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Pesiome

BeeneHue. Mykononucaxapugos Il Tuna (cunapom CaHMNMNNO) SBNSETCS PEAKUM MYNBTUCUMCTEMHBIM 3abosieBaHUeM, 0byC/I0B-
JIEHHbIM HAKOM/IEHUEM [TIMKO3aMUHOITIMKAHOB B KNIETKAX Pa3/IMUYHbIX OPraHoB, MPUBOASLMM K HAPYLIEHWIO UX QYHKLMHK, Crieuudu-
YECKUM PEHOTUMUYECKMM MPU3HAKAM U MPOrPeCCUpYOLUMM HEMPOKOTHUTUBHBIM HapyLlWeHWsM. HelipoHonaTuyeckue nposBneHms
NIMAMPYHOT B KIIMHUYECKOM KapThHe 6oNe3Hn Kak no BpeMeHu MaHudeCcTaumum, Tak v no THKecTu. B 6onbLlUMHCTBE ClyyaeB Ha NEPBOM
W AaXe BTOPOM FOAaX XWM3HU AETU UMEKT HOPMAsIbHOE Pa3BUTUE MU HEOTYETIMBO BbIPAXKEHHbIE OTKIOHEHMS. B OTCYTCTBME 3aMe-
CTUTENbHOM (hepMeHTOTEpANUM NpY AAaHHOM TUME MyKOMoancaxapuao3a 6bICTpo pa3BuBaeTCs rpybas 3aLepKKa MHTENNeKTyanbHo-
ro ¥ PeYeBOro pasBWTUs, HABMIOAAKTCS PeLMAMBUPYIOLLIME PECTMPATOPHbIE 3MM304bl B BUAE MHEBMOHWI M BPOHXO06CTPYKLIMIA,
pebeHoK paHO MHBanUau3upyetcs. MNonrMMopdU3M U HecneLUUPUUHOCTb KIMHUYECKUX MPOSIBAEHMIM, OTCYTCTBME HACTOPOXKEHHOCTU
Bpayelt K opdaHHbIM 33601EBAHMAM SBNSHOTCS YACTOM NPUUYMHOW NO3LHEN AMAarHOCTUKKM MyKomonancaxapuaosa. B cratbe npeacras-
NeH 0630p LaHHbIX O PacnpOCTPAaHEHHOCTU, TEHETUYECKMX U PEHOTUMUYECKMX BapUaHTax Mykononmcaxapuaosa Il una, ocober-
HOCTSIX BEEHMS NALIMEHTOB M NPeCTaBEHNE KIMHMUYECKOrO HabnoaeHWs pebeHka ¢ JaHHOM NaTonoruei.

KnuHuueckoe HabntopeHue. MpencraBneHo cobCcTBEHHOE NMPOOHIMPOBAHHOE KITIMHUYECKOe HabtoaeH1e Ciydas MyKomnoamncaxapu-
no3a lll Tuna y naumeHTa, HaxoAMBLIEroCs Mo HawuM HabnogeHueM B TeyeHue 12 neT. [IMarHo3 yCTaHOBMEH W MOATBEPXKAEH
B BO3pacTe Tpex feT. 3abonesaHne MaHUMMOECTMPOBANO NCUMXOHEBPOIOTMYECKUM PETPECCOM M CUCTEMHBIMU COMATUYECKMMM NPOSIB-
neHusMu. B ouHamuke y pebeHka MporpeccMpoBasiv MOTOPHbIA AeDUUMT, KOTHUTUBHbBIE HApPYWEHWS C Pa3BUTMEM AEMEHLMUU
U peLMaMBUPYHOLLMIA aCNUPALLMOHHBIA CUHAPOM.

3akntoueHmne. Knaccnyeckyr KIMHUYECKY KapTUHY Mykononmcaxapuaosa Il Tuna otnnyaeT arpeccBHOE pa3BUTUE KOTHUTMBHBIX
W [BUraTeNbHbIX HAPYLWEHWI Ha 2—3-M roAy KM3HU, XapakTepHble GEHOTUMMYECKME U COMATUYECKMUE NPosiBneHus 6one3Hu. JaHHbii
Cy4ai 4EMOHCTPUPYET MHOXECTBEHHOCTb NMPOBieM 1 HeO6X0AMMOCTb B3aMMOAEWCTBUS Bpayuei pasiuyHbIX CNeLmUanbHOCTEN.

KntoueBbie cnoBa: cuHapom CaHdmamnno, Mykonoancaxapuaos, 4eTW, HEMPOKOrHUTUBHbBIE HapyLWeHMs, TM30COMHas bonesHb
HakKoneHus
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Abstract

Introduction. Mucopolysaccharidosis type Il (Sanfilippo syndrome) is a rare multi-stem disease caused by the accumulation
of glycosaminoglycans (GAG) in the cells of various organs, leading to a violation of their function, specific phentopic signs and
progressive neurocognitive disorders. Neurologic manifestations are leading in the clinical picture of the disease, as by the time
of manifestation, and by severity. In most patients, in the first and even second years of life, children have normal development
or indistinctly pronounced deviations. In the absence of substitute enzyme therapy for this type of MPS, a severe delay in intel-
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lectual and speech development develops rapidly, recurrent respiratory episodes in the form of pneumonia and bronchial obstruc-
tion are observed, the child is disabled early. Polymorphism and non-specificity of clinical manifestations, lack of alertness
of doctors to orphan diseases are a common cause of late diagnosis of MPS. The article presents an overview of data on the
prevalence, genetic and phenotypic variants of type Ill mucopolysaccharidosis, features of patient management and presentation
of clinical observation of a child with this pathology.

Clinical observation. We present our own prolonged clinical observation of a type Il MPS case in a patient who has been under
our supervision for 12 years. The diagnosis was established and confirmed at the age of three years. The disease was manifested
by neuropsychiatric regression and systemic somatic manifestations. Motor deficits, cognitive impairments with the development
of dementia and recurrent aspiration syndrome progressed in the dynamics of the child.

Conclusions. The classical clinical picture of type IIl MPS is distinguished by the aggressive development of cognitive and motor
disorders at 2-3 years of life, characteristic phenotypic and somatic manifestations of the disease. This case demonstrates
the multiplicity of problems and the need for interaction between doctors of various specialties.

Keywords: Sanfilippo syndrome, mucopolysaccharidosis, children, developmental delay, lysosomal storage disease
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BBELOEHME

Cunpgpom CaHdwnaunno, uaAM  MyKononmMcaxapuaos
I Tuna (MMC Ill), - nn3ocoManbHasg 6one3Hb HaKoneHus
C ayTOCOMHO-PEeLeCCMBHBIM TUMOM HaCe[0BaHMUS, BbI3BaH-
Has MyTaUMSIMU B reHax, KOAMPYIOLWMX CUHTE3 DepMEeHTOB,
Y4aCTBYIOLUMX B pacluenaeHnn renapaHcynbdarta, NpuBoaS-
WMX K €ro HaKOMMEeHW0 B NIM30COMaXx, U MpOSBNAIOLLANCS
KIMHUYECKM Npexae BCero nporpeccupytollein aeMeHumen,
a TaKXe PpasaWUYHbIMKM COMATUYECKMMM HapyweHuamu [1].
MpuunHOM pa3BuTUS BONE3HWU SBASKOTCS MHOMOYUCIEHHbIE
MyTaumm B reHax SGSH (17q25.3), NAGLU (17q921.2),
HGSNAT (8p11.21) n GNS (12q14), oTBeTCTBEHHbIX 3a Bblpa-
60TKY YeTblpex pasnnyHbIX GEPMEHTOB M COOTBETCTBYHOLLMX
yeTblpeM noatvnam ganHoro MMC: MIMC A, B, Cw D [2].
CuHapoM CaHOUAMNNO XapakKTepu3yeTcss 3HaYUTEeNbHbIM
KNMMHUYECKMM NMONMMOPAU3MOM MO CPOKY M TSHXKECTU mopa-
YXEHUS HEPBHOM CUCTEMBI M COMATUYECKUX NPOSIBAEHUIA.

anNuaeEMuonorua

MIC Il TMNa, BEpOsTHO, SIBNSETCS Haubonee yactol dop-
MO 13 BCEX MYKONOAMCaxapmao30B. Mo AaHHbIM cucTeMaTu-
yeckoro 063opa Tamas Zelei et al.,, cyMMapHas Yactota Bcex
yeTblpex noaTmunos coctasnset ot 0,17 no 2,35 Ha 100 000
XMBOPOXAEHMI NPK YacToTe HaMbonee pacnpoCTPaHEHHOIO
MMC 1A go 1,62 Ha 100 000 [3]. Mo opyrMm AaHHbIM, YacToTa
3aboneBaHusa coctaBnsetr 0,28-4,1 Ha 100 000 >xumBo-
poxaeHHbix [4, 5]. Oblee KOAMYECTBO TakMX MNALMEHTOB
B Mupe HacuuTbiBaeT 12-19 000 [6]. PacnpocTpaHeHHOCTb
MMC Il Tna B P®, no aaHHbIM H.B. byunHckol, coctansert
010,88 B CeBepo-3ananHom ao 0,37 Ha 100 000 B LieHTpans-
HOM deaepanbHbIX OKpyrax.

OTpenbHble MOATUMbBI UMEHT reorpa@uyeckyro oyaro-
BOCTb, A1 MHOTUX 3a@UKCMPOBAHHbIX MyTaLMid NPOCIEXHU-
BaeTcs «3(PdeKT ocHoBaTens». boNbWWHCTBO Cny4yaes,
He CBSI3aHHbIX C POACTBEHHbIMU DBpakaMu, IBNFIOTCS CIOX-
HbIMMK reTepo3unrotaMu. PacueTHas oueHka 3aboneBaeMocTy,
npoBeAeHHas Ha OCHOBAHWM aHaNM3a YacTOTbl HOCUTENbCTBA

MaToreHHbIX MyTaLMi NO AAHHBIM NMONYASALMOHHbBIX FEHOMHbIX
naHHbix (Aggregation Consortium Exome u Genome
Aggregation Database), onpenenuna nokasatenu, npesbl-
Wwaklme AaHHble PernoHasnbHbIX PErucTpoB naumeHTos [7].
B ocobeHHOCTM 3TO MpeBblleHMe Kacanocb bonee penkux
noatunos (C, D), 4To MOXeT BbITb 0BBACHEHO HanM4MeM cTep-
TbIX M MO3aHMX dopM. YKazaHHOe MCcCnefoBaHMe Mokasano
npeanonaraemMylo 4actoty ansa nogtmna A - B bBpaswauu
0,17-3,27; B BoctoyHont Asmm - 0,96-7,56 Ha 100 000;
ong nogtmna B - B Adpuke 6,05-9,88; B tOxHOM A3snm —
0,08-2,49; pna nogtuna C - B Adppuke 0,1-2,36 u gns noa-
™na D - B Adpwmke 0,85-1,72 Ha 100 000.

HelipoHonaTuyeckune NposBieHns MIMANPYIOT B KNUHUYe-
CKOW KapTMHe BonesHu Kak Nno BpeMeHn MaHudecTaumm, Tak
M MO THKeCTU. B BONbLIMHCTBE CNyYyaeB Ha NMepBOM M Aaxe
BTOPOM TOAAax XM3HW OETU MMEKT HOpMaibHOE pa3BUTUE
MAN HEOTYETIMBO BbIPAKEHHbIE OTKIOHEHMS. HayanbHble
nposeneHns 6ofe3Hn — OCTAaHOBKA PEYEeBOro pasBUTUS
M NO3HABaTENIbHOW AeSTeNbHOCTM — PA3BMBAKOTCA NOCTEMEH-
Ho. Yaule Bcero naumeHTbl HabnOOAOTCS C AMArHO3amu
3a€pPXKKM HEPBHO-NMCUXMYECKOTO Pa3BUTUS, CUHOpPOMA
nedUumMTa BHUMAHMS WAM PacCTPOMCTB ayTMCTMYECKOro
cnektpa. CuHapom CaHduAMNNo cneayeT UCKIYATb Y BCEX
NauMeHTOB paHHero Bo3pacTa, UMetoLmx NnpobaemMbl HepBHO-
MCUXMYECKOro Pa3BUTUS, 0COBEHHO ecnu nocieLHue UMerT
HapacTatoLwmin xapaktep. OTYeTnUBbIE HapyLIEHUS MoBeae-
HWS B BMAE PAaCTOPMOXEHHOCTH, arpeCcCMBHOCTH, HEAAEeKBAT-
HbIX 3MOLMOHANbHbIX peakuUMi, HapylleHns CHa, Hecnocob-
HOCTM K OOYyYeHM0o M KOMMYHMKAUMKM HOpMUpPYLOTCS
K 3-4 rogam. B nocnepytowlem Habnogaetca perpecc Asura-
TeNbHbIX HaBbIKOB, OyNbbapHble HapywWeHUs, Cyaoporu.
BmecTe € TeM y HEKOTOPbIX MALMEHTOB BO3MOXHA OTHOCK-
TeNbHas COXPAHHOCTb KOFHUTMBHbIX (YHKLUMIA Ha BTOPOM
W [axe TPeTbeM LeCATUNEeTUN Xn3Hu [8].

HecMoTps Ha TO YTO NCMXOHEBPONOTMYECKME CMMMTOMBI
ABNAOTCS BeAyWUMK B KnnHuyeckon kaptuHe MIMC Il Tuna,
UMEHHO AMCMOpdUYECKMe M COMATUYeCKMe MNpPOsSBNEHUS
3aboneBaHMs MOryT cTaTb MOBOAOM [ONS €ro AMAarHOCTUKM
y neteit ¢ npobneMaMu HepBHO-NMCUXMYECKOr0 pasBUTHS.
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JinueBoit ancMopdmr3M BblpaKeH MeHbLLE, YEM NpU APYrnX
mnax MMC, a npu nogtunax C u D MoxeT BbITb HEOUYEBUAEH.
MMopaxeHne onopHO-ABUraTeNbHOro annapaTta BapuabenbHo
M MOXET BKIOYaTb C1ab0 MAM YMEPEHHO BbIPAXEHHbIE
CyCTaBHble KOHTPaKkTypbl, BepTebpanbHble AedopMaLmu,
aucnnasmio Ta3obeapeHHbIX CYCTaBOB, MPEXAEBPEMEHHYHO
OCTaHOBKY POCTa, a Takxke cneumduyecknme U3MeHeHUs
B COYneHeHnn 1-2-ro wenHbIX NO3BOHKOB (4TO MOXET Npef-
CTaBNaTb nNpobnemMbl Mpu MNPOBELEHUMM XMPYPrUyecKmx
M aHecTe3nonormyecknx BMeLwartenscrs). K Hanbonee geMoH-
CTPaTMBHbIM COMaTuyeckum npobnemam pgeten ¢ MIC
Il TMNa cnepyeT OTHECTV rMNEepNAa3nio AMMPONLHON TKAHK
FNOTKM C Pa3BUTMEM peuUaMBUPYOLLMX MHDEKUMI Nnop-op-
raHOB, XPOHMYECKOro OTUTA M TYroyxoCTu (Kak C KOHAYKTUB-
HbIM, TaK M C HEMPOCEHCOPHbIM KOMMOHEHTOM), 06CTPYKTMB-
Hoe anHo3 cHa. CoyeTaHne BynbbapHbIX U OBCTPYKTUBHbIX
pecnMpaTopHbIX HApYLIeHW CNOCobCTBYET pa3BUTUIO acnu-
paLMOHHOIO CMHAPOMA, XapakTepHbl MOBTOPHblE MHEBMO-
HWUM U BPOHXOOBCTPYKTUBHDBIA CMHAPOM. B oTnnumne ot apy-
rmx tmnos MIC ang cunapoma CaHOMAMNNO B MeHbLUEM
Mepe CBOWCTBEHHO pa3BUTME KATapaKTbl, Yalle Habnoaaer-
€S MOpaxeHue CeTyaTkKM W 3puTenbHOro Hepsa. lenato-
Meranus (pexe renatoCcnieHoOMeranus) Takxke MeHee Bblpa-
KEeHa M BCTPeYaeTcs He MHOrMM 6osiee YeM Yy MOMOBMUHbI
nauneHToB. [aCTpO3HTEpPONOrMYeCcKne NposBieHns 6onesHu
B BMOE AMApeM M 3anopoB HabnwopakTtcsa y H6ONbLIKMHCTBA
naumeHToB. Kapauonatus € KnanaHHbIMKM  HapyweHUsaMu
U runepTpoduren MMoKapaa peako AoCTUraeT MaHUMbeCTHOM
BbIpaXeHHoCTH [9-11].

Moatunbl MMC Il TMNa KAMHWYECKM NpOsBASAOT cebs
pa3nunyHo. OgHako B Npefenax Kaxaoro noatuna cnektp
HEeMpOMNCUXMYECKMX M COMATMYECKMX CMHOPOMOB, WX
TSXKECTb M BO3pacT MaHMdeCTaumu BapbUpyrT B WMPOKMX
npenenax,yTo CBSA3aHO C pa3Hoobpa3nMeM MyTaumit M 4acTo-
TOW KOMMayHA-reTepo3uroT. B Hanbonbluet Mepe onpege-
JIEHHbIE CXOAHbIE XapaKTEPUCTUKM MMEKDT C1yYau, ONMCaH-
Hble B PErvoHanbHO-3THUYECKMX Fpynnax C MOBbIWEHHOM
3abonesaemoctblo. MoaTnnbl A M B cxoaHbl MO KAMHWUKE
M XapakTepu3ylTcs Haubonee arpecCcuMBHbIM TeYeHWEM
C ObICTPbIM pasBUTMEM LEMEHLMU U ABUrATeNbHbIX Hapy-
LWWEHWW M MPOAOIXKNTENBHOCTBIO XM3HKM 15-19 net. Mo aaH-
HbIM KOPEMCKMX wuccnepoBaTene (Bcero 32 nauueHTa,
MMeBLWMX 7 pasnnuHbix MyTaumi),y ageten ¢ MMC A v [11B
3aboneBaHne mMMeno 6GbiCTponporpeccupyowmnin GeHotun
C MaHudecTtaumen B 2,8 = 0,8 roga v NOCTaHOBKOM AMArHO-
3aB 6,3+ 2,2 ropa. B kauectBe Hanbonee paHHEro CMMNTO-
Ma OTMeYeHa 3afepxkka peun (88,2%), 3amepxkka MOTOpU-
kn (76,5%), obuwee otctaBaHue (64,7%) n runepakTus-
HocTb (41,2%). B uccneposaHuun A. Meyer et al., BkntoyaBs-
wem 85 naumnentos ¢ MMC A n 1D n3 Ucnanum n Typumm,
nepBble CUMMNTOMbI 3a60neBaHus AebOTUpOBanu B 7-Mecsy-
HOM BO3pacTe, perpeccus peyeBomn, ABUraTeNIbHOM U KOTHU-
TUBHOM dYHKUMIA NposSBMAACh K 3,3 roga C noTepen Bcex
Tpex oueHMBaeMbIx cnocobHocTen k 12,5 ropa [12-14].

Moptunel C » D BCTpevyarTCd CYLWECTBEHHO pexe
M uMmerT bHonbwyl BapuabenbHoCTb, Gonee MO34HIOK
MaHMbeCTauno U Markoe TeyeHue. Bo3MOXHbI aTUNMUHbIE
cnyyam € Herpy6biMM napuuanbHbiMM MOBELEHYECKMMU
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M peyeBbiMM paccTpoicTBamu. MmenHo noptmnel C u D,
a TaKXKe HEeKOTOpble C/0XHble reTepo3uroTbl MOATUMOB
A 1 B yale BCero UMerT NO34HIOK AMATHOCTUKY UK OCTa-
I0TCS HeAMarHOCTMPOBaHHbIMK [15, 16].

CoobuweHnsa o cnyyasx MIMC Il Tuna ¢ no3gHen MaHude-
cTaumen He SBAAKOTCA peakocTblo. Tak, D. Lorenz et al. coob-
watoT o guarHoctnke MMC A TMRa y nauMeHTKM B BO3pacTte
28 net, cnoxHoi retepo3mrote no p.R245H u p.S298P ¢
Markum  deHotunom [17]. WMHTepecHble coobLieHus
u3 Hupepnanoos o 12 B3pocC/bix NauMeHTax M3 6 cemen
¢ MPS Il Tuna (11 MPS IlIA, 1 MPS IlIB) ¢ nerkum unwu
He HeMpoHOoMmaTMYecknM (GEHOTUMOM, Y KOTOPbIX CpefHMN
BO3paCT NMOCTAHOBKM iMarHo3a coctasun 43 rofa (oManasoH
3-68). Y BOCbMWM MAUMEHTOB [AMArHo3 Obln yCTaHOBAEH
CeMeWHbIM CKpUHUHTOM [18].

JpdekTnBHoro neveHuns MIMC Il TMna Ha cerofHAWHMA
[leHb HeT, OCHOBY BeeHUS MALMEHTOB COCTaBASET CUMNTO-
MaTuyeckas Tepanus, B T. 4. C MCMONb30BaHWEM HEMpo-
NenTUMKOB WM AHTMKOHBYNbCAHTOB, @ TaKXe COLMaNbHO-
nenarornyeckoe conposoxaeHune [19]. PaspabaTtbiBatotcs
npenapaTbl GepMeHTO3aMeCTUTENbHOM Tepanuu, B T. Y. ANg
uHTpaTekanoHoro BeefeHms [20]. MonbITKM TpaHCnnaHTa-
LMW reMono3TUYECKMX CTBONOBbLIX KNETOK He npeaoTBpa-
WanM HEeBPONIOrMYECKY0 MPOrpeccuio M KOTHUTUBHbIE
HapyLweHUs Npu OTHOCUTENbHOM CTabunn3aumm aeuratenb-
HbIx cnocobHocTen [21]. Coobwanock 0 pa3paboTke HOBOW
CTpaTernMm B NEYEHUU C MPUMEHEHMEM a[eH0aCCoLMUpO-
BaHHOW MM NEHTUBMPYCHON BEKTOPHOM OMOCPELOBaHHOM
reHHow Tepanuu [22].

MNpuBoaUM COBCTBEHHOE MPOAOHIMPOBAHHOE KAMHUYe-
ckoe HabnwopeHve pebeHka C MyKONONMCaxapuao3oM
I1l Tuna ¢ 2011 r. 4O HACTOALLErO BPEMEHM.

KIIMHUYECKOE HABJTIOOEHUE

Brnepsble pebeHok nocTynua B 061aCTHYHO AETCKYO Ku-
HMyeckyto BonbHMLY B BO3pacTe 3 feT ¢ xanobamu Ha cyb-
hebpunbHyto TemnepaTypy, 3aTpyLHEHHOE HOCOBOE [bixXa-
Hue (HOYHOM Xpan), ManoNPOAYKTUBHBIA MPUCTYNOOOPa3HbIN
Kallenb, oAblWKy. [To MeCTY XXUTeNbCTBA NonyYan aHTMbakTe-
puanbHyto Tepanuio 6e3 addekTa.

N3 aHamHesa: poguncs ot |l HopManbHO NpoTekaBsLen
bepeMeHHoCTH, Il poaoB Ha cpoke 35-36 Hep., npexaespe-
MEHHOE M3WUTME OKONOMNOAHbIX BOA, 6E3BOAHbIN NMepuos,
14 4, cnaboCTb poAOBOW AEATENBHOCTU, KECAPEBO CEYEHMUE.
Mpu poxpernmn Bec 2 750 r, annHa Tena 50 cMm, oueHka
no wkane Anrap 6/7 6annos. lNocne poxneHus Haxoamncs
B OTAENEHMM MATONOrMM HOBOPOXAEHHbLIX C AMArHO30M
«MepuHatanbHoe nopaxeHue LHC, cuHaopom aBuratenb-
HbIX PaccTpPoWCTB. BpoxaeHHas NnHeBMOHMS. HeoHaTanbHas
xentyxa». [pyaHoe BckapMamBaHue fo 6 mec.B 12 mec.npu
pocte 76 cm Becun 10 200 r. Jepxan ronosy c 2 Mec.,
cagunca camoctoaTenbHo € 8 Mec., xogun 6e3 onopbl
c 14 mec. K Bo3pacty 1,5 roga peyb 6bina npeacraBneHa
HeCKoNbKUMMU CNOTOBbIMKW CNOBaMM. [TpUBUT MO BO3pPacCTy.
AnnepronornyeckuMini  aHamHe3 6e3 ocobeHHoCTeN.
HacnenctBeHHOCTb He OTAroWEeHa: poaAnuTeNnu 1 cectpa 340-
pOBbl, Kakux-nnbo @GEeHOTUNMYECKMX O0COBeHHOCTeN



He uMetoT. PebeHok NpoXuBaeT B OTHANEHHOM CeNbCKOM
MECTHOCTM, COUMANbHO-TUTMEHMYECKME YCIOBUS U YXOA,
YIA0BNETBOPUTENbHbIE.

C AByX NeT NpocnexunBaeTCs perpecc NCUMXOMOTOPHbIX
HaBbIKOB: MHBEPCMS CHA C HOLPCTBOBAHMEM B HOYHOE BpEMS,
CHM3UNICS UHTEpeC K COBMECTHOM Mrpe M 3MOoLMOHanbHas
OKpaLeHHOCTb 0OLWEeHMs, Nerko pasapaxancs, npu xonbbe
nossunacb xpomota. C 3Toro e BO3pacTa [AeboTrpoBanu
peunavBUpYloLLME PecnMpaToOpHble 3MM304bl, BblpaXato-
WMecs HapyleHWeM HOCOBOMO [AblXaHWS, COMEHUEM.
Ha TpeTbeM roay KM3HW NOABMIUCH OTYETIMBO BblPAXKEHHbIE
NPUCTYNbl NCMXOMOTOPHOTO BO3OYXAEHMS, CONPOBOXAA-
LMecs NpOAOMKUTENbHBIM HOWLMM KPUKOM C FPUMACOM,
pe3KMMU  LOBUXKEHMAMM, COMPOTUBIEHMEM TMpPU MOMbITKE
ycnokoutb pebeHka. HepoctaToyHo pearnpoBan Ha obpa-
LEHHYO peyb. YCUAUNUCH HapyLIeHMS HOYHOro cHa. O6uas
[BUraTenbHas akTMBHOCTb HE HapyLwanacb, HO MPUCYTCTBO-
Bana rMnepakTMBHOCTb, POAUTENM UCMbITbIBANM NPOBNEMbI
C KOHTpOneM 3a noBefeHneM pebeHka. B 310 xe Bpems ctan
NMoNepx1BaTbCs XUAKOW NULLEN Npu KOpMAeHMU. [osBuAnCh
[M3ypuyeckme aBNeHUs B BUAE YYaLLEHMS MOYENCTYCKAHWH,
6eCcnoKoncTBa, 4acToro ynyckaHus Moyu, OTCYTCTBOBA KOH-
Tponb Aedpekaumn. OTMeYanacb NMOCTOSIHHAS 3a/0XKEHHOCTb
HOCa C MEepUoAMYECKMM TMOSBNEHMEM CAU3UCTO-THOMHbIX
BblIAENEHWUIA W BAAKHBIM KallfeM, a Takke HOYHOM xpan
C 3N1304aMM anHo3.

BnepBble rocnMTanuanpoBaH B MHMEKLMOHHOE OTAene-
HWe 061acTHOM AeTCKOM KNMHUYeCKoM 60nbHULbI B BO3pac-
Te Tpex neT No NOBOAY OCTPON pecnnpaTopHON MHMEKUUN.
Mpy nNoOCTynAeHMM OTMEeYaNUCb YMEPEHHO BbIPAXEHHbIE
MHTOKCMKALMOHHbIE M pecnupaTopHble CUMNTOMbIL. OuUsn-
yeckoe pa3BuTue Bblwe cpepgHero +1,9SD, rapMoHMYHOe,
poct 103 cm, Bec 20 «r. [pn ocMoTpe obpawanu Ha cebs
BHMMaHWe QEHOTUNMYECKME MPU3HAKK: Tpybble 4epThl
NNLQ, LUMPOKas NepeHoCcumL,a, KOPoTKas LWes, SMUKaHT, yTon-
WEHHbIA KOHYMK HOCA, XKECTKUEe CyXMe BOJOCHI, TEMHble
cpocwmecs 6posu (puc. 1).

OTMeyYeHa yMepeHHO BblpaXeHHas aedopMaLus KucTen
no TUMY KOFTUCTOM Nanbl C yKkopoyeHWeM nanbLes. HocoBoe

Pucyrok 1. MauneHT M. B Bo3pacte 3 net (2011 r)
Figure 1. Patient M., aged 3 years (2011)

[bIXaHue 3aTpyLHEHO, rMnepTpodus HeOHbIX MUHAANMH
2-M CcTeneHu, pbixable, oTeyHble, H6e3 HaneTtoB. Koxa
Ha owynb nnotHoBaTtas (yronweHHas). Jiumbatuueckne
y3bl He yBennyeHbl. OTMevanach oaplllka C YacToToOM Ablxa-
Hus 0o 40 B MMHYTY M BCMOMOTaTeNbHbIMU ABUMXKEHWUSMMU
B Nne4yeBoM nosice. B nerkux ¢ o6enx CTOPOH BbICIYLIMBA-
NNCb BAAXKHbIE MeNKonysblpyaTtble Xpunbl. Ha Bepxylike
Cepaua npu ayckynbTalmm HEFPOMKUM CUCTONUYECKUIA LLIYM,
Taxukapamsa 0o 120 B MUHyTY, catypaums 98%. XXneoT 6bin
YMEpPeHHO yBennyeH B obbeme, Onpenensnoch yBenmyeHune
NeyeHu 1 ceneseHkn 10 5 1 3 CM COOTBETCTBEHHO C YyMepeH-
HbIM ynnoTHeHneM. OTMeyYanmch aNnU30apl XXMAKOTo CTy/a.

Mpu ocMoTpe pebeHoK nerko Bo3dyauM, OTMeYeHa fBU-
ratefbHas M peyeBas paCTOPMOXEHHOCTb. Cuaen camocTos-
TenbHO, HO MpU MOCaAKe COBEepLIan BCMOMOraTeNbHble ABK-
XeHus. Xoann ¢ NoaaepXKOM 3a pyKy HeyBepeHHo, b6e3 noa-
[lepXXKK Mor ynacTb. Peyb npeacTaBneHa HeCKONbKUMMU COT0-
BbIMW C/IOBaMM, rofoC HM3KOro TeMbpa, Takxke m3pasan pas-
NnYHble Hepasbopumsble 3BykU. OBpaLLeHHYH peyb poauTe-
Nei NOHMMAnN M BbINOMHAN KOMaHAbl M3bUpaTeNbHO, KOHTAKT
ocnabeBan Npu HaXOXAEHWU FOBOPALLErO HA PACCTOSHUM
WK BHe nong 3peHus pebeHka. B HeBponornueckom cratyce
oTMeyYeHa Anbdy3Has MbllWEeYHas TMMNOTOHWS, MOBbILLEHME
CYXOXMIbHbIX pednekcoB. MeHWHreanbHbIX, NaToN0rMYeckmx
Na3HbIX M 04AroBbIX CUMMTOMOB He BbISBASNOCh.

[pu peHTreHONorM4ecKoM UCCNef0BaHUM OpPraHoB rpya-
HOM KNEeTKM BW3yanu3MpoBanWCb O4arv MHOUALTPaLMK
B BEPXHEN floNe CnpaBa. Ixokapanorpadus cepaua BbisiBuna
neperpy3ky npasbix oTaenos. [pu Y3M opraHoB 6ptoLLHOM
MONOCTU OTMEYEHA YMEepEeHHO BblIPaXEHHAs renatocnieHo-
Meranus u runepnnasus MeseHTepuanbHbiX TMM@ATUYECKMUX
y310B. KOCTHbIM BO3pacT COOTBETCTBOBA NACMOPTHOMY.

@eHOTUNMYECKME OCODEHHOCTM MaUMEeHTa M AMHAMMKA
NCUXOHEBPONOrMYECKOro CTaTyca Mo3BOAWUAM 3aN0A03pUTh
MyKOMonMcaxapuaos. JuarHo3 6bin noaTsepxaeH B nabo-
patopun ®IBHY «MIHU» 6uoxumMuyeckumM MeToaOM
N0 MOBbIWEHHOM 3KCKpPeUuM C MOYOM renapaHcynbda-
Ta (107,9 Mr/MKMONb KpeaTUHUHA) U AedULUTY aKTUBHOCTH
renapaH-N-cynbdarasbl.

B nocnepytowem pebeHok ABaxAbl rocAUTanu3npoBan-
€S B OTLENeHWe NMCUXOHEBPOOTMM U NMCUXOCOMATUYECKOW
natonormn ®TAY «HMWULL 3poposbs petei» MuH3gpasa
Poccum ¢ pnarnosom «Mykononmcaxapugos Il Atuna (cuH-
npoM CaHPUAMNNO)»; 3a4ep)KKa NCMXOPEYEBOro pa3BuTHS,
ncenobynbbapHbIi CUHAPOM, BTOPWMYHAs KapauMoMuona-
™S (HEeLOCTaTOMHOCTb MUTPANbHOrO, TPUKYCNWUAANBLHOTO,
A0pTaNbHOrO KNAanaHoOB M KnanaHa neroyHon aptepuu, HK
1-11 CT.), MHOXECTBEHHbIE KOHTPAKTYpbl KPYMHbIX U MENKUX
CYCTaBOB KOHEYHOCTEN, CTEHO3 WWEWHOro OTAEeNa NO3BOHOY-
HOro kaHana. Tepanus BkA4ana nepuumasuH (Heynentun)
W pUCNEPUIOH.

B TeueHne nepuopa HabnwaeHUa 0TMEYANoCh MeaneH-
HOe nporpeccMpoBaHuMe CUMNTOMATUKKM A0 MOJAHOMO
perpecca peyu, HaBbIKOB CaMOOBCNY)XMBAHWUA M CaAMOKOH-
Tpons. Hanbonbwue npobnembl B yxoge 3a pebeHKOM
NPeacTaBAsAM HapyLIEHUs HOYHOrOo CHa M MPUCTYMbl NCU-
XOMOTOPHOr0 BO3DYXAEHWS C ayToarpeccMer B OHEBHOE
BpeMS. YyylleHUe HOYHOrO CHa C MOMOLLbI YBENUYEHUS
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[03bl MepuLUMasmHa CHMXANO YacToTy M BblpaXKEHHOCTb
[HEeBHbIX npucTynoB. MocteneHHO HapacTanu npobnemsl
C NpWYeMOM MULIM: HabMoAanoCh 4YacToe nonepxuBaHue,
Kalenb Npu KOpMEHWW, NonagaHme XnaKoM nuLiM B HOC.
Bo BpeMs HOYHOro CHa OTMeYanuCb MHOTOKPaTHble 3MM30-
[lbl 0BCTPYKTMBHOrO anHo3. He KOHTponuMpoBan Ta3oBble
dyHKuMKU. OcTpble pecnupatopHble MHOEKLMU M acnupaun-
OHHble 3nu30abl 3-5 pa3 B roa NpMBOAMAWM K Pa3sBUTMIO
H6pOHXMaANbHOM 0BCTPYKLMM C AblXaTENbHOM HEAOCTATOYHO-
CTbt0. MHOrOKpaTHO AMArHOCTMPOBANCs OTUT.

K Bo3pacty 12 net pebeHoK nMen cpefiHee rapMOHMYHOE
dun3nyeckoe passutue (poct 148 cm, Bec 38 kr, UMT 17,3,
OKPYXHOCTb ronosbl 60 cM). bbin HecnocobeH k camoobeny-
XMBaHMI0, 6ECNOMOLLEH, NepeaBUrancs C NOALEPXKKON UK
B Kongacke (puc. 2). OTMeYanocb HeafekBaTHOE MOBELEHME,
COBepLan pasnnyHble HeueneHanpasieHHble U CNOHTaHHblE
[BWXEHMS, B T. Y. camoTpaBMupytowme. MNpu nonbitke 0CMo-
Tpa BO3byxAeHWe HapacTano. Y3HaBan 61mM3KMX U BbINMOAHAN
MX MNPOCTble KOMaHfAbl, KPaTKOBPEMEHHO COCpenoTayYMBan
BHMMaHWe npu obueHnn ¢ pogutensmu. [pu ocMOTpe BHU-
MaHWe pebeHka MpuUBNEKANOCh KpaTKOBpeMeHHo. Peub
B BMAE HEMOAYIMPOBAHHbIX, HEFATUBHO OKPALLUEHHbIX 3BY-
KoB. [laTonornyeckas rnasHasi CUMATOMaTiKa OTCYTCTBOBanNa,
[BWXEHME Na3HbiX 9610k B MONHOM 0b6beMe, poTopeakLms
3paykoB KMBas, CUMMETPUYHAN. MbllweyHas cuna M TOHYC
CHWXeHbI. [laTonornyeckmne CTonHble U KMCTEBbIE pedneKchl,
OpalibHble aBTOMATW3Mbl HE BbI3bIBANIUCh. YyBCTBUTENBHOCTD
He Hapywanacb. MYyHKUMM Ta30BbIX OPraHOB HeE KOHTPO/U-
poBan. OTMeYanocCb 3HAYMTENbHOE HapyLleHWEe HOCOBOrO
OblXxaHus, 6onbWwoi $93blk, rMnepnnasus aeceH. [bixaHue
NpOBOAMIOCH MO BCEM MONSM, XECTKOE, eANHUYHbIE CyXMe
Xpunbl ¢ 06enx CTOpPOH, yMepeHHoe TaxunHo3 po 30-34
B MUHYTY, caTypaums 98%. ToHbl cepaua NpurayLWeHbl, HErpy-
Oblii CUCTONMYECKMI LWYM Ha Bepxylwke U B V TOYKe, YacToTa
cepauebuernnin 90-106 B MUHYTY, apTepuanbHoe LaBneHue
110/75 MM pT. cT. YHKUMA [NOTaHUS YMEPEHHO HapyllueHa,
[ABUCA MULWEN W XKUAKOCTbIO. XXMBOT BbICTYNAOWMM, KpaK
reyeHn NanbNMpPoBaNcs Ha 2 CM Huxe pebepHoit ayru, ana-
CTMYHbIN, cene3eHka - Kpa B noppebepbe. Hebonblias
MyNnoYyHas rpbiXka, yMEPEHHO BblPAXXEHHbIE MHOXECTBEHHbIE
KOHTPaKTYpbl Kak KpYMHbIX, TaK MU MENKMX CYCTaBOB, aCMMMe-
Tpusa ocaHku. CTyn ogMH pa3 B 2-3 OHA C TeHAeHUMen
K 3amnopam.

C Lenblo KOHTPONS Haf, YCUAMBLIMMKUCS NPUCTYNaMu BO3-
O6y>XLEHMS M HapyLWeHWEM HOYHOMO CHa bblna npeanpuHAaTa
MonbITKa YBENUYEHMS [03bl NepULMasMHa, 4YTO MpUBENO
K pa3BUTUIO TPEXPOCTKOBOM LMUTOMEHUM (TPOMOOLIMTOMNEHMS
no 59 x 10°/n, neitkonexus o 2,7 x 10%/n, aHemus o 82 r/n),
pacLeHeHHOM Kak peakuus Ha MPUEM HEWpPONenTUYECKMX
npenapaTos. B nocnepytoweM npu CHUXeHMU [03bl Npena-
paTta OTMeuyeHa peayKuUus LUMTOMEHUMU, HO M BMECTE C TEM
BO3BpaALLEeHNEe THKECTH NoBedeHYeckMX HapyweHui. Mpuem
npenapata Obl1 NPOLOMIKEH B YMEHbLUEHHOM fo3e (9 Mr/cyT),
O[HaKO uuMTOMeHus (C npeobnagaHuemM TpoMbBOUMTONEHUM)
COXPaHANACh U NEpPUOAMYECKM HapacTana.

B 13 net pebeHOK nepeHec TAXeNytw noauMcerMeHTap-
HYIO MHEBMOHMIO C MEBPUTOM M AbIXATENIbHOM HEQOCTATOY-
HOCTbIO 2-M cTeneHu. Ycunenune amcdarmm, HecnocobHoCTb
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Pucyrok 2. MauneHTt M. 12 net (2020 1)
Figure 2. Patient M., 12 years old (2020)
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ynotpebnsaTs 4OCTaTOYHbIM 06bEM NUTAHMS, NOTEPS MACCh
Tena M HapyweHue HYTPUTMBHOMO CTaTyca MOCAYXWMAK
OCHOBaHWEM /19 NOCTAaHOBKM racTpocToMbl. B nocneonepa-
LMOHHOM Nepuofe HasHayancs Tpamanosn, 4To ComnpoBO-
X[AN0Cb YMEHbLIEHWEM YaCTOTbl U BbIPAXXEHHOCTU NPUCTY-
nos Bo3byxaeHus. B mocnenyoweM MCnonb3oBaHuWe Tpa-
Magona BHYTpb B CyTo4HOM fo3e 300 Mr 6bi10 NPoA0IKeHO
B CBA3M C NONOXUTENbHbIM 3MEKTOM Ha COCTOSAHUE pebeH-
Ka W OTCYTCTBMEM APYrUX [OCTYNHbIX 3PPEKTUBHbIX
BApMAHTOB.

Ha ambynatopHoM 3Tane naninatMBHOIO NeyYeHus nNpo-
[O/MKan nonyvyatb MepuuMasuH, TpaMagon, Kantonpun,
BEPOLNUPOH. 33 BPeEMS HAXOXAEHUS LOMa OTMeyanuchb
3anu3oapbl fecatypaumu nocne eabl U Bo cHe o 88-90%,
4yTo TpeboBano AOMOMHWUTENbHOW LOTALMM YBAAXKHEHHOTO
KMCNOpoAa, No NoBoAy yero pebeHok Hbin CHabXeH Kucno-
POAHbLIM KOHLLEHTPATOPOM. B aHanm3ax coxpaHsanach Bbipa-
XeHHas TpombouuToneHus. B guHammnke coctogHus oTme-
Yanucb Nporpeccupylolme HeBpONOrMYecKne HapyleHus,
NPpOSIBUBLUMECS CMACTUYHOCTBIO M E€AMHWYHBIM 3MMU3040M
KMIOHMKO-TOHUYECKMX CyLopor, noTpeboBaBliMe npoBese-
Hue MoauduKauum Tepanuun C HazHavyeHneM rabaneHTuHa
n 6aknodeHa.

3AKNTIOYMEHME

MNpencTaBneHHbIN NALMEHT UMEET KNACCUYECKYH KITMHU-
yeckyto kaptuHy MMC Il TMNa ¢ arpeccMBHbIM pa3BUTMEM
KOFHUTUBHBIX M [LBWUraTeNbHbIX HApYyLEeHW Ha 2-3-M rogy
XM3HU, XapakTepHbIMM HEHOTUMUYECKMMU U COMATUYECKU-
MW NposiBReHnaIMK 6onesHn. [laHHbIA cnyvam 4EMOHCTPUPY-
€T MHOXeCTBEHHOCTb NpobneM M HeobXxoaMMOCTb B3auMMO-
[EeNCTBMS Bpayel pasfuyHbIX ChneumanbHocTel. Mbl xoTe-
M Bbl OTMETUTb CTOXKHOCTb PAapMaKOIOrM4eCckon KOppeKLmm
NCUXOHEBPONIOTMYECKOM CMMMNTOMATUKM U BbICOKMIA PUCK
NobOoYHbIX AEACTBMIA NPenapaToB U UX B3aWMOLENCTBUS.
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