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K nerkum ¢popmam myKononucaxapuaosa | tuna otHocATes cuHapomsl Lerie u ypnep—Lllere, KoTopbie xapaKTepu3yoTcs
MEJIEHHbIM MPOrpPeCccUpPoBaHMEM, COXPaHHbIM UHTE/ITIEKTOM U MOPaXKeHNEM MPeUMYLECTBEHHO opraHa 3peHns, OrMopHO-
ABUratesibHoN n cepAeqyHo-cocyanCcTon cucteM. PaHHSIS AMarHOCTUKa, MYbTUANCUMIIMHAPHbIM MOAX0A4 K 06Cae[0BaHMIo
n HabAeHNI0, a TaKKe CBOEBPEMEHHO Ha3Ha4YeHHasi Tepanus UrpatoT BaKHY0 POJIb [/151 COXPaHEHNST Ka4eCcTBa KU3HU
rnaumneHToB, NMPOQUIAKTUKN Pa3BUTUSI OCIOKHEHMI U paHHEN nHBanuau3aumn. B ctatee npuBegeHbl 0630p onyb6/IMKOBaH-
HbIX J@HHbIX 1 onucaHne 3 cay4aeB JIErKOro Te4eHUs MyKornosmcaxapmuagosa | tuna.
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K/NIMHUYECKHUE ®EHOTUNbI Ha ocHoBaHuKM BO3pacTa MaHudecTaLnm, CKOPOCTH Mpo-

MYKONOJIUCAXAPUAO3A rpeccupoBaHnsa U CTEMNEHU TAXKECTU KIIMHUYECKUX CUMII-

Mykononucaxapuaos | tuna (MIIC ), kKak U MHorue TOMOB BbIAENAOT 3 KIMHUYeCcKMe Gpopmbl 3ab6osieBaHuUs:
apyrue nuM3ocoMHble OO0JIE3HWM HaKOMJIEHUs, XapaKTte- cuHapomsl Typnep (MMCI T), Typnep-LWewne (MMCI L)
pu3yeTcs pasHoobpas3meM KIMHUYECKUX MPOSIBAEHUN. n Wewne (MMCI W) [1].
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Diagnostic Difficulties of Mucopolysaccharidosis Type | Mild
Forms: Clinical Cases

Mucopolysaccharidosis type | mild forms include Scheie syndrome and Hurler—-Scheie syndrome that are characterized by slow
progression, intact intelligence, and primarily effect on visual organ, musculoskeletal and cardiovascular systems. Early diagnostics,
multidisciplinary approach to examination and monitoring, timely management are crucial in maintenance of patients' quality of life,
preventing complications development and early disability. The article provides the overview of published data and description of
3 clinical cases with mild course of mucopolysaccharidosis type I.
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Y naunentoB ¢ MIICI I, camon Tsaxkenon dopmon 3ab6o-
neBaHus, B NepBble MecsiLbl XM3HW BbIIBASETCSA 3a4epK-
Ka pas3BuTus, GOPMUPYIOTCS XxapaKTepHble rpybble 4ep-
Tbl NMLA, KOHTPaKTypbl CyCTaBOB, OTMeYaloTCA 3afdeprKKa
pocTa, gedbopmauuma NO3BOHOYHWKA, renartocnjeHomera-
e, HabnoaalTea YacTble pecnupaTopHble 3aboneBaHns
(6pPOHXUTbI, GaPUHIUTbI, OTUTbI, CUHAPOM OOBCTPYKTUBHO-
ro anHo3 cHa), 601e3HU CepaeyvHO-COCYAUCTON CUCTEMDI
(maTtonorus KNanaHoB cepAua, KapaumomuonaTtus, Hapylue-
HWEe pUTMa M NPOBOAMMOCTH). Ha BTOPOM rofly KM3HHU pas-
BMBAIOTCA KOFHWTUBHbIE U ABUraTeNibHble HapyleHuns [2].
MTIICI LU xapaKTepu3yeTcs NEerkum Te4eHneMm, MeaieHHbIM
NPOrpeccMpoBaHUEM U OTCYTCTBMEM HapYyLIEHUN WHTEeN-
nekta y nauyueHta. Cuugpom MICI MW npeacraBnsier
CO60M MNPOMEXKYTOYHbIN (GEHOTUN CO CPEAHETSKEeNbiM
TeyeHMeM 3aboneBaHus. B page cnyyaeB pasgeneHue
deHotnnos MICI I'W »n MIMCI LU 3aTpyagHUTENBHO M HOCUT
Cy6bEeKTUBHbIN XapaKTep, NO3TOMY B 60/bLIMHCTBE COBpE-
MEHHbIX NYOGAMKALUI MPUHATO BbIAENATb TAXKENYIO (Severe)
n nerkyto (attenuated) dopmbl MIC | [3, 4]. Y HekoTO-
pbix naunenToB ¢ MIMCI W Takxke MoxeT HabnogaTbes
He6oblias 3aJeprKKa MCUXMYECKOrO Pa3BUTUS, HO HEW-
POMCKX0N0MM B OCHOBHOM OLEHMBAIOT NaLMEHTOB TObKO
MIICI I 1 KparHe pefKO KOHCYNbTUPYIOT AeTen ¢ ApYrumu
dopmamun MNC | [5, 6].

3THOJIOIUSA U NATONEHE3

MYKOMNOJ/IUCAXAPUAO3A I TUNA

MMC | HacnegyeTca NO ayTOCOMHO-peLLeCCUBHOMY
Tvny [4]. 3aboneBaHne BO3HUKAET B pel3yfbTate HegocTa-
TOYHOCTM depmeHTa anbda-L-naypoHnaasbl BCNeacTBUE
MyTauun B reHe IDUA. Jeduunt depmeHTa nNpuBOAUT
K HaKOM/JIEHUIO B JIN30COMax [IMKO3aMUHOINIMKAHOB —
renapaxcynbdata u gepmataHcynbdarta [2]. Hactota MIIC |
coctaBnseT 0,7—-1:200000 HOBOPOXAEHHbIX, OAHAKO MpHU
NPOBEAEHMM CKPUHMHIA B Pa3HbIX CTpaHax 6bl10 NOKa3aHo,
yto MIIC | BCcTpeyaeTca HamHoro 4aule: 1:14567 B CLUA
1 1:17643 B TansaHe [7-9].

B HacTosiLlee BpeMsi M3BECTHbl Pas3nuyHble runoTe-
3bl, 0ObACHAOWMe naTtoreHe3 3aboneBaHus. Hanpumep,
C. Simonaro u coaBT. CYMUTaIOT, 4TO HaKOMNEeHWe rMMKo3a-
MWHOIMMMKaHOB B Nn3ocomax npu MIMC mHayumMpyeT BoOC-
naneHne u BAUSET Ha POCT KIETOK COeAMHUTENIbHOW TKaHM
W OPYrux TUMOB KIETOK, aKTUBUPYSH CUTHaNbHbIK nyTb Toll-
nogo6Horo peuentopa 4 (Toll-like receptor 4, TLR4) [10].
AKTMBaLMSA 3TOro NyTM MOXeT OblTb Bbl3BaHa Mb6o dpar-
MEHTaMW TIMKO3aMWHOIIMKAHOB, NM60 nunonoaucaxapm-
noom [11, 12]. UsBecTeH (aKT MOBbIWEHHOINO COAEeprKa-
HMS daKTopa HeKpo3a onyxonu anbda (tumor necrosis
factor alpha, TNFa) B cycTaBHOM TKaHU }MBOTHbIX npn MIC
M NOBbIWEHWE CEKPeLMn MPOBOCMANUTENbHbLIX LIUTOKMHOB
Tuna TNFa u unHTepnenkuHa (interleukin, IL) 1B, a Takxke
OKCMAa a30Ta BO BHeKeTo4YHOM MaTpukce [10]. Ha »unBot-
HbIX MoAensx 6blN0 MoKal3aHo, 4TOo odTanibMONOrnyeckas
natonoruns npu MIC BO3HMKaeT B pe3ynbrate HaKoMmaeHus
rMIMKO3aMMWHOITIMKaAHOB, CKOpee BCero, renapaHcynbdara
B KepaTouuTtax. o gaHHbIM J. Ashworth v coaBT., MMUKO-
3aMUHOIMMKaHbl HaKanaMBalTCs B 60/bWIMHCTBE MMa3HbIX
TKaHel — B POroBuLLE, KOHbIOHKTUBE, 3aNMUTENMANbHbIX KNET-
Kax XpycTanuka, LMIMapHOM Tene, raHrMO3HbIX KIETKax,
TpabeKkynsapHOM 3HAOTENUU. N36bITOYHAA KyMynsLus cyo-
cTpaTa BbI3blBAET CTPYKTYpHblE U QYHKLMOHANbHbIE U3Me-
HEeHUA 3pUTeNbHOro aHanmaatopa [13].

TPYAHOCTU AUATHOCTUKHU MArKUX ®OPM

MYKOMNOJ/IUCAXAPUAO3A I TUNA

CBoeBpeMeHHasa AuarHoctMka nerkux ¢opm MIIC |
3aTpygHeEHa MeANeHHbIM NporpeccupoBaHnemM 60Ne3HH,
WHOrAa AMarHo3 ycraHaB/aMBaeTcs Ha 4—5-m gecATunetuu
XWU3HK [14, 15]. B pebtoTe y NauMeHTOB MOSBASKOTCA IPbl-
W M pecnupaTtopHble 3ab60/ieBaHKs, KOTOpble HE ABNAIOTCS
crneundunyecKUMK NpU3HaKkaMmn U He NPUBJIEKAIOT BHUMaHWe
poauTenen U neanatpoBs. Y AeTen HopMalbHOE UM HEMHOIO
CHWXEHHOE WHTeNNeKTyanbHoe passuThe. [oNiro He CHU-
YaeTca TONEePaHTHOCTb K PUIMYECKUM Harpy3kam, coxpa-
HAETCA BbIHOCNMBOCTb. [1aTonorus OnopHO-ABUIraTelbHOro
annapara, NOMYTHEHWE POroBULbI, U3MEHEHUA deHoTuna
W nopakeHue cepaevyHo-CoCyaUCTOM CUCTEMbl — Haubo-
lee pacnpocTpaHeHHble CUMMNTOMbI MPU Nerkux GeHoTunax
MTMC | — nporpeccupytoT Takxe meaneHHo [16, 17].

HapyweHua onopHo-gBUrarenbHoro annapara. MrcC
XapaKkTtepuayetcs gepopmaumen NO3BOHOYHMKA WM CcycTa-
BOB, KOHTPaKTypaMu M aHKuio3amu 6e3 Npu3HakoB npes-
wecTBytowero aptputa. CTeneHb NposiBNeHWA U BO3pacT
MaHudecTauun M3MEHEHUW OMOPHO-ABUraTeIbHOro anna-
paTta pasHsaTcs B 3aBucuMocTu oT Tunos MIC. Hanpuwmep,
y 60nbHbIX MIMC IV TMNa umeeTcs TEHAEHUMUS K TMnepMobuib-
HOCTW MEJIKMX CYCTaBOB W OTMeYaeTcs KunesugHasa aedop-
MaLumsa rpyaHON KIETKM, YTO HE XapaKTepHO ANa APYrMx TUNoOB
MMC [14, 15, 18]. 3agepxKa pocTa y nauyneHToB ¢ MIMC |
Yauwe HabnogaeTtca nocne 2-ro roga Xu3Hu, HO NMPU NEerkux
dopmax pOCT MOXKET ObITb HOpManbHbIM [19].

OdTanbmonorudyeckaa naronorusa. [lng naumeHToB
¢ MIC | xapaKTepHbl NMOMYTHEHWE POroBULbI, FayKo-
Ma, peTuHonaTus, TMNepMeTpPonus, OTeK 3PUTESIbHOrO
HepBa, atpodua 3pUTENbHOro HepBa, KaTapaKkra U apy-
rne natonoruun. NomyTHeHne poroBuLbl ABNAeTCS Hanbo-
Jlee 4acTblM CUMMTOMOM W MOXeT Pa3BUTbCH B TeyeHue
nepBoro roga »u3uun [20-22]. HapyweHune pedpakumu
(Hanpumep, runepmeTponus, acTUrMaTtu3m) Takxe pac-
npoctpaHeHo cpean nauymeHToB ¢ MIC | n3-3a yronuweHus
CNOEB POroBULLbI U CBA3@HO C HAKOMJIEHWEM [NIMKO3aMUHO-
rMMKkaHoB [13, 23, 24]. [naykoma BCTpevaeTcs y B3POCIbIX
naumeHToB [25, 26]. Mpu cuHapome MICI LU pexe, yem
npu cuHapome lypnep, BCcTpeyatoTcs aTpodus 1 oTEK 3pU-
TenbHOro Hepga [13].

KapauoBacKynsipHas natonorusi. PacnpocTpaHeHHOCTb
N TAXeCTb CepAeyvHO-COCYAUCTbIXx 3aboneBaHWW Mpu BCex
Tunax MIC coctaBnser 60-100% [27]. MNMpwn MIC | natono-
rMW KnanaHoB cepaua W apyrue KapAnoBacKynspHble NposiB-
neHus 6ones3Hn BcTpeyatoTcs Hepeako [28—30]. OCHOBHbIM
KNMHUYECKMM NPU3HAKOM ABNSETCS NaTONOrUs KianaHHOro
annapata cepgua (HefoCTaTO4HOCTb M/WMAKN CTEHO3 Kiana-
HOB, MMKCOMaTO03) [27]. Hanbonee 4yacTo BCTpeyaeTcs narto-
NIOrUs MUTPaNbHOTrO M aopTaibHbIX KnanaHoB (y 56 n 44%
COOTBETCTBEHHO), pexe (y 22%) — nopakeHue TpexcTBop-
yatoro KnanaHa [17]. B OCHOBHOM AMarHOCTMpPYOT Hedo-
CTATOYHOCTb Ha KnanaHax, pexe CTeH03, MHOraa y nauuveHTa
[MarHocTupytoT o6a COCTOsSAHUSA ogHoBpeMeHHo [17, 30, 31].
Pa3BuBaetca WHbUNLTPaATUBHAA KapAvomuonaTtus, oTme-
YaloTCH HapyweHus puUTMa cepaua, pexe — yrosweHue
KOpOHapHbIX cocyaoB. OnucaHbl eAuHWYHble ciyvYau pas-
BUTUSA ULLEMUYECKON 60NEe3HM cepala y B3pOCabIX NauueH-
TOB, rMnepTpodun NEBOro Xenyaoyka, aunatauus eBoro
enyfoyka, neperpyska /ieBoro npeacepans u/wnun nesoro
enyfoyKa U, B KOHEYHOM UTOore, pa3BuUTUE NacTOSIMYECKOM
N CUCTOSIMYECKOW AMCPHYHKLUMM [17, 29].
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KnuHunyeckKoe Ha6nogeHue

Huye npeactaBneHo onucaHue Tpex NauueHToB C Erkum
TeyeHneM 3abonesaHua — MICI 'l n MMCI LU, agnarHo3bl
KOTOPbIM GbININ YCTAHOBNEHbI 3a0/110 10 NosiBAeHus B Poccun
pepMeHTO3aMecTUTENbHON Tepanuu. Ha nx npumepe MOXKHO
OTCNeanTb UCTOPUIO ECTECTBEHHOMO TEYEHUS BONE3HM.

K/IMHUYECKHME NPUMEPbDI

KnuHuyeckun npumep N2 1

Mapusa B., 40 nert, pycckas. peabsaBnser xanobbl Ha
HapylleHne GYHKUMU BEPXHUX U HUMKHMX KOHEYHOCTEWN, CHU-
KEHWe OCTPOTbI 3PEHMS.

AHaMHe3 60/1€3HU

B Bospacte 4 neT poauTenu 3amMeTunn orpaHuyeHue
NOABMXHOCTU B KUCTAX PyK. B TeuyeHne 3 net Habnopa-
nacb ¢ guMarHo3om «HOBEHUNbHbIN PEBMATOUAHbIM apTPUT?
Cknepoaepmua?». lpoBoaunacb Tepanus MNeHuuunnamu-
HOM, MpUMeHsann duanonpoLeaypbl, anekTpopopes U mac-
cax 6e3 cyuecTBeHHoro addekTa. YuutbiBas nporpec-
CUpOBaHWEe TYronoABMMKHOCTU B KWUCTAX M MpuUcoeduHeHue
KOHTPaKTyp B KPYMHbIX CycTaBax, AeBOYKa HarnpasfieHa
B KIMHWKY Ans 06CnefoBaHus, rae BnepBble OpToneaoMm
OblNO 3anoA03peHO reHeTu4yecKkoe 3aboneBaHue. B 7-net-
HEM BO3pacTe Ha OCHOBAHWU KJIMHUYECKOW KapTWHbI (Orpa-
HUYEHWE MOABWMKHOCTU B KWUCTHAX, YMEHbLUEHWE TMOKOCTH
B MO3BOHOYHMKE), AaHHbIX 1a6oOPaTopHOro UccrneaoBaHus
(HM3Kaa aKTMBHOCTb anbda-L-naypoHnaasbl B JEUKOUM-
Tax nepudepuyeckon KpPOBM, BbICOKWE MOKa3aTeln IKC-
Kpeunn rmnmkolamuHornMkaHos) u AHK-amarHoctuku ycra-
HoBNeH amarHo3 «CuHapom lypnep—Llene. ¢.878_889dup
(p.Thr293_Tyr296dup)/c.1598C>T (p.Pro533Leu)».

C 10 neT oTMeYaeT noKanbiBaHWe B NafblLaxX U CHUXKe-
HWEe YyBCTBUTENbHOCTU, CBA3AHHbIE C CMHAPOMOM 3ansicT-
HOro KaHana. B Bo3pacte 20 net B [epmaHun npoBeaeHa

Puc. 1. MNaumneHTka ¢ cuHgpomowm Llewe, 40 net
Fig. 1. Female patient with Scheie syndrome, 40 years

onepauus No MoBOAY KapnalbHOro CUHAPOMAa C MOJOXKMK-
TenbHbIM 3adpdekToM. C 17 neT, co CNoB NauMeHTKKU, nocre-
NMEeHHO Ha4vana CHWXKaTbCs OCTPOTa 3PEHMUS, MO AaHHLIM 3XO-
Kapanorpaduyeckoro (9xoKl) uccnegoBaHusa oTMeYanuchb
Hea0CTaTOYHOCTb MUTPaNbHOrO KianaHa 1-2-M cTenelw,
HeJ0CTaTOYHOCTb TPUKYCNNAANbHOIO KnanaHa 1-i cTeneHu.
B Bo3pacte 26 neT nNo AaHHbIM MarHUTHO-PE30HAHCHOW
Tomorpadpum (MPT) ronoBHOro Mo3ra M LWEWHOro oTae-
/la NO3BOHOYHWKA — BbIpaXKeHHas runepTpoduma CBA30OK
B LWWEMHOM OTAene No3BOHOYHMKA C NpU3Hakamu abcontoT-
HOrO CMMHAaNbHOIO CTEHO3a WU KOMMPECCUU CIIMHHOIO MO3ra.
B Bo3pacte 29 net, yuuTbiBasg MeANEHHOE MNpPOrpeccupo-
BaHWe 60M1e3HU, AnarHo3 6bi1 M3MeHeH Ha cuHapom Llene
M peKkoMeHjoBaHa depMeHTo3amecTUTeNbHas Tepanus npe-
napaTtoMm napoHuaasa 13 pacyeta 100 E/[l/Kr/BBeaeHue.
Ha ¢oHe Tepanum oTMedvanacb NONOXuTenbHas AWHaMUKa
B Buie yBeanyeHus o6bema ABUIKEHUS B cycTaBax, MOBbl-
LIEeHMS OCTPOTbl 3PEHMS, MOBLICMINCL TPYAOCNOCOOGHOCTb
1 BbIHOC/IMBOCTb (LUIECTUMUHYTHbBIN TECT X0A4b6bI — 550 Mm).
[o Havana Tepanuu B Bo3pacTe 25 1 28 neT naumeHTKa
poauna AByx 340POBbIX AeTen. Yepes 2 roga OT Havana dep-
MEHTO3aMeCTUTENIbHOM Tepanuu HacTynuna TpeTbsi 6epemeH-
HOCTb. Bo Bpemsi 6epeMeHHOCTU U KOPMIIEHUS TPYAblo natore-
HeTU4YecKas Tepanus 6bina oTMeHeHa Ha 1,5 roga, 4To NpmBeno
K YXYALWEHWIO COCTOSIHUSI C MOSIBAIEHWEM GbICTPOM YTOMASEMO-
CTW, €NaboCTH, KOCTHbIX U3MEHEHWM, AaslbHO30PKOCTH, NOMYT-
HEHWS POrOBHULLbI, CHUXKEHUS OCTPOThLI 3pEHUS B TEMHOTE, NaTo-
NOrMK KNanaHHoro annapata cepaua. letam 66110 NpoBeseHo
reHeTM4yeckoe o6cneaoBaHne, MyTalMit He BbIIBNIEHO.

AHaMHe3 XU3HU

PoxpeHa oT 2-n 6epeMeHHOCTM, MpoTeKaBlen 6e3
ocobeHHocTen. [pu poxaeHmn macca 3300 1, AnuHa
52 cM. PaHHee NCMXOMOTOpPHOE pas3BUTME MO BO3PACTy.
MpuBKTa N0 MHAUBUAYANIbHOMY rPadumKy.

HacnepcrBeHHbIN aHaMHe3
HacneacTtBeHHOCTb MO 6GONE3HAM HaKOMJAeHWUs He
oTsroueHa.

dusnkanbHas JuarHocTMKa

B 40 netr — poct 165 cm, macca Tena 78 Kr. CocTosiH1e
yaoBnetBoputenbHoe. lonoxeHne aktuBHoe. KoOHTaKTHa.
[onoc HM3KKMI. NNoMyTHEHWE POroBULbl. [MNEePCTEHNYECKOro
TenocnoxeHus. MNMutaHue perynspHoe, nonHoueHHoe. Koxa
M BUOUMbIE CNU3UCTbIE 0O0N0YKN BneaHble. Markue ¢eHo-
TUMUYECKNE OCOBEHHOCTU: LUIMPOKas NePEeHOCHLa, LMPOKKM
poT ¢ NyxibiMK ry6amu, KopoTkas wesd. CyctaBbl 6e360-
NIe3HEHHbl Npu nanbnauuu, gedopmauns MenKux cycTaBoB
KUCTEW, NOKTEBbLIX CYCTaBOB, OrpaHuWyeHue MOABUKHOCTH
B MNfeyeBblX cycTaBax (He NMOAHMMAET PYKW Bbllle FOPU30H-
TanbHOro YPoBHS). MHOXECTBEHHbIN AN30CTO3, TYrONoABUK-
HOCTb 1 601I€3HEHHOCTb CYCTaBOB PYK U cTomn, cbopMupoBaB-
lwascsa «Kortuctas nana» OrpaHu4yeHUe ABUMKEHUS TONOBbI
B CTOPOHbI. [pyaHasa KieTka npasBuibHOM dopmbl. HactoTa
[AbixaHusg 18/MuH. TepKyTOpHbIA 3BYK NEroYHbin. [bixaHue
BE3UKYNAPHOE. [paHWLbl OTHOCWUTENbHOM CEPAEYHOM Tyno-
CTW: NpaBas — npaBbl¥ KpaW rpyauHbl, neBas — cpegHe-
KOYMYHAsA NUHKSA. AyCKynbTauusa cepiua: TOHbl 3BYYHblE.
LLyMbl: CUCTONMYECKNUI B NMPOEKLUN MUTPAIbHOIO KianaHa,
B TOYKe BOTKMHA, aKLEHT 2-ro TOHa Ha NIero4Hon apTepuu.
Putm npaBunbHbi. Mynbc 70 ya./MUH, PUTMUYHBIN, YOOB-
NEeTBOPUTENBHOrO HamnofiHEHUs. ApTepuanbHoe AaBheHue



120/70 MM pPT. CT. A3bIK BAaxHbIK. MUHAANWHbI HE YBENU-
yeHbl. XMBOT He yBenuyeH. Mpu nanbnauumn XWBOT MAr-
KU, 6e360n1e3HEHHBIN. eYyeHb 1 ceneseHKka He YBeUYEHbI.
CosHaHue sacHoe. [MameATb coxpaHeHa. WHTennektyanbHoe
pasBuTMe He cTpagaeT. Cnyx B HopMme. Mape3bl U napanuyu
oTCyTCTBYIOT. KoopanHauus He HapylueHa.

lMpeaBapuTebHbIN AUarHo3

KnuHWyecKasa KapTuHa, AaHHble 1aGopaTopHbIX, MHCTPY-
MEHTalNIbHbIX UCCNeAOBaHUM M reHeTMYecKoro Tecta noj-
TBEPXKAAOT MyKononncaxapmnos | Tuna, cuHapom LWewne.

AnarHocTuyeckune npouyeaypbl

YnbTpa3BykoBoe uccriegoBaHue (Y3U) 6proluHon rnosao-
CTH, MOYEK, LUNTOBUAHON IKee3bl, MOIOYHbIX )Keie3 — 6e3
naTonoruu.

PeHTreHonormyeckoe uccrefoBaHMe OpraHoB rpPyaHOM
KAeTKn — 6€e3 NaToNormu.

OxoKIl'. KoHeuHbI guactonuyeckun pasmep 5,9 (Hop-
Ma 3,5-5,6), KOHEYHbIN cuctonuyeckum pasmep 4,0 (Hop-
Ma 2,5-3,8), KOHEYHbIN AMacTonMyeckun obbem 172
(Hopma 60-190), KOHEYHbIM CUCTONMYECKUN 0ObEM 68 Mn
(Hopma 30-65), yaapHbit 06bem 104 mn (Hopma 30-125),
dpaKumsa Bbibpoca 60 (Hopma 65-75), TONLWMHA MEHKKENY-
fo4yKkoson neperopogkn 1,0 cm (Hopma 0,6-1,2), TonumHa
3aQHen CTeHKU neBoro xenygoyka 1,0 (Hopma 0,6-1,2),
nesoe npeacepave 4,9 cm (Hopma 1,9-4,0). MNpaBoe npea-
cepaue 5,0X4,5. MuUTpanbHbIf KnanaH: CTBOPKKU GUBPO3npo-
BaHbl, peryprutauus 2-n creneHun. CteHo3 M HeAoCTaTO4YHOCTb
aopTanbHOro KnanaHa 1-v creneHu. JleroyHas runepTeHsus.
JleroyHbit KnanaH: CKOPOCTb KPOBOTOKa 1,1 m/c, perypruta-
ums 1—2-" cTeneHu, cpeaHee AaBNeHNE B IEFOYHOM apTepun
40-45 MM pT. CT. JKCLEHTprYecKasa runeptpodus nesoro
KeNnyo4Ka, agunataums NeBoro Npeacepamns, HeaHayuTenb-
HO€e pacluMpeHne NEeBOro M NPaBoro npeacepaus.

X0o/ITepOBCKOE MOHUTOPUPOBAHME 3NIEKTPOKapANOrpam-
mbl (QKI). 3a Becb nMepuog MOHUTOPUPOBAHUSA PETUCTPHU-
pOBanuCb CUHYCOBbIA PWUTM, CMHYCOBas apuvTMus§, YactoTa
cepaeyHblx cokpalleHmn (HYCC): cpeaHee 74/MWH, MWUHU-
ManbHoe 42/MWH, MakcumanbHoe 151/MuH. BbiBneHo
HEenaToNorM4yecKoe YMCNO HaAKeNyaouYKOBbIX 3IKCTpacu-
cton — 27. NlwemMn4ecKknx naMeHeHun cermenta ST 1 nays
6onee 2 ceK He BbISB/IEHO.

CyTO4YHOE MOHUTOPMPOBaHME apTepnasbHOro AaBieHuS.
Mpun3HaKoB apTepuanbHOM TMNEPTEH3UN HE BbISIB/IEHO.

MPT ronosHoro mo3ra. O6pauwatoT Ha cebs BHUMa-
HME MHOECTBEHHbIE 30Hbl MKMO3a pasMepamMu 4o 11 mm
B 6€/10M BellecTBe 60/blUMX Noylwapui, 6GOKOBbIE Kenyao4-
KW yBeNMYeHbl B 06beme, cybapaxHouaanbHble MPOCTpaH-
CTBa pacluMpeHbI.

MPT no3BOHOYHMKA. LLeWHbIM Nopao3 BbINPSMIEH,
Ha ypoBHe C5;-Th; — KudoTMyecKas aedopmaumns. Tena
NO3BOHKOB AedOPMUPOBaHbI KpaeBbiMW OCTEODUTaAMM,
CHWXEHHON BbICOTbI, 3aMblKaTe/lbHble MIAaCTUHKKU UMELOT
BbINYKAYO CTPYKTYPY. MeXNo3BOHKOBbIE AWCKW runoruapa-
TUpPOBaHbl, 6€3 MPU3HAKOB W36bLITOYHOrO NponabupoBa-
Hua. Ha yposHe C,—C; oTmevaeTcs cykeHue npocBeTa
NO3BOHOYHOIO KaHafa C COXPaHEHMEM MPOCBETA LWMPUHOM
2,8 MM. CIMHHOM MO3T NPOCNEXKMBAETCA Ha BCEM MPOTAKE-
HUW, UCTOHYEH Ha YPOBHE CYKEHWS, 04aroBblX U3MEHEHUN
He coAepKMT. MblleYHble CTPYKTYPbl NPaBuibHO CHOPMUPO-
BaHbl. 3ak/toyeHne: «M3MeHeHns COOTBETCTBYIOT NposiBie-
HUSIM MyKononucaxapuaosa. MuKpoaHrnoaHuedanonatms.

BHyTpeHHAs ruapouedanns 6e3 Hanuyua TpaHcaneHau-
ManbHOro oTeKka (6e3 NpUM3HaKOB OKKII03UK). HapyKHas
3amectutenbHas rugpouedanusa. CyxeHue MNO3BOHOYHOrO
kaHana C;—C5 c runotpoduen CTPyKTyp CMMUHHOIO MO3ra
Ha 3TOM YpOBHe».

MPT we#Horo otgena rno3BOHOYHUKE: NMPOTPY3USA MEX-
NMo3BOHO4YHbIX IMCKOB C,—Cg. CyrKeHre No3BOHOYHOMO KaHa-
na Ha yposHe C,—Th,, 4acT4HOe CTEHO3MPOBaHWE MO3BO-
HOYHOro KaHana Ha yposHe C,—C,.

KoHcynbTauusi optanbmosiora (3akaveHue). «mnep-
METPONUSA CpeaHen CTeNeHU, AUCTPODUS CETYATKM».

KnnHn4yecknii gnarHos

MyKkononucaxapugos | Tuna, cuHapom Llene. KoHTpak-
TYpbl B MENKMUX U KPYMHbIX cycTaBax KoHeyHocTen. CTeHo3
NO3BOHOYHOI0 KaHana Ha LernHOM ypoBHe. [MnepmeTtponus
cpefHen creneHu, aucTpodus cetyaTku. NomMyTHeEHME poro-
BULUbI. MHOUNbTPaTMBHasA KapaMomunonaTtuns. CTEHO3 M Helo-
CTaTO4YHOCTb MUTPANbHOIO KnanaHa, peryprutauns 2-m cre-
neHn. CTeHO3 M HeaoCTaTOYHOCTb aopTasjbHOro KianaHa
1- cTeneHn. HeocTaTo4yHOCTb JIEFOYHOrO KnanaHa 1-u cre-
neHu. JleroyHasa runepTeH3us.

Ucxoabl n nporHo3
B HacTtosuee Bpema paboTaeT CTapwuM Hay4YHbIM
COTPYAHMKOM, KaHanaat HayK (puc. 1).

KnuHuyeckut npumep N2 2

MpuHa P, 21 roa, pycckas. B HacTosiliee Bpems Npeabsas-
nseT )anobbl Ha TYronoABWMXXHOCTb B CyCTaBaX, CHUMEHUe
OCTPOTbI 3pPEHUS, yXy[LEHNE CMOCOBHOCTM BUAETb B TEMHOTE.

AHamMHe3 60/1e3HHU

Ha nepBoM roay »13HW Habnoganace y obtanbmonora
C OmarHo3omMm «BpoxpaeHHasa rnaykoma OU?». B Bo3pacte
cTapwe 2 neT NosBUIOCb OrpaHUYeHne obbemMa ABUKEHUS
B KUCTSIX pyK. PeBmaTtonor yctaHoBuA aMarHo3 «KOBEHUbHbIN
peBMatonaHbli apTpuT». PeKoMeHLOBaHHbIM MeToTpeKcaT
AeBOYKa NpuMHMMana B TeyeHne ogHoro roga. B 3 roga npo-
BeJeHO ornepaTUBHOE Jie4eHne No NOBOAY NYNMOYHOMW IPbIXM.
B 4 ropa — ageHotoMusA. MN3-3a NOCTENEHHO MPOrpeccu-
pOBaBLIEN KOHTPAKTYPbl B BEPXHMUX U HUMKHUX KOHEYHOCTSAX
[eBOYKa Oblna HamnpaBieHa Ha KOHCYNbTaUMIO K FeHeTH-
Ky. Ha OCHOBaHWW KNMHWYECKOW KapTWHblI 3ab60neBaHnsg —
0CO6EeHHOCTM deHoTMMNa (6onblumMe rybbl, KOPOTKasa Les),
U3MEHEeHUs B cycTaBax, He60o/bllOe MOMYTHEHWE POroBULLbI
U CHWXXEHWe aKTMBHOCTU depmeHTa anbda-L-naypoHuaassl
no 0,01 HM/mr/4 (Hopma 61,7) — 6bl1 NocTaBneH Aguar-
HO3 «Mykononucaxapunao3s | Tmuna, cuHapom lypnep—LUener.
B 6 net BnepBble BbIIB/IEHbI U3MEHEHUSA CO CTOPOHbI cep-
[1e4HO-COCYANCTON CUCTEMBbI: HELOCTAaTOYHOCTb MUTPasibHO-
ro knanaHa 1-2-i cteneHn. B Bo3pacte 9 ner pebeHKy
nocTtaBfieH auarHos «MyKkononucaxapmaos, tun |, npeano-
noxutenbHo Lene». B Bo3pacte 12 neT naunMeHTKa npolna
NoMHOE KIMHMYECKOe, NabopaTopHOe U MHCTPYMEHTabHOE
o6cnepoBanue. lMepen MHUUMaAUMEN BepMEHTO3aMeCTUTENb-
HOW Tepanuu obpallano BHUMaHUE: 0COOEHHOCTU GEHOTU-
na — WWPOKas nepeHocuLa, KopoTKas wes, nyxable ryoébi,
3afiepXKa pocTa, KOHTPaKTYpbl B KPYMHbIX U MENIKMX CycTaBax
KOHEYHOCTEN; MOMYTHEHWE POroBMLbI; MO AaHHbIM IXOKIT —
HEeAoCTaTOYHOCTb MWUTPANbHOrO KnanaHa 2-3-W CTENEHM!,
HeJOoCTaTOYHOCTb TPUKYCNUAANbHOMO KnanaHa 1-i ctenexu;
yMepeHHas renatomeranus. Yepes 7 NeT nocne ycTraHoOB-
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Clinical Observation
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KnuHunyeckKoe Ha6nogeHue

Puc. 2. NauuneHTka ¢ cuHapomom lypnep—LLeie B Bo3pacTte 8 mec (A), 9 net (b), 20 net (B)

Fig. 2. Female patient with Hurler—Scheie syndrome at the age of 8 months (A), 9 years (b), 20 years (B)

NIeHNs AMarHosa, y4YuTbiBas aHTPOMOMETPUYECKUE AaHHble
(macca Tena 23 Kr, AnnHa 120 cMm), 6bII0 PEKOMEHAOBAHO
exeHeaenbHoe BBefeHWe npenapaTa napoHuaasa B [03e
100 EA/kr/BBeaeHne (2500 E/L). MNepeHocumocTb npenapa-
Ta xopouuas. MepepbiBa B N€4EHUN He BbINO.

AHaMHe3 XU3HU

PoxkaeHa oT 1- 6epeMeHHOCTH, NpoTeKaBLlen 6e3 oco-
6eHHocTen. OT nepBbiX CaMOCTOATENIbHbIX POAOB B CPOK.
Macca Tena npwu poxxaenun 3360 r, anmHa — 51 cm. PaHHee
NCMXOMOTOPHOE pa3BUTME MO BO3pacTy. BaKuuHMpoBaHa
no BO3pacTy.

HacnepcTtBeHHbI aHaMHe3
HacneactBeHHOCTb MO  6GONE3HAM HaKOMJeHUs He
oTAroweHa.

dusnkanbHasas JuarHocTMKa

Macca 50 kr, pocTt 149 cM. YMEPEHHOro nuTaHus.
Hunskoro pocta. WHTennekt He cTpagaeT. Ocob6eHHOCTH
deHoTUna: WupoKas nepeHocuua, Makpornoccus, KopoT-
Kas Wwes, ToNCTble rybbl, FTMNePTPMUX03 Ha crnuHe. NMomyTHeHWe
porosuLbl. KOXHble MOKPOBbI U BUAUMbIE C/TU3UCTbIE 060-
NIOYKKU YyucTble. HapyweHne ocaHKuW. CrubaTtesibHble KOH-
TPaKTypbl JIOKTEBLIX, Jly4e3ansACTHbIX, KOJMIEHHbIX, rOJIeHO-
CTOMHbIX CYCTaBOB, MEJIKUX CYyCTaBOB KUCTEN, BasibrycHas
fedbopmaumna HUXKHUX KOHeYyHocTeW. B nerkux pbixaHue
paBHOMEPHO MPOBOAMTCA BO BCE OTAESNbl, BE3UKYSPHOE.
YacToTta gbixaHua 17 /MuH. [paHuubl OTHOCUTENIBHON cep-
[EeYHOW TynoCTU He yBenunyeHbl. CepaeyHble TOHbl PUTMMY-
Hble, CUCTONIMYECKUI WYM Ha BepxyllKe u B V Toyke. HCC
74 ya./mMuvH, apTepuanbHoe gaBneHne 105/60 mm pT. CT.
HKuBoT goctyneH rny6oKon nanbnauunun, 6e3601e3HEHHbIN
npv nanbnauumun. lNeyeHb U cene3eHKa He YBESIMYEHDI.
MeHapxe ¢ 13 neT.

lMpeaBapuTenbHbIN JUArHo3

Mykononucaxapmnaos | tuna, cuHapom lypnep-—Llene.
Hefoctato4yHOCTb MUTPaNbHOIO U TPMKYCMMAAABHOMO Knana-
HOB. KOHTpaKTypbl B MENKUX U KPYMHbIX CyCTaBax KOHEYHOCTEN.

AnarHocTnyeckme npouegypbl

KauHn4yeckut 1 6UMOXMMMUYECKUI aHan3 KpoBu — 6e3
naTonoruu.

OKT. 4YCC 65 ya./muH. UHutepsan QRS 0,09 cek. dnek-
TpUYyecKasa oCb cepiua He OTKNoHeHa. CMHycoBas apuUTMUS.
[NoBbIWEHNE 3NEKTPUYECKOW aKTUBHOCTU MUOKapaa NeBoro
enyLoyKa.

Y3W 6prowHor nonoctn. MNeyeHb NOBbILUEHHOW 3XOreH-
HOCTHW, pa3mepbl B Npeaenax HopMbl.

Ox0oKTl'. CTeHO3 MUTpanbHOro KnanaHa, HeI0CTaTO4YHOCTb
MUTPaNbHOrO KfanaHa 2- cteneHn. HegoctaTtoyHOCTb TpU-
KycnuianbHOro knanaHa 1-n cteneHn. C MoMeHTa Hayana
naToreHeTM4eCKon Tepanuu CyllecTBEeHHas oTpuuaTteNbHas
AMHaMWKa He oTMeYaeTcs.

MPT ronoBHoro mo3ra. He3HauuTenbHoOe paclupeHue
HapPYXHbIX JIMKBOPHbLIX MPOCTPAHCTB NIOBGHOW, TEMEHHOWM
obnactu. YMEpeHHO BblpaxeHHass acuMmMeTpus GOKOBbIX
eNyLO4YKOB C He6GO/bLMM paclMpeHneM BUCOYHOIO pora
npaBoro 60KOBOro xenyaoyka. MpusHakoB rugpouedanuu
He BbIB/IEHO.

MPT weviHoro otgena. [MpU3HaKn 0CTEOXOHAPO3a LWENHO-
ro otaena no3soHo4HuKa. Tena C; 1 C, UMEIOT KNMHOBUAHYIO
nedopmaumto 3a cHET HecpalleHUs anopu3oB.

PeHTreHonorn4eckoe wucciegoBaHne Ta306e4pPeHHbIX
cycTaBoB. YNNOTHEHWE BEPTAYXKHbIX BMaiuWH C [OBYX CTO-
poH. OnpegensieTcsd yMepeHHbIM CyOxOoHApUanbHbIM CKie-
pO3 BEPTAYXHbIX BNaguH. JIOHHOE CcouYfieHeHue paclimpe-
Ho. CycTaBHble MOBEPXHOCTM aCMMMETPUYHbI. 3aK/lloveHue:
«PeHTreHonornyeckne NpusHaku Aucnnasun JOHHOIo coune-
HEeHWs 1 Ta306eapeHHbIX CyCTaBOB».

3nekTpommnorpapua (IMI) wuronpyatas. TMctorpamma
noTeHuMana ABuUratenbHbiX eauHuL, cooTBeTCTBYeT | Tuny
OMI cTaguu pereHepaTtMBHO-PEUHHEPBALMOHHOIO MNpo-
uecca. 3aknoyeHue: «IMI-npusHakn mMopdodyHKLMO-
HanbHOW peopraHn3aunn ABUraTeNbHbIX €AWHUL, CBS-
3a@HHble C HEBPUTUYECKMMMU M3MEHEHUAMU B MbllLLE>.
YyuTbiBasi CHUMKEHUE YYBCTBUTENIbHOCTU B KUCTAX PYK,
nepuogmMyeckne 6011 Npu NUCbME, y OEBOYKU HUMeeT
MECTO KapnasbHbl1 CUHAPOM, TPEOYIOWMN XMPYPru4eCcKoro
BMellaTesbCcTBa.



KoHcynbtaumnsa ogtanbmonora (3akadyeHue): «nasHble
A6/10KM OKpyrnon ¢opmbl. ToflMHA XOPUOPETUHANbHOMo
Komnnekca CD 2,8 mm, OS 2,0 mMm. [TOMyTHEHWE POrOBMU-
ubl. B 3agHeM oTaene rnas3Horo a610Ka B NPOEKLMM AnUCKa
3pPUTENLHOINO HepBa BW3Yyann3UpyeTcs MpPoOMUHeHLUs (?),
coctosiHne OU 1,9 MM. MNpojosnibHbIM ynbTpa3ByKOBOKW cpes
3pUTENbHbIX HEPBOB PABHOMEPHbIN, KOHTYPbI YETKMUEN.

MoneKynsipHo-reHeTuyeckoe obcnegoBaHue. B reHe
IDUA BbisBneHbl MyTauumn ¢.208C>T p.Q70* n c.826G>A
(Glu276Lys) B KOmMnayHA-reTepo3nMroTHOM COCTOsiHMU. Mocne
reHeTu4yecKoro uccrnegosaHus (mytaums ¢.208C>T p.Q70*
HEOAHOKPATHO OMMCaHa B FOMO3WUIOTHOM COCTOSIHUM Y Nauu-
€HTOB C cuHApOoMOM [ypnep) AMarHo3 6bi1 NeEPECMOTPEH.

KnnHunyeckuni gnarHo3

Mykononucaxapuao3 | tvna, cuHgpom [ypnep-—Llene.
HepnoctaTtoyHOCTb MUTPANbHOIO M TPUKYCMMAANbHOIO Knana-
HOB. KOHTPaKTypbl B MEMIKUX U KPYMHbIX CyCTaBax KOHEYHO-
cTen. HapyweHnue dyHKLMM KUCTeR 1 Ta306elpeHHbIX cycTa-
BOB. KapnanbHbl CMHAPOM. [TOMyTHEHME POroBULbI.

Ucxoabl u NnporHo3
B HacToslee BpeMs yuuTca B KOaneaxe no cneuunanb-
HOCTK «GaHKOBCKOE aeno» (puc. 2).

KnuHuyeckuit npumep N2 3

Muxaun L., 26 net, pycckuin. B HacTosiulee Bpems
npeabABASET Kanobbl Ha CHUKEHUE OCTPOTbI 3PEHUS, orpa-
HUYEHME NOABUMKHOCTM B CyCTaBaX KOHEYHOCTEN.

AHaMHe3 60/1€3HU

C paHHero Bo3pacTa 4acTto 6o0nen pecrnvpaTtopHbIMU
MHOEKUMAMN, B T.4Y. NMOBTOPHbIMKU OTUTAMW, BGPOHXUTAMM.
B 6 mMec oCMOTpeH XMpyprom: AMarHOCTMPOBaHbl MpaBo-
CTOPOHHSASA NaxoBas v NyrnoyHas rpbiXu. [pUMeEpPHO B 3TOM
Bo3pacTe pebGeHOK Havyan CcamMOoCTOATENbHO caauTbes,
M MaMa obpaTuia BHUMaHMe Ha gedopmMaumnio B MNOSCHUY-
HOM OTAene no3BoHoYHKKa. C paHHero Bo3dpacTta (1,5 roga)
Habnogancs y optonega Cc AvarHo3om KWGdOCKOAMO3a,
noayyan Kypc dusvonpouenyp, TMMHaCTUKKM U Maccaxa 6e3
addeKTa. B Bo3pacTe 2 roga 7 Mec npu n1aHoOBOW rocnuta-
NM3aLnn OCMOTPEH HEBPOMNATOIONOM U HanpaBfieH K reHe-
TUKY AN KOHcynbTauuu. Mpu ocmoTpe obpaTuam Ha cebs
BHMMaHWe HapyleHWe oCaHKK, KUPOCKONNO03, HeGOMbLIOE
orpaHuMyeHue MOABWMKHOCTM B MeNKMx danaHrax Kucten
pyk. AwnarHosd «Mykononucaxapugos | Tuna, CUHAPOM

[ypnep—LUene» 6bl1 NoaATBEPXKAEH NabopaToOpHO: O6Ha-
PYXXEHO MOBbIEHNE 3IKCKPELUU TNMUKO3aMUHOIIMKaHOB
¢ mo4yow (470 ean. ueTunnepuanHa xnopuaa/r KpeaTuHUHa,
HopMa Ao 244), kpeatuHuHa 0,1 r/n n CHUXKEHWE aKTUBHO-
ct1 anbda-L-naypoHmaasel o 1,2 HMonb deHona/18 4/mr
6enka. PebeHKy npoBeAeHO MONEKyNsapHO-reHeTuyeckoe
nccnegoBanue: B reHe IDUA BbiaBneHa mytauus ¢.208C>T
p.Q70* n ¢.1139A>G, p.Q380R B KOMNayHA-reTepo3unroT-
HOM COCTOSIHUMU.

MNocTteneHHo 605e3Hb nporpeccupoBana. K 6 rogam
NosiBUINCL GEHOTUMUYECKME M3MEHEHUS (rMnonnasus Haf-
OpPOBHbIX Ayr, WMPOKasa 3anaBwas nepeHocuua, yroslleHue
KPbINIbEB HOCA, BbICTYNaoLLIMMA 1106, LUMPOKas M KOPOTKas Les,
LIMPOKas rpyaHas KieTKa, «KpblloBUAHbIE» onaTtku). B 6 net
BbINO/IHEHO rpbiXeceyeHne, B 9 netr — ageHotomus. B BO3-
pacte 10 net 3aKnoyveHne odTanbmosnora: «lMnepmerponus
cpeaHen creneHun, avdody3Hoe MNOMYTHEHUE POrOBULbI.
B 11 net BnepBble BbIIBNEHbI HEAOCTAaTOYHOCTb MUTPAJIbHOIO
KnanaHa 1—2-1 cTeneHu 1 ymepeHHas renatomeranus.

B BospacTte 15 net ManbyuK 6bla rocnuTanuanpoBaH ans
nposeaeHns ob6cnefoBaHna U UHUMUMaUMK depmeHTo3ame-
cTUTEeNbHOM Tepanuu. MNpu NoCcTynieHnn B KIMHWUKY mMacca
Tena 40 Kr, pocT 154 cwm.

lpu Y3U opraHoB 6proLLHOM 10/10CTH OTMEYEHO YBENMYE-
Hue nedeHun (npaBas 104 mm, neBas 135 MM) U CENEe3EHKH
(132X65 Mm).

Ha 9xoKI — HepoCTaTO4YHOCTb MUTpafibHOro KnanaHa
2-1 cTeneHu.

OKIr — 6e3 naTonoruu.

PeHTreHon10rm4eckoe uccaeqoBaHMe opraHoB rPyaHOM
K/IETKU: NEroYHbIN GOH CUMMETPUYHBIN, BO3AYLIHOCTb HE CHU-
eHa. OCTpbIX 04aroBbIX M MHPUALTPATUBHbLIX W3MEHEHUN
He BbliBNEeHO. KopHK CTpyKTypHble. [ledopmauuns pebep, CKo-
JNIMOTUYECKME NBMEHEHMS TPYAHOMO OTAENa NO3BOHOYHMKA.

MPT rpyaonosicHUYHOro ovgesnia no3BOHOYHMKAE: KUDO-
CKONMMO3 2—3-1 CTerneHu, rnosiyrno3BoHOK L, ¢ N1eBOCTOPOH-
HUM MOACHUYHBIM KUDOCKOTMO30M NMO3BOHOYHUKA, CYXKEHUE
CMMHHOMO3roBOro KaHana Ha yposHe L, —L,.

KoHcynbtayms ogranbmosnora (3akadeHue): «[lomyt-
HEHWE BCEX CJI0OEB POroBULbl, TMNEPMETPONUS BbICOKOM
CTENeHm».

Y4yuTbiBas UHTENNIEKTyalbHOE pa3BUTUE, COOTBETCTBYIO-
lee BO3pacTty (ManbyuK nocewan obuweobpa3oBaTenbHyO
LIKOJTY, Y4M/ICA XOpOWO), U MeaneHHOe MporpeccrpoBaHune
6onesHn 6e3 matoreHeTMYecKow Tepanuu, Obi1 Ha3HayeH
npenapaTt fapoHuaasa u3 pacydeta 100 E[/Kr/BBEOeHue.

Puc. 3. MNMauuneHT ¢ cuHapom lypnep—Lere B Bodpacte 9 mec (A), 15 net (Bb) n 26 net (B) BMecTe ceMben
Fig. 3. Patient with Hurler—Scheie syndrome at the age of 9 months (A), 15 years (b) and 26 years (B) with family
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E Clinical Observation

KnuHunyeckKoe Ha6nogeHue

B 2012 r. onepupoBaH: YCTAaHOBMAEH KOCTHbIM WMMMMaH-
Tat L; B MOACHMYHOM OTAese Mo3BOHOYHWKa. B 2015-
2017 rr. B Tepanuu oTMeyvanucb nepepbiBbl 0T 1 Ao 3 mec,
4YTO NPMBOAMNO K CNaboCTU, CHUXKEHUIO anneTuTa, BAAOCTH,
anatuu; 6ecnokonnm 601 B KUCTSX PYK, CMMHE; MNOCTENEH-
HO YMeHbLIWNCSH 06BbEM ABUMKEHUS B KUCTAX; HAGNtoganoch
yXyALlEHWUE 3PEHMUS.

AHaMHe3 XU3HU

PoxxpeH oT nepBon 6epeMeHHOCTH, NPOTEKaBLLEN C yrpo-
3001 NpepbiBaHns Ha 6-15- Hed. OT nepBbIX CaMOCTOATESTb-
HbIX POAOB B CPOK. Macca Tena npu poxaenunn 3100 r, gnvHa
52 cM. 3akpuyan cpaly. PaHHee NcMxOMOTOPHOE pa3BuUTUE
no BO3pacTy.

HacnepcTtBeHHbI aHaMHe3
HacneacTtBeHHOCTb MO  GOJIE3HAM HAKOMJIEHUS He
oTAroweHa.

dusnkanbHass JUarHoCcTUKa

Ha ™MomeHT ocmoTpa macca Tena 60 Kr, pocT
160 cM. UHTennekT coxpaHeH. O6WEeMO3roBoM U MEHWH-
reaflbHOM CUMNTOMATUKKN HET. YMEPEHHOro NuTaHus. JInuo
CUMMETPUYHOE, HECKONbKO aMumMuyHoe. Cuna MmbllL
B pyKax (MNauMeHTa NpocsaT MaKCMMasnbHO cxaTb 2—3 nasb-
La Bpaya nooyepeaHo Kaxaon Kuctblo) — 4-5 6annos
(MakcumanbHo — 5). OcobeHHOCTH deHOoTMNA: BbICOKUI
n0o6, WKUpOoKasa nepeHocula, KOpOoTKas Lwwes, 60/bliomn
A3blK. HOCUT 0OYKM, ymMepeHHOe MNOMYTHEHWE POroBMLbI.
Kndockonnos. KoHTpaKTypbl B KPYyMHbIX CycTaBax U yme-
pEeHHOEe OrpaHu4yeHue MOABMMKHOCTM B KUCTAX NanblLeB
PYyK. B nerkux gbixaHue npoBOAMTCA paBHOMEPHO BO BCeE
OTAesNbl, XPMNoB HET. YactoTa AbixaHusa 18/MuH. [paHuubl
OTHOCUTENIbHOW CepAeYHON TynocTU He yBenuyeHbl. HYCC
88 ya./mMuH. AptepuanbHoe gaBnexHve 115/70 mMm pT. CT.
CepaeyHble TOHbl apPUTMWUYHbIE, CUCTOMYECKUI LIYM
Ha Bepxywke. XXMBOT AocTyrneH rny6oKoW nanbnauuu,
6e360M1e3HEHHbIN. lleyeHb U cene3eHKa He YBEUYEHbI.
dusnonornyecKkme oTnpaBIeHUs B HOPMeE.

lMpeaBapuTenbHbIA AMarHo3
Mykononucaxapuao3 | Tuna.

AnarHocTnyeckue npouegypbl

OKTI. Putm 59-65 ya./MuH. PUTM cuHycoBbIN. MNoBbliwe-
HWE 3NEKTPUYECKOM aKTMBHOCTM MUOKapaa NIEBOr0 Kenyaoy-
Ka. HenonHas 6n10Kkaga npaBol HOXKM NyyKa [uca. NMpusHaku
HENPOreHHbIX BaryCHbIX BAUSHUN.

9xoKI. MnKcomaTo3 aopTafibHOro KnanaHa, peryprura-
uns 1-n cteneHu. Peryprutauus Ha MUTpaNbHOM KnanaHe
2-1 cTeneHu.

KoHcynbtaums ogtanbmosiora (3akiodeHue). «TaneTo-
peTMHanbHaa abuoTpodua; aereHepalmsa poroBuLbl; runep-
METPONMS BbICOKOW CTENEHW».

Y3U 6prowwHoM noanocty, no4eK — 6e3 NaTonoruu.

KnuuuyecKkni guarHo3s

Mykononucaxapmnzgo3s | tvuna, cuHgpom lypnep—Llene.
HefocTaToYHOCTb MWUTPaNbHOMO M aopTafibHOrO K/ianaHoB.
KOHTpaKTypbl B MEMKMX M KPYMHbIX CycTaBaxX KOHEYHOCTEMN.
Kndpockonmos 2-3-i cTteneHn. KapnanbHbii CUHAPOM.
MomyTHeHWe poroBuLbl. TaneTopeTuHanbHas abuoTpodus;
[ereHepaums poroBuLbl; TMNEPMETPONUS BbICOKON CTEMEHM.

Ucxogbl 1 NPporHo3

3aKoH4YMA WKOY U Konnemx. B HacTosilee BpeMs xKeHar,
UMEET ABYX AeTeN (Manb4uK U AEBOYKA, 3[0POBbI, FEHETUYE-
CKOe o6cneoBaHue NpoBeAeHo, MyTaL M HeT) (puc. 3).

OBCYXAEHME

Hamu npeactaBneHbl KNIMHUYECKME Clydan NErkoro Teve-
HUA MMC | ¢ coxpaHeHHbIM UHTENNEKTOM. Y OAHOro nauu-
eHTa (KnuMHu4eckun npumep N2 1) nepBble MpPosABAEHUs
3aboneBaHUs 3ameTunun nocne 4 net, y AByx Apyrux (npwu-
mMepbl N2 2 1 3) — Ha NepBOM M BTOPOM oy »U3HW. Bce
nauMeHTbl Havyanu nonaydyaTb Tepanuio AOCTaTO4HO MO3AHO,
4YTO MOB/IMSANO HA CKOPOCTb MPOrpeccupoBaHUs GONE3HMU.
HecmoTpsa Ha paHHWi aebioT, 60ne3Hb y BCeX NalMeHTOB
nporpeccupoBana MeasieHHo. Y nauneHTkm N2 1 orpy6nexue
4yepT NnLAa NPaKTUYECKU HE BbIPaXKeHO, ¥ ABYX APYrMX nauu-
E€HTOB — KpaKnHe He3HauuTeNbHbl. Ha nerkoe TedeHune MIIC |
BrnepBble 06paTnan BHUMaHWe H. Scheie n coaBT., KOTopble
B 1962 r. ony6nMKoBanu craTblo, rae BMepBble onucanmu
HECKONIbKO Cny4YaeB «HOBOro» deHoTMna cuHapoma lypnep.
B uncne nauuneHToB 6bi1M 6paT ¢ cecTpon (27 n 25 net cooT-
BETCTBEHHO), KOTOPbIE }anoBajIMCb Ha CHUXEHWE OCTPOThI
3peHus (auddy3Hoe NOMYTHEHUE POrOBHLLbI), C paHHErO BO3-
pacta umenu orpaHMyeHue NOABUMIKHOCTU B KPYMHbIX U Mef-
KUX cycTaBax, rpbixu, WwWymbl B cepaLe (K 6bi1o B Hopme),
yBeNnYeHne MUHAanuH. B otnnyne ot 60NbHbIX C TUMMYHBIM
cuHapomom [ypnep, y HUX Obll HOPMabHbIA WMHTENNEKT
N MArkue mameHeHus deHotuna [32]. Jlerkne dopmbl MIC
He MOryT 6blTb OTHECEHbI K «MOPTPETHLIM» ANArHo3am, noaTo-
My NaLMEHTOB ropasfo pexe OTNPaBAsIOT Ha KOHCYbTaLMIo
K FE€HEeTUKY, M BPayu He HACTOPOXKEHbl Npu GU3MKaNbHOM
OCMOTpe NnauueHTa B OTHOWEHUU nmeHHOo MIC.

M. Beck n coaBT. npoBenu noapo6HbIM aHann3 AaHHbIX
peructpa naumeHToB ¢ MIMNC | (n = 987), HakonneHHbIX K 2013 T.
[33]. Mpeobnaganu nauneHtbl ¢ MICI I (61%), pexxe BCTpeya-
Mcb 6onbHble ¢ cuHapomom MIICI T (23%), elle pexe —
¢ MICI W (13%). B 3% cny4aeB tun MIC He 6bln onpeaenex.
MepBble CMMMNTOMbI 3a60NEBaHUS Y MNALMEHTOB C GEHOTUMNOM
MMCI U nosiBunncb B Bo3pacTte oT 3 A0 7 /eT, y NauneHToB
¢ MINCI W — ot 5 go 13 net [33]. bb10 0OTMEYEHO, 4TO MpuU
MSArKux popmax 3a6oneBaHUs 3a4epKUBaAETCA AUArHOCTUKA U,
COOTBETCTBEHHO, MHULIMALMSA Tepanuu, YTo HeraTMBHO BAMUSIET
Ha Ka4yeCTBO XM3HM TakMx 6O/bHbIX B nocaeaytoliem [33].

MoneKynsipHO-reHeTU4EeCKNe 0COGEHHOCTH JIErKUX

dopm myKononucaxapuaosa |l Tuna

Mo gaHHbIM L. Clarke 1 coaBT., B MEXAyHapO4AHOM peru-
cTpe nauueHtoB ¢ MIMC | y nonoBuHbI 60MbHbIX (74/158)
C Nerkum  ¢eHoTunom Obiin  OBHapyXeHbl BapuaHTbI
B reHe IDUA, BnvsalOWME Ha TPAHCKPUMLMIO WX TpaHC-
NIAUMIO TeHa B COYETaHUMU C «1erkon» MUCCEHC-myTauuen
[34]. Hanbonee 4yacTbiMM reHOTUNamMu npu nerkom popme
MMC | anstotca p.L490P/L490P (y 13%), p.P533R/P533R
(y 11%) 1 p.L238Q/W402X (y 4%) [34].

B npeacTtaBneHHbIX HaMW KIAMHWYECKMX Clyvyasx nauu-
€HTbl OblIM KOMMNayHA-reTepo3nrotamum no OAHOM TSXKenomn
(c.208C>T p.Q70*) n BTOPOM Nerkon mytaumun (c.826G>A
(Glu276Lys). NockonbKy B Poccuinckon degepaumm, B oTIn-
4yue OT eBPOMENCKUX CTpaH, Haubonee 4acton MyTaluen
asnsetca p.Q70* [35], He yaMBUTENbHO, YTO ABOE U3 HaLIMX
nauMeHToB (KAuHU4Yeckrue npumepbl N 2 un 3) aBngtotcs
KOMMayH/-reTepo3nrotammn no 3ToW MyTaluu B COYETaAHWUM
C Apyrum, 6onee nerkum annenem [35].



Mo AaHHbIM MeXAyHapoAHOro perucrpa, Kudos 6bin
€[JMHCTBEHHOM aHOManueun, NPUCyTCTBoOBaBLIEN Y BOJbLLWH-
ctBa (70%) nauuneHToB ¢ deHoTnnom MIICI I, n ropasgo
pexe y nauueHTtoB ¢ MIMCI W (34%) n MMNCI W (21%).
N Haob0opoT, KOHTPaKTypbl B CycTaBax M CMHAPOM 3anscT-
HOrO KaHana npuCyTCTBOBanu y OGO/bLIMHCTBA NaLUeH-
T0B ¢ MICI W (69 n 51% cootBetcTtBEHHO) 1 MICI W
(57 n 28% cooTBETCTBEHHO), pexxe — Yy 60nbHbIX MICI T
(38 1 8% cooTBETCTBEHHO). CpeflHMI BO3pacCT NOSABIEHMS
npun MICI W cumnToma 3anscTHOro KaHana B Buae 6onu,
noKasnblBaHUsl, OHEMEHMUS, CNabOoCTU, MKEHMUS COCTaBMI
13 net [33]. Y HalwmMX NauMeHTOB C paHHEro Bo3pacTa
HabnganMcb U3MEHEHUS CO CTOPOHbI KOCTHO-CYCTaBHOMO
annaparta: KOHTPaKTypbl B CycTaBax, HapylleHWe OCaHKMH,
y ABOMX 3ageprKKa pocTta. OaHa M3 HallMX NauMeHTOK one-
pupoBaHa no NoBofy CMHAPOMA 3ansCTHOro KaHana, Apyron
3Ta onepaumsa nnaHMpyeTcs.

Mo gaHHbIM perncrpa, NaTonorMmM cepaeyHblX KnanaHoB
Yaule Ha6nopatotca y 6onbHbix MIMCI LW (68% cnyyaes),
YyyTb pexe — y nauueHtos ¢ MICI I'W (59%) [33]. M. Page
n D. Campbell onnucanu aBa cnyyas, korga MINCI LW y B3poc-
NbIX NaLMEHTOB 6bla 3aN003PEH TONbKO NOC/E BbISBAEHHMS
KapanoBacKynspHon natonornun [36]. B nepBom cny4vae
56-NeTHUN MyXK4MnHa 6blT rOCNUMTaNNM3UPOBaH U3-3a Cyaopor
M NPaBOCTOPOHHEro remunapesa. pu NpoBeAeHUU KOM-
nbtoTepHon Tomorpadum (KT) ronoBbl BbIABEH 1EBOCTOPOH-
HUI MILEMUYECKMUIA oYar U 3anogo3peHa aMb60oaus, YTo noa-
TOSIKHYNO Bpayen NpoBecTy AONOAHUTENbHOE 06cnefoBaHue
nauueHTa Ha nNpeamMeT cepaeyHon natonoruu. MNpu ocmoTpe
obpallann BHUMaHUe OCOOeHHOCTM deHoTMna (LWMpoKas
nepeHocuLa, KopoTkas wes), gedopmanmsa rpyaHON KNeTku,
OorpaHuyeHue NOLBUXHOCTM B CycTaBax U MOMYTHEHWE POro-
BULbl. My4nHa OT GIM3KOPOACTBEHHOrO 6paKa, cTaplive
6paT u cectpa ymMepsiuM OT CepaeyvyHOM HedOoCTaTOYHOCTM.
Ha 3KI — npu3Haku paHee nepeHeceHHOoro WHdapkrta.
AOmuccuroHHas KT BbisBUNa UIWLEMUIO MUOKapAaa, XoTa naum-
€HT HUKOraa He McnblTbiBan AMcKkoMbopTa B rPyAHON KIETKe.
Mo gaHHbIM NabopaTopHOW AMArHOCTUKK (YBENUYEHME COoaep-
KaHWUS MMMKO3aMUHOMIMKaHOB B MOY€E M 9H3MMOLMArHOCTH-
Ka) noateBepauncsa anarHod MICI LU [36]. BTopow nauueHrT,
52-NeTHUR My>K4YuHa, rocnuTann3uMpoBaH M3-3a KOMMpec-
CUOHHOro nepesoma MNOSCHUYHOrO OTAena MO3BOHOYHUKA.
MNepen noarotoBKoM K onepaunn Ha AKI obHapyxeHa runep-
Tpodus nesoro xenygoyka. Mpu IxoKl BbisBNeHa TsxKe-
nasi runepTpoduma NEeBOro Kenyaoyka (KPpUTEPUM TSKECTU
aBTOpPaMW He YyKa3aHbl) C YMEPEHHbIM CTEHO30M aopTbl
W MUTPaNbHOro KnanaHa. AopTanbHbliM KnanaH 6bln yMepeH-
HO KalbLMHMPOBAH W YTOJLLEH, @ JIMCTOYKM MUTPaSbHOro
KnanaHa 6bl11 Y310BbIMU U CUAIbHO YTONLWEHHbIMW. U3 dun3u-
KanbHbIX AaHHbIX 06palLany Ha cebs BHUMaHWe HU3KKUE pocT
(136 cm) 1 macca Tena (38,5 Kr), KOHTPAKTYpbl B KPYMHbIX
cyctaBax W [ypnep-nogo6Hbin deHotun. AuarHo3z MICI LU
Obl1 NOATBEPXKAEH MOc/ie NPOBEAEHWUS 3H3UMOAMArHOCTU-
Ku (06HapyxeH febuumnt depmeHTta anbda-L-maypoHunaasbl)
W TEeHETUYEeCKOro uccnefoBaHusa (o6HapyeHa MmyTauums
B reHe IDUA) [36]. Y onucaHHbIX HaMW MaLUEeHTOB TaKxKe
6bl/IM BbISIBNEHbLI UBMEHEHUS CO CTOPOHbI cep/La (naTonorns
KnanaHHOro annaparta cepaua, MHOUILTpaTUBHAsA Kapauo-
MHonaTus), KoTopble nporpeccupoBanu. NocnegHee Morno
ObITb CBSA3@HO C NO3AHWM HayanoM Tepanuu u nepepbiBamMmu
B fie4yeHnn (y naumeHTkn N2 1 Bo BpeMs TpeTben 6epemeH-
HOCTM M y nauueHTa N° 3 u3-3a HapyweHWs opraHu3auuu
Tepanuu). B 4acTHOCTHU, M3BECTHO, 4TO bEepMEeHTO3aMecTu-

TenbHasa Tepanusa ynydlaeT NposBiaeHns MHPUILTPaTUBHOM
KapAvoMuonaTtuu, NporpeccMpoBaHne NaTonorum KnanaHos
cepaua 3ameansertca [17, 27]. HeraTBHO Ha COCTOSiHWE
cepAeYvyHO-CoCyAUCTON CUCTEMbI BMAIOT OTMEHa WK nepe-
pbIBbI B Tepanuu [37].

Matonorusa ras pasBuBaeTcs npu Bcex noatnnax MIC |
N 9BNSETCA NaTOrHOMOHMYHBIM CMMMTOMOM. [10 Aa@HHbIM
MEXAyHapo4HOro perncTpa, NoOMyTHEHME POroBMLbl — Hau-
60nee pacnpocTpaHeHHbI CUMMTOM Y NaLMeHToB ¢ GeHOTH-
nom MICI W (BcTpeyaetcs y 70—-82%), KOTOpbIK BNepBble
anarHoctupyetcs B Bo3pacte 9-11 net. CteneHb NOMYTHEHUS
He KoppenupoBana ¢ Bo3pactoMm [33]. K. Newkirk n coaBT.
CpaBHMBaNW HaKoM/JeHUEe MMTIMKO3aMUHOMIMKaHOB B POroBu-
e Ha doHe npoBefeHs GepMeHTO3aMeCTUTENbHOW Tepa-
MUKW B pasHbIx Jo3ax Uan 6e3 sieyeHus. BbISCHUNOCh, 4TO
TOMIbKO BbICOKOO3Hasd dbepMeHTo3aMecTUTeNbHas Tepanus
npuBena K CHUXEHWIO HaKOMNIEHUS MMMKO3aMUHOIMTMKaAHOB
B poroBuLe [38]. lNloMmnmo Hee, ansl ycTpaHeHns obTanbmo-
JIOTMYECKON NaTONOMMKU NaLMeHTamM BbIMONHAETCA nepecagka
poroBuubl. B 6yayuiemM BO3MOXHa W npsamMas nepecagka
CTBOJIOBbIX KNETOK B a3 [39]. TpaHcnnaHTauns porosuLbl,
K COXalleHUIO, OC/TIOXKHSAETCA BbICOKMM PUCKOM OTTOPXKEHMUS,
NMO3TOMY MOUCK HOBbIX METOAO0B Tepanun 3TOr0 OCNOXKHe-
HUS aBAseTcs akTyanbHbiM [39]. CpaBHWUTENbHO HEAaBHO
Ha XXMBOTHbIX Mogenax MIC 6bina nokasaHa YCMNeLWHOCTb
NPUMEHEHUA TEHHOW Tepanuu C WUCMNoJIb30BaHUEM afeHo-
accoumnpoBaHHoro Bupyca (AAVBGO-IDUA) ans neveHus
nomMyTHeHus poroBuLbl [40].

[Apyrue KAMHN4YecKue NposiBAEeHUNA Ierkux popm

MyKonoJaucaxapuposa

Mpyv aHanM3e [daHHbIX MEeXAyHapoAHOro perncrpa
NoKasaHo, 4YTO rpybble YepTbl Nnua 6Gonee xapaKTepHbl
NS NauWeHTOB C TSXKENbIM U cpeaHeTsenbim Tnnom MIC
(0BHapY)XMBaIOT Yy KaxKaoro BToporo pebeHka B 8-neTHeM
Bo3pacte). CpeaHui Bo3pacT aebioTa USMEeHEHUN deHoTMNa
npu MICI T'W coctaBun 3,5 roga. OgHako cneayet oTme-
TWUTb, YTO OrpybaeHue 4epT anua npu Marknx ¢opmax MIMC |
He Takoe BblpaxeHHoe, Kak npu MICI [, a y nauuveHTOB
¢ MIMCI T'lW moxeT npaKTU4ecKu oTcyTcTBOBaThL [21].

[enaTomeranva NpucyTcTBOBana y 60/blIMHCTBA NaLu-
eHToB ¢ deHotnnamu MICI T (70%) u MNCI T'W (67%), pexe
(48%) — y nauunerTtoB ¢ MIICI L. MNMpuMepHO C TakoMW e
yactoTon o6HapyxuBatoTca M rpbikun [33]. NHTepecHble
[JaHHble npeactaBneHbl B AByx nybnukauuax O. Gabrielli
W CoaBT., KOTOpble Habnwhann 6pata M cecTpy B TeyeHue
ONUTENbHOro BpeMeHu. Manbuuk, 12 neT, ¢ MArkum Tevye-
HMeM 3abofieBaHMA Hadvan nosyyaTb GepmeHTo3aMecTu-
TeNbHyl0 Tepanuio ¢ 5-meca4yHOro Bo3pacTa, B OTIMYMe
OT pofHoun cecTpbl (17 neTt), KoTopon depMeHTo3amMecTu-
TenbHas Tepanus Oblla oTcpoYeHa A0 S5-neTHero Bo3pacra
B CBSI3M C NO34HEN AnarHocTukon cuHgpoma lypnep—Llene.
Yrny6neHHoe KAWMHWMKO-NabopaTopHoe [AuarHocTU4yeckoe
obcnefoBaHMe ManbyMKa B Bo3pacte 12 neT nokasano,
4TO Ha GOHe paHHEro Havyana Tepanuu, elle 40 NosSBAEHUS
CUMMTOMOB 3ab0neBaHus, CTEMEHb MOPaXeHUs CycTaBoOB,
NO3BOHOYHMKA M CEPAEYHO-COCYAMUCTOM CUCTEMbI Yy Hero
6blna MMHMMaNbHOW B CPAaBHEHUU C CECTPOM, XOTa 06a UMe-
M OAMHAKOBYIO MYTaLMIO B FEHE U CHUMKEHME aKTMBHOCTU
depmeHTa. Npn aToM y cM6COoB Oblniv YCTAHOB/IEHbI Pa3Hble
anarHosbl: y 6pata — MICI W, y cectpbl — MICI L.
O4yeBMAHO, YTO PepmMeHTO3aMecTUTeNbHas Tepanus No3Bo-
naet MoauduLUMpoBaTh KIMHUMYECKMI GEHOTUN, NepeBecTH
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ero us Taxenom Gopmbl B 6051€e NErKyo U 3aMeanmTb Nnpo-
rpeccupoBaHue 6onesHu [41, 42].

3AK/TIOYEHUE

PaHHas aunarHoctvka MIMCI T'W w MMCI LW 3aTpygHeHa
NMo HECKONbKMM MPUYMHAM: pPedKoCTb 3ab0ofieBaHus, WKUPO-
Kas BapuabenbHOCTb KIMHWYECKOW KapTuHbI, NIErKoe Teye-
HUe 60Ne3HW, a TaKKe HecrneunPpUYecKUin XapakTep HeKo-
TOPbIX PAaHHMX NPOSABAEHUN (IFPbIXKK, YacTble pecnupaTopHble
3aboneBaHus). CneunduryHble GEHOTUMUYECKNE NBMEHEHUS,
NMOMYTHEHWE POroBMUbl, HavyasbHble NPOSABIEHUS NATONOrMUK
cepAeyvHO-CoCyanCTON CUCTEMbI HEe BCerja NpuBeKaloT BHU-
MaHue poauTenen, Yalle OHM obpaLlatoTcs K Bpadyam rno noso-
[y naTonoruu OnopHO-ABUratefibHoro annapata. oatomy
Ba¥HO, 4YTOObI Bpayu-opTonedbl 3HaIU KIMHUYECKUE Mpu-
3Hakn MIC n MornM OTNPaBUTb NaLMEHTa Ha reHeTUYECKyo
[MarHocTuky. lNocnegHas gaet BO3MOXHOCTb He TONbKO ycTa-
HOBMTb AnarHo3 MIC |, HO 1 B HEKOTOPbIX CNyYasiX YyTOYHUTb
€ro KIMHWYecKyto Gopmy, a, cneaoBaTtefibHO, TAXKECTb Teve-
HUs1 60/1e€3HM M NPOrHO3 Ka4yeCTBa KU3HM NauneHToB. BmecTe
C Tem 4S9 NpaBWIbHOM KNacCUPUKaLMU KIIMHUYECKUX GOpM
MMC | B MynbTUAUCUMMIMHAPHYIO KOMaHAy LenecoobpasHo
NOAKIIOYUTL Herponcuxonora. CneunanncTbl 3TOro Nnpoduns
Heo6xoAnMbl Ans exxerogHow oueHku DQ (MHAEKC, oTpaKa-
IOLLMIA OO0 HOPManbHOrO pa3BUTUSA y pebeHKa B AaHHOM
BO3pacTe) B paHHeM Bo3pacTe v pganee IQ (ymcTBeHHOe
pa3BWUTUE) HE TOMIbKO Y NauWeHToB ¢ cuHapomoM [ypnep,
HO 1y nauuneHTtos ¢ MIMCI 'l v MNCI L.

WHOOPMUPOBAHHOE COITIACUE

OT mauueHToB OblIO MOAYYEHO MoANUCcaHHOe WHOpP-
MWPOBaHHOE [06POBO/IbLHOE cornacue Ha nybanKaumto
X M306paxkeHun (gatbl nognucanusa: nauyuveHt N2 1 —
17.04.2020 r., naumeHt N2 2 — 11.04.2020 r., nauu-
eHT N2 3 — 13.04.2020 r.).

INFORMED CONSENT

Patients have signed informed consent on publication of
their photos (date of signature: patient N 1 — 17.04.2020,
patient N 2 — 11.04.2020, patient N 3 — 13.04.2020).

UCTOYHUK ®UHAHCUPOBAHMA
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