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1. PaspaboraTh ONTUMAJILHBIN IOAXOM K AUa-
raocTuke B® u mpoBegeHUI0 CKPUHUHTOBBIX ITPO-
rpaMMm.

2. O6cymuTh O0COOEHHOCTH KJIMHUYECKOTO
Teuenus B® Kak y mereii, TaK U B3POCJbIX, PAHHUMI
crapt ®@3T.

3. OmpemenuTh HIpoduJIb HAIMEHTOB, HasHAa-
yenue mpemnapara Padaraa KoTopbIM ¢ 1eabi0 P3T
BO B3POCJIONA U HMeAUATPUUYECKON IIpaKTHUKe IpPUBe-
IeT K TOCTHKEHUIO IleJIEBbIX MTOKa3aTesell Tepannumn
B®, yayuniennio KauecTBa U IIPOIOJIKUTEIbHOCTH
SKUBHU.

4. IIpoaHanms3uMpoBaTh IIpeIapaTsl arajcumsasa
O6era (Pabaras) u aramcupmasa Oera (Pabpasum) B
OTHOIIIEHUU COIIOCTABUMOCTH CIIoco0a MpUMeHeHUd,
papMakKOKHHETHUYECKNX U (PapMaKOJOTUUYECKUX
CBOIICTB, KJIMHHYECKOro saderra u npopuas 6es-
ONAaCHOCTH y IIaInueHToB ¢ BD.

5. Paccmorpers (GapMaKOosKOHOMHUUYECKUE
acreKTsl npuMeHeHndA mnpemnapatoB @3T npu BD.

20 ampens 2023 r. cocrTosJoCh 3acemaHue
CoBeTa JKCIEepPTOB, IIOCBAINEHHOE BOIIPpOCaM AUAar-
HOCTUKHU U JieueHud namnuesHTos ¢ B B Poccun.

B® - macnencrsBenHoe 3aboJieBaHUe, OTHOCS-
meecss K TI'PYIIIe JIM30COMHBLIX 0OJIe3Hel HaKOILIe-
HUS, 00YCJIOBJIEHHOE CHUMKEHUEM WJIU OTCYTCTBU-
eM aKTWBHOCTU (epMeHTa o-TaJlaKTo3uaasbl A.
Hedbunur depMeHTa TPUBOAUT K HAKOIJIEHUIO B
JU30COMaxX KJIETOK PAa3JIMYHBIX OPraHOB M TKaHeH
TIUKOCHOUHTOIUNUIOB, B IEPBYIO ouyepenb I1060-
Tpuaosuamnepamuga (GL-3)!. O maxkamiuBaeTcs
B DHIOTEJINAJbHBIX, HNEePUBACKYJAPHBIX U TJam-
KOMBINIEYHBIX KJETKAaX KPOBEHOCHBIX COCYMIOB,
TaHTJINOIMTAX BereTATUBHON HEPBHOW CHUCTEMBI,
SIUTEJNAJTbHBIX KJETKaX IMOYEUYHBIX KJIYOOUKOB
U KaHaJbIEeB, KapAMOMUOIINTAX, a TaKiKe B POTro-
BUIE, TUCTUOIUTAPHBIX M PETUKYIAPHBIX KJET-
KaxX COeqUHUTeJbHOU TKaHu. B xapakTepusyer-
csd mopaskeHueM mnepudepruyecKo U IeHTPaJbHOMI
HEPBHOM CHUCTEMBI, IIOUEK, CePAIla, CUCTEMbI ITUIIe-
BapeHus, opraHa 3peHmnsa23,

B BospacTte 30—40 et y nanuenTos ¢ B® pazBu-
BalOTCA HeoOpaTUMble U3MEHEHUSA OPTaHOB-MUIIIE-
Hell, mperke Bcero IMoveK (BKJIUad TEpMUHAIBHYIO
XPOHUYECKYIO IIOYEUHYI0 HEJOCTATOUYHOCTh, TPeOy-
OIIYI0 TeMOAMAaIN3a W TPAHCIIAHTAIIUM IIOYKM),

cepana (KOHIleHTpUYecKada rureprpodus u ¢Gudpos
muokapga), ITHC (uucyabr)-5.

Bes cooTBeTCTBYIONIErO JIeUeHUSA CMEePTeIbHbBIN
HCXOJ, KaK IPaBUJIO, HACTyIIaeT Ha 4—5-M JecaTu-
JIeTUU JKU3HU OT CePAeYHO-COCYAUCTHIX, Iepedpo-
BaCKYJISIPHBIX OCJOKHEHUII WMJIMU ITOYEeUHOU HeIo-
craToyHoCTUS.

B® BxoauT B mepeueHb KU3HEYTI'POKAOIUX U
XPOHUUYECKUX IIPOrPeccUupymoInux peaxux (opdas-
HBIX) 3a00JIeBAaHUN, IPUBOAANINX K COKPAIIEHUIO
MPOJOJIKUTEJIbHOCTH KU3HU TPakJaH WJIN UX
MHBAJIUIHOCTH .

ITo narnbIM PenepabHOTO PErucTpa JUII, CTPa-
IaOIUX KUSHEYTPOKAIIUMU U XPOHUYECKUMU
mporpeccupymiuMu pearumu (opdhaHubIMET) 3a60-
JeBaHUAMMU, IO cocToAHuo Ha 29 umoHa 2022 r.
¢ nuarHo3oMm «Jlpyrume churaromununoss (E75.2):
6ose3npr Pabpu (Pabpu—AnmepcoHa), Humana—
ITuxka» Ov110 BBIABIAEeHO 246 mamueHTOB (B TOM
yucae 62 pebeHka), m3 Hux 63 mamueHTa OBLIN
obecrieueHbl JIEKAPCTBEHHBIM IIPEerrapaToM araJiCu-
nasa OeTa 3a CUeT CPeACTB OIOMKETOB CyO'beKTOB
Poccutickoit @egepanuu. Ilo gJaHHBIM JUTEPATYP-
HBIX HCTOUYHHKOB, peajibHOe KOJUYECTBO Ial[heH-
T0B B Poccuu moxxer mocrurars or 1500 o 50008.
IIpu 5TOM KOJHMUYECTBO IAI[EHTOB C YCTAHOBJIEH-
HbIM quarHo3oM B® sHaunTeIbHO HUKE PACUETHBIX
uudp.

ITo pamueiM AHO IlenTpa momoliru mamueHTaM
«I'erom», ceiiuac B Poccuu ¢ B® guarsoctupoBaHo
He MeHee 270 mamueHToB, u3 HUX 24 pebeHKa, Tepa-
nuo moJsyuaroT 176 ueaoBek?.

Jduarnoctukxa

HuarnoctupoBats B® TpyaHO HE TOTHKO BBULY
ee PeIKOCTH, HO U 13-3a HeCIeu(PUIHOCTUA CUMIITO-
MOB, KOTOpPbIe Ha PAHHUX CTAAUAX IIPOSABISIOTCS
XPOHUYECKOH 00JIbI0, KOTOPasA Pe3NCTEHTHA K Jieue-
HUIO aHaJIbleTUKaMHU, BKJIOUAas HapKOTUYECKUe.
HeiiponnaTuueckas 60Jb mpeacTaBiasgeT co00il OqUH
U3 IIEPBBIX CUMIITOMOB 1 HabaogaeTca y 76% myx-
uyuH u 64% xeumun ¢ BP0, Tak:ke numeer 3Haue-
HUe HU3Kas OCBEeIOMJIEHHOCTL Bpaueill O AAaHHOM
3abo0JIeBaHUUA.

AnropuTMmbl J1a60paTOPHO AMArHOCTUKM pPas-
JIAYAIOTCS OJIS MY:KUYMH U JKEHIMUH. ¥ MYKUYUH
IJIs auarHocTuku Bb® Ha mepBoM sTalle IIPOBOAUTCS

1Germain DP. Fabry disease. Orphanet J. Rare Dis. 2010; 5: 30. https://doi.org/10.1186,/1750-1172-5-30.

2Myxun H.A., Moucees B.C., Moucees C.B. u dp. luaraocTuka u jederue 6onesnu @adpu. Knuandeckas (papMaKoJOrusa U Tepanus.
2013; 22 (2): 11-20.

3Kysenkosa JI.M., Hamasoea-Baparnosa JI.C, ITo0kaemnosa T.B. u dp. Bonesas @abpu: ocobeHHOCTH 3a60JeBaHUsA y AeTeil U 1mMoJ-
pocTkoB. Borpocs! coBpemenHoi neguatpuu. 2015; 14 (3): 341-348.

4Basic-Jukic N, Kes P, Coric M, Basic-Kes V. Renal complications of Fabry disease. Curr. Pharm. Des. 2013; 19 (33): 6046—6050.
https://doi.org/10.2174/13816128113199990346. PMID: 23448456.

5Schiffmann R, Warnock DG, Banikazemi M, et al. Fabry disease: progression of nephropathy, and prevalence of cardiac and
cerebrovascular events before enzyme replacement therapy. Nephrol. Dial Transplant. 2009; 24 (7): 2102—-2111. https://doi.
org/10.1093/ndt/gfp031.

6MunucrepcTBo 3apaBooxpanenus Poceuiickoir @epepanuu. Kauaudeckue pekoMmenganuu. Boiesas @abpu. M., 2019. IlocTymnHO 110
ccplike: https://cr.minzdrav.gov.ru/recomend/318_1.

"MunuCTEepPCTBO 3ApaBooxpaHenus Poccuiickoit @enepanuu. Ilepeuens penkux (opdaHHBIX) 3a6oaeBaHuii. J[OCTYIHO IO CCBLIKE:
https://minzdrav.gov.ru/documents/9641-perechen-redkih-orfannyh-zabolevaniy.

8)Kypasnesa M.B., Xumuu T.B., I'azapuna FO.B., Komposckuii B.A. KTMHUKO-5KOHOMUYECKUH aHAIN3 IPUMEHEeHUA PepMeHTO3aMe-
CTUTEJIbHOM Tepanuu npu 6osnesuu Padbpu. Knuanueckas dapmakosorus u trepanus. 2019; 29 (4): 83-88.

9Bosre3ub @abpu: pacIPOCTPAHEHHOCTD, IPOABJICHUSA, CeMeiHbIH ckpuHUHT U JedeHue. AHO IlerTpa nomormu nanueaTam «eHOM» .
10 mrons 2022. [Onexrponusblii pecypc]. Pesxkum mocryma: https://orphan-genom.ru/zabolevaniya/bolezn-fabri/istoriya-bolezni-
fabri/

10Ginsberg L. Nervous system manifestations of Fabry disease: data from FOS — the Fabry Outcome Survey. In: Mehta A, Beck M,
Sunder-Plassmann G, eds. Fabry Disease: Perspectives from 5 Years of FOS. Oxford: Oxford PharmaGenesis, 2006. Chapter 23.
Available from: https://www.ncbi.nlm.nih.gov/books/NBK11613/
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olpejeeHne aKTUBHOCTU JHU30COMHOI'0O (epMeH-
Ta o-rajaKTo3ugas’sa A B KpoBU (IATHA BBICYIIEH-
HOU KPOBU, JIEHKOIUTHI nepudepuuecKoii KpPoBu).
Y KeHIUH C IeJbi0 MePBUUYHON OMOXMMUUYECKOU
OIUArHOCTUKU PEeKOMeHAyeTcs M3MepeHUe KOHIIeH-
Tpanuu raoborpuaosuiachuurosuna (Lyso-Gb3)
KpoBH (IIJ1a3Ma KPOBU, IIATHA BLICYIIIEHHON KPOBU),
TOCKOJBbKY aKTUBHOCTH (hepMeHTa y KeHIuH ¢ Bd
MOKeT OBITh B IIpelesiax HOPMAaJbHBIX 3HAUEHUM.
Tak kak Kourenrpamus Lyso-Gb3 npumepuo y 30%
JKeHIIUH HaXOIUTCA B IIpefiesiax ped)epeHCHBIX 3HAa-
UYeHU1, PEKOMEHIYeTCs oIlpe/ieieHr e COOTHOIITeH U
akTuBHOCT, GLA/Koumenrparmus Lyso-Gb3. 9tor
moKasaTesb 00JafaeT 60Jiee BHICOKOM UyBCTBUTEJIb-
HOCTBIO, UeM TOJILKO OIIpe[esieHre KOHIIEHTPAIlUU
MeTaboauTa UIM M3MepeHne aKTUBHOCTH (pepMeH-
Ta. Ha BTOpoMm aTare ¢ I1eJIbi0 II0ATBePIKIeHUS [1a-
THO3a HA MOJIEKYJISPHO-TeHETUYECKOM yPOBHE BCeM
npoBogutcsa JHK-nuarmocTuka (IoucK mMyTanuii B
rene GLA).

C 1mesbio OMOXMMHUYECKOTO KOHTPOJIA JEeUEeHUS
nepen HauasioM Tepanuu u Ha (oHe P33T pexro-
MeHIyeTCs ucciaenoBanne yposusa Lyso-Gb3 y Bcex
HaueHTOB C YCTAHOBJIEHHBIM Auario3om Bd.

¥V nereii mepBble KINHUUYECKUE TPOosABIeHuss BD
MOTryT ne0oTrupoBaTh B 2—4 rogab. CuavuaJia cuMIITO-
MBI 3200J1€BaHIS UMEIOT HecHeIln(puuecKuii xapak-
Tep, UYTO 3HAUYUTEJNHHO B3aTPYAHAET W 3aMeIJseT
IIOCTAHOBKY amarHosa. IlopaskeHue MOYEK TaKiKe
gyacTo ne0ITUPYeT B IeTCKOM BospacTe (B 3—5 jer),
ONHAKO KJIMHUYECKAas KapTUHa MOYKeT ObITh CTep-
TO#16.

CxpuHHMHT

Ha CoBere 9KcmepToB 00CYKIAJIU BOIIPOCHI
npoBejeHUs cKkpuHuHTra B®, B TOM Uncie y JeTei.

Hna panuero BoisiBiaeHUA BP spdeKTUBHBIMU
MOAXOMAMHU SIBJISIOTCS Pa3JIMUHble BAPDUAHTHI CKPHU-
HUHTOBBIX IIPOTPAMM — CEJeKTUBHBIA CKPUHUHT,
CeMeMHBbI CKPUHUHT U B IIEPCHEKTHUBE MAaCCOBBIN
CKPUHUHT HOBOPOJKIEHHBIX.

Cenekmué6Hblii CKPUHUHZ
zpynn 6vLCOK020 pucKa)

YuyursiBasg 0COOEHHOCTU KJIWHUUYECKUX TIPO-
SABJIEHUH, CEeJeKTUBHBI CKPUHHUHT Ha B® mpoBo-
IUTCS CPEeIUN IaIlMeHTOB C XPOHUUECKOI 00JIe3HBIO
MoYeK, PAaHHUMU HHCYJIbTAMHU, Truieprpoduei
JIEBOTO JKeJyJouKa HescHOro rexesa. Ilpu mpo-
BeIeHUU CEJeKTHUBHOTO CKPUHUHTA y MYMKUUH U
JKeHIIUH ¢ PAHHUM MHCYJIbTOM 1011 B® cocTraBuia
4,2% u 2,15% cooTBeTCTBEHHO, ¢ rumneprpodueit
JIEBOTO JKeJaymouka HescHoro remesa — 0,9-3,9% u
1,1-11,8%, ¢ TepMHUHAJLHON IIOUEUHOM HemZOCTAa-
TounocThio — 0,33% u 0,10% 11,12,18,

(o6cnedosanue

B xome CoBeTa OKcepToB OBLI IIPEIJIOMKEH IIPO-
Guap HaNMeHTOB, Y KOTOPHIX I€J1eCO000pasHo IIPo-
BeJeHNe CeJIeKTUBHOTO CKPUHUHTA [JIS BHIABICHUS
B®. Breuio caenaHo 3aKJIIOUeHNE, UTO Y IMAI[UeHTOB
CO CJIeVIOIIMMU COCTOSTHUSIMU ITIOKa3aHo IIpoBee-
HUe TUATHOCTUKU:

e PaHHUI UHCYJILT;

o T'umepTpodus JE€BOTO KEIYIOUYKA HESICHOTO
remesa ;

e [ToueuHass HETOCTATOUHOCTDb HESICHOI'O reHesa;

e AnusoauYecKue 601 /KIKEeHNEe B CTOMIaX MU
KUCTAX;

e Crolikas anbOyMUHYPUS Y AeTeil U MOAPOCT-
KOB;

o AHIMOKepaToOMBI;

e «MyToBUaTOoe» IOMYTHEHWHE POTOBUIIBI
(BopoHKOOOpasHasa/BUXPEeBUAHAA KePaTOIaTHA).

OKCIIEPTHLIM COBETOM OBIJIO IIPEJIOKeHO pac-
CMOTPETh BO3MOKHOCTh BHECEHUS B IPOPUIAKTU-
UyeCcKMe OCMOTPHI JeTell B JeKPeTUPOBAHHBIE CPOKU
IWNaTHOCTUKY HacJIeJCTBEHHBIX 3a00JieBaHUH,
TakuxXx Kaxk B®, Hampumep, ¢ TOMONILI0 aHAJIM3a
«CyXOro IsiTHa» KPOBU HAa OIpejesieHne aKTUBHO-
CTHU JIUB30COMHOTO (hepMeHTa a-TajaKkTo3ugasa A.

Cemelinblil CKDUHUH2

OKCIIEPTHI IPUIILINA K 3aKJIIOUEHUIO, YTO CeMe-
HBIN CKPUHUHT SBJIAETCS OTHUM U3 3(PPEeKTUBHBIX
MOAXOMO0B K BHISBJIEHUIO HOBBIX, B TOM UHCJIE JOKJIU-
HUYECKUX cJaydaeB 00Je3HU, TaK KaK B CPeJHEM Ha
Kasxmoro nanuenTta ¢ B® (mpobanzga) mpu nposeze-
HUU CEMENHOr0 CKPUHUHTA MOJKET ObITh BBHIABJIEHO
OT IBYX [0 IIATHU JOIOJHUTEJbHBIX CJAydJaeB 3aboJre-
BaHUA B OLHOU ceMbels,

Heonamanvnulii ckpunuHe

IKCIIePTHI IPUIILIN K 3aKJIIOUEHHNIO O HelleJIeco-
00pPasHOCTH MPOBENeHNA MAacCOBOr0 HEOHATAIHLHOTO
CKPUHUHTA Ha JaHHOM dTale.

IIpu sToM cienyeT yUYUTHIBATH, UTO COTJIAC-
HO pesyJbTaTaM CKPUHUHTA HOBOPOKIEHHBLIX Ha
B®, nposenennoro B Cesepuoii Uranuuls, vacrora
B® cocraBunma 1/3100. TaiiBaHbCKOe wmcCCIemIOBa-
HUe IT03BOJINJIO BBIABUTH BBICOKYIO UacTOTy (IIpu-
osusurenbHo 1 Ha 1600 my:xumH). BoJbIIMHCTBO
BBISBJIEHHBIX CJIyuaeB 3a00JieBaHUSA ObLIN CBSI3aHBI
C MyTalluAMU, IPUBOIAIINMY K PASBUTUIO MO3AHEeH
opMbI 60JI€3HY C TPEUMYIIECTBEHHBIM OPAKEHU-
€M CepJIeuHO MBIIIIIIHI.

Tepanusa

MeTonbl cMMOTOMATHYECKON Tepamuu He o0e-
CIIEUMBAIOT JOCTATOUHON 5(P(PEeKTUBHOCTU U He
TO3BOJIAIOT TOCTUUYL KOHTPOJA CUMIITOMOB 3aboJie-
BaHuA. Haubosiee s3()(peKTUBHBIM SBJIAETCS IIPUME-
"Henue aautenbHoin @3T. CoryiacHO AeNCTBYOIUM

11Germain DP. Fabry disease. Orphanet J. Rare Dis. 2010; 5: 30. https://doi.org/10.1186,/1750-1172-5-30.

12Linthorst GE, Bouwman MG, Wijburg FA, et al. Screening for Fabry disease in high-risk populations: a systematic review. J. Med.
Genet. 2010 Apr; 47 (4): 217-222. https://doi.org/10.1136/jmg.2009.072116. PMID: 19797197.

13Shi @, Chen J, Pongmoragot J, et al. Prevalence of Fabry disease in stroke patients — a systematic review and meta-analysis. J.
Stroke Cerebrovasc. Dis. 2014; 23 (5): 985—-992. https://doi.org/10.1016/j.jstrokecerebrovasdis.2013.08.010.

14Laney DA, Fernhoff PM. Diagnosis of Fabry disease via analysis of family history. J. Genet. Couns. 2008 Feb; 17 (1): 79-83. DOI:

10.1007/s10897-007-9128-x. PMID: 18172746.

15Spada M, Pagliardini S, Yasuda M, et al. High incidence of later-onset Fabry disease revealed by newborn screening. Am. J. Hum.
Genet. 2006; 79 (1): 31-40. PubMed PMID: 16773563. Pubmed Central PMCID: 1474133.
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KJINHUUYECKUM peKomeHganuam nmo bd®, ®3T mpoBo-
OUTCS Y MY:KUUH II0CJIe ITIOCTaHOBKHY Auaruos3a bd,
a y JKeHIIVH IIPU HAJNYUY CUMIITOMOB U IIPU3HAKOB
IPOTPECCUPYIOIIETO MOPAKEeHN A OPTaHOB-MUIIIeHEeH
(mouek, cepama, ITHC, KeaymouHO-KUIIIEYHOTO
TpaKTa # T.[.)16.

Ilo mHeHHI0o »KcmepToB, HasHaueHue @O3T
OPUBOAUT HE TOJBKO K CTAOMIMB3AIIMU COCTOSHUSA
NaIreHTOB, HO U B HEKOTOPBIX CIAYUAAX IIO3BOJIAET
IOOUTHCSA Perpeccuy HeKOTOPHIX CUMIITOMOB.

Hna 3aMecTUTEeNHHON Tepanuy PeKOMOMHAHT-
HBIMU IOpernapatTaMu o-raJakTo3mgasbl A MOTYT
NPUMEHATHCA PeKOMOMHAHTHBIE (DePMEHTHBIE IIpe-
napaTtbl. B Poccuu 3aperucTpupoBaHBI ABa Ipena-
paTta ajs maToreHeTudeckoii Tepanuu B® — arai-
cumasa Oeral” u arajmcupasa aabpal?. Oba mpemna-
paTa He MPOUBBOAATCA Ha TeppuTopuu Poccuiickoit
denepanuu. [Ipu sToM npenapaThl IpegHA3HAUEHBI
OIS PEeryjasipHOTO IMOXKUSHEHHOTO BHYTPUBEHHOTO
BBeIEeHUA6,

dadaraa

IIpemapar dabaran — arajcupmasa Oera, B
dopme auoduansaTa OJad IPUTOTOBJIEHUA KOHIIEH-
TpaTa JJis IPUTOTOBJIEHUA PAaCTBOpA IJA MHDY3Ui
Bo (pmaxkouax 35 mr. Ilokasan B KauecTBe JJIUTEJb-
ot P3T y mamueHTOB C HOATBEP:KAEHHBIM gUa-
rao3oM B® (HemocTaTOUHOCTD O-TaJaKTo3uaasbl A).
ITpuraTra K cBegeHuo MHGOPMAIUA, UTO ITOJHBIN
IUKJI IPOM3BOICTBA IIpernapara 0yeT JIOKaJIn30BaH
Ha Teppuropuu Poccuiickoii @Penepamnunu B 2024 r.,
HaYMHAA ¢ CUHTEe3a cyOCcTaHI[UU.

IOKcHepThl OOCYAUJIN HaHHBIE KJIMHUUYECKUX
uccjemoBanmnii mpemnapara ®@abaran. B uactHocTH,
B XO0Jle 3aceaHUA ITPOAHATUIUPOBAHBI PE3YIbTATEI
JIBOMHOIO-CJIETIOTO, PAHJJOMU3UPOBAHHOTO, B IapaJi-
JeJbHBIX TPYIIIaX HCCJIEJOBAHUA CPABHUTEIbHON
dapmakokuHeTnKU U 06E30IIaCHOCTH IIperapaToB
dabaran® (ISU303, arancuznasa 6era, Juohuamnsar
IJIS1 IPUTOTOBJIEHUA KOHIIEHTPATA JJIsl IPUTOTOBJIE-
HUA pacTBopa Aas mHdysuii, 35 mr) u Padpasum®
(arasmcupmasa Oera, aumouUIM3aT s IIPUTOTOBJIE-
HUS KOHIIEHTpaTa [AJA IPUTOTOBJIEHUS pacTBOpa
nas nH@ysuii, 35 Mr) y 30pOoBBIX JO0OPOBOJIBIIEBLY.

Ilo pesyabTaTam paccmorpeHHoro 30-mecsu-
HOTO KJMHMNYECKOTO HuccjaegoBaHuA d(PPeKTHuBHO-
ctTu u 6e30macHOCTH, BKJIOYAA IIPOIOJIIKEHHYIO
dasy, ObLIO cHeslaHO 3aKJIOUEHUE, YTO y B3POC-
abIx nanueHToB Pabaran moxasas COIMOCTAaBUMYIO
3 (deKTuBHOCTL M 0Ee30IIaCHOCTH B CPaBHEHUU C
dabpazumom20,

1o cebuike: https://cr.minzdrav.gov.ru/recomend/318 1.

HomosHuTeIbHO OBLIM IIPEACTABJIEHBI JaH-
HbIe 00CepBaIlMOHHOTO HucciaenoBanusa Pabaraya B
Pecny6siuke Kopes, B KoTopoe ObLINM BKJIIOUEHBI 53
namnueHTa us 9 meHTpoB: 16 marueHTOB B BO3pacTe
8—29 e, 20 nartuenTos — 30-40 jer, 16 mamueHTOB —
50—-60 mer. Cpok mpeOLIBaHUSA IAI[MEHTa B HCCJe-
moBaHUU — 3 roja. B HacTosIee BpeMsl B MCCJIEO-
BaHUU ocraeTcA 14 manueHToB. [laHHOE Mccaem0Ba-
HHe IOATBEPIKIaeT KJINHUUYECKYIO d(PPeKTUBHOCTH
u 6e30ITacHOCTh IIpenapara Pabdarai.

ITo pesysnbTaTam o6Cy K AeHUSA OBLIO YCTAHOBJIE-
HO, uTO ITpuMeHeHue Mabarajga Kak cpeJcTBa IIaTo-
TeHeTHUUYEeCKOU Tepalny B JeUeHU! IIaineHToB ¢ Bd
MOJKET CIIOCOOCTBOBATh CHUXKEHUIO BBIPAYKEHHOCTH
CUMIITOMOB 3a00JIeBaHUA U Perpeccy KINHUYECKUX
OPOSABICHUI.

®apMaKOIKOHOMHUYECKHE ACIEKThI OPraHu3a K
MeANIMHCKO MOMOIIY MalieHTaM

JlekapcTBeHHOE oOeceueHre IaIueHToB ¢ 3a00-
JIeBAHUSIMU, BOIIEAINNMU B IIepedeHb OPMaHHBIX
3a00JIeBaHNUIi, OCYIIIECTBJSETCA 3a CUeT CPEJACTB
6ro12KeToB cy0beKToB Poccuiickoit @emepaiiuu.

B kauHMUYecKOW IpakTMKe BO3HUKAET 3ajada
BBIOOPA ITperapara ¢ yueTom (hapMaK0odIKOHOMUYECKUX
XapaKTepUCTUK CPABHUBAEMBIX AJIbTEPHATHUB IIPU
COIIOCTABUMOI TepaIreBTUYeCKOT a(h(peKTUBHOCTHU.

IKCcIepThl O3HAKOMUJNCHL C Pe3yjJbTaTaMu
(hapMaKO’KOHOMHUUECKOTO0 CPaBHUTEJILHOI'O aHa-
au3a «MAHUMUS3AIMUU 3aTPaT», B KOTOPOM H3yda-
auch (apMaKO’KOHOMUUYECKHEe XapaKTepUCTHU-
Ku arajgcuzmasbl anbda (Pemmaran, Shire Human
Genetic Therapies) u nmpemapaTos arajacugassl 6eTa
(Pabpasum, Genzyme Corporation u @abaram, OO0
«HIIO IlerpoBakc Papm» (Poccus)/ISU ABXIS
Co., Ltd. (Pecnyosuxka Kopes). Ilpunsara x cse-
nenuio nHGOpMAIMs, UTO IpelebHAs OTIIYCKHAs
IleHa Npou3BOAUTEeNA Ha Ipenapat Pabaraa Oymer
Ha 40% HUKe DOCTYIIHOrO B HACTOfAIee BpeMs Ha
poccuiicKOM pBIHKE IIpelapaTa arajicuaasbl Oera.

3akaoueHue

IKcHepThl PEKOMEHIOBAIN IIPOJOJIMKEHNe IIPO-
rpaMM CeMeNHOI'o CKPHMHMHIA, a TaK)ke pacIliupe-
HUe IePeuYHs IPYIII PUCKA JJIs IPOBEIEHUA CeIeK-
TUBHOTO CKpUHUHra Ha B®. IKcIepTHBIN CcOBET
pexomMeHayeT ImpodeCcCUOHAJIbHBIM OOII[eCTBEH-
HeiM opraHmsanuam (Coios memzuatpoB Poccuwu,
Acconmanua MegUIIMHCKUX Te€HETUKOB) paspado-
TaTh METOANUYECKNe PEeKOMEHJAIINHN I10 IIPOo(UIaK-
THUYECKUM OCMOTPaAM JETCKOI'0 HACEJIEHU C YUETOM

16MunucrepcTBo 3apaBooxpanenusa Poccuiickoit @enepanun. Kiuanueckue pekomernganuu. Bonesas @abpu. M., 2019. ocTynHo

1" HeTpyRIMsa 10 MEAUIIMHCKOMY IPUMEHEHUIO JIeKapCTBeHHOro IpenapaTa ®abpasum ®, pasMelieHHasa HA caliTe FOCYAapCTBEHHOTO
peectpa sexapcTBeHHBIX cpencTB (I'PJIC). [QnekTponHbIil pecype]. Peskum gocryma:
https://grls.rosminzdrav.ru/Grls_View_v2.aspx?routingGuid=e5de723b-a340-4ffe-b8ee-5a4d747a293c&t.

18 HeTPYKIMA 10 MEAUIMHCKOMY IIPHMEHEHHUIO JIEKapCTBEHHOro penapara Pemaran ®, pasMelieHHas Ha caiiTe rOCyAapCTBEHHOTO
peectpa sexapcTBeHHBIX cpencTs (I'PJIC). [QnekTpouHbIil pecype]. Peskum gocryma:
https://grls.rosminzdrav.ru/Grls_View_v2.aspx?routingGuid=d0eda2fd-8a0b-4895-b711-8b89adade871&t.

19https://grlsbase.ru/clinicaltrails/clintrail/12387.

20S00jin Hwang, Beom Hee Lee, Woo-Shik Kim, et al. A phase II, multicenter, open-label trial to evaluate the safety and efficacy
of ISU303 (Agalsidase beta) in patients with Fabry disease. Medicine (Baltimore). 2022 Sep 16; 101 (37): e30345. https://doi.

org/10.1097/MD.0000000000030345.
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HeoOXOIMMOCTU BBIABJICHUS Op(PaHHBLIX 3a0oJieBa-
HUII, B TOM uncie u b®d.

OKCIIePTHI cHejiaJl BBIBOJ O HEOOXOIUMOCTU
Havaysa P33T mocie ycraHoBiaeHusa guartHosa bBdP y
MYKUNH, He JOKUIAACh KINHUUECKON MaHudecTa-
MU CUMITOMOB. ¥ JeTel IIpU HaJIUUYUU CUMIITOMOB
OTKJIAABIBATH 3aMECTUTEJIbHYIO TePaIlnio He CJIeayeT
(masuauenue mnpenapatoB @3T y mamueHTOB B BO3-
pacre MeHee 8 JIeT MOKeT ObITh MHUITMNPOBAHO IIOCJIe
npoBenenus BpaueOHoit Komuccuum). ¥V xeHIIMH
MMOKABaHUAMH K JIEYeHUIO, 110 MHEHHUIO 9KCIIEPTOB,
SABJIAIOTCS BBIPAYKEHHBIE CUMIITOMBI MJIV HPU3HAKU
IIPOTPECCUPYIOIIEr0 MOPAKEHN OPraHOB-MHUIIIEeHe.

g yckoperHoro pocryma gereir ¢ B® K ®3T
SKCIIEPTHI COIILINCH BO MHEHUH O I1eJ1eC000PasHOCTHI
BKJIOUeHuA B® B mepeueHsb 3a00eBaHUM, ITOAAEP-
skuBaeMbIx ougom « Kpyr IJob6pa».

IKCIepThl IOAAePKUBAIOT JIOKAJIUIAIUIO I10JI-
HOTrO IIMKJIAa IPOM3BOJCTBA IIpemapara Pabaran Ha
Tepputopuu P®, uro nmossoaut creaats @3T Gosee
MTOCTYIIHOM TPU CPABHUMOM KJIMHHUUECKON s PeK-
TUBHOCTU 1 0€30IIACHOCTH, a TaKyKe CUMUTAIOT Heob-
XOAMMBIM IIPOBeIeHNe NOIIOJHUTEeIbHBIX HAOJII0AA-
TeJbHBIX HccJemoBanuil B Poccuiickoit @enepaiun.

AemopbL pe3onioyuu:

1. Bacuuxkuna Eigena CepreeBHa, IJIaBHBI Hay4HBIN
corpyauuk HUO CC3 y mereil, HAyYHBIA PYKOBOAUTEb OTAEJIe-
HUA JeTCKOI KapANOJOTHY U MeUIIMHCKON peabuInuTanun, JoK-
TOp MEIUIVHCKUX HAYK, Ipodeccop Kadeapsl feTCKUX 00Ie3Hel
neuebHOoro dakynasrera Wucturyra MO ®PI'BY «HMUIL um.
B.A. Anmasosa» M3 P®, riaBHBIN BHEIITATHBINA CIIEIMAINCT-
nerckuii kapaumosor C3®0 M3 P®, Bpau-neguarp, Bpay-
IEeTCKUY KapAMOJIOT BBICIIEH KATerOpUH, JOLEHT II0 CIeIuab-
woctu «IlegmaTpusi», r. Caukr-IleTepOypr.

2. Bamaxmazase Haro [[;xym6GepoBHa, 3aBeyIOIIas OTAe-
oM opdaHHBIX Oosie3HeH ¥ HPOMUIAKTUKYN WHBATUIAUSUDPYIO-
mux 3aboseparuit HKIT Ne 2 ®TBHY PHIIX um. akazg. B.B. ITet-
posckoro (IIKB PAH), 1oKTOp MeAMIIMHCKUX HAYK, IIpodeccop
kadenpsl dparyabrerckoil neguarpuu @PTAOY BO PHUMY um.
H.N. ITuporosa M3 P®, r. Mocksa.

3. Boponun Cepreii BiaagumupoBuu, riaaBHBI Bpay
DI'BHY «MT'HI] um. akax. H.II. BoukoBa», K.M.H., . MockBa.

4. Baxaposa Exarepuna IOpreBHa, 3aBemyroiias jgabopa-
TOpUeil HacIeACTBEeHHBIX 60Ie3Heil 0OMeHa BeI[eCTB, 3aBeLyIoIas
naboparopueii cesekTuBHOro ckpunmara @I'BHY «MT'HII wuwm.
axaz. H.IT. BoukoBa», JOKTOP MEJUIIMHCKUX HAyK, I'. MocKBa.

5. Koporees Anekcanap Jleoungosud, riaBubii Bpay CII6
TKY3 MTI'1I, riiaBHbI BHEIITATHBIN CIIEINAINCT KOMUTETA 3pa-
BOOXpaHeHUs IO MegunuHcKou reHetuxe CaukTt-Ilerep6ypra,
KaHIUOAT MeJUIIMHCKUX HAYK, I'. CankT-IlerepOypr.

6. Kpacunsaukosa Enena IOpbeBHa, YiieH DKCIEPTHOTO
Cosera I'll. P® mo oxpaHe 310pOBbs 10 peaxuM (opdaHHBIM)
3aboeBaHUAM, DPYKOBOAUTENL IpoeKTHOro oduca «Pexrue
(opdauusie) Gonesuu» PI'BHY «Hanuonansusiii HUM o6ie-
cTBeHHOTO 30poBba uM. H.A. Cemariko», r. MockBa.

7. Kyues Cepreit UBanosuu, qupexrop ®I'BHY «MI'HIL
um. akazn. H.II. BoukoBa», riiaBHBIII BHEIITATHBIN CIEIIUAJIUCT
o MeIMIIMHCKOM reHetuke Munsnpasa Poccuu, npencenarenb

npodUIHLHON KOMUCCUU II0 MEIUIMHCKON reHeTnke MuH3apaBa
Poccun, mnpezncemarens OIruueckoro Komwurera Munsgpasa
Poccum, mpesufeHT Acconmanuy MeIUIIUHCKUX TI'e€HETHKOB
Poccuu, OOKTOp MEZMUIMHCKHX HAYK, Ipodeccop, aKageMuK
PAH, r. Mocksa.

8. Moucees Cepreit BajenTnHoBUY, 3aBeAyoInii Kaden-
poii BHYTPEHHUX, IPOo(ecCroHAIbHBIX 00JIe3HE U PEBMATOJIOI NN
DPTAOY BO «IlepBbiii MOCKOBCKHUII TOCYyJapCTBEHHBIA MeIU-
muHcKuil yHuepcurer um. WM.M. CeuenoBa» M3 P®, noxrop
MeIUITMHCKUX HayK, Ipodeccop, uireH-Koppecrmouzent PAH,
r. Mocksa.

9. [Ilepsyumna Tarbsana MwuxaijoBHa, JUPEKTOP
Nucruryra nepunaronoruu u nepmarpuun ®I'BY «HMUIL um.
B.A. AnmasoBa», 1.M.H., r. Caukr-IleTep6ypr.

10. Pymsaumnes Aunexkcanap I'puropbeBud, [gemyrar
T'ocymapcrBennoit Ilymel, Ymen xomurera ['ocymapcTBeHHON
AYyMBI IO OXpaHe 340pOBbsi, Ilpesument HMUIL NT'OU wuwm.
Hmurpus Porauesa M3 P®, noKTOp MEeAMIIMHCKUX HAYK, IIPO-
deccop, akagemux PAH, r. MockBsa.

11. CepebOpsixoBa Enena AHnpapeeBHa, 3aBeayolas KOH-
cyabratuBHbIM oTaenerHuem CII6 T'KY3 MI'1I, Bpau-reHeTHK
nepBoii kBanupuKanuoHHoi Kareropuu. r. Caukr-IlerepOypr.

12. XBocrukoBa Ejena ApkajgbeBHa, qupexTop IleHTpa
nomorru nanueraram « TEHOM», r. Caukr-Iletep6ypr.
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BonesHb ®abpu

MYTbTUCUCTEMHOE
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avmodunmsar
AN5 NpUroToBNEHNS
KOHUEHTpaTa

AN npurotosnexy,
pacteopa A
ANS HQY3Uin

A5 BHYTpUBeHH,
See Aenug oro

dabaran® — nepBbin 3aperucCTpMpoOBaHHbIN
B Poccum 6noaHanor arancupasol 6era’:

« CTpYKTypHble, GPU3NKO-XUMUYECKME N BUONOrnyeckune
XapaKTePUCTUKN CXOOHbI C OPUrMHANbHbIM NpenapaTtom?34

. NokazaTtenu ¢apMakoOKMHETUKU CONMOCTaBMMbl C OPUTMHA/IbHbBIM
npenapaToMm Mo pesynbrataM CpaBHUTENbHOIO, Niauebo-
KOHTPO/IMPYEMOro PpaHAOMU3NPOBAHHOIO UCC/Ief0BaHUA?

* 99 PEeKTUBHOCTb U 6€30MacHOCTb AOKa3aHa B KIMHUYECKOM
nccnegoBaHMu y naumeHToB ¢ 6onesHbio ®abpu, paHee
nony4aBLnX pepMeHTo3aMecTUTeNbHyo Tepanuio (P3T)°

« NMpumeHsaeTtca B Pecnybnuke Kopes ¢ 2014 roaa®

Poccuq, 142143,
MockoBckasa o6nacTb,
Moponbck, c. MNokpos,
yn. CocHoBag, 1
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