HOCUTENen MyTauuini B reHe [-D-rnoko3mpgasbl, OfHAaKO, €ro He OTHOCAT K
06si3aTeNlbHbIM MeTofam AMarHOCTUKN BT 1 ncnonb3yroT npu AnddepeHunanbHOM AMarHocTuke B
CNOXHbIX Cny4yasix. BbiBneHne retepo3nrotr Haubonee akTyanbHO A5 MPOBEAEHMS MpeHaTabHOW
[AMarHOCTUKM N FreHETUYECKOr0 KOHCYNbTUPOBAHUS.
7. KoHcynbTaymm ncuxoHeBponora Heobxoguma BceM fetam ¢ Bl gna yTouyHeHus Tuna
3aboneBaHns. KoHcynbTauus oprorieda MokasaHa nMpyv MOAO3PEHMM Ha Hamvume Yy pebeHka
CKeNneTHOW NaTosnoruu.
JlononHuTeNbHbIe NCCnef0oBaHNs:

e [I0NNEP-3XoKapanorpaguns — y CrjieH3KTOMUPOBaHHbIX 60/bHbIX;

e 330(haroracTpoayoeHOCKONNA — MpPU Ha/IMYMN COOTBETCTBYHOLMX Xanob uam npu3Hakos

NOPTa/IbHON MMMEepTEH3NN.

Apyrumn xapakTepHbIMU NabopaTopHbIMK cUMMTOMaMK Npu BT ABASKOTCA: NOBbILLEHWE
YPOBHSA CbIBOPOTOUYHOIO (heppuUTUHA, aHrMOTEH3UHNPeBpaLLatoLero gepmeHTa, xemoknHa CCL 18,
KOTOpble OTpaXarT CTeneHb aKTUBHOCTW 3a00MEBaHNS U MOTYT MCMO/Mb30BaTbCA Kak GroMapKepsl
AN OLEHKM ANHAMUKMN Ha (DOHE IeYeHWS.

AnthdepeHumnanbHbIi gnarHos

Ona tvna 1 Bl B 3aBMCMMOCTM OT BUAA MaHWUMecTauum — pasHoOOpasHble 3K30reHHble U
HacnefCTBEHHbIE 3a60/1eBaHMS, COMPOBOXAAOLLMECS BUCLEPOMEra/Iivieid, OCTPbIMU 601SMU B KOCTSX,
KPOBOTOUMBOCTHIO  (BUPYCHbIE TenaTuTbl, OCTEOMWENNT, KOCTHbIA TybepKynes, remopuans,
rNMKoreHo3, 6one3Hb HumaH-IMrka (Tvn B), 601e3Hb HAKOMNEHNS 3(iMPOB XONIECTEPUHA).

Ans tvnoB 2 n 3 BI' — 60ne3Hb HumaH-Muka (tunesl A, C), GM1-raHrnmo3ungos, ranakrocnannios,
60ne3Hb BosibMaHa, a Takxke BPOXKAeHHas OKY/IOMOTOPHAs anpakcus.

Mpunmepbl gnarHo3oB
e bonesHb Nowe, Tun 1.
e bonesHb [NoLwe, TUN 2.
e bonesHb [Nowe, Tun 3.
e bonesHb [Nowe, Tvn 1. CocTOAHME NOC/e CNIEHIKTOMMUMN.
e bonesHb [owe, Tun 1. MaTonornyeckunii Nepenom Lerkn npasoro 6e4pa, COCTOsSHWE nocne
OnepaTWBHOIO fIeYeHNs.
e bonesHb Nowe, Tun 1. AcenTHYeCKMiA HEKPO3 FON0BKY GeAPeHHOI KOCT W crieBa.
e bonesHb Nowe, Tun 1. OcTeoneHnsa NOACHUYHOIO 0T AeNa NO3BOHOYHMKA.



e bonesnb Nowe, TN 3. CuMNnTOMaTUMYECKAS 3NUNENCUS.
e bonesHb Nowe, Tun 3. Kocornasme coapy><ecTBeHHOe CX0AsLLeecs allb TepHUpYHoLLee.

JleyeHne
Llenn neyeHns:
e YMeHbLUEHNe NPOSB/EHWIA TMNEPCNIEHN3ME;
e NpeKpaLLeHne KOCTHbIX KPU30B;
e perpecc naTofiornMyecKnX N3MeHeHuM NOPaXKEHHbIX OPraHOB 1 BOCCTAHOBNEHME UX PYHKLMWIA;
e y/lyylleHNe NokKasaTesnei (PU3NYECKOro pasBnTuns;
e npegynpexzieHve HeobpaTUMOro NOpPaXKeHMst KOCTHO-CYCTaBHOWN CUCTEMbI,
e y/ly4llIeHNe KayecTBa XXM3HW 60NbHBIX C BI.

CoBpemeHHoe fieveHue BIT 3aK/104aeTca B Ha3HAYeHUM NOXKM3HEHHON PePMEHTHOI 3aMeCTUTeNIbHON
Tepanun  (P3T) pPeKOMOWMHAHTHOM  [MIHOKOLEPebpo3nga3oil, KoTopasi KynupyeT OCHOBHbIE
KIMHUYeCKMe NPosiBNeHns 3a60/1eBaHNA, Yy4llas KauecTBO XWU3HWU 60/bHbIX ¢ BT M He OkasbiBas
BbIP&XKEHHbLIX  MOOOYHbIX 3fpekToB. P3T nMokasaHa A1 [/IUTENIbHOW  3aMeCTUTE/NbHOWA
(hepmeHTOTEPANMU Yy BO/BHLIX C NMOATBEPXKAEHHLIM AnMarHo30M bBIT Tvn 1 6e3 nopaxeHWs HepBHOM
cuctemsl (1B) nnm ¢ XpoHWYecKnM nopakeHneM HepBHOM cucTeMbl (BT Tun 3), y KOTOPbIX MMEKTCS
K/IMHUYECKM 3HaYMMble HEHEBPOJIOrMYECKMe NPosAB/eHns 3a6onesaHns (2B).

[o nocnefHero BpeMeHU eLUHCTBEHHbIM JIEKAPCTBEHHbIM Npenapatom A8 nedeHus B 6bin
Llepeanm (Mmurntouepasa), CUHTE3UPYEMbIA KNETOUYHOM NIMHUER, MNONYYEHHON W3 AUYHWUKOB
KMTaNCKMX XOMSIKOB. [log  Ae/cTBMEM WMMUIIOLEPasbl MPOUCXOAUT  TUAPOANU3  FIMKOAUNMAA
rnoKouepebposmaa [0 [/HKO3bl M LepaMuaa no 06blYHOMY MyTW MeTabonusama MemoOpaHHbIX
nnnngos. Mpenapat BbiNyckaeTcs BO (hakoHax B fo3uposke 400 Ef. Y peteid ®3T HaumHaloT B
cTaumoHape. MNMpenapart BBOAMTCA B/B KaresibHO B TeueHue 1,5-2 yacoB, YacToTa BBefeHus - 1 pa3 B
14 pHeir. B cBsi3n C reteporeHHocTbio Bl fgo3a npenapata Ans KaXgoro naymeHTa [O/MKHA
noA6unpaTbcs NHAUBUAYaNbHO.

Y peTeli ¢ BI™ HauanbHasA f03a UMUTOLEepasbl COCTaB/SAET:

— npu Tune 1 BI, npoTeKkatowleli 6e3 nopaxeHusi TpybuaTbiXx KocTel ckeneta - 30 EA/kr Ha 1
BBefeHue (60 EL/kr/mec);

— npu Tune 1 BI, npoTekarowlel ¢ nopaxeHneM TpybuaTbiX KocTel ckeneta (KOCTHble KpuU3bl,
NaTonornyeckme Mepenombl, o4varm JIMTUYECKON [eCTPYKUMM, acenTUYeCKUin HEKPO3 ro/I0BOK
bepeHHbIX KocTein) - 60 E/kr Ha 1 BBefeHue (120 EL/kr/mec);

— npu Trne 3 BI" - 120 EA/kr Ha 1 BBeaeHve (240 EA/kr/mec).

[03a nmurnioLepasbl MOXET MOBbILLIATLCA U CHUXATLCA, B 3aBUCUMOCTU OT CTENEHU LOCTUXEHUA
TepaneBTUYECKMX Lie/eil Ha OCHOBAHMM OLEHKM KIMHUYECKUX MPOSBIEHWIA.

C sHBapsi 2013 r. B Poccum ¢ uenbto nposefdeHns ®3T naymeHTam ¢ BIT 3aperncTpupoBaH HOBbIi
npenapat 415 BHYTpuBeHHOro BeeaeHns BIPUB (Benarntouepasa anbga).. Benarntouepasa anbda -
eJUHCTBEHHbIV nNpenapaT ana ®3T, NPOM3BOLAALLMIACA C UCMO/b30BAaHMEM YeNOBEYECKOW JIMHUM
KNeTok.  AMUHOKWUCNIOTHas  MOCNeAoBaTeNlbHOCTL Yy Mnpenapata  WAEHTUYHa  3HAOrEeHHOM
rNoKoLepebposngase 1 nveet 60see A/IMHHbIE LIENU TIMKAHOB, cogepXkalime 60/bLlee KOMYeCTBO
MaHHO3bl, YTO 06/neryaeT ero MHTepHanM3auui Makpotaramu. Benarntouepasa anba XOPOLLO
MEePEHOCUTCS, HE O0KasblBAeT BbIPKEHHbIX MOOOYHLIX 3PHPEKTOB. HW Yy OAHOro naymeHTa,
nosilyyaBLLero Benarnouepasy aibga He Oblv BbISIB/IEHbI aHTUTENA K npenapaTy. PekomeHgyemas
fo3a coctasnsdet 60 EA/Kr 1 pa3 B 2 Hefenn. o3y MOXHO KOPPEKTMPOBaTb MHAMBUAYA/IbHO, Ha
OCHOBaHWW LOCTMXKEHWNA OXMLAEMOro 3(PMeKTa U ero COXpaHeHUs ,04HaKo, NPYMeHeHNe [03 BbllLe

60 EO/Kr He wu3ydeHo. [laymeHTaMm, KOTOpble MOMy4yalOT WUMWIKOUEpPasy C  LeNbio
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(hepMeHTHO3aMeCTUTe/IbHOW Tepanuu npy BT Tuna 1, MOXHO HauvHaTb Tepanuio MpenapaTom
BIMP/B cpasy nocne 0TMeHbl MPOBOAUMOIA paHee Tepanuu, npenapaT HasHayatoT B TOM e [03e U C
TOW XK€ 4YacTOTON MPUMEHEHUS. Y O6O0MbHbIX, KOTOPbIM Mpenapat NpuMeHsnn 3 pasa u 6onee B
CTaUMOHapPHbIX YCMIOBUAX, NPWU XOPOLLE MEePEeHOCUMOCTM fIeYEHUS MOXHO MPOAO/IKUTL BBEAEHME
npenapara B ambynaTopHbIX YCIOBUSAX.

Mpu Tvne 2 BI" 3amecTuTeNbHasA epMeHTOTepanusa He HasHavaeTcs (2C), Tak Kak He addeKT1BHa.

CumMmnTomaTnyeckas tepanus

Mpwn pa3BUTUM NPOSBNEHNI OCTEONOPO3a 415 3aMel/IeHNs U MPeKpaLLeHnst NOTepy KOCTHOM Macchl,
MOBbLILIEHNA ee MPOYHOCTW, MPeAOTBPALLEHNS MEPesioMOB KOCTE, B KOMIMJIEKCHON Tepanuu
NMPUMEHSAIOT: a/lbakanbLnaos, CoNv KabLms.

B KkayecTBe CMMMTOMATMYECKOWA Tepanuu CKeMeTHbIX OCMOXHeHWn Bl Tuna 1 HasHavaroTcs
aHa/IbreTMkKm (BO BpeMst KOCTHbIX KPM30B), aHTUbaKTepuasibHas Tepanms.

OLWKN6KM N HEOBOCHOBAHHbIEe Ha3HAYeHNS

e [lpoBefeHWe CNIEHIKTOMUMN MPUBOAUT K TSHXKENIbIM HEO6paTUMbIM MOCNEACTBUAM: Pa3BUTUIO
LMppo3a neyeHu, gehopMaLnm KOCTel 1 CycTaBoB, (PBPO3Y NErkmx.

e [lpu foKa3aHHOM auarHo3e BT He HY)XXHbl MOBTOPHbIE MYHKLUMU KOCTHOrO Mo3ra u gpyrue
MNHBAa3VBHbIE AMarHOCTUYECKMe MeponpuaTns (buoncus nevyeHu, CeneseHKn).

e KpailHe 0nacHO OnepaTVBHOE JleYeHMe KOCTHbIX  KpU30B, KOTOpble  OWMOOYHO
paccMaTpuBalOTCA Kak MposiB/ieHMs ocTeoMuenuTa. Mpu XMPYpruyeckmx BMeLLaTe/lbCTBax
CYLLLECTBYET MOBbILIEHHbIN PUCK KPOBOTEUEHUSA N MH(IULIMPOBAHNS.

e [IpOTVBOMOKa3aHO Ha3HaueHVe KOPTUKOCTEPOUSOB C LieSbio KYMNMPOBaHUA LIUTONEHNYECKOrO
CUHAPOMA.

e He 060CHOBaHO Ha3HayYeHWe NpenaparTos Xese3a 60/bHLIM C Pa3BePHYTOW KapTuHOW BIT, Tak
Kak aHeMus B 3TUX CNy4asxX HOCUT XapaKTep «aHeMUW BOCMAIEHNSA».

BefeHne naymeHToB ¢ 60/1e3HbI0 [ToLLe

OcyllecTBNAeTCS B COOTBETCTBUM C  PEKOMEeHAaUMsMM MO0  MUHUMATbHO  HEeobXxoAMMOMY
MOHWUTOPUHTY  COCTOSIHUA  GonbHbIX npu BT Tmna 1, paspaboTaHHbIMM  O6bEAUHEHHON
MeX[YHapo4HOM rpynnoi no usydeHuto 6onesHm lowe (International Collaborative Gaucher
Group). KOHTpo/nb nokasaTesnel KpPoOBU HEOO6XoAMMO MpoBoauTb 1 pa3 B 3 Mec, pasmepoB
napeHxmmartosHbix opraHos (Y3W, MPT) - 1 pa3 B 6 Mec, a TakxXe MNpu M3MEHeHUU [L03MPOBKMN
npenapara uan npu 3HaYUTeNIbHbIX KIIMHUYECKUX OCNOXHeHUsAX (Tabn. 3). OnpegeneHre coCTOAHUA
KOCTHOW TKaHW ocyulecTBnstoT 1 pa3 B rog. Ocobyo ponb Npu NPOBEAEHUM MOHUTOPUHIa B
npoLecce NaTtoreHeTU4Yeckoro neveHns bl npuobpeTaeT onpeaeneHve XUMTOTpuasvaasbl, KOTopas
CUHTE3UpYeTCA Makpodaramm W SBNSETCA MapKepHbIM  (DEPMEHTOM /IM30COMHbIX  GONE3HEN.
OnpepgeneHve aKTMBHOCTU XMTOTpUa3naasbl Ha DOHe (hepMeHTO3aMeCTUTE/IbHO Tepanun NPOBOASAT
1 pa3 B 4 mec.

MayneHTbl ¢ Bl HabnwogatoTca amMOynaTopHO MO MECTY XXUTENbCTBa BpavyaMu neanaTpamu,
rematonoramn Ao poctuwxkeHusa 18 net. BeefeHve ®3T nNpoBOAUTCA PerynsipHo B YCNOBUSAX
KPYr/ioCyTOYHOIO WAW [HEBHOro crtauuoHapa 1 pa3 B 2 Hegenn. [10 [JOCTUMXKEHUS KIUHUKO-
NabopaTopHO pemMmccumn BCe MaumeHTbl ¢ BT 4O/MKHbI NPOXOAMTb KOHTPONbHOE 06CnefoBaHMe C
Lenbio Koppekumn [o3bl ®3T B KPYrnocyToO4HOM WM [HEBHOM CTauuoHape 2 pasa B rof,; B
AanbHelilem o6cneaoBaHe NpoBoanTCs 1 pas B rog,



[MporHo3

MporHo3 BI npu Tvnax 1 n 3 3aBUCUT OT BbIPXXEHHOCTU KIMHUYECKMX MPOsB/eHNA. HasHaueHme
MaToOreHeTMYECKO Tepanmmn Ha paHHMX cTaausax 3aboneBaHNs onpeaenseT 61aronpUsATHbIA MPOrHO3
M yNnydLlaeT KauyecTBO XW3HW AeTel ¢ BIT, npefoTBpaLlas ux MHBaIMAN3aLMIO.
Mpw BI" T1nNe 2 NPorHo3 KpaiHe He61aronpUATHLIA (NeTanbHbIA NCX0A Ha 1-2 roAy XXU3HN).

Tabnuua 2.
[OvarHoctnka 60n1e3Hun MoLwe
OCHOBHblEe CUMNTOMbI Buoxummyeckre Cneumduyeckme Onpepenexvie
MapKepsl, uccneaoBaHms, XapaKTepHbIX
npegnosararoLme MoATBepPXJatoLLue LMarHo3 MyTaLmi
Hanm4me 3a601eBaHNs
bonu B KoCcTAX
ACTEHNYECKNIT CUHAPOM
3agepXKka pr3nYecKoro u
MoJioBOro PasBUTUS
"enaTomeranusa 1 -D- CkpuHuHr AHK
CnneHomeranus T Xutotpuasmpgasel B B D-TNOKO3NAA3E! |:> Ha yacTtble
TpombéouuToneHus CbIBOPOTKE KPOBYU |:l‘> B NIENKOLMTAX KpoBY MyTaumu
AHemus
MaTonorus KocTei (kon6el
ApneHmeliepa Ha
peHTreHorpamme)
Tabnumua 3.
|_|pI/IHLI,VII'IbI MOHUTOPUHIa 60ne3Hn [MoLwue
Kaxgble 3 mec | Kaxpble 6 mec Kaxable Mpun n3meHeHNn
12 mec [,03bl
"emornobuH v v
TpomoounTl v v
ANT, ACT v v
XuToTpuosngasa v v
Pa3mep neyeHu no gaHHbiM Y3 nnn MPT v v
Pasmep ceneseHkn no pgaHHbIM Y3U wnnn v v
MPT
PeHTreHorpagms 6efpeHHbIX KOCTei v v
MPT 6efpeHHbIX KocTel v v
OcTeofeHCUTOMETPUS v v




