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Bbonesns [Nomie - penkast renerudeckas natonorus ¢ yactoroit 1/50 000 cygaes.
Oco6oro Baumanus Tpedytot 11 u 11l Tunsl 3a6oneBanus, NposBISIOMUECT Y IeTel U
MOJIPOCTKOB, C TSKEITBIM TCUCHUEM, MHBATMIM3AIIMEH ¥ BRICOKOW CMEPTHOCTHIO. Llenb
WCCJIEIOBAHUS - OICHUTHh KJIMHUYECKHE W MOPQOJIOrHUeCKUe TaHHBIC MaIlMeHTa C
0ose3nbt0 ['omre 1-ro Tuna, peakum 3a00JIeBaHUEM, B OJHOM IICHTpE.

Metoasbl. beun npoaHanu3upoBaHbI JaHHBIC MAMEHTa C Ooe3Hbto [ome 1-ro
TUIA, TPOXOAMBIIETO JIEYCHUE B XUPYPTUYECKOM OTIENeHHH PecmyOnuKaHCKoro
CHEIUATM3UPOBAHHOTO HAYIHO-TTPAKTHYECKOTO MEAUITMHCKOTO IIEHTPAa OHKOJIOTHH U
paauonorun Oepranckoro ¢pummana Pecryonuku Y3oekucran B 2020 romy.

BoiBoa. bonesns ['omie - peakoe nm3ocoManbHOE 3a00J€BaHUE, MOPAXKAIOIIEE
MHOTHE CHUCTeMBbI opraHm3ma. OHa TPUBOAUT K HEOOPATUMBIM IOCIEACTBUSIM Y
NaIMEHTOB, Y KOTOPBIX JTUArHOCTHKA 3arno3aaina. OCHOBHBIM METO/IOM JIeUeHHs Oblia
3aMmecTuTeNbHaAs (pepMeHTHas Tepanus. [IocKoIbKy 3TO peaKoe U MYJIbTHCUCTEMHOE
3a00JIeBaHIE CO MHOTUMU OCIIOKHEHUSIMU, OHO OCOOCHHO Ba)KHO JIJISl JICUCHUS 2-TO U
3-ro TUTIOB 3a00JICBAHUS Y ICTEH U MOJAPOCTKOB, KOTOPBIC MPOTEKAIOT OCTPO U HMEIOT
BBICOKYIO CMEPTHOCTb. TIO9TOMY JIJISI PAHHETO BBISIBJICHUS U IUATHOCTHKH Yy TTAIIICHTOB
c Oonesnpto [omie cremyer BHEIPATh MOJIEKYJISIPHO-TEHETUYECKUE METObI
MCCIICJIOBAHUS.

KiroueBble cioBa: Gonesns ['omre, B-rirokornepedpo3nmaza, naTroMopdoaorus,
ITUTOJIOT M, CTUICHAIKTOMUSI.
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BBenenne

bonesns I'ome (BI') - (kogq mo MKB-10 - E75.2 - napymienune merabonuszma [3-
rioKonepedpo3uaasbl) - peakoe ophaHHOE T'EeHETHYECKOe JIM30COMabHOE
3a00NieBaHUE C ayTOCOMHO-PEIIECCHUBHBIM THUIIOM HACJIEJOBAHMS, MPUBOAUT K
HAKOIUICHUIO JIMIUJOB M HapyHIEHUI0 (YHKIMU Pa3IMYHBIX OpraHoB. B ocHoBe
naToreHe3a 3a00J€BaHUs JICKUT HACJIECACTBEHHbIM JeQUUUT aKTUBHOCTU [3-
rIIIoKoLEepeOpo3uIasbl, IM30COMAIBLHOrO (DEPMEHTA, YYaCTBYIOIIETO B PACIIEIUIEHUN
MPOJAYKTOB KJIETOYHOro Merabonu3mMa. ['eHeTuueckyto OCHOBY COCTaBJISIOT MYyTallUU
r'eHa TITIOKOIIepeOpO3H1a3hl, PaCIOI0KEHHOT0 B ooactu 21 Ha xpomocome 1. beuto
nu3ydeHo okosio 200 pa3MyHbIX MyTalui, KOTOpbIE MPUBOJAT K NedekTy pepMeHra
(CHMKEHHUIO €ro CTaOMJIbHOCTU WJIM aKTUBHOCTH) M KOTOPBIE CBSI3aHBI C IIUPOKUM
nonruMophu3MoM KIMHMYECKMX cumntoMoB bI'. Haumbomnee pacmpocTpaHeHHBIMU
myTtanusimMu sBisitorest N370S, L444P, IVS2+1 u 84GG [6,9,15].

JImzocomanbubiii  pepment B-D-rmroko3mmaza  oTBewaeT 3a  pacHICIUICHHE
CJIOKHOTO JIMITUIHOTO TJIIOKOLIepeOpo3nia Ha TII0Ko3y M Iepamui. M3-3a HU3KOU
aKTUBHOCTH J3TOr0 (pepMeHTa IMOJHOTO pacIlelUIeHUs TJIIOKOLepeOpouIoB He
MPOUCXOJIUT, YTO MPUBOJUT K HMX HAKOIUIEHHIO B Makpodarax u MoHouuTax. B
pe3yabTare Mbl HaOII0JlaeM KJIETKH, ‘“‘HalOJIHEHHbIC” JHUMUAaMU - KJiIeTku [omre
[1,8,12].

bonesnp [l'omie, 3T0 cucreMHOe 3a00J€BaHUME CO CXOAHBIMU KIMHUYECKUMHU
MpOSIBICHUSIMU (T€NaTo- W CIUICHOMEralusl, IUTONEHUS, MOPaKEHHUsI KOCTEil), HO
KpailHe HEOIHOPOJHBIM KIMHUYECKMM TeueHueM. bonesns ['ome Obuia BrepBbie
onucana B 1882 rony ¢panuyszckum Bpadom [1.C.I'omre, koTOpsIil HIeHTUPUITMPOBAT
KJIETKH MakpodaroB, HaKaIUIMBAIOIIUE JIUTMULI, TAaTOTHOMOHUYHBIE IS 3TOTO
3a0oJIeBaHMS, TT03)KE HAa3BaHHBIC KiIeTKkamH [ omie [4,5].

W3-3a HU3KOW AaKTUBHOCTH JTOro (epMEHTa TOJIHOTO  PACIIEIUICHHUS
TIIIOKOIIEpEeOPO3UA0B HE MPOUCXOUT, UTO MPUBOAUT K UX HAKOILJICHUIO B MaKkpodarax
1 MOHoLMTax. B pe3ynbpTare mMbl HaOIIOaeM KIIETKH, ‘‘HAMOJHEHHbIC JIUMUIAAMU -
knetku [Nome [1,8,12].

InuaeMHUOJI0TUS

bonesns ['omie mopaxkaer mrozei a1000M 3THUYECKON TpYNMbl WIM packl. ITO
3a0o0sieBaHME B PABHOM CTENEHU PACIPOCTPAHEHO KaK CPENd >KEHIIWH, TaK U Cpelu
MY>KUMH. DTOT nokaszatenb coctasisger ot 1/40 000 no 1/60 000 pomos, uTo cocTaBiseT
MeHee 10 000 mamueHTOB B MUpeE. A CpelM €BpeeB-alllKeHa3W ATOT MOKa3aTesb
Bozpactaer no0 1 cayuyas Ha 450-500 yenosek. Bapuantet GD ¢ mnepBuYHBIM
nopaxkxenueM [THC Bctpeuatorcss y 5-10% mnamnmenToB B OonbliMHCTBE cTpaH. Ha
CErOAHSIIHUMI JIeHb BhIsiBIeHO Oosiee 200 MyTaluii, U3 KOTOPBIX 4 SBIISAIOTCS Haubosee
pacupoCTpaHEHHbIMM U COCTABIISIIOT Okosio 90% Bcex Myrauuii B MONYJISALMH
nanueHToB ¢ 6one3nsto [ ore.
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Hanuune nByx MyTaHTHBIX ajljieneil reHa (rOMO3UIrOTHOE Hacleq0BaHUE) CBA3AHO
co CHUKCHUEM (nm OTCYTCTBHUEM ) KaTaJIUTHYECKOU AKTUBHOCTH
TIIIOKOIepeOpo3uaa3bl, 4YTO NPUBOJIUT K HAKOIUIEHUIO HEUCIIONIb30BAHHbIX JIUIIHU/IOB B
LUTOIUIa3Me KJieTok [4,16].

['mroxornepedpo3uaaza CoaepKUTCS BO BCEX KJIETKaX OpraHu3Ma, OHaKO JeUuIimT
3TOro (hepMeHTa UMEET HaubOoJbIIEE 3HAUCHHE 111 MaKpOo(aros, nepepadaThIBAIOLIUX
AHTUTEHBI, TOCKOJIbKY BaXHOW (YHKIIMEH ATUX KIETOK-"MYCOPIIHKOB" SIBIISETCS
Jerpaganus KJI€TOK KpOBH, 3aBEPIIMBIINX CBOW KM3HEHHBIN LMK [2,11].

OTcyTcTBUE WM HU3Kasi aKTUBHOCTH KUCIION B-TiroKo1iepedpo3ua3bl IPUBOIUT K
HAKOIUICHUIO HEHCTIOIb30BAHHBIX JIMIUIOB B JIM30COMaX MakpoQaros u 00pa3oBaHUIO
XapaKTEPHBIX KJIETOK HAKOIUIEHUS, WU KJIETOK ['o1e, KpyIHBIX 3JIEMEHTOB Pa3MepOM
ot 20 10 100 MKM ¢ HEOOIBIITUM, SKCIEHTPUYHO PACIIONIOKEHHBIM SIAPOM M OOMIIBHON
LUTOIIa3MOM, KOTOPBI UMEET TUIUYHBIA "MOPIIMHUCTBIN" WM MOJOCATHIA BU/I.

[TocneacTBusiMu PYHKIIMOHAIBHOMN MEpErpy3ku MakpoQaroB sSBISIOTCS:

1) ayTOKpUHHAs CTUMYJSLKS MOHOIMTONO33a M YBEIWYEHHE aOCOIIOTHOTO
KOJIMYecTBa MakpodaroB, 4YTO TMPOSBISETCS TemaTo- W  CIUICHOMETrajHei,
uHQUIbTpanueil MakpodaraMu KOCTHOTO MO3Ta, JIETKUX U JPYTUX OPraHoB;

2) HapyuieHMe MHOTMX (U3HOJIOTMYECKUX (YHKIUI MakpodaroB, B T.4.
perysuus KpOBETBOPEHUS M KOCTHOI'O METa0O0Iu3Ma, KOTOpas, MPEANOI0KUTEIbHO,
JEKUT B OCHOBE IUTONEHUYECKOTO CHHIpPOMAa M TMOPAKEHUM KOCTHO-CYCTaBHOMN
cuctemsl. [Taronorudeckue 3¢ ¢exTrl npoBocnaIUTENbHbIX UUTOKUHOB (IL-1, TNF-a,
IL-6) ¥ IIUTOTOKCHUYECKUX MEAUATOPOB (AKTHBHBIE (DOPMBI KHUCIOPOAA, HUTPOKCHI,
MPOTEOIUTHYECKHE (DEPMEHTHI, KOMIIOHEHTHI J100ABOK), KOTOpBIE CEKPETHPYIOTCS
aKTUBHPOBAHHBIMU Makpodaramu, neperpyxkeHusiMu unuaamu [10,16].

Kiannnyeckasi KapTuHa

3nech npeacTaBiaeHbl TpU TUNa 6oae3uu [ ome:

[ tun - (B3pocmas uiaM XpOHUYECKas)) - HE HeillpoHomatuueckas ¢dopmMma.
Knunanueckue mnposinenus bl 1 Tuma pasHooOpasHbl. Bospact mnposBieHus
3aboneBanus Bappupyer or 0 mo 60 smer. I'b 1-ro Tuma sSBISETCS XPOHUYSCKHUM.
Haubonee pacrnpocTpaHeHHbIMHM  MpU3HAKAMA M CHUMIITOMaMU  SIBJISIOTCS
cruieHomeranust (95%), renaromeranus (87%), PEHTTEHOJIOTMYECKUE W3MEHEHUS
koctet (81%)., Tpombouutonenus (50%), anemus (40%), 3agepxkka pocra (34%),
o0onmu B koctax (27%), a Ttakxke kKocTtHbie kpusbl (9%) [2,10,13]. Tspkenast moreps
KOCTHOM MAaccChl MPOUCXOJUT B JIETCKOM M TOAPOCTKOBOM Bo3pacrte. [IpuumHb
KOCTHBIX HapyIIEHUH CBSI3aHbI C OOLIMPHBIM Pa3pacTaHUEM MATOJIOIMUYECKUX KIIETOK
B KOCTSIX.

Bogneuenue kocteil B MpoIecc MOKET ObITh JIOKaIbHBIM Uiu Auddy3ubiM. [Ipu
TOM OMpEAENSAIOTCA TsDKenble nedopManny CKeJIeTa BCIEACTBHE Pa3BUTHUSA
OCTE0IOp03a, OCTEOCKIEPO3a, OCTEOHEKPO3a, HCTOHYEHUS KOPTUKAJIBHOIO CIIOS
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TpyOUaThIX KOCTEW U MAaTOJIOTUUECKUX TIEPEIIOMOB.

OcTeoHeKkpo3 sBIsIETCS HanOoJiee U3HYPUTEIbHBIM MTPOSBICHHEM 3a00JI€BaHUS U
COTMPOBOXKJAETCSI CWIBHBIMU OOJSIMH B KOCTSX, YTO BBI3BIBAET HAMOOJIbIIICE
OECIOKONMCTBO y ManMeHToB. Ha peHTreHorpaMMax BHUIHO paCIIMPEHHUE KOHIIOB
JUTMHHBIX TPYOYaThIX KOCTEH U HICTOHYEHUE UX KOPTUKAIBHOTO ciiod. CrieHoMeranus
SBJISIETCSI TOCTOSIHHBIM M CaMbIM paHHUM Ipu3HakoM bI'; mpu manbmanuu cene3eHka
MMEET IUIOTHYIO KOHCHCTEHIMIO. B UCKIIIOUUTENBHBIX CIIydasx Macca CeJIe3eHKH
MoxeT cocTaBisiTh 20% or Maccel Tena pebenka. OH 3aHMMaeT BCHO OPIONIHYIO
MOJIOCTh M OKa3bIBAaeT JABJICHWE HA JKENyIOK, CHIbKas ammetuT. WHpunbrparus
kiaeTkamu [omie u pa3BuTue MHGAPKTOB B Celie3eHKE MPUBOAUT K (pubpo3y oprana,
0o0pa30BaHUIO pyOIIOB U OOJISIM B KUBOTE.

I'emaromeranus npu bI' MeHee BbIpa)eHa, 4eM CIUICHOMEranus, U pa3BUBAETCH,
Kak mpaBwio, mo3zxke. OObeM opraHa yBenuuyuBaercs B 1,5-2 paza. Y MHOrux
MAIMEHTOB pa3BUBaeTcs (puOpo3 MeYeHu ¢ CHMITOMAMH TOPTaTbHON THIEPTECH3UH.
Taxxke OOHApYyXUBAIOTCS 3HAYUTENbHBbICE HApYUIEHUS B CUCTEME KPOBETBOPEHHUS.
BrIsBIIsArOTCS HOpMOLIUTapHAS,, HOPMOXPOMHASI aHEMUS U TSKENast TPOMOOIIUTOTICHHUS,
B CBSI3M C YEM OTMEYaercss KpoBOoTedeHue. ['emMaToiornyeckue mposBICHUS
3a00JIeBaHUs B OCHOBHOM CBSI3aHbI C MH(UIbTpALME KOCTHOIO MO3ra KJIETKaMHu
I'ome, cmenieHneM HOpMadbHBIX KPOBETBOPHBIX 3JIEMEHTOB U THIIEPCIJIEHU3MOM [0,
8,17].

I[I tun (undanTUIBHBIN) - ocTpas HeWpoHonaTuyeckass (opma. OCHOBHBIE
CUMITOMBI 3a00J1eBanust Ipu 3ToM THre ['b nposiBisitoTcs B nepBbie 6 MECSIIEB KU3HMU.

Knuandecknii CUMITOMOKOMIUIEKC BKJIIOYAET MPU3HAKU TMOPAXKEHWsS HEPBHOU
CUCTEMBI U BHYTPEHHHX OpraHoB. Ha paHHHMX cTamgusx 3a0ojeBaHUs HAOIIOJAETCS
MBIIIIEYHas] TUMIOTOHMS, 3aJIepKKa U perpecc MCUXoMOTOpHOro pa3sutus. [lo mepe
MIPOTPECCUPOBAHUS 3a00JIEBAHUS TOSBIISICTCS CIIACTHYHOCTh C BTITUBAHHUEM IIIeH  2-
ro TWIMA, CrUOAaHMEM KOHEYHOCTEH M TJIA30[[BUraTCIIbHBIMU HAPYHICHUSIMU C
Pa3BUTHUEM CXOASIIEr0OCs KOCOTJIa3us, JapuHIrocnasMa u qucdaruu.

XapaktepHbl OyiabOapHbIE PACCTPONMCTBA C YACTHIMU BJIOXaMH, MPHUBOMSIINAE K
CMEPTH TAalMeHTa OT arHod, AacCHUpPAIMOHHONW IHEBMOHMM WIH JUCHYHKIUU
JIBIXaTeJIbHOrO IIeHTpa ToJIoBHOrO Mo3ra [7,19]. ToHuKO-KIOHWYECKHE CYI0pOrd
OOBIYHO BO3HUKAIOT HA MO3HUX CTAAUSAX 3a00JIEBaHUS U YCTOMYMBBI K Ha3HAYaeMOu
MPOTUBOCYIOPOXKHOW Tepanuu. TedeHue 3ab0oneBaHusi OBICTPO NPOTPECCUPYET C
JIeTaJIbHBIM UCXOA0M B Bo3pacte 1-2 et [2, 5, 16].

I tun (roHomIeckui) - XpoHMUecKass HeWponartuueckas Qopma. OCHOBHOMU
0COOEHHOCTHIO KIIMHUYECKHX MposiBeHUM ['b 3TOr0 THNa sBIseTcs To, 4TO HAPSIy C
MOpPaXEHUEM  TMAPEHXUMATO3HBIX OPraHoB  (CIUIEHOMErajius, TernaToMeraus)
HaOII0/IAl0TCSl TaK)Ke HEBPOJOrMYECKHE MposiBIeHUs. HeBponornueckue CUMITOMBI
OOBIYHO MPOSBIISIIOTCS B Bo3pacte oT 6 10 15 et u mo3xe [2,13].
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XapakTepHbIM  CHUMIITOMOM  SIBJISIETCS  TApe3  MBIIIL, HWHHEPBUPYEMBIX
TJ1a30/IBUTATEIHHBIM HEPBOM, KOTOPBII B TEUCHHE JJIUTEIHLHOTO BPEMEHU MOXKET OBIThH
€MHCTBCHHBIM  HEBPOJIOTHYECKUM  TIPOsIBIIcHHEM. B0O3MOXHBI ~ MHOKJIOHYC,
reHepaIN30BaHHbIE TOHUKO-KJIOHHYECKHE cynoporu. [locTernenHo nmporpeccupyromas
AKCTpaNMpaMuAHasl PUTHUAHOCTb, CHWXEHUE WHTEIUIEKTa, TPHU3M, MHUMHYECKHE
rpumacsl, aucdarus u JJapuHrocnasMm. MHTeeKTyalbHble HapyIIeHUs] BAPbUPYIOTCS
OT HE3HAUYUTEIBHBIX W3MEHEHUU [0 TSOKEIOM CTEINEeHW JeMEHIUU. B03MOXHO
pa3BUTHE MO3KEUKOBBIX PACCTPOUCTB, a TakXe HAPYIICHUH peyu | TMHUChMa,
M3MEHEHH B MOBEJICHUH U AIIU30/I0B MCHX03a. B O0IbIIMHCTBE clTydaeB 3a00JeBaHNE
npoTeKaeT MeuieHHO. CMEPTh HACTYIIAET MPH TSHKEIOM NTOPAKEHUU JIETKUX U IIEUYEHH.
OxunaemMasi MPOAOIAKUTEILHOCTD XKU3HU nmarueHToB ¢ I'b 3-ro tuna cocrasnsier 12-
17 ner, HO onucaHbl caydau goxutus ao 30-40 ner [2,3].

JAnarnocruka.

Huarno3 Oome3nn ['ome creayer paccmMaTpuBaTh y MaIMeHTa ¢ HEOOBSICHUMOU
CIUICHOMETAJINEN, TenaToOMEeraiued, LUTONEHUEN ¢ KOCTHBIMH CHUMIITOMAaMH.
CraHmapToM COBPEMEHHOW JMArHOCTHKHU SIBJISETCS OMOXUMUYECKHMNA  aHaAJIHN3
aKTUBHOCTU KHCTIOW [B-Tirokorepedpo3uaassl B JeHKoIMTax KpoBu.Jlnarnos
MOATBEPKAACTCS CHIDKEHUEM akTuBHOCTH ¢epMmenta a0 30% u MeHee oOT
HOPMAJIbHOTO  3HAYCHHSA. J[OTIOJHUTEIBHBIM  XapaKTEPHBIM  OHOXMMHUYECKUAM
MapKepoM SIBJIAETCS 3HAYUTEIHHOE TOBBIIIIEHWE AKTUBHOCTH XUTOTPHO3UIA3bl B
CBIBOPOTKE KpOBHU (bepmeHnrT, MPEANOIOKUTETHHO CEKPETUPYEMBIi
aKTUBHPOBAHHBIMU  Makpodaramu, MEperpy>KeHHbIMH  HEHUCIOJIb30BAHHBIMU
JUTIAIAMH, SIBJISIETCS CYPPOraTHBIM MapKepOM aKTUBHOCTH Oosie3Hu [ ore).

Jlnarao3 MOXXeT ObITh MOATBEPKICH C TTIOMOIIHIO MOJICKYJISIPHOTO aHAIN3a reHa
[IFOKOLIEpeOpO3KIa3hl: HATUYUE JBYX MYTAHTHBIX ajuielied MOATBEpIKIaeT AUArHo3
oone3nu I'ome [11,16].

Mopdonoruyeckoe HCCIEAOBAHME KOCTHOIO MO3ra TO3BOJISIET  BBISIBUTH
XapaKTepPHbIE TUArHOCTUYECKUE AIIEMEHTHI - KJIETKU ['0I11e 1 B TO e BpeMs UCKITI0YaeT
JIMarHo3 reMooOsacro3a wWid  JUM(OMBI KAk  NPUYUHBI  IUTONCHUU W
renarocruieHoMeranuu. Hanmuume 60nb1oro koamyecTBa KieTok ['omie B myHKTaTe U
TpeNaHAIMOHHOW OWOINCHU KOCTHOTO MO3ra WM OWONCHH TICYCHH SIBIISCTCS
OYEBUJIHBIM MpHU3HAKOM Oosie3Hu [ome. OnHAKO €IMHUYHBIE KIETKH CO CXOIHOM
Mop@donoruel (moxoxue Ha ['olre) MOryT BCTpeyaThCsl M IIPU IPYTUX 3a00J1€BaHUSAX,
CONPOBOKIAIOIIMNXCS YCUJICHHBIM Pa3pyILIEHUEM KIIETOK, TAKUX KaK XPOHHYECKUUN
MUEJIOUIHBIN JieliKko3 U JuMdorponudepaTtuBHbie 3a0oneBanus [2,16].

B onrtrueckuit MEKpOCKOTT KJ1eTKH ['o111e J1erko pacto3HaroTes 61aroaps ux BUILY
U pazMepy. ITo 00beMHbIe KleTku auamerpom 30-100 Mkm HeonpeneneHHon HOopMBlI,
KpYyTJIble, CJIETKa MHOTOYTOJIbHbIC, OBAJIbHBIC WIM YIJUHEHHBIC. SIpO MaJeHbKOE,
HKCIICHTPUYHOE, KPYTioe WIM 3BE3A4aToe, C TyOuyaThiM WIH YIJIOTHEHHBIM
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XpoMaTuHOM. YacTo TMOABISAIOTCS ABYSJACPHBbICE WM MHOTOSJIEPHBIC KIIETKHU.
[uroruiasma oOwibHasA, OyieqHas W TOJHA  KPUCTAJUIMYECKOT'O0  BEIIECTBa,
PacoIOKEHHOI0 MIIACTUHKAMH, OKOJIOSIZIEPHO, B (hopMe "TyKOBUYHBIX JUCTHEB" WIIN
3aBUTKOB. B penkux ciydasx KIETKH cojJepkaT HEOOJbIINE BaKyoJld U HMEIOT
MEHUCTHIN BuA. YacTo B IHUTOIIa3ME HAXOASTCS APUTPOLMTHI, SPUTPOOIACTHI WIH
MUTMEHTHBIE TpaHyibl. Mopdonoruueckue U3MEHEHUSI B CEJIE3E€HKE MPOSBIISIIOTCS
3aMmeneHieM JTUMGOUIHONW TKaHU KieTkamu ['omie, oHM MMEIT MakpodaraibHOe
MIPOUCXOXKCHUE, a COACPKUMOE KJIETOK UMEET XapaKTEPHYIO aBTO(MIYOPECICHINIO U
XapaKTEepPHbIN BHEIIHUI BUJ TPU MUKPOCKOIIUU B MOJISPU30BAHHOM CBETE.

PeHTreHOBCKHII CHUMOK KOCTEW CKEJIETa UCIOJIb3YETCs ISl BBISIBIICHUS U OLIEHKU
TSDKECTH TOBPEXKIECHUN OIOPHO-ABUTATENbHOrO ammapara. /lencuromerpus u MPT
SBJISTFOTCSL 00JI€€ YYBCTBUTEIbHBIMUA METOJAMU W TIO3BOJISIIOT BBISBIISITH MOPAYKECHUS
KOCTeH (OCTEONneHn0, UHPUILTPAIMIO KOCTHOTO MO3ra) Ha paHHUX CTaJUsAX, KOTOPhIE
HEJIOCTYITHBI JIJIs1 BU3yaJU3alliH C TIOMOIIBI0 PEeHTTeHOTpaduu.

JAudpepenunanbHast IMArHOCTUKA.

bonesns T'ome cnemyer auddepeHimpoBaTh OT Bcex 3a00ieBaHUN, KOTOpPHIC
COIIPOBOXKIAIOTCA TENaTOCIUIEHOMETallned, LUTONCHUEN WM IMOPAXKEHUEM KOCTEU
[2,16]:

- reM00JIaCcTO3bI ¥ TUM(OMBI;

- XpOHUYECKHE XOJIECTaTUYECKHE 3a00JICBaHUS TICUCHH;

- [UPpPO3 IEYECHH B PE3YJbTAT€ XPOHUYECKOIO BUPYCHOIO M HEBUPYCHOTO
renaTuTa;

- Ipyrue HacyiencTBeHHble hepMentonatuu (6onesnr Humanna-Iuka);

- TaJacceMus U Apyrue GopmMbl HACIEACTBEHHON MAaTOJIOTUN dPUTPOHA;

- peBMaTudeckue 3a0osneBanus (cuaapom dentu).

Junarnoctuka bI' B HacTos11ee BpeMsi COCTOUT U3 HECKOIBKUX MOCJIEA0BATEIbHBIX
ATAIIOB:

1) BBISIBJIEHUE XapaKTEPHBIX KIMHUYECKUX MPU3HAKOB 3a00I€BAHUS;

2) wusMmepenue aktuBHocTU [-D-rmroko3mmasel B JEHKOIUTAaX; BBISIBICHUE
XapakTepHbIX K1eTok ['omre;

3) maroMophOI0ruIecKoe UCCiIeI0BaHue 00pa3IioB OUOIICHH;

4) MoneKyapHO-TeHeTnYeckuit ananus [1,3,5]

Jleuenue.

Jleuenue Oone3nu ['ome 3aknroyaeTcss B TMOXU3HEHHOW 3aMECTUTEIIBHOU
dbepmentatuBHoit  Tepanuu  (33T) pekOMOWMHAHTHOW  TUIFOKOLIEPEOPO3U1a30ii
(MMUTIIIOLEpa3oid, LEPEe3UMOM, BeNarilepa3on Wik Tal-urirouepaszoil). Takxke
MOKHO TMPUMEHSATH TMEPOPAIIbHO HMHTUOUTOPHl OMOCHHTE3a TIIFOKO3WJIIETaMUHA
(Murmyctat wnm snuraycrart). [lpu tsoxenoit popme 6omesnn INome (I Tum) y B3pocibix
HavanbHas go3a llepesuma cocrasiser 30 en/kr/undysuto. Ilpemapat BBOIAT
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BHYTPHMBEHHO KalleJIbHO C MHTEpPBAJIOM B 2 Hepenu. (2 pa3za B Mmecsil). B HEKOTOphIX
CIIy4asix, HalpUMEp, IPH TAKEITOM MOBPEKAECHUU KOCTEN CKEIETa C MHOKECTBEHHBIMHU
MaTOJIOTHYECKUMU TEepesioMaMHu, J03a 1iepe3uMa MOXKET ObITh yBenndeHa 70 60 en/kr
Ha ripueM (120 exn/kr B mecs) [2,11,16,18].

enn nedenust BKIOYAIOT: 1) mpemoTBpalieHHE HEOOPATUMBIX MOBPEKICHUN
OTOPHO-ABUTATEIBHOIO amnmnapara U JAPYTHX >KU3HEHHO Ba)KHBIX OpPraHoB (IICYCHH,
JIETKHX, TIOYEK); 2) perpecc Wik ocliabjieHHe [MUTOIMICHUISCKOT0 CHHAPOMA,

3) yMeHbIlIEHHE pa3MepOB CEIEe3€HKH U MedyeHU. MOHUTOPUHT 3P(HEKTUBHOCTH
3aMECTUTEIBbHON TEepaluu MpenapaToM H3UM BKJIIOYA€T MOHUTOPHUHI MOKa3aTelei
reMorpamMmbl, OMOXMMHH KPOBH, BKIIIOYas OIPEACIICHHE CYPpOraTHOro0 MapKepa
AKTUBHOCTH MAaKpO(]aroB - CHIBOPOTOYHON XUTOTPUO3UIA3HI; OMIPEACICHUE Pa3MEPOB
CENEe36HKM M  TI€YEHHU; OILIEHKA COCTOSHUSI KOCTHO-CYCTaBHOM  CHCTEMBI
(nencuromerpusi, MPT, penrrenorpadust kocreid onuH pa3 B 1-2 roma). Ilpu
JOCTH>)KEHUM TIOCTABIICHHBIX I€Jed Ha3HA4YaeTcs MOJJACPKUBAOIIEE JICUCHUE
nepesumom B o3¢ 10-15 EJI/kr B Buae undy3uu 2 paza B Mecsi] (IO)KU3HEHHO).

Oo0cyxnenue

bonesns [omie - onna u3 Hanbosiee pacrpoCTpaHEHHBIX OOJe3HEH HaKOIUICHHUS,
HacjeayeMas ayTOCOMHO-PEIIECCUBHBIM ITyTeM. 3a00JIeBaHUE OKOHYATEIIHHO

JTUATHOCTUPYETCA TYyTEM BBISIBICHHS MyTanuid W nedunura (HEpMEHTOB Y
MAIMEHTOB, Y KOTOPBIX MPOSBIISIOTCS CUMIITOMBI U IPU3HaKH [4,6].

B namell kinMHUKE cHayanga MPOBOAMUTCS ONpPEACICHUE YPOBHS (PEpPMEHTOB Yy
MAIlMEHTOB C Mojo3peHreM Ha bI', a y manueHToB ¢ HU3KUM YpPOBHEM (PEPMEHTOB
NpPOBOJAUTCSA reHeTuueckuid ananu3. B ucciaemoBanmmu  Gaucher Registry,
omyosmmkoBanHOM B 2000 roxy, Obpu1M coOpaHbl naHHbIe 522 KIMHUIKMCTOB U 1698
nanueHToB ¢ bI' u3 38 pa3HbIX cTpaH. bbUl MPOBEIEH TEHETUUECKUI aHaIu3 766 u3
atux marerToB, U mytamus N409S (N370S) Opima obHapyxkena y 53% wu3 1532
nanuenToB. Mytarust L483P (L444P) 6bina BTOpoi no pacnpoctpaneHHoctu (16%).
B uccnegosanuu Gaucher Registry ocreonenust Habmonanace y 42% mnanueHrTos, a
MOpa)KeHNE KOCTHOW CHCTEMBI OBLJIO BBIIIE B IpyIiie 0€3 CEeIe3eHKH, YeEM B TPYIIIIE C
celie3eHKOM. B Hamiem uccineqoBaHuM, 3a UCKIIOYEHUEM ABYX MAIMEHTOB, Z-0al B
MNOsICHUYHOM OTAEIE COCTABHI <

-1 y naTH nauueHToB U < -2,5 y IeCTH NalueHToB. [19].

JIns MOaHOM NMArHOCTHUKHU JIAaHHOTO BHUJA MATOJOTMM HEOOXOIMMO MPOBECTU
MOJIEKYJISIPHO-TEHETUYECKOE HCCIEOBaHUE, KOTOPOE, K COXKAJIEHUIO, HEIOCTYIHO B
Hamed kinuHuke. [Ipu Oonee TiarenbHOM cOOpe aHamMHe3a, IEHCUTOMETPHUH KOCTEH,
TPENaHOOMOTICUY TICUCHU W/WIU KOCTHOT'O MO3Ta, a TaKKe MaToOMOP(OIOTHIECKUX U
MOJIEKYJIIPHO-TEHETUYECKUX  HUCCJIEIOBAaHMSX, BO3MOXKHO, YyJacTcs u30exaTh
XUPYPrUYECKOr0 BMEIIATEILCTBA C YAAJICHUEM CEJIE3CHKM U HalpaBUTh €€ K
CIICIUAIIUCTY ISl KOHCEpBAaTUBHOM (pepMeHTaTHBHOM Tepanuu [9,13,15].

https://scientific-jl.org/index.php/new Volume—67_Issue-1_December-2024


https://scientific-jl.org/index.php/new

JOURNAL OF NEW CENTURY INNOVATIONS

BriBoabI

Takum o6Opa3om, 6osne3np [ome sBmseTcs penkuM 3a00IeBaHHEM, KOTOPOE
OTHOCUTCS K TPYMIE JIM30COMAJILHBIX OOJIe3HEH HAKOIUICHUS M XapaKTepU3yeTcs
MOTUMOPGHBIMU KIMHUYECKUMU CHUMITOMAMH C TOPaKEHWEM MHOTHX OpPTaHOB W
CUCTEM M TMPOTrPECCUPYIOIMIMM TedeHueM O0e3 aJeKBaTHOM BOCCTAHOBUTEIIbHOU
tepanuu. CBOEBpEMEHHAas JMArHOCTUKA 3a00JIeBaHUSI Yy JIETEH COMpsiKEeHa C
OTIPEICIICHHBIMU TPYIHOCTSIMU, CBSI3aHHBIMH C OTCYTCTBUEM HJIM HEJOCTATOYHOCTHIO
uH(pOopMaIK y IeMaTPOB U Bpayuel oOeil MpakTHUKH.

[Tomumophu3M KIMHUYECKUX TPOSBICHUA W OTCYTCTBHE MAaTOrHOMOHUYHBIX
CUMIITOMOB 3aTPYJIHSAIOT JHArHOCTHKY HAa PaHHUX CTaausiX, a IOJUCHUCTEMHBIN
XapakTep MOPaKCHUS MacCKUpyeT 0osie3Hb [ orie moj pa3nudHbie 3a00IeBaHMS.

HacnencrBennbie 3a00seBaHus, MPUBOASIINE K WHBAJIUIHOCTA W CHUKEHUIO
KauecTBa JKM3HM HACEJICHHs, HMMCIOT COIMAJIbHOC 3HAYCHHE H (PUHAHCOBBIC
MOCJICICTBAS KakK IS TaleHTa, TaKk W JJIs ToCyaapcTBa. B cBs3u ¢ 3TUM
1esecoo0pa3Ho MPOBOIUTH PAHHIOK JUArHOCTUKY C UCIIOJIb30BAHUEM MOJIEKYJISPHO-
TeHETHYECKMX  METOJIOB  WCCJICNIOBAaHWS W TPOBOAWTH  CBOCBPEMEHHYIO
MAaTOT€HETUYECKYIO TEPAIHUIO JIsl IPEOTBPAIICHUS WHBAIUIU3AIINH.

bI' - penkas nu3zocomanbHas O0O0JIE3Hb HAKOIUIEHUS, MOPAXKAKOIIAasi MHOTHE
cucTembl opranuzma. OHa MOXKET BBI3bIBATH HEOOPATHMBIC OCTIOKHEHHS Y MTAIIMCHTOB,
Yy KOTOPBIX JUArHO3 CTABUTCSA C orno3aaHueM. OCHOBHBIM METOJIOM JICUCHHUS SIBIISICTCS
3amecTuTenbHas pepmeHTHas Tepanus. [lockonbKy 3TO peaKoe U MyJIbTUCUCTEMHOE
3a0o0sieBaHuEe, MAIIMEHTHI TOJKHBI HAOII01aThCsl B LIEHTPAX, UMEIOIIUX OIBIT JICUCHUS
0one3nu ["ome.
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