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Pesrome

Boaesup Pabpu-Anaepcona — opganHoe (0UEHBb PEAKOE) HACAEACTBEHHOE X-CIIEIIACHHOE 3a00AcBaHUeE,
OTHOCHAIIEECA K AU30COMAABHBIM 00AE3HAM HAKOIIACHHA, IIPH KOTOPOM Ha0ArOAaeTCA Aepuriut pepMeHTa
®-TAAAKTO3UAA3BI-A, UTO IIPUBOAUT K OTAOYKEHUEO C(OPUHIOAHUIINAOB B TKAHAX YKU3HEHHO BAYKHBIX OPraHOB.
3aboaeBaHIE AMATHOCTUPYETCA C IIOMOIIBIO OIPEACACHUA YPOBHA (DEPMEHTA X-TAAAKTO3UAA3BI-A B KPOBH,
a TaloKe BhIABAeHNA MyTaruy rena GLA, oTBeTCTBEHHOIO 3a IIPOAYKIIHEO 0-raAaKTO3UAA3BI-A. 3a00AeBa-
HUE IIPOABAAETCH MOPAXKEHUEM F'OAOBHOI'O MO3I'4, IIePU(ePUIECKOI HEPBHON CUCTEMBI, CEPALIA, ITOYEK,
YTO HEIIOCPEACTBEHHO BAUACT KAK HA PAHHIOIO HMHBAAMAUM3ALINIO, TAK 1 CMEPTHOCTh B MOAOAOM BO3pacre.
ITporHo3 AAf )KH3HU AQHHBIX ITALIMEHTOB YAYUIIIHUACA B CBA3U C NOABACHUEM (pePMEHTO-3aMECTUTEABHOM
Tepanuu. B cratbe npuBeAeHbI 5 KAMHIYECKUX HAOAFOACHUI HAIIMEHTOB ¢ 60Ae3HbI0 Pabpu-AHAEpPCOHA.
Bce HaGAroAaeMbIe HAIEHTHI — My>KYHHBI, HA MOMEHT IIOCTAHOBKH AMarHo3a 6oaesuu Pabpu-Aunaepcona
HX BO3pAcT cocTaBadAA oT 19 A0 42 aet (cpeaHmii Bozpact 30 AeT). Y BCeX IAMEHTOB OBIAO BBIABACHO IIOPa-
JKEHIE CEPALIA U II0YEK, 3 HIX ABOE IIOAYYAIOT B HACTOAILICE BPEMA 3aAMECTUTEABHYIO IIOYEUHYIO TEPAIIUEO
remoAnasusoM. Bee manuenTs moayuaror pepmeHTO-3aMecTuTeABHYIO Tepanuto, ®3T. ITpuseaeHo moA-
pobHoe onucanue aHAMHe3a, 0COOCHHOCTH KAMHIUYECKHUX IIPOABACHUM 3a00A€BaHIA, IPOIIECCA AHATHOC-
TUKHU U A€4E€HUA HAOAFOAAE€MBIX TAITUEHTOB.

Abstract

Fabry-Anderson disease is an orphan (very rare) hereditary X-linked disease related to lysosomal storage
diseases, in which there is a deficiency of the enzyme «-galactosidase-A, which leads to the accumulation
of sphingolipids in the tissues of vital organs. The disease is diagnosed by determining the level of
«-galactosidase-A in the blood, as well as by identifying the mutation of the GLA gene responsible for
the production of a«-galactosidase-A. The disease is manifested by the defeat of vital organs: the brain,
peripheral nervous system, the kidney, which directly affects both the early disability and mortality of these
patients. The prognosis for the life of these patients improved with the advent of enzyme replacement
therapy. The article presents 5 clinical observations of patients with Fabry-Anderson's disease. All observed
patients are male at the time of diagnosis of Fabry-Anderson's disease from 19 to 42 years old (average
age 30 years). Kidney and heart damage were found in all patients, two of them receive renal replacement
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therapy with hemodialysis. All patients receive enzyme replacement therapy. The detailed description of
anamnesis, features of clinical manifestations of the disease, process of diagnostics and treatment of the

observed patients is given.
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BBeaenue

Boaesup Pabpu-Ansepcona (BPA) Obiaa omrcana
HE32BHCHMBIM 0OPa3oM AByms Bpauamu: Moxanmecom
Dabpu (Aoprmyna, ['epmanns) u Vuasavom AHAepco-
moM (Aompon, Aurans) B 1898 roay [1, 2]. I'enermrae-
ckag npupoaa BPA Opraa oTkperra mosanee. B ocnose
AaHHOTO 3a00AeBaHuA AexkuT myrarnus reaa GLA, ko-
AHPYIOINETO BHIPAOOTKY AH30COMAABHOTO (hepPMEHTA
a-rarnakTo3uAass-A (a-GAL-A), pacmienasromero
OeAKOBO-YTAEBOAHEIE COCAMHEHHA, B PE3YABTATE UETO
IIPOMCXOAUT HAKOIIAEHHE C(DHHTOANIIHAOB B AH30CO-
Max, ITO3TOMY AAHHOE 3a00AECBAHIE OTHOCHTCS K TAK Ha-
3BIBACMBIM AH30COMHEIM OOAC3HAM HaKOIACHHA |3, 4].
ChHHTOANIHABL, HAKAIIAUBAIOIIHECA B AHM30COMAX,
HA3BIBAIOTCA TAOOOTPUOCHALIEPAMHAAMI — BHIMAHHEO
aBTOPOB: B HAIIMOHAABHBIX KAMHHYECKUX PEKOMEAA-
1uAx 110 0oaeznn Pabpu HCIOAB3YETCH CACAYIOIICE
HAIIMCAHNE — TAOOOTPHAO3HALIEPAMUABI (AU IIEpa-
MuATpHreKkco3uAamu). COKpaIeHHO AQHHBIE BEIECTBA,
KaK IIpaBHAO, 0bosHauarotca Lyso-Gb-3. Chunroan-
IIIABI OTKAGABIBAIOTCA B CTEHKAX COCYAOB KU3HEHHO
BA/KHBIX OPTAHOB, 4 TAKAKE ITO XOAY HEPBHBIX CTBOAOB,
YTO BBI3BIBAET OCHOBHBIEC KAMHUYECKHUE ITPOABACHUA
3200AEBAHUA: CEPACUHO-COCYAHCTBIE KATACTPOMEI, 110~
YEUHYIO HEAOCTATOYHOCTD, 4 TAKKE DOAEBHIC "KpH3BI
®abpu" [1]. 'ern GLA maxoanTcs Ha X-Xpomocome,
mosToMy BPA ABAsIeTCA CIIEITACHHBIM C ITOAOM 3a-
OoAeBaHHEM: DOACIOT MY/KYMHBI, 4 KEHIIHMHBI ABAfA-
FOTCA HOCHTEAAMH MYTaHTHOIO reHa. Tem He MeHee,
MHOTAA OOAE3Hb IIPOABAACTCA KAMHUYECKH H Y KEH-
IIIH, HECMOTPA Ha HAAHYHE BTOPOil "spoposoit”
X-xpomocomst (acpdexr raliornzarmu — "ocrabaeHus’”
X-xpomocowmsr) [1].

BOA ornocures k opdannbv 3a00AeBanuAM. Co-
BpeMeHHasA (PEPMEHTHAA AHATHOCTHKA (OIIPEACACHIIE
AKTUBHOCTH (DEPMEHTA X-TAAAKTO3UAA3BI A pAyOpIME-
TPHYECKHM HAH MACC-CIIEKTPOMETPUIECKAM METOAOM)
U reHerudeckas Amarsocruka (cexsenuposanne AHK
reaa GLA) nmossoastror Amaraoctuaposats b@A [5]. Aas
oueHkr apdexTuBHOCTH (DEPMEHTO-3aMECTUTEABHON
teparmn (P3T) mepeAko IpUOETarOT K OIPEACACHUIO
coaepikanus Lyso-Gb-3 B maasme xposu [0, 7]. OaHmM
u3 nyreil BersBAeHIA BOA ABAfICTCA IIPOBEACHHE CKPH-
HHHTOBBIX AHATHOCTHYECKUX HCCACAOBAHUI B IIOIY-
AAITUAX TOBBIIIIEHHOTO PHUCKA, K KOTOPBIM OTHOCHTCH,
B YaCTHOCTH, TIOIYASITHUA HAIIIEHTOB, IIOAYIAIOIINX 3a-
MECTHUTEABHYIO Ioueunyro Tepanuto [7, 8]. ITocae mo-
apaerna O3T mporuos aad marpenTos ¢ BOA mpun-
rurmaAbHo yAyuarmAcd [9, 10, 11]. @3T mposoaurcsa
ABYMSI ITperiapaTaMu — aAbra-raAakTO3uAA3a 1 OeTa-ra-
AAKTO3MAA32, KOTOPBIE IIPEAOTBPAIIIAIOT CEPACIHO-CO-

CYAHCTBIE KAaTACTPOMBI, IIPOIPECCHPOBAHIIE TOYETHOMH
HEAOCTATOYHOCTH, CHIZKAIOT BEIPAKCHHOCTD DOACBBIX
"kpuzos Pabpu". AoKazaTeAbCTB IPEUMYILIECTB, AHOO
HEAOCTATKOB OAHOTO IIPErapaTa IepPeA APYTHM B Ha-
cTofIIee BpeMs He BEIABACHO [9)].

B cBssu ¢ peakocteio BPA, a Tarke ee HU3KOM BbIAB-
ASIEMOCTBIO AAHHOE 3200ACBAHUE AO CHX IIOP HEAOCTA-
TOYHO HU3BECTHO KAK BPadaM INMUPOKOH IIPAKTHKI, TaK
U Y3KHM CIEIIHAAMCTAM, 1, TAKIM OOPA30M, OIIFCAHIE
KA/KAOTO OTACABHOIO KAMHIIECKOTO HaOATOAeHUsST BOA
IIPEACTABAACT ITPAKTUICCKII HHTEPEC AASl Bpadeil MHO-
IUX CICIIHAABHOCTCH.

Harrreit meAbro IBUAOCH OITMCAHUE KAMHITYECKIX Ha-
OAroAeHnit mareHToB ¢ BOA.

Marepuasbl 1 METOABI

Anst moaTBepikAcHNA AnarHoza bOA mcroapso-
BAAKCDH OIIPEACACHUA YPOBHA (PEPMEHTA X-IaAaKTO-
3mAa3bl A (TAHAEMHAs MacC-CIIEKTPOMETpHUsA) M Te-
HeTHdeckas AmarHoctuka (cexsennposanme AHK
rena GLA). [Ipuberaan takie k OIPEACACHUIO YPOBHA
Lyso-Gb-3 B m1aasme kposu (BbICOK09(hDhEKTHBHAS HKUA-
KOCTHasA Xpomarorpadus).

Beewm marmenTam mpoBOAAOCH KAMHITIECKOE 0DCAE-
AOBAHIE, ITO3BOASAIOIIIEE BBIABUTH OPTAHHBIC H3MEHEHIA,
xapakrepHeie AAT BOA:

* nporenHypHs (AABOYMUHYPHSA) — AAfl ITAIIUEHTOB Oe3
tepmuHaspHon XTTH);

* KpPEATHHHH CBIBOPOTKH — AAfA IAIHEHTOB, HE ITO-
AYYAIOINNX 3AMECTHTEABHYIO IIOYEUHYIO TEPAIIHIO
(BIIT);

* cxopocts kayboukoBo# puarTpanuu (CKP), pac-
cuamranHag MetopoM CKD-EPI (aas mamuenTos,
ne noAyuaronux 3[17T);

* aaekrpoxapanorpadus (DKL) u sxokapanorpadus
(Oxo-KI);

* ocMOTp OPTAABMOAOT;

e maranTO-pesonancHas Tomorpacdua (MPT) roaos-
HOT'O MO3Ia;

* aaexrponeiipomuorpacpus (DHMI') Bepxuux i Huk-
HHUX KOHEIHOCTEIH;

*  V3M opraHOB OpIOIIHOM IIOAOCTH 1 IIOYEK I, 11O He-
OOXOAUMOCTH, APYTHE.

OnucaHme KAMHAYECKIX HAOATOACHIH
Kaunuueckoe nabarodenne 1
[Marent A, 1994 r.p. — nepBerii manmentT Ha Ypaae

C AMATHOCTHPOBAHHOM BDA. Poanaca B HEOAArOIOAYY-
HOI cembe. PoAnTeAn manueHnTa paHo yMEPAH IO He-
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Ta6bnuua 1 | Table 1

LnHamMmurKa noka3sartenei GyHKLMM noyeK nauveHTa [l. nocne Hayana ®3T B conocTaBneHum co 3HayeHnem Lyso-Gb-3

Dynamics of renal function of patient D. after the onset of LFT in comparison with the value of Lyso-Gb-3

Mokazatenn ABryct 2015 CeHTAGPDL Anpenb OKTAGPb Anpenb OKTAGpb Anpenb

(mo ®3T) 2015 2016 2016 2017 2017 2018
CyToyHaa NnpoTenHypus, r/cyTt 2,2 2,4 2,5 1,1 2,0 1,25
KpeaTvHWH CbIBOPOTKM, MKMOMb/N 69 68 68 65 59 63

1 Crapt ©3T

CKopoCTb Kiy6oUuKoBOW GpunbTpaumm, 97,8 p 104 100 115 118 11
mn/muH, CKD-EPI
Lyso-Gb-3, Hr/mn (Hopma <1,8) - - 21,8 32,77 21,73 22,51

M3BECTHBIM IPUYMHAM (arueHT A, KaTeropuIecky oT-
Ka3bIBAETCA ITO-AHOO O HHUX PacCKas3bBath). Cumraer
ceOA DOABHBIM IIPUOAUBUTEABHO C 7 AET, KOTAA €ro
CTaAM OECIIOKOUTH DOAM M OIIYINICHHUE #KCHHUA B KH-
CTAX U CTOIIAX, B AOKTEBBIX CycTaBax. Cam CBA3BIBAA OOAH
C M3MEHEHUAMH ITOTOABI, C AOKAEM U CHETOM.

C meAbro 00e300AMBAHNS TPUHIMAA HECTEPOHAHBIE
nporusosocnasntesbnsie cpeactBa (HITBC) Ges Berpa-
KeHHOTO 00e300AmBarorero apdexra. Bo Bpems mpu-
CTYIIOB IIPEATIOUUTAA ACKATH B IIOCTEAH IO HECKOABKY
AHEM. V ITanmenTa OTMEYaA0Ch TAK/AKE OTCYTCTBHE I10-
TOOTAEACHUS (AHTUAPO3).

CAEAyET OTMETUTD, YTO Y HAIlMeHTa HAOAFOAAAUCH
3aACPAKKA pOCTa U AePOPMAIIIH CKEACTA B BHAE AHC-
IIPOIIOPINOHAABHOTO PA3BUTHA AOIATOK U CTOII, YTO
BO3MOKHO TAK/KE OTHOCHTCA K IpoaBAeHHAM BDA.
Kpowme Toro, y manuenra A. IMEIOTCA AHIIEBBIC AHC-
mMopdum, XapakTepHbie AAS 00ABHBIX ¢ BPA: mupokas
IIEPEHOCHIIA, OTHOCHTEABHOE YBEAMUEHIE HAAOPOBHBIX
Ayr. OTMedaeTcss HAAHYHE AHTHOKEPATOMBI B 00AACTH
IIYIIKA, 9TO TAK/KE XapakTepHO AAd BDA.

Ao 18 Aerrero Bospacra marueHTa /. KOHCYABTHPO-
BAAM MHOJKECTBO CIIEIINAANCTOB (TEPAIIEBT, PEBMATOAOT,
OPTOIIEA, HEBPOAOT M APYTHE) C IIEABIO ITOCTAHOBKHU AH-
arHosa. [IpeArroaaraaucey pasHOOOpasHEIE HO3OAOTHH:
ITOAHAPTPHT, CHHAPOM PeifHO, apTpaAruu, CHHAPOM
COCAUHUTECABHOTKAHHON AHCITAA3HI, IIOAHHEHPOIIa-
tst. C 2008 1. (¢ 14 AeT) cocTosia TOA HAOAIOACHHIEM
IICUXHATPA C AMATHO30M PE3MAYaAbHAA IIepeOparbHAA
OpraHUYeCcKas HEAOCTATOYHOCTD C AETKMMU KOTHUTUB-
HBbIMH HapyHICHI/IﬂMI/I; CI/IHApOM SMOIOMOHAABHO-BOAC-
BOI HEYCTOHYHBOCTH.

B Bospacre 16 aer (2010 r.) GbrAa BBIABACHA
HIPOTENHYPHUA, KOTOpaA ITOCTEIEHHO HapacTaAa
(0,066-0,5-1,0 v/a) n AndpysHbIe H3MEHEHHS TAPECH-
xuMel touek (1o ¥V 3), koTopeie A0 ITOPEI AO BpeMEHN
IIPAKTUYCCKU HUKAK HE TPAKTOBAAUCE.

B 18 aer (2013 r.) oOparuAcs K peBMATOAOLY, KOTO-
PBIi IIPEAITOAOKHIA, ITO Y HAITHMEHTA UMEETCA IEHETH-
9gecKas IIATOAOTUA U HAIIPABHUA €IO Ha KOHCYABTALIIIO
k reaeTuky. [lammenT Oera 0OcacA0BaH B MeAnKO-re-
nermdeckoM nentpe PAMH. BeisiBAeHO cHIKEHIE aK-
tuHOCTH bepmenta a-GAL-A B Aelikorurax KpoBu
Ao 0,1 aM/mr/gac (N=26,2-93,8 uM/mr/4ac) u 06-
napyxena myrarus ¢.128G>T (Gly43Val) B reae GLA

B IEMHU3UTOTHOM COCTOAHMI.
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B 2014 roay manmenTy A. OplAa IPOBEACHA AHa-
rHOCTHYECKas Ouorcust ovku B "KAMHIKE HMEHH aK.
E.M. Tapeesa" 1 MMV um V.M. CeuenoBa. 3akarode-
Hue MOPgOAOTa OBIAO CACAVFOIITIM: KAPTHHA YKAAABI-
BaetcA B Mopdosoruro 6oaesnu Padpu (BakyoAU3arisa
ITOAOIIUTOB).

AaHHbBIE HHCTPYMEHTAABHBIX HCCACAOBAHMIT TIO3BO-
AMAH AOTIOAHHTEABHO BBIABHTH CACAYIOIIINC H3MCHCHIS
CO CTOPOHBI BHYTPEHHUX OPIaHOB y Iarmenta A.

e OKI" cunycoBslii pur™ 62 B MHHYTY, HapyIICHUE
BHYTPHKCAYAOYKOBOM IIPOBOAUMOCTH.

¢ Ox0-KI': HeOOABIIIOE YTOAINIEHIE CTBOPOK MUTPAAD-
HOTO KAaIlaHa, peryprutarmd 1 crenenu, pasmeps
CEpPAIIA HE YBEAMYCHBL.

* V3 opraHoB OPIOIIHOM IIOAOCTH U ITOYEK IIPOAC-
MOHCTPHUPOBAHEI YMEPEHHO BBIPaKEHHBIE AU PY3-
HbIC H3MCHEHNUS ITAPEHXUMBI IIOYEK.

* [Ilo aarmemM MPT roaosHOro mosra: Hecrierudrrde-
CKHE O4Yaru B OEAOM BEIECTBE, BEPOATHO, COCYAH-
CTOTO TeHe3a, BHYTPEHHAA OTKPHITad THAporiedans
3 cTeneHu B CTAAMM KOMIIEHCAITHH.

C cenrabpsa 2015 roaa manuent moaydaer O3T
nperaparom ararcuaaza-arbda B Aose 0,2 mr/kr 1 pas
B 2 HEACAN.

Awnnamnka mokasareAcii (DyHKIINHE IIOYEK B COIIO-
craBAeHnu co 3HadeHneM Lyso-Gb-3 mammenta A.
nocae Hagasa OP3T mpeacraBaena B Tabaume 1. Kax
BUAHO H3 TAOAMIIBL, y ITAIIMEHTA OCTAETCA CTAOMABHOM
(pyHKIHA TTOUEK M HAOAIOAACTCS CHIKCHIE 3HAYCHIUSA
SKCKpEIIMH OEAKa C MOYOH 3a CyTKH depes 2,5 roaa
rocae zHauara P3T.

Yepes 1,5 roaa mocae zavara P3T manument A, cyos-
EKTUBHO CTaA OTMEYaTh YMEHBIICHHE BEIPAKEHHOCTH
6oaesbix kpnzos Padpu, IO coraacyerca ¢ AAHHBIMH
OHMI ecan po Hagara P3T BBIABAAAUCH IIPH3HAKH aK-
COHAABHOI HEHPOIATUI MAAOOEPIIOBOIO HEPBA CITPaBa
U IIPU3HAKN CEHCOPHOM HEHPOIIATHN HIKHIX KOHEIHO-
creit, To uepes 1,5 roaa mocae navasa 3T mapyrenus
IIPOBEACHHSA II0 MOTOPHBIM U CEHCOPHBIM BOAOKHAM
BEPXHHX M HIKHHX KOHEUYHOCTEH BBIABACHO HE OBIAO.

Kaunuyeckoe nabarodenne 2
[Tanment K., 1988 r.p., aBAseTCA ABOFOPOAHBIM

opatom marmenta A. IlpuOGamsureapno ¢ 7 aer
y marmenTa K. mosBuArCh GOAH B pykax u HOTax (KHCTH,
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CTOIIBI, TOAEHN) Kryuero xapakrepa. [lamment K. Ha-
CTOABKO IPUBBHIK K 3THM OOAEBBIM OINYINEHUAM, ITO
HE IIPUAABAA MM KAKOTO-AMOO 3HAYEHUS U II0 ITOBOAY
HHX K BpadaM He OOPAIaACs, Kak 1 He OOparaA BHIMA-
HHA HA MEAKOTOYETIHYIO, KPACHOTO IIBETA CBIITb HA /KH-
BOTE, Oeapax u sroaumnax (Puc. 1).

Or cayx0bI B apmun manuenT K. 6614 0cBOOOKACH
II0 COCTOAHHIO 3AOPOBbA: (PUKCHPOBAANCH H3MEHEHHA
ra OKI', HO COOTBETCTBYIOIIIE AAHHBIE OBIAU YTEPSHBL.
[Tpubamsureapro ¢ 20 AeT oTMedaeTcs apreprasbHas
rurepTensud (To9Ho 3HadeHns A/ MarueHT He IOM-
uut). [arment K. paboTaa Ha BpeAHOM IIPOH3BOACTBE
cocraBuTeAem orHeymopusix cmeceit ("1-1 cetka Bpea-
HOCTH Ha IIPOU3BOACTBE").

B 28 aer (despanb 2017 roaa) marment K. mepeno-
CHT OCTPBII UINEMIIECKHIT HEBPHT 3PUTEABHOTO HEPBA
CAEBa C IIOYTH IIOAHOH IOTepe 3peHus. B cpasu c tem,
UTO HOABAAIOTCA AaHHBIE O O0AbHOM ¢ BDA B cembe,
IIPOXOAUT OOCAEAOBAHHE B TapeeBCKON KAMHHKE T.
Mocxssr. [Tpn 06cAeAOBaHIN BBIABACHO CHIKEHHE AK-
tusHOCTH hepmenta a-GAL-A (0,24 npu HopMaspHOM
Amanasone — 0,8-5 MkMoAb/A/4). Anarnos BOA moa-
TBEPAMACH U IIPH I'€HETHYECKOM HCCAGAOBAHII: BBIAB-
aena myrarua reaa GLA Gly43Val ¢.128G>T (rakas
e Kak y rmanuenTa A.) B FeMH3HTOTHOM COCTOSHHH.
Vposens lyso-Gb3 mpu stom y marmenra K. okasaacs
oueHb BeicokuM (84,9 ur/ma npu Hopme <1,8 Hr/ma).

[Tpn Aanbmeiirem obcaesoBannu marmenta K. od-
TAABMOAOT KOHCTATHPOBAA Ha ITPABOM rAasy Vortex-
KEPATOIATHIO (BUXPEBHAHbIE IIOMYTHEHHA B IIEPEAHUX
CAOSIX POTOBHIIBI — OAMH H3 ITATOTHOMOHHYHBIX ITPH-
suakoB b®A), npu ocrpore 3penns 1,0, a Ha aeBom
rAa3y YaCTUYHYIO aTPOMHIO 3PHTEABHOIO HEPBA, KAK
IIOCACACTBHE OCTPOH urremuu raasa (dpespaap 2017),
npu ocrpore 3perud 0,03, He KOppUrHpyrOIIyIOCH,
OTHOCHTEABHO ab(DePEHTHEIN 3pauKOBHI pedaekc.
AMCK 3pHTEABHOTO HEPBA MOHOTOHHO-OAECAHBIH, ap-
TEPHUHU PE3KO CY/KEHBI, MECTAME OKKAFO3HPOBAHDI, BEHEI
YMEPEHHO ITOAHOKDOBHBI, B MaKyA€ MHOKECTBEH-
HBIC ITATOAOTHYECKHE PEACKCH (IIMUPETUHAABHBIH

pudpos).

Puc. 1. AHrnokepatombl B 0651acTyi nynka y nayuerta K

Fig. 1. Angiokeratomas in the navel of patient K
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Ta6nuua 2 | Table 2
IuHamuKa ypoBHsA Lyso-Gb-3y naumenTa K. nocne Hayana ®3T

Dynamics of the level of Lyso-Gb-3u patient K. after the start
of enzyme replacement therapy

MokasaTtenb Wionb 2017 ®espanb 2018
(mo ®3T) (4 mec. oT Hauana neveHuns)
Lyso-Gb-3, Hr/mn 84,9 439

(Hopma <1,8)

Co CcTOPOHBI CEPAEYHO-COCYAUCTOM CHCTEMBI
y HaIeHTa OBIAQ TIO-IIPEKHEMY KOHCTATHPOBAHA ap-
TepuasbHad rurreprensud. [Ipn nposeaernn Dxo-KI'
OOHApYyKEHA THIIEPTPOPUA MHOKAPAA AEBOTO KEAY-
souka (I'AZK), macca muokapaa cocrasuaa 192 rpamma.

Co cTOpOHBI IT0YEK OBIAA OOHAPYHKEHA HE3HAUHTEAD-
nas uporennypus — 0,1 r/cyr, a Takke HeOOABIIIOE CHIE-
xerane CKO=79 ma/mun (CKD-EPI), coorserctByro-
miee 2-if craAnu XpoHndeckoit boaesan nouek (XbIT).

brraa AmarHoCTHpOBAaHA AMCTAABHAA CEHCOPHAA
ITOAMHEHPOIATHA BEPXHUX H HIDKHHX KOHCYHOCTEH
C ABACHHUAMH IAPOKCH3MAABHON aKpOIIAPECTE3UH, TH-
IIECTE3UH KHCTEH U THIIEPTEH3UHU CTOII ITO IIOAHHEBPH-
THIECKOMY THITy Ha POHE HEBPOIIATHIECKOTO DOAEBOTO
cuaapoma. [Ipu nposeaennun MPT roroBroro mosra
OYATOBBIX H3MECHEHHI He OBIAO BEIIBACHO, OOHAPYIKEHA
agomaAnsa Kuapw.

C oxra0psa 2017 roaa (10 ectb, B Bo3pacre 29 Aer)
narent K. mauaa moayuars 3T araacnaasoii-aabda
B a03e 0,2 mr/xkr 1 pas B 2 Heaean. K MomenTy 1OA-
TOTOBKM AAHHOH CTATBH OLEHHUTDH KAKUM-TO 0Opa3om
KAMHIYECKYIO AMHAMUKY y ranuenTa K. me mpeacras-
AAETCA BO3MOKHBIM. MOzKeM IPHBECTH TOABKO AAHHbIE
110 AuHamMukn rokasareAss Lyso-Gb-3 ma dpone O3T

(TabAmma 2).
Kaunuyecxoe nabarodenne 3

[Namment b., 1982 r.p., oTMEYaA € TOAPOCTKOBOTO
BO3pacTa GOAM B KUCTAX U CTOIIAX, BOSHHUKAIOIIINE IIOCAC
(pu3IIECKHX HATPY30K, BO BPEMA TOAOAQ, 4 TAK/KE B Kap-
Kyro 1IoroAy. Kpome Toro, ¢ AeTcTBa 3aMe9aA OTCyTCTBHE
IIOTOOTACACHNUSA, HEIIEPEHOCHMOCTD JKAPI 1 AYIITHBIX
nomertennii. FIHoraa xaoBaAcs Ha CXBaTKOOOpA3HBbIE
OOAU B KHUBOTE ITIOCAC CABL.

[Ipn oOcAaeAOBaHUM IO AMHHN BOEHKOMATA
B 1999 roay (B 17 Aer), BBIABACHA IIPOTEHHYPHA (AAHHBIE
AaOOPATOPHBEIX AHAAH30B HE COXPAHUAHUCH). B apmuu
ne cAyxuA. [Ipu AaapHerireM 0OCACAOBAHIH BHIAB-
AeHa "aIAA3HA ACBOI ITOYKHU'', IOCTABACH HA yUCT He-
dponrora. C 2002 roaa (8 20 aer) 3adukcupoBano 1o-
sermenne AA Ao 220/110 mm pr.cr., a TakiKe BrepBble
OTMEYCHO IIOBBIIIICHIE YPOBHA KPEATHHIHA CBIBOPOTKU
(3HaueHns He M3BECTHHI). B Bo3pacte 23 AeT ypoBeHD
KPEATHHUHA CHIBOPOTKH AOCTHT 380 MKMOAB/ A. OTnme-
9aA0Ch MeasenHoe rporpeccuposanne XITH, u B Bos-
pacre 31 roa (2013 roa) mpu AOCTHAEHIN YPOBHA Kpea-
tuauHa chBOPOTKH 1000 MKMOAB /A maruenTy B. Geraa
nmavara 31T remoAnaansom.
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UYepes 7 mecsanes mocae Hadasa 31T wa done
peskoro mossimenus AA Ao 230/120 mm pr.cr.
y marpenTa b. pasBuaock ocrpoe HapymeHne Mo3ro-
Boro kposoobpartenud (OHMK) o mmremeraeckomy
tumy. [lTanuent b. B Tedyenune 3 HeAeAb HAXOAHACA
B KOME, Ha NCKYCCTBEHHON BEHTHAAIINN ACTKHX. B 210
7Ke BpeMsA pasBUACA TeMO(TAABM 1 OTCAONKA CETIATKI
AEBOTO TAA32a C IIOAHOH ITOTEPEH 3PEHNUA HA AEBBIH I'Aa3.
[Tocae nepenecernoro OHMK y maruenTa b. passu-
AACh BTOPUYHAA SITUAEIICHA B BUAE IIPHCTYIIOB FeHEpPa-
AM3OBAHHBIX CYAOPOT PA3ANYHOIN IIPOAOAKHTEABHOCTH
n gactoTsl [larmenty OpiAa Ha3HAYEHA IIPOTHBOCYAO-
pouKHaA Tepaus (ACBETHPALIETAM).

B ampeae 2015 roaa (B Bospacte 33 roaa) Ipu CKpH-
HUHIOBOM OOCACAOBAHUH CPEAH IAI[HEHTOB, HAXOAS-
IIIXCA HA TEMOAMAAN3E, y ITareHTa b, OB1A0 BRIABACHO
cumkerne depmerra o-GAL-A (1,06 mxmoab/A/4ac).
Aanee OBIA TIPOBEAEH IE€HETHYECKUE aHAAU3, IIOKA3aB-
it Haamgne myrtarun reaa GLA ¢.658C>T B remu-
3UroTHOM coctofuuu. Takum obpasom, y marmenta b.
Op1A yeranosAeH anarao3 BOA. TTocae atoro crao mo-
HATHO PasBUTHE TAKEAOTO HIEMHYIECKOIO MHCYABTA
C OAHOBPEMEHHOI ITOTEPELT 3PEHMA HA ACBBIL I'AA3 C II0-
CACAYIOIICH 9HYKACAIIHCH B MOAOAOM BO3PACTE, TAKKE
KAK TIOHATHBIMU CTAAH ITPOYHE IPOABACHUA OOAE3HH
(ruIOruApO3, OOAM B KOHEYHOCTAX, IIOPAAKEHUE ITOYEK,
4 TAK/KE AaHTHOKEPATOMBI Ha AAAOHHOM IIOBEPXHOCTHU
kucren — Puc. 2).

AaHHBIE AOITOAHHTEABHBIX OOCACAOBAHHI ITO3BO-
AMAM TAKAE BBIABHTD CACAYIOIIIHE N3MEHEHMA:

* 1o AauabeiM DKI' cuaycossit putm 57 B MEHYTY,
I'AJK;

* 1o aarHbM DX0-KI': I'AJK, mpoaaric obenx crBopox
MHTPAABHOIO KAAIlaHA Oe3 HAPYIIeHHs (DYHKIIHL;

e 1o AauubM Y3 mouek: anddysne n3menenns
IIAPEHXUMBI, IIPOCTHIE KUCTHI, KAABIIIHATEI IIAPEH-
XHMBI CAHHCTBEHHOI ITPaBOM IOYKH, C YMEHBIIIE-
HHEM €€ Pa3MEPOB;

* 1o papasM DHMI BepXHUX U HIDKHEX KOHEYHO-
CTCH: IPU3HAKH IOAHMHCHPOIATHH IO CMEITAHHOMY
THIIY,

Puc.2. AHFI/IOKepaTOMbI Ha J'IaﬂOHHOIZ NMOBEPXHOCTU KNCTNY MallneHTa b

Fig. 2. Angiokeratomas on the palmar surface of the hand of patient B
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Puc. 3. InHamuka 3HayeHuin Lyso-Gb-3 Ha ¢poHe O3T y naumeHTa b

Fig. 3. Dynamics of Lyso-Gb-3 values on the background of LFT
in patient B

* 110 AaHHBIM MPT roAOBHOIO MO3ra: KUCTO3HO-TAU-
O3HBIC N3MEHEHUA B 3ATBIAOYHBIX AOAAX U CMEIITAH-
Haf ruAporedanns;

* 0 TAABMOAOT KOHCTATHPOBAA VOrteX-KepaTOnaTHIO
M AaHTUOIIATHIO EANHCTBEHHOTIO IIPABOIO I'AA3a.

C urons 2016 roaa (8 34 roaa) manmenT b. Hagaa
noayuatb 3T mperrapatom araacnaasza-aapda B CTaH-
AApTHOI A03€e. Ha AAHHBIT MOMEHT IIPOAOAKACT TTOAY-
4ath 31T remoAnarusom B aMOyAATOPHOM IOPSAKE.
Yepes 1,5 roaa mocae mauara 3T ormedaer HEKOTOPOE
YMEHbIIIEHNE OOACH, OINYIIECHHA #KEHHIA B KOHEIHO-
crax. Ha Pucynke 3 mpeacTaBaena AMHAMIKA 3HAYEHII

Lyso-Gb-3 na pore 3T,
Kaunuyecxoe nabarodenne 4

[anment B., 1985 r.p. Ao 18 Aer cumraa ceba 3p0-
poseim. B 17 aer (2002 roa) Bo Bpems rocurasusa-
LU B 9HAOKPHHOAOTHYECKOE OTACACHHE II0 IIOBOAY
OKUPEHHA BIIEPBBIE OBIAA BBIABACHA IIPOTEHHYPHA
(0,5 r/cyT), mpyr HOPMAABHOM YPOBHE KPEATHHNHA ChI-
BopoTkH KpoBH (95 MkMOAb/A) 1 CKDP=101 mA/Mun
(CKD/EPI). Borpoc 0 MopdoAOrmaeckoM HCCAEAOBA-
HUH TKAaHN IIOYKH TOrAa roctaBAeH He Obia. C 2009 r.
(24 ropa) craa ormevars nosbirenne AA, B 2013 roay
TOCIIUTAAU3HPOBAH B OTAcAcHUE Hedpoaoruu. Y po-
BEHb CYTOYHOH 9KCKPEIINU DEAKA C MOYON COCTABAAA
Ha TOT 11eproA 1,5 r/cyTku, a ypoBeHb KpeaTHHIHA Chbl-
Bopotku kposu 160 Mxmoas/ A, ipu CKDP=50 mA/MuH
(CKD/EPI). beiaa mpoBeAcHa AHATHOCTIYECKAsS OHOLI-
CHsA ITOYKH, KOTOPas OKAa3aAaCh MAaAOUH(OPMATUBHOH,
TAK KAK HE COAEPHKAAA AOCTATOUYHOIO KOAHMYECTBA I10-
YCYHBIX KAYOOYKOB.

C amBaps 2015 roaa oTMeueHO TOBHIITIEHNE YPOBHSA
KPEATHHIHA CBIBOPOTKH AO 293 MMOAB/ A, BBIpAKEHHAS
nporennypus (3,2 v/A), mukporemarypust. B revenue
roaa HaOAIOAAAOCH IIPOTPECCHPOBAHUE ITOYEUHOM
HEAOCTATOYHOCTH, YPOBEHD KPEATHHIHA CBIBOPOTKH AO-
crur 700 MKMOAB/ A, B cBsizu ¢ dem ¢ suBapst 2016 roaa
Oeraa mavata 31T remoAmasusom.
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Ta6nuua 3 | Table 3

OCHOBHbIe KNuHNYecKne npoasneHunAa BOA Ha6mon,aeMb|x nauneHToB

The main clinical manifestations of Fabry-Anderson's disease in the observed patients

KnnHunueckne npoasneHusa MayneHT [ MauymeHT K MayneHT b MayneHT B MauyneHT A
MaTonorua cepaeyHo-cocyancTon cMcTeMbl + + + + +
[MaTonorusa noyek + + + + +
Akponapecte3uu / Kpusbl abpun 4 1 + - +
AHrnoKepaTtombl / Cbinb + + + - R
Matonorua LIHC dk . + - +
bonu B Xusote + - + - N
Matonorus opraHa 3peHus, BKoyas Vortex-kepatonatuio - + + - -
AHrMApo3 / runorngpos + - + - -
Jlnxopagka o - - - +
HelpoceHcopHas Tyroyxoctb - - + - -

B mroae 2016 roaa (8 Bospacre 30 aer) mpu cxpu-
HUHTOBOM HCCACAOBAHHH OOHAPYKEHO CHUKCHIE
aktusaoctu epmenta a-GAL-A (0,46 mxmoan/A/
vac) u myrarus rena GLA c.644 A>G B remusurot-
HOM cocrosann. [Tpn 0OcAeAOBaHHI BBIABACHA TAKIKE
ymepennas kourentpudeckas I'AJK, murpaspmas pe-
rypraranud 1 crenenn o aanusmiM Ox0-KI [pu mpo-
Beaennr MPT roAoBHOTO MO3ra OOHAPY/KEHBI CAMHIY-
HBIE MeAKHe ovaru Iossirenns MP-curnasa B 6eaom
BEII[ECTBE AOOHBIX M TEMEHHBIX AOAeH. Kakux-Ambo
Apyrux mpossaeauit BOA (co cropoHe! KoxKH, IEpHU-
depudeckoil HEPBHOW CHUCTEMBI, T'AA3) IIOATBEPKACHO
He OBIAO.

C cerrabps 2017 roaa manmeHT Ha9aA MOAY-
gath P33T a-GAL-A 1 pa3 B 2 HeaeAn (B CTaHAAPTHOI
Aose). [Ipu obcaepoBannn cembu poOaHAA OBIAO
BBIABACHO €I¢ 4 YACHA CEMbH, HECYIIHE MYTAIIUIO
c.644 A>G B rene GLA (matp, Opat, ABE IIAEMAHHUIIHI
IPOOAHAR).

Kaunuyeckoe nabarodenne S

[Marment A., 1975 r.p., ABAAETCA POAHBIM CTAp-
M Oparom marpenta B. B aercte ocobrrx mpodaem
CO 3A0POBBEM He OTME4aAO0Ch. [Tocae BosBpareHus
n3 apmui (¢ 20 AeT) TOABUAUCEH IIPUCTYIIBI AUXOPAAKI
C IOBBIIIICHHEM TEMIIEPATYPEL A0 (DEOPHABHBIX 3HA-
YEHHIH, COITPOBOKAAIOIINECT OOAAMU B KOHEUHOCTIX,
cA2b0CTBIO, CEPAIIEOMEHNEM, ITPOAOAKABIIIMUCH
B TEUCHHE HECKOABKHX AHEH. Takme IpHCTYyIIH IO-
BTOPAAUCE C yacToToi 1-2 pasa B mecsrr. CHermaAbHoO
IO AAHHOMY ITOBOAY He obcaepobaacs. C 30-aerHero
BO3PACTa ITEPUOABI AUXOPAAKH CTAAW OTMEYATBCA TO-
pasao pexe: 1-2 pasa B TOA 1 ITEPEHOCHANCH ITAITHEHTOM
3HaYUTEABHO Aerde. [Ipumepro B 35 Aer maruenT craa
OTMEYaTh ITOCTOSHHYIO APTEPHAABHYIO THIIEPTEH3HIO
¢ ymepeHHOI crerrensro mopeimerns AA, [Tarmenty A.
6p1A 41 oA (2017 TOA), KOTAA Y €TO MAAAIIIErO OpaTa (11a-
nwent B.) Geraa ammarnocruposara BOA. V manuenTta A
TakKe Obraa BersiBAcHA MyTarms reaa GLA c.644 A>G
B TCMH3HTOTHOM COCTOSHHI U CHIDKCHHC AKTHBHOCTH

pepmenta a-GAL-A (1,22 MmkmoAb/ A/ 9ac npu HOpME

>1,89 MKMOAB/ A/9ac).

[Tpu mpoBeAeHHH ODIIEKAMHITYECKOTO 0OCACAOBA-
HUA OBIAH TAKKE BBIABACHBI CACAVIOIIE M3MECHCHIUH,
KOTOPBIE MOKHO OBIAO CBA3aTh ¢ BPA:

e OKI' u Oxo-KI": runeprpocdus Muokapaa AeBoro
KEAYAOUKA,

* HesHaunTeAbHas aApOymuHypus (35,5 mr/cyr
npu wopme <30 mr/cyr), runepduAbTpaus
(CK®=191 ma/mun),

e MPT: ogaroBsic H3MCHCHHUSA B OEAOM BEIIIECTBE TO-
AOBHOTO MO3TA.

Apyrux m3MeHEHUI — CO CTOPOHBI KOKH, IEpPHU-
eprdeckoil HEPBHOM CHCTEMBI, 'AA3, XAPAKTEPHBIX
AAf BOA — 0OHApYyIKEHO He OBIAO.

C auBaps 2018 roaa (c 43 Aer) marmeHT A. ITOAY-
qaeT P3T a-GAL-A 1 pa3 B 2 Heaean (B CTAHAAPTHOI
AO3€).

OGcyxaenue

Bce mabaropaempie Hamu marmenTsr ¢ BOA — myx-
guHBl BO3pacTa oT 19 Ao 42 aer (B cpeanem 30 aer)
HA MOMEHT IIOCTAHOBKH AHATHO32. ABOE ITAIINEHTOB
OBIAM BBIIBACHBI OAQrOAApPSA IIPOBEACHUIO CKPUHIHIO-
Boro onpeaesenud yposua depmenrta a-GAL-A cpean
HONYAAITIHN HAIHEHTOB, IIOAYYAFONIHX 3aAMECTHTEABHYIO
IIOYEUHYIO TEPAITHIO TeMOANaAN30M. ABoe — Ipu oOcAe-
AosaHuu cempu marrertos ¢ bOA. Ha mpumepe cay-
gaes 1/2 n 4/5 orpamaercst poAb 0OCACAOBAHUS POA-
CTBEHHUKOB ITAI[IEHTOB B BEIABACHNH OoAesHn Pabpn.
[To aammev Laney D.A., Fernhoff PM. (2008) cpean
00CAEAOBAHHBIX IIPOOAHAOB B CPEAHEM OBIAO BBIABACHO
5 uaenoB cemprr ¢ BOA [15].

B xagectBe 0OCYKACHHA ITOAYUEHHBIX HAMI AAHHBIX
IIPUBOAMM CBOAHYFO TabAnIty (TabAnia 3) KAMHITIECKIX
mnpossAcHuE BPA y HAOAFOA2EMEIX HAMU ITAIIICHTOB.

Coraacuo AauueM TabOaumer 4, y Bcex HaDAIO-
AACMBIX HAMH IIAIINCHTOB UMEAH MECTO ITOPAKCHUA
novek u cepana (100% mabaroaeHwmii), a y OOABIIIEH
YACTH IIAIIMEHTOB TAK/KE IOpakeHue repudepude-
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CKOM HEPBHOH CHCTEMBI, IPOABAAIOIIECECH aKPOIIa-
pecresuamu (80% HaOAIOAEHHIT), U IIEHTPAABHOI
HEPBHOH CHCTEMBI B BHAC OYArOB B OCAOM BEILECTBE
nan OHMK (60% nabaroaenuii). Takum oOpazom,
KAMHHYECKHE ITPOABACHHA, HAOAIOAABIINECA B AAH-
HOM rpyiie manueHToB ¢ bPA, moaHOCTHIO COOT-
BETCTBYIOT AAHHBIM APYTHX aBTOpOB [1, 3, 12, 13, 14].

3akAroueHue

baaroaaps nmossAernIo hepMEHTHON 1 reHeTHYe-
CKOF AMATHOCTHKH, HAIINEHTHI, CTPAAAFOIIIE DOAE3HBIO
Dabpu-AHACPCOHA, ACTKO BBIABAAIOTCA IIPH HAAMYHH
KAHHHUYCCKOI HACTOPOKEHHOCTH CHELHAANCTOB U/ HAH
AQHHBIX CEMEIHOrO aHAMHE3a, TPEOYIOT BCECTOPOH-
HEro 0OCAEAOBAHHA AASl OTTPEACACHNA BOBACICHHOCTH
B IIATOAOTHYECKHH IPOIIECC OPTAaHOB-MHUIIICHEH H, KaK
mpaBuAo, HazHaueHnd P3T ¢ meAbrO IpeAYIIpeKACHIA
IIPOIPECCHPOBAHNA AAHHOMH OOAE3HI HAKOITACHHSA U €€
paTaABHBIX OCAOKHEHUI.

ABTOpPBI OAArOAAPAT KOAAEKTHB reHeTHkoB KALL
"Oxpansl 300poBbs MaTepu u pebenka" (r. Exare-
puHOYPI), a TakKe COTPYAHHKOB "KAMHHKE MMeHH

ak. E.M. Tapeesa" 1 MMV mm. F1.M. Cegenosa (. Mocksa).
Asmoput ne umerom Koupauxma unmepecos
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