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OEJIEPAJBHBIE KIMHUYECKUE PEKOMEH/IAIIUA 11O OKA3AHUIO
MEJUIIMHCKOM ITOMOIIH JETSM C BOJIE3HBIO I'OIIE

JaHHble KJIMHUYECKHe PEeKOMEHIAIUM TOAr0OTOBJEeHbI NPo(ecCHOHAJBHON accolManuen
aerckux Bpaueidl Corwo3om mneaxmatpoB Poccum B 2013r., akTyaJM3MpOBaHbI, COIJIACOBAHBI B
uioHe 2014r. ¢ rJIaBHbIM BHEIUTATHBIM CIIENMAJIMCTOM 0 MeIUIMHCKOM reHeTnke MuH3apaBa
Poccun n.m.H. Kynesbim C.HU. VYtBepaxknennl Ha XVIII Konrpecce meguarpo Poccum
«AKTYyaJIbHbIE IPo0JieMbl neguaTpun» 14 pespans 2015r.

CocraB patOoueii rpynnbi: akaa. PAH bapanos A.A., wi.-kopp. PAH Hama3zoBa-bapanosa
J.C., k.M.H. I'yngoouna O.C., k.0.H. CaBocrbsinoB K.B., k.0.H. IlymkoB A.A., npod., 1.M.H.
Jlyknna E.A., 1.m.H. 3axapoBa E.1O., n.m.H. KomapoBa E.B., k.M.H. I'eBopksan A.K., K.M.H.
Bummena E.A., k.M.H. CbicoeBa E.II.

ABTOpBHI TOATBEP:KAAT OTCYTCTBHEe (UHAHCOBOW TONIEPKKH/KOH(PIMKTA HHTEPECOB,
KOTOPBIii He00X0AHMO 00HAPOIOBATh.

METOAOJIOT' UA

MeToabl, ucnoJib3yeMble sl cOopa/cesieKIIUM I0KA3aTeJIbCTB: MIOMCK B 3JIEKTPOHHBIX 0a3zax
JIAHHBIX.

Onucanue MeTOJ0B, MCHOJL30BAHHBIX AJIf OIEHKHM KadyecTBa M CHJIbI J0KA3aTeJbCTB.
JI0Ka3aTeNbHON 0a30i IUIsl peKOMEHJAIMi SBISIFOTCS myOnukaruu, Boumennne B KoxpelHOBCKyrO
oubmuoteky, 6a3nl nanasix EMBASE, MEDLINE u PubMed. T'ny6una mowucka - 5 jer.

MeTtoabl, HCIOJL30BAHHbIE ISl OIEHKH KAaYeCTBA M CHJIbI 10KA3aTeJILCTB:

®  KOHCEHCYC IKCIEPTOB,;

®  OIICHKA 3HAYMMOCTH B COOTBETCTBUU C PEUTHHIOBOM CXEMOM.
MeToabl, HCIIOJIb30BAHHBIE [IJISI AHAJIN3A T0KA3aTEeJIbCTB.

e  0030pBI ONTYOJUKOBAHHBIX META-aHAIHU30B,;

®  cucCTeMaTH4ecKue 0030phI C TAOIUIIAMHU JJOKA3ATEIbCTB.

Onucanue MeTOI0B, HCIOJIb30BAHHBIX VISl AHAJIN3A I0KA3aTeJILCTB

[Tpu oT6Ope mybMuKanuii, Kak MOTEHIIMATLHBIX UCTOYHUKOB J0KA3aTeIbCTB, HCIIOIh30BaHHAS B
KQKJOM HCCIICJOBAaHUH METOJIOJIOTUS W3Yy4aeTcs A TOro, 4TOObl YOeIUThCS B €€ BaUIHOCTH.
Pesynbrar u3ydeHus BIHMSACT HA YPOBEHB JIOKA3aTeIIbCTB, MPUCBANBAEMBIN ITyOJUKAIIUN, YTO B CBOIO
ouepeib, BIHMIET Ha CHITY PEKOMEHIAITHH.

JInss MHUHUMH3AIUMK ~ TOTEHIMAIbHBIX  OMIKMOOK KaKJ0€ HCCICHOBaHUE OICHHUBAJIOCH
He3aBucUMO. JIt0ObIe pa3nuyns B OLIEHKAaX 00CYXIAUCh BCEH TPYIION aBTOPOB B TIOJTHOM COCTaBe.
[Tpu HEBO3MOKHOCTH JOCTHKEHUS KOHCEHCYCa TIPUBIICKAJICSI HE3aBUCHUMBII SKCIIEPT.

Taéauubl 10KA3aTENbCTB: 3aMOJHSINCH ABTOPAMH KIIMHUYECKUX PEKOMEH AU,

MeToabl, MCII0JIb30BaHHBIE IS GOPMYJIMPOBAHUS PEKOMEHAAIMIA: KOHCEHCYC SKCIIEPTOB.



HNuauxaropsl nodpokadecTBenHoii npakTuku (Good Practice Points — GPPs)

PexoMenayemass 1oOpokavyecTBeHHAsl MPAKTUKA 0a3UpyeTcss Ha KIMHUYECKOM OIBITE aBTOPOB
pa3paboTaHHBIX PEKOMEH/TAIIHN.

JKOHOMMYECKHUI aHAJIN3

AHanu3 CTOMMOCTH HE TMPOBOJWICA U MyOnuKauuu 1o  (apMaKOdIKOHOMHUKE HE
aHAJIM3UPOBAIUCE.

MeToa BaJuaauum peKoMeHauuin

e  Baemnss skcniepTHas OlCHKA.
e  BuyrpeHHss 5KcriepTHas OLEHKA.

Onucanue MeTo1a BAJIUAANNMN PEeKOMEH AU

Hacrosimue pekoMeHIaliu B IPeIBAPUTEIBHON BEPCHH OBLIH PEIICH3UPOBAHBI HE3aBUCUMBIMHU
HKCHEePTaMH, KOTOPBIX, MPEXKE BCETO, MOMPOCHIN MPOKOMMEHTHPOBATH, HACKOJIBKO JOCTYIHA IS
MOHUMAaHMsI HHTEPIPETAHs JOKa3aTeIbCTB, JISKAIIas B OCHOBE PEKOMEH AN,

Ot Bpayeil NEPBHUYHOTO 3BEHA IMOJYYEHbHl KOMMEHTAapUM B OTHOIIEGHWUU JIOXOAYHUBOCTH
W3II0KEHUS JTAaHHBIX PEKOMEHJAIN, a TaKKe MX OICHKA BaXHOCTHU IpeajaraéMbIX PEeKOMEHAALNM,
KaK HHCTPYMEHTA MOBCEIHEBHOM MPAKTUKH.

Bce KoMMeHTapuu, TOJY4YeHHbIE OT OKCHEPTOB, TINATEIBHO CHCTEMATU3UPOBAIKNCH U
00CyXIaInCh WieHaMH pabodeld rpynisl (aBTopaMu pekoMeHaanuii). Kaxxaprii myHKT obcyxaancs B
OTJEIbHOCTH.

KoHncyabTanus u 3JKcnepTHas OLeHKA

[IpoekT pekoMeHaaluii OB PEIEH3UPOBAH HE3ABUCHUMBIMU JKCIEPTAMHU, KOTOPBIX, MPEXKIE
BCEro, MOMPOCUTN MPOKOMMEHTUPOBATh TOXOAYUBOCTh U TOUHOCTh MHTEPIPETAIIMH JOKA3aTEIbHON
0a3bl, JIeXxKaIIe B OCHOBE PEKOMEHTaIIUA.

PaGouas rpynna

Jlnsi OKOHYATENHbHOM pEJaKIMi M KOHTPOJS KadecTBa PEKOMEHJAlMU OBLTM TOBTOPHO
MPOaHATM3UPOBAHBl YJeHaMH paboueil Tpymmbl, KOTOpble MNPUILIH K 3aKIIOYCHHIO, 4YTO BCE
3aMe4yaHusl 1 KOMMEHTapHUH SKCIIEPTOB MPUHATH BO BHUMAHUE, PUCK CHCTEMAaTHYECKUX OIIMOOK MPH
pa3paboTKe peKOMEH AN CBEICH K MUHIMYMY.

OcHOBHBbIE peKOMEH 1Al UU

Cuna pexomenanuit (1-2) Ha OCHOBaHMM COOTBETCTBYIOIMX ypoBHeH fokazaTenbeTB (A-C) u
WHJIMKATOPBI J00pOoKauecTBeHHOW mpaktuku (tadm. 1) — good practice points (GPPS) mpuBosTcs

IIpU U3JI0KCHUU TCKCTA pCKOMCHHaHHﬁ.

Tao0muma 1.
Cxema JU1sl OLEHKH YPOBHS pEKOMEHIalHi
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Crenensn CooTHoLIeHHE pHCKa | MeTomoI0rn4ecKoe kauyecTBo | [losicHeHmns o

JA0CTOBEPHOCTH Y NIPEUMYILECTB MMEIOIINXCS I0KAa3aTeNbCTB IIPUMEHEHHIO

pexoMeHAAnM pexkoMeHaanun

1A INons3a oruemiuBo | Hamexwusre HenpoTuBopeunBbie | CuibHas

CuibHasn IpeBaIupyeT HaJl | I0KAa3aTeNbCTBA,  OCHOBaHHBIE  HAa | PEKOMEHAAIMS, KOTOpas

peKoMeHaanus, pHUCKaMH ¥ 3aTpaTaMy, | Xopomo BbIMOMHEHHBIX PKM  wim | MOXKET HCIONIB30BaTHCA

OCHOBaHHAasI Ha | Jm00 HaobopoT HEOIPOBEPKUMEIE JTOKa3aTenbCcTBa, | B OOJBITMHCTBE

JA0KAa3aTeJbCTBAX Npe/ICTaBICHHbBIE B KAKOI-1M00 Apyroi | ciydaeB y

BBICOKOT'0 Ka4ecTBa thopwme. MPEUMYIECTBEHHOTO
JlanbHeiime uccieoBaHusl BpsJ JH | KOJMYECTBA ITal[HEHTOB
M3MEHST Hallly YBEPEHHOCTh B OLICHKE | 0e3 KaKux-J1moo
COOTHOIIECHHS TOJIB3bI U PHCKA. N3MEHEHUH "

HCKJIIOYEHUI

1B INons3a oryeTiMBO | Jloka3aTenbcTBa,  OCHOBaHHBIE  Ha | CuibHas

CuibHasn IIPEBAIPYET Hax | pesynbratax PKMUM, BBINONHEHHBIX C | PEKOMEHJALMSA,

peKoMeHaanusl, pHCKaMH ¥ 3aTpaTaMH, | HEKOTOPBIMHU OTpaHMYCHUSIMU | IPUMEHEHHE  KOTOPOH

OCHOBaHHAs Ha | 1160 Ha06OpOT (poTHUBOpEUHBHIE pe3yabTaThbl, | BO3MOXKHO B

A0Ka3aTeJbCTBAX METO0IOTHYECKHe oumMOKH, | OOJBIIMHCTBE CIy4YaeB

YMEPEeHHOro KauyecTBa

KOCBEHHBIE WJIH CIydailHble W T.IL.),
00  IPYTMX BECKHX OCHOBAHMSX.
JanbHeiimme uccienoBanus (€ciau OHH
MPOBOAATCSA),  BEPOSTHO,  OKAXYT
BIMSHUE HA HAlly YBEPEeHHOCTh B
OIIEHKE COOTHOILICHMS MOJIb3bl U PUCKA
U MOTYT U3MEHHTb ee.

1C

CuabHas
peKoMeHaanms,
OCHOBAaHHAs HA
J0KA3aTeJbCTBAX
HU3KOIo0 KayecTBa

[Tonb3a, BEPOSITHO,
Oyzer mMpeBaTpoOBaTh
Ha BO3MOKHBIMH

PHCKaMH U 3aTpaTaMH,
100 Ha00OPOT

JlokazaTenscTBa,  OCHOBaHHBIE  Ha
o0cepBaOHHBIX HCCIIEJOBAHMAX,
OGeccHCTEeMHOM KIMHHUYECKOM  OIIBITE,
pesynbratax PKU, BBINOIHEHHBIX ¢
CYIIECTBEHHBIMHA HEIOCTaTKaMH.
JlroGast OLIeHKa addekra
paclieHHBaeTCs Kak HeonpeaeIeHHas.

OTHOCHTENILHO CHIIbHAS
PEeKOMEHAIHsSI, KoTopast
MOXET OBbITh HM3MEHEHA
npu MOJTy4eHUN
JIOKa3aTeIbCTB  Oollee
BBICOKOI'O KayecTBa

2A

Caabas pexkomeHaauus,
OCHOBaHHAs Ha
J0KA3aTeJbCTBAX

BbBICOKOI'O KayeCTBa

Ilonp3a comocraBuMa
C BO3MOXXHBIMHA
pUCKaMHU U 3aTpaTaMn

Hanexusie JIOKa3aTeNbCTBA,
OCHOBaHHBIC Ha XOPOIIO BBITOIHEHHBIX
PKU unu noarBep»AeHHbIE APYTUMU
HEOIPOBEPKIMBIMH JaHHBIMHU.

JlanpHeiimue wccaeaoBaHus Bps JU
M3MEHAT HAllly YBEPEHHOCTHh B OIICHKE
COOTHOIIIEHUS TIOJIB3bI M PUCKA.

Crnabast peKOMEHIAIIHS.

Bri6op HaWITy4IIei
TaKTUKHA Oyner
3aBHCETH oT
KJIIMHMYECKOM cuTyauuu
(o6cTosiTENnBCTB),
MmaryeHTa J5R07S
COLMATLHBIX
MIpEeANOYTEHUH.

2B

CnabGas pexomeHaamnusi,
OCHOBaHHasi Ha
JI0Ka3aTeJbCTBAX

YMEPEeHHOro KauyecTBa

ITonp3a comocraBuMa
c puckamu u
OCJIO)KHEHUSMU,
OJIHAKO B 9TOM OIICHKE
eCTh
HEOINpeACIIEHHOCTD.

JlokazaTenbCcTBa, OCHOBaHHBIE  Ha
pesyapratax PKU, BBINOJHEHHBIX C
CYIIIECTBEHHBIMH OTpaHUYCHUSIMHU
(TIpoTHBOpEYMBEIC pe3yiabTarhl,
METO/I0JIOTHUECKHUE JeEKTHI,
KOCBEHHBIE WM CIy4yaillHble), WJIH
CUJIbHBIE JIOKa3aTeNbCTBA,

MpeICTaBJICHHBIE B KAKOW-THO0 Apyroi
dhopwme.

JansHeiimme ucciaeaoBanus (eciau OHA
MIPOBOIATCS), CKOpPEe BCETO, OKAXKYT
BIMSHHAC Ha HAIOly YBEPCHHOCTh B
OIICHKE COOTHOIICHHS MOJB3bI U PUCKA
W MOTYT U3MEHUTE e€.

Crnabast pekoMeHIaIus.

AnbTepHaTUBHAS
TaKTHKA B
ONpeeIIEHHBIX
CUTYaLUsAX MOXET

SIBUTBCSI 111 HEKOTOPBIX
MaUEHTOB JYYIIUM
BBIOOPOM.




2C Heonno3znaunocts B | Jloka3arenbcTsa, OCHOBAHHbIC Ha | O4yeHb cinabas
Cnabasi peKkoMeHJAlMs, | OLIEHKE COOTHOLICHHS | 00CEepBallMOHHBIX HCCIICIOBAHUSAX, | PEKOMCHIAIINS;
OCHOBaHHAas HA | TIONB3bI, PHUCKOB U | OECCUCTEMHOTO KIMHUYECKOTO OTBITa | albTePHATHBHBIE
JI0KA3aTeIbCTBAX OCJIOKHCHMI; TIOJIb3a | WIIH PKHN C CYIICCTBEHHBIMH | IIOAXOIBI MOTYT OBITh
HH3KOI0 KayecTBa MOJXKET OBITH | HEIOCTAaTKAMHU. JIroGas OLIEHKA | MCIIOJb30BaHBI B
COIIOCTaBUMa ¢ | addexra pacueHuBaeTcs KaK | paBHOH CTEICHH.
BO3MOKHBIMH HeomnpeeNeHHasl.
pUcKaMu u
OCJI0KHCHHSIMH.

*B tabmuie nudpoBoe 3HAYCHHE COOTBETCTBYET CHIIE PEKOMEHJAINi, OYKBEHHOE - COOTBETCTBYET
YPOBHIO JI0KA3aTeIbHOCTH

OIIPEAEJIEHUE

Boaesns Tome (BI') — nHambomee wacras ¢opma HAcIeICTBEHHBIX (EpMEHTONATHH,
O00BETMHEHHBIX B TPYIIY JH30COMHBIX OOJE€3HEH HAKOIJICHHS, B OCHOBE KOTOPOW JIEKHUT ae(heKT
rena GBA, komupymomero Ju30coMHbI ¢epmeHT [B-D-rmoko3nmasy (rirokorepedpo3uaasy),
OTBETCTBEHHBIN 3a KaTa0OIN3M JIUIIU IOB.

Kox MKB-10
E75.2 - Ipyrue cpuHronunuao3st
SIMUAEMUOJIOTIUA

Yacrota BI' cocraBisier 1:40000 — 1:70000. B nomnynsauuu eBpeeB-alikeHa3u (BbIXOJLIEB U3

Bocrounoii EBpombl) wacToTa BCTpEYaeMOCTH 3TOTO 3a00JeBaHUs SBISIETCS OOJiee BBICOKOM H
nocrturaet 1:450 — 1:1000.

ITHOITATOI'EHE3

bI' macienyercs mo ayTOCOMHO-pelieCCMBHOMY TuIlly. IIpucyTcTBHE IBYX MYyTaHTHBIX
ayueneit rena GBA accouunupyercs co 3HaunTesbHBIM (< 30% OT HOPMaJILHOTO YPOBHS) CHUKEHUEM
KaTaJINTUYECKOM aKTUBHOCTH TIIIOKOIIepeOpo3u1a3bl, GYHKIMS KOTOPOH 3aKII0YaeTCs B JIerpajaluu
[IIMKOCHUHTONMUIHIOB (MK TIFOKOIIEPOOPO3HIOB, TIFOKO3MILEPAMUIOB) A0 TIIIOKO3bI U IEPAMHUIOB.
Heduuut depmeHTa NPUBOAUT K HAKOIUIGHUIO B JIM30COMAax Makpo(aroB HEYTHIM3HPOBAHHBIX
JUMHUI0B U 00pa30BAHUIO XapaKTEPHBIX KJIETOK HakoruieHus (kinerok [ome). CreacTBueM JaHHOTO
METa0OTMYECKOT0 JedeKTa SBISIOTCS: XpOHHYECKas aKTHUBAIUs MaKpoQaralbHOW CHUCTEMBI,
ayTOKpUHHASI CTHUMYJISALUS MOHOIMTOII0933a W YBEIWYCHHE aOCOIIOTHOTO KOJHYECTBA Makpogaros,
HapymIeHne peryasTopHbIX (yHkmii Makpodaros. ['en GBA, xomupyromuii Tiokornepedpo3naasy,
pacrnoyiokeH B XxpoMocoMmHoi obnactu 1021. B nHacrosmee Bpems onucano 6osiee 300 pazsmuyHBIX
MYTaIHi, KOTOpble YaCTUYHO WJIM TMOJHOCTBIO OJOKHPYIOT KaTATUTHYECKYI0 aKTUBHOCTH (hepMeHTa,
Y KOTOPBIE CBSA3aHBI C ITUPOKUM MOJIUMOPHU3MOM KIMHUYECKHX CUMITOMOB BI'.

KJIIACCUOUKALIUA

B 3aBHCcHMOCTH OT KIIMHUYECKOTO TEUEHUS BBIAEISIIOT 3 TUITa Oose3uu I onre:
e | Tun — HeHelpoHoNaTU4EeCKUi (CamMblil YACTHIN);

e |l Tun — nH(pAHTUIBHBIN WX OCTPBIA HEHPOHOMIATUICCKUA;




e |l Tum — mogoCTpHIit HEMPOHOTTATUIECKHUH.
ITpu Il u Il Ttumax BI' B maTosoruveckuii mpoIecc BOBJICKAETCSI HEPBHAS CHCTEMa, TO3TOMY
UX HA3bIBAIOT HEHPOHONIATUYCCKUMU.

KIIMHUYECKASA KAPTUHA

Knunanueckne mpossienus BIT | Tuma  pa3sHooOpasHbl, a BO3pacT MaHH(ECTAIUH
Bappupyer. bI' Tunma 1 umeer xponuueckoe teueHue. KimHuueckas KapTHHa XapaKTepu3yeTcs
MPOrPECCUPYIOLINM  YBEJIMYEHUEM  MApeHXUMATO3HBIX OpraHoB  (NEYEHH U CEJIe3E€HKH),
MAHIUTONIEHUEH U MAaToJIoTUel TPyOUaThIX KOcTel ckenera (00JIe3HEHHBIMU KOCTHBIMU KpPH3aMHU U
aBaCKyJISIPHBIMHU HEKPO3aMH ST (U30B, Yallle TOJOBKH OCAPEHHOW KOCTH).

Ocnoguvie kiunuveckue cumnmomsl bI' | muna:
® TenaToCIUICHOMEraus,
® TIEeMOPPArMYECKU CHHIPOM,
® KOCTHBIC 00JI1 (KOCTHBIE KPH3bI),

e HapylIeHHE MMOABMKHOCTH B CyCTaBaX, 00yCIOBICHHOE aCENITUYECKUM HEKPO30OM,
® [1aTOJIOTUYECKUE TIEPETIOMBI,

e 3ajepkKa (PU3MUECKOTO U TMOJIOBOTO Pa3BUTHA,

® ACTECHUYECKUU CUHIPOM.

[TocrostHHBINM 1 HanboJIee paHHUHN MpU3HAK 3a00JIeBaHUs — cruieHoMeranwus. [Ipu manpnanm
CeJIe3eHKa MMeeT IUIOTHYI0 KOHCHUCTEeHINIO. Pasmepsl cene3enku npu bl MoryT npessiiate HOpMy B
5-80 pa3. [1o mepe mporpeccrupoBaHusl CIUICHOMETAINH B CEJIE3€HKE MOTYT pa3BUBATHCS WH(DAPKTHI U
(uOpo3HBIE U3MEHEHHS, KOTOPbIE HE MMEIOT KIMHUYECKUX TposiBieHuil. ['ematomeranust mpu BI
BbIpa)K€HAa B MEHBIIEH CTENEeHH, YeM CIIJICHOMETalIus U pa3BUBAETCs, Kak MPaBUiIo, B Oosee Mo3iHue
cpoku. MckiitoueHne cocTaBiIsitoT O0JIbHBIE MTOCTIE CIUICHIKTOMHHM, Y KOTOPBIX B OTCYTCTBUU JICUCHUS
MOJKET HaOII01aThCsl 3HAUMTEbHAs renaromeranus. yHKIMs eYeHu, Kak MpaBuiio, He cTpajgaer. B
PEAKUX CIIydasxX OTMEUYAeTCsl HE3HAYMTEJIbHOE IIOBBIIIEHHE CBHIBOPOTOYHBIX TpaHcaMuHas. llpu
nmporpeccupoBaHun Bl MOXET pa3BUTBHCSA NMOpTaibHas T'MIIEPTEH3USA. | eMOpparu4eckuil CUHAPOM,
CBSI3aHHBI C TPOMOOLMTONEHHEW W HapylleHueM (QYHKIUU TPOMOOIUTOB, HPOSBISETCS B BUIE
MTOJIKOYKHBIX T€MaToOM, KPOBOTOUMBOCTH CJIM3UCTBIX 000JIOUEK M JJIMTENbHBIX KPOBOTEUEHUU IOCIIE
MaJbIX OIEepaTUBHBIX BMemIareiabCcTB. llopaxkeHue nerkux Bcrpedaercs peako (1-2% OonbHBIX),
MIPEUMYIIECTBEHHO Y CIUIEHSKTOMHUPOBAHHBIX IMAllMEHTOB, M MPOSBISAETCS KaK MHTEPCTUIUATIBLHOE
3a00JeBaHNE JIETKUX WM MOpPaKEHUE JIETOYHBIX COCYJOB C Pa3BUTHEM CHMIITOMOB JIETOYHOI
runepreH3ud. TunuuHelM mposiBieHueM bIT Tuna 1 dBisercs mnopaxkeHHE KOCTHO-CYCTaBHOM
CHCTEMBI, KOTOpPOE€ IMpPOTEKaeT OT OECCHMNTOMHOW OCTEONeHMHM M KoJ0ooOpa3HON aedopmanuu
JHMCTANbHBIX OT/AETOB OeApeHHBIX KocTel (KoyuObl DpieHMeiepa) 10 TsDKEIEHIIero ocreornoposa ¢
MHOKECTBEHHBIMHM MATOJOTHYECKHUMH MEpeloMaMd U HIIEMUYECKHMMH HEKpPO3aMH, BEIYHIMMH K
Pa3BUTHIO BTOPUYHBIX OCTEOAPTPO30B M, KAK CIEACTBHE, HEOOPATUMBIX OPTONEIUUYECKUX JE(PEKTOB.
VY 6onbimmHcTBa 607bHBIX ¢ BIT Habmogar0TCs XpoHUYECKHe 00N B KOCTAX. XapaKTepHbl KOCTHBIE
KpU3bl, COTPOBOXKAAIOIINECS MYYUTEIbHBIMUA OOJIIMU B KOCTSIX, TUIIEpEeMHUEN U OOJE3HEHHOCTHIO B
00JIaCTH CYCTaBOB, CHWKEHHEM JBHUraTeIbHONW aKTUBHOCTH, JMXOpaaKoH, o3HoO0M. Ha muke kpusa
OTMEYAIOTCSl BBICOKMH JIEMKOLMTO3 M MOBBILIEHHAs] CKOPOCTh OCEHaHMsI SpUTPOLUTOB. lmMeHHO
MOPaXEHHE KOCTHO-CYCTAaBHOW CHCTEMBI OIPENEISAET TKECTh TeueHUs bI' M KadecTBO KM3HU
MAIMEHTOB.

OcHosnvie cumnmomsvl 3a6onesanusi npu BI' 1| muna Bo3HWKAOT B TepBbIe 6 MeC KU3HHU
(octpast) HeliponaTudeckas ¢opma ¢ OynpOapHON M MUPAMUAHOW CHUMITOMATHKOH, KOTHUTHBHOMW



3anepkkoil. Tedenue 3a0oneBaHust — OBICTPO Mporpeccupyromee. KMIMHUYECKHii CHMITTOMOKOMILIIEKC
BKITFOYAET MPU3HAKY MOPAKEHUSI HEPBHOW CUCTEMBI M BHYTPEHHHUX OPTaHOB:

® IenaToCIUICHOMETaus;

e HapylieHHE TJIOTaHWs, TONEPXWBAHUE, YAaCTO  OCJIOXKHSIONIMECS  aCHUpPaUMOHHON
ITHEBMOHUEH;

e Tpu3M, OunarepalibHOe (PUKCHPOBAHHOE KOCOTJIA3HEe, MPOTPECCHPYIONIAs CIACTUYHOCTh C
peTpakuueil e, rumneppeduiekcusi, IMOJIOKHUTEIbHbIH cumnToM baOuHcKkOro u napyrue
MaToJIOTHYecKue peIeKchl;

e Mporpeccupymias 3aaep>Kka MCUXOMOTOPHOTO Pa3BUTHS U MOTEPS paHee MPHOOPETEHHBIX
HAaBBIKOB;

® TOHHUKO-KJIOHMYECKHE CYyIOPOXKHBIE WPUCTYIBI, PE3UCTEHTHBIE K MPOTUBOCYIOPOKHON
Teparuu.

['maBHOU ocobennocmuvio kiunuyeckux nposierenuit BI' |11 muna ssnsercs To, 94T0 HapsIy
MOpaXCHUEM MapEHXMMATO3HbBIX OPraHoOB (IemaToCIUIeHOMEerans) HaOII0Aal0TCsl HEBPOIOTHUECKHE
MIPOSIBIICHUS, CXOAHBIE C TAKOBBIMU Mpu Ture 2 bI', HO MeHee TsHKeNo BhIpaKeHHbIE U BOSHUKAIOIIHE,
KakK MpaBujIo, B Bo3pacte ot 6 10 15 neT u mozxe:

® OKYJIOMOTOpPHBIE PACCTPOICTBA,

® CHIDKCHHE MHTEJUICKTA (OT HE3HAYMTEILHBIX U3MEHEHUH 10 TSHKEION JIEMEHIINN );

® SKCTpanupaMuHAs PUTHIHOCTD;

® MO3)KEYKOBBIC HAPYILICHUS;

® PacCTpOICTBA peyH, IMUCbMA;

® [OBEJCHUYECKHUE U3MEHEHUS, JH30/Ibl ICUX034,;

¢ MHOKJIOHHUHU, TeHEPAIN30BaHHbIE TOHUKO-KIOHUYECKHE CYIOPOTH.

B GonpmnHCTBE cilydaeB TeueHue 3a00IeBaHUs MEIJICHHO TPOrPEeCcCUpyIoIIee.

TUATHOCTHKA (1261 2)

Huarno3 Oose3nu ['omie ciieqyeT MpeanosokKUTh Y MAlMeHTa ¢ HEOOBSICHUMOM CIUJICHO- U
renaToMeraaued, LUTONEHUEM M CUMITOMAaMH NOpaxkeHus Kocted. (OCHOBOM COBpPEeMEHHOM
AUATHOCTHMKH Oosie3Hn [ome sBAsieTcd OHMOXMMHMYECKHIl aHaau3 axKkTHUBHOcTH f-D-
IVIIOKO03M/a3bl B JIeHKOUMTAaX KpoBH. [Ipy 3TOM CTeneHb CHMKEHUs aKTUBHOCTU (pepMeHTa He
KOppENUpYyeT ¢ TAKECThIO KIMHUYECKUX MPOSBICHUN W TeueHHeM 3a0osieBaHMs. [|OMOTHUTEIBHBIM
OMOXMMHUYECKUM MapKepOM, XapaKTepHbIM il 6osie3Hu 'ole, CIyXUT 3Hauumenvhoe nogvluieHue
AKMUSHOCMU ~ XUMOMPUO3UOa3pl  —  TUIPOIUTHUECKOro  (epMeHTa,  CHHTE3UPYEeMOro
aKTUBUPOBAHHBIMHU Makpodaramu, B CbIBOPOTKe KpoBU. OnHako, 6% oO0IIel MOomy sl COCTABISAIOT
HOCHUTEIN TOMO3UIOTHOW MYyTAallUM B TE€HE XUTOTPHO3MJA3bl, YTO BBIPAXKAETCS B OTCYTCTBHH
aKTUBHOCTH (pepMEHTa B CHIBOPOTKE KpoBHU. [103TOMY B penkux ciaydasx ompeneseHne aKTHBHOCTH
XUTOTPUO3UIA3bl HE MOXKET OBITh UCTIOJIB30BAHO ISl JUATHOCTUKU U MOHUTOpUHTa BI'.

AHAMHE3 U ®U3UKAJIBHOE OBCJIEJOBAHUE

[Ipu coope anamnesa u scanobd cnenyer oOpaTuTh BHUMAHUE HA HATHYNE:
® 3a/IepKKU (PU3NYECKOTO U TTOJIOBOTO Pa3BUTHS;

e  C11a00CTH, MOBBIIIEHHON YTOMIISIEMOCTH, YaCTBIX PECIUPATOPHBIX HH(DEKLINH;



® TMPOSIBJICHUH CHOHTAHHOTO TI'eMOPPAarMuecKoro CUHApoMma (B BHJE MOJKOXHBIX TIEMaToM,

KPOBOTOYMBOCTH CIIM3UCTHIX OOOJIOYEK) WM JJIMTENbHBIX KPOBOTCUEHUN TMPU MaJbIX

OTlepaTUBHBIX BMEIIATEIbCTBAX;

e OQoyell B KOCTAX W CYCTaBaxX; aBHOCThb, XapaKTep W JOKAIW3alUI0 OoJliel, Halu4yue B

MIPOLIIOM MEPEIOMOB KOCTEH;

® [PEIUIECCTBYIOUIEH CIUICHIKTOMUU (TIOJTHOM MJIK YaCTUYHOM );

® HEBpOJIOTUYECKOM CHUMIITOMATHKH (TJ1a30/BUraTeNibHAs ampakcus WM  CXOZsIieecs
KOCoOrJ1a3ue, aTakcusi, MoTepsi MHTEIJIEKTa, HapyIIeHHs YyBCTBUTEILHOCTH U JIp.);

® CceMeHHOro aHamHe3a (HaJIM4YME CIUICHAIKTOMHUHU WM TEPEUYUCICHHBIX BBIIIE CUMITOMOB Y

POJIHBIX OpaThEB U CECTEP).

Knunuueckuti ocmomp BKIIIOYAaeT HM3MEPEHHE POCTAa M MacChl Tela, TEeMIEepaTyphbl Tea,
OLICHKY COCTOSIHUS KOCTHO-CYCTaBHOM CHCTEMbI; BBISBJICHHE IMPU3HAKOB TI€MOpPPAruyecKoro
CHUH/IpOMa, TenaToCIUICHOMEranuu, JuMQaaeHonaTuu, a Takke cBOeoOpa3HOi THIEepIUTrMEHTAIUN
KOXHBIX TIOKPOBOB B 00JIACTH KOJIEHHBIX M JIOKTEBBIX CYCTaBOB, XapaKTEPHOM sl ariueHToB ¢ bI'.

JIABOPATOPHBIE U UTHCTPYMEHTAJIBHBIE UCCJIEJOBAHUA

1. Knuanyecknii ananu3 KpoBu y OONbIIMHCTBA O0JNBHBIX ¢ BI' BBIABISET TPOMOOIIUTONICHHIO,
JICUKOIICHHUIO M aHEMUIO, KAK IIPOSBJICHHS TUIIEPCIUICHU3MA.

2. Mopddonoruueckoe ucciea0BaHne KOCTHOTO MO3ra CIOCOOCTBYET BBISABICHUIO XapaKTEPHBIX
JUArHOCTUYECKUX JJIEMEHTOB — KIJIETOK [ome u OJAHOBPEMEHHO WCKIIOYEHHIO JUarHosa
remoOsacto3a unu JumdonponudepaTUBHOr0 3a00JEBaHUS KaK MPUYUHBI [UTONCHHH U
renaTociuieHoMerajiuy. JleTsm 3To uccieqoBaHue NpoBOJIAT PEAKO, CTPOTO MO MOKA3aHUSAM.

3. PentreHorpagus Koctel ckenera HeoOXoauMma JJIsi BBIIBIEHUS U OLEHKH TSDKECTH
MOPaXKEHUS] KOCTHO-CYCTaBHOW CHUCTEMBbI. M3MEHEHUs] KOCTHOW TKaHU MOTYT OBITh IpPEICTaBJICHBI
TG QY3HBIM OCTEONOPO30M, XapaKTepHOW KonbooOpasHOU aedopmareil JUCTalIbHBIX OTJENIOB
OeJIpeHHBIX U MPOKCUMAJIBHBIX OTJEN0B 00JbIIEOEPIIOBbIX KOCTEH (K0JI0bI DpieHmeiiepa), ouaraMmu
OCTEOJIM3HCA, OCTEOCKIIEP03a U OCTEOHEKPO3a, MATOJOTHYECKUMHU IEPETOMaMHU.

4, HencutomeTpusi W  MarHuTHO-pe3oHaHcHass Tomorpaduss (MPT) saBnstorcss  Oosee
YyBCTBUTEJIbHBIMA METOJIaMU U TIO3BOJISIIOT JUArHOCTHPOBATh MOpPA)KEHHE KOCTEH (OCTEOIEHUIO,
MHQUIBTPALIMIO KOCTHOTO MO3ra) Ha pPaHHUX CTaAMsIX, HE JOCTYHHBIX BH3YyalU3alUU
peHTreHorpaduei.

S. VY31 n MPT nedyeHn M cene3eHKHM IMO3BOJSAIOT BBISIBUTH HX OYaroBbIE IOPAKEHUS H
OIPENIeNIUTh HMCXOJIHBIH O0BEM OpraHoB, YTO HEOOXOAWMO [UIS MOCJIEIYIOMIEro KOHTPOJIS
3¢ HEKTUBHOCTH 3aMECTUTENbHOMN (PepMEHTHON Teparnuu.

6. Buoxumuueckoe uccieoBaHue: onpeseneHne akTuBHOCTH B-D-rimroko3unassl B JekonuTax
nepupepuyeckoil KpoBH, MATHAX BBICYIIEHHOM KPOBH, ONpe/ielIeHne aKTUBHOCTH XUTOTPHO3U/Ia3bl B
a3Me KpoBU. MOJEKyJIsIpHO-TEHETHUECKOE HCCieloBaHue: BbIsBIeHHE MyTanuii B reHe GBA,
KoaupytomieM -D-riroko3uazy. 30/0ThIM CTAHAAPTOM IMATHOCTUKH SIBJIsSIeTCSl OHOXMMHUYeCKoe
TeCTUPOBaHHUeE, OCKOJIbKY NaTOTeHHOCTh HEKOTOPBHIX BbISIBJEHHBIX PeAKMX H HOBBLIX MYTalMil
TpedyeT JO0NOJHUTEIbHBIX 10KA3aTENbCTB.

JlonoJIHUTEIbHBIE UCCJIeJ0BAHMS
e JomnIuiep-3XoKapauorpapus — y CIUIEHIKTOMUPOBAaHHBIX OOJIbHBIX;
e H30(]aroracTpoayoICHOCKONHS — MPU HATMYUH COOTBETCTBYIOLIMX KaJl00 WM MPU3HAKOB
[IOPTAJILHON TUIIEPTEH3UHU.



Jpyrumu XapakTepHbIMH J1a0OpaTOPHBIMU CUMIITOMaMH Tpu Bl SBISIOTCS: MOBBILICHHE
YPOBHSI CBIBOPOTOYHOTO (eppUTHHA, aHTHOTEH3UHIIpeBpalatonero ¢pepmenta, xemoknna CCL 18,
KOTOPBIE OTPAXKAIOT CTENEHb aKTUBHOCTH 3a00JICBAHUS U MOTYT HCIIOJIb30BaThCS Kak OMOMapKepshl
IUIs1 OLIEHKHU IMHAMHKH Ha (OHE JICUCHUSI.

KoHcynbTanum cnenuajincToB

1. KoHcynbTanuu TMCHXOHEBpoOJIOTa HeoOxoawma BceM JneTssM ¢ bl ana yrouHeHus Tuna
3a00/eBaHus.

2. KoHcynpTamust oprorena moka3aHa NpH TOJO3PEHHHM Ha HajduvWe y peOCeHKa CKEJIeTHON
MaTOJIOTHH.

3. KoncynpTanusi Bpaua-reHeTUKA MOKa3aHa CEMbSM, WMEIOIIUM DPOJCTBEHHHKOB C OOJIE3HBIO
T'ome.

Z[I/IaI“HOCi 0o0s1e3Hb I'o111e cTaBUTCSI HA OCHOBAHHM COBOKYITHOCTH KJIHHHYECCKUX JAHHDbIX,
pe3yJbTaToB naﬁopaTopﬂoro HCCJICT0BAHUA, OHOXMMHMYECKOIr0 B MOJIEKYJISIPHO-TECHETHYECKOI'0
aHaJIu3a.

JTN®PEPEHIUAJIBHBIN JUATHO3

Jis | tuma BI' B 3aBHCHMOCTH OT BUJAa MaHH(eECTallid — pa3HOOOpa3HbIC SK30TCHHBIC H
HACJIE/ICTBEHHBIE 3a00JI€BaHMsI, COITPOBOXK/IAIOIIMECS BUCLIEPOMETaliueii, OCTpbIMU OOJIIMU B KOCTSIX,
KPOBOTOYHMBOCTBHIO (BHUPYCHBIE TENATUTBI, OCTEOMHEIHT, KOCTHBIM TYyOepKyJae3, TeMOQuus,
TJIMKOTeHO3, Oosie3Hb Human-ITuka (tun B), He1ocTaTOYHOCTh KHCIIO# JIMITa3bl).

Hus Il w Il tunoB BI' — OGonesnp Human-Iluka (tunst A, C), GM1l-ranrnmosnnos,
rajJlakTOCHAJINJ03, HEJOCTaTOYHOCTb KHCIOM JIMNasbl, a TaKXe BpPOXKIECHHAs OKYJIOMOTOpHAas
anpaxkcus.

IMPUMEPBI IUATHO30B

e  bHonesuv owe, | mun.

o bonesuwv Iowe, |l mun.

o bonesuwv [owe, Il mun.

e FKonesnwv Iowe, | mun. Cocmosinue nocie cnieHdIKmomuu.

o bonesnuv I'owe, | mun. I[lamonocuueckuii nepeirom wietiku npagoeo 6edpa, coCMmosiHue nocie
ONepamueHO20 l1eyeHus.

o bonesnuv lowe, | mun. Acenmuueckuii HeKpo3 20106KU OEOPEHHOU KOCMU Cle8d.

e Fonesnv I'owe, | mun. Ocmeonenus noscnuuno2o omoena no360HOYHUKA.

o bonesnuwv Iowe, Il mun. Cumnmomamuuecxas snunencus.

o bonesnuwv I'owe, Il mun. Kocoenaszue coopysicecmaennoe cxoosueecs arbmeprupyoujee.

JIEHEHUE

CoBpemeHnHoe JeyeHue bI' 3akirodaercs B HAa3HAYEHUM ITOKU3HEHHOM (pepMEHTHOM
3amecTuTeIbHOM Tepanuu (O3T) pekoOMOMHAHTHOH TIIFOKOIIEPEOPO3UIa30H.

®3T obecrieunBaeT yCTOMYHMBOE YJIYYIICHUE COCTOSHHUS MAIMEHTOB: HOPMAIHM3YET YPOBHU
reMorjI00MHa, TPOMOOIIMTOB; 00BEM MEYCHH U CEIEe3CHKH (Y HECIICHOKTOMHU3MPOBAHHBIX OOJIBHBIX);
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KYHpYeT KOCTHBIE OOJIH, MPEeIOTBPAIIAeT Pa3BUTHE OCTEOHEKPO30B M KOCTHBIX KPU30B; IPUBOIUT K
HOpMAaJTU3aIlUK POCTa U 3HAYUTENILHO MOBBIIIAET KAUeCTBO KU3HHU AeTel ¢ 6ose3Hbio ['ome.

@3T npoBoauTcs OOJIBHBIM C TOATBEP)KICHHBIM auaro3om bl | tuma Ge3 mopaskeHus
HepBHOHM cucteMmbl (1B) mnm nanmeHTam ¢ XpOHHYECKHM mopaxkeHreM HepBHo# cuctemsl (BIT 111
THUI), Y KOTOPbIX MMEIOTCS KIMHUYECKU 3HAUYMMble HEHEBPOJIOIMUYECKHE IPOSBICHUS 3a00JIeBaHUS
(2B).

B Poccuiickoii ®enepauuu 3aperucTpupoBaHo 2 mnpenapara s nposeneHuss D3T:
UMUIJIIONepas3a U Bejarioonepasa aiabda.

Hmuemoyepasa (Koo ATX: A16AB02) — monudunmpoBantas ¢popma KUCIIOH B-TIOKO3UAa3hl
YeJI0BeKa, IPOAyIHpyeMas KIeTKaMHU STMYHUKOB KUTAWCKUX XOMSYKOB C TOMOIIBI0 PEKOMOMHAHTHOM
JHK-TexHomornu, ¢ MaHHO3HONW MojuduKanmuend Ui HaMpaBICHHOTO B3aWMOJCUCTBUSA C
makpoparamu. [lox  gelcTBHEM  UMHINIONEpa3bl  NPOMCXOJUT  THAPOJIN3  TIUKOJIUIHIA
TIIIOKOIepeOpo3nia 10 TIIOKO3bl M IepaMUia MO OOBIYHOMY IyTH MeTabonu3Ma MeMOpaHHBIX
munuaos.  Vmurmonepasa  (pekoMOMHaHTHAash — Makpodar-tTapreTupoBaHHas — [-IVIIOKO3MJ1a3a),
THIPONIM3YSl TUIIOKO3WJILIEpaMMJl, KYHNUpPYeT HayajlbHble MaTO(PU3HOIOIUYECKUE HW3MEHEHHUs |
IPEeJOTBpalllaeT pPa3BUTHE BTOPUYHBIX MATOJIOIMYECKHX MposiBIeHU 3aboneBanus. JlokazaHa
3¢ HEKTUBHOCTh UMUIJIIOLEPA3bl B OTHOIIEHUM YMEHBIIEHHUS YaCTOThl KOCTHBIX KPU30B, KOCTHBIX
OoJsiell, OCTEOHEKPO30B, MOBBIIICHUS MHHEPAJIHHON IUIOTHOCTH KOCTEH M HOPMAalIM3allud pOCTa y
nereit. [Ipemapat Xopomo MepeHoCHTes, He UMEET BBIPAKEHHBIX OOOYHBIX 3((eKToB, mokazaH s
teparuu | u |1l TumoB BI' m He mMeeT BO3pacTHBIX OrpaHHuYeHM. BrImyckaercs Bo ¢uiakoHax B
nosupoBke 400 EJl. ¥V nereii @3T naunnHatoT B ctanonape. Kparnocts BBefienust - 1 pa3 B 14 qHeil.
He ciegyer ucnonp30BaTh UMUIIIIOLEPA3y ONHOBPEMEHHO C IPYTMMHU JIEKAPCTBEHHBIMU CPEICTBAMM.

VY nerent ¢ bI' HavanbHas 103a UMUTITIONEPA3bl COCTABJISECT:

— npu | tune BI' 6e3 nopaxkenus Tpyouarbix kocreit ckeneta - 30 EJI/kr Ha 1 BBeneHue;

— npu | tune BI' ¢ mopaxeHnuem TpyOuaTbIX KOCTEH cKeseTa (KOCTHblE KpPH3bl, IAaTOJIOTHYECKHE
MIEPEIOMBI, OYaru JIUTHIECKOH IECTPYKIIMH, aCETITUYECKH HEKPO3 TOJIOBOK OEIPEHHBIX KocTel) - 60
EJl/xr na 1 BBeeHuUe;

— nipu |11 Tume BI' — 60 E/I/xr Ha 1 BBeneHue.

Jlo3a umurmronepasbl MOXET MOBBIIIATHCS WM CHUXKATHCS, B 3aBUCUMOCTU OT YCIIEUTHOCTHU
JOCTUKEHMSI TEPANIEBTUUECKUX LIeJIel HA OCHOBAHUM OLICHKU KIIMHUYECKUX NPOSIBICHUN.

Benaenoyepasa arvgpa (Koo ATX: A164B11) — npencraBisier coOO TITUKOMPOTEHH, KOTOPBIi
npousBoautcs Ha tuHuM HT-1080 ¢pubpobiacToB yenoseka no TexHoyuorun pekomounantHoit JJHK.
AMUHOKHCIIOTHAsI TIOCJIEJ0BATENIbHOCTh Yy IpenapaTa UAeHTHYHA YHI0TeHHOH TIIIoKoIepedpo3uiase.
ITpu sToM Benarirorepasa anb(a COACPKUT MPEUMYIIECTBEHHO TIFOKO3aMHHOTIMKAHBI C BBICOKUM
COJIep>KaHUEM MaHHO3BI, YTO CIIOCOOCTBYET MHTEpPHAIU3AIMH (epMeHTa (harouTapHbIMU KJIETKaMU-
MUIICHSIMHM TP Y4acTHHM PELENTOpoB K MaHHOo3e. lIpemapar 3amemaer wiM yCHJIMBaeT JeiCTBUE
(dhepMeHTa TIIIOKOIIEepeOpO3n1a3hl, KOTOPBIA YCKOPSET THAPOIIU3 TITIOKOIepeOpo3nIa ¢ oOpa3oBaHueM
TJIIOKO3BI U 1Iepedpo3na, oka3biBasi 0JIaronpusiTHOE BO3/IEUCTBHE HA MATOT€HETUYECKIE MEXAHU3MbI
6one3nu ['ome. CiydaeB BbIpaOOTKM aHTUTEN K IpenapaTy He oTMeueHo. Bemarmonepasa anbda
XOPOIIO MEPEHOCUTCS, HE UMEET BhIPAKEHHBIX MOOOYHBIX 3(h(HEKTOB.

[Ipenapatr mnokazan Tonbko g Tepanuu bBIT | Tuma. CBeneHuit 00 MCMONB30BaHUU
BeJarouepassl ainbga y aereil B Bozpacte 10 4-X JIeT HeJJOCTaTOuHO.

[Ipenapat Brimyckaetcst Bo ¢uiakonax B go3uposke 400 E/I. Pekomennyemast 103a coctaBisier
60 EIl/kr 1 pa3 B 2 Hemenu. /{03y MOXHO KOPPEKTHPOBATh WHIWBUIYyAIIBHO, Ha OCHOBAaHUU
JTOCTIDKEHHS OKuaaeMoro d(Qexra u ero coxpaHeHusi, OJHaKO npuMeHenue 103 Boime 60 EJI/kr He
U3Y4EHO.
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Iloka3zanusa nasa Havajga O3T
@®3T Ha3Ha4yalOT 0pU NOATBEPXKIECHUH JUAarHo3a W HaJUYUU OAHOTO (JI1I000ro w3
MIEPEYUCIIEHHBIX ) WM HECKOJIBKUX U3 CIEAYIOIIMX IPU3HAKOB!
Jlabopamopnule nokazamenu:
e Tspkenas anemus (Hb <80 mr / mn);
e TspKenas TpoMOoruTonenus (<60 000 kaeTok / mi);
e KOJMUeCTBO JIeHKOIMTOB <3000 KIeTOK / MII;
® [IpU NPOBEIECHUH MOJEKYISIPHO-TEHETHUECKOro uccienoanus B rene GBA BoisiBieHa onHa
u3 TsoKenbIX Mytauui (Hanpumep, L444P unu D409H).
Knunuueckue npusnaxu:
® [IOpaXEHHE KOCTEeH (KOCTHBIE KPU3bI U HEKPO3);
® 3a/Iep)KKa POCTa, CHUKEHHUE CKOPOCTH pocTa U / WK 3aMeIJIeHHe pPOCTa,;
e 3a/iep)KKa IyOepTaTHOro pa3BUTHS,
e Z-score amxe -2,0" (0 AaHHBIM JIEHCUTOMETPUH MOSCHUYHOIO OTJIENIa I03BOHOYHUKA);
e yBelMueHHE OObeMa cenedeHkH (Oomee veM 2-X KpaTHOE MPEBBINICHUE HOPMAIbHBIX
3HAYeHMIT), 00beMa reueHu (0osee 4eM 2-X KpaTHOE MPEBBIIICHHE HOPMAaJIbHBIX 3HAUYCHHH,
0 JIaHHBIM MarHUTHO-PE30HAHCHOM TOMOTrpadun).
Lenamu nevenus A61310mcs:
1) Ilpu anemuu:
® T[IOBBIIICHUE YPOBHS T'eMOrjoOWHAa B TedeHHE 12-24 mecsieB Tepanuu A0 3HAYCHUM
Beie 110 r/i;
® OTCYTCTBHE 3aBUCUMOCTHU OT IreMOTpaHCcy3Hii;
® YMEHBIIEHUE YTOMIIIEMOCTH U JUCITHO?;
® [OAJIEp)KaHUE JOCTUTHYTOTO B TEUYEHHE MEpBbIX 12-24 MecsleB Tepanmuu ypOBHS
reMOrJI00HHa.
2) Ilpu TpOMOOIUTONCHHH:
e yBEJIMYEHHUE KOJIMYECTBA TPOMOOILMTOB BO BPEMs IEPBOIO rojia TEPANUU 10 YPOBHS,
JIOCTaTOYHOTO JUIsl IPEAOTBPAILEHUS CIOHTAHHBIX U XUPYPTUYECKUX KPOBOTEUEHUM;
® [IpY YMEPEHHON UCXOAHON TPOMOOIIMTONIEHUH: YBETUUYEHNE KOJIMUECTBA TPOMOOIIUTOB
B 1,5-2 pa3a k KOHIly IEpBOro rojia TEpanuy U JOCTUKEHHE HIXKHEN IPaHULIbI HOPMBbI
B T€UYEHHUE 2-X JIET Tepauu;
® [P BBIPAXEHHOM HCXOJHOW TPOMOOLMTONEHUM: YBEJIMYEHHE  KOJUYECTBA
TpoMOouMTOB B 1,5 pa3a K KOHIy IEpBOro roja Tepanuu W HaJlW4yhe TEeHACHIIMU K
JalbHEUIIeMY YBEJIWYEHUI0 UX YPOBHA B TeueHue 2-5 yer Tepanuu (yIBOCHHE
KOJINYeCTBa TPOMOOIIMTOB K KOHIly BTOPOIO rojia Tepamnuu), OJHAKO MPH 3TOM He
ClIeyeT OKUJaTh MOJTHON HOPpMaJIM3alMK 3TOTO IT0KA3aTENs;
® OTCYTCTBHE IOKa3aHHUH K CINIEHIKTOMHUH;
® TOJyIep)KaHUE CTa0MJIBHOIO KOJHMYECTBa TPOMOOLMTOB O€3 pHCKa pPa3BUTHSA
KpOBOTEUYEHH 1OCIe JOCTUKEHHS] MaKCUMaJIbHOTO OTBETA Ha TEparmio.
3) Tlpu renaromeranuu:
e yMeHbIlIeHHE (M MOJAEp)KaHUE) pa3MEepoB MEUYEHH 10 HOpPMAalbHBIX WM B 1,5 pasa
MPEBBILIAIOIINX HOPMAJIbHbIE;

! [Ikama onenku Tsxectn 3abonesanust Robertson PL, Maas M, Goldblatt J (2007) Semiquantitative assessment of
skeletal response to enzyme replacement therapy for Gaucher's disease using the bone marrow burden score. AJR Am J
Roentgenol 188:1521-1528
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e ymMmeHbllleHHue o0bema neyeHu Ha 20-30% B Teuenue 1-2 net tepanuu u Ha 30-40% B
TedeHue 3-5 JeT Tepanuu.
4) Tlpu CruieHOMETaTHH:
e yMEHbIIEHUE (U MOAJIEP)KAHNE) Pa3MEPOB CEJIE3EHKU J0 MPEBBILIAIOLUINX HOPMaJIbHbIE
MEHBIIIE, 4eM B 2-8 pas;
e yMeHblIeHue oObeMa cenezeHku Ha 30-50% B Teuenue 1 roxa tepanuu u Ha 50-60% B
TEeUeHHeE 2-5 JeT Tepanuu;
e o0ieryeHue CHMITOMOB, BBI3BAaHHBIX CIJICHOMETAIMEH: B3yTHE >XUBOTA, paHHEE
HACHIIIEHUE, Pa3BUTHE UH(PAPKTOB CEIE3CHKH;
® YCTpaHEHUE CUMIITOMOB I'MIIEPCILUICHU3MA.
5) Tlpu mopakeHUH KOTHO-CYCTABHOM CUCTEMBI:
® yMEHbILIEHUE WIN ycTpaHeHHe 0oJiel B KOCTSIX B TeueHue 1-2 et Tepanuu;
® [pPEIOTBpAILEHHE KOCTHBIX KPU30B;
® [IpPElOTBPALLEHUE PA3BUTHUS OCTEOHEKPO30B U CYOXOH IpaIbHBIX KOJIJIAIICOB;
® yIy4YlICHUE [TOKA3aTeNs] MUHEPAIbHON IJIOTHOCTU KOCTEH; YBEJIMUEHUE KOPTUKAIBHON
U TpaOeKyIsIpHOH MHHEPaIbHON IJIOTHOCTH KOCTHOM TKaHM B TEYEHHE 2-X JIeT
Tepanuy;
® JIOCTHKEHUE HOPMAJIbHOM WM UJ1€aJIbHON MMKOBOM KOCTHOM MAacChl.
6) Ilpu 3amepxke pocra:
® JIOCTHKEHUE HOPMAJIbHBIX ITOKA3aTeIeH POCTa COTJIACHO MOMYISIUMOHHBIM CTaHIapTaM
B T€UEHUE 3-X JIET Tepanuu;
e JIOCTHKEHHE HOPMAaJILHOTO BO3pacTa HACTYIUIEHUS MyOepraTa.

ITpu oOGcnenoBanum cubIUHroB (OpaTbeB U cecTep MpoOaHaa) MOTYT OBITh BBISBICHBI JETH C
bI', He umeromue KIMHUYECKUX MNposiBieHUH. Takue manueHThl HYXAAOTCS B HAOIIOJCHHUH,
HAYMHATh UX JICUCHHE HEOOXOAUMO TTPH MOSBICHHH MTEPBBIX CUMITTOMOB OOJIE3HH.

ITpu Il Tune BI' pepmenTHas 3amecTuTenbHas Tepanus He Ha3HaudaeTcs (2C), Tak Kak He
s¢dexTuBHA.

Taktuka ®3T B 0co0bIX ciIydasx

[Tpu HerpdexTuBHOCTH omHOro u3 npenapatoB ®3T B HayambHOW TepaneBTHUYECKOU
JI03UPOBKE B TEUEHHE JUTMTEIHHOTO BPEMEHH (B Cllyyae HEJIOCTHMIKEHUS TEPaNleBTUUECKUX LIeJel mpu
IPUMEHEHMH Tpernapara B TeueHue 6-12 MecsieB) peKOMEHIyeTCsl IPOBECTH KOPPEKIHIO JEUSHUS C
YBEJIMYEHUEM 03Bl IPUMEHSIEMOTO Mperapara.

B cnyuae orcyrcTBus 3 dexTa MpoBOAUMON TEpalnuu B aIeKBaTHOM TeparieBTUYECKOH J103€
WM HENEePEeHOCUMOCTU (Pa3BUTHUU CEPbE3HBIX HEXKENATENbHbIX MOOOYHBIX pPEaKIfii), BO3MOKEH
nepexon Ha Apyroi npenapat @3T. Pemienne o 3aMeHe JIEKAPCTBEHHOTO CPEICTBA B paMKax TaHHOM
(bapMakoTepaneBTUYeCKOH TPyNIbl MPUHUMACTCS KOHCHIMYMOM CIIELUAIUCTOB, POAUTENN /
3aKOHHBIE TPEACTABUTENN MAaIMEeHTa JOJDKHBI ObITh MPOMH(OPMUPOBAHBI O JalbHEUIIEH TaKTHUKE
BEJICHUS.

MOBOYHBIE D®PEKTHI ®EPMEHTHOM 3AMECTUTEJBHOM TEPAITUU

®epMeHTHast Tepanmusi Oe3omacHa M JIMIIb B OYEHb PEAKUX CIIydasX COINPOBOXKAAETCS
HEXKeNaTeJIbHBIMU  TOOOYHBIMU ~ pEaKLMSIMH, CBS3aHHBIMH C IIyTeéM BBEIEHHUS Ipemnapara:
IUCKOMQOPT, 3yH, *KEHHe, OTeK B MecTe BeHenmyHKIHH. [IpumepHo y 3% OOJIbHBIX BO3HUKAIOT
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noOouyHble 3((EKThI, CBA3aHHbIE C TUNEPUYYBCTBUTEIBHOCTHIO, KOTOpPBIE MOTYT OBITH YCIEIIHO
MIPEOI0JICHBI CHIDKEHUEM CKOPOCTH MH(Y3MM WM NMPEBEHTUBHBIM Ha3HAUYE€HHEM aHTHUTHMCTAMUHHBIX
IIpenaparos.

CUMIITOMATHYECKAS TEPAIIUA

[Tpu pa3BUTHUU MPOSBIEHUIN OCTEONOPO3a Il 3aMEAJICHUS U MPEKpalleHUs MOTepU KOCTHOU
MAacChl, MOBBILICHUS €€ MPOYHOCTH, NMPEAOTBPAILICHUS MIEPEIOMOB KOCTEH, B KOMIUIEKCHON Tepanuu
IpUMEHSIOT: anbbakanbuunaon (Koo ATX: A11CCO03), conu xanpuus (Hapumep, Koo ATX: AI12AA).

B kayecTBe cCMMITOMAaTHYECKONW Tepanmuu CKEJIETHBIX ociokHeHuil bl tuna 1 HazHavaroTcs
aHaIbreTUKU (BO BpEMsl KOCTHBIX KPH30B), HECTEPOHMIHBIC MPOTHBOBOCIAIMTEIBLHBIC CPEICTBA,
pelKo, JTUILb IPU HAJTHYUH ITOKA3aHUH - aHTHOAKTEepHATIbHAS TEPaITUsl.

OIIMBKU N HEOBOCHOBAHHBIE HASHAYEHMUW A

L4 HpOBGI[GHI/Ie CINICHOKTOMUU IMPUBOAUT K TAXKCIIBIM H606paTI/IMI)IM MOCJICACTBUAM: PA3BUTHUIO
UpPpO3a NeueH , JePOopMaIuu KOCTEH U CyCTaBOB, GUOPO3Y JIETKHX.

e Ilpu nokasanHoM nmartosze bI' He HyXHBI OBTOPHBIE ITyHKIUU KOCTHOIO MO3ra U JIpYyrue
WHBA3WBHBIC IMarHOCTHYECKHE MEPOTIPUATHS (OMOTICHS TIEUYEHH, CEIIe3EHKN).

e KpaiiHe omacHO omnepaTMBHOE JIEYEHHE KOCTHBIX KpPU30B, KOTOpble OHIMOOYHO
paccMaTpuBarOTCA KaK IPOsBIEHUS OocTeoMuenuTa. IIpu Xupypruueckux BMeEIATENIbCTBAX
CYIIECTBYET MOBBIILIEHHBIN PUCK KPOBOTEUECHHUS U UH(UILIUPOBAHHUS.

e IIpoTuBOnOKa3aHO Ha3HAYEHHUE KOPTUKOCTEPOUIOB C LIEJIBI0O KYITUPOBAHUSA LIUTOIIEHUYECKOTO
CUHpPOMA.

e He o0ocHOBaHO Ha3HAYEHUE IPENapaTOB Keie3a OO0NbHBIM C pa3BepHyTOM KapTuHOM bI', Tak
KAaK aHEMHMs B OTUX CIIy4asiX HOCUT XapaKTep «aHEMUU BOCIIAJICHUS.

BEJAEHUWE IMAIMEHTOB C BOJIE3HBIO I'OLIE

OcymiecTBisieTcss B COOTBETCTBUM € PEKOMEHJALUSAMHM 10 MHHHMMAJIbHO HEOOXOIUMOMY
MOHHUTOPUHTY COCTOssHUS OonbHbIX npu BI' | Tuma, paspaboranHeiMu  OOBEAMHEHHOU
MEKAYHApOAHOW rpynnoi mo wm3ydenuto Oosne3nm [ome (International Collaborative Gaucher
Group). Konrtpone moka3zarenell KpoBH HEOOXOJMMO MpOBOAWTH | pa3 B 3 Mec, pa3MepoB
napenxuMaTo3Heix opranoB (Y3U, MPT) - 1 pa3 B 6 mec, a Takke NMpHU U3MEHEHUH O3UPOBKH
npernapara WiH MpH 3HAYUTEIbHBIX KIMHUYECKUX OCIOXHEHHsX (Tadi. 4). OnpeneneHne COCTOSHUS
KOCTHOHM TKaHHM OCyIIecTBIIAOT 1 pa3 B roj. OmpeneneHre aKTUBHOCTH XUTOTpUa3uia3bl Ha (QoHE
(bepMeHTO3aMecTUTENbHOM Tepanuu poBo AT 1 pa3 B 12 mec.

[Tatmentsl ¢ BI' HaOdrOMAIOTCS 1O MECTY KHUTEIbCTBA B aMOYIaTOPHO-MOJUKIMHUYECKUX
YCIIOBUSIX BpauaMH neauaTpamu, remarosnoramu, npu bI' Il Tuna — HeBponaTosoramu, npu HaTMIUH
KOCTHBIX HapylIeHUH — OPTOIEeaMH, 10 JOCTHKEHHUs Bo3pacta 18 ner. Beenenne ®3T npoBoautcs
pErylisipHO NpU HAJUYMM TOKa3aHUW B Cllydae OCJIO)KHEHHOTO Te4eHHs OOJIE3HH - B YCIOBHSX
KpPYTJI0CYTOYHOI'O CTallMOHApa, B CTAOMJIBHOM COCTOSIHUM — B CTAl[MOHape JTHEBHOTO MpeObIBaHUSA
win amoOynaropuo 1 pa3 B 2 Hemenu. Jlo JOCTHXKEHUS KIMHUKO-JIa0OpAaTOPHOW pPEMHUCCUU Bce
naueHTsl ¢ BI' TOMKHBI MPOXOAUTE KOHTPOJILHOE 00CIIe0BaHME C 1eibio Koppekiun 10361 O3T B
KPYIJIOCYTOYHOM HJIM JHEBHOM CTaIlOHape 2 pa3a B T'OJ; B JaJbHEHIIeM 00ciieI0BaHNE TPOBOAUTCS
1 pa3 B rox.
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ITPOI'HO3

ITporno3 BI' mpu | u Il Tumax 3aBUCUT OT BBIPaXEHHOCTH KIMHUYECKUX IPOSIBICHUM.
Ha3nauenue mNaTOreHETHYECKOW TepanmuMM Ha pPAaHHUX CTaausAX 3a00JeBaHUS  ONpeeNnseT
ONMaronpusATHBIA TMPOTHO3 M yAydyllaeT KadecTBO >ku3HU Jereil ¢ bBI, mnpenorBpamias ux
MHBAJIUIU3AIIHIO.

ITpu BI' |l Tuna mporuo3 kpaiiHe HeOIAroNPUATHBINA (JIETAIBHBIA UCX0 HA 1-2 TOTY KU3HU).

MEJIUKO-TEHETHYECKOE KOHCYJIbTUPOBAHHUE n INIPEHATAJIbBHAS
JAUATHOCTHUKA

CeMbsiM ¢ OONBHBIMHU JIETBMH PEKOMEHYETCSI MEIUKO-TeHETUYECKOe KOHCYJIbTHPOBAHUE C
LENbI0 PAa3bSICHEHUs TEHETHYecKoro pucka. Kak u npu JOpyrux ayToOCOMHO-PELIECCHBHBIX
3aboneBaHusx, npu Bl mis kaxnoil GepeMeHHOCTH PUCK pOXKIeHMs pedeHka cocraisier 25%. B
CeMbsiX, I/Ie eCTh OONbHON pPEeOEHOK, CYIIEeCTBYET BO3MOXHOCTh MPOBEICHHS MpPEHATAIBHON H
MPEUMILIAHTAlMOHHOM TMarHOCTHUKHU.

[IpenaranbHas JIMarHOCTHKA MIPOBOJIUTCSA MOJIEKYJISIPHO-T€HETUYECKUMU W
OMOXMMHUYECKUMHU MeTojnamu, myreM wuccienoanus JIHK, BwigenenHoit u3 OuomnrTara BOpPCHH
xopuoHa Ha 9-11 Hemene OEpeMEHHOCTH W/WIH KJIETOK aMHUOTHYECKOH JKUKOCTH, TUIOJHON KPOBH
Ha 20-22 Henene 6epeMEHHOCTH.

Ta6aumna 3.
Jlnarnocruka 0oJse3nu I'ome
OCHOBHBIE CUMIITOMBI buoxumuueckue Cneuunduyeckue Omnpenenenue
MapKephl, WCCIIEIOBAHMUSI, XapaKTepPHBIX
MpeArnoararonme MTOATBEPKIAIOIINE MyTarui
Haan4ue JINarHo3
3a00s1eBaHUs

bomnu B kocTax
ACTEHUYECKUI CUHIPOM
3anepkka GU3NIECKOro
Y MOJIOBOTO Pa3BUTHS

I'enatoMeranus T N CKpHMHMHT Ha
L [ 4 B-D-riroko3uasel
CruteHOMeTaHst XutoTpuazugasel |V . JacThIe
B JIEHKOLMTAaX KPOBH
TpombouuToneHus B CBIBOPOTKE MyTal}u
AHemus KpOBU

[TaTonorus kocre
(xonOBI DpnenmMeliepa Ha

pPEHTTeHOTrpaMMe)
Taoauua 4.
IIpuHIUNBLI MOHMTOpPHHTA O0J1e3HH ['ome
Kaxnpie 3 | Kaxnpie Kaxneie | [Tpu usmenenun
MeC 6 Mec 12 mec JIO3BI
I'emormooOun v v
TpomOGoIUTHI v v
AJIT, ACT v v
XUTOTpHO3M1a3a v v
Pa3mep nedenu no nanusM Y3U niin MPT v v
Pazmep cenezenku mo nanHeiM Y3U unum Vv Vv
MPT
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Pentrenorpadus 6enpeHHBIX KOCcTEH v v

<
<

MPT GenpeHHbIX KOCTel
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