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bonesns [entunrrona (bI') — Tsaxenoe Hew-
polereHepaTuBHOE 3abojieBaHUE C ayTOCOM-
HO-TOMUHAHTHBIM THUIIOM HaCJeIOBaHUS U
ITOYTH TIOJTHOM TIEHETPAHTHOCTHIO MYTaHTHOTO
TeHa — B HACTOSIIIECE BpeMsI HaXOOUTCS B LICHTPE
M3y4YeHUsT BOMPOCOB (heHOTUITMYECKOTO MHOTO-
00pa3usi MOHOTEHHBIX PACCTPOMCTB, a TakKXke
MOTEHIIMATBHBIX TTOIXON0B K IMOJABICHMIO 11aTO-
JIOTUYECKOTO TIpollecca, B TOM YMCIE ITyTeM
“BBIKJIIOYEHUST” U3 PAOOTHl MYTAaHTHOTO T€Ha
(gene silencing). [eHeTYECKast IETEPMUHUPOBAH-
HOCTb 3a00JIeBaHUSI MO3BOJSIET BbIIEIATH YHU-
KaJIbHYIO TPYIIy Jofeii — OeCCHMITOMHBIX
Hocuteneir myrauun BI, 9To maeT BO3MOXKXHOCTB
MOJPOOHO M3y4aTh Pa3TUUHbIEC ITAIbl Pa3BUTHUS
6oae3uu. HecmoTpst Ha To uto BI' oTHOCUTCS K
opdaHHBIM 3a0ojeBaHUSIM (KaK IO €BpOIeii-
CKMM, TaK U IO POCCUUCKUM KPUTEPUSIM), €ro
PacIIpOCTPaHEHHOCTH B PA3IMIHBIX CTPAHAX CUM-
TaeTcsl HenoolleHeHHo. CorjlacHO MeTaaHaIu3y
2012 r., pacnipoctpaHeHHOocTh BI' B Mupe cocTaB-
nger 2,7 cnyyast Ha 100000 HaceneHUsT; TpU 3TOM
B EBpome, CeBepHoii AMepuke M ABCTpaluu
3TOT MOKa3arejb HECKOJbKO OoJjiblie — 5,7 Ha
100000 Hacenenus, a B Asuu MeHblle — 0,4 Ha
100000 nacenenust (Pringsheim et al., 2012).
K coxanenuto, B Poccuy mogoOHBIX 3MUAEMUO-
JIOTUYECKUX HCCACIOBAaHWI HE IPOBOIUIOCEH,
ITO3TOMY Ha CeTOMHSIIHII IeHb K HaIllei cTpaHe
MIPUHSTO TPUMEHSITh €BPOIIEHCKUE CTaTUCTHYE-
CKHE IOoKa3aTeJu OTHOCUTEJBbHO pacrpocTpa-

HeHHoctu BI. Tlo mepeuncieHHBIM BBILE TTPU-
YUHaM TIPEACTaBJsIeTCs KpaiiHe MOJe3HbIM U
JIOTUYHBIM BeIeHUe PeTucTpoB naiueHToB ¢ bI' B
Pa3NIMIHBIX CTpaHAX — 3TO MO3BOJISICT HE TOJIBKO
COCTaBUTh BIICUATIICHUE O XapakKTepe pPacIpo-
CTPaHEHHOCTH 3a00JIeBaHMsI, HO U IaeT BO3MOX-
HOCTb 0oJjiee neTalbHO U3yYaTh ero (heHOTUINYE-
CKME U TeHETUYECKUE aCIIeKTHI.

B HacTos1Iee BpeMs MbI SIBJISIeMCsI CBUIETEIS -
MU YHUKAJTbHBIX COOBITHII B HAYIHOM MHUpPE —
Ha0JII01aeTCsl CBOETO poja OyM pa3BUTHUSI UHHO-
BallMOHHBIX TMOAXOIOB K JIEUEHUIO HACIEICTBEH-
HBIX 3a001eBaHuii, B ToM uncie bl B moximuHu-
YeCKMX HCCIIeNOBaHUIX Oblla IIOKa3aHa
MEePCIIEKTUBHOCTh JaJbHEUIIEl pa3padboTKu
TaKHUX TepalieBTHUECKUX TTOIXONOB, KaK MpUMe-
Henue PHK-uHTepdepeHunn (Harmpumep, UHT-
pacTprapHoOe BBEICHHE MaJIbIX MHTEPGhEpUpYIO-
mux PHK mpum momomnmu BHpPYCHOTO BEKTOpa),
AHTHUCMBICJIOBBIX OJIMTOHYKJICOTUAOB (MHTpA-
TeKaJlbHOE BBEIEHME) U 0COObIX “LMHK-TaNblie-
BbIX” OEJKOB (MHTpacTpUapHOe BBeACHUE KOIU-
PYIOIIUX ITOCJIEIOBATEILHOCTEN B COCTaBE BUPYC-
HOTO BEKTOpa) C ILIEJbI0 ITONABICHHUS CUHTE3a
MYTaHTHOTO T€HTUHITUHA. AKTHBHO TECTHPYETCS
MPUMEHEeHNe MHTMOMTOPOB KMHA3 U BHYTPUXKe-
JIyIOUKOBOe BBeldeHMe TraHramosuga GMI1 c¢
LIEJbI0 TTOCTTPAHCISIIIMOHHON MOIUMUKAINN
TCHTUHITUHA, a TAaKXe TTPUMEHEHNE IIarepOHOB
(HammpuMep, PpPEKOMOMHAHTHOW  MOJICKYJIBI
ApiCCT1), ctumynsatopoB aytrodaruu (ceausu-
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CTar), cyOCTaHIINI, TIPEIITCTBYIOIINX arpeTauu
MYTaHTHOTO T€HTUHITHHA (MHTUOWTOPHI Iearie-
Ttuaassl ructoHoB HDAC4), Bo3nelicTBre Ha BOC-
MaJuTeNbHBIA KOMIOHEHT B mnartoreHe3e bI
(HampuMep, MOCPEICTBOM ITPUMEHEHUS JIAXUHU -
MOfa), CTUMYJHpOBaHHE HEWpPOTPODUIECKUX
(axTtopos (uucreamun) u T.0. (Wild et al., 2014).

Takoe pa3zHOOOpa3ue METOAMK HEe MOXET He
BrevatIsaTh. OmMHaKo, 6€3yCI0BHO, IS NaJbHel-
el pa3paboTKK MePCIIEKTUBHBIX TepareBTuIe-
CKHUX CTpaTernii HeOOXOMUM 3Tall KIMHUISCKUX
WCCIIeNOBaHMI, TOIpa3yMeBaIOIINN M3yYeHHe
MPUMEHEHHST TOTO WM MHOTO JIe4eOHOT0 MOIX0-
Ja y mopaeid. 3to TpedyeT BKIOUYEHUS B KIMHU-
JecKre MCCACIOBAaHUS HAIIeXKallero KoJaude-
CTBa YYaCTHMKOB-HOcuTeneil myramuu bBI, a
TakKe HaJMYUs OCTATOUYHOTO YHCa MCCIen0-
BaTeJsieil, XOpOoIlIo 3HAKOMBIX C U3y4yaeMoli MaTo-
norueii. bonee Toro, Hanbosee palMOHATbLHBIM
MpENCTaBIsSIeTCS BKIIOUEHHME B MCCIICIOBaHUE
manueHToB ¢ Bl M3 momynmamumii pa3iIMYHBIX
ctpaH. Bc€ ato oOycnoBiuBaeT MoTpeOHOCTh B
CO3MaHUM TJI00ALHON MeXIyHapOoIHOU ucce-
JIOBaTeJIbCKON TIaT(hopMbI AJ1s1 Haubosee riydo-
KOTO M3yJYEeHMsI 9TOTO 3a001eBaHMsI. Takoit TiaT-
dopmoii crama EBpomneiickas accouuanusi 1o
usyyeHuto bI' (European Huntington’s Disease
Network — EHDN; euro-hd.net). Dta opranusa-
uus Obpiia co3maHa B 2003 1. mpu mommepxkKke
yacTHOro HekoMMmepueckoro ¢donmga CHDI
Foundation, Inc. 3a 10 jieT u3 rpymnmbl B HECKOJb-
KO YeJIOBEeK OHa BBIPOC/A 10 KPYITHEHIIEro B
CBOEM pOJIe MCCIeA0BATELCKOr0 00beIMHEHNS,
BKJIIOUAIOIIET0 B Ce0s MECATKU TMPOMUIbHBIX
meHTpoB B EBpome, B ToM uncie B Poccmiickoit
®enepamuu. C 2003 mo 2014 . pykoBoguTeaeM
EHDN 6511 npodeccop bepuxapa Jlanasepmaii-
ep (IepmaHust), 0OIHAKO B 3TOM IOy €r0 CMEHUJ
npodeccop XKan-Mapk byprynmep (IlBeiima-
pust). [Mon nHayanom EHDN 6bu10 peanuzoBaHo
¥ TIPOBOAMTCSL B HACTOSIIIEE BPeMsI HECKOJIBKO
KPYIHBIX TMPOEKTOB, Ba M3 KOTOPBIX HMEIOT
MEPBOCTENEHHOE 3HAUEHUE JJIST U3YUCHUST ecTe-
cTtBeHHOTO TeueHUs BI, ee deHOTMIMMUECKMX U
TeHeTUIECKMX XapaKTepUCTUK — HaOI0IaTe Ih-
Hoe ucciaegoBanue REGISTRY u ero o6HOBEH-
Hblit mpotokoa Enroll-HD. TTocnennuii crapto-

Ban B 2012 . ¥ BKJIIOYAET B HACTOSIIEE BpeMs
HCCIIenoBaTeIbcKe IeHTpl B EBporne (TutaHm-
pyeTcsl Tepexoll BCEeX €BPOIEUMCKUX IIEHTPOB
REGISTRY k npotoxony Enroll-HD), a Takxe B
CeBeproit u IOxHoit Amepuke, Kurtae nun
ABcTpanuu.

Taxoit oxBaT MOIMYJISIINNA HOCUTEICH MYTallK
bI' mopaxaet. B pamkax REGISTRY yxe Bxiio-
yeHo 0oJjiee 13 000 yuacTHUKOB, U 3TO, OE3yCI0B-
HO, He mpenen. Harra ctpaHa mpucoeaMHMIACH K
nccnenmoannio REGISTRY B 2010 1. Hdesitennb-
Hocte EHDN B Poccuun KoopAMHUPYIOT HEBPO-
soru HayuyHoro nieHTpa HeBpoJioruu F0.A. Cenu-
BépcroB u E.H. Onuna. Ilepsriit uccienona-
TeJIbCKU LIEHTP ObLIT OTKPHIT B MOCKBe Ha 0a3ze
Hayunoro meHTpa HeBpojoruu. B HacTosmice
BpeMsT pabOTy MOCKOBCKOTO 1LIEHTpa IMOIIEPXKI -
BatoT npodeccop C.H. WanapuollkuH, K.M.H.
C.A. Kmomnukos, k.M.H. E.H. Onuna, acnu-
panTt 10.A. CenmuBépcroB, K.M.H. O.P. CMupHOB,
npodeccop O.I1. Cunoposa. Bmocnenctsuu
OBIJIM OTKPHITHI JIOIOJTHUTENbHBIE LIEHTPHI B
Hwxuem Hosropome (pykoBoauTeslb — K.M.H.
C.B. KonummuHckas), Yoe (pykoBoguTenb —
npodeccop P.B. MarxanoB) u Kazanu (pykoBo-
nurtenb — npodeccop 3.A. 3ansuiosa). B 6amxkaii-
11ee BpeMsi TUIAHUPYETCs TAKKE OTKPHITHE UCCTIe-
noBatesbckoro HeHTpa REGISTRY B BopoHexe.
K Hacrosimiemy BpeMeHUM B pocCCUIiCKON 0Oase
REGISTRY nacuutsiBaetcs 6onee 140 yyacTHU-
KoB. JlanbHelilee paciimpeHue UCCienoBaTe b-
ckoit 6azel EHDN B Poccuu 0yneT crnoco06cTBo-
BaTh KaK HAyYHOIl NesTeIbHOCTH, TaK U MPOCBe-
IIEHUIO Bpauyeil B pa3jIMUHbIX PETHMOHAX HaIIen
ctpanbl o BIL B 2015 1. mccnemoBaTenbcKue
LIeHTpHI B Poccnm OymyT mepexomuTh K paboTe 1o
HoBoMmy MpoTtokojy Enroll-HD.

Heob6xoaumo otmeTuth, uto EHDN sgBnsieTcst
He TOJBbKO COOCTBEHHO HAy4yHOI IUIaT(OpPMOIi.
DT0 00BbeIMHEHNE AaKTUBHO B3aMMOICHCTBYET C
00IIeCTBEHHBIMY TMAIIMEHTCKIMK OpTraHn3alns-
MU, Y4aCTBYET B MIPOBEJCHUM BCTPEY MAI[MEHTOB
¢ BI' u uneHoB uX cemeil ¢ MEIULIMHCKUMU
CIIEIMANCTAMM, YTO CIIOCOOCTBYET pacIpocTpa-
HeHuto uH@opMauuu o BI, BHeapeHMIO Kaue-
CTBEHHOI MEIUIIMHCKOM ITOMOIIY OOTBHBIM. Psi
cemeii u3 Poccuu mprHUMAaK yyacTue B TUIeHap-
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.

Joxtop Panbd PaiiibMaHH ¢ COTpYyAHUKAMU

KCCJIeI0OBATEIbCKOTIO Pride-HD

r. Kazanu.

LIeHTpa

Hbix BcTpeuax EHDN B Crokronabme (2012 1) u
bapcenone (2014 r.). bonee Toro, ycunusmu
BosioHTepOB U KoopanHatopoB EHDN B Poccun
B HACTOSIIIEE BPeMsI CTaJl JOCTYIIEH Ha PYCCKOM
sa3pike pecypc hdbuzz.net, cozmaHHblil crienua-
quctamu mo BI, rae Ha mpocToMm, JOCTYITHOM
SI3bIKE OCBEILAIOTCS TMOCHeNHNE NOCTHXEHUS B
00J1aCcTV M3YyYeHMsT ITOro 3aboseBaHusA. Takum
00pa30M, 3TOT CaMT SIBISICTCSA KpaiiHe MOJIe3HBIM
JUTs TauueHToB ¢ bI' 1 ueHOB ux cemeil.
BaxHo, yto EHDN npoBoauT nporpammsl 1o
(pmHaHCOBOI MOIEPXKKE HAYYHOU AESITETbHOCTH
uccienonateneit bI' mo Bcemy Mupy, B YaCTHOCTU
HeOOJIBIINX HAYYHBIX IMITIOTHBIX IIPOCKTOB, 3asB-
KM Ha TIpOBeleHWE KOTOPBIX MOXKET IoIaTh
Jo0as uccienoBaTeabckas Tpynna npu HaTuuuu
JOJDKHBIM 00pa3oM MOATOTOBICHHOIO U 000CHO-
BaHHOro TIpoTokona. bojee Toro, rom Hazang
EHDN 3anyctuna nporpamMmy CTUNEHIMM A
KPaTKOCPOYHOI CTaKMPOBKU MOJIOJBIX YUEHBIX.
Tak, B 2013 I. Ha KOHKYPCHOI OCHOBE OBLIO OTO-
OpaHoO Tpoe CTUMEHAMATOB, B TOM YHUCIIE TMpel-
craButenb u3 Poccum — HO.A. CenmuB€pcToB
(HayuHblii eHTp HeBposioruu, . Mocksa). B Te-
YyeHue 6 Hell OH TMPOXOAWJ CTAXUPOBKY B YHU-
Bepcutere . YaeM (Iepmanus), r. Teiinennbepre

(ITepmanms), a TakKe Ha 0a3e YHMBEPCUTETCKOTO
komnenxa JlonmoHa (BenukoOpuranus). Dta
CTaXWPOBKa TMO3BOJMIA MPUOOPECTU LIEHHBIN
OMBIT MO 00pPabOTKe MAaHHBIX (HYHKIMOHAIBHOMN
MPT nokost — MeTonuKe, He IPUMEHSIBLIEHCS 10
TeX ITop B Hatei crpade. COTpyIHMKAMU MCCIIe-
JOBAaTEILCKUX LIEHTpOoB B MockBe u HikHem
Hogsropone cucremaTyecku MmoaroTaBaIvuBarOTCs
YCTHBIE ¥ CTeHIOBLIE TOKJaabl 1o b1 3a pyoexxom
u B Poccuu.

[Tomumo  coOGCTBEHHO  HabJIOIATEIbHBIX
uccnenoanuii mpoekTbl REGISTRY u Enroll-HD
EHDN xypupyioor padoty 21 pabouyeil rpyrmnmbl,
3aHMMAIONIEHCsl U3YyYeHUEM Pa3IMYHBIX aCTICKTOB
BI, B yacTHOCTM TOBeieHUECKOTO (DeHOTHIIA, BO3-
MOXHOCTel Helipoudyanusauuu npu bI, Ouo-
MapKepoB STOro 3a00jieBaHUs, OBEHWIbHON
(opmbl BI, BompocoB peabunuTtaluuy, KauyecTBa
JKU3HU TauueHToB ¢ bI™ 1 uieHoB ux cemeit u mp.
Ha wuccnenoBarenbckoit 6aze EHDN npoBoau-
JIUCH U TIPOBOMISATCS PSIT IPYTHUX TIPOCKTOB: MCCIIe-
noanue mo o6uomapkepam bBI' (TRACK-HD),
YCClIeOBaHKE M0 HOBOMY Tpernapary MpUIOINHU-
nuny (Pride-HD), nccnenoBanue pacnpeneneHust
ochommacrepassr Tuma 10A B roMoBHOM MO3Te
manreHToB ¢ Bl mpum moMomm TMO3UTPOHHO-
aMmuccuoHHoit Tomorpacduu (PET-study), a Takke
nporpamma 1o usydeHuio perokonuii bI, B yact-
HOCTHU HEMPOAKAHTOLIUTO3A.

brmaromapss IIMTENBPHOMY COTPYIHHYECTBY
EHDN c¢ poccuiickumu uccieaoBaTeIbCKUMU
neHtpamu B 2014 . Poccun ObUT0 TpeasiokeHo
y4acTBOBATh Y KPYITHOM MEXIYHAPOIHOM KJIM-
HUYECKOM HCCJIeIOBaHMUM BTOpPOH  (ha3bl
Pride-HD no npumeHeHWI0O NPUAONUIMHA Y
nauveHToB ¢ bI. McciaenoBaHue crapToBajio B
Mockse, Hixxnem Hogropone n Kazanu v nojx-
HO TPOUIMThCSI OKOJIO 6 Mec. Ero pesynbrarhl
OyIyT OYeHb BaXKHBI IUIS OIpeeICHIS qrama3o-
Ha BO3MOXHBIX JJIS IPUMEHEHHUS 103 TIPUIOIH-
JIMHA, YTOYHEHMS ero (papMaKoOAMHAMUYECKUX U
(bapmMakoKMHeTHYeCKUX CBOMCTB. [IpumonuanH
MPUHAUIEKUT K OTHOCUTEIbHO HOBOMY KJIaccCy
JIEKAPCTBEHHBIX TIpENapaToB JONMUINHOB — TakK
Ha3BIBAEMBIX MOIYJIATOPOB H0GaMHHEPrHIECKOi
akTuBHOCTH. CUMTAETCSI, YTO OHU MOTYT KaK YCH-
JIMBaTh, TAK M YTHETATh IMOCJIEIHION B 3aBUCUMO-

n BionnereHb HauvoHanbHOro o6uiecTea no uyyeHuio 6onesnu MapkuHCOHa U PacCTPOIACTE ABKEHUIA




CUCTEMA KOOPOUHAT

CTH OT IIepPBOHAYATBLHOTO MCXOTHOTO YPOBHS
HelipoMenraTopa M aKTMBHOCTH COOTBETCTBYIO-
LIMX PELENTOpOB. DTU CBOMCTBA OOYCIOBJIEHBI
CIMOCOOHOCTBIO MPUIONUANHA CBS3bIBATHCS B
OCHOBHOM ¢ “aKTUBHBIMU” H0(GaMUHOBBIMU
pelernropaMu, HECMOTPSI Ha €T0 aHTarOHM3M K
peuenrtopam D,-Tuma; mpu 3TOM NPUAONMAWH
00sagaeT ObICTPON CKOPOCThIO AUCCOLMALUU C
peLenTopHbIMU  MuIIeHsMU. [IpemnoxeHue
yuyacTBOBaTh B ucciaenoanuu Pride-PD xapakre-
pH3YeT TO JOBEpHEe, KOTOPOE 3aCTyKIIIA IeSITCTh-
HOCTb 10 u3yyeHuto bI' B Halleli cTpaHe.

TakuM 06pa3om, 3a MPOIIEIIINE YeThIPE Toa
coBmecTHoit pabotel EHDN wu poccuiickux
HCCIEeIOBAaTENIbCKIX IICHTPOB YOAJIOCh MOCTHUT-
HyTb 3HAUMTEIBHOTO TIporpecca B 00JacTH U3Yy-
yeHus bI” Kak B BuIe HaygHOTO COTPYIHNIECTBA,
TaK U B Pa3IUYHBIX (hopMax MEIULIMHCKON U
00pa3oBaTeNIbHON NESTENbHOCTU. YHUKaJbHAsS
CTPYKTYypa ¥ MoIedb (YHKIIMOHMPOBAHUS
EHDN oTkpbIBaeT 1MpoKue BO3MOXKHOCTHU IS
MPOJBMKEHNS M COBEPIICHCTBOBAHMS 3HAHUI O
BIlL Dra opraHusauus OTKphiTa K COTPyIHUYE-
cTBY. Bce mccnemoBarenbckue KOJUIEKTUBHI B
Poccuu, nHabGmwopawomue mnauueHToB ¢ bIL u
ACUMITTOMHBIX HOCUTEJICH MYTaIlli 3TOTO 3a00-
JICBaHUS W 3KeJlalolllfe NMPUHUMATh ydacTHhe B
MEXIYHApOAHOM HCCIEI0BaTeIbCKOM MpOIlec-
ce, MOTYT 00paTUThCsl 3a Oojiee IMOAPOOHOI
uHpopmaumeit K xoopauHatopam EHDN B
Poccun — HOpuio Anekcanaposuuy Cenuép-
ctoBy (drgoodyl986@yahoo.com) u Enusabete
Hukonaesne ImuHoit (Itarasova@inbox.ru).
Poccuiickas rpynna no BI' akTuBHO yyacTByeT B
pabote OOIIeCTBa TOMOIIN MAlEHTaM ¢ 00JIe3-
Hblo IlapkuHcoHa, 00Jie3HbIO [E€HTUHITOHA U
JOPYTUMU WHBaJIUIU3UPYIOIIUMA TBUTATCTBHbI-
MU pacCTPOICTBaMU, TO3TOMY BCsI 3Ta MHOT000-

ExeronHast BcTpeya pOCCUICKUX UCCIIEI0BATe-
neit REGISTRY B 2013 &

[Mpodeccop Capa Tabpunu, F0.A. CenuBeépcToB
u ipoceccop bepuxapn Jlanasepmaiiep Ha mie-
napnoii Bctpeue EHDN B Bapcenorne B 2014 &

pasHas Hay4yHasi, 00pa3oBaTe/IbHas U COLMAIb-
Hasl IeITeIbHOCTh MMEET BCEPOCCUMCKUIA Mac-
mrab W, Mbl HageeMcsl, OyIeT HEYKIOHHO pac-
LIUPSTHCS.
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