JInzocomHble bonesHn HakonneHuy.
borne3Hb ®abpu.



JlnzocomHble bone3Hn HakonneHusa (aHrmn. Lysosomal Storage
Diseases) — 00LLlee Ha3BaHWE rpynnbl BECbMa PeaKkux
HacneacTBEHHbIX 3aboneBaHn, Bbi3BaHHbIX HAPYLUEHNEM
doYHKUUN BHYTPUKIIETOUHbIX OpraHenn In3ocoMm.
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JInzocomHble BONes3HN HakoMneHMA Bbl3blIBaOTCHA rEeHETUYECKM OOYCOBIIEHHbBIM
aedpunumntom PepMeHTOB NM30COM, YTO MPUBOANT K HAKOMSTEHUIO MAKPOMOIEKYIT,
ABNAKOLLNXCA cybCcTpaToOM 3TUX (PEPMEHTOB, B Pa3fiiMyHbIX OpraHax n TKaHAX
opraHuama.

[laHHas rpynna obbeanHaeT Mykononmcaxapmao3sbl, MyKONUnuao3bl, MUKOreHo3.l,
BonesHu HaKOMNJ1IeHnA NNNNNA0B, MMNKONPOTENHOB MAaKPOMOIIEKVYI1
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Ha mukpoghomoepaghuu xapakmepHbie U3MEHEHUSI CMPOeHUsI KOCMHO20 Mo32aa npu 6onesHu Mowe — yumonnasma
Makpogha2o8 HaroMuHaem cMsImyo narupocHyto bymagy.



bone3Hb ®abpu (6orne3Hb AHaepcoHa—Dabpu, aHrr.
Anderson—Fabry disease) — pegkoe reHeTu4ecKu
neTepMnHnMpoBaHHoe 3aboneBanme ¢ X-CLUEenneHHbIM TUMOM
HacnegoBaHus, U3 rpynrbl IM30COMHbIX DONe3Hen HakonmneHus.

[1aHHOe 3aboneBaHne BbI3BaHO HapyLleHMeM meTabonnama
cumHronunmnaos n obnagaeT LWMPOKNUM CNEKTPOM KITMHNYECKNX

CUMMIMTOMOB.

—

TOM-mukpocKorus rnokasbligaem Hanu4ue 8KIHYeHUU 2r1uKocguH201unudo8 pasrudyHou hopmMbi

U paamepos 8 Kriemkax oucmarbHbIX KaHaslbUes rMoyKU.




AnugemMmnonorus.

PacnpocTpaHEHHOCTb AAaHHOro 3aboneBaHuns
COCTaBIAAeT OT 1 HA 40 000 oo 1 Ha 120 000 »XMBbIX
HOBOPOXOEHHbIX;

B ABctpanun —1 Ha 117 000;
B HnoepnaHaax — 1 Ha 476 000;
B CLLUA - 1 Ha 40 000.

OBbIYHO (MPUMEpPHO B 95% criy4yaen) O0nbHbIE
HacnenywT AedeKTHbIW reH OT O4HOro U3
poauTenen (My>X4mHa - oT MaTtepu, XXeHLUnHa - OT
MaTepu nnu otua), Ho OKON0 5% cnyyaeB CBA3AHb
C Tak Ha3blBaeMbIMU MyTaUMAMU de novo. Takmm

obpa3om, OTCYyTCTBME CEMENHOW NCTOPUN
3abosieBaHnA HE UCKNIOYaEeT Hanmuua 6onesHn
dabpw.



KnuHmnyeckaa kapTuHa

o >KanoObi:
1. bBbonb —Hanbonee paHHUM CUMNTOM!
BblaensoT ABa OCHOBHbIX TUNa bonewn:

HenponaTtnyeckas bornb (akponapecte3nn). NoCTOAHHOE XKEHNE U
nokarnblBaHue, owyLieHne anckomadopta. 3ta 60onb 0ObIYHO 3aTparmBaeT
CTYMHN N NagoHW.

Kpusbl ®abpu. BosHuKatowme BpeMs OT BPEMEHM CUMbHAas, Xrydasa 60ornib,
BO3HMKAKOLLNE B CTYMHAX UNU NAO0HSX N MHOr4a pacnpocTpaHALWNeCs Ha
apyrue yactu tena. 9ta 60ib MOXET ObITb BECbMa U3HYPSIOLLEN U
NPOaOSKATbLCA OT HECKOSTbKMX MUHYT 40 HECKOSTbKUX OHEWN.

2. HapywieHue notooTaeneHus.
3. bbicTpasa yToMagaeMoCTb M HEMNEPEHOCUMOCTb (PU3NYECKUX HArpy30K.

4. AHrMOKEPAaTOMbI - MEfKue, KpacHOBaTO-puorneToBble 0€3001€3HEHHbIE
nanysbl Ha Koxe. C BO3pacToM KOSIMYECTBO aHrmokepaTtom y 60mnbHbIX
YBENMUYMBAETCH, TAKXKE MHOrAA YBENIMUYMBAIOTCA pasMepbl OTAENbHbIX
3fieMeHTOoB cbinu (4o 10 mm). Hanbonee yacto aHrMokepaTomMsl
pacnonaratoTcs B obnacTu ryd, nanbueB pyK U HOI, aHO-reHnTanbHon obnacTtu
(Mpy OOCTUXKEHMM MONIOBOU 3PENOCTH).







5. [onoBoKpyXeHue, rofioBHbIe DO,
6. Cnyx (3BOH B vLlax, yxvaweHue cnyxa).

7. [1pobnembl B NICUX03MOoLIMOHaNbLHOW cdhepe (aenpeccuu,
TPEBOXHbIE PACCTPOUCTBA).

8. BonbHbIE XanviTca Ha 3aTpyvaHeHue abixaHusa u 6onu B
rovau, 00nm no TMNy cTteHokapanTudeckmx, y4alleHHoe
cepauebuneHue.

9. VI3MeHeHUs CO CTOPOHbI XKenvaoo4YHO-KULWLEYHOro TpakTa
XapakTepusyrTcsa TOLHOTOW, PBOTOW, Anapeen, bonamu B
YXUBOTE.













[Topa)xeHne nodek

HapylieHne cyHKUMKN noYek HabntogaeTcs y 3Ha4YMTenbHOW
4YacTu OEeTEN, MHOTUX XXEHLLNH N BOSbLUMHCTBA MYXXYMH C
bonesHbio Pabpm n B KOHEYHOM UTOrE MPUBOOSAT K
TepMUHaNbLHOW CTagnn XPOHNUYECKON NMOYEYHOW
HeOoCTaTOYHOCTN Y DONbLUMHCTBA OOSTbHbLIX MYXXYMH U
HEKOTOPbIX KEHLLMH.

Ha4yanbHble cTagnm Nno4e4YHoOM HegoCTaTOYHOCTM OCTaKTCS
NpakTU4eckn Hedame4veHHbIMM (DONbHOW He NpeabABNAET
arnob). B otnnymne ot "Knaccmnyecknx" Hedpponorndeckmnx
BosibHbIX, Yy 60MbHBIX Pabpu 0OLIMHO HOPMASIbHOE
apTepuasnibHoe gaBrneHune, HopMasbHbIW UK OKOJSIO
HOPMAaSIbHOI YPOBEHbL CbIBOPOTOYHOIO KpeaTUHMHA,
"MUHUManNbHaga" NpoTEenHYpus, YTo 3aTPYAHAET OLEHKY
CcTeneHm No4Ye4HOM HeOOCTaTOYHOCTN HEPOSIOroM,
HeOOoCTaTO4YHO OMbITHLIM B 00NnacTy AMarHOCTUKN U NEYEHUS
b6ornesHn Gabpw.

[na MOHUTOPUHra n oueHKM YHKLMN NOYEK BCEM BONbHbBIM
dabpun HeoOXoAMMO NO MEHbLLEN MEPE EXEroaHO NPOXOAUTb
CEepuIo TECTOB, BKMNOYaKOLLMX U3MepPeHMe bernka B Moye,
KpeaTUHMHA C CbIBOPOTKE N MOYE, CKOPOCTb KITyOO4YKOBOW
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| Dist A

56.9 mm
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705 mm




Ha MPT ronoBHoro mosra moryt npucyTCTBOBaThb XapaKTepHble Ons
b6one3Hn ®abpu npusHaku: Ha T2-n3obpaxeHnn MoxeT
NPUCYTCTBOBATb MTMNEPUHTEHCUBHLIN CUrHas B 6enom BeLLeCcTBe
dpoHTanbHbIX N TEMEHHbLIX Aonen. Ha T1-B3BeLLEHHOM U300paXxeHnu
HabngaeTca BbICOKMW CUrHam OT Ceporo BelecTsa rmyouHHbIX
CTPYKTYp, 0COBEHHO 3aaHero byropka Tanamyca. 1sonmpoBaHHoe
nopaxeHue 3agHero dyropka tanamyca CYMTaeTcs
NaTOrHOMOHWYHbLIM anga 6one3nn ®abpu. Takke Ha MP-kapTuHe
YacTbl COCYOUCTbLIE ManbdopMaumun, NPenmyLLecTBeHHO




iccnegoBaHue buonTara noYkm Ha Hann4ne NoaoLUTOB,
NTM30COMbI KOTOPbIX 3aNonHEHbI cneunuiecknm
cybcTpartom, xapakTepHbiM Anst bonesHmn Gabdpu.



OnpegeneHne akTMBHOCTU arnbda-ranakrosungasbl
(3H3MMOoOMnarHocTuKa).

[Tpn 6onesHn ®abpn akTUBHOCTbL anbda-
ranakrTosmaasbl B KPOBU Y MY>XXUMH BCErga CHUXKEHA, a 'y
XXEHLUMH aKTUBHOCTb GLA MOXET ObITb OKOIO HUXKHEN
rpaHnULE HOPMbI, YyTb HUXKE €€ UMM HOPMarbHOMN.

KonnyecTtBeHHoe onpeaeneHne ccbuHronmnuaos.

B Poccun doepMeHTHYIO 1 TeHETUYECKYHO ANAarHOCTUKY
bonesHn ®abpwu BbINONHAIOT B JlabopaTtopumn
HacnencTtBeHHbIx bone3Hen oomeHa sewects MITHU
PAMH v B JlabopaTtopun MonekynsapHo-reHeTn4eCcKom
ONarHoOCTUKN Hay4HOro LeHTpa 3400p0BbA AeTEN



JleueHune

[Tpn 6ornesHmn ®abpu NPUMEHSAIOT
CUMNTOMATUYECKYIO Tepanuio (Hanpumep, ans
KynupoBaHus 6oren MoryT npuMeHsITbCS
aHarnbretTnkn, aHTukoHBynoecaHTbl, HCI1BI1) 1
9TUOTPOMNHYO PEPMEHTO3AMECTUTENLHYIO
Tepanuto (P3T), KoTopasi HanpasBreHa Ha
CHMXEHWNE BbIPaXXEHHOCTU N NMpeaoTBpaLLEHNE
cumntTomoB 6bonesHn ®abpu. B Poccun
3aperncTpupoBaHbl ABa NEKapPCTBEHHbIX
npenaparta gna 3T bone3Hn ®abpu:
arancungasa-beta (Pabpasnm®, [)xeH3anm) v
arancuaasa-anbda (Pennaran®, LLlanep)
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[1porHos

[Tpn cBOoeBpemMeHHOM gocTyne K P3T, Hagnexallem
MOHUTOPUHIre 6orie3Hn n cobnogeHnmn BpavyedbHbIX
pekoMeHgaLunn nporHo3 6naronpuUATHLIN.

XKeHLWwKnHbI ¢ bonesHbio ®abpu MOryT UMETb AETEN.
HepaBHee nccrnegosaHWe nokasano, YTO HEKOTOPLIE
CUMMTOMbI 60ne3Hn Pabpm MOryT OCITOXHUTD
TeyeHne bepeMeHHOCTN U NOCIEPOJ0BON NeEpNo
(bone3HeHHbIe CUMMITOMBI CO CTOPOHBLI XKKT,
aKkponapecTesumn, NPOTEUHYPUS, rONOBHbLIE BONN U
nocrnepoaoBas Aenpeccus). XoTs
XKU3HEYrpoXxarLmx OCNoXXHEHNN DEPEMEHHOCTU U
POAOB He ObINOo BbIABNEHO, ObINO NoKasaHo
CTaTUCTUYECKN 3HAYNMOE YBENNYEHNE YACTOThI
Pa3BUTUS TMNEPTEH3UN cpean DepeMEHHbIX XXEHLLWH
c bornesHblo Pabpwu



bnarogapto 3a BHMMaHue!!!



