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BonecTt HA AHOEPCBHH-DABPU
(ANGIOKERATOMA CORPORIS DIFFUSUM)

3. OemepoxueBa
Knunuka no gepmatonorus, bonHuua Tokyaa — Codus
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Pestome: Angiokeratoma Corporis diffusum (6onect Ha ®abpu) e HacneacTeeHo 3abons-
BaHe, CBbpP3aHO ¢ X-XpoMo3omMaTta, NPUYMHEHO OT AeULNT Ha NIN3030MHUS EH-
3uM anda-ranakrosugasa. Tasu BpoAdeHa rpelka Ha Metabonusama Boau A0
HenpeKkbCHATO OTNaraHe Ha rMMKOCOUHIONMNNAM B NM3030MUTE Ha CbAOBWUS
eHgoTen, BbB hmbpobnactute 1 B Nepuumti Ha gepmaTta, cbpueTo, 6b6peun-
Te, 1 aBTOHOMHaTa HepBHa cucTtema. 'eHbT Ha bonectta Ha Pabpu cera e us-
BecTeH kato reH GLA, KOeTo e CbKpalleHne oT anda-ranakrosmgasa. Knacu-
YecKOTO npeacTaBsHe Ha 6onect Ha ®abpu e MbX C HavanHu NPosiBK, cpeLla-
LM ce B AETCTBOTO MNU HOHOLLECTBOTO. [bpBOHAYanHUTE AaHHU ca NepUoaNY-
HW U XPOHWYHM NapecTe3nn U enn3oamn Ha TeXbK akpaneH n/unu ' gnctpec
(Pabpwu kpur3a), TONNMHA HETLPMMMOCT, XMMNO- UM aHXMOPO3a U reHepanuanpa-
HW aHTMOKepPaTOMM.

KnroyoBu gymm: 6onect Ha ®abpu, aHrmokepaTtoma, anda-ranakrosmgasa, 6bopeyHa HegocTa-
TbYHOCT
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Summary: Angiokeratoma corporis diffusum (Fabry disease) is an X-linked inherited disor-
der caused by a deficiency of the lysosomal enzyme alpha-galactosidase. This
inborn error of metabolism results in unremitting deposition of neural gly-
cosphingolipids in the lysosomes of the vascular endothelium, in fibroblasts and
in pericytes of the dermis, heart, kidneys, and autonomic nervous system. The
Fabry disease gene is now known as the GLA gene, which stands for alpha-
galactosidase. The classic presentation of Fabry disease is a male with initial
manifestations occurring in childhood or adolescence. The initial findings are
intermittent or chronic paresthesias and episodes of severe acral and/or Gl
distress (Fabry crisis), heat intolerance, hypohidrosis or anhidrosis, and
generalized angiokeratomas.
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Bonectta Ha AHgepcoH-®abpu e psgko cpe- npes 1898 r. oT Hemckus Aepmatonor VoxaHec
WwaHo X cBbp3aHo peLecuBHO 3abonsiBaHe ¢ nn3o- ®abpu n AHAEPCOH.
30MHO HaTpynBaHe, MPUYMHEHO OT AedULMT Ha eH- PasnpocTtpaHeHneTo Ha 6omnectta Ha AHAep-

31Ma a-ranaktoaugasa A. OnucaHo e 3a MbpBu MbT coH-®abpu e 1:117 000", unm 1 Ha 40 000% ° Mb-



3. lemepoxuesa. bonect Ha AHaepcbH-Pabpy ...

e, KaTo ca 3acerHatv OCHOBHO Mragu MHAVBUAOM,
NPeauMHO MBbXe.

YcTaHoBsiBa ce BapuabunHa ekcripecusi Ha
KMUHUYHUTE CUMMMNTOMU B 3@BMCMMOCT OT XOMO3U-
rOTHO UMM XeTepOo3UroTHO 3acsaraHe, kKaTo pesynTart
OT KOeTO ce Habmnogasa YacTM4Ha UNn MbiHa nNun-
ca Ha eH3nMma a-ranakrosngasa A.

HaTtpynBaHeTo Ha HeyTpanHu rNMKOCOUHIONN-
nuauv B nrasMata U M3030MUTE Ha KIETKUTE U Cb-
[OOBYS1 eHOO0TEN HAa MHOMO BbTPELLHU OpraHn — KoXxa-
Ta, 6vbpeuuTte, cbpueto n LIHC, Boan Ao knetbyHa
OCAhYHKUMSA U MUKPOBACKynapHa naTonorusi.

KnuHnyHaTa kaptuHa e pasHoobpasHa, nonu-
mopcHa® 1 ce npeacTaBs oT HeBponaTuyHa Gonka™t
— akponapecTeaun™, racTpo-MHTECTUHANHW CUMM-
Tomu™, aHrmokepatomu, aGHopmHo noteHe'’, ab-
HOpMHa TepMmoperynauus, CbpAevHa M KnanHa
ONCYHKUMSA/apUTMUS, yBpexXaaHe Ha KneTkuTe Ha
cbpaeuHust myckyn® ** ® u xuneptoHus, Gb6peyHa
HepocTaTbuHOCT ™.

MbpBUTE cMMnTOMKM Ha BonecTtta OOMKHOBEHO
cTapTupar B AeTcKka Mnu no-ronsMa Bb3pacT, KaTo
C HanpegBaHe Ha Bb3pacTTa nporpecupar. 3anoy-
Ba C MnoBTapsWwm ce ocTpu BOMKM B KpamHuuuTe,
XapaKTEePHU KOXHW Ne3uu (aHrMokepatomu), nof-
nyxBaHe Ha ropHuTe krnenauu, nepudgepHn Ba3oc-
nasmu 1 o4HM aHomanumn®’.

AHrnokepatomuTe ca gobpokayecTBeHn obpa-
3yBaHWS1 Ha KoXaTa C MoayepTaHO CbOOB MPOU3-
xoa. B pepmatonornyHaTta npaktuka ce Habnopa-
BaT cnegHute BapuaHTu: Angiokeratoma solitare
Angiokeratoma circumscriptum, Angiokeratoma
Mibelli, Angiokeratoma scrotalis (Fordyce), Angi-
okeratoma corporis diffusum (Fabry).

Anrnokepatomute® * © ce cpewat npu okono
40% oT bonHuTe cbc cnHapoma Ha ®abpu. Mpeac-
TaBNABAT Manku TbMHOYEPBEHU Bb3enyeta’ ¢ Xu-
nepkepaToTMyHa MOBBPXHOCT, OOMKHOBEHO ca Mo-
Manku oT 5 mm. Han-yecto ce nosBsiBaT npeau
nybepteta B nepuymbunukanHaTta obnact, 6egpa-
Ta n renutanuuTe. NogoGHM KOXHM MPOMEHM ca
onucaHu 1 npy 6onHM ¢ NIMMOM Ha Hodgkin9 Kato
napaHeonnacTuyHa nposea.

HoBuTe npoy4BaHusa nokasear, Ye Gonectta Ha
®abpu e no-pa3npocTpaHeHa, OTKOMKOTO CE CMsi-
Tawe.

Opyrn 4ectn NposiBM ca LWyM B yluMTe, yMOpa,
CBETOBBPTEX, AuMapus, rageHe, oTcnabeBaHe Ha
kunorpamu. Hackopo 6sxa gobaseHn n aBa HoOBM
cumnTomMa Ha 3abonsiBaHeTo. AKO MbX nopg 55 r.,
Mony4n Mo3byeH MHCynT ™ ** 6e3 siBHa NpuuKHa, To
Ha-BepOATHO TOW cTpada oT GonectTta Ha ®abpw.
Asoocnepmus™ CbLIO € onMcaHa kaTto OTHOCUTen-
HO HOB CMMMNTOM Ha GonecTTa.

CHumMKa 1. MHOXecTBeHU aHrmokepaTtomu (a-p AemepmkueBa)

CHuMKa 2. AHrMOKepaToMM ¢ pasnu4yHa dpopma M rornemMmHa
(a-p OemepaxveBa)

CHumMKa 3. MOBBLPXHOCTHO Pa3norioXXeHU BAcKynapHU CTPYK-
Typu B nanunapHara aepma (A-p JemepaxuveBa)

ChbLU0 Taka ce yCTaHOBSIBa, Y€ euH Ha BCEKU
80 MbXe, KONTO Ge3 M3sicHeHa MpuyMHa e Ha Xxe-
mMoamanuaa, cTpaja ot psigkata 6onecr.
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Mopaaw onpeneneHn ocobeHocTv B yHacnens-
BaHeTO Ha bonectta Ha ®abpu, NPOTUYAHETO € No-
TEXKO NPY MBXKETE, OTKOSIKOTO MpU eHute. Mbxe-
Te CTpagaT MHOro No-4ecTo OT ToBa 3abonsiBaHe.

HnarHoctuuymnpaHeTo Ha Gonectta Ha Pabpu e
CEepuo3HO NPean3BMKaTENCTBO, 3aLL0TO € U3KITHYM-
TeNHo psiako cpelaHa guardosa. OT gpyra cTpaHa,
CUMNTOMUTE ca HecneumduuHn'™® 1 moxe aa ce
ObIpkaT Ha peguua apyrn 3abonsiBaHusi, KOETO Ha-
nara nocrnegoBaTenHoTo M OTXBbpPIIsiHE.
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