MMHVCTEPCTBO 3/IPABOOXPAHEHWSI POCCUICKOM
®EJIEPAIIM COIO3 ITEJJMATPOB POCCHUN

®E/IEPAJIBHBIE KJIMHUYECKUE
PEKOMEHJAIIY I10 OKA3AHUIO
MEJIUIIMHCKOI MOMOIIM JETSIM C
MYKOITIOJIMCAXAPH/IO30M III TUIIA

I'naBHBIN
BHEIIITAaTHBIA
CrieIfuaIucT
nejuaTp
MuH3apaBa
Poccun
Akaaemuk PAH
A.A.

bapaHos
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K/IMHNYECKUE PEKOMEH/IAIIMY 110 OKA3AHUIO
MEJUITMHCKO¥ ITOMOIIY JETSIM C
MYKOIIOJIMCAXAPHIO30M III TUTIA



JIaHHbIe K/IMHMYEeCKHe PpeKOMeHAALUH IOAroTOB/IeHbl MpodeccHoHaIBHON
acconpanuein  Jgerckux Bpaueit Cow3om mneguarpoB Poccuu B 2013r.,
aKTya/IM3MpoOBaHbl, COrjiacoBaHbl B uIOHe 2014r. c r/aBHBIM BHEWITaTHBIM
CrenuaMcToOM Mo MeJUIUHCKOH reHeTuke Mun3apasa Poccun a.m.H. KyneBsim C.H.
YrBepxaenst Ha XVIII Konrpecce meguarpoB Poccum «AKTyasbHbIe NP00/IeMbI
neguaTpum» 14 dgespans 2015r.

CocraB paGoueii rpymnbi: akag. PAH BapanoB A.A., wi.-kopp. PAH
Hama3oBa- BapanoBa J1.C., g.M.H. Kynies C.W., npod., aA.Mm.H. Ky3enkoBa JI.M., K.M.H.
I'eopksan A.K., k.M.H. Bamakmaaze H./I., K.0.H. CaBocTtbsiHoB K.B., K.0.H. ITymkoB
A.A.,, a.m.H. 3axapoBa E.IO,, k.m.H. ITlogkneTrHoBa T.B., K.Mm.H. BumnneBa E.A.

ABTOpBI TOATBEPXAAKT OTCYyTCTBHe (PUHAHCOBOIM MOAJePKKH/KOHG/IMKTa
HHTEPeCOB, KOTOPhIH He00X0JUMO 00HAPO0BATh.

MYKONOJ/IMCAXAPNAO3bI

[aHHbIA NpOTOKON MO AuarHoCTUKe W Tepanuu MyKonosamcaxapugosoB y AeTei
cO3[aH Ha OCHOBaHUKM cucTemaTuyeckoro obsopa nutepatypbl 1992-2013 rr. Medline
(Pubmed version), Embase (Dialog version) un Cochrane Library databases, ¢
NCNOMb30BaHMEM CO3[aHHbIX 3apybeXHbIX KANMHUYeckux pekomeHgaunin (Valstar MJ,
Ruijter GJ, van Diggelen OP, Poorthuis BJ, Wijburg FA. Sanfilippo syndrome: a mini-
review. J Inherit Metab Dis. 2008; Apr 31(2):240- 52). Mykononncaxapuaosbl OTHOCATCS K
pefkuMm Hacne[CTBEHHbIM 3ab0/n1eBaHNAM, UYTO WUCK/IOYAEeT BO3MOXHOCTb MpoOBeneHus
60/1bLIMX KOFOPTHLIX U PaH4OMU3MPOBAHHBLIX KOHTPO/IMPOBAHHBLIX UCCefoBaHuiA 1 Ans
CcO3[aHus NPOTOKOMOB AMArHOCTUKM W Tepanun UCMosib3ylTCA JiMb Temartuyeckue
nccnepoBaHnsa aKCnepToB, ony6/IMKOBaHHbIe B NOC/e4HNE ABa AeCATUNETUS.

OMNPEAE/TIEHUNE

Mykononucaxapngosbel (MIMNC) - rpynna HacneAcTBeHHbIX 60/1e3Heil obmeHa
BELECTB, CBA3aHHbIX C HapylweHveM MeTabonu3ma rnnkodamuHornnkados (IFAIN),
npvBogsLLee K MOpaxXeHUto opraHoB K TkaHeil. OO6ycnosneHbl AaHHble 3abo0neBaHus
MyTauuvsaMM  TEeHOB, KOHTPOJIMPYIOLIMX  MNPOLLECC  BHYTPWUIM30COMHONO  ruaponunsa
MaKpOMOJIEKY /1.

KO/JAbl MKB-10

E 76.0 - Mykononmcaxapngos 1 tuna
E 76.1 - Mykonosimcaxapmgos 2 tuna
E 76.2 - lpyrne mykonosimcaxapunaosbl



SAMMAEMNONOIrnNgd

BcTpeuaeTcs ¢ nonynsumoHHon yactoTtoin 1:40 000 - 1:100 000 HOBOPOXAEHHbIX.

MPOPUTAKTUKA

MpodhrnakTuka MyKonosmcaxapuao3os - NpeHaTasibHasa AuarHocTrka, OCHOBaHHas
Ha HenocpeACTBEHHOM onpeaeneHnn gedouumTa oepmMeHTa B aMHUOTUYECKMX KITeTKax.

CKPUHWHI

B HacTosiLee Bpemsi CKpUHUHT Cpeay HOBOPOXAEHHbIX UM APYTMX BO3PACTHbIX
rpynn He NPOBOAMTCS.

KNACCUNPUKALNA

B cootBetctBUM C peduuMtoM / OTCYTCTBUEM METaABO/IMYECKUX JIN30COMASIbHbIX
dbepMeHTaM ©  COOTBETCTBYKOLUM TEHHbIM fedekTaM U TAXKECTU  KIMHUYECKOW
CYMMTOMATUKM BbIAENAKOT CNeayroLne TUMNbl MyKOnosmcaxapuao3os:

Tabn
nua 1. Knaccudomkauus
(HomeHknaTtypa) MIC.
Xpo
M Tun CunzppomM l'en ®DepMeHTHBIN AedeKT MO- OMI
IIC COMH M
ast
JIOKa
-
3anu
s
MIIC TCypinep 60701
IH 4
: MIIC IDUA Heduuut anbda-L- 4p16.3 60701
I T'yprep-Illeiie W/lypOHW/A3bI .
H/S
MIIC [eite 60701
IS 6
Heduiut wmm
I MIIC Xanrepa IDS OTCYTCTBHE MlypOHAT- Xq28 30990
1 2-cynbarassl 0
Hedymt wm
OTCYTCTBUE
CybGhOUAYPOHAT




cybdarasbl

MIIC 25290
IIIA SGSH Heduuut renapas-N- 17q25. 0
cybdarasbl 3
Heduriut N-
MIIC NAGL aterun-a-D- 17g21. 25292
111 111B Candumunno U [JIFOKO3aMHHK a3kl 2 0
Hedurmr N-
areTHI-o-
TJTFOKO3aMHUHUZA3bI
Heduiiur
MIIC HGSN rerapaH-a- 8pl11.2 25293
IIIC AT [JIFOKO3aMUHU 1 0
AN-
aleTWITpaHCcd
epassbl
Hedurut N-
MIIC GNS alleTH/ITTIOKO3aMHUH- 6- 12q14 25294
111D cynbdaTasbl 0
MIIC GALN | Heduur 16q24/ | 25300
v IVA Mopkuo S rajakTo3aMuH-6- 3 0
cybgarasbl
MIIC GLB1 HeduiuT B-ranakTo3ugasbl 3p21.3 25301
IVB 3 0
Heduut N-
VI MIIC Mapoto-Jlamu ARSB arleTU/ITa/IakTo3a 5q14.1 25320
VI MUH-4- 0
Cy/bdartasbl
VII MIIC Crnas GUSB HeduiuT B-rOKypOHUAA3HI 7q21.1 25322
viI 1 0
IX MIIC Hepocratoun HYAL Hedurnur ruanypoHnzassl 3p21.3 60149
IX OCTb ] 1 5
rManypoHu/a

3bI

MYKOIIOJ/I UCAXAPWUO3 111 TUITA

CWHOHMMBI: cnHapom CaHdmnunno.

Koa MKB-10

E 76.2 - Apyrne mykononmncaxapuaossi.

OMNPEAENEHWE MIIC 1Il TUNA




/ln3ocomMasnibHass 60Me3Hb HaKOMMEHWsl, TEHETUYECKU reTeporeHHasi, 06yc/lIoB/ieHHas
HakKomn/ieHMeM renapaHcy/ibgaTa u XxapakTepusyioLLascs NporpeccupyoLLeli yMCTBEHHOIA
OTCTasI0CTbI0, YMEPEHHbIMU U3MEHEHMSIMU CKeNeTa.

AMMAEMINONOInNA

YacTtota 1 Ha 80 000 HOBOpOXAEHHbIX. ABNAETCA TPETbUM MO YacToTe BCTpeYaemMoCcTu
cpein Bcex U3BECTHbIX B HACTOsALLee BpeMs MyKoMnoncaxapuao3os.

IATNONOINA

HacnegyeTtcs no ayTOCOMHO-peLEecCUBHOMY TUMY, SABNAETCHA FeHEeTUYECKN reTeporeHHbIM
3aboneBaHnem. Popgutenn 60/bHOTO  pebeHka - TreTepo3nUroTHble  HOCUTENN
naTosiIorM4yeckoro reHa.
Bo3smoxeH pgeduunt pasHbIX ()EepMEeHTOB, HO BO BCeX C/y4dasx B JIM30COMax
HakannmBaeTcs O4UH TUM INIMKO3aMUHOITIMKAHOB — renapaHcyibdar.
BblAenstoT YeTbipe KIMHUYECKM Hepas3IMYMMbIX NMOATMNA, XapaKTePU3yLWNXCA pasHbIMU
Guoxummyeckumn gedbekramm (tabs.2).

Tab
nvuya 2.
Moatunel
MMC I
®eHOT MecTonosox deHo I'en I'en/ depmeHT
Il eHue THII JIokyc
MIM MIM
M 17925.3 252900 SGSH 605270 [NemapaH-N-
I1 cy/ib(arasza
C
111
A
M 17q21.2 252920 NAGL 609701 a-N-auetun-
II U D-
C T/TFOKO3aMUH
111 rjaasa
B
M 8p11.21 252930 HGSN | 610453 I'enapan auetus-
C AT KoA:a-
IT T/TFOKO3aMUHU-N-
II1 arjeTunTpaHcdepas




d

12q14.3 252940 GNS 607664 N-
arleTH/IT/TFOKO3aMUH
-6- cynbdaraza

oEogz|o

Moatun MIIC 1l E - npogo/mkaeT nsydaTbCs.
MMC Il A. TeH SGSH, kogupytowmin renapaH-N-cynbaTasy, 6bl1 naeHTuMuMpoBaH B
1995 r. OH nokannsyeTcst B XpOMOCOMHOI o6nacty 17g25.3.

MAOC 1l B. eH NAGLU, «xoaupywowmin a-N-auetun-D-raoko3amnHngasy, 6bin
naeHtTudumumposaH B 1996 r. OH Nokasim3yeTcs B XPOMOCOMHOW o6nactn 17g21.1.
Mrnc m cC. l'eH HGSNAT, Kogupytowmii - auetmn-KoA:a-rnioko3ammH-N-

auetmnTpaHcdepasy, 6bin1 naeHtTudmnumposaH B 2006 1. OH noKanuMsyeTcss B
XpOMOCOMHOV o6nacTtu 8pll.1.

MAOC Il D. TeH GNS, «kogupyrowuin N-aueTUArIKo3aMUH-6-cynbdarasy 6bin
naeHTndunumposaH B 1988 r. OH nokannsyeTca B XpOMOCOMHOM o6nactu 12q14.
KnuHunyeckue nposisnexHns noarunos MIIC Il cxogHbl.

MogTtvn MMC Il A - Hanbonee pacnpocTpaHeHHbl. TeyeHne 3abosieBaHUsA Npu 3TOM
dopMe  Hambonee  TAXKeNoe, C pPaHHUM  HadasioM, Haubosiee  ObICTpPbIM
nporpeccrpoBaHeM CUMNTOMOB M KOPOTKOW MPOAO/IHKUTENBHOCTLIO XKU3HMW.

KNMMHUYECKUWE NMPOABNEHNA

OtnuunrensHor 4vepron MIIC III TtMma ot aApyrux ¢opm siBAsieTC MeHee
BbIp@)KeHHOEe HAKOIUIeHHe MPOAYKTOB HapyIIeHHOro o0MeHa B COeJHMHHTETbHOM
TKaHH, HO 00Jiee 3HAUYNTe/IbHOE OT/I0)KeHHEe UX B TKaHAX MO3ra.

OCO6GEHHOCTY KIMHUYECKUX MPOSBNEHNI NpeAcTaBneHbl B Tabn. 3-5.

Tabmura 3.

BbIpa’keHHOCTb KJTMHUYECKUX TIPOSIBJIEHNH B 3aBUCUMOCTH OT Bo3pacTa Jiebrora MIIC

IIIA Tuma.
Cucrema Cumnrom Hosopox MnapeHn Hetu [TogpocTk
. Bl u
OHC Hapymenue - + +++ ++
TOBe/leHus,
arpeccus




['mnepakTUBHOCTB - + +++ ++
3azepkKa u - + +++ +++
OTCTaBaHUe B
pa3BUTHU
Cypoporu - - + ++
Hapy1iienue caa - ++ +++ ++
Hapymenue rioranus - + + +++
[Mumiesa Muapes - ++ ++ +
pu-
Te/bHasi HOucdyHKLs eyeHn - + + +
cucreMa
Yiu [Toreps cnyxa - + * *
CkeneTH ['pyObie uepThl /v1ja - + + +
O_
MbIIIeUH MHo>XecTBeH - + + +
ast HBI IU30CTO3
Crerpan TenapaH cy/bdar B " " " "
b- HblE Moue
nabopat
I'erapan-N- W Wl W Wi
Op- Hble
cysbdaTasa B
TECTBI neHKoLUTax
O6mue I'AT B Moue " " ™" (Nl

Tab
qviia 4. BeIpaXkKeHHOCTh KTMHUYECKUX TTPOSIBIEHHUH B 3aBUCHMOCTH OT Bo3pacTa Jie0roTa
MIIC IIIB Turma.
Cucrema Cumrnitom HoBopox MuageH1bl Hetun ITogpocTtk
A. u
THC Hapy1uenue - + o+ ++
TIoBeJIeH NS,
arpeccust
I'unepakTUBHOCTH - + +++ ++
3aziep>kKa 1 - + +++ F++
OTCTaBaHUe B
pa3BUTUU
Cypnoporu - - + ++
Hapyiienue cHa - ++ +++ ++




Hapyienue rinoranus - + + +++
[Mumesap Huapes - ++ ++ +
I/I_
TenbHas ducyHKUMS eyeHH - + t +
cucrema
Yum IToreps cnyxa - + + +
CkesneTH ['pyOble yepThI JHLIA - + + +
O_
MBILIeYH MHo>keCTBeHH - + + 4
ast bIfi IU30CTO3
Crieruan Anbda-N- Wl Wl L Wl
b- Hble alUTesr/II0K03aMUHUT
yabopar asa
Op- Hble
TeCTBI lenapaH cynbdar B Moue " (N " "
O61uue I'AT" B Moue " " " "

JIiIa 4, Bblpa}KEHHOCTL KITMHHUYEeCKHUX HPOHBHEHI/Iﬁ B

MIIC IIIC Tumna.

Tab

3dBUCHMOCTH OT BO3pdCTa ,E[86}OTEI

Cucrema Cumnrom Ho MJI1aJeHLIbl JeTu MOZIPOCTK
BO -
po
%

LHC Hapyiienue - + F++ ++

NOBe/leHus,

arpeccust

['urepakTMBHOCTH - + +++ ++
3agepxka u - + Na— FH+
OTCTaBaHue B

pasBUTHH

Cynoporu - - + ++
Hapymenue cHa - + ++ ++
Hapy1ienuve rinoranus - + + +++

IMumesap Huapes - ++ ++ +

I/I_

TeNbHAsT OuchyHkuys neueHn - + + +

cucremMa




Yun [Toreps cnyxa - + * *
CkeneTH ['pyObie uepThI MLja - + + +
0_
MBILLIEYH MHoxecTBeH - + + +
ast HBIM TM30CTO3
Crierian Anetun-KoA: W Wi Wi Wi
b- HbIE Anbda-N-
nabopar TJTFOKO3aMUHK/1a3a-
Op- HbIe N- atpresnrpancge-
TECTbI pasa
I'ermapaH cynib(ar B " " " "
Moue
O6rume TAT' B Moue " " " "

Tabn

vija 4. BeIpa’keHHOCTb K/TMHUYECKUX TIPOSIBJIEHHH B 3aBUCMMOCTH OT BO3pacTa JiebroTta
MIIC IIID Ttuma.

Cucrema Cumrirom Hosopox MuinageHubl Hetun ITogpocTtk
A u
OHC Hapyienue - - +++ ++
T0Be/IeHus,
arpeccus
'unepakTUBHOCTH - - +++ ++
3aziepKka 1 - - 4+ o+
OTCTaBaHue B
pasBUTHU
Cynoporu - - - ++
Hapymenue rioranus - + + +++
ITumesa Huapest - ++ ++ +
pu-
Te/ILHAs OucdyHKUMS TIeueHn - - + +
cucreMa
Yumu [ToTteps cnyxa - - + +
CkesneTH ['pyOble uepThI JHIIA - - + +
0_
MBIIIeYH MHoXeCTBeH - - 4 +
ast HBIM IU30CTO3
Cnenpan I'enapaH cysbdar B " " [ "

Moue




b- Hble N-AueTUnrioko- L 1 P W
nabopat 3aMMH-6- cynbdarasa B

Op- Hble neikoLuTax

TeCTb! O6mue ['AT" B Mmoue " " " [

OcHOBHble ~ K/AUHUYeCKUe  NposieleHUsl:  YMCTBEHHasl  OTCTaJOCTb,  yMepeHHas
TYT'OTO/IBM)KHOCTb CyCTaBOB, JIerkoe orpybeHue yuiia.

BHewHuli Bud: 06bI4HO 3a601€eBaHe MaHuecTupyeT Ha 2-M rogy Xu3Hu. OTMevaroTcs:
oTCTaBaHvWe B pOCTe, Hebonbluas TYronoABWMXHOCTb CyCTaBOB, WHOIA4A YBesMyeHue
neyeHn wu ceneseHkn. CambiM BaXHbIM MNPU3HAKOM SAB/IAETCA 3aepXka Temrnos
MCMXOPEeYEBOro pa3BuTuA 1 rpyboe HapylleHne nosefeHust. K 3-my rogy Xu3Hu pe6eHok
NOCTENEHHO TepsieT NPMoBpeTEHHbIE MOTOPHbIE U MCUXNYECKME HABbIKU.

YepenHo-nvueBble aHOMa/IMM He3HaYUTe IbHbl - yBE/IMYEeHWe JI06HbIX GYrpoB, HU3KUE
HafOpoBHblEe AyrW, LUMPOKas CMUHKa Hoca, rycTtble 6poBu, CUHOMPWU3 (YBEMYEHUE U
cpauleHne 6poBeit), TyCcTble PECHULbl, CyXMe K XecTkne Bosocbl. YacTo Habnogaertcs
TMPCYTU3M.

KocmHas cucmema: onopHo-ABuratesibHblli annapart cTpagaeT MeHee BblPpaXKeHO, YeM Mpu
apyrux tunax MIMC. NHorga ¢ 3 et oTMevaeTcs 3amegieHne pocta. O6bI4HO usnyeckoe
pas3suTMe COOTBETCTBYET BO3pacTy. O6beM ABMXKEHUS B CycTaBaxX YMEpPEHHO OrpaHu4eH;
ONpeaensitoTcsi MHOXECTBEHHble  AM30CTO3bl NIEFKON  cTeneHw, aedopmauymn Ten
MO3BOHKOB. KOCTHble M3MEHEHUS MPUBOAAT K CHUDKEHWIO NOLBVXHOCTU HWKHEN 4YesToCTy,
4TO OrpaHnyYmBaeT CNoCOBHOCTb OTKPbIBATL POT U XeBaTb.

AbixamesnbHas cucmema u J/TOP-op2aHbl: 0TMEYaKTCA YacTble pecrnmpaTtopHble UHeKuun
B BUAE PUHUTOB, CUHYCUTOB, OTUTOB. HakonneHne F'Al B MUHAA/IMHAX, HaAropTaHHWUKe, a
TaKkke B Tpaxee NPMBOAUT K YTOJILLLEHNIO U CYXEHWIO AblXaTesflbHbIX MyTen 1 pasBUTUIO
OOCTPYKTMBHOIO arHo3. XapakTepHO CHWKeHwe cnyxa. Ha 6onee nos3gHux cragusx
3aboneBaHnsA BCMEACTBME HapYyLIEHUs [/1I0TaHUA BO3HUKAOT OPOHXUTbI U MHEBMOHUU
acnvpaumnoHHOro reHesa.

Ope2aHbl 3peHusi: 'y B3pOC/IbIX MALMeHTOB Pa3BUBAETCSI MIMTMEHTHBIN PeTHUHUT.

LleHmpasnbHasi HepsHasi cucmeMa: XapakTepHa BblpaXeHHas 3afiepXXKka pPeyYeBoro
pasBuTua C GeaHOW apTukynsuueli 1 ManbiM 3anacoMm c/ioB. CamocTosiTeNnbHasi peyb

pasBuBaeTcs peako, Yy 4actu OBO0NbHLIX - MOJIHOCTBKO OTCYTCTBYeT. [locTeneHHo
passuBaeTca rpyboe HapylleHue TMCUXUKW, YMCTBEHHAs OTCTa/loCTb (AeMeHLns).
PaccTtpoilicTBa NOBEAEHUA - BaXHbI MaTOTHOMOHWYHbLIA NPU3HaK Yy MauuMeHToB C

cuHgpomomMm  CaHtpununno. BosibHble rUnepakTyMBHbI, HeynpaB/iseMbl, 3MOLMOHaIbHO
NnabusbHbl, BO3MOXHbI BHe3arHble BCMbIWKKA pasgpaXuntenibHOCTH, THeBa, MNIakCUMBOCTb.
M3ameHsieTca noxoaka, Hapyllaetcs koopamHaums. K 20 rogam cnocob6HOCTb XOAWUTb
TepseTcs.

HapylweHns cHa BCTpeyalTca npakTuyeckne y Kaxaoro nauueHTta, 6ecrnokoincTBo nepes
CHOM, 4YacToe npobyxaeHue, cokpalleHne AIMTE/IbHOCTU HOYHOIo CHa, COMHamOy/iM3m C



npucTynamu arpeccum, paHHee yTpeHHee NpodyXaeHne, AHEBHAsSH COHIMBOCTb.

Mo mepe nporpeccupoBaHns 60/1€3HY NOSABNSATCA CyA0pPOri.

HapyweHns rnotaHMa OTMeYaloTCss Npyu  CPefHETSHKE/IOM U TSHXKENIOM  TeYeHun
3a601eBaHMA U B OCHOBHOM CBSi3aHbl C (QYHKLUMOHMPOBaHMEM CTBOJIOBbIX OTAE/I0B
rO/IOBHOTO MoO3ra. Hab6nwgalTcs npu3Hakym nceBaodynbLbapHoro mnu 6GynbLb6apHoro
napanvyeir. OTCYTCTBME MNPaBWU/ILHON PErynsauumn akta rfoTaHus NpUBOAWT K 3abpocy
MUK, CMKOHbI B Tpaxew M B6poHXMasibHoe AepeBO U pasBUTUIO BTOPUYHONM MHAEKUUN B
BUAE PEUNOMBUPYIOLLNX aClUpPauNOHHbIX OPOHXUTOB M MHEBMOHWIA. JTO ycyrybnser
AblXaTesibHble HapyLUeHUs.

CepOeuHo-cocyoucmas cucmema: Cepfle TOpPa)kaeTcsi peJKo, MPeUMYILIeCTBeHHO Ipy
MIIC III

B. NmetoTca cooblieHns o coyeTaHun cuHgpoma CaHuannno A CO BTOPUYHBIM
nedekTom MeXnpe/cepaHol neperopoaxm, 06YyC/TOBUBLUVM passutne
CYNPaBEeHTPUKY/IAPHO NAPOKCM3MasIbHOW Taxukapauu.

XKenydouHo-kuwieuHass  cucmema: — yBe/ldueHWe —T[leueHH, yBeJdYeHHe  CeJie3eHKHU.
Yacto

HabN[alTCA MNYrNoOYHbIE M MaxoBble TPbIKM, KOTOPbIEe MOryT peunamBMpoBaTtb nocre
XUPYpruyeckoin koppekumm. CKIOHHOCTb K 3MM30AMYECKO WM XPOHUYECKOW anapee. Y
nauMeHToB HabnAalTCs MULLEBbIE PACCTPOMCTBA, KOTOPbIE BbIpaXawTcsa B TAre K
Hecbefob6HbIM BelecTBam.

ANATHOCTUKA

OCHOBHbIMY ANAarHOCTUYECKUMU KPUTEPUSMUN SB/ISIOTCS:
1. XapakTepHblil BHELLIHWIA BUA NaumMeHTa - 0c06eHHOCTN (heHoTMNA.
2. ToBblWeHHasn 3KcKpeuust renapaHcynbgara ¢ Mo4oii.

3. CHuxeHne aktmBHOoCTM renapaH-N-cynbatasbsl, o-N-auetwun-D-
rMoKo3amMmmHmMaassel, renapaH aueTtun-KoA:a-rnwkosammHng-N-auetuntpaHcdepassl,
N-aueTunrnioKko3aMmnH-6- cynbgarassl (B 3aBUCMMOCTW OT MOATUNA) B Ky/bType
hnbpobnacToB, M30INPOBAHHBLIX NTIEAKOLMTOB, SIM6O B NATHAX KPOBW, BbICYLUEHHbIX
Ha nNbTpoBasIbHONM Bymare.

4. MonekyisipHO-TeHeTUUeCKOoe HCC/efiloBaHUe: BbIsiBJieHWe MyTaluii B reHax SGSH,
NAGLU, HGSNAT, GNS (8 3asucumocmu om noomuna).

5. MpeHaTasibHaa AuarHoCTMKa pPeKOMeHAoBaHa And nAwboi nocnenytollei
6epemMeHHOCTM B CEMbSAX, OTATOLLEHHbIX XOTA 6bl 0g4HUM cnydyaem MIC 11

Juarno3 MIIC III cTtaBUTCA HAa OCHOBAHMM COBOKYNMHOCTH K/IMHHUYECKHX [JAHHBIX,
pe3y/IbTaToB JIa0OpaTOPHOr0 MCC/IeJOBAHUSI M MOJIEKY/ISAPHO-TeHeTHUECKOro

dHadJ/IU3d.

ANPPEPEHUNANIbBHAA ANATHOCTUKA



[pyrve Buabl MyKonosiMcaxapuao3oB, raHrvo3naosbl, ayTuam, AeTCKUiA LepebpasbHblii
napasimy.

NMPUMEP ANATHOSA

Mpykonoaucaxapuoo3 III A muna (cunopom CaHguaunno mun A). HedocmamouHocmb
mumpanbHo2o kaanawua, II cm. HK 1. 3adepaicka ncuxopeuegozo pazeumus.. CucmemHoe
Hedopazeumue peuu 1 ypoeHs. IlosedeHueckue HapywieHus. HapyweHue pasgumus
AuuHocmu. PomayuouHblli cuHOpom genu valgum. PenmeeHono2uueckue nNpusHaku coxd
vara ¢ d8yx cmopoH. O/ - muonusi cnaboti cmeneHu. O/ - 2unepmemponus cnaboii
cmeneHu. AHu3omemponusi. Peyudusupytowjue Hocoeble KpogomeueHus. CMewaHHas
my20yxocmb.

BEAEHWE BOJIbHbIX
MYKONOJ/IMCAXAPNAO3OM lll TUMA

3aboneBaHne MMeeT My/IbTUCUCTEMHYKO Npupoay U HeobGpaTumble, NporpeccupyoLme
KIMHUYECKME NPOSIBIEHUS, YTO 06YCNOBANBAET HEOOXOAMMOCTb HABMIOAEHNA HE TOSbKO
Y3KUMU crneynanuctamm (oTOpUHON@pUHronoramu, Xvpypramu-optonegamu,
othTanbmonoramu, Kapguonoramu, ny/IbMOHO/I0ramu, HeBponartosioramu,
cTomarosioramu), HO U ousnoTepanesTamu, noronegamu, ncmxosoramm U paboTHUKaMu
NaIMaTuBHbIX CYX6.

MauneHTbl C faHHO HO30/10rMen AOMKHbI MOCTOSIHHO HaxoAUTbCA nog HabnwgeHvewm; 1
pa3 B 6-12 mec. (B COOTBETCTBMM C TSDKECTbIO COCTOSIHMSA) MOKa3aHO KOMM/IEKCHOE
obcnenoBaHve B MHOrONPOMUbHLIX CTauMoHapax. [AWTeNbHOCTb HaxoXAeHus B
cTaymoHape / AHeBHOM cTaumoHape 21-28 gHei.

HabniogeHme 60MbHbIX NO MECTy XuTenbctBa (B amb6yn1aTOPHO-NONAMKINHUYECKNX
YCMOBUSX) AO/HKHO OCYLWECTBAATLCA MOCTOSHHO. JlabopaTopHble U MHCTPYMEHTa/IbHbIe
o6crefoBaHNs 1 pekoMmeHayemMas YactoTa Ux NpoBeAeHns npeactasneHa B Taon. 1.

Tabn

nya 3 Yactota npoeeaeHms o6cnegoBaHus aeTe ¢

MMC 1l Tuna
WccnepoBanus IlepBoHauan Kaxgerie Kaxgerie OpuH

bHast OL[eHKa 6 12 mec pa3 B
MecC 2
roza

ITopTBepxAeHUe AHAarHo3a X
AHaMHe3 0o/1e3HU X
Kimmanueckuii ocMoTp X X




Pocr, Bec, OKpy>XHOCTb I'0JIOBBI

BriHOCIMBOCTB1

Onenka HHC

KomnbtoTepHast ToMorpadus wii
MPT ronoBHoro mosra

KoruuTeHoe TectrpoBanue (DQ/

1Q)2

CkopocTb HEepBHOU
npoBogumocty/ IMI'

OneHka ciayxa

Aypuometpust

O1jeHKa 3peHus

OcTtpoTa 3peHus

OcMoTp ri1a3Horo JHa

WccnenosaHue porosuLisl

HLIXHTEJILHBH cucreMa

®B]]

HUccnegoBanue
cHa/mommcoMHorpadust

Oo6cteioBaHNe  CepAevYHO-
COCYAUCTOH CHCTeMBI

DJIeKTpOKaprorpaMma

Jxokappauorpadus

OnopHo-/{BUraTe/IbHbIH
anmapar

PentreHorpacduu ckesnera

JKeypouHO-KUIIEYHBINA TPAKT

Y31 opraHos
OproIHOM TMOJIOCTH;
00bLeM cejie3eHKH, ITeUeHu

JlaGopaTopHbIe HCC/IeA0BaHUS

Onpepenenvie AT




Ana npepoTBpalleHns acnvpauvoHHOTro MopaXkeHUs OpraHoB AbIXaHUs POAUTENAM UNn
nvuaM, OCYLeCTBAWNMM  yxo4 3a 60nbHbiIM MIC C  HapyweHUsMW T[/10TaHus,
Heo6Xo4MMO BbINONHEHME psfa PeKOMeHJaUNiA:

1) uvacToTa KopM/eHuUiA fomkHa 6biTb He MeHee 8-10 p/cyTku HeGObLUUMU NOPLUUSMMY;

2) NONOXeHne 601bHOro NPV KOPMAEHUN CUASE U C MPUNOAHATLIM FO/I0BHLIM KOHLLOM;
3) exeaHEeBHbI ApeHaxHbIi Maccax, MPOBOANMbIA HECKO/IbKO pa3 B AEHb;

4) B cny4vae rpyboro HapyLeHusl r1oTaHus perynsipHas caHauusi BEPXHUX AblXaTeslbHbIX
nyTei c NOMOLLbI0 3N1EKTPOOTCOCA;

5) KopMneHue yepes 30HA, 06513aTesIbHO NpY TeYEHUN BPOHXUTA/MHEBMOHWUN;

1/l meteld crapiie 3 JieT; paccTosiHUMe, NpoMjeHHOoe 3a 6 MUHYT (TIPeANOUTHUTE/BHBIM SIB/ISIETCST TOT JKe
TIPOMEXXYTOK BpPEMEeHH, UTO U B NPeJbIAYIIMX TecTaX 3TOro NaljyeHTa); YUC/Io CTyIeHel, Ipoi/ileHHbIX BBepX
3a 3 muHyThL. OneHuBaroTCs nokasarenu carypauuu SpO2, YA, YCC fo U nocsie HarpysKu.

2 DQ wmm Koadduument ymcreenHoro paseuthst (KYP) - criocob cpaBHeHHS! MHTe/IEKTYalbHOTO Pa3BUTHS,

CBOMCTBEHHOr0 JIaHHOMY BO3pacTy (YMCTBEHHBIX CIIOCOOHOCTell pe0eHKa 110 OTHOLIEHHIO K €ro
CBEPCTHUKAM), C XPOHOJIOTHUECKUM BO3pacToM ((aKTHUeCKUM BO3pacToM peOeHKa).

KYP paccuuThiBaeTcs [jeieHHeM WHTe/IEKTyabHOT0 BO3pacTa Ha XPOHOJIOTMUeCKUM 1 yMHOKeHHeM Ha 100
JJIl TosydeHust Ljejioro uuciaa. CpepgHuil Ko3dduUIMeHT yMCTBEHHOIO pasBUTHs [ J1000ro Bo3pacra
cuuraetcs pasHbiM 100.

6)  MOCTOsIHHOE MpYMeHeHne 30HAa (Mo NoKa3aHWsM — racTPOCTOMbI) B Clydae rpy6oro
HapYLLEHNS FNOTaHWs, YaCTbIX 6POHXO0-NIEroUHbIX MHGEKLMI acnMPaLIMOHHOIO reHesa.

NNEYEHWE

B HacTosuwee BpemMsa He CylleCcTByeT mnartoreHetnyeckoro sedyeHusa MIMC Il tuna.
TpaHcnnaHTaumMsa CTBOJIOBbIX KNETOK He UMeeT A0CTaTOYHbIX AaHHbIX [1A LNPOKOro
npuMeHeHunsa (onucaHo Heckonbko cnyyaes B CLUA). TpaHcnnaHtaums KOCTHOTO MO3ra
HeathdhekTUBHA.

[TaneHTsl [OJ/DKHBI II0/IydaTb CUMNMOMAMUYECKyl0 mepanutd B COOTBETCTBUM C
BbISIB/IEHHBIMU HapYIIeHUSIMHU U Kaio0amH.

NeyeHne noBefeHYECKMX HapyLUEHWUA NPOBOAUTCH NCUXPOHEBPOSIOTOM, OObIYHO
NCNOJb3YIOTCA CefaTtvBHble CPeacTBa, TPaHKBU/IM3ATOPbI, KOPPEKTOPbl NOBEAEHUS.
Bbi6op npenapara, [031POBKa, ONNTENbHOCTb Kypca onpepgenaoTca
MHOVMBMAYasIbHO. HaunHaloT NpuveM [aHHbIX npenapartoB  Noj — TwaTeslbHbIM
BpayebHbIM KOHTPOJIEM B YC/TOBUAX KPYT/IOCYTOYHOrO / HEBHOIO CTauMoHapa.

Mpn cMmMnNTOMaTUYeCKOW 3NU/Iencuy HasHavatoTCA aHTUKOHBY/IbCAHTbI, OAHAaKO
O03MPOBKM WUCNOJb3YIOT MeHblUe cpegHeTepaneBTUYEeCKUX AN CHWKEHUS pucka
pasBUTUS BO3MOXHbIX HexenatesnbHbIX 3ddekToB. [Moabop aHTUKOHBY/IbCaHTA
OCYLLleCTBNAETCA  MNCUXOHEBPOSIOTOM B 3aBUCUMMOCTM  OT  Buga MNPUCTYMOB,
nokKanuMsaumy oyara naTosiorMyeckoin akTMBHOCTMU.

Mpun coobLiatoLerica rmapouedannn nokasaHo BEHTPUKYNO-NepUTOHeaslbHoe
LUYHTUPOBaHME.

CpaBsneHve CMVYHHOrO Mo3ra nNpuBOAMUT K HeobpaTUMbIM HEBPOJIOrMYECKUM
HapyLeHussM, No3ToMy Mpu  MOAB/EHUW NepBbIX CUMMTOMOB HeO6XoAMMO
paccmatpuBaTb BOMPOC O [AeKOMMpeccupyowein onepauum A0  NOSIBNEHUA



BbIP&XXEHHbIX HAPYLUEHWIA.

MauveHTam € HapyweHneM (YHKUUM KUCTEA WKW C HapyLleHWeM HEepBHOW
nposoAgnMOCTKN no pesysbTatam SHMI nokasaHa onepauus 4eKoOMNpPeccun HepPBHbIX
CTBOJIOB, KOTOpasi NPUMBOAMT K ObICTPOMY CTOMKOMY yny4lleHuto yHKumun. Yactota
peunamBoB KapnasbHOro TOHHENbHOro CUMHAPOMAa Y MNauneHToB C pPasnYHbIMU
Tmnamu MIC HeunsBecTHa. [MOCKO/IbKY MOBTOpPHasA KOMMpeccuss MeauaHHOro Hepsa
BCNeACTBME pybUEeBaHUA WU OT/IOKEHUS  [IMKO3aMUHOI/IMKAHOB  BO3MOXHA,
nauueHtam Heo6xo4MMO NOCTOAHHOE HabnaeHMe.

Koppekuusa cepaeyHo-CcoCyAMCTON HeOCTaTOYHOCTHN, apTepuasibHOM rmnepTeH3nm
NMPOBOAUTCA CTaHAAPTHLIMM MeToAamMN NTeYeHNUs NPUHATBIMW B AETCKOM Kapamoormu.
Mo nokasaHWsM peluaeTcsi BONPOC O HeO6X0AMMOCTU XUPYPrMYeCcKo KOppeKLmu.

Mpn odpTasIbMOSIOrMYECKMX HAPYLLIEHUAX NMPOBOAUTCA JIEYEHME MO NOKa3aHUAM,
noabop Tepanuy OCYLLECTB/IAETCA Ha OCHOBaHWW pekoMeHJauuii Mno  J1eYeHunto
COOTBETCTBYHLLMX HO30/10TUIA.

OpTonegnyeckas KOppekuus HapyLleHUs oCaHKW, TYrornoABMXHOCTU CyCTaBOB C
NCMOMIb30BAHNEM  HEXMPYPIMYeckMx MeToAOB BKIOYaeT dmsmonpouenypbl U
NPUMeHeHne opToneguyecknx  yCTponcTB. [lo  nokasaHuAM  OCYLLEeCTBASAKT
apTPOCKONWIO, NMPOBOAUTCA XMpypruyeckas sameHa Ta3obefpeHHOro Win KOSIEHHOTo
cycTaBa, Ucnpas/ieHne OCU HMKHEN KOHEYHOCTW.

Peunavsupyowme oTuTbl, YacTble pecnupatopHble 3ab0/sieBaHus BEPXHUX
AblXaTeNbHbIX MyTeWn TpebytoT npoBefeHns CMMNTOMaTUYECKOM,
aHTVbGakTepunasibHON Tepanunu, o

NnoKasaHUAM - XNpyprunyeckoro sMeLaTesibcTea.

AKTHBHas HMMYHHU3aAIUA

YacTble pecnupaTopHble MHpekunm 06ycnoBnMBaloT LenecoobpasHoCTb NpoBeAeHus
BaKUMHaLMN NPOTUB MHEBMOKOKKOBOW M reMotnIbHOM MHGIEKLWIA.

AHecTe3H0/I0THUeCKHEe M0Co0Us

Mpn npoBeaeHnn 06LLEN aHECTE3UN HEOOXOANMMO MOMHUTL O BbICOKOM PUCKE KOMMPECccun
CMUHHOIO MO3ra BC/eACTBME HeCTabu/ibHOCTU aT/iaHToakCuasibHOro cyctasa. KopoTtkas
wes, orpaHuyeHne MOABMKHOCTU HWKHEW YeNCTW, YBEMYEHME S3blKa, BblPaXeHHas
rmnepTpothmsa  ageHongoB M MUHOAQIMH - CO34Al0T  Mpob6sieMbl  Npyv NPOBEAEHMM
aHecTe3no1I0rMyeckoro nocobus, NoaTomy npeanoyvteHve cnegyeT othaBaTtb MECTHOMY
NN pernoHanbHOMy 06e360/IMBaHUIO, a TakkKe 3HAOCKOMUYECKOW MHTy6aumun. MauyneHT

npeaBapuTebHO KOHCY/IbTUPYETCS KapAayosioroMm, OTOPWHOMAPWHIO/IOTOM,
aHecTe3nos1orom, HEeBPONaTosIoroMm. O6sa3aTesibHO nposeaeHne MOJIHOrO
KapAmosormyeckoro 06cnefoBaHnsl, MNosMcOMHorpadun (AN BbISIBNIEHWS  CTEMNeHu
[blXaTeNbHbIX HapylleHuid), npu HeobxoAMMOCTM - 3HAOCKOMUM  HOCOFOTKM W

KOMMNbloTepHOli ToMorpachum nerkmx. OnepaTvBHOe BMellaTeNlbCTBO C aHecTesuelt
Heo6xoAVMO NPOBOAUTb B KPYMHbIX MEAULMHCKMX LeHTpax, umerowmx OPUT, Tak Kak
MHTY6auMs W nocneaywlas aSKcTybaumsi y Takux MauMeHTOB MOXEeT BbI3BaTb
3aTpyAHEeHus.

Peabummranus

MaumeHty ¢ mykononucaxapuagosom Il Tuna dwmsnotepaneBToM U Bpavom-SIOK
pa3spabaTbiBaeTCa MepCOHAIM3NPOBAHHLIA KypC peabunutauun, BKIOYAKLWMIA Maccax,



neyebHyro  (PU3KYNbTYPY, dmn3snoTepaneBTMyeckne npoueaypbl (MarHMuToTEpanuio,
TepmoTepanuio, yaapHO-BOJIHOBYIO Tepanuio, MeTog 61Monornyeckoin o6paTHoOn CBA3N U
Apyrue npoueaypbl).

PeabunutaumoHHble  Kypcbl  (Maccax, JI®K,  cwmsmonpoueaypbl,  MCUXOMOro—
nejarormyeckass MomoLlb) XenatesibHO MPOBOAWUTbL B YC/IOBUSAX OHEBHOIO cTaumoHapa
NpoBOAMUTCA C YacToTOoN 3- 4 pa3a B rog,.

HCHXOJ’[OI‘O-HE]I[&I‘OI‘H‘-IECK&H nmomMoinb

Mcuxonoro-negarornyeckasl NOMOLLL NPOBOAMTCA B KOMMJEKCE peabunmntaumoHHbIX
mMeponpusaTuiA.  KoppekumoHHO-Negarornyeckoe  BO3AENCTBME  onpefensietcs B
3aBUCUMOCTW OT TSHKECTUM U A/IMTESIbHOCTU TeYeHus 60NIe3HN, CTPYKTYpPbl HapyLUeHWl
300pOBbsl,  CTEMEHM  HeAopasBUTUS  MO3HABaTENbHOW  AeATenlbHOCTM,  Tuna
SMOLMOHa/ILHOTO  pearnpoBaHusi, OCOOEHHOCTeil noBeaeHust pebeHka. BknwoueHne
KOPPEKUMOHHO-MeAarornyeckoro  CoMpoBOXAEHUST B KOMMIEKC BOCCTAHOBUTE/bHbIX
MeponpusaTUiA  obecneunmBaeT  OOMOMHUTENIbHYKD  OUEHKY AMHAMWKU  MCUXUYECKOrO
pasBUTUSA Kak OAHOr0 M3 BaXHbIX MoKasaTenei COCTOSAHUSA 340pOBbs, MNOBbILWAET
3P(heKTMBHOCTbL  TepaneBTUYECKMX BMeLUATeNbCTB, CHWXKaeT 3KOHOMUYeckoe 6pems
[aHHOl naTonornm 3a cyeT counanm3aumy NaunmeHToB Y COXPaHEHWsT NCUMXOMNOrMYECKOro
noTeHymana TpyAoCcnoCO6HbIX Y/IEHOB CEMbMU.

IlasytMaTUBHAsA IOMOIIB

B coctaB nannvatuMBHbIX CAYyX6 BXOAAT Bpauyn, MefuUMHCKME CecTpbl, MCUXOMA0rU U
coumasibHble  paboTHUKM. HecmoTps Ha TAXesioe COCTOSHME M MOCTOSIHHYHO
NnoTpebHOCTL B

MOHMTOPWHIE, BCe NauueHTbl NPenMyLLLeCTBEHHO HaXoAsTCA AoMa B Kpyry CBOei ceMbi U
Apyseil. OCHOBHOI Uenbio paboTbl NaNMATUBHLIX CHYX6O ABNSETCA co3daHue BCex
Heo6X0AVMbIX YCMIOBUI A5t 0GECNEUYEHNS HAXOXAEHNS 6O/bHbIX B JOMALLHMX YC/I0BUSIX,
a He B CTeHax N1eyeBGHOro yupexaeHusi, Yto Nno3BoNsSieT He TOJSIbKO YNYYllMTb KauecTBO
XXU3HW GOJIbHLIX U UX CEMEIA, HO U CYLLLECTBEHHO CHU3WUTb FOCYAAPCTBEHHbIE 3aTpaTbl Ha
NOCTOSIHHOE CTalLMOHapHOe fieyeHne Taknx nauueHToB.

NMPOIMHO3

BonbHele ymupator, He gocturas Bo3pacta 30 JieT, 4aCTO BC/E[CTBUE BO3HHUKIIMX WH(EKIH
HIDKHUX [IbIXaTe/IbHBIX MyTel.
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