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B cTatbe npefcTasneHbl COBPEMEHHbIE CBEJEHIUS 0 PacnpOCTPAHEHHOCTH, 3TUONOMNN, NaToreHe3e 1 KNuHuke 6one3Hu Mapoto—/lamu (Mykononncaxapuios
VI Tuna). MpoaHannuanpoBaHbl OCHOBHbIE NPUYUHBI OLUMGOK B AU epeHLManbHOM AUarHoCTUKe JaHHOro 3a60/1eBaHNs C APYrOM, CXOAHOM N0 KNUHUYECKUM
nposiBNEHNAM, natonoruu. Ha npumepe co6CTBEHHOMO HabNIOAEHMS 32 pebEHKOM ¢ 60Ne3HbI0 MapoTo—Jlamu onucaHbl XapakTepHble A5 Hee KNUHNYecKue
npu3Hakmn. Takxe yka3aHo Ha HeOOXOAMMOCTb MEeAMKO-TeHETUYECKOr0 KOHCYNbTUPOBAHNSA W NPOBEAEHUS NPeHaTanbHOM AWArHOCTUKN C LieNbio NepBU4HON
NpogOMNaKTUKN JAHHOr0 3a60/1eBaHuMA.

Kntoyesble €n0Ba: 60M1e3HN HAKOMeHUs, MyKononucaxapnaosbl, 60ne3He 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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PipkicHuii BUNnapok mykononicaxapmnao3y VI Tuny: xeopo6a Mapoto—Jlami
(aiarHOCTUYHI NOMUJIIKK)

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

A3ep6aiipKaHCbKIUii MeANYHUI YHIBEPCTUTET, M. baky

Y crTarTi HasefeHi Cy4acHi BiZOMOCTI LIOAO MOLUMPEHOCTI, eTionorii, natoreHedy i kniHiku xsopo6u Mapoto—Jlami (mykononicaxapugos VI Tuny).
[TpoaHanisoBaHi 0CHOBHI MPUYNUHI NOMUNOK Y AUdepeHLianbHii AiarHOCTULi JaHOr0 3aXBOPHOBAHHS 3 iHLLOK, 3i CXOXUMU KNiHIYHUUM NPOsiBaMU, NATONOTIE.
Ha npuknagi BnacHoro cnoctepeXeHHs 3a AUTUHO 3 XBopo6oto MapoTo—I/lami onucani nputamanHi il KniHivHi 03HakK. 3a3Ha4aeTbcs HEOOXIAHICTb MeANKO-

reHETUYHOr0 KOHCYNbTYBAHHA | NPOBELEHHSA NpeHaTanbHOI AiarHOCTUKI 3 METOK NePBMHHOI NPOMINAKTUKN AaHOr0 3aXBOPHOBAHHS.
Knto4osi cnosa: xBopo6y HakoMUYeHHs, Mykononicaxapuzosu, xsopoba Mapoto—Ilami, gitu.

BOJIGSHI/I Hakonsenus (bH) mpencrasisitor
coboit Tpymiy peakux 3abojieBaHUI,
XapaKTepPU3YIOMMUXCS  TSKEJBIMU  PACCTPOIi-
crBamMy OOMEHA BEIEeCTB, TIPH KOTOPBIX FeHeTHYe-
cku o0ycioBenHbie aedeKTsl psia (hepMeHTOB
BBI3BIBAIOT HAKOIJIEHWE BHYTPHW JIM30COM IIPO-
NIYKTOB JKU3HEESITETHbHOCTH KJIETOK. B HacTos-
1iee BpeMsi U3BecTHO cBbie 50 nu3ocomubix bH
[5]. B ux cTpyKType BBIAEISAIOT MYKOIOJHCAXa-
pugossr (MIIC) — rpymnmy MeTaboMyecKux
3a00JIeBaHUIl COEIMHUTETBHON TKAHH, CBSI3aHHBIX
c HapymieHreM OOMeHa TIMKO3aMUHOTJINKAHOB
(TAT), mposiBagtomuxcs gedexramu KOCTHOM,
XPAIIEBON, COeIMHNTENbHOU TKaHel. CoryiacHo
Nosology and Classification of Genetic Skeletal
Disorders Boigenstior 7 tunoB u 12 moATHIIOB
MIIC [2]. Bce MIIC, kpome II tuma, numeror ayTto-
COMHO-PEIIECCUBHBIN TUT HACTEIOBAHUS.
Myxkononucaxapugo3 VI tuma, nau cuaapom
Maporto—Jlamu (Maroteaux—Lamy) (MKB-10:
E 76.2, mo kataimory OMIM Ne 253200) — 1o mme-
HaM BIIepBble omucaBimx ero B 1963 r. gpanirys-
ckux Bpaueii IIbepa Mapoto u Mapuca Jlamu, —
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auzocomHuasi BH, obyciioBieHHast CHUKEHUEM
akTUBHOCTH epMeHTa N-aneTuiararakTo3aMiH-
4-cynbartasel (4-cysbdarasa, apuicyiabdaraza
B, ARSB, EC 3.1.6.12). I'en apuscynbdaraser B
(ARSB) xapTupoBaH Ha JJTMHHOM IIJiedye XPOMO-
compl 5, B Jokyce l4.1. Ten ARSB komupyer
depmenT apuscynbdarady B, KoTopsiii ocyiect-
BJISIET TUPOJIN3 CyJb(haTHON rpyribl N-ameTu-
rajJlakTo3aMuH-4-cybdara, jgepmaTaHcyJibdara u
XOH/IPOUTHUH-4-cynbdata. Apuncynbdaraza B
COCTOUT M3 492 aMUHOKUCIOT U UMeeT MOJIEKY-
ngpuyio macey 47 x/1 [1,2].

Cunzpom Maporo—J/lamu oTHOCUTCST K pen-
kM (opdanubiM) 3aboseBanusiv. Yactora 3a60-
JeBaeMoCTH B jiuteparype Bapbupyet ot 0,05 10
2,3 ma 100 000 sxuBopoknennbix. Kak mpasusio,
MIIC VI tuma nposiBisieTcst TOTBKO y MAIMEHTOB
Cc TsoKembIM  gedunuToM  (GepMeHTATUBHOM
AKTUBHOCTH apuJcyibdarassl B (00braHO MeHee
10% ot HUKHei rpaHuIbl HOPMbBI). Y HOCHUTEJIel
OJTHOTO AaHOMAJIBHOTO aJIJIEJIsT COXPAHSIETCS /I0CTa-
TOYHAsl aKTUBHOCTbH (pepMeHTa, TO3BOJISIONIAs
usbexaTh MpOsIBICHMIT 3a60eBatus [4].
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KAMHMYECKIIM CAYYAM

Hakomnenue TAT npuBoaur K rubesn KJIETOK,
TKaHEBOMY U OPTaHHOMY JICOAIaHCY, 4TO U OTIpe/ie-
ssget kauHnyecknit penotun MIIC — navanbHble
npusHaky pasanyHbix THIOB MIIC ouenb cxoxn
MeKILy COOOH, a TakKe ¢ HEKOTOPBIMU JPYTHMH
3a00JIeBaHUSIMM, YTO KpaiiHe 3aTpPyAHSIET MTPaBUJIb-
HYIO PaHHIO [MATHOCTUKY 3aboseBanust. B cBsi3u
C 3TUM Ha HAYQJIbHBIX CTA/IUSAX PA3BUTHS TTAI[EHTHI
¢ MIIC nepenko momnazialoT K y3KOMPOhUIbHBIM
crienpancTaM — HeBPOJIOTaM, 3HIOKPUHOJIOTAM,
PEBMATOJIOTaM, B TIOJIABJISTIOIIIEM OOJTBITUHCTBE CJIy-
YaeB MCKJII0YAeTCs KOMILTIEKCHBIN TIOXO K OTIEHKe
COCTOSIHMSI TAIMEeHTa, YTO INPUBOIUT K OTCPOUYKE
MOCTAHOBKY ITPABUJIBHOTO INArHO3a.

Jlist wimocTpanuu mooOHbIX ONTHOOK B [iMar-
HOCTHKE TIPUBOIUM COOCTBEHHOE HAOJIOIEHHE.

Knunuueckuii cayuai

Bosbhas N, 4 roga, nmocrynuia B yueOHO-Tepa-
NEBTUYECKYIO KJAMHUKY A3sepbail/kaHCKOro
MeIuImHCKoro yauBepeutera B 2018 1 ¢ skasmoba-
MU Ha 3a/IePKKY POCTa, CKeJIeTHbIe feopMaliny,
HapylleHue MOX0/IK1, HEBHATHYIO peub, XPUILIOe
ITYMHOE JIbIXaHue.

KNeTKN, KOHEYHOCTeNn
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3 anammuesa 3a00JieBaHist UI3BBECTHO, YTO B IEP-
Bble 6 MecsiiieB B pasBuTUU pebeHka 0coOGEeHHOC-
Teil He oTMedasoch. OaHAaKo ¢ 6-MecAYHOTO
BO3pacTa Hayajdu TOSIBISATHCS PA3JIMYHbIE CKe-
JetHble fedopmaruu (U3MEHEHWsT deperna, yBe-
JUYeHne PasMepoB TOJIOBBI, 3a/e€pP:KKa POCTa,
orpybenue 4ept Jinia, uaMeHenus: Gopmbl TPy/I-
HOU KJIETKM U TTO3BOHOUHMKA). [lo aToMy moBoy
poauTenn 06paIaIuch K PasaImdHbIM BpadyaM, ObLT
mocTaBjeH auarHos <«Paxut», B cBsI3u ¢ 4em
JeBOYKA TIOyvasia JedeHWs B BU/E Pa3JIMIHBIX
nperapaToB ButamuHa /I, kampiug u T.1. OqHako
adderTa He HaOIIOAATOCH, KIMHUYECKIE TIPU3HA-
KU K 2—3 JIeTHEMY BO3PAcTy CTAaHOBUJIKCH OoJiee
BBIPAKEHHBIMU: TPUCOEIUHUINCH OTPAHNYEHUE
JIBUKEHWIT B KOHEYHOCTSIX (OCOOEHHO B JIBUKE-
HUSX TAJTbIIeB KUCTEH ), HapYIeHsT TTOXOIKU.

W3 anamue3a Ku3HU OBLJIO YCTaHOBJIEHO,
gto peberok ot I 6epemenroctu, I pogos, manHas
GepeMeHHOCTh MpoTeKaia Oe3 TMaTOJIOTHH, PObI
B cpok (39-40 Hezenp) myTeM KecapeBa TeueHuUs,
oleHka 10 mkaige Anrap 6—7 Gamnos. Bec mpu
poxxaerun 3000 r, poct 51 cm. Poxurenu naim-

Puc. 3. PeHTreHorpamma KuUCTeid 1 fy4e3ansiCTHOro cycraea.
VTonueHne n gechopmauma auctanbHbIX hananr
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€HTKW SBJISIOTCS POJICTBEHHUKAMU (JIBOIOPOTHBIE
6par u cecrpa).

O6wbekTuBHbIil craTyc. OO6Iee cOCTOSTHUE TI0
poiy 3abosieBanust TspKesaoe. CaMOYyBCTBUE YIIO-
BJIETBOPUTEJIbHOE. AKTHBHA, OJHAKO B KOHTAKT
BCTyTaeT HeoXO0THO. PocT Ha MOMeHT 06c/ieJOBaHUS
89,5 cm, Bec 13,3 kr. KoskHble MOKPOBBI OJI€IHbIE,
C 3eMJIUCTBIM OTTEHKOM, HabOJIFOIaeTCsl THITEPTPH-
X03, 6oJiee BBIPDAKEHHBIN B MOSICHUYHON 00JIaCTH,
HOIKOKHAST JKUPOBasi TKAHb Pa3BUTa cJ1a0o.

ITIpu ocmoTpe obOpaiaioT Ha cebs BHUMaHNE
XapaKTepHbIe YepThl JINIa — IMAPOKAs 3amaBIias
MePEHOCHIIA, ATUKAHT, CPOCIINECS TYCThle OPOBU
(curodpus), HU3Kas TpaHUIa POCTAa BOJOC.
Hapany c atum ormevatorcs poJsuxoledanus,
BbIpaKEHHbIE JIOOHBIE U TeMeHHBbIe OyTpbl,
KopoTKag 1ies. I'pyaHas kieTka aedopmupoBaHa
(cnaByienuie ¢ GOKOB, CyKeHHe B 06JIaCTH HUKHEN
aTriepTypbl, BAaBIeHHE B 0OJACTH MEYEBUIHOTO
OTPOCTKA), «BecJ0oOpasHbie pebpar, Kuho3 rpyi-
HOro ot/lesia 103BOHOUHMKA. CO CTOPOHBI BEPXHUX
KOHEYHOCTEH HAOJIOIAIOTCST OTYETIINBBIE KOHTPAKTY-
PbI JIOKTEBBIX CycTaBoB (OoJIbllie CIIpaBa), YILIOT-
HEHUE W TUTEPIIass B OOJACTH JTy4e3arisiCTHBIX
CyCTaBOB, crubarejibHble KOHTPAKTYPBI TaJIbIeB
(CcUMIITOM <«KOTTHUCTOM Jiaribl») (puc. 1, 2). Otmeuaer-
csl BasIbrycHas JiehopMalisl HUSKHUX KOHEYHOCTeH,
TIOXO/IKa HapyIleHa («XOXKIeHNe Ha IIBITIOYKaX» ).

[lpixanue Xpursoe, OJHAKO BBIPAKEHHBIX
MPU3HAKOB [[bIXaTeJTbHOU HEJOCTATOYHOCTH HeET,
HaJI JIETKUMU BBICJTYIIMBAETCS JKECTKOE JIbIXaHMe.
[Tynbc pUTMUYHBINA, cepiedHbIe TOHBI TIPUTJTYIIE-
HbI, LIYMbl He BblcaymuBaioTcs. IIpu ocmorpe
pOTOBO#I moJiocTu obpaiaer Ha cebsi BHUMaHUe
60JbIION A3bIK. JKUBOT MATKUiL, OTMedaeTcd
MyToYHast Tpbika. ['emarocmienomeranus: meyeHb
Ha 3 CM BBICTYNmaeT W3-1oJ pebepHO ayru,
cese3eHka — Ha 2 cM. Modenciyckanue 6e360e3-
HeHHoe, nedekarusa 1 pas B cyrku. Hesposoru-
YeCcKuil cTaryc: OTMeyaeTcsl He3HAayuTeJIbHOe
OTCTaBaHUE B TICHXOMOTOPHOM Pa3BUTHH — pebe-
HOK TIJTOXO BCTyINaeT B KOHTAaKT, HEKOTOpPas
3a7ep:kKa (OpMUPOBAHUS pEUYEBBIX HABBIKOB
(roBOpPUT OTHEJNbHBIE CJIOBA, peYb HEBHSATHAA).
3 narmbIx 1abopaTopHO-MHCTPYMEHTATTLHBIX HCCJIe-
JoBaHmit: akckperug ¢ modonr Al 97,3 mr/mmourb
(nmpu Bo3zpactHOll HOpMe 7,6—14,4 MT/MMOJIB),
BBICOKUI ypoBeHb BUTamMuHa /[ B KpoBu — Goutee
100 vr/™M7 (Kak ciefcTBUEe HEMPABUJIBHOTO Jieve-
HUS BBICOKMMW J03aMu BuTamuHa /| B cBsA3H
C HeBepHBIM /IMAarHO30M JI0 NOCTYyIIeHus ). Pent-
reHoJIoTHYecKoe Huccje/loBaHue KUCTell pyk
MOKA3aJI0 pacliipeHre B IOIEPeYHUKe KOCTei
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3amsACThs U (haaHT TMaTbIeB KUCTH, AehOpPMaIIIIO
B MeTadusapHo 30He (puc. 3).

[TarmenTke GBI TPOBEEH TEHETHYECKUI aHa-
a3 (CAP's Laboratory Accreditation Program),
noarsepausinii auarnos MIIC VI tumna. HUc-
cieoBatne OBLIO BBIMOJIHEHO B COOTBETCTBHUU
¢ TpuHIUNAMHW XeJTbCUHKCKOU Jlexmaparumn.
[Tporokos ucciaenoBanust Obi1 0m06pen Jlokanb-
HBIM 3aTtudeckuM kKomutetrom (JIDK) Bcex
yuacTByomux yupexjaenuil. Ha mposenenue
HCCIIeIOBaHUI OBLIO MOJyYeHO MHMDOPMUPOBAH-
HOE corJiacue poauTeseil pebeHKa.

Takum 06pa3oM, OCHOBHOH HPOOJEMON I10-
CTAaHOBKM JuarHosza mnpu O6oseanu Maporto—
Jlamu siBisieTcst GaHAIbHOE OTCYTCTBHEM 3HAHUIA
0 CUMIITOMAX JIAHHOM MAaTOJIOTUU Y TTPAKTUYECKUX
Bpaueil. B uteparype umMeroTcs onMcaHus ciayyda-
eB HeOJIarompUsITHOTO MCXoAa OOJIe3HH, CBsSI3aH-
HBIX HE CTOJIBKO C TEYEHUEM CaMOTO 3a00JIeBAHS,
CKOJIBKO C OIMMOKaMK B JUArHOCTUKE ¥ Helpa-
BUJIbHOU OTIEHKOW BO3MOKHBIX OCTOKHEHU [3].

YyuteiBag, yTo HPOrHO3 INpU Beex dopmax
MIIC VI Tumna #ebgaronpusTHbIN, T.K. ¢ BO3pa-
CTOM TPOTPECCUPYET HEOOPATUMBIH IPOIEce
MOpaXeHWs TEeHTPaIbHOU U TmepudeprmdecKoit
HEPBHOI CHCTEMBI, HanboJiee TePCHeKTUBHBIM
HalpaBJeHueM sBJsgeTcs mpoduiraktuka. Poau-
TesisaM jieTeil ¢ 6ose3Hbi0 Maporo—Jlamu BaskHO
MpoBe/leHNe MeJINKO-TeHEeTUYeCKOTO KOHCYJIb-
TUPOBaHUS i1  00eCIieYeHrs] BO3MOKHOCTH
NpEeHATAJIbHON U MPEUMILJIAHTAIIMOHHON JIMarHo-
ctuku. Ilpenatanpras amarsoctuka MCII
VI tuma Bo3MOKHa IOCPEACTBOM HU3MEpPEHUs
AKTUBHOCTH JIM30COMAJIBHOTO (hepMeHTa apuJ-
cyiabdarassl B B Ouomnrate BOPCUH XOpUOHA
Ha 9—11-i1 Hemee GepeMEHHOCTH 1/WUJTH OIPe/ie-
senns cnektpa AT B aMHUOTHYECKON KUITKOCTH
Ha 20-22-i1 wemesne recraruu. Jlag cemeil
C U3BECTHBIM T€HOTHUIIOM 0o0JIee 1eeco00pasHbIM
sIBJsIeTcs rpoBegenue npenaranbroi JIHK-auar-
HOCTHUKHU TaToJioruu. VimeloTes cBeieHns 0 Haxo-
asiieiicss B pazpaboTKe MporpaMMe CKPUHUHTA
HOBOpOsKIeHHbIX Ha MIIC, koTopast MoxeT ObITh
JOCTYITHA yiKe B 0003puMoM OyxayiieM. B cBssu
C TeM, YTO B HACTOsIlee BpPeMs YsKe YCIENTHO
BHE/JIPEH MeTOJ[ IaTOTeHeTUYeCKOTo JieYyeHUs
reHHO-UHKeHePHbIMU (pepMeHTO3aMelalon MU
npenaparamu [1,4,6], oxumaercs yJydiieHue
porHo3a 3abojieBaHusi, OCOOEHHO TPH JIETKUX
(hopmax, 4TO MOKET aTh HAMEKAY TIPU CBOEBpe-
MEHHO MTOCTaBJIEHHOM MPaBUJIBHOM /IMArHO3eE.

Asmopul 3as8as10m 06 omcymcemeuu KoH@IuK-
ma unmepecos.
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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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