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MMC - rpynna HacnencTBeHHbIX 60ne3Helt 0bMeHa BellecT, CBA3aHHbIX C HapyLLeHeM meTabonm3ma rmmkosammHornmkaHos (FAT),
NPVBOAALLAA K MyNbTUCUCTEMHOMY MOPaXKeHUI0 OPraHoB 1 TKaHel. O6ycnoBneHbl JaHHble 3aboneBaHNA MyTaLMAMN reHOB, KOH-
TPONMPYHOLWMX NPOLLeCC BHYTPUAN30COMHOIO r’maposv3a MakpoMoseKy. HeaaBHO BbifiBNeHO HOBOE HaceACTBeHHOe 3aboneBsa-
HMe C ayTOCOMHO-PeLIeCCMBHbIM TUMOM Hac/le[oBaHNA, OTHOCALLEECA K rpynmne IM30COMHbIX 3a60neBaHNN, KNMHUYECKN CXoxKee
¢ MMC, c myTaumeli B reHe VPS33A, HazBaHHOe mykononucaxapugos-nnoc (MMC-MC) (OMIM #617303). OHo BcTpeyaeTca y feTein
AKYTCKOW HaLMOHaNbHOCTM U NPUBOAUT K PaHHeN MnaAeHuYecKkoi CMepTHOCTH. Take OHO ONCaHO OAHOBPEMEHHO Y 2 cMbcoB 13
Typuwmu. OnncaHHas Bnepsble MyTauma c.1492C>T (p.Arg498Trp) B reHe VPS33A aBnaetca npuunHoi MNC-natoc B 06erx nonynauuax.
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MPS is a group of hereditary metabolic diseases associated with impaired glycosaminoglycan (GAG) metabolism, leading to mul-
tisystem damage of organs and tissues. Recently, a group of scientists revealed a new hereditary disease with an autosomal reces-
sive inheritance type, belonging to the lysosomal disease group, clinically similar to MPS, with a mutation in the VPS33A gene,
called mucopolysaccharidosis plus (MPS-PS) (OMIM # 617303), found in Yakut children, leading to early infant mortality, and also
described simultaneously in 2 siblings from Turkey. The newly described c.1492C> T (p.Arg498Trp) mutation in the VPS33A gene is

the cause of MPS-plus in both populations.
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KYTbI IIPEACTABJISIIOT OCHOBHOE KOPEHHOE Haceie-
Hue fAxyruu. B Tpynax uccienonareneit XIX Beka
OBLIO JOKAa3aHO I0XXHOE MPOMCXOXICHUE SIKYTOB,
¥ JaHHble 00 u3aMeHunBocty JuHuii MTJIHK moaTeep:k-
JAIOT 3Ty TUIIOTE3y U OOJIBIIYIO OJIM30CTh SIKYTOB K ITOITY-

Jsuysim LentpanbHoii Asuu u FOxHoit Cubupu. Typku —
ocHoBHoO Hapon Typuuu. 'eHeTMYeCKU TypKU Ype3Bbl-
yaiftHo pasHopoaHbl. [Toutn yeTBepTh (24%) aHaTONMIA-
CKHX TYPOK UMEIOT «aBTOXTOHHYIO» rariorpymiy J2 u, Be-
POSITHO, LICHTPaJIbHOA3MATCKOE MPOMCXOXICHUE.
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Mykononucaxapuao3sl MITC — rpyrina HacieaCTBEeH-
HbIX 60J1€3Hel 0OMeHa BeIleCTB, CBSI3aHHBIX C HAPYILIEHU -
eM MeTabou3Ma riuko3amuHoraukaHoB (I'AlN), mpuBoas-
1ast K MyJIbTUCUCTEMHOMY MTOPaKeHUIO0 OPraHOB U TKAHE.
OO0yc0BIeHbI JaHHbIE 3a00JeBaHUs MyTallUSIMU T€HOB,
KOHTPOJIMPYIOIIMX MPOLIECC BHYTPUINIOCOMHOTO TMIPO-
Jii3a MakpoMoJiekyJl. M3BectHo 11 TunoB HegocTaTka dep-
MEHTa, KOTOpbIe MPUBOASAT K 7 pasnuyHbiM BugaM MIIC.
HuddepenuumanbHas MITC, BbI3bIBaeT OOJIBIINE CTOXHO-
CTU BBUIY T€HETUYECKOU reTepOreHHOCTH, KITMHUYECKO-
ro nosuMopdu3ma, HermpepbIBHOTO TEUEHMS 3a00I€BaHUS
U1 OTCYTCTBUS B MPe- U paHHEM MOCTHATaJIbHOM BO3pac-
Te BBIPaKEHHBIX KIMHUYECKUX MTPU3HAKOB. PaHHsIsT nra-
rHocTuka MITC umMeeT peratoliee 3HaUeHUE 1JIST CBOEB-
PEMEHHOTr0 Ha3HaYeHMS MaToreHeThyeckoi Tepanuu. He-
JABHO TPYTIIOI YUYEHBIX BbISIBIEHO HOBOE HACJIEACTBEHHOE
3a00JIeBaHUE C ayTOCOMHO-PELIECCUBHBIM TUIIOM HacJe-
JIOBaHMUSI, OTHOCSIIIEECS] K TPYIINe JU30COMHBIX 3a00J1e-
BaHUii, KTuHUYecku cxoxee ¢ MIIC, ¢ myrauueit B reHe
VPS33A, HazBaHHOE MyKonojrcaxapuno3-miaoc (MIIC-
I1C) (OMIM #617303. OHO BCTpevaeTcs y neTeid sIKyT-
CKOIf HAllMOHAJIBHOCTH, NIPUBOAUT K PaHHEH MiialeHue-
ckoit cMepTHOCTH [ 1]. TakKe OHO OIKUCaHO OTHOBPEMEHHO
ny 2 cubcos u3 Typuuu [2]. OnucaHHas BliepBbie MyTa-
s ¢.1492C>T (p.Arg498Trp) B reHe VPS33A4 sBaseTcs
npuurHoit MITC-muttoc B 06erX ONMUCaHHbIX MOIYJISIUSIX.

Ienb: cpaBHUTENbHAS KIIMHWYECKASI XapaKTepUCTUKA
onyonukoBaHHbIX padoT mo MITC-T1C cunapomMy mo aaH-
HBIM CTaTe! B IKYTCKOM Y TYPELIKOM TOMYJISILIUU.

Ma‘repvnanbl n metoabl

MartepuanoM MccaeqOBaHUS MOCTYXUIU KJIUHU-
yeckue onucaHus 13 mauueHToB u3 AKyTUU, MOy4YeH-
Hble U3 Pecry0IMKaHCKOTO TeHETUYEeCKOro PErucTpa Ha-
CJEICTBEHHOW U BPOXIAECHHON MaTOJOTUU MEAUKO-Te-
HeTnuyecKoit KoHcynbTauuu Pb Nel — HIIM, maHHbIe
HUCCE0BaHUS, MPOBENEHHOTO B SIKYTCKOI MOMYJSIINU
[1] u nannbIe 2 mauueHToB ¢ Typuuu [2]. x dopmanuza-
1IMsI OCYLIECTBIISIaCh MyTeM 00pabOTKU NaHHBIX, U3BJIE-
KaeMbIX U3 JINTePATYPHbBIX U KIMHUYECKUX UCTOUHUKOB.

Pesynbratbl

B omtiume ot Typenikux 60yibHbIE U3 AKYTUU ¢ TUarHO-
30M MIIC-TIC ponunuch B SKYyTCKUX CEMbSIX OT MOJIOJIBIX
ponuTenei, He MMEeBLIMX KPOBHOTO poicTBa. TypelLKue yue-
HbI€ COOOIIWIIN O ABYX CECTpax OT OJIM3KOPOACTBEHHOTO Opa-
Kka. CuMnToMBbI 3a0071€BaHNSI 0OBIYHO BOZHUKAIOT B BO3pac-
Te oT 2-6 MecsueB. Bee manmenTtsl ¢ MITC-T1C nMenu Kii-
HU4Yeckuii peHoTuIl, cxonHbiii ¢ MIIC: rpyOble uepThl IuLa,
KOPOTKME HOC U 11es], BBIMYKJIbII J100, SIUKAHT, TeJIEKaHT,

I'YCTBIE BOJIOCHI, Upe3MEPHBII pOCT BOJIOC, TEPUOPOUTATBbHAS
OTEYHOCTb, JUTMHHBIC PECHULIbI, OOJIBIINE OKPYIJIbIE IEKH,
MOJIHBIE TyObI, Makpornoccursi. Koxka Tosncrast. Y Bcex na-
LIMEHTOB ObLIM HAPYIIEHUST OTIOPHO-IBUTATEILHOTO arapa-
Ta: 60uKooOpa3Has rpyaHasl KJIeTka, pectus carinatum, Kudo3s
(rpyaHOM, MOSICHUYHBII), JTOPA03 (ITOSICHUYHBIN ), MHOXeE-
CTBEHHBII TM30CTO3, KOHTPAKTYPhI CYCTaBOB, OTEK (hajiaHT
TMajblieB, OrPAaHNYEHUE JIBVDKEHUS TAIbIEB, TehopMaliin
KUCTH, TTyOoKue JamoHHble 60po3anl. [latonorus cepned-
HO-COCYIMCTOU CUCTEMbI MMeJIa MECTO Y BCceX HabtonaB-
mmxcs aeteil. Hanbosiee TMMMYHBIMU HapyIIEHUSIMI ObLTA
cepievHast HelIOCTaTOYHOCTb M TUTIepTporIecKast Kapiy-
oMuonarus, Kapaiomeraius. BpoxneHHbIe TOPOKU cepIlia
BCTpevarch yacto. TyroyXxocTh U opaxeHue opraHa 3pe-
HUST ObUTY TUArHOCTUPOBAHBI Y OOJIBITMHCTBA OOJILHBIX M Ha-
Ourofaach TOJIBKO Y IKYTCKUX narueHToB [3]. I'pbika Mo-
KeT TIPYCYTCTBOBATh (TTaxoBasi rpblka ObLIa 3apeTUCTPUPO-
BaHa B 2 u3 17 MEAMUMHCKUX KapT MalueHToB U3 SKyTcka).
[pIxatenbHas cucteMa: OpOoHXMabHAs OOCTPYKIIUS, LIIyM-
HOE JIbIXaHUe, OJIBIIIIKA, CYXHe U BJIasKHbIe XpUITbl. HepBHast
cucTemMa: CUHAPOM ruaporiedanuu, TMITOTOHUS, CIadble Cy-
XOXWIbHBIE pedieKchl, HucTarM. LleHTpanbHast HepBHast
crcTeMa: ICUXOMOTOPHAs OTCTANIOCTb, 3aIePXKKa Pa3BUTHSI.
YV nonasstolero yuciia 00JbHbIX ObLIa 3aperucTpupoBaHa
renaTocruieHoMeranys. [Tokazateu moyeyHoi SKCKpemn
IJIMKO3aMUHOTJIMKAHOB OBbLIM B TIpe/ieiax HOPMBI.

OT/IMYNTETHHON YePTO KIMHUIECKOTO MPOSTBICHUS
MIIC-IIC y 9KyTCKMX O0JbHBIX B OTIMYKE OT TYPELIKUX
JeTeli 3aKkJoJaeTcsl B Oblja paHHsIS MaHUGecTalus 3a-
OosneBaHUS U OoJiee TSKEJIble KIMHUYECKUE MPOosIBIIe-
HUs cepaedHo-cocyauctoit cucremnl, LIHC, xenymou-
HO-KMIIIEYHOTO TPAKTa U T€MOITO3TUYECKON CUCTEMBI.
XapakTepHbIM TPU3HAKOM B IBYX TOMYJISILIMSIX SIBJISICTCS
MYJIBTUCUCTEMHOE TTOpaXkKeHNEe OPraHoB JIETKUE, TOYKH,
cepaile, IeHTpalbHasl HEpBHAsI CUCTeMa U MOPaXKeHUe Te-
MOITIO3THYECKOM cUCTeMbl. CpeTHsIsI TPOAOKUTEIBHOCTh
ku3Hu 00JbHbIX ¢ MITC-TIC coctaBun 1,8 roga. Cpen-
HU# Bo3pacT MaHubecTauuu 3adoneBanus MITC-TIC
cocTaBiisieT 4 Mecsiiia ¢ MOMeHTa poxaeHus. [To nute-
paTypHBIM JaHHBIM CPEIHUI BO3pacT Havasia 3a00JjieBa-
Hust apyrux popm MIIC cocraBiser 6 MecsilieB, MHOTIA
nosxe c¢ 18 mecsiies.

WHTepecHBIM sBisieTcsT TOT (hakT, YTO MPUINHOU
Bo3HUKHOBeHUs 3a6oneBaHuss MITC-TIC B obenx morry-
JISIIUSIX SIBJISIETCS OHA U Ta ke MyTauus ¢.1492C>T(p.
Arg498Trp) B reHe VPS33A. AkyTckoe HaceleHre IeMOH-
CTPUPYET BHICOKYIO YACTOTY HECKOJIBKMX HACIEICTBEHHBIX
3a00J1eBaHU{, MOJYYUBIIMX HaKOIIeHUe 3 deKTa OCHO-
BareJis [4]. [ToaToMy HEOOXOAUMO BBISIBUTH MOMYISILIMOH-
HO-TeHETUYEeCKME MEXaHU3Mbl HAKOTIJICHUST HACJIEICTBEH -
Horo 3aboseBaHust MITC-TIC Ha oCHOBaHWY MTOCTPOEHUST
raryIOTUIIOB B JIOKYCaX UCCIeAyeMOro 3a001eBaHus B SIKYT-
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KPATKWE COOBLLEHNA

CKOM 1 TypeuKoﬁ TTOMYJIALIMUA U MTPOBECACHUEC CPABHUTECIb-
HOTro aHaju3a B 00enx nonyJadnudgax.
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