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C.K. KoHoHOBa

BHEOPEHUE TEHETU4YECKUX
TEXHOJIOIM'MN B NPAKTUYECKOE
30PABOOXPAHEHUE AKYTUU

HA MPUMEPE CNMUHOLLEEPEBENNAPHOWU
ATAKCUU | TUINA B KOHTEKCTE
TPAHCNALUNOHHOU MEOULWHDI

[MpuBeneHo pestomMmnpoBaHe NCTOPUUN TPAHCHALUN Hay4HbIX ncecneaoBaHuii B mpakTU4ecKkoe 3apaBooxpaHeHne PeCI'Iy6]'IVIKVI Caxa (HKyTVIﬂ) Ha
npumepe chHou,epeGennﬂpHoﬁ atakcuu | TMna, Hanbonee pacnpoCTpaHeHHOoro HacnegcTBeHHOro 3aboneBaHus B ﬂKyTCKOVI nonynauun.

B TeueHve aBapuaTUnNeTHero neproga npov3oLwso passuTue TpaHCNSLMOHHOW MeauLMHbl B ﬂKyTMM, paapa6aTb|Ba10Tc;| nogxoAbl K nepcoHa-
NN3MPOBAHHON MEAVLMHE, MPUMEHEHME FEHOMHbIX TEXHOMOMMI CTano pearnibHOCTbI HALLEero BpEMeHN.

KntoueBble cnosa: chHou,epe6ennﬂpHa;| atakeus 1 Tuna, JHK-gnarHoctuka, reHoMHble TEXHOMNOMMK, TPAHCHALUMOHHAA MeguumHa.

The article summarizes the history of the translation of scientific research into practical healthcare in the Republic of Sakha (Yakutia) on the
example of spinocerebellar ataxia type 1, the most common hereditary disease in the Yakut population.

During the twenty-year period, translational medicine has developed in Yakutia, approaches to personalized medicine are being developed, the
use of genomic technologies has become a reality of our time.

Keywords: spinocerebellar ataxia type 1, DNA diagnostics, genomic technologies, translational medicine.

KOHOHOBA CappaHa KoHOHOBHa — K.6.H.,
I1.H.C.-pyKoBOZ. oTaena FAKyTCKOro Hayu. LieH-
Tpa KOMMNIEKCHbIX Med. npobnem, konsard@
rambler.ru.

BBepeHue. HecomMHeHHO, cambiMu
Ba)XHbIMW U3 MHOXECTBA OTKPbITUI B 06-
nacTtu reHeTukn B koHue 20 Beka, npea-

BapsOLLMMUN BCTYMNIEHNE YeroBevecTBa
B FEHOMHYIO 3py, SABMNSIOTCA criegyoLime:
OHK — rmaBHaa yHuBepcanbHas Mo-
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nekyna reHoma XuBbIX cuctem — 6bina
noABeprHyTa WUCKYCCTBEHHOMY W3MeEHe-
HUIO C MOMOLLbIO BEKTOPHbIX BMPYCOB U
nnasvua, B pe3ynbraTe 4ero BrepBble
6bina nonyveHa pekombuHaHTHas OHK;
OTKpbITEIN 3a aTUM B 1980-X IT. peBonto-
LUMOHHbIA MEeToA, NoNMMepasHon LienHom
peakumun (MLP) yckopun passuTne Tex-
HOMOrMI, YTO MO3BONUIIO paclundpoBaThb
FEHOM >XMBbLIX OpPraHM3MOB W YEroBeKa,
NMOHATb MHOTME MOIEKYMSAPHO-TeHETUYE-
CKMe MexaHu3Mbl Mnepefayn reHetTmye-
ckol nHpopmaumm [3,25]. C 1999 r. cek-
BEHVpoBaHue (pacwmdpoBKa) reHoma
YernoBeKka YCKOpPUIOCh MCMONb30BaHEM
6onbLIOro KonM4yecTBa OOHOBPEMEHHO
paboTatoLmx poboTU3MPOBaHHBLIX YyCTa-
HOBOK komnaHum «Celera» n B 2001 .
HyKneoTuaHasa nocrnenoBaTenbHOCTb re-
HOMa YernoBeka Obiria NoMHOCTLI0 NMPOYK-
TaHa, cuctematuavpoBaHa U crana Jo-
CTyMHa Ans uccnegosarenen B obnactu
reHeTukn [24].

Takum obpasom, obwaa u MeguunH-
cKasi reHeTMKa noryymna MOLLHbIE WH-
CTPYMEHTbl UCcnegoBaHui B obnacTtu
MOMEKYTNSIPHON rEHETUKN YernoBeKa, 0Co-
OEHHO B BbIICHEHUW MPUYMH (MyTaLuii
reHoB) HaCneACTBEHHbIX 3aboneBaHuw,
uccrnegoBaTeny ctanu Ucnonb3oBath re-
HOTWMbI MHAVMBUAOB KaK HEKNA MEXaHN3M
No NPUHLMNY «Pa3fennTb» U «U3YYUTb»
[32]. K HacTosilleMy BpPEMEHU B MUpe
NAEHTUMOULMPOBAHO OrPOMHOE Komnuye-
CTBO rEHOB, OTBETCTBEHHbIX 3a MHOrue
MOHOFEHHblE U MynbTUdaKTOpuansHbIe
OonesHn 4yenoBeka, CTPYKTypbl 3TUX re-
HOB MOMHOCTBIO paclundpoBaHbl, a camu
OHW KNnoHupoBaHsl [20,27].

[eHOMHblE  nccnegoBaHus  Bpocu-
N1 BbI3OB 06LLECTBY M CTann OObEeKTOM
MOBLILEHHOTO WMHTEpeca HaceneHus K
reHeTnke B CTpaHax C pPasfu4YHbIM rocy-
[apCTBEHHbIM CTPOEM, penurmen, Kyrb-
TYpOW, 1 B CBA3M C 3TUM BO3HMKNa onac-
HOCTb HEBEpPHbIX MNpeacTaBneHnn wnu
3aBbILLEHHbIX OXUAAHUIA OT NMPUMEHEHWN
reHeTn4ecknx TexHonoruh. MexayHa-
poaHble O06LLEeCTBEHHbIE OpraHu3auunm
(OOH, KOHECKO, BO3, BMA) obpartunu
npucTanbHOe BHUMaHWE K MCNOmb3oBa-
HUIO FEHETUYECKNX TEXHOMOTNA B Meau-
LMHCKOW MpakTuke ¢ TpeboBaHWAMU CO-
6niopatb nNpaBa YenoBeka U NpPenoTBpa-
watb 3noynotpebneHusa B AaHHon obna-
cTu. Broatnyeckne uccnenoBaHus ctanm
NPOBOANTBLCS B pamMKax OHOro M3 Tpex
reHepanbHbIX HanpasneHWn nNporpammebl
«leHom yenoBeka» ELSI (Ethical, Legal
and Social Implications), T.e. «3Tnye-
CKMe, NpaBoBble U couManbHble acrnek-
Tbl WCCMeAOBaHUA reHoma 4YernoBekay
[18,21].

B HacTosilee Bpems B MEOULIMHCKYHO
NPaKTUKy BOLUMW HOBble TEPMWVHbI, CBS-

3aHHbIE C WHTErpauuen MoneKynsipHoWn
reHeTVKN M MeauuMHbL: MOoreKkynspHas
MeauuuHa, reHoMHas MeauuuvHa, dap-
MaKoreHeTuKa, OHKOreHeTMKa 1 ap., Kpo-
Me 3TOro, BO3HWKIIN COBPEMEHHbIE Ha-
npaBneHust «TpaHCRsAUMOHHAs Meauumn-
Ha», «MepcoHanM3vpoBaHHast Meauuu-
Ha» [28,30]. MapannensHo npousoLwna
TpaHcopMaums TpaguUMOHHON Meau-
LMHCKOM 3TUKM B OMO3TMKY. OTO ObINo
CBSI3aHO C MpPUMEHEeHWeM HOBEMLINX
MEOULMHCKMX TEXHOMOTMA U  TMOUCKOM
peLleHunii MoparsbHbIX AUNeMM, KOTopble
3aTPOHYMM OCHOBHbIE MPUHLIMMBI Brome-
OVLMHCKON 3TUKM: MPUHUMUN «HE HaBpe-
any», «aenar naroy, NPUHLMN yBaXXeHNs
aBTOHOMWUM JIMYHOCTW, MPUHLMMN crpa-
Beanueoctu [19].

TpaHcnsaumoHHas meguumHa (TM) —
HanpaBneHne B MELUUMHCKOW Hayke,
usyyarwollee MexaHusMbl U NPUHLWNbI
BHEAPEHUS B MEAMLMHCKYI MpaKkTUKy
COBPEMEHHbIX [OCTMXEeHUA (MeTogoB)

dyHOaMeHTanbHOW Hayku, Takux Kak
MOSIeKyrnsipHasi reHeTuka, KIeTouHble
TEXHONOMMK, PENpPOAYKTUBHbIE TEXHO-

norMmM n gp., ¢ TPaHCMAUUOHHON meau-
LUMHOM TEeCHO cBsi3aHa NpPeauKTUBHas ©
nepcoHanuM3npoBaHHas MeauumHa - ak-
TyanbHble HarpaBlieHUss COBPEMEHHOMN
MeauumHbl. Tak, Hanpumep, NPeanKTUB-
Has MeguuMHa 3HA4YMTENbHO CHUXKaeT
3aTpaTbl Ha 34paBOOXpaHeHue, a nep-
COHanu3npoBaHHasa MeguumMHa nogpas-
yMeBaeT Takue TEeXHOMOornv AMarHoCTU-
KA N NedYeHus naumeHTa, Npu KOTOpbIX
yny4llaeTcs Ka4ecTBO XMU3HU NauueHTa,
YONMWHSIETCA nepuop, TPYLOCNoCco6HOCTM
N yBENUYMBAETCHA MNPOLAOIDKUTENBHOCTb
XKM3HW, a TakkKe YOOBNETBOPEHHOCTb Ka-
YEeCTBOM OKa3aHHOW MeaULMHCKOW NOMO-
wn. TM umeeTt MynsTUANCUUNIIMHAPHbIN
XapakTep, TECHO CBsidaHa ¢ Guonoruen,
ovomeanumMHON 1 coumanbHbIMU Hayka-
MU. TpaHCNSUMOHHAs MeguuuHa MMeeT
HECKOIMbKO 3TanoB MccriefoBaHuii: oyH-
[ameHTarnbHble 1UccreaoBaHus; BHeape-
HMe pe3ynbLTaTtoB (hyHAAMeHTanbHbIX
NCcCneqoBaHUM B KMMHUYECKYHO NPAKTUKY,
nouck Gornee 3addeKTUBHbLIX CMOCOOOB
(metogoB) n obecneveHne 6esonacHoCcTH
TOW UM UHOW TEXHOMOTUN U/UNK NeYeHns
npenaparamu; oueHka 3ekTUBHOCTH
BHEOPEHHON B MEAWLMHCKYH MNPaKTUKY
HOBOW TEXHOMNOrMM N €€ 3KOHOMMUYECKOWN
coctasnstowen [12,16,22].

B Havane 2000-x rr. B Pecnybnuke
Caxa (Akytusi) Bnepsble Oblnn BHepe-
Hbl METOAbl MOMNEKyNAPHO-reHEeTUYECKOn
anarHoctukn (OHK-gmarHocTtrka) mMoHo-
reHHbIX 3aboneBaHun. Llenbr paHHON
cTaTbM SABNSIETCS Pe3toMUpoBaHME UCTO-
pUn  TpPaHCNAUMM  MOJEKYTSIPHO-TEHE-
TUYECKMX TEXHOMOMUA B MELULMHCKYHO
npakTuky AkyTum 3a 20-neTHUn nepuog

Ha npumMepe Hanbonee pacnpocTpaHeH-
HOro B SIKYTCKOW MONynsuuM Hacneg-
CTBEHHOro 3aboneBaHuss — crnvHouepe-
GennsapHon atakcum | Tuna.

TpaHcnAUMA TFeHOMHBbIX TEXHOJOo-
M B KNNHWUYECKYHO NPaKTuKy AKyTumn
Ha npumepe cnuHouepebennsapHon
atakcum | Tuna (CLA 1)

lposedeHue ¢yHOaMeHmMarnbHbIX
3r1udemMuono2u4ecKuX, MonynsyUOHHbIX
U MOMEKYapHO-2eHemuy4yecKux uccrie-
OosaHuli CLIA1, ycmaHoeneHue eeHo-,
heHOmMuUNUYECKUX Xxapakmepucmuk 3a-
bornesaHus. HacnenctBeHHas MO3xeu-
koBas artakcusa (HMA), npudmcnsemas K
OHOWN U3 KMMHUYECKNX (DOPM BUITHONCKO-
ro sHuedanomvenuTa, Obina Bblaene-
Ha B CaMOCTOATENbHYI0 HO30MOrNI0 Kak
HelipofereHepaTMBHOE HacneacTBEHHOE
3abonesaHve B 70-X IT. MPOLUNIOrO Beka
[4,7]. B 1992 r. Hayanock yrnybneHHoe
nccnepgosaHne HMA B pamkax rocyaap-
CTBEHHOW  Hay4HO-MUCCreaoBaTeNbCKON
nporpaMmbl «Buonorns BUMHOWCKOro 3H-
uedanommenvTta». COBMECTHbIN NPOEKT
oTaena HemporeHeTukn HauuoHansHoro
MHCTUTYTa HepBHbIX GonesHen (NINDS/
NIH) CLIA un Hay4Ho-npaktudeckoro
LeHTpa «Buntonckum sHuedpanoMmenmt»
PC(A) wnmen HaseaHve «VpeHTudumka-
LUSi TEHOB M reHETUYECKNX MEXaHU3MOB,
BbI3bIBAIOLNX HaCneACTBEHHbIE HEBpPO-
noruyeckme 3aboneBaHusi». B 1993 r.
Obina onybnukoBaHa pabota [JokTopa
H. Orr et al. no nageHtTudmkauum rexHa
Spinocerebellar ataxia type 1 (SCAT)
[33],aB 1994 r. - pe3ynbTaTthbl N0 MOMEKy-
NApHo-reHeTnyeckomy mnsyyermto HMA B
AKYTCKOW MONynsiuun, KOTOpbIe BbISBUIN
annenbHy accoumaLmio BbICOKOMHMOP-
MaTMBHbIX MapkepoB D6S274 n D6S89,
dnaHkmpyowmnx nokyc reHa SCAT Ha
6-1 xpomocome, ¢ 3abonesaHnem HMA.
CunbHasa accouuwauusa Habnoganacb B
cny4vae mukpocatennuta D6S274, Torga
Kak cuenneHne ¢ mapkepom D6S89 Ha-
onioganock Nub B 2 cembsax, npeano-
narasi 3TUM BO3MOXHYK WCTOPUYECKYHO
pekomMbrHauMIo N [aBHOCTb BO3HMKHO-
BeHUs myTauum B nonynaumu [29]. lMo-
NynsUNOHHbIE UCCNELOBaHMA U YacToTa
pacnpoctpaHeHus yctaHosunn  HMA
KaK KpyMHEWLWniA 13 U3BECTHbIX B MUpe
cMbupckuii oyar HakonneHus 3abone-
BaHWS W uMAEHTMUUMpPOBaNn €€ Kak
Spinocerebellar ataxia type 1 (SCA1) —
cnuHouepebennapHyto atakcuio | Tuna
[23]. Mo paHHbIM ®.A. TnaTtoHoBa (2003),
pacnpoctpaHeHHocTb CLIA1 B skyTckow
nonynauun coctaensiet 38,6 Ha 100000.
BbisiBneHve romMosmror no MyTaHTHOMY
annento reHa SCA1 nogTeepXaaeT upes-
BbI4aNHO LUMPOKOE AN HACNeACTBEHHbIX
AOMUHaHTHbIX natonorui LIHC pacnpo-
cTpaHeHue 3aboneBaHus [14,15].



U3yyeHue nmodxodos8 K MpUMEHEHUIO
[AHK-0uaeHocmuku CLIA1. BnepBble B
1999 r. 6bina npoBedeHa NOAroTOBKA K
BHegpeHunto [OHK pguarHoctukm CLA1
B MOMEKYNSPHO-reHETUYECKOM OoTAene
KnuHu4eckon nabopaTtopuv meamko-re-
HeTu4eckon koHcynetauun (MIK) Pecny-
OnvkaHckorn 6onbHULbl Ne1-HaumoHanb-
HOro UEeHTpa mMeauumHbl. HopmaTtumBHble
OOKYMEHTbI, MpUKasbl U WUHCTPYKLMK
MwuHnctepctBa 3gpaBooxpaHeHusi Po
Nno MOMEKYNAPHO-FEHETUYECKON AMarHo-
CTUKE HacneaCTBEHHbIX 3aboneBaHuii B
TO BpeMs He Obinn paspaboTaHbl, COOT-
BETCTBEHHO Mbl MPUHSANM COOCTBEHHbI
anroput™ OHK-amnarHoctnkn CLIA1 kak
PYTUHHOTO KINMHMUYECKOro aHanmaa: dop-
My HanpaBneHusl nauMeHTa Ha aHanus
OHK, atanbl metoga Bbigenenuna OHK n3
nMmMdoumnToB nepudepuyecKkon Kposw,
nposeaeHue MNMLP 1 anekTpodgopes npo-
OYKTOB amnnudukaumm, OOKYMEHTUPO-
BaHWe pesynsratoB, OOpMy Bbligayun pe-
3ynbTaToB  MOJEKYMNSIPHO-TEHETUYECKOTO
NCCNefoBaHUst  KIMHUYECKOMY OTAeny
MrK. Pasrpanuuunun obssaHHocTu Bpa-
Yya-nabopaHTa/buonora,  denbawepa-
nabopaHTa M caHuTapa MONeKynspHO-
reHeTuyeckoro otgena MK [2,8].

BHedpeHue memoda npsimol [HK-
OuazHocmuku CLIA1 e npakmuky me-
Ouko-eeHemu4eckol KOHCynbmauyuu
PBENe1-HLIM. CnuHouepebennsapHas
aTtakcusa | TMna OTHOCKTCA K rpynne Ha-
CNeacTBEHHbIX  HelpoaereHepaTuBHbIX
©onesHen ¢ AUHAMUYECKUMN MyTaunsaMm
1N nosgHen MaHudectauven. MyTtaums
3akntoyaeTcs B GECKOHTPOMBLHOM yBenu-
YeHun CAG noBTOPOB B KOAMPYHOLLEN Ya-
ctn reHa SCA1. B HopMe KONn4ecTBO Mno-
BTOPOB cocTtaenset 25-33, natonoruye-
cKvne annenu cogepxat 39-72 nosTopa.

B HacTosilee Bpems, NO [aHHbIM
PecnybnvkaHcKoro reHeTU4eckoro pe-
rmcTpa HacnegcTBEHHOW U BPOXOEHHOW
natornormm  Pecnybnukn Caxa  (Aky-
Tns), 3apermctpupoBaH 401 GomnbHoOW C
CUA1[5,13].

O6HapyxeHne myTauum B reHe SCAT
ocywecTenanu npsimbiM metogom OHK-
amnarHocTtukm nocpeacteom [NLP ¢ no-
cneaywowen Budyanusauuven dparmeH-
ToB [1HK B arapo3Hom rene (pUCyHOK).

Mo ony6nmkoBaHHbIM AaHHbIM, ¢ 2000
no 2013 r. 8 MK PBNe1-HLIM [OHK-
TecTupoBaHue nposegeHo 1841 naumen-
Ty, AUHamMu4yeckas mytauus B reHe SCAT
BbisiBrieHa y 606 nauneHToB (33%)[6].

BHedpeHue & npakmuky MIK npe-
HamanbHol  [JHK-OuazHocmuku  (14)
CLIA1. Mbl aHanusmpoBanu BocTpebo-
BaHHOCTb TexHonoruu [ ana otsaro-
LLeHHbIX cemer (n =36 yen.) ¢ 2002 no
2008 r. [10,11]. Bcero 6bino 46 obpalue-
HUIA, U3 HUX 7 >KEHLUMH MpoLnu npote-

Mpamas gmarHoctuka CLA1T B 2%-Hom ara-
po3Hom rene: 1, 3, 4 — 300pOBbIN MAUMEHT,
2 — nauueHT ¢ u3BecTHbIM 4ucriom CAG-
nostopoB B 30/50; 5 — nauneHT C yanuHEH-
HbIM annenem reHa CLA1

aypy npeHatanbHoro [AHK-tectupoBaHus
HECKOmNMbKO pa3 (4 »eHWwuHbl — ABa pas3a
1 3 XeHwwnHbl — 3 pasa). Otkasos ot [
Oblno bonblue, Yem cornacui, Takum oo-
pasom, 3a 6 net 6bino npoBeaeHo 25 npo-
uenyp MO, n3 Hux B 12 crnyyasx y nnogos
Obina obHapyxeHa myTtaumss CLIAT: 10
6epeMeHHOCTEN C MONMOXUTENbHBLIM pe-
3yneTatom (Hanvuve myTauuu) npu co-
rnacumn cemen 6binm npepBaHbl, 2 Gepe-
MEHHOCTU — COXpaHeHbl (Tabnuua).
BHredpenue & npakmuky MIK smuye-
ckux npasun AHK-mecmuposaHus. 3a-
KITOYNTENBbHOW TpeTben dason TpaHc-
NAUMM TEHOMHbIX TEXHOMOrMM B CUCTe-
My 30paBOOXpaHEHUs, MO MHEHWIO UC-
cnegoBsarenen, SBMsSIeTCA NepecMoTp u
paspaboTka NpaBOBbIX U BGUOITUHECKMX

eyl YW

HOPM C YYETOM MNPUMEHEHUS MOMeKy-
NAPHO-TEHETMYECKOW [UarHoCTUKM, a
TaKKe yCTaHOBMEHNE peKkoMeHAauui no
acpdekTBHOMY 1 Be3onacHoOMy Mcnonb-
30BaHUI0 HOBbIX MEOULMHCKMX TEXHOMO-
rMiA C LUenbio yOOBMNETBOPEHUS NaLueHTa
NPOLECCOM OKa3aHWsi MEAULMHCKOW Mo-
motym [12].

BHegpeHHas BnepBbie B PC(A) B
2000 r. OHK-gmnarHoctmka CLIA1T He-
MeZNeHHO nprobpena craTyc pyTUHHOIO
KMVHNYECKOro aHanmsa, B 310 Xe Bpemsi
BO3HMKNa HeobXoauMMocCTb pa3paboTku
6103TUYECKMX MpaBuI MPUMEHEHUS re-
HETUYECKMUX TEXHONOIMI B MEOULMHCKOMN
npaktuke MIK. 310 GbINO Havano Hayu-
HbIX MCCneaoBaHui No NpuknagHon omo-
atuke B PC(A) [1].

Takvm obpa3om, Hamu BnepBble ObInn
pa3paboTaHbl M BHEAPEHbl B MPAKTUKY
MeZIMKO-reHETUYECKOW KOHCYnbTauunm
PBNe1-HLIM Guoatnyeckme npasuna
reHeTM4YecKoro KoHcynstupoBaHus, AHK-
TECTMPOBaHMA M NpeHaTanbHON AunarHo-
ctukn CLIA1[1,17,26].

Llenmp HelipodeceHepamugHbIX 3a-
bonesaHuli 8 KnuHuke 5IKymckoeo Ha-
YYHO20 UeHmpa KOMI/IeKCHbIX Meou-
UuHckux npobnem (SAHL KMIT). CLA1
- 3abonesBaHne C nNpOrpeccupyroLLm
HelrpoaereHepaTUBHbIM npoLeccom,
npvBoAsiLLee NauMeHTa K MHBANMOHOCTH
n coumaneHon aesagantauun. bonbHble
CUA1 HyxpgatoTca B AucnaHcepusaumu,
NMCUXONOrM4YeCcKom, coLlmanbHOM NOMOLLM
N NneYeHun B CTauMoHape Kak MUHUMYM
asaxabl B rog. WccnegosaHue, npoBe-

ﬂpeHaTa.]'lLHaﬂ AUATHOCTHKA cnnﬂouepeﬁemmpﬂoﬁ arakcum | Tunma

MeZ[PIKO-COIIPIaJ'IBHLIC XapaKTCPpUCTUKH

Pesynsrars! [1J] CIIA1 (n=36)

Bo3spactHoii panr

19 -40 net

O6pazosanne (%): BEICIIEe /cpeHEe

22 (61)/8(22)

IMpoxusanue (%): Topox /ceno

11 (30) / 25 (69)

Marh/0Tel/MyX

OTsromieHHas HacIeACTBEHHOCTS 110 JIMHUH (%):

10 (28) /10 (28) / 11 (30)

€CTB/HET

Hannune xnuHMYeckux nposisiaeHuit 6onesnu (%):

1(3)/24 (96)

coracre/oTKas

Pemenne cembr Ha npepoxkeHnyro I1]1 (%):

16 (44) / 20 (56)

KonnuectBo obparennit Ha I1]] (%):
BCETO / TOBTOPHBIX

46 (100) /7 (15)

Cpox 6epemenHOCTH ITpu obpamenn (%):
1-#t TpumecTp / 2-i TpumecTp

26 (57) /20 (43)

Konunuecto nposenenusix 1171
WHBA3HUBHO

25

OTpULIATEIIbBHO / TIOJIOKHUTETBHO

Pesynsrarsl npenaransHoro JJHK-Tectuposanms (%):

13 (52) / 12 (48)

(%): coxpaHeHue / MpepeIBaHUE

Hcxon GepeMEeHHOCTH NPU HATMYMK MyTaluy y Iioja

2(17)/10 (83)

Cpoxu npephIBaHMs OEPEeMEHHOCTH TP HATHIUH
MmyTaun y miozaa (%): 1-i pumectp / 2-i TpumecTp

5(50) /5 (50)




. AKYTCKU MEONLIMHCKNW KYPHAT

neHHoe B 2019 r., nokasano HepocTa-
TOYHOE KONMMYECTBO CTALMOHAPHbIX KOEK,
KOTOpble yaoBneTBopunu  Obl  HyXXAbl
NnauneHToB C HelpoaereHepaTUBHbIMU
3abonesanuavn (HA3) B PC(A) [9]. B
CBSI3W C 3TUM BO MCMOMHEHME MpuKasa
MuHucTepcTBa 3gpaBooxpaHeHus PO
«O6 yTBepXOEHUN MopsiAka OKasaHusi
MeLMLMHCKOM MOMOLLM B3POCIIOMY Hace-
neHuno npu 3aboneBaHnsix HEPBHOW CU-
ctembl» (Ne 926H ot 15.11.2.11) B MuHu-
ctepcTBe 3apaBooxpaHeHusa PC(A) 6bin
usgaH npukas «O nopsigke MapLupyTu-
3auun 60MbHBIX HEBPOITOMMYECKOrO Npo-
dwvnsa, cTpagatLwmnx HermpoaereHepaTuBs-
HblMK 3aborneBaHusMKW, Ha ambynaTop-
HO-MOMUKITMHNYECKOM W TFOCNUTanbHOM
atanax» (Ne01-07/184 ot 14.02.2019).
Takvum obpasom, oTKpbITbIV B 2019 1. cne-
LmanuampoBaHHbIn LieHTp HenpogereHe-
paTuBHbIX 3abonesanui npu AHLL KMIM
C NepcoHanuM3nMpoBaHHbIM MOAXOAOM K
BOmbHBIM SBMSAETCS YCOBEPLLUEHCTBOBaH-
HOM MOAENbK OKa3aHUs MeauLMHCKOMN
nomowun nauneHtam ¢ HA3 1 npumepom
yCnewHOoW KoHconuaaumm MeauumHCKON
Haykym M MpakTUY4ECKOro 3apaBooXpaHe-
Husa B PC (A)[9].

Accouyuauus nayueHmos ¢ CLIAT u
Opyeumu HelipoOeseHepamueHbIMU 3a-
bonesaHusIMU CO3[aHa C LENbi OKasa-
HUS MeOUKO-CoLManbHOM M MCUXONoru-
yeckor nomolun naumeHtam ¢ HO3 n nx
poAcTBeHHMKaM. 3agadyamu opraHM3aunm
SABMSAOTCA KOHCONMAALMS NOAAEPXKKMN CO-
umnanbHbIX NapTHEPOB MO MPEOAONEHNIO
npobnem HO3 B pecnybnuke, wnHdoOp-
MUPOBaHME GOmbHbIX, POACTBEHHUKOB U
obLecTBa, npaBoBasi 3alimMTa BOnbHbIX
HAO3. 17 auBapsa 2020 r. 6bino nonyde-
HO CBMOETENbCTBO O rOCYAApPCTBEHHOW
perucTpaumm HEKOMMEPYECKOW opraHu-
3aUMn  pernoHarnbHOM OOLEeCTBEHHOM
opraHusaumm «Accoumaumns naumeHToB
CO cnuHouepebennsapHon artakcuen |
TMNa U Opyrummn HerpogereHepaTuBHbI-
mMu 3abonesaHuamu B Pecnybnuke Caxa
(AxkyTnsa)», perncTpaumoHHbIM  HOMEp
1201400000757. MNMpwn nogaepxke ®oHaa
npe3naeHTCcKknx rpaHToB P, rpaHTa Ma-
Bbl PC(A1) 3akynaetcsa Heobxognmoe me-
OvLmMHCKoe o6opyaoBaHMe U pacxoLHbIN
mMatepuarn, NpoBOASATCA Hay4HO-MpPaKTu-
Yeckue MeLUUMHCKME 3SKCneaumumuui Ans
OLIEHKM COCTOSIHUSA 300Pp0Bbs OOMbHbLIX B
parioHbl HanbonbLuero Hakonnexwus HA3,
a TakKe nekuuu, cemuHapsbl, BbICTynne-
HWUSI NO paamo 1 TeneBuaeHuo, Nnyonmka-
UMM B LUMPOKOW neyaTu.

Paspabomka memodos ¢husuyeckol
peabunumayuu 6onbHbix ¢ CLIAT 8
Llenmpe H/[3. BonbHble, cTpagatolime
HAO3, MMetoT HN3KYI0 MOTUBUPOBAHHOCTb
K 3aHATUAM (PU3NYECKON KYNbTYpPOR, Tak
Kak, BO-MEpPBbIX, CYLIECTBYET MHOXe-

CTBO BHELUHMX Mperpag, npexane BCero,
OTCYTCTBME [OCTYMHOW cpefbl Ans 03-
[OpPOBUTENbHbLIX 3aHATUN; BO-BTOPbIX,
OonbHbIE UMEIDT MCUXonormyeckme npo-
bnembl (CTpax, cMmylleHue Ha nybnuke,
pasoyapoBaHue); B-TPeTbUX, OOnbHbIX
OEMOTVBUPYIOT hm3nyeckme npobnemsi
(MbiwevyHass cnabocTb, CKOBAHHOCTb,
HEeyCTOMYMBOCTb NMOxodku u T.4.). B TO
Xe BpeMsi UCCMNeAoBaHMSIMU O0Ka3aHo,
4YTO creuuanbHoe LeneHanpaBneHHoe
NPUMeHeHne MU3NYECKNX YNPaXHEHNN
ynydllaeT HapyLlleHHble yHKUMKU opra-
HM3Ma, umeeT OOLWWMIA 0340paBnvBato-
wnn acpdpekT [31]. B HacTosiLee Bpems
pa3pabarbiBaloTcsi Hay4yHO OOOCHOBaH-
Hble nmoaxodbl K dumanyeckon peabunu-
Tauumn 6onbHbIXx ¢ CLUA1 ¢ ucnonb3oea-
HMEM COBPEMEHHbIX METOAOB, TaKMX Kak
cTtabunomeTpus.

3akntouyeHue. [puBeneH npumep
YCMNELUHOW TPaHCNAUUM HayYHbIX MUCCe-
[OBaHUI cnnHouepebennsipHon atakcum
| TNa, Hanbonee pacnpoCcTpaHEeHHOro B
SKYTCKOW MOMynauun HacnegcTBEHHOro
3aboneBaHns, B NpakTuyeckoe 34paBo-
oxpaHeHne Pecnybnukn Caxa (Akytus).
[MpoBeneHbl  NONYNSALMOHHO-TEHOTUMM-
yeckne wuccneposavma CLIA1, B npak-
TUKY MEOMKO-TEHETUYECKOTO KOHCYMbTU-
poBaHus PecnybnukaHckon 6GonbHULbI
Ne1-HauuoHanbHOro ueHTpa Meauuu-
Hbl BHegpeH metond [OHK-amarHocTukuy,
npumeHsieTca  npeHartanbHoe  [OHK-
TectnposaHne CLA1, npumeHstoTca
Bnoatnyeckne npasuna MeguKo-reHeTun-
YECKOro KOHCYNbTMPOBaHUA, OpPraHu3o-
BaH LleHTp HeWpogereHepaTVBHbIX 3a-
OoneBaHun 1 Accoumaumsi NauMeHTOB C
CUA1 v ppyrumn HO3. PaspabatkiBatoT-
Cs noaxodpbl K pasBuUTUIO MPEAVKTUBHOWN
N NepcoHanM3npoBaHHON MeauUMHbI.
Kak mbl B1MaMMm, npouecc nepexopa Ha-
YUYHbIX MCCregoBaHUi M3 naboparopuu
B KIMMHWKY MPOUCXOAUT He BbICTpo, B Te-
yeHve OBaguaTWUMETHEro nepuoga LUMo
pa3BuUTUE TPAHCMSILUMOHHON MeaUuLMHbI
B AKyTunM, MONeKynsipHo-reHeTuyeckue
MeToAbl ANArHOCTUKN CTAHOBATCS PYTUH-
HbIM @aHanM3oMm, HO Mpu 3TOM Heobxoau-
MO MpoJoImKaTh UCCNeAoBaHWs Npobnem
NPUMEHEHNSI TEHOMHbIX TEXHOMOorn B
NpaKkTU4eCcKon MeanLUmHe.
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