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OCOBEHHOCTH KNIMHNYECKOI'O TEYEHUSA PA3JIMYHBIX
THUITIOB MYKOITIOJIMCAXAPU/1030B B COYETAHUUN
C TOMOLIMCTEVMHYPUEM 11 TUTIA

Pe3rome. B pabore mnpencraBieHbl OCOOCHHOCTH KJIMHHUYECKOTO TEUEHHS pa3IM4YHBIX THIIOB
MYKOITIOJINCAaXapHI030B B coueTaHnu ¢ romorucrennypueit Il tuma. Llenpio Hamero uccienoBaHus ObUIO
H3YYUTh KIMHUYECKHH MOMUMOP(U3M pa3nvHbIX BapUAHTOB HApYyLICHHS 0OOMEHa TTUKO3aMUHOTIUKAHOB,
YTOUHUTH BO3MOXXHOCTH ()eHOMEHa (EHO- M TEHOTHUIMYECKOH CHHTPONMM ISl HHIUBHUIYaJIH3aLUuN
peabunmuranuu. IlokazaHo, 4YTO OOHapyXEeHHE KIMHAYECKOTO MoJduMopdu3Ma HapylmieHHs oOOMeHa
[IIUKO3aMUHOTTIUKAHOB TO3BOJISICT MHIUBHUIYaIH3UPOBATh TAKTHKY JICUCHUS W peaOMIIMTaluH MalUeHTOB,

KOTOpad JOJIKHA CTAaTh 00s13aTeNbHON AJIs1 BCEX MALIMCHTOB C MYKOIIOJIMCAXapHUJ03aMHU.

KiaroueBbie cioBa:
CHHTPOIIHS.

BCTYIIJIEHUE

Cpenu Oone3Hel HaKOIUIEHUS MYKOIIOJIMCaXa-
PUI036I 3aHUMAIOT OJTHO M3 MEPBBIX MecT. IlaTomo-
rusi 00yCJIOBICHA HEJOCTATOYHOCTBIO JIN30COMAJTb-
HBIX ()EPMEHTOB, KOTOPAs MPUBOIUT K HAPYIICHUIO
KaTtaboiIM3Ma OCHOBHOTO BEIIECTBA COETUHHUTENb-
HOH TKaHW — TIMKO3aMHHOTIMKAHOB [1]. Ux Hakor-
JICHUE B JIM30COMAax BBI3BIBACT TPYObIC KICTOYHBIC
M3MEHEHHS M BO3HHUKHOBEHHE XapaKTepHOW KIMHH-
Yyeckoil kaptunbl [3]. B 3aBucumoct ot hepmenra-
TUBHBIX JC(PEKTOB U TSIKECTU KIMHUYECKOU CHMII-
TOMATHUKH Pa3IHYalOT CeMb THIIOB MYKOIOJIHCaXa-
PHI030B, Cpemu KOTOPHIX CYIIECTBYIOT HECKOJBKO
noaruros [1-3].

Henp Hamiero uccieqoBaHUS - M3YYUTh KITH-
HUYECKHUH TOIMMOP(PHU3M pa3INIHBIX BapHaHTOB
HapyIIeHUus oOMeHa TIIMKO3aMHUHOTIIMKAHOB, YTOY-
HUTh BO3MOXKHOCTH (peHOMEHa (peHO- U TCHOTHIIH-
YECKOW CHHTPOIHH JIJIsl MHAWBUIyalu3aliuu peadu-
JTUTAITAH.

Marepuaasbl u Meroabl. MccinenoBanue npo-
BEIEHO B YKPaWHCKOM HWHCTUTYTe KIWHHUYECKOMH
revetukn XHMY. Hcnonbs30BaHO MHOromapamer-
pUYECKOE KIMHUKO-TEHETUIECKOE HCCIICIOBAHUE C
MIPUMEHEHUEM KIMHHUKO-TE€HEAIIOTHYECKOT0, COMa-
TOTEHETHYECKOTO,  OMOXHMHYECKOTO,  MOJEKY-
JSIPHO-TEHETHYECKOT0, MHCTPYMEHTAIBHBIX U APY-
TMX METOJIOB MCCIICJOBaHUS (BBICOKO3((PEKTUBHASL
JKHUJIKOCTHAsI XpoMarorpadus aMHHOKHCIIOT, Ta30Bast
xpoMarorpadus, Macc CHEKTPOMETpHS, TaHAEeMHas
MAace CIIEKTPOMETPHSL, MOJICKYJISPHO-TCHETUICCKUIA ).

oOMeH TJIMKO3aMHWHOTIJINKaHOB,

MYKOTIOJINCAXapUI03bl, TOMOLMCTEHHYPHA,

PesyabTtatel u o0cy:xnenue. [log wHammm
HaONIO/ICHUEM HAXOAUTCSI CEMbS C MYKOIOIUCAXa-
punozom | tuma (tun 'ypnep). Pebenok b., Hanpas-
JIeH B CBS3U C 3a/IEPKKOH MICHXO-PEYeBOT0 Pa3BUTHS
1 MOTOPHOTO pa3BUTHUS (TOBOPUT MPOCTHIE CIOBA, HE
XOMT, CAAUTCS C TPYIAOM), TPOTECKHBIMU YEpTaMH
JMIA, CKIOHHOCTBIO K IIOHOCaM, YBEIHMYEHUEM B
00BEMeE KMBOTA, MYMOYHOW TIpbDKEH, IBYCTOPOH-
Hell T7IayKoMol, HakOMJIEHHEM B HOCOBBIX XOJax
OOJBIIOTO KOJIMYECTBA CJIM3U, KOHTPAKTYpaMH B
KPYIHBIX CyCTaBaX KOHEYHOCTEH, KU(POTUUECKOU
nedopmanueld To3BOHOYHUKA. bojbHa ¢ pokaeHus,
Korga ObUTa AMAarHOCTUPOBAaHA AMCIUIA3US HPABOTO
TazobeapeHHoro cycrasa. Ha 1-om romy *u3HU OT-
Medajach 3aJepyKKa MOTOPHOTO Pa3BUTHSL: T'OJOBY
YAEPKHUBAET ¢ 6 MECALEB, Cela CaMOCTOSTENBHO K
1 romy, camocTosiTenbHO nonuia ¢ 1 roga 4 mecd-
ueB. B 5,5 mecsues nocie Kypca aHTUOMOTHKOTE-
pamuu mpou30omENn OTEK MpPaBOM SATOMULBL, IIPU
B3SITHH KPOBU Ha aHAJIHN3 KPOBb JIOJITO HE CBOpAayH-
Basiack. JleBouka Obljla rOCIIUTAIM3UPOBAHA B JIETC-
KO€ OTHEeJIeHMe, Tie YCTaHOBJIEH IuarHos: I'emop-
parndeckuil AuaTes3, KoaryJaonaTus HEyTOUHEHHOTO
reHe3a. B Bo3pacte 1 roj 3amojio3peHa Hacenct-
BEHHast 0OJIC3Hh HAKOIUICHUS (MYKOIOIHMCAXapUI03).
[Ipu npoBeneHnn GepMEHTYTOUYHSIOIIEH ANATHOCTH-
KN BBIABICHO CHIDKCHHE AKTUBHOCTH O-UIYPOHH-
na3el, mosbimeHue skckpenun ['Alos (1147 En
HIIX/r kpearnHuHa mpu Hopme no 262). Ilpu
NPOBEICHUN MOJIEKYJIIPHO-TEHETHYECKOM 00ce-
moBaHWUM y pebOeHka BbIsaBieHa MyTamums Q70X B
TOMO3UTOTHOM cocTosiHUM. [Ipu nomonHUTENbHOM
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WCCIIEIOBAaHNN Y peOEHKa BBISBIEHA HEIOCTATOY-
HOCTh (DEPMEHTOB CHUCTEMBI (HOJIATHO-METHOHHHO-
Boro 1mukia — red MTHFR 677 TT, noBbieHue
YPOBHSI TOMoONMCTenHA KpoBH 110 20,89 MKMOJE/I
IpU HOpPME JI0 5 MKMOJIB/J, TIOBBIIICHUE YPOBHS
of1ero xojecTepuHa A0 5,82 MMOJB/T IpH HOpME
3,26-5,30 MMOIIB/I1, TOBBIIIICHHE YPOBHS TPUTITHALICPH-
noB 10 1,38 mmoms/m mpu HOpMme 0,4-1,24 MMOITE/7),
MOBBIIIEHNE YPOBHA JAKTATAETUAPOTEHA3bl [0
461,13 En/n nipu Hopme no 345 En/n); npu yneTpa-
3BYKOBOM HCCJIEIOBAaHWH BHYTPEHHHX OPTaHOB
BBISIBJICHA YMEPEHHas reraToMeranns, HeoJHOPO/I-
Hasl CTPYKTYpa MOJUKETYIOUHON JKese3bl, 100aBoyY-
Hasl JIOJIbKa CeNe3EHKH, ABYCTOPOHHUN THUIAPOKAIH-
KO3, HEMIOJIHOE YJIBOGHHE MOYEYHOTO CHHYCa CIIPaBa,
COJIEBOM AMATE3.

Ha ocHoBanMM mONydYeHHBIX MAHHBIX Y pe-
OeHKa ¢ 3aJepXKKOH ICHXOPEYeBOTO WU MOTOPHOTO
pasBuTHA, nedopManyell Mo3BOHOYHHUKA, KOHTpPaK-
TypaMH B CyCTaBax KOHEYHOCTEH, MpPOTPECcCHpPY-
IOIIUM XapakTepoM 3a00JIeBaHHSA, PE3KUM CHIDKE-
HUEM aKTHBHOCTH O-HJIypOHHMIA3bl, 0COOEHHOCTS-
MU (eHoTuna (MpaMOPHOCTh KOXHBIX TOKPOBOB,
TUIEPTPUX03, BBICTYMAIONINA 1100, THIIEPOCTO3
JIOOHOW KOCTH, TPOTECKHBIC YEPTHI JIUIA, CHHO(-
pH3, OTEYHOCTD, TEPHOPOUTANBHBIC TKAHHU, IFIOCKOE
JUIO0, KOPOTKUI HOC, IIUPOKasi CIMHKA W KOPEHb
HOCa, MaKpOCTOMHS, aHOMAaJUs MPUKyca, MaKpOT-
Joccusi, KOpOTKasl 1esi, KopoTKasi TpyJHas KIIeTKa,
K03 B MOSCHUYHOM OTIeJie TTO3BOHOYHHUKA, IIY-
[TOYHAs TPBDKA, KOHTPAKTYPHI B KPYITHBIX U MEITKAX
CycTaBax) YCTaHOBJEHO COUYETaHHE HAacJeICTBEH-
HOTO 3a00JIeBaHUA U3 TPYMIHBI JTU30COMHBIX 00Je3-
Hel HaKOIUIEHUs - MyKoIonucaxapumosa | tuma
(tum U'yprep) ¢ romoructunypuei 11 tuma. B csizu
C BBILIENIEPEUYHNCICHHBIM B TaKTUKY JICYCHHS Haps-
Iy C TpoBeneHWeM crenududeckor (epMeHT3a-
MECTHUTCIBHOW Tepamueil Obuta BBeneHa (omaTHas
Tepanus C LEeIbI0 HOPMaJIM3allMKu MPOIECCOB 3IH-
TreHEeTUYeCKoro craryca [4], Ha poHe KoTOpoii ObLIa
OTMEeYeHa CTaOMIM3aIlys mporecca.

Ilon HammM HaOMIOAEHUEM HAXOISATCS JIETH C
Mykononucaxapuaozom Il Tuma (cunapom XaHrte-
pa) — KIMHUYECKH W TIOATBEPKICH C IOMOIIBIO
(hepMEHTHO-yTOUHSIOMEH AUATHOCTHUKU (OTCYTCT-
BUE aKTUBHOCTH (hepMEeHTa UIypOHATCYNIb(aTasbl).
[Ipob6anay O. nuarno3 MIIC Il ycranoBneH B BO3-
pacTe 2-X JIeT Ha OCHOBAaHWHW KIMHHYECKUX IMPOSB-
JeHni: Makporedanus, rpOTeCKHbIE YepTHl JIHIIA,
3ajepikKa MCUXO0(PHU3NIECKOTO pa3BUTHA, KHPOCKO-
JM03 TPYITHOTO M TOSICHUYHOTO OT/ea TTO03BOHOY-
HUKa, TermaTOMeraius, HapylleHne 3peHus u ¢ep-
MEHTHO-YTOUHSIIOIIEH JMarHOCTUKH, BBIABUBIICH
OTCYTCTBHE aKTUBHOCTH (pepMEHTa HypOHATCYIIb-
(haraspl. B mporecce Habm0aeHUS 32 OONHHBIM OT-
MEYEeHO Haln4he y pebeHKa NMPU3HAKOB COCYAMC-
TOM MAaTOJIOTMH — MHUKPOAHTHOMATHH, MPU3HAKOB

JTUKBOPHO-THUIIEPTEH3NOHHOTO  cuHApoma.  Jlis
YTOYHEHHUS] TIPUUYHMHBI COCYAMCTBIX HapylIeHHH Mpo-
BEJICHO HCCJIEOBaHUE MOJMMOP(HBIX BapHaHTOB
reHOB (hepMEHTOB (POTATHOTO ITUKITY, IPH KOTOPOM
BusiBiieHa myTtanus rena MTHFR [2,4]. Brisnen-
HBIE IaHHbIE MTOTBEPKICHBI UCCIIE0BAHUEM YPOBHS
TOMOITMICTENHA, KOTOPBI B AWHAMUKE OBLT BHICOKHM
(16,9 Mxmois/m). YcranosieHo coderanne MIIC ¢
romouucrennypuei II tumna.

[Ipobarmy M. muarao3z MIIC Il ycranoBieH B
BO3pacTe 3 JeT Ha OCHOBAaHUH KIIMHUYECKHUX TPOSB-
neHuit (Makponedanus, TPOTECKHBIE YepThI JIULA -
BBICTYIAIOIIUH 7100 U HaaOpOBbsl, MOHTOJIOWIHBIN
paspes a3, KOPOTKUN CEAJIOBUIHBIN HOC, KOPOTKast
Iiesi, IIUpPOKasi TPyAHas KIEeTKa, YBEIHMYEeH JXHBOT,
JracTa3 IpsSMBIX MBIIII] )KUBOTA, IyTOYHAs TPhIXKa,
OpaxHIaKTWINSA, KPBUIOBHIHBIC JIOMATKH, THIIEp-
TPUX03 B OOJIACTH CHHUHBI, KOHTPAKTYPHI) U TIOJT-
BepXk/eH (epMEeHTAaTUBHO. Y JTOTO MaIWeHTa ¢
TSDKENBIM TeYeHHEM OOJIE3HH UMEET MECTO 3aJlepiKKa
Pa3BUTHSL, SNIJICITHIECKHE TPUCTYIIBI, MOBEACHYEC-
KH€ HapyLIeHHWs B BHJIE TMIIEPAKTHBHOCTH, arpec-
CHUBHOCTH, HApyLIEHUs CHA, HEBPOJOTHMYECKUI
perpecc. JTU TaHHBIE CBUACTEILCTBYIOT O HAJTMUUHU
«HeponaTHIeckoi» ¢GopMbl 3aboneBanus. llpu
JOTIOJTHUTEIILHOM O00CTIeIOBAHUH BBISIBICH BBICO-
KHU ypOBEHb roMorucTenHa (23,3 MKMOJB/I).

VY mamuenta @., 13 et ¢ rpyObIMU depTaMu
muna (YTONIIEHHBIMA HAaAOPOBHBIMH IyTaMH, IIH-
POKMM MSICUCTBII HOCOM, JAJHMHHBIM (QHIBTPOM,
MOJIHEIMU TyOaMu, TumnepTpodueil TeceH, yBelu-
YEHHBIM C OTII€YaTKaMH 3yOOB SI3BIKOM, IHU3MOD-
(UYHBIMHU YIIHBIMH PaKOBHHAMH), CYXOH, MpamMop-
HOW KOXEH, ¢ IHMaHOTUYHBIMHU JIAJOHSIMH, BHIpa-
J)KEHHBIM THUIEPTPUXO030M, YKOPOUEHHOW IIIEeH,
TPpyAHON KieTKOl O0oukooOpa3HON (OpPMBI, KOHT-
paKTypamMH CYCTaBOB, OTPaHUYCHHEM IBMKEHUH
TYJIOBHUINA ¥ KOHEYHOCTEH MMEET MECTO MyKOTIOJIH-
caxapunos, Il Tun (6onesns XaHtepa), X-clerieH-
HBI PELECCUBHBIM THUI HACIEIOBAHUS, KOTOPBINA
MaHU(ECTUPOBANl B pe3ylbTaTe B3aWMOICHCTBUS
TO4YeuyHOM MyTtanuu u MyTtauuu reHa MTHFR, na
(hoHe HapYLIEHHOTO MUTEHETHYECKOTo craryca. B
CBSI3H C BBINICTICPEUNCIICHHBIM B TAKTHKY JICUCHUS
Obla BBeZeHA (oJIaTHAS TEpamus C MEeITbI0 HOpMa-
JU3AIMM  TPOIECCOB SIMUTEHETHYECKOro craTyca
[4], Ha doHe KOTOpOH ObLTAa OTMeueHa cTabunn3a-
IUS TIpoIIecca.

[lon HammmM HaOMIOAEHHWEM HaxoauTcs pede-
HOK ¢ mykononucaxapuno3oMm III tumna. /Iuarnos
3armofo3peH y pedenka [I. ¢ 3amepkoil pedeBoro
pa3BuTHUS (TOBOPUT OTHEIBHBIE CIIOBA, OTCYTCTBYET
¢pazoBast peub), PEHOTUIMUYECKIMU OCOOEHHOCTSI-
MU — BBICTYMAIOMMK 1100, OIIMPOKUI KOPEeHb HOCa,
CIMHKa HOCa BOTHYTas, KOpPOTKHHA (UiIbTP,
KOpOTKas Iesi, MyNo4Has TpbhkKa, rernaToMerasus
(+3 cm). IIpu npoBeneHun epMeHTYTOUHSIOLICH
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MUArHOCTUKA BBISBICHO CHIDKEHHE YPOBHS Tera-
paHcyibdar cyinshamumaza go 0,16 mpu Hopme
0,46—1,1 HMoNb/4ac/Mr Geka); O-TIIOKO3aMHHHIA3a
142 (mopma 17-35 HMoIb/4ac/MT TUTa3Mmbl). Ycra-
HOBJIEH MyKomonucaxapuno3 IIIA tun (cungpom
Can-®ununmo). [Ipy 10NOTHUTEIHPHOM UCCIIEA0BA-
HUM Y peOCHKa BBISBICHA HEAOCTATOUYHOCTh (pepMeH-
TOB CHCTEMBI (hOITaTHO-METHOHHHOBOTO IHIKIIA — TeH
MTHFR 677 TT, moBbIllieHHE YPOBHS TOMOITHUC-
TeuHa KpoBH 10 8,85 MKMOIIL/T TIpH HOPME JO
5 MKMOJIB/J, TIOBBIICHHE YPOBHSA OOIIET0 XO-
aecrepuHa 10 5,46 MMonb/1 mpu HOopMme 2,95—
5,25 wmonw/n, mnoBsienue ypoBHs AJIT go
57,43 En/n npu HOpMe mo 48 En/m), moBbimeHue
YpOBHS JlakTaTaeruaporenassl 10 621,89 Ex/n npu
HopMme 10 395 En/n); npu ynbTpa3sByKOBOM HCCIie-
JIOBaHWW BHYTPEHHUX OPraHOB BBISABIIEHA TEIMATO-
meranus, JJKBII, coneBoit amarte3. YcTaHOBIICHO
COYETaHHWE HACJIECTBEHHOTO 3a00JeBaHHUA U3
TPYNIBl  JIM30COMHBIX OOJIe3HEH HAKOIJICHHS —
mykomonncaxapumo3a IIIA tuma (cuaapom Can-
@ununmno) ¢ romounctTuHypuei 1l Tuma. B cBs3u ¢
BBIIIICTICPEYUCIICHHBIM B TAaKTHKY JICUeHHUS ObLia
BBeJlleHa KO(aKTOpHAs Tepamus ¢ IEeNbI0 HOpMaJH-
3aIy TPOIIECCOB SIUTECHETHIECKOTO cTaTyca [4],
Ha (OoHE KOTOPOH COCTOSIHME pedeHKa yIyUIInIoch
(yBenmuumiics CIIOBapHBIM 3amac, cTaj CIOKOWHee,
BHHUMaTeIbHEE).

BbIBO/1bl

O6Hapy>1<eHMe KIMHHUYCCKOT'O HOJ'II/IMOp(l)I/ISMa
HapyImcHuA 00MeHa TIIHKO3aMHHOTIIMKAHOB TTO3BO-
JACT UHAUBUAYAIU3UPOBATHL TAKTUKY JICUCHUA H
pea6I/IJ'II/ITaI_[I/II/I ManMeHTOB, KOTOpPas AOJIXKHA CTAaTb
00s13aTeNBHOM AJIs1 BCEX IMAIHUCHTOB C MYKOIIOJIHM-
caxapuao3amMu.
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OCOBJIMBOCTI KJITHIYHOI'O NEPEBITY PI3HUX THUIIIB MYKOIIOJICAXAPUO3IB
Y HOEAHAHHI 3 TOMOIUCTEIHYPIEIO 11 TUITY

Pe3tome. B po6oTi mpeacTaBiieHi OCOOJMBOCTI KITHIYHOTO Tepediry pi3HMX THITIB MyKOHoJicaxa-
PHUIO3IB Y MOEHAHHI 3 roMonucTeinypiero 11 Tumy. MeToto Hanoro KociIKeHHs OyJI0 BUBUUTH KITiHIYHUN
noiMopdi3M pi3HUX BapiaHTIB MOPYIIEHHS OOMiHY TITiKO3aMiHOTJIIKaHIB, YTOYHUTH MOXJIHUBICTh (PEHOMEHY
(heHO- 1 TEHOTUTIOBOI CHHTPOIIT I iHAMBiAyamizamii peadimitarii. IlokazaHo, M0 BUABICHHS KIIIHITHOTO
nojiiMop(i3My MOPYIICHHS OOMIHY TJIIKO3aMIHOIIIKAHIB JTO3BOJISE 1HIUBIAyaTi3yBaTh TAKTUKY JIKYBaHHS 1
peabuiTaiii maiieHTiB, sKa MOBUHHA CTATH 000B’ I3KOBOFO JIJIS BCIX MAIIEHTIB 3 MYKOIIOJIiCaXapua03aMHu.

Karo4oBi cjioBa: 00OMiH ITiKO3aMiHOTIIIKaHIB, MYKOITOJIiCaXapH 1031, TOMOIIMCTEIHYpis, CHHTPOIIs.

E.Y. Grechanina, Y.B. Grechanina, L.V. Molodan, E.P. Zdybskaia, E.B. Bugaeva

THE FEATURES OF CLINICAL COURSE OF DIFFERENT TYPES OF
MUCOPOLYSACCHARIDOSIS IN COMBINATION WITH TYPE II HOMOCYSTEINURIA

Summary. The paper presents the features of the clinical course of different types of
mucopolysaccharidosis in combination with type II homocysteinuria. The aim of our study was to study the
clinical polymorphism of different variants of glycosaminoglycan metabolism disorder, to clarify the
possibility of the phenomenon of pheno- and genotypic syntropia for the individualization of rehabilitation. It
has been shown that the detection of clinical polymorphism of glycosaminoglycan metabolism disorder
allows to individualize treatment management and rehabilitation of patients, which should be compulsory for
all patients with mucopolysaccharidosis.

Key words: glycosaminoglycan metabolism, mucopolysaccharidosis, homocysteinuria, syntropy.
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