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Beeaenme

Boaesnpr ®abpu — »TO X-CIlellAeHHOe Hacaea-
CTBeHHOe 3a00/eBaHMe, BbI3BAHHOE MyTalllell TeHa
GLA, npusogsmero K gepuumry ¢$pepMmeHTa alb-
¢da-rasaxrosngassl A, B pedyabrare 4ero B KJAeTKax
IIPOVICXOAUT HaKOIIAeHNE IA000TpUo3NAnepaMuia
(GL3), uTO BBI3BIBaET IIPOTPECCUPYIOLTYIO AUCPYHK-
LMIO pa3ANYHBIX TKaHell, OpraHoB U CHUCTeM, B TOM
g1cae cepAe4HO-COCyAMUCTOM 1 HepBHOI. Kannnyecku
3ab0./1eBaHIe MTPOSIBASIETCA aKpollapecTe3usaMu, Ha-
pyIlleHneM IOTOOTAeAeHsl, BUXPeBUAHOI KepaTolla-
THell, KapAUOoMUOoIIaTuel, apUTMUSIMY, MHCYAbTaMH,
IpOTenHypuen u Ap.

Kannanmueckmi cay4ain

Ha oraeaenne kapanoaorum Nel B 11aHOBOM IIO-
psaxe noctynmuaa nanuedTtka K., 35 aet, ¢ ycraHoB-
AEHHBIM AMarHo30M «0o1e3Hb Padpu» 4451 00caes0-
BaHUs U OIIpeAeleHMs TaKTUKM BedeHm:. KaaoObl
IIpY NIOCTYIIA€HUN: OABIIIIKA IIPY YMepeHHOM pusu-
4yecKkoll Harpyske (I1ogbeM Ha 3 ®Ta’K), SIU30AbI Aa-
BAIIVIX O0Aeil B Tpyau, cHuKenne undp A4 40 90/60
MM PT. CT.

Bec: 98.0

Poct: 170 em

Muaexc macch! Teaa: 33.9 xr/m? (oxxupenue I cr.)

Aoaroe BpeMs1 >kaa100 He UCIIBITbIBaja. B 17 aeT crasa
OTMedaTh OTCYTCTBIE TIOTAMBOCTH TPV MHTEHCHBHOM (u-
31YeCKOI1 HarpysKe.

C 25 aeT orMeTIAa TIEPHOAVYECKIE DITM30ADI TOA0BO-
KPY>KeHI1sI, TOLTHOTBI, TOAOBHBIX O0€li, TPy M3MepeHnn
A/ maxcnmazapto 140/90 MM prT. CT.

C 26 aeT (2016 r.) OECTIOKONMA0 YYBCTBO OHEMEHILS B TO-
AeHsx 1 cronax 2—3 pasa B Mecsw]. C AaHHBIMI XKaa00aMu
3a MeAMIIMHCKOI TIOMOIIIBIO He oOpariialach.

B2017r. yOpata, HaxoAs111erocs Ha Ae4eHNI TeMOAV -
30M, IIOCMEPTHO AMarHocTiposaHa 601e3Hb Padpir. B om
>Ke oy y TIalMeHTKM BbIsIBAeHa TeTepO3UIOTHAs My Tallvist
GLA c.227T>C,p.M76T, 40 1103804110 AMATHOCTHPOBATh
602e31b Padbpn. OOcaes0BaHa: COTAaCHO pe3yAbTaTaM Aa-
BOpaTOPHLIX 1 MHCTPYMEHTaAbHBIX JAHHBIX ITOPasKeHIs
niouek, cepAria 11 LTHC He moayyeHo. YunThbisas OTCyTCTBIe
(YHKIMIOHAABHBIX HAPYIIIeHNI, IIpoBeeHNe (pepMeHTO3a-
MeCTUTeABHOI Teparuyi OTA0XKeHO. ¥ poBeHb AM30I1000-
tpuasuacpunrosuta (Lyso-GB3) or okraops1 2019T. — 3,39
(N 0,05-3,0 r/ma).

B 2018 r. orMeTn2a 11osIBAeHIEe BHIPasKeHHOM OABIIIIKI.
Ha OKI' auarsoctrpopaHa GpuOpmAAAIL IpeAcep AN, B
CBS3M C YeM MHMLIMMPOBaHa PUTMYypeXKaloIas 11 aHTUKO-
aryAsHTHAas Teparivi.

B 2019 r. ycraHOBAEH AMarHo3: IIOCTOsIHHAs popMa Pu-
OprAAAIIVI IpeACePAWIL.

B uione 2022 r. o6caesoBana B Kavrike pesmato.1ormu,
He(ppoaoruu u npodrarosorvm E. M. Tapeesa, rae roa-
TBep>K/eH AnaHo3 0oaesHn Pabpy ¢ HopaskeHyeM cepAlia
(nHTpaMMOKapAMaAbHBIT GUOPO3 B OaszaabHOM 3a4He00-
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KOBOM cermMeHTax Muokapapt /DK), repridpeprraeckorit Heps-
HOU! crcTeMBlI (HeltponaTideckast 604b), JKKT.

Pexomengosana ¢epMeHTO3aMeCTUTeAbHasT Tepartyis
araabpcrjasoi-0era B 4o3e 1 mr/xr 1 pas B 2 Hegean BHY-
TPUBEHHO ITOXKI3HEHHO (Hadaao «Pabpasum» ¢29.06.231.).

B amrpese 2024 r. B cBs13u maysamu 110 gaHHbIM CM-DKT
0KO0/10 4 ceKyH/, >Kaa00aMM1 Ha CYHKOTIaAbHbIe COCTOSTHIAS,
npousseseHa yvradTamys OKC B pexkxume VVIR.

17.06.24 r. 3amena «Pabpasuma» Ha «Dabaraa». Ilepea
Hava/0M Teparmu yposeHs lyso-Gb3 cocrasua 6,95 Hr/ma.
Kourpoas ot 05.03.25 1. lyso-Gb3 — 3,66 Hr/ma.

Tarcke 13BecTHO 0 004€3HM I peviBea, AarHoCTpOBaHOIM
B 2019 r. IIpoBoanaacs Teparms Tipo3oaoM 30 Mr/cyT.

Coraacuo saexrpomuorpadu or 10.03.23 1. ipysHaxu
CeHCaAMOTOPHON IOAMHeIPOIIaTIIY BEPXHIX KOHEYHOCTel,
TYHEABHOV CeHCOMOTOPHOI HeIIPOIIaTHM.

3a repo A I11aHOBOI rocriMTaau3arum B Mae 2025 T. Ha
otzeaervn Kapanoaorun Nel TICTI6IMY um. akaa. V1. I
ITapaoBa oOcaesoBaHa:

Ha DXO- KI': ®B 64%, moaoctu cepatia He paciipe-
HbL VIMM /DK 125 r/m2, MUKTT - 13,2 MM, A¥ICCHHXPpOHVT
COKpaAILIeHIST 1€BOT0 SKeAyA04Ka, OUeBIAHBIX HApPYIIIeHMI
/0KaAbHO COKPaTVIMOCTV He BBISIBAEHO, B IIPaBbIX KaMepax
aommpyetcs 3aeKTpog DKC, prKcHpOBaHHBIN B BEPXYIIIKY,
TAPSE 16 mM S9cm/c.

I'lo pesyavratam Y31 OBIT 1 ouek: pasMepsI redeHn
Ha BepXHeli rpaHuIie HOPMBI, B OCTa/AbHOM Oe3 IaTOAOIVIA.

C ydetom >kaa00 Ha 0OAM aHTMHO3ZHOIO XapaKTepa,
OABILIKY A5 MICKAIOYEHVLs MITIEMIIeCKIIX 3MeHEeHI Bbl-
noaseHa crpecc-0xo-KI' — gocturHyTa cydOMakcumaabHas
UCC, Tect oTpuIiaTe AbHBII, TOAEPAHTHOCTH K PH3ITIECKON
Harpyske He CHIDKeHa. YUIUTBIBasl pe3yAbTaThl CTpecc-TecTa,
HaAMdMe MIIeMITJeckolt 001e3HM cepAlia Mal0BepOsTHO.

Ot nposesennst PI'AC nareHTKa OTKa3a1ach.

O0cyxaeHite

boaesur ®abpu mpescrabasieT cooit peakoe X-Clie-
IL/IEHHOe AM30COMHOe 3a004eBaH1e, 00yca0BAeHHOe Aedu-
1uToM ¢epMeHTa aabda-TalakTo3UAasHl A, B pesyabTaTe
9ero MPOVCXOANT IIOCTelleHHOe HaKOILeH e I1000Tpuo-
3uariepaMi/a B KAeTKaX pa3ANJHbIX TKaHell 1 OpraHoB C

UHdopmauuma o6 aBTopax

HopasKeH1eM cepAedHO-COCY AVICTOM, HepBHOI 11 IIOY€IHON
ClICTeM, a TakCKe BOBAeYeHeM KOXKI, 3peHIL 1 CAyXa, UTO
OTpa’kaeT My ABTUCICTEMHYIO IPUpPOAy 3aboaesanis1. Ha-
KOIL1eHIe T1000TpUo3nALlepaMIAa B SHAOTeAMAABHBIX I
IaAKOMBIIIEYHBIX KAETKaX COCY 0B CIIOCOOCTBYET pasBii-
TUIO KapAVIOMUOIIATIAY, MHCYABTOB, XPOHITIECKOH IToded-
HOWI HEAOCTaTOYHOCTU 1 HEPOIIaTIIecKol 601

300TBIM CTaHAAPTOM AVIaTHOCTVKY O0Ae3HV Padput s1B-
A51€TCs1 OTIpe e eHyie aKTMBHOCTY AVI30COMHOTO (pepMeHTa
O-Ta2aKTO31Aa3b1 A B I11a3Me, AeJKOLITaX, CBIBOPOTKe KPO-
BI, CyXVX ILITHaX KPOBHM, CAe3HOM >kyiaxocTit. I Ipy Haavravmn
MyTaIym y IrpodaHAa HeoOXOAVIMO ITpoBeAeHIe o0c1eA0Ba-
HI1S1 BCeX €T0 POACTBeHHIKOB, ITOTEHIIMAABHO ABASIOLIXCS
HOCUTEeASIMY MyTaHTHOJ X-XPOMOCOMBL

B KauecTBe AedeHNs1 UCHIOAB3YIOT (pepMeHTO3aMeCTH-
TeapHy10 Teparuio (O3T) . B Poccuiickoit Peaepariv aas
niposeeHnst P3T mpm 6oaesH Pabpyr 3aperncTprpoBaHbI
ABa AeKapCTBeHHBIX ITpeltapara: araacuasa aabda («Peraa-
ral») 1 araacujasa oeta («Pabpasum»).

MmoronpoduapHas olleHKa — € ydacTieM KaparoAora,
HeppO.10Ta, HEBPOAOTa U TeHeTIKa — IO03BOASIET BBIIBAATD
CyOKAMHITIecKoe IopaskeHle OpTraHOB 11 TeM CaMBbIM YCKO-
pats vHmanyio G3T, uro yaydrraeT TeyeHne 3a00.eBa-
HILSL.
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