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B cTatbe npescTaBaeHbl COBPEMEHHbIE CBEAEHNS 06 dMMMAEMNONI0MU, ITUOSIOTMM U KITMHNYECKMX MPOSIBJIEHUSIX MYKOMOJIN-
caxapupgosa (MrI1C) | Tuna y aeten. MIC pa3BuBaeTcs B pe3y/abrate JepuLinta Toro Uin MHOro IM30CoMaJsibHOro GepmMeHTa,
4TO onpepensieT Tmn 6071e3HU. B cTatbe nogpobHO pacCMOTPEHbI BOMNPOChK] NaTtoreHesa m Kaaccnpukaumm 3aboseBaHums.
OcBelleHbl OCHOBaHHbIE Ha JoKa3aTe/IbHON MeNLIMHE NMOAXO0Ab! K AnarHoCTUKe, B TOM YMcCe AnddepeHLimnasibHON, 0coboe
BHMUMaHWe yaeseHo NaTtoreHeTMYeCcKoMy, CUMITOMaTUYECKOMY, Xupypriudyeckomy neqeHuto MIIC.
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Ans yuntupoBanuns: bangakosa I.B., bapaHoB A.A., BaxnoBa W.B., Bawakmapase H./[., Bocko6oeBsa E.10., 3axaposa E.1O.,
KysenkoBa J1.M., Kyue C.W., lapnoHoBa B.WN., Nlo6xaHnase T.B., Muxannosa J1.K., Muxannosa C.B., Moucees C.B.,
Hamasosa-bapaHosa J1.C., HukutuH C.C., MevyatHukoBa H.J1., Monskosa 0.A., CemaykuHa A.H., Yoanosa O.B.. CoBpeMeHHble
noaxo4bl K BeAeHWIo AeTen ¢ MyKkonosucaxapuao3oMm | tuna. lNeguatpuyeckas ¢apmaronorus. 2022;19(4):342-353.

doi: https://doi.org/10.15690/pf.v19i4.2443

ONPEAENIEHUE

Mykononucaxapuao3s | Tuna (MIMC 1) — HacneacTeeH-
Hasg JIM30COMHas 60/e3Hb HaKOMNJeHUs, 06yClOB/ieHHas
aeduumtom depmeHta anbda-L-naypoHmaasbl U npote-
Kalowas ¢ pas/iM4yHbIMU KJIMHUHECKUMU NPOABIEHUAMMU:
3aflepXKOM pocTa, YMCTBEHHOW OTCTaNIOCTbIO, NMOPaXKEHU-
€M HEpBHOW CUCTEeMbl, CEPAEYHO-TEr0YHBbIMU HapyLIEeHNS-
MU, renatocrnieHomeranmen, MHOXKECTBEHHbIMU AU30CTO-
3amu, MOMyTHEHMEM POroBuLbl. Bece BbllenepeyncieHHole
NPU3HaKU NPUBOAAT K UHBANMAM3ALUU, @ NPU TAKENOM
Te4yeHun 60/1e3Hn — K JieTallbHOMY ucxoay [1, 2].

3TUOJIOrUA U NATOFEHE3

MpuynHon MIC | asngetca MyTauus B reHe, Koau-
pylowemM NM30COMHbIN depmMeHT anbda-L-naypoHunaasy.
Tvn HacnegoBaHUSA: ayTOCOMHO-peLeccuBHbIn. TeH IDUA,
Koaupylowuin anbda-L-naypoHmnaasy, N1oKanM3oBaH B Xpo-
MOCOMHOM 06n1actv 4p16.3.

M3-3a CHUMKEHUS aKTUBHOCTU depMeHTa NPOMCXOAMT
HaKoM/ieHne pasnuyHblX TUMOB [MMKO3aMWUHOMIMKAHOB
(FAT) n pasBuBaeTcsa comaTnyeckas MmaHndecTauus B Buae
nuuesoro aucMmopduama, renatocnsieHoMeranumu, nopae-
HUS cepiua, AblXxaTeNlbHOW CUCTEMbl, U3MEHEHUN CKene-
Ta, HEBPONIOrMYECKON CUMNTOMATUKKM, FeMaToiorMyecKux
M odpTanbMONIOTUHECKUX WM3MeHeHun. BapuabenbHOCTb
MMC onpeaenseTrca TMNOM HaKaniMBaemoro cy6cTparta
npu HegoctaTovyHoW aerpagaumu FAl: npu MIC | npoucxo-
OWT HakonieHue renapaHcynbdata UM gepmataHcynbdarta.
Oeduunt anbda-L-maypoHmnaasbl MOXKET MPUBECTU K pa3BU-
TUIO pa3nnyHblix GeHOTUNOB 60n1e3HKU, 06ycnoBanBas OTIu-
4uS B TAKECTU CUMNTOMATUKKU. BbIAENSAIOT TPU KIMHUYECKUX
dpeHoTtuna [3-5]:

e cuHapom lypnep (MMNC | H — Tsxkenaa dopma);

° cuHapom Llene (MMNC | S — nerkas ¢popma);

e cuHapom lNypnep — Lene (MMNC | H/S — npomexxyTo4yHas
dopwma).



SANMUAEMHUONIOrUA

MIC | — 370 naHaTHM4YeCcKoe 3abosieBaHue, ero Yactota
coctaBnget 1 : 100 000 HoBOpOXKAEHHbIX. [PUOAN3UTENBHO
50-80% nauMeHToB MMeIOT TsKenylo Gopmy 3aboneBaHuUs.
MMC | H/S (cnHapom lypnep — LLlerne) BcTpedaeTcs ¢ nonyns-
LMOHHOM YacTtoTorn 1 : 100 000 — 1 : 500 000 HOBOpPOXKAEH-
HbIX; MMNC | S (cuHapom Lene) — 1 : 500 000 HOBOPOXKAEHHbIX
[6, 7]. OgHaKO HYXKHO Y4UTbIBATb, HYTO CYLLECTBYET OnpeaeneH-
Has NOrpPeLIHOCTb B OLEHKE PacnpoCTPaHEHHOCTU Pa3/IMYHbIX
deHoTUNoB 3aboneBaHus, HTO MOXET OblTb CBSI3aHO C 6onee
4YacTbIM BbIIBIEHUEM UMEHHO TsxKenbix dopm MIIC I.

KNACCUDUKALUA

B cootBetcTBMM C AePUUMTOM/OTCYTCTBMEM NU30-
COMHbIX PEPMEHTOB, COOTBETCTBYIOLWIMM TEHHbIM Aedek-
Tam WU TSHXKECTU KIUHUYECKOM CUMMNTOMATUKK, BblAENSIOT
11 tvnos MIC (ta6n. 1).

K/NIMHUYECKASA KAPTUHA

B HacTosuiee Bpemsa MIC | paccmaTtprBaeTcs Kak 3a60-
NleBaHNE C KOHTMHYYMOM KJIMHMYECKMX (GEHOTWUMOB, pas-
NIMYaOWMXCS NO BO3pacTy MaHudecTauuu, TAKECTU Ku-
HUYECKUX MNPOSIBAEHUIN M CKOPOCTM MPOrpeccupoBaHms
3aboneBaHusa y nauneHTos [1-5].

Taknm 06pa3om, JOBOJIbHO YC/IOBHO BbIAENSIOT TAXKENYIO
dopmy 3aboneBaHus (cuHapom lypnep) ¢ MaHubecTaumen
Ha NMepBOM roAdy *WU3HW, NPOrpPeccUpytoLLeh Kapanopecnu-
pPaToOpPHOM HEAOCTATOYHOCTbIO M SPKO BbIPaXKEHHOM HEBPO-
JIOFMYECKON CMMMNTOMATUKON U MATKYt0 GopMy (CUHAPOMbI

l'ypnep — Wene u LLewne), npy1 KOTOPON CUMNTOMbI MOABASAIOT-
cs B Bo3pacTe 4—10 net v 60/1€3Hb MeAIEHHO NPOrpeccupy-
€T, NP1 3TOM HEKOTOpPbIE NaLMEHTbI JOXUBAIOT 40 B3POCOro
Bo3pacTa.

C y4yeToM TpagMLMOHHO UCNONb3yeMon KnaccuduKkaLmnm
HUXKEe MNPUBELEHbl XapaKTEPHble KAMHUYECKME MpPU3HaKK
ana MIMC | pa3nuyHbix dopm.

Mykononucaxapupos | S Tuna — nerkas ¢opma

CuHoHuMbI: cvHapom Lene, MINC | S — nerkasa ¢popma.

OCHOBHble KJ/IMHMYECKHE MposiBJIeHUs: orpybneHue
4yepT Anua, TYronoABUMKHOCTb CYCTaBOB, MHOMECTBEHHbIN
[IN30CTO3, MOMYTHEHME POroBuLbI [3, 4].

BHewHmi BMA: nepBble NPU3HaKKM 3a6oneBaHns NosBe-
nsTea B Bo3pacTte 3—5 net. MNayneHTbl rMnepcTeHnYecKoro
TENOCNOXKEHUSI C CUAbHO Pa3BUTOM MYCKyNaTypow, 4epThbl
nmua rpybble, xapaKTepeH WUPOKUIM poT € NyX/biMu ryb6amu,
HWKHAS NporHatus. NocTeneHHo pa3BMBAlOTCA OrpaHuye-
HUEe [OBUXKEHWW B cycTaBax BEPXHUX KOHEYHOCTEMW, a Tak-
€ TYronoABWMXXHOCTb, BO3HMKLLUME W MNpoOrpeccupytolmne
KOHTPaKTYypbl CyCTaBOB KUCTen. Hanbonee BblipaxKeHHbIMM
BCE CMMNTOMbl 60/IE3HN CTAHOBATCH K Nepuogy nonoBoro
co3peBaHns. BO3MOXHbI NOBbILLEHHOE OBONOCEHME, KOPOT-
Kas wes.

KocTtHas cuctema: MOryt oTrmevatbcsi Hebonblias
3afepKKa pocTa, MHOMECTBEHHbIN AM30CTO3 (Aucnnasus
NMLEBOro Yepena; niocKas nepeHocuua, WMPOKO paccTas-
NEeHHble rnasa, yTO/lWEeHHble Ty6bl, rMNonnasnpoBaHHas
HUKHAS 4entoCTb, MaKpPOrn1oCCUs WM runepnnasus LeceH,
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Modern Approaches to the Management of Children
with Mucopolysaccharidosis Type |

This article presents modern data on epidemiology, etiology, and clinical manifestations of mucopolysaccharidosis (MPS) type I in
children. MPS develops due to deficiency of particular lysosomal enzyme which determines the disease type. The article considers
in details disease’s pathogenesis and classification. Evidence-based approaches to diagnosis (differential diagnosis included) are
covered, moreover, special attention is paid to pathogenetic, symptomatic, and surgical treatment of MPS.
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Ta6auuya 1. Knaccudukaumns Mykononucaxapmaosos [7]
Table 1. Mucopolysaccharidoses classification [7]

Mnc MoaTun CuHpapom lFen depMeHTHbIN gedeKT JNokyc OMIM

MMC I H Typnep IDUA 607014
| MMC IH/S lypnep — lWene Oeonumnt anbda-L-naypoHnaassbl 4p16.3 607015
MMc1Ss Lene 607016
] MMcC Il XaHTepa IDS Oednumnt ngypoHat-2-cynbdatasbl Xq28 309900
MIC [A CaHdounmnno SGSH Oedunumnt renapaH-N-cynbdaTtasbl 17925.3 252900
wioLy | st N oD oot | sz | 2520

I
MIC IIIC HGSNAT ﬂeq’"'”,\""_Ta[le;iz?;;’gg“e’ggzzM”“”” 8p11.21 | 252930
MIC IIID GNS Oednumnt N-aueTunrnioKko3ammH-6-cynbdartassbl 12q14 252940
v MIMC IVA Mopkno GALNS Oednunt ranakto3zaMuH-6-cynbdaTasbl 16924/3 253000
MIIC IVB GLB1 Jedunuut B-ranaktosungasbl 3p21.33 253010
Vi MIC VI MapoTo — Jlamu ARSB | Jedwnuunt N-aueTunranakto3amuH-4-cynbdartasbl 5q14.1 253200
\l MMC VIl Cnas GUSB Oedunuut B-rnioKypoH1Maassl 7921.11 253220
IX mncix | HeaoctatouroCTs |y 4 [lednunT ruanypoHmaass! 3p21.31 | 601492

rmanypoHuaassl

KOpOTKas Wes, crubaTesibHble KOHTPaKTYPbl U TYFONOABUXK-
HOCTb KOHEYHOCTEN, C BO3PacTOM NpucoeanHsaeTcs 6ones-
HEHHOCTb CYCTaBOB PYK M CTOM C GOPMUPOBAHUEM «KOT-
TUCTOM nanbl» U NOMOK CTOMbI, BalbrycHon gedbopmaumen
KOMEHHbIX CyCTaBOB). HepeaKo pa3BMBaETCA TYHHENbHbIN
CMHAPOM KapnafibHOro KaHana, KOTopblM Hapsgy € Tyro-
NOABMUXHOCTBIO NPUBOAUT K OrpaHu4yeHunio GyHKUKUKU Bepx-
HUX KOHEYHOCTeN. PeIKO — BPOXAEHHbIN LeNKaloWwmn 1-in
naneu, (6onesHb HotTa).

OpraHbl AblXxaHUA: 4acTble pecnupatopHble 3a6o-
NneBaHUs B BWUAE PWMHUTOB, OTUTOB. BO3MOKHbI pasBuTUE
OBCTPYKTUBHbIX 3abofieBaHWi [AblxaTefibHbIX MyTen, CWH-
LPOM OBGCTPYKTUBHOIO anHo3 CHa.

OpraH 3peHMsi: OTMeYaeTcs paHHee HepaBHOMepHoe
NOMyTHEHWe poroBuubl. B panbHeilwem, o6bl4HO nocne
30 neT, pa3BuBalOTCA rnaykoma, nNUrmeHTHas aucTpodus
ceTyaTKu. PeKo — OTeK AUCKa 3pUTEeNbHOro HepBsa.

LeHTpanbHas HepBHasi cucTema: NCUXOMOTOPHOE pas-
BUTWE 3aMejJjIEHHOE.

KpaHnoBepTebpanbHbI CTEHO3 pa3BMBaETCH Y NauueH-
ToB ¢ MIC BcneacTeme runonnas3umm 3y60BUAHOINO OTPOCTKA
no3sBoHKa C2, aTnaHToaKcuanbHOM HecTabuabHOCTH, OTNO-
EHMA MyKoMmonuMcaxapuaoB B TBEPAOW MO3roBon 060-
NOYKe M 3afHeN NPOLOSbHON CBSA3KE, YTO B AalibHEWLWEM
NPMBOAMT K KOMMNPECCUOHHOM MUenonaTnm Ha 3TOM YpoBHe
W, KaK cnefcteBue, K pa3BuTUIO GynbbOapHbIX HapylleHuH,
LEeHTpanbHON AblXxaTeNbHOM HefoCTaTO4YHOCTU. CUMNTOMBI
MOryT BKOYaTb HapyleHWe MOXOAKM, MblleYHylo cna-
60CTb, HEYK/IIOXKECTb MPWU COXPaHHbIX MOTOPHbIX HaBblKax
N AUCOYHKLMIO MOYEBOIO Ny3bIps.

KapnanbHbl TOHHENbHbIK CUHAPOM — YacTas Hewpo-
natus chaBieHus y nauneHToB B Bo3pacTe oT 5 go 10 net
n 'y B3pocnbiX. Mpu OTCYTCTBUU NEYEHUS MOXKET MPUBECTU
K Heo6paTUMOW KOHTPaKType AUCTaNbHbIX MexXdanaHroBbiX
CyCTaBOB, a TaKXe K HapyleHWo WM notepe 4yBCTBU-
TENbHOCTM MEPBbIX TPEX NasbLEB U Napes3y MbllL, TeHapa.
K coxkaneHuto, nauneHTbl peaKo coobLwaloT 0 601eBbIX OLLY-
WEeHMAX, MOKa He NPOUCXOAUT NOTePS GYHKLUK.

CepaeyHo-cocyancTasi cUCTEMa: XapaKTepHbl Hepo-
CTaTO4HOCTb /UK CTEHO3 KNanaHoB cepaua(MUTpanbHOro,
aopTanbHOro, TPUKYCNUAaNbHOro U IEr0YHOrO).

MenyaoyHo-KuweyHasi cucTema: OTMEYaloTCs NaxoBo-
MOLLOHOYHbIE W MYMOYHbIE FPbIXK, HEYaCcTo — rematocnie-
HOMeranusa, B paHHeM Bo3pacTe — auapes.

Mykononucaxapupo3 | H/S Tuna —

npomexyTtoyHasa ¢popma

CuHOHMMBI: cvHApoM lypnep — LWewe.

OCHOBHbIe KJMHHUYECKHEe MNpPU3HaAKMU: NVLEBblEe OuC-
MOpP®dUU, TYronoAaBMIKHOCTb CYCTaBOB, HWU3KOPOCOCTb,
noMyTHeHuWe porosuubl [1, 2, 5, 7].

BHeLWwHuH BUA: NepBble CUMMNTOMbI GOIE3HU MNOABANA-
loTCA K BO3pacTy 3-8 feT. XapaKTepHbl cKadouedanus,
MaKkpouedanus, 3anasBlias nepeHocuua, nyxable ry6bl,
NMOMYTHEHWE POrOBULbI, MUKPOTHATUS, YMEPEHHbIR rUnep-
TPMX03, YTONLLEHMNE KOXHbIX MOKPOBOB.

KocTHasi cuctema: Ha nepBoM roay XXM3HM pocT B npeje-
Nlax HOPMbl, 3aTeM TEMMbI POCTa CHU¥KatoTcs, 06yc0BMBas
HM3KOPOCNOCTb. TENOC/IOKEeHUE AUCMPONOpLMOHanbHoe.
MHOXeCTBEHHbIN AM30CTO3, cKadouedanusa, makpoueda-
nus. BanbrycHole gepopmalnmm roneHen BblparKeHbl HE3Ha-
YUTENbHO. YMEPEHHO OrpaHMyeHa NOABMUKHOCTb B CycTaBax,
onpenensTcs AM30CTo3bl, 604K00Opa3Hasa rpyaHas Kiet-
Ka, KWDOCKONO3, rMnepnopaons.

OpraHbl gbIXaHHUA: YacTble pecnupaTopHblie 3aboneBa-
HUS B BUAE PUHWUTOB, OTUTOB, rMNEPTPOOUS HEGHBLIX MUHAA-
JIMH. BO3MOXHO pa3BuTHE 0GCTPYKLMM AblXxaTeNbHbIX NYTEN,
CTEHO3 ropTaHMu.

OpraH 3peHUsI: NOMYTHEHWE POTrOBULbI.

LeHTpanbHass HepBHasi cUcTema: oTMevaeTcs
3a/epKKa TeMMnoB TMCUXOPEYEeBOro pasBMTUSA, MO3XKe
nosasnserca rnybokasa gemeHuns. KpaHmoseptebpanbHbli
CTEHO3 M MUenonaTusa pasBuBatoTca y nauneHtos ¢ MIC
BCNiecTBME rMnonnasumm 3y60BMAHOIO OTPOCTKA NO3BOH-
Ka C2, atnaHToaKkcnalbHOW HECTAaObUNbHOCTHU, OT/IOXKEHUS
Al B TBEpAOM MO3roBon 060/104Ke N 3aaHEN MPOAOTbHON
CBA3Ke, YTO B [JajibHEehlWeM NPUBOAUT K KOMMPECCUOH-
HOM MuenonaTMM Ha 3TOM YPOBHE W, KaK cneacTeue,
pa3BuTUIO BynbOapHbIX HapyleHWN, LLeHTpalibHON Ablxa-
TeNbHOM HegocTaTO4YHOCTM. CMMNTOMbI MOTYT BKlO4YaTb
HapylweHne MNOXOAKMK, MbllWeYyHYo cnabocCTb, HEYKIIo-
ECTb MPM COXPaHHbIX MOTOPHbIX HaBblKax U ANCOHYHKLINIO




MOYE€BOro ny3bips. TyHHENbHbIH CUHAPOM — CUHAPOM
3ansCcTHOr0 KaHana, coob6walouwanca rugpouedanus.
XapaKTepHo pa3BUTUE MaXMMEHUHIUTA B LUEMHOM OTAenNe,
NPUBOASALLErO K CAaBNEHUIO CMMHHOIMO MO3ra v nocneayo-
wen mmenonaTtmu.

CepaeyHo-cocyaucTasi cUCcTeMa: XapaKTepHbl Hepo-
CTATOYHOCTb U/MNKN CTEHO3 KNanaHoB cepaLa (MUTpanbHOro,
aopTanbHOro, TPMKYCNMAaNbHOro U EroYyHoro). Bo3MoKHbI
HapyLWweHWs puTMa M NPOBOANMOCTH, PELKO — KapAWOMUO-
naTusl, BO3MOXHa apTepuanbHas runepTeHsuns.

MenynoyHo-KuwevyHass cucTema: renatocrnieHomera-
SIUSl, NAXOBO-MOLIOHOYHbIE M NYNMOYHbIE MPBIXKK.

Kak v npu 6GONbLIMHCTBE pPELLECCUMBHbLIX GONe3Hew,
KIMHUYECKUI nonumopdmaM onpegensietcs octaTovHOM
aKTMBHOCTbIO PEPMEHTOB U B/MSAET Ha TAXKECTb TeYeHUs
1 BOo3pacT gebiota. B 3aBMcHMOCTM OT Bo3pacTa gebioTa
T€ WKW WHble KJIMHWYECKME NPOSBAEHUA MOTYT UMETb pas-
JINYHYIO CTENEeHb BblPa*KEHHOCTU. BblpaxKeHHOCTb KWUHU-
yeckux nposiBneHmn MIMC | B pa3HOM BO3pacTe MOXKeT
BapbupoBaThb.

Mykononaucaxapugo3s | H tuna — taxkenas ¢popma

CuHOHMMBI: cuHapoM [ypnep, cuHapom MNbayHanepa —
lypnep.

OCHOBHble KJ/IMHUYECKHE MpOSIBJIEHUS: 3afepiKKa
NCUXOMOTOPHOIO Pa3BUTUSA, YMCTBEHHas OTCTaNnoCTb, rpy-
Oble 4yepTbl A1La, MOPOKU KaanaHoB cepaua, NoOMyTHEHWE
pOroBuLbl, 3afepxKa pocTa, TYronoABUXKHOCTb CyCcTaBOB
[1-3].

Y nauuMeHToB C CMHAPOMOM [ypaep nepBble KAWHU4Ye-
CKMe Npu3HaKkun 3aboneBaHns NOSBASIOTCA HA NEepPBOM rogy
U3HW. B psAge cnyyvaeB yxe C poxAeHus HabnogaloTcs
He3Ha4yuTeNbHOE YBENNYEeHNE NeYeHH, NynoYHble UK Naxo-
BO-MOLUOHOYHbIE TPbIKWU. XapaKTepHble WU3MEHeHWs 4YepT
avua no Tuny «rapromnndmar» CTaHOBATCA OYEeBUAHbIMM
K KOHLy MepBOro rofa *u3Hu. pyrumu Haubonee 4actbl-
MU MaHWGECTHBIMU CUMMNTOMaMKU SBASIOTCA TYronoABUK-
HOCTb MENIKMX M KPYMHbIX CyCTaBOB, KMDO3 MNOSCHUYHOIO
oTaena No3BOHOYHMKA (MOSCHUYHbIN «TMBYC»), XPOHUYECKHKE
OTUTblI M YacTble MHOEKLMOHHbIE 3a60neBaHUS BEPXHUX
AblxatenbHblX NyTen. Mo mepe nporpeccupoBaHKs 3abone-
BaHUS MPUCOELAMHAOTCA CUMMTOMbI, CBMAETENbCTBYIOLME
O BOBJIEYEHUM B MATONOIMMYECKUIA MPOLLECC BHYTPEHHMX
OpraHoB, cepaeyHO-Nero4yHon, LLeHTpanbHOM U nepudepu-
YECKOM HEPBHOM CUCTEM.

BeaywumMmn HEBPOAOrMYECKMMMU CUMNTOMaAMKU SBNS-
I0TCA CHUXXEHUE WHTEeNNeKTa, 3afep)Ka peyeBoro pas-
BUTUS, UBMEHEHMUSA MbIWEYHOro TOHYCA, CYXOXMWIbHbIX
pedneKcoB, NOpaXXeHUs YyepenHblx HEPBOB, CMellaHHas
M HEMpOCeHCOpHas TyroyxocTb. YacTo Habnogaetcs npo-
rpeccupytouiee NoOMyTHEHWE POroBuUbl. NauneHTbl Noru-
6atoT 06bI4HO B Bo3pacTe A0 10 neT oT 06CTPYKLMUM Ablxa-
TeNbHbIX NYTEN, pPecnupaTopHbiX MHPEKLWUN, cepaevyHOon
HEeA0CTaTOYHOCTH.

BHeLHWIH BUA: Y HOBOPOXKAEHHOIO XapaKTePHbIX NPOSB-
JIEHUI He OTMeYaloT, CUMNTOMaTUKa Yalle BCcero pa3BuBaeT-
€Sl Ha NepBOM rofy (C 2 Mmec, MHOrAa — MO3XKe). XapaKTepHbl
M3MEHEHMS YepT fiMua No TUNY «raproniMamar, Kotopble
CTAHOBATCA OYEBWMAHLIMM K KOHLYY NEPBOro roja MU3HW:
6onblWwas ronoea, BbicTynawowme NobHble 6yrpbl, WKUPO-
Kne CKynbl, 3anaBluasi nepeHocuLa, KOPOTKME HOCOBble
XOAbl C BbIBEPHYTbIMW KHaPYXW HO3LPAMM, NONYOTKPbITbIV
poT, 60/1bWON A3bIK, TOJICTbIE FY6bl. XapaKTepHa 3adepKKa
pocTa (MakcMManbHbI cocTaBnseT okono 110 cm), KoTopbin
NOSIHOCTbIO OCTaHaBnuBaeTca K 2-5 rogam. Npu HU3KOM
pocTe y AeTel oTMevaloTcs AMCNPONOpLMOHanbHOe Tenoc-
NOXEHWE, KOPOTKas LWes.

KocTtHass cuctema: CO CTOPOHbl KOCTHO-CYCTaBHOM
cuctembl npu MINC | H BbISBASETCS MHOXECTBEHHAA CUMNTO-
MaTuKa. Y Bcex NaunMeHToB GopMMUpyeTcs TYronoaBUMKHOCTb
BCEX FPynmn CyCTaBOB, B pe3y/bTaTe KOHTPaKTyp MexdanaH-
rOBblX CYyCTaBOB M YKOPOYEeHUsT GpanaHr obpasytoTcs gedop-
Mauuu KMCTEN NO TUMY «KOTTUCTOW nanbl». Ta306eapeHHbIE
cycTaBbl cHOOPMUPOBaAHbI HEMPaBW/bHO, FONOBKU BGefpeH-
HbIX KOCTEW ManeHbKWe, YMNOWEHHbIE U y3ypUpPOBaHHbIE,
XapaKTepHa coxa valga. MNoaB3AolWHbIE KOCTU npuobpe-
TaloT «TpeyrofbHyto» aedopmaumto. PeHTreHonorn4yeckue
M3MEHEHMS, BUANMbIE Npu cuHapoMe lypiep, onucbiBatoTCs
KaK MHOXECTBEHHbIW AM30CT03. N4 ANMHHBIX Tpy6GyaTbiX
KOCTEW XapaKTepHbl pacluMpeHune anadmnsoB, PEHTIEHOIOMN-
YECKM HenpaBwIbHO NposBAsioWMnecs MeTadusbl U aNndu-
3bl. Kntounubl yKOpoYeHbl, yTonweHbl. Pe6pa onucbiBatoTcs
KaK «BecnoobpasHble», Ux BepTebpasibHble KOHLbl CyXKe-
Hbl, @ CTEPHAbHblE — YTONLEHbI U paclumpeHbl. PanaHru
KUCTEN M CTOM YKOPOUYEHbI, UMEIOT TpaneumeBuaHyto Gpopmy
W pacwmpeHHble anaduabl. PopMupyoTcs NIATUCNOHANANS,
KMd03, KNGOCKOIMO3. [TO3BOHKM paclUMPEHbI B MONEPEYHH-
Ke, BblCOTa MX yMeHblueHa. B yyacTKax, rae cbopmmpoBaH
KnPo3 Man KMGOOCKONNO3, BbISBEHbI HEAOPa3BUTHE Mone-
PEYHbIX OTPOCTKOB MO3BOHKOB WMAM UX «A3bIKOOGPa3Has»
nedbopmaums.

LeHTpanbHas HepBHasi cucTeMa: Nnporpeccupyolmne
NCUXMYECKME PaCCTPOMCTBA XapaKTepHbl AN CUHAPOMa
[ypnep, B T0 BpeMs Kak npu Msarkux dopmax MIMC | (cMHAPOMbI
lypnep — Lene n Lene) nHTENNEKT NauMeHTOB MpPaKTK-
YECKM He cTpajaeT WauM HabnaatTCa Jerkne KOrHWTUB-
Hble HapyleHns. McMXxoMOTOpHOE pa3BUTME MPU CUHAPO-
mMe Typnep vMaeT ¢ 3aMeTHbIM BO3PacTHbIM OTCTaBaHMEM
W AOCTUraeT MaKCUMabHOIr0 pa3BUTUSA Ha ypoBHeE 2—4 neT,
3aTeM OCTaHaBMBaETCH M NepexoauT (BMecTe ¢ MOTOPHbIM
pa3BUTUEM) B CTaaMIO perpecca, 4o0CTUras nosHoM AeMEH-
umMn. OgHaKo cucTeMaTUYECKME 3aHATUS, HamnpaB/EeHHble
Ha pa3BUTUE KOMHUTUBHbLIX GYHKLMK, CNOCOBCTBYIOT 6onee
ANUTENIbHOMY COXPaHEHMUIO UHTENIEKTa.

MoBegeH4YecKne HapyleHHUs:: PETPECC KOTHUTUBHbIX
GYHKUMIA Hapsdy € TSXKeNon notepen cnyxa, HepocTtat-
KOM CHa, Bbl3BaHHbIM 06CTPYKTMBHbLIM arnHo3, OKa3biBaloT
CylWeCTBEHHOE BNUAHME Ha noBedeHne pebeHKa. Mo mepe
HapacTaHWsa KOFHUTUBHOIO AgeduunTa K TMNEepPakTUBHOCTH
W arpecCcUBHOCTM MPUCOEANHSIOTCH ayTUCTUYECKHNE YEPTbI.
MeanKaMeHTO3Has Tepanus, HanpaBiieHHas Ha KOHTPOJb
paspywnTenbHOro NnoBeAeHus, 4acTo 6biBaeT HeaPpGEeKTUB-
How. [porpeccupyiouas coobuiaouasnca ruapouedanua
aBaseTca Hanbosee YacTblM CUMNTOMOM cMHApPOMa ypnep
M peaKko BcTpevyaeTcs npu Markmx dopmax MIMC | tvna.
Mpn caaBAEHUU CMIMHHOIO MO3ra, BbI3BAHHOTO YTOJILIEHH-
em ero 060/104€eK UM HECTAabUNbHOCTbIO aTNaHToaKcHuab-
HOro cycTaBa, OTMeYaloT HapyleHWEe NOXOAKHM, MblLLIEYHYIO
cNnaboCTb, HEYKJIIOXKECTb NMPU COXPaAHHbIX MOTOPHbIX HaBbI-
Kax 1 AMCchYHKLMIO MOYeBOro ny3bips. Mpu Tsenon popme
3aboneBaHus YacTo HabnaalTcsa Cyaqoporu, 4To Tpebyet
NpPOBeAEHUs OLLEHKM HEBPONOrMYECKOro crtaTtyca. Y nauu-
€HTOB CO C/laboBbIPAXEHHbIMU KIAMHUYECKUMU MNPU3HA-
KamMu CYAOPOXKHbIA CUHAPOM BCTPEYAEeTCs HAMHOIO peXe.
MporpeccupoBaHne 3ab60neBaHUA CONPOBOMXKAAETCS reHe-
pann30BaHHbIMK TOHWKO-KJOHWMYECKUMM MapoOKCU3MaMMH,
KOTOpble 06bIYHO XOPOLLIO MNOAAATCA MOHOTEPANUK NPOTH-
BO3MNUIENTUYECKUMM Npenapatamu.

Cepae4Ho-cocyamucTasi cuCTema: BCIEACTBUE OT/IOXKe-
HuA Al ¢ paHHero Bo3pacTta KnanaHbl cepjLa yTonuwatoTces,
BO3HUWKaIOT peryprutaums nmbo cteHos. B psge cnyyaes
BO3MOXHO GOpMMPOBAHUE TUMEPTPODUM MbILLEYHON TKAHU
cepaua, yMeHblUEeHWe ee 31acTUYHOCTH, HapyLleHWe NPoBO-
AMMOCTH, MOParKeEHNe KOPOHAPHbIX apTepPU.
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E CLINICAL RECOMMENDATIONS

KJIUWHUYECKUE PEKOMEHAALIUU

Yalle BCcTpeyaeTcsa natonorns KnanaHos cepaua (Hego-
CTaTOYHOCTb W/WMAKU CTEHO3 MWTPaNbHOrO, aopTajbHOro,
TPUKYCNMAANbHOIO M NIEFOYHOr0 KfanaHoBs). MMeeT mecTo
nopakeHne KOpPOHapHbIX cocyaoB. MarucTtpasnbHble COCy-
Abl y nauneHToB ¢ MIMNC MOryT MMeTb YTOJILLEHHbIE CTEHKMU,
HO MPW 3TOM ObITb CY)EHHbIMW WAW AUMNATUPOBAHHbLIMMU.
B cBA3K C Cy)KEeHMeM apTepuit y TaKux NauueHToB NosiBas-
€TCH K/MHWYECKMU BblpaxeHHas apTepuanbHas runepreH-
3us. BO3MOXKHO pacwupeHrMe BOCXOAsAWEN 4acTu aopTbl
M 3HaYuUTeNlbHOE YMEHbLUEHWE 3N1aCTUYHOCTU CTEHOK aop-
Tbl. Mpu KapaMomuonaTtum (MHOUNLTPATUBHOM) BbISBAAIOTCSA
runepTpodus MMOKapaa WM gunatauus Kamep cepaua.
MmMeeT MecTo HapylweHue putMa U NPOBOAMMOCTH cepaLa.
TeyeHue cepaeyvHon HegocTaTtovyHocTn npu MIMC umeeT npo-
rpeccupyownin xapaktep. TpyAHOCTM AMArHOCTUKM 3TOrO
COCTOSIHUSI CBSi3aHbl C HecneunMdUYHOCTbIO KIMHUYECKOM
CUMNTOMATUKK, OTCYTCTBMEM Kanob, XapaKTepHbIX MNpu-
3HAKOB HapyLeHWs KPOBOOBPALLEHNS HA PaHHUX 3Tanax ee
pas3BuTHS.

OpraHbl AblXaHUA: 4acTble pecnupatopHble 3a6o-
fieBaHus B BuAe pUHKUTOB, OTUTOB. HakonneHwue TAl
B MUHAANMHaXx, HaAropTaHHUKeE, a TaKXe B Tpaxee NpuBoanT
K YTONLEHMNIO U CYXKEHMIO AbIXaTeNbHbIX NyTER U Pa3BUTUIO
06CTPYKTUBHOIO anHoa.

OpraHbl 3peHus: NOMyTHEHWE U NUIMEHTHas AereHepa-
LUMS pOroBuLbl, rnaykoma.

JXenygoyHo-KuweyHas cuctema: renatocnjeHomera-
N1s, aMapes B paHHem BO3pacTe, nyrnoyHas u/unv naxosas
FPbIXKU.

Ha no3aHux cTagusax y aeten BblSBASIOT TYrOyXoCTb, CHU-
EHWE 3PEeHNs U YMCTBEHHYIO OTCTaNoCTb.

AUATHOCTUKA

OwnarHo3 MMC | yctaHaBnMBaeTca Ha OCHOBaHWU COBO-
KYMHOCTM aHaMHECTUYECKMX AaHHbIX, KIAMHWUYECKMUX AaH-
HblX, pe3ynbTaToB flabopaTopHOro uccnefoBaHus (6MO-
XMMMUYECKOro U MONEKYNSPHO-TEHETUHECKOro aHanuM3os).
OnddepeHumnanbHaa guarHoCTMKa NPOBOAMUTCA C APYrMMHM
Tunamn MIC, anbda-maHHO3MA030M, MNO3AHUMU dopma-
MU FaHrIMO3NL030B, MYKOAMNUAO30M, HEUMHPEKLMOHHBIMU
nonvapTpuTamu, anndbudapHbeiMu gucnnasunamu [5, 71.

Mano6bl U aHamMHe3
Mpn c6ope aHaMHe3a U }Kanob Heob6XxoaMmMo 0b6paTUTb

BHMMaHWe Ha cneaylowue xanobbl U aHaMHeCTUYECKHe

CcoObITHS:

®  OTHArOWEHHbIN CEMEWHbIN aHaMHe3 (CXO4Hble CUMMNTOMbI
Yy pOAHbIX 6paTbeB M cecTep npobaHpa, 61IUM3Kopoa-
CTBEHHbIV 6paK);

®  HU3KWKM POCT;

° orpybneHue 4epT nuua;

® YyacTble pecnmMpaTopHble 3a601eBaHuS;

® CHUWXEHWe cnyxa;

® CHUWXEHWE 3peHUs;

® MHOXEeCTBEHHbIN AM30CTO3 (aedopMauum Yepena, rpya-
HOWM KJIETKMK, NO3BOHOYHWKA, KOHEYHOCTEN);

® HapylweHue ocaHKn (KMdo3, CKOINO3);

°  peunanBMPYIOLLME TPbIXKKY (Yalle ABYCTOPOHHKE);

® MNOMYTHEHWE POroBULLbI;

°  yXyAleHne NepeHoCUMOCTU GU3NYECKMX Harpy3okK;

® CcnabocCTb B KOHEYHOCTSX;

® TYronofBWXHOCTb B CycTaBax;

° TPYAHOCTM Nogbema U3 NONOXKEHUS CUASA U NeXa;

®  U3MEHEHME NOXOAKMH;

® HEeIOBKOCTb MEIKON MOTOPUKH;

° HapyweHWe KOHTPOoAS 3a GPyHKLMAMU Ta30BbIX OPraHoB;

® anHo3 BO CHe.

dusukanbHoe o6¢cnegoBaHue
Mpn ocmoTpe HeobxoaumMo o06paTuTb
Ha OCHOBHble KIMHMYecKne npossnenus MIIC I:
* rpy6ble YepTbl MLa;
®  HW3KOPOC/OCTb;
®  TYronofBW}HOCTb CYyCTaBOB;
® MOMYTHEHWE POroBULibI;
° renaToMeranuio;
® ChJeHOMEeranuo;
® MaxoBO-MOLWIOHOYHbIE M MYMOYHbIE TPbIXK (ABYCTOPOH-
Hue);
® CcepaeyHble WyMbl.

BHUMaHWe

JlaGopaTopHble AUarHoCTU4EeCKUe UcciegoBaHus

OcHOBHble NlabopaTopHble MeToAbl MOATBEPKAEHUSN
anarHosa MIC | BkAoYatloT onpegeneHne akTMBHOCTU pep-
MeHTa anbda-L-naypoHnaasbl, KONMYECTBEHHbIA U Kaye-
CTBEHHbIM aHann3 Al MOYM U MOJIEKYNSPHO-TeHeTUYeCcKme
nccnepnoBaHua reHa IDUA. [laHHble uccnegoBaHus NpoBo-
AATCA B chneunann3vMpoBaHHbIX reHeTMYeckux naboparo-
pUsIX.

Bcem nauneHTam pexkomeHgyetcs onpegeneHue Al
B MOYe C LieNblo NOATBEPKAEHMS AMarHo3a U yCTaHOBJIEHHMS
Tuna MIC [7, 8]. YpoBeHb yb6eanTelbHOCTM PEKOMEHAa-
un — C (ypoBeHb [OCTOBEPHOCTM [JOKalaTesbCTB — 5).
[aHHbIN TECT ABNSETCH OAHUM M3 NEPBbIX MOATBEPKAAIOLLMX
6unoxmmmnyeckmnx tectoB ana MIMC I. Npu KOAMYECTBEHHOM
aHanu3e BbIABASAIOT MOBbILEHNE KOHLUEHTpauum Al B Mmoye,
npu npoeegeHumn anexkTpodopesa NI — NOBbILWEHHYIO 3KC-
Kpeuuto gepmaTaHcynbdata 1 renapaHcyibdata ¢ MOYOM.
3TM U3MeHeHus HabnwgatoTecs Takxke npu MIC 1l u VI
YpoBeHb Al aBnseTcs BO3pacT-3aBUCUMbIM MapaMeTpoM.
Takxe npu nerkon popme MIC | KoHueHTpauusa Al B moye
MOXET 6blTb NOBbILLIEHA HE3HAYUTENBHO.

MccnepnoBaHue NpoBOAMTCHA B AMHAMMYECKOM Habnoae-
HUWM NauMeHTam, noayvyarwmnm GepMEHTHYIO 3aMeCcTUTENb-
HYlO Tepanuio, ¢ 4YacToTon He pexe 1 pasa B 6 mMec, nauyu-
eHTaM, He nonyvalwuM GEepPMEHTHYIO 3aMeCTUTENbHYIO
Tepanuio, — He pexe 1 pasa B rof.

Tak)Xe BCeM NnauueHTaMm N5 NoATBEPKAEHUS AnarHo3a
MTIIC | pekomeHaoBaHO onpeaesneHne akTMBHOCTH anbda-L-
MAypoHMAAa3bl B KynbType ¢dnbpobaactoB, M30MPOBAHHBIX
JIENKOLMTOB NMOO B NSATHAX KPOBU, BbICYLIEHHbIX HA dUIb-
TpoBanbHon 6ymare (dunbtp N2 903) [2, 7, 8]. YpoBeHb
ybeanTenbHOCTM peKomeHgaumn — C (ypoBeHb 40CToBep-
HOCTM floKa3aTe/beTB — 5). [JaHHble NoKa3aTtenu aBAsTCH
OCHOBHbIMU nabopatopHbiMK Kputepuamu MIIC I. Y naumen-
ToB ¢ MIC | onpenensieTcs CHUKEHUE aKTUBHOCTM anbda-L-
naypoHMaassbl.

C uenbio NoATBEPKAEHUS AMArHo3a Ha MONEKYISPHO-
reHeTM4eCKOM ypoBHE He06X0AMMO MPOBeAEHUE UCCneno-
BaHua reHa IDUA Bcem naumeHTaMm CO CHUXEHHOW aKTUB-
HOCTblO dpepMeHTa anbda-L-ngypoHunaasel [9, 10]. YpoBeHb
yb6eanTenlbHOCTM peKoMeHgaumn — B (ypoBeHb goctoBep-
HOCTU JOKa3aTesibcTB — 2). BbiiBneHne ceMenHon MmyTtaumm
reHa IDUA penaet BO3MOXHbIM 06Cc/iefoBaHNe POACTBEHHU-
KOB Npo6aHaa, a TaKXe NpoBeAeHNe npeHaTalbHON 1 npe-
MMMNI@HTaLMOHHOW AMArHOCTUKKW. BOMbLIMHCTBO MyTauWn
y nauueHtoB ¢ MIC | MOryT 6biTb BbiSiB/€HbI C NMOMOLLbIO
CeKBeHMpoBaHMS No CaHrepy BCEX 3K30HOB U NPUIEratoWwmnx
K HUM Y4aCTKOB MHTPOHOB reHa, HO B HE6GO0/bLIOM NPOLEHTE
clly4yaeB MyTauMio ¢ MPUMEHEHWEM CTaHAAPTHbIX METOA0B
OBGHapyXUTb He yaaeTcs.

Bcem nauuneHTtam ¢ MIC | He pexe 1 pa3a B 6 Mec nNpo-
BOASAT OGMOXMMUYECKUI aHaNM3 KPOBW ANs onpeaeneHus
GYHKLMOHANBHOIO COCTOSIHUS MEYeHu, KoTopas sBAseT-
cs OQHMM W3 opraHoB-MulieHen npu MIC (onpeaenstoT



anaHMHamMuMHoTpaHchepasy, acnapTataMrHoTpaHchepasy,
O6LWNIM U NPAMON BUNUPYOUH, XONTECTEPUH, TPUTULLEPUIbI)
[27, 45]. YpoBeHb ybeanTenbHOCTM pekomeHgaumm — C
(ypoBeHb JOCTOBEPHOCTHU JOKa3aTesibCTB — 5).

B CBSiI3n C BbICOKMM PUCKOM PasBUTUSA UHTEPKYPPEHT-
HbIX MHPEKLNIA, acNMPaLMOHHON MHEBMOHMK Y NaLMEHTOB
¢ MINC peKkomeHayeTcs npoBeaeHue o6Lero (KIMHUYEeCKo-
ro) aHanM3a KpOBW AN OLEHKW OCHOBHbIX MapaMeTpoB
KPOBETBOPEHMSA U BbIBNEHUSA BO3MOXHbIX MHOEKLMOHHbIX
NpoLIeCCOB He pexe 4 pas B roa [27]. YpoBeHb ybeanTe ib-
HoCTH pekomeHpaumit — C (ypoBeHb JOCTOBEPHOCTM [OKa-
3aTesibCTB — 5).

B cBS3M C BbICOKMM PUCKOM Pa3BUTUS MHTEPKYPPEHTHbIX
MHbeKUKnn y nauneHToB ¢ MIMC pekoMeHayeTcs npoBeaeHne
o6LlLero aHann3a MoOYM He pexe 2 pa3 B rog AN OueH-
KM COCTOSIHUS MOYEeBbIBOAAWMX MNyTer M nodvek [1, 2, 5].
YpoBeHb yb6eanTenbHocT pexkomeHaaumt — C (ypoBeHb
J0CTOBEPHOCTHM JOKa3aTe/IbCTB — 5).

Bcem naunenTtam ¢ MIMC | a1 oLEHKN COCTOSHUSA cUCTe-
Mbl KOoarynsiumm u CBOEBPEMEHHOM NPOdUNAKTUKKM pas-
BUTUS TPOMOO30B MNOKa3aHo 1 pa3 B rog (npu Heobxo-
OMMOCTM — 4alle, B TM. nepef KaxAblM onepaTtuBHbIM
BMeLWaTtenbCTBOM) MNpPOBEAEHME WCCNefoBaHUA Koaryno-
rpaMMmbl (QKTUBMPOBAHHOE YaCcTUYHOE TPOMBONIacCTUHOBOE
Bpems, onpegeneHme npoTpom6e1MHOBOro (TPoMGoNAacTUHO-
BOr0) BPEMEHWU B KPOBW, OnpeaeneHne TpoM6MHOBOroO Bpe-
MEHMW B KPOBW, UCCNIEAOBAHNE YPOBHA GUOPUHOrEHa B KPO-
BMW, onpefeneHne KoHueHTpauun D-gumepa B KpoBwu) [28].
YpoBeHb yb6eanTenbHocT pexkomeHaaumt — C (ypoBeHb
J0CTOBEPHOCTHM JOKa3aTeIbCTB — 4).

Takrke BceM nauuneHTam ¢ MINC | pekomeHa0BaHO NpoBe-
[eHune ncecnenosaHus ypoHsa N-TepMrUHanbHOro dparmMeHTa
HaTpuiypeTruyeckoro nponentnga mosrosoro (NT-proBNP)
B KPOBW A1 CBOEBPEMEHHOM AMArHOCTUKM CepaevHoMn
HegocTaTovyHoOCTH, AuddepeHuManbHoOn  AUarHOCTUKKU
C OAblWKOW, BbI3BAHHOM pecnupatopHbiMM Npobnemamu,
AN pelleHns BONPOCOB O CTapTe/KOppeKUUn KapamoTpon-
HOM Tepanwuu [28]. YpoBeHb y6eauTe/IbHOCTU PEKOMEHAA-
ymt — C (ypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 4).

UHcTpyMeHTaNbHble AUarHocTU4YeCcKue

uccnepoBaHus

Bcem nauneHtam ¢ MIC | pekomeHa0BaHO NpoBeaeHne
MarHUTHO-PEe30HaHCHOM ToMOorpadun n/Mnnm KOMMNbIOTEPHOM
ToMorpaduun uM/mnu ynsTPasByKOBOro UCCNeaoBaHua opra-
HOB GPIOLIHOM MOMIOCTU C LIENbIO BbISBAEHUS YBEINYEHMS
pa3MepoB MeYeHU U cene3eHKKn [1]. YpoBeHb ybeauTesib-
HoCcTH peKomeHpaumit — C (ypoBeHb JOCTOBEPHOCTM [OKa-
3arenbcTB — 5). BbiBAsOTCA yMepeHHas renatomeranus
WM renatocniaeHomeranus, Ha ¢GoHe Tepanuu pasmepsbl
neyvyeHn 1 cene3eHkn ymeHoluatoTcs. Boibop meToaa mccne-
[OBaHUS — MO MHAMBMAYabHbIM MNOKa3aHWSAM, UCX0As
M3 BO3MOXHOCTEW NauMeHTa U KIMHUYECKON NOTPEBHOCTH.
Mpn HEo6X0AMMOCTU MPUMEHSETCSH aHEeCcTe3nOoNorMyecKoe
nocobue. HYactora B cpegHem 1 pas B rog.

C uenblo BbIABAEHUSA MHOXECTBEHHOro AM30CTo3a
Bcem nauuneHTam ¢ MIMC | HeobxoaMmo He pexe 1 pasa
B oA NpoBOAWTb PeHTreHorpaduio WenHoro, rpyaHoro
M NOSICHWUYHOIO OTAENOB MO3BOHOYHMKA, @ TaKXe BEPXHUX
N HWXHWUX KOHeyHocTel [1, 2, 5]. YpoBeHb yb6eanTesibHO-
CTM peKomeHaaum — C (ypoBeHb [OCTOBEPHOCTHU [JOKa-
3aresnbeTB — 5). Bo Bpemsi uccneaoBaHUs BbISBASOTCA
MHOX€eCTBEHHblE AM30CTO3bI, cKadouedanuns, runonnasus
3y60BMAHOIO OTPOCTKa MO3BOHKa C2, gopcontombapHbiv
Kndos B pesynbrate NAaTUCNOHAMANKU, NOSCHUYHBIM runep-
noppo3d. OnpegenstoTcs WKWPOKMe pebpa, KOPOTKME M30-
FHYTbI€ KAOYKUUbI, TMNONAa3ns FON0BOK Mae4vYeBbIX KOCTeN

W BapycHas pgedopmauusa nnevyeBblX KOCTEN B MPOKCHU-
MaibHblX OTAenax, AucTanbHble 3anubdu3bl KOCcTen npea-
nneybs CKOWeEHbl APYr K Apyry. Habniogaetcsa 3agepika
dopmupoBaHua aaep oKkocTeHeHUs. MNACTHbIE KOCTU KUCTEN
YKOPOYEHbl U CY)KEHbl — «3a0CTPEHbI» B MPOKCUMasbHbIX
oTaenax, obpauwaloT Ha cebsi BHUMaHWE «CKOLWEHHOCTb»
BEPTNYXKHbIX BNaguH, AedopmMUpoBaHHbIE, YNIOLWEHHbIE
roNoBKM GefpeHHbIX KOCTeW W BanbrycHas aedopmauus
lweeK 6epeHHbIX KOCTEN.

CTUMYNsILMOHHAa 3neKkTpoHenpomuorpadua (IHMI)
Nno3BONSET ONpeAenuTb chaBfieHWe CPeAUMHHOro Hepsa
Jaxe [0 MNOSIBNEHUS CUMMNTOMOB M AOJIKHA MPOBOAMTLCSH
Bcem nauuneHTam ¢ MIMC | HaunMHasa ¢ Bo3pacTa 4—5 net exke-
rogHo [1, 2, 5]. YpoBeHb y6eanTenbHOCTU peEKOMEHAALIMIA —
C (ypoBeHb JOCTOBEPHOCTH JOKa3aTebeTB — 5).

TyroyxocTb pa3HOM CTEMNeHW BbIParKEHHOCTWU XapaKTep-
Ha Ans gaHHoro 3aboneBaHus, NO3TOMY BCEM MauMeHTam
¢ MMNC | Heo6xoaMMO NpoBeAeHUEe ayAMOMETPUM He pere
1 paza B roa [1, 2, 5]. YpoBeHb y6eanTEIbHOCTH PEKOMEH-
naumt — C (ypoBeHb 4OCTOBEPHOCTH OKa3aTeslbcTB — 5).
OHa MOXeT 6bITb KOHAYKTUBHOW UM HEMPOCEHCOPHOW NGO
HOCWUTb CMelWaHHbIN XapaKTep. PaHHee BbISBiEHWE TYro-
YXOCTW MO3BONSET YNyYlWUTb Ka4eCTBO XM3HWU NaLMEHTOB,
o6ecneynTb UM nyyliee obleHne n obyvyeHune. Kpome Toro,
nauMeHTaM peKkoMeHAOBaHa KOHCynbTauus Bpaya-oTopwu-
HOMapuHronora M Cypaosiora-oTopuMHoNapuHronora, npo-
BeJeHWe 3HLOCKOMUU HOCOMNOTKU WM FOpTaHU ANS OLEHKK
cTeneHu runepTpodun ageHoMa0B U MUHAAINH, @ NPU NOA0-
3PEHNM Ha CHUXKEHME Ccyxa HEOBX0AMMO MPOBEAEHME OTO-
aKyCTUYECKOM 3aMMUCCHUK (NPU OTCYTCTBMM 3IKCCYAaATUBHOIO
otuta) [1, 2, 5]. YpoBeHb y6eanTenbHOCTH PEKOMEHAAL NN —
C (ypoBeHb JOCTOBEPHOCTH JOKa3aTebeTB — 5).

Bcem nauneHtam ¢ MIC |, cnoco6HbIM BbINOAHUTL Tpe-
6yeMbll AblXxaTeNbHbIM MaHEBP, A5 OLLEHKU 3P PEKTUBHOCTH
NPOBOAMMOW Tepanuu, KOHTPOIS 3a COCTOSAHUEM BpOHXone-
rO4YHOM cUCTEMbI B cpegHem 1 pa3 B 6 MeC peKoMeHL0BaHO
nccnegoBaHve GyHKLMM BHEWHErO AblXaHWs METOAOM CMu-
pomeTpuu [1, 2, 5]. YpoBeHb yb6eanTebHOCTH peEKOMEHAA-
umt — C (ypoBeHb JOCTOBEPHOCTH JoKa3aTebeTB — 5).

Mpn Hannyinn aycKynbTaTUBHbIX U3MEHEHUN B NETKUX,
a TaKXe 4NS oueHKu gedopmalmin rpyaHON KNeTKWM nauu-
eHTam ¢ MIC | noka3aHo npoBeAeHWe peHTreHorpapum
rPYAHON KNeTku [29]. YpoBeHb y6eanTeNbHOCTU PEKOMEH-
naumt — C (ypoBeHb JOCTOBEPHOCTH JoKa3aTesbeTB — 5).

[N CBOEBPEMEHHOro BbIIBAEHUS 3NWIENTUYECKON
aKTUBHOCTU, HA3HAYEHUS U KOPPEKLMKN TEpanUK BCEM NaLu-
eHTam ¢ MIC | Heo6xoaMMO NpoBeaeHue 3NeKTpoaHueda-
norpadun (33r) [30]. YpoBeHb yb6eanTeIbHOCTU PEKOMEH-
naumit — C (ypoBeHb JOCTOBEPHOCTU OKa3aTebCTB — 4).
Kak Hanbonee nHdopmaTUBHYIO METOAMKY AAHHOMO MUccne-
4OBaHus cnegyeT Bbl6upatb 33 ¢ BUAEOMOHUTOPUHIOM.
NccnepoBaHune cnefyeT NPOBOAWUTL €XErogHO Mpu OTCYT-
CTBMMW NPOTMBOMOKa3aHWM.

[Ans AWarHOCTUKM OGCTPYKTMBHOMO anHo3 cHa MNpoOBO-
AWTCS nonnMcoMHorpadus / KapamopecnmpaTopHbIi MOHUTO-
PUHI, KOTOpas NO3BONSET ONPEAENNUTb XapaKTep AbixaTeNb-
HbIX HapyweHW (UCKMOYUTL LIEHTPasibHbIM reHes, CBA3b
¢ runeptpodmen ageHonoB, cepaeyHon He4oCTaTOYHOCTbIO
WUAW KOMMAEKC MPUYMH), NaTONOrMI0 cepaevyHO-COCyancTomn
cucteMbl. iccnegoBaHme NpoBoanTCS He pexke 1 pasa B rof.
[1, 2, 5]. YpoBeHb ybeauTenbHOCTH perkomeHaaunn — C
(YypOBEHb JOCTOBEPHOCTU JOKa3aTesbCcTB — 5).

PerynapHoe npoBegeHune IKI, 3xoKI, xontepoBcKoro
MoHuTOpupoBaHmna KM M CyTOYHOrO MOHWTOPUPOBAHMS
apTepuanbHOro gaBneHna Heobxoammo nauueHTam ¢ MIC |,
TaK Kak C paHHero Bo3pacTa Yy HMX OTMevaloTcs cephey-
HO-cocyaucTble HapyweHnua [31]. YpoBeHb yb6eauTesibHO-
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KJIUWHUYECKUE PEKOMEHAALIUU

CcTM pekomeHgaumni — C (ypoBeHb JOCTOBEPHOCTU AoKasa-
Te/IbecTB — 5). YacToTa uccneaoBaHWn B CpeHEM He pexke
1 pa3sa B rog.

C uenblo BbIBNEHUS KOMMPECCUU CMMHHOIMO Mo3ra
n ruapouedanum Bcem nauumeHtam ¢ MIMC | nokasaHo
npoBefeHne MarHUTHO-pe3oHaHCcHon Tomorpadun (MPT)
roO/I0BHOr0 MO3ra W LWEWHOro oTAaena MO3BOHOYHMKa [1].
YpoBeHb ybeamnTenbHOCTH pekomeHpaaumt — C (ypoBeHb
[I0CTOBEPHOCTH JOKa3daTtesibcTB — 5). HecTabunbHOCTb
aTNaHToaKCMaNbHOIMO COYNEHEHUS MOXeT OblTb BblAB/eE-
Ha Npu peHTreHorpadun LWEenHoro otaena NO3BOHOYHMKA
¢ GYHKUMOHaNbHbIMM Npo6amMu, OgHAKO ANA NOATBEpXKAe-
HWSI KOMNPECCHUKU CMUHHOIO MO3ra BCNEeACTBUE YTOMLWEHMS
ero 060/504eK M GOPMUPYIOWMNXCH aHOMaIUM MO3BOHKOB
Tpebyetca npoeaeHne MPT n/unn KT.

MauneHtam ¢ MIC | noKa3aHbl KOHCYyIbTaLUsA Bpadva-
odTanbmMonora M NpoBeAeHWe wuccneaoBaHusa nepesHero
cerMeHTa rnasa MeToAoM OOKOBOrO OCBELEHUs, U3me-
peHWe BHYTPUINA3HOro [LaBfIEHUA M OLEHKa COCTOSHMSA
rNa3Horo AHa C LeNblo BbISIBAEHUS [ayKOMbl, U3MEHEHMS
NPO3PaYyHOCTU [Na3HbIX CPel M COCTOSHMS ceTyaTku [1].
YpoBeHb ybeamnTenbHoOCTH pekomeHpaaumt — C (ypoBeHb
JI0OCTOBEPHOCTH [loKa3aTesnbeTB — 5). Y 6onbHbix ¢ MIC |
oTMeYaeTcsi paHHee HepaBHOMEPHOE NMOMYTHEHWE POrOBU-
ubl. B panbHedwem pasBuBaeTcd rnaykoma, nNMrMeHTHas
anctpodua cetyaTkU. Pegko — OTeK AMCKa 3puTeNIbHOro
HepBa.

TeCcT 6-MUHYTHON x0AbObI ABNSETCA OAHMM M3 Haubo-
nee npocCTbIX U OCTYMHbIX B MMPOBOW NpaKTUKe cnocob6oB
OLLEHKM BbIHOCIMBOCTU U GYHKLMOHANbHbBIX BO3MOXHOCTEMN
NauMeHTOB C KapAMOAOrMYecKom M NeroYHow naTonorus-
MU, @ TaKXXe BbISIB/IEHWS TAKOBbIX, B TOM YuUCne U Yy LeTeN.
OnCcTaHuMIo, NPONAEHHYI0O B Te4YeHue 6 MWH, U3MepSIoT
B METpax, OLEeHMBalOT B AMHAMUKE MUHMMYM 1 pa3 B rog
W CpaBHMBAIOT C AaHHbIMWU MNpeablaylero uccneaoBaHms.
NccnepoBaHue cnefyet NpoBoAUTb He pexke 1 pasa B 6 Mec
npu YCNOBWW BO3MOMXHOCTM BbINOJAHEHUS MNaLUEHTOM
C LeNblo OUEeHKM GU3MYEeCKOoW BbIHOCIMBOCTM MaLMEHTOB,
B TOM 4ucne Ha doHe Tepanuu napoHuaasom [32]. YpoBeHb
y6eanTenbHoCTM pekomeHgaunn — C (ypoBeHb 40CTOBEp-
HOCTHM JOKa3aTesbCTB — 5).

MauneHtam ¢ MINC | B cpeaHem 1 pa3 B 1-2 roaa cne-
ZyeT NPOBOANTb KOHTPOAb MUHEPaNbHOM NIOTHOCTU KOCTEN
(PeHTreHo4eHCUTOMETPHUSA) MPU NEPBUYHON AUArHOCTUKE
M B npouecce AMHaMmmnyeckoro HaénoaeHus [33]. YpoBeHb
y6eanTenbHoCcTM pekomeHgaunn — C (ypoBeHb 4OCTOBEp-
HOCTHM fJOKa3aTesbCTB — 4).

NEYEHME

NeveHne MIC | BKAtoYaeT B ceba Kak NnaToreHeTu4yecKoe
nieyeHune, HaszHayeHne bepmeHTo3aMecTUTeNbHON Tepanuu
(P3T), TaK M NpoBeaeHWEe CUMNTOMATMYECKOW Tepanuu.
Benerne naunentoB ¢ MIC | npeanonaraet MynbTUANUCLM-
NAMHaPHLIM Noaxoa ¢ o6a3aTenbHbIM yyacTMeM neauaTpa,
HeBposora, reHeTuKka, opranbmonora, AETCKOro KapamMono-
ra, Nyn1bMOHOJIOra, CypAoJSiora-oTOpUHONApPUHIroNnora, AeT-
CKOro Xupypra, Hempoxupypra, YentoCTHO-IMLEBOr0 XMpyp-
ra, dousmoTtepaneBTa, MeQULMHCKOrO MNcuxosora 1 Bpavewn
[PYrux cneunanbHOCTEN, UMEIOWMX OMbIT B JIEYEHUU ITOrO
penKkoro 3a6oneBaHms.

MaToreHeTUYeCcKoe neyeHume

Bcem nauneHTam ¢ yctaHoBneHHbIM agnarHo3om MIIC |
pekoMeHaoBaHo npoBeaeHue 3T c Lenblo 3aMeaneHns
nporpeccupoBaHnsa 3aboneBaHns, yMEHbLUEHUS pa3mepos
NeYeHn K ceneseHKM, ynydleHus byHKUMKM cepaua, CHM-
XEeHUs ypOBHSA 3KcKpeTupyeMblx [Al. PeKomeHOoBaHHbIN

pPEXMM A03MPOBaHUA: exeHeaeNbHOe BBeAeHWE B [03e
100 EJ/Kr B BUAe BHyTpMBEHHOW MHOY3uK [11-17]. YpoBeHb
ybeauTenbHOCTH peKomeHaaumn — A (YpOBEHb [OCTOBEP-
HOCTHM fJOKa3aTesbeTB — 1).

Mpenapatom ana ®3T aBnsgeTcsa napoHuaasa, B 1 mn
pactBopa coaepxutca 100 E[ (npubnusutensHo 0,58 wmr)
napoHugasbl. IT0 pekoMbuHaHTHaa Gopma YenoBevecKon
anbda-L-ngypoHunaasbl, Nnponssoanmas ¢ UCNob30BaHWEM
TEXHONOTMKU pekoMBUHaHTHON JHK B KNeTo4YHOW KynbType
KUTaMCKUX xomsykoB. 3T npegHasHadveHa Ans BoccTa-
HOBJIEHUS YPOBHSA GPEPMEHTHON aKTMBHOCTH, AJOCTAaTOYHOIO
4NS TMAPOAM3a HaKoneHHbIX FAT U Ana npeaoTBpaLleHms ux
JanbHenwero Hakonnexwus. MNocne BBeLEeHUS NnapoHWAasa
ObICTPO BbIBOAMTCH M3 CUCTEMHOIO KPOBOTOKa M nornouia-
eTCs KNeTKaMu, nocTtynas B UX IM30COMbl Yepe3 MaHHO30-
6-bocdaTHble peLenTopbl. HavanbHas CKOPOCTb BBEAEHMS,
cocTtaBnsowan 2 EA/Kr/4, npu xopolwen nepeHoCUuMocTh
MOXET NOCTENEHHO YBENMYUBATLCS KaxAable 15 MWUH, Mak-
cumanbHo go 43 E[/Kr/4. Becb He06X0aAMMbIN 06bEM pac-
TBOpa AO/MKEH ObiTb BBeAEH MPUOANIUTENBHO B Te4yeHue
3-44[12,13].

Cnepyet obpawaTtb BHUMaHWE Ha COBGNOAEHUE UHTEP-
BanoB mexay MHOY3USIMKU U HEeZoMnyCTUMOCTb NepepbiBOB
B Tepanuu, NOCKONbKY HapyLleHWe pexnma ie4eHuns conpo-
BOXJaeTcA MNOTEeHLManbHbIM PUCKOM YXYALEHUS COCTOS-
HUS nauMeHTa M nporpeccupoBaHusa cumntomoB MIIC I.
JleyeHne NpoBOANTCA NPU OTCYTCTBMM NPOTUBOMOKa3aHWM.

TpaHcnnaHTauus remono3TU4ECKUX

CTBOJIOBbIX KNE€TOK

MNauneHtam ¢ MMNC | H go goctuxkeHusa Bo3pacta 2,5 net
nNpu HOPMasbHbIX MAM CYOGHOPMasbHbIX NMOKasaTensax pas-
BuTUS (DQ > 70) peKoMeHA0BaHO NpoBeeHWe TpaHCMIaH-
Tauuu reMonoaTUYecKnx cTBoNOBbIX KneTok (TICK) [11,
16]. YpoBeHb yb6eauTenbHoCcT pekomeHaaumn — C (ypo-
BEHb JOCTOBEPHOCTH floKa3aTebcTB — 5). Jlyywune pesynb-
TaTbl MOAy4YEHbl MPU MCMONb30BaAHMM CTBOJIOBbIX KNETOK
KOCTHOro mo3ra HLA-coBMeCTUMbIX POACTBEHHbIX JOHOPOB
MKW CTBONOBbLIX KNETOK MYNMOBWHHOM KPOBM POACTBEHHbIX
foHopoB. TICK BefeT K yMeHbLUEHUIO pa3MepoB MeYeHu
M CeNne3eHKM, ynyyleHno GyHKLMN AblxaTenbHOM U cep-
[le4Ho-cocyamcTon cucteM. MpoBeaeHne TICK B paHHeM
BO3pacTe NO3BONSET U3bexaTb HapyWeHWA KOTHUTUBHbIX
dyHKUMI. [TpeTpaHcnnaHTauMoOHHasa Tepanusa gomxHa obna-
[aTb BblparKeHHOW MMMYyHocynpeccuen. B nocnegHee Bpe-
MS yBENMYMNachb BbIXKMBAEeMOCTb NauuneHtoB nocne TICK,
XOTSl PUCK YIrPO3bl A9 XKU3HU LeTeN COXPaAHSAETCS BbICOKUM.
PeTpocneKTUBHbIM aHann3d MnoKasan, YTO BbIlKMBAEMOCTb
nauueHtoB nocne TICK cocTtaBnsetr 85%. KnuHuyeckas
adpodekTuBHocTb TICK 3aBucuMT OT BoO3pacTa pebeHKka
Ha MOMEHT ONepaTMBHOrO BMelWaTte/bCTBa, CTENEHU TaKe-
CTU KJIMHWMYECKUX HapyleHWn, OCOBEHHO COCTOSHMA cep-
[e4YHO-COCYAUCTOM M HEPBHOW CUCTEM, a TaKKe Tuna LOHO-
pa M BO3MOXHOCTU JOCTUYb CTabUbHON MPUKMBAEMOCTH
TpaHcnnaHTaTa 6e3 pa3BUTUS peaKkLmMm TpaHcnaaHTaTa npo-
TUB X039MHa. Hanny4wm KIMHUYECKUA MCxo Habnodancs
y netei B Bo3pacTte Ao 2,5 net ¢ DQ > 70. Aetn ¢ MIIC |
¢ nporpeccupyouwmnm nopaxenHnem LHC (DQ < 70) pexe
noslyyatoT Nonb3y OT TPaHCNAaHTaLNUu.

OgHMM M3 Hanbonee 3Ha4YMMbIX 3GPEKTOB TpaHCMNNaH-
TauuMm SBNSETCS COXPaHEHWe WHTeNNeKTyanbHOro pas-
BUTUS LETEN, UMEIOWMX TAXKENbI FeHOTUMN, acCoLMUpOo-
BaHHbIN C CEPbe3HbIMW YMCTBEHHbIMW pPacCTPOMCTBaMM.
[ToMyTHEHWE POroBULblI YMEHbLLAETCS MeLNEHHO, NPKU 3TOM
He ucye3aeT MNOMHOCTbIO; CHOPMUPOBAHHbIE M3MEHEHMS
cKeneTta, 0CO6EHHO NO3BOHOYHOMO CTOM16a, TAKKE HE Kynu-
pytoTcs B NOSHOM o06beme.



PekomeHaoBaHO neyeHue peTen, KoTopble roToBATCS
K TI'CK, no cxeme:

1) no nepecagku 12 Hep M nNocne Nepecagku He MeHee
15-17 Hep npoBoauTca P3T;

2) npoaomkuTenoHocTb P3T nepen nepecagkon MOXeT
ObITb KOpoye 12 Hef, U 3TO 3aBUCUT OT 06LLEro COCTOSHUSA
nauneHTa, Hannm4yms NoAXoaaLero JOHOPa;

3) npopomkntenbHocTb P3T nocne TpaHCnIaHTaLKUK
3aBUCUT OT ypoBHSA TAl, akTMBHOCTM depmeHTa anbda-L-
MAYPOHMAA3bI, COCTOSHWUS AblXxaTeNbHOW, CEpAEYHO-COCYan-
CTOM cUCTEM, 0OLLErO COCTOSAHUS pebeHKa, BOCCTaHOBNEHNS
remMatonornyeckmx napametpos [11, 16]. YpoBeHb yb6eau-
Te/bHOCTHM pekomeHzaumn — C (ypoBeHb [OCTOBEPHOCTU
[loKkasaTtesibcTB — 4).

PeweHne o BbiGope nedveHuns ansa nauueHTta ¢ MIC |
OO/KHa@ NPUHUMATL MyNbTUAUCUMNAMHApHAs KOMaHAa.
B aTy rpynny, nOMMMO Bpava-Kypatopa u Y3KuX cneuunanu-
CTOB (HeBponora, AETCKOro Kapauonora, OTOPUHONAPUHIO-
nora, TpaBmarosiora-optonega W Apyrux), AO/MKHbI BXOAUTb
nmeroLme onbIT paboTbl ¢ naumMeHTammn MIC Bpay ¢ onbITom
paboTbl N0 NepecajgKe KOCTHOrO MO3ra (ecnun obeyKaaeTcs
nauneHT ¢ cuHapomom lypnep) 1 MeauvUMHCKUIA NCUXONOT.
MeaWUMHCKMUI NCUXONOr AOMKEH UMETb OMbIT TECTUPOBAHMS
neten ¢ MIC | H, yunuTbiBaTh TAXKEN0E COMATUYECKOE COCTO-
AHWe pebeHKa, HapyweHue ciyxa U 3peHUs, TYronoLBUK-
HOCTb B CyCcTaBax U T.4.

Bce nauueHTbl ¢ MIMC | moryT nonyuntb 3T, Tak
KaK 3TO yAyyWwWT comMaTUYeCKMe CUMMTOMbI 3aboneBaHus.
AddekTuBHOCTE P3T BO3pacTaeT Mpu yClOoBUM Tepanuu
B paHHeM Bo3pacTe. lauMeHTbl, KOTOpPbIM MAaHupyeTcs
nposegeHune TICK, npeaBapuTenbHO AOMXKHbI MOAYYUTb KypC
®3T, NOCKOMbKY 3TO yAyyllaeT KAMHUYECKOE COCTOSHWE
nauuneHTta. TTCK npumeHseTcs Ans nauuMeHToB B BO3pacTe
no 2,5 ner.

TrCKy nauuneHToB ¢ cuHapomoMm lNypnep 6onee ycneluHa,
€CNN BbINOMHAETCS Ha paHHeW CTaguu, U AO0JSIXKHa NPOoBO-
OWUTbCS, KaK TOJIbKO COMaTUYECKOE COCTOSIHWE MO3BOAMT
npoBeCTH NpoLeaypy.

Y B3pocnbix nauneHtoB ¢ MIC |, KOTOpbIM B A€TCKOM
Bo3pacTe 6bina nposeaeHa TICK, Heo6xoaqMmo MpPOBO-
ONTb MNEPUOAMYECKYID KAWHUYECKYIO OLLEHKY KIMHUYe-
CKMX CMMNTOMOB, KOHTpOAMpoBaTb ypoBeHb Al B Moye
M He peXe O4HOro pasa B roj oueHuMBaTb aKTUBHOCTb
depmeHTa anbda-L-uaypoHnaassl. B cnyyae nporpeccu-
pPOBaHUSA CUMNTOMOB, yBenn4eHunn F'Al B MoYe, CHUKEHHUS
aKTMBHOCTU depMeHTa HEOBX0AMMO paccMoTpeTb Ha3Ha-
yeHue O3T.

CumMnTomMaTH4YecKoe Jie4yeHune

MNMauneHTaM NoKkasaHo NpoBefeHWe MeAMKaMeHTO3HOM
npemMeavKaumm npu NosiBAeHWM NOGOYHbIX annepruyecKmx
peakuuin c¢ nocneaywouen uMHby3sven napoHuaasbl [18].
YpoBeHb yb6eanTenbHocT pexkomeHaaumt — C (ypoBeHb
J0CTOBEPHOCTHM JOKa3aTe/IbCTB — 5).

Y nauneHToB ¢ MIMC, nonyyatoumx P3T, Kak U NpU BHY-
TPUBEHHOM BBEAEHMM N1060ro Apyroro 6en1KoBOro npenapa-
Ta, MOryT pa3BUTbCS NOGOYHbIE peaKLLMK (TnxopagKa, 03HOO,
pBOTa, KpanuBHULA, TAXENble peakLnn rMnepyyBCcTBUTENb-
HOCTW annepru4yeckoro Tuna) — WauM BO BpeMs UHOY3UH,
WK B Te4YeHue JHA NpoBeaeHns UHOY3uK. MNpu nossneHmm
NO6GOYHbIX peaKumn BO BpeMs / nocsie MHPY3UnM peKoMeHay-
€TCsl COOTBETCTBYIOLLEE NleYeHNe, NP KOTOPOM HEOBX0AMMO
cnepoBaTb COBPEMEHHbIM CTaHAapTam OKa3aHWsa MeanLMH-
CKOM MOMOLUM (@HTUFMCTaMUHHbIE CPEACTBA, aHTUNUPETUKH,
rMIOKOKOPTMKOCTEPOUAHBbIE Npenaparbl).

Bcem naumeHtam ¢ MIC | Heo6xoaMMbl KOHCYNbTaLWK
cneayowmx cneLmanmcToB:

° He pexe 1 paza B 6 MeC WauK Yale nNpu HaanyuMun noka-
3aHW — OEeTCKOro Kapauosnora, optonega, OToNapuHro-
nora, HEBpPONora;

° Bpaya-xupypra — npu HaauM4yuu natonoruu, Tpebyouiemn
XUPYPrMyecKoro BMeLwartenbCcTBa;

° Bpaya-nylbMOHO0ra — NpPU HaAMYnKn NaToNOrnm Co CTo-
POHbI AblXxaTenbHoOM cuctemsl [1, 2, 5, 14, 18]. YpoBeHb
ybeanTenbHOCT pekomeHaaumin — C (ypoBeHb [0CTO-
BEPHOCTHU JOKa3aTesibCTB — 5).

JleyeHne xpoHU4YecKux 3aboneBaHun (MoBedeHYEeCKUX
HapyweHWn, opTanbMOIOrMYECKNX HapyLWeHUn, opToneam-
YeCKOM MaTofiornu, CyAOPOXKHOro CUHApPOMA, apTepuanb-
HOM rMNepTeH3un, CepaeyHoOn HeaoCTaTOYHOCTH, peuunan-
BUPYIOLWNUX OTUTOB, YaCTbIX PecnupaTtopHbix 3aboneBaHui
n ap.) y nauynentoB ¢ MIMC | uenecoo6pa3Ho NpoBOANUTb
C YYETOM AENCTBYIOWNX KIMHUYECKMUX PEKOMEHAALMNN, NPK-
HUMas BO BHUMaHWe pe3ynbTaTbl KOMMIEKCHON OLEHKKW CO
CTOPOHbI BCEX OPraHOB U CUCTEM M MEPCOHANU3NPOBAHHbIE
uenn nauuenTta [1, 2, 5, 14, 18, 34]. YpoBeHb ybeanTeb-
HocTH pekomeHgaumi — C (ypoBeHb JOCTOBEPHOCTHU [JOKa-
3atesibCTB — 5).

JleyeHne noBeAeHYECKUX HapylleHWH MpoBOAMTCA
HEBPOJIOroMm, 06bIYHO MCMONb3YIOTCS CefaTUBHbIE CPEACTBa,
aHKCUONIMTUKM, KOPPEKTOPbI NoBeaeHus. Boibop npenapaTa,
LO3MPOBKaA, ANMTENBHOCTb Kypca ONpeaensioTcs MHANBNAY-
anbHO. HaunHatoT NpmMeM JaHHbIX CPEACTB NoA TwaTelbHbIM
Bpa4ye6HbIM KOHTPOIEM B YC/I0BUSAX KPYTOCYTOYHOMO/AHEB-
HOro ctaumoHapa [1, 2, 5, 14, 18, 34].

Mpn 0odTanbMONOrMYECKMX HapyLEHUAX NPOBOAMTCA
nieyeHne No nokasaHuam, Nog6op Tepanuu ocyLecTBASETCA
Ha OCHOBaHWM pPEKOMEHAAUMH NO SeYEeHU0 COOTBETCTBY-
louwmx Hosonorun [1, 2, 5, 14, 18]. YpoBeHb yb6eanTeIbHO-
CTM pekomeHgaumn — C (ypoBeHb JOCTOBEPHOCTU [0OKa3a-
Te/bCTB — 5).

OpToneguyeckas KOppeKLMsa HapylleHUsi OCaHKW, KOH-
TPaKTyp CyCcTaBOB C WCMNOMb30BaHWMEM HEXMPYPrUYECKUX
METOA0B BKAtoYaeT duanonpouesypbl n 1e4ebHyo GU3Kynb-
TYpy, MCMONb3YOT opToneanyeckue ycTponctea. o noka-
3aHMAM OCYLLECTBASIOT XMPYPruyecKoe neveHne cuHapoma
KapnanbHOro KaHana, npoBoOAMTCH 3HAOMNPOTE3MPOBaHME
Ta306e4pEHHOIO MW KOMEHHOrO CycTaBOB, KOPPUIMUpYlO-
LiMe oCTeOTOMUU A5 UCMPaBAEHUS OCU KOHevHocTen [1, 2,
5, 14, 18]. YpoBeHb ybeanTenbHOCTU pekomeHaaumn — C
(YypOBEHb JOCTOBEPHOCTU [JOKa3aTesbCcTB — 5).

PeunanBupyloLlimMe oTHTbI, YacTble pecnupaTopHble 3a60-
NeBaHns BEPXHUX AblxaTenbHblX NyTewn TpebyloT nposeae-
HUS CUMNTOMaTMYECKOW, aHTMGaKTepuanbHOM Tepanuu,
npU OTUTax He MPUMEHATb TaKTUKY «HabnwgaTb U KAaaTb»
[2, 35]. YpoBeHb y6eanTenbHocTH pekomeHaaumin — C (ypo-
BEHb JOCTOBEPHOCTH JOKA3aTe/IbCTB — 4).

Y nauuneHToB ¢ MIMC npu HanM4ymmM anMNEenTUYECKUX NPU-
CTYNOB PEKOMEHLOBAHO UCMONb30BaHMe NPenapaToB U CXxem
Nle4EeHNs Ha OCHOBAHMM PEKOMEHAALMM MO NIeYEHUIO anunen-
cun [1, 2, 5, 14, 18]. YpoBeHb y6eanTeNIbHOCTH PEKOMeHaa-
uymi — C (ypoBeHb JOCTOBEPHOCTH JoKa3aTebeTB — 5).

Mpun neyveHun apTepuanbHOM TMNEPTOHMM Yy NALMEHTOB
¢ MIC | pekoMeH10BaHO Ha3Ha4YeHne aHTUrMNepPTeEH3UBHOM
Tepanuu B COOTBETCTBMU C KJIMHUYECKUMU PEKOMEHAAL M-
MW Mo apTepuanbHoW runepTeHsun [1, 2, 5, 14, 18]. YpoBeHb
y6eanTenbHoCcTH pekomeHgaumn — C (ypoBeHb A0CTOBep-
HOCTHM fOKa3aTesbCTB — 5).

MaumeHtam ¢ MIMC | ¢ HapyWeHUIMNU MOTOPUKKU XKeny-
OOYHO-KMLWEYHOro TpaKTa (3amopamu) NoKa3aHo MCMosb-
30BaHMe cnabuTenbHblX MnpenapatoB B COOTBETCTBUU
C pekomMeHzauusamu no 3anopam [36]. YpoBeHb ybeantesb-
HocTH pekomeHgaumi — C (ypoBeHb JOCTOBEPHOCTHU [OKa-
3aresibCTB — 5).
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KJIUWHUYECKUE PEKOMEHAALIUU

Mpn XpoHWYecKon HenponaTn4yeckonm 60nU naymeHTam
¢ MINC | HagHayvatoTCsA NpenapaTbl, BO3AENCTBYIOLINE HA LIEH-
TpanbHble MeXaHU3Mbl GOPMUPOBAHUSA XPOHUYECKOW 60K:
aHTMKOHBY/IbCaAHTbI (403a noabupaeTcs WMHAMBUAYANbHO),
aHTuaenpeccaHTbl [37]. YpoBeHb y6eanTeIbHOCTU PEKOMEH-
naumt — C (ypoBeHb JOCTOBEPHOCTU OKa3aTe/lbcTB — 5).
MonoxuntenbHoro adpdekta dapmakoTepanmmn XpoOHUYECKON
6051 y naumeHtoB ¢ MIMNC MOXXHO 10GUTLCS NPU yYeTe Npu-
HMMaeMbIX MaUMEHTOM MpenapaTtoB WU PErynsapHOM MOHM-
TOpUHre 6e30MacHOCTU nedveHus. Mpu nevyeHun 601eBOro
cuHApOMa cnefyeT UCNnoNb30BaTb HaMMeHee UHBA3MBHbIN
cnocoo6.

XupypruuecKkoe neyeHume

Xupypruyeckoe nevexHve nauueHtoB ¢ MIC | cneayet
NPOBOAMTL MPW Y4aCTUU MYABTUAUCLUNIMHAPHON KOMaHAbI
B COOTBETCTBMU C AENCTBYIOWMMU KIIMHUYECKUMU PEKOMEH-
Jaumamu.

MauneHTaM ¢ COXpaHHbIM MHTENNEKTOM U HapyLleHUeM
YHKLMN KUCTEN UK C HapYyLWEHWEM HEPBHOWM NPOBOAMMO-
CcTW No peaynbtatam IHMI npoBoanTCcA onepauus LEKOM-
NPeccun HEePBHbIX CTBOJIOB, KOTOpas NPUMBOAUT K BbICTPOMY
CTOMKOMY ynyyleHuto dyHkumu [1, 2, 14, 19-22] YpoBeHb
ybeanTenbHoCcTM pekomeHgauun — C (ypoBeHb 40CTOBEp-
HOCTHM fOoKa3aTesbCTB — 4).

YacToTa peunanBoB KapnanbHOro TOHHENbHOro CUHAPO-
Ma y nauMeHToB ¢ pasfiMyHbiMK Tunamu MIC Heu3BecTHa.
[MocKoNbKy MOBTOPHas KOMMpeCccUss MeauaHHOro Hepsa
BCNeACTBUE pybLeBaHuns unu oTnoxeHus Al BO3MOXHa,
Heo6X0AMMO NPOJOKaTb HabnaeHHe.

MauneHTam ¢ MINC | npu coobuiatouiencs rnapouedanmm
C MPOrpeccupyoWwnm yBeNMYEHNEM XKENYLOYKOB MO AaH-
HbIM MPT 1/vnun noaTBEPKAEHHbBIM NOBbIWEHWEM AaBNEHUS
LuepebpocnuHanbHON XuaKkoctn 6onee 250-300 cm Boa.
CT. MOKa3aHO NpoBejeHWe BEHTPUKYIOMNepPUTOHea bHOro
WwyHTMpoBaHua [1, 2, 14, 19-22]. YpoBeHb yb6eauTesbHO-
cTM pekomeHgauui — C (ypoBeHb JOCTOBEPHOCTHU foKasa-
TEe/IbCTB — 4).

[ns nauMeHToB C AMArHOCTUPOBAHHLIM CTEHO30M LUEWM-
HOro oTaena PeKOMEHAOBaHO MPOBEAEeHME XMPYPruyecKo-
ro BMellaTenbcTBa — [AEKOMMPECCUMM CMUHHOIMO MO3ra,
4YTO WMMeEeT pellalollee 3HayeHue B YCTPaHeHWW CTeHo3a
[4, 2, 14, 19-22]. YpoBeHb y6eanTesIbHOCTU PEeKOMeHAa-
umt — C (ypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 4).

CpaBneHne CMNUMHHOrO Mo3ra MNpuBOAWMT K HeobpaTu-
MbIM HEBPOJSIOrTMYECKMM HapyLWeHUsAM, onepauuio cneayet
paccMmatpuBaTb Aake y naumMeHToB 6e3 HEBPOIOrM4yeCcKon
CUMMNTOMATUKKU, €Cnn caruTTanbHblM gUaMeTp MO3BOHOY-
HOro KaHana cyxeH 6onee 4em Ha 50%. Xupypruyeckoe
BMeLLaTeNbCTBO JOIKHO BbINOMHATHCA paHblle pa3BuTHA
HEBPONOTrMYECKUX NPOSIBIAEHNUN.

Heo6xoaMmo npoBeAeHUEe XUPYPrUYECKOM 3aMeHbl
Ta306e4peHHOro MM KONEHHOro cyctaBa, KOppUrupyio-
wehn OCTEeOTOMUM KOCTEN KOHEYHOCTEM MPU BblparKEHHOM
HapyweHUn GYHKLMKU KOHEYHOCTHU, 0BYCNoBNIEHHOW Aedop-
MaLMen uanm apTpo3oM, Mpu OTCYTCTBUMU addeKTa OT KOH-
cepBaTUBHOM Tepanuu [1, 2, 14, 20, 22]. YpoBeHb ybean-
Te/IbHOCTH pekomeHgaumin — C (ypoBeHb [OCTOBEPHOCTH
JloKasaTtesibcTB — 4).

PekomeHgoBaHo nauneHtam ¢ MIC | Tuna paccMoTpeTb,
npyv HanuMyuuM MNOKasaHwW, NpoBeAeHWe afeHOUAIKTOMMU
/WK TOH3UANIKTOMUK C LeNblo YAyyleHUs NpoxXoaumMo-
CcTU AbixaTenbHbix nyten [1, 38]. YpoBeHb yb6eauTesibHO-
cTn pekomeHgaumin — C (ypoBeHb JOCTOBEPHOCTH [OKa-
3aresibcTB — 5). [laHHble BMewaTtenbCcTBa MPUMEHSAIOTCSH
y naumeHToB ¢ MIMC| TMna, Kak U B 06LIEN MONynauum,
C CMHAPOMOM OGCTPYKTMBHOIO HOYHOrO amnHo3, 3Kccyaa-

TUBHbIM OTMTOM, 3aTPYAHEHUEM HOCOBOTO AbIXaHWUS U peLm-
AVBUPYIOWUMU MHOEKLMAMM BEPXHUX AblXaTeNbHbIX NyTEN.
Mpn 3TOM Heo6XoAMMO yyuTbIBaTb, 4TO npu MIC | Tuna
XMpypruyeckoe BMelwaTeNbCTBO TpebyeTcs Yalle, Yem cpe-
a1 o6blvHbIX aeTel. MauneHtam ¢ MIC | Tuna cneayet
Bbl6UpaTh MaKCUManbHo Wwaasawme n addeKTUBHbIE METO-
[OVKKW, oThaBaTb NpeanoyTeHne 3HAOCKONMYECKUM BMeELLa-
TenbcTBam [39-41].

MEQULIMHCKASA PEABU/IMUTALIUA

Cneundunyeckon peabunutauuu nauueHtam ¢ MIC |
He TpebyeTcs. B Kpyr peabunuTauMOHHbIX MeEPONPUATUR
MOTyT 6bITb BK/OYEHbI 3aHATUSA C NCUXONOrOM, OTAbIX B Cre-
LMann3nMpoBaHHbIX CaHaTOPMAX, a TaKKe colmanbHas agan-
Tauus ¢ yyacTueMm crneunanuctoB M coumalnbHblX paboTHU-
KOB, KypCbl Maccaxa.

NMPOO®UJIAKTUKA U AUCNAHCEPHOE

HABJIIOAEHUE

Mocne yctaHoBneHus anarHo3a MIC nauneHTy unm ero
opuUManbHbIM NPeACTaBUTENAM PEKOMEH0BaHa KOHCY/b-
Tauus Bpaya-reHeTUKa C Leblo pa3bsiCHEHUs reHeTuye-
CKOro pucKa, 06Cy)K/AeHWs BO3MOXHOCTEN NnpeHaTanbHOM
M NpenmMniaHTaLMoOHHOW AMArHOCTUKHK [2, B6]. YpoBeHb ybe-
AnTeNbHOCTH pekomeHaaumnt — C (ypoBeHb JOCTOBEPHOCTH
JloKkasaTtesibcTB — 5).

CeMbsM ¢ 60/1bHbIMM A€TbMM LieNecoob6pa3Ho NPOBECTH
Me[MKO-reHeTUYEeCKOe KOHCY/bTUPOBAHWE C LieNblo onpe-
[leNeHns reHeTUYeCcKoro pMcKa. Kak u npu apyrux aytocom-
HO-peLeccuBHbIX 3a6oneBaHuax, npu MIC | ang Kaxkaown
6epeMEHHOCTH PUCK POoXKAeHUS pebeHKa cocTaBnset 25%.
B cembsix, rae ectb 60/1bHOM pebeHOK, BOSMOXHO npoBeje-
HWEe npeHaTanbHOM M NPEeUMMNIaHTALUMOHHON AUArHOCTUKM.
Onsa atoro poautensim Heob6xoAMMO 06pPaTUTbCH B CheLuu-
anM3npoBaHHble AuMarHoCTUYeckue nabopatopuv U meau-
LIMHCKME LIEHTPbI.

MpeHaTtanbHaa guarHoctuka MIC |

MpoBeaeHe npeHaTanbHOW AMArHOCTUKU PEKOMEHAY-
eTcsa ang nbon nocneayouwen 6epeMeHHOCTU B CEMbSIX,
OTAroleHHbIX XoTa 6bl ogHUM cnydaem MIIC |, HO B ciy4yae
nerknx ¢opm 601e3HU pelleHne 0 ee NPoBeAEHUN JOMKHO
OblTb MPUHATO Mocne Noapo6HOro O6CYXAEHUA C CeMbeN
Bcex pucKoB [1, 2]. YpoBeHb y6eanTenbHOCTM peKOMeHa-
umni — C (ypoBeHb JOCTOBEPHOCTH JoKa3aTesibeTB — 5).

MpeHaTanbHaa aMarHoCTMKa NPOBOANTCSH MONEKYNSPHO-
reHeTU4EeCKUMU U BUOXMMUYECKMMKU MeTodamu MnyTeMm
nccnepoBanusa AHK, BblaeneHHon n3 6GuontaTta BOPCHH
XOpMoHa Ha 9—11-1 Hef 6epPEMEHHOCTU U/WUNN KNETOK aMHMU-
OTMYECKOMN MWAKOCTWU, NIOAHON KpoBM Ha 20-22-n Hen
6epeMEHHOCTH.

OPFAHU3ALIMA MEAULIMHCKOM NOMOLLH
NMokaszaHusa ANnA rocnutaav3auvMm B MeAULIUHCKYIO
opraHusauuio
lMoka3aHus ansa naaHoBOMH rocnutaain3aymun:

® npoBegeHne AMarHoCTuKU U nevyeHud, Tpe6y|0u.u4x Kpyrno-
CYTO4YHOIro MmeJMLlIMHCKOro Haﬁmo,quMFl;

® COCTOAHME, Tpe6y|omee aKTUBHOIo nevyeHuna U Kpy-
rMOCYyTO4YHOro MeauLmMHCKOro HaGJ'IIOLI,eHWFI (rpb|>+<ece—
4YyeHune, onepatnBHoOE JieHeHne nopaxXeHnqa CcyctaBoOB,
NMO3BOHO4YHWKaA, CKOJ/IMO3, aAEeHONAIKTOMUA, TOH3UN-
N3KTOMMUA, Heﬁpoxmpyprwqecr(aﬂ AeKomnpeccnua CHH-
APpOoMa 3andaCTHOro KaHana, yctaHoBKa TpaHCTUMNaHU-
YEeCKOro gpeHaxa npu cpegHemMm oTute, xmpyprunyeckaa
KoppeKuusa natoaornuu Cepﬂe'-IHO-Cocy,El,MCTOVI CUCTEMDI
v ap.);



® CcoCTOsiHWe, Tpebylowee nNPOBeLEHUS BbICOKOTEXHO-
NIOTUYHBIX METOAOB fle4yeHUs (B TOM YMCNe KOHTPONb
abdekTuBHoCTM TICK);

® OTCYTCTBME BO3MOXHOCTM 06ecneyveHna ®3T B ambyna-
TOPHbIX U CTaLlMOHapo3ameLLaloLmX YyCAOBUSX;

®  Heo6X04MMOCTb MPOBEAEHMS Pa3/IMYHbIX BULOB aKcnep-
TM3 WA 06CnefoBaHna B MEAMLMHCKOW OpraHu3almu
(NpY HEBO3MOXKHOCTU MPOBEAEHUS UX B amOBynaToOpHbIX
ycnoBusx), Tpebylowmnx AUHaMUYECKOro HabnwogeHus
(B TOM 4ncne odopmaeHre 3aknoyveHns degepanbHOro
KOHCUnyma).

Moka3aHus A1 SIKCTPEHHOM rocnuTanan3aunm:

° OCTpble 3a6oneBaHus;

e 060CTPEHUSA XPOHUYECKUX BONESHEN;

® OTpaBfEHUS U TpaBMbl, COCTOSHUSA, TpeOyloWMe UHTEH-
CVMBHOW Tepanuu 1 nepesoja B peaHMMaLMOHHbIe OTae-
NIEHUS UK OTAeNEeHUS UHTEHCUMBHOM Tepanuu (B TOM
yucne noboYyHble peaKkLmun, MPOUCXOAsLLME B npoLecce
WHOY3UK UK B TeHeHUe AHSA npoBeaeHns nHoysnmn P3T,
LlepBUKabHbIM CTEHO3 C KOMMNpPEecCcHen CNMHHOro Mo3ra
W APYrUe XU3HeyrpoxatoLme ocTpble COCTOSHUS), a TaK-
K€ KPYrnocyTO4YHOro MeANLMHCKOro Habtog4eHUN U Npo-
BeAeHUs cneuunanbHblX BUAOB 06CNe0BaHUSA U NEeYEeHUS.

lMoKa3aHMs K BbIMUCKE NaLUeHTa U3 MEeZULNHCKOM
opraHmMsauum:

® OTCYTCTBME Yrpo3bl }U3HWU GOSILHOIO;

® OTCYTCTBME Yrpo3bl PA3BUTUS OCIIOMHEHWH, TPEBYIOLLMUX
HEOT/IOHOr O fleYeHus;

* CTabWnM3aLmMsa COCTOSHUSA M OCHOBHbIX KJIMHMKO-Na60-
paTopHbIX MOKasaTesen naTonorMyeckoro npotecca
No OCHOBHOMY 3a60/1€BaHMUIO;

® OTCYTCTBME HEOBXOAMMOCTM B MOCTOAHHOM Bpaye6-
HOM M KPYrnoCyTOYHOM MEAWLIMHCKOM HabofeHun
No OCHOBHOMY 3a60/1€BaHMUIO;
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*  Heo6X0o4MMOCTb nepesoaa 60/bHOMO B IPYryt0 60MbHULY
WK yYpexieHue coluanbHoro o6ecneyeHus.

OPFAHU3ALIMSl OKA3AHUSI MEAAULINHCKOM

nomoLiu

Mpn npoBedeHWMM HapKo3a U MHTy6aLMKM HEOBXOAMMO
NMOMHUTb O BbICOKOM PUCKE KOMMPECCUU CMMHHOrO MOo3ra
BCNeACTBME HeCcTabunbHOCTM aTnaHTOoaKCMaibHOro cycTa-
Ba. KopoTKkasi wes, orpaHM4yeHMe MOABUMKHOCTU HWMXKHEN
YeNnloCTh, yBENMYEHNEe A3blKa, BblpaxkeHHas runeptpodus
afeHOM0B M MUHAANUH co34atoT Npob6aemMbl Npu NpoBeae-
HUKW aHeCTe3MoN0rM4ecKoro Nocobus, NO3ToMy nNpeamnoyTe-
HWe cnefyeT oTgaBaTb MECTHOMY WM pernoHapHomy obe-
360n1MBaHuni0. MNauneHT npeaBapuTeNlbHO KOHCYNbTUPYeTCs
BpPa4yoM-KapanonoroM, OTOPUHONAPUHIONIOrOM, aHecTesun-
0510rom, HeBponatonorom. O6s3aTtenbHO NpoBegeHne Non-
HOrO KapAnonornyeckoro obcneaoBaHus, MOAMCOMHOrpa-
dun (ANa BbISIBIEHUSA CTEMNEHU [AblXaTebHbIX HapyLllEeHWUNR),
npu He06X0ANMOCTN — IHAOCKOMUMU HOCOTNOTKU U KOMMbIO-
TepHon Tomorpadun nerkux. OnepaTMBHOE BMeELLATENLCTBO
C aHecTe3unen Heo6Xo0aMMO NPOBOAUTL B KPYMHbIX MEANLMH-
CKMX LieHTpax, UMEIOLLMX OTAeNeHne peaHnMaLnn U UHTEH-
CMBHOW Tepanuu, Tak Kak MHTy6auusa 1M nocnegyrowas aKe-
Ty6auns y Taknx NaumMeHTOB MOXKET Bbl3BaTb 3aTPyAHEHMSA
[1-3].

UCTOYHUK ®UHAHCHUPOBAHUA
He ykazaH.

FINANCING SOURCE

Not specified.

PACKPbLITUE UHTEPECOB

ABTOpPbI CTaTbW MOATBEPAWSIM OTCYTCTBME KOHGMNMKTA
WHTEPEeCcoB, 0 KOTOPOM HEOBXOAMMO COOBLMUTD.

DISCLOSURE OF INTEREST

Not declared.

mutations, identification of 17 novel mutations and in vitro expres-
sion of missense mutations. Hum Genet. 2001;109(5):503-511.
doi: https://doi.org/10.1007 /s004390100606

10. Aronovich EL, Pan D, Whitley CB. Molecular genetic defect
underlying alpha-L-iduronidase pseudodeficiency. Am J Hum Genet.
1996;58(1):75-85.

11. De Ru MH, Boelens JJ, Das AM, et al. Enzyme replacement
therapy and/or hematopoietic stem cell transplantation at diag-
nosis in patients with mucopolysaccharidosis type I: results of a
European consensus procedure. Orphanet J Rare Dis. 2011;6:55.
doi: https://doi.org/10.1186/1750-1172-6-55

12. Jameson E, Jones S, Remmington T. Enzyme replacement
therapy with laronidase for treating mucopolysaccharidosis type |.
Cochrane Database Sys Rev. 2016;4:CD0O09354. doi: https://doi.
0rg/10.1002/14651858.CD009354.pub4

13. Clarke LA, Wraith JE, Beck M, et al. Long-term efficacy and
safety of laronidase in the treatment of mucopolysaccharidosis I.
Pediatrics. 2009;123(1):229-240. doi: https://doi.org/10.1542/
peds.2007-3847

14. D'Aco K, Underhill L, Rangachari L, et al. Diagnosis and treat-
ment trends in mucopolysaccharidosis I: findings from the MPS |
Registry. Eur J Pediatr. 2012;171(6):911-919. doi: https://doi.
org/10.1007/s00431-011-1644-x

15. Braunlin EA, Stauffer NR, Peters CH, etal. Usefulness of bone marrow
transplantation in the Hurler syndrome. Am J Cardiol. 2003;92(7):882—
886. doi: https://doi.org/10.1016/s0002-9149(03)00909-3

16. Eisengart JB, Rudser KD, Tolar J, et al. Enzyme replacement is
associated with better cognitive outcomes after transplant in Hurler
syndrome. J Pediatr. 2013;162(2):375-380.e.1. doi: https://doi.
0rg/10.1016/j.jpeds.2012.07.052

17. Dornelles AD, Artigalas O, da Silva AA, et al. Efficacy and safety of
intravenous laronidase for mucopolysaccharidosis type I: A system-

PEDIATRIC PHARMACOLOGY. 2022;19(4)

1

NEAWATPUYECKAA ®PAPMAKONIOTUSA / 2022 / TOM 19 / N2 4



g CLINICAL RECOMMENDATIONS

KJIUWHUYECKUE PEKOMEHAALIUU

atic review and meta-analysis. PLoS One. 2017;12(8):e0184065.
doi: https://doi.org/10.1371 /journal.pone.0184065

18. GiuglianiR, Federhen A, Rojas MV, etal. Mucopolysaccharidosis |,
Il, and VI: Brief review and guidelines for treatment. Genet Mol
Biol. 2010;33(4):589-604. doi: https://doi.org/10.1590/S1415-
47572010005000093

19. Eisengart JB, Rudser KD, Xue Y, et al. Long-term outcomes of
systemic therapies for Hurler syndrome: an international multicenter
comparison. Genet Med. 2018;20(11):1423-1429. doi: https://
doi.org/10.1038/gim.2018.29

20. Arn B, Wraith JE, Underhill L, et al. Characterization of Surgical
Procedures in Patients with Mucopolysaccharidosis Type I: Findings
from the MPS | Registry. J Pediatr. 2009;154(6):859-864.e3. doi:
https://doi.org/10.1016/j.jpeds.2008.12.024

21. MupoHos C.MM., Konecos C.B., MNepesep3es B.C. u ap. OnbIT
XMPYPrUYECKOro JNeyvyeHuss KpaHuoBepTebpanbHOro CTeHo3a Y
naumneHToB ¢ MyKononucaxapugosom I, I, VI tunos // Xupyprus
No3BOHOYHMKA. — 2018. — T. 15. — N¢ 4. — C. 32-40. — doi:
https://doi.org/10.14531/2018.4.32-40 [Mironov SP, Kolesov SV,
Pereverzev VS, et al. Surgical treatment of craniovertebral stenosis
in patients with mucopolysaccharidosis type |, Il, and VI. Hirurgia
pozvonocnika = Spine Surgery. 2018;15(4):32—-40. (In Russ). doi:
https://doi.org/10.14531/2018.4.32-40]

22. Williams N, Challoumas D, Eastwood DM. Does orthopaedic sur-
gery improve quality of life and function in patients with mucopoly-
saccharidoses? J Child Orthop. 2017;11(4):289-297. doi: https://
doi.org/10.1302/1863-2548.11.170042

23. ATS statement: Guidelines for the Six-Minute Walk Test. Am
J Respir Crit Care Med. 2002;166(1):111-117. doi: https://doi.
org/10.1164 /ajrccm.166.1.at1102

24. Demoly P, Adkinson NF, Brockow K, et al. International Consensus
on drug allergy. Allergy. 2014;69(4):420-437. doi: https://doi.
org/10.1111/all.12350

25. Demoly P, Adkinson NF, Brockow K, et al. International Consensus
ondrug allergy. Allergy. 2014 Apr;69(4):420-37

26. Simons FE, Ebisawa M, Sanchez-Borges M, et al. 2015 update
of the evidence base: World Allergy Organization anaphylaxis
guidelines. World Allergy Organ J. 2015;8(1):32. doi: https://doi.
org/10.1186/s40413-015-0080-1

27. BitencourtFH, VieiraTA, Steiner CE, etal. Medical Costs Related
toEnzyme Replacement Therapy for Mucopolysaccharidosis
Types |, Il, and VI in Brazil: A Multicenter Study. Value Health
Reg Issues. 2015;8:99-106. doi: https://doi.org/10.1016/j.
vhri.2015.08.002

28. Bawakmaase H.[. MynbtuavcumnianHapHble NPUHUMNILI BeAeHUs
[eTen ¢ MyKonosucaxapuaosamu B MOBbllWeHUU 3DPEKTUBHOCTH
UX LMAarHOCTMKM W neyeHusi: aBToped. AWC. ... JOKT. MeA. HayK. —
ExkatepuHbypr; 2019. — 47 c. [Vashakmadze ND. Mul'tidistsiplinarnye
printsipy vedeniya detei s mukopolisakharidozami v povyshenii
effektivnosti ikh diagnostiki i lecheniya. [abstract of dissertation].
Yekaterinburg; 2019. 47 p. (In Russ).]

29. Berger Kl, Fagondes SC, Giugliani R, et al. Respiratory and
sleep disorders in mucopolysaccharidosis. J Inherit Metab Dis.
2013;36(2):201-210. doi: https://doi.org/10.1007 /s10545-012-
9555-1

30. Scarpa M, Lourenco CM, Amartino H. Epilepsy in mucopolysac-
charidosis disorders. Mol Genet Metab. 2017;122S:55-61. doi:
https://doi.org/10.1016/j.ymgme.2017.10.006

31. Braunlin EA, Harmatz PR, Scarpa M, et al. Cardiac disease in
patients with mucopolysaccharidosis: presentation, diagnosis and
management. J Inherit Metab Dis. 2011;34(6):1183-1197. doi:
https://doi.org/10.1007 /s10545-011-9359-8

32. Dornelles AD, Artigalds O, da Silva AA, et al. Efficacy and safety of
intravenous laronidase for mucopolysaccharidosis type I: A system-
atic review and meta-analysis. PLoS One. 2017;12(8):e0184065.
doi: https://doi.org/10.1371 /journal.pone.0184065

33. Lin HY, Shih SC, Chuang CK, et al. Assessment of bone mineral
density bydual energy x-ray absorptiometry in patients with muco-
polysaccharidoses. Orphanet J Rare Dis. 2013;8:71. doi: https://
doi.org/10.1186/1750-1172-8-71

34. Escolar ML, Jones SA, Shapiro EG, et al. Practical managementof
behavioral problems in mucopolysaccharidoses disorders. Mol
Genet Metab. 2017;122S:35-40. doi: https://doi.org/10.1016/j.
ymgme.2017.09.010

35. Motamed M, Thorne S, Narula A. Treatment of otitis media
with effusion in children with mucopolysaccharidoses. Int J
Pediatr Otorhinolaryngol. 2000;53(2):121-124. doi: https://doi.
org/10.1016/s0165-5876(00)00320-7

36. Mucopolysaccharidosis Type I. Adam MP, Ardinger HH, Pagon RA,
et al., eds. Seattle (WA):University of Washington, Seattle; 1993—
2020. Available online: https://www.ncbi.nlm.nih.gov/books/
NBK1162. Accessed on September 20, 2022.

37. Congedi S, Orzalesi M, Di Pede C, Benini F. Pain in
Mucopolysaccharidoses: Analysis of the Problem and Possible
Treatments. Int J Mol Sci. 2018;19(10):3063. doi: https://doi.
org/10.3390/ijms19103063

38. Venekamp RP, Hearne BJ, Chandrasekharan D, et al.
Tonsillectomy or adenotonsillectomy versus non-surgical man-
agement for obstructive sleep-disordered breathing in children.
Cochrane Database Syst Rev. 2015;2015(10):CD011165. doi:
https://doi.org/10.1002/14651858.CD011165.pub2

39. Yang L, Shan Y, Wang S, et al. Endoscopic assisted adenoidecto-
my versus conventional curettage adenoidectomy: a meta-analysis
of randomized controlled trials. Springerplus. 2016;5:426. doi:
https://doi.org/110.1186/s40064-016-2072-1

40. Harrison R, Schaefer S, WarnerL, etal. Transnasal adenoidectomy
in mucopolysaccharidosis. Int J Pediatr Otorhinolaryngol. 2018;111:
149-152. doi: https://doi.org/10.1016/].ijporl.2018.04.028

41. Mitchell RB, Archer SM, Ishman SL, et al. Clinical Practice
Guideline: Tonsillectomy in Children (Update). Otolaryngol Head
Neck Surg. 2019;160(1_Suppl):S1-S42. doi: https://doi.
org/10.1177,/0194599818801757

42. Borg GAV. Psychophysical bases of perceived exertion. Med Sci
Sports Exerc. 1982;14(5):377-381.

43. Borg G. Borg’s Perceived Exertion and Pain Scales. USA: Human
Kinetics; 1998. p. 2.

44. Grant S, Aitchison T, Henderson E, et al. A comparison of there-
producibility and the sensitivity to change of visual analogue scales,
Borg scales, and Likertscales in normal subjects during submaxi-
mal exercise. Chest. 1999;116(5):1208-1217. doi: https://doi.
org/10.1378/chest.116.5.1208

45. Braunlin E, Steinberger J, DeFor T, et al. Metabolic Syndrome and
Cardiovascular Risk Factors after Hematopoietic Cell Transplantation
in Severe Mucopolysaccharidosis Type | (Hurler Syndrome). Biol
Blood Marrow Transplant. 2018;24(6):1289-1293. doi: https://doi.
org/10.1016/j.bbmt.2018.01.028

CraTtbs noctynuna: 20.07.2022, npuHaATta K nevartu: 26.08.2022
The article was submitted 20.07.2022, accepted for publication 26.08.2022

Ta6nuuya 2. LLIkana ouUeHKM ypOBHEN AOCTOBEPHOCTKU AoKa3aTensbeTB (YA4) Ans METOAOB AMArHOCTUKM (AMArHOCTUYECKUX BMeLLATENbCTB)

Table 2. Grade scale for levels of evidence (LoE) for diagnostic methods (diagnostic intervention)

YAAQ PacwundpoBka

1

CuctemaTnyeckne 0630pbl UCCEA0BaHNUI C KOHTPOEM pedepeHCHbIM METOAOM UK CUCTEMAaTUHECKNI 0630p
paHAOMU3UPOBaHHbIX KIIMHUYECKUX UCCIeJ0BaHWI C NPUMEHEHMEM METaaHann3a

OTAenbHble nccnefoBaHns ¢ KOHTPoNeM pedepeHCHbIM METOAOM UKW OTAESNIbHbIE PaHAOMU3UPOBAHHbIE KITMHUYECKUe
2 nccnefoBaHus U cuctemaTyeckne 0630pbl UccnefoBaHui NIo60ro An3ainHa, 3a UCKIIIYEHUEeM PaHAOMU3UPOBAHHbIX
KJIMHUYECKUX UCcnefoBaHni, ¢ NpUMeHeHem MetaaHann3a

B TOM 4YUC/ie KOFopTHbIE nccnegoBaHua

McecnepoBanns 6e3 nocnefoBaTeNbHOro KOHTPoNs pedepeHCcHbIM METOAOM, UK UCCNELO0BaHUS C pedepeHCHbIM METOAOM,
3 He aBNAloWNMCA HE3aBUCUMbIM OT UccegyemMmoro metoaa, Uin HepaHaoMnU3npoBaHHble CpaBHUTE IbHbIE UCCieA0BaHNA,

4 HecpaBHUTENbHbIE UCCNEA0BAHUS, ONUCAHWUE KIMHUYECKOTO cllyyas

MmeeTcs n1wb 060CHOBaHWE MexaHM3ma AeNCTBUSA UM MHEHWE IKCNepToB




Ta6nuua 3. LLIkana oueHKW ypoBHEN JOCTOBEPHOCTH AoKa3aTenbeTB (YA/4) Ans meToaoB NpoduUnaKTUKKY, Ne4eHuns u peabunutayumm (npo-
dUNaKkTUyecKunx, ne4ebHblx, peabunutaLMOHHbIX BMeLLaTeNbCTB)

Table 3. Grade scale for levels of evidence (LoE) for prevention, treatment, and rehabilitation methods (preventive, treatment, rehabilitation
interventions)

YAA PacwumudppoBKa

Cucrtematnyeckuit 063op PKU c npumeHeHnem metaaHanmsa

OtaenbHble PKU 1 cuctemaTtnyeckune 0630pbl MccnefoBaHui Nto6oro Au3anHa, 3a UcknoveHnem PKU ¢ npumeHeHnem meTaaHan1sa

HepaHaoMU3nMpoBaHHblE CpaBHUTESNIbHbIE UCCNE0BaHUS, B T.4. KOTOPTHblE UCCIe0BaHUA

HecpaBHWTENbHbIE UCCNELOBAHMSA, ONUCAHUE KIMHUYECKOrO CyyYas Uan cepuun cnyvyaes, UCCNeJoBaHUS «CnyYan-KOHTPOb»

GO|d | W (N |-

NmeeTca nnwb 060CHOBaHWE MexaHU3Ma AeNCTBUSA BMellaTeNbCTBa (AOKIMHUYECKUE UCCNeA0BaHUS) UK MHEHWE 3KCNepPTOB

Ta6nuua 4. LLIkana oueHKM ypoBHen y6eanTenbHOCTU pekomeHaaunm (YYP) ana metofoB NnpodunakTuKku, AMarHoCTUKHK, e4eHus n peabu-
nuTaumm (NPodUNaKTUYEeCKUX, AMarHOCTUYECKUX, NeYeBHbIX, peabuiMTalMOHHbIX BMeLllaTeNbCTB)

Table 4. Grade scale for grades of recommendation (GoR) for prevention, treatment, and rehabilitation methods (preventive, treatment,
rehabilitation interventions)

YYP PacwudpoBka

CunbHaa pekoMeHaauus (Bce paccmaTpuBaemMble Kputepun abGeKTUBHOCTH (MCXOAbl) ABASIOTCA BaXHbIMU, BCE UCCNefoBaHNs

A MMEIOT BbICOKOE WK YA0BNETBOPUTENbHOE METOL0NOMMYECKOE KavyeCTBO, UX BbIBOAbI MO MHTEPECYIOWMUM UCX0AaM ABASIOTCS
corflacoBaHHbIMM)

YcnoBHasa pekoMeHaauus (He Bce paccMaTpuBaeMble KpuTepun abdOEKTUBHOCTH (MCXOAbI) ABNSIOTCS BaXKHbIMU, HE BCe

B nccnefoBaHUs UMEIOT BbICOKOE MW YAOBNETBOPUTEIbHOE METOA0N0MMYECKOE KaYeCTBO U/UNK UX BbIBOAbLI MO MHTEPECYIOL UM
nMcxoaam He ABNSIOTCA COrnacoBaHHbIMM)

Cnabas pekoMeHaauus (0TCyTCTBUE JOKa3aTeNbCTB HaA exallero KayecTsa (Bce paccMatpuBaemMble Kputepum adPpeKTUBHOCTH
C (MCxofnbl) ABNSIOTCSH HEBAXKHbIMU, BCE UCCNEL0BaHUS UMEIOT HU3KOE METO0/10MMYEeCKOe Ka4eCTBO U UX BbIBOAbI

N0 UHTEPECYIOLWNM UCXO4aM He ABNSIOTCS COrnacoBaHHbIMM))

OCHOBbI COLUMAJIbHOW NEAUATPUMN.
PYKOBOACTBO. BbIINYCK 23

MNop obuen pegakumnen B.KO. Anb6ULIKOro
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I_{ HUra COAepPXMUT MHDOPMALMIO O CTAHOB/IEHUN U PA3BUTUKN CoLManb-
HOW NeamMaTpumn B Ka4ecTBE BaXKHOWM COCTaBNSAIOWEN NeauaTpU4ecKom
HayKK 1 NPaKTUKKU. [oapOOHO ONKncaHbl 3TUKO-NPaBOBbIE OCHOBbLI OXPaHbI
300pOBbsl MaTepu U pebeHKka. OCHOBHbIE pa3aesbl NOCBSALLEHbI MeETOAAM
N3y4YeHus, BeayLMM TEHOAEHLUMAM U 3aKOHOMEPHOCTSM B COCTOSIHUM 3[0-
POBbSl NETCKOrO HaCeneHus, BAMSIOWMM Ha HEro CouuanbHbIM AETEPMU-
HaHTaMm, NpobsemMaM M NyTIM COBEPLLUEHCTBOBAHMWSA OpraHnu3aLmm MeanKko-
coLManbHOM MOMOLLN AETSAM.
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