£

MWHUCTEPCTBO
30PABOOXPAHEHMA
POCCUWUCKOU ®EJEPALIUA

Knunnyeckue pekomMeHanuu

boJse3sns I'ome y nerei

MKE 10: E75.2
['on yreepxienns (qactora nepecmotpa): 2016 (mepecMoTp Kaxkabie 3 roaa)

1D: KP24
URL:

ITpodeccroHabHBIC ACCOLMALIUH:
e Coro3 nequaTpoB Poccun

YTBepKIeHbI CornacoBaHbl

HayunsiM coBeToM MuHHCTEpCTBA
Coro3om neauarpos Poccun 3apaBooxpanenus: Poccuiickoit denepanmm
201 .




Oraasienue
KUTFOUEBBIE CITOBA ....ceeiiiiiiiiiiiiiiitee ettt ettt et e ettt e e e e e e ettt e e e e e e e e e bbbt aeeeeeeeesaaanees 3
(03117 (610 W10 N oF:1 11(S) 11 (OO USURRSPP 4
TEPMUHBL M OTIPEIIEIICHHMS . ...ceeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeaeeeeaeaeeeaeeeeeeeeeeeeeeeeeeeeeeseeaeeeeeeeeeeeeeeeeaeaeeeeeaeeaeeaes 5
1. KPATKAST HHPOPMALIHS ......veeeeeeeeeeiiiiiieteeeeeeeesiianeteeeeeeeesssnssssseeeeeesssssssssssseeeessssssnssssseeesessssnsnsssseeees 6
B0 1 107e1 (331 (5] 1 (S PRSP 6
1.2 DTUOJIOTHS M TIATOTEHES ..euuteeeeiiiteeeeeuiiteeeeaaitteeeesaebteeeeaasbeeeeeaasbteeeeaabbbeeeeaabbbeeeeaabbeeeeeannaeeeennes 6
JIRIC ) 11791 (51712 (011 (o) i £ SO SUT PP 6
1.4 KomupoBaHUE TI0O MKB-10......ccoiiiiiiiiiiiiiiee et e e e e e e e areaeaeeeeeeas 6
1.5 TIPHMEDBI IHATHOBOB. ... .uvvvvvvrreeeeeeesanensreeeeeeeeesaasessseeeeesessssassssseseeesssssnssssssseeeessessnsssssssseeeeeees 6
| OR ) 1103 7 (410702 1 6 OO UR PSSR 7
2. JIAATHOCTHKA. .....ceeevvrrrennneeeeeeeeresssnenaaaeesssssssssennsasessssssssssnnnnaaeesssssssssssssaaeessssssssssnnsesesssssssssssnnneeees 7
2.1 JKATOOBI ML AHAMHES ........eeeeeiiiteee ettt e e ettt e e ettt e e ettt e e e sttt e e e sttt e e e ebbbeeeeesbbeeeeabbteeeeabbaeeeenans 7
2.3 JTaOOPATOPHAS IAATHOCTHIKA ..vvveeeeeesuneerrrreeeeeesssnnnnssseeeessssssssssssssseesssssssmsssssssssesssesssssssssseeessees 9
2.4 HCTPYMECHTATBHAS JUATHOCTHKR ..eeeeueeevvvrreeeeeeessannensssreeeesessssnssssssessesessssnsssssseesessssnsnssssseees 10
2.4 VIHAS JIHATHOCTHKR «.cuuvteeeeeuitteeeeeitteeeeaetteeeeaaibeeeeeaastteeeeaabbeeeeeaabbbeeeeaabbbeeeeanbbeeeeeabbbeeeeannbeeeens 11
2.5. Meauko-reHeTH4eCcKoe KOHCYJIbTUPOBAHNE U IPEHATAIBHAS JUATHOCTUKA ....evvveeeeeennneennneee 11
2.6 IndPepeHIIMATBHAS THATHOCTHKA. .eeeuvvvvvrreeeeeeeesanenraeeeeeeessessssnssreeesessesssnsssssseesessssssnsssssseees 11
B JIEHEHIIC ...ttt ettt e e e ettt e e e e ettt e et e e e e e 12
3.1 KOHCEPBATHUBHOE JIEUCHHUE ......cceeeeeeeeeeeereeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeeaeeeaeeeeeeeeeeeeeeeeeeeeeeeeeeeeeseaeaaaees 12
RIVAD.€710)% 007 (510 O LS (e ()2 1 (<SS EE SRR 14
L T 1007 16 1 S PP PR UPPPPPN 14
5. IlpodunakTUKa U TUCTIAHCEPHOE HAOITEOMECHIIC ...eeeeeeeerueerrrrreeeeeeannnnnsreeeeeeeessssnnsnseseeeesssssnnnssssseees 14
6. lononuurensHas nHGOpMaIys, BIUIIONIAs HA TEYEHNUE U UCX0]1 3a00JI€BaHUS/CHHAPOMA ........... 15
6.1 VICKXOIBI M TIPOTHOB. ..ceieetiteeeeeeeeesaiiiiateeeeeeeeesansssssaaeeeeseesasnssssaeeeesessssssnsssssaeaeessesnnnnssssseeeeeseens 15
Kpurepun ouieHKN KaueCTBa MEAUIUHCKON TTOMOIIIM. ..ceeeeeeeeeeeeeeeeeeeeeeeeeeeeeeaeaaaeeeeeaeeeeeeeaaaeeaaeaaaaaeaeeens 16
(03117 (670) 90 1 1<) 0 1 ) 0) 5SS SPURR P 17
[Tpunoxxenne Al. COCTAB PAOOUCH TPYIIIIBL. .....ceeeuueerrrrreeeeeeesaierrrereeeeeeessaannsssneeeeessesssnnsssreeeessesnnnnnns 19
[Tpunoxenne A2. Metoionorus pazpaOoTKU KIMHUYECKUX PEKOMEHIAMM. .....vvveeeruirreeeaniiieeeeneee 20
[Tpunoxxenne A3. CBABAHHBIC JOKYMEHTDI ....ccceereuuuurrrrrreeeeeensanenssrreeeesesssssssssssesessssssmnssssssesesssssnnnnnns 24
[Tpunoxxenne b1. Anroput™ BeieHUs: NAUEHTA € OOJEZHBIO ['OIIE ...ooouniviiiiiiiiieeiiiicceeeeeee 25
[Tpunoxxenne B. THOOPMAITHS AITS TIAIIEECHTOB ......vvvvvreeeeeeeriiieirrreeeeeeesssaneenreeeeeeseesssnsssssseeeessesnnnnes 26
[Tpunoxxenue I'l. ATTOPUTM JUATHOCTUKH OOTE3HU ['OIIIC.......evvviiiieeieeieiiiiiiieee e, 27
[Tpunoxenne ['2. PaciiuPpPOBKA IIPUMETAHMIA. .........vvvreeeeeeriiirirrreeeeeeeeesaeerreeeeeeeeessnnsnssereeeeeseennnnnns 28



KP24
KiroueBbie ciioBa
B-D-raroko3uiasa (rioxouepedpo3uaasa)
ACTEHUYECKUI CUHIIPOM,
Benarmnroniepasza ansda,
I'emopparndeckuii CHUHIPOM,
I'emarocmienomeranus,
['pynmna nu3ocoMHbIX 60JIe3HEN HAKOIUICHUS
3agepxka PU3NIECKOTO U MOJOBOTO Pa3BUTHUS,
Nmurnronepasa,
KocTHbie 6011 (KOCTHBIE KPU3bI),
Metabonuueckuii 1eQexT,
Hapymienue noaBm>xHOCTH B cycTaBaX, 00yCIOBICHHOE aCENITUYECKUM HEKPO30M,

[Tatonoruyeckune nepenomsl



Cnmcok cokpameHmni

AJIT/ACT — ananuH-/acriapTaTaMUHOTpaHChepasbl
BI' — Gosne3ns [Nome

MPT — marHuTHO-pe30HaHCHas ToMorpadus

¥Y3U — ynbTpa3ByKOBOE UCCIICIOBAHUE

®3T — pepmeHTHAS 3aMECTUTENbHAS TEPAITUS
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TepMuHBI ¥ onIpeaeIeHUA

(DepMeHTHaﬂ 3aMECTUTEC/IbHAsA TEpanus — JICUCHUC, 3aKIIOYarOmCeCs B ITOKU3HCHHOM BBCACHHUU

npenapaTa (peKOMOMHAHTHOTO 3H3MMa) NAlUEHTaM C BPOXKJICHHBIM Ae(PEeKTOM MeTaboan3Ma.
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1. Kparkas nundgopmanus

1.1 Onpenesienue

boaesns TI'ome (BI') — mHaubonee uacras ¢opma HaciaeICTBEHHBIX (epMEHTONATuH,
00BEAMHEHHBIX B TPYIIY JU30COMHBIX 0OJIE3HEH HAKOIJIEHUS, B OCHOBE KOTOPOM JIEKHUT Ne(eKT
rena GBA, xoaupyromiero Ju30COMHBIA ¢epMmeHT [-D-rmroko3uaasy (Tiroxorepedpo3nnasy),

OTBETCTBEHHBIN 3a KaTa00IU3M JIUITUA0B.

1.2 ITHOJIOTUA U IATOTreHe3

BI' Hacimenyercs 1o ayroCOMHO-pELECCUBHOMY Tuny. IIpucyTcTBHE ABYX MYTaHTHBIX ajulenei
reHa GBA accouuupyercsi co 3HauuTeNbHbIM (< 30% OT HOPMAJIBHOTO YPOBHS) CHUKEHHEM
KaTaJIUTHYECKON aKTUBHOCTH TJIIOKOLEPeOpO3uaAa3bl, PyHKIUS KOTOPOI 3aKiIouaeTcsl B Jerpajaluu
INIMKOC(UHTOIUNNAOB (UM TIIFOKOLEpeOpPO3UI0B, INIFOKO3MWILIEPAaMUIOB) JI0 TJIOKO3bl U IIEPaMUIOB.
Hepunur ¢depmeHTa NPUBOIUT K HAKOIUIGHHIO B JIM30COMaxX Makpo(daroB HEyTUIM3UPOBAHHBIX
JUTIAIOB U 00pa30BaHUIO XapaKTEPHBIX KJIETOK HakormieHus (kieTtok ['ome). CinencTBuemM JaHHOTO
MEeTab0JIMYECKOro JedeKTa SBISIOTCS: XpPOHHMYECKas aKTHUBAalMs MakpogaralbHON CHCTEMBI,
ayTOKpPUHHAsI CTUMYJISIUS MOHOLIMTOINOA3a M YyBEIMUYEHUE a0COJIFOTHOTO KOJIMYECTBa Makpo(aros,
HapyIIeHUEe PeryasaTopHbIX QyHKIui mMakpodaros. 'en GBA, koaupyrommi ritoKoiepeopo3naasy,
pacrosio’keH B XxpoMocoMHoM obnactu 1g21. B nacTtosimee Bpems onmcano okosio 400 pasmuyHbIX
MyTallU{, TMaTOT€HHOCTb KOTOPBIX MPOSBISETCS MIHUPOKUM HOJUMOP(U3MOM  KIMHUYECKUX
CUMIITOMOB, OOYCJIOBJICHHBIX YAaCTMYHOW WIM TIOJHOW TMOTEpPEH KaTATUTHUYECKOW aKTHBHOCTH

konupyemoro ¢epmenta [1,2,3,4,5,6].

1.3 nuaeMuoJI0rus

Yacrora BI' cocraBnser 1:40000 — 1:70000. B momymsiuuu eBpeeB-alllkeHa3u (BBIXOALIEB W3
Bocrounoit EBporbl) wacToTa BCTpPEYaeMOCTH ATOTO 3a00JIEBaHHS SBIsETCA 0o0Jiee BBHICOKOW M

nocturaet 1:450 — 1:1000 [6].

1.4 KonnpoBauue no MKB-10

E75.2 - [Ipyrue cuHTOIUTINAI03BI

1.5 IIpuMepbI ATHATHO30B

e FLonesznuv I'owe, I mun.

e FLonesuv Iowe, Il mun.
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e bonesnwv [owe, Il mun.
o bonesnv I'owe, I mun. Cocmosnue nocie CnieHdIKmomuu.
o bonesznv Iowe, I mun. Ilamonocuueckuii neperom wietiku npagoeo 6eopa, cocmosuue nocie
ONepamuHO20 JleYeHUsl.
e bonesnwv I'owe, I mun. Acenmuyeckuil HeKpO3 20108KU 6€OPeHHOU KOCMU CJleéd.
e boneznv I'owe, I mun. Ocmeonenus noACHUYHO20 OMOena NO360HOYHUKA.
o bonesnwv Iowe, 11l mun. Cumnmomamuyeckas InUIencus.

o bonesnwv Iowe, 11l mun. Kocoanasue coopyscecmeennoe cxoosueecs airbmeprupyroujee.

1.6 Kinaccupukanus

B 3aBucuMoCTH OT KIIMHUYECKOTO T€YEHMsI BBIACINAIOT 3 TUNa 6oJsie3Hu ['ome:
e [ Tun — HeHelipoHONaTHYECKUN (CaMBbIi YacThIi);
e Il Tun — uHpaHTUIBHBIA WM OCTPBIN HEHPOHONIATUYECKU;
e [II Tunm — mogOCTPBI HEMPOHOIATUYECKU.
[Ipu II u III Tumax BI' B maToJIOrM4ecKuii MpoLecc BOBIEKAECTCS HEPBHAS CUCTEMA, II03TOMY

WX Ha3bIBAIOT HEMpoHOTIaTH4YeCKuMH [2,3,4,5,6].

2. /ImarnocTuka

2.1 Kaao0bl 1 aHaAMHE3

Ilpu cbope anammnesa u xcanob ciedyem obpamums GHUMAHUE HA HATUYUE!

®  3a0epiHcKU PU3ULECKO20 U NOT0B020 PA3BUMUSL,

® cnabocmu, NOBLIUEHHOU YIMOMIAEMOCU, YACMbIX PECRUPAMOPHBIX UHQeKyUll;

®  POAGICHULl CNOHMAHHO2O 2eMOPPASULECKO20 CUHOPOMA (8 6uUde NOOKONCHBIX 2eMamoM,
KPOBOMOYUBOCU  CIUBUCIIBIX  000I0YeK) Ul ONUMENbHbIX KPOBOMEUeHUl NpU MAblx
ONEepamuBHbIX MEUAMeNbCMBax,

® Oonell 6 KOCMAX U CYCMAsax; OA6HOCMb, Xapakmep U JIOKAIu3ayuio 6onell, Haluyue 8
NPOULIOM NeperomMos Kocmell,

® npeduiecmayoujeli CnieHIKMOMUY (NOJTHOU UTU YACMUYHO),

®  HeBPONOSUYeCKOU  CUMNMOMAMUKU  (21a3008Ucamenvhas — anpakcus Uil — cxooaujeecs
Kocoz2iaszue, amaxkcus, nomeps UHMeJL1eKma, HapyuleHus 4yeCcmeumeabHoCmu u op.),

® ceMmeliH020 aHamHe3a (Haauyue CHIEHIKMOMUU UTU NEPEeqUCTIeHHbIX 6blule CUMNIMOMO8 )

poonvix bpamwes u cecmep [1,2,3,4,5,6]).
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2.2 Du3ukaJILHoe 00cIeI0BaHne

[Ipu mpoBeneHHM KIMHUYECKOTO OCMOTpPa PEKOMEHIYETCsS BKIIOYATh H3MEPEHUE POCTa U
MaccChl Tejia, TEMIIEpaTyphl TeNa, OIICHKY COCTOSHHS KOCTHO-CYCTaBHOM CHUCTEMBI; BHISIBIICHHE
MIPU3HAKOB TEMOPPArHYe€CKOro CHHAPOMA, TeNaTOCIUIEHOMETaIiy, TuM(aIeHONnaThH, a TakKe
CBOEOOpA3HOM THUIEPIUTMEHTAIIMN KOXKHBIX IMOKPOBOB B OO0JACTH KOJCHHBIX M JIOKTEBBIX
CyCTaBOB, XapakTepHou s manueHToB ¢ bI' [1,2,3,6].

KommenTapuu: Krnunuueckue nposenenuss bBI' I muna  pazHoobpaswvi, a 6o3pacm

manugecmayuu eapvupyem. BI' muna 1 umeem xponuueckoe meuenue. Knunuueckas

KapmuHa Xapakxmepusyemcsi npocpecCcupyioujum yeeaudeHuem NapeHXuMamo3Hulx Op2aHo8

(neyeHu u ceneseHKu), NAHYUMoONeHueu U namoaouel mpyouamelx Kocmel CcKelema
(601€3HEeHHbIMU KOCMHBIMU KPU3AMU U ABACKVIAPHLIMU HEeKPO3amMu dnUuu3os, yauje 20106Ku
bedpennou Kocmu).

OcHosnvie knunuyeckue cumnmomvl bI' I muna:

O eenamocnieHome2anus,

O eemoppazuyecKuti CUHOPOM,

O KocmHble Ooau (KOCmHble KPU3bl),

O HapyuwieHue NOOBUICHOCMU 8 CYCMABAX, 00YCN08IeHHOE ACENMUYECKUM HEeKPO30M,

O namono2uiecKue nepeiomol,

O  3adepxcKa u3uuecKo2o U no108020 pa3eumusl,

O acmeHuyecKui CUHOPOM.

OcHosnbie cumnmomvl 3abonesanus npu Bl 11 muna eo3nuxarom 6 nepsvie 6 mec HCU3HU
(ocmpas) mHetiponamuueckas Gopma ¢ OYILOAPHOU U NUPAMUOHOU CUMIMOMAMUKOL,

KOCHUMUBHOU 3a0epxckoll. Teuenue 3abonesanus — bbicmpo npozpeccupyiowee. Knunuueckuii

CUMNMOMOKOMNJIEKC BKII0Ydem NPUSHAKU NOPANCEHUSl HEPBHOU CUCMeMbl U GHYMPEHHUX

0p2aHo8:

O 2enamocnieHoMe2anusi;

O HapywieHue 2l10MAHUs, HNONEPXUBAHUE, YACMO  OCIONCHAIOWUECS — ACNUPAYUOHHOU
NHEBMOHUEeU,

O mpusm, buramepanvHoe QUKCUPOBAHHOE KOCO2NA3Ue, NPOcPeccupyrouas CRACmMuyHOCMs C
pempakyueti wuieu, cuneppeguexcus, nonoxcumenvuviti cumnmom babunckoeo u opyzue
namono2auieckue peghiekcoi,

O nmpocpeccupylowjas — 3a0epicKa  NCUXOMOMOPHO20 — paA3eumus U  nomeps  pauee

npuo6pemeHHblx HAeBblKo6,
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O MOHUKO-KIOHUYECKUe CYOOPONCHbIe NPUCMYNbL, PEe3UCHEHMHble K NPOMUBOC)OOPOHCHOU
mepanuu.
I nasnou ocobennocmoio kiunuuweckux nposeienuit bI' 111 muna sensemea mo, umo nHapsoy c
nopajfceHuem — NApeHXUMAamo3HblX — Op2aH08  (2cenamochnienome2anusi)  HabI0Oaomcs
HegpoJlo2uiecKue Nposeienus, cxoouvle ¢ makoguimu npu mune 2 BI, Ho menee msoiceno
8bIPAdCEHHbIE U BO3HUKAIOWUE, KAK NPABUlo, 8 gospacme om 6 00 15 nem u nosoce:
O  OKYJIOMOMOpPHbIE PACCMPOUCNEa,
O  CHUdCEeHUe UHmMeNNeKma (Om He3HAYUMENbHbIX USMEHEHU 00 MANCEN0U 0eMEeHYUlL);
O  9KCMPANUPAMUOHASI PUSUOHOCTD,
O MO3JHCEYKOBble HAPYULEHUS],
O  paccmpoticmeéa peuu, NUcbMa,
O  nosedeHuecKue UsMeHeHusl, SNU300bl NCUXO03A,
O  MUOKIOHUU, 2eHEPaNU308aHHblIE MOHUKO-KIOHUYECKUE CYOOPOU.
B 6onvwuncmee cayuaes meuenue 3abonesaHusi MeONeHHO Npocpeccupyioujee

[1’2’3’6]'

2.3 JlabopaTopHasi AMATHOCTHKA
(Cuna pexomenaanuii — 1; 1octoBepHOCTH J0Ka3aTeabcTB — C)

e PekomMmeHayeTcsl MpoBEACHUE KIMHUYECKOTO aHainu3a kposu [1,2,3,4,6].

KommenTapuu: y OonbiinHcTBa 005bHBIX ¢ Bl BBISBISET TPOMOOLIUTONEHUIO, JTEUKOTIEHUIO

U aHCMHIO, KaK ITPOABJICHUA TUIICPCIIIICHU3MA.

e PekomeH10BaHO MOPQOJIOTHUECKOE UCCIeA0BaHNE KOCTHOTO Mo3ra [1,2,3,4,6].
Kommenrapuu: mopgonocuueckoe ucciedosanue KOCMHO20 —MO32d  CHOCOOCMBYem
BbIABILEHUIO XAPAKMEPHBIX OUACHOCUYECKUX NeMeHmo8 — Kiemok loue u 00HOo8pemMenHO
UCKTIIOYEHUI0 OUAcHO3a 2eMoOacmo3a unu JauM@ponporugdepamusHoco 3a001e6aHUs Kax
NPUYUHBL YUMONEHUU U 2eNamoChIeHOMe2AIuU. [lemam 9mo ucciedo8anue nposoosim peoxo,

Cmpo2co no NOKA3aHusAM.

e PexomeHnayeTcsi IpoBe/leHue OMOXMMUYECKOTO HCCIIEOBAHUS: ONpPEeNIEHUe aKTUBHOCTU [3-
D-rmroko3uaassl B JiedkonuTax nepudepruueckoil KpoBH, MATHAX KPOBH, BHICYIIEHHON Ha
¢bunbTpoBaNbHONM OyMare, ONpENENIeHHE AKTUBHOCTH XUTOTPUO3UZIA3bl B ILIa3M€ KpPOBU

[1,2,3,4,6].
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e PEKOMEHJ0BAHO IIPOBEACHUE MOJIEKYJSIPHO-T€HETUYECKOTO HCCIIEIOBAHMS: BBISBICHUE
MyTtauuid B reie GBA METO10M CEeKBEHUPOBAHUS KOJUPYIOLIUX U MPUIIETAIOUIUX HHTPOHHBIX

obOmacteit [6].

e Pekomenayercs OIIEHUTD YPOBEHb CBIBOPOTOYHOTO bepputHHa,
aHTHOTEeH3UHITpeBpalaroniero pepmenta, xemokuna CCL 18 [6].
KommenTapuu. Xapakmepnvimu nabopamopuvimu cumnmomamu npu bI" maxoce senaromes:
nosvluleHUe YPO8Hs CblBOPOMOUHO20 (heppumuna, aHeUomeH3uHnpespauiarue2o hepmenma,
xemoxkuna CCL 18, xomopvle ompadcarom cmenenb aKmusHoOCmu 3a0071e8aHusi U MO2Ym

Uucnojlb3o06amusci KaK 6u0mapl<epbz ons OYEHKU OUHAMUKU HA gbOHe JIeYEHUA.

2.4 UncTpyMeHTAIbHAS THATHOCTHKA
(Cuna pexomenaanuii — 1; 1ocroBepHOCTH J0Ka3aTeabcTB — C)

e PekomMmeH0BaHO MPOBEACHUE peHTreHorpaduu Kocre ckenera [1,2,3,4,6].
KommenTapuu: penmeenocpaghus xocmeti ckenema HeobX00uma OJisl 8blAGNIEHUS U OYEHKU
MANCECMU NOPANCEHUS KOCIHO-CYCMABHOU cucmemvl. M3MeHeHus KOCMHOU MKAHU MO2Ym
Obimb  npeocmasienvl  OUP@Y3HBIM  OCMEONOPO30M,  XAPAKMEPHOU  KONO00OpA3HOU
Odepopmayueti  OUCMAbHLIX ~ OMOEN08  OEOPEeHHbIX U NPOKCUMAIbHLIX — OMOEN08
bonvuedbepyosvix Kocmell (Konbvl Dprenmetiepa), ouazamu 0CmMeoaUu3sUcd, 0CMeocKiepo3a u

OCMmMeOHeKpo3a, namojlocudeCKumu nepejiomamul.

e PexoMeH/I0BaHO MPOBEIEHUE AEHCUTOMETPUU U MarHUTHO-pe30HaHCHOUM ToMorpaduu (MPT)
[1,2,3,4,6].
KommenTapuu: oencumomempus u macnummuo-pesonancnas momoepagpus (MPT sasnsaromces
bonee 4y8CmMEUmMenbHbIMU MEeMoOamMu U NO380AAI0M OUASHOCMUPOBAMb NOPAdXCEHUe KOCmel
(ocmeonenuto, UHGUILMPAYUIO KOCMHO20 MO324) HA PAHHUX CMAOUAX, He OOCMYNHBIX

suzyaiusayuu penmeenocpagueil.

e PekomeHZ0BaHO TpoBeAcHHE YibTpa3BykoBoro wuccienoBanus (Y3U) m MPT nedenn u
cenesenkn [1,2,3,4,6].
Kommentapuu: V34 u MPT neuenu u cenesenku NO360A5I0M BbIAGUMb UX 0YA208blE
nopasicenusi U Onpeodenums UCXOOHbIU 00beM OP2aHO8, YUMo HeobX00UMO O/l NOCIedYIoue2o

KOHMpOIa 9¢hhekmusHocmu 3amecmumensbHou (pepmeHmHoU mepanuiu.

e PexkoMeHI0BaHO IIPOBEIEHHUE JOMIUIEpP-IXOKapauorpaduu y  CINIEHAKTOMHUPOBAHHBIX

manueHToB [3,5,6].

10
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e PeKoMeHI0BaHO IIPOBEJCHUE 330(¢aroracTpo,LyoA€HOCKONUs pu HaJIn4uu

COOTBETCTBYIOIIMX Kaj100 WM MPU3HAKOB NOPTAJIbHOM runeprensuu [3,5,6].

2.4 Uuasi AMArHOCTHKA

KOHcy]lmell/;uu cneyuaiucmoe  nayueHmam - C I’lO()Oj’p@Hu@M Ha Oonesnv lowe
pekomeﬁdy}omc;z Nno NoKAa3aHusm.

(Cuna pexomenaanuii — 1; 1ocroBepHoOCcTh 10Ka3aTeabcTB — C)

e PekomeHa0BaHa KOHCY/IbTAIIMU TIcuXoHeBpoJora [1,2,3,4,5,6]

KommenTapuu: neooxoouma ecem demsam ¢ BI" 0nst ymounenus muna 3a00.1€6aHus.

e PekomenaoBaHa KOHCybTaIus opromnena [1,2,3,4,5,6].

KommenTapuu: nokasana npu nooospenuu Ha naiuyue y pebeHKa cKeiemHou namoaocuu.

e PekomeHs0BaHa KOHCY/IbTAIMs Bpaya-TeHernka [ 1,2,3,4,5,6].

KOMMCHTapI/II/I: nokKkazaHa cemvim, Umerouum pO()CI’l’lGéHHuKO@ ¢ boneznvio Iowe.

2.5. MeauKO-T€eHeTHYECKOEe KOHCYJILTHPOBAHME U MMPEHATAJbLHAS AMATHOCTHKA

(Cuna pexomenaanuii — 1; 1ocroBepHOCTH J0Ka3aTeabcTB — C)

e CeMbsM C OOJIBHBIMU JIETBMH PEKOMEHAYETCS MeOUKO-2eHemuyeckoe KOHCYIbMUuposanue C
LIETBI0 Pa3bsICHEHUSI TeHETHYEeCKOTO prcka [1,2,3,4,5,6].
KommenTapumu: xax u npu opyeux aymocomHo-peyeccusHuvix 3abonesanusx, npu BI" ons
Kaxcool OepeMeHHOCmuU PUcK poxcoenusi pebenka cocmasnsem 25%. B cemwvsix, 20e ecmo
OONbHOU ~ pebeHOK,  cywjecmgyem  B03MONCHOCMb — NPOBEOCHUsI  NPEeHAMANbHOU U
NPeUMNIAHMAYUOHHOU OUACHOCIUKU.
IIpenamanvuas OuazHoCmuxa npo8ooOUmMCcsi MONEKYIAPHO-2eHeMUYeCKUMU unu
ouoxumuyeckumu memooamu, nymem uccieoosanusn JHK, evioenennoti uz buonmama 60pcum
xopuona ua 9-11-ii Hedene OepemenHOCMU U/UMU  KIEMOK AMHUOMUYECKOU HCUOKOCU,

nnoonou Kposu Ha 20-22-1i Hedene bepemeHHOCmU.

2.6 /lnddepenunanbHas IMATHOCTHKA

Juacnoz 6onesnv [owe cmaeumcsi Ha OCHOBAHUU COBOKYNHOCMU KIUHUYECKUX OAHHBIX,
pe3yibmamos 1adO0pamopHo20 UCCIe008aHUS, OUOXUMUYECKO20 U MONEKYIAPHO-2eHEMUYECKO20
ananusa.

Juaenos Bl cnedyem 3ano0o3pums y nayueHma ¢ HeOObACHUMOU CNIeHO- U 2enamomezanuel,

uumoneHued U CUMNMOMAMU NOPAICERHUA Kocmell.
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3or0muim cmanoapmom OUACHOCMUKY ABIAENC OUOXUMUYLECKOe MeCMUpPO8aHUe, NOCKOIbKY

NAamo2eHHOCMb HeKOMOPbIX BbIAGIEHHbIX PEOKUX U HOBbIX Mymayuil mpedyem OONOJHUMENbHbIX
odokazamenvcms [2,6].

Jna I muna Bl 6 3asucumocmu om euoa mauvugecmayuu — pasHooopasmvie IK302eHHble U
HacnedcmeenHvle 3a001€6aHUs, CONPOBOANCOAIOWUECS  BUCYepoMe2anuell, OCMpbiMU OOIAMU 8
KOCMAX, KPOBOMOUUBOCHbIO  (8UPYCHble —2enamumsl, OCMeOMUenum, KOCMHbuIL mybepKyies,
eemounus, enukoeenos, bonrezno Humana-Iluxa (mun B), hedocmamounocms KUciou 1unasbvl).

Hna Il u Il munos BI' — 6onesnv Humana-Iluxa (munet A, C), GMI-eanenuo3uoos,
2ANAKMOCUATUO03, OeUYUM TUZOCOMHOU KUCLOU TUNA3bL, A MAKHCE BPOHCOCHHAS. OKYIOMOMOPHASL

anpakcusi.

3. Jleuenue

3.1 KoncepBaTuBHOE JeYeHHUE

e PexomeHmoBaHa  MOXKHU3HEHHass  (epMeHTHas  3amecturenbHas  Tepanus  (DP3T)
PEKOMOMHAHTHON TJIIOKOIIEPEOPO3HU1a30i MaMeHTaM C TOJATBEPKIAECHHBIM auarno3oM bl I
Tuma 0e3 mopaxeHus: HepBHOU cuctemsl [1,2,3,5,6].

(Cuna pexomenaanuii — 1; 10cTOBEePHOCTH 10Ka3aTeNbCTB — B)

e PexomeHmoBaHa  MOXKM3HEHHass  ¢epMeHTHas  3amecturenbHas  Tepanus  (P3T)
PEKOMOMHAHTHON TIIOKOLIEpeOpOo3U1a30ii MAllMEHTaM C XPOHUYECKUM MOPaKEHUEM HEPBHOM
cucrembl (BI' III Tum), y KOTOpBIX MMEIOTCS KIMHUYECKU 3HAYUMBbIE HEHEBPOJOIHYECKHE
nposiBneHus 3abonesanus [2,4,5,6].

(Cuna pexoMeHaanuii — 2; 10CTOBEPHOCTH 10Ka3aTeNbCTB — B)

e He pexomengoBaHa (epMmeHTHas 3amectutenpHas Tepanus npu Il tunme BI, Tak kak He
sa¢dexrusna [1,2,3,5,6].
(Cuna pexoMeHaanuii — 2; 10CTOBEPHOCTH A0Ka3aTeabcTB — C)
KommenTapuu: @37 obecneuusaem ycmouuugoe yiyyuieHue COCMOAHUS NAYUEHMOB.
HOpMAnu3yem YpoGHU 2eMO2N00UHA, MpOoMOOYUmos, obvem neueHu u ceneseHKu (v
HeCN1eHIKMOMUSUPOBAHHBIX  OONIbHBIX),  Kynupyem KocmHble 60nU, npeoomepaujaem
passumue OCmMeoHeKpo308 U KOCMHBIX Kpu308, Npueooum K HOPMAIU3Ayuu pocma u
3HAYUMeENbHO NOBbIULAEM KAYeCmeo HcusHu demeli ¢ b6one3nvio 1 ouie.
B Poccuiickoti @edepayuu 3apecucmpuposano 2 1eKapCmeeHHblX cpeocmea OJisi NPO8eOeHUs]
D3T:

7
o umuentoyepaza’®’";
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7
o eenaznoyepaza anvgha’ ",

7
HUmuenoyepaza™ ™"

— MOOUPUYUPOBAHHAS hopMa KUCTOU [-20Ko3uda3vl YyeroseKd, y oemet
¢ BI" nauanvuas 0oza umuenioyepasvl cocmasisiem:

o npu I mune BI" 6e3 nopascenuss mpyouamwix kocmeiti ckenema - 30 E/l/ke na 1 esedenue
[6,7,8];

o npu I mune BI' ¢ nopascenuem mpyouameix Kocmeli cKeiema (KOCMHble KpU3vl,
namono2uyecKue nepeiomsl, oudeu IUMUYECcKOU OeCmpyKYuu, acenmuyeckull HeKpo3
2011060k bedpennbvlx kocmetl) - 60 E/l/ke na 1 esedenue [6,7,8,9,10,11];

o npu Il mune BI"— 60 E/[/ke na 1 66edenue.

Benaznioyepaza anspa’’" noxazana ons Onumenshozo nevenus demeti ¢ Gonesnvio Towe I
muna. Pexomendyemas 0oza cocmasnsem 30-60 E/[/ke 1 paz 6 2 nedenu.

o3y moocHo KOppexmupogams UHOUBUOYATLHO, HA OCHOBAHUU OOCMUNCEHUS OHCUOAEMO20
agpghexma u e2co coxpamenus, 0OHAKO npumeneHue 003 eviue 60 EJl/ke He u3zyueno
[6,12,13,14,15].

Ilpu obcnedosanuu cubrunzos (bpamves u cecmep npodbanoa) mocym Obims BbIAGIEHbL Oemu
¢ BT, ne umerowue kiunuueckux nposasieHuil. Taxue nayueHmol HyHCOAoOmcs 8 HAba0O0eHUU,

HAYUHAMb UX JeyeHue Heobxoo0umo npu noAej1eHuU nepeblx CUMnniomoe bonesnu.

[Ipu pa3BuTHM NPOSBICHUN OCTEONOPO3a JUIS 3aMEUICHUS U MPEKPALICHUs IMOTEPU KOCTHOM
MacChl, MOBBIIIEHUS €€ MPOYHOCTH, IPENOTBPALICHUS IEPEIOMOB KOCTEM B KOMIUIEKCHOM

B

Tepanuu PEKOMEHIYETC IPUMEHATE: alb(akaabuumaon ", conu Kansuus " [1,3,5,6]

(Cuna pexomenaanuii — 1; 1ocroBepHocTh 10Ka3aTeabcTB — C)

KomMeHTapum: 6 xauecmee cumnmomamudeckou mepanuu cKeiemuvix ociodxcuenui bl [
Muna HA3HAYAIOMCA  AHALCEMUKU (60 8peMsi KOCMHBIX KpU308), HecmepouoHvle
NpOMUB0BOCNAIUMENIbHBIE — CPeOCm8d,  PeoKo, Julib Npu  HAIUYUU  NOKA3AHUL, -

aHmu6aKmepuanbHaﬂ mepanus.

He pexomennoBano npoBeaenue cruienskromun [ 1,3,5,6].

(Cuna pexomenaanuii — 1; 1ocroBepHoCcTh 10Ka3aTeabcTB — C)

[Tpu noxazanHOoM nuarHo3e bl He peKOMEHI0BaHbBI MOBTOPHBIE ITYHKIIMA KOCTHOTO MO3ra U
Jpyrve MHBa3UBHbIE JUAarHOCTUYECKUE MEpONpUsITUs (OHOIICUs IeUeHH, cene3enkn) [1,3,5,6].

(Cuna pexomenaanuii — 1; 1ocroBepHOCTh 10Ka3aTeabcTB — C)

13



KP24

e He pexoMeHJOBaHO OINEpPaTHUBHOE JI€UEHUE KOCTHBIX KpU30B, KOTOpbIE OLIMOOYHO

paccMaTpuBalOTCA Kak MpOsBIEHUs ocTeomuenuTa. [Ipu xupyprudyeckux BMeENIaTEeIbCTBAX
CYLIECTBYET MOBBILIEHHBIH PUCK KPOBOTEUEHUS U MHPUIMpoBanus [1,2,5,6].

(Cuna pexomenaaunuii — 1; 1ocroBepHOCTh 10Ka3aTeabcTB — C)

¢ [IpoTHBOIOKA3aHO Ha3HAYCHHUE KOPTUKOCTEPOUJIOB C IIEIBI0 KYIIMPOBAHUS [IUTOTICHHYECKOTO
cunapoma [1,2,5,6].

(Cuna pexomenaanuii — 1; 1octoBepHOCTH 10Ka3aTeabcTB — C)

e He pexomMeHI0BaHO U HE OOOCHOBAaHO Ha3HAUYEHHWE IIPENapaToB xkeye3a OOJbHBIM C
pa3BepHyTOM KapTMHOM bBI', Tak Kak aHeMus B 3THX CIydasX HOCUT XapaKTep «aHEMHH
BocnaieHus» [1,2,5,6].

(Cuna pexomenaanuii — 1; 1octoBepHOCTh 10Ka3aTeabcTB — C)

3.2 Xupypruyeckoe JedyeHue

He tpebyercs

4. PeaOnuranus

He tpebyercs

5. IlpopuinakTuka u AUCIaHCEPHOE HADJII0IeHNe

5.1 llpopuiaakruka

Ipoghunaxmuxu ne cywecmeyem.

5.2 MOHUTOPHUHI COCTOSHUS NMAIMEHTOB ¢ 00J1e3HLI0 ['o11e

Beoenue nayuenmos pexomenoyemcs ocywecmensime ¢ cOOmeemcmeuu ¢ peKoMeHOayusmMu
no  MUHUMATbHO HeoOX0OUMOMY MOHUMOPUHRY CcOCmosHus OoabHblx npu BI' I muna,
paspabomanuvimy  OO0beOUHEHHOU MeNHCOYHAPOOHOU epYnnou no uzydyenuro 0Oonesnu 1Iowe
(International Collaborative Gaucher Group). Kommponv nokazamenei Kposu HeOOX0OUMO
nposooums 1 paz 6 3 mec, pasmepos napenxumamosuwvix opeanos (Y3U, MPT) - 1 paz 6 6 mec, a
maxoice Npu U3MeHeHuu 003UPOBKU NPenapama Ui npu 3HAUUMeENbHbIX KIUHUYECKUX OCIOHNCHEHUAX
(mabn. 1). Onpeodenenue cocmosnus KOCMHOU mKaHu ocywecmensiom 1 pas 6 200. Onpedenerue
AKMUSHOCMU XUMOMPUA3UOa3vl Ha Gone hepmenmuor 3amecmumenvHou mepanuu npogooam 1 pas

6 12 mec.
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Pexomenoyemcs nayuenmos ¢ BI” mabniooame no mecmy Hcumenbcmea 6 amobyiamopHo-
NOAUKIUHUYECKUX YCIOBUAX 8padam neouampam, cemamonocam, npu BT Il muna — nesponoeam, npu
HAIUYUYU KOCMHBIX HAPYUWEHUL — Opmoneoam, 00 docmudicerus ozpacma 18 nem.

Pexomenoyemcs eseoenue @3T nposooums peeyisipno npu HAIUYUU NOKA3AHULL 8 Cydde
OCIOJCHEHHO20 medenUus OONe3HU - 6 YCI0BUAX KPY2IOCYMOYHO20 CMAYUoOHapd, 6 CMAaOUTbHOM
COCMOSIHUU — 6 CMmAayuoHape OHeBHO20 NpebvieaHus uiu amoyramopro 1 paz 6 2 Hedeau. o
docmudicerus  KIUHUKO-1a00pamopHol  pemuccuu 6ce nayuenmsl ¢ BT dondxcuer  npoxooums
KOHMpOAbHOe 00ciedosanue ¢ yeivio Koppexkyuu 0o3vl DP3T 6 KkpyenocymouHom uiu OHe8HOM

cmayuoHnape 2 paza 8 200; 8 oanbHeuuem odciedosanue npogooumcs 1 pasz 6 200.

Tab6umua 1- [Tpunuuns MoHuTOpUHTa 60J1€3HU [o111e

Kaxnpie 3 | Kaxnple | Kaxnpie | Ilpu nsmenenunn
Mec 6 mec 12 mec 7103l

I"'emoriobun v v
TpomOoIIUTHI v v
AJIT, ACT v v
XHUTOTPHO3UIa3a v v
Pazmep nevenn no nanueim Y3U unu MPT v v
Pa3zmep cenezenku mo manabeiM Y3U wim v v
MPT

Pentrenorpadust 6enpeHHbIX KOocTel v v
MPT 6enpeHHbIX KocTel v v
OcCTe0IeHCUTOMETPHS v v
Ilpumeuanue.

AJIT/ACT — ananun-/actiapratamuHotpancdepassl, Y3 — ynpTpa3zBykoBoe uccinegoBanue, MPT
— MarHATHO-PE30HAHCHAS TOMOTpadwsl.

6. JlomosHuTeqbHAsA HWH(OpMauMs, BJIMSINIAA HA TeYeHHWEe M HCXO[
3a00/1eBaHUSL/CHHAPOMA

6.1 Ucxoanl ¥ IPOTrHO3

IIporno3 BI' mpu I m III TMmax 3aBHCHT OT BBIPAXKEHHOCTH KIMHWYECKUX MPOSBICHUM.
Ha3znauenume maroreHeTMyeckol TepamuM Ha paHHUX CTaausXx 3a0o0JieBaHMs  OIpElesieT
OarompusATHBIM TPOTHO3 W yAydllaeT KadecTBO kKu3HM Jnered ¢ bI, mnpemgorBpamas wux
VHBAJINIA3ALHIO.

IIpu BI' II Tuna mporHo3 kpailiHe HeOJaronpusATHBIA (JIeTanbHBIM UcXod Ha 1-2-M roay

KHU3HH).
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Tabauua 2 - Opraan3aiuOHHO-TEXHUYECKNE YCIIOBHS OKA3aHUS MEAUITUHCKON TTOMOIIIH.

Bua MeauuHCKOH OMOIIHA

Crnenmanin3upoBaHHasi METUITMHCKAs TIOMOIITb

YciaoBusg okazanus
MEINIUHCKOH MOMOIIHU

CranuoHapHO / B JHEBHOM CTallMOHape

MeIUIMHCKOI oMOIIH

dopma oKazaHUus [TImanoBas

Taoumua 3 - Kputepuu kauecTBa okazaHusi MEIUIIMHCKON TOMOIIN

Ne

Kpurepuii

YpoBenn
JA0CTOBEPHOCTH
J10KAa3aTeJbCTB

YpoBenn
y0eauTeILHOCTH
peKxoMeHaaI Uit

Beinonneno OIIpesieTIeHUE AKTUBHOCTH B-D-
[NIIOKO3Ua3bl B JIEHKOLUTaxX mepudeprudeckoid Kpos
W/WIM TSTHAX KPOBU, BBICYIIEHHOW Ha (DMIIBTPOBAILHOMN
Oymare, u/unm oTpesiesieHue AKTUBHOCTH
XUTOTPHO3HIa3bl B IIa3ME KPOBU

C

1

BrInonHeH KIMHUYECKNH aHan3a KPOBU Pa3BEPHYTHIN

[IpoBenena pepmeHTHas 3aMecTUTEIbHAs Tepanus (Mpu
MOATBEpPKAeHHOM Juarno3e bosesnp ome 1 Tuma 6e3
MOPAXKEHUS] HEPBHOM CHCTEMBI)

[IpoBenena ¢pepmMeHTHaAs 3aMecTUTENbHAs Tepanus (pu
XPOHUYECKOM MopaxKeHHueM HepBHOM cucteMsbl (bonesnn
lome III Tuma), y KOTOpPBIX HMEIOTCS KIMHUYECKH
3Ha4YMMBbIE HEHEBPOJIOTUYECKUE IIPOSIBIICHHUS
3a00J1eBaHUs
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Ipunoxkenue A2. MeronoJiorusi paspadoTKu KIMHUYECKHX PEKOMEHAau i

HeJIeBaﬂ AYyJIUTOPHUA JAHHBIX KIIMHHY€CKUX peKOMeH)IaIIHﬁ:

Bpauu-neauarpel, Bpauu racTpo3HTEPOJIOTH;
JleTckue remMaTonoru;

JleTckue Xupypru;

Bpauu o6meii npakTHku (ceMelHble BpauH);
Crynentsl meaunHCKux BY308B;

OO6yuaromuecs B OpJUHAType U HHTEPHATYPE.

Metoabl, Hcnojb3yeMble s cOopa/cesIeKIMH 10KA3aTeJIbCTB: IIOKCK B AJIEKTPOHHBIX 0a3ax
JAHHBIX.

Onucanue MeTO10B, HCIOJB30BAHHBIX /JIsl OLlEHKH KadyeCcTBa M CWIbI /10KA3aTeJIbCTB:
Jl0Ka3aTeNbHON 0a30¥l 1 peKoMeHJAluil sABJAIOTCS myOnukanuu, Boweamue B KoxpelitHoBckyro
oubnuoteky, 6a3sl nanupix EMBASE, MEDLINE u PubMed. I'ny6una noucka - 5 ner.

MeTtoabl, HCTIOIb30BaHHbIE Il OLEHKH Ka4yecTBa M CHJIbI J0KA3aTe/1bCTB:

®  KOHCEHCYC JKCIIEPTOB;

®  OIICHKA 3HAYMMOCTHU B COOTBETCTBUU C PEUTUHTOBON CXEMOI.
MeTtoabl, HCTIOb30BaHHbIE VI AHAJIU3A 10KA3aTeIbCTB:

e  0030pHI OITyOJIMKOBAHHBIX METa-aHAIN30B;

e  cucTeMaThueckue 0030phl ¢ TAOIULAMU JI0KA3aTEIbCTB.

Onucanue MeTOA0B, UCII0JIb30BAHHBIX /ISl AHAJIN3A I0KA3aTeJIbCTB

[Ipu or6ope mybauKauii, Kak MOTEHIUAIbHBIX HCTOYHUKOB JJOKa3aTENIbCTB, HCIIOJIb30BAHHAS B
KaKJIOM HCCJIEJOBAaHUM METOOJOIHsS HM3y4aeTcs JUIsl TOro, 4yTOoObl YOeTUThCS B €€ BaJIMJHOCTH.
Pe3ynbTar uzydeHus BIMSET Ha YPOBEHb JI0KA3aTENbCTB, IPUCBAUBAEMBIN MyOJIMKAIIMH, YTO B CBOIO
ouepe/ib, BIMSIET Ha CUILy pEKOMEHIAIINH.

JUis  MUHUMHU3ALMKM TOTEHUUAIbHBIX OIIMOOK KaXXJ0€ HCCIIEeIOBAaHUE OLEHUBAIOCh
He3aBUCUMO. J[F0ObIe pa3uuus B OI[EHKAaX OOCYKJIAINCh BCEH TPYIIOM aBTOPOB B MOJTHOM COCTaBe.
[Ipu HEBO3MOXKHOCTHU JOCTUKEHUSI KOHCEHCYCa ITPUBJIEKAJICS HE3aBUCUMBbIHN 3KCIIEPT.

Tabauubl J0Ka3aTEJIbCTB: 3aN0JIHAINCH ABTOPAMU KIIMHUYECKUX PEKOMEHTAINN.

MeTtoabl, HcNOIb30BaHHbIE I GOPMYJIHPOBAHUS PEKOMEHAIMIi: KOHCEHCYC IKCIIEPTOB.

Nuauxaropsl n1o6pokavectBeHHoi npakruku (Good Practice Points — GPPs)
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Pekomennyemas 100pokadecTBeHHAs MpaKTUKa 0a3upyeTcsl Ha KIIMHUYECKOM OIbITE aBTOPOB
pa3paboTaHHBIX PEKOMEHIAIUH.

JKOHOMHUYECKN aHAIU3

AHanyu3 CTOMMOCTM HE TMpPOBOAWICS U MyOnuKauuu 1o  (apMakOdIKOHOMHUKE HeE
aHAJIM3UPOBAIIHCH.

Metoa Banuganuu peKoMeHIauui

° BuemHss skcnepTHas OLCHKA.
e  BHyTpeHHs dKCIIepTHAs OLEHKA.

Onucanue MeToAa BaIuJAalii peKoOMeHAalui

Hacrosimue pexkoMeH1aiiuu B peiBapUTEIbHON BepCcun ObLIIN PELIEH3UPOBAaHbl HE3ABUCUMbBIMU
JKCIEPTaMU, KOTOPBIX, IPEXkKIE BCEro, MONPOCHIN MPOKOMMEHTHPOBATh, HACKOJIKO JOCTYIHA IS
MMOHUMAaHUs UHTEpIpeTaIis J0Ka3aTeabCTB, JieXkKallas B OCHOBE PEKOMEH1allui.

Ot Bpaueil NEPBUYHOTO 3BE€HA IIOJIYYEHbBl KOMMEHTAPUU B OTHOIICHUU JOXOJUUBOCTH
U3JI0’KEHUS JTAHHBIX PEKOMEHJAlui, a TakkKe UX OLIEHKAa BaXKHOCTH MPEUlaraeMbIX PEKOMEHIalui,
KaK MHCTPYMEHTa NOBCEIHEBHOMN MPAKTUKH.

Bce koMMeHTapuu, MOJyd€HHbIE OT OSKCIEpPTOB, TILATEIbHO CUCTEMATU3UPOBAINCH U
oOcyxanuch wieHaMu paboueil rpynmsl (aBTopamu pekoMeHaanuii). Kaxaplii myHKkT oOcyxaaics B
OT/I€IbHOCTH.

KoHncynabTanus v 3KkcnepTHas OLeHKA

[Ipoext pekomeHnanuil ObLI PELEH3UPOBAH HE3aBUCHUMBIMU 3KCIIEPTaAMH, KOTOPBIX, MPEXKIE
BCEr0, MOMPOCHIM IPOKOMMEHTHPOBATH J0XOJUYNBOCTh M TOYHOCTh MHTEPIIPETALIMU J0Ka3aTeIbHON
0a3bl, JIe)KaIel B OCHOBE PEKOMEHTAIIHi.

PaGouas rpynna

JUis OKOHYAaTEeNIbHOM peJaKkUMM U KOHTPOJS KayecTBa PEKOMEHAAMHU ObUIM HOBTOPHO
[IPOAHAJIU3UPOBAHbl WJieHaMu paldodell TIpynmbl, KOTOpPble NPULUIM K 3aKJIIOYEHHUIO, YTO BCE
3aMeyaHusl 1 KOMMEHTApHH 3KCIEPTOB MPUHATHI BO BHUMAHUE, PUCK CUCTEMATHUYECKUX OIINOOK MpH
pa3paboTke peKOMEHIaluil CBE€IEH K MUHUMYMY.

OcHoOBHbIE peKOMeHIalluH

Cuna pexomenanuii (1-2) Ha OCHOBaHHM COOTBETCTBYIOLIUX ypoBHEH noka3zarenbcTB (A-C) u
MHIUKATOpbl ToOpokauecTBeHHOU npaktuku (Tabdn. 1) — good practice points (GPPs) npuBoasites

IIPpH U3JIOKCHHUHU TCKCTa peKOMeHI[aHHfI.

Tab6umua I11 - Cxema 171 OIIEHKH YPOBHSI peKOMeEH alui

Crenenn pocroBepHocT | CooTHouleHne pucka | Meromonoruueckoe kauectBo | IloscHenus o
peKoMeH A U TIPEUMYIIECTB HMMEIOIIUXCS TOKA3aTeIhLCTB TIPUMEHCHHIO
pexoMeHaanun
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1A [Tons3a otyeTuBo | HanexxHsie HenpoTuBopeunBble | CuiibHas

CunbHast MIpEBATUPYET HaJ | JOKa3aTelbCTBA,  OCHOBaHHBIE  Ha | peKOMEHAIMs, KOTopas

peKxoMeHaanusi, pUCKaMHU U 3aTpaTaMH, | Xopomio BbImodHeHHBIX PKWM  win | MOXET HCIoIb30BaThCs

OCHOBAHHASI Ha | Jm00 Hao0OpOT HEOTMPOBEPIKUMBIE JIOKa3aTenbCTBa, | B OOJIBIIIMHCTBE

JI0KA3aTeJIbCTBAX MIPEICTaBJICHHBIC B KAKOW-THOO IPYroi | ciydacs y

BbICOKOI0 Ka4yecTBa dopme. MIPEUMYIIIECTBEHHOT'O
JlanmpHelne uccieaoBaHus BpsJ JIM | KOJIMYECTBA TMAIlMEHTOB
HU3MEHAT HaIly YBEPEHHOCTh B OILICHKE | 03 KaKHX-JTH00
COOTHOIIIEHUS TIOJIB3bI M PUCKA. U3MEHEHU! u

HCKITIOYEHUIA

1B ITons3a otuernuBo | JlokasarenbcTBa,  OcHOBaHHble  Ha | CuibHas

CunbHast MIpEBATUPYET Haj | pesyiabTarax PKI, BBINOJHEHHBIX C | peKOMEHAAINA,

peKoMeHaanusi, pUCKaMHU W 3aTpaTaMH, | HEKOTOPBIMU OTpaHUUCHUSIMU | TIPUMEHEHHE  KOTOpOH

OCHOBAHHASI Ha | Jm00 Hao0OpOT (IpOTHBOPECYUBHIC pe3ynbTaThl, | BO3MOXKHO B

JI0KA3aTeJIbCTBAX METOJIOJIOTMYECKUE OIMIUOKH, | OOJBIIMHCTBE CIyJYacB

YMEPEHHOIr0 KauyecTBa

KOCBEHHBIE€ WM CiydailHble U T.IL.),
mub0  JpYrMX BECKHX OCHOBaHUSIX.
JlanpHeliue rccienoBanus (€ciau OHU
MPOBOMSATCS),  BEPOATHO,  OKaXYT
BIMSHAE Ha Hally YBEPEHHOCTh B
OLIEHKE COOTHOILIEHUS IMOJb3bl U PUCKA
1 MOT'YT U3MEHUTb €€.

1C

CunbHas
peKoMeHIaIus,
OCHOBAHHAN HaA
JI0KA3aTeJILCTBAX
HU3KOr0 Ka4yecTBa

[Tonm3a, BEPOSITHO,
Oymer mpeBaIMpOBaTh
Hax BO3MOYHBIMH

PHCKaMH U 3aTpaTaMH,
U060 HA00OPOT

JlokazaTenbcTBa,  OCHOBAaHHBIE  Ha
00cepBalMOHHBIX UCCIICIOBAHHUSX,
0ecCUCTEMHOM KJIMHUYECKOM OIBITE,
pesynbratax PKU, BBHINOIHEHHBIX C
CYIIECTBEHHBIMHU HEIOCTaTKaMHU.
Jlrobas OLIEHKa a¢dekra
pacleHUBAETCs KaK HeolpeeIeHHasL.

OTHOCHUTENIBHO CHUJIbLHAS
pEKOMEHIAIHS, KOTopast
MOXET OBbITh W3MEHEHA
pu MOJTyICHUU
JIOKa3aTelbCTB  Oolee
BBICOKOI'O KauyecTBa

2A

Caabas pexomeHgaunusi,
OCHOBaHHAasI Ha
A0KAa3aTeJbCTBAX

BBICOKOI'o Ka4eCTBa

Ilonw3a comocraBuMa
C BO3MOXHBIMU
PUCKaMHU U 3aTpaTaMu

Hanexnrie JIoKa3aTeabCTBa,
OCHOBaHHBIE Ha XOPOIIO BBITOTHEHHBIX
PKU wnu moarBep:KAEHHBIE NPYTUMHU
HEONPOBEPKUMBIMH TAHHBIMH.

JlanmpHeliue ucclnenoBaHus Bps JU
U3MEHST HAlly YBEPEHHOCTh B OIICHKE
COOTHOIIIEHUS TIOJIB3bI M PUCKA.

Cnabast peKOMEHIAIH.

Bei6op HamTy4uen
TaKTUKH Oyner
3aBHCETh oT
KJIMHUYECKON CHTYyalllu
(oOcTosTENnBCTB),
MaryenTa WIN
COLMAJIbHBIX
MIPEANOYTEHU.

2B

Caabas pexomeHgaunusi,
OCHOBaHHAasI Ha
A0KAa3aTeJbCTBAX

YMEPEHHOIr0 KauyecTBa

[lone3a comocTaBHUMa
c pucKaMu u
OCJIO)KHEHUSIMH,
OJTHAKO B ATOH OIIEHKE
€cTb
HEOIPEeIeIeHHOCTb.

JlokazaTenbcTBa,  OCHOBAaHHbIE  Ha
pesynbratax PKU, BBHINOIHEHHBIX C
CYIIECTBEHHBIMHU OrpaHUYECHUSIMA
(IpoTUBOpEYHBEIE pe3yNbTaThl,
METOA0JIOTHYECKUe JepEKTHI,
KOCBEHHbIE€ WM CIIydYailHbIE), WM
CHJIbHBIE JIOKa3aTeIbCTBA,
MIpE/ICTaBJICHHBIE B KAKOH-THO0 Ipyron
dopme.

JanbHeiiie ucciaeaoBanus (€Ciau OHU
MPOBOJIATCS), CKOpEEe BCEro, OKaXyT
BIMSHHEC HAa HaNly YBEPEHHOCTh B
OIICHKE COOTHOIICHUS TOJIb3BI U PHCKA
U MOT'YT U3MEHUTH €€.

Cnabast peKOMEH A

AJ'H)TepHaTI/IBHaH
TaKTHKa B
OINpCACIICHHBIX
CUTyalusiax MOXET

SIBUTHCS 111 HEKOTOPBIX
MAIEHTOB JTYYIIAM
BBIOOPOM.
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2C

Caabas pexomeHgauusi,
OCHOBaHHAasI Ha
A0KAa3aTeJbCTBAX

HHM3KOIo Kauecrsa

Heomnosnaunocts B
OIIEHKE COOTHOIIEHMS

MOJIb3bI, PHCKOB W
OCJIO)KHEHHH; TI0JIb3a
MOXKET OBITH
COITOCTaBUMA C
BO3MOYXHBIMU
pUCKaMu U
OCJI0’KHEHUSIMH.

JlokazaTenbcTBa,  OCHOBAaHHBIE  Ha
00cepBalMOHHBIX UCCIIEIOBAHHUSX,
0ecCHCTEMHOr0 KIMHUYECKOTO OIIbITa
mm PKM ¢ cymecTBeHHBIMU
HEJIOCTaTKaMHU. JIrobas OLICHKa
a¢dekra pacieHuBaeTcs KakK
Heornpe/e/eHHasI.

Ouelb cinabas
PEKOMEHIAIIHS;
aJIbTepPHATUBHBIE
MOAXOABI MOTYT OBITh
HCIIONb30BAHBI B

pPaBHOM CTENeH!.

*B Tabnuie mudpoBoe 3HAUCHUE COOTBETCTBYET CHUJIE PEKOMEHIAIN, OYKBEHHOE - COOTBETCTBYET
YPOBHIO JIOKa3aTEIIbHOCTH

AKTyaJ’II/II}aHI/Iﬂ JAHHBIX KIHMHHYECKHX pEKOMeH)]aIII/Iﬁ 6yz[eT MPOBOAUTHLCH HE pPEkKE, YEM

OJIUH pa3 B TpPH roaa. HpHHﬂTI/Ie peuaicHust 00 O0OHOBJIEHHMH 6y)1eT IPUHATO HA OCHOBAHUM

npenﬂomeﬂm‘fl, NpeacTaBJdCHHbIX MECAUUUHCKHUMHU l'[pO(l)eCCI/[OHaJII)HI)IMI/[ HEKOMMEPYCCKUMU

Opranu3anusimMmm ¢ y‘léTOM pe3yjbTaroB KOMILJIEKCHOM OLlEHKH JJEKApPCTBCHHLIX IpenmapaTros,

MEIUINHCKHX H3)10.]'ll’lﬁ, a TaAKIKE pe3yjabTaToB KJIHHHYECKOM anpoﬁaulm.
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IIpunoxkenue A3. CBsi3aHHBIE JOKYMEHTbI

Iopsaku oxkazaHust MeAuUUHCKOM mnoMomu: IIpukas MuHHCTEpCTBAa 31paBOOXPAHEHUS U
couuanpHoro paszputus P® ot 16 anpens 2012 r. N 3661 "O0 yrBepxnaenun Ilopsanka oxazanus

neuaTpudeckoi momoniu"

Cranaaprsl oka3zaHusi MeIHMUMHCKO#N momomu: [Ipuka3 Munzgpasa Poccum ot 20.12.2012 N
12001 "OO6 yTBEepXAECHUU CTaHIAPTa NMEPBUYHOM MEIUKO-CAHUTAPHOM MOMOIIM JETSAM INPU JPYTUX
HapylIeHUsIX HakomuieHus iunujoB (6onesnu [ome)" (3apeructpupoBano B MuHniocte Poccun

07.03.2013 N 27549)
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IIpunoxenue b1. Anropurm Beenus nangueHrta ¢ 6osesnnio I'ome

[TanuenT ¢ nogo3penuem Ha 6osie3np ['omre (cTp.

A4

Juarnocruka ctp.7

Koncynpranmus
MPOPHILHOTO Juarnos
CIeIMaINCTa HOJATBEPKIEH?

HET MoHUTOpUHT
COCTOSIHUS ITAllUEHTOB
(cp. 15)

Ecte nokazanus x
®3T? C1p 12

Haznauyenue ®3T B
cTamuoHape cTp. 12

v

MOHHTOPHHT COCTOSHHUS MALMEHTOB,
nonyyarommx O3T cTp 14
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Hpuiaoxenue B. Undopmanus 1151 NalUEHTOB

bonesnp ['ome (BI') — aTo HacnencrtBenHnoe 3aboneBanue. s monaeit ¢ BI' xapakrepen
HEJ0CTAaTOYHBIM YpOBEHb aKTUBHOCTH (PEpMEHTA, Ha3bIBAEMOT0 TIIOKOLepeOpo3uiazoil. depMeHTH —
9TO BELIECTBA, KOTOpPblE MOMHMO JApPYyruX (QYHKUUN, [OMOTAIOT OpraHu3My pa3pyllaTh
HEIOJIHOIIEHHbIE KIIeTKU. B pesynbraTe BpoXIeHHOW (epMeHTHOM HemocTaroyHocTH npu BI' B
KJIETKaX HAaKaIlJIMBAETCs KUPOBOE BEIIECTBO, HA3bIBAEMOE IITIOKOIIEPEOpO3U/I.

BI' mopaxaer nuil Kak MYXKCKOTO, TaKk M eHCKoro mnoja. O0a poauTenst SBISIFOTCS
HOCHUTENSIMU J1Ie(DEeKTHBIX T€HOB M NepelaroT ux cBoemy pedenky. Omnucano 6osee 300 pa3inyHbIX
MyTalUW, OpUBOJAMIMX K Ae(eKTy (epMeHTa, U KOTOpbI€ CBA3aHbI C IIMPOKUM pa3zHOOOpa3ueMm
KIIMHUYECKUX CUMIITOMOB bl

[Iporno3 BI' 3aBUCHT OT BBIPaKEHHOCTH KJIMHUYECKUX IIPOSIBICHUM.

®epmenTtHass 3amectutenbHas Tepanus (D3T) saBngercs eaUHCTBEHHBIM A((HEKTHUBHBIM
MeTo0M JieueHus bl

Hasnauenne mnarorenermueckoir @®3T Ha paHHuUX cTagusax 3a0o0jeBaHUS ONpPENENsET
OMarompusATHBIM TPOTHO3 W yAydllaeT KadecTBO Ku3HM Jnered ¢ bI, mnpemgorBpamas ux

WHBAJIHUAU3AIUIO.
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KP24

MonexyinsapHo-
TE€HETUYECKOe
UCCIIEIOBAaHUE

OCHOBHBIE CUMIITOMBI buoxumnueckui Crnenunduyeckuii
Mapkep, OMOXUMHUYECKHIT
MPEANOJIaraonu Mapkep,
u HaJIn4dmne MOITBEPK IAFOIU A
3a00J1eBaHUsA JIIMArHo3

bomu B kocTax

Actennueckuit

CUHPOM

3agepxka pU3NIECKOro 2  B-D-

Y TIOJIOBOTO Pa3BUTHS L_N  TIJIFOKO3HUIA3bl
Xurorpuasuaassl [ N

I'enatomeranus v B JISUKOITUTaX

B CBIBOPOTKE
CrneHomeranus KpOBU
KpOBH
TpomboruToneHus
Aunemunsa

[laTonorug xocreit

CekBeHHpOBaHUE
KOAMPYIOIINX H
MPUIIETAIOIINX
WHTPOHHBIX
oOnacreii reHa
GBA
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Ipunoxkenue I'2. PacmmdpoBka npumMedaHui.

... — JIeKapCTBEHHBIN Npenapar, BXoasdmuii B [lepedyeHs KU3HEHHO HEOOXOIMMBIX M BaXKHEMIIMX
JIEKapCTBEHHBIX IIPENapaToB [Uid MeAULMHCKOro mnpumenenus Ha 2016 rox (Pacnopsixenue
[IpaButensctBa PO ot 26.12.2015 N 2724-p)

..." — JIeKapCTBEHHBIH mpenapar, BXOAmmii B I[lepedyeHb JIEKapCTBEHHBIX IIPENapaToB IS
MEJIMIAHCKOTO NPUMEHEHUs, B TOM 4YHCJE JIEKAPCTBEHHBIX IIPENaparoB Ui MEIUIMHCKOTO
MPUMEHEHMs], HAa3HAYaeMbIX [0 PELIEHUI0 BpadyeOHbIX KOMMCCHUH MEIULMHCKUX OpraHu3alui
(Pacnopsoxenue [IpaButenbctBa PO ot 26.12.2015 N 2724-p)

L JIEKApCTBEHHBIM Mpernapar, BXoadmuid B IlepedyeHb JIEKapCTBEHHBIX IIPENapaToB,
IpeHa3HAYEHHBIX JUIsl 00ecieueHus JIHLl, O0JIbHBIX TeMOodumueil, MyKkoBUCHU030M, THIIO(U3APHBIM
HaHU3MOM, 0oJe3Hbto [ollle, 310Kka4ecTBEHHBIMU HOBOOOPA30BaHUAMHU JTUM(OUAHON, KPOBETBOPHOU

U POJCTBEHHBIX UM TKaHEH, pacCesSHHBIM CKJIEPO30M, JIUII MOCIE TPAHCIUIAHTALUU OPraHoB U (WJIH)

tkaHel (Pacnopsbxenue IIpaBurensctBa PO ot 26.12.2015 N 2724-p)
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