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Kuarwuesbie ciioBa
B-D-rmroko3maasa (rarokonepedpo3ugaza)
ACTEHUYECKUN CUHIIPOM,
Benarmronepasa anbda,
I'emopparnueckuii CUHAPOM,
['enarocmieHomeranus,
['pymma 1130cOMHBIX O0JI€3HEN HAKOIIIICHUS
3anepkka (pU3NYECKOro U MOJIOBOTO Pa3BUTHUSA,
Nmurironepasa,
KocTHbie 6011 (KOCTHBIC KPU3HI),
Merabonnueckuii neexT,
Hapymienne nmoABM>KHOCTH B CycTaBax, 00yCIOBIEHHOE aCENTUYECKIM HEKPO30M,

ITaTosornyeckue nepesoMbl



Cnmcok cokpameHui

AJIT/ACT — ananuH-/acriapraTaMUHOTpaHChEpa3bl
BI' — Gone3ub ['omre

MPT — MarHUTHO-pe30HAHCHAA TOMOTpadus

¥Y3U — ynbTpa3ByKOBOE UCCIIEI0BAHKE

®3T — depMeHTHAS 3aMECTUTEBHAS TEPATTHS
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TepMuHbI U onpeaeIeHUs

(I)epMeHTHaH 3aMECTUTEIbHAA TEPalUA — JICYCHUC, 3aK/IIIOYAI0MIECCCa B MOXHN3HCHHOM BBCIACHHUU

npenapaTa (peKOMOMHAHTHOTO SH3MMA) MAlleHTaM C BPOXKIEHHBIM JIe(heKTOM MeTadoIn3Ma.
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1. KpaTkas undgopmanus

1.1 Oupenesaenue

boae3snr Tome (BI') — mnHambonmee wyactas Qopma HacIeACTBEHHBIX (EPMEHTOINATHH,
O00BEIMHEHHBIX B T'PYIIY JU30COMHBIX OOJIe3HEW HAKOIUIEHHS, B OCHOBE KOTOPOH JIEKHUT Ae(EeKT
rera GBA, komupyromero mm3ocomublii ¢epmeHT B-D-rmoxo3umasy (rimroxorepedpo3uaasy),

OTBETCTBCHHBIN 3a KaTa00JIM3M JIMIINAO0B.

1.2 DTHOJ0rMs U IATOreHe3

BI' Hacrmenyercss 1mo ayTOCOMHO-pEleCCUBHOMY TUMy. [IpucyTcTBHE NBYX MYTaHTHBIX aljiesiei
rena GBA accomuupyetrcs co 3HauutenbHbiM (< 30% OT HOPMAaNbHOTO YPOBHS) CHHXKEHHEM
KaTAIUTUYECKOW aKTUBHOCTH TIIFOKOIEPeOpo3u1a3bl, GyHKIIMSA KOTOPOU 3aKIIFOYAETCS B JErpalalluu
TITUKOC(HUHTOIMITHAIOB (MITH TITFOKOLEPeOpO3UI0B, TIIIOKO3MUIIIEPAMHUIOB) JI0 TIIFOKO3bI U [IEPAMUJIOB.
Hepunut depmeHTa NPUBOAUT K HAKOIUICHUIO B JM30COMax MakpogaroB HEYTHIM3UPOBAHHBIX
JUNHUI0B U 00pa30BaHUIO XapaKTEPHBIX KIETOK HakorueHus (kiaetok [ome). CneacTBueM AaHHOTO
MeTaboIMIecKoro jAedexTa SBISIOTCSA: XPOHHYECKAs aKTHUBAIMS MaKpoQaraabHOW CHCTEMBI,
AyTOKPUHHASI CTUMYJISIIUS MOHOITUTOIIO33a M YBEIIMYCHHE a0COIIOTHOTO KOJMYeCTBAa Makpodaros,
HapylIeHue peryiasaTopHbix GyHKiui Makpodaros. ['en GBA, komupyromuii rirokonepedpo3uaasy,
pacmojoxeH B XpoMocoMHO# obnactu 1021. B nacrosimee Bpems omnucano okoio 400 pazmuyHbIX
MyTallid, TATOTEHHOCTh KOTOPBIX TMPOSIBISICTCS [IUPOKUM IOJTUMOP(PU3MOM  KIMHHYCCKUX
CUMIITOMOB, OOYCJIOBJICHHBIX YAaCTMUYHOW WJIM TIOJHOM TMOTEpPell KaTAIUTUYECKOW aKTHBHOCTH

koxupyemoro ¢pepmenta [1,2,3,4,5,6].

1.3 DnuaemMuosa0rus

Yactora BI' cocraBmser 1:40000 — 1:70000. B momynsiuuu eBpeeB-allIKeHa3W (BBIXOJLEB H3

Bocrounoii EBpomnbl) yacToTa BCTpEYa€MOCTH 3TOTO 3a00JE€BaHMs SIBISETCS OoJjiee BBICOKOW M

nocturaet 1:450 — 1:1000 [6].

1.4 Komuposanue no MKBE-10

E75.2 - JIpyrue cuHroammnumao3bt

1.5 IllpuMepbl IMATHO30B

o  bonesuv I'owe, | mun.

o  bonesuv Iowe, |l mun.
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bonesnw Iowe, |1l mun.

Fonesnwv I'ouwe, | mun. Cocmosinue nocne cnieudxmomuu.

bonesuv I'owe, | mun. Ilamonocuueckuti nepenom welku npago2o 6eopa, cOCmMosiHue nocie

onepamueroco Jle4eHusl.

bonesnv INowe, | mun. Acenmuueckuii HeKpo3 201068Ku OeOPeHHOU KOCMU Clledd.

Fonesnwv I'ouwe, | mun. Ocmeonenus nosicHuuno20 omoena no360HOYHUKA.

Bonesnw Iowe, 1l mun. Cumnmomamuveckas 3nuiencus.

bonesuwv Iowe, Il mun. Kocoenaszue coopysicecmeennoe cxoosweecs aibmepHupyroujee.

1.6 Knaccudukanus

B 3aBHCHMMOCTH OT KIMHAYECKOTO TEUCHUS BBIJCISIOT 3 tuma 6oJie3uu I omre:

e | Tun — HeHelipoHONaTUYECKUN (CaMblil YaCThIN);

e |l Tum — nHGAHTUIBHBIN WK OCTPBIA HEUPOHOIIATHYECKUH;
e |l T — mogOCTpBIi HEHPOHOTIATUYESCKHUI.
ITpu Il u Il Ttunax BI' B matonoruueckuii mpouecc BOBIEKAETCSI HEPBHASI CUCTEMA, TIO3TOMY

UX Ha3bIBAIOT HelipoHomarnyeckumu [2,3,4,5,6].

2. Jlmarnocruka

2.1 Kaa00bl 1 aHAMHE3

Ilpu cbope anamuesa u xcanob ciedyem oopamums 6HUMAHUE HA HATUYUE:

®  3a0epoicKu PuULecKo20 U NOI0B020 PA3GUMUSL

® crabocmu, NOBbIULEHHOU YMOMAAEMOCHU, YACTBIX PECRUPAMOPHBIX UHDEKYULL,

®  NposgNIeHUll CNOHMAHHO20 2eMOPPALUYECKO20 CUHOPOMA (8 8UOe NOOKOMCHBIX 2eMamoM,
KPOBOMOYUBOCU  CIUBUCBIX  00010YeK) UMY ONUMENbHBIX KPOBOMEYeHUll Npu  ManblxX
ONepamuBHbIX BMEUAMeNbCMBax,

® Oonel 6 KOCMAX U Cycmaeax; O0AGHOCMb, Xapakmep U JOKAIU3ayuio Oonell, Hamudue 8
NPOULIOM NEPELOMO8 KOCMell,

® npeduiecmeyiowell CNIeHIKMOMUYU (ROAHOU UNU YACMUYHOUL);

®  HeBPONO2UYECKOU  CUMNMOMAMUKU  (21A3008UCAMENbHAS  ANPAKCUs UMY  CX00sujeecs
Kocoenasue, amaxkcus, nomeps UHMelIeKma, HapyuleHus 4Yy6CmseumenbHocmu u op.);

® ceMeliH020 aHaMHe3a (Hanuyue CHAEHIKMOMUU UNU NEPeyUCTICHHbIX Gbluie CUMNMOMOG Y

pooHbix 6pamves u cecmep [1,2,3,4,5,6]).
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2.2 PuzukajabHoe 00CIeT0BAHNE

[Ipu mpoBeneHUH KIMHUYECKOTO OCMOTpa PEKOMEHIYyeTCs BKIIOYaThb M3MEPEHHE POcTa U

Macchl Tejla, TEMIIEpaTyphl Teja, OLEHKY COCTOSHUSL KOCTHO-CYCTaBHOW CHCTEMBI; BBISIBICHHE

MPU3HAKOB TEMOPPArHYECKOTO CHHAPOMA, TeMaTOCTUICHOMET |, TUM(DAICHONIATUH, a TAKKE

CBOCOOpPa3HOW THIEPIUTMEHTAIIMN KOXXKHBIX IMMOKPOBOB B OOJACTH KOJIEHHBIX M JIOKTEBBIX

CYCTaBOB, XapakTepHou s manueHtos ¢ bI" [1,2,3,6].

Kommentapuu: Kriunuueckue nposerenus BT | muna  pasnoobpaswwl, a e6o3pacm

manugpecmayuu  eapvupyem. bI' muna 1 umeem xpouuueckoe meuenue. Knunuueckas

KapmuHa Xapakxmepusyemcs: npocpeccupyioujum yeeaudeHuem NapeHXuManmosHblX Op2aHOo8

(neuenu u cene3eHKu), NAHYUMoONeHueu u namojocuel mpyouamvlx Kocmel cKelemda
(601€3HeHHbIMU KOCMHBIMU KPU3AMU U ABACKYIAPHbIMU HEKPO3AMU NUPU308, yauje 207106KuU
bedpernHotl Kocmiu).

Ocnognvie kiunudeckue cumnmomol bI' | muna:

O eenamocnieHoMe2anusl,

O eemoppazuyecKuii CUHOPOM,

O KOcmHvle 6onu (Kocmmubvie Kpu3bl),

O HapyuweHue NOOBUINCHOCMU & CYCMABAX, 00V CI0BIeHHOE ACENMUYECKUM HEKPO30M,

O namono2uieckue nepeiomol,

O  3adepxcKa u3uuecKo2o u no108020 pa3eumusl,

O acmeHuyecKu CUHOPOM.

Ocnoguvie cumnmomsl 3abonesanusi npu BI' |l muna eosnuxarom e nepgvie 6 mec HuzHu

(ocmpas) Hetiponamuueckas Gopma ¢ OYILOAPHOU U NUPAMUOHOU CUMAMOMAMUKOL,

KO2HUMUBHOU 3a0epxckotl. Teuenue 3aboneeanus — ovicmpo npoepeccupyrouee. Knunuveckuii

CUMNMOMOKOMNJIEKC BKII0Ydem NPUSHAKU NOPAXCeHUs HEePEHOU CcUucmembl U GHYMPEHHUX

0p2aHos:

O 2enamocnieHoMe2anusl;

O HapyuwieHue 2l0MAHUs, NONEPXUsaHue, 4Hacmo  OCIONCHAWUECS —ACNUPAYUOHHOU
nHeemMoHnuel;

O mpusm, bunamepanivHoe GUKCUPOBAHHOE KOCO2NA3Ue, NPOSPECCUPYIOWAs CNACMUYHOCb C
pempakyueti weu, cuneppeguexcus, nonoxcumenvhuill cumnmom babunckozo u opyaue
namono2uieckue peghuexcol,

O npoecpeccupyiowdas — 3a0epicka  NCUXOMOMOPHO20 — pa3eumus. U  nomeps  panee

npu06pemeHHblx HABbIKOE6,
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O MOHUKO-KIOHUYECKUE CYOOPOAICHbIE NPUCTYNDL, DE3UCTEHMHble K NPOMUBOCYOOPO’CHOU
mepanuu.

Inasnoii ocobennocmoio kiunuyeckux nposigienuti bI' Il muna sensemces mo, ymo napsoy c
noOpadiceHuem  NapeHXUMAmMO3HbIX — OpP2AHO8  (2eNamocnieHoMe2anusy)  HabIo0anmcs
HespolocudecKue NposieieHus, cXo0Hvle ¢ makosvimu npu mune 2 B, no menee msoiceno
8bIpadiceHHble U BO3HUKAIOWUe, KaK Npasuio, 6 eospacme om 6 0o 15 nem u nosaice:

O  OKVIOMOMOPHblEe paccmpoiucmed,

O CHuUdICeHue uHmenieKkma (0m He3HAYUmMenIbHbIX U3MEHEeHUL 00 MAJCEN0U OeMeHYul),

O IKCMPAnupamuoHas pueuoOHOCmy,

O MO30JiceyKosble HapyuleHus,

O  paccmpoiicmea peuu, NUcbMd,

O  nosedeHuecKue usMeHeHus, 3NU300bl NCUX03a;,

O  MUOKIIOHUU, 2eHEepanu308aHHble MOHUKO-KIOHUYeCcKUe CYOopOocU.

B bonvuwuncmee cuyyaee meuenue 3abonesanus MeONeHHO npozpeccupyloujee

[1,2,3,6].

2.3 JlaboparopHasi AMarHOCTHKA
(Cuima pexomenaanuii — 1; 1ocroBepHOCTD A0Ka3aTelbCTB — C)

e PekoMmeHyercs pOBEICHUE KIIMHNYECKOTo aHaim3a kposu [1,2,3,4,6].

KommenTapun: y OosbiinHcTBa 005bHBIX ¢ BI' BBIABIISIET TPOMOOIUMTOIIEHUIO, JIEHKOIIEHUIO

U aHCMUIO, KaK IMMPOABJICHHUA THIICPCIINICHU3MA.

e PexomMenmoBaHo MOP(OIOTHUECKOE HCCIIEA0BaHNEe KOCTHOTO Mo3ra [1,2,3,4,6].
KomMmeHnTapuu: mopgonocuueckoe ucciedosanue KOCMHO20 MO32d  CHOCOOCMEYem
BbISIBILCHUIO XAPAKMEPHBIX OUACHOCMUYECKUX 9NeMEHmMo8 — Kiemok lowe u 00HO8pemMenHO
UCKTIIOYEeHUI0 OuazHo3a 2emobnacmosa unu aumgonpoiupepamusno2o 3ab601e6anus Kax
NPUYUHBL YUMONEHUU U 2eNAMOChleHoMe2anuu. JJemsam 3mo ucciedosanue nposoosim peoxo,

Cmpo2co no NOKA3aHusiAM.

e Pexkomennayercsi npoBeaeHHEe OMOXUMHUYECKOTO HCCIEOBAHUSA: OIpe/IeIeHue aKTUBHOCTH [3-
D-rmroko3uaassel B JiedkonuTax nepudepudeckoidl KpoBH, MSATHAX KPOBH, BBICYIIEHHOW Ha
¢unbTpoBaIbHON OyMare, omnpeieleHHe aKTUBHOCTH XUTOTPHO3MJA3bl B IUIa3Me€ KpPOBU

[1,2,3,4,6].
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e PeKOMEH/JI0BAaHO TMPOBEACHUE MOJIEKYJISIPHO-TEHETUYECKOTO HCCIEAOBaHUs: BbISBIICHHE
myTauuii B rene GBA MeTonoM ceKBeHHUpPOBAHUS KOIUPYIOUIMX U MPHJIECTalOIIUX UHTPOHHBIX

obmacreii [6].

e Pexomenmyercs OLICHUTH YPOBEHb CBIBOPOTOYHOTO bepputuHa,
aHrHOTEeH3HUHIpeBpamaroiero ¢pepmenra, xemokrna CCL 18 [6].
Kommenrapum. Xapakmeprnuvimu nabopamopuvimu cumnmomamu npu BI" maxoice agnsaomces:
no8blUleHUe YPOBHS CblBOPOMOUHO20 (eppumuna, aHeuomeH3uHnpespawaouezo epmenma,
xemoxuna CCL 18, xomopwie ompasxcarom cmenenvb axmusHocmu 3a001€8aHUSL U MO2YM

UCNONB308AMbCSL KAK OUoMapKepvl 05 OYeHKU OUHAMUKU HA (DOHe TleueHUsl.

2.4 UucTpyMeHTAJIbLHASA THATHOCTHKA
(Cuima pexomenaanuii — 1; 1ocroBepHOCTH A0Ka3aTelbCTB — C)

e PexoMeHI0BaHO MPOBEACHKE PeHTreHorpaduu Kocrei ckenera [1,2,3,4,6].
KomMmeHnTapuu: penmeenoepagus kocmeii ckeiema neobxoouma OJisi GbIAGNEHUs. U OYEHKU
MAHCECMU NOPAICEHUSI KOCIHO-CYCMABHOU cucmembl. M3meHenus KOCMHOU MKAHU MO2Ym
Obimb  npeocmasnenvl  OUDDY3HbIM  OCMEONOpPO30M,  XAPAKMEPHOU  Koab0ooopazHou
Oepopmayueti  OUCMATbHLIX ~ OMOEN08  OEOPEeHHLIX U NPOKCUMAIbHLIX — OMOeN08
bonbuebepyosuix Kocmell (Koabvl Dprenmeliepa), ouazamu 0CMeOIU3UCd, OCMEOCKIepo3d U

OCMEOVHEKPOo3a, namolocudecCKumu nepeiomamu.

e PeKOMEH/I0BaHO MPOBEJIEHUE IEHCUTOMETPUU U MarHUTHO-pe30HaHCHOM ToMorpadpuu (MPT)
[1,2,3,4,6].
KommenTapuu: oencumomempus u macHuUmHo-pe3onauncuas momoepagusa (MPT aenaiomcs
bonee 4y8CmMBUMENbHLIMU MEMOOaMU U NO3BOIAIM OUACHOCMUPOBAMb NOPAdCEHUe KOCHell
(ocmeonenuro, UHGUILMPAYUIO KOCMHO20 MO324) HA PAHHUX CMAOUAX, He OOCMYNHbIX

suzyanusayuu penmaernocpaguetl.

e PexkoMeH0BaHO TMpoBeAcHHE YibTpa3BykoBoro wucciegoBanus (Y3U) u MPT mnedenu u
cenesenku [1,2,3,4,6].
Kovmmenrapuu: Y31 u MPT neuenu u cenezenku no360JA10M GbIAGUMbL UX 0YA208blE
NOPadCenusi U Onpeoeiums UCXOOHBIU 00beM 0p2aH08, 4mo HeoOX00UMO 0/ NOCAEOVIOUe20

KOHMPOJISL 9hpeKxmusHocmu 3amecmumenbHoU pepmenmHou mepanuu.

e PexoMeHI0BaHO IpOBCACHUC nonnnep-axoxapﬂnorpa(bnn Yy CINICHOKTOMHPOBAHHBIX

naiueHTos [3,5,6].

10
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e PexomennoBaHo IIPOBEJCHUE 330(aroracTpoyo1IeHOCKOIHS pu HAINYUA

COOTBETCTBYIOIIHUX Kaa00 MU MPU3HAKOB MMOPTaIbHOU TunepreHsu [3,5,6].

2.4 NHasi TMATHOCTHKA

KOHClebmaL;uu cneyuaiucmos  nayuermam - C l’l0003p€Hu€M Ha ©6onesuv lowe
pekomeHOyiomc;z no NOKAa3aHusm.

(Cuna pexomengauuii — 1; 10CTOBEPHOCTD J0Ka3aTeabcTB — C)

e PekoMeHoBaHa KOHCYJIbTAIIMH ITcuXxoHeBpoJiora [1,2,3,4,5,6]

KommenTapum: reobxoouma eécem oemsam ¢ Bl ona ymounenus muna 3a001e6aHus.

e PexomenmoBana KoHCysbTalus opronena [1,2,3,4,5,6].

KommenTapuu: noxasana npu nooospenuu na Haauuue y pebeHka cKeiemuou namoio2uu.

e PexomMenoBaHa KOHCYJIbTalMs Bpada-reneruka [1,2,3,4,5,6].

KOMMeHTapI/II/I: noKaszaHa cemvbim, umerouum pO()CI’I’l6€HHuK06 ¢ bonesnvio I oue.

2.5. Meauko-reHeTHYECKOe KOHCYJILTHPOBAHNE U MIPEHATAJbLHAA JHATHOCTHKA

(Cuima pexomenaanuii — 1; 1ocroBepHOCTH A0Ka3aTelbCTB — C)

e CeMbsiM ¢ OOJIBHBIMU JETBMHU PEKOMEHIYETCS MeOUKO-2eHemuieckoe KOHCYIbMUpPOBaHue ¢
LENTBIO Pa3bICHEHHS TeHeTHYecKoro pucka [1,2,3,4,5,6].
KomMmeHnTapuu: xax u npu opyeux aymocomHo-peyeccusHvix 3abonesanusix, npu BI' ona
Kaxcoou OepeMeHHOCmU PUCK podxcoenust pebenka cocmasisem 25%. B cemvsx, 20e ecmo
O0MbHOU  pebeHOK,  cyujecmeyem  B03MONCHOCMb — NPOBEOeHUsi  NPEeHAMANbHOU U
NPEUMNIAHMAYUOHHOU OUACHOCMUKU.
Ipenamanvhas ouazHocmuxa npoB8OOUMCsi MONEKYISIPHO-2EHEMUYECKUMU unu
ouoxumuyeckumu memooamu, nymem uccieoosanus JJHK, evioenennou uz buonmama 0pcuH
xopuona na 9-11-ii nedene GepemennHoCmU UW/UNU  KIEMOK AMHUOMUYECKOU MHCUOKOCMU,

n1ooHou Kposu na 20-22-1i nedene bepemeHHOCIU.

2.6 IuddepeHnnajibHasg IMATHOCTHKA

Huaenoz 6onesnv lowe cmaumcs Ha OCHOBAHUU COBOKYNHOCMU KIUHUYECKUX OAHHDIX,
pe3yibmamos  1abopamopHo20 UCCIe008aHUs, OUOXUMUYECKO20 U MOAEKYIAPHO-2eHeMUYecK020
amanusza.

Juaenos BI' cnedyem 3anodospums y nayuenma ¢ HeoOwbACHUMOU CNIIEHO- U 2enamome2anuetl,

uumonelmeﬁ U CUMNMOMAMU NOPAIHCEHUA Kocmeil.
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3onomuim cmanoapmom OUAZHOCMUKYU ABTIAEMCs OUOXUMUYECKOe MeCTUPOBAHUE, NOCKOTbKY

Namo2eHHOCMb HEKOMOPbIX BbIAGIEHHbIX PEOKUX U HOBbIX Mymayui mpebyem OONnoIHUMENbHbIX
ookazamenvcms [2,6].

s | muna Bl 6 3asucumocmu om euoa maunugecmayuu — pazHooOpa3Hvle IK302€HHblE U
Hacneocmeentvie 3a00/1e6aHUsl, CONPOBONCOAIUUEC  BUCYEPOMe2ANUell, OCMPLIMU OOaAMU 6
KOCMAX, KPOBOMOYUBOCHbIO (8UPYCHblE —2enamumsl, OCMeoMuenum, KOCMHbuIL mybepKyies,
eemoghunus, enuxoeernos, bonesnv Humana-Iluxka (mun B), Hedocmamoynocms KUCIOU 1UNA3bl).

s W u Wl munos BI' — 6onesnv Humana-Iluxa (munet A, C), GM1l-canenuoszuoos,
2ANAKMOCUANTUO03, OeUuyum JU30COMHOU KUCLOU TUNA3bI, A MAK’CE BPOACOEHHAsL OKYIOMOMOPHAS

anpaxkcusi.

3. Jleuenue

3.1 KoncepBaTuBHOE JIeUeHHE

e PexkoMeHmoBaHa  IOXKHM3HEHHas  (epMeHTHass  3amectutenbHas — Tepamus — (P3T)
PEKOMOMHAHTHON TJIFOKOLIEPeOpO3na30ii MalMeHTaM ¢ MOATBEPXKIACHHBIM auaruo3om bI' 1
Tuna 6e3 mopaxeHus HepBHOM cuctemsr [1,2,3,5,6].

(Cuaa pexomeHnaanmii — 15 10CTOBEPHOCTH 10Ka3aTeIbCTB — B)

e PexkomennoBaHa  mnoku3HeHHas  (epmeHTHas  3amectutenbHass — Tepamus  (D3T)
PEKOMOMHAHTHOM IIIOKOLIEpeOpO311a30ii MallMEHTaM C XPOHUYECKUM IOPaKEHUEM HEPBHOM
cuctembl (BI' Ill Tum), y KOTOpbIX MMEIOTCS KIMHUYECKH 3HAYMMble HEHEBPOJOIMYECKHE
nposiBiicHus 3abonesanus [2,4,5,6].

(Cuna pexomeHaanuii — 2; 10CTOBEPHOCTH 10KAa3aTeabCTB — B)

e He pexomenmoBana (epMmeHTHasi 3amecTutenbHas tepanus npu |l tune BI', Tak kak He
s¢dexrusna [1,2,3,5,6].
(Cuna pexomeHaanuii — 2; 10CTOBEPHOCTH JA0Ka3aTeabeTB — C)
Kommentapuu: @3T obecneyusaem ycmotiuusoe yayuuienue COCMOSHUSL NAYUECHMOB:
HOpManuszyem YpoGHU 2eMO2100UHa, mpomMoOOyumos, obvem neueHu u ceneseHKu (v
HeCHJIeHIKMOMUZUPOBAHHBIX ~ OONIbHBIX),  Kynupyem Kocmmuvle 60U, npedomepaujaem
pazeumue OCMeoHeKpo308 U KOCMHBIX KpU308;, NPUBOOUM K HOPMATUZAYUU pPOCMA U
3HAUUMENLHO NOGbLULAEH KAYeCmeo HCU3HU Oemell ¢ bone3usio 1 oue.
B Poccuiickoti @edepayuu 3apecucmpuposano 2 1eKkapcmeeHHblX cpedcmaed 0Jisk NPOoB8eOeHUs]
D3T:

o, 7TH .
O umuenwoyepasa ,
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7
o eenazmoyepasa anvgha™ ",

orc, 7H o o
— MooughuyuposanHan opma KUCiou f-2noKko3udasvl yenogexa, y oemetl

HUmuenroyepaza
¢ BI" nauanvhas 003a umuenoyepasvl cocmagnaem:

o npu |l mune BI" 6e3 nopasicenus mpyouamolx kocmeti ckenema - 30 E/l/ke na 1 esedenue
[6,7.8];

o npu | mune BI' c nopasxcenuem mpyouamoix Kocmeu cKeiema (KOCmMHble Kpu3bl,
namono2uieckue neperomvl, 0Yacu JIUMUYEecKOU OecmpyKYuu, acenmuyeckuil HeKpo3
2071060k Gedpennvix kocmeti) - 60 E/[/ke na 1 esedenue [6,7,8,9,10,11];

o npu Nl mune BI"— 60 E/[/ke na 1 6sedenue.

Benaznioyepasa anvpa’™’™ nokazana ons Onumensnozo nevenus demeti ¢ Gonesnvio Towe I
muna. Pexomenoyemas 0oza cocmasnsiem 30-60 E/l/xe 1 pas 6 2 nedenu.

o3y moducHo Koppekmuposams UHOUBUOVATILHO, HA OCHOBAHUU OOCMUNCEHUST 0HCUOAEMO20
agpghexma u ez2o coxpamenus, 00HaAKO npumeHeHue 003 eviue 60 Ell/ke He uzyueno
[6,12,13,14,15].

Ilpu obcnedosanuu cubruneos (bpamves u cecmep npobanoda) mocym Ovims 6vis81eHbl Oemu

C BE He umeruue KiuHu4YeCKux npOﬂ@ﬂeHl/llZ. Takue nayuernniol HnyCdlemc}l 6 Ha6modeHuu,

HAYUHAMb UX JeyeHue HeobxooUmo npu noAe6JIEHUU Nepesblx CUMNIMOMO6 bonesznu.

[Tpu pa3BuTHU MPOSBIEHUN OCTEONOPO3a ISl 3aMEAJICHUS U MPEKpaIIeHUs MOTepyu KOCTHON
MAaccChl, TOBBIIIEHUSI €€ MPOYHOCTH, MPEAOTBPAILECHHUS IMEPEIIOMOB KOCTEH B KOMIUIEKCHON
Tepanuy PEKOMEHIYETCS IPUMEHATE: alb(akaablumon , coiau Kamsuus - [1,3,5,6]

(Cuaa pexkomenaanuii — 1; 10cToBepHOCTH J0Ka3aTeabcTB — C)

KoMmmenTapuu: 6 xauecmee cumnmomamuieckou mepanuu cKeiemuvlx ocaodcHenuul Bl |
MUNA  HA3HAYAIOMCS  AHATbCEMUKU (80 8peMs KOCMHbIX  KPU308), HecmepouoHvle
NpoOmMuUB08OCHAIUMeNbHble  CPeOCmed, pedKo, Julib Npu  HAIUYUU  NOKA3AHUU, -

aHmuéaKmepuaﬂbHaﬂ mepanus.

He pekomeHnoBaHo mpoBeaeHue crienskTomun [1,3,5,6].

(Cuaa pexkomenaanuii — 1; 10cToBepHOCTH J0Ka3aTeabcTB — C)

[Tpu nokazanHom nuarHo3e bBI' He pekOMeHJOBaHbI MOBTOPHBIE IMYHKIMH KOCTHOTO MO3ra U
Jpyrie WHBa3UBHBIC TUATHOCTUYECKUE MEpONpHUTHs (OUoTCHs eueHH, cenesenkn) [1,3,5,6].

(Cuna pexomengauuii — 1; 10CTOBEpPHOCTH J0Ka3aTeabcTB — C)
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e He pexkoMeHJOBaHO OINEpPaTHBHOE JICUEHHWE KOCTHBIX KPHU30B, KOTOpHIE OIIMOOYHO

paccMaTpUBAIOTCS KaK MPOSBICHUS OCTeoMHUenuTa. [Ipu XUpyprudeckux BMeEMIATEIbCTBAX
CYIIECTBYET HOBBIIIEHHBIN PUCK KPOBOTeUCHHS U MHpuuposanus [1,2,5,6].

(Cuia pekomenaanuii — 1; 10cToBepHOCTSb J0Ka3aTeabCTB — C)

e [IpoTHBOMOKA3aHO Ha3HAYCHHE KOPTHKOCTEPOMIOB C IENIBI0 KYITUPOBAHKS IIUTOINCHUYECKOTO
curapoma [1,2,5,6].

(Cuia pexomenaanuii — 1; 10cTOBepHOCTH 10Ka3aTeabCTB — C)

e He pexomMeHIOBaHO W HE OOOCHOBAaHO HA3HAYCHHE TIPENapaTroB jKele3a OOJIBHBIM C
pa3BepHyTOM KapTuHOM bBI', Tak Kak aHeMHMs B 3TUX CiIydasgX HOCHUT XapakTep «aHEMUU
Bocmanenus» [1,2,5,6].

(Cuna pexomengaunuii — 1; 10CTOBEPHOCTD J0Ka3aTeabcTB — C)

3.2 Xupyprudeckoe Je4eHue

He tpebyercs

4. PeaOniuranus
He tpebyercs

5. IllpodpunakTuka U AMCHIAHCEPHOE HAOIIOIeHUE

5.1 MlpoduaakTuka

Ipoghunaxmuxu ne cywecmeyem.

5.2 MOHMTOPHMHI COCTOSTHUS NAUEHTOB ¢ 00J1e3HbI0 ['o1ie

Beoenue nayuenmos pekomernoyemcs ocyujecmsisimes ¢ COOmMEencmeul ¢ peKoMeHOayusmu
no  MUHUMATbLHO HEe0OXOOUMOM)Y MOHUMOPUHRY cocmosiHui  OoabHbix npu BI' | muna,
paspabomanubimu  OObEOUHEHHOU MeHCOYHAPOOHOU 2pynnou no  uzyyeHuito oonesnu 1 owe
(International Collaborative Gaucher Group). Kouwmpons nokazameneii Kpoeu HeoOXOOUMO
nposooums 1 paz 6 3 mec, pazmepos napenxumamosHuvix opeanos (Y3U, MPT) - I pa3 6 6 mec, a
maxoice npu U3MeHeHuu 003UPOBKU Npenapama Uiy npu 3HAYUMeNbHbIX KIUHUYECKUX OCTIOHNCHEHUSIX
(maba. 1). Onpedenenue cocmosiHus KOCMHOU mKaHu ocyuwjecmensiiom 1 paz 6 200. OnpedeneHue
AKMUBHOCU XUMOMPUA3UOA3bl HA POHe pepMenmHOU 3amecmumenbHol mepanuu nposoosm 1 pas

6 12 mec.
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Pexomenoyemcs nayuenmos ¢ BI' nabniooams no mecmy dcumenbcmea 8 amoOy1amopHo-
NOAUKAUHUYECKUX YCI08UAX 8padam neouampam, cemamonozam, npu BT ||l muna — nesponozam, npu
HAIUYUU KOCMHBIX HAPYUWEHUL — Opmoneoam, 00 docmudicenus gospacma 18 nem.

Pexomenoyemcs esedenue 3T nposooumsv pe2yisapno npu HAIUYUU NOKA3AHUU 8 Clyyde
OCNIOJCHEHHO20 meyeHusi 00Ne3HU - 8 YCI08UAX KpPY2JIOCYMOYHO20 CMAYUoHApd, 8 CMAOUIbHOM
COCMOSIHUU — 6 CmayuoHape OHeBHO20 npedvieaHus uiu ambyramopno 1 paz 6 2 nedenu. /lo
00CMUdICeHUsl  KIUHUKO-1aD0pamopHoll  pemuccuu 6ce nayueHmuvl ¢ bBI" O0ondcHbl  npoxooums
KOHmMpObHoe 00cnedosanue ¢ yenvto Koppekyuu 003vl DP3T 6 KpyenocymouHom uiu OHE8HOM

cmayuonape 2 pasa 6 200, 8 danvbHeluem oociedosanue nposooumces 1 paz 6 2o0.

Tabauua 1- [IpuHiunel MoHUTOpUHTA O0Jie3HU [ orie

Kaxnpie 3 | Kaxnasle | Kaxasie | [Ipu uzamenenuun
MecC 6 Mec 12 mec 036l

I'emornoOuH v v
TpomOGouuTs! v v
AJIT, ACT v v
XUTOTPHO3UIA3a v v
Paszmep nedenu o ganueiM Y3U unu MPT v v
Paszmep cenesenku no ganueiM Y3U unum v v
MPT

Pentrenorpagus 6epeHHbIX KOCTEH v v
MPT GenpeHHBIX KOCTEH v v
OcTteoIeHCUTOMETPHS v v
Ilpumeuanue.

AJIT/ACT — ananun-/acnapraramuHoTpancgepassl, Y3 — ynpTpa3BykoBoe uccienoBanue, MPT
— MarHuTHO-pE30HaHCHAast TOMorpadus.

6. JlomosHuTesbHAA UHPoOpMAaNMs, BJIUAKOIIAS HAa TeYeHHE M HCXOJ

3a00J1eBaHUs/CHHAPOMA

6.1 HMcxoanl M NPOrHo3

[Tporno3 BI' mpu | u Il Tumax 3aBUCUT OT BBIPAKEHHOCTU KIMHUYECKUX IPOSIBICHUM.
Ha3naueHue maTOreHETMYECKOM TepamuMu Ha paHHUX CTaausAX 3a00JeBaHUs  OIpenenseT
ONaronpusATHBII NPOTHO3 W yIydyllaeT KayecTBO >KU3HU Jeredl ¢ bBI, mnpenorBpamas ux
MHBAJIUIU3AIIHIO.

[MIpu BI' Il Tuma mporHo3 KpaiiHe HEOIAroNpHATHBIA (JIeTaNbHBIA WCXOA Ha 1-2-M Tomy

JKU3HH).
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Tabauua 2 - OpraHu3aIMOHHO-TEXHUYECKHE YCIIOBUS OKa3aHUS MEIUIIMHCKOM ITOMOIITH.

Bua MeauumHCKONH OMOIIM

CHCHI/I&JIH?»I/IPOBaHHaSI MCIHUIMHCKAsA IIOMOIIb

YciaoBug oxkazanus
MEeAUIMHCKONH MOMOIIH

CraunoHapHO / B JTHEBHOM CTaI[IOHApe

MeIULUHCKOI MOMOIIH

dopma okazaHus [TnanoBas

Tabauna 3 - Kputepun kayecTBa OKa3aHUs MEIUIIMHCKON TTOMOIIN

Ne KpHTepHﬁ Yposens YpoBensb
A0CTOBEPHOCTH y0eaquTeIbHOCTH
A0Ka3aTe/IbCTB peKOMeHI[aIII/Iﬁ
1. Beoinonneno olpezesieHue AKTUBHOCTH B-D- | C 1
IJIIOKO3UAa3bl B JIEHKOLMTaX mepudepuyeckoil KpoB
W/WIIK TISITHAX KPOBH, BBICYIIEHHON Ha (DUIBTPOBATBHOM
Oymare, u/unu olpezeyIeHne aKTUBHOCTH
XUTOTPHO3UJIA3bI B IJIa3ME KPOBU
2. BolnonHeH KIMHUYECKUN aHAIM3a KpoBU pa3BepHyThid | C 1
3. [TpoBenena epmeHTHAs 3aMecTUTENbHAs Tepanus (npu | B 1
MOATBEPKIEHHOM auarHo3e bonesns ['ome I tuma 6e3
NOpaKEHMsI HEPBHOM CUCTEMBI)
4. [TpoBenena pepmenTHas 3amecTuTeNbHAs Tepanus (npu | B 2

XPOHUYECKOM NOpaKeHUEM HepBHOU cuctemsl (boie3Hb
lome III Tuma), y KOTOPBIX HMEIOTCS KIUHUYECKH
3HA4YUMBbIEC HEHEBPOJIOTUYECKHE IIPOSIBIICHUS
3a0oneBaHus

16




10.

11.

KP24

Cnmcok uTepaTypsl

Baldellou A, Andria G, Campbell PE et al Paediatric nonneuronopathic Gaucher disease:
recommendations for treatment and monitoring. Eur J Pediatr 2004-v.163-p.67-75.

Charrow J, Esplin JA, Gribble TJ et al Gaucher disease: recommendations on diagnosis,
evaluation, and monitoring. Arch Intern Med 1998-v.158-p.1754-1760.

Grabowski GA, Andria G, Baldellou A et al Pediatric nonneuronopathic Gaucher disease:
presentation, diagnosis and assessment. Consensus statements. Eur J Pediatr 2004 — v.163—
p.58-66

Vellodi A, Bembi B, de Villemeur TB et al Management of neuronopathic Gaucher disease: a
European consensus. J Inherit Metab Dis 2001. v.24-p.319-327

Pastores GM, Weinreb NJ, Aerts H, Andria G, Cox TM, Giralt M, Grabowski GA, Mistry PK,
Tylki-Szymanska A (2004). Therapeutic goals in the treatment of Gaucher disease. Semin
Hematol 41(4 Suppl 5): 4-14.

Kaplan P1, Baris H, De Meirleir L, Di Rocco M, El-Beshlawy A, Huemer M, Martins AM,
Nascu I, Rohrbach M, Steinbach L, Cohen IJ Revised recommendations for the management
of Gaucher disease in children. Eur J Pediatr. 2013 Apr;172(4):447-58.

. MucTpykuus K JIEKapCTBEHHOMY npenapary:

http://grls.rosminzdrav.ru/Grls View v2.aspx?idReq=10644&t=
Neal J. Weinreb, Jack Goldblatt, Jacobo Villalobos, Joel Charrow, J. Alexander Cole, Marcelo

Kerstenetzky, Stephan vom Dahl, Carla Hollak. Long-term clinical outcomes in type 1
Gaucher disease following 10 years of imiglucerase treatment. J Inherit Metab Dis. 2012 Sep
14.

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.

Charrow, J., Dulisse, B., Grabowski, G. and Weinreb, N. (2007), The effect of enzyme
replacement therapy on bone crisis and bone pain in patients with type 1 Gaucher disease.
Clinical Genetics, 71: 205-211. doi: 10.1111/j.1399-0004.2007.00769.x

Sims, K., Pastores, G., Weinreb, N., Barranger, J., Rosenbloom, B., Packman, S., Kaplan, P.,
Mankin, H., Xavier, R., Angell, J., Fitzpatrick, M. and Rosenthal, D. (2008), Improvement of
bone disease by imiglucerase (Cerezyme) therapy in patients with skeletal manifestations of
type 1 Gaucher disease: results of a 48-month longitudinal cohort study. Clinical Genetics, 73:
430-440. doi: 10.1111/j.1399-0004.2008.00978.x

17


http://grls.rosminzdrav.ru/Grls_View_v2.aspx?idReg=10644&t

KP24

12. Uuctpykius K JIEKapCTBEHHOMY npenapary:

http://grls.rosminzdrav.ru/Grls View v2.aspx?idReq=36175&t=

13. Gonzalez, D. E., Turkia, H. B., Lukina, E. A., Kisinovsky, 1., Dridi, M.-F. B., Elstein, D.,

14.

15.

Zahrieh, D., Crombez, E., Bhirangi, K., Barton, N. W. and Zimran, A. (2013), Enzyme
replacement therapy with velaglucerase alfa in Gaucher disease: Results from a randomized,
double-blind, multinational, Phase 3 study. Am. J. Hematol., 88: 166-171. doi:
10.1002/ajh.23381

Pastores GM, Rosenbloom B, Weinreb N, et al. A multicenter open-label treatment protocol
(HGT-GCB-058) of velaglucerase alfa enzyme replacement therapy in patients with Gaucher
disease type 1: safety and tolerability. Genetics in Medicine. 2014;16(5):359-366.
doi:10.1038/gim.2013.154.

Giraldo P, et al. Safety and efficacy of velaglucerase alfa in children with type 1 Gaucher
disease: 2-year experience. Poster presented at the American College of Medical Genetics
(ACMG) Annual Clinical Genetics Meeting. Charlotte, North Carolina, USA. 2012, March
27-31.

18


http://grls.rosminzdrav.ru/Grls_View_v2.aspx?idReg=36175&t

IIpunoxenune Al. CocraB padoueil rpynnbl

KP24

BapanoB A.A., akan. PAH, mpodeccop, a.m.H., [Ipencemarens Hcnonkoma Coro3a menuatpoB

Poccumn.

Hama3zoBa-bapanoBa JI.C., akan. PAH, mnpodeccop,
Ucnonkoma Coro3za neauatpos Poccun.

Kyues C.U., ui.-xopp. PAH, n.m.H., pod.

I'ynpoouna O.C., k.m.H., uneH Coro3a neauarpoB Poccun
CasoctbsinoB K.B., k.0.H., wien Coro3a neguarpoB Poccun
ymkoB A.A., .0.H., wied Coro3a neauarpoB Poccuu
Jlykuna E.A., npodeccop, A.M.H.

3axaposa E.1O., 1.m.H.

Bummnesa E.A., k.M.H., wied Coro3a neauatpoB Poccuu
Komapoga E.B., 1.m.1., unen Coro3a neauatpoB Poccun
I'eBopksan A.K., k.M.H., wien Coro3a nenuarpoB Poccun

CrpicoeBa E.II., k. M.H.

ABTOpr MOATBEPKAAKOT OTCYTCTBHUE (l)l/IHaHCOBOi;I

KOTOPBIii He00X0AMMO 06HAPOIOBAT.

A.M.H., 3aMCCTHUTCJIb Hpez[ce;[aTenﬁ
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IIpunoxenue A2. Meron0J10rust pa3spadoTKi KJINHHYECKHUX PEKOMEH Al

HeseBasi ayTuTOPUS JAHHBIX KIMHHUYECKUX PeKOMeEHIAMii:

Bpauu-nieauatpsel, Bpauu racTpodHTEPOJIOTH;
JleTckue remaTosiory,

JleTckue xupypru;

Bpauu o0mieli mpakTuku (CeMeiHbIe Bpayn);
Cryaentsl MenuuuHckux BY3oB;

OOyuarommecs: B OpIMHATYpe U UHTEPHATYDE.

MeTtoasl, ncnoib3yeMble /s cOopa/celeKIMM J0Ka3aTeJIbCTB: [IOUCK B JJIEKTPOHHBIX 0a3ax
JTAHHBIX.

Onucanue MeTOJ0B, HCIOJB30BAHHBIX JJIsl OLCHKHM Ka4decTBa M CHJIbI J0Ka3aTeJlbCTB!
JI0Ka3aTeJIbHON 0a30i JUIsl peKOMEHJAli SBISIIOTCs myOsukanuu, Bouenmue B KoxpelHOBCKyIo
oubmumoteky, 6a3nl nanapix EMBASE, MEDLINE u PubMed. I'ny6una mowucka - 5 jer.

Metoabl, HCIIOJIb30BAHHBIE /ISl OLIEHKH KAa4ecTBAa U CHJIBI 10Ka3aTeJIbCTB:

®  KOHCEHCYC JKCIEpPTOB,;

®  OLIEHKA 3HAYUMOCTH B COOTBETCTBUU C PEUTUHIOBOW CXEMOM.
Metoabl, HCTIOJIb30BAHHbIE JIS1 AHATU3A 10KA3aTeIbCTB.

e  0030pHl OMMYOJIMKOBAHHBIX META-aHAJIN30B;

e  cucreMaruyeckue 0030pbl ¢ TaOIMIIaMU J10KA3aTENbCTB.

Onucanue MeTO10B, HCNOJIb30BAHHBIX /ISl AHAJIN3A I0KA3aTEJIbCTB

[Ipu or6ope mydauKanuii, Kak MOTEHIIMATIbHBIX UCTOYHUKOB J10KA3aTeIbCTB, UCIOIb30BaHHAS B
KaKJJOM HCCJIEJOBAaHUM METOJIOJIOTUS M3YydaeTcs AJii TOro, 4ToObl yOeAMThCS B €€ BaJMJHOCTH.
Pe3ynbrar u3ydeHus BIMSET HA YPOBEHb JOKa3aTeNIbCTB, IPUCBANBAEMbI MMyOJIUKaLlMU, YTO B CBOIO
ouepelib, BIMSIET HA CHIIy PEKOMEHAALNMN.

JIis  MHUHUMHM3AIMM  TOTEHLUUANbHBIX OIMMOOK KaXJ0€ MCCIelOBaHME OLEHHBAJIOCh
He3aBUCHUMO. JI100bIe pa3nuuns B OIEHKAX OOCYKIAINCh BCEH TPYIIONA aBTOPOB B MTOJIHOM COCTAaBeE.
[Ipu HEBO3MOXKHOCTHU AOCTHXKEHUS KOHCEHCYCa PUBJIEKAJICS HE3aBUCUMBIH SKCIIEPT.

Tadauubl 10Ka3aTEJBCTB: 3aN0JHAINCh ABTOPAMU KJIMHUYECKUX PEKOMEHAAINH.

Metoabl, HCTIOIb30BaHHbIE 1JIs1 GOPMYIHPOBAHUS PEKOMEHIAINH: KOHCEHCYC DKCIIEPTOB.

HNuauxaropsl nodpokadectBenHoii npaktuku (Good Practice Points — GPPs)
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Pexomennyemas 1oOpokadyecTBeHHasl MpPaKTHKa O0a3upyeTcsl Ha KIMHUYECKOM OIbITE aBTOPOB
pa3paboTaHHBIX PEKOMEH/IAIIHIH.

JKOHOMHUYECKUH aHATIU3

AHanu3 CTOMMOCTH HE TMPOBOJWICA U MyOnuKauuu 1o  (apMaKOdIKOHOMHUKE HE
aHAJIM3UPOBAIIUCE.

MeToa Bajiuaanum peKoMeH1amuii

e  Baewnss skcniepTHas OlCHKA.
e  BHYyTpEHH:A DKCIIEpTHAs OLCHKA.

Onucanue MeToa BAJIUAANNMA PEeKOMEH AU

Hacrosmue pekoMeHauu B mpeiBapuTeIbHON Bepcrun ObLITN PELIEH3UPOBAHbI HE3aBUCUMbBIMU
9KCIIEPTaMU, KOTOPBIX, MPEXKAE BCEro, MOMPOCUIN MPOKOMMEHTUPOBATH, HACKOJIBKO JOCTYIHA IS
MTOHUMAaHMSI UHTEPIIpETaIHs I0Ka3aTeIbCTB, JEKaIasi B OCHOBE PEKOMEHJAalHi.

Ot Bpaueil NEpPBUYHOTO 3BEHA IIOJY4YEHbl KOMMEHTAapUM B OTHOLIEHUM JOXOJYUBOCTH
W3II0KEHUS TAaHHBIX PEKOMEHJAIN, a TaKKe MX OICHKA BaXHOCTHU IPEAJiaraeéMbIX PEeKOMEHAALNMN,
KaK MHCTPYMEHTA MOBCEIHEBHOM MPAKTUKH.

Bce koMMeHTapuu, T™ONy4Ye€HHBIE OT OKCHEPTOB, TIIATENbHO CHCTEMAaTH3UPOBAIUCH U
00CyXIaIHCh WiIeHaMH pabodeld rpynisl (aBTOpaMu pekoMeHaanuii). Kaxapiii myHKT 00CyXaaics B
OTJEIbHOCTH.

KoHncynbTanus v 3KkcnepTHas OLeHKAa

[Ipoekt pekoMeHnaluii ObLI PELEH3UPOBAH HE3AaBUCHUMBIMU JKCIEPTaMH, KOTOPBIX, MPEKIE
BCEr0, MONPOCHUIN MPOKOMMEHTHPOBATh JOXOAYUBOCTh U TOUHOCTH MHTEPIPETALMM JOKAa3aTEIbHON
0a3bl, JIeKallei B OCHOBE PEKOMEHIAIH.

Pa6Gouas rpynna

JUis OKOHYaTeNbHOM pelakuMM M KOHTPOJS KayecTBa PEKOMEHJaluu ObUIM TOBTOPHO
[IpOaHAIM3UPOBAaHbl YJeHaMH paboyeill Tpynmbl, KOTOpble MPHUILIM K 3aKIOYEHHIO, 4YTO BCE
3aMeYaHusl 1 KOMMEHTapUU SKCIEPTOB MPUHATH BO BHUMAHUE, PUCK CUCTEMAaTHUECKUX OLIMOOK IpU
pa3paboTKe peKOMEHIAIMi CBEIEH K MUHUMYMY.

OcHOBHBIE peKOMEHAAIUN

Cuna pexomenjanuii (1-2) Ha OCHOBaHMM COOTBETCTBYIOIIMX YpOBHEH foka3aTenbeTB (A-C) u
WHIUKATOPBI A00poKauecTBeHHOM mpaktuku (Tabm. 1) — good practice points (GPPS) mpuBosTcs

IIpH U3JI0KCHUU TCKCTa pCKOMeHHaHHﬁ.

Tabamuna I11 - Cxema 111 OLIEHKU YPOBHSI PEKOMEHJallui

Crenens goctoBepHocTn | CooTHomeHne pucka | Meromonoruueckoe kauectBO | IlosicHeHus o
pexoMeHaal Uil U IIPEUMYILIECTB AMEIOIINXCS T0Ka3aTEIbCTB IIPUMEHEHHIO
pexoMeHaauni
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1A ITone3a otueTuBo | HanexHsie HernpoTuBopeuuBsle | CuibHas

CuabHasn HpeBaIupyeT HaJl | 0KAa3aTeNbCTBA,  OCHOBaHHBIC  HAa | PEKOMEHAAIMS, KOTOpas

pexoMeHaanms, pHCKaMH ¥ 3aTpaTamMy, | Xopomo BbIMOMHEHHbIX PKW  wim | MOXKET HCIONB30BaThCA

OCHOBaHHAasl Ha | Jm00 HaoOopoT HEOIPOBEPKUMEIE JTOKa3aTeIbCTBa, | B OOJBITMHCTBE

JA0Ka3aTeJbCTBAX MPE/ICTABICHHBIE B KAKOI-TNO0 Apyroi | ciydaes y

BBICOKOT'0 Ka4ecTBa thopwme. MIPEUMYILIECTBEHHOTO
JlanbHeiime uccieoBaHusl BpsJ JH | KOJMYECTBA ITal[IEHTOB
M3MEHST Hallly YBEPEHHOCTh B OLICHKE | 0e3 KaKux-J1moo
COOTHOIIECHHS TOJIB3bI U PHCKA. N3MEHEHHUH u

HCKJIIOYEHHH

1B IMons3a oryeTiMBO | Jloka3aTenmbcTBa,  OCHOBaHHBIE  Ha | CuibHas

CuabHas IIPEBAIPYET Hax | pesynbratax PKMHM, BBINONHEHHBIX C | PEKOMEHJALHSA,

pexoMeHaanus, pHCKaMH ¥ 3aTpaTaMy, | HEKOTOPBIMHU OTPaHWYCHUSMHU | IPUMEHEHHE  KOTOPOH

OCHOBaHHasI Ha | Jmbo HaobopoT (mpoTuBOpEUUBEIE pe3ysbTaThl, | BO3MOXHO B

JA0KAa3aTeJbCTBAX METO0IOTHYeCKHe OUIMOKH, | OOJBIIMHCTBE CIIy4aeB

YMEPEHHOI'0 KaueCTBa

KOCBEHHBIE WM CIIy4ailHble U T.IL.),
b0  IpPYrMX BECKHMX OCHOBAaHMSIX.
JlanpHeime uccaeaoBanus (eciiu OHU
MIPOBOIATCSA), BEPOSITHO, OKaXyT
BIMSHAC Ha HAOly YBEPCHHOCTH B
OIIEHKE COOTHOIICHHS TOJB3bI U PHUCKA
nu MOFyT N3MCHUTH €C.

1C

CuiabHas
peKoMeHIanmsI,
OCHOBAHHAN Ha
J0KA3aTeJbCTBAX
HH3KOr0 Ka4ecTBa

[Tonb3a, BEPOSITHO,
OyneT mpeBaUpOBAThH
HazxQ BO3MOXXHBIMH

PHCKaMH U 3aTpaTaMH,
100 Ha00OPOT

JlokazaTenscTBa,  OCHOBaHHBIE  Ha
00cepBaIHOHHBIX HCCIIeIOBAHMSIX,
0ECCUCTEMHOM KIIMHMYECKOM OIIBITE,
pesynbratax PKU, BBINONHEHHBIX C
CYIIECTBEHHBIMHA HeIOCTaTKaMH.
Jlrobas OIICHKa a¢dekra
pacLeHNBACTCS KaK HEOTPEICIICHHAsL.

OTHOCHTENIHLHO CHIIbHAS
PEKOMEHAITUS, KOTOpast
MOJET OBITh H3MEHEHa
npu MOJy4eHUU
JIOKa3aTeIbCTB  Oolee
BBICOKOI'O KauecTBa

2A

Ciaabas pexkomeHaaunus,
OCHOBAHHAN Ha
JI0KA3aTeJbCTBAX

BBICOKOI'O KayeCcTBa

Ilonp3a comocraBuMa
c BO3MOKHBIMH
pHUCKaMH U 3aTpaTaMu

Hanexueie JI0Ka3aTesbCTBAa,
OCHOBaHHBIC Ha XOPOIIO BHITOJHEHHBIX
PKU unu noarBepAECHHBIE APYTUMU
HEOIPOBEPKIMBIMH JaHHBIMHU.

JlanmeHeWme WCCIeIOBaHUS BPSI JIA
M3MEHAT HAllly YBEPEHHOCTHh B OIICHKE
COOTHOIIIEHUS TIOJIB3bI M PUCKA.

Cnabast peKOMEH/ a1

Bri6op HaWITy4IIei
TaKTUKHA Oyner
3aBHCETH oT
KITMHAYECKON CHUTYaIH
(o6cTosiTEeNnbCTB),
ManMenTa J3R07S
COLMATLHBIX
MPEANOYTEHUM.

2B

Caabas pexomeHaanusi,
OCHOBaHHasI HA
JA0Ka3aTeJbCTBAX

YMEpPEHHOI0 KaYyecTBa

TTonp3a comocraBuMa
c puckamu u
OCJIOKHEHUSAMU,
OJIHAKO B DTOM OIIEHKE
eCcTh
HEOIPECICHHOCTD.

JlokazarenbcTBa,  OCHOBaHHBIE  Ha
pesynbratax PKU, BBINONTHEHHBIX C
CyIIIECTBEHHBIMHU OTpaHUYECHUSIMH
(TIpoTHBOpEUNBEIE pe3yNbTaThl,
METO0JIOTHYECKHe nedexThl,
KOCBCHHBIC WM CJIy4allHBIE), WITH
CUJIbHbBIE JI0Ka3aTeNnbCTBa,
MpeJICTaBICHHBIC B KAKOU-TNO0 APYTroi
thopme.

JansHeimue uccieaoBanus (eciau OHU
MIPOBOIATCS), CKOpPEEe BCETO, OKAKYT
BIIMSIHHE Ha HaANly YBEPEHHOCTH B
OIICHKE COOTHOIICHUS IMOJIB3bI U PUCKA
W MOTYT U3MEHUTE e€.

Crnabast peKOMEHIAIIHS.

AnbTepHaTUBHAS
TaKTHKA B
OTIpeNIeNIeHHBIX
CUTYaIIUsAX MOJKET

SIBUTBCS ISl HEKOTOPBIX
NaLUEeHTOB JYYIIUM
BEIOOPOM.

22




KP24

2C

CaabGas pexomeHaamusi,
OCHOBaHHast Ha
J0KAa3aTeJbCTBAX

HU3KOIo KayecrBa

HeonHo3naunocts B
OLIEHKE COOTHOILEHMS

MOJB3BI, PUCKOB W
OCJIOKHCHMH, II0JIh3a
MOJKET OBITH
COIIOCTaBHUMa C
BO3MOIKHEIMH
pucKaMu u
OCJIOKHCHHSIMH.

Jloka3zaTenbcTBa,  OCHOBAHHBIE  Ha
00cepBaIMOHHBIX HCCIIENOBAHMAX,
0ECCUCTEMHOTO KJIMHHYECKOI'O OIIBITA
503071 PKU C CYLIECTBEHHBIMU
HEIOCTAaTKAMH. JIro0as OILIEHKA
addekra paciieHuBaeTCs Kak
HEOIpe/ICIICHHAS.

OueHp cinabas
PEKOMEHIAITHS;
aNbTePHATHBHBIC
MOJXOIBl MOTYT OBITh
HCIIOIB30BaHBI B

PaBHOI1 CTENEHU.

*B tabmuire nudpoBoe 3HAYCHHWE COOTBETCTBYET CHIIE PEKOMEHJAIUH, OYKBEHHOE - COOTBETCTBYET
YPOBHIO JIOKa3aTeIbHOCTH

AKTyaJu3aums JaHHbIX KJIMHUYECKUX peKOMeHJauuii OyaeT NMPOBOAUTHLCH He peke, YeM

oavH pa3 B Tpu roaa. [lpunsitue peumieHust 00 00HOBJIeHMH OyJAeT NMPUHATO HA OCHOBAHMU

npeunomeﬂnﬁ, npeacraBJd€HHbIX MEAUUUHCKUMHU l'lpO(l)eCCHOHa.]'ILHI)IMI/I HEKOMMEPIECCKUMU

opranum3alnusiMmu € y‘-léTOM pe3yJabTaToB KOMILJIEKCHOM OIleHKH JJEKAPCTBCHHLBIX IpernapaTros,

MeIMUIMHCKUX H3/1eJIHil, a TAKKe pe3yIbTATOB KIMHUYECKO anpodanuu.
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Ipunoxenne A3. CBsi3aHHBIE JOKYMEHTBI

IMopsinku okazaHuss MeauUMHCKOM momomu: Ilpukaz MuHucTepcTBa 3ApaBOOXpPAHEHUA U
conraibHOro pazButusi PO ot 16 ampens 2012 r. N 366H "O6 yrBepxkaenuu [lopsiaka okazaHus

neauaTpuieckoi momouu"

Crangaptbl oka3aHusi MeauIUHCKOW momomu: [Ipukaz Munsznapaa Poccum ot 20.12.2012 N
12001 "OO0 yTBEpKIeHUM CTaHAApTa MEPBUYHONW MEIMKO-CAaHUTAPHOW MOMOIIU JIETAM IPH JPYTHX

HapyLICHUSX HakorieHus aunuaoB (6one3nu [omie)" (3apeructpupoBano B Muniocte Poccun

07.03.2013 N 27549)
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IIpunoxenue b1. Anropur™m BeneHusi nangueHTa ¢ 60Jesubio I'ome

[TarenT ¢ mogo3peHueM Ha 6ose3Hs ["omre (cTp.

\ 4

Junarnoctuka ctp.7

Koncynpranus
MIPOGUIEHOTO Jlnarsos
CIleUaInucTa MOATBEPKICH?

HET MOHHTOPHHT
COCTOSIHUS TIAIMEHTOB
(ctp. 15)

Ectp nmokazanug x
®3T? Crp 12

Ha3nauenue ®3T B
crauuoHape ctp. 12

v

MOHI/ITOpI/IHF COCTOSAHUA ITAalTMCHTOB,
nonyyatommx O3T c1p 14
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Ipuioxenue B. Unpopmanus 1 naueHToB

bonesnp IN'ome (BI') — »aTo HacneacTBenHoe 3abosieBanue. s moaeit ¢ BI' xapakrepeH

HE/I0CTaTOYHBIN YPOBEHb AKTUBHOCTHU ()€pPMEHTA, Ha3bIBAEMOI0 TJIHOKOIIepeOpo3u1a3zoi. depMeHThl —
3TO BELIECTBA, KOTOpPBbIE MOMHMO JpyruX (GYHKIMH, [OMOTAIOT OpraHu3My pa3pyllaTh
HETIOJHOIICHHBIE KIIETKH. B pesynbraTe BpOXKACHHOW (epMeHTHOW HemoctarouyHocTH npu BI' B
KJIETKaX HaKaIJIMBaeTCs )KUPOBOE BELIECTBO, HA3bIBAEMOE IIIOKOLIEPEOPO3H L.

bI' mopaxaer M1l Kak MYXXCKOro, Tak M >KEeHCKoro mosa. O6a poaurens SsBISIOTCS
HOCHUTEIISIMU JIe(PEKTHBIX T€HOB U IMEPeNaloT uxX cBoeMy pedenky. Ommcano 6osiee 300 pazauyuHBIX
MyTalMii, TPUBOAALIMX K JedeKTy (epMeHTa, M KOTOpBIE CBs3aHBl C IIMPOKHM pPa3HOOOpazuem
KJIMHUYECKUX CUMITOMOB BI'.

ITporno3s BI" 3aBHCHT OT BBIpaKEHHOCTU KJIMHUYECKHUX IIPOSBICHUM.

®epmentHas 3amectutesnbHas Tepanus (DP3T) sBiasercs eAMHCTBEHHBIM 3()(EKTUBHBIM
MeToaoM jedeHus bl

Hasnauenue mnarorenernueckoir ®3T Ha paHHUX cTagusax 3a00JieBaHUS OIpPENEISIeT
ONaronpusATHBII NPOTHO3 W yJydyllaeT KayecTBO KU3HU Jered ¢ bI, mnpenorBpamas ux

MHBAJIUIU3ALHIO.

26
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KP24

MonekynsapHo-
TeHETUYECKOe
UCCIIEJOBaHHE

OCHOBHBIE CUMIITOMBI buoxumnueckuit Crenupuyeckuit
Mapkep, OMOXUMHUYECKUIT
MpeAnoaraonu Mapkep,
u HaJln4yue MOJTBEPK A0 I
3a001eBaHUs IMarHo3

Bomm B kocTax

AcTeHNYECKUH

CUHIPOM

3anepkka GU3NIECKOro 2 ! B-D-

1 TIOJIOBOT'O Pa3BUTHS LN TJIFOKO3MIa3bl
Xurorpuasuaassi | N

I'emaTomeranus v B JIEHUKOLIUTAX

B CBIBOPOTKE
CruieHoMeranus KpOBU
KpOBH
TpomboruTonenus
AHeMmus

IlaTosorus xocreit

CexBeHHUpOBaHUE
KOJUPYIOIINX U
MPUIECTAIOIINX
UHTPOHHBIX
oOJracreii reHa

GBA
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[puiaoxenne I'2. PacuundpoBka npuMevaHuii.

... — JeKapCTBEHHBIN npenapar, BXoasui B IlepedeHb KHM3HEHHO HEOOXOMMMBIX U BAKHEHMIINX
JIEKApPCTBEHHBIX TPEMapaToB JIsd MeauIMHCKoro mnpuMeHeHus Ha 2016 rox (Pacmopspkenue
[IpaBurensctBa PO ot 26.12.2015 N 2724-p)

..." — JleKapCTBeHHBIH npenapar, BXoasmui B IlepeueHb JIEKapPCTBEHHBIX IIPENAPATOB I
MEIUIMHCKOTO IPUMEHEHHS, B TOM YHUCIE JIEKapCTBEHHBIX IIPENapaTtoB Il MEAULHUHCKOIO
MPUMEHEHUSI, Ha3HAYAEMBIX [0 PELICHUI0 BpauyeOHBIX KOMHUCCHUI MEAMIIMHCKHX OpraHu3anuil
(Pacnopspxenune [IpaButensctBa PO ot 26.12.2015 N 2724-p)

L JIEKapCTBEHHBIM IIpenapar, BXoIdmuid B llepeueHb JIeKapCTBEHHBIX IIpenaparos,
npeJHa3sHauYeHHBIX Ui 00eCTIeYeHUs JIHII, OONBHBIX TeMOo(UINel, MyKOBUCIIHI030M, TUIIO(PHU3apHBIM
HaHU3MOM, 00J1e3HbI0 [ o11Ie, 3T0KaYeCTBEHHBIMI HOBOOOPa30BaHUSAMU TUMGPOUIHOMN, KPOBETBOPHOM

U pOACTBCHHLIX UM TKaHeﬁ, PacCCCAHHBIM CKIICPO30M, JIMII ITOCJIC TPAHCIIJIAHTAllUM OPraHOB H (I/IJ'II/I)

TkaHel (Pacnopspkenue [IpaButenscrBa PO ot 26.12.2015 N 2724-p)
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