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NCTOB Pa3NMUHOro Npoduna nefnaTprUecKor cetu. HemanoBaxHoe 3HaueH1e 3aH1MaloT Bpauy AeTCKOV GTr3naTpuyeckoin

CeTH, NOCKOSIbKY Y fleTel C reHeTUYeCcKnmMu 3aboneBaHmAMM TybepKysie3 MOXeT NpoTeKaTb Nof «MacKkamm» pYyrvix naTonorui.

Mykononucaxapuao3s | Tna (MINC I) — 310 pefkoe reHeTndyeckoe 3abonieBaHyie, MPUUMHON Pa3BUTMA KOTOPOro ABAAETCA
EDN: RCUVTX MyTauma reHa IDUA, KoTopelil KoavpyeT depmeHT anbda-L-naypornaasy. CuHapom lypnep, KOTOpbI ABNAeTCA Hanbonee
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summary

A clinical case of a child with comorbid pathology demonstrates the high importance of alertness of specialists of various
profiles of the pediatric network. Doctors of the pediatric phthisiology network are of no small importance, since in children
with genetic diseases, tuberculosis can proceed under the <masks» of other pathologies. Mucopolysaccharidosis type | (MPS
l) is a rare genetic disease caused by a mutation of the IDUA gene, which encodes the enzyme alpha-L-iduronidase. Hurler
syndrome, which is the most severe form of MPS |, requires special attention to prevent the development of severe compli-
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cations, which often lead to death.
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BBepeHune

IIpo6nema penkux 3abonesanmit B Poccun u MHOrUX
APYTUX CTPaHAX MMPA MeeT BHICOKYIO aKTYaIbHOCTb,
B ee pellleHN! 3aTHTePECOBAHbI TOCYAaPCTBAa MHOTUX
CTpaH, MeJULMHCKOE COOOIeCTBO, CPEfICTBA MaCCOBOI
uHQOpMaIM, pORVTEeIN OONTbHBIX IeTell ¥ POAMUTENb-
ckue acconyanyu [1]. [Tpobnema npuobperaer 6onee
CepbesHBIIT XapaKTep 1 B TOM 4ICIIe 32 CYeT pacIin-
peHus BO3MOXXHOCTEN PaHHel IMaTHOCTUKM PeJKUX
(opdanubix) 3a6omeBaunit u nosiBneHN0 3PpPeKTNB-
HBIX METOZOB JledeHu [1]. BkioueHne coBpeMeHHbBIX
TEXHOJIOTUII TI03BO/INIO BHIABIATD pefikiie 60Me3HN
Ha paHHUX CTAAMsX M CBOEBPEMEHHO Ha3HAYATh Te-
PAIINIO AL IPeRYIIPeXXAEHIS Pa3BUTISI OCTIOXK HEHMIT
U CHYDKEHIE PUCKa JleTanbHoro ncxopa [1]. Opdanubie
6071e3HM OCTAIOTCS AKTYaIbHBIMU He TONBKO Cpenn
Bpayeli-TeHeTVKOB, HO 1 Y3KUX CIIeLMa/IICTOB Pasiny-
Horo npo¢una. HemanoBa>kHOe 3HaUeHNe B PeIIeHUN
9TOI MPO6IEMBI 3aHMMAIOT Bpady JeTCKOl ¢prusma-
TPUUYECKON CeTH, TOCKONbKY y feTell ¢ ophaHHBIMU
6onesnamu Tybepkynesnas nndeknusa (TU) u rybep-
Kyne3 (TB) MOTyT mpoTeKaTb IMOA «MacKaMi» IPYTUX
naronoruii. TV sBnsercsa «upen6onesHbo» € IIN-
TeIbHBIM CKPBITHIM TeYeHJeM J IIOCTOSIHHOI yTPOo30ii

pasButus aktuBHOI ¢popmsr TB merknux oco6eHHO
y HeTell C COyTCTBYIoMLIel (TeHeT4ecKoil) MaTono-
TUelt TPV CHYDKEHUY MMMYHHOI 3aI{M Tl OpraHM3Ma
pebenka [2, 3, 4].

ITo panubIM EBponerickoro corwsa opraHusannii
(EURORDIS), 60mee 75% reneTmyeckux 3aboneBaHmUin
pasBuBawTCcA Yy iereit oT 0 0 3 1eT, HepeIKo MPUBOAA-
mue K MHBanuausauym (B 65% ciydaes) [1].

Myxomnonucaxapugos I tuna (MIICI) - ato pegkoe
reHeTHYeCKoe 3aboneBaHMe, IPUINHOIN Pa3BUTUS
KOTOporo sBnsAerca MyTanus rena IDUA, koTopslit
kopupyet dpepmeHT anbda-L-uayponnpasy [5].

Yacrora MIIC I cocrasnser 1 Ha 100 ThIC. HOBO-
poxpaeHHbIX, 50-80% MauMeHTOB UMEKOT TAXKETYIO
dbopmy 3aboneanus (curgpoM L'yprep) [6].

B 3aBucumoctu ot tsoxkectu Tedenns MIIC I Boize-
NAI0T TPU KIMHMYeCKMUX Tumna: cuuppom lleite, cun-
npowm I'ypnep - lleite u cunpgpom yprnep [5, 7].

Cunppom I'yprep - aTo camas Tsaxenas ¢opma,
00BIYHO IIPOSAB/IACTCA B TeYeHe IIePBOTO rofja XI3HM.
Y pereii ¢ cungpomoM I'ypriep O6bICTPO pasBMBAIOTCS
3HAYMTEIbHble KOTHUTUBHbIE HAPYIIEHM M COMATH-
JecKue 3a60/IeBaHNA CO CTOPOHBI MHOTMX OPTaHOB
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PucyHok 1.
OueHKa TeyeHuns
PNNTW y neBoukn
C CUHAPOMOM
Typnep.

Figure 1.
Evaluation of the
course of the early
period of primary
tuberculosis infec-
tion in a girl with
Hurler syndrome.
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VL CHICTEM, OC/IO>KHEHVISI KOTOPBIX IIPUBOJST K JIeTaNIb-
HOMY MCXOLY B TeUeHMe IIePBBIX JeCATH JIeT KVU3HI
IIpY OTCYTCTBUM edeHns [7].

MaTepman bl 1 MeTOoAbl

Ilens MccnemoBaHMA — OLIEHUTDb TeYeHNe PaHHe-
TO Iepuofia IepBUYHON TybepKyIe3Hoit MHPeKIun
(PIIIITU) y neBouku ¢ cunppomom I'yprep.

ITpoananuaupoBaHa uctopus 6onesnn fesouku 6 net ¢ MIIC I (cungpom I'yprep), popurenyt KOTOpoit o6paTu-
nvice B [IpotuBoTybepkynesusiit gucmancep (IIT]T) Ne 3 ¢ mesbio nckmodenns nokanpHoit popmel T y peberka.

Pe3yn bTaTbl nccjieqoBaHnA

Hesouxka II., 2018 r.p., mOM — )KEHCKUI, poAMUIaACh
B T. Tomck (B Cankrt-IleTep6ypre ¢ 2019 roga) ot Tpe-
Thell 6epeMeHHOCTH (IepBast — MeJMKaMEHTO3HBIII
abopT, Bropas — 3amepuias 6epeMeHHOCTH Ha 10 Hefte-
J1e), IepBBIX POAoB. JleBouka poaymach Ha 40 Hexerne
€CTeCTBEHHBIM ITyTeM ¢ Maccoit 3840 1, /IMHON Tena —
54 cM, no mkane APGAR - 8/9 6annos. B pogrome npu-
Buta BIDK. [lanee, npuBMBKM IO MHAMBUAYaTbHOMY
KaJIeH/1apIo.

ITpu poX/ieHnn AMarHoCTUpOBaHa JBYCTOPOHHAA
KOCO/IAIoCTh (rumcoBanme u onepanus I[laHceTTn
(axmmmoroMus) B 3 Mecslia ClipaBa, KOHCEPBATUBHO
cieBa). C mepBoOro Mecsua KM3HUM MaMa OTMevana
IIYyMHOE JibIXaHue ¥ I'PyOBIii TOH KpMKa y peOeHKa.
B TeueHe IePBOro rofia >KM3HY IeBOYKa 4acTo 6omerna
pPeLMANBUPYIOIMMY OTUTAMM (IO 5 pa3 B TOf1), OTMe-
Jajach 3afiep>kka passutus. K 7 Mecsmam oTMedanoch
orpy6reHue 4epT AULA, CTUTMBI JU39MOpuoreHesa:
yKOpOUeHue Lien, BOpOHKooOpasHas gedopmanms
I'PYZHON KJIETKY, BbIpakeHHasA KupoTudeckas je-
¢dbopManys Ha ypOBHE I'PYHOIOSACHUYHOTO Iepexosa,
medopMalus U OTpaHUYeHMEe ABVOKEHUI ManblieB
obenx KuCTelt, BaIbrycHas fedopMauns Ha ypoBHe
KOJICHHBIX CYCTaBOB.

B 2019 rony B ycrnoBusx o61est me4e6HOI ceTn ObUT
npoBefieH HepBblil CKpuHMHT Ha TH. [leBouke 6bina
nocrapjeHa npo6a Mauty ¢ 2 TE - pesynbrar p 5 MM
(mocTBakIMHaMbHas a/Ueprus nocie Bakuuel BIDK).
B aToM ke rofy Obla IpoBefieHa a//IOTeHHast HePOf-
CTBeHHas TPaHCIUIaHTaLus KocTHoro mosra (TKM) ot
TIOJIHOCTBIO COBMECTUMOTO foHopa. B 2021 u 2022 rr.
npo6a Mauty ¢ 2 TE - oTpuiiaTenbHblit pe3yabTaT
(aneprus Benencrsue TKM). IIpo6a Manty ¢ 2 TE ot
2023 roma—p 5 MM, uTo roBopuT o passutun PIITITH.
B 2024 roay 6bL1 IpoBeieH OYePeTHOI eXKeTOHbIIT
ckpuHuHT (mpo6a Mauty ¢ 2 TE - p 4 MM (COMHMTETB-
HbIT pe3ynbraT). COMHUTENbHBIN XapaKTep Ipo6bI

MaHTy NOCTY>XWUI NpuunHoit obpamenns B ITT]I.
C 1enpio MCKITIOUeHM A ToKanbHoi ¢popmbl TH 6bi10
IIPe/I/IO>KEHO BBIIIOTHUTD 0030PHYI0 PEHTTEHOTPAMMY
TPYAHOI KIETKM 1 IPobY ¢ a/iepreHoM TybepKyies-
HBIM pekoMOUHaHTHBIM (ATP), oT Hoc/IegHero MaTh
oTKasanack. I1o pesynpTaTaM 0630pHOI pEHTIE€HO-
IpaMMbl MTHPUIBTPATUBHBIX U O4arOBBIX M3MEHEHMIT
B yerkux He BoissBIeHO. Otenka Teuerus: PIITITU Ha
puc. 1.

B HacTosiiee BpeMs feBOYKA HaGIIOHaeTCs Cyp-
TOJIOTOM IIO IOBOJY JIeBOCTOPOHHE KOHAYKTUBHO
tyroyxoctu I-1I crenenu, opranpmornorom (kepaTomna-
THUA U TUIIEPMETPOINNS 060MX I71a3 CpefiHell CTelIeH M),
HEBPOJIOTOM TI0 TIOBOJY 3a/iepKKJ IICMXOMOTOPHOTO
pasBuTuA (B peuy AeBOYKY IPUCYTCTBYIOT OTAE/IbHbIE
cnoBa crorossle (6omee 100), 3ByKi, 3ByKOIOApaska-
HUeE).

JleTckuit cay He Mocelaer.

Knuandvecknit ananus xposu — KOK 29,36
En/n - 6bl1a HampaB/ieHa Ha KOHCY/IbTALNIO K Kapiu-
O7IOTY ¥ KapAMOPEBMAaTONOrY. 3aK/TI04eHe 3TeKTPO-
kapauorpaMmmsl (9KTI') - putM cunycoBblIil, 4acToTa
ceppeunbix cokpaienns (UYCC) 97 ynapoB B MUHYTY,
rny6okuit SV4-V6, QSV1 cumxeH Bonbrax QRS B o1-
BeIeHNAX OT KOHETHOCTe. DTIeKTpudecKast 0Cb Cepp-
Ila OTKJIOHEHA BIpaBo. [IoBOpOT cepylia 1o 4acoBoit
crpenke. [Ipu BeinonHeHNY 9X0Kapauorpadum — mpu-
3HaKM HeJOCTaTOYHOCTM MUTpPa/JbHOrO K1anasa I ct.,
MAPC: gononHuTenbHasA XOp/ia 1EBOTO >KeMyJouKa.

B 10 mecs1eB feBoYKa OblTa HallpaBeHa Ha KOH-
CY/TbTAI[MIO TeHEeTHKA, 3aII0J03PeH MYKOIIO/NINcaxapn-
103 (orpy6reHye 4epT 111, CTUTMBI ;39MOpUOreHe3a
B 7 Mec.). [leBouke Obl/a MpoOBefieHa SH3UMOAMATHO-
CTUKA C L[e/IbI0 OIpeeNeHNs moKasareneit pepmeH-
ta anbda-L-ugyponngassr (0,01 ©M/Mr/gac (Hop-
Ma 1-25)). MetopoM cexBeHupoBaHus 1o CaHrepy
npoBefieH NONHbIN aHanu3 reHa IDUA. BoicTaBnen
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nuarnos: MIICI (cungpom 'yprep). CocTostHue mocie
ajoreHHol HepoxncTBeHHOI TKM oT momHOCTBIO
CcOBMeCTUMOTO floHOpa. CMeIIaHHbIl XMMEPU3M.
VHpuunposana MBT ¢ mpowibix et

Ocnoxuenne: HnedanonaTus B cTpykrype MIIC
I, BbIXOZ 13 MOTOPHOII ananuu, 3afep>kKa ICUXOMO-
TOpHOro pasButus. JlokanbHsl knudos C2-5, rpymo-
HOSCHUYHOTO Iepexofia. BoponkoobpasHas gedop-
MaluA IPygHON KIeTKU. JIByCTOPOHHMI ITO/IBBIBUX
6enpa. OrpaHndeHye OTBeIeHNUA B I/IEYEBBIX CYCTaBax,
KOHTPAaKTyPBI IOKTEBBIX 1 JTy3€3aMACTHBIX CyCTa-
BOB. BasbrycHas fedopManys KOMEHHBIX CYCTaBOB.
JIByCTOpOHHAA BPOXEHHAsA KOCONMAMOCTh, COCTOA-
Hue nocie axumoromun ot 2018 r. [Inockocronue.
KapnanpHblit TYHHe/IbHBII CUHEPOM C MHOTOypPOB-
HEBBIM CTEHO3MPYIOIMM IUTaMEHTUTOM 1-5 masnbies

3aKknwyeHune

MIIC I aBnsieTcs TsAXKeNmo XXMU3HEYTpoyXKaolel mna-
TOJIOTHMeEN, TpeOyIolleil paHHEeN [UarHOCTUKU. [leTu
¢ MIIC I Tpe6yIOT KIMHUYECKOI HACTOPOXXEHHOCTH
Pa3HBIX CIIEIMAMNCTOB M peann3anyy FUarHOCTIYe-
CKOTO a/ITOPUTMa C ONpefesieHreM pepMeHTa anbda-
L-upyponnpassl.

JaHHBI KIMHNYECKUII CIy4dall JeMOHCTpUpPYeT
CIIOXKHOCTDb paHHelt Bepudpukanum MIIC I, ocoben-
Hoctu tedeHus PIITITH. [IuarHos opdanuoro 3abo-
JIeBaHNA IO pasyMeBaeT AMCIIaHCepHOe HabMoleH e
C IpUBJIEYEHMEM CIIELMATNCTOB PasIMYHOTO PO
U pa3pabOTKy ONITHMMa/IbHOTO I/IAHA MEPOIPHUATHIL ITO
peabMIMTaL MM IALIMEHTOB.

@THUsMaTpuvecKas HaCTOPOXXEHHOCTD y JAHHOTO
pebenka o6ycnoB/IeHa TeM, YTO peOEeHOK HaXOLUTCA
B rpymie pucka 1o Tb. IIpuunHbl frHaAMUKM TyOep-
KY/IMHOBBIX IIPO06 y IaI{MeHTKIL:
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¢ iByX cTopoH. COCTOAHME MTOC/Ie Pe3EKIUY MoTepey-
HOIf CBA3KM 3aIIAACThs, yCTPAHEHUE CTEHO3UPYIOIETO
JUTAaMEHTUTA CYXOXM/INI crubareneit 1-5 majblies
Ha npaBoit kucTu ot 2022 r. HeocTaTo4HOCTD MU-
TpanbHoro knanaHa I crenmern. KeparomaTus cpepaeit
crerrernt OU B ctpykrype MIIC I (6ynesuas 0S?).
I'mnepmerponus cpepneit creneny OU. Xpornndeckuit
PUHOAZEHOUAUT, pemuccus. [uneprpodus HeOHbIX
munganut [I-11I crenenn. ['mneprpodus ageHons08
II ct. CocTOHME ITOCTIE ONTUKO-IHOCKONIMYECKO
ageHoromun oT 2022 r. XpoOHMYECKUI JBYCTOPOH-
HII 9KCYIaTUBHBII cpefHMit oTuT. KoHgykTuBHAA
tyroyxoctb III crenenn cnpasa, IV cremnenn cnesa.
I BYyCTOpOHHMII pelUUBUPYIOLINIT 9KCCYJAaTUBHBII
OTUT, COCTOSHNE MOCTIe INYHTYPOBaHMA 6apabaHHBIX
IIOJIOCTEN C ABYX CTOPOH OT 2020 1 2021 rT.

1. ITocne TKM mpousouna aHeprus K TyOepKyInHy
BCJ/IE[ICTBUE IpMeMa IUTOCTATUKOB 1 IPerapaToB
conpoBOXJieHus (2 oTpuLaTenbHble IpoOsl MaHTY
HOCTTe TIOTIOXKUTETbHO).

2. Passutne PIIIITU B 2023 rogy BCiecTBUE 9HTO-
reHHbIX npnunH (MHPumpoBanue MBT).

3. IocTeneHHas afanranyusa OpraHu3Ma M peKOHBep-
CHSA YYBCTBUTEIBHOCTH K TYOepKyINHY 6/1arofgaps
KJIeTKaM-TIaMATY (paHee B IUTEpaType He OTIMUCAHO).
PaHHAA [UaTHOCTUKA TM30COMHBIX 00JIe3Hel Ha-

korieHns, B yacrHocty MIIC I, cmocoberByer ymyd-

IIEHNIO IIPOTHO3a 3a00/IeBaHM S M Ka4eCTBa XU3HU
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PeMeHHas [MarHOCTYKA TM30COMHBIX 60/Ie3Hell Ha-

KomyieHus, B yactHocty MIIC I, criocobcTByet ynyd-

IIEHNIO IIPOTHO3a 3a00/IeBaHM A ¥ KauecTBa >KM3HU

MaIMeHTa, a TAK)Ke CHYDKEHNIO /IeTaTbHOCTI.
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