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The article is devoted to the analysis of the morphological characteristics of
placental tissue in women with early reproductive losses with recurrent.miscarriage.
It was established that in women with recurrent miscarriage thearea of the
trophoblast of the placenta is significantly larger (p < 0,003) the area of the chorionic
villi is smaller (p < 0,04) than in the group of women with implemented reproductive
function. Thrombosis of the chorionic vessels and necrosis in the placenta with
recurrent miscarriage were detected in 90.9% (p = 0,001) and 93.3% (p = 0,001)
cases, respectively, which is significantly higher than in the comparison group.
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Beeoenue. bonesnn I'ome (BI')) — nu3ocomHas O00j€3Hb HAaKOIUJICHUS,
HacjeayeMas ayTOCOMHO-pellecCUBHO, oOcHOBaHHas Ha Jedexkte reHa GBA,
OTBETCTBEHHOTO 3anCHHTE3 depMeHTa Tiokolepeopo3uaazsl. Cpok aediora BIT
BappupyeT oOT | poxnenus no0 80 gjer. CBOEBPEMEHHOMY MPOBEACHUIO
naToreHeTuYecKkon “pepmentHor 3amectutenbHoi Tepanuu (P3T) crnocoOcTByeT
paHHsIS TUATHOCTHKA.

Henvy . uccnedosanun — BHISIBUTH METOAbl pAHHEW JUATHOCTUKH U
HPOaHAIM3UPOBaTh TaKTUKY JiedeHus bl Ha nmpumepe knuHuueckoro ciaydas bl y
pedeHKa paHHETO BO3pacTa.

Mamepuan u memoovt. Manbuuk K. mocTynui B JE€TCKYIO TOPOJICKYIO
kiuHu4deckyto 6onpauiy Ne 27 (III'Kb Ne 27) r. Huwxkuero HoBropoma B Bo3pacre 6
JeT ¢ kajno0aMM Ha 3aJI0)KEHHOCTh HOCA, 3aTPYJHEHHOE JIbIXaHHE B IOJIOKEHHH
Jexa, MPOrPEeCCUPYIONIYI0 YCTaNOCTh HpPH JUIMTEIBHOM XOAbOE, 3KXMMO3bl Ha
HIDKHUX KOHEYHOCTSIX C | roma >KM3HW TpU HE3HAYUTEIHHOW TpaBMAaTH3AIINH,
YBEJIMYCHHE JKMBOTA B 00BeMe 3a mocieaHue mnoiroma. Mampunk ot |1V
OepeMeHHOCTH,  mpoTekaBiied  0e3  ocobenHnocted, |V~ cBOEBpeMEHHBIX
caMOCTOATENbHBIX pofoB. [Ipu poxaerun: 3550 1, 52 cMm, 8/9 GammoB mo mIkae
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Amnrap. B mnociepogoBomM Tmiepuoje: NEPUHATAIBHOE IOPAXKEHUE LIEHTPAIBHOM
HEPBHOUM cHCTEeMBbI, KpuBolies. MoTopHOe pa3BuTHE peOeHKa XapaKTepU30BaIOCh
paHHUM HayajoM, PEYEBOE PA3BUTHE MPOUCXOAWIO C 3aaepxkkod. [lo maHHBIM
71a00paTOPHOTO aHaU3a, Y peOeHKa C POXKIACHHUS OTMEUad aHEMHUIO JIETKOM CTeeHH
TSOKECTH, MO TIOBOJY KOTOPOM MalbuMK MPUHUMAN MperapaThl >Keje3a, a TaKkKe
MOCTETIEHHO pa3BUBIIYIOCS TpomOoruToneHuio. B Bo3pacte 3 ner y pebeHka
oOHapy>KeHa CIUIEHOMET NS, TI0 TIOBOAY KOTOPOW MallbuuK 00CIIEIOBaH XUPYPIOM U
reMaToyioroM. PexomMeHI0BaHO MpOBEAEHUE YIbTPa3BYyKOBOM auarHoctuku (Y3N):
renaToCIJICHOMET N, MYHKIMS KOCTHOTO MO3Ta: MHOTOYHCIICHHBbIE Makpodard,
neperpyKeHHbIC JTUMUAMH, Tak Ha3biBaeMble kiieTku ['ome. C 1enpio BepuuKaumm
JMarHo3a bI' omnpeesieHa KaTaJIUTHYECKas aKTUBHOCTH dbepmenTa
TIFOKOIIepeOpo3u1a3bl ¢ MPUMEHEHHEM METOJI0B TaHJIEMHOW MacCC-CIEKTPOMETPUH;
AKTUBHOCTb  CHHXKEHA. [Ipy  mpoBeneHHM  MOJEKYISPHO-TEHETUYECKOTO
UCCIIeIOBaHMs  BbISIBICHBI MyTanmu C1236>G, c¢/1212FA>G . B kammnayH-
reTepo3uroTHoM coctossanr B reHe GBA. Takum 00pazom, peOEHKY yCTaHOBIICH
nuaraos bI' | Tuma.

Pesynomamuot uccneoosanusn. llpn nocryrmennd B JATKb Ne 27  nna
npoBeneHud miaHoBod @O3T cocTosiHue ManpHuKa CpPEHEN CTENEHU TKECTH.
Koxubie mokpoBbl OienHo-po3oBbie. [Ipu ayekynbranuu AbIXxaHUE Ty3pUIIBHOE,
yacToTta JpixaHus 24 ya/munyty. ToHBI cepAla siCHble, PUTMHUYHbBIC, YacTOTa
CEpJICUHBIX CoKpalieHuid 84 yn/muHyTy. JKUBOT YBEJIMYEH B pa3Mepax, rneyeHb +5,5
CM U3-TIOJ] Kpas peOepHOM ayru, cene3eHka +2 cm. [lo ocranpHbIM opraHam u
cuctemaM 0Oe3 marosioruu. [lo gaHHBIM,O0IIET0 aHaIM3a KPOBU — AHEMHS JIETKOU
creneHu TspkecTu. [lokazaTenn OMOXMMUYECKOTO aHaiu3a KpoBH Oe3 marosioruu. B
7a00paTOPHYIO AUATHOCTUKY TAKXKEe, BXOJIMIN M3MEPEHHE YPOBHS W KOHIICHTPAIUH
ouomapkepoB bI' B 1utazmM¢ KpoBHW: TIIOKO3WIC(HUHTO3MHA W XHTOTPHUO3UAA3HI,
COOTBETCTBeHHO. OTMeUan yBEIWYEHUE KOHIEHTPAIMN TIUKO3WIC(HUHTO3UHA U
AKTUBHOCTU  XUTOTpUO3UHasbl. IIpoBegeH Takxke psAl  HHCTPYMEHTAIbHBIX
WCCIICIOBAHUM JUISI OLIEHKM COCTOSIHUSI TEINAaTOJUECHAIbHOW W KOCTHOM CHCTEMBI,
KoTopeie mnopaxatores “mpu bBI'. Ilo pesynbratam Y3U: renarocrnieHoMeraius,
b y3HO MapeHXUMATO3HBIN MPOIIeCcC B MEUEHU, CeIe3EHKE, BTOPUYHOE YMEPEHHOE
YBEJIMYECHHE U HEOAHOPOJHOCTh AXOI€HHOCTH MOKENTyI0YHOM *ene3bl. MarHuTHO-
pe3oHaHenas Tomorpadus (MPT) mnpoBeneHa ¢ 1eapl0 YTOUYHEHHUS XapakTepa
MOpaXEHUsI ¥ pa3MepoB yBEIMYEHHBIX opraHoB. [lo manHbM dudposnacrorpaduu
fieueHu: ¢uopo3 FO mo mxane METAVIR. Pentrenorpadusi kucreid mnokasaia
OTE€TaBaHUE KOCTHOrO BoO3pacTa OT KajneHgapHoro. Ilpu ocreogeHcuTOMETpUN
MaTOJIOTUU HE BBISBIICHO.

PebGeHnok KOHCYNIBTHPOBAH OTOJAPHHIOJIOTOM IO TIOBOJY Kajlobd CO CTOPOHBI
BEPXHUX [IbIXAaTEJIbHBIX IIYyTEW; YCTAHOBJEH JWarHo3: aJeHOWAbl 2-3 CTENeHH,
runepTpodusi HEOHBIX MHUHAAIUH 2-3 CTENEeHH, XPOHUYECKUU aJCHOUIUT, Xparl.
PexomenmoBaHo mpoBeieHUE SHIO0CKOMMYECKOM MIEHBEPHON aIeHOTOH3UUIOTOMHUH.

B AI'KB Ne 27 peGenky HaznaueH cros Ne 5 mo [leB3Hepy, kanbius kapOoHAT
+ xonekanbiudepon. O3T BkiIouana BBeIEHUWE BeJariolepasbl  anbda
(pexoMOMHaHTHas TIOKoLepedpo3uaasa) B jo3uposke 400 EJ[. PebeHok BhITIMcaH U3
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CTalloOHapa B  YIAOBJICTBOPHUTCIBHOM  COCTOSHHMU. AM6YJIaT0pHO Imo McCCTy
JKUTCIIBCTBA IMPOAOJDKACT PCTYIPHO IIOIYHYAaThb HMMUIUIFOLCpPA3y C MOJIOKUTEIHLHOU
JTUHAMHUKOM.

Bwvigoowi. BI' Yy MaJlb4YUKa ObLIa 3al10A03pC€Ha Ha OCHOBAHHH IHUTOIICHUU,
I/II[I/IOI'[aTI/I‘IGCKOﬁ TernaToCINICHOM ET aJINU. Ha60paT0pHI>IM METOAOM JHUAT'HOCTHUKU
3360J’I€BaHI/I$I SABJIACTCA OIIPCACIICHUC dKTUBHOCTHU rmo1<ouepe6po3nz[a3m. BrigBienue
mytaruu reHa GBA  cmocobctByer Bepudukanum guarHosa bI. Jlns orfeHku
COCTOSIHUSI BHYTPEHHUX OpraHoB (Il€Y€Hb, Cele3€HKa), KOCTHON _CHCTEMBI
Heooxomumo  mipoBeaerne Y3U u  MPT  opranoB  OpromiHoii 4. MOJOCTH,
¢bubposIaCTOMETPUN  TEYEHHU, pEeHTreHorpaduu W OCTCOJCHCUTOMETPHH.
JlonoyHUTEeNbHBIE OMOMAapKephl (XUTOTPUO3MA3a, TIIOKO3WICHUHTOZHMH), CIyKaT
IMOATBCPKACHUCM HAJINYHA 3a6OJ'IeBaHI/I$I, da TaKXKXC IIO3BOJIAIOT KOHTPOJIMNPOBATH
s pekTuBHOCTD JieueHUsl. Pebenky mokazana noxkuzHeHHass O3T. pekomOuHaHTHOM
TIFOKOLIEpeOpO31/1a30ii.
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Gaucher disease is a rare autosomal recessive lysosomal storage disorder
caused bywglucocerebrosidase deficiency. The article describes a clinical case of
Gaucher disease type 1 in a boy. Laboratory diagnostics included complete blood
count, detection of glucocerebrosidase enzyme activity, as well as chitotriosidase
activity and glucosylsphingosine concentration; molecular genetic analysis which
revealed mutations in GBA gene verified the diagnosis. Instrumental diagnostics was
based on ultrasound, magnetic resonance imaging, fibroelastometry, and
osteodensitometry. Early diagnosis enabled timely enzyme replacement therapy.
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