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12 mapTta 2021 r. cocTtosinics CoBeT 9KCNePTOB, B Xxoae
KOTOPOro Beaylme cneunannctol 06Cyannn TEKyLWwme 4ocTu-
KEHWUS U OTBETU/IM Ha PSf HEPELLEHHbIX BONPOCOB Tepanuu
MyKonofncaxapugosa | Tvna ¢ uenbto gasbHenwero ynyy-
LeHWs1 pe3ynbTaToB ero nevyeHus B Poccuu.

B coBelwjaHMM NPUHANU y4YacTue Bepyliue cnewlua-
nuctbl depepanbHbiX UeHTpoB: Cepren MBaHoBUY Ky-
ueB, EkatepuHa OpbeBHa 3axapoBa, Hato [xxymb6epoBHa
Bawakmapgse, Hatanba JleoHngoBHa [NevatHukoBa, CBeT-
naHa ButanbeBHa MwuxannoBa, Jliogmmna MuxannoBHa
KyseHkoBa, TaTbsiHa AneKkcaHagpoBHa bbikoBa, Hatanbs
BanepbeBHa byuuHcKasi, Muxann Mwuxannosuy KocTuK,
Bnagumunp Mapkosuy Kenuc, lMonnHa BsyecnaBoBHa
Ounposa, Hatenna BaxtaHrosHa CyxaHoBa.

B xoae CoBeTa 3KcnepToB Obl/IM PAaCCMOTPEHDI Clle-
Aylowue BOnpochbi:

e ocTato4yHoe 6pemsa 6one3Hn MIIC | TMna nocne TpaHc-
nnaHTaLuun reMonoaTMYeCcKmnx cTBonoBbIx Knetok (TICK);
® peKoMeHaauuum no BeaeHuto nauymeHtoB MIC | Tnna
nocne TICK n BO3MOXHaa ponb GepMeHTO3aMecTu-

TenbHou Tepanun (P3T);
®  MOHWUTOPUHT nauuneHToB ¢ MIIC | Tuna nocne TICK.

Mykononucaxapuao3s | tuna (MIC |) — peakoe Hacnea-
CTBEHHOe 3aboneBaHuWe, BO3HWKalollee B peaynbrate
HegocTaTovHOCTM depmeHTa anbda-L-naypoHnaasbl Beaeq-
cTBMe MyTauun B reHe IDUA. Jedununt depmeHTa npw-
BOAMT K HaKOMNEHUID B NM30COMax MMKO3aMUHOTMINKA-
HoB (FAlN) — renapaHcynbdata u gepmataHcynbdaTta. Ans
MIC | xapakTepHa WKWpPOKas BapuabenbHOCTb KIWHUYE-
CKMUX MPOSIBNEHUN — OT TAXKENon deTanbHO-HEOHATaNbHOM
dopmbl (cnHapom lypnep) Ao CTepTbiXx BApUaHTOB, KOTOpPbIE
OnarHocTtupytoTcs y B3pocnbix (cuHapom Lene). TeweHue
3ab6oneBaHUsA, KaK NpaBuio, HOCUT NPOrpeccUpyloLuni
XapaKTtep 13-3a NOCTOAHHOro HakonnaeHnus MAl B opraHax
M TKaHAX BEPXHWX OTAENOB [AblXxaTejbHblX MyTew W ner-
KMX, KOCTSIX M CycTaBax, LeHTpalbHOM U nepupepnyecKon
HEPBHOM cUCTEME, CEepAeYHO-COCYAUCTON cucTeme, nede-
HW, OpraHax 3peHns 1 ciyxa.

[Mpn MIC | «<3010TbIM CTAHAAPTOM» JIEHEHUS SBNSAIOT-
Csl METOAbl TEpanuu, HanpaB/EHHbIE HA KOPPEKLIMIO HEAo-
cTatouwero nM3ocomHoro pepmenTa: TFTCK n d3T. CornacHo

Pe3onouusa CoBeta IKcnepTos

KnuHuyecKasa KapTuHa, Tepanus

M aiIroOpuTMbl MOHUTOPUHIra NaLMeHTOB

¢ MINC | Tvna, KoTopbiM OblJ1a NpoBejeHa
TICK. Mecto ®3T B neyenun MIC | Tuna
nocne nposeaeHHoun TrCK

POCCUMCKUM M MEXKAYHAPOAHBLIM KIMHUYECKUM PEKOMEH-
fauuam no MMC | tuna, ®3T npumeHaeTca Kak o, Tak
n nocne TFCK po HopmanuM3auumu ypoOBHS 3HAOMEHHOrO
depmeHTa.

CornacHoO aHanu3dy AaHHbIX MCCeaoBaHWW, HeaaBHO
npoBeaeHHbIX B KnHMKe HUWN JOTMT um. PM. Top6ayeBon
1 Poccuiickom aeTckom KnnHndyeckon 6onbHmue M3 Poccuu,
B Poccuinckmnn Pepgepaumm 3a nepmoa 2004-2020 rr. npo-
BegeHo 56 TICK npu cuHapome lypnep. BaxXHO OTMETUTD,
410 Poccusi BHOCHT CyLECTBEHHbIN BKNag B MUPOBYIO CTa-
TncTky TICK npwm MIIC .

3KcnepTbl, NPOBOASA MOHMUTOPUHI nauyumeHtoB MIIC |
nocne TICK, B peanbHOi KJIIMHUYECKON NpaKTUKe cTa-
KMBaIOTCH C nporpeccupoBaHuem 6onesHun. Ha Cosete
3KCNEepTOB AN KAWHWYECKOro pasbopa npeacTtaBfieHbl
ABa cnyyas nauyueHtoB ¢ MIC | Tuna, KotopbimM 6bina npo-
BegeHa TICK. lNepBbi# NauMeHT NpyM HOPMaJbHOM YPOBHE
depmeHTa MCnbITbiIBAET 3HaYUTE/bHbIE OpTONeauvecKue
OCNOXKHEHUS, KOTOpblE yAaeTcs KyNMpoBaTb XMPYPrUYeCKU-
MW BMellaTenbCcTBamu. BTopas nauueHTKa ABaxkAbl nepe-
Hecna TICK, Ha AaHHbIM MOMEHT KIMHUYECKU CTabuibHa,
ypoBeHb pepMeHTa paHee Haxoauacsa B npeaenax Hopmbl,
HO B HacTosllee BpemMsa OoTMe4YaeTcs TeHAEHUMS K CHUKe-
HUIO — MPUBANKEH K HUXKHEN rpaHULLe HOPMbl. AKCNEpPTbl
o6cyannun oba KIMHUYECKUX NpuMMepa M COWIUCb BO MHe-
HUU O HeobXoAMMOCTM AoobcereaoBaTb BTOPOro pebeHkKa.
OcHOBbIBasiCb Ha AaHHbIX KIMHUYECKMX Clydasx, a TaKxKe
ony6/IMKOBaHHbIX CBEAEHUAX, SKCMNEePTbl BbIABUHYAM UMNO-
Tesy, yTo P3T MoKeT 6biTb Ha3HayYeHa nauueHTam, nepe-
Hecwum TICK 1 MMmerowmm AMHAMUKY CHUXKEHUS pepMeHTa
B KPOBM W/UNKU NporpeccMpoBaHne no Kapamonorniyeckomn
WY NEro4HOM cucteMam, Ha CpoK 6—12 Mec ¢ perynspHbim
MOHWTOPUHIOM COCTOSHUS.

MpoBeaeH mMacwTaGHbIA PeTPOCNEeKTUBHbLIA aHa-
nmM3 217 6onbHbix MIC | ¢ cuHapomom [ypnep nocne
TICK ¢ BKo4yeHuem aaHHbix 10 yeHTpos CLUA n EBponbl
3a 1985-2011 rr. ¢ uenblo BbIABAEHUS NPEeaUKTOPOB
[ONrocpoYyHoro ucxoga nocne ycnewHon TFTCK — npoaHa-
NIN3MPOBaHbl KOTHUTUBHbIM CTaTyc, OpToNeanyYecKue, Kap-
AMONOrnYecKme, pecnupaTtopHble, odTanbMoOOrM4YecKune,
OTONAPUHIO/IOTMYECKME N IHAOKPUHOMNOMMYECKNE UCXOAbI.
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BbiBOAbI A@HHOrO aHanM3a CBOAATCA K TOMY, YTO KJ/IMHM-
YyecKkue nposiB/ieHUA / TAXKeCTb CMMNTOMOB 3aGone-
BaHuA y nauueHToB ¢ MIMC-IH B uenom 3ameTHO yayuy-
watotca nocne TICK, BbiKMBaeMoCTb yBeJiMYMBaeTCA
A0 23 neT, HO NMporpeccupoBaHue GONEe3HU NPOAOI-
aeTcs, Mexay TeM Bo3pacT Ha momeHT TICK, ypoBeHb
depmeHTa nocne TICK M MCXOOHBLIM KIMHUYECKUIK cTaTyC
Obl/IM BaXKHbIMM MPeanKTopamu Ans NporHo3a naumeHToB
¢ MINC-IH nocne TICK (npu atom y 26% nawuueHTOB nocne
TICK ypoBeHb ¢pepMeHTOB Gbl1 HUXKE HUMKHEN FPpaHULbl
Hopwmbl). OyeBuaHo, TITCK He ABNAeTCS M3eYnBaoLIUM
METOAOM, U, BO3MOXHO, NPUMEHEHNE KOMOUHMPOBAHHbIX
METOAOB Tepanuu MOXeT CnocoO6CTBOBATb Y/YYLIEHUIO
nporHosa 3a6onesanua MIC | Tuna. bbinn npeacraBneHsbl
cepuu cnyyaeB ycnewHoro npumeHenuns 3T nocne TICK
Kak B Poccuickon degepaumm, Tak 3a pyberom. YuuToiBas
[JaHHble O nonoXutenbHoM BAMsHUKM P3T Ha cepaedHo-
COCYAMCTYIO, AblXaTe/bHYI0, CyCTaBHYO GYHKLMU, KOMOMU-
HUPOBAHHbIA BapUaHT Jie4EHUS ¢ BO30OOGHOBJEHUEM
®3T nocne TFCK moxeT GbITb paccMOTpeH Anas paga
MauueHTOoB.

HecmoTpa Ha ycnexu B [AOCTUXKEHWM OonpeneneHHoro
KOHTpONs Hapg 3ab6onesaHnem MIIC | Tvna npu “cnofb-
30BaHun TICK n ®3T, HeKoTopble BOMPOCbI OCTalOTCA
OTKPbITbIMU. HesiceH reHes3 nporpeccupoBaHus 3abone-
BaHua MIC | nocne ycnewHon TICK B cnyyae, ecnu ypo-
BE€Hb 3HAOreHHOro gpepmeHTa He CHWKeH. C papMaKoKu-
HeTu4ecKMMm ocobeHHocTaMn P3T cBA3AHO TO, YTO TOSIbKO
HebosiblWwasa 4YacTb PEKOMOUHAHTHOrO GepmeHTa MOoXeT
[OCTUYb KOCTHOMO Xpsilla M rnasa, 4To 06bACHAET, noYyemMy
YyAyYlWEHUs B 3TUX CUCTEMaX OPraHOB HE CTOJb CYLLECTBEH-
Hbl Aaxe nocne anutenbHoro npumeHeHus O3T. TTCK obec-
ne4YynBaeT NOCTOAHHbIN, GU3NONOTMYECKUI, HO HEBbICOKUN
ypOoBeHb HenpepbiBHOW AOCTaBKU depMeHTa B TKaHu
M nnasmy KpoBu. B oTnnume oOT 3TOro, exxeHepenbHas
BHYTPMBEHHas MHDY3MS napoHuaa3bl 06ecneynBaeT npe-
PbIBUCTbIN, HO BbICOKMW (Bbille ($U3NO0JIOrMYECKOro)
ypoBeHb ¢pepmeHTa B niasmMe. Takum o6pa3om, pasHble
nogxodbl K nevyeHuto MIC | 4eMOHCTPUPYIOT pasfinyHyto
PapMaKOKMHETUKY. [MNOTETUHECKN MOXHO npeanonarathb,
4yTO Yepes HecKonbKo net nocne TICK ee apdeKTUBHOCTb
B HEKOTOpPbIX TKaHAX cHuxaetcs; TTCK n ®3T gencrByioT
Mo-pa3HOMY B pa3HbIX TKAHAX, HO B HEKOTOPbIX Cly4Yasnx
MOTYT 6bITb AOMOSHAOWUMN METOAaMK nevyenus. He npo-
BEAEHO KIMHUYECKUX UCTMbITAHUIM BbICOKOAO3HbIX PEKMMOB
lapoHMaasbl y toaen, Mexay TeM HejaBHWe uccrefoBa-
HMSA NMOKa3aNn, YTO paHHee BHYTpuUBEHHOe BBeaeHne O3T
B 60/1€€ BbICOKMX JO3aX CNOCOOHO YMEHbLINTL HAKoMNIeHne
Al B nn3ocomax B rojIOBHOM MO3re y cobaKk W Mblllewn
¢ MIC |. HeT gaHHbIX, NoATBEpXAatoWmx ycuneHmne abdekx-
Ta Npu noBbiweHnn Ao3bl ®3T, BO3SMOXKHO, AOoGaBEeHUe
3K3oreHHoro ¢epmeHTa (P3T) B peKOMeHAOBaHHOM
UHCTPYKLMEN [O3UPOBKE K 3HAONr€eHHOMY MOXKEeT cno-

CIMUCOK JIUTEPATYPbI / REFERENCES

1. Neufeld EF, Muenzer J. The mucopolysaccharidoses. In: The
metabolic and molecular bases of inherited disease. Scriver CR,
Beaudet AL, Sly WS, et al., eds. New York: McGraw Hill; 2001.
pp. 3421-3452.

co6cTBOBaTh MNOBbIWEHUIO 3PPEKTUBHOCTU PaGoOThbl

nocnepHero.

Onupasicb Ha pe3ynbTaTbl peajbHOW KJIUHUYECKOWN
NMPaKTUKU U MEeXAYHAPOAHbIN OMbIT, 3KCNEepThbl, Npea-
ctaBaswouwme beaepanbHbie LeHTPbl Poccuun, caenanu
cnepyouiMe BbiBOAbI MO 3aAB/IEHHON Npo6iemMaTHUKe:
e 3KcnepTbl cornacunmck, 4yto MIMC | TMna — nporpeccu-

pylouiee 3abonesanne, TTCK He Bcerga cnocobeTByeT

cOepXMBaHUIO nporpeccumn 3abonieBaHus, HaGawoga-
eTcs ocTaTo4yHoe 6pems 6one3Hm nocne TICK B Buae

OpTONEANYECKNX, KAapAMOOrMYECKMX, PECNUPATOPHbIX,

o0PTaNbMONOrMYECKUX, OTONAPUHTOIONMYECKUX OCTOXK-

HEHWN, B TOM 4ucne co ctopoHbl LIHC, a nauuen-

Tbl HYXXAAIOTCA B KOPPEKUUM TepaneBTUYECKOW

TaKTUKK;
°® nNpPoBeCTU MOHUTOPUHI BCEX NALMEHTOB C AMArHO30M

MIMC | nocne TICK ans noTeHuUManbHOro cpaBHEHWS

pe3ynbTaToB;

e [ON8 eOMHOro noaxoda K MNPOBEAEHUIO MOHWUTOPWH-
ra U aHanusa KinHu4deckux ucxogos TICK npu MIIC
| TMNa NOAroTOBUTb YEK-JIUCT, ONnpeaensowmmn Habop
M NOpsiAoOK ob6cnefoBaHMs NauMeHTOoB;

° npoBecTU UCCNiefOBAHUE U CPABHUTb KIIMHUYECKUE
ucxoabl TTCK y 3 rpynn naunMeHToB, KOTOpblE NOAYy-
yaloT / He nonayyatt DP3T: 1) nauumeHTbl, KOTOpble
nepeHecnu ycnewHyio TICK, He uCNbITbIBAOT 3Ha4Yu-
MOW K/JMHWYECKOW Mporpeccun 3aboneBaHus, a ypo-
BeHb depmeHTa 1 Al B npegenax HOpPMbl, He Monay-
yatoT ®3T; 2) rpynna naunMeHToB, KOTOPbIE NEPEHECU
ycnewHyto TICK, HO ncnbITbIBaOT 3Ha4YuUTENIbHOE 6pems
60/1€3HU, HECMOTPS Ha ypoBHU pepMeHTa u AT, 6nus-
KMe K HOpMasbHOMY 3HayeHuto, He nonyvatoTr P3T;
3) rpynna nauMeHToB, KOTOPbIE MEPEHECTN YCNeLHY
TICK, HO McnbITbIBAlOT 3HA4YUTENBHOE OGpeMs 60Ne3HH,
HecmMoTps Ha ypoBHM depMeHTa 1 Al 611M3KKNe K Hop-
MaJibHOMY 3Ha4yeHUt0, KOTOpbIM BO306HOBAEeHa D3T;

® Ha OCHOBe [MpOBeAEHHOro uccnenoBaHus cOopMmy-

NMpoBaTb nabopaTtopHble U KIAMHWYECKUE KPUTEPUM

Bo3o6HoBneHua ®3T nocne TFCK npu cuHapome

[ypnep ona BKAOYEHWUS B KIMHUYECKUE peKomMeHJaumnm

no MMC | Tuna;

e TICK He siBnfieTcA NPOTMBOMNOKa3aHUEM K BO306-
HoBieHUto P3T, COrnacHO KIMHMYECKUM pPEKOMEHAa-
UMaM (aKTyanbHble KpUTepuun HasHavyeHus O3T nocne
TICK B cnyyasix CHUXKEHUSA ypoBHA GepMeHTa, CHUMXKe-
HMA YPOBHS XMMEpPU3Ma, COXPaHEeHUs BbICOKOrO YpOB-
HA [Al), AONONHUTENbHO Ha3HauyuTb P3T Ha nepuona
6-12 mec Ans co3gaHus 6naronpuUaTHbIX YCIOBUI Ana
paboTbl 3HAOrEHHOro GepmMeHTa nauueHTam, BEeMOH-
CTPUPYIOLLMM 3HA4YUMOe YyXyAlleHUEe CO CTOPOHbI
CeppeyYHO-COCYAUCTON, AbIXaTe€/IbHOW M KOCTHO-
CyCTaBHOM CHUCTEM, Ha YCMOTPEeHWEe U OTBETCTBEH-
HOCTb Jieyallero Bpaya.
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B MOHOrpadun npeacTaBfieHbl HOBble CBEAEHWA O POU MMMYHO-
NPOGUIAKTUKM B MPOrpaMmmMUpPOBaHUM U COXPaHEHWU 340POBbA
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yesioBeKa, Nogpo6HO onucaHbl MMMYHOOWONOTMYECKME npenaparhbl
ANS aKTMBHOM M MaCCMBHOW MMMYHW3aLUMK AETEN U B3POC/bIX Pa3HbIX
BO3PacCTHbIX TPyMnmn M Pa3HOro CoctosiHWs 340poBbs. Ocoboe BHUMa-
HWe yaeneHo OnUcaHuio MHOEKLMOHHbIX 60ne3HeNn, NpesoTBpaTUMbIX
C NOMOLLbIO BaKLUMHALMKW, AaHbl XapaKTepUCTUKWM BCEM 3aperncrpu-
poBaHHbIM B P® BaKLMHamM OTEYECTBEHHOro M 3apyberKHOro npo-
M3BOACTBA, OMWCaHbl HalLMOHaNbHbIA KaneHaapb NpodUIaKTUYECKMX
NPUBMBOK M HaLMOHasbHbIK KaneHaapb NpodunakTMY4ecKmux NpMBMBOK
no anuMaeMU4ecKMM nokasaHuam. OTaenbHas rnaBa NocBslleHa HOBOK
KopoHaBupycHon nHdeKkuun COVID-19, B TOM yucne, npuHUMnam nia-
HOBOW BaKUMHaLMK B nepuoa naHaAeMun, onncaHbl HOBbIE NpenapaThbl
ans 3awmtbl oT SARS-CoV-2.

MoHorpadusa agpecoBaHa cneunanuctam, 3aHUMaOLWKMMCA Mpo-
6nemMamu BaKUWHauuKM, — neguvatpam, TepaneBTaMm, Xvpypram, aky-
lwepam-ruHeKosioram, repuatpam, anuaemuonoram, Bpavam Apyrux
cneunanbHOCTEN, npenojaBaTensM BbICWEW LWKOAbI M KONnemxewn
No MEANLMHCKNM U BMONOTMYECKMM CNeLmanbHOCTIM, CTyAeHTaM Mean-
LMHCKUX M papMaLIEBTUHECKNX BY30B U KONNEMKEN, a TaKKe OpAnHaTo-
pam 1 acnupaHTam.
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