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Pe3rome. M3yueHsl anuieMHONIOT U M TeHETHYECKHE aceKThl CHHApoMa PabpH, moka3zaHa He00-Xo-
JMMOCTbh CBOEBPEMEHHOTO NPOBEICHUS reHeTuueckoro rectupoBanus GLA-reHa B mpouecce nocta-HOBKU
JIMarHo3a.
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Resume. The epidemiology and genetic aspects of Fabry syndrome are studied, and the need for
timely genetic testing of the GLA gene in the process of diagnosis is shown.

Keywords: Fabry disease, DNA diagnistics.

AKTyaJbHOCTh. Cunapom (Oone3np) Pabpu — peaKoe TeHETUYECKH JIeTePMUHU-
po-BaHHOE 3a00JIeBaHHE, KOTOPOE SIBIISETCS YACThIO TPYNIbI 3a00JI€BaHUM, Ha3bIBAEMBIX
JN30-COMaJIbHBIMH 0OJIE3HSIMU HakoTuieHus. B mupoBom peructpe B 2008 roay HaXoAmI0Ch
2436 nanueHToB, u3 HUX 253 — nuia Mmonoxke 18 jet. PacnpocTpaneHHOCTh O0JIe3HU B pa3-
JUYHBIX CTpaHaX MUpa BapbupyeT B MUpokux mnpeaenax (ot 1 va 117000 mo 1 na 476000
HaceseHusi), B Poccuu - 18 maruenTos (6 - B Bo3pacte a0 18 ner). B Pb onucanst equnny-
HbIE ciTyuyau O6one3nu @adbpu ¢ KapUOTOTUUECKUMU MPOSIBICHUSIMU. PaHHsI Ara-THOCTHKA
3a00sieBaHMs 3aTpyAHEHA U3-3a MOTUMOP(OHON KIMHUYECKOW KaPTUHBI, HECTIE-IIU(PUIHOCTH
OOJIBIIMHCTBA HAYaIbHBIX CUMIITOMOB U MajlOM OCBEIOMJICHHOCTU MEIUITMH-CKUX PaboT-
HUKOB I10 JaHHOH mpobieme [3,6].

ean: noka3ars 3HaunMocTh JJHK-guarHoCTHKM 1711 CBOEBPEMEHHOIO BBISIBIICHUS
cunapoma dadpu.

3apnaum:

1.3yunTh IpUYHUHBI U MEXAHU3MBI pa3BUTHs cuHApoMa Dadpu.

2.01enuth npeumyiiecTBa u 3¢ dekruBHOCTh npumenenus JIHK-muarnoctuku B
CpPaBHEHUU C IPYTUMH METO/IaMH BBISBIICHUS 3a00I€BaHUS.

MarepuaJj 1 MeToAbl. AHATIN3 TUTEPATYPHI OTE€YECTBEHHBIX U 3apYOS)KHBIX aBTO-POB
C UCIOJIb30BAHUEM JOCTYIHBIX HHTEPHET-PECYPCOB.

Pesyabrarbl u ux oocyxaenune. bonesnr @adbpu — HACIEACTBEHHOE 3a00JIE€BaHNE,
obycnopienHoe myTtarueid B GLA-reHe, BKIo4as MUCCEHC- 1 HOHCEHC-MYTalMH (Ha JTOJTFO
KOTOPBIX MPUXOTUTCS OKOIo 93% Bcex ciaydaeB), a TaKKe €IMHUYHBIE aMUHOKHUCIOTHbIE
nenenuu v BctaBku. ['en GLA cocTouT u3 7 9K30HOB, KOTOPBIE pacipeiesieHbl Ooee yeM
no 12 teicsiuaM nap HykieotunoB. B GLA - rene 3akoaupoBaHa WH(pOpMaNus 00 3H3HU-
Me, Ha3bIBaeMOM asb(a-ranakro3unas3oi (a-gal A). a-gal A OTBETCTBEHEH 3a pacllerieHrue
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ompeesieHHoro Tuna aunuaoB — churrommnuaa GL-3. U3-3a myramuu B rene GLA u3-
Me-HsieTCs CTpyKTypa u hyHKuus pepmenta a-gal A 1 He TPOUCXOAUT pacuierieHne chun-
ro-nunuaa GL-3, a HakomieHUe ero B KieTkax opranusma. Hakomnenue GL-3 B kieTkax
BBI-CTUJIKM KPOBEHOCHBIX COCYJIOB B KOXKE€, B KJIETKaxX IOYEK, CEp/la, HEPBHOM CHUCTEMBbI
BeJIeT K cuMmnToMam 0ose3nu dadpwu [1].

I'en GLA kaptupoBaH Ha IJIMHHOM Iuiede X - XpoMocombl (Xq22.1), moatomy 6o-
ne3ub @abpu sBisercs X - CIETUICHHOM 1MaToJIOTHe ¢ HeTIOTHOM MEeHETPAHTHOCTHIO Y JKCH-
muH (3T0 00yCIIOBICHO MHAKTUBAIMEH «3710pOBOi» X - XpOMOCOMBI BO BpeMs IM-Opuo-
HajbHOTO pa3Butus). [IlpumepHo B 95% cnydasx OonbHBIC HACIELYIOT NE(PEKTHBIN TeH OT
OJTHOTO U3 POAUTEINICH (MY>KUMHBI - OT MaT€PH, KEHIITUHBI - OT MAaTEPU WJIH OT OTIIa), HO OKO-
710 5% ciydaeB CBs3aHbI C TaK HAa3bIBAEMBIMU MyTalusiMHu de novo. JlaHHBIM TUIT MyTaIUK
IIPOUCXOJIUT BIIEPBBIC KAK PE3y/IbTaT MyTallUH B IUIIEKIJIETKE WU CIIEPMATO-30M/I€ Y OJTHOTO
U3 POAUTEIICH, MIIA B YK€ OIJIOOTBOPEHHOM siiniekneTke [3]. Takum 00-pa3zomM, oTCyTCTBUE
CeMEeWHOM UCTOpUH 3a00JIeBaHMsI HE UCKITIOUaeT Hajmuuue 0osie3nn Pabdpu.

Knunanueckue dhenotunst npu 0ose3nun @adpu pa3HOOOPA3HBI KaK Y JIUIl MYKCKOTO,
TaK ¥ KEHCKOTO 10J1a U JIaXe y WICHOB OJIHON ceMbU. My>KUMHBI UMEIOT e (hEKTHYIO0 X-XPO-
MOCOMY, YTO OTPEEISAET KJIacCuYeCKuil peHoTur 00s1e3HU. [ eMU3UTOTHBIE MY>KYMHBI YACTO
UMEIOT XapaKTEePHBIN BHEITHUN BUJ, HATOMUHAIOUTUH OOJIBHBIX C aKpoMeraaueH (BbICTymna-
IoII[Me HAIOPOBHBIE IYTH U JIOOHBIE OYTPhI, BRICTYHAIOIIAS HYKHSIS YETIOCTh, YBEJTUUCHHbBIC
ryObl, 3amaBiias nepeHocuiia). JKeHIUHbI TeTePO3UTOTHBIE, UMEIOT OJHY HOPMAJIbHYIO H
onny aedekTHyo xpomocomy. Tedenne 007€3HM Yy HUX, KaK MPaBUIIO0, YMEPEHHOE ¢ Ooliee
MO3JHUM Ha4yajoM, MEJJIEHHbIM MPOrPECCUPOBAHUEM M JIETKMMU KJIU-HUKO-IIATOJIOTHYe-
CKUMH u3MeHeHusaMH. OJIHAKO Psi/i UCCIIEAOBAHMM MOKA3bIBAIOT TSKEJIOE TeUeHHE O0Ie3HU
U y )KeHIIUH. OCHOBHON MEXaHU3M, ITOCPEACTBOM KOTOPOTO Yy T€TEPO3U-TOTHBIX HKEHIIUH
Pa3BUBAIOTCS CUMIITOMBI, HEU3BECTEH, Y OOJBITMHCTBA U3 HUX UMEETCS TTOYTH HOPMaJIbHBIN
YPOBEHb IUPKYJIHUPYIONIET0 (hepMEHTa, U CITyYalHBIN TIPollecC HHAK-TUBAIUU X-XPOMOCO-
MBI O3HAYAET, YTO UX TKAaHU MO3AaUYHbI, COCTOAT KaK U3 HOPMAIbHBIX, TaK U U3 JIe(PEKTHBIX
KJIETOK [2].

B Hacrosiiee Bpems pasutue 0osiesHu @abpu MOXKHO MPEJCTaBUTh, KaK MPOIIECC,
IpoucXoasuii B Tpu ctaauu. [lepBas cranus 3a001eBaHus - JOKIMHUYECKAs U 00yCIIOB-J1e-
Ha HAKOIJICHUEM M OTIIOKeHueM riiodorepedposuaa (GL3) B cocynax. Bropas cragus - 3To
HapylieHue GyHKIMNA KIETOUYHBIX CTPYKTYp U TKaHeu. Ha atoit ctaauu 6051e3Hb Mpo-siBiisi-
€TCsl KIIMHUYECKOW CUMIITOMAaTHKON. TpeThs cTanus 601e3HU — CTaiusi OpraHHBIX TUCQYHK-
. KiimHnueckuMu 0COOEHHOCTSIMU TIATOJIOTUH SIBIISIFOTCS: MaHudecTanus Ha 5-10 rogy
KU3HU, COUETAaHME MATOJIOTHH Cep/ilia ¢ epudepruiecKoil moanHeponaTueii, aH-ruokepa-
TOMaMH, TIOPAKEHUEM TMOYEK U TIIa3, ONpPeaeIEHHBIMU TICUX0JIOTMYECKUMU 0CO-OCHHOCTSI-
MU MaIUEHTOB [5].

[Ipy wu3yyeHUU TreHOPEHOTUNTMUECKUX KOPPEJSIIIUI BO3HHUKAIOT OIpEIeIICHHbIE
TPYZA-HOCTH, KOTOPBIE CBS3aHbl C HU3KOM YaCTOTOM BBISIBICHHS 3a00J€BaHUS U CEMEITHBIM
Xapak-TepoM OoNbIIUHCTBA MyTanuid. MccnenoBanusiMu oka3aHo, 4TO TOMUMO crienudu-
KU OT-JICJIbHBIX MyTalnii Ha popMupoBaHue PEeHOTUIIA OKA3bIBAIOT BIUSHUE U IPYTHUE TEHBI.
3TO0 CBA3aHO C TEM, UTO MOJIUMOPGHOCTH KIMHUYECKOW KAPTUHBI C HAJTMYUEM KaK TSKEIbIX,
TaK ¥ JIETKUX ()EHOTUIIOB UMEET MECTO JaXKe Y YJICHOB OJIHOM CeMbH [6].
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Jlnst quarHocTUku cuHjapoma Dadpu HUCIONB3YIOTCS J1abOpaTOpHbIE W HHCTPY-
MEeH-TaJIbHbIe MeToAbl uccienoBanus (MPT romoBaoro mo3sra, cepana; OKI'; sn3umoana-
THO-CTHKA), COCTABJISIOTCS CIICIMAIbHBIC aHKEThI, a Takxke npoBoautcs JIHK-nuarnocru-
ka. B ocnose /IHK — nnarsHocTvku - CEKBEeHUPOBAaHHUE 3K30HOB U MPUIK30HHBIX YYaCTKOB
uHTpo-HOB reHa GLA. Ha nannbiit MomeHT uaeHTuduupoano 6onee 400 MmyTaiuii, KOTO-
pble IPUBOIAT K Ooe3Hr ®adpu. BoIbIIMHCTBO U3 HUX SBJSIOTCS YHUKAJbHBIMU TSI Ka-
K101 cembH [4]. Y 6071bHOTO MY>KYUHBI MYTAaIlUs BBISBIISICTCS B TEMU3UTOTHOM COCTOSTHUH,
y JKEHIIIUHBI - B TE€TEPO3UTOTHOM COCTOSIHUM. J{J1s1 )KEHILIWH NPEeANOYTUTEIHHEE TPOBEICHUE
JAHK-nuarHocTuku, T. K. 3H3UMOJIMarHOCTHUKA HE BCET/Ia MO3BOJISIET IIOCTABUTH BEPHBIN JIU-
arHos.

B cnyyae HeGmaronmpusTHOTO CEMEMHOrO0 aHamMHe3a BO3MOXXHO IPOBEJCHUE Ipe-
Ha-TJIbHON JUArHOCTUKH MYTEM HCCIICIOBAaHUS BOPCUHOK XOPHUOHA WM KYJBTYpbl aMHH-
OTH-YECKHUX KJIETOK C IMOCJEAYIOIUM M3yUYCHHEM aKTUBHOCTH ()epMEHTa M IPOBEICHUEM
JAHK-ananmm3a.

BeiBOABI:

1. B Pecniybnuke benapych nmeeTcsi BOSMOXXHOCTh MPOBEJCHUSI TEHETHUECKON U~
a-rTHOCTUKH Oose3nn Pabdpu.

2. CexBenupoBanue [IHK (GLA — rena) - naubosnee TOYHBIA METOH JUATHOCTUKHU
60me3un Pabpu, HO HE MPUMEHUM JIs IIUPOKOMACIITAOHOTO CKPUHUHTA U HE MOXKET OBIThH
MCIIOJIb30BaH B KQUE€CTBE MEPBUUHOIO TECTA BBUAY BBICOKOM CTOMMOCTH (MPUMEPHO B 5 pa3
JOPOKE SH3UMOIUATHOCTHKH ).

3. Ilpu moaTBEepKAEHUM JUarHo3a W BBISABICHUU MYyTallUM y MpoOaHja IeIecoo0-
pa3-Ho 00ciieIoBaTh HA HAJIWYHE JTAHHOW MYTAIlMU BCEX POJCTBEHHHUKOB MPOOaH/a, KOTO-
pbI€ MOTYT HECTH OJIHY C HUM X - XPOMOCOMY.
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