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IMPEHATAJIBHASA TUATHOCTUKA MYKOITIOJIMCAXAPUIO3A
N.B. Baxmanu

Kageopa oemcxux 6onesneni No2, Azepbaiiosncanckuii MeOUYUuHCKUl yHugepcument,
e.baxy

IIpencraBieHbl CBeAeHHS JIUTEPATYPbI M Pe3yJIbTaThl COOCTBEHHbIX HA0I0AeHN i 3 00J1b-
HbIX ¢ I THIIOM MyKOnOJIMCaXapuI03a. Y 3 NalMeHTOB IUATHO3 OATBEPHKIEH MOJICKY/ISAPHO-
reHeTudeckumMu ucciaenopanuamu. Ilokazano, 4ro 3peKTHBHOCTH COLUAIBHON ajanTa-
uuu ¥ npogopreHTalMi 00JBHBIX 3aBUCAT OT THNA NMATOJIOTHHM, MPABUJILHONW TAKTHMKHU
AWHAMHYECKOr0 JTHCIAHCEPHOro Ha0/II0leHUs] U CBOEBPEMEHHOI0 MeIMKO-TeHeTHYeCKOro
KOHCYJbTHPOBAHMSA CeMeH.

KnioueBsbie ciioBa: aeTH, MyKONOJHCAXaPHI03, KIMHUKA, TUATHOCTHKA, MOJIEKY/ISAPHO-

reHeTHYeCKHil aHAIN3, CONUATLHAS aanTanus, NPpoQUIaAKTHKA.

PRENATAL DIAGNOSTICS OF MUCOPOLYSACCHARIDOSIS
I.V. Bahmani

Chair of children’s illnesses Ne2, Azepbaiioscanckuii medical university of Baku

The authors present the data available in the literature and their own long-term follow-
ups of 3 children with I types of mucopolysaccharidosis. In 3 patients, the diagnosis was ver-
ified by molecular genetic studie. The efficiency of social adaptation and carrier-guidance
in the patients is shown to depend on the correct tacties of a follow-up and on the timely
medico genetic counseling of families.

Keywords: children, mucopolysaccharidosis, diagnosis, clinical picture, social adaptation,

prophylaxis.

Oco0yt0 rpymIly CHCTEMHBIX HACIIEICTBEHHBIX
3a00JIeBaHUl JIETCKOTO BO3PACTa MPEICTABIISIOT
00JIe3HH HAKOTIJICHUS — Te3ayprcMo3blL. [Ipobiie-
Ma WJICHTU(HKAINNA 3THX COCTOSIHHN aKTyaTbHA
MIPEXKJIE BCETO BCIIEJICTBUEC MX TEHETHYECKOM Te-
TeporeHHoCTH. TOYHOE ornpeeNiecHHe HO30JI0TH-
Yeckol (opMbI OONIE3HH HAKOIUICHUS! HE TOJIBKO
CIIOCOOCTBYET  IICJICHANIPABICHHOMY — BEICHHIO
OOJIBbHBIX, HO M CO3/AET PeaIbHYI0 OCHOBY JUIS 3(h-
(hEeKTHBHOTO MEIMKO-TCHETHIECKOTO KOHCYITBTH-
POBaHMUS CeMEH C JaHHOH maroiorucii(6,9).

C HauOOIBITIeH YaCTOTOM CpPEe BCEX Te3ay-

PHCMO30B B MEIMATPUUECKON MMPAKTHKE BCTpeya-

rorcst mykononucaxapuio3sl (MIIC). Myxkormomnu-
caxapuzio3 — PEIKOe ayTOCOMHO-PELECCHBHOE
3a00J1€BaHNE, XapaKTEpU3YyIOLIeecs Iporpec-
CUPYIOLIUM TEYEHHEM M IIOPAKEHUEM MHOIMX
CHCTEM W OpraHoB. 3aboieBaHHe OO0YCIIOBICHO
MYTalMsMH B TeHE, KOIUPYIOIIEM JM30COMHBIN
¢depment anbda-L uayponunazy. B pesymsrare
9TOTO0 TEHETUYECKOro jaedexra (epMeHT, CHH-
TE3UpyeMbIli KJIETKaMH, TepsieT KaTaluTHde-
CKYIO aKTMBHOCTb M HeCTaOMJIEH. DTO NPUBOAUT
K TOMY 4YTO, B JIM30COMAX KJICTKH HApyIIaeTcsi
paclleruieHie  ONpe/IeIICHHBIX  MaKPOMOJICKYIT

[TIMKO3aMUHOITIMKAHOB, HEOOX0IUMOE IS ITO/I-
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JIEp’KaHUsl HOPMAJIBHOTO POCTa UM FOMEOCTa3a
TKaHer. [JIMKO3aMUHOITIMKAHBI HAKaIUTMBAIOTCS
B JJM30COMAaxX KIJIETOK B OOJIBIINX KOJIMYECTBAX.
OTO IPUBOAUT K HEOOPAaTUMBIM ~ M3MEHEHUSIM
TKaHEe! U BHyTPEHHUX OPTaHOB.

Brenmane

IPpU3HAKKX  pas3jIMiYHbIX  THUIIOB

MIIC nosombHO — crienuuunbl.  OHH TPOSIB-

JSIIOTCSL  33/IEPKKOW  pocTa,  TUCIIPONOPIMO-
HaJIbHBIM CTPOEHUEM CKeJleTa (KOPOTKHE KO-
HEYHOCTH W Ilesi, OOMbIasi TOJI0Ba), TPyOBIMHU
YepTamH JIUIa, KOCTHBIMU JiehopManusimMu (Tpy-
JIFHBI, Yeperia, T03BOHOYHNKA, KOHETHOCTEN ), Ty-
TOTIOJIBIYKHOCTBIO KPYITHBIX M MEJIKHX CYCTaBOB.
[Ipu aTOM, Kak mpaBuiIO, HAOMIONAIOTCS PEAKHE
3yObl, TUCTpOduUs 3yOHOW AMaJI, MHOXKECTBEH-
HBI Kapuec, MakpoOIJIOCCHs, THIEPTENICOpU3M
a3, 3amaBllee MEPEHOChE, HHM3KO PacIoio-
JKEHHBIC YIIHbIE PAKOBUHbBI, IE€NATOCICHOMEra-
JIMsl, NTaXOBO-MOILIOHOYHBIE U IIYIIOYHBIE IPHLKU
[1,2,3]. Hexoropble HacieqCTBEHHBIE OOJIE3HU
HE MOJJJAI0TCS TepaIuu, U €IMHCTBEHHON Mepoii
MPEIOCTOPOYKHOCTH  SIBIISICTCSL  TIPO(HIIAKTHKA.
Cy1ecTByIOT J1Ba MOAX0AA K NPOHIAKTHKE Ha-
CIIC/ICTBEHHOW TIaTOJIOTHH: CeMeiHas mpodu-
JIAKTUKA 4Y€pe3 MEAUKO-TEHETUYECKOE KOHCYIb-
THUPOBAaHWE U TOMYISAIIMOHHAS TPOQIIAKTHKA,
Oazupyromascs Ha CIeIHalIbHBIX TPOrpaMMax
CKpMHMHIa B OTHOUIEHWHM TOW WM APYroM Ha-
CJI/ICTBEHHOW  TATOJIOTUM  WJIM T€TE€PO3UIOT-
HOTO HOCHTENIbCTBA MYTAHTHBIX TI'€HOB, a TaK-
K€ Ha Pa3IUYHBIX CAHUTAPHO-TUTUEHUYECKUX
MEPONPUSATUSAX, HAIMPABICHHBIX HAa BBIIBJICHUE
BPEIHBIX TIPOM3BOJCTBEHHBIX (DAaKTOPOB U He-
OJaroNpUATHBIX BIMSHUN OKPYXKAOMIEH Cpembl
[4,9,19].

I'eTeporeHnasi rpymma JH30COMHBIX Oones-
Hell HaKOIJICHHsT OTHOCHUTCSl K CyONeTalbHBIM
U NPaKTUYECKH HE MOJIAIOUIMMCSL Tepanuu Ha-

CIIeNICTBEHHBIM JiepekTam. J[OCTYITHBIX METOHIOB
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tepanuu MIIC k HacTosilieMy BpEMEHHU HE pa3-
pabotano. EAMHCTBEHHBIM HaJIeKHBIM METOIOM
MPOQMITAKTHKA WX PACIIPOCTPAHEHUS B IIOITY-
JISIAA  SIBTISICTCSL  TIPEHATaIbHAS JHAarHOCTHUKA
B CEMBSX C OTSTOIICHHON HACIIEACTBCHHOCTHIO,
0a3upyroIIascs Ha TOYHON CHHAPOMATBHOM JTHa-
raoctuke tura MIIC y mpobanma. [locnemnsis
MOXET OBITh TIPOBE/ICHa Ha OCHOBAHUH KJIMHH-
YEeCKOH CHMNTOMATHKH 3a00JIeBaHHS, TIOCKOIb-
ky MIIC u nmpyrue HaclenCTBEHHBIE OOJC3HU
00OMCHa XapaKTEPHU3YIOTCS BBIPAKCHHBIM KJIH-
HUYECKMM TOJIMMOP(HHU3MOM, TEPEKPhIBAHHEM
KJIMHUYECKUX (PCHOTHITOB HATMYUEM TEHOKOIUI
(THrmoTHpeo3, CHanUa03, MaHHO3U03, (PyKO3HU-
no3). llpeHaraneHas aWarHOCTHKa TMO3BOJISIET
BEPOATHOCTHBI TPOTHO3 TIEPEBECTH B OIHO-
3HAYHBIA OTBET HAJIMYUS WJIM OTCYTCTBHS 3a00-
neBaHus y wiona. OCHOBHBIMU METOJAMU TTPEHa-
TaJIbHOW TUATHOCTHKH, KOTOPBIC MCIIOIB3YIOTCS
B IIPAKTUKE MEIUKO-TEHETUYECKOTO KOHCYJIBTH-
poBanus, siBisitores: Y3U miona Ha cpoke 14-20
HeJlelTb OEPEeMEHHOCTH, C TIOMOIIBIO KOTOPOTO
MOXHO 00HapyxuTh 70-80% Bcell BpOXKAEHHOMN
TaTOJIOTHH.

IIpu  MIIC npodunaktuka  Gaszupyercs
Ha TOM, YTO JIM30COMHBIC ()EPMEHTBI COJIEp-
JKaTCsl MPAKTUYECKU BO BCEX TUIAX KIIETOK, UC-
MOJIb3YEMBIX ISl PEHATAIbHON AUATHOCTUKH.
JlmarHocTrka IIM30COMHBIX OOJE3HEH, B TOM
YHCclie TpeHaTallbHas, 3aTpyAHEHAa TeHeTHYe-
CKMM TOTUMOP(HU3MOM ITON TPYIITEI HACTE -
CTBEHHBIX 0OOJIe3HEH 0OMEHa, a TaK)Ke HATHYIH-
€M FeHOKOMHH.

Jns npenarasbHOM JUArHOCTUKU MYKOIIO-
JINCAXapu030B HUCIONB3YIOT COYETAHHUE He-
CKOJIBKUX METOJIOB: KA4eCTBEHHYIO | ITOJHU-
KOJTMYECTBEHHYIO XapaKTEePHCTHUKY CIIEKTpa
T'AI' B aMHMOTHYECKOM >KHOAKOCTH, METOIbI

sH3UMoauarnoctuku [16,17,18].
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[IpenaranpHass AMArHOCTHKA MYKOIIOJIHCA-
Xapua03a OCYIIECTBICHa HAMH B 3-X CEMbX,
AMEIONINX B aHaMHe3e OO0JIE3Hb MYKOTIOJIHCA-
xapuao3. JlmarHos CcTaBWJIM T10 aKTHBHOCTH
a-L-uaypoHnmassl B KJIETKaX KyJIbTHBHPOBAH-
HBIX KJIETKaX aMHHOTHYECKON KHMJKOCTU. AK-
TUBHOCTH (pepMeHTa OblIa B TIpenenax Hop-
MBI, YTO TMO3BOJIUJIO UCKJIFOUUTH 3a00JICBaHUS
y mwioga (80—174 uM/mr/ygac). CranmgapTHbIe
MIPOLIEAYPHl aMHHUOIIEHTe3a OBLTH BBITIOTHE-
HBI B HAyYHO-TEHETUYECKOM IIeHTpe MOCKBBL.
Marepuaniom ajsi ONOXUMIYECKOTO HCCIIEI0-
BaHUS SIBJISIUCH aMHHUOTHYECKAsl JKUIKOCTb,
KyJBTUBUPYEMbIC M HEKYJIbTUBUPYEMbIC KJICT-
KM aMHUOTUYECKOM KUIKOCTH.

Knmnnueckuii npumep: B cembe A. nmenochb
JBOE€ OONBHBIX JIETEH, OMUH M3 KOTOPBIX yMep
JI0 oOciIemoBaHus B Bo3pacTe 2 JeT 6 Mec.
ot mHeBMOHUH. [Ipobann- nesodka B Bo3pac-
Te 8 jer, PebeHok ot Bropoii OepeMeHHOCTH,
MPOTEKaBIIEH C TOKCMKO30M. Poabl HOpMalib-
Hele. Ponmnes ¢ maccoit tena 3200T. niauHOR
54 cwm. [locne rona MaTh 3aMeTHIIa OTCTaBaHUE
B IICUXWYECKOM Pa3BUTHH U CKeJETHBIE 1ehop-
maruu. [Io aToMy moBory 0OpaTHIINCh B HAITY
OOTLHUITY.

B MomeHT oOcnenoBaHusi — rpyOble YepThl
nva, OOMNBIION A3bIK, IIyMHOE JIbIXaHWe, Je-
(opmarusi TpyIHON KIETKH, TYTOIOJABUKHOCTh
B JIOKTEBOM M KOJIEHHOM cycraBe. JIumo rmio-
CKoOe, macTo3Hoe, 100 Hu3kui. Hoc ¢ 3amaBiiei
MIEPEHOCHIICH ¥ 3USFOIMMH  HO3ApSMH. [ 'yObI
ToscThIe. JlecHsI THIepTpOUPOBAHEL. 3yOHI ITIH-

poxkue. IlosicHnunbli K103, cycTaBbl KOHEYHO-

CTEl yTONIIEHBI, IBWKEHHUS B HUX OTPAaHUYCHBI.
WuTennext HopManbHbId. [IpocoymmBaercs rpy-
OBIil CHCTOITMYECKII IITyM Ha BEPXYIIKE Cepra.
[leuens manpmupyercss Ha 4cM HIKE pedepHOI
nyru, 6e3oone3nenHas. Cene3eHKa yBeIM4eHa.

WccnenoBanne crekTpa 3KCKPETUPYEMBIX
I'AT ¢ moMoIIBI0 OHO- U IByXMEPHOTO 3JICK-
Tpoope3a BBISBHIO THUIEPIKCKPEIIUIO Jep-
MataHcyibdar, remapancyiabgara. I'C/XC=2,8
B HOpMe, ['C/XC <0,1. Ompenenenne akTHB-
HOCTH JIN30COMHBIX (PEPMEHTORB B JICHKOLIMTAX
BBISIBUJIO HEJIOCTATOYHOCTH alib(a-L uiypoHu-
nasel — 5,50 ( 61,7-176 uM/mr/4ac). Pe3yinb-
TaThl OMOXUMUYECKOTO OOCIICIOBAHUS BBISBH-
JI0O YMEPEHHOE CHIKEHUE aKTUBHOCTH JIAHHOTO
(hepmeHTa, HapsALy C KIMHHYECKOW KapTHHON
3a00NeBaHMs TO3BOJIMIIM  TUATHOCTHPOBATh
MIIC tun 1 y npoGanpa.

B momeHT obcnenoBanus Marh npoOaHza
ObLTa OepeMeHHa, U CeMbe MPEIJIOKUIN J0PO-
JIOBYIO TUAarHOCTHUKY. [Ipu uccrienoBanmu criek-
Tpa TIHMKO3aMHHOIIIMKAHOB aMHHUOTHYECKON
JKUJIKOCTH BBISIBIIEHA THUIEPIKCKPEIUs Tera-
paHcynbs(hara, KOTOpEIE B HOPME HE COMepIKaT-
cs1. Haorame OHOXMMHYECKOW IMAarHOCTHUKH
OBLIO BBISIBJICHO, YTO OCTATOYHAsI aKTUBHOCTh
anbda-L. uaypoHHIa3bl B KYJIBTYpE KIIETOK
aMHHOTHYEeCKOU xuakoctd 10% ObLIa CHHU-
xeHa. CuTyarus ycyryomnsuiach O3IHUM CPO-
KOM OEpeMEHHOCTH, OBUIO MPHUHSITO pEIIeHUe
0 MIPOIOJDKEHUH JTUATHOCTHKH MOJEKYIISPHO-
TeHETHYECKUMH MeTonaMu. [loaToMy cembe
obuta mposenena JIHK nuarHoctuka. Pe3syib-

TaTbl IPHUBCJCHLI B Ta6nnue.

Pe3ynbratel AHK anarHoctukn cembu

Monumopduamel B ak3oHe 1 reHa IDUA | maTb oTel, npobanz n/n
AxA -/- +/- -/- +/-
Q3311 +/- ++ +/+ +/+
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ITo pesynpraram kocBennoit JIHK mguarno-
CTHUKH ILJIOJ HE OPAXKEH, SBISCTCA HOCUTEIEM
MaTEepPUHCKOM MyTaluuu. BhIsBIEHBI MyTauuu,
xapakrepubie 11 MIIC 1 tuna. Ilo pemenuto
pomuTene OEpeMEHHOCTh OblIa COXpaHEHa
1 3aBEpIITIIACh POXKICHUEM 3II0POBOTO Mallb-
YHUKa.

Kaxnas cembsi MeuTaeT UMETh 3I0POBBIX
JeTeil. DTO YyBCTBO OCOOCHHO 0O0OCTpsETCS
rocJie poxieHus 0oiapHOrO pedenka. [llnporoe
pacrpoCTpaHeHUe INIAHUPOBAHUSI CEMbBU B pa3-
BUTBIX CTPAHAX JENAET YPE3BBIYATHO BaXKHBIM
BOIPOC 00 UCXoJle KaxJol OepeMEeHHOCTH.
B aTtoM cMmbIciie npoduiiakTHKa HACIICICTBECH-
HBIX OOJIE3HEH J0JDKHA 3aHUMATh BEIyIIEe Me-
CTO B pa0oOTe Kak Bpaya, TaKk U CUCTEMbI 37pa-
BOOXPaHCHUSI.

B nocnenHue roapl mosIBUIICS HOBBIH, N10-
BOJTBHO 3(PPEKTUBHBIN BHU IIOMOIIN CEMBSIM,
B KOTOPBIX pOAMIICS PEOCHOK C BPOXKICHHBIM
MOPOKOM pAa3BUTHUS, — TaK Ha3pIBacMas Iie-
PUKOHIENIMOHHAs TPO(UITAKTHKA, CYTh KOTO-
poii 3akirouaeTcs B 00OSCICUECHUHM ONTHMAJIb-
HBIX YCIIOBUU MJI CO3pEBaHUS SHIEKIETKU,
AMIUIAHTAMU W PAHHEr0 pa3BUTHUSL 3UTOTHI
[10,11,12,13].

JluarHocTuka JIM30COMHBIX OOJI€3HEH CO-
NpsDKEHA  C ONPEACICHHBIMU  TPYIHOCTSIMU.
IIpexxne Bcero, BBIPAKEHHBIA KIMHUYECKUN
mouMophuU3M B MHOTOOOpasue 3arpyIHSIOT
pacniozHaBanue MHorux JIb Ha KIMHUYECKOM
YPOBHE, a HU3Kasi 4YacToTa BCTPEYaEMOCTHU
B MIONYJISIMUU HE MO3BOJIAET Bpady-NeaAuaTpy
HAKOIUTh JIMYHBIA ONBIT JJIsI CBOEBPEMEHHOU
IIOCTAHOBKM JAuarHosa. Jpyrol HemaaoBax-
HBIH (QaKTOp — 3TO HEOOXOAUMOCTH TPHME-
HEHUM Pa3HOOOPA3HBIX METOIUYECKUX TMOJIXO-
JIOB, TUArHOCTHYECKasi 3HAYUMOCTh KOTOPBIX

HEpaBHO3HaA4YHa.
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