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bonesnp ®abpu (bP) - peaxoe HaciencTBEeHHOE
X-cBsizaHHOE 3a00JIeBaHKE M3 TPYIIIIBI JTU30COMHBIX 00J1€3-
HEH HaKOIUICHHS, IPUYMHON KOTOPOTO SIBIISIIOTCS. My TaI[H
rena GLA, B pe3ynbrare KOTOPBIX IPOUCXOAUT CHUKEHHE
WJIN OTCYTCTBHE aKTMBHOCTH ()EPMEHTA O-TAJIAaKTO3U/1a3bI
A (ATAJI). deduuur epMeHTa NPUBOJAUT K BTOPUUHOMY
HaKOIICHUIO B JIN30COMax BCEX KIJIETOK MIMKO(hochou-

© KomnnexTtus aBTopos 2021

MUJIOB, IVIaBHBIM 00pa3zoM, NI0OOTPHAO3UIIC(HHTO3HHA
(Lyso-GB3) [1].

Beurensitor tpu kiuHuueckux Qenoruna bd, cws-
3aHHBIX ¢ ypoBHeM AIAJI: 1) «xiaccnueckuit» (aKkTHB-
Hocth ATAJI <3% wmnm orcyTcTByeT, N1eOIOT B AETCTBE
win myOepTaTHOM Iepuo/ie, MYJIBTHCUCTEMHOE IOpaKe-
HHUE - aKpoIapecTe3nu, aHrMOKepaTOMbI, HapyIllleHHE I10-

@)ov 0|
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TOOT/IEJICHHS], TACTPONHTECTHHAIBHBIE CHMIITOMBI, «BHX-
peBHHASD) KeparonarHs, HapyLIeHHUs Cllyxa, C TpeTber
JIeKaJIbl JKM3HH TIOpaKEHHE T0YeK, Cep/lla, Cep/IeuHO-Co-
CYHMCTBIE COOBITHS); 2) «HEKJIACCHUECKHI» (aKTHBHOCTh
ATAJI 3-30%, nmo3aHee Hauaao, U30JUPOBAHHOE MOpaXKe-
HUE OJTHOM CHCTEMBI OPTaHOB: TOJOBHOTO MO3ra, cepiia
WM TI0YeK); 3) aCUMINTOMHOE HOCHUTENBCTBO (Y JKSHIIMH
MIpY HAJMYUKA MYTalUH TOJBKO B OfHOH X XpoMocoMme,
BTOpasi MmpojobkaeT cekperupoBarb ATAJL, uTo MoxkeT
KIIMHUYECKH MaHH(ECTHPOBATh, KaK MEHEEe TSKEI0e WIN
aCHUMIITOMHOE TeueHue) [2, 3].

[Mopaxxenue cepmia pazsuBaetcs B 40-60% cinyyaen
B® u sBnsiercst 0HOM M3 IIABHBIX HMPUYUH CMEPTHOCTH
MAIMEHTOB C JTAHHOW MaToJOorHel BBUAY HECBOECBPEMEH-
HOW JIMarHOCTHKH W Pa3BUTHSI HEOOPAaTHMBIX W3MEHEHHH
[4, 5]. C TeueHueM 3a00JICBaHUS MPOMCXOIUT HAKOILIC-
Hue Lyso-GB3 B kapauomuonuTax, NpoBOAAIIEH TKaHU
cep/la, KiarmaHax, SHAOTEINH COCYJO0B, HMPOIPECCHPYET
MHOKapAHalbHbIi (UOpO3, YTOJIIEHHE CTEHOK JIEBOTO
JKEJTyJ0uKa, TUIEpTPO(HUs MaNWUISIPHBIX MBIIIL, KOTOPbIE
MIPUBOAAT K CIEAYIOIUM KINMHHYECKUM MaHU(pECTaIHSIM!
MIaTOJIOTUH KJIalaHOB, HApYLICHUsIM PUTMa cepaa (Kemy-
noukoBast Taxukapausi (OKT), ubpwuisiiust npencepanii)
U TIPOBOAMMOCTH uMIyJbca. [Ipu naHHO#M KapauanbHON
MaTOJIOTUM HEPEAKO TpeOyeTcsi MMILUIAHTALUS 3JIEKTPO-
KapauocTumyssitopa (o JaHHbIM MexTyHapOoJHOTO pe-
ructpa B® 5-10%) wim kapauoBeprepa-aehuopuIisaTo-
pa C LeNbI0 MEePBUYHOW MM BTOPHYHOH NpoduIIakTHKH
BHe3anHoi cepaeuHoit cmeptu (BCC) [5, 6-8]. Jleuenue

1

K

Puc. 1. Anzuokepamomul Ha Kodce nepeoneil dpIouHoIl
CMeHKU, 6 OKONONYNnouHou oonacmu y nayuenma M.

Jlerenna:
83 roma
/. npobaHzx
O myxckoit mox
O xenckuit non 54 rona
. noarBepikaenHas bD -
El ymepuuii 30 et

HOCHUTEIIb IleCI)eKTHOI‘O TeHa

4,5 rona 1 rox 6 mecstieB

Puc. 2. Pooocnosnas nauyuenma M. /luazrnos done3nu
Dabdpu noomeepicoen Ha OCHOBAHUU MONEKYIAPHO-
2EHeMUYecKo20 U (hepmMeHmnoz20 ananu3o8 y npooanoa
(uccnedyemulii nayuenm) u e2o 6HyK06, HOCUMENAMU Oe-
exmnozo zena asnaomcea mamov nAUUEHmMa U €20 004b.
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HapymeHui putMma cepaua npu bd, B wactHoctu KT,
MOXKET OBITH CBSI3aHO C OOJIBIIMMH CJIOXHOCTSIMH IpH
BBIMOJTHCHUH PATUOYACTOTHON KaTeTepHOU abnanuu cyo-
cTpara apuTMHHM, YTO CBSI3aHO C (hUOPO30M MHTEPCTHUIIMS
U BBIP@KEHHBIM YTOJIEHUEM CTEHOK JIEBOTO JKEIyJ0uKa
[9]. HaznaueHnne aHTHApUTMUYECKON TEPAMUK TAKKE Tpe-
OyeT BceCTOpOHHeH OLEeHKH (akTopoB pucka. OnucaHbl
KJIMHUYECKHUE CITyYyan HEraTUBHOTO BIMSTHHS aMHOJapOHa,
B YaCTHOCTH, OCTpPas IEKOMIICHCAIINS CEP/ICUHON HeJJ0CTa-
TOYHOCTH, MHAYIIMPOBAHHON aMHOJapOHOM Y IMalMeHTa ¢
nuarHoctupoBanHoit b® [10].

st ctpatudukanuu creneHu Tsokectd b u MoHu-
TOPHMHI'a OTBETA Ha ()EPMEHTHYIO 3aMECTUTEIBHYIO Tepa-
MU0 UCTIOJIb3yeTcs MaifHIcKasl IIKajia OLIEHKH CTENeHU
Tsokectn (Mainz Severity Score Index, MSSI). B ocnose
aHaiM3a - MHAMBUAYyaJbHAs OLIEHKA IPH3HAKOB IOpaKe-
HUsSI OPIaHOB M CUMIITOMOB Oone3Hu. MHTepnperanus pe-
3ynbTara B 6amiax: <20 - nerkoe teuenue, 20-40 - cpenHet
creneHu TsokectH, >40 - Tspkenoe [11]. Tlpeacrasnsiem
KIMHUYCCKUH CITy4all TUarHOCTUKH Op(paHHOTO 3a00JicBa-
Hust. Llenbro Hamieil myOmuKanuy sBIIsIeTCs IPHUBJICYCHHE
BHUMaHHs Bpadell pasHbIX CIIEHHAJIBHOCTEH K mpoodieme
JIMarHOCTUKH opaHHOrO 3a00neBanus - 6one3nu dadpu.

Tayuenm M., 54 nem ¢ mapme 2019 2. obpamuncs
KAUHUKY OJis NIAHOB020 NPOSPAMMUPOBANUST 08YXKAMED-
HO20 31eKMPOKAPOUOCUMYTAMOPA, UMHIAHIMUPOBAHHOZO
no nosody cunopoma ciabocmu curnycosoeo yzia (CCCY).
Ipeovasnsemvie 2Hcanodvl: 201080KPYIHCEHUE, WAMKOCTDb
npu xo0vbe, CHUINCEHUE NEePEeHOCUMOCTNU (PUUYECKUX Ha-
2py3ok, obwas crabocms. Ipu ocmompe obpawana Ha ceos
BHUMAHUE CbINb 2eMOPPASUYECKO20 XApaKmepd Ha Kodice
mynosuwa, KOHeuHocmet, naxogou oonacmu (puc. 1).

B x00e mexywezo ocmompa 6vina visicnena ucmo-
pus nacmosujeeo 3abonesanusi. C 6-n1emuezo 8ospacma
(1971 2.) noseunucey 6ou diczyue2o xapakmepa 6 KUCHSX
u cmonax, eoznuxkarowue npu Qusuueckol nazpyske, da
MaKice npu HeOOBACHUMBIX €IHCe2OOHBIX INUZ00AX JIUXO-
Ppaoku ¢ nogvlueHuem memnepamypol mena oo 39,0 °C.
Onucannvle nesponamudeckue 00U, axponapecmesuu
coxpansiiuce 00 40-nemuezo sospacma (2005 2). B mom
JKce nepuoo 6 demcmee 6nepable NOAGUIUCH 2UNO2UOPO3 U
€OUHUYHBIE AHUOKEPAMOMbL 8 OKOILONYROUHOU 0Onacmu, K
23 200am (1988 2.) cvinb pacnpocmpanunace Ha NOACHUY-
HYI0 0bnacmu, 1200UYbl, 2eHUMAIUU U 00ACIb KOJEHHbIX
CYCmMasos, XapaKxmepusoeanacs KOHMAKMHOU KPOGOMOUU-
socmoio. Tlayuenm nabniooancs mepanesmom, 0epmamo-
JI020M € OUAZHO30M HACIEOCMBEHHAS MENeAHSUOIKINAZUSL.
B 35 nem (2000 2.) s3nuz00 6oneu 3a epyouno, OuasHoCmu-
POBAH UHDAPKM MUOKAPOAQ.

B 2001 2. svinonnena koponapoaneuoepagpus (KAI),
OGHHBIX 30 3HAYUMYIO NAMOLO2UIO He NOJYYEHO, NPU IXO-
kapouoepagpuu (OxoKI) - 30nbl eunokunesuu ¢ odonacmu
HUDICHEll CmeHKU 11e602o diceryoouxa (JDK), npu eenoap-
eomempuu - npoba nonodxcumenvhas. Ilpu excecoonom
HaboOeHUU y Kapouonioca no OAHHbIM XONMEPOECKO20
monumopuposanust IKI' (XM OKT) ¢ 2002 e. pecucmpu-
posaincs komnerncuposannwiii. CCCY, acenydourosas skc-
MPACUCTONUSL 8 YMEPEHHOM KOIUYEeCmee, ¢ IMO20 Nepuo-
0a cmapm mepanuu ayemuicaIuyuilo80u KUCIomou 6
dose 100 me 6 cymxu. B 45-nemnem 6ospacme (2010 2.)
8HE3aNHAsL 2TYXOMA, NPU 00C1e008AHUU OUASHOCTNUPOBAH
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ueMu4ecKull UHCYIbm 6 6epmedpobazuiapHom bacceline
(a. auditivainterna) ¢ un@aprxmom 1adUPUHMa u pa3eumu-
em J1eGOCMOpOHHell HetipOCEHCOPHOLL MY20YXOCHU.

B 51 200 (2016 2.) acanoder va ounionuio, 201060-
Kpyolcenue, wamkocms npu xoovbe, mpaHumopHoe Ha-
pyulenue 3peHus, no OAHHbIM MACHUMHO-PE3OHAHCHOU
momoepapuu  OUacHOCMUPOBAH UUEMUYECKUTI UHCYIbIN
6 Npagoll cemucepe Mo3dceuKa, MHONCECMBEHHOE NOPA-
JiceHue 6enoco sewjecmea 201061020 mosea. B 2017 2. no
dannvim XM DKI ouacnocmuposano npoepeccuposanue
CCCY (cunycosas bpadukapous ¢ wacmomoti 26 yo/MuH,
MPAH3UMOPHAS CUHOAMPUATbHAsL Onokada 2 cmenenu),
VeenuueHue CymouyHo20 KOIUHeCmsea dHCenyOOUKOBbIX IKC-
MPACUCTNON, 3aPESUCTPUPOBANBL HEYCMOUYUEble NAPOK-
cuzmol monomoppuot JKT. B anpene 2017 2. umnianmupo-
6aH O8YXKaMepHblll d1ekmporapouocmumyramop. Toeda
aice npu OxoKI ysenuuenue mexcoceny0oukosoll nepezo-
pooku (MIKII) 0o 13 mm, crudicenue ¢pakyus evibopoca
JDK 00 48%, akunesus 6azanvHoeo u cpedHe2o omoenos
nudxcneti cmenxu JDK.

B aszycme 2018 o. cemoounamuuecku 3HauuMbLU
Napoxcusm ycmouuugou MOHOMOPGHHOU 11e60HCENYO0U-
K0gou maxuxapouu ¢ yacmomou 178 yo/mun, xynupo-
6AH INEKMPUUECKOU Kapouogepcuell ¢ Nociedyrouum
HA3HAYeHUueM NepMAHenmHOl mepanuy amMuoOapoOHOM
6 003e 200 me/cym. IIpu IxoKI 6 ¢pespane 2019 2. om-
puyamenvHas OUHAMUKA 6 gude cHudxcerus @B 0o 34%,
yeenuuenuss moawgurvt MIKII 0o 15 mm. Boinonnena no-
emopnas KA - 6e3 ounamuxu. B xooe nacmosiwyeeo oc-
mompa 6vl08UHYmMo npeononodcenue o bonesnu Dadpu.
Ilo pezynbmamam ghepmenmnoco mecma OUAHOCMUPO-
sano cnudicenue akmusnocmu AIAJI 0o 0,18 mxmonv/a/u
(nopma 0,8-15,0 mxmonv/n/v) u yeeruuenue KOHYeHmMpa-
yuu Lyso-GB3 0o 102,78 ne/mn (nopma 0,5-5,0 ne/mn),
npU MOLEKYIAPHO-2EHEMUYECKOM UCCTIe008AHUL BbISBIIE-
Ha mymayus 6 eene GLA ¢.334C>T (p.R112C), ouaenos
noomeepaicoen. Boinonnena oyenxa masjcecmu 3a06071e6a-
nus no wxane MSSI - 42 6anna.

Ipu dononnumenvrom obcredosarnuu ¢ Dedepaiv-
Hom Llenmpe noomeepoicoenvl / 61066 OUACHOCIUPOBAHDBL
nopadcenusi cepoya (chudxcenue @B 0o 39%, ymomyenue
MKII 0o 16 mm, eunepmpogpusi nanuispHbix Moluiy 00
1,1 mm, unoexc maccwl muoxapoa JDK 237.9 2/m?), ne-
pughepuieckoli HepeHOU CUCMEMbl, NOYEK (MUKPOATbO)-
Munypusi, Xponuueckas 6onesno nouwex C3aA2 cmaoduu,
ckopocmb Kkayboukosoul gurempayuu no CKD-EPI 57,3
mn/mun/1,73 M?), opeana spenust («GuUxpesuoHasy kepamo-
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namusi, kamapaxma Pabpu), 201061020 Mo32a (nepeHeceH-
nole OHMK), opeana cnyxa (08ycmoponHuil amaxmuye-
CKULL CUHOPOM, 1€80CMOPOHHSS 2TIYXOMA, HEUPOCEHCOPHAs
My20yxocmyv Cnpasa), Kodcu (AHSUOKepamomsl) u uno-
2udpos. Beinonnena skempaxyusi ycmanosiennou panee
cucmemvr DKC ¢ umnianmayueil xapouosepmepa-oepu-
opuinamopa. Ommenen amMuoOapoH U Ha4ama NONCU3HeH-
Has hepmenmuas 3amecmumenvras mepanusi (P37T).

3a npowedwue 20 meciayes namoceHemuyecKou
mepanuu KIUHUYecKu 0e3 OompuyamenvHou OUHAMUKLL,
npu unmeppozuposanuu MKJ] dannvix 3a snauumvle dce-
JIYOOUKOGble HAPYUIeHUsI pumma cepoya He noayueHo. B
X00e ceMelH020 CKpUHUHeA MymMayusl 6bIAGIEHA Y Mamepu
83 nem, douepu (be3 depuyuma AIAJI) 30 nem u eHykos,
Manvuukos, 6 sozpacme 1,6 u 4,5 nem, komopwvie Hadb00a-
tomest 6 @L um B.A.Anmasosa (puc. 2).

CornacHo wuccienoBannio Ricardo Reisin ¢ coaBr
(2017 ), o0cHOBaHHOM Ha aHAJIU3¢e JTAHHBIX peructpa Fabry
Outcome Survey (FOS), B EBporne u 1pyrux crpaHax Mupa
MIEPHOJL OT TOSIBJICHUSI TIEPBBIX CUMIITOMOB JI0 BepH(UKa-
1un nuarsosa b® y B3pocasix cocrasmuser ot § o 13 net
(menuana 10,5 neT), mepuoj OT YCTAaHOBIEHUS TUArHO3a
J10 Havana (epMeHTHOH 3amecTuTenbHOM Tepanun ot 0,9
1o 1,1 roga (menuana 1,1 rox) [12]. K coxanenuto, naxe
NIPU HaJIMYUM TUIWYHBIX CUMITOMOB Juarao3 b® wacro
YCT@HaBJIMBAIOT C OOJIBIINM OTIO3/IaHHEM.

Hamu mpopeMoHCTpHpOBaH KIMHUYECKHH Clydan
JIMarHOCTUKHU «KJIacCHYecKoro» Bapuanta bd y marm-
€HTa C IMOJMOPTaHHBIM IMOopakeHHeM crycts 48 Jjer or
KIIMHAYECKOI MaHU]ecTaluy 1 CBOEBPEMEHHOM JINarHo-
CTHKH Yy €ro MOTOMKOB /IO CTaJMH KIMHUYECKUX TPOSB-
nennid. epMeHTHAs 3aMeCTUTENbHAsT TepaIus - TPOPHIB
B JieueHuu naiueHtoB ¢ b®. Jlo sper ®3T mauueHTs! ¢
B® ymupanu no 50-neTHero Bo3pacta U HU OAWH U3 HUX
He mepecek pyOex B 60 JeT comacHO HCCIIeTOBaHUIO
M.H.Branton et al. (2002 r.) [13]. Onnako mns 3ddek-
TUBHOCTHU JIJAHHOW Teparny HeoOXOJ1MMa CBOEBPEMEHHAs
nuarHoctuka b®, a Takke npeacTaBieHuE O JEKapCTBEH-
HBIX B3auMopencTBusiX. CorlacHO aHHOTAIMU K TIpera-
param ®3T (arancumasa-p u arancumasza-o) JUis MaUeH-
ToB ¢ b® He pekoMeHyeTcss KOHKYPEHTHOE Ha3HaueHHe
amuonapona [10, 14]. AmMuogapon umeer appUHHOCTH
K JIM30cOMaM, yMeHblaeT ux pH u MHrHOMpyeT akTHB-
HOCTBH JIM30COMaNBHBIX (ocdonunas. [Ipemapar moxer
BIMATh M Ha OK30T'CHHBIH (EPMEHT, Ui aKTHBHOCTH
KOTOpPOTro TpeOyeTcsl Kucias JIM30coMalibHasi cpeja, U
yMeHb1IaTh ero 3¢ dexruBHocts [10, 14].
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