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PE3IOME

bonecmma Ha Fabry, unu owe Ha Anderson-Fabry, e pssoxo eeHemuyHO 3a60J19BAHE, KOEMo 3acsiea cbpye-
mo, 6bopeuume u LIHC. [Ib/mku ce Ha mymayusi B GLA 2eHa, KoUmo e pa3nosioxeH Ha X-xpomo3zomama. 3a60-
JISBAHEmO e ONuCcaHo 3a NnpbB Nbm om Johannes Fabry, depmamornoe, u William Anderson, xupype, He3aBUCUMO
eouH om Opye npe3 1898 e. Fabry (1860-1930) e pooeH B Jlilich, 'epmanusi. CriedBa meouyuHa B bepH u bepiuH, Kb-
demo ce ounsiomupa ¢ dokmopam npe3 1886 2. B nepuoda 1889-1929 2. Fabry e ppkoBoOdumern Ha KoxxHama kiiu-
Huka B [lopmmyHO. Tlpe3 1898 2. motli onucBa koxxHUmMe NposiBU Ha 6osriecmma y 13-200uwHoO Mmomye kamo U 0aBa
umemo ,,purpura haemorrhagica nodularis® (,xemopazuyna HoOyniapHa nypnypa®). [lpe3 cbwama 2oouHa William
Anderson (1842-1900) onucsa 6onecmma B 39-2o0uweH nayueHm. Tol onucBa epynuyuu No KOXXama Ha mMsijiomo
u 0sicHomo 6e0po. Anderson Hapuya CbCMosTHUEMo ,angiokeratoma*®. Matkama, cecmpama u mpu om He20BUMme
Yyemupu Oeya ChWo Cca 3acezHamu om 3a60/1sIBAHemo.

W. Anderson e pooeH B JIoHOOH. Yuu B Lamberth school of art (yuusuuwie no u3kycmsa) u c/ie0Ba MeOUYUHAd B
,,St. Thomas Hospital®. Tlpe3 1873 2. 3amuHaBa 3a Toxuo, kbOemo e npo¢pecop N0 AHAMOMUST U XUPypausl.
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ABSTRACT

Fabry disease (Anderson-Fabry disease) is a rare genetic lysosomal disorder that affects the heart, kidneys,
and the central nervous system (CNS). The disease is caused by mutations in the GL A gene, located in the X chro-
mosome. The disorder was first described by both Johannes Fabry, dermatologist, and William Anderson, surgeon,
independently in 1898. Johannes Fabry (1860-1930) was born in Jtlich, Germany. He studied medicine in Bern and
Berlin, where he received his doctorate in 1886. Between 1889 and 1929, Fabry served as chief medical officer of
the Skin Clinic at Dortmund. [n 1898, he described dermatological features of the disease in a 13-year-old boy and
named the condition ,,purpura haemorrhagica nodularis®. [n the same year, William Anderson (1842-1900) re-
ported the disorder in a patient aged 39 years. He described eruptions on his trunk and on the right leg. Ander-
son termed the condition ,,angiokeratoma®. The patient’s mother and sister as well three of his four children were
also affected by the disease.

Anderson was born in London. He was educated in Lambeth School of Art, and in St. Thomas Hospital. [n
1873, he moved to Tokyo, Japan, where he served as professor of anatomy and surgery.
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bornectTta Ha Fabry e enoHum Ha Hacnen-
CTBEHO 3ab0JIiBaHe OT TrpymnaTa Ha T.Hap. ,6o0rne-
CTU Ha JIN3030MHUTE HaTpymnBaHus“., Kacae ce
3@ T'bJIEH UJTU YacTUYeH AepULMT Ha eH3Uma aj-
¢a-ranaxTo3naasza A, KOUTO ce Koaupa OT TEH,
Pa3roJyloXeH Ha AbJITOTO PaMO Ha X-XpPOMO30Ma-
Ta (q21-g22). EH3uMHUusIT neduuunT Boav OO0 HAT-
PYNBaHE Ha TJIMKOCOUHTONUMUAV B JIU3030MUTE,
KOeTOo pe3ynTupa B kKjleTbuyHa AUCPYHKLMST U MU-
KpPOBaCKYJlapHU yBpeXAaHusi B opraHuTe. Bb3-
HUKBAT aHTUOKepaTOMU (PasiiMpPeHn KOXHU Ka-
NUJISSPU U XuTiepkepaTo3a B HafJiexawmst env-
IIEPMUC) TIO KOXaTa C TbMHOYEPBEHO OlBETSIBa-
He. Tlofo6GHY f1e3un HaAcTBNBAT U B ApPYTU Opra-
HU. Han-TeXKOTO YCJI0OKHEHME Ha 3ab0JISIBAHETO
e pa3BuTue Ha 6bOpeYHa HeJOCTATbYHOCT, KOSITO
TIOBMIABA CbpPAeYHO-CbaoBUsS puck. CpengHaTa
TMPOIABLIKUTENTHOCT Ha XXUBOTA HaMansiBa c 15T. 3a
xeHuTe v ¢ 20 1. 3a MbxeTe. CbBPEMEHHOTO Jleve-
HMe e ype3 3aMeCcTBaHe Ha JIUTICBALLUST €H3UM C'bC
CTAGUNM3aLUUs HA eH3VMa, aKO TOW e TIPe]CTaBeH,
W C TeHHa Tepanus (3,6,8,9).

ENOHUMBT HOCY UMETO Ha HeMCKUSi JepMa-
Tonor Johannes Fabry (1860-1930), Ho ce cpe-
a u xaTto ,6onect Ha Fabry-Anderson®, xbae-
TO e MPUGABEHO U UMETO Ha aHTJINIUCKUST Jlekap
William Anderson (1842-1900). [1BamaTta aBTO-
PV onuUCBaT 3a00J1STBAaHETO HE3aBUCUMO eViH OT
apyr npe3 1898 r. (1,4,6,9).

Ucmopust Ha enoHuma.

Ipe3 1898 1. Fabry onucsa 13-roaviueH naumy-
€HT, KOWTO 10 TIperyiea e uarnexnaan 3apas. [1o-
BOJ, Ha TIOCELLEHNETO €, Ue CamuUsIT MJ1afiex U po-
IVTenuTe My 3abensizanv ipeav 4 rof. nosiBata
Ha Manku Bb3esyeTa B siMKaTa 3aj, JITBOTO KOJIsI-
HO, KOUTO TI0-K'bCHO 3aCETHaJIN CbUOTO MSICTO, HO
BISICHO; TIOCTENEHHO Cce 06pa3yBanv U ApyTu Bb-
3ervyeTa Tlo 3aJHaTa TOJNIOBUHA Ha GenpaTa. Tlpu
o6cToeH ¢pu3ukarneH nipernen Fabry oTkpusa 1o-
J0OHM Bb3enueTa B CJTabUHUTE M TI0 BpaTa, KaKTo
W B yCTaTa — MO YCTHUST bI'bJ1 U BbTPELIHATA YacT
Ha 6y3uTe. 1o yCcTHATa NUraBulia YCTAaHOBSTBA U
mManku xemoparun. Ilo KoxaTa OnMCBa eK3aHTeM,
TbMHO OUBETEH U C TEHJeHUUs 3a HapacTBaHe.
AyCKyNTaTOPHO B NleBUs 6enoapobeH Bpbx Fabry
J0J1aBsT CK'bCEH TOH U CBUPKALLM XputiveTa. Ypu-
HaTa e 6e3 TaTOJNIOTUYHA HAXo4Ka, a XeMorJloou-
HBT — C HOPMaJHu cTorHocTw. [1pu ipocnensiBa-
He Ha 6oJTHUST 0T6GeNsI3Ba KPbBOU3NIMBU OT HOCA
W YCTHATa KyXWHa, @ e0HOKPATHO — KPbB B YpU-
HaTa U u3npaxHeHusitTa. Fabry u3sbpiuBa KOXHa
GuoncUst M o, MUKPOCKOTI OTICBA KP'bBOU3JTUBYU
BbB BCUUKM CJI0€BE HA KOXaTa, KOUTOo ca obrpane-
HM OT TIJTA3MATUYHU KJTIETKU U TIO-PSIZIKO — OT Mac-
TOUUTU. ABTOPBT TIpUeEmMa, Ye XemoparumuTte Bb3-
HUKBAT per rhexin (Ype3 pa3k’bCBaHe Ha CbJ0Ba-
Ta cTeHa). Fabry umoctpupa xucTonornyHaTa Ha-
xofxa ¢ 9 purypu m naBa HaumeHOBaHMeE Ha 3a-

6onsiBaHeTo — purpura haemorrhagica nodularis
(xemoparuyHa HofyrlapHa nypnypa) (3,4).

Ipe3 1916 . Fabry oTHOBO ce BpblIa K'bM TOBA
3a00J1sTBaHe M TIpaBU 0030p Ha MeAuLMHCKATa
yvTepaTypa, ULMTUPANKUN PassinyHv aBTOPU, BKJI.
Anderson (BuxX no-noiny). Ipuema, ye ce kacae 3a
aQHTVOKEPATOM, TIPU KOMTO Ch/10BATA KOMIIOHEHTA
(@HTVMOM) € MPBUYHA, @ Pa3BUTUETO Ha XUTepKe-
paTo3a — BTopuyHO. OCBEH TOBa CMSTA, Ue onuca-
HaTa Haxoaka oT Anderson e ,,MyJITUTIJIEH aHTU-
oM“, a He aHrnokepaToM. 1o OTHOLLIEeHMe Ha eTUo-
norusita Fabry npuema, ye ce xacae 3a ,,BpofieHa
Ccr1aboCcT" Ha CcblOBaTa CTEHA. 3a JleueHue TI0Cou-
BA PEHTTEHOBO O6JTbYBAHE HA 3acCerHaTuTe TIPpb-
CTV Ha KpaviHULMTe, a TIpU JIoKajim3auust 1o Koxa-
Ta Ha TS710TO — paauoTepanus (5).

Tpe3 cbuiata 1898 r. Anderson onvcea 39-ro-
JVILEH MbBX C AOOPO TENI0CII0KEHWE U C U3pase-
HU KanunsipHy pas3wmvpenns mno xoxarta. OT6e-
7ISI3Ba KOHTPAKTYPU Ha CPegHUTEe M KPanHu CTa-
BU HA NMP'bCTUTE Ha PbUeETE, a TIO BbHIIHATA CTpa-
Ha Ha ASICHOTO 6eapo — 60J1e3HEH HEBPOM C ToJle-
MUWHA Ha 606€HO 3bpHO. KanunsgpHuTe ywmpeHust
dopmupaT Bb3erveTa 1oj, envepMmca Ha Koxa-
Ta, KaTo Ha Te3u MecTa ce popmupa GpaaaBuLa
(,keratoma®). Tlpu npocnensiBaHe Ha 60/THUST yC-
TAHOBSIBA CJ1efl BpeMe ,,CTie[iV OT ariGyMVH B Ypu-
HaTa“. XUCTONOTUYHO OTMCBA Cb/0BU pa3liupe-
HUS B KOXaTa. Anderson npuema, ye ce kKacae 3a
TeHepasM3upPaHo 3acsitaHe Ha MaJikuTe CboBe,
6e3 @ 06CbHX/1a Bb3MOXHATA eTuosorust. ViHTe-
PECHOTO B TO3U CJ1yYan e, ye MankaTa u cecTpaTa
Ha TIalMeHTa, KakTo U TpU OT HeToBUTe 4 feua ca
3acerHaTu OT ToBa 3abonsBaHe (1).

Tpe3 1962 1. D. Wise et al. onucBaTt ocem 3a-
cerHaTV pamuniuu, cpep, KOUTO ca HacleqHULM-
Te Ha MbPBUS NaUUeHT Ha W. Anderson. ABTopuTe
JIeMOHCTPUPAT, Ye 6oJlecTTa e CBbp3aHa C X-Xpo-
mo3omarTa. INpe3 1967 . Roscoe Brady ycTaHOBSIBa
eH3UMHUS nePuuUT Ha anda-ranakTo3uaasa (6).

Johannes Hubert Fabry (Owr. 1) e poneH Ha
1.06.1860 . B I0nux, rpanue B CeBepeH Pelin —
Bectdanus, lNepmanus. Tlpousxoxpaa ot cemen-
CTBO Ha TbHProBel, B KOETO Ce paxmaaT aeceT
neua. HeroBusit no-mnapn, 6pat, Hermann Fabry
(1880-1969), No-K'bCHO CDHILLO CTaBA Jiekap Aepma-
Tonor. Fabry cnensa meauuvia B bepH v bepnvn.
KaTo CTyaeHT NpeTbprsiBa TeXKa CNOpTHA TpaB-
Ma, KOSITO HaJjlara amIyTauusi Ha euHUS Kpak;
crlef] Bb3CTaHOBSIBaHETO CY PELIABa a Ce Hacouu
K'bM KOXHUTE 6onectu. Cneymanusupa nbpBOHa-
yanHo B box npu Joseph Doutrelepont (1834-1918)
— HEMCKU XVIPYPT U 1€PMATOJIOT, U3BECTEH C TIPO-
YUBaHUSITA CU BbPXY lupus vulgaris (KOXHa Ty-
6epkyrno3a). lNo-kbCcHO 3aMuHaBa 3a Liopux npu
Hugo Ribbert (1855-1920) — Hemcku naTorsor, on-
ucan 3a NpbB NbT KJIeTbYHUTE TPOMEHU TIPU LU-
TomeranoBupycHa unpexuus. Tlpes 1889 1. ce 3a-
Bpbla B 'epmaHusi n paboTu B [lopTMYH, KbAe-
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Bonect Ha Fabry: xpaTka uctopus Ha enoHuma

Que. 1. Johannes Fabry (1860-1930)

To nipe3 1900 1. oCcHOBaBa KJIMHUKA N0 KOXHU 60-
nectu B Louisen Hospital (aqHec rpaacka 60/1Hu-
ua B rpaga). Ot 1919 1. e npodecop v pbKoOBOAYU
KJvHukaTta fo 1927 r. Fabry pa6oTu B pa3nuunu
HamnpaBJIeHUsT HA AEPMaTONIOTUsITa — JIeYeHue Ha
KOXHUST CUPUITUC, KOXHA TyOepKysio3a U pak Ha
KoxaTa. Cb3aBa 1 JIEKapCTBO 3a aKHe, U3BECTHO
KaTo ,,cnupT Ha Fabry“ (Fabry-Spiritus), cbcTosiuy,
ce oT QpeHOoJI, CAaNmUUUIIOBa KUCETTNHA, PE30PXVIH U
V30TIPOTIUJIOB aJTKOXOJT.

Johannes Fabry ymupa Ha 29.06.1930 1. B
HopTmyHna (2,7,9).

William Anderson (Owr. 2) e popmeH Ha
18.12.1842 1. B JTonaoH. [bpBOHAYaIHO yuu B Tpaa-
CKOTO yUusnviie, a No-K'bCHO 3aTloyBa Aa criefjBa B
YHUBepcuTeTa HA A6bpauiiH. Ckopo crief, ToBa ce
npemecTBa B Lambeth School of Art (yuunuuie no
W3KYCTBaTa), KbAETO pa3rpblia CBOS TaJlaHT HA
YMeN YepTOXKHUK U XYIOOXHUK. 3aBbpluBa 1WKO-
7aTa € meaarn 3a aHaToMUYHY umocTpauvu. Criep,
ToBa mpe3 1864 T. mocTbNBa B MEAULVHCKOTO
yuunuuie Ha St. Thomas Hospital B JIoHoH, koe-
TO 3aBbpiuBa ¢ oTAnuueTo ,,Cheselden Medal for
surgery“ (Megan Ha UMeTO Ha U3BECTUST XUPYpr
William Cheselden, 1688-1752). Ot 1868 1. paboTu
KaTo gomalleH xupypr kbm St. Thomas Hospital, a
oT 1869 T. e uneH Ha Kpanckusi Konex Ha Xupyp3u-
Te. Tlpe3 1871T. cTaBa AEMOHCTPATOP TIO aHATOMUST
Tam, yeTe JIeKUUU, KOUTO UIMOCTPUPa CbC CXEMU
Ha YepHaTa ObCKa, pUCYBANKU €IHOBPEMEHHO C
nBe pbue. lNpe3 1873 1. e npodecop o aHaTomus
B MmnepaTopckusi Konex 1o Mopcka meavuu-
Ha B Toxuo, SinoHus. T'bpBOHAYarTHO u3Hacs nex-
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Que. 2. William Anderson (1842-1900)

MU C TIOMOWTA Ha TIpeBoAaY, HO TO-K'bCHO Hay-
YaBa SIMOHCKYW W MPernoaaBa Ha TO3U e3UK aHaTo-
Must, Guanonorust U meavuvHa. JQKusee B AHTIIUN-
ckaTa xonoHust B Tokmo v cb3naBa BrievaTsisiBa-
wa xonexuust oT Haf, 2000 xapTuHU U TpaBiOpU
OT CTapU SITIOHCKU MaliCTOPW; TIO-K'bCHO NOIapsiBa
coupkaTa Ha BpuTtanckus mysen, JlonaoH. Tlpes
1880 . ce 3aBpbua B AHTIUSA M paboTu KaTo No-
MoOWHUK-XxUpYPT B St. Thomas Hospital, kaTo Cb-
WeBpeMeHHo nipenofasa U aHatomus. OT 1887 1.
paboTy B KJIMHUKATA TIO IE€PMaTONOTUsI, KbEeTO
OTUCBA ,,aHrnoxkepaToma“. INpe3 1891 1. cTaBa npo-
decop no aHaToMust U xupyprusi B Kpanckus kKo-
nex Ha xupyp3uTte. OCHOBaBa U e NPbB Npe3u-
NEeHT Ha ,SInoHckoTo apyxecTBo® (Japan Society)
B AHITIUS; 3@ 3aCTTyTUTE CU K'bM SIMOHUS e Harpa-
neH ¢ ,,OpaeH Ha u3rpsiBaloTo CITbHLE", cTeneH
,,KOMaHop*“.

Anderson cxJmoyBa 6pak ¢ Margaret Hall,
Obulepst Ha HeroB xosera, npe3 1873 1. William
Anderson ymupa BHe3anHo Ha 9.10.1900 ., nokaTo
NbTyBa C KapeTaTa CM; ayTOTNCUSITa YCTAHOBSIBA
PYNTYpa Ha XOpAWTe HAa MMTparHaTa knana (9,10).
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