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AHHoTauumA. Llenb — 0603HaunTb BaprabenbHOCTb MaHNdecTaunm KIMHUYECKMX CUMNTOMOB 6051e3Hu fowe n oT-
BeTa Ha pepmMeHTO3amMecTUTESIbHYI0 Tepanuio Ha NPYMepPe KINHUYECKKX CllyyaeB y 6/IM3KOPOACTBEHHbIX NaLVEHTOB.
Marepuanbl 1 meToabl. [lpoBeeHO CpaBHEHME reMaToNIOMMYECKNX, rAaCTPOIHTEPONOrNUYECKMX, HEBPONOTrMUYECKNX
1 opToneanyecKnx NposseHnin 6onesHu Mfowe y AByX NaLUEHTOB: NaLMEHTA MY>KCKOro nosa (NocTaHOBKa AnarHosa
B BO3pacTe 9 NeT) U NauMeHTa »KeHCKOro nona (NocTaHoBKa AunarHo3a B 21 rog). MaymeHTbl ABAAKOTCA 6AU3KMU poj-
CTBEHHMKaMU (pogHble 6paT 1 cecTpa). PesynbraTbl. Ha MOMEHT NOCTaHOBKYM AMarHo3a Kak y B3pOocCJion NaLueHTKH,
Tak 1 y pebeHka Habnoganack renatocnsieHomeranusa ¢ npeobnagaHvem cnneHomeranuu. O6a nayuneHTa UMenn n3me-
HEHWS CO CTOPOHbI OMOPHO-ABUraTENBHOTO annapara, NPy 3TOM Y NaLMeHTa HabNo4anocb YKopoUueHie KOHEYHOCTEN,
pe3kasa gedbopmMaLus rpyaHON KNEeTKM 1 OPIOLWHONM NOMOCTY, a B3pOCsian NauMeHTKa nvena gedopmaumio 6epeHHbIX
KocTeil No Tuny Konb dpneHmeiiepa. Ha MOMEHT NOCTaHOBKM fMarHo3a remaTtosiormyeckme nameHeHus 6oinv Hanbonee
BblpaXkeHbl Y NaLeHTa AeTCKOro Bo3pacTa. [lonyyeHHble AaHHble CBUAETENIbCTBYIOT O 3HAYMMON BapurabesibHOCTH
NPOsIBNEHN CMMNTOMOB 60ne3HK loLe, Npu 3TOM Hannure y NaumMeHTa renatocnjieHoMeranmm, TpomooLToneHnm
1 pAga opToneanyeckux N3MeHeHWn ABNAETCA BECOMbIM MOBOAOM Ajsl opdpaHHO HACTOPOXKEHHOCTU C AaSIbHENLLNM

npoBefeHNeM ANArHOCTUYECKMX NCCNeoBaHNI ANs paHHero BbiaBneHnsa 6onesHu lowe.
KnioueBble cnoBa: 6one3Hb [owle, JeTCKMI BO3PaACT, 3afieprKKa pocTa 1 pa3BUTHS, TPOMOOLMTONEHUS, renaTtoc-
nieHomeranus, agepopmauma CycTaBoB Mo Tuny Konibd dpneHmenepa, depmeHTo3amecTTeNbHAA Tepanua

Wnép cneumanbHocTK: 3.1.18. BHyTpeHHne 6onesHu.

3.3.3. MaTonornyeckasa pusmonorus.

Ana untnpoBaHusa: CocHoBcKas E. B. BapuabenbHocTb MaHndecTaymm cumntoMoB 6onesHu lowe 1 oTBeTa Ha
bepmeHTO3aMeCcTUTENbHYIO Tepanuio Ha NPUMepPe KIIMHUYECKUX CJlyYaeB y GlIM3KOPOACTBEHHbIX NaUuneHToB // BecT-
HuK Cypl'Y. Meguuuna. 2022. N2 1 (51). C. 73-79. DOI 10.34822/2304-9448-2022-1-73-79.

BBEOAEHUE

JIn30ocombl — 3TO OpraHensibl KNeTKW, 3aHUMaoLL e
0KOJ10 5 % BCEro BHYTPUKIIETOYHOrO 06bema 1 umeroLime
pa3nunyHblii pazmep U ¢opmy. JIN30Combl OrpaHNYEHbl
MeMOpaHOoI 1 cogep»KaT BHYTPY Kucible rugponassi [1].
MocnegHne UrpatoT OfHY M3 KNOYEBbLIX Ponel B peanu-
3aUmy OCHOBHOW GYHKLMM TM30COM — fierpagaumm bro-
NOTNYECKMX MAaKPOMOJIEKYT (KaK SHIOTEHHbIX, TaK U 3K30-
reHHbIX Ansa opraHusma) [1]. Jlioboe HapyleHne dyHKLK-
OHUPOBAHWA NTM30COM BeJIET K M3MEHEHMAM B NpoLecce
pa3pyLleHna MaKpOMOJeKyYs C MocieayloWwmnm HapyLle-
Huem paboTbl KNETOK, a TaKXKe MyJIbTUCUCTEMHbIM Nopa-
XeHuam [2].

JInzocomarsnbHble 601€3HN HAKOMIEHUS — 3TO rpynna
HacneacTBeHHbIX 3aboneBaHU, BbI3BaHHbIX MO0 Ha-
pylweHnem GyHKLUMM NM30COManbHOro pepmeHTa, Nnbo
N3MEHEeHMEM B CTPOEHMM MEMOPaHHbIX 6eJIKOB, OTBEYa-
IOLWMX 3@ MHTEPHanM3auuto (MPOHMKHOBEHME) MONEKY
BHYTpPb KJ1I€TOK, U PAAOM APYruX HapyweHuin. B pesynb-
TaTe BO3HUKAET PELIMPKYNIMPOBAHNE MAaKPOMONEKYS Kak

BHYTPW KNEeTKN, TaK N MeXZy KNeTOK, UTO NpoABnAeTca
NaToNorMyeckMM HakornjeHnem Hepa3pyLIeHHOro cy6-
CTparta B nm3ocomax [3].

MyTauua B KOHKPETHOM reHe NpUBOANUT K CUHTe3y
MYTUPOBABLLErO NIN30CcoManbHoro 6enka. bonbWNHCTBO
natonornyeckux 6enkos paspyLlaloTca B SHAOMNNa3MaTu-
yeckom petukynyme. Huskuin ypoeHb cneunduryeckoro
bepmeHTa/6enKa Unu npucyTcTeme HedbyHKLUOHANBHOMO
depmeHTa/6enKa B NM30COMaXx Bbi3blBaeT KyMynALMIO He-
pasnoxuLluerocs cybctpara [4-5]. HakonneHune cybcTtpa-
Ta B IM30COMaXx 1 ano Ha3BaHue rpynne 3aboneBaHui —
NM30COMHble 6051e3HU HakonneHus (JIBH).

KnnHnueckn Bce OHM ABNAITCA XPOHUYECKUMU MYJ1b-
TUCUCTEMHBIMU COCTOAHUAMMU, KOTOPbIE UMEIOT pa3Hble
¢dbeHOoTUNbI B 3aBUCUMOCTM OT TUMNA HAaKOMJIEHHOTO Cy6-
CTpaTa, MecTa 1 YpoBHsA HakonnieHus. Kak cnegctaue, oHU
XapaKTepu3ylTCa pa3IMyHON accolmaumnen Bncuepanb-
HbIX, 0PTaNIbMONOrMYECKUX, FEMATONIOTUYECKUNX, CKeNeT-
HbIX 1 HEBPOJIOrMYECKNX NPOABNIEHNN [6].
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bonesHb lowe (bl Ha3BaHa B 4eCTb NEPBOOTKPbIBA-
Tena OGununna lowe, KoTopbi B 1882 . onucan KNNHU-
yeckue NpoABNeHUA B BUAE MAaCCUBHON CryieHOMErannm
y naumeHTa 6e3 nekeMumu, a Takke Makpodaru co cko-
NAeHMAMU TNNNGOB B LUTOMNa3Me, ABAAOLWMeCA naTor-
HOMOHWYHbIM NPU3HaKOM 3ab0NieBaHNSA U Ha3blBaeMble
Knetkamu lowe. bonesHb lowe - pegkoe ayTocomHoe
peueccuBHOE reHeTUYeCcKoe 3aboneBaHne, BbI3BaHHOE
mMyTaumammn B reHe GBA1, noKann3oBaHHOM Ha XPOMOCO-
me 1 (1g21). MyTauma npnBoanT K 3aMeTHOMY CHUMEHMIO
AKTUBHOCTM IN30COMaNbHOro dpepmeHTa rntokouepebpo-
3mAaasbl (Takke Ha3blBaeMOW MIOKO3MILepaMngason, nnm
Kucnon B-rnioko3naason), Kotopas rmgponnsyeT roKo-
3uuepammg o uepamuga v roko3sbl [7]. Dedunumnt dep-
MeHTa BefleT K HaKOMJIeHUIO MIoKo3uaLepamuaa 1 apy-
rmx cGUHronnnuaoB B makpodarax, npenmyLLecTBeHHO
B MeyeHU, ceneseHke, KOCTHOM MO3re, ocTeoKnacTax
1 ronoBHOM Moz3re. lNocneayiowaa CTUMynALUA MOHOL -
TOMO033a 1 yBennyeHne abCcontoTHOro KoNMyecTsa Makpo-
¢daroB NpoABNAIOTCA renaTo- U CnaeHoOMerannen; Hapy-
weHne ¢pusnonornueckmx GyHKLMN Makpodaros, B TOM
yrcne perynaumm KpoBeTBOPeHUs U MeTabonn3ma KocT-
HOW TKaHW, NPeAnoIoKNTENbHO, IEXUT B OCHOBE LINTO-
NeHNYeCKoro CMHAPOMa 1 MOPaXKeHNA KOCTHO-CYCTaBHOM
cuctembl [7].

BbonesHb lowe, B 3aBUCUMOCTX OT BOBJIEYEHUA LiEH-
TPanbHOW HEPBHOWM CUCTEMbI, KITMHUYECKN OeNUTCA Ha
Tpy T1na [8].

Original article

bonesHnb lowe tvna 1 (Bl'), Kak npaBwWIo, xapakTe-
pu3yeTca OTCYTCTBMEM HEBPOJSIONMYECKOW CUMMTOMa-
TUKW, ABNSAETCA Hanbosee pacnpocTpaHeHHoW Gopmoi
3aboneBaHua (NpubnnsmTenbHo 90-95 % cnyyaes B EB-
pone n CeBepHon AmepukKe). KnnHuyeckne nposasneHns
BapbMPYOTCA OT 6ECCUMMNTOMHBIX Ha NMPOTAKEHNN BCEN
XM3HM 0o GOPM C paHHUM Hayanom B AeTCTBE, MO3TOMY
3aboneBaHne MoXeT OblTb AMAarHOCTUPOBAHO B Jilo6oM
Bo3pacTe [8].

Y naumneHToB ¢ Bl cnneHomeranuna HabnwopaeTca
6onee yem B 90 % cnyyaeB, ceneseHKa MOXeT BECUTb
[10 HECKOJIbKUX KMJIOFPaMMOB, YTO NPoABAsAeTcA 60sblo
B >KVBOTE W yBeNIMYEHMEM X1BOTa B obbeme. ITO Mo-
XeT ObITb eUHCTBEHHbIM NPOABIeHNEM 3a6oneBaHuA [8].
B 60-80 % cnyuyaeB oTMeyaeTcA renatomeranus, XoTda pas-
BUTMe prnbpo3a 1 nocneayoLlero LMppPo3a BCTpeyaeTca
peako [8]. OuaroBble NopaXeHua ceneseHKn u/unm neye-
Hu BcTpeyatotca y 40 % naumeHTos ¢ BI'1 1 Ha3biBaloTCA
rowepombl. laHHble 06pa3oBaHNA UMET pasfinyHble
BU3YasibHble XapaKTePUCTUKN, YTO 0OYCNOBNMBAET TPYA-
HoCcTU anddepeHuymnaumnm c pokanbHOM Y3N10BON runep-
nnasuen, reMaHrMomom, NMMeomMon 1 renatTouennonap-
HOW KapUMHOMOW C NCNONb30BaHMEM YNbTPa3BYKOBOIo
nccnepoBanma (Y3U), komnbtoTepHon Tomorpadpum (KT)
WM MarHUTHO-pe30HaHCcHo Tomorpadun (MPT) [9]. Hawn-
6onee yacTbiMM N3MEHEHUAMM B remMorpamme npu 6ones-
HU BI'1 ABNATCA TPOMOOLMTONEHUA N AaHEMUA CPeaHeN
cTeneHu Taxectu. TpomboLmToneHns (KONMYecTso TPOM-

VARIABILITY IN MANIFESTATION OF GAUCHER DISEASE
SYMPTOMS AND THAT OF A RESPONSE TO ENZYME
REPLACEMENT THERAPY BASED ON CLINICAL CASES
OF CLOSELY RELATED PATIENTS
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Abstract. The study aims to specify the variability in manifestation of Gaucher disease clinical symptoms
and that of a response to enzyme replacement therapy based on clinical cases of closely related patients.
Materials and methods. Hematological, gastroenterological, neurological and orthopedic manifestations of
Gaucher disease were compared in two patients: a male patient (diagnosed at 9 years old), and a female patient
(diagnosed at 21 years old), being close relatives (a whole blood brother and a sister). Results. At diagnosis, both
the adult female patient and the child had hepatosplenomegaly with splenomegaly predominating. Both patients
had changes in the musculoskeletal system. In addition to the above, the boy had shortening of limbs as well as
deformity of chest and abdomen unlike the adult patient, who had femurs deformity of Erlenmeyer flask type.
At diagnosis, hematological changes were more severe in the child patient. The obtained data indicate that thereis a
significant variability in manifestation of symptoms of Gaucher disease. The fact that there is hepatosplenomegaly,
thrombocytopenia and a number of orthopedic changes in a patient should become a valid reason to suspect an
orphan disease and to carry out further diagnostic tests for Gaucher disease.

Keywords: Gaucher disease, childhood, growth and developmental delay, thrombocytopenia,
hepatosplenomegaly, joint deformity of Erlenmeyer flask type, enzyme replacement therapy
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6ounToB MeHee 100 x 10%/n) umeeT mecto y 60-90 % na-
uuneHToB ¢ BI'1 1 NpoaBnAeTCA HOCOBLIMM KPOBOTEUEHUSA-
MU, MEHHOparvamm n ap. AHeMuA BCTpeyaeTca pexe (oo
40 %), conpoBoXKaaeTca ycTanocTbio 1 cnaboctbio [10].

Y naymeHtoB ¢ bI'1 uMeeT mecTo BOBNEYEHHOCTb
CKeNIeTHOW CUCTEMBI, XapaKTepusyowanacs nHdunbtpa-
Lmen KOCTHOro Mo3ra knetkamu lowe ¢ conyTcTBytoLein
OCTEeOMNEeHNEN U BbIPaXKeHHbIM NOopaXkeHnemM 6epeHHbIX
1 60nbLIe6EPLIOBbIX KOCTEN HUXHMX KOHEUHOCTeN. Ocos3-
HaHWe Toro ¢aKTa, YTO CKefleTHO-MblLIEeYHble CUMMITOMbI
MOTYT ObITb He TOJIbKO NpX peBMaTonornyecknx sabone-
BaHMsAX, HO U Npu 6one3Hu [owe, No3BONUT N3beXaTb He-
o6ocHoBaHHON Tepanuun [11].

BbonesHb lowe Tna 2 (Blr2) — HellpoHOMaTUYECKUIA
T1n 6onesHn. Hanbonee yacTble ee NPOABIEHUS: HECMNO-
COBGHOCTb CMOTPETbL BBEPX MK BHU3 (45 %), aHOManbHO
Me[l/IeHHOEe OTCNeXxnBaHne obobekTa (43 %), cxopsileecs
kocornasue (36 %), atakcua (15-20 %), cynopoXHble npu-
nagku (16 %) [20]. AaHHbIA TMN 6one3Hu lowe, npoTeKato-
WM C TAKENENLWIMMN NOPAKEHUAMM LIEHTPaNIbHOWN HepB-
HOW CMCTEMbI, BO3HUKAET B Bo3pacTe Ao 1 roga u 3aKkaH-
ymBaeTcs rmbenbio NaumneHTa B Bo3pacTe o 2 net [12].

bonesHb lNowe Trna 3 (BI3) Take Ha3biBaeTCcA lOBeE-
HUJIBHOW WM NOJOCTPON HeBpoornyeckon dopmon,
npoABnAlLWenca BucLuepanbHbIMM CUMNTOMaMuK, Onu-
CaHHbIMK ansa B, 06bIYHO coUeTaWMINCS C FNa30aBu-
ratefibHbIM HEBPOJIOrMYECKUM MOpPaXXeHNeM, KoTopoe
B 6ONbLUMHCTBE C/lyyaeB NPOABNAETCA B Bo3pacTe o 20
net. ®eHotunbl BI' v BI'3 oueHb pa3sHOPOAHbI, 0COOEHHO
B OTHOLUEHUW HEBPOJIONMYECKOro NopaXKeHusa. Y ogHuX
naLMeHTOB BO3HMKaeT yMepeHHOe CUCTEMHOE MNopaxe-
HMEe C TOPU30OHTaNbHOW OopTanbMOMNNernen Kak eguH-
CTBEHHbI/ HEBPONOrMYECKUN CUMNTOM, TOrAa Kak y Apy-
rmx BCTpeuatoTca bonee Taxesble GOPMbI C PA3INYHBIMK
HEBPOJIOrMYECKNMU NPU3HAKaMK, BKOYasA Nporpeccu-
PYIOLLYI0 MUOKJTIOHNYECKYIo anunencuto (16 %), Mo3eu-
KOBYIO aTaKCMIO UM CNacTUUYHOCTb (20-50 %), a B HEKOTO-
pbIX cnyyaax — gemeHuwmio [12].

Ha cerogHswWwHWM fgeHb onucaHo 6onee 300 myTaLmi
B reHe GBA. [loka3aHa npamas Koppenauua mexay Bu-
OOM MyTauumu 1 GeHoTUNOM (KNUHUYECKNMN nposBhe-
Huamu) [13].

3a nocnegHMe HeCKObKO AecATUNeTU Obin 4OCTUr-
HYT OFPOMHbI MPOrpPecc B MOHNUMaHUN MOJIEKYSIAPHON
ocHoBbl JIBH. Tenepb coBepLUeHHO ACHO, YTO HAaKoMneHne
cybcTpaTa 3anyckaeT cepuio BTOPUYHBIX KNETOYHbIX 3¢-
$eKToB, KOTOpble B KOHEYHOM UTOre NPUBOAAT K rmbenu
UM NOBPEXAEHUIO KNeToK. Kaxkgasa cTyneHb B Lienu na-
TOreHeTUYeCKNX peakumni npeactaBnseT cobomr noTeH-
LUnanbHyi0 MULLIEHb AnA neyeHns. B HacToAee Bpems
Tepanusa NM30COMHbIX 60MIe3HeN HAaKOMJIEHUs BKJTOYaeT
bepmeHTHYIO 3amecTuTenbHyto Tepanuio (O3T), TpaHc-
MAaHTaLMI0 reMono3TUYECKUX CTBONIOBbIX KneTokK (TICK)
1 bapmaKosiormyeckyio Tepanuio WwanepoHamu [2].

MepmMeHTHan 3amMecTuTeNbHaA Tepanusa OCHOBaHa Ha
npvHUMne foCTaBkM AePpUUNTHOro pepmeHTa B KNETKMY,
0CobeHHO B KneTku [oLwe. B HacTosLlee Bpems HaKoMeH
OMNbIT MCNOJIb30BaHNA NpenapaToB Benarnouepasbl anb-
da, nmurnouepassl U TanuraoLepasbl anbda B KauecTse
bepmeHTO3aMecTUTENIbHOM Tepanuu. [lokasaHo, uto O3T
3bdeKTUBHO KynupyeT 60MbLUINHCTBO FremMaToNIorMyeckmnx
NpoABEHN, HOPManM3ya Nokasarenu nepudepunyeckon
KpoBU yxe rnocne 12-24 mecAues NpUMeHeHnA, YyMeHb-
LWaeT 06beM NeyeHn U cene3eHKr, a Takxke ynyyllaet He-
KOTOpble acneKTbl 3a60neBaHNA KOCTeln y naLmeHToB ¢ bl
[14-15].

Lenb — 0603HaunTb BapnabenbHOCTb MaHnbecTaLmm
KNUHUYECKON CUMMNTOMATUKN 6one3Hu lowe 1 oTBeTa Ha
bepmMeHTO3aMeCcTUTESIbHYIO TEPANKIO Ha MPUMEPE KINHY-
YeCcKmMx CJlyyaeB y 6NIM3KOPOACTBEHHDIX MALNEHTOB.

MATEPUAIJIbI U METO bl

B BrogxkeTHOM yupexkgeHumn XaHTbl-MaHCMNCKoro
aBTOHOMHOro oKkpyra — lOrpbl «OKpyXHaa KnuHmnyeckas
6onbHULA» (r. XaHTbl-MaHCUINCK) HabnoaaTca aBa na-
LMeHTa pa3Horo Bo3pacTa C peakum opdaHHbIM 3abone-
BaHMeM — 6one3Hbio lowe (My>KurHa, 19 neT; XeHLWnHa,
31 rog). NaymeHTy My>CKOro nona AmarHo3 yCTaHOBJEH
B 9 neT, a nauneHTKke — B 21 rog. B KauectBe Kputepues
OLEeHKM cumnTomoB 60ne3Hu lowe BbibpaHbl renatocnne-
HOMeranus, U3SMeHeHNA B reMaToNIOrMYeCcKnx, HEBPOO-
rMyecKkux N opTonegmnyeckux napameTpax.

My6nnkauma faHHOro maTepurana corfnacoBaHa C aj-
MUHUCTpaLMen MeguunHCKOn opraHm3auumn. Ha okasa-
HUe MeANUMHCKON nomowwm 6bi1o nonyyeHo nHGopmu-
pOBaHHOe cornacme NaLMeHToB.

PE3YJIbTATbI U UX OBCYXAEHUE

KnuHnyecknin cnyvam 1. [MaumeHT myckoro rnona,
[marHo3s «6onesHb lowe» 6bin nocTaBneH B 9 ner. MNepBble
NP13HaKN NOABUNCH YKe B BO3pacTe A0 3 NeT: aHemus,
TpomMbGoLMTOoNeHus, No pesynbTaTam Y3 Obina gnarHo-
cTupoBaHa cnneHomeranus. C 6 neT cTan 3aMeTHO OTCTa-
BaTb OT CBEPCTHUKOB B du3nyeckom passutum. C 9 net
cTanu obpaliaTb BHMMaHWE Ha 3aMeTHOe yBeNnyeHune
KMBOTa, NOABUIIACb OAbILLIKA NPU Harpyske, 60nu B Xu-
BoTe. [loBooM Ana obpalleHmns K neguaTpy B Bospacte 9
neT CTano yBenmyeHre XnBoTa B 06beme, 60nb B XKMBOTe,
nosiBfieHNn 3yAa B 061acTu NasbLEB PyK.

Mpwn ocmoTpe: pocT — 120 cm, BeC — 24 Kr, OKPYX-
HOCTb rpyaun — 69 cm, p13nyeckoe pa3BUTME rMNOCOMa-
TUYeCKoe, pe3Ko AMCrapMoHUYHoe. }KUBOT 3HAUMTEIbHO
yBenmyeH B pa3Mmepax, y4acTByeT B akTe AbixaHuA. MNanb-
nauunA 3aTpyAHeHa 3a CYET BblpaXKeEHHOrO yBeMYeHnA
ceneseHku. MNeyeHb no Kpato pebepHoi ayru. My3bipHble
CMMNTOMBbI OTpuLaTenbHble. CeneseHka gocturaet rpeb-
HS MOAB3AOWHOM KOCTW, 3aHUMaEeT Moyt BClo 06nacTb
XunBoTa. CTyn 06bIYHOrO LIBETA U 3anaxa, 6e3 natonoruve-
CKUX NMPUMeCeN, exkegHEBHbIN, 0GOPMIEHHbIN.

Mpw aHanu3e nepudepuryeckon KPoBu AMarHoCTUpPo-
BaHa newnkoneHma go 3,29 x 10°/n, pomboumTOneHns —
59 x 10%/n, remorno6uH — 92 r/n, sputpouunTbl — 3,88 X
10"%/n (tabn. 1).

MpepBapuTenbHbIMU AnarHosamm 6binu: Mypnypa
W Apyrve remopparuyeckme coctosHua. TpombouuTtone-
HUA HeyTouHeHHaA (D69.6). CnneHomeranus, He Knaccu-
¢durympoBaHHan B apyrux pybpukax (R16.1). Jlenkos Hey-
TOYHEHHOrOo KneTouyHoro Tuna. OCTpbIn NeNKo3 HeyTou-
HEHHOro KneToyHoro Tmna (C95.0).

Mo muenorpamme 6b11 BbICTaB/IEH AnarHo3: bonesHo
lowe, cy>KeHne rpaHynoLMTapHOro pocTka U Merakapuo-
LIMTapHOro pPoCTKa, He3HaunNTesIbHOe yBennyeHne bnact-
HbIX KNeToK (8o 3,5-4 %, B Hopme — 0-2,2 %).

B 6roxnmmnyeckom aHanmse KpoBu OblIv MOBbILLIEHDI
3HauyeHuUs acnapataMmmnHoTpaHcpepasbl (ACT) — 54 EO/n,
wenoyHon pocdarasbl — 189 E[I/n, naktaTaerngporeHassoi
(nar) -321 EQ/n (rabn. 2).

Mpwn npoeepeHnn Y3 gnarHoctupoBsanack renato-
cnjieHoMeranua C yMepeHHbIM YBeMUYEeHEeM KPaHMOKa-
yAanbHOro pasmepa neyeHu, ymepeHHboiM anddy3HbIM
NOBbILLIEHNEM 3XOT€HHOCTM MeYeHun. KenyHbln ny3bipb
CTPYKTYPHO He n3meHeH. CnneHomeranua 6e3 cTpyKTyp-
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HbIX M3MeHeHu. [prucyTCTBOBaNM Npr3Hakn MmesageHunTa
(nmdoy3nbl HpbIKENKN TOHKON 1 TONCTOM KULLKKU pa3me-
pamu oo 23-11,5 MM, rMno3xoreHHble, OQHOPOAHbIE).

OcMoTp HeBposora BbiABWUA NPU3HAKN AMcnaacTu-
YeCKUX N3MEHEHUI C YKOPOUYEHMEM KOHEYHOCTEN, pes-
Kol nedpopmaLmen rpygHoOl KNeTKu U 6pIOLLHON Noso-
CTU 13-3a yBeNInyeHna ceneseHku. [lnarHoctnposanacb
anzapTpus.

Mo pe3ynbTaTam MccnegoBaHMA MyHKTaTa KOCTHO-
ro Mo3ra Ha OCHOBaHWW BbIABNIEHNA NAaTOTHOMOHUWYHbIX
KneTok [owe B Mrenorpamme naumeHTy 6bi1 nocTaBneH
npefBapuTenbHbIN AnarHo3 «6onesHb fowex. B Hauno-
HallbHOM MeAULMHCKOM UCCNefoBaTeNbCKOM LieHTpe
3p0poBbA getent MuH3gpasa Poccun ¢ ucnonb3oBaHnem
«CYXOFO MATHa» KPOBU MeTofaMu Gruoxmummyeckom gu-
arHOCTVKK OblV onpeaeneHbl aKTUBHOCTW CleayoLnX
depmenTOB: D-rnoko3mnaassl — 0,6 HMONb/MI/4 (Hop-
Ma 4,7-18,6 HMoNb/Mr/4) n xutToTpuo3sngasol — 19 488
HMOnNb/Mr/4 (Hopma 5,5-198,3 HMonb/Mr/4), UTO NO3BO-
N0 NOATBEPAUTL ANArHO3.

MaureHTy 6bina HazHaveHa O3T npenapaToMm NMU-
rnouepasa B fose 60 ea/kr B/B, KanenbHo, MeaNeHHO
1 pa3 B 14 gHel, NOCTOAHHO.

Yepes 8 mecsALeB BBeAeHMA KOHCTaTUPOBANoCh yBe-
nnyeHne Konmyectea TpomoéountoB go 116,4 x 10%/n.
MN3mMeHeHnA co CTOPOHbI HEPBHON cucTembl (Lepebpac-
TEeHUA, AN3apTPUA COYETAaHHOIO reHe3a) COXPaHANNCh.
B KOHTaKT nayueHT BCTynan pegko, Mo HacTpoeHuto. Peub
6blna OAHOTUMNHAA, UMENNCh 3aTPYAHEHNA 3BYKOMPOKU3-
HOLUEeHMA.

Yepes rog npumeHeHna O3T nokasaTtenu remorpam-
Mbl OblIM B HOpMe. TenocnoXeHne nauneHTa ocrtaBa-
NOCb aCTEHUYHbIM, POCT — 134 cm, BeC — 26 Kr (Bo3pacT —
10 net), gUCrapMoHNYHoe pa3BuTue bbio obycnosne-
HO HM3KOPOCNOCTbIO. NpKM3HaKK renaTocnieHoOMeranum
COXpPaHANNC: ceneseHka +6,0 cm, nevyeHb n3-Nogd Kpas

pebepHon ayrn Ha 1,5 cm no cpefnHHO-KIIOYNYHON
NVHNN.

Yepes 2 rofa BBeaeHMA GepMeHTO3aMeCTUTENIbHOrO
npenapara y nauMeHTa ynyywmnnacb peyb, 3ByKONpoms-
HOLLEHVE, AN3apTPUA COXpaHANIach, NaLMeHT CTan He Ta-
KOV 3aMKHYTbIi, 6onee NoaBUMXHbIN, 6onblUe 1 Yalle cTan
06LLaTbCA C OQHOKNACCHMKaMW 1 B3POCSIbIMU, NoceLlan
wKony (0byuyeHre Ha [OMY), YMEHbLUMANCH pa3Mepbl ne-
UEeHU 1 Cene3eHKu, ynyynnocb obliee camouyBCcTBuE,
yMeHbLnnmcb 6011 B cyctaBax Npu xoabbe no cTyneHb-
KaMm (NpoXnBaHuMe Ha 6-M 3Taxe, NPT B JOME OTCYTCTBY-
eT), bU3nyecKoe pas3BnUTUE FAPMOHUYHOE, B aHaNM13e Kpo-
BV TPOMOOLUTBI CTaOUNBHO Ha HUXHEN rpaHuLe HOpMbl
(116,4 x 10°/n). MaymeHT 3a 1eTO NOAPOC Ha 3-4 CM.

Yepes 5 net BBeAeHMA npenaparta NofoXKnTenbHan
OVHaMUKa coXpaHAnach, yny4lumnocs obliee coctosHue,
HepPBHO-MCUXNYecKoe pa3Butme. NMpun oLeHKe KOCTHOro
BO3pacTa BbiABIEHbI U3MEHEHWA HAa PEHTIEHOrpamMmme Ku-
CTel, 06Hapy»KeHO OTCTaBaHMe KOCTHOro BO3pacTa Ha 2
roga. lMpn feHCUTOMETPUY MUHEPabHaA NMIIOTHOCTb KO-
CTel He cHuXeHa. [To JaHHbIM YyNbTPa3BYKOBOMo ncce-
[OBaHUA COXPaHANUCH NPU3HaKM renaTocnjieHomeranmu,
anddysHOro napeHXxnMmMaTo3HOro npouecca B NeYeHu
N ceneseHkKe, BTOPUYHbIX U3MEHEHUI NOAKeNYAOYHOMN
Xenesbl. C yueToM KNVHNYECKMX NPOABNEHUN, 06bek-
TUBHOTO CTaTyCa, BECO-POCTOBbIX U3MEHEHWI NaLNEHTY
ObINI0 PEKOMEHAOBAHO MOBbILWEHME [03bl pepMeHTO3a-
MeCTUTeNbHOro npenapara.

Ha npotaxeHnn 9 net npumeHeHua O3T coxpaHa-
nacb NMoNoXKWTeNbHaA AMHaMKKa B MoKa3aTenax remo-
rpammbl C yBefiMyeHnem remornobuHa, TpombéoumnTos
[0 HOpMasbHbIX GU3MONOrMYECKUX 3HAYeHUI (Tabn. 1).
HeBponornyeckui ctatyc nayneHTa Takke HopManuns3o-
Bancs, n npu ocmotpe nocse 9 net O3T naTonornyeckmx
n3MeHeHu obHapyxeHo He 6bino. Mpr 3Tom No pe3synbTa-
Tam Y3/ npu3Hakm renatocniieHomMeranm COXpaHanunchb.

Tabnuya 1
3HaueHuA noKasaTenel nepudepuyeckorl KpoBM y naymeHTa
A0 1 nocne Hayana pepmeHTo3amecTUTENbLHON Tepanun
MapameTtp En. nusm. Hopma: Ao nauana 2 roga 3T 7 net ®3T 9 ner O3T
nevyeHus
Hb r/n 137,0-175,0 88,0 119,0 121,0 142,0
Cco3 MM/Y 1,0-10,0 28,0 10,0 5,0 6,0
JlerikounTbl 10°/n 4,0-10,8 2,7 4.8 5,7 3,8
SpuUTpouuTbI 10"%/n 4,0-59 3,5 4,3 4,3 4,8
TpombouunTbl (annapar) 10°/n 130,0-500,0 74,0 95,0 91,0 104,0
Tpom6ouuTbl (MUKpOCKONUS) 10°/n 130,0-500,0 73,9 162,0 164,0 164,0
[emaToKpuT % 40,0-48,0 26,8 34,7 34,5 41,2

CnepyeT OTMETUTb, YTO He3HaUUTeSIbHble U3MEHEHNA
pAga neyeHouyHblx pepmeHToB (ACT - 54 E[1/n, WienoyHom
¢docdatasbl — 189 E[l/n) Ha poHe D3T HopmanmnsoBanncb
(tabn. 2).

TakuM 06pa3oMm, y AaHHOro MnauMeHTa B TeueHune
[ONroro BpeMeHn Habnoganmce renatocnieHomeranmu,
TPOMOOLINTONEHNSA, aHEMUA U BblpaXKeHHas 3afepKKa
dr3MYECKOro N NCUXMYECKOro pa3BmTuA. Bce Bbiwenepe-
UMCSIEHHbIE MPU3HAKU ABIAIOTCA OCHOBHBIMY U1 BEQYLLUMM

CMMNTOMaMK peaKkoro opdpaHHoOro 3aboneBaHma — bones-
H¥ lowe. B nepBoHavanbHbIX AnarHo3ax Gpurypmrposanm
3/10KauyecTBeHHble numdonponrdepaTrBHble 3aboneBa-
HWA, YTO ABUIIOCb OCHOBaHWEM [ANA B3ATUA NyHKTaTa KOCT-
HOro Mo3ra, B pe3ynbTaTe Yero v 6bii NoCcTaBneH npepBsa-
pUTENbHbIV AnarHo3 «6osnesHb fowey». 3HaHe JOKTOPOM
nepBUYHOro 3BeHa CUMMNTOMOB 60ne3Hu lowe no3sonuno
6bl 136eXKaTb TPaBMaTUUYHOW NpoLeAypPbl NYHKLMW 1 Cpa3y
NPOBECTU AMNArHOCTVKY METOLOM «CYXOrO MATHa» KPOBMU.
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Tabnuua 2

MapameTtp En. nsm. Hopwma: E_::::::a 1,5 roga ®3T 7 net O3T 9 net O3T
AT u/L 0,0-50,0 14,8 14,7 17,9 21,2
ACT U/L 0,0-50,0 54,0 31,1 40,2 30,0
nar U/l 0,0-378,0 321,0 221,8 180,2 174,0
O6wmn bunmpyomH MKMONb/N 5,0-21,0 6,0 11,8 14,4 15,4
XonectepuH MMOJb/ 1 3,63-5,2 2,7 - 2,9 3,5
LllenoyHas pocdatasza IU/L 30,0-120,0 189,0 - 137,2 106,0

HasHaueHwne naumeHTy natoreHeTnyeckon O3T no-
3BOJIMIO A0OUTHCA 3HAUUTESNIbHbIX YNyULIEeHW napame-
TpOoB nepudpepunyeckorn Kpoeu, Gpr1anMyeckoro 1 ncuxmnye-
CKOro pa3BuUTus pebeHka.

KnuHunueckuin cnyuvam 2. lNayumeHTtka 31 rog.
Ha MoMeHT nocTtaHOBKM AnarHo3a «bonesHb lowe» y pop-
Horo 6pata nayueHTKe ncnonHuncs 21 rod, Ha Hannune
opdaHHOro 3aboneBaHUsA paHee He obcnegoBanach.
Ha npoTtsaxxeHnn Tpex neT oHa oTMeyvasna cnabocTb, COH-
NINBOCTb, @ B TeYeHne nocegHnx 6 mecaues — noasne-
HWe 1 HapacTaHne 60M1e3HeHHOCTU B 061acTh KPYMHbIX
cycTaBoB. [1py ocMOTpe: XMBOT NPY NanbnaLmm MArKnn,
6e360ne3HeHHbIN, NeYeHb BbICTYMaeT U3-Noj Kpas pe-
GepHON oyru Ha 3 cMm, cenle3eHKa NanbNUPYeTCs, HUXKHNUIA
nonioc n3-nof Kpas pebepHoit fyru Ha 6-7 cm.

B remorpamme Ha MOMEHT obpalleHns BCe NoKasa-
TeI HAXOAWNNC B Npegenax pu3nonornyeckux 3Have-
HWI, 33 UCKNOYeHeM TpomboumnToB — 88 X 10°/n (Mu-
Kpockonusa —120 x 10%/n) n nosbiweHne CO3 o 21 Mm/u.
B 6rioxummnyeckom aHanv3e KpoBu obpallan Ha cebs BHU-
MaHVie BbICOKMI NoKa3aTtenb obuero 6unmpybuHa (36,7
MKMOJb/N) 1 obliero 6enka (82,8 r/n).

Bo Bpems Y3 obHapy»eHbl Npr3HaKy renatocnie-
HOMeranuu, NnopTanbHON rmnepTeHsun: V.portae — 12,0
MM, ceneseHka ysenmyeHa — 195 x 85 mm (npu Hopme 110
X 45 MMm), CTPYKTypa ofHOpoaHas, nsoaxoreHHas. Cene-

3eHOYHaA BeHa pacluMpeHa Ha YpOBHe Tesla NoaXKenynou-
Hou xenesbl 4o 10 MM, Ha ypOBHE BOPOT Cene3eHKkn — Ao
13 Mmm.

HeBponoruyeckun ctatyc 6e3 natonorum, CUHAPOM
BereTatMBHONW AUCTOHUM, cybkomneHcauus (G90.8).
Ha MPT 6efpeHHbIX KOoCTel 1 Ta306epeHHbIX CyCTaBOB
BblsiBNieHa Anddy3Haa romoreHHaa NHPUNbLTpPaLma KocT-
HOro Mo3sra anaursoB 1 MmeTapr3oB befpeHHbIX KOCTeNn
(3 30HbI) 6e3 Nepexopaa Ha anudu3bl. [JncTanbHble oTaesb
6enpeHHbIX KOCcTeln ymepeHHO fedopMMpoBaHbl Mo TUMy
KOn6 JpneHmerepa C NCTOHYEHNEM KOPKOBOFO CJoA.
CTpYKTypa KOCTHOW TKaHW 6efpeHHbIX KOCTel JoCTaTou-
HO O0AHOpOAHa. BblABNEHHbIE N3MEHEHUA COOTBETCTBOBA-
N Habnogaembim npu 6onesHu lowe.

InarHo3 6onesHu lowe 6b11 NOATBEPXKAEH SH3UMO-
AnarHocTukon: 6eta-D-rnoko3npasa — 1,2 HMonb/Mr/u
(Hopma 4,7-18,7 Hmonb/mr/u); xuToTprosngasa — 11 808
HMONb/Mr/4 (Hopma 4,5-198,0 Hmonb/mr/u).

MaumeHTKe Gblna HasHaueHa GepMeHTO3aMecTUTeNb-
HadA Tepanus.

Mpwn aHann3e nokasaTeneln nepudepunyeckon Kposm
TpombouuToneHns Gbia CKOPPEKTNPOBaHa yXe K 8-My
mecauy BeefeHna O3T, Bce nokasaTenn remorpaMmmbl Ha-
Xoaunucob B npepenax Gnsnonormyecknx 3Ha4eHun Ha
NPOTAXXeHUN 9 NeT BBeAeHNA pepMeHTO3aMeCcTUTENbHO-
ro npenaparta (Tabn. 3).

Tabnuya 3
3HaueHNA GUOXNMMNYECKNX NoKa3saTesell KpOBY Y NaLueHTa
A0 1 nocsie Hayana ¢pepmeHTO3amecTUTeNIbHOI Tepanun
Mapametp EA. Hopma (DCEREE) 2 ropa 7 net ®3T | 9 ner ®3T
nsm. neyeHus o3T

Hb r/n 137,0-175,0 121,0 125,0 120,0 126,0
co> MM/Y 1,0-10,0 21,0 10,0 13,0 19,0
JlerikouuTbl 10°/n 4,0-10,8 6,5 6,0 5.3 7.9
SpUTPOLUTHI 10'%/n 4,0-59 3,8 3,9 3,8 3,8
TpombouuTbl (annapar) 10°/n 130,0-500,0 88,0 106,0 95,0 145,0
Tpom6ouunTbl (MMKpOCKoNKA) 10°/n 130,0-500,0 120,0 183,0 156,0 -
lemaToKput % 40,0-48,0 36,3 35,6 34,5 36,6
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Yepes 2 roga npumeHeHunsa O3T Habnoganackb neyeHb
HOpPManbHOro pasmepa, TosWmMHa NeBon Aoan — 62 MM
(Hopma go 50 MM), KOCOW BEPTUKANbHbIN pa3mep npa-
Bon gonu — 104 mm. KOHTyp POBHbIN. [TeyeHOuUHble yrbl
BblpaxkeHbl. CTpyKTypa oAHOPOAHAaA, U303XOreHHas.
CocyancTbln pUCYHOK BblpaxeH. Peikne xonaHrmosKra-
31n. BHyTprneueHouHble XenyHble NMPOTOKM He pacLun-
peHbl. Xonegox — 4 mm, V. portae - 7 mm. bplowHas aopTa —
16 MM, CTEHKM POBHbIe, KPOBOTOK MarnctpanbHbin. Cene-
3eHKa yBenunuyeHa - 110 X 55 mm. CTpyKTypa ogHopogHas.
CeneseHka n3oaxoreHHan. CeneseHoYHasA BeHa He pac-
wupeHa. Mo gaHHbIM Y3U onpegenaoTca npru3Haku Xpo-
Hu4yeckoro xonaHruta. CnneHomeranus.

Yepes 9 neT He3HauMTeNbHble NPU3HaKKX renatocnse-
HOMEeranumn y nauneHTKn COXpaHaaunch.

Takum o6pa3om, y NauneHTKy npu nepBnuyHoOM ob-
paweHnn eguHCTBEHHbIMM Xanobamm 6binu cnabocTb
1 60w B Horax. MNpwu feTanbHOM OCMOTpPE 6bira BbisiBlIEHA
renatocniaeHomeranus, TPOMOOLIMTONEHUA N aHEMUA, KaK
ny ee 6parta. lNpwn 3TOoM Nnogo3peHne Ha 6onesHb lowe
BO3HMKJIO BC/IeACTBUE YCTaHOBMIEHUA aHANIOMMYHOro Au-
arHo3a y 6parta, UTo nofuepKrBaeT He06XoANMOCTb Op-
$baHHOW HaCTOPOXKEHHOCTN y Bpayel NepBUYHOTO 3BEHa.

HasHaueHue nauneHTKe naTtoreHeTUYeCcKon Gpepmer-
TO3aMeCTUTeNIbHON Tepanuy KOMMNeHCMpoBano Tpobo-
LIMTOMEHUNIO, aHEMUIO U, KaK crieficTBMe, obLyee caMoyyB-
CTBME NaLMEHTKM YNyULIUIOCh.

3AKNIOYEHUE

BonesHb lowe ABnAeTca reHeTMYeckn obycnoBeH-
HoW 60ne3HbI0 HaKoMeHns, CBA3aHHOW C HeOCTaTou-
HOCTblO dpepmeHTa rnoKkouepebposupasol [2-3]. CHu-
KEHUE UNKn oTCcyTCTBNE GEPMEHTATUBHON aKTVBHOCTU
BeZleT K HaKOMJIeHMI0 NaToNIorMyeckoro cyobcrparta u Ha-
pyLeHuio paboTbl TPOMHbIX OPraHOB (Cenie3eHKu, neye-
HW, KOCTHOFO MO3ra) C nocnefylWwWnmMmmn KnMHUYeCKUmm
NPOoABNIEHUAMM renaTocrnieHoMeranuu, NaHLMToneHnu,
a TaKkXKe MHOXeCTBEeHHbIMY nepenomamu. Yacto 6onesHb
lowe mackmpyeTca nop AMarHO3aMu «KPUMTOreHHbIN
LMpPO3» N «ManonaTnuyeckas TpombounToneHms» [7].

BeefeHue depmeHTO3aMeCTUTENbHOIO Npenaparta Hop-
Manu3syet nokasatenu nepudepuyeckorn Kposw, yMmeHbLIaeT
rernartocriaeHoOMeranmio 1 ynyylaeT apyrve acnekTbl 3a60-
neBaHVA y naumeHToB ¢ 6onesHbto lowe [14-15].

Ha momeHT nocTaHoBKU gmarHosa «HapylweHusa o6-
MeHa chrHronnuaos u apyrvie 60nesHy HakonneHus
nunupos, 6onesHb lowe» (E75.5) Kak y B3pocsion nauun-
eHTKM, TaK 1 y naymeHTa 9 net Habnpganacb renaTtoc-
nneHomeranua c npeobnagaHvem cnneHomeranmn. O6a

CNMNCOK NCTOYHUKOB

nauneHTa Menu N3MeHeHUsA CO CTOPOHbI ONMOPHO-ABU-
raTesibHOro annapara, Npu 3ToM y bpaTta Habnoganocb
YKOpOUeHMEe KOHeUHOCTeN, pe3kasa gedopmaumsa rpya-
HOWN KNEeTKM 1 BPIOLLHON NonocTu, a 'y cecTpbl — aedop-
Mauua 6epeHHbIX KOCTel No Tuny konb dpneHmerepa.
Ha MOMEHT NOCTaHOBKM AMarHo3a remaToniornyeckue
N3MeHeHus B Bue nerkoneHnn go 3,29 x 10°/n, Tpombo-
yuTtoneHun (59 x 10°/n) u aHemun (remornobuH — 92 r/n)
6binn Hanbornee BbipaXeHbl y 6paTa B CpaBHEHUU C ce-
CTPOW, Y KOTOPOW eANHCTBEHHbIM N3MEHEHNEM B FreMo-
rpamme 6bifo CHUXKEHUE TpomboLuToB — 78 X 10°/n (Mpw
MUKpockonum — 113 x 10%/n). Takxe 6b1710 3HaUMMO n3Me-
HEeHO HeBpOJIornYecKoe cocToAHmne pebeHka, y KoTopo-
ro HapAAy C ANCrapMOHUYHBbIM Pa3BUTMEM Habnoganacb
aunsapTpua. HeBponornyeckme n3meHeHus y B3pocsion
naumneHTKy 6bin HecneurdUUHBIMI U HOCUAWN XapaKTep
yTOMASiIeMOCTI, cnabocTun. MNonyyeHHble AaHHble cBUAe-
TENbCTBYIOT O 3HAUMMOW BapuabenbHOCTM NPOABIIEHNA
cumnTomoB 6oresHu lowe. Bo3MOXHO, Hanrumne faHHbIX
O TUMe MyTaLuK B reHe y AaHHbIX NauMeHTOB MNO3BOJIIIO
6bl 0OBACHMTDL 3HAUYMMbIE OTNINUMA B BO3pacTe MaHUdpe-
cTaumm 3aboneBaHnA U KNNHNYECKON CUMMTOMaTHKe.

Takum 06pa3om, Hannume POACTBEHHOWN CBA3MU
C NaLVeHTOM, MMEBLUUM JOCTATOYHO PaHHIOW MaHUde-
CTauuio CMMNTOMOB Y YCTaHOBNEHME ANarHo3a «bonesHb
lowe» B BO3pacTe 9 f1eT, N03BOMIMIO 3aN0A03PUTb flaHHOE
3aboneBaHue y 61IM3KOro pOACTBEHHMKA B 6oree 3penom
Bo3pacTte 21 roa. B gpanbHenwem, B xoe npoBegeHns
CEMENHOro CKPWHWHIa, 3TOT AnarHo3 Obin NOATBEPXKAEH
y cecTpsl. [pu 3ToM 06pallaeT Ha ceba BHUMaHMe Hanu-
yrie HecneunPUUHON CUMNTOMATUKIM Y NaLMEHTKN (TPOM-
60UUTONEHNA NPY OTCYTCTBMM aHEMUN U NTIENKOMNEHUHN,
»anobbl Ha 60NN B KOCTSAX, CNIAbOCTb), KOTOPas He NO3BO-
nna nocTaBuTb TOYHbIN AnarHo3 B 6osiee paHHEM BO3-
pacte. [laHHbIA NpUMep AEMOHCTPUPYET HEOOXOANUMOCTb
nposBieHns oppaHHON HAaCTOPOXKEHHOCTU KaK Bpa-
Yamu-TepaneBTamu, Tak U neagmaTpamu C fasbHeNnWmMm
npoBefeHNeM ANAarHOCTUYECKUX nccrefoBaHuin (dpep-
MEHTHas 1 reHeTMyecKasn AMArHOCTUKA) C LeNblo paHHe-
ro BbiABNeHNA 6onesHy fowe Npy HanMuUKU y NayueHTa
TaKUX NPU3HaAKOB, KaK TPOMOGOLMTONEHUS, FrenaToCnieHo-
Meranus, BbisiBleHE OYaroBbix 06pa3oBaHWii B NEYEHN
N ceneseHkKe, a TaKkxKe paga opTorneanyeckmux N3MeHeHun
(«<konb6a dpneHmenepa») [7].
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