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TepMuHBI U onIpeaeJeHUs

Hosrie n Y3KOHAITPaBJICHHBIC HpO(beCCI/IOHaJ'IBHBIe TEPMHUHBI B HACTOAIINX KIMHHUYCCKHUX

PEKOMEHAAIUAX HE UCIIOJIBb3YHOTCA



1. KpaTrkas nndpopmanus

1.1 Onpeneaenune

Myxkonoiucaxapuao3sl (MIIC) - rpynma HacjaeacTBeHHbIX Oosie3Heil oOMeHa
BelIeCTB, CBSI3AHHBIX C HapylleHHeM MeTa0osu3Ma riauko3amuHoraukaHos (I'AD),
npuBojsiliee K MYJbTHOPraHHOMY mnopaxeHuro OOyCIOBJIECHbl JaHHblE 3a00J€BaHUsA
MyTalUsIMU F'€HOB, KOHTPOJIMPYIOLIUX MIPOLIECC BHYTPHUIM30COMHOTO THAPOJIN3a MAKPOMOJIEKYJI.

Myxkonomucaxapuno3 |l tama (Cungpom Canduamnmo) - HacieICTBEHHAs
JU30COMHasi O0JIe3Hb HAKOIUIEHUS, TeHETUYECKU T'eTepOoreHHasl, 00yCIOBICHHAs HAKOIUIEHUEM
rernapaHcyiabdaTta M XapaKTEepU3YIOLIAsAcCs  MPOrPECCUPYIOUMMHM  HEBPOJOIMUECKUMHU
HapyIICHUSIMU, YMEPEHHBIMH U3MECHEHHSIMH ckenera [1-5].

Bce BbllenepeyncieHHble MPU3HAKW NPUBOJST K WHBATUAM3ALMM, a IMPU TKEIOM

TeYEeHUH OOJIE3HHU - K JICTAJIBHOMY HCXOOY.

1.2 DTHOJOIrUS ¥ IATOreHe3

Bo3moxxken peduuur pasHeiX (EpPMEHTOB, HO BO BCEX CIydasX B JIH30COMax
HAKAaIUTUBACTCs OJIMH THIT [IMKO3aMHHOTTIMKAHOB — remnapancyibdar [1-5].

Bbiensror 4eTblpe KIMHUYECKH HEPA3JIMYMMBIX TOJTHIA, XapaKTEPHU3YIOUIMXCS
pasHbIMH OHoXMMUYecKuMH Aedexramu (Tadi.l).

Ta6auna 1 - [Togrunsr MIIC .

deHoTUn Mecrononoxenune | OeHOTUI l'en I'en/Jlokyc depMeHT
MIM MIM

MIIC A | 17925.3 252900 SGSH 605270 I'emapan-N-cynsdaraza

MIIC IlIB | 17921.2 252920 NAGLU 609701 o-N-anernin-D-rimroko3amMuHnga3a

MCII IC | 8pl1.21 252930 HGSNAT | 610453 Iemapan anetnn-KoA:a-
raroko3aMuHuI-N-
anerwitpanchepasza

MIIC IID | 12914.3 252940 GNS 607664 N-aueTuirimoko3amMuH-6-
cynbdarasa

MIIC III A. Tem SGSH, xomupyrommii remapan-N-cynbdaTasy, JTOKaIH3yeTcss B
XpoMocoMHOM obnactu 17q25.3.

MIIC III B. Ten NAGLU, xomupyromuii o-N-anerunn-D-rookozamunngasy,
JIOKAJIU3YETCsl B XpOMOCOMHOM obmactu 17g21.1.

MIIC III C. Ten HGSNAT, xomupyrommii aneTmi-KoA:o-riaroko3amuH-N-
aneTuiaTpancdepasy, JIoKaIuzyercs B XpoMocoMHo#i obnactu 8pl1.1.

MIIC III D. Ten GNS, xomupyromuii N-aneTunriaokozaMuH-6-cynabdarasy
7



JIOKaJIM3yeTCsl B XpOMOCOMHOM o0nactu 12q14.

Knunnueckue nposinenus noarunos MIIC III cxonHsl.

[Mogrun MIIC Il A - nHauGonee pacnpocTpaHeHHbIH. TedeHue 3a00eBaHUS MPU ITOM
dbopme Hambozee TsKeNOe, C paHHUM HaAvajloM, Haumbojee OBICTPHIM MPOTPECCHUPOBAHHEM
CHUMIITOMOB.

Tun nacnenoBanusi: Hacnenyercs mo ayTOCOMHO-PEIECCUBHOMY THILY, SIBJISETCS
TeHETUYECKH TeTePOreHHbIM 3a0oseBaHueM. Pomurenu G0ibHOTO pebOEHKa - TeTepO3UTOTHHIC

HOCHUTECIIM I1aTOJIOTHYCCKOI'O I'CHA.

1.3 DnuaeMuoJ10rust

Yacrota 1 Ha 80 000 HOBOPOXKIAEHHBIX. SABISETCA TPETHUM I10 YACTOTE BCTPEYAEMOCTH

Cp€aHr BCEX U3BECTHRIX B HACTOALICC BPEMSA MYKOIIOJIUCaXapua030B.

1.4 Koguposanue mno MKE-10

E 76.2 - Mykononucaxapuaos |1l Tuna

1.5 IlpuMep aAuarHosa

o Mpykononucaxapuoos Il A muna (cunopom Cangununno mun A). Hedocmamournocmo
mumpanvrozo kranaua, Il cm. HK 1. 3adepoicka ncuxopeuesoeo pazeumus. CucmemHoe
nHedopassumue peuyu 1 ypoeusa. llosedenueckue napywenus. Hapywenue paszsumus
auunocmu. Pomayuonnviili cunopom genu valgum. Penmeenonocuueckue npusHaxu coxa
vara ¢ 08yx cmopou. Ol - muonusa cnabou cmenenu. Ol - eunepmemponus craboi
cmenenu. Anuzomemponus. Peyuousupyiowue nocoevie kposomeuenusn. Cmewannas

my20yXocnb.

1.6 Knaccudukanus

B 3aBHCHMOCTH OT MEPBUYHOTO T'€HETHYECKOTO Ne(eKTa, MPHUBOJANICTO K CHIDKESHUIO
AKTUBHOCTH JIM30COMHBIX (DEPMEHTOB BBIJEIAIOT HECKOJIBKO THUIIOB MYKOMOJIHCAXapHa030B
(Tabmn.2).

Ta6auna 2 - Knaccudukarus (Homenkinarypa) MIIC.

MIIC | Tun Cunppom I'en ®DepMeHTHBIN AedeKT Xpomo- OMIM
COMHas
JIOKaJIH-
3a1ust
| MIIC T H T'ypnep IDUA Hedunur anpda-L-unyponnnaser | 4p16.3 607014
MIIC I I'ypnep-1leiie 607015
H/S
MIICI S leiie 607016
I MIIC 1T XaHTepa IDS Jedurmr nnm orcyTcTBue Xq28 309900




nypoHat-2-cyib(arassl
Jedunur nnm orcyTcrBue
cynmb(hOUIYpOHAT CYyIb(aTa3sl

Il MIIC ITTA | Candumunmo 252900
SGSH Hedrmut renapan-N-cynbdarassr | 17025.3
MIIC IIIB NAGLU Hedrmunt N-anerni-a-D- 17921.2 252920
TIIIOKO3aMHUHUIA3bI
Hedruunt N-anetni-o-
TIIIOKO3aMHUHHIA3bI
MIIC IIC HGSNAT | Hdedunur remapas-o- 8pl11.21 | 252930
rimroxo3amMuan N-
aneTmwITpascepasspl
MIIC IIID GNS Hedrmut N-anernnrmokozamud- | 12914 252940
6- cynbdarasb
v MIIC IVA | Mopkuo GALNS Jedunur ranakrozamuH-6- 16g24/3 | 253000
cynbhaTasbl
MIIC IVB GLB1 Jedunut B-ranakro3unassl 3p21.33 | 253010
VI MIIC VI Mapoto-Jlamu ARSB Hedurur N- 5q14.1 253200
aleTHUITaIaKTO3aMHH-4-
cyab(artasbl
VII MIIC VII Crnas GUSB Jedunut B-riaroxypoHuaass 7021.11 253220
IX MIIC IX Henocratounocts | HYALL JeduuuT ruamypoHuaassl 3p21.31 601492
THATYPOHUIA3bI

1.7 Knuanyeckass KAapTHHA

Otnuuutensuoit yeproit MIIC III tuna ot npyrux ¢opm sBIsSETCS MeHee BBIPAXKEHHOE
HaKOIJICHHE TNPOJYKTOB HApYIIEHHOIO0 OOMEHa B COEAMHUTENIBHOM TKaHW, HO 3HAYMTEIbHOE
OTJIOKEHHE MX B TKaHsIX mMo3ra [1-5].

OcHo6uble  KIunuueckue  nposieleHus.  YMCTBEHHass  OTCTalOCTh,  yMEpEHHas
TYT'OIIOJIBUKHOCTb CyCTaBOB, JIETKOE OrpyOeHuUE JuIa.

Brewmnuii 6ud: 00bI4HO 3a00s1€BaHNe MaHU(ECTUPYET Ha 2-M rofy ku3Hu. OT™MeqaroTces:
OTCTaBaHHE B POCTE, HEOOJbIIas TYroNOJABUKHOCTh CYCTaBOB, MHOIJIA YBEJIUYEHHUE NEUYEHU U
cesnie3eHKU. CaMbIM Ba)KHBIM NPU3HAKOM SIBJISIETCS 33€pKKa TEMIIOB IICHXOPEYEBOI0 Pa3BUTHUS
u rpyboe HapymieHue mnoBefeHus. K 3-My rogy kKu3HM  peOCHOK MOCTENEHHO TepseT
nproOpeTeHHbIE MOTOPHBIE U TICUXUYECKUE HABBIKH.

YepenHo-1HIIeBble aHOMAJINHU HE3HAUUTEIbHBI - YBEIMYEHHE JIOOHBIX OyrpoB, HU3KHE
HaJ0pOBHbBIE YT, UIMPOKas CIMHKA HOCA, I'YCThle OpoBH, CHHO(PU3 (YBETUUEHUE U CpALIEHUE
OpoBeii), I'yCTbIe pECHHIIbI, CyXHe U )KeCTKUE BOJIOCHL. YacTo HabIoaaeTCsi THPCYTU3M.

Kocmuas cucmema: ONOPHO-IBUTaTENbHBIN anmapaT CTPAaJaeT MEHEE BBIPAXKEHO, YEM
npu apyrux tunax MIIC. UHorna ¢ 3 ner ormeuaercs 3amenneHue pocta. O0br4HO husnueckoe
pa3BUTHE COOTBETCTBYET Bo3pacTy. OO0beM IBMKEHHsS B CyCTaBaX YMEpPEHHO OrPaHUYEH;
OTIPENeNAI0TCd MHOXKECTBEHHBIM JM30CTO3  JIETKOW CTeNeHH, JedopMalud Tel MO3BOHKOB.
KocTHble W3MEHEHMS MPUBOAAT K CHIKEHUIO TOJBMKHOCTHM HIKHEH YENIOCTH, YTO
OTpaHUYMBAET CIIOCOOHOCTH OTKPBIBATH POT U JKEBATh.

Hvixamenvuaa cucmema u JIOP-opeanvl: OTMEYAOTCA 4YacThle PECHUPATOPHBIE
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uHpEeKIMU B BUAEC PUHUTOB, CHHYCHUTOB, OTHTOB. Hakommenue ['Al' B MuHmanmHax,
HA/IFOPTaHHUKE, a TAaKXKE B TPaxee MPUBOJIUT K YTOIIIEHHUIO U CYKEHHIO JbIXaTeNbHBIX MyTeH U
Pa3sBUTHIO OOCTPYKTUBHOI'O alHO?. XapaKTepHO CHIKeHHe ciayxa. Ha Oosiee mo3gHuX cTagusx
3a00J1€BaHUsl BCJEJICTBUE HAPYLIEHUS IJIOTAHWS BO3HUKAIOT OpPOHXUTHI M IHEBMOHMHU
aCTMPaIIMOHHOTO TeHe3a.

Opeanvl 3penus: 'y B3pOCIBIX MAIEHTOB Pa3BUBACTCS MUTMEHTHBIN PETUHUT.

Llenmpanvnas Hepenas cucmema. XapaKTEepHA BBIPAKCHHAS 3ajiepKKa PEUEBOTO
pa3BUTHs ¢ O€HOM apTUKYISIMEN M MalbIM 3anacoM cioB. CaMocTosTeNnbHAs Peub pa3BUBACTCS
pelnKko, y uacTH OOJbHBIX - IIOJHOCTBIO OTCyTcTBYeT. llocTemeHHo pas3BuBaercs rpyboe
HapyILICHUE NICUXUKH, YMCTBEHHAsA OTCTAIOCTh (JeMeHIus ). PaccTpoiicTBa OBEICHUS - BAKHBIN
NAaTOTHOMOHUYHBIA TOpPU3HAK y ManueHtoB ¢ cuHapomMoM Candununmo. bonbHble
TUIIEPAKTUBHBI, HEYIPABJseMbl, SMOLMOHAIBHO Ja0WJIbHBI, BO3MOXXHbI BHE3aIIHbIE BCIIBIILIKU
pa3pakuTeNIbHOCTH, THEBA, IUIAKCUBOCTb. M3MeHseTcs noxosaka, Hapyuiaercss koopauHanus. K
20 rozam CrioCOOHOCTD XOIHUTh TEPSETCH.

Hapymenust cHa BCTpedaroTcs MPaKTUYECKH Y KaKJOTro MalueHTa, 0eCOKOHCTBO Tepen
CHOM, 4acToe NpoOyKJAECHHE, COKpAlleHHE JUINTEIIbHOCTH HOYHOIO CHA, COMHaMOyJIu3M cC
IPUCTYIIAMM arpecCcUi, paHHee yTpeHHee NPo0yKACHUE, THEBHASL COHIIMBOCTD.

I[To mepe nporpeccupoBaHus 0OJIE3HH MOSIBIISIOTCS CYIOPOTH.

Hapymienust T70TaHHS OTMEUArOTCSI TPH CPEOHETSHKEIIOM W TSHKEJIOM TEYCHUH
3a00J1€eBaHUs U B OCHOBHOM CBSI3aHbl C ()YHKIIMOHMPOBAHUEM CTBOJIOBBIX OTAEJIOB T'OJIOBHOTI'O
mo3ra. HalGmronatoTcst mnpusHaku —1ceBaoOyiabOapHoro uiau  OyiabOapHOro  mapanuyen.
OTcyTcTBHE TIPABWIBHOW PETYJSIMHM aKTa TIOTaHWsS TMPUBOIUT K 3a0poCy IMUIIH, CIIOHBI B
Tpaxer U OPOHXHAIBHOE JIEPEBO U PA3BUTHIO BTOPUYHON WHQEKIMH B BUJE PEIUIUBHPYIOLIIX
acMpalMOHHbIX OPOHXHUTOB M MHEBMOHUI. DTO yCYryOsieT JpIXaTelbHble HapyILIeHHs.

Cepoeuno-cocyoucmas cucmema: CepAlle MOPaXaeTcs peaAKo, NMPEUMYIIECTBEHHO IMPH
MIIC III B.

JKenyoouno-kuweunas cucmema: yBeIWUEHHE TEUCHU, yBEITMYEHHUE Cele3eHKH. YacTo
HaOJIIOal0TC MYNOYHBIE M IaXOBble TIPBDKH, KOTOpPbIE MOTYT pELUAWBUPOBATH IOCIE
XUpyprudeckoil koppekuuu. CKIOHHOCTh K SMHU30AMYECKON WJIM XPOHUYECKOH nuapee. Y
NAIMeHTOB HAONIONAIOTCS THIIEBBIE PACCTPOICTBA, KOTOPBIE BBIPAKAIOTCS B TATE K

HECHETOOHBIM BEIIECTBAM.

2. JIuarHocTuka

Huaenoz MIIC Il yemanasnusaemces na ocHoéanuu co80KYRHOCMU KIUHUYECKUX OAHHDIX,

pe3yibmamos Jza60pamopﬁoeo uccne0osanuss U MOJIEKYNIAPHO-2EHEeMUYEeCKo20  aHalusa
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(Tlpunoscenue I'l) [1-5].

2.1 ’Kaja00bLI 1 aHAMHE3

e Ilpu cOope anamHe3a U kano0 ciaeayeT oOpaTUTh BHUMAHUE HA CIEAYIOIINE 3KalloObl U

AHAMHECTUYECKUE COOBITUS:

©)

HapyllIeHNE TOBEACHUS
TUIIEPaKTUBHOCTD
HapylIeHUE CHa

HapyIIEHNE TJIOTAHUS
CyZ10poru

3a/iepKKa peueBOro pa3BUTHUSA
CHID)KEHHE ClIyXa

CHUYKEHUE 3pEHUs

HEJIOBKOCTh MEJIKOMU MOTOPHUKH

0o0mu B CIIMHEC, HOI'aX, ITapCCTC3Un (OHGMCHI/IG, MMOJI3aHUC «KMYpPaAIICK», HOKaJ'IBIBaHI/Ie) B

00J1aCTH KOHEYHOCTEHN
apest

orpy0OJIeHHE YepT JIHIa
rernaToMerains

CIICHOMCT aJIuA

2.2 duzukajabHoe 00CIe10BAHUE

e Ilpu ocmoTpe HEOOXOOUMO OOpaTUTh

nposisiienust MIIC |1l tuna:

o

o

o

©)

YMCTBEHHYIO OTCTaJOCTh
TUIIEPaKTUBHOCTD

perpecc NCUXOMOTOPHOTO Pa3BUTHS
TYTOMOJBUHOCTh CyCTaBOB

JeTKoe Orpy0JeHHe a1l
rernaToMeranus

CIIJICHOMCT alIuA.

BHHMAHHMEC Ha

OCHOBHBIC (I)H?»HK@.JIBHLIC

Bblpa.?fceHHOCmb KIUHU4YeCKux I’lpOﬂ@JleHuﬁ 6 3asucumocmu om eo3pacma Ooebroma

paznuunwvix noomunos MIIC Nl (Tlpunosicenue I72).

11



2.3 JIaGopaTopHAass AMATHOCTHKA

. PekoMeHZ0BaHO wucCleIOBaHME CHEKTpa M KOJIMYECTBA SKCKPETHPYEMBIX
MIMKO3aMUHOTJIMKAHOB ¢ MOYOM.
Kommenrtapuu: y nayuenmos ¢ MIIC Il muna onpedensiemcsa nogvluienusiii ypogens

eenapaucynrvghama 6 moue.

PexomennoBano ompezaeneHue akTHBHOCTH remnapaH-N-cynbgarassl, o-N-anerwmn-D-
IJIIOKO3aMUHK1a3bl, renapal anetui-KoA:a-rimoko3amMuuua-N-anetuntpancdepasbl, N-
alleTWITIIOKO3aMUH-06-Ccynbdara3pl (B 3aBUCHUMOCTM OT IOJATHNA) B  KYJbTYype
($hubpoO6IACTOB, U30IMPOBAHHBIX JICHKOIUTAX,.

KoMMmeHTapuii: viassemes cHudicenue akmusHoCmu onpeoeienHo2o epmeHma 6

3aeucumocmu om noomuna MIICIII.

PGKOMGHZIOBaHO MPOBCACHUEC MOJICKYJISIPHO-TCHCTUYCCKOI'O HCCICAOBAHMA: BBIABIICHHC

mytanuii B renax SGSH, NAGLU, HGSNAT, GNS (B 3aBucHMOCTH OT MOATHUIIA).

PekoMeHZ0BaH  KOHTpPOJIb ~ OMOXMMHYECKOTO  aHaiM3a  KpPOBU  (ONPEAemstoT
anannHamuHotpancdepasy (AJIT), acnapraramuuorpanchepasy (ACT), obuwmit wu
npssMoll  OWJIMPYOHMH, XOJECTEpUH, TPHUINIUIECPHIb, KpeatnHpochokuHazy (KDK),

naktaraeruaporenasy (JIAT), kanpuuii, pocdop, menounyio dpocharasy (L[D)).
PeKoMeH10BaH KOHTPOJIb OOIIEr0 KIMHUYECKOTO aHaIn3a KPOBH, MOYH.

24 HNHCTpYMeHTAJIbHAS AMATHOCTHKA

PexoMenioBaHO poBeaeHNE yiIbTpa3BykoBoro uccienoanus (Y3H1) opranoB OproiiHoi

IIOJIOCTH, CCIIC3CHKH, ITOYCK.

PexomeH10BaHO MpOBEICHNE pEHTTeHOTpaduu CKeTeTa.

KommenTapuu: npu penmeenocpaguu mazobeopeHHblX Cycmasos onpeoensemcs
oucnnaszusn  2o0106ku  bedpennou kocmu. Ilpu penmeenocpagpuu 2pyoHolU  KiemKu
onpeoensemcs yKopouenue u pacuiuperue ouaguzos mpyouameix kocmeti. Yniowenue u

pacuuperue mypeyxko2o ceoa, Kuo8o8UuoHas popma mei n0O360HKO8.

PexomennoBano mnposenenue snekrpomuorpapun (OMI') u snextponeripomuorpadus
(OHMD).
KommenTapum: uccnedosanue nosgonsem oyenumsv QYHKYUOHANbHOE COCMOSHUE

MblIULEYHBLX mKaHezZ, Hepeos U Hep@HO'MbluxlellHOIZ nepe@aqu; CMUM)JAIYUOHHRAA
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anekmponeupomuocpagus (DGHMI) nozsonsem onpederums coasieHue cpeouHHo20 Hepea
oadice 00 NOABNEHU CUMNIMOMO8 U OOJIHCHA NPOBOOUMbBCA, HAYUHAS C 8o3pacma 4-5 nem

eaHce2o0Ho.
e PexoMeH0BaHO IPOBEJCHHUE Ay AUOMETPUU.
e PexoMeH0BaHO MPOBEACHUE HCCIeq0BaHus (yHKIMHU BHeHIHero abixanus (OBJI).

e Pexomenayercs npoBezcHue deKkTposHedanorpaduu (33I7)
KomMmeHTapum: ocywecmenaiom 0ns KOHMPONs U3MeHeHUll (QYHKYuu KOpbl 20108HO20

MO32a U 2TYOUHHBIX MO3208bIX CIPYKMYD, C80€8PEMEHHOU OUASHOCMUKU SNULENCUU.

e PexoMeHI0BaHO MPOBECHUE TOTMCOMHOTPA(UH.
KommenTapumn: y nayuenmog pedxko ecmpeuaemcs o0OCMPYKMUBHO20 ANHOI CHA.
Oouaxo, IICI" npu neobxooumocmu nosgosisem onpeoeiums Xapakxmep OblXamelbHbiX
HapyweHutl (UCKIIOYUMb YEeHMPAIbHbIL 2eHe3, C8:A3b ¢ eunepmpoghueil. adeHouoos,

CcepoeyHoll HeOOCMAMOYHOCMbIO UNU KOMNIEKC NPUYUH).

e PekomennoBano nposeaeHue snekrpokapauorpadguu (OKI') u sxokapauorpadun (Ixo-

KT)

e PekoMeHJI0BaHO MPOBEICHHE MAarHUTHO-pe3oHaHCHOW Tomorpadguu (MPT) romoBHOro
MO3Ta, IIEHHOro OTAcHa
KoMmMmeHTapuu: xnunuyeckas Kapmuma HespOnN02UYeCcKUX HNpOSGIeHUll U pe3ylbmamol
00beKMUBHBIX Memo008 00ciedosaHuss He 6ce20a Koppenupyiom. Pezynemamol
MazcHumHo-pe3onanchou momoepaguu (MPT) zonosnoco moszea nayuenmos ¢ MIIC ne

ABNAIOMC OUACHOCIMUYECKU 3HAYUMBIMU OJI51 ONpedeNeHUsi KOZHUMUBHO20 dedhuyuma.
e PexomeHmoBaHO IpoBeieHHE KoMITboTepHO ToMorpaduu (KT) romoBHoro mo3ra, 2.5

2.5 IluddepennuanbHas IMarHocTUKA

pyaue 6udvl MyKonoaucaxapuoo3os, MyKoauUnuoo3vl, 2aHeIuo3udo3sl, aiva-

MAHHO3UO003, YYKO3UO03, MHONICECMBEHHAS CYIbGAMAZHASL HEOOCAMOYHOCb
3. JleueHue

3.1 KoncepBaTuBHOE JieUueHHE

B nacmoswee epems me cywecmeyem namocenemuyeckozo nevenus MIIC Il muna.

TpchngaHmauuﬂ CMBONIOBbIX KIEeMOK He umeem OO0CMAMOYHbIX OAHHbIX OJis wupoxKozco
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npumenenus (onucano Heckonrvko cayuaee 6 CILIA). Tpancnianmayus KoCmMHO20 Mo32a

HeahhexmusHa.

Hauuenmbz OO0JIJICHDL nojuaydanmsv cumnmomamudecKkyro mepanuro 6 coomeemcmeuu ¢

BbIABIICHHbIMU HApYUuleHuaMU u xcarobamu [1-5].

JleueHue MOBENEHUYECKUX HAPYIICHUU MPOBOIUTCS IMCHUXOHEBPOJIOTrOM, PEKOMEHJIOBAHO
HCIOJIb30BaHUE CEIaTUBHBIE CPE/ICTBA, TPAHKBUIIU3ATOPHI, KOPPEKTOPHI MOBEACHHUS.
Kommentapumu: vi6op npenapama, 003upo6xa, O1umenbHOCms Kypca onpeoesiomcs
unousuoyanvro. Hauunarom npuem oannvix npenapamos noo muameibHulM 6paieOHbIM

KOHMPOJIeM 8 YCI08USAX KPY210CYMOUHO20 / OHeBHO20 CIMAYUOHADA.

[Ipu cumMnTOMaTHYECKOM AMUIIETICUM PEKOMEHI0BAaHO Ha3HAYCHHE aHTUKOHBYJIHCAHTOB,
OJTHAKO JTO3UPOBKH UCHOJIB3YIOT HIXKE CPEHETEPANEeBTUUECKUX ISl YMEHbBILICHUSI PUCKa
Pa3BUTHS BO3MOXKHBIX HEXeIaTeIbHBIX 3(PPEKTOB.

KommenTapuu: noobop anmukougyibcanma ocywecmensiemcs ncuxoHespoio2om 6

3A68UCUMOCMU OM 8UOA npucmynoe, Jjlokajaiuzayuu odvaza namosocu4ecKol aKkmueHOCm.

Koppekuust cepaedHo-COCYAUCTOM HEIOCTATOYHOCTH, apTEPHAIILHOW TUIEPTEH3UHU
PEKOMEHIOBAaHO MPOBOANUTH CTAaHIAPTHBIMM METOJAMH JICUCHHS MPUHATHIMU B JETCKOU
KapAuoJoruu (Mo IMOKa3aHUSM PEIIaeTCs BOMPOC O HEOOXOJUMOCTH XHUPYpPrHYeCKON

KOPPEKIUH).

HpI/I O(I)TaHBMOJIOFI/I‘ICCKI/IX HApYHICHUAX PCKOMCHAOBAHO IIPOBOAWUTH JICUCHUC 110
IIOKa3aHUsIM, HOI[60p TCparun OCYHICCTBIACTCA Ha OCHOBAaHUU peKOMeHHaHI/Iﬁ 1o

JICYCHHIO COOTBECTCTBYIOIIINX HO30JIOTHIiA.

Z[J'ISI OpTOHGI[H‘IGCKOfI KOppCKIUN HAPYHMICHUSA OCAHKH, TYTIOIIOABUKHOCTHU CYCTAaBOB C
HUCITIOJIB30BaHHUEM HEXUPYPTHICCKUX METOJ0B PEKOMEHOOBAHO HCIIOJBb30BaTh

(buznonporeaypsl U OPTONEANUYECKHUE YCTPOMCTBA.

[Ipn peuuaMBUPYIOIIMX OTUTAX, YaCTBIX PECHUPATOPHBIX 3a00JIEBAHUAX BEPXHUX
JbIXaTEIbHbIX yTeu PEKOMEHI0BaHO IIPOBEICHUE CUMIITOMaTUYECKOH,

aHTHOaKTepUAIbHON Teparuy.

PexoMeH10BaHO NpoOBEEHNE BaKIIMHALMYM AIMEHTOB TOMUMO KaJIEHJAapHbIX IPUBHUBOK,
JIOTIOJTHUTEIBHO IIPOTUB ITHEBMOKOKKOBOI, reMopuILHON uHpEeKIui,
MEHHHIOKOKKOBOH;  I1€71€CO00pa3HOCTh  OOyCIIOBJIEHA YacTbIMM — PECIHUPATOPHBIMU

MHDEKIUSIMHU.
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3.2 Xupypruueckoe Je4eHue

e [lo mokazanusiM mpu oTCyTCTBUU 3P deKTa OT KOHCEPBATUBHOW TEpaNTui PEKOMEHIyeTCs
MIPOBE/ICHUE aPTPOCKONHMH, XUPYprHUecKas 3aMeHa Ta300eIpEeHHOr0 WM KOJECHHOTO

CycTaBa, UCIPABJICHHE OCU HUKHEH KOHEYHOCTH.

e PeKOMEHIyeTCs pacCMOTPETh IPOBEICHHUE XUPYPTHMUECKOIO0 BMELIATENLCTBA IIPHU

TOPIUAHBIX K KOHCCpBaTI/IBHOfI TCpaIrnu pCuuJUBUPYIOIIUX OTUTAX.

e [lamentam c¢ HapymeHueM (YHKIMM KHCTEH WIM C HapylleHHeM HEpBHOMH
nposoauMocty 1o pesyinsraram OHMIT mokasana omepanusi IEKOMIIPECCHH HEPBHBIX
CTBOJIOB, KOTOpas HPHUBOAUT K OBICTPOMY CTOHMKOMY yiydmieHuto ¢yHkuuu. Yacrtora
PELUANBOB KaplajJbHOTO TOHHEJIBHOIO CHHApPOMA y MALMEHTOB C Pa3jIU4YHBIMU THIIAMH
MIIC neusBectHa. [Tockonabky MOBTOpHasi KOMIIpeCCHsl MEIMAHHOIO HEpBa BCIEJICTBUE
pyOueBaHuss WIM  OTJIOKEHUS  TIJIMKO3aMUHOIVIMKAHOB  BO3MOXHA, HaIlMEHTaM

HeO6XO,Z[I/IMO IIOCTOSAHHOC Ha6JHO,Z[eHI/Ie.

e Ilpu cooOmaromeiica rugponedanuy  NOKA3aHO  BEHTPUKYJIO-TIEPUTOHEAIBHOE

ITYHTUPOBAHUC.

e (naBrneHue CIOUHHOTO MO3ra TMPUBOAUT K HEOOpaTUMBIM  HEBPOJIOTUYECKUM
HapyUIeHUsM, TOSTOMY TpPU TMOSBICHHUM TMEPBBIX CHMITOMOB  HEOOXOAMMO
paccMaTpuBaTh BOMPOC O JIEKOMIIPECCUPYIOIIEH OMepaluu 10 MOSBICHUS BBIPAKEHHBIX

HapyIIECHNMN.

4. PeaOnauranus

Iayuenmy ¢ MIIC Il muna ¢usuomepanesmom u epauom-JIPK paspabamvieaemcs
UHOUBUOYANILHBIU  KYPC peadurumayuy, GKIOYAOWUL MACCAddC, JeYyeOHYr0  (QUIKYIbmypy,
Qusuomepanesmuyeckue npoyeoypuvl (MAZHUMOMEPANUIo, MepMOmepanuio, yOapHo-601HOBYIO
mepanuro, Memoo OUON02UYECKOU 0OPAMHOU C853U U Opyeue npoyedypul).

Peabunumayuonnvie  xypcot  (maccaxc, JIOK, ¢usuonpoyedypuvl,  ncuxonoeo—
neoazocuueckas NOMOWb) HCENAMENbHO NPOBOOUMb 6 YCI0BUAX OHEBHO20 CMAYUOHAPA
nposooumcsa ¢ yacmomoti 3-4 paza 6 200, OIUMENbHOCHb — ONPeOeNaemcs MAHCECbIO
COCMOSAHUSL U OMBEMOM HA NPOBOOUMbBLE MEPONPULINUSL.

Ilcuxonozo-nedazozuueckan nomouys

IIposooumcs 6 Komnaekce peabunumayuoHHvlx meponpuamuil. Koppexyuonno-

neoazozuveckoe 8o3o0elcmeue onpe()eﬂﬂemc;z 8 3A6UCUMOCIU OM MSAMNCECU U ONUMETIbHOCHU
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meuenus 60JIe3HU, CMPYKMYPbl HAPYULeHULl 300P08bs, CMeneHU Hedopa3eumusi NO3HABAMENbHOU
O0esimenbHOCU, MUNa SMOYUOHATLHO20 peasuposanus, 0cobeHHocmell nogedeHusi pebeHKA.
Briouenue koppekyuonno-nedazo2uieckozo conpo8oNcoeHUs: 8 KOMNIEKC 80CCMAHOSUMETbHBIX
Meponpusimuil obecneuusaem OONOJHUMENLHYIO OYEHKY OUHAMUKU NCUXUYECKO20 PA36UMUsL KAK
00HO20 U3 BAJICHBIX NOKA3amenel COCMOSHUSL 300P08bs, Nogvluiaem phekmusHocms
mepanesmu4eckux eMeulamenbCcmes, CHUMNCAem 3KOHOMUYecKkoe Opems OAHHOU NAMONOUU 3a
cuem  coyuanuzayuu  NAYUEHMO8 U  COXPAHEHUs  NCUXONOSUYECKO20  NOMEHYUdla
Mpyo0OCnoCOOHBIX UIeHOB CeMblL.

Ilanruamusnas nomousdp

Heobxo0umo oxaszanue ececmoponneii. nomowju (MeOUYUHCKOU, NCUXOCOYUATbHOU U
MaAmepuanrbHol) 0emsam ¢ HeusneduUMblMU 0SPAHUYUBAIOUUMU CPOK JHCU3HU 3a001eeanusmu. B
COCMA8 NALTUAMUBHBIX CILYHCO 6X00SIM 8PAYU, MEOUYUHCKUE CECMPbl, NCUXOI02U U COYUATIbHBLE
pabomuuxku. Hecmompsi Ha msicenoe cocmosuue U NOCMOSHHYIO NOMPEOHOCHb 8
MOHUMOpUH2e, 6Ce NAYUSHMbL NPEeUMYUJeCMBEHHO HAXO0O0IMC 00MA 8 Kpy2y C80ell cembU U
opyzeti. OCHOBHOU yeavlo pabomvl NALIUAMUBHLIX  CAYIHCO 561emcs  CO30aHue 8cex
HeobX00UMbIX YCosUll 0l 00ecneyeHUs: HaxoHCOeHus: OOIbHLIX 8 OOMAUHUX YCIOBUSX, A He 8
CMeHax J1e4eOHO20 YUpedCOeHUsl, YUMo NO360J5em He MOJbKO VAVYUUMb KAYeCmeo JICUSHU
OONBHBIX U UX ceMell, HO U CYUeCMBEeHHO CHU3UMb 20CYOAPCMBEHHble 3ampambsl Hd NOCMOSHHOE

CMayuoHAaApHoe jleveHue maKkux nayueHmoe.
5. IllpoduaakTuka U IMCHIAHCEPHOE HAOIIOIeHUE

5.1 IpodbuaakTuka

Cembsm c OonbHLIMU dembmMu  peKOMeHOYemcsl MeOUKo-2eHemuiecKoe
KOHCYIbMUPOBAHUE C UYelbl0 pPA3bACHEeHUs  2eHemuveckozo pucka. Kax u npu opyeux
aymocomuo-peyeccugnvix 3aoonesanusx npu MIIC mun I, ons kasxcoot bepemennocmu puck
podxcoenus pebenka cocmaesniem 25%. B cemvax, 20e ecmv O0onvbHOU pebeHOK, cyujecmegyem
B03MOJNCHOCMb NPOBEOEHUS NPEHAMANILHOU U NPeUMNIaHmMayuonHou ouacnocmuxu. C smou
Yenplo  2eHemux — peKomeHoyem — pooumensim coomeemcmeyouwue  OUACHOCMU4ecKue

nabopamopuu u MEOUYUHCKUE YEHMPBbI.
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1lpenamanvhasn ouaznocmuka 603MONCHA NyMeM U3MepeHUus aKkmugHOCmuU  hepmeHmos
6 buonmame 6opcun xopuona Ha 9-11 nedene bepemennocmu u/unu onpeodenenus cnekmpa I'AI°
6 amuuomuveckou oscuokocmu Ha 20-22 Hedene bGepemennHocmu. J{nsa cemeli ¢ U38eCHHbIM

2EHOMUNOM  803MOJICHO nposedernue JIHK-ouacnocmuxu.

5.2. MouutopuHr cocrossaus aerein ¢ MIIC

3abonesanue umeem MynLMUCUCMEMHYIO NPUPOOY U HEOOpamumble, NPOcpeccupyrouue
KAUHUYecKue NpossieHus, 4mo 00yciosiusaem Heooxoo0umocms HAO0OEeHUs He MOJIbKO V3KUMU
cneyuanucmamu  (OMOPUHONAPUHSONO2AMY, — XUPYPeAMU-OPMONEOdMY,  0pmanbmMono2amu,
Kapouoio2amu, NYIbMOHONIO2AMU, He8ponamono2ami, cmomamonoz2amu,), HO U
Quzuomepanesmamu, 1020n€OAMU, NCUXONO2AMU U PAOOMHUKAMU RATIUAMUEHbIX cyaco [1-5].

Tayuenmuol ¢ 0annotl Hozonocuetl OONHCHbL NOCMOSIHHO HAXOOUMbCS NOO HAONI00CeHUEM,
1 paz 6 6-12 mec. (8 coomeemcmeuu c MAHCECMbIO COCMOSHUS) NOKAZAHO KOMNIEKCHOE
obcnedosanue 6 MHOCONPOPUILHBIX CIMAYUOHAPAX. [{TUMEeNbHOCIb HAXO0HCOCHUS 8 CIAYUOHADe
/ Oneenom cmayuonape 21-28 oueil.

Habniooenue 6onvHbix no mecmy oicumenscmea (68 amoOyIAmMOPHO-NONUKIUHULECKUX
VCI0BUAX) OONHCHO OCYWECMBIAMbC NOCMOAHHO. Jlabopamophvle U UHCMPYMEHMATbHbIE
00C1e008aHUsL U PEKOMEHOYeMAs YACmoma ux nposedenusi npeocmasiena 6 Ilpunoscenuu 3.

s npedomepawenus acCnupayuoHHO20 NOPANCEHUs. OP2AHO8 ObIXAHUL POOUMENSIM UTU
auyam, ocywecmensirowum yxoo 3a boarvhvim MIIC ¢ Hapywenuem 2nomanus, pekomeHOyemcs
8bINOIHAMb BLINOJHEHUE PAOA PEKOMEHOAYULL:

- yacmoma KOpMAeHUl QOAHCHA Oblmb He MeHee 8-10 p/cymKku HebonbuuMu nopyusmu,

- nonodicenue OOILHO2O NPU KOPMIEHUU CUOSL UTU C NPUNOOHSIMBIM 20JI08HbIM KOHYOM,

- edHceOHeBHblll OPEHANCHBI MACCAIAC, NPOBOOUMbLI HECKOJILKO PA3 8 OeHb,

- 8 cyuae 2pyb02o HaApyuwleHus: 2IOMAaHUsl pecysapHas CAHAYUs GePXHUX ObIXAMETbHbIX
nymeti ¢ NOMOWbIO 21eKMPOOmMcocd,

- KOpMaeHue yepes 30H0 (0053amenbHO npu OPOHXUME/NHEBMOHUU),

- NOCMOsIHHOE NPUMEHEeHUe 30H0a 6 Caydae 2pybo2o HapyuleHusi 210MAaHus, 4acmvlx
OpPOHXONE20UHBIX UHMEKYULI ACRUPAYUOHHO20 2eHe3d.

Habniwooenue nayuenmos ¢ MIIC |l sxniouaem e6visigneHue 0CA0HCHEHUL OCHOBHO2O

3abonesanus u conymcemeyrnumux COCMOSAHUIL.
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6. lonosHuTEIbHASY HH(OPMAIUSA, BIUAIOIIASI HA TeYeHHe U UCXO/T

3a00J1eBaHUA/CHHIPOMA

6.1 OcO0EHHOCTH AHECTE3HOJOTHYECKOr0 MOCOOus

IIpu mnpoBeneHum oOmEH aHecTe3MM HEOOXOJUMO IIOMHMTB O BBICOKOM pHUCKE
KOMIIPDECCUM CIHMHHOTO MO3ra BCJIEACTBUE HECTAOMJIBHOCTH AaTJIaHTOAKCHAJIBHOIO CyCTaBa.
Koportkas mesi, orpaHu4eHNEe OIBUKHOCTH HUKHEH YEIIIOCTH, YBEJIMYCHHE SA3bIKA, BEIPAKEHHAS
runeprpodus  ajeHOWJOB M MHUHJQIMH  CO3JAI0T  NIpoOJeMbl HpU  MPOBEIECHUU
aHEeCTe3UOJIOTUYECKOr0 MOCOOUs, MOITOMY HPEINOYTEHUE CIelyeT OTAaBaTb MECTHOMY HIIU
peruoHanbHOMY 00e30omuBanuio. [lanmeHT mpeaBapuTebHO KOHCYJIBTUPYETCS KapAnOJIOTOM,
OTOPUHOJIAPUHI0JIOTOM, aHECTE3UO0JIOTOM, HEBPONATOI0roM. O0s3aTeNbHO IPOBEJCHHUE IOJHOIO
KapIMOJIOTHYECKOro 00CIeJ0BaHus, TOJIMCOMHOTpaduu (1 BBISIBICHUS CTENICHU JbIXaTeIbHbIX
HapyLEeHUH), IpU HEOOXOIUMOCTH - HJAOCKOIUU HOCOIJIOTKH M KOMIIBIOTEPHOH ToMorpaduu
nerkux. OnepaTMBHOE BMELIATEIBCTBO C AHECTE3MEH HEOOXOIMMO IMPOBOJUTH B KPYIHBIX
MEIMIUHCKUX HeHTpax, umeromux OPUT, tak kak MHTYOAIMS M MOCIEAYIOMIas SKCTyOoaus y

TAKHUX MMAaITUCHTOB MOKCT BbI3BATh 3aTPYAHCHUA.

6.2 Ucxoapl M IPOrHo3

bonbHbIC YMHPAKOT, HC AOCTUT'aA BO3pacTa 30 JICT, 4aCTO BCJICACTBHC BO3HHUKIIHNX I/IH(l)eKI_II/Iﬁ

HMXXHUX JbIXaTCIbHBIX HYTefI.

Kpurepuu oueHKH KayecTBa MeIUIUHCKOH IOMOLIU

Tadauua 1 - Opranu3anmoHHO-TEXHUYECKUE YCIOBHS OKa3aHUsI MEIUIIMHCKOM TTOMOIITH.

o CHGLII/IaJ'II/BI/IpOBaHHaH MCIUIIMHCKAsA ITOMOIIb
Bua MmequuuHCKON HOMOIIH

YciaoBua okazaHus CTaI_II/IOHapHO /B AHCBHOM CTaIllMOHAPE

MEIHUITHHCKOH IMMOMOIIH

dopMa OKa3aHUA [TnanoBas

MeIUIMHCKOI oMOoIIH

Tab6auua 2 - Kpurepun kauecTBa 0Ka3aHUs MEJUIIMHCKOM MTOMOIIH

YpoBeHb JOCTOBEPHOCTH
JI0Ka3aTenbCTB U

Ne Kpurepwnii yOeauTeNnbHOCTH

PEKOMEH AN — HU3KUI
(koHCeHcyc AKcnepToB -D)
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BrinmonHeHo onpenenenre akTMBHOCTH renapan-N-
cynbdatasbl, o-N-amernn-D-riroko3amMuHnAa36, Teapan
anetuin-KoA:a-rmoko3amMmuana-N-anetuntpancdepassl,
N-areTmirroko3aMuH-6-cynbdarassl (B 3aBUCKIMOCTH OT
MOATHIA) B KyJIbType (pruOpo061acToB, H30JIUPOBAHHBIX
JIEHKOIMTOB, JIMOO B MATHAX KPOBH, BBICYIICHHBIX Ha
(bUIBTPOBAIBHON Oymare W/ Wi MOJICKYJISIPHO-
TCHETUYECKOE UCCIICIOBAHUE: BBISIBJICHUE MyTallul B
reHax SGSH, NAGLU, HGSNAT, GNS (B 3aBUCUMOCTH
OT TO/ATHIIA).

Brimonseno OIpPCACICHUC TTIMKO3aMHUHOITIMKAHOB MOYH,
€CJIM HE IPOBOAMUIIOCH B MPEAIICCTBYIOIIUEC 6 MecAna

Beinonneno sxokapauorpadusi, €cim He IPOBOAUIIOCH B
npenuiecTpyroume 12 mecsies

BeinonHeHo onpeneneHne pa3MepoB MEYEHH U CETIE3CHKU
10 JAaHHBIM YJIBTPa3BYKOBOI'O UCCJIEI0BAHUS, €CIIU HE
IIPOBOJIMJIOCH B ITOCIIEIHUE 6 MECSLIEB

BrinonHeHo ynbTpa3ByKOBOE UCCIIEIOBAHUE TTOYEK, €CITH
HE MTPOBOJIUJIOCH B TIoceaHuE 12 MecsieB

Brimonaena anexrposHiedanorpadus, eciv He
POBOIMJIACH B MTOCTIEHNAE 6 MECSIIEB

Brinonnena snektpokapauorpadusi, eciu He
IIPOBOAMJIACH B NIOCJIEIHNE 6 MECSIIEB

Brinmonnena pentrenorpadusi OpraHoB IpyIHOM KIETKH,
€CJIM HE MPOBOAMIIACH B MOcIeAHuE 12 MecsieB

BrlirmonnHeHa MarHUTHO-pe30HAHCHAsT TOMOTpadus
MIEHHOTO OT/Ie7Ia T0O3BOHOYHHKA, €CJIU HE TPOBOIUIIOCH B
nociequue 24 Mecsen

10

BI)IHOJIHeHa KOMHI)IOTepHaﬂ TOMOI“panI/Iﬂ NJIN MAarHuTHO-
pe30oHaHCHast ToMorpadusi TOTOBHOTO MO3Ta, €CJIH He
MIPOBOIMIIOCH TIOCTIETHUE 24 MECAIIeB

11

BrinonHeHo onpeneneHrne CKOpOCTH HEPBHOM
MIPOBOAMMOCTH, €CJIU HE MMPOBOAMIOCH B Ocie Hue 12
MeCSIIEB

12

BeinonHeHa peHTreHorpadus ckenera, eciu He
IIPOBOAMIIACH B nocaenHue 18 mecsies

13

Brinonnena aymuomeTpusi, €Clid He TPOBOIUIIACH B
nociennue 18 Mecsien

14

Brmmonnena KOHCYJIbTallH BpauOM-KapAnOJIOTOM IIpU
HaJIMYHUH I1IaTOJIOT N CGpI[C‘IHO-COCYI[HCTOﬁ CHUCTCMBI

15

BeinonHeHa KOHCYIbTaLUs BpAYOM-
OTOPHUHOJIAPUHTOJIOIOM IIPU HAJIMYUU MAaTOJIOTHH CO
cropoHbl JIOP-opraHoB /BepXHHX JIbIXaTeJIbHBIX MyTEH

16

BelInonHeHa KOHCYJIbTalMs BpauOM-HEBPOJIOIOM IIpH
HaJIM4YMH ATOJIOTUUA CO CTOPOHBI LIEHTPAIbHOW HEPBHOM
CUCTEMBI

17

Bremonaena KOHCYJIbTallus BpauOM-OPTOIICAOM IIPpU
HAJIMYHHU [MATOJOTUH CO CTOPOHBI OITOPHO-ABUT'aTCJIBHOI'O
arrapara

18

BelIronHeHa KOHCYIbTaldsl BpadyOM-XHPYpProM MpH
HAJIMYMU TATOJIOTUH, TPEOYIOLIeH XUPYypPrudecKoro

19




BMEIIaTCJILCTBA

19

BrinonHeHa KoHCynbTalysa BpauoM-0(hTaabMOJIOrOM MpU
HaJMYUH MATOJOTUU 3PEHUS

20

Brmonnena KOHCYJIbTAlHUA Bpa4OM-IICUXUATPOM IIPHU
HaJIMYHUH ITOKa3aHUH

21

Bremonnena KOHCYJIbTAllHUA Bpad4OM-ITYJIbMOHOJIOTOM IIPH
HaJIMYHU IIATOJIOTUN CO CTOPOHEL IIBIX&TCHBHOP'I CUCTCMBI

22

BbimosiHeH OMOXMMHYECKUI aHaIM3 KPOBU
(amannHamMuHOTpaHC(Epasa,
acrapraraMHHOTpaHcepasa, O0IIni 1 IPAMOi
OUnMpyOHH, X0JIECTEPUH, TPUTIIULEPUIBI,
kpeatrH(ocHoKnHA3a, TAKTATACTHPOTeHAa3a, KATbIIHH,
docdop, menounas pochoTasza), eciu He TPOBOAMICS B
NpPEANIECTBYIONINE 6 MECSIICB
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Hpuaoxenue Al. CocraB paGoyei rpynmnsbl

BapanoB A.A. akagemuk PAH, mpodeccop, n.m.H., llpencemarenr Wcmonkoma Coro3a
neauatpoB Poccuun. Harpaasi: Opaen Tpynooro Kpacuoro 3namenu, Opaen Ilouera, Opaen
«3a 3acayru nepen OtedectBom» IV crenenu, Opnaen «3a 3acnyru mepen OtedectBom» I
CTEIICHU

Hama3zoBa-bapanoBa JI.C. akanemuk PAH, mpodeccop, a.M.H., 3amecturens [Ipencenarens
Ncnonkoma Coro3za neauatpos Poccunu..

Kyues C.U., un.-kopp. PAH, n.M.H., uinen npasienust Poccuiickoro oOmiecTBa MEAMITMHCKHX
T'€HETHUKOB

Ky3senkoBa JI.M., npodeccop, 1.M.H., wieH Coro3a neauarpos Poccuu

I'eBopksin A.K., k.M.H., uneH Coro3a neauarpos Poccun

Bamaxmanze H./l., k.m.H., wien Coro3a nenquarpoB Poccuu

Muxaiinosa C.B., 1.M.H., wied Poccuiickoro o0mecTsa MeIUIIMHCKHIX T€HETUKOB

Cemauknna A.H., 1.M.H., wied Poccuiickoro oomecTBa MeIUIMHCKIX TCHETHKOB
CasoctbsnoB K.B., k.0.H., uwien Coro3a neauatpoB Poccun

IIymxkoB A.A., k.0.H., wien Coro3a nenuatpoB Poccuu

Bocko6oea E.JO., x.Mm.H., wieHd Poccuiickoro oomecTsa MEAUIMHCKUX NEHETUKOB

3axapoga E.FO., 1.M.H., wieH Poccuiickoro o01mecTBa MEIUIIMHCKUX TEHETHKOB

Bummnena E.A., x.M.H., wien Coro3a neauatpoB Poccun

ABTOpBI NOATBEP:KIAT OTCYTCTBHE (PMHAHCOBOH MOAICP/KKH/KOHQJIMKTAa HHTEPECOB,

KOTOPbIif HE00X0IHMO 00HAPOAOBATb.

21



Ipuinoxenue A2. Metomosiorusi pa3padoTKu KINHAYECKHX

PeKOMEHIALM I

HeneBasi ayTuTOPUs JAHHBIX KIMHUYECKUX PEKOMEHIalMii:

1.

© ©° N o g Pk~ DN

[ ™ N
w N B O

Bpauu-nerckue kapauonoru;

Bpauu-nynsMmoHonory;

Bpaun-nenuarper;

Bpauu o0mieit BpaueOHOM MTPaKTUKH (CEMEHHBIC Bpayn);
Bpauu —reneruku;

Bpaun- 3HI0CKONIUCTHI;

Bpauu- penrrenonory;

Bpauu pyHKIMOHAIBHON TUAarHOCTUKY;

Bpan/I- JCTCKHUEC CTOMATOJIOI'

. Bpaun- nerckue xupypru
. Bpaun nerckue aHecTe3n0a0rn-peaHuMaTolIory;
. Bpaun-gerckue HeBposory;

. CrynenTsl MenuuuHckux BY3oB

14.

OOyyaronuecs B OpJIMHATYpE U HHTEPHATYPE

Knuanaeckue pPEKOMEHAaIMU CO3JaHbl Ha OCHOBAHHUHM  CHUCTEMATHYCCKOI'O

0030pa

autepatypsl 1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane

Library databases, ¢ wucnomnb3oBanueM co3manHbIX mpoTtokosoB (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 MCKIAYHAPOAHBIX KIIMHUYCCKUX peKOMeHI[aI_[I/Iﬁ IO AWMArHoCTHUKE, JICUCHUIO H

BEICHUIO OOJIBHBIX C META0OJINUYECKUMHU OOJIE3HAMM.

Mykononucaxapuoo3vt OmMHOCAMCA K PEOKUM HACTEOCHEEHHbIM 3A00/1€6AHUAM, U0

UCKNIOUAEeN G03MOMCHOCIb NPOBEOCHUA OOIbUMUX KOOPMHBIX U PAHOOMUSUPOBAHHBIX

KOHRmMpPOIupo6anHvlx UCcne006anuil u 0711 CO30aHUsA npoOmoKoJi06 OUAZHOCIMUKU U mepanuu

UCRONB3YIOMCA UL memamuuecKue UCC/1e008AHUA IKcnepmoae,

nocaeonue 06a oecamuiemus.

0ny5]luK08aHHble 6
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Ipuiaoxenue A3. CBsi3aHHbIE JOKYMEHTbI MOPSIIKA U CTAHAAPTHI

OKa3aHus MeIlI/lIII/IHCKOﬁ nomMoIm

Iopsiaku oxkazaHusi MEAMIMHCKON MOMOIIM:

1.

[Tpuka3 MuHucTEpCTBa 3/paBOOXPAHEHUS M COLMAIBHOrO pa3Butus PO ot 16 anpens
2012 r. N 3661 "O0 yrBepxxaenuu [lopsiika oka3aHus neguaTpu4eckon momMomu')

[Ipuka3z MwunuctepctBa 3apaBooxpaneHuss PO "OO6 yreepxaeHuun I[lopsiaka okazaHus
MEAMIMHCKOW TOMOIIM OOJIbHBIM C BPOXKIACHHBIMA U (WJIM) HAaCJIeICTBEHHBIMU

3aboneBanusMu" ot 15 HossOpst 2012 r. N 917#H).

CTaH}IapTLI OKAa3aHUS MeIUIHUHCKONA MOMOILIMU:

1.

[Mpuka3 MwunzapaBa Poccum ot 09.11.2012 N 7911 «O6 yrBepxknenun CranmapTa
CIIEUUATM3UPOBAHHON MEAUIIMHCKON ITOMOIIHU JETAM IIpU Mykonoaucaxapunose Il tunay
[Tpuxaz MunzapaBa Poccuu ot 09.11.2012 N 790n «O6 yrBepxknenuun CranmapTa
CIIEHMAJIM3UPOBAHHON MEIUIMHCKOMN ITOMOIIM JETAM IpU MyKonoaucaxapunosax III, IV
u VII Tunosy.

[Tpuxaz MunszapaBa Poccuu ot 09.11.2012 N 834 «OO6 yrBepknenun CranmapTa
CIEUMATU3UPOBAHHON MEIMLIMHCKON MOMOIIM JETSIM IpU MyKomnonucaxapuaose VI

THUIIa»
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IIpuioxkenue b. Aaroputv Benenusi nauuenta ¢ MIIC 111 Tuna

IMauument ¢ nogospenrem Ha MIIC 11l Trma

\ 4

Jnarnoctuka

Koncynbranus
npopHILHOTO
cHelualiucTa

HET

Juaruos
IMoatBepxnen?

v 1A

TA

[Toxbop cMMITOMAaTHIESCKON TEpaITuy B CTAI[HOHAPE

JlucniancepHoe HaOIIOIeHUE

A

v

Iloxazana
koppexrms O3T?

HET

25



IMpuioxenue B. Uudopmanus 1/ NaUMEeHTOB

Peakuuu pogureneii n 61u3Kkux Ha quarHo3 "Mykononucaxapuuo3" pasHsTcs.

B mepBblii MOMEHT 3TO MOXKET OBITH OOJerdeHue, OCOOCHHO €CIIM POIAMTETH OUIYTHIIH,
YTO ¢ UX PEOCHKOM HE BCE XOPOLIO, U MEUYTCS OT JOKTOpa K JOKTOPY, MBITAsICh Y3HATH, YTO KeE
He Tak. [loHaTHO, 4TO AUarHo3a "Mykononucaxapuao3" HUKTO HE JKeJlaeT, HO B CaMblil MEpPBbI
MOMEHT POJUTEIN MOTYT HEMHOTO YCIIOKOHTHCS - BEb MX PEOCHKY IMOCTABWIM JHAarHO3, a pa3
Tak, TO SICHO, B KaKOM HalpaBJICHUW HAI0 Oyner uatu ganpmie. OgHAKO, OYEHb CKOPO
HACTYIaeT MOHMMAaHUe, YTO HE BCE TaK MpocTo. YTo eueHus Takoro, 4ToObl UCIENUIO peOeHKa
cpa3y, HeT. bOJIBIIMHCTBO POAUTENCH HCIBITHIBAET HEMPEOI0JIMMOE YyBCTBO OIYCTOLICHHS, a
3aTeM IIPOXOJIAT Yepe3 BCE CTAIUU MEUANIH.

[Ipoxons yepe3 ATOT CIOXKHBIA MEPUOJ, OUYEHb BAKHO MUMETh HaJex1y. OueHb BaKHO
o0maTbCcsi ¢ CeMbSAMH, B KOTOPBIX €CThb MOJOOHBIE MPOOJIEMBbI, U3y4aTh HHPOPMAIUIO O
3a00JIeBaHUU U COMYTCTBYIOIIUX eMy acmekTax. [lomMHHUTe, yTO MeauIMHa HE CTOUT Ha MECTe,
pa3pabaThIBalOTCS HOBBIE M PA3BUBAIOTCS CYIIECTBYIOLIUME METOAbl JIEUEHUS, YTO BEIET K
yIydlIEeHUI0 KayecTBa Ku3HU. [lomHure, uro Bl - HE ogHMU.

[Tpu3naku Mykormonucaxapuao3a U3MEHSIOTCS B IIUPOKUX Mpenenax OT OONbHOro K
O0onpHOMY. Y MaIlMEHTOB NPOOJEMBI C CEpIlEeM, JETKHUMH, MHIEBAPUTEILHON CHUCTEMOH,
KOCTHO-MBIILIEYHOI'O ammnapara M IOPaKEHUSIMU MO3ra, MHoOrue ¢ MyKomojaucaxapuao3oM
HCIBITBIBAIOT OONbIIIE 00N, YeM OOBIYHEBIE JIFOIH.

B pannem perctBe metu c Tskenod ¢opmoit Mykomonucaxapuao3a MOTYT ObITh
TUIEPAKTUBHBIMH, CUJIBHBIMHM, OOBIYHO BECENbIMH, HO OYEeHb OBICTPO YTOMIIIEMBIMU. Y HHUX
3aHM)KEHA CTENEHb KOHILIEHTPAllUM BHUMAaHUS, UX MHTEIJICKTYaJbHBIM BO3PACT HIKE BO3pacra
¢uznueckoro pa3Butus. Takoil peGEHOK MOXKET, HampUMep, 3alepeTh ABEpb BaHHOW, HO
HECIIOCOOEH MOHSATh, KaK BHIUTH O0OPATHO, 1aXke KOTJa B3pOCIbIi MHOTO pa3 eMy 00bsAcHUT. OHU
00T TPyOble pa3pylIUTENbHbIE UTPhI, CO3/IaHUE IIyMa U pa30pachlBaHUE UTPYIIEK JUIS TaKUX
JEeTOK ckopee urpa. OHM MOTYT HE CO3HaBaTh ONIACHOCTEH, YNPSAMBI U HEAUCIUIUINHUPOBAHHBI,
MOCKOJIBKY 3a4acTyl0 MPOCTO HE MOTYT MOHATh, UTO OT HUX TpedyeTcs. HekoTopsie 1eTu MoryT
MMETh BCIBIIIKM arpecCUBHOrO mMoBejeHusi. HekoTopble MOTyT Kakoe-TO BpeMs IOJb30BaThCs
TyajeToM, HO OOJBIIMHCTBO TMOJB3yeTCs MOJATY3HHMKaMHU. PoautensM Takux JeTel
npo0JeMaTHYHO MNPOCTO BhIcHarbes. OHM HE JOJDKHBI CMYIIAThCS CIIpalldBaTh COBETa Y
JIOKTOpA 10 OBOJY PACTOPMOKEHHOCTH peOeHKa U KOPPEKTHUPOBKU €r0 MOBEICHUS.

Jletn ¢ gmerxkod  QGopMoil MyKOMoOJIMCAaxapuao3a, Kak TMPaBUIIO, TOJHOCTHIO HE
OTJIMYAIOTCS B TOBEACHHWU OT 3J0POBBIX JeTeid. Bpems oOT BpeMeHHM OHM MOTYT OBITh

HECACPIKAaHHBIMHU OT paCCTPOﬁCTBa, Korga X (I)I/IBI/I‘-IGCKI/IC OrpaHHU4YCHUus JCJIIA0T JKU3Hb
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TpyaHOU. Hano BesAdecku noompsTh MPOSBICHUAM UX CAMOCTOSITEIIBHOCTH.

[ToxpocTkoBbIE TOABI A TaKUX JAETEH MOTYT OBITh OCOOCHHO TPY/IHBHI.

HCO6XO,I[I/IMa ImomMouib, IOHUMaHUCE, O60,I[peHI/Ie, xopowiee u ,Z[O6p0€ CJIOBO.

HNm mpocto

IMpunoxenue I'l. Aaropurm guarnoctuxku MIIC 111 Tuna

OCHOBHEIE CUMIITOMEI Buoxumuueckuii Crernuduyeckuii
Mapkep, OHOXUMHUECKHUI
TPE/IIOTararoIU i Mapkep,
HalIu4yue MOATBEPKAAIOLUN
3a00JIEBaHUSA IarHo3
YMCTBEHHAsI OTCTAJIOCTb, CHIDKEHHE aKTUBHOCTH
THIIEPAKTHBHOCTb, PErpecc remnapan-N-
MICUXOMOTOPHOTO Pa3BHUTHSI, cynbhaTasbl,
MeEpPEHHAs! TYTOIIOABHKHOCTD o-N-amerun-D-
ymep Y A [ToBpImIeHHAs 1
CYCTaBOB, JIerkoe orpybeHue [IFOKO3aMUHUAA3EL,
9KCKpEIUs
JIMIIA,9aCThIC PECITUPATOPHBIC L_N remnapas areTuii-
renapancynbgpara  c [
HH(EKIMH, TernaToMeraius, MO0 —V/ KoA:a-
CIJICHOMETaJIusl. ’ riaroxo3amMuaua-N-
aneTuiaTpancdepassl,
N-ameTHIriIroko3aMuH-
6-cynbdarassl (B
3aBUCUMOCTHU OT
TTOJITUTIA)

MouekynspHo-
TEHETUYECKOE
HCCIIEI0BaHUE

BrisiBnenue MmyTanuii B
rerax SGSH, NAGLU,
HGSNAT, GNS (8
3aBUCUMOCTH OT
MOJITUTIA).
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IMpunoxenue I'2. Oco0eHHOCTH KIMHUYECKHUX MPOSABJIEHUI Pa3InYHbIX

noaTunos MIIC III B 3aBucumMocTH OT Bo3pacra Aedr0Ta 3a00/1eBaHUA

CucreMma Cumnrom HoBopoxa. | Muanenusr | [eru [ToxpocTku
I[THC Hapymenne nosenenus, | - + +++ ++
arpeccus
I MnepakTUBHOCTH - + +++ ++
3az[ep>1<1<a U OTCTaBaHUE | - + +++ +++
B Pa3BUTHU
Cynoporu - - + ++
Hapymenne cHa - ++ +++ ++
Hapymenue rnoranus - + + +++
[Tumesapu | uapes - ++ ++ +
-TeJIbHAs JuchyHkius neueHu - + + +
cucreMa
Opraun CHuxeHue ciyxa - + + +
ciyxa
Ckenetrno- | ['pyOsie uepThl nuia - + + +
MblIeYHas | MHOXeCTBEHHbIN - + + *
JIM30CTO3
Cneuuans- | I'enapancynsgar B moue | 11 ™ ™ ™
HBIE AxtuBHOCTb Tenapan-N- | || ] L L N
naboparop | cysibdarassl,
-HBIE o-N-auernn-D-
TECThI [JIFOKO3aMUHUA3bI,
renapas anetuin-KoA:a-
rJIr0Ko3aMuHUI-N-
anetunTpancdepasbl, N-
AleTUIITIIIOKO3aMHUH-6-
cynb(arassl (B
3aBUCUMOCTHU OT
MO/ITHIIA)
O6mue 'Al' B Moue " " " "
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Ipuaoxkenue I'3. Taktuka Begenus aereit ¢ MIIC II1 Tunma

Hccneoosanus Ilepsonauanvua | Kascovie 6 | Kasicovie | Ooun
5 OYeHKa mec 12 mec pas
8 2 200a

Iloomeepoicoenue ouaznosa
Anamnes bonesnu
Knunuueckuii ocmomp
Pocm, eec, okpyorcnocmo 2010601
Buinocnugocmp -

Ouenka I[THC
Komnvromepnas momoepagus
unu MPT 2on06no2o mozea
Koenumuenoe mecmuposanue
(DQNQ)°

Cropocmb HepsHOlL
npogooumocmu/ IMI’
Ouyenka cnyxa

Ayouomempus

Ouyenka 3penusn

Ocmpoma 3penust

Ocmomp 2naznozo ona

e e <

||| || e[|

>

Hccneoosanue pocosuyul
Hvixamenvnaa cucmema
DB/l
Hccneoosanue
cHa/noaucomnozpaghus
Oocnedosanue cepoeuno-
cocyoucmoil cucmembol
Onexmpokapouozspamma
Oxoxapouozpagpus
Onopno-osuzamenvHulii
annapam
Penmzenocpaghuu cxenema X ‘ ‘ ‘ X
Kenyoouno-kuwieunwtii mpaxkm
Y3U opeanos oprownou nonocmu, | X X
00veM cenezenKu, neyeHu
Jlabopamopuvie uccnedosanus
Onpeoenenue I'Al’ X B | |
! Jliis meTelt crapiue 3 JIET; pacCTOSHUE, IPOMIEHHOE 32 6 MUHYT (IPEIIOYTHTELHEIM ABJISETCS
TOT K€ MPOMEXYTOK BPEMEHH, YTO U B MPEJBIIYIINX TECTaX 3TOTO MAllMEHTa); YUCIIO CTyNEeHeH,
NpOIIEHHBIX BBEpX 3a 3 MUHYTHI. OneHnBaroTcs mokasarenu caryparun SPO2, Y/, YCC mo u
10CJIE Harpy3KHu.
2DQ nin Koadunment ymcrennoro pazsurus (KYP) - ciocob cpaBHeHus
MHTEJUIEKTYaJIbHOTO Pa3BUTHS, CBOMCTBEHHOTO JJAHHOMY BO3pacTy (YMCTBEHHBIX CITIOCOOHOCTEMH
peOeHKa 10 OTHOILIEHUIO K €r0 CBEPCTHUKAM), C XPOHOJIOTUYECKUM BO3pacToM ((pakTHUeCKUM
BO3PaCTOM peOeHKa).
KVYP paccunteiBaeTcst JeIeHUEM MHTEIUIEKTYaIbHOTO BO3pacTa Ha XPOHOJIOTHYECKUI 1
ymHOXKeHHeM Ha 100 ams monydenus uesnoro uncna. Cpeaauil Koo PUIueHT yMCTBEHHOTO

|||

| [ (]|

<<
>
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pa3BUTHS 11 TI0O0TO BO3pacTa cuntaercst paBHbiM 100.
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