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Bone3Hb ®abpu (6®), unn 6onesHb AHgepceHa — ®abpu, — 3TO peaKoe Hacae[CTBEHHOE JIN30COMHOe 3abosieBaHue
(6071€3Hb HaKOMAEHUS CQUHIONIMMUAOB), XapaKTepu3yILeecs MPOrPeCCUpPYLUM MyIbTUCUCTEMHBLIM MOPaXKEHUEM.
TUNnMYHbIMKU [4N19 AETCKOro Bo3pacta CUMITOMaMu SBASIOTCS HerponaTtuyecKasl 60/b / aKponapecTe3nun, aHrMoKepaToMsl,
runo- aMbo aHrMapPos, BUXpeBUAHas Kepatonatus. B guarHocTuKe 3ab0/1eBaHUS BaXKHYI0 POJib UrparT GMOXMMUYECKME,
MOJIEKY/IIPHO-TEHETUYECKME METOAbl MCCAEA0BaHMNS, a TaKKe CeMEeMHbIN CKPUHUHI. CreunpuyecKkoe naToreHeTMyecKoe
nedeHune b® 3aknodaeTcsa B pepMeHTHON 3aMecTUTeIbHoi Tepanun (P3T) peKoMBUHaHTHbIMU NpenapaTamm JTM30COMHOIro
pepmeHTa a-ranakro3ngassl A. MHnumaums 3T 0 GopMHUpPOBaHMS TSXKENOro NopaKeHust opraHoB U CUCTEM CrloCO6CTBYET
ee 60/1ee BbICOKOM 3pPEKTUBHOCTU. B cTaThe 06CyKaarTCs pa3/imyHble acrneKTbl natoreHe3a, 0CO6eHHOCTU KIIMHUYECKOM
KapTuHbI B JETCKOM BO3pacTe, COBPEMEHHbIE METOAbI ANArHOCTUKU M edyeHns b Ha oCHOBaHWM IUTEPATYPHbIX AAHHBbIX.
KnioyeBble cnoBa: 601e3Hb Pabpu, reH GLA, a-ranakto3ugasa A, lyso-Gb3, geTckuit Bo3pacT, HerponaTmnyecKkas 60/b,
aKpornapecTesnu, aHrmoKepaToMbl, rTMNorMapo3, BUXpeBUAHas KepaTtonaTtus, arajicugasa-anboa, araicmgasa-6era
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BBEAEHME CHWXXaAETCs aKTUMBHOCTb /IM60 CTabWIbHOCTb JIM30COMHOIO
BonesHb Pabpu (bP; MKB-10 E75.2) — opdaHHoe 3a60- depMeHTa a-ranakTtoangasbl A, 4TO NPUBOANUT K HAKOMIEHUIO
NeBaHue ¢ X-CLeNNEHHbIM TUMOM HacneaoBaHus, NPUYUHON TOKCMYECKMX MEeTaboMUTOB (FMUKOCHUHIONNNNAOB) B IM30CO-
KOTOPOro SIBMISIETCS MATOrEHHbIN BapuaHT reHa GLA (nokanu- Max JHAOTENMaNbHbIX U [MaAKOMbIEYHbIX KNETOK COCydoB,

30BaH B XPOMOCOMHOM 06nactn Xq22.1), BCneacTBUE Yero ANUTeNUanbHbIX KIETOK MOYEK, KapAMOMWUOLMTOB, KIETOK
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Fabry disease (FD), or Andersen-Fabry disease, is a rare hereditary lysosomal disease (sphingolipids storage disease) characterized by
progressive multisystem involvement. The major symptoms among children are neuropathic pain / acroparesthesia, angiokeratomas,
hypo- or anhidrosis, vortex keratopathy. Biochemical tests, molecular genetic testing, and family screening play crucial role in the
diagnosis of the disease. Specific pathogenetic treatment of FD includes enzyme replacement therapy (ERT) with recombinant
medications of the lysosomal enzyme a-galactosidase A. ERT initiation before the development of severe organs and systems’ damage
contributes to its higher efficacy. This article covers various aspects of pathogenesis, clinical picture features in childhood, modern
methods of diagnosis and management of FD according to literature data.
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HEepBHOW TKaHW W Ap. [1]. Takoe HakonneHwe mopdonoruye-
CKM BbISIBNSETCA KaK U3MEHEHWE CTPYKTYPbl JIM30COM («Teflb-
ua 3e6pbl») NPU 3NEKTPOHHOM MMKPOCKOMMK. MeTabonur,
KOTOpbIM paccMaTpuBaloT Kak 6uoMapkep npu b®, — rnobo-
Tprao3nncoUHrosmH (lyso-Gb3) — aBnseTcs BbICOKOHYBCTBU-
TeNIbHbIM U cneunduUYHbIM, ero KOHUEHTPaLMSA B CyXMX NATHaX
KpoBK KoppenupyeT ¢ 3PpDEKTUBHOCTbIO GEPMEHTHON 3amMe-
ctutenbHon Tepanuu (P3T) M KOCBEHHO OTpaKaeT TAKeCTb
TeyeHus 3aboneBanusa [2].

MpuMHMMas BO BHUMaHWe CKPUHUHIOBbIE UCCNea0BaHMs,
NpoBeAeHHblE CPefn HOBOPOXKAEHHbLIX B UTanuu, ABCTpuM,
TaviBaHe u CLUA, cneagyeT OTMETUTb, 4TO YacToTa naTo-
reHHbIX BapuaHToB reHa GLA y Manb4MKOB KosebneTtcs
oT 1 Ha 1500 go 1 Ha 3000. 31oT daKT No3BONSET Npeano-
NIOXKWTb, YTO pacnpocTpaHeHHocTb BbP ropasgo Bbiwe, Yem
nonaranv paHee, B TOM YucCine 3a CHET TPyAHOAMATrHOCTUPYe-
MbIX HEK/TACCUYECKUX BapuaHTOB TeveHus [3]. YunuToiBas HKU3-
Kylo BbliBNsieMocTb B®P B eTCKOM BOo3pacTe Ha OCHOBE Kin-
HUYECKMX NPOSIBAEHUI BBUIOY UX HecneumPpuiHOCTU, OJHOM
W3 cTpaTerun AMarHoCTUKM JaHHOro 3aboneBaHus BnseTcs
CEMENHbIV CKPUHWHT [4]. MNpu oTéope POACTBEHHWKOB MPO-
6aHAa ang NPOBEAEHUA UM CKPUHWUHIOBOIO UCCNefOoBaHWUsS
BaYHO MOMHWTb OTAMYUTENbHbIE MPU3HaAKKU X-CLLENNEHHOIO
TMNa HacnegoBaHus 3aboneBaHus. B yvactHocTW, npu BP
OT 60/IbHOr0 MY>KYMHbI CbIHOBbSI NMATOr€HHbIM BapuaHT reHa
GLA He yHacneaytoT, J04EPH e NaTOreHHbl BapuaHT reHa
GLA yHacnegytoT. OT )eHLWWMHbl yHacneaoBaTb NaToOreHHbIN
BapuaHT reHa GLA MOryT 1 CblHOBbS, 1 godepu [3].

CKpUHUHI Ha B® npepnonaraeT onpefeneHne aKkTuB-
HOCTW a-ranakTo3naasbl A, Mpu €e CHUXEHUU Crefylolmm
3TanoM ANarHOCTUKK ABJIETCH MOJIEKY/IAPHO-TeHETUYECKOEe
uccnepoBaHue (aHanua reHa GLA). OgHaKo y UL, XKXEHCKOro
nona aKTUBHOCTb [JaHHOro gepmMeHTa HepeaKo He UMeeT
OTKJIOHEHWM OT HOPMbI, Y4TO AUKTYET HEOO6XOAUMOCTb UCMOSb-
30BaHUA 6onee YyBCTBUTENbHOrO GMOMapKepa, KakKoBbiM
cyutaetcs lyso-Gb3, ypoBeHb KOTOPOro onpeaenstoT B nAt-
Hax BbICyLIEHHOW KpOBM [5-T7].

CKpPUHMHIOBbIE UCCnefoBaHUA, NPOBEAEHHbIe B rpynnax
pucka B Poccun, CLUA, Tepmanumn, ApreHtuHe, Kutae, ceuae-
TENbCTBYIOT O He npeBblllaowen 1% Yactote BCTpevyaemo-
ct1 BP [8-10], cemenHbIv e CKPUHWUHI, npeanonaratoLwmnmn
o6cnegoBaHue 4neHoB cembu npobaHaa ¢ BP, nokasan
CcBOW 60blwy 3dPeKTMBHOCTL [11-13]. [0 pa3HbIM AaH-
HbIM, B XO[€ CEMEMHOr0 CKPUHMHIa Ha Kaxaoro npobaHaa
¢ b® BhigBnseTcs o1 2 40 5 pOACTBEHHUKOB, MMEIOLLIMX TAKOM
e NaToreHHbIn BapuaHT reHa GLA, 4TO 3aBUCUT OT BEIMUYUHBI
KaXXON KOHKPETHOW ceMbu U pada apyrux dpaktopos [4, 14].
TaknM 06pa30oM, CEMENHbIN CKPUHWHI, 3aKlo4valolnncs
B 06cnefoBaHWM POACTBEHHWKOB MalMeHTa, cTpajatoulero
B®, 0co6eHHO aKTyaneH cpefau [LEeTCKOro HaceneHus, Tak
KaK Mo3BOJISET AMarHocTupoBaTtb 3aboseBaHne Ha paHHEM
aTane, korga 3T makcumanbHO adheKTUBHa.

B nocnefHue roabl peydb naet o 60ee CNOoXHbIX natore-
HETUYECKNX MexaHu3max bd [15], 3aKoYaloWmMXCa B aKTH-
BaLUMK anonToTUYECKON rnbenn KneTku [16], Kackage ayto-
UMMYHHbIX W MPOBOCNANUTENbHbIX PeaKLUi, NOBbILLEHHON
NPOAYKLMM aKTUBHbIX GOPM KMCNopoaa, aaresvn IeNKoum-
TOB K 3HAoTenuto cocynoB [17-19]. OnucaHHble naTtoreHe-
TUYECKME MEXaHW3Mbl, Byay4M BTOPUYHBIMU, MOTYT SBNATLCA
TOYKOW NPUNOXKEHUSA NS Pa3pabOoTKU HOBbIX JIEKaPCTBEHHbIX
npenapaTtos.

Mpn BP nopaxKatoTca NOTOBbIE enesbl, Koxa, nepu-
depuyecKas 1 LeHTpanbHas HepBHas CUCTEMbI, CEpAEYHO-
cocyaucTasi CUCTeEMa, MOYKM, KENY[OYHO-KULIEYHbIA TPaKT,
3pUTENbHBIN U CIYXOBOW aHanuaatopbl U Ap. 3aboneBaHune
HOCUT MPOrpPeccUpyloLiMit MyNbTUCUCTEMHbBIA XapaKTtep,
CONPOBOXAAETCH MOBPEXAEHUEM CTEHOK 3HAOTENMUS (IHLO-
TenuManbHOW AUCOYHKLMEN M NPOTPOMOBOTMYECKUM COCTO-
AHMEM), CHMXEHWEM KayecTBa M MPOAOIHKUTENbHOCTHU
U3HKU [15]. YuuTbiBas X-cUEnneHHbIM TUM HacnegoBaHus
B®, y 1L My)KCKOro nona natoreHHbI BapuaHT reHa GLA
Haxo4uTCs B FEMWU3UIOTHOM COCTOSIHWM, @ Y JIUL, KEHCKOro
nona — B reTepPoO3UroTHOM COCTOSHUMU. B CBSA3M C 3TuMm
B AETCKOM WX NOAPOCTKOBOM BO3pacTe y MajbYMKOB Yallue
MaHUdeCTUPYIOT U 6o/ee BblpaXeHHbl KIMHUYECKUE MpPo-
aBnexHnsa b® [4], ogHaKo y AeBOYEK, MMEIOLWMUX HOPMAJbHYIO
Konuio reHa GLA Ha BTOpOW X-XpOMOCOME, K/MHU4YecKas
KapTuHa 3aboneBaHWA TaKXe MOXeT pa3BMBaThbCs, 4TO,
BEPOSATHO, CBSI3aHO C GEHOMEHOM MWHaKTUBaLMK «340PO-
BOW» X-xpomocombl [20]. anobbl Ha CUMNTOMbI, CBWUaE-
TENbCTBYIOLME O MOPAKEHMM KENYAOYHO-KULEYHOrO TPaKTa,
npeabasnsaoT 18% peter ¢ b®, npu 3TOM MeavaHa BO3-
pacTa Manb4iuMKOB paBHa 5 rogam, geBoyek — 9,5 rogam.
Henponatnyeckas 6onb npu BP Gecnokont 41% peBovek
n 59% Manb4uMKoB, MeaMaHa Bo3pacTa paBHa 9 U 7 rogam
COOTBETCTBEHHO [2, 21]. B KpOBHOPOACTBEHHbLIX 6paKax He
UCK/OYEHA CUTyalMs, Korga AEeBOYKa MOMET MMETb Mnarto-
reHHbIM BapuaHT reHa GLA B FOMO3WIOTHOM COCTOSIHWM,
yHacnefoBaB ero u ot oTua, u oT Matepu. Cneyundunyeckoe
natoreHeTMyeckoe nevyeHne bd saknovaercs B P3T. OHa
NPOBOANTCS PEKOMOBUHAHTHLIMK MpenapaTamMu IM30COMHOIO
depMeHTa a-ranakrtosngasbl A (arancugasbl-anbda v aranacm-
fa3bl-6eTa) n TPeBYET NOXKMUIHEHHOrO NpuMeHeHus. 3T Bnu-
SeT Ha NPOAOSIKMUTENBHOCTb M KAYECTBO XWM3HW MaLMEHTOB,
yMeHbllas HewnponaTtyecKkyto 605b, 3amMensias Nporpeccu-
poBaHWe NopaXeHUs }KU3HEHHO BaXHbIX OPraHoOB U CUCTEM.
OpHako ee adGdEKTUBHOCTb 3aBUCHUT OT MHOTMX GaKTopoB,
B CBSI3M C YEM B HacCToslLEe BPEMS aKTMBHO pa3pabaTbiBa-
OTCS HOBblE METO/bl IeHeHUs AaHHOro 3a6oseBaHuUs, B TOM
yucne reHHas u cy6eTpaTpeayuupylolas Tepanus, cucTem-
Has MPHK-Tepanus n Tepanuns cTBONOBbIMW KIIETKAMM C TeX-
Honornen pefgakTMpoBaHus reHoma [22]. B ctpaHax EBponbl
n CLWA yxe ucnonb3yetrcs dapmMaKonorMyecKuin LianepoH
ANna npuema BHyTpb — Muranactar. OH NokasaH nauueHTam
C onpefefieHHbIMW MaTOreHHbIMWU BapuaHTamu reHa GLA
W OT/IMYAETCS CMOCOGHOCTBIO MOBLIWATL OCTATOYHYIO aKTUB-
HOCTb depMeHTa a-ranakrosugasbl A [23]. BaxHoe 3HaveHue
B Tepanuu b® nmeloT fJononHuUTeNbHasa cMMnToMaTuyecKas
MeAMKaMeHTO3Hast U HeEMeAWKaMEHTO3Has Tepanus, Ncuxo-
nornyeckas NnoaaepKka n o6pas Xn3Hu naumeHTa.

KIMHUYECKAS KAPTUHA
YynTbiBas pas3nnymsa B KIMHUYECKOW KapTUHE M TeYEeHUKU
3aboneBaHus, BbigensioT Ase dopmbl bP [1, 15]:
e Krnaccuyeckas dopma ¢ gebioTom B N060M BO3pacTe,
Yale AETCKOM, U MY/IbTUCMCTEMHbIM MOPaXeHUEM;
® HeKnaccuyeckas popma ¢ No34HMM Ha4anom U U30mMpo-
BaHHbIM MOParKEHNEM TOW MM MHOM CUCTEMbI BHYTPEH-
HWX OPraHoB.
PazHoo6pa3une KIMHUYECKON KapTUHbI 3aBUCUT Npexje
BCero OT nona, Bo3pacta AebioTa 3aboneBaHusa M MOXKeT
OTNINYaTLCA Jae Yy YIeHOB OAHOM CEMbMH.
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MaHundecTtaums 3aboneBaHuUss B AETCKOM WAW MOAPOCT-
KOBOM BO3pacTe XapaKTepu3yeTcsi KnacCMYEeCKUM BapuaH-
ToM B® u npucylwa npexae BCEro anuamM MyXCKOro nona.
K paHHMM nposiBneHuam 3abofieBaHUd, Ae6I0TUPYIOWNUM,
Kak nNpaBwuno, B Bo3pacTe A0 16 neT, oTHOCATCA HenponaTtu-
yeckas 60/1b, aKpoNapecTe3nMn B KOHEYHOCTSAX, anNoanHUS,
runepnatusa, 6onesble Kpuabl (40 90% B OeTCKOM BoO3pac-
Te), aHrMOKepaTOMbIl, TMNO- U aHrMAPO3, HEMEPEHOCUMOCTb
apbl, XeNyoo4YHO-KULIEeYHblE HapylleHUs (abaoMuHanbHas
60/b, TOWHOTa, B34yTUE, AMapes), MOBblEHHas yTomse-
MOCTb, COH/IMBOCTb, HU3KUI 3MOLMOHANbHbIN GOH, Nnopaxe-
HWe 3pUTENbHOro aHanM3aTopa (BMXpPeBUAHAsA KepaTonaTtus),
LIYM B yLIax, CHUXEHUe cnyxa, MUKpoanbbyMuHypus [3, 15].

C TeyeHMEM BPEMEHM OTMeYaeTCcs MpPorpeccupoBaHue
3a60/eBaHNs, B TOM 4uMCie MOABASAIOTCA NMXOpajKa, npo-
TEMHYPUS, pacnpocTpaHeHWe aHrMoKepaTom, Ha4duMHaeT
cTpajatb GYHKLMSA NOYEK, YTO NOCTENEHHO MPUBOAUT K XPO-
HMYECKON NOYEYHOW HeaoCTaTOYHOCTU. Ha aneKkTpoKapamo-
rpamme HabnwgaTcs yKopodyeHue nHtepsana PR, HapyLle-
HWS NPOBOAMMOCTH, apUTMMKM, pa3BUBatOTCH runepTpodus
NeBOro Xenygodka, ¢ovnbpo3 MuWoKapaa, cepaeyHas Hepo-
CTATOYHOCTb. TaKKe XapaKTepHbl MHCYNbT UKW TPAH3UTOPHbIE
Uwemu4yeckme aTaku, Hepeako — numdenema, rnyxora,
Jenpeccusi, TPEBOXKHOE pacCcTponcTso [15].

Mpn BHUMATENbHOM OLIEHKE PpeHOoTUNa naymMeHToB, 0Co-
GEHHO MYX4MH, C BD MOXKHO OTMETUTb CXOXME YepTbl uLa
C NauueHTamu, CTpajalolWnMK aKpoMeranuven, a UMEHHO
BbICTynalowme cynpaopbutanbHble Lyrn U NI0GHble 6yrphbl,
NPOreHuto 1 Nyxnble ryéol [2, 15].

HenponaTtnyeckas 60b — OAHO U3 Haubonee paHHMX
M YacTblx npoaBneHun bP. MaToreHe3 ee BO3HUKHOBE-
HUS HEe WM3y4eH A0 KOHUA, OAHAKO BbIAENSIOT ABa Bapw-
aHTa: nepudepuyecKyto, BO3HUKaIOLLYD M3-3a MNoBpexae-
HUS TOHKWX HEPBHbIX BOJIOKOH BCNEACTBME HAKOMIEHUSA
TOKCUYHbIX MeTaboNUTOB, U LIEHTPaNibHYlO, BO3HUKAIOLLYIO
BCNeAcTBME KanbUuduKauun Tanamyca [2, 24]. B ge6ioTe
3ab0/1eBaHMA Yallle NpeabaBAsioTCs XKanobbl Ha 3NU304bl
MYYUTENIbHON, Xryden 60MM B KOHYMKax NafblLieB KUCTEW
W CTOM, NafloHsX W NOJOLLIBAaX, KOTOPbIE HOCAT CUMMETPUY-
HblM XapaKTep. TakXe 60/b OMUCbIBAOT KaK MPOH3aloLLyio,
CTPENSIOLLYI0, N0 TUNY yaapa dNEKTPUYECKUM TOKOM, NIefeHs-
Wwyto. TMAMYHbBI aKponapecTe3nn — HEeMNPUATHbIE OLLYLLEHNS,
noAoGHblE MON3aHUID MypalleK, MNoKaNbiBaHWUIO WMIOJIKOW,
runepnatmm — U36bITOYHbIE CYGBHEKTMBHbLIE pPeaKLMUKU Ha
BO3AENCTBME Pa3/INyHbIX GAKTOPOB, CPEAM HWUX BbIAENSOT
annoavHMM — 6oJieBbIE OLLYLIEHUA B OTBET Ha HeboneBomn
CTUMYN (NPUKOCHOBEHWE MEPbILKOM, KUCTOYKOM) 3a cYeT
CHUXeHMs 601eBOro nopora, runepanresvm — u36bITOYHO
BblpakKeHHble 60/1EBbIE OLLYLIEHUS B OTBET Ha 60/1EBON CTU-
myn [15, 24]. MHoraa 601b CTaHOBUTCA elle 60/1ee MyyYuTesb-
HOW, Ny/IbCUpPYIOLLEN, MPUOBPETAET XxapaKTep «60NeBOro Kpu-
3a», NPOAO/IKAIOWLEroCa 4O HECKONbKUX Hefesb, KOTOpbIn
NPaKTUYECKN HEe KYNUpyeTcs NieKapCTBEHHbIMU MpenapaTa-
MU. He nckntovaeTcs u gpyras nokanusauma 6onu: obnactb
KPYMHbIX U METKMX CYCTaBOB, BEPXHWE Y HUKHUE KOHEYHOCTH
Ha BCEM MPOTSXKEHUU, cna3Mbl B 061aCTH KMBOTA, COMPO-
BOX/JaOWMECH Pas3NYHbIMU XKeNyA0YHO-KULLEYHbIMKU Mpo-
ABneHuamu [24]. Usnypsiowun 601eBoV CUHAPOM Y AETEN [0
3-neTHero Bo3pacrta NPUBOAUT K MCUXOMOTOPHOMY BO3OYH-
LeHuto, uctepukam. 06neryeHne pebeHoK YyBCTBYET, YKNa-
[blBasiCb Ha XONOAHbLIN NOJ, OKYHAsACb B MPOXIafHyt0 BOAY.

Y peten 6onee crapliero Bo3pacta AIuTeNbHbI 60neBoOwM
CMHAPOM 4acTO NMPMBOAUT K acTeHU3aL MK, TPEBOXKHbLIM pac-
CTPOWCTBaM W AEMPECCUBHBLIM COCTOSIHUSIM, YTO elle 6osblie
[esagantupyeT nauueHToB. lNposoumpyowmnmmn daktopamu
ABNSAIOTCA MOBbILEHWE TemnepaTypbl OKpyXatlolwen cpeabl
(MpeanoyuTaloT HaxoAWTbCs B TeHW, BOAM3M NpOXIagHom
BOAbl), PU3MYECKME HArpy3KM U CTPecc, OAHAKO BO3MOXK-
HO M CMOHTaHHOEe BO3HWKHOBEHWE 60JEBOr0 CUHAPOMA
[15, 24]. B nepuoa nonoBoro Co3peBaHMs Hewponatuye-
CKas 60/1b MHOT4a yMeHbLUAETCH UK MOMHOCTLIO NMPOXOAMT,
BMeCTe C TEM U3BECTHbI Clly4au yCUeHUs 6071 U BO3HUK-
HOBEHUS TYHHENbHbIX CMHAPOMOB. Hepeako dopmupyeTcs
nMvmdenema, ¢ Te4eHMEM BpPEMEHM npuBoaswas K Tpo-
PUYECKUM U3MEHEHUAM HUMKHUX KOHedHocTen [24]. Mpu
c6ope }anob 1 aHaMHe3a Ba)KHO BbISCHUTb JIOKanM3aumio,
MHTEHCUBHOCTb, XapaKTep, CUMMETPUYHOCTb, MPOLOSIKU-
TEeNbHOCTb 60NK, BAUSHUE €€ Ha NOBCEAHEBHYIO aKTUBHOCTb
M Ka4yeCTBO }KM3HM, a TaKKe BO3MOKHblE NpoBOLUpYOLLME
daKTopbl. 3apy6eXHbIMU U OTEYECTBEHHLIMW aBTOpamMu CO3-
[laHbl cneuunanbHble CKPUHWHIOBbLIE OMPOCHWMKM, COCTOSALLME
u3 7-15 BOMNPOCOB, y4WTbiBalOLWME BbILIENEPEUNCIEHHbIE
XapaKTePUCTUKM 60K, COMYTCTBYIOLME CUMMTOMBbI, Hanu-
Yyue POACTBEHHWKOB C aHalOrMyHbIMKU Xanobamu, cTeneHb
3bPEKTUBHOCTU aHanbretukos [24]. Yacto 601eBOMY CHH-
OPOMY COMyTCTBYIOT 3MM304bl HEOOBLACHUMOW NMXOPALKK,
COMpPOBOXAAOWENCA BOCMANUTENbHLIMU  U3MEHEHUAMU
B KpPOBM (MOBbIWEHWE CKOPOCTU OCEAHUS 3PUTPOLMTOB,
ypoBHS C-peaKTUBHOro 6enKka), YTo NoATBepPXAaeT naTore-
HETUYECKYIO 3Ha4YMMOCTb ayToBocnaneHus npu bd [2].

AHrMoKepaToOMbl NPeACTaBAsAOT COO0M JOOPOKaYECTBEH-
Hble 06pa30BaHMA Ha KOXe B BUAE €AMHUYHBIX WU CKO-
NAEHUS MHOXECTBEHHbIX MEKMX TEMHO-KpacHbIX, MHOraa
KOPUYHEBbIX WX NOYTH YEePHbIX y3eNKoB. OHN 6e360/1e3HEH-
Hbl, COCTOSIT M3 PACLUMPEHHbIX Cy6anMaepmasbHbIX Kanunns-
POB C 3NeMeHTamMM runepkepato3a. JIoKannaylTcs aHrMoKe-
paToMbl, KaK MPaBKO, Ha KOXe nepegHen GPIOWHOM CTEHKM,
yalle B MyrnoYyHOW WMIM OKOMOMNYNOYHOM 06NacTu, B NaxoBOM
061acTM 1 061acT NMPOMEKHOCTU, Ha Aroauuax, HUMKHKUX
M BEPXHMX KOHEYHOCTSIX, B 4aCTHOCTK Ha 6efpax M NafoHHOM
NMOBEPXHOCTU KUCTEM COOTBETCTBEHHO, pEXE — Ha yuwax,
ry6ax U CnM3ucTon 060/I04KE MONOCTU pTa, KOHbLIOHKTUBE.
C TeyeHMeM BPEMEHM aHIMOKepaToMbl M3 MAOCKWUX TpaHc-
GopMMpYIOTCS B BO3BbIWAOLWMECS Haf YPOBHEM KOXM [2, 15].

CyxOCTb KOMHbIX MOKPOBOB, CHUXEHHOE NOTOOTAENEHNE
(rMnornapos) Wan OTCYTCTBME MOTOOTAENEHUSA (aHMMAPO3),
CHWXXEHWE MPOAYKLMM CNE3HOW HWAKOCTU U CNOHbl SBASA-
l0TCA XapaKTePHbIM KIMHUYECKUM NposiBieHneM b®P, B Tom
yucne B paHHEM AETCKOM Bo3pacTe. 310 ob6ycnosnvBaeT
HenepeHoCMMOCTb Kapbl, BNAOTb 4O 0O6MOPOYHbIX COCTOS-
HWW, NPEANOYTEHNE HAXOAWTbCS B TEHW, HEXeNW 3aropaTtb
Ha conHue [2, 15].

BuxpeBuaHas KepaTonatua npefcraBfiser co60M «MyToB-
yatoe» NOMYTHEHWE POroBuULbI B BWAE W3OTHYTbIX JIMHUI
KOPMYHEBO-30/10TUCTOrO LIBETA, HE COMPOBOXAAETCA Hapy-
WEHMEM 3PEHUS U aBNFETCA cneundrUyecKUM paHHUM (BblsiB-
naetca B Bo3pacte 4—5 NeT) KIMHUYECKMM MPOSiBNIEHUEM
b® [15, 25, 26]. C Bo3pactom GoOpMMPYETCH «KaTapaKTa
dabpw», npeactasnsiowas cobon NOMyTHEHUE XpycTanuKa
B BuAe 3ajHew cybKancynspHoOM pajuanbHOM KaTapakThbl,
W ABYCTOPOHHSAA nepeaHss cybKancynspHas 1M KancynspHas
KaTapakTta [27].



LLlym (3BOH) B yLlax, FONOBOKPYKEHUE, CHUKEHUE ClyXxa
(HEMpPOCEHCOPHas TYyroyxocTb) B AE€TCKOM U NMOAPOCTKOBOM
BO3pacTe, BMNAOTb A0 MyXOTbl Y B3POC/bIX, TaKXe MOryT
OblTb KIMHWUYECKUMU MNPOSBAEHUSMM [OaHHOro 3abone-
BaHua [2, 15].

Hecneuundunyeckoe nopaxeHue }enyao4Ho-KUWeyHoro
TpaKTa, HanoMUWHawee KINHUKY 6one3Hn KpoHa, cMHapo-
Ma pa3fpaxKeHHOro KUWeYHWKa, TakKe ABNSeTcs OAHUM
M3 nepBbix Mpu3HakoB b®P, xapaKrepusyetrcsd abaomwu-
HanbHbIMW cNa3MamMu, B3AyTMEM, TOLIHOTOM, PBOTOWM, Heyc-
TOWYMBbLIM CTYNOM, CHWXXEHUEeM annetuta v aedbuuuTom
Maccol Tena [2, 15].

B Bo3pacte 3-5 neTr BO3MOXeH AebloT noparKeHus
no4yexk B BWAE 3NU30ANYECKON MUKPOanbObymuHypuun [28].
C BO3pacToM OHa CTaHOBMUTCH MOCTOSHHOW, MNOSBASETCS
W MNOCTEMEHHO HapacTaeT MPOTEMHYPUS, CHUMKAETCH CKO-
poCTb KNy604KOBOM GUAbTpaLMK, yxyawaetcs OyHKLMUS
NoYeK, pa3BMBaeTCs TepMUHaNbHas XPOHUYECKas noyeyHas
HeagocTaTo4vHOCTh [2, 4, 15].

B noapocTKoBOM BO3pacTe y Masib4MKOB 3a4acTyto NosiB-
NAI0TCA NepBble NMPU3HaKKM MopaxeHus cepiua (ykopode-
HMe uHTepBana PR, HapyweHue NpoBOAMMOCTU, apUTMUM,
runeptTpodus MUMoKapaa NeBOro Xenygoyka), OAHaKO OHM
HecneunduyHbl, U AMArHOCTUHECKMM MOMUCK, KaK Nnpaswuno,
3aTarueaetca [2, 15, 29].

K TUNUYHbIM, HO peaKnM y AeTen nposiBneHnsam bd otHo-
CATCH ULIEMMUYECKNIA UHCYNIBT M TPAH3UTOPHbIE ULEMUYECKME
aTaku [2, 30, 31].

AUATHOCTUKA

B netckom Bo3pacTte 3anogo3putb bP KpalHe cnoxKHo
BBMAY HeCneundUYHOCTM CUMNTOMOB.

Ba)kHoe [OMarHoCTMYecKoe 3HavyeHWe UMeEeT Hanuyue
aHrMOKepaToM, OHaKO CliefyeT MOMHUTb, YTO HEPELKO MX
pacLeHMBalOT KaK NeTexmasbHylo Cbifb. ATO ANKTYET HEOO-
XOAMMOCTb MPOBOAUTL AnddepeHLUnanbHyto ANarHOCTUKY
C naTonoruen cucTteMbl remocTasa, MEHWHIOKOKKOBOW
MHPEKLUMEN, a TaKKe C APYrMMU IMBOCOMHbIMKU 3abone-
BaHUAMM (GyKO3MA03, CMaANNA03, raHrMnMo3naos, 601e3Hb
LLnHanepa), AN KOTOPbIX XapaKTepPHO HaluyMe aHrumoke-
paTom [2, 15].

Tak Kak 60n1eBOW CUHAPOM, MOBbIWEHME Temnepary-
pbl Tena W BocNanuTeNibHble U3MEHEHUS KPOBW SBASAIOT-
€Sl KIMHUYECKMMU MPOSBNIEHUAMU MHOMMX 3aboneBaHun,
[IMarHOCTUYECKMUI MOMUCK 3ayacTyld HayuMHaeTcs C toBe-
HWNBHOIO MAMONATUYECKOro apTpuTa, peBMaTUHECKOM
NUXOpaaKMW, CUCTEMHOM KpacHOW BOMYaHKW, CUHApPOMA
PeiHo, gnabeTnyecKkon nonuvHenponatumn, pubépomMunanrmm
W 4p., 4TO 3afepKMBaeT yCTaHOBKY NpPaBUbHOro gnarHosa
Ha 5—10 neT ¢ MOMEHTa NepPBbIX KIMHUYECKUX MPOSBEHUN
B® [32]. CywecTtByeT MHeHHe, 4TO BP cneayeT BKIOYaTb
B anroput™M o6cneoBaHns nauMeHToB C IMXOPaAKoM Hesc-
Horo reHesa [33].

Hannyve 1M30AMpoBaHHOM MUKPOANbOYMUHYPUU MOMKET
TPaKTOBaTbCs KaK MHTEPCTMLMANbHBIA HEDPUT MU XPOHM-
YeCKuUi rnomepynoHedpuT, pa3BUTUE KOTOPbLIX TaKXe BO3-
MOXHO NPU AIUTENbHOM MPUEME aHaNbreTUKOB C LIENblo
KynupoBaHusa HelponaTuyieckon 6onun. Hebponatns dadpu
MOXET ObITb yCTaHOB/IEHA NPU BUOMCKUM NMOYKM C NPOBELEHM-
€M CBETOBOW M 3MIEKTPOHHON MUKPOCKOMMUU, YTO MO3BONSET
BbISIBUTb TUNKUYHbIE AN B® BKNoYeHns B nogouutax [4].

MoaTBepxaaloWwmMMM MeToaamMmu AnarHocTukm bd ssna-
I0TCS GMOXMMUYECKUE U MONEKYNSAPHO-rEHETUYECKME UCCe-
[0BaHWs. BMOXMMWYECKME UCCNedoBaHUS 3aKloyatoTcs
B OnpeaeNieHnn akTMBHOCTM IM30COMHOr0 GepmeHTa a-ra-
NakTo3uaasbl A KOHLUEHTpaunn lyso-Gb3 B cyxmx naTHax Kpo-
BM METOA0M TaHAEeMHOW Macc-cnekTpomeTtpuu [15, 34, 35].
CnenyeT NOMHWTb, YTO BblpaXEHHOE CHUMKEHWE UK HyneBas
aKTMBHOCTb a-rafakto3naasbl A U 3Ha4YUTENbHOE MOBbILLE-
HUe KOoHLUeHTpauun lyso-Gb3 xapaKTepHbl 418 L, My>KCKOro
nona C KnacCM4eCcKMM BapuaHTOM 3aboneBaHus [15, 36].
[N Ny, KEeHCKOro nona v NauueHToB C HEKNaCCUYECKUM
BapuaHToM b® valle xapaKTepHbl HOpManbHas aKTUBHOCTb
depMeHTa a-ranakto3ngasdbl A U YMEPEHHOE MOBbIWEHKE
KOHUeHTpaumu lyso-Gb3 [15, 34, 35].

MoneKynsipHO-reHeTM4ecKoe MccnefoBaHue 3aKitouva-
eTcs B aHanu3e reHa GLA mMeToaomM CEeKBEHWPOBAHWUS MO
CeHrepy [1, 15]. OnucaHo 6onee 1100 pa3nuyHbIX NaToreH-
HbIX BapuaHToB reHa GLA, 60/bLUMHCTBO M3 KOTOPbIX ABAS-
I0TCS YHUKaNbHbIMK ANS Kaxkaon cembu [15]. BP aBnsetca
NaH3THUYECKUM 3a60seBaHMEM, AN HEKOTOPLIX CTPaH Onwu-
CaHbl YacTble NaToreHHble BapuMaHTbl. PacnpocTpaHeHHOCTb
nceBgoaePUUMTHOrO annens Bbi3blBaeT TPYAHOCTU B UHTEP-
npetaumm GUMOXMMUYECKMUX U KITMHUYECKMX AaHHbIX [22]. Pan
HYKNEOTUAHbIX BapuaHTOB reHa GLA, Takux Kak p.E66Q,
p.D313Y, p.R118C, pacnpocTpaHeHbl B onpeaeneHHbIX
nonynauunsax (Hanpumep, B ctpaHax BoctouHon A3un) 1, Bepo-
ATHO, SBNSAOTCS A06POKAYECTBEHHbIMM MONMMOpPdOU3IMaMu,
YYnUTbIBas, 4T0 ONy6aMKOBaAHHbIE AaHHbIE 06 UX KITMHUYECKON
3HA4YMMOCTH OTCYTCTBYIOT [36]. BOMALLWIMHCTBO NaTOreHHbIX
HYKNEOTUAHbIX 3aMeH B reHe GLA MoOryT 6biTb BbIIBAEHbI
ceKkBeHupoBaHneM no CeHrepy, B UCKIOYUTENbHBIX Cydasx
NPUMEHSIOTCA BbICOKONPON3BOAMTENIbHOE CEKBEHMPOBAHME
(NGS), mynbTUnneKkcHaa nurasosaBucumas amnanbuKkaumns
npo6 (MLPA) [15].

CneayeTt NOMHUTb, YTO HaNW4YMe NaTOreHHOro BapuaHTa
reHa GLA sBnsieTtca o6a3aTe/lbHbIM, HO HE €AWHCTBEHHbIM
KpuTepuem amarHosa b®, Tak KaK KIMHMYECKOoe 3HayeHue
HEKOTOPbIX U3 OMUCaHHbLIX B IMTEPATYpE BapnaHTOB OCTaeT-
c IMCKyTabenbHbIM.

Kputepun onpegeneHHoro guarqo3a 6o [4, 37]:

® 1S UL MY)XCKOro osia — NaToreHHbI BapuaHT reHa
GLA; cHMXeHWe aKTMBHOCTU a-ranaktosngasbl A (< 5%);
co6oieHNe OAHOI0 U3 HUKENEPEUUCNEHHbIX JOMOMHU-
TeNbHbIX YCII0BUW;

® [/ /ML JEHCKOro rnosia — MNaTOreHHbIW BapuaHT
reHa GLA; CHWXeHHas WAM HopMalbHas aKTMBHOCTb
a-ranaxkTosungasbl A; cobntofgeHne 0HOMo M3 HUXKenepe-
YUCAEHHbIX 4OMONHUTENbHbIX YCIIOBUHN.

[onosiHUTENbHbBIE YCNIOBUS:

® HalMyne Kak MMHUMYM OAHOIO TMNMUYHOro cumnTomMa bd;

® OBbIWEHHbIN ypoBeHb lyso-Gb3 (Ha ypoBHE NuL, MyX-
CKOro nona ¢ onpegeneHHbiM gnarHosom bd);

® Ha/lnyne POACTBEHHWKa C YCTAHOBJIEHHbIM AMArHO30Mm
B® 1 Tem e naToreHHbIM BapuaHToM reHa GLA.

MauneHTbl MY>XCKOIO U YXEHCKOro rnona ¢ HeornpeaeseH-
HbIM AgnarHoszom b® — 310 nuMua ¢ NnaTtoreHHbIMWU BapuaH-
Tamu reHa GLA v HecneundUYEecKUMKU NPOSBNEHUSMU, He
YKnagbiBaloWMMNCA B KPUTEPUKU onpedeneHHOro gnarHo3sa.
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0630p NuTepaTypsbl

MoaTBepxaeHne bd ocywecTBasetrca NyTeM BbIMOJHEHUS
3N1EKTPOHHON MMKPOCKOMMKW GuonTata cepaua WA MOYKK
NpU UCKIOYEHMU ApYrMx GaKTopoB, BbI3blBAOLWIMX aHaso-
r'MYHble U3meHeHus [4, 37].

JNIEMEHUE

Cneuunduryeckoe natoreHetTMyeckoe neveHne bP 3aknto-
yaetca B ®3T oaHMM M3 ABYX NpenapaTtoB — arancugason
anbda, KoTopas BBOAMTCH BHYTPMBEHHO B Jo3e 0,2 Mr/Kr
KpaTHOCTblO 1 pa3 B 2 Hel, WKW arancuaal3on 6eta, npu-
MeHsemon B no3e 1,0 Mr/Kr ¢ TOM e KPaTHOCTbIO U CNoco-
60oM BBeaeHus. 06a npenapata NPUMEHSIOTCH MOXMUIHEH-
HO [38-40]. Ony6anKoBaHHbIE cUCTEMATUYECKME 0630pbI
0606WMNKn peadynbtaTbl KIMHUYECKUX UCCNeaoBaHWn, B TOM
yucne ABOMHbIX CenblXx PaHAOMU3UPOBAHHbIX NiaLe60-KOoH-
Tponupyembix, No aGpGHEKTUBHOCTM 060MX NpenapaTtoB Mpu
B® y nuL, MyXCKOro 1 xeHckoro nona [41, 42]. MNony4yeHHble
[laHHble CBMAETENLCTBYIOT 06 adpdeKTuBHOCTU P3T B YacTm
3aMe/IeHns HaKoMEHUS TNMKOCHUHTONUMUAOB B KIETKaX,
YMEHbLIEHUS HEMPONaTUYECKON G0N U KeNyao4HO-KuLeY-
HbIX HapyweHui. Takke P3T npenoTBpallaeT CTpeMUTENb-
HO€e NporpeccupoBaHne runepTpodun MUoKapaa, CHUMKEHUE
CKOPOCTU KJIYBOYKOBOM GUNbTPaLIMK, YNyylaeT KayecTBo
MU3HU U MUHUMWUIUPYET PUCKU HEBNaronpusaTHbLIX KIWMHK-
yeckux ucxopoB [43, 44]. Crapt ®3T no dopmupoBaHuUA
TSXKENOro nopayKeHusi opraHoB M CUCTEM CMNOCOGCTBYET ee
605ee BbICOKOW 3dDEKTUBHOCTU. K dakTopam, BAMSIOWMM
Ha addekTnBHOCTL P3T, OTHOCAT BapuaHT TevyeHus bP
(KnaccuyecKkun/HeKnaccM4yecKkuit), nos nawuueHTa, Bo3pact
Havana u 4AUTeNbHOCTb NeyveHus [45, 46].

OnHako ®3T MmeeT psaja HepelleHHbIXx Npo6nem, cpeau
KOTOPbIX HEO6XOAMMOCTb MOXW3HEHHOr0 BHYTPWUBEHHO-
ro BBEAEHWUS NEeKapCTBEHHOro npenapara, ero HegocTa-
TO4YHO 3bdeKTUBHOE GUopacnpeneneHue, obpasoBaHue
cneundunyecknx antuten [45]. B ctpaHax EBponbl n CLUA
JOCTYMNeH A8 MPUMEHEHUS Y NaLKUEeHTOB C onpefesieHHbl-
MW MNaToreHHbIMW BapuaHTaMu reHa GLA dapmakonoru-
YeCKUI WanepoH (Muranacrar) Ana npuemMa BHyTPb, NOBbI-
WalWwm akTUBHOCTb GepMeHTa a-ranakro3mgasbl A [23].
MpoaonxatoTcsa KIMHUYecKne ncnbitaHma 3T cneayowero
nokoneHus. PaspaboTka HOBbIX MpenapaToB Hanpas/eHa
Ha NoBblWeHNe KNNHUYECKON 3GPEKTUBHOCTU M yaobCTBa
Tepanuun. KnnHu4ecKkmne UcnblTaHUsA NPoOXoaAT cybcTpaTpe-
Jyumpylowiaa tepanusa M reHHas Tepanus ¢ MCnosb30Ba-
HMEM TEXHONOTMM in Vvivo n ex vivo. Ha ypoBHe JOKINHMYe-
CKMUX UccnegoBaHui Haxoaatcs cuctemMHasa MPHK-Tepanua
M Tepanua CTBOMIOBbIMU KIETKaMU C pPeAaKTUpPOBaHUEM
reHoma [22].

CumMnToMaTn4ecKoe iedeHne 3aKiyaeTcs npexaie Bce-
ro B Tepanuu XpoHW4ecKoro 601eBOro CMHAPOMa M Kynupo-
BaHMKU ocTpon 60nu [24]. Ana nevyeHus XpOHUYECKOW HeN-
ponaTuyeckon 60nu LONYCTUMO MPUMEHEHWE CheayloLmx
NleKapCTBEHHbIX MNpenapaTtoB C y4eTOM BO3MOXHbIX Orpa-
HWUYEHUM M NPOTUBOMOKA3aHWW, B TOM 4YuClie BO3PACTHbIX:
Kapb6amasenuH, rabaneHTnH, CEPOTOHMH, NperabanuH, UHMK-
6uTOopbl 06pPATHOrO 3axBaTa CEPOTOHMHA WU HOpadpeHannHa
(aynokceTuH, BeHnadbaKkcuH) [21, 22, 47].

[nqa KynupoBaHua ocTpon 6onu npu bP nokasaHbl cne-
Lylolne neKkapcTBeHHble npenapaTtbl C Y4eTOM BO3MOXHbIX
OrpaHUYeHU U NPOTUBOMOKA3aHW K NMPUMEHEHUIO, B TOM
yucne BO3PacCTHbIX: JIMLOKaWH, TpaMagos, niactblpb € Kar-

CauLMHOM A5 MECTHOro npuMeHeHus. [pumeHeHune Hap-
KOTMYECKMX aHaNnbretukoB (MOPGMH) onpaBAaHHO B Kpawu-
HUX cnyvasx [22]. HecTeponaHble NpoTMBOBOCNANUTENbHbIE
cpefactBa (MbynpodeH, AMKNopeHaK) He OKa3blBaloT XKenae-
moro addekTa [21, 47].

Mo noKasaHWaM U MpU OTCYTCTBMM NPOTUBONOKa3aHum/
OrpaHn4YeHn Ha3HavaTCs MHIMOUTOPbI aHMMOTEH3UHMPEB-
pauatouiero depMeHTa M 610KaTopbl PELENnTOPOB aHr1o-
TeH3nHa |l, 6eTa-6/10KaTopbl, ANYPETUKK, aHTUKOArynsaHTbI,
6noKaTopbl H2-rmcTaMMHOBbLIX PEeLLEenTOPOB UKW MHIMBUTOPBI
NPOTOHHOM NoMmnbl [15, 48, 49].

Mpn HapyweHMK cnyxa BO3MOXHO MPUMEHEHME KOXie-
apHbIX UMMNIAHTATOB U CNYyXOBbIX annapaToB. TpyaoTepanus
npu b® paccmatpuBaeTcs B Ka4ecTBe CpeacTBa, CNocoGHO-
ro NOBbICUTb HE3ABMCUMOCTb NaumeHTa [22].

BarkHoe 3HayeHWe B Tepanun bd umeeT o6pa3 *us-
HW NauueHTa. Kateropuyecku 3anpelaetcd KypuTb [22].
PekomeHgyeTca m3beraTb BO3AENCTBUS MPOBOLMPYIOLMX
daKTopoB (Kapa, 06e3BOXKMBaAHKE), COONIOAATL PEXUM TPY-
[la W 0TAblXxa, CBOEBPEMEHHO Ha4YMHaTb IeYEHNE UHTEPKYP-
PEHTHbIX 3a60MeBaHWI, CONMPOBOMKAAIOLWIMXCA JIMXOPAAKON
n ap. KoHTponupoBaTb xapaktep 6071, ee UHTEHCUBHOCTb,
NPOLOMIKUTENBHOCTb, YacTOTy BO3HUKHOBEHWS, MPOBOLM-
pylowme daktopbl U IPHOEKTUBHOCTb aHaNbreTMKoB ayylle
C NOMOLWbIO BeAeHUs NauuMeHTaMu [OHEBHUKa 6onun [24].
TakKe BaKHa MCcUXofiorMyeckasi MNoAAEpP)KKa nauueHTa
M 4neHoB ero cembu [15]. He Bcerga ypaetca Ao6uUTbCS
MOMTHOIO KYNupoBaHUs 601eBOro CMHAPOMA, OL4HAKO YMEHb-
LWeHWe ero UHTEHCUBHOCTH, NPOJOSIKUTENBHOCTU U YacTOThI
60N1EBbIX KPU30B 3HAYMMO BAUSAET HA KAYECTBO XKU3HM.

3AK/IIOYEHUE

[narHocTMyecKkn 3Ha4ymMMbiMK ans bP B geTckom m noa-
POCTKOBOM BO3pacTe SBNASIOTCS TaKMe KnacCU4ecKue Cumn-
TOMbI, KaK HelponaTtuyeckas 60/b, aHrMOKepaTOMbl, FMMNo-
WU @aHTUAPO3, BUXPEBUAHASA KepaTonaTtus, a TakxKe Hanudme
cny4yaeB 3ab60fieBaHUS B CeMbe, NMpMHMMas BO BHUMaHWe
BO3MOXKHbl€ OT/IMYNS B KIIMHWUYECKOW KapTUHE Y POACTBEHHMW-
KoB. [1ng noaTBepaAeHus avarHosa bP npumeHsatotca 6uo-
XMMUYECKME U MONEKYNSPHO-TEHETUYECKME METOAbl Ucche-
[I0BaHWS, a UMEHHO onpeaenieHne akTMBHOCTM JIM3OCOMHOIO
pepmMeHTa a-ranakrtosungasbl A U KOHUeHTpauun lyso-Gb3
B CYXMX NSATHaX KPOBW M MOJSIEKYNSAPHO-reHETUYECKOE UCCe-
noBaHue (aHann3 reHa GLA). [pu noaTBEPKAEHUU AMarHosa
B®, 0co6eHHO NULaM MY}KCKOro nona, nokasaHa paHHAA
®3T. OHa cnoco6CTBYET NOBbLIWEHWUIO Ka4eCcTBa XU3HU, CHU-
YXaeT CKOpPOCTb MPOrpeccMpoBaHUs MOpPaXKeHUs OopraHoB
MU CUCTEM Y MUHUMMIUPYET PUCK HEBNAronpPUATHbLIX KIWHU-
YeCKMX MCXxodoB. B HacTtosllee Bpems paspabaTbiBaloTcs
HOBble MeToabl levyeHuns b®, B Tom uncne cyb6eTpatTpeayumpy-
lowas u reHHas Tepanus, cucteMHas MPHK-Tepanus u Tepa-
nus CTBOMIOBbIMW KIETKAGMW C peaaKTMpoBaHMEM reHoma.
CumnToMaTUyecKoe nevyeHne u guHaMmyeckoe HabnLeHne
3a NauneHTamu ¢ b® JOMKHO OCyWEeCTBAATLCA MyNbTUAMUC-
LMNIMHAPHOM KOMaHA0M cneumanmcToB.

UCTOYHUK ®UHAHCUPOBAHUA
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