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F’EHETUKA MYKOMNOJIMCAXAPNOO30B

B cTaTtbe npeactaBneH 063op nUTepaTypbl O KMUHWKE, AUarHOCTUKE U YacToTe BCTPEYAEMOCTU HacneACcTBEHHOMO NM30COMHOro 3aboneBaHus
- Mmykononucaxapuaosa (MINC), ¢ ucnons3oBaHunem 6a3 aaHHbix PubMed, eLIBRARY.RU, Google Academia.

KntoueBble cnosa: MyKononucaxapmnaos.

The article presents a review of the literature on the clinical picture and diagnosis of mucopolysaccharidosis (MPS) using the PubMed database,

eLIBRARY.RU, Google Academia
Keywords: mucopolysaccharidosis.

BBepneHue. lNepBas unHdpopmauus o
OonesHsIX NMM30COMarnbHOro HaKomMmeHus
(LSD) nosiBunacb B koHue 19 Beka, a
6onesHb Tas-Cakca Obina BnepBble onu-
caHa B 1881 n 1882 rr. bonesHb Gbina
Ha3BaHa B 4YecTb Bpadyeln YoppeHa Tay,
BepHapga Cakca u dpaHuy3sckoro aep-
matonora ®ununna lMowa. 50 net cny-
ct4, B 1932 r., ronnaHackui Bpad [KoH
Momne o6bsiBUN o 6onesnu rnukoreHa |l
TUNa, KOTopas No3Xe crana HasblBaTbCs
ero nveHeM. bonesHb Nomne aBnsieTcs
nepBbIM HacrneacTBEHHbIM 3aboneBaHu-
eM, KoTopoe ObIno MAeHTUULMPOBaHO
KakK NMM30COMHO-HakonuTernbHoe 3abone-
BaHue. Jlnzocombl Obinu oBHapyXeHbl
3KCcnepumeHTanbHO B nepuogd ¢ 1949
no 1952 r, korga 6uoxmmuk KpuctmaH

HOBIrOPOOOBA CaibiHa HukonaeBHa —
M.H.c. HUJT «MonekynsipHaa meguuuHa v re-
HeTuka Yenoseka» MeauHctutyta CBOY nm.
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ae [ybe n ero konnern oGHapyxunu,
YTO OHW SIBMSAIOTCA oOpraHennamu, oT-
BETCTBEHHbIMM 3@ BHYTPUKIIETOYHYIO Ae-
rpagauuio 1 NOBTOPHOE UCMONb30BaHUE
MaKpoMoreKyn. OTO OTKPbITUE AOMOSHU-
TEeNbHO MPOSACHSET nartodumanonormye-
CKYI0 OCHOBY HapyLUeHWI nm3ocomarb-
HOro Hakonnexus. lNMocne Toro, kak B 19
BeKe ObIn BbISIBNEH NEPBbIA KNMUHUYECKUIA
deHOTMN, NM30COMbI ObINM pacrno3HaHbI
B 1955-1956 rr., a ¢ 1963 r. ObINn goka-
3aHbl Broxmmmnyeckne gedekTbl, nexa-
wme B ocHoBe LSD, n 3HaHua o LSD
pacwupunuce. B 1970-x n 1990-x rr.
MNCCNefoBaHMsa OblM  COCPEAOTOYEHDI
Ha nyTu peuentopa gocdaTta MaHHO3bI
6, MexaHu3me COPTUPOBKU NM3ocoMarb-
HbIX (DEPMEHTOB, WMAEHTUdVKaLUUM MO-
nekynsipHon ocHoBbl LSD n paspaboTtke
VMHCTPYMEHTOB M CTpaTernn Ans uccne-
[0OBaHusi nu3ocomarbsHorn Guonoruu. MNo-
NbITKN NeYnTb 3TM 3abonesaHns ¢ NOMo-
b0 3aMeCTUTENbHON PepMeHTaTUBHOM
Tepanuu BrnepBble Obinv NPeanpuHATLI B
1990-x rr.

B HacTosilee BpeMmsi vccrnenoBaHus
COCpefoTO4eHbl Ha PoOnM JNIM30COM Kak
CUrHanbHbIX NNatgopm Ans KOHTPOnsi
KNeTo4YHoro metabonuama u paspaboTtku
HOBbIX METOA0B NEYEHUS.

[Muko3aMuHOIMMKaHbl  NpeacTaBns-
10T cobon nonucaxapugbl, cOcTosiLMe

N3 reKCo3amMMHOBbLIX aMUHOCaxXapoB, KO-
TOopble SBMSATCS YIMEBOAHOW YacTbio
npoTeornukaHoB. B opraHusme rnuko-
3aMVHOITIMKaHbl  KOBarieHTHO CBsi3aHbl
c ©OenkoBoW 4YacTblo MNpOTEOrnMKaHa u
He cyllecTByOT B cBobogHoW chopme. B
MPOLUIIOM MYyKOMosnMcaxapuabl HasblBa-
NMCb NPOTEOITNMKAHaMM, MOTOMY YTO OHM
coaepXanucb B BblOENEeHUsIX CIN3NCTON
obono4ku (cnmancton obonoyke), npnaa-
Basl MM BSI3KOCTb M CMas3blBatoOLLYIO CMo-
COBHOCTb.

Bmecte ¢ GAG npoTteornukaHbl SB-
NATCA Ba)XHbIMW KOMMOHEHTaMU MeX-
KNETOYHOro MaTpuKca M UrparT BaXKHYHO
porib B MEXKINETOYHbIX B3aMMOAENCTBU-
sX, opmMupoBaHUM W NoAAepXKaHUK
hopMbI KNETOK 1 OpraHoB, a Takxke dop-
MUPOBaHWUM ckeneTa aAns opMmMpoBaHus
TKaHeW, B YaCTHOCTU, B3aUMOAENCTBYS C
KonnareHoM, 3rnacTUHOM, (OUOPOHEKTU-
HOM, NaMUHWMHOM W ApyrMun Benkamu
MEXKIETOYHOrO MaTpukca. [lockonbky
3TO MONWAHWOH, B [AOMOMHEHME K Boae
MOXeT OblTb npucoeguHeHo Gonbluoe
konuyectBo kaTtuoHoB (Na +, K+, Ca2+),
KOTOpble y4yacTBYlOT B (hopMupoBa-
HAM HaTSHKeHWUs! PasfUYHbIX TKaHewh u
MOryT  MpenATCcTBOBaTb  pacnpocTpa-
HEHUIO MaTOreHHbIX MUKPOOPraHN3MOoB
[2,18,22,27].

B HacTosiLLee Bpems CcyLlecTByeT 6 Tu-
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MOB IMMUKO3aMWHOTTIMKAHOB: XOHOPOUTUH-
4-cynbdat (XOHAPOWUTUH cynbdat A),
XOHOPOUTUH-6-cynbdaT  (XOHOPOUTUH
cynbdpat C), oepmartaH cynbdart, kepa-
TaH cynbar, renapaH cynbdar n ruany-
poHOBasi KucnoTa.

UpeamepHoe HakonneHue [nuKo3a-
MWHOITIMKAHOB B OpraHax W TKaHsX Bbl-
3bIBaeT MOBPEXAEHUA M OTEK OpraHos,
cogepxallmx 6onbLIoe KONMYECTBO BHe-
KneToyHoro matpukca. B atom cnyvae
N30COMbI HaKannMBakT HE MOMHOCTbHO
paspyLUeHHble MMKO3aMUHOIMUKaHbI 1
dparmeHTbl UX onurocaxapugoBs, KOTO-
pble BbIBOAATCA ¢ Mo4Yon (Tabn. 1,2).

Mykononucaxapmao3s | Tuna
(MKB10: E 76.0) npeacraenset cobon 3a-
boneBaHne, oOycrnoBrneHHoe MyTaumen
B reHe IDUA, koTopas BbI3blBAaeT HeOo-
CTaTOK WM 3HAYUTENBbHOE CHUDKEHME aK-
TMBHOCTM (pepMeHTa o-L-naypoHuaassbi.
WHrmbrposaHve mytaunsimm hepmMeHToB
SABMSETCH XPOHUYECKMM Mporpeccupy-
lowum 3aboneBaHvemM C HapyLleHUAMU
pasnuYHbIX OPraHoB U CUCTEM, BKIHOYasi
KOCTHY0, CepAeYHO-COCYANCTYH, LEH-
TparnbHYl0 HEPBHYK U odTanbLMonoru-
yeckyto cuctembl [28]. 3aboneBaemMocTb
6bina wupokoin: 1:10 mnH~1:14 MnH npwn
cuHgpome Xappsbl, 1:30 MiH 1 1:64 MnH
npu cuHapome Yasi u Mopuwo [26].

B 1919 r. Hemeukun neguatp FepTpy-
ha Xaprep coobwmna o nauueHTax c
XapakTepHbIMY HapyLUEHUSMWU CKerneTa,
YMCTBEHHOW OTCTanoCTbl0 U MOMYTHe-
HMEeM poroBuLbl. ATOT TN 3aboneBaHus
noaxe Obln Ha3BaH cuHapomoM lMdayHa-
nepa-lfypnepa. B cB4a3u ¢ noseneHvem
dheHoTUNa NaLmeHTa, NOXOXero Ha ropry-
nbto, B 1936 r. 6putaHckuin Bpay P.Onnuc
npeanoxun Apyroe HasBaHue 60nesHu
— bonesHb roprynen. B 1962 r. gokTtop
LLleie, odpTtanbmornor, onncan naumeHTa

C NOMYTHEHWEM POrOBULibI C NErKon cop-
Moi 3aborneBaHus. 37O 3aboneBaHue
HasblBaeTcs cuHgpomom Lleine n B Te-
YeHMe HEeKOTOPOro BPEMEHWU CYMTanochb
pPa3HOBMAHOCTBLIO MyKoMonucaxapvaosa.
OpHako B 1971 r. 6bIno oGHapyxeHo,
yTo cuHapom Llewne n cuHapom MNypnepa
ObINM OOQHOWM U TOW e MPUYUHON CHUXKeE-
HWS aKTMBHOCTM (pepmeHTa, HasbiBae-
mMoro a-L-ugpoHvpason. Bnocneaoctsum
ObINO  3aperncTpupoBaHO  HECKONbKO
crny4yaeB MNpPoOMeEXyTodHoro Tuna. OHu
He OTHOCUIUCH K TSKEMNbIM UMY NErkum
dopmam un 6bINM  KNaccnULMpoBaHbI
Kak Gonee Taxenbii cuHapom Llene.
Bbino ycraHosneHo, 4to MIMC | Tuna BbI-
3bIBaETCS MyTaUMsIMU B OOHOM U TOM e
reHe, HO ero KIUHWYECKNe MNpOosiBIEHUS
O4eHb pa3HoobpasHbI [28].

B HacTosilee Bpemsi coobuianocb o
3 Tunax dgeHoTunoB: cuHapom lypnepa
(tun MMIC IH - Taxenbin TUM), CUHOPOM
Lene (tun MIMC - msArkuiA TMN) U CUH-
apom lypnepa-Lene (tun MPS | H/S -
NPOMEXYTOuHbIA TuM). B reHe a-L-IDUA
Obino BbisiBNeHo 6onee 90 myTauumii. Mpu
neduumte a-L-naypoHnaassl gepmartaH-
M renapaHcynbdara HakannueawTcs
B JNM30COMax, BbI3blBasi MoBpexaeHue
pasnunyHbIX OpraHoB u cuctem. MNpu cuH-
npome [lypriepa nepBble NPU3HaKM Mo-
ABNATCA yXXe Ha 1-m rogy xum3Hu. Oc-
HOBHBIMW  KNMHUYECKUMU  CUMMNTOMaMu
ABMSAOTCH HU3KUIA POCT, KOpoTkasi Luesi,
ckado-, Mukpouedanus, rpybble 4epThbl
nvua, norHble rybbl, WMPOKME HO3OpMW,
3anasLlas nepeHocuua, runepTenopusm
rmas, Mernkve pegkve 3yObl (deHoTun
l'ypnepa), renatocnneHomeranus, rryxo-
Ta, NynoyYHas u naxosas rpbbka. Mocne
no Mepe pas3BUTUS NauMeHTa pas3BuBa-
toTcsa rnybokas AeMeHUMsi, CKOBaHHOCTb
B KPYMHbIX N MENKNX CycTaBax, CKOMNMO3,

IIaToniorus cepaeuHO-COCYIMCTOH CHCTEMbI

KNPO3, HapYLLEHWsI Criyxa 1 3peHWUst, CUH-
OPOM OBCTPYKTMBHOTO anHoa, cepaeyHas
HeJoCTaToO4HOCTb U T.4. W3-3a BbicTporo
nporpeccupoBaHusl 3abonesaHusi 6onb-
HOW MOXEeT ymepeTb B TeueHue 10 ner
nocne poxaexus [26,28].

Mpn cungpome LWene, maHudecTu-
PYHOLLEM B KOHLIE NEPBOro AeCATUNETUS
XKWU3HW TYrONOABWXHOCTbIO CYCTaBOB U
XapakTepusyLwemcs MeaSIeHHbIM MNpo-
rpeccrMpoBaHMeM, POCT U UHTENSEKT He
cTpagatoT. YepTbl nuua oyeHb MocTe-
neHHO rpy6eroT 1 N3MEHSATCA No Tuny
rapromnuaMa («LMPOKOPOTOE MMLO»).
MHOXeCTBEHHbIN AN30CTO3 B OCHOBHOM
npeacTaBneH TYronoABUXHOCTLIO cycTa-
BOB pYyK, (hopmmpoBaHMEM «KOITUCTOMN
nanbly, ©GOME3HEHHOW TYronoaBMXKHO-
CTbiO CTOM, NOMOW CTOMOW, BarbrycHom
Aedopmaunen KofneHHbIX cycTaBoB. He-
penko pasBMBAETCA TYHHENbHbIA CUH-
OpOM KapramnbHOM obrnacTtu, KOTopbIf
Hapsiay ¢ TYronoABUXHOCTLIO NPUBOAUT K
OrpaHNYeHno OYHKLMMN BEPXHUX KOHEY-
HocTewn [26].

MpomexyToyHasa copma MIIC, IH/S
(cunppom  Xepnepa-Llerie), xapakte-
pu3yeTcs HopMarnbHbIM U cyGHOpMarb-
HbIM VHTENNEKTOM C MPOrpeccupyoLLei
COMaTM4eCKon naTonorme u MHOXe-
CTBEHHbIM Au30cTo30M. 3aboneBaHue
MaHudnCTUpyeT B AETCTBE, B BO3pacTe
3-8 net. TeueHne 3aboneBaHusi nporpe-
OVeHTHoe. XapakTepusyeTca Tyronoa-
BWXXHOCTbIO CyCTaBOB, HEMPOCEHCOPHOMN
TYroyXoCTbi0, MOMYTHEHUEM POroBuULbl,
06CTpyKUMEen AbIxaTenbHbIX MyTew, cep-
[OEe4YHO-COCYaANCTON naTonorven B BuAe
NOpaXXeHUs KIlanaHoB, YTOMLWEHNEM Mu-
okapaa, CUCTEMHOW U NEroyHon runep-
TEH3MeW, Cy>XEHMEM KOPOHapHbIX apTe-
puiA BNNOTb A0 MHAAapKTa, MUKPOTHOTMEN
cdopMbl fvua n rmgpouedanmen.

[pusHak MIIC 1 MIIC II MIIC IIT MIIC IV MIIC VI | MIIC VII | MIICIX | MIIC-IIC
Bospact marngecranumn 3-8 e, IlepBrrii [lepBsiit IlepBorit
6-24 mec. | moOpokayecTBeHHAs 2-6 et 1-3,5 roga 4 mec.
naronorun CCC TOJ KU3HU | TOJI )KM3HU | TOJ KU3HU
¢dopma 10-15 ner
[laTonorus KIamaHHOTO i i n i 4 i I
anmapara
[TaTonorus MuTpaabLHOrO " " i n " 4
KJIarmaHa
[TaTonorus aopranbHOTO i i n i 4 I
KJIaraHa
[laTonorus Tpukycmnu- i " i n " i
JIalIbHOTO KJjlalmaHa
[laTonorus eroaHoro i i i i
KJIaraHa
Kapauomuonarus + + + + + + +
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Mykononucaxapugo3 Il Tuna (cuH-
apom XaHtepa) (MKB10: E 76.1) aBna-
€TCH Cepbe3HbIM NPOrpeccupyoLLnm 3a-
boneBaHueM, BbI3BaHHBIM AedULUTOM
naypoHar-2-cynbarasbl depmeHTa.
leHeTnyeckaa copma — X-cuenneHHoe
peLeccuBHOe HacregoBaHue, Mo3ToOMy
OHa B OCHOBHOM pa3BMBAETCH Yy MYX-
ynH. OgHaKo MMEKTCS eAVMHUYHbBIE CIy-
Yau cMHApOMa XaHTepa Yy XeHLUMH 13-3a
MyTaumn B reHe /DS Ha maTepuHcKow
X-XpOMOCOME M aCMMMETPUYHOW WHaK-
TUBALMM OTLLOBCKOM X-XpOMOCOMbI [24].

3abonesaemoctb MIIC |l Tna y Ho-
BOPOXAEHHbIX Manb4nMKOB COCTaBMSET OT
1:100 000 po 1:132 000 [25]. B 1980 r.
llaan n bax uccneposanu 3aboneBae-
MOCTb Marb4MKOB C CUHAPOMOM XaHTe-
pa B W3paune, 3aboneBaeMocTb KOTO-
peiM cocTasuna 34 000 Ha 1 HOBOPOX-
OeHHoro [16].

leH IDS 6bin kKapTMpoBaH Ha ANVHHOM
nreve X-xpomocoMbl Xq28. XoTs CnekTp
MyTaumin, oBHapYXeHHbIX MPU CUHAPOME
XaHTepa, OYeHb LKMPOK, cheHoTUn wuc-
KIMOYUTENBHO reTeporeHeH 1 [O0BOMbHO
YCMNOBHO NOAPAa3[enseTcs Ha TSXENyo u
nerkyto opmbl, NpeacTaBnas Ha CaMoMm
Aerne KOHTUHYYM pasnuyatoLmxcs no T-
KECTU KNMHUYecknx dpeHotumnos [16,24].

Mpwn Tskenon popme marno oTnnyaeT-
¢ 0T cmHapoma lNypnep, XoTa xapakrepu-
3yeTcsa 6onee MeanieHHbIM NPorpeccupo-
BaHMEM COMaTU4eCKOMN 1 NCUXOHEBPOIO-
rMYeCKON CMMMNTOMATUKM U HEKOTOPbLIMU
0COBEHHOCTAMW KIMHMYECKOro (heHOTK-
na (OTCyTCTBME MOMYTHEHWSI POrOBULLbI,
MeHee BbIPaXXEHHOW YMCTBEHHOW OTCTa-
noctblo). TeueHne 3abonesaHusa nporpe-
AneHTHoe. MaHudecTaums 3abonesaHus
Ha 3-M rogy *u3Hu. Tsxenas HeBponoru-
Yyeckas cumnTomaTuka (3HuedanonaTus,
CHWXKeHWe ABuraTenibHOM akTMBHOCTU [0
06e30BMKEHHOCTHN, Kaxekcuen, OoTCyT-
CTBMEM peaKLMN Ha OKpyXKatoLLiee, Tsxe-
nasi ymcTBeHHasi oTCcTanoctb). B paHHem
BO3pacTe CTpafalT YacTbiMU pecnupa-

TOpHbIMK 3aboneBaHnsMU. [ToMyTHEHMNE
poroBuubl HexapakTepHo ansa MIC I, Ho
GonbHblIE MOTYT UMETb TshKenyk aere-
Hepauuo cetyaTtku. MaTorHOMOHWUYHBIM
cUMNTOMOM  3aboneBaHus  SBMAKOTCS
KOMOWHMpOBaHHbIE NOPOKM cepaua (cTe-
HO3 MMWTPAnbHOrO KnanaHa, TsKenble
Anddy3Has HegoCTaTOHMHOCTb KOpOHap-
HOro kpoBoobGpalleHus). bonbHble noru-
Gatot B Bo3pacTte 10-15 net ot o6CTpyK-
LN AbIXaTenbHbIX NyTEN U cepaeyHomn
HefgocTaToqHOCTH [6,24].

Jlerkas dopma uMeeT KnnHu4eckoe
cXoacTBo € cuHgpomom Llene n xapak-
TEepu3yeTcsi HopMarbHbIM WK cyGHOp-
MarnbHbIM WHTENNEKTOM C MeAJIEHHO
nporpeccupyloLleri comaTuyeckon na-
TOMNorven N MeaneHHo pasBKBaOLLMMCS
MHOXECTBEHHbIM AM30CTO30M.  MaHu-
decTtauusi 3abonesaHus B 3-8 net, ans
nobpokayectBeHHbIX ¢opm — B 10-15
net. Kak npaBuno, MHTENNeKT nauueHTa
He HapyLleH. B HekoTopbIX criyyasx Tak-
e CyLLeCTByeT BEPOSTHOCTb JTErKOM yM-
CTBEHHOW oTcTanocTu. MNauneHTbl YacTo
»wuByT oo 30 neT n ctapLe [2,6,16,24].

Mykononucaxapupos lll Tuna. Cun-
apom CaHdunmnno, KInHUYecKoe npo-
asrnenve MIIC Il Tuna, Bnepsble 6bin 3a-
peructpupoBaH B 1963 . amepukaHCKnum
neamnatpom CunbBectpa CaHdwmnunno y
naumeHTa ¢ noBeAeH4YEeCKMU pacCTponi-
CTBaMM U CHWKEHWEM MCUXOMNUHIBUCTU-
YEeCKOro pasBuTuSI.

3abonesaemoctb MPS Il Tuna co-
ctasnsietr ot 1:58 000 go 1:100 000 B
MMC HIAw» MMNC B [7].

M3-3a pgeduumta epmeHToB, Yyya-
CTBYIOLUMX B Aerpajaumv renapaHcyrb-
data, B HacTosilee BpeMs WU3BECTHO
4 nogtuna. MIC A Tnna, anbda-N-
auetunrniokosdammHngassl  npu MIC
1B, aueTtun-KoA-a-rnokodammHna-N-
auetuntpaHcdepasbl - npu MIC [IC u
N-aueTunrintoko3ammH 6-cynbdartasbl
npu MIC IIID [19]. 3aboneBaHne 06-
YCINOBMEHO MyTauUsiMU YETbIPEX FEHOB,

22022 BN e

KOAMPYHOLNX AaHHble PEPMEHTbI: NN30-
COMHOM  a-N-aueTunrmnoko3ammnHmaasb
(MMC 1A Tvna) — reH kapTMpoOBaH Ha
17q25.3, auetun-KoA- a -rntoko3ammHna-
N-auetuntpaHcdepasbl (MIC IIIB Tvna -
reH KapTmpoBaH Ha 17q21.2, nM30CcoOMHOWM
N-aueTunrioKko3aMuH-6-cynbdaTasbl
(MMC 1IC Tnna - reH kapTypoBaH Ha 8
p11.2-p11.1, cynbdamugassl (MMC 1D
TMna) - reH kapTMpoBaH Ha 12q14.3. Bce
dhepMeHTbl yyacTByoT B MeTabonvame
renapaHcynbara, HakonneHve KoTopo-
ro Bbi3blBaeT Tsxenble Hapywenus LIHC.
B atux reHax 3apeructpupoBaHo Gonee
200 myTaumi, KOTOpble NPUBOAAT K pas-
BUTUIO paanuyHbix Tunos MIIC I, n nx
YMCIo NpoJoIMKaeT pacTu [25].

OCHOBHbIMW KNNMHUYECKMMU NpOosiBre-
Husmm MIMC 1l Tna sensawTCca nporpec-
cYpyloLMe paccTponCTBa LEHTpanbHON
HEPBHOW CUCTEMbI, CUHOPOM OEMEHLNN,
BblpaXKeHHble MOBeAEHYECKNE pacCTPOK-
CTBa, XpOHMYeckas avapesi. CUMNTOMbI
BKIIOYAKT  HEMPOCEHCOPHYI  TNyXOTY,
KOHTPAaKTypy CYCTaBOB U yMepEeHHOe
orpybeHve nuua. Y geten ofbllika va-
CTO BO3HMKAET B paHHEM BO3pacTe, HO
CMMMNTOMbI MOCTEMNEHHO OTCTYyNnawT. JTO
4acTo NPOUCXOAMUT Ha 2-M roAly XU3HU. Y
naumeHtoB ¢ MIC Il yawe HabniogaeT-
Cs renatoMeranusi, Yem crreHomMeranus
[7,19,25].

Mykononucaxapugo3s IV Tuna (cuH-
apom Mopkuo) 6bin onucaH B 1929 r.
negnatpom Mopkmo Jl. u BputaHCKkum
poktopom bBpanncdopagom XK., 310
3aboneBaHne cBA3aHO C AedekTom
N-auetunranakrtosamunH-6-cynbdart
cynbdarasel (tun MIMC [VA)-16924.3
n3-3a mytauum B reHe GALNS v pedpek-
Tom B-ranakto3ugasel (tun MIC IVB)-
3p22.3 uns3-3a mytauum B reHe GLBT.
OTn hepMeHTbl y4acTBylT B MeTabo-
nu3ame kepartaHcynbata u XOHAPOU-
TUHCYnbaTa.

3aboneBaemocTb konebnercst ot 76
000 o 1 B CeBepHon Vpnangum n ot 64
[0 1 MIH HOBOPOXAEHHBLIX B ABCTpanmu
[11].

[eHeTnyecknn TMN — ayTOCOMHO-
peLeccuBHoe HacnegoBaHue. B reHe
GALNS 6bino 3apeructpupoBaHo 6ornee
220 myTauumn, NpuBOaALLMX K pasBUTUIO
3abonesaHus [14].

OCHOBHbIMX ~ KITMHUYECKMMMX  NPOSIB-
NEHNAMUN SBNSKTCA HU3KUIA POCT, Kune-
BMOHas rpyaHas knetka, Aedopmauusi
cKerneTta, MOBbILLEHHAs MOABWXHOCTb
MEIKMX CyCTaBoB 1 Ap. BaxHo oTmMeTuTb,
4YTO AEeTn ¢ cuHapomom Mopkumo obnaga-
0T HOPMasibHbIM UHTENNEKTOM. Y nauu-
€HTOB HabnogaTca HapyLUEHNS 3peHUs]
WU criyxa, renatomeranvsi, nopaxeHus
OblXaTenbHON W KPOBEHOCHOW CUCTEM
[11,22].
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BonesHb MIMC IV Tuna umeet npo-
rpeoveHTHbI TN TeyeHus. Bospact
Havyana 3aboneBaHua 1-3,5 roga, xoTd
MOCTaHOBKA OKOHYaTEeNbHOro AMarHo3a
3apepxunBaeTcs Ha MHorve rogbl (3—15
net). XapakTtepusyeTcs Mnporpeccupyto-
LWen BanbrycHon gedopmauuen KoneH-
HbIX CyCTaBoOB, KU(O30M, OTCTaBaHWEM
pocTta Ha hoHe AMCNPONOPLMOaHNBLHOIO
YKOPOYEHWs TYMNOBULLA U LLIEN U KYTUHON
NoOXoAKow». B KnuHu4eckomn kapTuHe fo-
MUHUPYIOT CKeneTHble Aecopmauun B
BMAE CNoHAMNO3NuU3apHon Aucnna-
3MM C BTOPUYHBIMU HEBPOSIOrMYECKMMM
ocrnoxHeHnsmu.  OCHOBHbIMM  NPU3Ha-
kamu cuHgpoma Mopkuo, KoTopble He
BCTpeyatotca npu gpyrux tunax MIIC,
SABMSOTCA  rMNEPMOOUIBHOCTE  MEMKUX
cycTaBoB 1 Aecdopmauns 3anactbs. Y
nauuneHtoB ¢ MIC IV Tuna yacTto BcTpe-
yalTca NoABbIBUX Ta300eapeHHOro Ccy-
cTaBa U HecTaburbHOCTb KONMEHHOrO Cy-
ctaBa. CoyeTaHue runonnasuu 3ybyartom
KOCTM 1 criabocTu CBA3OK MOXET npuse-
CTU K HECTAbMNbHOCTM OCUK aTnaHTa, YTo
BMOCNEACTBUM MOXET MPUBECTU K CyXe-
HMIO MO3BOHOYHOIO KaHana u caaBneHunto
CcAnMHHOro moa3ra [3,4].

Y GonbLlMHCTBA NauneHToB Habnoaa-
eTca deHoTMN Knaccuyeckoro 3abonesa-
HWUS, HO Y HEKOTOpbIX MaUMEHTOB MOTyT
ObITb Cepbe3Hble HapyLlleHWUs B OPYrux
cucTeMax, Takme Kak cepAeyHo-neroyHas
HEOOCTaTOYHOCTb, AaXe €CrN Y HUX HeT
TUMWUYHbBIX BHELLUHUX CUMNTOMOB [5].

Oxvnpgaemas NPOAOIKUTENBHOCTb
XM3HM naumeHtoB ¢ MIC IV tuna mo-
xeT BapbupoBaTtb oT 10 go 20 nert, HO
eCTb Takke OnpeereHHbli MPOoLEeHT
naLueHTOB, KOTOpble AOXUBaKT A0 6o-
nee cTtapluero Bo3pacrta. ¥ naumMeHToB C
cuHapomom Mopkuo apixatenbHas auc-
byHKUMSA ABNAETCS OOHOM U3 OCHOBHbIX
npobnem. 910 MOXeT ObITb BbI3BaHO 06-
CTPYKTUBHBIMU UMW OTPaHUYUTENBHBIMN
npoueccamu. [ecTpyktuBHble 3aborne-
BaHWA MOTyT pasBUTbLCS M3-3a YKOpo4e-
HVS unu gedopMaummn rpyaHON KNeTkn 1
HapyLUIeHns1 NOABMXKHOCTU Auadparmbl.
CvHOpoM OBCTPYKTUBHOIO arnHo3 BO CHe
(OSAS) aBnsieTca ogHUM 13 NepBbIX NpU-
3HAKOB MOBPEXAEHWUSI AblXaTenbHON Cu-
ctembl. CoobLianock 06 aHoManbHO Bbl-
COKOW 4acToTe CepAevHbIX COKpaLleHWUi
N apTepuanbHOi rMnepTeH3un y B3pocC-
NbIX NaUMEHTOB. [lbixaTenbHble HapyLue-
HWSA, XxapakTepHble ans atoro Tuna MrIC,
MOTYT NPVBOAUTL K KApANOBACKYMNSIPHBIM
OCMOXHEHWUSIM, HanpuMep, K IEero4yHon
rMNepPTEH3NN C NOCNEAYWMM pasBUTU-
€M neroyHoro cepaua [3,4,5,11,22].

Mykononucaxapugo3 VI tuna. la-
yneHtbl ¢ MMNC VI tuna (cuHgpom Ma-
poTo-Jlamun) BnepBble GbINM 3aperncTpu-
poBaHbl B 1963 r. gokTopom Meepom Ma-

poto n goktopoM Mopucom Jlamu (84).
Mokasatenb 3aboneBaeMoCT COCTaBWII
320 000 Ha 1 poxageHue [20].

PacnpocTtpaHeHHocTe MIC VI Tuna
y MauUMEHTOB C pPasNU4YHbIMU TUMamMu
MIC konebnetcs ot 2 o 4% B CkaHau-
HaBumn (LBeuns, Hopeerusa, OaHus) go
8% (301) B Hupepnangax. BeibopouHbin
CKPWHWHI, NpoBeAeHHbI B Bpasnnumn n
cesepHou [MopTyranum, Beissun Gonee
BbICOKMIA PUCK POXAEHWUS OETEW C CUH-
apomom MapoTto-Jlamu. T[MaumeHTbl C
MMC VI Tuna B aTux cTpaHax cocTasu-
nm — 18,5%, a nauneHTbl ¢ pasnmMyHbIMU
Tvnamm MINC — 16% [31].

leHeTnyeckas opma — ayTocom-
HO-peLeccuBHOE HacrnegoBaHue. JTO
3aboneBaHve BbI3BAHO MyTauusMKU B
reHe ARSB. leH kapTupoBaH Ha ANVH-
HOM nnedye 5 xpomocombl (5q13-5q14).
M3BecTHO, 4TO cyulectByetr Goree 130
MyTauun B reHe ARSB, npuBOAALIMX K
passuTnio  3abonesaHus. OTCyTCTBUE
UMW CHWXKEHWE aKTMBHOCTU apuncynb-
dartasel B (N- auetunranakrozamuH-4-
cynbdarasbl) NPUBOAUT K OTIIOXKEHWIO B
nnsocomMmax AepmartaHcynbdara. XoH-
OpouTUH 4-cynbdaT Takke sBnsercs
naTtoreHeTM4YeckuM (hakTopoM pa3BUTUSA
3abonesaHus [1].

Apunbcynbartasa B aensetca Bax-
HbIM  ()epMEHTOM, Y4yacTBYWOLIMM B
CTPYKTYpE COEAMHUTENbLHOM TKaHW. MMpu
necdvumTe  pasBMBaKTCA  MOPaAXKEHUsI
KOCTHO-CYCTaBHOW,  CepaeyHO-COCyau-
CTOW, AObixaTernbHon cuctem. Wccnepo-
BaHWSA rpynmnbl y4EeHbIX NOKa3anu, 4To Ha-
KonneHuwe pepmaraHcynbdarta crnocob-
CTBYET Pa3BUTUIO NATONOrMYECKNX N3Me-
HEHWU B CepaevHO-COCYaNCTON cucTeme
1 NOBPEXOEHUIO CyCcTaBoB [4].

KnuHuuyeckve nposiBneHus 3abone-
BaHWSA reTeporeHHbl, U UX Ha4yano Kone-
onetca oT Heckonbkux mecsiues o 10
net. MNepBble cUMNTOMbI OObIMHO OGHa-
py>XMBaKTCA Ha 1-M rogy *M3HU, HO U3-
BECTHbl Takke cnydyau, korga GonesHb
nporpeccupyeTt measnieHHo [3]. Mpwn
ObICTPO nporpeccupyroleMm CUHApOME
Mapoto-flamn y naumeHToB Habnioga-
eTCsa 3HauuMTenbHas 3adepXka pocTa,
N K 3-4 rogam poCT npekpawjaercs, Ao-
cturas 120 cm [20]. CKkoBaHHOCTb Kpyn-
HbIX U MENKUX CYCTaBOB, AblXaTenbHas
HEeoCTaTOMHOCTb, CepAeyHast  Heno-
CTATOMHOCTb M T.4. OyaoyT MnoCTeneHHo
yBenuumBatbcs. Habniogaetca paHHee
nosiBneHne rpyobix 4epT nuua no Tuny
raprounuamMa, Takme Kak BbICTynaoLjue
no6bHele Byrpbl, 3anaBlias nepeHocuLa,
MaKpornoccus, runeprpodusa AeceH, 3a-
Jepxka npopesbiBaHusa 3y6oB. Y 6onb-
LUMHCTBA MaLMEHTOB 4acTO BCTpevaT-
cs rupcyTmuam, gedopmauus rpyaHomn
KNeTKN, KOHTpaKTypa, CKONMo3 u Kndos,

renaTtocnneHomeranus, nynovHas u na-
XOBas rpbhka, LWyMHOE AblXxaHue, oabiLl-
Ka, PVUHWT, CUHYCWUT U cpedHuin otut. B
[OOMOMHEHME K MPOrpeccupyoemy no-
MYTHEHUIO POTOBWULIbI NMOBPEXAEHNE 3pU-
TenbHbIX HEPBOB M3-3a KOMMpeccun u
rmgpouedanun Takke MOXET NpUBECTU
K HapyweHuto 3peHus [5]. Ha 2-m roay
XWU3HM Yy HEro pasBUBalOTCH TsBKENoe
06CTpyKTMBHOE 3aboneBaHWe mnerknx u
AblxaTenbHas HegoCTaToOYHOCTb, Tpeby-
e Tpaxeoctomun. CregyeT oTme-
TWUTb, YTO MHTENMEKTyanbHOe pasBUTME
nawumeHTa ocTaeTcs B npeaenax HopMbl.
CTeHO3 vnu peryprutaums CepaeyHoro
knanaHa TpebyeT 3HAOMNPOTE3NPOBaHMS,
a OCrnoXHeHus1, Tpebylolme xupyprude-
CKOrO BMeLLATeNnbCTBa, MOSABMNSAKTCA C
BO3pacToM. Tspkenoe nopaxeHue cycra-
BOB, 0COOEHHO Ta3obeapeHHbIX, TpebyeT
npoBedeHUss apTponnactuku. [ekom-
npeccus CpeAUHHOTO HepBa Heobxoauma
npy gedopmauum nanbla CToMbl U3-3a
CcvHOpOMa 3ansicTHoro kaHana. MNpwu Bbl-
paxxeHHON OedopMaumm NO3BOHOYHMKA
CTEHO3 MO3BOHOYHOIO KaHana B LUEHOM
oTaene Takke TpebyeT Xupypruyeckomn
Koppekuum [20].

MenneHHo nporpeccupytoLas opma
cuHgpoma Mapoto-Jlamn xapaktepusy-
€TCs Me[JIEHHbIM NPOSIBNEHNEM KITUHW-
yeckux cumntomoB. OfHako, Aaxe ecrnu
OHa Me[JieHHO MporpeccupyeT nocre
BTOPOro AECATUINETUS, MOTyT Pas3BUTLCHA
opToneamnyeckne OCMOXHEHUs!, MOPOK
KnanaHHoro cepaua, yxyaleHue gyHk-
uun nerkmx [31].

B nocnegHee Bpemsi cTanu OnNWCbl-
BaTbCSA NPOMEXYTOYHbIE TUMbI, MOCKOSb-
Ky HET YeTKMX onucaTenbHbIX KpUuTepres
Onsi onpeneneHns ctenexHn Tskectu. Ha-
npuMep, TSXenasa CMMnTomMaTka MOXeT
pas3BMBaTbCA B Npegenax Of4HOW cucrte-
Mbl 10 CTeneHu, TpebytoLlen cepbe3Horo
X1pypruyeckoro BmeLlarenscrea [3].

Mykononucaxapugo3s Vil Tuna. Cun-
apom Cnas - pegkoe 3aboneBaHue cpe-
an MykononucaxapugosoB. JedeKkTHbln
reH GUSB, OTBETCTBEHHbIV 3a pa3BuUTUE
KIMMHUYECKON KapTuHbl cuHapoma Cnas,
pacnosnoXxeH Ha ANMHHOM nreve 7-i Xpo-
mocowmsbl (7g21.1-11). B Poccum He 3ape-
TMCTPUPOBAHO HU OLIHOTO Cry4yasi, BCTpe-
yaetca meHee YyeMm 1 Ha 1 250 000 HoBoO-
poxaeHHbIx. Ha camom gene ato 3abo-
neBaHue pasBuBaeTcs B yTpobe martepu,
1N OONbLUMHCTBO AEeTeNn, Y KOTOpPbIX OHO
pa3BMBaETCs, YyMUPAKT OO0 WM BCKOpe
nocne poxaeHusi. Ecrnv oHa He Tsxkenas,
TO Ha 1-M rogy *KWU3HW NOSABMSAOTCH Te Xe
npu3Haku, 4To 1 'y cuHapoma lNypnep.

Tun HacnegoBaHUs - ayTOCOMHO-pe-
ueccuBHbIn. CyTb 3aboneBaHus 3akmto-
Yyaetca B AedwvumTe depmeHTa, Hasbl-
BaeMoro [-rnoKypoHnaason, KoTopblii



pasnaraeT Mykononucaxapuabl (rnuko-
3amuHornukanel, GAG). MNpoaykTbl pac-
naga GAG HakannmBalTCA B TKaHSX
MHOIMX OpraHoB, MPUBOAS K PasBUTUIO
natonoruun. MNpu cuHgpome Cnas oTek n
rmnepnnasms MHOMMX OpraHoB OObIYHO
NposiBNSTCA paHblue n bonee Bblpa-
KEHbl, YeM Nnpu Opyrnux Tunax Mykono-
nucaxapvpgo3a. CHayana BbISBMAKOTCS
rmgpouedcanust (oOTek rorioBHOro Moa3ra),
yBENUYEHME NEYEHN N CENE3EHKN.
AHOManun pasBuTUSA nroga C CUH-
apoMom Crnasi MOXHO OBHapyXuTb Mnpu
perynspHoM ynbTpa3ByKOBOM  McCCrie-
[OBaHUN Ha 2-M unu 3-M TPUMECTpe, B
3TOM cryyae [JOMOMHUTENbHO MpPOBO-
ONTCA nNpeHaTanbHasi AuMarHoctuka c
aMHMOLIEHTE30M U U3MEPEHUEM aKTUB-
HocTu cpepmeHToB. OOHAKO, MOCKOIbKY
3TO YpesBblYanHO peakoe 3abonesaHue,
3HaYeHne epmeHTa B-rmoKypoHnaassbl
penko nposepsietcs. Hanbonee Tsixe-
nele cnyyan MIC VIl xapaktepusytoT-
CH MHOrOBOAHOW GEepeMeHHOCTbIo Unu
YpE3MEPHbLIM HAKOMMEHUEM KUOKOCTU
B TKaAHAX Mfo4a, YTO MOXET NPUBECTU K
cmepTu pebeHka [0 MM BCKope nocre
poxaeHuns. Cumntombl U cTtaguv pas-
HoobpasHbl u3-3a pa3Hoobpa3usa myTa-
uuin B camux reHax. B nerkux cnyvasx
cuHapoma Criasi MOXeT BO3HUKHYTb He-
oHaTanbHast kentyxa. Jlerkas dopma
MMC VII, kak n MHOrMe gpyrue Mykomno-
nucaxapuabl, pa3BuBaeTca B Bo3pacTe
1 ropga. K HUM oTHOCATCS rpyOble 4epThbl
nuua n nnockas nepeHocuua, Gonblas
HernponopLuuoHarnkeHas ronosa (Merae-
danus), NyrnoyHble U MaxoBble TPbLKM,
O4YeHb DOONbLUON XMBOT U3-3a aHOMarlb-
HOro YBENMUYEHUSI MEYEHUN N CENe3eHKN,
3agepxka huandeckoro passutus (He-
CnocobHOCTb MOBOpaYMBaTLCH C XUBO-
Ta Ha CMUHY WM COXPaHsTb cuasyvee
nonoxeHue). MNocne 1 roga runonnasus
N MHOXECTBEHHbIE MOPOKN PasBUTUSA KO-
CTel cTaHOBATCA 3aMeTHbIMU. B Bospac-
Te OT 7 MmecsiLieB NpMMepPHO A0 8 neT Mo-
XKET MPOU3ONTM MOMYTHEHWE POrOBULbI
rnasa. Mo mepe nporpeccupoBaHusi 3a-
boneBaHusa MOABNANTCS MOTEpPs cnyxa,
3a/epxKa peveBoro passutusi (He obsi-
3aTenbHO C HapyLUEHUSIMW UHTENseKTa),
peunguBmpyone MHMEKLMN BEPXHUX
JAblxaTenbHblX nyTen, bonesHn cepaua u
rMPCYTU3M (YpPE3MEPHbIA POCT BOJIOC Ha
nuue n Tene) [2, 13, 18, 23, 31].
Mykononucaxapupo3 IX Tuna BbI-
3BaH geduumToM depmeHTa, HasbiBae-
Moro ruanypoHugason 1 (Hyal-1), koto-
pbli pacLlennseT rmanypoHOBY KUCMO-
Ty (FK). MIMNC IX Trna siBnsieTca camblm
peakum MPS, n Ha cerogHsILWHUA OeHb
3aperncTpMpoBaHoO TOMbKO 4 MauuneHTa.
B 1996 r. coobLianocb 0 nNepBbIX Nauu-
eHTax ¢ MPS IX ¢ nepuapTukynspHbiMu

Maccamy MSIrkux TKaHen W y3noBOW ru-
nepnnasnen, HU3KMM POCTOM N 3pO3Men
BEPTNYXHOW BnaguHel. B 2011 r. UmyHAo
1 Konnern coobmnu, 4to y 3 6patbeB C
BnwkHero Boctoka pasBuncst loBeHWUNb-
HbIN nguonaTnyeckuin apTput. Y Bcex na-
umeHToB ¢ MIC IX TMna, o KOTopbIX CO-
obLanocek, 6binn Npobnemsl ¢ cycTasa-
MW 1 KOCTAMW. [ipyrne cuMnTOMbl BKIHO-
Yanu HU3KUIA POCT, KUCTbI, YacTble YLUHblE
MHEKLMM 1 BOMYaHKy (ceeun) [17].

Mykononucaxapugo3s-nfitoc  CUH-
apom (MMC-NC) — aT10 HOBOE Ha-
crneacteBeHHoe  3abonesaHve,  BbISB-

neHHoe u onucaHHoe B 2017 r. rpynnon
yyeHbIx n3 Axkytun, AnoHum n Typuumm
[22]. MonekynsapHo-reHeTnyeckas npu-
ynHa 3aboneBaHusi - MyTauusi B reHe
VPS33A  (NM_022916.4: c¢.1492C>
T, NP_075067.2: p.Arg498Trp). TeH
VPS33A kapTupoBaH M pacriofioXeH Ha
xpomocome 12q24.31, cogepxut 13 ak-
30HOB. MyTaumsi Haxogutcst B 12-M 3k-
30He, KOTOpPbIV KOAMPYET AOMeEH 2 Benka
VPS33A. Ha cerogHsLLHWUIA OeHb TOMNbKO
p.R498W 6bina onucaHa kak myTauums,
KOTOpasi MPYMBOAMT K Pa3BUTUIO ITOro
3aboneBaHnst U HaKOMMEHWUKO renapaH-
cynbgara B Moye M nna3me OOorbHbIX.
MMC-MNC npvBoAUT K MyNbTUCUCTEM-
HOMY MOpa)XeHW OpPraHoB N CUCTEM C
npusHakamu nNM3ocoMHon 60ne3Hn Hako-
nneHus Mykornonucaxapugosa. Yactorta
MYTaHTHOrO annens cpean siKyTCKOn no-
nynsaumm - 1:81 1 0:1218 cpeam TypeLkon
nonynauun. lNpegckasartensHoe 3Hadve-
Hue ypoBHS 3abonesaemoctn B PC(A)
- 1:12000 HoBOpOXOeHHbIX. HoBoe 3a-
boneBaHne GbINO BHECEHO B MexadyHa-
poaHyto 6a3y Makkblocuka nog HOMepom
OMIM # 617303 n emy ObINIO AaHO Ha-
3BaHMe MyKomnonmcaxapuao3s-nic CuH-
apom (MIIC-IC).

KnuHnueckoe TeyeHve naumMeHTOB
cxoxe ¢ gpyrummn Tunamm MIMC. Xapak-
TepHbIMU npusHakamu MIMC-MNC aensioT-
Cs1 paHHsia MaHudecTaums 3aboneBaHus
N paHHAA MrageHyeckas CMEepTHOCTb,
MYMbLTUCUCTEMHOE MOpPaXXeHMe OpraHoB
- nerkve, nouvkn (BTOPUYHbIA HedpOoTU-
YECKMUA CMHOPOM, BbIpaXXeHHasi npoTeun-
Hypusa 2-3 r/cyT, Hecbpomeranus, akTuB-
HOCTb (PEpPMEHTOB, Y4acTBYHOLUMX B Me-
Tabonuame Al Gbina B npegenax Hop-
Mbl), cepgue (cenTanbHOe nopaxeHune
cepaua v TShKenoe TeyeHue), LeHTpanb-
Hasi HepBHas cuctemMa W MNopaXeHue
rOMOMOSTUYECKON CUCTEMbI (TshKkenas
aHemus, Tpebylolwas remoTpaHcdy3nu,
Koarynonatum ¢ remopparM4eckum CuH-
apomom) [22,31].

3akntouyeHne. C Tex nop, kak o MyKo-
nonucaxapugHon 6onesHn BrnepBble CO-
obwwunu B 1917 r., BO BCEM MuUpe Obinun
3aperncTpupoBaHbl  ThICSYM  CIy4Yaes.
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MIC oTHOCATCS K MyNbTUCUCTEMHBIM 3a-
boneBaHunsM, Ans GOMbLUMHCTBA U3 HUX
XapakTepHbl 0cobeHHocTn heHoTMna
(rapronnuam), 4TO MO3BOMSIET 3anofo-
3pUTb AvarHo3 ¢ nepsoro B3rnsaa. [o-
BONbHO dApkon yeptorm MIIC sasnsetcs
MHOXECTBEHHbIN An30cTo3. bedycnosHo,
naes MIC dopmupyetca Ha OCHOBaHWUA
COMOCTABIEHMUS KITMHUYECKMX U UHCTpPY-
MEHTanbHbIX AaHHbIX, @ OKOHYaTEmNbHbIN
aunarHo3 MoxeT ObiTb BepudULUpPOBaH
TOMbKO C MOMOLLBI NabopaTopHbIX Me-
TOAOB. 3HaHWe Hayana v xapakTepucTmK
pasnuyHblix nogTunos MIIC nossonser
NPOBOAWTL PaHHIOW AWarHOCTUKY, YTO
NUMeET BaXKHOE 3Ha4YeHne Ans nogaepxa-
HMUS opraHuyYeckux yHKUMIA U ynyudllie-
HMS KavyecTBa XU3HW.

Paboma eblironHeHa 8 pamKax 2o0-
cydapcmeeHHo20 3adaHusi MuHucmep-
cmea Hayku U 8bicuie2o obpasosaHusi
Poccutickoli ®edepayuu (mema Hayy-
Ho20 npoekma «leHoMuka APKMUKU:
anudemuornoaus, HacneodcmeeHHOCb,
namornozausiy, FSRG-2020-0014).
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E.I. CkpsabuH

U3ONNPOBAHHAA TPABMA CIMUHHOIO
MO3rA Y OETEN - CUHOPOM SCIWORA

B o63ope nutepatypbl NpoBeAeH aHanM3 HayYHbIX CTaTeW, MOCBHALLEHHbIX W30MMPOBAHHBIM TPaBMaM CMVWHHOMO Mo3ra y Aetewt (CUHAPOM
SCIWORA). MNpenMyLLeCTBEHHO 3TOT CMHOPOM BCTpeYaeTcs y AeTein Ao 8-neTHero Bo3pacTa, cpeau nocrtpagaBlumx npeobrnagarT ManbymKu.
Yalle opyrux OTAenoB CNMHHOMO Mo3ra nopaxaetcsi werHblin. MNpobnema cuHgpoma SCIWORA coxpaHsieT cBo akTyarnbHoCTb. Heobxognmo
pa3pabaTtbiBaTb eAdvHble NoaxXoAbl U CTaHAapPThl B TAKTUKE NEeYEHNs AeTen C 9TOW TSHKENow NaTonornen.

KntouyeBble cnoBa: getu, N3onMpoBaHHasi TpaBma CnMHHoro mMosra, cuHapom SCCIWORA, o63op nutepatypsl.

The analysis of scientific articles on isolated spinal cord injuries in children was conducted in the literature review (SCIWORA syndrome). This
syndrome is mainly noted in children under 8 years, most of the victims being boys. The cervical spinal cord is affected more frequently. The prob-
lem of SCIWORA syndrome remains relevant. It is necessary to develop common approaches and standards in the tactics of treatment of children

with this severe pathology.

Keywords: children, isolated spinal cord injury, SCIWORA syndrome, literature review.

BBepeHue. V3onnpoBaHHasa TpaBma
CMWHHOTO MO3ra y AeTer npefacTaBnser
coboli akTyanbHyl mnpobnemy coBpe-
MEHHOW TpaBMaTonornM n Hempoxmpyp-
rn [26, 31, 32]. AkTyanbHOCTb 06ycnoB-
NleHa TSHKECTbH MOMYYEHHbIX AeTbMU
NOBPEXOEHUIA, YTO 3ayacTylo BefdeT K
HeyaoBNeTBOPUTENbHBIM  pesyrnbratam
nposoammon Tepanuu [22, 37]. B ot-

CKPABWH EBreHunn NeHHagbeBUY — 4.M.H.,
npocp. ®reOY BO «TiomeHckuin rocypap-
CTBEHHbIW MEOVLVHCKUA  YHUBEPCUTET»
MwuH3gpaBa Poccun, skryabineg@mail.ru,
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€4eCTBEHHOW MeAMLMHCKOW nuTeparype,
MOCBSALLEHHOW MO3BOHOYHO-CMIMHHOMO3-
roBo TpaBme Yy OeTer, HegoCTaTO4YHO
MOSIHO OTpaXkeHbl acnekTbl CUHAPOMa
SCIWORA-130onmpoBaHHoM TpaBMmbl
CNVHHOTrO Mo3ra 6e3 conyTCTBYHOLLMX MO-
BPEXOEHUN KOCTHbIX CTPYKTYP MO3BOH-
KOB 1 MEXMO3BOHKOBbIX AUCKOB.

Llenb: npoaHanuanmpoBaTb OCHOBHbIE
OTevyecTBeHHble 1 3apybexHble nybnu-
Kauuun, MOCBSILLEHHblE W30MMPOBaHHbIM
TpaBMam CMMHHOIO MO3ra y AeTen — CUH-
apomy SCIWORA; nomnyyeHHyto MHpop-
mMauuo nepepabortatb M NpeacTaBuTb B
BuAe ob3opa nuTeparypsi.

Martepuan n metoabl. Hay4yHbie ny-
6nvkauum ana HanucaHws ob3opa nuTe-
paTtypbl ObINM NOMyYeHbl U3 COBPEMEH-
HblX 6a3 pgaHHbix PubMed, eLIBRARY,
CYBERLENINKA. B ob6uwein cnoxHo-
cT! ObiNM MCNoNb3oBaHbl 42 Hay4Hble
CTaTbW, B KOTOPbIX OTPaKeHbl Camble
akTyanbHble npobrembl 1 acnekTbl W3-
yyaemon Tembl. OTeyeCTBEHHbIX nuTe-
paTypHbIX UCTOYHUKOB MCMOMNb30BaHO 4
(9,53%), nHoctpaHHbIx — 38 (90,47 %).

Monck muTepaTypHbIX WCTOYHMKOB
nNpoBOAWNMCS MO CNEeaylLMM  Krove-
BbIM CMOBaM: W30MMpOBaHHas Tpas-
Ma CnMHHOro mosra y geten (isolated





