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cDepMeHTHEUI 3aMCCTUTCIIbHAA TCPAIlud



Cnucok coxkpaueHui

AJIT — ananuHamMuHOTpaHcpepasza

ACT - acnmapraramMuHOTpaHcepasa

I'AI' - rmmMKO3aMHHOTIIMKAHBI

KT — xommbrorepHas Tomorpadus

JIAI' — makTaTaerugporenasa

K®K - kpearundocdoknnaza

MIIC - mykonosnncaxapuaos

MPT — marHuTHO-pe30HaHCHasi ToMOrpadust
TKM - TpaHCmiaHTalli KOCTHOTO MO3ra
VY31 — ynbTpa3ByKoBOE UCCIIEIOBAHNE

@B/l — ¢hyHKIHS BHEIIHETO BIXaHUS

@®3T — depMeHTHAsE 3aMeCTUTENbHAS TEPATTUS
D — menounas docdaraza

OKI - snexrpokapauorpadpus

OMI - snexkTpomMuorpapuu

OHMI - snektpoHeiipomMuorpadus

3x0-KI" — sxokapauorpadus

33T - snexTposnuedanorpadus



TepMI/IHLI H onpecacjacHus

HoBrie u Y3KOHAITPABJICHHBIC HpO(beCCI/IOHaJII:HBIC TCPMHUHBI B HACTOAIUX KIMHUYCCKUX

PEKOMCHAAIUAX HE UCIIOJIb3YHOTCA



1. KpaTrkast unpopmanus

1.1 Onpeneaenune

Myxkonoaucaxapugo3sl (MIIC) - rpynna HacieICTBEHHBIX OoJie3HEH oOMEeHa BEIEeCTB,
CBSI3aHHBIX C HapylleHueM MeTaboimsMa riMko3aMmuHoriukanoB (I'AD), mpuBoasiee K
MOPAKEHUIO OpraHoB M TKaHeil. OOycioBieHb JaHHBbIE 3a00JIeBaHUS MYTAllMSIMHU TEHOB,
KOHTPOJHUPYIOIIUX MPOLECC BHYTPUIN30COMHOTO THAPOIN3a MAKPOMOJIEKYIL.

Myxkonoancaxapuno3 |V tuna (Cunapom Mopkuo) -

(cMHOHHMMBI: 00J1e3Hb Mopkxkmuo, CIOHANIIO-3NU(U3apHAs JUCILIA3HS,
XoHJpoocTteoaucTpodus, aedopmMupyromas octeoxoHapoauctpodus, Mopkuo - bpaitnchopna
cuHApoM, Mopkuo - Yibpuxa cuiapom, K - Mykononucaxapuaos, 3KCIEHTPOXOHAPOILIA3HUS,
Jyrse - Menxuopa - Knayzena cunapom)

- HACJIEICTBEHHAas OONE3Hb HAKOTUICHUS, OOYCIOBIEHHAs Ae(DUIIUTOM IJHU30COMHBIX
THJIpOJIa3: TalakTo3aMuH-6-cynabdar-cynabdarazsl (MIIC IVA) wimm B-ramakrosumazsr (MIIC
IVB), oO0ycrnoBieHa OTJIO)KEHHEM B COCIMHHUTENbHOM TKaHM KeparaHCcynbdata u
XapaKTepu3yeTcsl 3HAYMTEIbHOW Jnedopmanuel ckenera W OTcTaBaHMeM B pocte. Bcee
BBIILICNICPEUHCIICHHBIC TPU3HAKY MTPUBOAT K MHBAIUU3AINH, A TIPU TSHKEIOM T€YSHUU O0JIe3HH

- K JeTalibHOMY Hcxony [1-6].

1.2 ITHOJI0THUS U IATOT€HE3

MIIC IVA, rer GALNS nokanu3oBan B XxpoMocoMHOU obnactu 16q24.3. MIIC IVB -,
red GBS nokanuzoBan B xpomocoMHoi obnactu 3q21.33. BaxxHO OTMETUTH, UTO MyTalus I'eHa,
KOJMPYIOIIETO -ranakTo3u1a3y, BEI3bIBACT TAKKe TaHTIHO31 103 TUMa .

Tun Hac/IeJ0BAHHUS: Hacne;[yeTc;I M0 ayTOCOMHO-PCIICCCUBHOMY THUITY.

1.3 DnuaeMuoJaorus

Pacnipocrpanennocts MIIC IVA 1:250 000 HoBopoxaennsix, MIIC IVB Bcrpeuaetcs

elie pexe.

1.4 KomupoBanue no MKBE-10

E 76.2 - Mykononucaxapuno3 |V tuna

1.5 IIpuMepbl IHATHO30B

0 Myxononucaxapuoosz IVA muna. Cmeno3 wielinoco u 6epxHecpyOHO20 omoeid
n0360HOYHO20 KaHana. Muenonamus weliHo20 o0Omoend CHUHHO20 MO32d.

BaﬂbeCHa}Z 06950]7]%61141/{}1 HUJMCHUX KOHellHOCmelz, cocmosHue nocie



onepamusHozo nedenus. IIpagocmoponnuii sxccyoamuenvii omum. Adenoudwvr [
cmenenu.  Ilpasocmoponnss — KoHOykmueHas — myzoyxocmv I cmenenu.
Heycmoponnuii  sxccyoamuenviii  omum. JleBOCMOponHss — CeHCoHespanbHas
myeoyxocmo I cmenenu. OU xamapakma 6mopuyHas HAYALbHAS, CMEULAHHbLI
acmuemMamusm. OD  Hauanvumas ~— cmaous — NOMYMHEHUs  PO2OBUL.
Heoocmamounocms mumpanoho2o u mpuxychudaivhozo xiananos. XCH Ocm.
Cocmosinue nocie HAOMbUYENIKOBOU KOppucupyrowetl ocmeomomuu  obeux
bedpennvix xocmeti om 20122., meduanvHoz2o cemusnughuzeooeza OUCMATbHOU

30HbL pocma negotl bedpennol kocmu om 201 5e.

1.6 Knaccudukanus

B 3aBucumMocTu OT MNEPBUYHOIO0 I'CHCTUYCCKOT'O ;[e(beKTa, MNPpUBOJAIICTIO K CHUKCHUIO

AKTUBHOCTH

JIN30COMHBIX (bepMeHTOB BBIACTIAIOT HECKOJIBKO TUIIOB

MYKOIOJIUCaxapua030B.(Tadm. 1).

Tab6aunua 1 - Knaccuduxanms (Homenknarypa) MIIC.

MII | Tun Cungpom I'en ®epmeHTHBIN AedekT Xpomo- | OMIM
C COMHast
JIOKau
-3a1Hs
I MIIC I I'ypaep IDUA | dedunut ansda-L- 4p16.3 | 607014
H UYpOHUIA3bI
MIIC I I'ypnep-1lleiie 607015
H/S
MIIC IS | leiie 607016
] MIIC II | XanTepa IDS Jeduut umm oTcyrcTBUE Xq28 309900
UAYypOHAaT-2-CynbdaTasbl
Jeduut umm oTcyrcTBUE
cynbpougypoHar
cynbdarazpl
Il MIIC Candununmno 252900
[ITA SGSH | edwunur remapan-N- 17925.
cynbdarazpl 3
MIIC NAGL | Hedwumut N-anerun-a-D- 17921. | 252920
111B U TJIIOKO3aMUHUIA3EI 2
Hedunut N-anermn-o-
TJIFOKO3aMUHH1A3bI
MIIC HGSNA | [lepuuut renapas-o- 8pl1.2 | 252930
IIIC T riroko3amuHug N- 1
arieTmITpancdepassl
MIIC GNS Hedumut N- 12914 252940
1D alleTUITITIOKO3aMHUH-0-
cynbdarazpl
IV | MIIC Mopkwo GALNS | deduuur ranakrozamun-6- | 16924/ | 253000
IVA cynbdarazpl 3




MIIC GLB1 | Hdedunur B-ramakrozunazsr | 3p21.3 | 253010
IVB 3
Vi MIIC VI | Maporo-Jlamu | ARSB | dedurut N- 5014.1 | 253200
areTwiIrajaiakTo3aMuH-4-
cynbdarazpl
VIl | MIIC Cnas GUSB | edwumur - 7921.1 | 253220
VI TJIIOKYPOHH1A3b1 1
IX | MIIC IX | Hegocrarouno | HYAL1 | ledpunut ruamypoHuaassl 3p21.3 | 601492
CThb 1
THaTypOHHU/IA3
bl

1.7 Kanau4eckass KapTHHA

OchosHvle KIuHuuecKue nposasieHus: 3HaYUTENbHbIE JeGopMalnuu cKelaera, 0COOCHHO
KOHEYHOCTEH U rpyHOi kietku [1-6].

Buewnuii 6uo: npetm poxnpaioTcss 0e3 mnpu3HakoB Oosie3HU. IlepBble CHUMITOMBI
MOSBIIAIOTCS B Bo3pacte 1-3 roma; k 7-8 rojaM KIMHUYECKass KapTHUHA YK€ IOJHOCTHIO
BbIpakeHa. OTMeuaeTcss OTCTaBaHUE B pocTe M (pusmueckoM paszButuu. Koxka yromeHa, ee
TYpProp U 3JaCTUYHOCTh CHIDKEHBI. MOTyT HaOII0aThCsl IUPOKUNA POT, KOPOTKHM HOC, PEIKHe
3yObl, BO3MOXXHO MCTOHYEHHE 3yOHOH sManu. AHOManus IpyJHOW KIIETKH, oOmias ciabocTh
MBI, X-00pa3Has aedopManys HOT, JUCIIIa3us Ta300epeHHBIX CYCTaBOB, YKOPOUYCHHE ILIEH.
HNHTemiekT coxpaHés.

Kocmnass cucmema: ©05Ie3Hb XapakTEpU3YeTCs KapiIUKOBOCTBIO (POCT B3pOCIOTO
6ompHOTO OKOJI0 80-115 cM), HEIPOMIOPIIUOHAIBLHBIM TEJIOCIOKEHUEM (OTHOCHUTEIBHO KOPOTKOE
TYJIOBHILE, MHUKpouedanus, KopoTkas Iues). Boipaxena nedopmanus ckenera, 0COOCHHO
IpyIHON KIIeTKH (KypuHasi, 60ukooOpa3Hast, KimiieBuaHas). OtMeuaercs KUPOCKOINO03 IPyIHOTO
U TOSICHUYHOTO OTHEJIIOB IO3BOHOYHMKA, MPU TYrONOJABM)KHOCTH KPYIHBIX CYCTaBOB
oTpenieNnsercsl pacciabieHne CBA30YHOTO amrmapara B MEJNKHX CYCTaBaX, YTO NMPUBOJIUT K HX
THIIEPMOOMIBHOCTH. BBISBISIOTCS KOHTPAKTYpPHI B JIOKTEBBIX, TUIEYEBBIX, KOJCHHBIX CYCTaBax;
BaJIbI'ycHast ie(hopMaIisi HUKHUX KOHEYHOCTEH, IIIOCKOCTOTIHE.

Opeanbl 3peHus: WHOTIa OTMEUAETCs IOMYTHEHUE POTOBHULIBI.

Llenmpanvnas nepenas cucmema: HauOoOJee YaCTHIM HEBPOJIOTHUECKUM OCJIOKHEHUEM Y
nauuentoB ¢ MIIC IV tuna siBnsiercsa meitHas muenonatus. [IpuunHON ciaBiieHHs] CIIMHHOTO
MO3Ta y 3TOH TPYNIbl MAI[MEHTOB SIBISETCS HECTAOMIBHOCTh HIWHBIX U TPYAHBIX (pexe)
II03BOHKOB. B cilyuae KOMIpeccuu CIIMHHOTO MO3ra B IIEWHOM OTAENE OTMEYAETCS NOpPaKEHHE
MUPAMHUIHOM CHCTEMBI, YTO MOKET MPHUBECTH BEPXHEMY BSJIOMY M HMKHEMY CIIACTUYECKOMY
napanapesy. [Ipu rpyObIX HM3MEHEHHSIX BO3HHKAIOT YCIIOBHUS JJISI KOMIIPECCHH KayJalbHOTO
OTZieNa CIIMHHOTO MO3ra, YTO IPHUBOAUT K PAa3BUTHIO BSUIOrO Iapanape3a Hor. Taxke MOryr
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UMETh MECTO HapyIICHUs Ta30BBIX (QYHKIMHA. MHTEIIEKT OOBIYHO HE HAPYIIEH WM YMEPEHHO
CHIDKEH. XapaKTEpHO CHIDKEHHE ClIyXa, C BO3pacTOM pasBuBaeTcd riayxora. CuHIpoM
3ansicTHOTO KaHana Juid nanueHTos ¢ MIIC IV tuna He xapakrepeH.

Cepoeuno-cocyoucmas cucmema: NOpPakeHUE cepAlla HAOIIOJAETCS AOBOJIBHO PEIKO Y
nereld. TunryHa HEAOCTAaTOYHOCTh a0PTAJIBHOTO KilamaHa, peke MuTpainpHoro. Kapanomeranus
OoOBIYHO HOCHUT BTOPWUYHBIM Xapakrep. Ha mo3gHem cpoke Oone3Hu mposiBIeHUS Ooee
BBIPA)KCHHBIE.

Kenyoouno-kuweunas  cucmema.  OTCYICTBYeT  remarociuieHoMeranus.  Yacro

BBIABJIAIOTCA ITYITOYHBIC U MTAXOBBIC I'PBIZKU, PACXOKACHUC ITPAMbBIX MBIIII] )KUBOTA.

2. /luarHocTHKA

Juaenoz MIIC |V ycmanagnusaemcs Ha 0CHO8AHUU COBOKYNHOCMU KIUHUYECKUX OAHHDIX,
Ppe3yIbmamos 1a60pamopHo20 UCCIeO08AHUsL U MOAEKYIAPHO-2EHEMUYECKO20 AHAIU3A
(IIpunoscenue I'l).

B omauuue om Opyeux munos, mykononucaxapuoozos IV mun xapaxmepusyemcs

omcymcmeuem CHUMNCEHUS URmMELIeKma, NOMYNHERUsA poco6UYysbl, 2cenaniocnieHomecaiuu [1'6]

2.1 ’Kaao0bLI 1 aHAMHE3

e [lpu cbope anamHesa u kajod cienyeT oOpaTUTh BHUMaHUE Ha CIEAYIOIINE )KaJo0bl U
aHaMHecTHuYeckue coobiTus [1-6]:
O yXyJIUIEHUE MEPEHOCUMOCTH (PU3MUECKUX HArPy30K, c1a00CTh B KOHEYHOCTSIX
M3MEHEHHE OXOIKI
CKeJIeTHBIE JieopMaIiu

HEJIOBKOCTb MEJIKOM MOTOPUKH

O O O O

00JM B CIIMHE, HOTaX, apecTe3ud (OHEMEHUE, MOI3aHNe «MYPAIIeK», TOKAIBIBAHHUE)

B 00JIaCTH KOHEYHOCTEN

@]

HapyLIeHHE KOHTPOJIs (GYHKIUI Ta30BBIX OPraHOB

O arHoO3 BO CHE

2.2 Du3nkaiLHoe 00CIeI0BAHNE

Buipasicennocms  kKnunuueckux npossienuti 8 3a8UCUMOCMU Om 8o3pacma oOedioma
paszauyrvix noomunos MIIC IV, npedocmasnenvt 6 [punoscenuu I72.
OcnosHvle usukanrbHvle nposasieHus - 3HAUUTENbHbIe JeQopMaluu CKeyera, 0COOCHHO

KOHEYHOCTEH U rpyHOi kietku [1-6].
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2.3 JIaGopaTopHAasi AMATHOCTHKA

PexkomennoBaH aHalM3  KOJMYECTBA M CHEKTpa [JIMKO3aMHUHOTJIMKAHOB,
3KCKPETUPYEMBIX C MOYOM.
KommenTapuu: npu neexkux ¢opmax MIIC IV moocem nabniodamvcs HOpMAaIbHAas

axckpeyus I'ATL,

PexoMeHI0BaHO HCCIIEIOBaHUE AKTUBHOCTH TaJlaKTO3aMHH-6-Cynbdar-cynbdarassl (B
cnyqae MIIC IVA), B-ranakro3unassl (B ciiyqae MIIC 1VB) B kynbType ¢pudpobiactos,
M30JINPOBAHHBIX JIEHKOIMTOB, MO0 B MATHAX KPOBH, BBHICYIIEHHBIX HA (pUIBTPOBAILHON
Oymare.

Kommenrapuii: y nayuenmos MIIC IN muna eviasnsemcs cHudx CeHue akmueHoCmu

gbepMeHmoe 8 3a8UCUMOCMU OM NOOMUNA

PGKOMGH,Z[OBaHO MOJICKYJIAPHO-TCHCTUYCCKOC MCCIICAOBAHUC. BBIABJIICHUC MyTaI_[I/Iﬁ B

renax GALNS (mns MIIC IVA) u GBS (ms MIIC IVB).

2.4 UHCTPYMEHTAILHAA TMATHOCTHKA

PexomenioBaHo npoBenieHHE yabTpa3zByKoBoro uccinenoBanus (Y3U) opranos OprourHoi

IIOJIOCTH, CCIIC3CHKH, ITOYCK.

PexomMeH10BaHO MPOBEICHUE PEHTIeHOrpa(Uu CKeJeTa.

KommenTapuu: swisgigiomes Oegopmayuu ckeiema, 0COOEHHO 2pYOHOU KlemKu
(Kypunas, 060uK000pasHas, KuUle8UOHAas), KUGOCKOIUO3 2PYOHO2O0 U NOSACHUYHO2O
0moenos No360HOUHUK. Bvisensiomces yniowenue u pacuiuperue men NO360HKO8, YeM
00bACHAEMC L XAPAKMEPHOe YKOPOYeHUe MYL08Ud U HeOObIYHO KOPOMKAS Ulesl.
Buipasicennviii yenooopasnulii kugos. Penmeen OMuHHbIX mpyouamvix KOcmel @ulseisen
He0opazeumMocmy MUpuU308, YKOpoueHue Kocmel Npeonieyvbs: JOKMesdas KOCMb He
oocmuzaem Jy4e3ansicmiozo cycmasd. M3menenvl KOCmMu masa: 8epmiydicHbie 6naoutbl
NAOCKUE U WUPOKUE, UX KPbIUA CKOUWEHA, KPbLIbs NOOB300UWHBIX KOCMell HenpasuibHOU

Gopmbi; KOHMYPLL 8cex KOCmell HeposHbLe, 20JI08KU OEOPEHHBIX KOCMell YNIOUeHbl.

PexomennoBano mposenenue snexkrpomuorpadpun (OMIY) u snexrponeripomuorpadus
(OHMI).

KomMeHnTapum: uccreoosanue noseonsiem OyeHumsv @OYHKYUOHATbHOE COCMOSAHUE
MbIUEYHbIX MKAHel, Hep8o8 U HePEHO-MbIUEYHOU nepeoaiy; CmuMYIAYUOHHAS

anexkmponetipomuozpagua (OHMI) nozeonsem onpederumsv coasnenue cpeOuHHO20
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Hepesa oasice 00 NOABNCHUS CUMNIMOMO8 U OOJIHCHA npoeodumbc;l, HA4YuHas ¢ sospacma 4-

5 nem eosrcezoono.
Pexomenj0BaHO NpOBEACHUE ayJUOMETPUH.
PexomeH10BaHO MpoBeeHNUE Ucce10BaHusl (PYHKIIMK BHeIIHero apixanus (OBJ]).

Pexomennyercs mpoBeneHue aekrposuiedanorpaduu (337).
KoMMeHTapuu: OCYIIECTBISIOT ISt KOHTPOJIS U3MEHEHUH (DYHKIIMHU KOPBI TOJIOBHOTO

MO3Ta ¥ ITyOMHHBIX MO3TOBBIX CTPYKTYP, CBOEBPEMEHHOW JMArHOCTUKH SIUICTICHH.

PexomeH10BaHO MPOBEICHUE TIOTUCOMHOTPABHH.

KommeHnTapuu: 011 Ouacnocmuku 0OCMPYKMUBHO20 ANHO3 CHA  NPOBOOUMCS
NOMUCOMHOZPAGUs, KOMOpAs NO360dem  Onpeoeiums  Xapakmep  OblXAMelbHbIX
HApyWeHutl (UCKIIOYUMb YEHMPALbHbIL 2eHe3, C63b ¢ 2unepmpoguell ao0eHouoos,

cepdelmoﬁ He0oCmMamo4HOCMbIO UIU KOMNJLEKC I’lpullI/lH)

PexomennoBano nposenenue 3iekrpokapauorpadpun (OKI) u sxokapauorpadpuu (Dxo-
KT)

KommenTapuu:  pecynspuoe  nposedenue  OKI,  Oxo-KI,  xoameposckoco
monumopuposanusa  IKI, cymounoco Momumopunea —apmepuanbHo2o — OdGleHUs.
HeoOX00UMO nayuenmam ¢ OAHHOU Namoaocueu, mak KaKk ¢ paHHe2o 803pacma y HUX

omMmeuaromes cepoeyHoO-cocyoucmslie HapyuleHus.

PexomMeH1I0BaHO TNpOBEJCHWE MarHUTHO-pe3oHaHCHOW Tomorpaduu (MPT) romoBHOro
MO3ra, IIeiHOTO OTAeIa

KoMmMeHTapum: kiunuueckas KapmuHa He8pOI0SUYECKUX NPOSGICHUL U pPe3Ylbmambl
00beKMUBHBIX Memod08 00ciedosanuss He 6ce20a Koppenupyom. Pe3yiemamol
MazHumuo-pe3oHancHou momoepaguu (MPT) eonosnozo mozea nayuenmos ¢ MIIC ne
ABAAOMCS OUACHOCMUYECKU 3HAYUMBIMU OJ1s ONpedeleHUs KOZHUMUBHO20 deduyuma.
CkpuHuHe Ha KIUHUYecKue U 6U3yaiu3ayuoHHble NPUSHAKU KOMIPECCUU CNUHHO20 MO32q.
Hecmabunbnocms — amaanmoakcuanbHo2o cycmasa moxcem Obimb — GulAGNeHa Npu
penmeenozpaguu  wetinoco omoena NO360HOYHUKA C  HA2PY3KOU, OOHAKO  OJiA
NOOMBEPHCOEHUSI KOMNPECCUU CNUHHO20 MO32a 6CLe0Cmeue YMoaweHus e2o 000104eK

mpebyemcs nposederue MPT.

PexomennioBano nposenenue komnbiotepHoit tomorpaduu (KT) ronosHoro mosra
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2.5 IluddepeHnuaibHasg TMATHOCTHKA

Hpoeodumc;z C pasiuvdHbiMu 6apuanmamu Hanusmda, HACIeOCMBEeHHbIMU 3a00/1e8AHUSIMU

cKenema, cOnpoBONCOAOUUMUCS CHOHOUIOINUPUIAPHBIMU HapyuleHusM,, [1-6].

3. Jleuenue

3.1 KoncepBaTuBHOE JIeUEeHHE

Depmenmosamecmumenvras mepanus paspabomand, 0OHAKO, 6 HAcmosujee 8pemsl
niekapcmeenHulil npenapam 6 Poccutickoii @edepayuu ne 3apecucmpupogan. Ilpenapam nokazan
C8010 2P eKkmusHOCmb 68 MeHCOYHAPOOHBIX KIUHUYECKUX ucciedoganusix. Ezo nasnauenue
BO3MOIICHO NO HCUSHEHHBIM NOKA3AHUSAM HA OCHOBAHUU PEUEHUs. 8PALeOHO20 KOHCUIUYMA.

Ouenw sadcno cumnmomamuyeckoe nevenue [1-6].

e PexkomeH0oBaHAa  KOPpEKLUs  HapylIeHMs] OCaHKHM, KOHTPAkTyp CYCTaBOB C
UCTIOJIb30BAHMEM  HEXHPYPTUYECKMX  METOJOB  BKIIOYAaeT  (U3MONPOLEAYpHl U

IIPUMEHEHUE OPTOINEIUYECKUX YCTPOUCTB.

e [lpu cuMnITOMaTUYECKON SMUIEIICUA PEKOMEHIOBAHO Ha3HAYEHUE AaHTUKOHBYJIbCAHTOB,
OJIHAKO JIO3UPOBKU PEKOMEHIYETCSI UCIO0JIb30BAaTh MEHbBIIIE CPEIHETEPANIEBTHUECKUX IS
CHIDKCHHSI PUCKA Pa3BUTHS BO3MOXHBIX HEXKeTaTeIbHBIX d3PPEKTOB.

KomMmeHTapumu: rnoobop aHmuxoHeyibcanma ocywecmeisiemcs HNCUXOHeBPOL02OM 6

3A6UCUMOCIU OM 8UOA npucmynoe, Jlokajaiuzayuu ovaca namoocu4eckol aKmusHOCHu.

e Koppekiuio cepAeyHO-COCYAUCTON HEIOCTaTOYHOCTH, AapTepUaIbHOM TUIMEPTEH3UU
PEKOMEHIyeTCsl MPOBOAWTH CTAHJAPTHHIMU METOJIaMH KOHCEPBATUBHOIO JICUCHUS,
MPUHATHIMU B JETCKOW KapAHOIOTHH.

KomMmeHTapuu: no noxazanusm pewaemcsi 0Npoc 0 HeoOX0OUMOCMU XUPYPSUHECKOl

KOppeKyuu.

e PexoMeHJI0BaHO MpPU PEUUAUBUPYIOIIUX OTUTAX, YACTHIX PECIIUPATOPHBIX 3a00JI€BaHUIX
BEPXHUX [JbIXaTEIbHBIX IIyTE€Hd IPOBEACHUE CUMIITOMATUYECKOM, IO IIOKA3AHUAM -
aHTUOAKTEpUABHOM Tepanmuud TpU OTCYTCTBUM TOKAa3aHUA K XUPYPrHUECKOMY

BMelIaTenbeTBy. [Ipu cHIDKEHNH cityXa — o100 M HOILIEHHE CITYXOBBIX aIllapaToB.

e [lpu oQTanbMONIOrHYECKUX HAPYIICHUSIX PEKOMEHIOBAHO IPOBEJICHHUE JICUCHUS II0
MOKa3aHMUsM, TM0A0Op TEpamuHu OCYIIECTBISETCS HAa OCHOBAaHUU OOLICTIPUHSTHIX

PEKOMEHIalMI 1O JICYUEHUIO COOTBETCTBYIOLIUX HO30JIOT M.
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3.2 Xupypruueckoe Je4eHue

L4 HpI/I Pa3sBUTHU CHABJICHUA CIIMHHOI'O MO3ra, HECTAOMJILHOCTH AaTJIAHTO-aKCHAJIBLHOTO

COYJICHCHUA PCKOMCHAOBAHO XUPYPIrui4CCKOC BMCIIATCIILCTBO.

e Jlpy HaMuuMM T1OKa3aHUKW K ONEPATHBHOMY JICUCHUIO WICHHONM MHUEIONATUU U
neopmanuii  KOHEYHOCTEH, TMEpPBOM PEKOMEHIOBAHO MPOU3BOJIUTH OINEPATUBHYIO
JIEKOMIIPECCUIO CIMHHOTO Mo3ra. TOJbKO Tpu ONarompusTHOM MCXOJIE JaHHOTO
BMEIIATEIbCTBA PEKOMEH/IOBaHA ONEepaTHBHAs KOPPEeKIHs AedopMaiuii KOHEUYHOCTEHl.
I[Io 1noka3aHusIM PEKOMEHJOBAaHO  OCYILUECTBIIATb XUPYPIrUYECKYK0  KOPPEKLHIO

negopMaruii KOHEUHOCTEH, UCTIPABIICHUE OCH HIDKHEH KOHEUHOCTH

e HecMmoTps Ha TO, YTO HECTAOMJIBHOCTh KPAaHHOLIEPBUKAJIHHOTO TNepexoja Hrpaer
BEIYILYIO POJIb B IIATOJIOTMM CIIMHHOIO MO3ra, pEKOMEHJIOBAHO PACCMOTPETH BOIPOC
MIPOBEACHUS ONEPATUBHON JEKOMIIPECCHH 0€3 OKLIUMUTOLEPBUKAIBHON CTaOMIU3aINH,
YTO MOXET OOYCIIOBUTh XOPOIIWE MOCTONEPAMOHHBIE pe3yibTaThl. Y CHEIIHbIC
pe3ynbTaThl HU30JIMPOBAHHOM JIAMMHAOKTOMUM C  HENPOAOJDKUTEIBHOM  IIEPHUOIOM
HaAOJIIOIEHUST YKa3bIBAIOT HA POJb MEPMAaHEHTHOTO TOBPEXICHUS CIMHHOTO MO3ra Ha
(oHe YTONIIEHUS IKCTPAAypaIbHBIX MATKUX TKaHEH, JOKa3bIBas COUETAHHBIN MaToreHe3

W3MEHEHUN KpaHUOLIEPBUKAIBHOTO MIEPEXO0/IA.

e B CJIydac MpOBCACHUA CIIOHAUIIOAC3a IMOCJIC MPOBCACHUEC ONCPATUBHOI'O0 BMCIIATCIILCTBA

B TCUCHUC MUIMTCIIBHOI'O BPECMCHU PCKOMCHIOBAHO HOICHUE I'aJi0o-aIlrapara.

e Jlpyu HanMuuM MOKAa3aHUN PEKOMEHIOBAHO IIPOBEICHUE JPYIUX XUPYPrHUYECKHUX

BMCHIATCIILCTB: aICHOTOMHHU, TOH3UJUISKTOMUH, I'PBIXKCCCUCHU .

4. PeaOnauranus

Iayuenmy ¢ myxonoaucaxapuoozom IN muna guszuomepanesmom u epavom-JIOK
paspabamuleaemcsi UHOUBUOYANbHBIN KYPC PeabUulumayuy, SKIoUAoWuUll Maccaxic, iedeOnyio
Quskyremypy, @uzuomepanesmuyeckue npoyeoypvl (MASHUMOMEPANUI, MePMOMePanuio,
VOApHO-BOTHOBYIO MEPANUI0, Memoo OUOOSUHLECKOU 0OPAMHOU C8:3U U Opyaue NPoyeoypsl).

Peabunumayuonnvie  xypcot  (maccaxc, JIOK,  ¢usuonpoyedypwi,  ncuxonoco—
nedazozuveckasi NOMOWb) JCeLAMeNbHO NPOBOOUMb 8 YCI0BUSIX OHEBHO20 CMAYUOHAPA
nposooumcs ¢ yacmomoul 3-4 paza 8 200, OIUMENLHOCMb — ONPEOeNsemcs MANCECIMbIO
COCMOSIHUSL U OMBEMOM HA NPOBOOUMbBLE MEPONPUSINUSL.

Ilcuxonozo-neoazozuueckasn nomouiob
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Ilposooumcss 6 Kkomnaekce peaburumayuounsvlx meponpusmui. Koppexyuonno-
neodazoeuueckoe 6030elicmeue onpeoensiemcss 8 3a8UCUMOCIU OMm MAXCeCmu U OIUMETbHOCMU
meyeHust OONe3HU, CMPYKMYPbl HAPYULEHUL 300P08bsI, CIeneHu HedoPa38umusi NO3HABAMENbHOLL
0esimenbHOCMU, Muna 3MOYUOHATbHO2O Peazuposanus, 0COOeHHOCmel No6edeHust pebeHKda.
Brarouenue koppekyuonHo-nedazo2uiecko2o conpo8oNCcOeHUst 8 KOMIIEKC 60CCMAHOBUMENbHBIX
Mmeponpusimutl obecneyusaen OONOJHUMENbHYIO OYEHKY OUHAMUKU NCUXUYECKO20 PA36UMUs KAK
O00H020 U3 BAJICHBIX NOKA3amMenell COCMOsHUL 300p0o6bs, Nosvluiaem dhgdexmusHocmo
mepanesmu4eckux eMeulamenbCmes, CHUNCaem 3KOHOMUYeckoe Opemst OaHHOU NAmoiocuu 3a
cuem  coyuanuzayuu  NAYUEHMO8 U COXPAHEHUS.  NCUXOJLOSUYeCKO20  NOMEHYUAnd
MpyO0OCNOCOOHBIX YIEHO8 CEMblU.

Iannuamuenas nomowo

Heobxooumo okasanue ececmoponneti nomowyu (MeOUYUHCKOU, NCUXOCOYUATLHOU U
MAMEPUATLHOU) OemsIM C HeU3NeHUMbIMU 02PAHUMUBAIOWUMU CPOK JHCU3HU 3aboneeanusimu. B
COCMA8 NALTUAMUBHBIX CLYHCO 6X005IM 8PAYU, MEOUYUHCKUE CeCMPbl, NCUXON02U U COYUATIbHbLE
pabomuuku. Hecmompsi na msdicenoe cocmosiHue U NOCMOSHHYIO NOMPEOHOCMb 8
MOHUMOPUHEE, 6Ce NAYUEHMbl NPEUMYUWECMEEHHO HAX00AMCS 00MA 6 Kpyey C80ell cembu U
opyseil. OcCHOBHOU yenvlo pabomvl NALIUAMUBHBIX —CAYIHCO AGNISAEMCs  CO30aHUe  6Cex
HeoOX00UMbIX YCLo8Ull 0151 0becneyeHUs HaxoHcoeHus: DOIbHbIX 8 OOMAWHUX YCIO8USX, d HE 8
CMeHax J1e4ebHO20 YUPeNHCcOeHUs, 4mo NO360Jislem He MOJIbKO YIVHUUMb KA4eCmE0 HCUZHU
OONLHBIX U UX CeMell, HO U CYUWeCMBEHHO CHU3UMb 20CYOAPCMBEHHbLE 3ampanmsl HA NOCMOSIHHOE

CmMayuoHapHoe 1evenue maKux nayuennios.
5. IlpouinakTuka ¥ JUCHIAHCEPHOE HAOII0eHHE

5.1 Ilpopnaakruka

Cembsam ¢ O0IbHBIMU OeMbMU PEKOMEHOYeM st MEOUKO-2eHeMUYecKoe
KOHCYIbMUPOBAHUE C YEbI0 PA3BACHEHUs. 2eHemu4ecko2o pucka. Kax u npu opyaux
aymocomHo-peyeccusHulx 3abonesanusix npu MIIC mun |V, ons kaxcooii bepemennocmu puck
podicoenus pebenka cocmasnsem 25%. B cemvsx, 20e ecmb O0IbHOU peOEHOK, Cyujecmsyem
BO3MOINCHOCHb NPOBEOCHUSL NPEHAMAILHOU U NPEUMNIAHMAYUOHHOU Ouachocmuku. C 2moil
Yenvio 2eHemuK peKoMeHOyem pooumensim COOMEenCcmayowue OUazHOCMUYecKue

nabopamopuu u MeOUYUHCKUe YeHmpbl.
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IIpenamanvHas OuaeHOCMUKA 803MONCHA NYMeM U3MePeHUs AKMUBHOCMU pepMeHmos
6 Ouonmame 6opcun xopuona Ha 9-11 Hedere Gepemennocmu. [[ns cemel ¢ U38ECMHbIM

2EHOMUNOM  803MOJHCHO npogederue J{HK-ouaznocmuxu.

5.2. Mouutopuur cocrossuug aereii ¢ MIIC

3abonesanue umeem MynIbMUCUCIEMHYIO NPUPOOY U HeoOpamumbvle, npocpeccupyrouue
KAUHUYecKue NpossieHus, Ymo 00yciosiueaem HeodXoouMocms HAOI00eHUs: He MObKO V3KUMU
cneyuaiucmamy  (OMOPUHONAPUH2ONI02AMY, — XUPYP2aMU-OPMONeoamu,  0pmanbMoLo2amu,
Kapouono2amu, nYIbMOHONI02AMU, He8ponamono2amu, cmomamono2amuy), HO U
@uzuomepanesmamu, 1020n€OAMU, NCUXOTO2AMU U PAOOMHUKAMU NALIUAMUBHBIX C1yaco [1-6].

Tlayuenmul ¢ 0anHol HO30102UEl OONNHCHBI NOCMOSHHO HAXOOUMbCS NOO HADIIOOeHUeM,
1 paz 6 6-12 mec. (8 coomeemcmeuu ¢ maANHCECMbIO COCMOSIHUSA) NOKA3AHO KOMNIEKCHOE
obcnedosanue 8 MHOZONPOPDUIbHBIX CIMAYUOHAPAX. [[TUmenbHOCMb HAX0HCOeHUsl 8 CMAYUOHApe
/ Oneenom cmayuonape 21-28 oueil.

Habniodenue 6onvubix no mecmy ocumenbcmea (6 amoOy1amopHO-NOIUKIUHULECKUX
VCI08UAX) OO0NHNCHO OCYWeCmBIAMbCsl NOCMOAHHO. JlabopamopHvlie u UHCMpPYMeHmAalbHble

00C1e008aHUsL U PEKOMEHOYeMAs Yacmoma ux nposedenusi npeocmasnena 6 Ilpunoscenuu I°3.

6. I[OHO.]IHI/ITC.]ILHaﬂ I/IH(l)OpMaHI/Iﬂ, BJINAIOIIIAA HA TCHCHHUEC U UCXO0Q

3a00J1eBaHUA/CMHAPOMA

6.1 Oco0EeHHOCTH AHECTE3N0JOTHYECKOro Nocoous

Ilpu nposedenuu obwell anecmesuu HeOOXOOUMO NOMHUMbL O BbICOKOM PUCKE
KOMApeccuy CRUHHO20 MO032a 6CIe0CmEUe HeCmadUuIbHOCMU AMAAHMOAKCUAIbHO20 CYCMABA.
Kopomkass wes, oepanuueHue noOBUNCHOCMU HUICHEU UYelloCmu, YeeludeHue s3biKd,
BbLIPAdICEHHAsL 2unepmpo@us A0eHOUO08 U MUHOAIUH CO30ar0m npoOaeMbl Npu NPO8edeHUU
AHeCMe3UoNI02ULeCKO20 NOCOOUs, NOIMOMY NpeOnoumeHue ciedyem omodeams MeCmHOMY UTU
pecuonanrbHomy obesdonusanuio. Ilayuenm npedeapumenbHo KOHCYIbMUPYEMCs KapOUOIOZOM,
OMOPUHONAPUHSOTIOZOM, — AHECMe3UoN020M, Hegponamonozom. Qbs3amenvHo  npogedeHue
NONHO2O  KAPOUOIOSUHECKO20 00CIe008aHUs, NOAUCOMHOZpAduU (0111 BbIA6NIeHUs CHeneHuU
ObIXAMENbHBIX HAPYWEHULL), NPU He0OX0OUMOCIU - IHOOCKONUU HOCO2TOMKU U KOMIbIOMEPHOU
momoepaghuu neckux. Onepamueroe emMeuamenbcmeo ¢ anecmesueti HeoobXooumo nposooUms 8
KPYRHBIX MeOUYUHCKUX yeumpax, umeiowux OPUT, max kax ummybayus u nocieoyiowas

3Kcmy6auuﬂ Y maxKux nayuermoe mMoaHcent 6bl36anb 3ampy0HeHuﬂ.
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6.2 Ucxoapl M IPOrHO3

Jlemanvnvii ucxo0 Hacmynaem 00 Oocmudicenus eospacma 20 nem 6credcmeue
cepoOeuHo-1e20YHOU  HeOOCMAMOYHOCMY, — pa36usaloujelicss Ha @QoHe UHMEPKYPPEeHMHbIX
3abonesanull. Bo3mooicHa — eHesanHas cmepmb & pe3yivmame  CMeuwjeHus  amiaHmo-

oKyunumaibHocO CO4Yl1eHEeHUA U noepeofcdeHuﬂ cmeoJjia mosed.

KpuTepun olleHKH Ka4ecTBA MeTHIMHCKOM IMOMOIIH

Tab6umna 1 - Oprann3alinoOHHO-TEXHUYECKHUE YCIOBUS OKA3aHUS MEIUIIMHCKON TOMOIIH.

Crneunanu3upoBaHHasi MEIUIIMHCKAS TOMOIIb
Bua MeaunuuHCKOH MOMOIIH

YcaoBus okazaHus CranuoHapHO / B JHEBHOM CTallMOHape
MeIMIMHCKOM MOMOILIH
®opMa oxkazaHusd IInanoBas

MEIUIHHCKOHN MOMOIIH

Taoauna 2 - Kpurepuu kauecTBa 0Ka3aHUsl MEJUIIMHCKOM MMOMOIIH

YpoBeHb JOCTOBEPHOCTH
JI0Ka3aTeNnbCTB U

Ne Kpurepnii yOeIuTeNbHOCTH

PEKOMEH 1Al — HU3KU I
(koHCeHCyC dKcIepToB -D)

BrinosnHeHo onpeaeneHne akTHBHOCTH T'ajlaKTO3aMUH-06-
cynbdar-cynbdarassl (B cimyuae MIIC IVA), B-
ranakro3uassl (B caydae MIIC IVB) B kynbrype
($ubpoO6IACTOB, U30IMPOBAHHBIX JIEHKOIIUTOB, KOO0 B
MSATHaX KPOBH, BBHICYIIEHHBIX HA (PHIIBTPOBAIBHOM Oymare
W/WIIHA MOJICKYJISIPHO-TE€HETHUECKOE UCCIICI0BaHUE:
BeIsiBNieHHE MyTanuii B reHax GALNS (mns MIIC IVA) u
GBS (s MIIC IVB).

2 BrinoaseHo ONpCACIICHUC TJIMKO3aMUHOTIMKAHOB MOYH,
C€CJIM HC UCCIICAOBAJIMCH B MPCAIICCTBYIOIIHC 6 MECiALa

3 BrinosnneHo sxokapauorpadusi, eciau He TPOBOAUIOCH B
npenuiecTpyromue 12 mecsies

BrinosiHeHO onpesienieHne pa3MePOB NIEYEHU U CENE3EHKU
4 | M0 MaHHBIM YJIBTPa3BYKOBOI'O UCCIIEJOBAHMSI, €CIIH HE D
IIPOBOJMJIOCH B MOCJENIHUE 6 MECSLIEB

BrInosHEHO yIbTpa3ByKOBOE MCCIIEN0BAHNE TIOYEK, ECIIU

° HE IPOBOAMJIIOCH B IocieHNE 18 MecslieB D

6 Brinosnnena snexrposnuedanorpadus, eciau He D
IIPOBOJMIIACH B NociaeaHue 18 Mecsies

7 Brinosnnena snekTpokapauorpadusi, eciiu He D
IIPOBOJMJIACH B NOCIEAHNUE 6 MECSLIEB

8 BrinosnHena peHrreHorpadus OpraHoB IpyIHON KIETKH, D

€CJIM He MPOBOAMIIACH B mocieaHue 12 mecsien

BrinosHeHna MarHUTHO-pe30HAHCHAs TOMOrpadus
9 | weitHOTO OT/ENa MO3BOHOYHUKA, €CIIM HE poBoauiIack B | D
nocyegHue 24 Mecsues

BrinosnHena koMrpioTepHas ToMorpadus WM MarHUTHO-
pe30HaHCHAasi TOMOrpadusi FOJIOBHOTO MO3T'a, €CIIU He

10
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IIPOBOJWIIACH B NOCIEAHNE 24 MeCsLEB

11

BrinosiHeHO onpenieneHne CKOpOCTH HEPBHOM
IIPOBOJMMOCTH, €CJIM HE MPOBOJWIOCH B NIOocaeaHue 12 D
MeCSIEB

12

Brimosnena nonvcomMHorpadusi, €cid  He POBOAMIACH B
nocienaue 24 Mecsaren

13

Brinosnnena pentreHorpadus ckeneTa, eCiiy He
ITPOBOJMIIACH B nocaeanue 12 mecsies

14

BrinosHeHa MarHUTHO-pe30HaHCHAst TOMOrpadus win
KOMIBIOTEpHAast TOMOTpadusi CKeJeTa, eciid He D
IIPOBOJMIIACH B NocaeaHue 18 mecsies

15

BelnonHena ayimoMeTpus, €CJIM He IIPOBOINIIACH B D
nocienuue 18 Mecsames

16

BelnonHena KOHCYIbTalMs BPAYOM-KapAUO0JIOTOM IIPU
HaJIM4YUU NATOJIOTUH CEPACUYHO-COCYAUCTON CUCTEMBI

17

BelInonHeHa KOHCYIbTalUs BPA4OM- D
OTOPUHOJIAPUHIOJIOTOM IIPU HAJIMYHHU [1ATOJIOTUU CO
croponbl JIOP-opraHoB /BepXHHX JIbIXaTEIbHBIX TyTEH

18

BrinonHena koHCyabTalKsI BpauOM-HEBPOJIOTOM IPU D
Hanuyuu natosioruu co ctoponsl [THC

19

BelnonHena KOHCYIbTalKs BpauOM-OpTOIIE0OM IIpU D
HaJIM4YUU NATOJIOTUH CO CTOPOHBI OIIOPHO-IABUTATEIIEHOIO
anmapara

20

BelnonHeHa KOHCYIbTaldsg BPadOM-XUPYpProM IIpH D
HAJIMYMH MTATOJIOTUH, TPeOYIOLIeH XUPyprUIecKOro
BMEIIATENILCTBA

21

BrinosnHena koHcynbTalus BpadoM-odransmosiorom npu | D
HAaJIM4YUU NATOJIOTUH 3PEHUS

22

BrinosnHeH S-TUMUHYTHBIN TECT ¢ X01b00H, eciin He D
IIPOBOMIICS IOCIEAHNE 6 MeC

23

BrimosiHeH OMOXUMHUUYECKUH aHAIIA3 KPOBU
(amanmHamMuHOTpaHChEpasa,
acrapratraMHUHOTpaHcdepasa, 00muil 1 npsaMoit
OUIMpyOHH, X0JIEeCTEePUH, TPUTIIULIEPUIBI,
kpeaTuHpocPOKIHA3a, TAKTATACTHAPOT€HA3a, KATbIUH,
menovynasipocdoTasza, pocdop), eciu He MPOBOIUICS B
IIpeauecTByonme 6 MecsleB
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Hpuinoxenue Al. CoctaB padoueid rpynnbl

BapanoB A.A. axagemuk PAH, mnpodeccop, n.m.H., Ilpencenarens Hcmonxoma Corosa
neguatpos Poceun.

Hama3oBa-bapanoBa JI.C. akanemuk PAH, npodeccop, a.M.H., 3amecturens [Ipencenarens
Ucnonkoma Coroza neauatpoB Poccum..

Kyues C.H., un.-kopp. PAH, n.m.H., wien npasnenus Poccuiickoro oOmiecTBa MeAMIIMHCKUX
T€HETHKOB

Ky3enkosa JI.M., npodeccop, 1.M.H., uieH Coro3a nexuatpos Poccun

I'eBopksan A.K., k.M.H., wien Coro3a nenuatpoB Poccun

Bamaxkmanze H. /L., x.M.H., unen Coro3za neauarpoB Poccun

Cemsiuknna A H., 1.M.H., unen Poccuiickoro o0miecTBa MEIUIMHCKHX T€HETUKOB

MuxaiiaoBa C.B., 1.M.H., uneHn Poccuiickoro o0iecTBa MeIUIIUHCKUX T€HETUKOB
CaBocthsinoB K.B., x.0.H., unen Coto3a nenuatpoB Poccun

IymkoB A.A., K.0.H., wien Coro3a neauatpos Poccun

BockoooeBa E.1O., x.Mm.H., uneH Poccuiickoro o0IecTBa MEIUIIMHCKAX T€HETUKOB

3axaposa E.JO., 1.Mm.H., unen Poccuiickoro o0miecTBa MEIUIIMHCKUX TEHETUKOB

Bummnena E.A., k.M.H., wien Coro3a nenuatpoB Poccun

ABTOpBI NOATBEPKIAT OTCYTCTBHE (PHHAHCOBOI IONJEPKKU/KOH(PINKTA HHTEPECoB,

KOTOPbIN HE00X0AUMO 00HAPOAOBATD.
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Ipuno:xkenue A2. MeTonos0orusi pa3padoTKu KIMHUYECKUX
peKoMeHIaumnii

HeneBas aynuTopus JaHHBIX KIMHHYECKUX PEKOMEHIALMA:
Bpauu-nerckue kapaunosiory;

Bpauu-nynsMoHoOI0TY;

Bpauu-neguarpsr;

Bpauu o01eit BpaueOHON MpakTUKHU (ceMeiiHbIe Bpaun);
Bpauu —reHeruxu;

Bpauun- 3H10CKONIUCTEI;

Bpauu- penrrenonoruy;

Bpauu ¢pyHKIIMOHATBHON TMArHOCTUKY;

© © N o g &~ w0 NP

Bpauu- nerckue cToMaToJIoru

=
o

. Bpaun- nerckue xupypru

[
[

. Bpatm ACTCKHUEC aHCCTC3UOJIOTN-PCAHUMATOJIOTH

=
N

. Bpauu-zgerckue HeBposory;

=
w

. Crynentsl meaunmHckux BY3oB
14. Obyuarommuecs: B OpAUHATYPE U UHTEPHATYpPE

Knunuueckue PCKOMCHAAIMNU CO3JaHbl Ha OCHOBAHHUH CHUCTCMATUYCCKOTIO 0630pa
muteparypsl 1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ wucnonb3oBanueM co3aanHbix mpotokosioB (Mucopolysaccharidosis I:
management and treatment guidelines. Muenzer J, Wraith JE, Clarke LA; Pediatrics. 2009
Jan;123(1):19-29; Guidelines for the Management of Mucopolysaccharidosis Type I. Martins
AM, Dualibi AP, Norato D et al. J Pediatr. Vol. 155, No. 4, Suppl. 2. October 2009),
COBPCMCHHBIX MCKIAYHAPOAHLIX KIMHHUYCCKUX peKOMeH,Z[aI_[I/Iﬁ 10 AMArHoCTHUKEC, JICUCHHIO U

BEICHUIO 0OJIBHBIX C META0OIMUECKUMHU OOJIEZHIAMMU.

MyKOHOJ'II/IC&X&pI/I,Z[OSBI OTHOCATCA K PCAKUM HACJICACTBCHHBIM SaGOﬂeBaHI/IHM, YTO HCKIKOYAcCT
BO3MOKHOCTb HNPOBCACHUA OOJIBIINX KOTOPTHBIX U PAaHAOMU3UPOBAHHBIX KOHTPOJIUPOBAHHBIX
I/ICCJIC,Z[OBaHI/Iﬁ U i CO3AaHHA IMPOTOKOJIOB AWArHOCTUKHU W TCpalvu HCHOJIB3YIOTCA JIMIIb

TECMATUYCCKHUEC UCCIICAOBaHUA SKCIICPTOB, OHy6JII/IKOBaHHBIC B IIOCJICAHUEC NBA JCCATUIICTHA.
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Hpu.ﬂomeﬂne A3. CBsi3aHHbIE AOKYMEHTBI MOPAAKHA M CTAHAAPTBI

OKa3aHus MeﬂHHHHCKOﬁ oMo

[Hopsiaku oka3aHus MeIMIUHCKON OMOLIK:

1.

IIpuka3 MuHHCcTEpCTBa 3paBOOXPAHEHUs M COLMAIBHOTO pa3Butus PP ot 16 anpens
2012 r. N 3661 "OO0 yrBepxaenuu [lopsiika okazaHus neanaTpudeckoi momomnu')

ITpuka3 MunucrepctBa 3apaBooxpanenuss PO "OO yrepknenun Ilopsaka oxasaHus
MEIULIMHCKOM TIOMOIIM OOJBHBIM C BPOXKIECHHBIMH U (MJIM) HAacIeICTBEHHBIMHU

3aboneBanusMu" ot 15 HOs0ps 2012 r. N 917h).

CTaH)laprI OKa3aHHA MeIUINHCKON MOMOIIMN:

1.

ITpuka3 MunzapaBa Poccum ot 09.11.2012 N 7911 «O06 yrtBepxkaenuun CranHmapra
CHELUATU3UPOBAHHON MEIUIIMHCKON ITOMOIIM JETAM IIpU MyKomnoJymcaxapuaose 11 tunay
ITpuka3 MunzapaBa Poccum ot 09.11.2012 N 790 «O06 yrtBepxkaenuu CranHmaprta
CHELUAaTU3UPOBAHHON MEIUIIMHCKOM IIOMOIIM AETSAM IpU Mykonoaucaxapuposax III, IV
u VII tunosy.

[Tpuka3 MunzapaBa Poccum ot 09.11.2012 N 834n «O06 yrtBepxkaenuun CranHmapra
CIICLIMANIM3UPOBAHHON MEAUUMHCKOM MOMOIIM AETAM NIpU MyKomojucaxapuaose VI

TUIIa»
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Hpuiaoxenue b. Aaroputm Beaenusi namuenta ¢ MIIC IV tuna

[MammenT ¢ nmogo3pennem Ha MIIC IV Tuna

A\ 4

JwnarnocTtuka

Koncynpranus
PO HUILHOTO
CIIELIHAJINCTA

Juarxos
IOATBEPKIEH?

HET

JA

”| Cumnromatndeckas Tepanurd B CTallMOHApC

JlucnancepHoe HaOmMI01eHIE

A

v

IToxaszana
koppexiusa O3T?

HET
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[Mpunoxenue B. Uudopmauusa 1is1 nanmeHToB

Peakuuu ponuteneii u 61u3kux Ha auarHo3 "Mykomonucaxapuaos" pa3HsITCs.

B nepBeIii MOMEHT 3TO MOXKET ObITh 00JerdeHne, 0COOEHHO €CIIM POJUTENH OLIYTHIIH,
YTO C UX peOEHKOM HE BCE XOPOILIO, U MEUYTCS OT JOKTOPA K JOKTOPY, IBITAsICh y3HATh, YTO XKe
He Tak. [IoHaTHO, yTO Muarnosa "Mykomnonncaxapuao3" HUKTO HE XKEJIAaeT, HO B CaMblil NEPBBIN
MOMEHT POJIUTENIM MOTYT HEMHOTO YCIIOKOUTHCS - Bellb MX pEOEHKY MMOCTaBMIIM TUAarHo3, a pas
TaKk, TO $ICHO, B KakOM HampaBJeHWU Hano Oyner uaru naneiie. OIHAKO, OYEHb CKOPO
HACTYIAaeT MOHUMAaHUE, YTO HE BCE TaK MPOCTO. YTO JIEUEHUsI TAKOTO, YTOOBI UCIIETHIIO peOeHKa
cpazy, Hetr. [letu ¢ IV ¢dopmoil Mykomonucaxapuaosa, Kak MpPaBUJIO, MOJHOCTbIO HE
OTJIMYAIOTCSI B TIOBEACHWU OT 3JI0OPOBBIX JeTeil. Bpems oOT BpemMeHM OHHM MOTYT OBITh
HECJIEpKaHHBIMH OT pacCTpOMCTBA, KOrja MX (U3MYECKHe OTPAaHMYCHMS JeNaloT >KU3Hb

TpyaHOU. Hano BCAYECKH NMOOLIPATH MIPOSIBICHUAM UX CAMOCTOSATEIBHOCTH.
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Ipunoxenue I'l. Anroputm quarnoctuxku MIIC IV tuna

MounexyisspHo-
TCHETHYECKOE
HCCIe10BaHue

OCHOBHBIE CUMIITOMBI buoxumnueckuit Crerupuyeckuit
Mapkep, OMOXUMUYECKUN
MIPEIMOJIararoIu Mapkep,
u HaJau4due MO ITBEPK IAFOLU A
3a00JIEBaHUSA IUarHo3
3HaYMTENIbHBIE JeopManum I[ToBbIIIEHHAS CHuxeHne
CKeJleTa, 0COOEHHO OKCKPEIHSI aKTUBHOCTHU
KOHEYHOCTEH U IPYJHOH KIICTKH, KeparaHcylbpara rajaKTo3aMuH-6-
KapJIMKOBOCTD, C MOYOH. ( cynbdart-
HENPONOPLUHUOHAILHOE MOJKET OBIThH B cynbdarassl (B
TEJIOCII0KEHUEM. HOpME Yy ciygae MIIC
[MAIIUEHTOB C IVA),B-
MIICIV). raJlakTo3u/1a3kI (B
ciysae MIIC IVB)

MounexyisspHo-
T€HETUYECKOE
HCCIIEIOBAHUE:
BBISBIICHHE
MYTalHil B FeHax
GALNS (s MIIC
IVA) u GBS (s
MIIC IVB).
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3aBHCHUMOCTH OT Bo3pacrta nedrora MIIC IV

Ipunoxenue I'2. OcodeHHOCTH KIMHUYECKUX NMPOsIBJIeHUi B

Cucrema Cumnrom Hosopoxna. | Mnanenn | [etu ITonpocTku
bl
Cepneuno- YTonmenue - - + +
COCYJIMCTasi | CTBOPOK KJIAIAaHOB
OHC HepBukanbHas - - + ++
MUEJIONATUs
[MumeBapu- | JuchyHkims - - + +
TeNbHas NIeYeHU
cucreMa
Opran ciiyxa | CHU)KEHHE ciyXa - - + +
Opran ITomyTHEHHME - - + ++
3peHus POTOBHIIBI
CkeneTHo- HecrabunpHOoCTh - +++ +++ +++
MBIIICYHAs aTIaHTo-
OKIIMITUTAIEHOTO
COUWICHEHHS
['pyOble uepThl auNA | - - + +
HMucrnazus ThC - - ++ ++
MHOXeCTBEHHBIN - - + +
JIM30CTO3
Bansrycnas - - +++ +++
nedopmarus
KOJICHHOTO CyCTaBa
Cnabocth - - + +
(paciaTaHHOCTB)
CyCTaBOB
Kudos - ++ ++ ++
OpnoHTOreHHast - - ++ ++
THIIOTUIA3US
Huskopociocts - + +++ +++
BriOyxanue - + ++ ++
I'PYAHOU KIIETKH
JpixatensHa | PecTpukruBHOE - - + +
A 3aboJeBaHue
JIETKUX
Criennans- KeparancynsdparB | n-1 n-1 n-1 n
HBIC MoOYe
naboparop- | AKTHBHOCTH N- L L L L
HBIE TECTHI alleTUIraNaKkTo3a-
MUH-6-cynbhaTaszsl
i f3-
rajJjakTo3H/1a3bl B
JeUKoIuTax (B
3aBHCUMOCTH OT
MOJITUTIA
O6mme 'Al" B Moue | n n-1 n-1 n-1
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Hpuiaoxenue I'3. TakTuka Beaenust nauueHTo ¢ MIIC 1V tuna

UccnenoBanus [lepBonauansHa | Kaxnaeie 6 | Kaxsie Onun
sl OLICHKA Mec 12 mec pa3
B 2 roga
IToaTBep:KaIeHUE IMATHO3a X
AHamMHe3 00J1e3HH X
Kiannuveckuii ocMotp X X
Pocr, Bec, OKpYKHOCTB I'0JI0BBI X
BBIHOCIHBOCTD X X
Onenka IHHC
KomnbloTepHast Tomorpadusi win X X
MPT rosioBHOTO MO3ra
KornurusHoe TECTUPOBAHUE X X
(DQ/Q)°?
Ckopoctb HEPBHOM X X
npoBoauMocti/ OMIT
Onenka ciayxa
Aynuomerpus X | X |
Ounenka 3peHus
Octpora 3peHust X X
OcMoTp riaa3Horo qHa X X
HccnegoBanue poroBullsl X X
JbIxaTeqbHas cucrema
OB/ X X
HccaenoBanue X X
cHa/mosiucoMHorpadgus
O0cienoBanue cepae4yHo-
COCYIMCTOM CHCTEMBbI
DneKTpoKapArorpaMMa X X
Dxokapauorpadus X X
OnopHo-aBHUraTebHbIN
annapar
Pentrenorpagus, KT, MPT X X
CKeJeTa
/Kes1y104HO-KMIIIEYHBIH TPAKT
Y3U OpraHoB OpIOIIHOM X X
IIOJIOCTH;, OOBEM  CEJIE3EHKH,
IIEYECHU
JlabopaTopHble uccjiel0BaHus
Omnpenenenue 'AI' X | X | |

! lns mereit crapure 3 jeT; paccTosHUE, MPOHACHHOE 33 6 MUHYT (IIPEANIOUYTHTEIBHBIM SBIISETCS
TOT K€ MPOMEKYTOK BPEMEHH, UYTO M B IMPEABLAYIIUX TECTaX 3TOTO MAIMEHTA); YHCIIO CTyIEHEH,
NpoiiIeHHBIX BBepX 3a 3 MUHYTHI. OnieHuBatoTcs nmokaszarenu caryparuu SpO2, Y/, YHCC no u
MIOCIIE HAarPy3KH.

2 DQ wm Kod>pdumment ymcrBennoro passurus (KYP) - crmoco6  cpaBHeHHS
MHTEJUIEKTYaJIbHOTO Pa3BUTHUS, CBOMCTBEHHOTO JJAHHOMY BO3pacTy (YMCTBEHHBIX CIIOCOOHOCTEH
peOeHKa MO0 OTHOILIEHHIO K €r0 CBEPCTHHUKAM), C XPOHOJIOTUYECKUM BO3pAcTOM ((aKTHUYECKUM
BO3pACTOM pPeOCHKA).
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KVYP paccunteiBaeTcsl [€I€HHEM HHTEUIEKTYaJIbHOTO BO3pacTa Ha XPOHOJIOTMYECKUH U
ymHokeHneM Ha 100 ans momyuenus uenoro uucia. CpenHuil Ko3(@HUIMEHT YMCTBEHHOTO
pa3BUTHS U1 J1I000r0 Bo3pacrta cuutaercs paBHbiM 100.
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