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B cTarbe npeAcTasnieHbl COBPEMEHHbIE CBEJIEHINS 0 PacnpOCTPAHEHHOCTY, 3TUONOTMK, NATOreHe3e U KNnHUKe 60ne3Hn Mapoto—IJlamu (Mykononucaxapuaos
VI tuna). MpoaHanu3npoBaHbl 0CHOBHbIE MPUYUHBI OLUMOOK B AN DepeHLnanbHoi AMarHocTKe JaHHOro 3a601eBaHNA ¢ APYroi, CXOAHOM MO KIMHUYECKUM
NpOABMEHNAM, NaTonorun. Ha npumepe cO6CTBEHHOr0 HabnoAeHUs 32 pe6EHKOM C 601e3HbI0 MapoTo—IJlamn onucaHbl XapakTepHble Ans Hee KNNHUYecKne
npu3Haku. Takxe yKa3aHo Ha HeobX0AUMOCTb MefNKO-reHETUYECKOr0 KOHCYNbTUPOBAHWS W NPOBELEHUS NPeHaTanbHON AMArHOCTUKM C LieNbio NEepBUYHON
npodMnakTNKN AaHHOro 3a6oneBaHus.

Kntoyesble cnoBa: 601e3HM HaKONNeHUs, Mykononucaxapuaosbl, 60nesHs Mapoto—Jlamu, getu.

A rare case of mucopolysaccharidosis type VI: Maroteaux—Lamy disease
(diagnostic errors)

AF. Chernik-Bulent, F.F. Hajiyeva, FM. Mamedova

Azerbaijan Medical University, Baku

The article presents modern information about the prevalence, etiology, pathogenesis and the clinical symptoms of the Maroteaux-Lamy disease
(mucopolysaccharidosis type VI; MPS VI). It contains a analysis of the main causes of errors in the differential diagnosis of this disease with another pathol-
ogy similar in presented.clinical manifestations. The example of own observation of a child with Maroteaux-Lamy disease describes the characteristic clinical
signs. Also indicated the importance of the medical genetic counseling and prenatal diagnosis for the primary prevention of this disease.
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PipkicHuin BUNnapok mykonosnicaxapugo3ay VI Tuny: xeopo6a Mapoto—Jlami
(AiarHOCTUYHI NOMWUJIKM)

A.@. Yeprnk-bynent, @.®. lagxnesa, .M. Mamegosa

A3epbaiiKaHCbKNIA MEANYHWIA YHIBEPCTUTET, M. baky

Y cTarTi HasefeHi Cyd4acHi BIiLOMOCTI L4OA0 MOLUMPEHOCTI, eTionorii, natoreHesy i kniHiku xsopobu Mapoto—/lami (mykononicaxapugos VI tuny).
[TpoaHanizoBaHi 0OCHOBHI NPUYUHYU NOMUIOK Y ANIEpPeHLIiaNbHIN JiarHOCTULI JAaHOTO 3aXBOPHOBAHHS 3 HLLOHO, 3i CXOXUMI KNiHIYHANM NPOSBaAMI, NaTONOrIEH0.
Ha npuknapi BnacHoro cnocTepeXXeHHs 3a AMTUHOK 3 XBOpo60oto MapoTo—I/lami onucaHi nputamaHHi il KniHiYHi 03HaKW. 3a3Ha4a€TbCs HEOOXIAHICTb MEANKO-

FEHETUYHOrO KOHCYILTYBAHHS | MPOBEAEHHSA NPeHaTanbHOI 4iarHOCTUKN 3 METO0 NEPBUHHOT NPOMINAKTUKIA [JAHOTO 3aXBOPHOBAHHS.
Kntoyosi cnosa: x8opo6u Hakonu4eHHs, Mykonosnicaxapunosu, xsopoba Mapoto—IJlami, gitu.

BO]IGBHI/I nakorienus (bH) npencrasisiior
coboit rpynmny peakux 3abosieBaHMIA,
XapaKTepU3YINUXCSI — TSKETbIMU  PACCTPOii-
cTBaMU 0OMEHa BEIeCTB, TIPU KOTOPBIX TeHETHYE-
cku oOycioByieHHble eeKThl psia GepMeHTOB
BBI3BIBAIOT HAKOILJIEHWE BHYTPU JIM30COM TIPO-
JYKTOB JKU3HENESTETbHOCTH KJIETOK. B Hacros-
Tiee BpeMsi n3BecTHO cBbitie 50 muzocomubix bH
[5]. B ux cTpyKType BBIAEISIOT MYKOMOJHCaXa-
punosbl (MIIC) — rpymnmy MeTaboJInYecKuX
3a60JIeBaHMIT COEMHUTELHOM TKAHU, CBSI3aHHBIX
¢ HapylieHneM oOMeHa TIJIMKO3aMUHOTJIMKAHOB
(TAT), nposiBisiiomuxcsi jedekramu KOCTHOTM,
XpsIIeBOl, coenuHUTeTbHON TKaHell. CorjacHo
Nosology and Classification of Genetic Skeletal
Disorders Bbigensitor 7 tunoB u 12 moarunon
MIIC [2]. Bce MIIC, kpome 11 tuma, nmeiot ayTo-
COMHO-PEIECCUBHBIIN TUTT HACTEIOBAHMSI.
Myxkononucaxapuo3 VI tuma, uiam cuHIPOM
Mapoto—Jlamu (Maroteaux—Lamy) (MKDB-10:
E 76.2, mo xaramory OMIM Ne 253200) — 1o mme-
HaM BIlepBbIe omucaBiux ero B 1963 r. ¢panirys-
ckux Bpaueii [Isepa Maporo m Mapuca Jlamm, —
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ausocoMHass BH, obyciioBieHHas CHUKEHHEM
akTUBHOCTH (epMenTa N-areTuirajsakTo3aMmH-
4-cynbdaraspl (4-cysbdarasa, apuiicyibdaraza
B, ARSB, EC 3.1.6.12). T'en apuscynbdatassr B
(ARSB) kapTupoBaH Ha [JIMHHOM TLI€Ye XPOMO-
combl 5, B jyokyce ql4.1. Ten ARSB komupyer
(hepment apuncynndaTazy B, KoTopbrii ocytiect-
BJIAET THAPOJN3 CyJibdaTHON rpymbsl N-ammeTni-
rajlakTo3aMUH-4-cysbdara, JepMataHcyJabdara u
XOHAPOUTHH-4-cynbdaTa. Apuncynabdaraza B
coctouT u3 492 aMUHOKHUCJIOT U UMEET MOJIEKY-
agpuyio Maccy 47 x/1 [1,2].

Cunzpom Maporto—J/lamMmu oTHOCHTCSI K Pel-
kum (opdanubiM) 3a6oseBanusiM. Jacrora 3a60-
JeBaeMocTu B sutepatype Bapbupyetr ot 0,05 10
2,3 na 100 000 xuBopoxaenubix. Kak mpasuiio,
MIIC VI tuma nposBisgercst TOIBKO y MAITHEHTOB
¢ TsKeabM  jgepunuToM  (pepMeHTATUBHOM
aKTUBHOCTU apuiicyibdarassl B (00bIYHO MeHee
10% ot HUIKHEH rpaHuIlbl HOPMBI). Y HOCHUTEJEN
OJTHOTO AHOMAJIBHOTO JIJIEJIsT COXPAHSIETCS 0CTa-
TOYHAST AKTUBHOCTH (ePMEHTa, IMO3BOJISIONIAs
u30exath MposiBJIeHNi 3aboseBanus [4].
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KAMHWMYECKINIM CAVYAM

Haxoruienne TAT npuBoaut k rubesin KJIETOK,
TKaHEBOMY ¥ OPraHHOMY /IicOaIaHCy, YTo ¥ OIpeie-
sisier kimnHndeckuii penorun MIIC — nauasbHble
npusHaky paszamyabix THIoB MIIC ouenb cxoxu
MeXIy co00if, a TakKe ¢ HEKOTOPHIMHU JPYTHMH
3a00JICBAHUSIMU, UTO KpaiiHe 3aTPY/IHSIET TIPABUIb-
HYIO PaHHIOIO JINaTHOCTUKY 3abosieBanust. B cBsi3u
C 9TUIM Ha HAYAJBHBIX CTANSIX PA3BUTHS TTAITIHEHTHI
¢ MIIC Hepenko TomaialoT K y3KOMPOhUIBHBIM
CHENUATINCTAM — HEBPOJIOTaM, JHJIOKPUHOJIOTAM,
PEBMATOJIOTaM, B MOABJISIIOIIEM OOJIBIITNHCTBE CJIy-
YaeB UCKIIIOYAETCST KOMIIEKCHBIN TIOJIXO/T K OTIEHKe
COCTOSTHUS TIAITMEHTA, YTO TIPUBOJUT K OTCPOUYKE
MOCTAHOBKH TIPABUJIBHOTO INArHO3a.

Jlist myumocTpauy mogoOHbIX OIMUOOK B [Uar-
HOCTHUKE TIPUBOANM COOCTBEHHOE HabJI0IeHIE.

Knunuueckuii cayuai

Bosbrast N, 4 roj1a, mocTyrmmia B yaeOHO-Tepa-
MEBTUYECKYI0 KJIMHUKY  A3epOailizKaHCKOTO
MeuIMHCKOro yHuBepceuTera B 2018 r ¢ skamoba-
MU Ha 33JIEPKKY POCTa, CKeJleTHbIe JiehopMaIlny,
HapyllleHre TTOXO/IKH, HEBHSATHYIO PeUb, XPUILIOE
IITYMHOE JIbIXaHME,

Puc.1. BHelwHnin BuA nauneHTku. Jedpopmauuu yepena, rpyaHomn
KNEeTKU, KOHEYHOCTe
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3 anamHe3a 3a00J1€BaHst U3BECTHO, UTO B TIEP-
Bble 6 MecsieB B pasBUTHH pebeHKa 0COOEHHOC-
Teli He oTrMedasoch. OnHAKO ¢ 6-MecsSTYHOTO
BO3pacTa HavyaJM MOSIBJISITbCS PA3JMYHbIE CKe-
JgeTHble fedopmaruy (M3MeHEeHUs dYepera, yBe-
JIMYeHWe pa3MepPoOB TOJIOBBI, 3aJepPKKa POCTa,
orpyOeHe 4epT Jinia, u3MeHeHus: (hOPMbI TPY/I-
HOU KJIeTKU U mo3BoHOYHUKA). [lo aTomy moBomy
POMTEIIH OOPAIIATIICH K PA3JIMIHBIM Bpayam, ObLT
MOoCTaBJieH JuarHo3 «PaxuTs, B CBI3U € 4eM
JIEBOYKA TOJIydaia JiedeHWs] B BUJE PA3TUYHBIX
nperapatoB BuTamuna /I, kampims u T.1. OnHako
adderTa He HaBIIOAATOCH, KIMHUYECKNe TPU3Ha-
KU K 2—3 JIeTHEMY BO3PacTy CTAaHOBUJIUCH GoJiee
BBIPAKEHHBIMU: TTPUCOEAUHUINCH OTpaHUYEHUE
JBIJKEHUI B KOHEYHOCTSIX (0COOEHHO B JIBUIKE-
HUSIX TAJIbIIEB KUCTE ), HapyIIEeHUs TTOXOAKU.

M3 anamMHe3a JKM3HU OBLJIO YCTAaHOBJIEHO,
4yT0 pebeHok ot I 6epemenHocTH, I poos, qaHHast
6epeMeHHOCTh TIPOTeKaa Ge3 MaTOJOrUH, POJIbI
B cpok (39—-40 Henemnp) myTeM KecapeBa TeueHNUs,
oleHka 1o tkane Anrap 6—7 6amios. Bec mpu
poxaernn 3000 r, poct 51 cM. Poxurenn naru-

Puc. 3. PeHTreHorpamMma KucTen v ny4e3ansicTHOro cycrasa.
YTonuwexnue n gedpopmauns AucTanbHbIX dpanaHr
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€HTKH SIBJISIIOTCST POICTBEHHUKAMU (JIBOIOPOJIHbBIE
Opar u cectpa).

O6wbekruBHbIi cTatyc. ObIee COCTOSTHUE 110
pory 3aboseBanusi Tspkesaoe. CaMOUyBCTBHE YII0-
BJIETBOPHUTEIbHOE. AKTHBHA, OJIHAKO B KOHTAKT
BCTYIIAeT HEOXOTHO. PocT Ha MOMEHT 00cIeI0BaHUS
89,5 cM, Bec 13,3 kr. KoskHbie TIOKPOBBI OJI€IHBIE,
C 3EMJIMCTBIM OTTEHKOM, HalOJIIOfaeTCsi TUIIEPTPH-
X03, 0oJiee BBIPAKEHHBII B IOSICHUYHON 00J1acTH,
HOKOJKHAS KMPOBAsi TKAHb Pa3BUTa C1abo.

ITpu ocmorpe obpaimaoT Ha cebs BHUMaHUE
XapakTepHble YePThI JIMIA — IMUPOKAs 3araBIiast
MEPEHOCHIIA, IMUKAHT, CPOCIINECS] TYCThie GPOBU
(cutogpus), HU3Kasg TpaHHWIla pPOCTa BOJOC.
Hapsiny ¢ atum oTmeuaioTcst posuxoriedasnus,
BbIpakeHHbIe JIOOHBIE W TEeMEHHble OYTpBbI,
KopoTKag mmed. ['pyanas xieTka medopMmpoBaHa
(cnmaBenne ¢ GOKOB, cykeHue B 00JIaCTU HUKHEN
ariepTypbl, BAABJIEHHE B 0OOJACTH MEYEBHIHOTO
OTPOCTKA), «BecsmooOpasHbie pebpar, kKudo3 rpy/-
HOTO OT/ieJIa TO3BOHOYHUKA. CO CTOPOHBI BEPXHMX
KOHEYHOCTEH HAOJIOAI0TCST OTYETIIMBbIE KOHTPAKTY-
PbI JIOKTEBBIX CycTaBoB (OOJbIlie CIpaBa), YILIOT-
HEeHWe ¥ THUIEpIUIasusi B OOJIACTH JIyde3allsiCTHBIX
CyCTaBOB, CruOaTeJbHBIE KOHTPAKTYPhI IAJIbIIEB
(cuMTITOM <KOTTHCTOH JTanbly ) (puc. 1, 2). OTmeyaeT-
¢S BajIbrycHast JiehopMariyis HIDKHUX KOHEYHOCTEN,
TOXO/IKA HapyIieHa («XOKIeHNe Ha TBITTOYKAX> ).

JlpixaHue XpuUILIoe, OJHAKO BBIPAXKEHHBIX
MIPUBHAKOB JIBIXaTEIbHOW HEOCTAaTOUHOCTU HeET,
HA/l JIETKUMU BBICJYIITBAETCST JKECTKOE J[bIXaHUE.
[Tyibc PUTMUUHBIH, cepiedHble TOHBI TIPUTIIYIIE-
HbI, IIYMBbl He BbICTyIUBalOTCsA. [Ipu ocmorpe
POTOBOI TOJIOCTH ObOpaiiaeT Ha cebs BHUMAHUEe
60sb10#  s13bIK. JKMBOT MATKMIA, oTMedaeTcs
MyToYHas rpbiKa. [emarociyieHoMeraaust: edeHb
Ha 3 CM BbBICTyIaeT W3-TOA pebepHON IyrH,
cesie3eHka — Ha 2 cM. Mouenciyckanme 6e300.1e3-
HeHHoe, nedexarus 1 pa3 B cytku. Hesposoru-
YecKMi CTaTyc: OTMevaeTcsl He3HAYUTeJIbHOe
OTCTaBaHWe B ICUXOMOTOPHOM Pa3BUTHH — pebe-
HOK TIJIOXO BCTyHaeT B KOHTaKT, HEKOTOpas
3ajiep’kka  (hOPMUPOBAHUS PeEYEBbIX HABHIKOB
(roBOpUT OT/ETBHBIE CJIOBA, PeYb HEBHATHAA).
V13 aHHbIX 1aG0PAaTOPHO-MHCTPYMEHTAIBHBIX HCCJIe-
nmoBanuit: aKckpernns ¢ Modoit AT 97,3 mr/MMoI
(mpu  BospactHO# HOpMe 7,6—14,4 Mr/MMOJB),
BBICOKMIT ypoBeHb BUTamMuHa /[ B KpoBu — GoJiee
100 ar/Mn (Kak ciaefcTBUE HETIPABUIBHOTO Jiede-
HUS BBICOKMMU Jl03aMK BUTamMuHa /| B cBs3u
C HeBEPHbIM JIUATHO30M JI0 TIOCTYTIeHus ). PenT-
TeHOJIOTUYECKOe UCCJIe/IOBaHe KUCTel PyK
MOKa3aJi0 pacliupeHrie B IMOTEePeYHUKe KOCTel
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3aISICThs W (pajlalT MagblleB KUCTH, TeOpMaIliio
B MeTaduzapHoii 3oue (puc. 3).

[TanmenTke OBLT IPOBEIECH N'eHETUYECKHIT aHa-
mu3 (CAP's Laboratory Accreditation Program),
noarBepauBiuil auarnod MIIC VI tuma. Uc-
ciiefioBaHre OBIJIO BBHITIOJHEHO B COOTBETCTBUU
¢ TpuHIUTaMu XeJTbCUHKCKON [lexkmaparum.
[Tporokoa uccienoBanus 611 0100peH JIoKaib-
HeIM  9TudeckuM KomuTeToM (JIDK) Bcex
yyacTBylonux yupexjaenuit. Ha nposenenue
UcCIeI0BaHW ObLIO MOJYYeHO MH(POPMUPOBaH-
HOE coTJiacue pojauTesieil pebeHka.

Takum 006pa3oM, OCHOBHOI IIpoOJIEMOIi I10-
CTAaHOBKHM Juarfoza mpu Oosesnn Maporo—
Jlamu siBjisiercst GaHAJIBHOE OTCYTCTBUEM 3HAHMIA
0 CUMIITOMAX JIAHHOI MAaTOJIOTUHU Y TIPAKTUIECKUX
Bpavell. B smtepaType nMeoTcs ONMCcaHus Cayda-
eB HeOJIaronpusiTHOro Mcxojaa OOJIE3HM, CBSI3aH-
HBIX HE CTOJIBKO C TEYEHUEM CaMOro 3a00JIeBaHMs,
CKOJIBKO € OmMOKaMy B JMarHOCTUKE M HeIpa-
BUJIbHOM OIEHKOI BO3MOKHBIX OCJIOKHEHUT [ 3].

YuuteiBasg, 4TOo TPOTHO3 TpU Bcex (opmax
MIIC VI tuna HebGJaronpusTHHIN, T.K. ¢ BO3pa-
CTOM IPOrpeccupyeT HeoOpaTUMBI IIpoIlece
MOpakKeHUs IEeHTPAJbHOU W TepudepudecKoi
HEPBHOM CHUCTEeMbI, Hambojiee MepCIeKTHUBHBIM
HalpaBJIeHNeM sBJgeTcss npoduaaktuka. Pomn-
TesisiM Jieteil ¢ 6oJe3Hbio Maporo—JlamMu BaskHO
MpPOBEJIEHUE MEJIUKO-TEHETUIECKOTO KOHCYJIb-
TUPOBaHUS st 00eCTeYeHnsT BO3MOKHOCTH
MpeHaTaIbHON M MPEenMILIaHTAIIMOHHON JUarto-
crukn. IIpenaranpuas aumarmoctmka MCII
VI Tuma BO3MOXHA TOCPEACTBOM W3MePEHUS
AKTUBHOCTU JIM30COMAJIBHOTO (epMeHTa apuJi-
cyabdarazpl B B Ouomnrtare BOPCHH XOpHOHA
Ha 9—11-ii Hemesre GePEMEHHOCTH ¥/WJIH OIpee-
senus criektpa Al B aMHUOTHYECKO KUTKOCTH
Ha 20-22-i1 umemenme recrammu. Jasg cemen
C U3BECTHBIM T€HOTHUTIOM (oJiee 11e71ecO00Pa3HbIM
SIBJsIETCS TIpoBefieHre ipeHatanbHoi | HK-mmuar-
HOCTHUKH TaTtojioruu. ViMelorcst cBe/ieHust 0 Haxo-
aguieiics B paspaboTKe HporpaMMme CKPUHHMHIA
HOBOPOkAeHHbIX Ha MIIC, koTopast MoxKeT ObITH
JOCTYIIHA ysKe B 0003puMoM OyayiieM. B cBsizu
C TeM, UTO B HACTOSIIEe BPEMs YK€ YCIIEITHO
BHEZIPEH METOJ[ TAaTOTEeHEeTUYEeCKOTO JieYeHUs
FeHHO-UHKEHEPHBIMU (PePMEHTO3aMelA0NUMI
npemapatamu [1,4,6], oxupaercd yayuiienue
nporuosa 3abosieBaHusi, OCOOEHHO TIPU JIETKUX
(bopmax, 4TO MOKET JJaTh HAJEXKIy IIPU CBOEBPE-
MEHHO TIOCTaBJIEHHOM MPABUJIHHOM JHUATHO3E.

Aemoput 3as61510m 06 omcymemeu KOHPIUK -
ma unmepecos.
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INTERNATIONAL CONFERENCE
on CLINICAL NEONATOLOGY

COMITATO
SCIENT[FIC@

June 9-10-11, 2019
Venice, Palazzo del Cinema

Main topics:

Hypothermia in preterms: what’s new?
Teamworking in the NICU

EPO and neuroprotection: an update
NIDCAP and family-centered care
Delivery of fetal CHD patients

5 GOOD REASONS TO ATTEND THIS CONGRESS

An excursus on past 10 years achievements
Venice — the only place to be in June
Top science lectures accessible to everyone

More information: https://www.mcascientificevents.eu/iccn/

10th anniversary celebration — a unique occasion to attend free of charge
A comprehensive program with the hottest news in neonatology
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