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Cny4ar 13 NPaKTUKK:
bonesHb [oLue

Bounesns [ome — peakoe renerndeckoe 3a6oJIeBaHue ¢ HEJOCTATOYHOCTEIO (pepMeHTa
IIOKOIEepeOpPO3nAashl U, KaK CJAECTBUE, N30BITOUHBIM HAKOILIEHUEM TJIIOKOIepeOpo-
3u/a B KJIETKAX MOHOHYKJI€APHBIX (ParoluToB, 00pasyIolmx XapakTepHble KIETKH
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nHuILTpaIeil Kiaerkamu [o1ie JerouHoi TKaH!, YTO TIPUBEJIO K JIbIXaTeJTbHON J1.B. lepemok
HEJI0CTATOYHOCTH U PA3BUTHIO JIETOYHOTO cep/iiia Ha (hoHe aHEMUU U TeNaTOCILIEHO-
MeraJiii, a BO BTOpOM HabJIioanach aHeMusl, opaskeHue JuMQOysIoB, TeraTociie- YepHUrOBCKMiA
HOMETAJIHSI. 06ACTHOM
OHKOJSTOrN4ECKNA
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Knro4yeBble cnoBa:
oonesHb [oLLe, aHemus, Nero4Hoe cepaue, ObixarenbHas HeAOCTaTO4HOCTb.

ousie3nb Tomre (BI') oTHOCHTCS K GOJIE3HSIM HAKOIJIEHUST — TE€30YPHC-
Mo3aM. ITO HaCJIeACTBEHHOe 3ab0/IeBaHNe ¢ HeJI0CTaTOYHOCThIO (hep-
MEHTAa TJIIOKOLEePeOPO3nAashl U, KaK CACACTBUE, U30BITOUHBIM HAKOILJICHM-
eM TJIIoKoIepedpo3u/Ia B KJIETKaX CHCTEMbl MOHOHYKJIEAPHBIX (haroiuToB.
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11T (toBeHMIbHBII) — HanboJIee IepeMeHYNBbII TUIL, UMEET T€ JKE CUMIITO-

Mbl, uTo 1 Tubl [ u I, Ho muuTenbroe Tedenue. [Tourn 2 /3 Goabrbix BIT —

eBpen arrkenasu. HemoctaTouHocTh hepMeHTa JIM30COMAIBHON TJIOKO-

1epeOpo3uaasbl CBsA3aHA € HAJWYMEM JBYX MYTaHTHBIX ajulejiell TeHa

riokorepebposumassl GBA na xpomocome 1 B pernone q21. BT nacaeny-

eTcs1 [0 Ay TOCOMHO-PellecCuBHOMY THITY. B 6pake, riie 06a poauTest IMEIOT

nedexTHBIN reH, manc poauTh peberka ¢ BI cocrasiser 25 %, a 50 % pereit

OyayT HocuTe MU Tera. Eciii ogun us poaureseil umeet gedeKTHBIN IeH,

a BTOPOH 3/I0POB, BCE JIETU POKIAIOTCS HOCUTEJISIMU TeHa. beccuMiitoMuble

MaTMEeHTRI cocTaBasTioT 10—25 % ¥ BBIABIISIOTCS TOTBKO TIPH TIeIeHaIPaB-

JIEHHOM ceMeitHOM ckpuHuHTe. CriennuyecKuM 1 JOCTOBEPHBIM MTPU3HA-

koM BI' aBigeTcs nutosorndeckas KapTUHa MyHKTAaTa KOCTHOTO MO3Ta C

HasmaueM 60Jbiioro kosmmvyectBa KT a Takike rucTOIOTHYECKOTO UCCIIE0-

BaHMs TPEMAHONOIICHN KOCTHOTO MO3Ta, YBETMUEHHBIX TUM(OY3IIOB H T.II.
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Opnako «mceBnoKT» BerpevatoTest mpu 6oJe3HE
Humanna—IInka, MuesomMe, MIEJIONITHOM JICHTKO3€,
sumdome XoKKIHA, Tanaccemuu. [Toaromy nuar-
HO3 MOKeT OBITh MOATBEPKACH OMOXUMUYECKH —
orpejiesieHre B-TIIOKO3UAA3HON AaKTUBHOCTU B
Jeiikorurax wian pudbpodbmacrax koxu [1]. Takxe
npoBozAT cTpyKTypHbIit ananu3 JJHK nis onpene-
Jgenust myrauuu. Jledenne BI' — ato nocrosnnas
(bepMeHTO3aMeCTUTEIbHAS TEPAITHST PEKOMOMHAHT-
HOH riokonepe6posnaasoii (epesum) [4]. B xozme
JiedeHust B OOJIBIIMHCTBE CJIydaeB 3HAYMTETHHO
YMEHBIIIAETCsI TENaTOCIIEHOMETaJINsT, AHEMUST, KOCT-
Hble W3MEHEHWs. YJIyulllaeTcsl KauyeCTBO JKU3HU
60sbHBIX [3]. YuuThiBasi PeAKOCTb 3a00JI€BAHMS,
CJIOJKHOCTH TIPUKU3HEHHOU JMAarHOCTUKH, CBOeE-
obpasue oprannoil nuduasrpaiuu KT, onpeesns-
IOTIEN «IIECTPYI0» KIMHUIECKYIO KapTHHY O0JI€3HH,
CUMTaEeM I1e1ecO00Pa3HBIM TTOAEJTUTHCS CBOMMU
HaOTIOICHUSIMH.

bonvnas I11., 34 met, HamrpaBJieHa B OHKOAMCIIAH-
cep M1t HCKJTI0UEHU ST OHKOJIOTUYECKON MTATOJIOTUH.
[TanmenTka moctynuia B TSYKEJIOM COCTOSIHUU C
KamobaMu Ha 00IIy0 €aab0CTh, BBIPaKEHHYTO
ombiiky. /IBe Hemenn Haszax Obln ypaneH 8 3y6
HUJKHEH 4YesiocTu cripaBa. BoJsibHas nmpuskuraia
JYHKY 96-TpafiyCHBIM CHUPTOM, TOSBUJICS OTEK
meku, 60sb. IIpu ocMoTpe cocrosinue GOJbHON
TsKe0e, OJIETHOCTh KOKHBIX MOKPOBOB, BBIpa-
JKEHHas OJIBINIKA, yacToTa jAbixanus — 40 B 1 Mun.
IIpu ocmoTpe poTOBOH MOJOCTH HA CJAUBUCTOMN
PETPOMOJISIPHOI 06JIACTH CIIPaBa C MEPEXOA0M Ha
GOKOBYIO CTEHKY TJIOTKU U CJIU3UCTYIO 0O0JOUKY
MPaBoOil IIEKU WU3bA3BJIEHUE, MMOKPBITOE CEPHIM
nasietom. llepudepuueckue umMdoyaibl He yBe-
gudensl. Ilpu penrtrenorpaduum OI'K BbissBIeH
JINCCEMUHUPOBAHHBIN MTPOIIECC B JIETKUX, KaPAHO-
merayus. IIpu ¥ 3W opranos 6pIOmIHOM OJI0CTH —
CIJIEHOMeTaIusl, TUTIePIIasus 3a0PIONIMHHbBIX
aumboysioB. B xome obcienoBaHus COCTOSTHIE
GOJIBHON TMPOrPEeCCUBHO YXYAMIAN0CH, OOJIbHAs
MoTepsijia CO3HAHUE, BBIPAXKEHHAS O/IbINITKA: YaCTO-
Ta aprxanusg — 60 B 1 MuH, apTepuansbHOe IaBJe-
nre — 60 u 40 MM PT. CT., 3a11axX aleToHa U30 PTa.
B ananuse xkposu: apurpountsr — 3,8 T/, Hb —
107 r/n, IIITI — 0,8, tpombonurer — 190,6 T/,
gevikorutel — 18,0 I'/a, muenorutsr — 1 %,
MeTamuesonuTsl — 1 %, najsouxosiepunie — 14 %,
cermeHTosiiepusie — 72 %, aumbonutel — 8 %,
MOHOLIMTBL — 4 %, COI — 20 MM /4. Buoxummyec-
KMl aHau3: o61ui 6e10x — 78,9 r/11, MoyeBMHA —
9,3 MmMouth /71, KpeaTunu — 100 MKMOJIB /1, XJIOp —
107 mmounb /a1, kamuit — 6,0 MMosTb /T, HATPUH —
129 mmoun /i1, AnAT — 0,34, AcAT — 0,45, 6uu-
pyoun — 19,35 MKMOJIb/JI, TJIIOKO3a KPOBU —
2,9 mmonb/n. Temneparypa Ttena — 36,8 °C.
C auarHo3oMm OJIOHTOTEHHBIN CETICHUC, TOJUOPraH-

Hasi HEeJOCTAaTOYHOCTH, CIJIEHOMETAJWs, JbIXa-
TeJbHast HeIOCTATOYHOCTH GOJTbHASI TOCTTHTATIA3 -
pOBaHa B peaHMMAIIMOHHOE OTJleJIeHue, T/e TPO-
BOJIMJICS KypC MH(Y3UOHHOIT Tepanuu, 3aTeM ObLia
nepesenena Ha VIBJI. Hactynuia octaHoBKa cepii-
na. Hempsamoii maccax cepaia ahdexra He mad,
yepes 1 gac mocJie rocrnutanusauu 60JbHast yMep-
ga. [Ipm matomoroanaroMnyeckoM nCCae0BaHNN
KOJKHBIE TOKPOBBI OsiefHbie. Jlerkue B IJI€B-
PaJIBHBIX MOJOCTSIX PACTIONOKEHDBI CBOOOIHO, TIPU
MaJIbIAIMY JIETOYHAS TKaHb YIIOTHEHA, Ha pa3pe-
3aX cepble M KPAaCHO-KOPUYHEBBIE YepeyIoNecs
yyacTKu Ge3 4eTKMX TpaHuIll pasmepamu oT 1 110
3 cM, C TIOBEpXHOCTH pPa3pe30B CTEKAET B 3HAYM-
TEJIbHOM KOJIMYECTBE PO30Basi JKUIAKOCTh. B mepe-
JTHEM CPEeIOCTEHNH MaKeThl TUM(MOY3I0B 10 2 CM
B JIMaMeTpe, Ha pa3pe3ax cepble, MsTKue. AHaJO0-
rUYHbI mepubpoHxuanbhbie auMdoysibl. Cepie
11 x 10 x 8,5 cm™, Bec 290 1, TosIIMHA MUOKap/Ia
JeBoro skemxymouka 1,6 cm, mpaBoro — 0,6 cwm.
[Tosoctu cepana pacimpensl. [ledenp 32 x 22 x
x 12 x 9 cm, Bec 2500 1, Karcyra HaTpsTKEHa, Ha
paspesax uepenyolrecs: CBeTJI0-cepble U KOpUud-
HEBbIE yYacTKU (€3 YeTKUX TPpaHuil. 3a6proliHHbIe
JuMbOy3JIbl 10 2—3 CM B JIMaMETpe, Cepble, MST-
kue. Cemesenka 19 x 12 x 9 em, Bec 950 1, karcyra
cepasi, ryiajikas, Ha pa3pe3ax TKaHb BUIIIHEBAas C
cepeiMu y3ekamu ot 0,5 mo 1 cM, pacrmoso-
skeHHbIMU 1 dy3HO, cockoba 1y ibibl HeT. Koct-
HBIII MO3T TPyJAMHBI COYHBIH, KpacHbId. [Ipyrue
opraHbl MaJIOKpPOBHBI, 6e3 ocobenHocTeil. IIpn
MATOJIOTOTUCTOIOTHYECKOM UCCJEIOBAaHII 0OHA-
pykena unduaprpanus KI' pazHoit uHTeHCUBHOC-
TH B pa3nndHbIX opranax. JAunddysnasa naduin-
tpauus KI' nabmoganach B cenesenke (puc. 2, 9),
3a6promuHHbIX (puc. 1), mepuOpPOHXUATHHBIX JTUM-
(oysnax u mumboysiax nepeHero cpeoCTeHMs,
a TakKe B JIETOYHOW TKaHW ¢ WHQUIBTpaImeit
MeKaJTbBEOJSIPHBIX TIEPETOPOJIOK U TE€PUBACKY-
ngproii nnduasTpanueii (puc. 3) B MATKUX TKAHAX
necHbl. MenkoouaroBas auddysnas UHOUILT-
parust KT B mevenn (puc. 5), ogaroBast — mepuBac-
KyJISIPHO B TKaHW rOJIOBHOTO Mo3Ta (puc. 7, 8), B
KOCTHOM MO3Te TPYAUHBI (puc. 4), KOPKOBOM CJIO€
nouek (puc. 6). [ludpdysnas nadbunasrpanus KI
JIETKAX COMPOBOJK/ATIACH TUTIEPTEH3NEH B MATIOM
KPYTy KPOBOOOPAIIEHHS ¢ Pa3BUTHEM JIETOYHOTO
cep/illa v BEIPAKEHHOM JIbIXaTeIbHOM HEeJ0CTATOU-
HocTbio 111 cTenenu, kotopas siBUIach HeMoCpe-
CTBEHHOI IIPUYMHON CMEPTHU.

Bonvnas K., 34 net, noctyrnuiia ¢ mojlo3peHrueM Ha
anM@oMy ¢ TopakeHreM JUMdOY3JIOB TEH U Cpe-
JIOCTEHMsI, aHEMUEH CpeiHell cTeleHH, KajmodaMu
Ha €1aboCTh, CYXOH Kalllesib, TOBBIIICHUE TeM-
neparypsl Tena po 38 °C, moxyzmena Ha 10 Kr.
Cunrana cebst 6oabHOI 4 Mec, He Jedrnach. [Ipu
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Puc. 1. OndbdysHasn nHdnnstTpaums
KI™ napaaoptansHoro numdoyana
OKpacka reMatokCUnMHOM 1 303mHoM x 100
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Puc. 4. Ovarosas nHunstTpaumsa K- .
B TKaH KOCTHOIoc mMogara rpyaviHbl B TKaHW neveHun
OKpacka reMatokCUnMHOM 1 3031HoM x 100

Puc. 7. MNepuBackynapHasa MHOUNLT-
paumsa KI' B TKaHW roNoBHOMO MO3ra

OKpacka reMatokCUnMHOM 1 303mHoM x 100

ocMoTpe: AUMGbOY3IIbI H/3 Ter U OKII0UNTHbIE
¢ 06erx CTOPOH TIOTHBIE, 6e300Ie3HEHHbIE, MOJI-
BukHble oT 0,5 110 1 em. /Ipyrue rpymimst mumMboys-
J0B 6e3 ocobennocreil. Ilpu ¥Y3U — remarociuie-
HoMmerasus. Ananus kposu: Hb — 77 r/m, sput-
pormtel — 3,1 T/, LIIT — 0,7, netixonuter — 3,6 '/,
tpom6otuThl — 200 T'/1, COI — 50 MM /4, TJTIOKO3a
KpoBU — 4,4 MMOJIb/J1. BbImosiHeHA OUOTICHST JIUM-
doysna noakarourndHON obacti. IIpu marosoro-

Puc. 2. [indpcbysHasn nHdpunstpawm
KI™ TKaHn ceneseHku
Okpacka remaTtokCUInMHOM 1 3031HoM x 100

Okpacka reMaTtokCUIMHOM 1 3031HOM x 100

Puc. 8. MNepusackynapHas MHPUNLT-
pauma KI' B TKaHX rOfIOBHOrO MO3ra
Okpacka reMaTokCUIMHOM 1 303MHOM x 400

Puc. 3. Vindounstpauma KI©
MeXarbBEONAPHOM NePEropoOaKM
Okpacka reMatokCUIMHOM 1 3031MHOM x 400
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Puc. 6. Ouarosas nHdpunstpaums K
B TKaHW NO4KM

Okpacka remMatokCUIMHOM 1 3031MHoM x 100

Is
Puc. 9. Ckonnenve KI™ B Ma3ke

13 CeJle3eHKN

Okpacka reMaTtokCUIMHOM 1 3031MHOM x 400

THCTOJIOTMYECKOM HccyefoBanun — auddysnas
nnduasrparmsa aumdoysaa KI.

Tpynnoctu B auarsoctuke BI' cBsizaHbI ¢ pegkoc-
ThIO JJAHHOI TIATOJOIMH, PAa3HOOOPA3EM HeCTIeIH-
(bruecKUX CUMIITOMOB, CBSI3aHHBIX ¢ OoJiee BbIpa-
sxennoit nnduasrpanueit KI' Tex nam nasx opra-
HOB U HapyIienueM ux gyukiuu. CBoeBpeMeHHast
IUAaTHOCTUKA W JiedeHUe IePe3UMOM YIydIIaeT
Ka4eCTBO KU3HU OOJIbHBIX.
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YepuiriBebkuii 061acHUi OHKOJIOTIYHUIT AUCTIaHCED

Bunagok 3 npaktyku: xsopoba lowe

XBopoba Tore — pifKicHe reHeTHYHE 3aXBOPIOBAHHS 3 HEAOCTATHICTIO (hePMEHTY IIOKOIEPeOPO3HAAZH 1, SIK HACII/IOK,
3 HAJIMIPHMM HAKOIMYEHHSIM [VIFOKOLEPeOPO3ULY B KJIITHHAX MOHOHYKJIEAPHUX (DAroIUTiB, 10 YTBOPIOITH XapaKTepHi
kitituny Tome. Koiniyna kaptuna Hecnienngiuna i BU3HaYaeThes cUCTeMHOI0 Tipodtichepartieto kiaitun loie B THX un
iHmwmx opranax i TkaHnHax. HaBegeno asa Bumnaaku xsopobu [oiiie, B 0HOMY 3 SIKUX KJIiHIYHA KapTHHA [0B's13aHa 3
nudysHoio indinprpartieio kiaitnnamu [o1re ereneBoi TKAHWHU, 10 BUKJIUKAJIA IUXATbHY HEJJOCTATHICTH i PO3BUTOK
JIeTeHeBOTO cepIsd Ha oHi aHeMil Ta TenaToCIJIeHOMeTaslil, B IPYTOMY — CIIOCTepirajach aHeMis, ypaskeHHs JiMbOoBY3-
JIiB, TENATOCIITIEHOMETAJTisI.

Kirouosi cioBa: xsopo6a lorie, anemist, JiereHeBe ceplie, ANXaabHa HEJIOCTATHICTD.

A.A. Moloshok, I.P. Jerko, Yu.V. Rudich, L.V. Sheremok
Chernihiv Regional Oncology Center

The cases report: Gaucher disease

Gaucher disease is an orphan genetic disorder with glucocerebrosidase enzyme deficiency and, as a consequence, with
excessive accumulation of glucocerebroside in cells of mononuclear phagocytes, resulting in the formation of specific
Gaucher cells. The clinical picture is nonspecific and is determined by systemic proliferation of Gaucher cells in various
organs and tissues. Two cases of Gaucher disease are presented in the abstract. In the one case, the clinical picture is
associated with diffuse infiltration of Gaucher cells of the lung tissue, which led to respiratory failure and the
development of cor pulmonale against the background of anemia and hepatosplenomegaly. In the second case, anemia,
nodal involvement, hepatosplenomegaly were observed.

Key words: Gaucher disease, anemia, cor pulmonale, respiratory insufficiency.
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