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MpnrnaweHHasa CTaTbA

ABCTPUICKUW LLeHTP Oynne3Horo anuaepmonm3a
Epidermolysis bullosa House Austria) Kak Moaenb
OpraHm13aLmMy NOMOoLLYM NpKY peaxkoM 3aboeBaHNK

MNpoguHrep KM." « Nlaimep M.« baysp M. « XuHTHep X!

ABCTpUINCKUIA LeHTp bynnesHoro anvaepmonu3sa (EB
House Austria) B 3anbLioypre ¢ caMmoro CBOero 0CHo-
BaHWA B 2005 I. NpefCcTaBAAET OO0 NCKIIOUNTENb-
HbI NPYMEP OpraHM3aLny ONTUMM3NPOBAHHOW Me-
OVLIMHCKON NOMOLLU rpynne 60/bHbIX, KOTOPbIM [0
3TOrO He yAeNnANoCb AOMKHOrO BHUMAHWSA, — Nauu-
eHTaMm, CcTpajalowwym OynnesHbiM SN1AepMOonn3om,
PeaKNM U OYeHb TAXeslbIM 3a60/1eBaHNEM KOXU.
lMaLuyeHTbl C 3TUM HacNeACTBEHHBIM MEXaHOoby es-
HbIM KO>KHbIM 3a60n1eBaHMeM, XapaKTepy3yoLnmcs
reTeporeHHOCTblo K/IMHNYECKOro TeYyeHudA, MyJib-
TUOPraHHbIMY NPOABNEHUAMY, GONbLINM YMCIIOM
OCJIOXKHEHWI 1 BbICOKOW CMEPTHOCTbIO, MOsyYaloT
B ABCTPUIAICKOM LIeHTpe Bynie3Horo annaepmonnsa
MYNbTUANCUUMIIVHAPHYIO  MEAVLIMHCKYIO, MCUXO-
couManbHylo, OPVEHTUPOBAHHYIO Ha CEMblO MOf-
[OEePXKY, Hamnyywum obpasom afanTupOBaHHYIO
MMEHHO K 3TOMY 3ab0neBaHuio 1 UHAUBMAYaNIbHO
nopobpaHHyio AnA Kaxporo 6onbHoro. LleHTp co-
CTOWT U3 YeTblpex noppasneneHunin: amoynaTopHoro
3BeHa, Hay4yHO-UCCNeaoBaTeNbCkoln abopatopuu,

akajemuy 1 otaena HayYHO-KJIMHUYECKMX uccre-
[OBaHUM U KNVHUYECKUX UCTbITaHUNA. YHMKanbHasA
CTPYKTypa LIeHTPa 3a/loXWuna OCHOBY ANA Hau-
nyywen MeAnLMHCKON NPaKTUKA W OKasaHuA
MeAMLIVIHCKO/ MOMOLYM Ha CaMOM COBPEMEHHOM
YPOBHe, a TakxXe [/19 NPOBEAEHNA KayeCTBEHHbIX,
OPVEHTUPOBAHHBIX Ha 6OJIHOrO Hayu4HbIX Uccre-
[OBaHU 1 Pa3BUTUA TPAHCAALMOHHON MeANLIMHbI.
ABCTPUINCKUIA LeHTp OynnesHoro snupepmosnunsa
6b11CO34aH NPV y4acTny 651aroTBOPUTENbHON NaLm-
eHTCcKol opraHusaumn «DEBRA Asctpus», nopaep-
XKUBaloLLe MeULMHCKNE NCCejoBaHNSA, C LeNbio
OKa3aHVs BCECTOPOHHEN Momoly 60sibHbIM Byi-
JI€3HBIM SMUAEPMOJIM30M U X 6NIM3KUM B ABCTPUN
1 conpefenbHbIX rocyfapcTeax. onyyeHo odu-
LManbHOe NMpu3HaHWe CHavasa Ha HaLMOHalbHOM
ypoBHe — B 2017 I. yupexxAeHuIo NPUCBOEH CTaTyc
HauvoHanbHoro skcnepTHOro LieHTpa Nno reHopaep-
MaTo3aM C GOKYCOM BHUMaHWsA Ha Oynne3Hom snu-
[epmosnn3e, a BCKOPe U Ha eBPOMenckom — B CeH-
TA6pe 2018 . LeHTp 6bin BKoYeH B EBponerickyio

pedepeHcHyto cetb (ERN) no pepkum 3abone-
BaHVAM KOXW. peACTaBneHHbIi B CTaTbe OMbIT
ABCTPUIACKOTO LIeHTpa ByniesHoro anuaepmonmsa
MOXKET MOC/YXUTb MPVIMEPOM YCMELIHON MOAeNu
npvi OpraHM3aLyn NOMoLWM NauvieHTam ¢ Apyrumm
NOSMCUCTEMHbBIMY 3a6051EBaHNAMM.

KnioueBble cnoBa: OynniesHblii 3NVAEPMONN3,
penkne 3aboneBaHus, reHopgepmatosbl, DEBRA,
MEXANCLMNIVHAPHbIA NOAXOS,

Ana untnpoBaHua: [lpoguHrep KM, Jlanvep M,
Bayap W, XuHTHep X. ABCTPUICKWIA LIeHTP ByinesHoro
sanuaepmonu3a (Epidermolysis bullosa House Austria)
Kak MofeNlb OpraH13alvmn noMoWwM Npu peakom 3a-
6oneBaHuK. AnbMaHax KIAMHUYECKON MEAMULIMHDI.
2019;47(1):2-11. doi: 10.18786/2072-0505-2019-47-
008.
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y/tesHsll srmpepmonus (b3) - rpymma pep-
KX HaC/e[ICTBEHHbIX MEXaHOOY/ITIe3HbIX 3a-
OomeBaHMIl, /51 KOTOPBIX XapaKTepHA IIO-
BBbIIIEHHAA PAaHMMOCTb KOXXM U CIM3UCTBIX
0607104eK ¢ 0O6pa3oBaHMeM ITy3bIPeil IIPY MUHUMAIIb-
HOM MeXaHM4YeCKOM IIOBpeXXfeHuyu. MHoroobpasue
KIVHUYECKUX, TeHeTMYeCKMX XapaKTepuctuk b3
U ero BHEKOXXHBIX IIPOSABJIEHMII IO3BOJIIET OTHECTU
B3 k monmcucTeMHBIM 3a060NIEBaHUAM C OGONIBIINM
YJICITOM OCTIOKHEHMIT 1 BBICOKOI CMEPTHOCTBIO [1].
TeHeTnyeckass reTeporeHHOCTb BD  obycmosie-
Ha MyTanuAMu B 20 pasHBIX TeHaX, KOAMPYHOLIUX
Oenki, oTBeYalolMe 3a IOfifiepXKaHMe I[eTOCTHOCTH
sMMAepMIca 1 0OecreyrBaloLIye CBA3b MEX/Y SIIN-
IlepMUCOM M fiepMoil. B saBucumocTu OT Imy6MHBI
HOpaXEHNA BBIAENAIOT CIeyIoliye OCHOBHbBIC THUIIBI
b3: mpoctoit B (my3blpy pacionoykeHbl BHY TPUIIIN-
IlepMaJIbHO), OrpaHN4HbIL B (mmyssipu 06pasyoTcs
B CBET/ION IIACTMHKE 30HBI 0a3anbHOIl MeMOpaHbI),

mucrpodudeckuit B (myspIpu JTOKaMU3YIOTCA TOJ,
IUTOTHOI IIACTMHKON 6a3anbHON MeMOpaHBI), CUH-
mpoM Kunpepa (cMenraHHOe IopakeHNe Ha PasHBIX
YPOBHAX KOXM). B 3aBUCHMOCTH OT TeHeTMYECKUX
U (peHOTUNNYEeCKMX OCOOEHHOCTENl 3TU OCHOBHBIE
¢dbopmsr mogpaspensoTcs Ha 30 mopTunos (puc. 1) [2].

CuMIITOMBI 60JIe3HU U VIX BBIPXXEHHOCTD CUJIBHO
BapbUPYIOT. Y HEKOTOPHIX MAIMeHTOB 3abo/eBaHMe
Ie6I0TUpYeT B IOAPOCTKOBOM BO3pAacTe, KOIZiA Ha Ja-
CTO TPaBMUPYEMBIX YYaCTKaX KOXM (CTOIIBI, KVMCTH)
HOABJIAIOTCA U CaMOCTOATE/IPHO Pas3pelIaloTCs efy-
HIYHBIE Ty3bIpK. Y APYIMX OONMBHBIX Iy3bIpU OOpa-
3YIOTCSI Ha KOXKe ¥ CTIM3UCTBIX 000/I0UKAaX CIOHTAHHO
yKe NpY POXJEHWM, IPY 9TOM HOpaKeHMe HOCUT
OOLIVPHBIIT, TeHePATM30BaHHBIN XapaKTep U MOXeT
ITOBOJIBHO OBICTPO IPUBECTU K JIETAJIBHOMY MCXOZY.
YacTo, 0c06EHHO ITPY ePMATONUTUIECKIX HOATHUIIAX,
PasBUBAIOTCA TaKue BTOPUYHBIE OCIOXKHEHN:A, Kak
XPOHIYECKOe U3BsA3BIICHNE, BOCIIATIEHNE, PyOlleBaHe

[NpurnaweHHasa cTatbA
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Puic. 1. Cxema 30Hbl AepMO3NIAePManbHOro CoeanHeHUsA. B ocHose GynnesHoro annaepmonisa (b3) nexar mMyTaumm reHoB CTPYKTYPHbIX
KOMIMOHEHTOB, B YUaCTHOCTY TEMUAECMOCOM, IECMOCOM, MPOMEXKY TOYHBIX GUIAMEHTOB, AKTUHOBBIX MUKPODUIAMEHTOB, GOKaNbHbBIX

KOHTAKTOB 1 TPaHCMNOPTa BHY TPUKNETOUHbIX MYy3blPbKOB

u pubpo3 KOXKU. A cepbe3Hble BHEKOXKHbIE OC/IOKHE-
HUS — CTPUKTYPBI, CTEHO3BI U TICEBJOCUHAAKTUINN —
Pe3KO YXYALIAIOT KaueCTBO >KM3HU IALVeHTOB. IIpn
TSOKeNMbIX popmax b (TsKenblit reHepanM30BaHHBIIN
HorpaHnyHbll B, peleccuBHBIN AUCTpOdUIeCKnit
B3J) xpaiiHe BBICOK PUCK (paHHErO) JIeTAJTbHOTO VC-
XOJIa BC/IEICTBME HEIOCTATOYHOCTU MUTAHMA, OTCYT-
cTBUsI IpubaBKy Beca, MHQEKIWIT, OPraHHON Hemo-
CTAaTOYHOCTY, A O3/IHee — arpeCcCUBHO IPOTEKAIOIIEro
IIOCKOK/IETOYHOTO paka Koxu (puc. 2) [3-5].

XapaKTepHBIMU CUMIITOMaMM, OOHApY>KMBaeMbl-
MM Y HEKOTOPBIX O0/bHBIX ¢ BO pasubIx Tnmos, 6biBa-
I0T TaK Ha3bIBaeMble Oy/IIe3HOSNN/IePMOTIVI3HBIE HEBY -
CbI, KOTOpbIe OOBIYHO NMEIOT KIMHIIecKue (ObICTPbIit
POCT, HEPOBHBIE I'PAHUIIbI, PA3HOIIBETHOE OKpAIlIMBa-
HUe) U IepMaTOCKONMYecKue IPM3HAKU aTUIIYHON
VTN 37I0Ka49eCTBEHHOI MeJIaHOLMTapHOII npormdepa-
1yyt. OHY YacTO TOSAB/IAIOTCA HAa MecTe OBIBIINX ITy-
3bIpeil. XOTs 9TY 9/IEMEHTBI COCTOAT UCKTIOUUTEIBHO
U3 METaHOLIMTOB U PeIKO aCCOLMUPYIOTCA C Pa3BUTH-
eM MeJIAaHOMBI, KIMHIYeCKOe AMHAMIYecKoe HalIo-
IeHue U THUCTONOTMYECKOe JCCIefloBaHMe Hambornee
[IOfJO3PUTE/IbHBIX OYArOB SIB/LIIOTCS 00513aTeIbHBIMU
(puc. 3) [2, 6, 7].

Crenndndeckoro nedenns BO He cyljecTByerT.
B HacrosAmiee BpemsA TepamMs HOCUT B OCHOBHOM

Tpodureep KM, Jlatimep M., bayap V1, Xunmrep X.

HOAAEPKMBAIOMNIT XapaKTep: 3TO CUMIITOMATHYe-
cKye MeponpusTus (Je4eHue pPaHeBbIX MOBEPXHO-
CTelt), KOHTPOIb MHQUIVPOBAHMA pPaH, HYTPUTUB-
Has HOAJEPKKA, a TaKXKe MPpOopUIaKTUKA U JIedeHIe
BTOPUYHBIX OcCIOXHeHuit [3, 8]. TepameBTuueckue
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Puic. 2. OCNoXHeHWA Y 60IbHBIX C PELIECCUBHBIM TUMOM
AVCTpodUyeckoro bynnesHoro asnnaepmonisa: A — arpeccrisHo
NPOTEKAIOLLMI MAOCKOKNETOUHbIN PaK KOXI MPYAHON KNEeTKW;

B — nceBaoCKHAaKTUANA; B — MHOXECTBEHHDIN Kapyiec 3y60B,
9p03UK NONOCTH PTa; I — XPOHUUECKME PaHbl 1 3pO31K

ABCTPUICKNIA LUeHTp BynnesHoro annaepmonusa (Epidermolysis bullosa House Austria) kak Moaenb opraHm3aumy noMoLLmM Npu peaKomM 3abonesaHmm
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Puc. 3. bynnesnoanuaepmonnzHble (b3) Heycol: A — B3 Heyc

y TpexseTHero pebeHka ¢ ancTpoduuecknm b3; b — ysennueHHbIn
BMA HEBYCa C pucyHKa (A); B — b3 HeByc y naumeHTa

€ norpanunuHbivM TMNom b3; T — aepmatockonunyeckoe GoTo (B)

MepOIpUATHUA U YXOf, 33 anyeHTamu ¢ b3 u apyrumn
penkuMy 60/Ie3HAMY HO/DKHBI TOKOMPAThCS MHANBU-
IyaJIbHO, C yI€TOM MHOTOUYVC/IEHHBIX (PAaKTOPOB: BO3-
pacra, CTeneHu TsDKeCT! 3a00/meBaHmsl, OCTTIOXKHEHNA,
Ipo6IeM U IpeIoYTeHNIT TallMeHTa.

IOwnarHocTuka

B cnyuae o6pasoBaHust Imy3bIpeit Ha KOXKe HOBOPO-
JKJIEHHBIX U JieTeil 6ojee cTapiiero Bospacrta nud-
Q)epenumanbﬂmﬂ AVArHo3 MpOBOAUTCA C NIVHHBIM
nepeyHeM 3a60/IeBaHNIT MHQEKIMOHHOTO, TpaBMa-
TUYECKOTO, ayTOMMMYHHOTO U TeéMaTOIOrMYecKOro
rexesa [9]. [Toce nx MCKIIOYEHNsI B KayeCcTBe IIep-
BOTO 3Tala JAMATHOCTUKM IIPU KIMHUYECKOM IIO-
[o3peHny Ha BD y HOBOPOXKIEHHOrO HEOOXOAIMO
YCTQaHOBUTb YPOBEHb paccIoeHus Koxm. OObIYHO
9TO BO3MOXXHO C HOMOIIBIO OMOICHY CBEXETO IIy-
3bIps (KaK MPaBMUJIO, OH BOSHMKAET yXKe BCIIEACTBME
TPaBMBI KOXI IpK 6Momncum) ¢ MOCTAeRYOLINM Py-
TUHHBIM TIaTOTVICTOJIOTMYECKMM  MCC/IelOBaHUEM
(BHYTpUAIIMEpMaTbHOE WM  Cy6aIMgepManbHOe
paccrioeHne), MMYHOMIIOOPECIIeHTHBIM aHTUTeH-
HBIM KapTUpPOBaHMEM W/MIM TPAHCMUCCUOHHON
9JIEKTPOHHOM MMUKPOCKOIMeN (B HacToslee BpeMs
OHa B OOJIBIINHCTBE CIy4YaeB OKA3bIBACTCS M3JINII-
Heit) [10]. iMMyHOdII0OpecieHTHOe KapTUpOBaHue
AQHTUTEHHBIX JETePMMHAHT B 0OO/IacTH HEpPMOSINU-
[lepMaJIBHOTO COENVHEHNs OBIIO BHELPEHO B IPAK-
TUKY B 1980-X IT. B epMaTOIOr1M4eCKOM OT/I€IEHUN
r. VIncbpyka. Dta HOBasl METOAUKA IIPUIIIA HA CMe-
HY 37IEKTPOHHOI MUKPOCKOIINH, TaK KaK II03BO/IN/IA
6bICTp0 " IIpOCTO CTaBUTDb TOYHBIN OMarHo3 mexa-
HOOyIe3HbIX 3abomeBannmil. C ee TOMOIIBIO MOXKHO
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OIIpEefIeNINTh YPOBEHb PACCIOEHNUsT KOXI 1 IIPOBO-
zuThb fuddepeHaTbHbII AMATHO3 MEXY Y€ ThIPb-
Ms TaBHBIMU TUamu B3 [11, 12].

OTHOCUTEeNIbHOE Hanuume OelKa 3aTeM MOXKHO
BU3Ya/IM3UPOBATh C IIOMOIIBI0 VMMMYHODII0Opec-
LIEeHTHOTO OKpallMBaHMs HaboOpoM crennduyecKux
(B 6GOMBIIMHCTBE CBOEM MOHOKJIOHATbHbBIX) aHTUTEN
K CTPYKTYPHBIM 6Ge/IKaM SMMAepMICa NN K KOMIIO-
HEHTaM JepMO3IIepManbHOro coennuenns. Kpome
TOTO, /i/Is1 BBISIBIEHVSI IIPUYMHHO MY TAL[UN CTIe[IyeT
10 BO3MO>XHOCTM BBIIIONTHUTD MOJIEKY/ISIPHBII aHa-
JIN3 C aHAMM30M KaHJUIATHBIX T'€HOB, OINpeJie/ieH-
HBIX 1PV UMMYHOQII00PECIIeHTHOM KapTHPOBaHNI.
Haxonern, ceMeliHbI aHAMHE3 Al /IEHTa MOXKET yKa-
3pIBATh Ha TUII HACTEJOBAaHMS, YTO IMEET 3HAUEHE
IJIA TOCTIefyIolell IIpeHaTalbHOI U IpeNMIIIaHTa-
LIMOHHOI JyMarHocTuku [5, 9, 13, 14].

«DEBRA AcTpusa»

B 1992 r. npodeccop XenbmyT XuHTHep, HAKOIB-
mnit 3a BpeMs paborsl B MHCOpyke 1 3a pyGeskoM
3HAYNUTE/IBHBII OIIBIT M3y YEHNU s KOXKHBIX OY/IIE3HBIX
3a0oIeBaHMIT 1 BeleHNA MalMeHTOB C ayTOMMMYH-
HBIMI M HACTIe[ICTBEHHBIMY Oy I/Ie3HBIMY 60/Ie3HAMIL,
ObI/T Ha3HAYEH PYKOBORUTENEM OT/Ie/IEeHNs lepMaTo-
noruy 6onMbHUIIB! 001ero nmpoduns B 3ambubypre.
Bmecre ¢ 6nonorom Fabpuanoit IToma-I'y6o oH cosgarn
B 3anpL0ypre Hay4YHY0 1a60PaTOPKIO, TTABHBIM 00-
pasoM crienuannsupyouyocs B 061acTu IMMYHO-
norum u 6y/Ie3HbIX 3a60/IeBaHUIT KOXIL.

Takum obpasom, c Hadasa 1990-x rr. B 3anbLdypre
BCe OOJblIeMy KOMMYECTBY IAIMIEHTOB IIOC/IE He-
CKOJIBKUX JIeT AMATHOCTIYEeCKOI HEOIPefje/IeHHOCTI
(aT0 Ob1IIEE CBOVICTBO peAKuUX OOMe3Heit) CTamu ycTa-
HaBIMBATh Auaruos bO. B xofme perynsipHoro auHa-
MUYECKOro HaOMIofeHN A TaKUX IAallMeHTOB BCKOpPe
CTajla O4YEeBUIHON HEOOXO[MMOCTb OpraHU3AINN
UX BeleHMs M afleKBaTHON momomu. Torma ke
B 3a/IbLI0ypre pOAMIACh UAEs CO3/aTh MAIVIEHTCKYIO
IpyNIy 1o o6pasyy «PORUTENHCKON acCOLMAIN»
DEBRA B Benmxobpuranuy, GyHKIMOHMPYIOLIEi
€ 1978 . B 1995 r. rpy1mia 60IbHBIX 1 Y/IEHOB UX Ce-
Mell COBMECTHO C BpadyaMM ¥ IIEPCOHAIOM, OCYIIIeCT-
B/ISIIOIUM YXOF, 32 OOIbHBIMU, OCHOBasIa 67IarOTBO-
PUTETbHYI0 MALIMEHTCKYI0 OPTaHM3aLMIO C LeTbio
obecredeHNsl HAyYHO-MEJUIMHCKIX UCCIe[OBAHNIL
B obmactu bD «DEBRA ABcTpus». Ota opranmsa-
1M IONTHOCTBIO IIOCBATM/IA CeOsi BCECTOPOHHEN
HOJflep>KKe IMAalMeHTOB ¢ B U MX pOACTBEHHMKOB
B ABCTpuM M cocefHUX cTpaHaX. HasoBeMm muuIb
HEKOTOpble BU/BI [ESTENTbHOCTI: OpTraHM3aL{UsI
HpefjOCTaB/IsAeT IUIOMANKY M OOMEHa OIIBITOM,
6e3BO3Me3[JHO ITOMOTaeT peIaTh IPUANIECKIe BO-
IPOCHL U 6eCIIaTHO MpPefJOCTAB/IACT IePEBA3OUHbIIN

ﬂpl/l rMalleHHaA CTaTbA
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Marepuai, CIOCOOCTBYeT OKaszaHMIO Oojee coBep-
meHHOV ¥ 3G (dEKTUBHON MeIUIMHCKON IIOMOLIMN,
co3fiaBasg CeTb COOTBETCTBYIOIIMX CIICI[MA/TNCTOB
U Y9aCTBYs B 00pa30BaTeIbHBIX MEPOIPUATUAX.

«DEBRA ABcTpus» M3BeCTHa CBOMMM MHOTOYMC-
JIEHHBIMY MHUIMATUBAMY, IPUBJICIEHEM TEeHEXXHBIX
cpencTB ¥ uHQOpMALMOHHBIMU KaMnaHusaMu. Co
CBOEI1 CTOPOHBI OIIBITHBIE BPadl, Y4eHbIe U CPeHIIL/
MJIAJIINI MEOVILIVHCKUI IEPCOHAI OTAENEHNUA Iep-
maromorny 3anpudypra copMmpoBamu MyTbTULIC-
LMIIMHAPHYI0 KOMaH[y, OCHOBHOI 3ajja4eil KOTOPO
CTajIa LeHTPaIN3alysa M MHAVBUAYIN3alsA BeCbMa
HeNpoCTOro Iporecca redeHns 6onpHbIXx bI. Kaxk
TO/IBKO YHA7I0Ch cOOpaTh HOCTATOYHO CpencTB (mpu
(b1HAHCOBOI HOAAEP)KKe YaCTHBIX OIATOTBOPUTETIENT,
OTYACTY — 3 OOLEOCTYITHBIX MICTOYHIKOB), ObI/Ia CO-
3IaHa IlepBasi B MUpe Cllella/I3YpOBaHHAA K/IMHIKA
b3. K orpomHoOI1 pafiocTy Al ieHTOB, POJCTBEHHUKOB
U CIeLMAJIICTOB TI0 YXOAY 3a GOJIbHBIMIU OHA OTKPBI-
mach B 2005 r. Ha 6a3e 6OIBHMIBI OOIIero nMpousa
BT. 3a/1b1I06ypre 1 MpefcTaBsieT COO0I MYIbTUAUCIIU-
IUIMHAPHOE K/IMHIYECKOe OT/ie/IeH e, 3aHMMAIOIeecs
IVIaTHOCTVIKOY, OKa3aHMeM MeJVIIVIHCKOI IIOMOLIY,
HAay4YHBIMJ JICCIEHOBAaHVUAMU ¥ 06pa3oBaTebHBIMU
BOIIpOcaM, cBs3aHHbIMI ¢ BI [15].

HexomMepueckas OpraHmsanus «DEBRA
ABCTpusi» C IepBOrO JHSA CBOETO CYIECTBOBAHUA
HOffiepXKMBaIa U MPORO/DKAeT (PMHAHCUPOBATD Ha-
y4Hble McCefoBanusa B obnactu bD B ABcTpun uc-
K/TIOYUTENTBHO 13 67IaTOTBOPUTENBHBIX [TOXKEPTBOBA-
HWit. Pap takux ¢QyHJaMeHTalIbHBIX MCCIIETOBAHUIL,
HOCBAILEHHBIX MeToflaM JiedeHrs b3, yxxe gocTurim
(haspl KIMHNYECKUX MCIBITAaHWIL. DTO KOIOCCAIbHBII
yCIIeX, MOCKO/MBKY IIEPeXOf OT CTAafuu paspaboTKu
K TPaKTUYeCKOMY IIPYMEHEHNIO B KadyecTBe MeTO-
IVKM JIEYEHUS — JOJTUIA, CIIOKHDBIA M TPYLOEMKUI
mporecc. O Tpebyer rnybokux 3HaHWiT (perucrpa-
LVsI, IIaTeHTBI, ONpefesieHue B TIPYIIy opgaHHBIX
IIpenaparoB), TECHOTO COTPYAHNYECTBA C YYCHBIMMU
u ¢bapMUHAYCTpUeil, 06beMHOr0 (MHAHCHPOBAHNUSA
Y OpraHU3alVy IPOBefieHNA TOKIVMHNYIECKNX U KIn-
HIYeCKuX ucnbltannii (www.debra-austria.org).

B macrosmiee Bpems 6maropapsi 6bICTpOMY Ha-
KOIUIEHMIO 3HAHMUiI B 06macTM OMONOTUYM U TeHe-
TUKM M HOBBIM TEXHOJIOTMYECKUM BO3MOXXHOCTIM
Hay4Hble McCaefoBaHus B obmactu B9 nmpoBopAaT-
Csl PasHbIMU TPYNIIAMM YUEHBIX U BapbUPYIOT OT
6€/IKOBO-KJIETOYHOI Tepally O TPaHCIUIAaHTaluu
KOCTHOTO MO3Ta U TeHHO Tepanuu. [l koopanHa-
LUU ¥ LEeHTpaIu3anuy 60IbIIOro MacCuBa HOBBIX
ZaHHBIX, IONTY4aeMBIX B XOfe 9TOJI paboThI, Ha Ha-
LIMOHAIBHOM M MeXJyHapojHoM ypoBHe «DEBRA
Bennko6bpuranus» n « DEBRA VIHTepHeIIIH» CO3-
naH Hay4Hblii MegMUMHCKMII KOHCYIbTaTUBHBIN

Tpodureep KM, Jlatimep M., bayap V1, Xunmrep X.

coseT (MSAP), B cocTaB KOTOPOTO BXOAAT 9KCIIEPTHI
no b3 u 6monornyecknm ucciegoBaHUAM. 3aABKU
Ha HayYHO-MCCIIeOBATEIbCKIe TPAHTHI IPOXOAAT
LEHTPaJIM30BaHHYI0 IPOLEeNypPy 9KCIEPTHOIO OT-
6opa u npu ofobpeHNN MONy4aloT GUHAHCUPOBA-
Hue [16].

ABCTpUIACKMI LEeHTp GynnesHoro
annpepmoinnsa

ABcTpuitckuii neHTp bO - Bbljaroomuiica mpu-
Mep B3KCHepTHOro ueHTpa Eppomeiickoro corsa
(EC). lLlentp oxasbiBaeT MYIbTUANCUUIIINHAD-
HYIO NOAJEPXKKy O0MbHBIM B 1 Mx cembsm, co-
6mofas TPUHIUIIB KaueCTBEHHON MeJUIIHCKOI
IOPaKTUKU ¥ TNPUJEp>KUBasACh COBPEMEHHBIX IIOZ-
XO[IOB K IIPe[JOCTaBIeHMI0 MEIVIIMHCKOI ITOMOIN
(www.eb-haus.eu) [16]. Ha Ham B3r/1s17, cTOpus pas-
BUTUA LEHTPa MOXKeT IOCIY>XUTb 00pasjoBoil MO-
Ie/IbI0 OPTaHM3aLMM MOMOIIN MPY APYTUX PeNKUX
MY/IBTUCUCTEMHBIX 3a00/IeBAaHNSX.

B nocnegunee mecartunerme EC ypensier 6omb-
II0e BHUMaHJe COBMECTHBIM JIeVICTBIAM Ha HaI[MO-
Ha/IbHBIX ¥ MEXJYHApOJHOM YPOBHAX IO BeIeHNIO
[AIMeHTOB C pegkumu 6OonesHsmu. Kax mpasuio,
opraHmsanusA IOMOIIM TaKUM IaIjMeHTaM COMIp:-
JKeHa CO ClIefyomumMu npobmemamu: Gonbluas re-
TEePOT€HHOCTb, OTPAaHMYEHHOE 4YNCIO IALMEHTOB,
HEeJIOCTAaTOYHbIN yPOBEHb 3HAHMI U OIIBITA, a TAKXKE
orpoMHbIe 3aTpaThl. HecMOTps Ha peIKOCTb KaXXHo-
ro 13 9TUX 3a00/eBaHUII B OTHEIBHOCTH, CyMMap-
HO€ YNCIO CTPAfAIoUINX MMM IAlVMEHTOB BETNKO,
0 4eM roBopuT Hammuye 6omee 500 OTHMX TOTBKO
PenKuxX KOKHBIX 3abomeBannit [17]. B cBsi3u ¢ aTum
AkcneptHblit Komutet EC mmo pegknum 6omesusam (EU
Committee of Experts on Rare Disease - EUCERD)
HPUHAT OOILIYIO /I BCETrO COOOIecTBa CTPATEINIO
MOAJEP>KKYM CTPaH-4ICHOB 10 MHTETPALMM HAIMO-
HaJIbHBIX MEPONPMATHII M MHUIMATUB BO BCEOOD-
eMJIIoIe  MeXAUCHMIIIMHAPHBIE HaIVIOHAJIbHbIE
IUTaHbI, HAIIpUMep, HNOCPEACTBOM CO3faHusA pede-
pencubix 1eHTpoB (PLI) mnn kmacrepos PII Ha Ha-
I[MIOHAJIbHOM YPOBHE, a TAaK)Ke TPAaHCHAIIVIOHA/IbHbIX
eBporelickux pedepencusix cereit (ERN) mo pex-
kuM 6onesuam. ITockonbky cumraercs, uyro PIJ saB-
JAITCA 9KCIEPTHON CTPYKTYPOJ HAaMBBICIIETO Ka-
4eCTBa, OHM JIOJDKHBI 00eCIIeYNTh PaBHBIN BO BCeM
EC mocTym manueHTOB ¢ pefKMMHU 3a60JIeBaHUAMY
K 9¢dexTuBHOI NpodUIAKTIKe, JUATHOCTHKE, JIe-
YeHNIO, YXO/ly M YYaCTHUIO B HAYYHBIX MCC/IeOBaHN-
ax [18-21].

ABCTpUIICKUII LieHTp OYJ/IIE3HOTO SIUAEPMO-
nusa cran PII mo reHopepmaTosam u ocoberHo b9
B paMKax ABCTPUIICKOIO HallMIOHAa/JIBHOTO II/Ia-
Ha MeponpuATuit no pepkum 6omesusam (NAP.se).
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ABCTPUINCKNIA LLEHTP
6ynnesHoro anugepmonunsa

AmbGynaTopHoe
Y P Akagemnsa
oTgenexHve
MayneHTbl
R Ho- LleHTp KNMHNYECKMX
nccnefoBaTenibCKas 4

nccneaoBaHun
nabopatopus

Puc. 4. OpraHvzaumonHasa CTpyKTypa ABCTPUINCKOro
LieHTpa Bynne3Horo anNuMaepMonmn3a BKIloUaeT YeTblipe TeCHO
COTPYAHMYAOWMX APYT C APYrOM NoApasaeneHva. na scex
noapasaeneHnii HanBaxKHemLWM ABNAETCA B3aUMOLENCTBIE
C NauneHTamm

B centsi6pe 2018 r. on Takxe Bomen B coctaB ERN
[0 pefKUM KOXXHBIM Ooje3HaAM. LleHTp, pacmono-
JKeHHBIJI B caMOM LieHTpe EBpombl, mpupep>xusa-
eTCs NPUHIUIIOB PaBeHCTBA, COMMAAPHOCTY M YHU-
BEPCATbHOCTI. DTO O3HAYAET, YTO BOCIONb30BATLCSA
BCEM CIIEKTPOM €ro YCIyT MOTYT ITalIMEeHTHI U3 BCeX
crpan-uneHoB EC ([lupekTnBa o TpaHCIpaHUYHO-
MY OKa3aHMIO MeAMIMHCKON oMoy [22]) u Bcero
Mupa. basoBble IPUHIUIIBI PaOOTHI IIeHTpa BKITI0Ya-
10T KOHCY/IbTallUM CHELMANTNCTOB B COOTBETCTBUU
C MeXJYHapORHBIMU CTaHZApTaMy, COOIIOfeHNe
HOPaKTUYECKUX KIMHUYECKUX PEKOMEHMaIMil, MC-
[IO/Ib30BaHME IIapaMEeTPOB, XapaKTePU3YIOWINUX UC-
XOJbl, He3aBYICUMBIJ KOHTPO/Ib M ayAUT KadecTsa,
a TaK)Xe MY/IbTUAMCUUIUIMHAPHBIN HOAXOJ K OKa-
3aHMIO oMo, IIoCTOAHHBIN KOHTPO/Ib KauecTBa
paboTsI 0b6eceunBaeTCs, B YaCTHOCTH, Ty TEM JIOKY-
MEHTUPOBAHNA 3HAHUII Yepe3 KIMHUYECKUEe PeKo-
MeHJalNM, CTAHZAPTHBIE OIlepallIOHHBIE IIPOLIeYy-
PBI, PYKOBOZICTBA M T.J., @ TAK)Ke IIOCTAHOBKY Iieiel
U HEeIIpepPbIBHYIO OLICHKY MX JOCTVDKEHUA — BCE 3TO
[I03BO/ISAET HOOMBATBHCS YCTONYMBOTO YIydIlIeHNA
KavyecTBa nomoImu [23].

BakHeiIMM KOMIIOHEHTOM YycIlexa ABCTpUIi-
CKOTO IieHTpa OY/I/Ie3HOTO SNUAepMON3a IMOCIy-
JKIJIa ero yHMKa/lbHasd CTPYKTYpa, BKIIIOYAlOIias
(GYHKIMOHMPOBaHNUE TPeX PA3HBIX, HO TECHO B3al-
MOJICJICTBYIOIVX APYT C APYTOM IIOfpasjeIeHuI.
YeTBepToe ImoppasieneHye — LEHTP KIMHUYIECKUX
HAayYHBIX MCCIEOBAHMII U KIMHMYECKMX KCIBITA-
Huil - fobasucs K HuM B 2017 1. (puc. 4).
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AmbynaTopHoe noapasaeneHvie Oynne3Horo
snuaepmonu3a (pykosoamTtens — f-p Mefd. AHa [arim)
CaMblil COBpeMEHHBbIl YpOBEHb MeAMIIMHCKOIN
moMouy B aMOy/IaTOpHOM TofpasfeneHuu B
obecrieyrBaeT CIeLManbHO OOYYeHHBIN M IOA-
TOTOBJIEHHBIVI MENMIIMHCKMII II€pCOHAJ: Ba Bpa-
ya-crenuanucTa no b3, nBe cnenmanu3nupoBaHHble
MeIVIIMHCKME CeCTPbl M 15 3KCIepToB B 061acTN
b9 mpakTuyeckm BceX MeIMIMHCKUX CIeIManb-
HOcTelt (K HMM 00pamaioTcs I[TaBHBIM 006pasoM
no Heob6xopumocty). ITanueHTH MOI'YT IOCelaTh
LEHTpP IJIAHOBO, NIPUXOJUTD 110 BBI3OBY U Ha KOH-
cunuymbl. KpoMe TOro, KpyIrIoCcyTO4HO JOCTYIIHbI
TelleMeULIMHCKasl JepMaTONIOrMYecKass IIOMOIIb,
BO3MOXXHOCTb BBI30Ba MEIMIIMHCKOTO IIepCOHAsIa
U HOTy4YeHUs HeOT/IOXKHOI moMomy. Hausplcmmii
HOPUOPUTET MMeeT MY/IbTURUCLUIIMHAPHDI HOA-
X0/l K Be[IeHUIO NAllIeHTOB B OflHOM LieHTpe. Ero
OCYIeCTB/IAIOT Ha OCHOBE BHEIpeHNUA PEKOMEHTa-
LM U pelleHnii, IPUHATBIX B XOfIe IUCKYCCUM IKC-
HepTOB 3a «KPYIIbIM cTooM» (CoBeT mo pemgkum
607ne3HAM), a TaK)XXe OKas3bIBaA yHOOHYI WHUBU-
Ayanu3upoOBaHHYIO IIOMOIb aMOYTaTOPHBIM 60/Tb-
HBIM. Bce HeobGXopmmble 06CIEHOBaHMS BBIIION-
HAIOTCS 32 ONMH fIeHb U 0e3 NUIIHUX BPeMEeHHBIX
3arpar, IpM HEOOXOLUMOCTY BCE XMPYpPrudecKie
BMeIIaTe/IbCTBA IPOBOJATCSA OFHOMOMEHTHO. B Ka-
YeCTBe Of[HOTO 13 OCHOBHBIX IPMHIINIIOB VICIIONb3Y-
€TCSl HeIIpepbIBHBII BHYTPEHHMII ayIUT KadecTBa,
Jaouuit OGONTbHBIM BO3MOXXHOCTb Y4YacTBOBATh
B HOBEIINX KJIMHNYECKNX UCCTIef0BaHUAX opdaH-
HBIX IpenapaToB. HaKoIJIEHHBIN clienuanaucTaMu
OIIBIT ¥ 3HAHNA MOCTOSHHO IOABEPraloTCsA KPUTH-
YeCKOMY aHann3y, OOHOBISAIOTCSI U MyOIUKYIOTCS.
Hanpumep, B 2009 1. JI>xo Josup Paitn u XenbMyT
XuHTHEP 06006LIMIN CBOJI OIBIT, BCI0 MMEIIIYIOCS
nHGOpPMAIMIO M IpaKTUYeCKNe peKOMEeHJalluN II0
JIe4eHNI0 JaHHOTO 3abonmeBanus B KHUre «KusHb
¢ Oy//Ie3HBIM SMUAEPMONINM30M: ITUONOTUS, [Ua-
THOCTUKA, MYTbTUUCIUIUINHAPHOE BeJleHVe I JIe-
yeHMe». KHura ocHoBaHa Ha [OKa3aTe/lbHbBIX JlaH-
HBIX, IIO/Iy9YeHHBIX Ha KPYIIHBIX KOTOPTaX OOTbHBIX
u3 ABCTpuUM, U JAHHBIX AMEpPUKAaHCKOTO perucTpa
B3 [1]. Ipyroit nogpobHesimuii 0OHOBIEHHDI 00-
30p JIOKaJIbHOTO OMBITA BefieHNsI BO HemaBHO OBIN
OIyO/IMKOBaH OHJIAMIH Ha HECKOJIBKMX A3BIKaX B CO-
TPYGHUYECTBE C MEXJYHAapOLHBIMM IIapTHEpaMu
(www.eb-handbuch.org).

HayuHo-nccnepoBatenbckas naboparopusa
ByNNE3HOO MUAEPMONM3a (PYKOBOANTENb —

A-p Hayk Onua Paiixenb)

CCI‘O,[IHH mraTr Hay‘-lHO-MCCTIeIIOBaTe]'IbCKOf;[ la-
6opatopmnm  BO  HacumreiBaeT 6e3  Mamoro

[NpurnaweHHasa cTatbA
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30 ydYeHBIX-CHELMaNNCTOB B OOMACTV MOJIEKY/IAp-
HOIT OMONOrMy, MMMYHONOTMM ¥ OMONOrMM paka.
B cTpykType nmabopaTopmm HECKOTbKO TECHO B3a-
MMOJIe/ICTBYIOIIMX HAyYHBIX IPYIII, MHTEPechl KO-
TOPBIX CErofjHsI CKOHIIEHTPMPOBAHBI Ha BOIPOCaX
MOJIEKY/ISIPHOI IMAaTHOCTUKM, (PyHZaMEHTATIbHBIX
UCCTeOBaHUAX (HalpuMep, KaHIEpOTeHe3 Mpu
B3), paspaboTke 1 ycOBepIIEHCTBOBAHNUY TepalleB-
TUYECKMX NOAXONOB. KoHeuHaa Ilenb ycuamii Koi-
JeKTMBa — pa3paboTKa MOJIEKYISPHBIX METOMOB
pajgukanbHoro nedenus bO. Ha nayunyio armoc-
depy mabopatopun ocobbiM 06pasoM BIUsIET BO3-
MO>XHOCTb KOHTaKTMPOBaTh C MAaljMeHTaMM U B3a-
MIMOJIe/ICTBOBATh C MENUIMHCKUM IIEPCOHATIOM, UX
HAOMIONAIINM B KIMHUYECKUX IOAPA3TeTeHNIX
nenTpa b3. CoTpygHMYECTBO ¢ HECKOMBKUMMI MeX-
AYHApOLHBIMM J1aOOPATOPUSAMY [IOIOTHSIET OIBIT
CIIELVIA/IIICTOB, CIIOCOOCTBYET 0OMEHY OMOTEXHOIO-
TUYEeCKUMM «HOY-Xay», OOI[eJOCTYIIHOCTM OCHOB-
HBIX MHPPACTPYKTYPHBIX NMOAPA3IeNIeHNIT, a TaKxe
HONMy4YeHN0 (UHAHCUPOBAHMS HAa KOHKYPEHTHOI
OCHOBE.

Cpenn Hambonee BaKHBIX MapTHEPOB L[eHTpa
cnepyer Has3paTh npod. Muxene Jle Jlyka (MogeHa,
Wrtanus). B pesynbrare 3TOro COTpygHMYECTBa CO-
30aHa KOMOMHMPOBAHHASI eX Vivo TeHHasl/KIeTod-
Hasl Tepamnys CTBOTOBBIMY KIeTKaMI IOTPaHIYHOTO
tuna B3 [24]. B vacTHOCTHM, OHa ObI/IA YCIIEIIHO IpHU-
MeHeHa y JIByX IIalJIeHTOB, CTPafaoLiX IOrPaHNY-
HpIM B3 1 nmeromux myrtanun B reie LAMB3. VIm
OblTa MpoBeJieHa TPAHCIIAHTAIMS TPadTOB KOXKI,
BBIPAI[EHHBIX M3 TEeHETUYEeCKM MOAUPUIPOBAH-
HBIX (C UCIIONIb30BaHMEM PETPOBUPYCHOTO BEKTOpA)
ayTONMIOTMYHBIX KY/IBTYP SIUAEPMIUCA, COREPIKAIUX
CTBOJIOBBIE 3INMJIEPMajbHble KIeTKM. TeM caMbIM
YUeHBIM y[a/loCh IIOKa3aTh, YTO JIOKAbHAsI TPaHC-
MIAaHTAIVs TPAHCTeHHBIX KOXHBIX Irpad)ToB MOXeT
CIIOCOOCTBOBATh OOpa30BAHMIO IOTHOCTBIO [ud-
¢dbepeHIPOBaHHOTO  (QYHKIVIOHUPYIOIETO  SIIN-
IepMuca, JIUTENbHO (fMHAMMYecKoe HaOmofeHue
IO 9 /IeT) COXPAHSIONIEr0 MEeXaHNIECKYI0 CTabu/Ib-
HOCTb 6e3 06pa3oBaHMs My3bIpell y 60/IbHBIX IIOTpa-
HUYHBIM TUIOM b3 25, 26].

B2015r. 3HaueHMEe 3TOTO MeTOZa OBITIO TPOIEMOH-
CTPMPOBAHO BHOBb: OBIIO BBIITOTHEHO HECKOTBKO
TPaHCIUIAHTALMII TeHeTUYeCKU MOAubUINpOBaH-
HBIX KOXXHBIX I'paTOB 7-1€THEMY O60IPHOMY IOTpa-
HUYHBIM TUIIOM B9, KOTOPBIIT HAXOAMIICS B 0XKOTO-
BoM otpeneHunu r. boxyma (Tepmanus). Ianuenry
Yamoch BOCCTaHOBUTH 80% smnmpepMmuca, IMmopa-
JKEHJe KOTOPOTrO IMOAMEePXXMBANIOCh TSKENMOi 6ax-
TepuanbHOil MHPekuyeit [27]. Yepes mecAn mocie
TPaHCIUTAHTALMU Yy 6OJIBHOTO MMEJICA YCTOVMYMBBIN
K MeXaHMYeCKOMY IIOBPEXAEHUIO (CTaOMIbHBII

Tpodureep KM, Jlatimep M., bayap V1, Xunmrep X.

flake TIPY CUJIBHOM TPEHUU KOXMU) ¥ TUCTOJIO-
TMYECKM IOTHOCTBIO HOPMAJbHBIN SIUTEPMIC.
[Mocnenyromuit aHanus in vivo (TUII MHTeTpanuu
IIPOBUPYCA, KIOHAIBHBIN TPENCUHI) IIOLTBEPANII,
4YTO [/ TOMHOTO BOCCTaHOBJIEHMS U HOJfeprKa-
HUsS CTPYKTYPHO U (PYHKI[MOHATBHO HOPMATbHOTO
3MUJIepPMUCa JOCTATOYHO HEOOJBIIOrO YMCIa JIN-
TEJIBHO JKUBYIIUX TOJIOKIOHOB (9MUJiepMaTbHBIX
CTBOJIOBBIX KJIETOK), KOTOpbIe IIPOAYLMPYIOT IIOJ-
HOCTBIO AudQepeHINpOBaHHbIE KePaTUHOLUTHI.
Jlo Hacrosmero BpeMeHyu NPU3HAKOB OTTOPKEHU A
TPaHCITAHTaTa, OOpasoBaHMA AHTUTEN, a TAKXKe
NIPM3HAKOB KaHL€POTEHHOCTY VMM KIOHOT€HHOCTH
y MaljyeHTa He HabIrofjaeTCA.

Cell4ac TNpPOJO/KAIOTCA M JIPyIMe IIPOEKTHI
B paMKaX MeXIYHapOJHOTO COTPy[JHMYECTBA, Ha-
IpuMep, MCCAEJOBAaHMA TEHHOI Tepanmuyu perec-
cuBHO-pucTpopuyeckoro b3 (HOLOGENE?7, 2017)
n morpannuroro b9 (HOLOGENEI7, 2018).

B xaudecTBe ombITa IJIOLOTBOPHOTO B3aMMOJEi-
CTBUsA CIelyeT YHOMSHYTb paboTy ¢ MMMYHOIOTHU-
4YecKoil I'pynmoil ¢axynabreTa eCTeCTBEHHBIX HayK
3anpubyprckoro yHusepcurera Ilapuca Jlogpona
(pyxoBopguTens rpynnel — A-p Hayk Vpuc I'parn).
B mocnenHue rogpl ObIIO YCTAHOBIEHO, YTO MHOTHE
TSDKesIeline cuMIToMbl B 06ycmoBiensl rumep-
PEaKTUMBHOCTDBIO MM HApYLUIEHMEM DETyIALUN UM-
MYHHOJ CHCTEMbI, BOSHUKAIOUIVIMY, BEPOATHO, KaK
pes3y/IbTaT XPOHMYECKOTo 0OpasoBaHMs IIy3bIpeil
M COCTOSAHUsA IIePMAHEHTHOTO 3a)XMBJIEHNU:A PaH.
LlenenanpaBieHHOe BO3HENCTBUME Ha OUCHYHKIU-
OHaJIbHbIE 3BEHbA MMMYHOTEHe3a U MX Peryrsanus
BelyT K KJIVMHIYECKOMY YIY4IIeHNIO, YTO OBbIIO II0-
Ka3aHO IIpM HaHeceHMM Kpema J[manepenH. ITOT
HU3KOMOJIEKY/ISIPHBIIL [Ipemapar, paspaboTaHHbIIN
B ABCTPUIICKOM LIEHTPe OYIINe3HOT0 SIMNUepMONN3a,
YTHETaeT aKTMBHOCTb BOCIIAJIMTEIbHOTO MHTEPIEN-
KMHa-1P, KoTopas, KaK U3BECTHO, CYIIeCTBEHHO I10-
BbIIIEHAa B KEPATMHOUMTAX MALMEHTOB C TKENIbIM
reHepann30BaHHBIM IpoCThIM B ¢ ayTocomHO-710-
MUHAHTHBIM TUIIOM HaclefOBaHMU:A, BbI3BAHHBIM
myTanueit reHoB KRT5 wnn KRTI4, Kopupyromux
KepaTusbl [28]. ImamepenH - mpemapar, KOTOPBIil
UCIIONIb3yeTCsA Yy OONBHBIX apTPUTOM KaK IPOTU-
BOBOCIIAZIUTENbHOE CcpeficTBo. OH cTan mpuMepoMm
M3BECTHOTO JIEKAPCTBA, KOTOPOE IONY4YUIO HOBOE
MOKa3aHye K IPUMEHEHNIO U CTaslo OPPaHHBIM s
b3. B uccneposanmax I/11 ¢aspr xpem [uanepenn
yAy4lan 3aXMBAEHME PaH Ipy NMPocToM Tuie b3,
MOJaB/AsA KJIETOYHBI BOCHATUTENbHBIA KacKap.
B mHacroamee BpeMsa InpemapaT IPOXOSUT KIMHHU-
gqeckoe nccnegoBanue II/IIT dassl mas MexpyHa-
ponnoit peructpanun (ClinicalTrials.gov Identifier:
NCT03472287) [29, 30].
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Akapemua bynnesHoro anuaepmonm3a
(pykoBoauTens — A-p Hayk labpuana Mona-Ty6o)
I'maBHas 3ajaya akageMuu BO — obecrneunBarb He-
IpepbIBHOE MYIbTUAUCHUIUIMHAPHOE 00pa3oBaHue
u obydeHMe JI0fel], He MMEIOIMX OTHOLICHNA K Me-
AMLMHE, 4 TakXe MTPOodecCHOHANOB-KINHUIMCTOB
U YYeHBbIX M3 ABCTpUM U APYrux crpan mupa. Ona
TECHO COTPYAHMYAET C HALMOHAIBHBIMU U MEX[Y-
HapOJHBIMY OPTaHM3ALMAMU MO PefKUM O0Ie3HIM
(manpumep, EURODIS, ORPHANET, «bBynmesuslit
anuepMonu3 6e3 TPaHuIl») B BOIIpocax cbopa u me-
pemauy MHGOPMALMH ¥ 3HAHMUIT B 9TOI criendmde-
CKoIT ob6macTy. AKafeMisi OTBedaeT TaKXKe 3a CBSI3U
C OOIeCTBEHHOCTDIO, COTPYAHMYAsL C II€YaTHBIMMU
U 9IEKTPOHHBIMI CPEACTBAMIU MAacCOBOI MHGOP-
Malyy, IPOBOSUT OOydaroliye Kypchbl, KOHIPECCHI,
mpuriamaer B ABCTpUIO KOHCY/IbTAHTOB-9KCIIEPTOB
Y OpTaHu3yeT I0e3[ K aBCTPUIICKMX SKCIIEPTOB, KO-
opaunupyet npoekt EB-CLINET (Clinical Network
of EB Centres and Experts - Knunuveckas ceTb LieH-
TPOB 1 9KCIEePTOB B 06macTut BI). Jta cetp, 06BenN-
Hsromtas 6omee 50 crpaH, 6p1a 06pasosana B 2011 .
IUIs1 IPEOROIEHMsI HepaBeHCTBA B JOCTYIE K MeRu-
LMHCKOJ IIOMOILUM U YCTPAHEHUs PASAUYNIL MEXIY
3aMeTHO Y/IYYLIMBIIEICS TOMOLIbI0 Ipyu b B Heko-
TOPBIX CTPaHAX U OTPaHMYEHHBIM HOCTYIIOM K Heil
(HampuMep, CBsI3aHHBIM C (PMHAHCOBBIMM IIpO6Te-
MaMmi, SI3BIKOBBIMM Oapbepamiul, HEOOXOXMMOCTHIO
JOPOTOCTOSIMX IT0€3[J0K) BO MHOTYX APYIUX CTpa-
Hax. IIpenmonaraercs, YTO 9TOTO MOXXHO HOCTUYb,
eC/M [IeMUThCS KOMIIETEHIMAMY M 3HaHUSMM Ha
MeXIYHApPOIXHOM YPOBHE, IPOIBUTATh KIIMHIYECKOE
COTPYIHUYECTBO M OOJeryaThb HallyieHTaM pasHBIX
CTpaH JOCTYI K yYacTUIO B KIMHUYECKUX MCCTIENO-
BaHMAX. JlaHHAasd MHMIVATUBA IIO3BOJIMIA CHENIAaTh
IIar BIlepef — HavaT I700anbHblil peructp b9, kyna
BHOCAT MMHJMAa/IbHOE KOIMYEeCTBO CBeJeHNUI (BKIIIO-
4asi ”HGOPMIUPOBaHHOE COIIacle MaLMeHTa, IIePCo-
Ha/IbHBIN UJIEHTUPUKALMOHHBINI HOMep MaljMeHTa,
HasBaHNe KIMHMYECKOTO LIeHTpa VM UMs Jledalle-
rO Bpaya, JMarHo3 B COOTBETCTBUM C [EMCTBYIOIEN
knaccuduxanyert) [31], omy6nuMKOBaHBI KIMHNMYe-
CKMe PEKOMEeHIALNM 10 CTAHAAPTU3ALUY METIIH-
CKOJI IIOMOIIY, BHE[PEHbI U OIYOIMKOBaHBI CIIpa-
BOYHUKM II0 IKCIEPTHBIM IjeHTpaMm B3I, cospaHbl
61ob6aHKy, pa3paboTaHbl MHUIVATUBEL 110 00pa3o-
BaHMIO U MOATOTOBKE MPOdECCHOHANOB, PErYISIPHO
OpPraHU3yITCA MeXJyHapogHble KOHTpecchl (Io-
cnegunit 3 Hux — 4-1 xoHdepenuus EB-CLINET
B 3anmbubypre B 2017 r.) (www.eb-clinet.org).
['mobanpHblil peructp bD mpencrasnser coboit
KJII0YeBOIT MHCTPYMEHT AJIsi Gy AYIIUX HAayIHBIX VC-
C/IeJOBaHMIL, a TaKXe YCOBEPLIEHCTBOBAHMS [ua-
THOCTUKM U Tepanmuu. B HeM 0600611af0TCS HaHHBIE,
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KOTOpBbIe MO3BOMAIT CHPOPMUPOBATH BBHIOOPKY Ia-
I[M€HTOB, NOCTATOYHYIO [/ 3MMUEeMIOTIOTUIEeCKUX
U/VNV KIMHUYECKUX uccnemoBanuii. OH mmoMoraeT
Jy4llle IOHATH TedeHMe b, Koppenaunio cl1oKHbIX
TeHOTUIIOB ¢ PeHOTUIIAMMU, OIIPEIeTTUTh IIPOTHOCTH-
YecKyme MapKepbl, UAEHTUPUIMPOBATD U OINCATDH
TeHbl U MOJIEKY/IAPHO-OMOXMMUYECKUE IIeTIOYKI,
BbI3bIBaloliye 3aboneBanme. Kpome TOro, perucrp
sIBJIsIeTCsT 63011 /151 JOPOJOBOIL U PeUMIITaHTaL[ M-
OHHOII JMAarHOCTVKM, TECTMPOBAHNSA HOCUTENbCTBA,
KIaccuUKauyMy M TeHeTUYeCKOTO KOHCY/IbTUPO-
BaHMN, B XOfie KOTOPOTO MOXXHO INPOTHO3MPOBATh
IOUATHO3, ONpefie/IATh IPOTrHO3 U BBIYMUCIATD PUCKU
HOBTOPHBIX C/Iy4aeB B CEMbE.

HOﬂ,pa?ﬂeﬂeHV]e HayYHbIX KNNHNYECKNX
MCCNENOBAHNIA U LIEHTP KIIMHNYECKMX UCTbITaHNI
(pykoBoAWTENb — afibIOHKT-Npodeccop MapTuH
Jlaimep)
B 2016 r. 661710 cO37aHO YeTBepTOE 3BeHO LleHTpa —
HOfpasfe/ieHie HAy4YHBIX KIVMHUYECKNX JCCrle-
OOBAaHMII M LEHTp KIMHUYECKMX McIbITaHMI. Ero
3ajaya — 00eclednuTh BBICOKMII YPOBeHb cOOpa Ka-
YeCTBEHHBIX NTAaHHBIX C COOMIOEHNEM HAMBBICIINX
3TUYECKUX U MPOdeCCHOHATIBHBIX CTAH/IAPTOB B CO-
OTBETCTBMM C NPUHIUIAMYU Ka4eCTBEHHON KIIMHMU-
YecKOil IpakTUKU. I[71aBHasA ILieb — obecledeHnue,
KOOpAMHAIMA M Peryislus Hay4YHOU KIMHUYe-
CKOIT PaboTBl B ABCTPMIICKOM LieHTpe Oy/IesHo-
rO SMMAEPMONN3a, BKIIOYas OLEHKY 6e30mMacHOCTI
n 3pPeKTUBHOCTM MUCCIELyeMbIX MeINLMHCKUX
IpernaparoB, NMpeHa3HAYEeHHBIX [I AMAaTrHOCTUKIU
u yedeHus bO. DKcnepnMeHTaIbHbIe MEIUIIMTHCKIE
Ipenaparbl IpPeACTaBIAT CO00Jl IaBHBIM 00pa-
30M /MO0 BIIEpBble pa3pabOTaHHBIE IeKAPCTBEHHBIE
CyOCTaHIMM-KaHJUAATHI, TIOSIBUBIINECS B pe3y/IbTa-
Te (COOCTBEHHBIX) MEXAUCIMIIIVMHAPHBIX HAYIHBIX
VICCIIeJOBaHUIL, TMO0 yXKe CYIeCTBYIOI e Ha PhIHKe
JIeKapCTBa MJIM METOJIbl, KOTOPbIE He IIPOLIN JINIeH-
suposanne. [loprdonno paspaboToK BKIIOYaeT IIPO-
BefieHMe (YHIZaMEHTANTbHBIX MCCIEJOBAHNUIL, B TOM
yycte GpUHAHCUPYeMbIX papMaleBTIYeCKIMU KOM-
HMaHUAMMY, A TaKXKe y4acTue B COBMECTHBIX MHOTO-
LIEeHTPOBBIX HAYYHO-UCCIEN0BaTe/IbCKIX IpPOrpaM-
Max. OlLleHKa KayeCTB VCCIe[[yeMbIX IeKapCTBEHHBIX
MpenapaToB B paMKaX KIMHNYECKUX MCCIeLOBAHNI
MPOBOZIMTCA 110 YTBEP)KJEHHOMY U 3apaHee COCTaB-
JICHHOMY IIPOTOKONIY C COOMIOfeHMEeM IMPUMHI[UIIOB
KauyeCTBEHHO KTMHWYECKO I HAYYHOI IPAKTUKMA.
lFapaHTOM YycmenrHoi paboTsl ABCTPUIICKOTO
IeHTpa Oy/Ie3HOTO 3MUAepPMOJIN3a, ero IPOYHOrO
M CTaOMIPHOTO TIOJIOXKEHNSI B HACTOSAIEM, OCHOBOII
IJIA pellleHNs 3a7a4 B Oy[yIieM CIIY>KUT TeCHOe B3a-
MIMOJZIeICTBYIE BCEX IIOIpa3/ie/IeH NIl ¥ BHYMATeIbHOE
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Heiipogubpomaros | Tuna

BpoxpeHHblil auckeparo3 CermeHTapHbIii NaMeHeloLLWii HeByC

OurypHan BapuabenbHas
JpUTpOKepaToaepmuA

Puc. 5. Konnax 13 $oTo reHoepMaTo3os, oTobpaHHbix 13 6osee yem 500 onmcaHHbIX PEAKMX KOKHbIX 3a60neBaHuin

OTHOIIEHIE K MOTPEOHOCTSIM MAIeHTa — IPUHIIN-
IIbI, 3a/I0)KEHHbIE KOHLIENITYa/IbHO Ha 3Talle CO3Jia-
HUA LEHTPA.

leHopepmaTo3bl

ITomumo 6GonbHBIX DB, 9KCHepTHBII LEHTP
B 3anbLbypre NPMHUMAET TAI[UEHTOB C APYTUMU
penkumu 60me3HAMM KOXU (TeHOTEePMATO3aMu), KO-
TOpbIE BCTPEYATCA Pexe, yeM 1 cmyyait Ha 2000 ge-
noBek. Cpenu Hux Ha3oBeM Heilpodubpomaros,
UXTHO3, TyOEepO3HBINI CKIepPO3 U HAC/IeNCTBEHHBII
aQHTMIOHEBPOTUYECKNMIT OTeK (puc. 5). DTu XpoHude-
CKMe, HepeJIKO IPOrpeccUpyollie fereHepaTiBHbIE
3a00jIeBaHMs NPUBOAAT K MHBAIMAM3ALUU U IIO-
TeHIIMA/IbHO YIpOXKaT Xn3Hnu. Crpajiamoluye uMn
0O0JIbHBIE CTATKUBAIOTCA C TIO3[[HENl 1 HeBEPHOII [iU-
arHOCTMKOM, MM TPY[AHO IOAYYUTDb HaJIeXKaIlyo
MEJUIMHCKYIO IIOMOIIb, HAMTH 3HAIOWINUX U OIBIT-
HBIX CIIEI[Va/JNCTOB, YTO B pe3yJabTaTe IPUBOLUT
K 3HaYMTEIbHBIM IPAMBIM M KOCBEHHBIM 3aTpaTaM.
JIMaTHOCTUKA M JIeYeHMEe TeHOJEePMaTO30B OYeHb
TPYZHBDI, TIOKONbKY KIMHWYECKNE TIPOSABAEHN 3TUX
MIATO/IOTUI TeTEPOTeHHbl ¥ IIePEKPbIBAIOTCA CUM-
ITOMaMU APYruX 3a60/NeBaHNIL, a 3HAHWUIT U OIBITA
HepeJKo He XBaraeT. BOoT mo4yeMy LieHTpanmsanus
U KOOPAMHALVA MYIbTUAVCIUIIMHAPHON TOMOIN

Tpodureep KM, Jlatimep M., bayap V1, Xunmrep X.

Ha OCHOBE PEKOMEHJALMII M PELIeHMII, IPUHATHIX
9KCIePTaMU, KaK 9TO HPOMUCXOAUT B ABCTPUIICKOM
LeHTpe Oy/iesHoro snupepmonusa (Coser 1o pen-
KM 3a00/IeBaHMAM COOMpAeTCsl  eXeMeCsIHO),
3¢ (deKTUBHO yrydllaeT BefeHUe TaKUX IIallMeH-
TOB M Ka4eCTBO ME[UIIVTHCKOI MOMOIIY, OKa3bIBae-
MOIT GO/IBHBIM, CTPANAIMINM OfHUM 13 6Goee dyeM
500 peKMX KOXXHBIX 3a00/IeBaHUIL.

MepcnekTuBbl

VicTopust ABCTPUIICKOTO IieHTpa OY/IIE3HOTO SIU-
[lepMO/N3a CIYXXUT HPUMEPOM MCKITIOYUTETBHOTO
OIIbITA CO3JaHUA OIITMMaJIbHOM CUCTEMBI MeauIMH-
CKOIT moMOmIM (BK/ITIOYAsi COMIENICTBUE B pelleHUN
COMa/IbHBIX Y 9KOHOMMYECCKUX BOHpOCOB) FPYHHC
MalMEHTOB, KOTOPas paHee OCTaBanach 6e3 MOTK-
HOTO BHUMAHM, a Ceiiyac IpefcTasiser coboit Bu-
ATENbHYI0 MALMEHTCKYI0 opranmsanuio. Cucrema
IIOMOII BbICTpOCHa Ha B3aMMOﬂeﬁCTBMM Me)K]IY
NAalMEHTCKON OpPraHusalyeil U MeIUIUHCKUM CO-
obuiecTBOM 1 6asupyeTcss Ha TECHOM MEXUCI[U-
[UIMHAPHOM 1 MEXNPO(heCcCHOHATBHOM COTPYAHU-
decTBe. Bbljjaoniyecs pesyabTaThl AeSTENIbHOCTI
ABCTpPUIICKOTO LjeHTpa OY//IE3HOTO 3NUAEPMO-
133, O KOTOPBIX YOEAMTENTbHO CBUETEIbCTBYET
Y}IOBHeTBOpeHHOCTb IIAOVIEHTOB U UX Opr)KeHI/IH,

ABCTPUICKNIA LUeHTp BynnesHoro annaepmonusa (Epidermolysis bullosa House Austria) kak Moaenb opraHm3aumy noMoLLmM Npu peaKomM 3abonesaHmm
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a TaK>Ke IJIOZIbI ee Hay4YHOI paboTsl, 6marogaps Ko-
TOPBIM HMOSBUINCH NePCIeKTUBHbIE MTOAXOAbI K JIe-
YeHNIO, MOATBEP)K/Ial0T, YTO OPMEHTUPOBAHHOCTD
Ha NMOTPeOHOCTH MaljMeHTa — 00:A3aTelbHOe YCIIOo-
Bue ycrexa. ITofinHHOE BOBJIeUeHNE B TY HeATeNb-
HOCTb OO/NBHBIX KpaiiHe Ba>KHO Ha KaXK/[OM 3TaIlle

JononHutenbHas nHpopmaums

WndopmmposaHHoe cornacme

AnbMaHax KnvH1yeckom meanunnbl. 2019: 47 (1): 2-11. doi: 10.18786/2072-0505-2019-47-008

YIydIIeHUs] MEIUIUHCKON MOMOLIM TIPU PeNKUX
3a00/IeBaHUAX — HAaYMHAsl OT HayYHBIX MCCIIEHOBA-
HUIT 110 pa3paboTKe HOBBIX OphaHHBIX MPENApPaTOB
U UX KIMHUYECKUX UCHBITAHMUII M 3aKaH4IMBAsA IO-
CTAaHOBKOJ [MarHo3a U obecreyeHyeM JIOSATbHOCTH
Al MIEHTOB. ©

KoH)nuKT nHtepecos

ABTOpPbI 32ABNAIOT 06 OTCYTCTBUN KOH¢HMKTa NHTEpEeCoB.

YyacTtue aBTopoB

Bce naumeHTbl nnm nx 3akoHHble npeacrasuTen gann nnCbMeHHoe

MHGOPMUPOBaAHHOE cornacue Ha onybnvKoBaHue poTorpaduit.
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Epidermolysis bullosa House Austria as a role
model for the care of a rare disease

CM. Prodinger' « M. Laimer' - J. Bauer' « H. Hintner'

The evolution of the Epidermolysis bullosa (EB)
House Austria in Salzburg has demonstrated from
its beginning in 2005 in an exceptional way the es-
tablishment of an optimized health care for a hith-
erto neglected group of patients, suffering from
a rare but devastating skin disease: Epidermolysis
bullosa. Patients with this hereditary mechanobul-
lous skin disease, characterized by a heterogenous
clinical course, multisystemic manifestations and
increased morbidity and mortality, find in the EB
House Austria a multidisciplinary, medical and
psychosocial, family-centered support, optimally
customized to this condition and individualized to
each patient. Its unique structure of four divisions
(Outpatient Unit, Research Laboratory, Academy,
Clinical Research and Study Center) has set the
basis for the delivery of best medical practice and
state-of-the-art care as well as the establishment/
performance of high quality and patient centered
research and translational medicine. Initially the
(ongoing) close collaboration with the power-
ful patient group and medical research charity
“DEBRA Austria” that is dedicated to a multidimen-
sional support of EB patients and their relatives

living in Austria and neighboring countries, has
enabled the construction of the EB House Austria.
The acknowledgement of this institution as a suc-
cessful model has been officially obtained in 2017
by its designation as a national Center of Expertise
for Genodermatoses with special focus on EB and
its inclusion into the European Reference Network
(ERN) for Rare Skin Disorders in September 2018.
Therefore, the history of the EB house is worth re-
viewing since it can be regarded as a role model for
the care of other rare and multisystemic diseases.

Key words: epidermolysis bullosa, rare disease,
genodermatoses, DEBRA, multidisciplinary sup-
port
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