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KJIVWHUYECKUE PEKOMEHJIAIIMA IO OKA3AHUIO MEJIUIIMHCKOM
oMo AETAM C MYKOIIOJIMCAXAPUTO30M |11 TUITA

JlaHHbIe KJIMHMYECKME PEeKOMEHJAUMH MOATrOTOBJIEHbI MNPO(ecCHOHATBLHOM
acconuanmeii nerckux Bpaveit Cow3om nexumarpos Poccun B 2013r., akTyaJu3upoBaHbl,
corjacoBanbl B HoHe 2014r. ¢ ri1aBHLIM BHEIITATHBLIM CHENHMAJIHUCTOM IO MEeIMIIMHCKOM
reneruke Mmunsapasa Poccun a.m.H. Kynessim C.H. YTBepxaensl Ha XVIII Konrpecce
neauaTpoB Poccun «AkTyajibHble MpodJaeMbl neauatpum» 14 ¢pespasns 2015r.

CocraB patGoueii rpynnbi: akaa. PAH bapanos A.A., wi.-kopp. PAH Hama3zoBa-
Bapanosa JI.C., 1.Mm.H. Kynes C.U., npo¢., 1.Mm.H. Ky3enkoBa JI.M., k.M.H. I'eBopksin A.K.,
k.M.H. Bammakmanze H./l., k.0.H. CaBocTbhsinoB K.B., k.0.H. [lymkoB A.A., 1.M.H. 3axapoBa
E.10., k.M.H. [loakaerHoBa T.B., k.M.H. BumnneBa E.A.

ABTOpPbI  NMOJATBEP:KAAIOT OTCYTCTBHE (PMHAHCOBOW  MOAAEPKKH/KOH(PIUKTA
HHTEpPeCcoB, KOTOPbIA HE00X0AUMO 0OHAPOA0BATD.

MYKOIIOJIUMCAXAPUIO3bI

JlaHHBII TPOTOKOJI MO JUATHOCTHKE M TEPANvy MYKOIOJIHMCAXapuA030B y JETEH CO3JaH
HAa OCHOBaHHHM CHCTEMaTHYeCKoro o03opa mwureparypsl 1992-2013 rr. Medline (Pubmed
version), Embase (Dialog version) u Cochrane Library databases, ¢ ucrons30BaHreM CO31aHHBIX
3apyOexHBIX KInHHYeckux pexomenparmii (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) MYKOHOJ'II/ICB.XH_pI/I,Z[O3LI OTHOCATCA K PCAKUM HACICACTBCHHBIM 3a6OJIeBaHI/I$IM, qTo
HCKIIIOYAaCT BO3MOXHOCTL IHPOBCACHUSA OOJIBIINX KOTOpTHBIX MW  PAHAOMH3UPOBAHHBIX
KOHTPOJIMPOBAHHBIX I/ICCJ'IeI[OBaHI/Iﬁ U i1 CO3MaHUA MPOTOKOJIOB IUATHOCTUKHU U TCpallun
HCIOJIB3YIOTCA JIMIIb TEMATHYCCKHUEC UCCIICAOBAHUA SKCIICPTOB, OHy6J'II/IKOBaHHBI€ B IIOCJICAHUC
JABA JCCATHUIICTUA.

OITPEJEJIEHUE

Myxkononucaxapuno3sl (MIIC) - rpymnmna HacienCTBEHHBIX OOJe3HEH OOMEHa BEIEeCTB,
CBSA3aHHBIX C HapylleHHeM Metadonu3ma riuko3amuHornukanoB (I'AD), mpuBoasimiee
MOPAKEHUIO OpraHoB H TkaHed. OOyCIOBJIEHBI JaHHBIE 3a00JEBaHUS MYTAIUSIMH TEHOB,
KOHTPOJHMPYIOIIUX MPOIECC BHYTPUINZOCOMHOTO THIPOIIH3a MAKPOMOJIEKYIL.

KO/Ibl MKB-10

E 76.0 - Mykononucaxapuno3 1 tuna
E 76.1 - Mykononucaxapuao3 2 THIa
E 76.2 - JIpyrue MyKoIoJImcaxapu03sl

SMMUAEMHUOJIOI'UA
Bcerpeuaercs ¢ nonynsiuuonHoi yactoro 1:40 000 - 1:100 000 HOBOpOKIEHHBIX.

IMPO®PUITAKTUKA
[TpoduiakTuka MyKOIOJUCAXapU030B - MpEHATalbHAs AMArHOCTHKA, OCHOBaHHas Ha
HETOCPEICTBEHHOM OTpeieieHnH euiuTa pepMeHTa B aMHUOTHYECKUX KIIETKaXx.



CKPUHUHI'
B nHacrosiee BpeMsi CKpUHUHI CpeIy HOBOPOXKACHHBIX WM JPYTUX BO3PACTHBIX I'PYIII
HE IIPOBOJIUTCA.

KIJACCUDPUKALUSA
B cooTBercTBUM ¢ AepUIMTOM / OTCYTCTBHEM METaOOIUYECKUX JTM30COMAIBHBIX (DepMEeHTaM U
COOTBETCTBYIOIIMM T'€HHBIM Je(eKTaM M TSKECTH KIMHHUYECKOH CHMITOMATHKH BBIICISIOT
CJIEIYIOIIIE TUITBI MYKOIIOJINCAXapHI030B!

Tabnuna 1.
Knaccudukanus (Homenknatypa) MIIC.
Xpomo-
. COMHast
MIIC | Tun Cunapom I'en depmeHTHBIH nedekT HOKATH- OMIM
3a1s
MIICIH I'ypnep 607014
MICT IDUA | Jlemmur anspa-L-naypormnaser | 4p163 | 607015
I H/S I'ypnep-Llleiie H AYPOHHA po.
MIICIS leiie 607016
Jebumur uin oTcyTCTBHE
I MIIC 1I XanTepa IDS HApOHAT-2-CyIIb(patasst Xq28 309900
Jebumur uin oTcyTCTBHE
CyIb(QOUIYPOHAT CYIb(aTasbl
MIIC IIA SGSH Jedunut renapan-N-cynbdarassr | 17025.3 252900
Heduut N-anetmn-a-D-
MIIC 11IB NAGLU | [HOKOSaMUHHAGSET 17q21.2 | 252920
Heduut N-anetun-o-
TJIFOKO3aMHHU1a3bl
Il Candwmmnmnmno Tledmuur renapar-o-
MIIC IIIC HGSNAT | rroko3amuuug N- 8pl1.21 252930
areTuaTpanchepasbl
MIIC IIID GNS Hedrmut N-aneTHirroko3aMuH- 12q14 252940
6- cynbdaraszsr
v MIIC IVA GALNS Jedunut ramakrozaMuH-6- 16024/3 | 253000
Mopxk#o cynb(artasbl
MIIC IVB GLB1 Jeduuut B-ramakro3umasel 3p21.33 253010
Hedumut N-
VI MIIC VI Mapoto-Jlamu ARSB aleTHITaIaKTO3aMHIH-4- 5q14.1 253200
cynbhaTasbl
VIl MIIC VII | Cnas GUSB Jedurur B-rmokypoHunasst 7921.11 | 253220
MIIC IX HenocTtarounocts
IX T HYAL1 Jedumur ruamyponnaassl 3p21.31 | 601492

MYKOINOJUCAXAPUAO3 11l TUITA

CunoHuMBIL: cuHIpoM CaHpHUIUNIIO.

Kon MKB-10
E 76.2 - Ipyrue mykomnoymmcaxapuao3sbl.




ONPEAEJEHUE MIIC Il TUIIA

JluzocomanbHass ~ OOJIe3HP  HAKOIUICHHs, TEHETUYECKH TeTepOreHHas, O0OyCIOBICHHAS
HAKOIJICHUEM TremnapancyibdaTa W XapaKTEpU3YIOMIAascs IMPOTPECCUPYIOIIEH YMCTBEHHOU
OTCTaJOCThIO, YMEPEHHBIMU U3MEHEHUSIMU CKEJIETA.

SIUIEMHUOJIOTUA
Yacrtorta 1 Ha 80 000 HOBOpPOXKAECHHBIX. SIBJISIETCS TPETHUM IO YACTOTE BCTPEHAEMOCTH CPEAU
BCEX M3BECTHBIX B HACTOSIIIEE BPEMSI MYKOIIOJIMCAXapUI030B.

ITHUOJIOI'UA

Hacnexgyercss mo ayTOCOMHO-PEIIECCUBHOMY THUITy, SIBJISICTCSI T€HETHYECKH T'eTEPOreHHBIM
3aboneBanueM. Poaurenn OGOIBHOrO pedeHKa - IeTepO3UIOTHBIE HOCHTENIN IMaTOJIOTHYECKOTrO
reHa.

Bo3moxxeH neduuMT pasHeIX (EpMEHTOB, HO BO BCEX CIydYasX B JIM30COMax HaKaIUTMBACTCS
OJIVH THII TJIMKO3aMHHOTJINKAHOB — relapancyibpar.

BeIgensror dYerslpe KIMHUYECKH HEpa3IMYMMBIX MOATHUIIA, XapaKTEPU3YIOUIMXCS Pa3HBIMU
ouoxummudeckumu nedexramu (Tadi.2).

Tabnuma 2.

TTogruner MIIC 111

®enorun | Mecrononoxenue | Genorun | I'en I'en/JIokyc | depmeHT
MIM MIM
MIIC 17925.3 252900 | SGSH 605270 I'emapan-N-cynedarasa
A
MIIC 17q921.2 252920 | NAGLU | 609701 a-N-amernn-D-
1B TIIFOKO3aMHUHHIIa3a
MCII 8pl1.21 252930 | HGSNAT | 610453 I'enapan anernin-KoA:a-
][ riroxo3aMuHnI-N-
arneTuiITpanchepasa

MIIC 12914.3 252940 GNS 607664 N-anerunraroko3aMui-6-
11D cynbdaraza

[Moarun MIIC Il E - nmpogomxaeT n3y4arbcsi.

MIIC III A. I'en SGSH, xonupyromuii renapan-N-cynbsgaTasy, 6601 uaeHTHGHUIEPOBaH B 1995
r. OH JOKanM3yeTcsi B XpOMOCOMHOI obnactu 17025.3.

MIIC III B. Ten NAGLU, xomupyromuii o-N-anerun-D-ritoko3amMunuaasy, Obul
uaeHTuguurposad B 1996 r. OH nokanuzyercs B XpoMOocoMHOI obmactu 17q921.1.

MIIC III C. T'en HGSNAT, xogupyromuii arnetmi-KoA :a-rimroko3amua-N-anerninrpancdepasy,
6611 uneHTUduIpoBaH B 2006 r. OH noKanu3yercs B XpoMocoMHoi obmactu 8pll.1.

MIIC 1III' D. Ten GNS, kogupyroumii N-aneruiariaroko3aMuH-6-cyibdarazy — Obul
uaeHtuduuuponat B 1988 r. OH nokanusyeTcs B XpoMocoMHOM obnactu 12914,
Knunnueckue nposisnenust noarunoB MIIC III cxoaHsl.

[Moarunn MIIC Il A - naubonee pacnpocTpaneHHbI. TeueHue 3aboneBaHus mpu IToM (opme
HanOoJee TspKelloe, ¢ paHHUM HadaioM, Hanbosiee OBICTPhIM NPOrPECCUPOBAHUEM CUMIITOMOB U
KOPOTKOH MPOJIOJKUTEIBHOCTBIO )KU3HM.

KIMHUYECKUE ITPOSABJIEHUSA



Or1nuuurensbHoit yeprod MIIC III Tuna ot apyrux ¢opm siBjsieTcsi MeHee BbIPaKeHHOe

HAKOIIJICHUEC IIPOAYKTOB HAPYHICHHOIO o0MeHa B COeTUHUTEIbHOM TKaAHU, HO 0oJ1ee
SHAYHUTC/IBbHOC OTJIO0KCHHEC UX B TKAHAX MO3ra.

OCOo0EHHOCTH KIMHUYECKHX MPOSIBIICHUH MPECTaBIeHbI B Ta0. 3-5.

Tabnuua 3.
BrIpa)keHHOCTh KIMHUYECKUX MPOSIBICHUH B 3aBUCHMOCTH OT Bo3pacta aebrota MIIC 1A Tuma.
Cucrema CuMiroM HoBopoxn. MinaneHupsl Hetn [TogpocTku
ITHC Hapymenne noBenenmus, - + +++ ++
arpeccust
I'unepakTHBHOCTh - + +++ ++
3ajepKKa U OTCTaBaHUE B | - + +++ +++
Pa3BUTHH
Cynoporu - - + ++
Hapymenue cHa - ++ +++ ++
Hapymenue rnoranus - + + +++
[MumeBapu- | duapes - ++ ++ +
TeIbHAS Huchyskumsa neuenu - + + +
cucTemMa
Ymu IloTeps ciyxa - + + +
CkenerHo- | I'pyObie uepThl muia - + + +
MBIIeYHasd | MHOXKeCTBEHHBIN - + + +
JIU30CTO3
Cnenuane- | I'enapan cynegar B Mmoue | 11 " " "
HBIE I'enmapan-N-cynbdarazaB | ||| L L L
1abopaTop- | JIEHKOIHUTAX
Hble TeCThl | Obume Al B Moue 1 " " "
Taomuua 4.
BrIpakeHHOCTh KITMHUYECKUX MPOSIBIICHH B 3aBUCUMOCTH OT Bo3pacta aebrota MIIC I11B Tuma.
Cucrema CummromM Hogopoxz. MianeHps! Jetun ITogpocTku
HHC Hapymienue noeaexus, - + +++ ++
arpeccust
['unepakTUBHOCTH - + +++ ++
3ajepKKa U OTCTaBaHHE B | - + +++ +++
pa3BUTUHU
Cynoporu - - + ++
Hapymenue cha - ++ +++ ++
Hapymenue rnmoranus - + + +++
TIumesapu- | Huapes - ++ ++ +
TeIbHAS Huchynkunsa nedenn - + + +
cucTemMa
Y Tloreps ciyxa - + + +
CkenerHo- | I'pyOble uepThl auIa - + + +
MbIIeYHass | MHOKEeCTBEHHBIN - + + +
JIM30CTO3
Criemmas- | Anbgpa-N- 1 1l T
HBIE AIUTENTIIOKO3aMUHIIa3a
naboparop- | I'emapau cysnbdar B moue | 11 " " "
HbIC TECThI | OG6mmme ['Al" B Moue " 1 17 11
Tabmuma 4.

BripaxkeHHOCTh KIIMHUYECKUX TIPOSBIICHUHN B 3aBUCUMOCTH OT Bo3pacta aeorora MIIC IIC tuma.
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Cucrema CuMiToM Hoso MJIaACHIIBI NeTH MOJPOCTKH
POXK.
HHC Hapymenne noBenenmus, - + +++ ++
arpeccust
['MnepakTHBHOCTD - + +++ ++
3amepKKa U OTCTaBaHHE B | - + +++ +++
pa3BUTHHU
Cynoporu - - + ++
Hapymenue cHa - + ++ ++
Hapyuienue rnoranus - + + +++
TIumesapu- | Jduapes - ++ ++ +
TeJbHas Huchynkums neueHu - + + +
cucTema
Y Tloteps ciiyxa - + + +
CkenerHo- | I'pyOble uepThl muia - + + +
MbIIeYHas | MHOKEeCTBEHHBIN - + + +
JIM30CTO3
Crnenmanp- | Anetmn-KoA: Ansga-N- ) L () (R
HBIE rIIoKo3aMuHKAa3a-N-
naboparop- | anurentpaHcde-paza
Hele TecThl | 'enapan cynbdar B Moue | 11 " " i
O6mme 'Al' B Moue i i N I
Tabnuua 4.
BbIpakeHHOCTh KIIMHUYECKHUX MPOSIBJICHUH B 3aBUCUMOCTH OT Bo3pacTta Jieorora MIIC D turma.
Cucrema CuMmnroM Hoopoxn. MinaneHus! Jletn [TogpocTku
IMHC Hapyuienue noseaeHus, - - +++ ++
arpeccust
I'unepakTUBHOCTH - - +++ ++
3ajepKKa U OTCTaBaHHE B | - - +++ +++
pa3BUTUU
Cynoporu - - - ++
Hapymenue rinoranus - + + +++
ITnmesapu- | duapes - ++ ++ +
TeJbHas JuchyHKIMS Te4eH: - - + +
cucTemMa
Y IToTeps ciyxa - - + +
CkenerHo- | I'pyOble uepThl auIa - - + +
MbIIIeYHass | MHOKE€CTBEHHBIN - - + *
JIM30CTO3
Crnenmanb- | [enapan cynbdar B Moue | 11 " " 1
HBIE N-Aueruirimoko-3aMuH-6- | ||| L A L
naboparop- | cynbaTasa B JIESHKOIUTAX
HbIC TeCTBl | O0mue ['Al" B Moue " " 1" "

Ocnosnble Kiunuyeckue nposeiierus; YMCTBCHHAA OTCTAJIOCTb, YMCPCHHAsA TYTI'OIIOABUXKHOCTDH
CYCTaBOB, JICTKOC Opr6CHI/IC Jqana.

Buewnuti 6uo: oObldHO 3a0ojieBaHHE MaHHM(ECTHpyeT Ha 2-M ToJy >Ku3HU. OTmedaroTcs:

OTCTaBaHHUE B POCTE, HeOoIbIIAas TYTOIIOABMXHOCTE CYCTAaBOB, MHOrJa YBCIIMYCHUC TICUYCHU U

cenie3eHky. CaMBIM Ba)KHBIM IMPU3HAKOM SABJIACTCA 3aICPKKa TEMIIOB IICUXOPEUYCBOTO PA3BUTHA

u rpyboe HapymeHue mnoBeneHus. K 3-my romy KuszHH

nproOpeTeHHbIE MOTOPHBIE U TICUXUYECKUE HABBIKH.

peOCHOK TIOCTETICHHO TepseT



YepenHo-1HIIeBbIE AHOMAJIUU HE3HAYUTENbHBl - YBEIMUYEHUE JIOOHBIX OYrpoB, HH3KHE
Ha/IOpOBHBIE JYTH, IIUPOKasi CIMHKA HOCA, I'yCThie OpOBHU, CUHOGpH3 (YBEIMUYCHHUE U CpPAIICHUE
OpoBeii), TYCThIE PECHHUIIBI, CYXHE U )KECTKHE BOJIOCKHL. YacTo HaOII01aeTCs THPCYTU3M.

Kocmmuas cucmema: onopHO-IBUTaTENbHBIM amnmapaT CTpajaeT MEHEE BBIPAKEHO, YEM IIPU
npyrux tunax MIIC. Uuorma ¢ 3 ner ormedaercs 3ameiieHue pocta. OObMHO (HU3HMYECKOE
pa3BUTHE COOTBETCTBYeT Bo3pacty. OO0beM ABMKEHHS B CYCTaBaX yMEpPEHHO OrpaHUYEH;
OTIPEICIIAIOTCS MHOXKECTBEHHBIE JIM30CTO3bI JIETKOHM cTemeHu, aedopmanuu Tel MO3BOHKOB.
KoctHble wu3MeHEHUS MPHUBOAAT K CHIDKEHUIO TOJBMKHOCTH HIDKHEH 4YeNIOCTH, YTO
OTPaHUYMBAET CIIOCOOHOCTH OTKPBIBATH POT U JKEBATh.

Heixamenvuaa cucmema u JIOP-opeansl: OTMEYAIOTCSl 4acTble PECHMUpATOpPHblE MH(EKIUH B
BUJIE PUHUTOB, CUHYCUTOB, 0OTUTOB. Hakomnenue 'Al’ B MuHgannHax, HaJrOpTaHHUKE, a TAKKE
B Tpaxee MPHUBOAMT K YTOJLIEHUIO U CYKCHHMIO [bIXaTeJIbHbIX MYTeH U Pa3BUTHIO
OOCTpYKTMBHOI'O afHO3. XapakTepHO CHWXeHHe ciyxa. Ha Oosee mO3OHUX CTagusx
3a00J1€BaHUsl BCJEJICTBUE HAPYLIEHUS IJIOTAaHUS BO3HUKAIOT OpPOHXUTHI M IHEBMOHHMHU
acrMpalMoOHHOI O reHe3a.

Opeanvl 3peHus: 'y B3pOCIbIX MAIMEHTOB PA3BUBACTCS MUTMEHTHBIN PETUHUT.

Llenmpanvhas HepsHas cucmema: XapakTepHa BbIpaKEHHAsl 3aJEpXKKa PEUEBOTO PA3BUTHUA C
OeHON apTUKYJSALMEeH U MallbIM 3arnacoM cioB. CaMOCTOsATeNbHAs peub Pa3BUBACTCS PENIKO, Y
qacTH OOJBHBIX - TOJHOCTBIO OTCYTCTBYeT. llocTemeHHO pa3BHBaeTcsi rpyboe HapylleHue
NICUXUKH, YMCTBEHHas OTCTaJOCTh (AeMmeHIus). PaccTpoiicTBa mOBeIEHHs - BaKHBIN
NaTOTHOMOHMYHBIA NpU3HAK y ManueHtoB ¢ cuHiapomoM Candwmunmo. bonbHbIe
TUIEPAKTUBHBI, HEYNPAaBIseMbl, SMOLUOHAIBHO JaOMJIbHBI, BO3MOXKHBI BHE3AIHbIE BCIBIIIKH
Pasapa’)kKUTCIbHOCTHU, THEBA, IJIIAKCUBOCTD. N3mensercs IMOXOJKa, HAPYIIACTCA KOOpAUHAIA. K
20 roaM criocOOHOCTh XOJIUTh TEPSETCHI.

Hapymienust cHa BCTpedaroTcsl MPaKTHUECKUE Y KAK/OTO MAlUeHTa, OECIIOKOMCTBO TIepe/l CHOM,
gacToe MpoOyXAeHNE, COKpaIleHHE TITUTEIHbHOCTH HOYHOTO CHAa, COMHAMOYIIM3M C TMPUCTYIIAMU
arpeccuu, paHHee yTpeHHee Mpo0yXk/ieHne, JHEBHAs! COHIMBOCTbD.

I[To mepe nporpeccupoBaHust 00JIE3HH MOSIBIISIOTCS CYI0POTH.

Hapymenus riotanusi 0TMe4aroTCs MpU CPETHETSHKEIOM U TSXKEJIOM TeUeHHH 3a00JIeBaHus U B
OCHOBHOM CBfI3aHbl C ()YHKIIMOHUPOBAHMEM CTBOJIOBBIX OTJEJNIOB TOJIOBHOTO MO3ra.
Habmonatorcss mpusHaku r1ceBaoOynb0apHoro wiu OynapbapHoro mnapainuuei. OTcyTcTBHE
HpaBHHBHOﬁ pEryjidaiunuu aKTa TJIOTaHUA HOPHUBOJUT K 3361300}/ MUy, CJIOHBI B Tpaxerw U
OpoHXMaJbHOE JIepeBO M PA3BUTUIO BTOPHUYHOM HHGEKIMH B BHUJE PELUIUBUPYIOIINUX
aCHUPALMOHHBIX OPOHXHUTOB U MTHEBMOHUN. DTO yCYTryOuIsieT JpIXxaTellbHble HapyIIeHHUS .

Cepoeuno-cocyoucmas cucmema: cepAle mopaxaercs peako, npeumyiiectBeHHo nmpu MIIC 111
B. Umetotcst coobmenust o coueranuu cuHapoma Canduiaunmno A co BTOPUYHBIM J1e(EeKTOM
MEXIIPEICEpAHON  NEeperopoiku,  OOYCIOBHMBIIUM  pPa3BUTHE  CYIPAaBEHTPUKYISIPHON
MapOKCU3MAJIBHOW TaXUKapAHH.

K@ﬂyOOUHO-KumeqHaﬂ cucmema: YBCIWYCHUC TICUYCHHU, YBCIUWUCHUC CCIIC3CHKHU. Yacro
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HaOJIIOMAI0TC IYNOYHBIE M IAaXOBble TIPBDKH, KOTOpBIE MOTYT pELUAMBUPOBATH IOCIE
XUpypruueckoi Koppekuuu. CKIOHHOCTh K 3MHM30JMYECKOW WM XPOHHUYECKOM nuapee. Y
NAlMEeHTOB HAONIONAIOTCS THIIEBBIE PACCTPOICTBA, KOTOPBIE BBIPAKAIOTCS B TATE K
HEChEOOHBIM BELIECTBAM.

JUATHOCTHUKA
OCHOBHBIMU JMATHOCTUYECKUMU KPUTEPUAMU SIBIIIOTCS:

1. XapakTepHblil BHEIIHUH BT TAIUEHTA - OCOOCHHOCTH (heHOTHUTIA.
2. TloBblmeHHas SKCKpeELHs renapancyibdaTra ¢ MOYOH.

3. CHwxenume akTuBHOCTH remnapaH-N-cynabdarasel, o-N-anerwn-D-rimroko3zamuHugassl,
remapan anetwi-KoA:o-rmoko3amuana-N-anerunrpancdepassl, N-aneTmirroko3aMuH-6-
cynab(darasbl (B 3aBUCMMOCTH OT MOATHIA) B KyJIbType (pudpo06s1acToB, M30JIMPOBAHHBIX
JIEUKOLMTOB, JINOO B MATHAX KPOBH, BBICYIIICHHBIX Ha (PUIBTPOBAIHLHON Oymare.

4. MonexynspHO-TEHETHYECKOE HCcCie0Banne: BeisBieHrne Mmytanuii B reHax SGSH, NAGLU,

HGSNAT, GNS (s 3asucumocmu om noomuna,).
5. IlpeHartanpHas AMarHOCTHKA PEKOMEHIOBaHA IS JIFO0O0I mocieayromneld 0EpeMeHHOCTH B
CEMbSIX, OTATOIIEHHBIX XOTs Ob1 oqHUM cirydyaem MIIC 1.
HMuarno3 MIIC Ill craBuTCc HA OCHOBAHMH COBOKYNHOCTH KJIMHHYECKHX JIAHHBIX,
Pe3yJbTaToOB JIA00PATOPHOI0 HCCJIeTOBAHNUS U MOJIEKYJISIPHO-TEeHETHYECKOT0 aHATU3A.

JANOPEPEHIHUAJIBHAA JTUATHOCTHUKA
Hpyrue BUIBI MYKOMNOJWCAXapHUI030B, TaHMJIMO3UA03bI, ayTH3M, JETCKUM IepeOpabHbIN
rnapanuy.

INPUMEP IUATHO3A

Myxononucaxapuoos Il A muna (cunopom Cangurunno mun A). Hedocmamounocme
mumpanvrnozo knanaua, II cm. HK 1. 3aodepocka ncuxopeuesozo pazeumus. Cucmemnoe
Hedopaszsumue peyu 1 yposwus. [logedenueckue napywenus. Hapywenue pazeumus auuHocmu.
Pomayuonnwiii cunopom genu valgum. Penmeenonoeuueckue npusHaku coxa vara ¢ 08yX
cmopon. O] - muonua cnaboti cmenenu. OJf - eunepmemponus c1abou cmeneHu.
Anuzomemponus. Peyuousupyrowue Hocosvie kpogomeyenus. CMeuwannas my2oyxocno.

BEJIEHUE BOJIbBHBIX MYKOIIOJIMCAXAPUIO30M |11 TUIIA

3a0osieBaHWe MMEET MYJIbTUCHCTEMHYIO MPHUPOAY U HEOOpaTHUMbIE, MPOrPECCUPYIOLINE
KJIMHUYECKHE TMPOSIBICHUS, YTO OOYCIOBIMBAaET HEOOXOAMMOCTh HAOJIOJEHUS HE TOJBKO
Y3KUMHU CHEIHAINCTaMU (OTOPUHOJIAPUHIOJIOTaMH, XUPYypraMu-opToneaamMu, opTaibMOI0raMH,
KapAHOJoramH, MyJIbMOHOJIOTaMH, HEBPOIIaTOJIOTaMH, CTOMATOJIOTaMu), HO u
¢u3noTepaneBTamMH, JIOrornegaMu, ICUX0J0raM1 U pabOTHUKaMU NaJUTMATUBHBIX CITYXO.
[TateHTH! ¢ JaHHOM HO30JIOTHEN JOJKHBI MOCTOSHHO HAXOMUThCs O] HabmoeHueM; 1 pa3 B
6-12 Mec. (B COOTBETCTBUU C TSXKECTBIO COCTOSIHHUS) MOKAa3aHO KOMIUIEKCHOE O0CIeoBaHHEe B
MHOTONPO(GMIBHBIX CTallMOHApax. J[IMTENbHOCTh HAXOXKJIEHHs B CTallMOHApe / JHEBHOM
crauroHape 21-28 nHen.

Habmtoienue G0JBbHBIX MO MECTY KHUTENbCTBA (B aMOYIaTOPHO-TIOJUKIMHUYECKUX YCIOBHUSX )
JOJI’KHO OCYHIECTBIIATHCSA IMOCTOSHHO. JlabopaTopHble U MHCTpyMEHTaJIbHbIe 00CIEeI0BaHUS U
pEKOMeH1yeMas 4acToTa UX IPOBEIEHU NpeicTaBlIeHa B Tab. 1.



Tabmanma 3

Yacrota nposenenus oocnenoBanus naereit ¢ MIIC III tuna

Hccnenosanus IlepBonauanbHas Kaxnpie 6 | Kaxasle 12 | Onul pa3
OLIEHKa Mec Mec B 2 rozga

IHoaTBep:kIeHHEe IHATHO3A X
AHamHe3 00J1e3HI X
Kaunndeckuii ocmotp X
Pocr, Bec, OKpy>KHOCTb F'OJIOBEI
BBIHOCTHBOCTD X
Ouenka HHC
Kommerotepnass tomorpadus wmu MPT X X
TOJIOBHOT'O MO3ra

Koruurusroe Tectuposanne (DQ/IQ)
CkopoCTh ~ HEpPBHOH  IPOBOAUMOCTH/
OMIl

Ouenka ciayxa

AynuomMerpus X | X I
OueHka 3peHus
Octpora 3peHus

altadle

> |4

| A
oA

OCMOTp TJIa3HOI'O JHa

HccnenoBanue poroBullsl X X
JbIxaTeJibHas cHCTEMa

OB/

HccnegoBanne cHa/moMcoMHorpagus
OObciienopaHue cepaedHO-COCYAMCTOM
CHCTEMBI

OneKTpoKapAnorpaMma
Oxokapauorpapus
OnopHo-aBUraTebHbIN annapar
Penrrenorpaduu ckenera X | | I X
Key104HO-KMILIEYHBIA TPAKT
Y3 opraHoB OpIOIIHOW  IIOJIOCTH; X X
00bEM cele3eHKH, TIEYeHI
JlabopaTopHble ucciie10BaHus
Omnpenenenne AT’ X | X | I

I[J'IH NpeaAOTBPAIICHUA aCIIUPANUOHHOI'O IMMOPAKCHUSA OPraHOB IAbIXAHUA POAUTCIIAAM WIIA JIMIAM,
OCYHICCTBIAOIMIUM  yXOI 3a oompHBIM  MIIC ¢ HAapYHICHUAMU TJIOTAHUA, HCO6XOI[I/IMO

>[4

e
alle

BBITIOJIHEHHE PsiIa PEKOMEH/IalIHi:

1) yactoTa KOpMIIEHUH AOKHA OBITH HE MeHee 8-10 p/cyTku HEOOIBIITUMHU MTOPLUSIMU;

2) noJyio’keHre 00IBHOTO MPU KOPMIIEHUU CUAS UITH C MIPUIOJHATHIM TOJIOBHBIM KOHIIOM;

3) exxeTHEBHBIN JPEeHaXHBIH Maccax, IPOBOJAUMBINA HECKOJBKO pa3 B JICHb;

4) B ciryuae rpy0oro HapyIIeHuUs TJI0TaHUs PETyJIspHas CaHAIMs BEPXHUX JbIXaTeIbHbIX MyTel ¢
MIOMOUIBIO 3JIEKTPOOTCOCA;

5) kopmIleHHe Yepe3 30H]1 00513aTeNIbHO TPU TeUEHUH OpOHXUTA/TTHEBMOHUM;

IZ[M Jnereil crapuie 3 JeT; paccTOsIHME, MPOWJeHHOe 3a 6 MHUHYT (NPEANOYTUTEIbHBIM SIBISETCS TOT XKe
MIPOMEXYTOK BPEMEHH, YTO M B MPEIBLIYIINX TECTaX 3TOTO MAIMEHTA); YUCJIO CTYNEHEH, MPOHICHHBIX BBEpX 3a 3

MuHyTHl. OlleHUBarOTCs okazarenu caryparuu SPO2, UJI/I, HCC 1o u mocie Harpys3Ku.

2
DQ wmmu Koadduument ymcrBenHoro passutus (KYP) - cmocob cpaBHEHHS WHTEUIEKTYalbHOTO Pa3BUTHA,

CBOWMCTBCHHOTO JaHHOMY BO3pAacTy (YMCTBEHHBIX CIOCOOHOCTEH peOCHKa IO OTHOIICHHIO K €r0 CBEPCTHUKAM), C
XPOHOJIOTHYECKUAM BO3pPAcTOM ((haKTHUYECKUM BO3PACTOM pPeOCHKA).

KVYP paccuntbiBaeTcsi AeieHHEM UHTEIUICKTYaJbHOTO BO3pacTa Ha XPOHOJIOTHUECKUH U yMHOXeHHeM Ha 100 mist
nmosydeHust menoro uucia. CpemHuil kod(QQHUIMEHT YMCTBEHHOTO pa3BUTHS JUIS JIFOOOTO BO3pacTa CUYHMTAETCS
pasabiM 100.
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6) TOCTOSIHHOE TPUMEHEHHE 30HJa (M0 IOKa3aHUsSM — TacTPOCTOMBI) B cCiiydae rpyOoro

HaApYILICHUS TJIOTaHUS, YACThIX OPOHXO0-JIETOYHBIX HH(EKINHA aCITUPAIIMOHHOTO TeHe3a.

JIEYEHUE
B mHacrosimee Bpemsi He cymiectByeT mnartoreneruueckoro JiedeHuss MIIC 1l Tuna.

TpaHcIiaHTanusi CTBOJIOBBIX KJIETOK HE HWMEET JIOCTATOYHBIX JIaHHBIX JUISI [IMPOKOTO
npuMeHeHus (omucaHo Heckonbko ciydaeB B CIHIA). TpaHcrmiaHTanmusi KOCTHOTO MO3Ta
HeahpexTruBHA.

[TareHTHI TOIHKHBI TOTYYaTh CUMNMOMAMUYECKYH0 Mepanuio B COOTBETCTBHU C BBISIBJICHHBIMU

HapyLICHUSIMU U JKaI00aMu.

JleueHne TmMOBENEHYECKHX HApPYIIEHUH TMPOBOJUTCS  ICHUXPOHEBPOJIOrOM, OOBIYHO
UCIIOJIB3YIOTCSI CEIaTUBHbBIE CPENCTBA, TPAHKBHIN3ATOPHI, KOPPEKTOPHI MoBeAeHus. Bridop
npernapara, J03UpOBKa, JUIMTEIBHOCTh Kypca ONPENCsIOTC MHAWBUAYyalbHO. HaumHaroT
MpPUEM JIaHHBIX TMpEernapaToB IOJ TIIATEIbHBIM BpAadeOHBIM KOHTPOJEM B YCIOBHUAX
KPYTJIOCYTOYHOTO / THEBHOTO CTAI[MOHAPA.

[Ipy cumMnTOMaTHYECKOM SMUJIENICUM HA3HAYAKOTCSI aHTUKOHBYJIBCAHTHI, OJJTHAKO JO3UPOBKH
HCIIOJIb3YIOT MEHBILIE CPEAHETEPANIEBTUYECKUX JUISl CHUKEHHUSI PUCKA PAa3BUTHS BO3MOKHBIX
HE¥KEJIaTeIbHBIX 3¢ dekToB. [Tonoop AHTHKOHBYJIbCAHTA OCYILIECTBIISAETCS
MICUXOHEBPOJOrOM B  3aBUCUMOCTM OT BHJAQ HOPUCTYNOB, JOKAJIW3aUUM  oOyara
MaTOJOTUYECKOM aKTUBHOCTH.

[Ipu  cooOmatomieiics  rugpouedanvu  MOKA3aHO  BEHTPUKYJIO-IEPUTOHEATBHOE
IIYHTUPOBAHHUE.

CnaBneHue CIIMHHOTO MO3ra MPUBOAUT K HEOOPAaTUMBIM HEBPOJIOTUYECKUM HAPYIICHUSIM,
MOATOMY TIPH TIOSIBJICHUH TEPBBIX CHMIITOMOB HEOOXOIMMO paccMaTpuBaTh BOMPOC O
JIEKOMITPECCUPYIOILEH ONEePALINU [0 MOSIBJICHUS BRIPAKEHHBIX HAPYIIECHUM.

[TaruenTtam ¢ HapylmieHneM (YHKIIMU KUCTEH WM C HapylIIeHHEM HEPBHOU MPOBOJAMMOCTH
no pesyiabraraMm DOHMI' mokazana omepaiusi J1€KOMIPECCUU HEPBHBIX CTBOJIOB, KOTOpas
MPUBOAUT K OBICTPOMY CTOMKOMY yaydiieHnuto GyHKIuHU. YacToTa penuIMBOB KapnaabHOTO
TOHHEJIBHOTO CHHJpOMAa Yy TMailueHToB ¢ pasnuuydabiMu Tunamu MIIC HewusBecTHa.
[TockonpKy MOBTOpHAsT KOMIIPECCHS MEIUAHHOTO HEpBa BCIEICTBHE pPYOIEBaHHS WU
OTJIOKEHUS TJIMKO3aMHHOTJIMKAHOB BO3MOJKHA, MAllMEHTaM HEO0OXOJWMO TMOCTOSHHOE
HaOII0/IEHUE.

Koppekuusa  cepaedHo-coCyaucTOd  HENOCTATOYHOCTH, AapTEPUAIBHOM  THMIEPTEH3UU
MPOBOJUTCS CTAaHAAPTHBIMU METOJAMHU JICUEHHS] TPUHATHIMU B JIETCKOM Kapauonorud. [lo
MOKA3aHUSIM PEIIAETCs BOIIPOC 0 HEOOXOAUMOCTH XUPYPrUIeCKON KOPPEKIIUU.

[Ipu odTanbMOIOTHUECKUX HAPYIICHUSX MPOBOAUTCS JICYEHUE MO TMOKA3aHUSM, IMOJI00D
TEepanuu OCYIIECTBISETCS HA OCHOBAHMM PEKOMEHIAIUW IO JICYEHUIO COOTBETCTBYIOIIUX
HO30JIOTUH.

Opronenuyueckass KOPpPEKIMS HapyWIEHHUs] OCAHKH, TYTOMOJBUKHOCTH CYCTaBOB C
WCIIOJIh30BAaHUEM HEXUPYPTUUYECKHX METOJIOB BKIIIOYAET (HU3UOMPOIEAYPHl U TPUMEHEHUE
OPTONEANYECKUX YCTPOUCTB. 110 moka3zaHWsIM OCYIIECTBISIOT ApPTPOCKOMHUIO, MPOBOIUTCS
XUpyprudeckas 3aMeHa Ta300€IpeHHOr0 WM KOJCHHOTO CyCTaBa, HWCIPABICHHUE OCH
HUKHEN KOHEYHOCTH.

PenmauBupytomniyie OTUTHI, YacThle pecnupaTopHble 3a00JeBaHMs BEPXHUX JbIXATENbHBIX
nyreid TpeOyIOT MPOBENEHUS CHUMITOMATHUYECKOW, AaHTUOAKTEpPHATBLHOW Tepamuu, TI0
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IMMOKAa3aHUAM - XUPYPIrUICCKOro BMCHIATCIILCTBA.

AKTHBHAsi HMMYHH3aIMS
Uacteie pecnupaTopHble HHPEKIUHW  OOYCIOBIMBAIOT  II€JIECOO0PA3HOCTh  MPOBEACHUS
BaKIMHAIIUY TPOTUB THEBMOKOKKOBOW U TeMO(MUIHbHON WHPEKIIUH.

AHecTe3H0JI0rHuecKue nocoons

[Ipu mpoBeneHnn OOIIEH aHECTE3MH HEOOXOIUMO TOMHHTH O BBICOKOM PHCKE KOMIIPECCHUU
CIIMHHOTO MO3Ta BCJICICTBHE HECTAOMIBHOCTH aTJIAHTOAKCHAJIBHOTO cycTaBa. KopoTkas mes,
OTpaHUYEHUE TOABMKHOCTH HUKHEH YEIIOCTH, YBEIMYCHHE S3bIKA, BHIPAKCHHAS TUIIEPTPOPUs
aJICHOUIOB ¥ MUH/IAJIMH CO3/Ial0T MPOOJIeMbl IPU MPOBEACHUH aHECTE3MOJIOTHYECKOTO MOCo0us,
MO3TOMY TPEANOYTCHHE CIENYEeT OT/IaBaTh MECTHOMY HJIM PETHOHAIHLHOMY 00€300JIMBaHUIO, a
TaKXKe  DHJIOCKONMMYECKOW  uHTyOarmuu. [lammeHT mpenBapUTeNbHO  KOHCYJIBTHUPYETCS
KapJIMOJIOTOM, OTOPHHOJAPWHIOJIOTOM, aHECTE3MOJI0oroM, HeBpomaTtojoroM. 0s3aTelbHO
MIPOBE/ICHHUE TIOJIHOTO KapIMOJIOTHYECKOTO 00CIIeIOBaHHUS, MOJTUCOMHOTpaduu (11 BBISIBICHUS
CTEMEHM [IbIXaTENbHBIX HApYIICHW), TpU HEOOXOIUMOCTH - HHAOCKONUH HOCOTJIOTKH U
KOMITbIOTEPHOM ToMorpaduu Jierkux. OneparuBHOE BMEIIATEIBCTBO C aHECTE3Wel HE0OX0IUMO
MPOBOANWTHh B KPYIHBIX MEIUIMHCKHX IeHTpax, mMmeromux OPUT, Tak kak wHTYyOanus u
HOCHGIIYIOIIIaﬂ 3KCT}’63HI/I$I y TAaKUX IMTAIITUCHTOB MOYKECT BbI3BATH 33.Tp}I[[H€HI/I$I.

Peadunauramus

[Matmenty ¢ wmykonomucaxapuzozom |l tuma  ¢usmorepaneBrom u  Bpauom-JIOK
pa3pabaTheiBaeTCs TEPCOHAIM3HPOBAHHBIA KypC peabuIUTAIMK, BKIIOYAIOMIMA Maccax,
ne4eOHyI0 bU3KYIBTYPY, (bu3HoTEpanIeBTUYECKUE MPOLETYPHI (MarHUTOTEpAIHIO,
TEPMOTEPAIHUIO, YIAPHO-BOIHOBYIO TEPAMUIO, METOJT OMOIOTUYECKON 0OpaTHOM CBSI3U U Apyrue
MPOLIEAYPHI).

Peabunuranmonnsie Kypebl (Maccax, JIOK, ¢usnonponenypsl, ncuxojoro—ienaroruieckas
MOMOIIIb) JK€JIaTeIbHO MPOBOJIUTH B YCIOBUSAX JHEBHOI'O CTAllMOHAPA MPOBOAUTCS C YACTOTOM 3-
4 paza B TO/I.

IIcuxoJioro-negarorn4eckasi HOMoIb

IIcuxonoro-neparornyeckas IIOMOIIlb IIPOBOJUTCS B KOMILJIEKCE peaOMIUTAI[MOHHBIX
MeponpusITHid. KoppeKIIMOHHO-TIeJarornueckoe BO3AEHCTBUE ONPEAEIAETCS B 3aBUCUMOCTH OT
TSOKECTH W JUIMTENBHOCTU TEYEeHUs OOJIe3HW, CTPYKTYphl HapyLIIEHWH 370pOBbs, CTEMEHU
HEJOpa3BUTHUSl TIO3HABATEIbHONW JEATENBHOCTH, THUIA 5SMOIMOHAJIBLHOIO pearupoBaHUS,
ocoOeHHOCTe  moBedeHHMs  pebdeHka.  BkioroueHme  KOPPEKIUMOHHO-NEAAroruyecKoro
CONMPOBOXKAECHUSI B KOMIUJIEKC  BOCCTAHOBHUTEIBHBIX  MEPONpPHUATHA  oOecrieunBaer
JOTIOJTHUTEIBbHYI0 OIICHKY JUHAMHKU IICUMXWYECKOTO pa3BUTHUS KaK OJHOTO U3 BaKHBIX
nokaszarejgel  COCTOSHUSL ~ 3/I0pOBbsl,  MOBBbIIAET  3(PPEKTUBHOCTh  TEPANEBTHUYECKHX
BMEIIIATENILCTB, CHI)KAET SKOHOMUYECKOe OpeMs MAaHHOW MaTOJOTMM 3a CUeT COIMAaIH3aluu
NAIMEeHTOB U COXPAHEHHUs TICUXOJIOTMYECKOT0 MOTEHIIMANa TPYAOCIOCOOHBIX YWIEHOB CEMbBH.

IManauaTruBHAs NOMOIIL
B cocraB mamnmmaTUBHBIX CIIY’)KO BXOMAT Bpaud, MEAWIIMHCKHE CECTPBI, IICUXOJIOTH U
colanbHble paOOTHUKU. HecMOTpsi Ha TsSKenoe COCTOSHHE M TOCTOSIHHYIO TOTPEeOHOCTh B
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MOHHMTOPHHTE, BCE MAlMEHThl MPEUMYIIECTBEHHO HAaXOASTCS JOMa B KpPYry CBOed CeMbU M
npy3eii. OCHOBHOH T1enbl0  pabOThl MAUTMATUBHBIX CIY)KO SBJSICTCST  CO3JaHUE  BCEX
HEOOXOIUMBIX YCJIOBHM I 0OeCreYeHUsI HaX0KJIeHUsI OOJBHBIX B JOMAIIIHUX YCIIOBUSIX, a HE B
CTEHAaX JIeYeOHOro YYPEXKICHHUsS, YTO MO3BOJISICT HE TOJBKO YIYUYIINTh KA4eCTBO >KU3HU
OOJIBHBIX M UX CEMEH, HO U CYIIECTBEHHO CHU3HUTh T'OCYAapCTBEHHBIC 3aTpaThl HA MOCTOSHHOE
CTaIlIOHAPHOE JICYeHHE TaKUX MalleHTOB.

ITPOI'HO3

BonbHbie ymupatot, He mocturas Bo3pacta 30 JIeT, 4acTO BCICACTBHE BOZHHUKIINX WH(PEKIUH HIKHHX
JIBIXATEIBHBIX MTyTEH.
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