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KJIWHUYECKUE PEKOMEHJIAIIAM IO OKA3AHUIO MEJUITAHCKOM IIOMOIIH
JAETAM C BOJIE3HBIO I'OIIIE

JlaHHbIe KJIMHHYECKHE PEKOMEHAAlH PAcCMOTPEHbI H YTBepKIeHbl Ha 3acefannu Ucnonkoma
npogeccnoHaIbHOI acconuannu Aerckux Bpaudei Corosa neanarpos Poccuun Ha XVII Coesne
neauaTpoB Poccun «AkTyajbHble mpodJemMbl neguarpun» 15 ¢gespanas 2013r.

METOAOJIOTUA

Metoabl, HCIIOJIb30BaHHBIE 1JIs1 cOOpPa/ceIeKINH 10Ka3aTeIbCTB

[Touck B 371eKTPOHHBIX 0a3ax JaHHBIX

Onucanue MeTOI0B CNOJIb30BAHHBIX ISl COOPa/CeSIeKIIUN 10KA3aTeJIbCTB

JlokazarenbHOM 0a30i a1 NyONMKalUM SIBISIOTCS MyOnauKanuu, Bomenmue B KokpaHOBCKyro
6ubmmoreky, 6a3bl nanueix EMBASE u MEDLINE. I'nyGuna noucka cocrapmnsiia 5 net

MeTo/bl HCNIOIB30BAHHBbIE 115 OLEHKH Ka4eCTBAa M CHJIbI 10KA3aTeIbCTB

KoHcencyc akenepros;

OneHka 3HaYMMOCTH B COOTBETCTBUM C PEUTUHIOBOM cXeMoil (Tabu.1).

Tab6uaunna 1.
PeiiTuHroBasi cxema AJIA OHE€HKH CUJIbI PEKOMECHAAIIHH
CreneHb peKkOMeHIAUMHU KadecTBO 10Ka3aTEILCTBA
CornacyroImecs JaHHbIE XOPOIIO BBITOIHEHHBIX
1A. Cusibnas pefOMeHHa““"' BricokokauecTsenHoe PaHIOMHU3UPOBAHHBIX KOHTPOJIMPYEMBIX UCCIEI0BAHUI HITH
AOKA3ATENHLCTBO HEOTIPOBEPIKUMBIE I0KA3aTENbCTBA B KAKOW-THO0 Ipyroi hopme

JanpHelme uccie[oBaHus BPSI JIM H3MEHAT YBEPEHHOCTH B
OIICHKE IT0JIb3BI U PHICKA.

JlaHHBIE PAaHIOMU3HPOBAHHBIX KOHTPOJIMPYEMBIX UCTIBITAHUI C
1B. Cupnasi pekomenfianms. JlokasarebcTBo ymepennoe BaXHBIMH OTPAHHYEHUAMHE (POTHBOPEYUBBIE PE3YIBTATEHI,
METOJI0JIOTHYECKUE HEJOCTATKU, KOCBEHHBIE UM HETOUHBIE),
WK OueHb yOeIUTENbHBIE T0KA3aTENbCTBA B KAKOM-IIHOO0 APYToi

¢dopme.

JanpHelimme uccieqoBaHus (€CIN OHU IPOBOASATCS), BEPOSITHO,
OKaXYT BIIMSIHUE Ha YBEPEHHOCTH B OL[EHKE MOJB3EI M PHCKA U
MOTYT H3MEHHTH OICHKY.

. JlaHHbIE U3 HAOIOATENBHBIX HCCIE0BAHMI, GECCUCTEMHOTO
1C. Cunupnast pexomennauusi. Huskuii yposens KIMHMYECKOTO OTBITA WJIM U3 PaHI0MU3HPOBAHHBIX
A0Ka3aTeNbCTBA KOHTPOJIUPYEMBIX HCTIBITAHUHN C CEPHE3HBIMU HEMOCTATKAMH.
JIrobas orenka shdekTa ABISIETCS HEOMPEACTICHHOM.

Cornacyroluecs 1aHHbIE XOPOIIIO BBITOJHEHHBIX
2A. Ciabast pexoMeHaanus. /[0Kka3aTe/ibCTBO BHICOKOI0 PaHIOMH3HPOBAHHBIX KOHTPOIMPYEMBIX HCCIIEA0BAHMUIT W
Kaqecrsa HEOTIPOBEPIKUMEBIE JIOKA3aTENLCTBA B KaKOH-H00 pyroit hopme

I[aﬂbHeﬁHlHe HCCIICAOBAHUA BPA JIU U3BMEHAT YBEPEHHOCTD B
OIICHKE MMOJIb3bI U PHUCKA.

I[aHHLIe PaHAOMH3UPOBAHHBIX KOHTPOJIUPYEMBIX HCIBITaHUH C

2B. Cnabast pexoMeH/auusi. Y MepeHHoOe KauecTBo BaKHBIMH OTPaHHYEHHUAMH (POTHBOPEYUBEIE PE3YIITATHI,

A0Ka3aTeJIbCTBA METO/I0JIOTHYECKHE HEOCTATKH, KOCBEHHBIE WM HETOYHBIE),
WK OYeHb yOeIUTENbHBIE T0KA3aTENbCTBA B KAKOM-1THOO0 APYroi
dopwme.

JanbHelue nceneqoBaHus (€Cau OHU MPOBOJATCA), BEPOSITHO,
OKaXyT BIIUSIHUE HAa YBEPEHHOCTh B OLIEHKE MONb3bI U PUCKA U
MOTYT U3MEHUTh OLIEHKY.

JlaHHBIE M3 HAOTIONATETBHBIX MCCIIEI0BaHHIH, 6ECCHCTEMHOTO
2C. Cnabas pexomenamus. JlokasaTeabcTBO HU3KOIO KJIMHMYECKOTO OIIBITA, MIIH U3 PaHOMU3HUPOBAHHBIX

KaqecTsa KOHTPOJMPYEMBIX HCIIBITAHUHN C CEPhE3HBIMU HEMOCTATKAMH.
JIro6as oreHka ddexra sIBIsieTCs: HeonpeIeIeHHOH




*B Tabmuie nudpoBoe 3HaYCHUE COOTBETCTBYET CUJIE PEKOMEHIAINH, OYyKBEHHOE - COOTBETCTBYET
YPOBHIO JIOKa3aTEeIbHOCTH

Boaesns I'ome (BI') — nHanbonee yactast popma HaClIEACTBEHHBIX (DEPMEHTONATHH, 00bETMHEHHBIX
B TPYIIYy JM30COMHBIX OOJIe3HEH HAKOIUIEHHUS, B OCHOBE KOTOPOW JIEKHUT JIe(EeKT JIM30COMHOIO
depmenta B-D-rmroko3umassl (TaOKoLEpeOpo3nIa3bl), OTBETCTBEHHOTO 32 KATA0O0IU3M JTUIHIOB.

MKB-10: E75.5

AIMUIAEMUNOJIOTUA

Yacrota BI' B 06mieit momyssituu 1:40000 — 1:70000. B monymnsiiuu eBpeeB-amKkeHas3u (BBIXOIIEB U3

Bocrounoii EBporbl) yactoTa BCTPEYaeMOCTH 3TOTO 3a00JCBaHMS SBISCTCS 0OJiee BBICOKOU H
nocturaer 1:450 — 1:1000.

ITHOINIATOI'EHE3

BbI' Hacnenyercs mo ayTocoMHO-peliecCuBHOMY Tuily. [IpucyrcTBue AByX MYyTaHTHBIX ajliefiel TeHa
accoruupyetcs co 3HaunTedbHbIM (< 30% OT HOPMABHOTO YPOBHS) CHIDKCHHEM KaTaTUTHYCCKON
aKTUBHOCTH TIJIIOKOLIEpeOpOo3K1a3bl, 4YTO MPHUBOAMT K HAKOIUIGHUIO B JIM30COMax Makpodaros
HEYTWIN3UPOBAHHBIX JIMIIUAOB U 00pa30BaHHUIO XapaKTEpHBIX KJIETOK HakoruleHus (kietok ['omre).
CrnenctBueM  JaHHOTO — META0ONIMYECKOro  JedekTa  sABISIOTCS:  XPOHUYECKas  aKTUBALMs
MakpodaraibHOW CUCTEMbI, ayTOKPUHHASI CTUMYJISILIUS MOHOLIUTONO33a M yBEIMYEHHE aOCOIFOTHOTO
KOJIM4YecTBa  MakpodaroB,  HapylleHME  peryasaTopHbiXx  (yHKuud  makpogaros. ['en
TIIIOKOIepeOpo3uIa3bl KapTUpoBaH Ha Xxpomocome 1021. B nacrosimiee Bpemst ornmcano Ooinee 300
Pa3IMYHBIX MYyTallil, KOTOpPbIE YACTUUHO WJIU MOJTHOCTHIO OJOKHPYIOT KaTaIMTUYECKYI0 aKTUBHOCTD
depMeHTa, M KOTOpbIE CBA3aHbI C HIMPOKUM IOJUMOP(GU3MOM KIMHUYECKUX CHUMNTOMOB bI'.
HauOonee pacnpocTpaHEHHBIMM MYTALMSMH, COCTAaBJISIONMMH OKoio 60% Bcex MyTaluili rexa
rimokonepedpo3unasel spisitorcs: N370S, L444P, 84GG, 1VS2+1. TlpucyrctBue amienst N370S
«3aluuiaeT» oT MOPAKEHUs HEPBHOU cuUcTeMBbl. HanpoTHB, MHAKTUBUPYIOLUE TOYEUHBIE MYTaluHy,
PEKOMOMHAHTHBIE aQJJIEIM U BHYTPUICHHBIE JI€JCIIMH COMNPSIKEHbl C HAKOIUIEHWEM IPOJYKTOB
JIereHepalui TIMKOC(HUHTONMIUIAOB B HEPBHOM TKaHU (HEHpPOHBI, aJABEHTUIIMAJIbHBIE KIIETKH,
MUKPOTJIHS) U ACCOLUUPYETCS C pa3BUTHEM HelpoHOoMmaTnyeckux Tunos bl

KJIACCUOUKALUA

B 3aBHCHUMOCTH OT KIIMHMYECKOTO T€UEHUs BBIACIAIOT 3 THma 6one3nu [ ome:

e TuN | — He-HEMpOHOMATHUECKUH (CaMBbIil YACTBIN).

e TN 2 — MH()AHTIWIEHBINA WK OCTPHIA HEHPOHOIIATHIECKUH,

e Tum 3 — NOAOCTPBI HEMPOHOIIATUYECKHI.
[Ipyu Trmnax 2 u 3 B MaTONOTrMYECKUNA MPOLECC BOBIEKAETCS HEPBHAS CHCTEMA, MIO3TOMY MX HA3bIBAIOT
HEUPOHOIATHYECKUMH.

Knunnueckue nposisnenuss BI' Tuna 1 paznoo6pasusl. Bo3pact manudecraum 3a0oneBanus
Bappupyer or 0 go 60 ner. BI' Tuma 1 ummeer XpoHuueckoe TedeHue. KimHuueckas KapTHHA
XapaKTepU3yeTcs MPOTrPECCUPYIOIIUM YBEIUYEHUEM IIAPEHXMMATO3HBIX OpPraHoB (IE€YEHU U
CeJIe3€HKH ), MAaHIIUTOTIEHUEH 1 MaTOJIOTUEH TpyOUaThIX KOCTEH CKeleTa.



OcHoBHbIE KIMHUYECKHE cuMOTOMBI Bl THma 1:

® IenaToCIICHOMEranus,

® TIEeMOPPAru4eCKUl CUHIPOM,

® KOCTHbIE 00JH (KOCTHBIE KPH3bI),

e HapylIeHHE NOJBMKHOCTH B CYCTaBax, 00YCIOBIEHHOE aCENITUYECKUM HEKPO30M,

® [1aTOJIOTUYECKUE TIEPETIOMBI,

e 3ajepKKa (PU3MUECKOTO U TMOJIOBOTO Pa3BUTHA,

® aCTEHUYECKHI CHHIPOM.

[TocTostHubI W Haubosnee paHHUM mNpu3HAK 3a0oneBaHuss — cruieHoMmeranus. [lpu nanbnarum
CeJIe3€HKA UMeeT IJIOTHYI0 KOHCUCTEHINIO. Pasmepsl cene3eHku npu bl MoryT npesslliaTe HOpMy B
5-80 pa3. [To mepe mporpeccupoBaHus CIICHOMETAINN B CENIE3EHKE MOTYT Pa3BUBATHCS HHPAPKTHI U
¢ubpo3HbIe M3MEHEHUS, KOTOpble HE MMEIOT KIMHUYECKHX NposiBieHuil. ['emaromeranust npu BI°
BbIpa)KE€HA B MEHBIIIEH CTENEHHU, YeM CIICHOMETalIusl U pa3BUBACTCA, KaK MpaBuilo, B 6osee Mo3aHue
cpoku. VMckiitoueHne cocTaBisitoT O0JIbHBIE MTOCTIE CIUICHIKTOMHHM, Y KOTOPBIX B OTCYTCTBUU JICUCHUS
MOJKET HaOJIt01aThCsl 3HAUMTEIbHAs renaromeranus. OyHKIUS eYeHU, Kak paBuilo, He cTpajaeT. B
pPEAKUX CllydasX OTMEUYaeTCsl HE3HAYMTEJIbHOE IIOBBIIIEHHE CBHIBOPOTOYHBIX TpaHcaMuHas. llpu
nporpeccupoBanu bl' MoOeT pa3BUTbCA NOpTaldbHAs THIIEPTEH3MA. [ eMopparndeckuil CHHAPOM,
CBSI3aHHBI C TPOMOOIMTONEHHEH W HapymeHHeM (YHKIUH TPOMOOLMTOB, TPOSIBIISETCS B BUIC
IIOJIKOYKHBIX [€MAaTOM, KPOBOTOUMBOCTH CJIM3UCTBIX O0O0JIOYEK M JJIMTENbHBIX KPOBOTEUEHUH IOCIIE
MajblX OIEepaTUBHBIX BMemIarenabCcTB. llopaxkeHue nerkux Bcrpedaercs penko (1-2% OonbHBIX),
IIPEUMYIIECTBEHHO y CIUIEHOKTOMHUPOBAaHHBIX ITALIMEHTOB, U IPOSBISAETCS KAK MHTEPCTULUAIBHOE
3a00JeBaHME JIETKUX WM MOPaKEHUE JICTOYHBIX COCYJOB C Pa3BUTHEM CHMIITOMOB JIETOYHOM
runepreH3un. TunuuHelM mposBieHneM bIT Tuna 1 dABisercs mnopaxkeHHEe KOCTHO-CYCTaBHOM
CHCTEMBI, KOTOpPOE€ IpPOTEKaeT OT OECCHMNTOMHOW OCTEONEHHMH M KoJI0ooOpa3HON nedopmanuu
JTUCTATBHBIX OTNIEJIOB OCIPEHHBIX KOCTEH (KOJIOBI DpieHMmeiepa) 0 THKEISHUIIEro OCTEonopo3a C
MHOKECTBEHHBIMHM MATOJOTMYECKUMH IEpeloMaMd U HIIEMHUYECKMMM HEKpPO3aMH, BEIYHIIMMH K
Pa3BUTHIO BTOPUYHBIX OCTE0APTPO30B M, KAK CIEACTBHE, HEOOPATUMBIX OPTONEINYECKUX AEPEKTOB.
VY GonbmmHcTBa 601bHBIX ¢ BI' Habmoar0TCs XpoHUUECKHe 00N B KOCTAX. XapaKTepHbl KOCTHBIE
KPH3bl, CONPOBOXKJIAIOIINECS MYYUTEIbHBIMU OOJISIMU B KOCTSIX, TUIEpeMHEN U OOJI€3HEHHOCTHIO B
00JIaCTH CYCTaBOB, CHUKEHHEM JBHraTeIbHONW aKTUBHOCTH, JMXOpaJKoi, o3HOO0M. Ha muke kpusa
OTMEYAKOTCSl BBICOKMH JIEHKOLMTO3 M IOBBILIEHHAs CKOPOCTb OCEHAAHMsI SPUTPOLUTOB. MMeHHO
MIOPaXEHNE KOCTHO-CYCTaBHOW CHCTEMBI OIPENEISAET TKECTh TeueHUs bI' M KkadecTBO KM3HU
MAIMEHTOB.

OcHOBHBIE CUMIITOMBI 3a00seBanus pu BI' THma 2 BO3HHKAIOT B MeEpBbIe 6 Mec KHU3HHU. TedeHne
3a0onieBaHus — OBICTPO Mporpeccupyoniee. KnuHuuecknii CAMOTOMOKOMILUIEKC BKIIFOYAET MPU3HAKU
MOpa)KeHHsI HEPBHOM CUCTEMBI U BHYTPEHHUX OPTaHOB:

® renaToCIICHOMEranus,

e HapyuleHME TIJIOTaHMs, [ONEPXMBAHUE, YacTO  OCJIOXKHSIOLIUECS  aCHUPALlMOHHOU
ITHEBMOHUEH;

e Tpu3M, OunarepajibHOe (DUKCHPOBAHHOE KOCOTIJIa3HMe, MPOTrpeccCUpyolias CHacTUYHOCTh C
perpakiueil mieu, rumneppediaekcus, MOJOXKHUTEIbHbI cumnToM baOuHCKOro u napyrue
NaToJIOru4YecKre pedaeKcsl,

e [porpeccupymomas 3ajep>kKka MCUXOMOTOPHOIO PAa3BUTHUS U MOTEps paHee MPHUOOPETEeHHBIX
HaBbIKOB,

® TOHMKO-KJIOHMYECKHE CyIOPOXKHBIE IIPHUCTYIBI, PE3UCTEHTHBIE K IPOTUBOCYIOPOKHON
TEpanuH.



['maBHOI 0COOCHHOCTBIO KIMHWYECKUX mposiBiennid BI' Tuma 3 sBnseTcs To, 4TO HApSIY C
MOpakKEHUEM MapEHXMMAaTO3HBIX OPraHoOB (TenaToCIICHOMETanus) HaOI0Aal0TCsl HEBPOJIOTHYECKHE
MIPOSIBJICHUS, CXOJIHBIE C TAKOBBIMU Tpu THIE 2 BI', HO MEeHee TsDKeNIo BhIpaKEHHBIE U BO3HUKAIOIIHE,
KaK MpaBUjIo, B Bo3pacte oT 6 10 15 neT u noszxe:

® OKYJIOMOTOPHBIE paCCTPOUCTBA,
® CHIKCHHE MHTEJIEKTa (0T HE3HAYUTEIbHBIX U3MEHEHHI 10 TSXKEJION IeMEHIINN);
® OKCTpanMpaMUJHAs PUTHIHOCTD;
® MO3)KEYKOBbBIC HAPYILIECHUS;
® paccTpoiicTBa peuu, MUCHhMA,;
® [IOBEJCHYECKUE U3MEHEHMS, SN30/bI IICUX034,;
® MHOKJIOHWH, TEHEPAIN30BAHHbIE TOHUKO-KIOHUYECKHUE CY10POTH.
B GonbmmHCTBE CityyaeB TedeHre 3a00JIeBaHUs MEVIEHHO IIPOTPECCUPYIOIIEe.

JTUATHOCTHUKA (taéu. 2)

Huarno3 Oone3nu [omie cnegyer NpennonoXuTh y MalMeHTa ¢ HEOOBACHUMOW CIUICHO- U
rernaroMerajiveii, IUTONEHUWEH M CUMOTOMaMu MHOpakeHus KocTted. OCHOBOH COBpeMEHHOMH
IMAarHOCTHKH Oosie3nn ['omie siBnsieTcss OMOXUMHYECKUI aHanM3 akTUBHOCTH [B-D-riroxo3mmassl B
nekouuTax KpoBd. lIpm 3TOM cTeneHb CHW)KEHUS aKTHBHOCTH (DepMEHTa HE KOpPPEITUpyeT ¢
TSYKECTHIO KIIMHUYECKUX MPOSIBICHUN U TeUeHHEM 3a0oseBaHusl. JJONOIHUTENbHBIM OMOXUMUYECKUM
MapKepoM, XapakTepHbIM i Oosie3HH [oie, CIyXUT 3HAUUTEIHHOE MOBBIIICHHE AKTHBHOCTHU
XUTOTPUO3UIA3bl  —  TUAPOIMTUYECKOTO  (EepMEHTa, CHUHTE3UPYEMOro  aKTUBUPOBAHHBIMU
Makpodaramu, B CbIBOPOTKE KpoBH. OpHako, 6% oOumieidl Homyasiuu COCTaBJISIFOT HOCHUTENIH
TOMO3UIOTHOM MyTalMy TIe€HAa XWUTOTPUO3UAA3bl, YTO BBIPAKAETCSI B OTCYTCTBUU aKTHMBHOCTH
depMeHTa B CBHIBOpPOTKE KpoBU. IloaToMy B peakux cioydasx oONpeAereHHe aKTUBHOCTH
XUTOTPHO3U/Ia3bl HE MOXKET OBITh UCIOJIB30BAHO ISl IMATHOCTUKU U MOHUTOpUHTa BI.

AHAMHE3 U ®U3UKAJIBHOE OBCJIEJOBAHHUE

[Tpu cbope anamuesa u xkanod ciaeayer oOpaTUTh BHUMaHUE Ha HATUYHE:

® 3a/IepKKU (PU3NYECKOTO U MOJIOBOTO Pa3BUTHSA;

e cnaboCTH, MOBBIIEHHONW YyTOMIISIEMOCTH, YaCTBIX PECITUPATOPHBIX HHPEKIINH;

o HpOfIBJ'IeHI/Iﬁ CIIOHTAHHOT'O TE€MOpPparundeCKoro CuHipoma (B BUAC IIOAKOXHBIX I'€MATOM,
KpPOBOTOYHUBOCTH CJIIM3UCTBIX O60J'IO‘ICK) NN MIUTCIBHBIX KpOBOTe‘—ICHI/Iﬁ npu MaJiblX
OTIepaTUBHBIX BMEIIATEIHCTBAX;

e (onell B KOCTSIX M CyCTaBaxX;, JaBHOCTh, XapaKTep W JIOKAIM3alIWI0 Ooyed, Hamudue B
MPOIUIOM MEPEIIOMOB KOCTEW;

® MPEANIECTBYIONIEH CIUIEHIKTOMUH (ITOJIHOM WU YaCTHYHOM ),

L HGBpOJ’IOFH‘-IGCKOﬁ CUMIITOMATHUKHN (FH&SO}IBHF&TGHBH&SI arpaxkcus 1501051 cxoaAaueecs
KOCOTJIa3ue, aTakcusl, MOTepsl MHTEIJIEKTa, HapYIIIeHHs YyBCTBUTEILHOCTH U JIp.);

e CceMeHHOro aHaMmHesa (Ha.]'H/I‘-H/Ie CINICHOKTOMHUHN WKW TCPCUYUCIICHHBIX BBIIIEC CHUMIITOMOB Y
POIHBIX OpaThEB U CECTEP).

OOmieTeparneBTHIECKUH OCMOTpP BKJIFOYAaeT W3MEPEHHE pOCTa W MAacChl Tella, TeMIIEpaTyphl Teja,
OLICHKY COCTOSIHUS KOCTHO-CYCTaBHOW CHCTEMBI; BBISBICHHE TPU3HAKOB TE€MOpPPArMuecKOro
CHUHJApOMaA, I'CaTOCIJICHOMCTAalInuu, JII/IM(l)a,Z[GHOHaTI/II/I, a TaKXKe c130€06pa3H0171 TUNICPIIUTMCHTAIUN
KO>KHBIX TIOKPOBOB B 00JIACTH KOJICHHBIX U JIOKTEBBIX CyCTaBOB, XapaKTEPHOM /i maruenTos ¢ bI'.



JIABOPATOPHBIE U MTHCTPYMEHTAJIBHBIE HCCJIEAJOBAHUA

1. Knuanyeckuii ananu3 KpoBu y OONbIIMHCTBA O0JbHBIX ¢ BI' BBIABISET TPOMOOIIUTONICHHIO,
JICUKOIIEHHUIO U aHEMUIO, KAK IIPOSIBIICHUS TUIIEPCIVIEHU3MA.
2. Mopddonoruueckoe uccieoBaHne KOCTHOTO MO3ra CIOCOOCTBYET BBISIBICHUIO XapaKTEPHBIX
JUAarHOCTUYECKUX JJIEMEHTOB — KIETOK [ome u OJAHOBPEMEHHO WCKIIOYEHHIO JUarHosa
remoOyiacto3a uian JumdonponrdepaTUBHOrO 3a00JeBaHUS KaK MPUYUHBl [UTONCHUM U
renaTocIuieHoMerajivy. J{eTsaMm 3To uccieqoBaHue NpoBOIAT PEAKO, CTPOrO MO IMOKA3aHUSAM.
3. Pentrenorpadgus Koctell ckenera HeoOXoauma [UIsl BBISIBJICHHS U OLEHKH TSKECTU
MOpPaKEHUSI KOCTHO-CYCTAaBHOW CUCTEMBI. VI3MEHEHUS KOCTHOW TKaHHW MOTYT OBITh HpPEICTABICHbI
1 Qy3HBIM OCTEOIOPO30M, XapaKTepHOW KonbooOpa3sHOU aedopmareid JUCTaIbHBIX OT/ENIOB
OCIIPCHHBIX W MPOKCHMAILHBIX OTIEIIOB OOJBIIEOEPIIOBLIX KOCTEH (KOJIOBI DpieHmeiiepa), ogaraMu
OCTE0JIN3KCA, OCTEOCKIIEP03a U OCTEOHEKPO3a, MaTOJIOIMUYECKUMHU [IEPETOMAMHU.
4, JleHcutomMeTpuss W MarHUTHO-pe3oHaHcHass Tomorpadus (MPT) sBustorcs  Oosee
YYBCTBUTEIbHBIMU METOJIAMU M TIO3BOJISIIOT JUArHOCTHPOBATh MOPaKEHUE KOCTEH (OCTEONEHMIO,
WHQWIBTPAMI0 KOCTHOTO MO3ra) Ha paHHUX CTagusaX, HE JIOCTYNHBIX BH3YyaJIU3alUU
peHTreHorpaduei.
5. V31U u MPT neuyeHu U cene3eHKHM MO3BOJSIOT BBIABUTh WX OYaroBble NOPaKEHUA U
ONpEeACNUTh HUCXOAHBIH O00BEM OpraHoB, 4YTO HEOOXOAWMO MJis MOCIEAYIOIIEro KOHTPOJIS
3¢ (HEeKTUBHOCTH 3aMECTUTENHHON (PepMEHTHOM Tepanuu.
6. MonekynapHO-TeHETUUECKUN aHaIu3 — TOYHBIM METOJ TUArHOCTHKU OOJEe3HU, a Takke
reTepO3UTOTHBIX HOcHUTeNnell MyTauuii B TeHe [-D-rmioko3mpassl, ogHAKO, €ro HE OTHOCAT K
o0si3aTenbHBIM MeToJaM AuarHocTuku bI' u ucnonb3yroT npu auddepeHnnanbHON TUarHOCTHKE B
CIIOKHBIX CiTy4asiX. BuisBiieHue retepo3uror Hauboliee aKTyalbHO JJISl MPOBENEHUS MpEeHaTalIbHON
JMarHOCTHKH M T€HETUYECKOT0 KOHCYIbTUPOBAHHUSI.
7. Koncynpranuu mncuxoHeBposora HeoOxoauma BceM neTssM ¢ bI' g yrouneHus tuma
3aboneBanus. KoHcynbTanus opTomnefa IMOKa3aHa MpU MOJO3PEHHMH Ha Haludyhe y pebeHka
CKEJIETHOM MaTOJIOTUH.
JlononrnumenvHule uccied08anusL:

® JIONIIIEP-IXOKaApAHOrpausi — y CINICHIKTOMHUPOBAHHBIX OOIBHBIX;

e 330(aroracTpoayoI€HOCKONHUS — MPHU HAJIMYUU COOTBETCTBYIOUIMX KajloO WM NMPU3HAKOB

MIOPTAJILHON THIIEPTEH3HUH.

Jpyrumu XapakTepHbBIMU JIA0OPATOPHBIMH CHUMITOMaMH TIpu BI' SBISIOTCS: TOBBINIEHUE
YPOBHS CBIBOPOTOYHOTO (heppUTHHA, aHTMOTCH3MHIIpeBpamatonero Gepmenra, xemoknna CCL 18,
KOTOpbI€ OTPa)kal0T CTETEHb aKTUBHOCTU 3a00JI€BaHMUS U MOTYT HCIIOJIb30BAThCA Kak OMOMapKepbl
JUIS OLICHKU IMHAMUKH Ha (POHE JICUCHHUS.

TN®PEPEHIVAJILHBIN TUATHO3

Jums tuma 1 BI' B 3aBuUCHMOCTH OT BHJAa MaHH(ECTAIlMd — pPa3HOOOpa3HbIE HK30TEHHBIE M
HacCJeJICTBEHHBIE 3a00JIeBaHUS, COITPOBOKIAIONINECS BUCIIEPOMETAINEHN, OCTPBIMU OOJIIMH B KOCTSIX,
KPOBOTOUMBOCTBIO (BHUPYCHBIE TE€MATUTHI, OCTECOMHEIUT, KOCTHBIM TyOepKyJe3, TeMOo(puiIus,
TIIMKOreHo3, 6one3ns Human-IIuka (tun B), Oone3nb HakorieHus 3(hUpoB XOJECTEPUHA).

st tumoB 2 u 3 BI' — 6one3up Human-ITuka (tuner A, C), GM1-ranrino3uao3, rajakTocuainios,
0o1e3ub BosbMaHa, a Tak:ke BPOXKACHHAS OKYJIOMOTOpPHAS allpaKCHsl.



IMPUMEPBI JIUATHO30B
e Foneszuv 'owe, mun 1.
e bonesnw [owe, mun 2.
e bonesnw [owe, mun 3.
e Foneszuv I'owe, mun 1. Cocmosanue nocie cnieHsIKmomuu.
e bonesuv Iowe, mun 1. Ilamonocuyeckuil nepeiom wetiku npagoco 6edpa, cocmosuue nocie
oNnepamueHo2o Ne4eHus.
o boneznuwv ['owe, mun 1. Acenmuueckuti HeKpO3 20108KU OEOPEHHOU KOCIU Clled.
o bonesnw ['owe, mun 1. Ocmeonenusi NOACHUYHO20 OMOeNd NO360HOYHUKA.
e bonesusv ['owe, mun 3. Cumnmomamuyeckas dNUIencusi.
e boneznuwv I'owe, mun 3. Kocoenasue coopyscecmseennoe cxooaueecs aiomepHupyroujee.

JIEHEHUE

Lenu neuenwusi:
® YMEHBIIECHHE NPOSBICHUN TMIIEPCIICHU3MA;
® [IpEeKpalleHHe KOCTHBIX KPU30B;
® perpecc nmaroJoruYeCKUX M3MEHEHUN MOPAKEHHBIX OPTAaHOB U BOCCTAHOBJICHUE UX (PYHKITUH;
e yIydllleHUE MOoKa3aTeNnel GU3NIECKOro pa3BUTHUS;
® MpeaynpexacHre HeoOpaTUMOro MOPAKEHHsI KOCTHO-CYCTaBHOU CHCTEMBI;
e VIIy4YIIEHUE Ka4eCTBA KU3HU OOIBHBIX C Bl

CopemenHoe sieueHue bI" 3akimtouaeTcst B Ha3HaAUEHUM MMOKU3HEHHON (DepMEHTHON 3aMeCTUTENbHOM
tepanuu  (P3T) pexkoMOMHAHTHOM IUIIOKOLEPeOpO3MIa30ii, KOTOpas KYHHPYEeT OCHOBHBIE
KIIMHUYECKHE MPOSIBIIEHHs 3a00JIeBaHus, ylydlllas KayecTBO *kHU3HHU OosibHBIX ¢ Bl 1 He oka3bIBas
BBIp@XEHHBIX MO00YHBbIX 3pdextoB. DO3T mnokazaHa naa9 ATUTENBHON  3aMeCTUTENbHON
dbepMenTOTEpanuK y OOJIBHBIX C TMOATBEPKIACHHBIM AuarHo3oMm bl tum 1 0e3 mopaskeHust HEPBHOM
cuctembl (1B) wim ¢ xpoHH4ecKuM nopakeHneM HepBHOU cucteMbl (Bl Tum 3), y KOTOpPBIX UMEIOTCS
KJIMHUYECKHU 3HaYMMBbIC HEHEBPOJIOTUIECKHUE MPOosiBIIeHHs 3a0onieBanus (2B).

Jlo mocienHero BpEMEHH €IMHCTBEHHBIM JICKapCTBEHHBIM IpenapaToM Juis jeueHuss Bl Obln
Iepesum (umurioriepasza)( Kon ATX:A16AB02), cuHTe3upyeMblii KJIETOYHOMN JIUMHUEH, MOTydeHHON
U3 SAWYHUKOB KUTANCKMX XOMsAKOB. [lox neiicTBMEM MMMINIIONEpa3bl NPOUCXOAMT THAPOIIHU3
TJIMKOJIMIINIA TIIOKOoLepeOpo3uaa 0 TIIOKO3bl M IiepamMHja Mo OOBIYHOMY IYTH MeTaboau3Ma
MeMOpaHHBIX JunuaoB. IlpenapaT Beimyckaercss Bo ¢uakoHax B go3upoBke 400 EJI. V nereit ®3T
HAaYMHAIOT B cTanuoHape. [Ipemapar BBoauTCS B/B KamleiabHO B TeyeHue 1,5-2 yacoB, yacToTa
BBeZieHUs - | pa3 B 14 gueid. B cBs3u ¢ rereporeHHocThio bI' 103a npenapara i Kak10ro naueHTa
JIOJKHA MOA0MPAThC MHANBUAYAIBHO.

VY nereit ¢ BI' HavanpHas 1032 UMUTIIIOLEPA3bl COCTABIISET:

— npu tune 1 BI', mporekatomieit 6e3 mopaxenust TpyOuarbix kocrei ckenera - 30 EJI/kr Ha 1
BBeaenue (60 EJl/kr/mec);

— npu tune 1 BI', mporekatomell ¢ mopaxkeHueM TpyOUaThIX KOCTeH ckenera (KOCTHbIE KPH3BI,
[IATOJIOTUYECKUE IIEPETIOMBI, OYaru JIMTUYECKOW NECTPYKLHUHU, ACENTUYECKHII HEKpPO3 TIOJIOBOK
Oenpennbix koctei) - 60 EJI/kr Ha 1 BBenenue (120 E/l/xr/mec);

— npu tune 3 BI' - 120 EJI/kr Ha 1 BBenenue (240 EJI/xr/mec).

Jlo3a umurmonepasbl MOKET MOBBIILIATHCS WM CHUXKATHCS, B 3aBUCUMOCTH OT CTENEHU JAOCTH)KEHHUS
TEPaNeBTUYECKUX 1IeJIeH HA OCHOBAHUM OLICHKU KJIMHUYECKUX IPOSIBICHUM.



C sauBaps 2013 r. B Poccun ¢ uensto nposenenus ®3T mammentam ¢ BI' 3apeructpupoBan HOBBII
npemnapar s BHyTpuBeHHOro BBeneHuss BIIPVIB (Benarmonepasza anbda) (Kom ATX: A16AB11).
Benarmoniepasza anbda - equHcTBeHHBIA npenapat st O3T, npou3BOISIIMIICS C UCIOIB30BAHUEM
YeJI0BEYECKON JIMHUM KIETOK. AMMHOKUCIOTHAs IIOCJIEN0BAaTEIIbHOCTh Yy Ipernapara HWISHTHYHA
SHOTCHHOM TIII0KoIepedpo3uaze U uMeeT Oosiee AITUHHBIC IIENH TNIMKAHOB, cojepxKalire Oobliee
KOJMYECTBO MaHHO3bI, YTO OOJIET4aeT ero MHTepHanIu3anuo Makpodaramu. Bemarmonepasa anbda
XOpOIIO MEePEHOCUTCS, HE OKa3bIBa€T BBIPAXKEHHBIX MOO0OYHBIX 3¢ dexToB. Hu y ogHoro namuenra,
MOJIy4aBIIEro BeJariolepasy aibgpa He ObUIM BBISBICHBI aHTUTENA K mpemnapary. Pekomenayemas
no3a cocrasisger 60 EJI/kr 1 pa3 B 2 nHemenu. J[03y MOXHO KOPPEKTHPOBAaTh MHAWBHUAYaJIbHO, HA
OCHOBAHUU JIOCTHKCHHUS OXKHUIaeMOro >PQeKTa U ero COXpaHeHus ,0HAKO, IPUMEHEHHE JI03 BBIIIE
60 EJ/xr wHe wusyweno. [lanmueHTam, KOTOpbIE TMONYYAlOT UMHUIIIONEpPaly C  IENIBIO
bepMenTHO3aMecTUTENbHOW Tepanuu npu BT Tuma 1, MOXXKHO HayMHATH TEPANHUIO TMpErnapaToMm
BIIPUB cpa3y nocie oTMEHBI IPOBOJUMOM paHee Tepaluu, Ipenapar Ha3Ha4aroT B TOU K€ J103€ U €
TOHM K€ 4YacTOTOW MpHUMEHEHHsA. Y OOJbHBIX, KOTOPHIM IpemnapaT mpuMeHsuin 3 pa3a u Oojee B
CTAallMOHAPHBIX YCIOBUSX, IPU XOPOLIEH MEPEHOCHUMOCTU JICYEHHUS MOXHO MPOIOJIKUTH BBEICHHE
mpermnapaTa B aMOyJIaTOPHBIX YCIOBHSIX.

[Tpu tune 2 BI" 3amectutensHas pepmenrotepanus He HazHavaeTcs (2C), Tak kak He 3P PeKTUBHA.

CUMIITOMATHYECKASA TEPAIIUA

[Tpu pa3BUTHH TPOSBICHUIA OCTEOTIOPO3a ISl 3aMEUICHHS U TIPEKPAIICHHUS TOTEPU KOCTHOW MAcCCHI,
MOBBIIICHUST €€ IPOYHOCTH, IPEJOTBPAIICHHUS IIEPEJIOMOB KOCTEH, B KOMILICKCHOM Teparuu
npuMensioT: anbdakaneuuaon (Kox ATX: A11CCO03), comu kanbimst (Kox ATX: A12AA).

B kauecTBe CHUMNTOMATHYECKOW Tepamuu CKeNeTHhIX oclokHeHuil bI° Tuma 1 Ha3HauaroTcs
aHaJIbreTHKHU (BO BPeMsl KOCTHBIX KPU30B), aHTHOAKTEPHATIbHAS TEPAITHSL.

OIIIMBKU N HEOBOCHOBAHHBIE HASHAYEHMUW A

e [IpoBeneHue CIJICHIKTOMHMH MPUBOJAUT K TSXKEJIBIM HEOOPATHUMBIM MOCIEICTBUAM: Pa3BUTHIO
Uppo3a neveHu, aedopmaiuu KocTel U CycTaBoB, PUOpPO3y JIETKHX.

e Ilpu nokasanHoM nuarHoze bI' He HyXHBI OBTOpHBIE IIYHKIMH KOCTHOTO MO3ra M ApPYTHe
MHBA3UBHBIE IMarHOCTUYECKHE MEPONIPUATHS (OMOTICHS IEUEHH, CEJIE3EHKN).

e KpailHe omacHO oOmnepaTMBHOE JIEUEHHWE KOCTHBIX KPH30B, KOTOpBHIE OLIMOOYHO
paccMaTpuBarOTCA Kak IpOsBIEHUS OcTeoMHenuTa. IIpu XMpypruueckux BMEIIATENbCTBAX
CYIIECTBYET MOBBIIIEHHBIN PUCK KPOBOTEUECHHUSI M UH(UIIUPOBAHHUS.

e [IpoTuBONOKa3aHO Ha3HAUYEHHE KOPTUKOCTEPOUJIOB C IIEJIbI0 KYMUPOBAHUS IIUTONEHUYECKOTO
CHUHJpOMA.

e He o0ocHOBaHO Ha3HAYEHUE MpENapaToB jkelie3a OO0NIbHBIM C pa3BepHyTOM KapTuHoM bI', Tak
KaK aHEeMHUsI B 3TUX CIy4asiX HOCUT XapaKTep «aHEMUU BOCIIAJICHUS.

BEJIEHUWE MAIMEHTOB C BOJIE3HBIO I'OLIE

OcymiecTBisieTcss B COOTBETCTBUM C PEKOMEHIAIMSAMH 10 MHUHUMAJIBHO HEOOXOAMMOMY
MOHHUTOPHHTY COCTOSIHUsI OonbHBIX mnpu bBIT Tuma 1, paspaboranHbiMu OObeIUHEHHOU
MEKIyHApOAHON Tpymmoi mo wusydenumio Oonesnm [ome (International Collaborative Gaucher
Group). Kourtposasr mokasaTeneii KpoBH HEOOXOIMMO NpPOBOIUTH | pa3 B 3 Mec, pa3MepoB
napeaxuMaTo3Hbix opranoB (Y3U, MPT) - 1 pa3 B 6 Mec, a Takke NPH M3MEHEHHH TO3UPOBKH

npernapara Win MpH 3HAYUTEIbHBIX KIMHUYECKUX OCIOXKHEeHUsX (Tabu. 3). OnpeseneHue COCTOSHUS
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KOCTHOW TKaHW oOcymiecTBIsIIOT | pa3 B roa. OcoOyio poiib MpU MPOBEACHUM MOHUTOPUHTA B
Mpolecce MaTOreHeTHYecKoro nedeHus bl mpuobOperaer ompenencHUe XUTOTPUA3HIA3BI, KOTOpas
CUHTE3UpYeTCsl MakpodaraMd © SBISETCS MapKEpPHBIM (EPMEHTOM JIH30COMHBIX OOJIE3HEH.
OmnpeneneHre akTHBHOCTH XUTOTPHUA3KUIa3bl HA (hOHE EPMEHTO3aMECTUTEIILHOM Teparuu TMPOBOJISAT
1 pa3 B 4 mec.

[Marmentst ¢ BI' wabmiogatorcss amMOyJaTOpHO MO MECTY JKHTENbCTBA BpauaMu MeAuaTpamu,
remarojoramMu a0 goctuxenus 18 ner. BBenenume D3T npoBOAMTCS PETYISIPHO B YCIOBHUSX
KpPYIJIOCYTOYHOIO WJIM JHEBHOro cranuoHapa 1 pa3 B 2 Henmenu. Jlo JOCTHMXKEHHS KIMHHKO-
1abopaTopHON peMuccu Bce mauueHThl ¢ bIT MomKHBI MPOXOIUTh KOHTPOJIbHOE OOCieloBaHUE C
uenpio Koppekuuu 110361 O3T B KpyriocyrouHOM WM JHEBHOM CTallMOHAape 2 pas3a B Trof; B
JalbHenIeM oociieioBanne MpoBoAUTCs |1 pas B rof.

ITPOI'HO3

IIporno3 bI' npu tunax 1 m 3 3aBUCHUT OT BBIPR)KEHHOCTH KIMHHMYECKUX NposiBacHU. Ha3sHauenue
MATOrCHETHYECKOW Teparuy Ha paHHHUX CTaIusAX 3a00JIeBaHUS OMpeAessieT OJaronpHusITHRIA MPOTHO3
U yJIy4dIllaeT Ka4eCTBO XU3HM JeTer ¢ bl', mperoTBpaias X HHBAIMIN3ALMIO.

[Tpu BI" Tune 2 nporuo3s kpaitHe HeOIArONPHUATHBIN (JIETATBHBIA UCXO/ HA 1-2 TOJy )KU3HHM).

Tabdaunna 2.
Jlnarnocruka 6oJ1e3nu I'ome
OCHOBHBIC CHIMITTOMBI buoxummaeckne Criermudrraeckue Onpenenenue
MapKepHl, HCCICIOBAHU, XapaKTepHBIX
TIPEIIO0JIararoIInue MOITBEP K TAIOIINE THATHO3 MYyTaIui
Halnuue 3a00JeBaHus
bomwm B kocTax
AcCTEeHNYeCKUI CUHIIPOM
3aneprkka GU3NISCKOro U
MTOJIOBOT'O Pa3BUTHS
I'emaromeranus ! Cxpununr JJHK
CrieHoMeraus [J\ T Xurorpuasunassi B |:"> B-D-rmoxosunasst |:> Ha 4acThIe
TpoMOoLHUTOIEHH S —V B JICHKOLHUTAX KpOBH MYyTalliH
pomboIr CBIBOPOTKE KPOBH yTai
Anemus
[TaTomorus kocteit (KOI0bI
Dprenmeiiepa Ha
PEHTIeHOTpaMMe)
Taoauna 3.
IIpuHIUNBLI MOHMTOpPHHTA 00J1e3HH ['ome
Kaxnpie 3 mec | Kaxapie 6 mec Kaxnpie IIpu usmenenuu
12 mec 03BI
I'emormooun v v
TpomOOIHTEI v v
AJIT, ACT v v
XuToTpuo3uaaza v v
Pasmep nevenu no ganusiM Y3U wiin MPT v v
Pa3smep cenesenkn mo gaHHBIM Y3U wam v v
MPT
Pentrenorpadus 6enpeHHBIX KOCTEH v v
MPT GenpeHHbIX KOCTEH v v
OCTEO0ICHCUTOMETPHSI v v
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