. AKYTCKUM MEANLIMHCKAN KYPHAT

V cbesn Poccuiickoro obuiectBa MegULMHCKUX FEHETMKOB.

rYca, 2005 r.

NPOCTPaHEHHbIX B AKyTUM, pa3paboTaHbl
nogxogbl K AHK-gonarHocTuke n pelueH
ps4 3agad B obnactu 6noatuku. K Hacto-
slemMy BpemeHu onybnukoBaHo Gonee
50 coBMeCTHbIX NyGnukaummn, U3 HMUX no-
NOBMHA B MEXAYHAPOAHOW nevaTu.
BbileHa3BaHHbIe Hay4YHble Hanpagerne-
HUS MUCcrieqoBaHMI nogaepkaHbl rpaH-
Tamun: [lpesngeHta Pecnybnukn Caxa
(AxkyTnsa) B obnactu 3gpaBoOXpaHeHus
U mepuumHcKon Haykm (B 2001, 2003,
2004, 2005 rr.), Npe3npeHTa Pecny6nu-
kn Caxa (AkyTus) ona MonoabixX y4YeHbix

B pamkax peanusauun pecnyonukaH-
CKOWM nporpammbl «PasButue reHogumar-
HocTukn B Pecnybnvke Caxa (Akytus)»
B 2002 r. OblN 3akNtoYeH [4OroBop O
Hay4YHO-TEXHUYECKOM  COTPyAHUYEeCTBe
mvexagy AHL PAMH u lNpasutenscTBa
PC(A) n 3ctoHckum BuoueHTpom. 3c-
TOHCKMA BuoueHTp (rTapTy) aBngetca
ogHVM 13 Hambonee M3BECTHbIX €BpO-
NencKNX reHeTn4ecknx ueHTpoB - B 2000
I. OH BOLlen B NATepKy nydwmux u3 184
Hay4YHO-MCCrneaoBaTenbCKUX UHCTUTYTOB
EBponbl 1 nonyunn kateroputo Centre
of Excellence. OcHOBHble HanpaBneHusi
UCCnefoBaHWA  HaxogaTcs B obnacTu
MOMEKYNSIPHON MeauLVHbI, STHOFEHOMU-
Kn n BruoTtexHonornn. upektop OCTOHC-
Koro buoueHTpa — npodeccop Puxapa
Bunnemc, npe3ngeHT AkagemMuun Hayk
OcToHMK, YneH HobeneBckoro komuteta
no MeavLuuHe.

OCHOBHOV  Uenbl  Hay4HO-uccne-
JoBartenbCckux paboT rpynnbl  3BOMHO-

®ENOPOBA CappaHa ApkagbeBHa — 4.6 .H.,
3aB. nab. AHL, KM CO PAMH.

(2007r.), POOU B 2008r.
(08-04-90730m06_cT),
INTAS 2003-2004 rr. (no
N3y4YeHUo nonmmopduns-
ma Alu-noBTopoB).
Mpodp. 3.K. XycHyTaun-
HOBa $IBMSIETCA YSIEHOM
3KCMEepTHOro coseTa Mo
POCCUNCKUM 1 MexayHa-
pPOAHbIM rpaHTam POOU,
INTAS, uneHom pegakum-
OHHOrO COBETA XXypHaroB
«MonekynsapHas 6Guorno-
ma», «Balkan Journal
of Medical Geneticsy,
«fKyTCKOrO  MeguuMHC-
KOro XypHana», 4YreHom
MEeXOYHapoOHbIX  Hayu-
HbIX obwecTtB «Human
Genome Organization» u
«European Organization
of Human Genetics». Onb3a KamunesHa
— naypeat npemuii uMm. akagemuka PAH
A.A.Baesa (1999), KoopauHaunoHHOro
mexBefgomcTBeHHoro CoBeta MuHHayku
P® «TexHonorum xumBbix cuctem»(2001),
MeXOyHapOaHOW akageMuyeckon usaa-
Tenbckon koMmnanum “Hayka/UHtepnepu-
oavka“ 3a nydwwue nybnukaumm (2002),
P®®U 3a HayyHo-nonynsipHble cTaTbu
(2001 1 2003). B 2003-2005 rr. oHa nony-
yuna npurnawieHve n pabortana B Teve-
HVe ONUTENbHOrO BPEMEHW B AOMKHOCTH
npodeccopa B LleHTpe monekynspHon u

3.K. XycHyTanHoBa, noe3aka Ha JleHckne
Crton6bl. 2004 1.

MUTOXOHAPUANbLHON MeOWLMHbI U reHe-
TVKM KanudopHUINCKOro yHMBEpcUTeTa.
C 2006 r. 3.K. XycHytanHoBa sBnsieTcs
npegctasutenem Poccun B 6iopo Mex-
OYHapOaHOW OpraHM3aLmmn no U3y4eHuro
reHoma u4enoseka (HUGO), Bkntovato-
wem 15 yenoBek 13 pa3HbIX CTpaH Mupa.
HecoMHEHHO TO, YTO WMMETb Hay4HbIM
KOHCYINbTAHTOM Y4EHOr0 MUPOBOTO paH-
ra, bonbliasa ygaya Ans Monoabix uccne-
posarenen AkyTun.

C.A. ®egopoBa

MCCIEOOBAHUA B OBJIACTU 3THOMEHOMUKU:
COTPYAHUYECTBO C 3CTOHCKUM BUOLIEHTPOM

LUMOHHON Guomnorumn, B KOTOPOM  aBTOP
[aHHOW cTaTbn pabotana B kavecTBe
npurnaweHHoro mnccrnegosartens (visitor
scientist), sBnsertcsa PEKOHCTPYKLUMSA
reHetTnyeckon uctopum Homo sapiens
sapiens Ha OCHOBe pa3Hoobpasus reHo-
Ma yenoBeka B nonynsumsix. B pabote
NCMNOMb3ylTCS, MaBHbIM 00pa3oM, ABe
ranfiovgHble reHEeTUYECKNe CUCTEMbI —
MTOHK, Hacnegyemas no matepuHCKON
nvHUK, 1 Y-xpoMocoMa, nepegatoLLasics
OT OTua K cbiHOBbAM. WccnenoaHus,
NpoOBOAMMbIE ~ SCTOHCKMMW TeHeTuKa-
MU, 3aTparvmBatloT LUMPOKWUIA BPEMEHHOW
WHTEPBan pasBUTWS YernoBeyecTBa: OT
CaMbIX paHHMX CTagui - BbiXxoga aHa-
TOMWYECKN COBPEMEHHOTO  YeroBeka
n3 Adppukn B EBpasuio, pacnpocTpaHe-
HUs B ABcTpanuio u AmMepuky, Jo Je-
mMorpadmyeckor UCTOPUM  OTAEMbHbIX
nonynsiuuii B OTHOCUTENbHO HefaBHEM
NpoOLUSIOM, U3MEPSIEMOM COTHAMMW JET.
Haunbonee akTyanbHbIMKM OCTaloTCs Ta-
Kve BOMpOChl, Kak ¢hakTopbl AVHAMWKA
nonynauun, pacnpocTpaHeHue reHoB U
S13bIKOB, CMEHa A13bIKOB, reHAepHble pas-

nnyuns B gemorpadunyeckon NCTopun Ye-
noBevyecTBa. ITO MEXANCUUMIIMHAPHbIE
nUccrnegoBaHusl, B KOTOPbIX HEOOXoAMMO
WHTEHCMBHOE COTPYAHUYECTBO C apXeo-
noramu, aHTpononoramu, JIMHIBUCTamu,
ncTopvkamu 1 apyrumu cneumanvctamm
13 pasnuyHbix obnacten Hayku. [lpoBe-
AeHve nogobHoro poaa uccregoBaHWUi
noAapasymeBaeT LUMPOKNE CBA3M C OpYyru-
MW Hay4YHbIMU LieHTpamu. B 3cToHCckoMm
BroueHTpe paboTaloT mMonogple yyeHble
13 MHOrmx ctpaH mupa - iguu, Mopty-
ranum, PpaHumm, Utanuu, Benukobpu-
TaHun, Xopsatum, CrioBakun, PymbiHun,
Poccun.  Yactb M3 HMX npoBOasiT ucC-
cnenoBaHusi B TEYEHUE HECKONbKUX NeT
Cc 3awwmton gucceptauuun. Kpome Toro,
B nabopatopusax CyLlecTBYeT MOCTOSIH-
HbIi MOTOK MONOAbBIX YYEHbIX, ONUTENb-
HOCTb CTaXXMpPOBKM KOTOPbIX 2-3 MecsLa.
OObIYHBIMK  ABMSKOTCA  eXeHeaernbHble
Hay4Hble CEMUHAapbl, HA KOTOPbIX 0B6CYX-
JarTcs pesynbraTtbl NPOBEAEHHbIX UC-
CnefoBaHWI 1 3acnyLUMBaKOTCa oknaapl
M3BECTHbIX YYEHbIX, MNpUEIKALWNX B
OcToHckun BroueHTp anst obmeHa MHe-



HUSMU U YCTaAHOBMEHUS COTPyOHMYEC-
TBa. Bepywme cotpyaHukn BuoueHTpa
MMEIOT BO3MOXHOCTb Bble3)aTb Ha ANn-
TeNnbHblE CTAXMPOBKWU (B TeYeHWe roga)
B Hayu4Hble ueHTpbl EBponel n CLUA gns
obMeHa onbITOM 1 NPOBEAEHUS COBMEC-
THbIX WCCMNELOBaHUMN C COXpaHEeHWeM
paboyero mecta. C uenbio npenoTepa-
LLIEHMS «YTEYKM MO3rOB» AENCTBYET CUC-
TemMa rpaHToB AJ1s NoAAEePXKKN KEHLLUWNH B
HayKe, a TaKkke penaTtpuaHToB.
My6nukaunn ydeHbix rpynnbl 9BOSO-
LIMOHHOWN TEHETUKN UMEIOT BbICOYaNLLNA
PEVTUHI, OOCTAaTOYHO OTMETUTb, YTO B
2008 r. HekoTOpble U3 HUX, KacawLme-
csl PUNOreHnn [OpPeBHUX adppUKaHCKMX
tunoB MTOHK, reHeTuyeckon wuctopum
PYCCKMX W eBpeeB-allKeHasun, onyonu-

koBaHHble B American Journal of Human
Genetics (nmnakT-haktop 12,65), B Te-
yeHue Bcero 2008 roga Haxogunuchb Ha
nepBbIX MecTax Nno KonMyecTBy Moanuc-
UYMKOB.

3a nepwuopg paboTbl B ACcTOHCKOM Buo-
LUEHTpPe Hamu Mony4eHbl HOBble JAHHbIE
O reHeTNYECKOW CTPYKTYPE N reHeTn4ec-
KMX B3aMMOCBA3SX MOMymnsiLMin HapodoB
AKYyTUM — tOKarMpoB, 3BEHKOB, 3BEHOB,
AKyToB (caxa) u gomnraH. M3yyeHbl 3Bo-
TNIOLUMOHHbIE MPOLECCHl Ha NpMMepe Oc-
HoBHbIX TunoB MTAHK 1 Y-xpomocomsl,
pacnpoCTpaHeHHbIX B AKyTUW, TeHeTu-
Yeckue PEKOHCTPYKLUMM COMOCTaBMEHbI
C WUCTOPMYECKMMM AaHHbIMA O MpOoUC-
XOXOEHUN KOPEHHbIX HapogoB AKyTuw.
Mony4yeHHble faHHbIE CYLLECTBEHHO [0-
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MOMHSIIOT U PacLUMPSOT NpeacTaBneHus
O NyTSX MUrpaumin Nonynsaummn Yyenoseka
n obwen kapTuHe 3aceneHusi CeBepo-
BocTtoyHon EBpasun. B pesynbrate cos-
MECTHbIX WCCIEAOBaHUIA BbILLIO OKOJIO
20 ny6nukaumin.

Cnepnyet oTMeTUTb, YTO paboTa B 3a-
pyb6exXHbIX LLleHTpax, 06MeH onbIToM, 00y-
YeHWe HOBbIM COBPEMEHHBLIM METoAaM U
nogxodam SIBASIKOTCS HEOOXOAMMOCTbLIO
ONS Hay4HbIX PabOTHUKOB, XenarwLumx
COBEPLUEHCTBOBATL CBOM 3HAHUA U yMme-
Husa. B uenom nogo6HbIV OnbIT NOBbILA-
€T Ka4yeCTBO Hay4HbIX paboT, nossonseT
ObICTPO BHEAPUTL B CBOEM YUYPEXAEHMM
noaxodbl, NMPUHATbIE B MUPOBOW Hayke,
N CnocoBCTBYET MOBLILEHNIO PENTUHra
YyUpEXOEHMS.

SMMOEMMONOrNA HACNEOCTBEHHbLIX BONE3HEW U BPOXAEHHbLIX MOPOKOB PA3BUTKA

YK 616.-055.5/7(571.56)

H.P. MakcumoBa, A.J1. CyxomsicoBa, A.H. HoroBuupiHa, B.I1. MNy3bipeB
STHOCMNELUNPUYECKAA HACINEOCTBEHHASA MNMATOINOMA
B PECIYBJIUKE CAXA (AKYTUA)

[MpoBeaeHo reHeTUKo-3aNMaeMmnonornyeckoe nccnefoBaHne pacnpoCTPaHEHHOCTU HacneACTBEHHOW NaToNornm no AaHHbIM PeCI'IyGJ'IVIKaHCKOI'O

reHeTU4eCcKOro perucTpa HacneacTBeHHON 1 BpoxaeHHon natonormn PC(A). BelgeneHsl BOCeMb HacneACTBEHHbIX 3THOCMeumdunyeckux 3abone-
BaHWI, KOTOPbLIM MPUCBOEHO Ha3BaHWe «SKYyTCKWE HacneacTBeHHble 6onesHn»: cnnHouepebennspHas atakeus 1-ro Tuna, MMOTOHUYeCKast ANCTPO-
dusa, HacneaCTBEHHas dH3MONeHnYeckas meTremornobrHemus | Tvna, okynodapuHreansHas muogucTpodus, atakeus dpuaperixa, CnMHanbHO-
6ynbbapHas amuotpodust KeHHeau, 3-M cungpom, SCOP cuHOpoM, KOTopble BCTPEYatTCs C BbICOKOW YacTOTOW CPeam SIKyTCKOro HacemneHust 1

NS KOTOPbIX BbISIBIIEHA crieuudunyeckas MonekynspHo-reHeTu4eckas npudmHa.
KnoueBble cnoBa: cnuHouepeGennsipHas atakcusi, MMOTOHMYEeCKasi AMCTPOUSA, HacNeACTBEHHAs SH3NOMEHNYeckass METFEMOrIOoNHeMuS,
okyrnodapuHreansHas muoguctpocpusi, SCOP cuHapoMm.

The genetic-epidemiological analysis of hereditary diseases in Republic Sakha (Yakutia) on the basis of the Republican genetic register is carried
out. 8 hereditary ethnospecific diseases named “Yakut hereditary diseases” are revealed: spinocerebellar ataxia of the 1 type, myotonic dystrophy,
hereditary enzymopenic methemoglobinemia | type, oculopharyngeal myodistrophy, Friedreich ataxia, Kennedy’s spinal-bulbar amyotrophia, 3-M
syndrome, SCOP-syndrome, which are met with high frequency among the Yakut population and have ethnospecific molecular-genetic cause.

Keywords: hereditary pathology, spinocerebellar ataxia of the 1 type, myotonic dystrophy, hereditary enzymopenic methemoglobinemia of the
| type, oculopharyngeal myodistrophy, SCOP-syndrome.

BBepneHue

B pasButum knuHu4eckon u nomy-
TNALUWMOHHOM TEHETUKU BakHOW 3agadven
ABMNSIETCS M3yYeHUe pacrnpocTpaHeHns
HacneacTBeHHbIX 3aboneBaHuii B pas-
JNINYHBIX  MONYNAUUSX, YCTaHOBMEHMUE
MOINEKYNSPHO-TEHETUYECKUX MPUYUH  UX
BO3HUKHOBEHUS N pasBUTUS, a Takke

MAKCMUMOBA Hapexpa PomaHoBHa
— K.M.H., Bpay-reHeTuK nepBon KaTeropuu, na-
ypeat locnpemun PC(A) B obnactn Hayku n
TeXHUKN, mM.H.c. AHLL KMIM CO PAMH, e-mail:
nogan@yandex.ru; CYXOMSACOBA Amnac-
Tacua JlykMyHa — K.M.H., OTMWYHWK 3Apa-
BooxpaHeHuss P®, 3as. MIK PBNe1-HLM,
Bpay-reHeTuK nepeovi Kateropuu, 3aB. nab.
AHL, KM CO PAMH; HOTOBULIbIHA AnHa
HukonaeBHa — K.M.H., Bpa4-reHeTUK BbICLLEW
kateropum PBNe1-HLIM, otnunyHmk 3gpaBoox-
paHenns PC(A), naypeat locnpemun PC(A)
B obnacTtu Hayku n TexHukn PC(A), 3aB. nab.
AHL, KM CO PAMH; NMY3bIPEB Banepwui
MaBnoBu4y — akagemuk PAMH, 3acnyXeHHbIi
neatenb Haykn PO, aupektop HAW megnumk-
ckon reHetmkn CO PAMH (Tomck).

NPUYMH UX HAKOMMEHUS B KOHKPETHbIX
nonynsumnsax n atHocax [3].

OpHUM 13 nNepcrnekTUBHbIX U addhek-
TMBHBIX CMOCOOOB BbISABNEHWS HAcreac-
TBEHHOW naTtornoruu siBnsietcs pabora B
paMkax aBTOMaTU3MPOBAHHOTO TFeHeTU-
YecKoro perucrtpa HacneacTBEHHOW W
BPOXJEHHOW NaTonorMm, Kotopasi no3Bo-
NAeT NPOBOAUTbL PErncTpaLmio U cucte-
mMaTtudeckoe AnuTenbHoe HabnogeHue
6GOMbHOTO M CEMbWU C HaCNEACTBEHHbIM
3aboneBaHvem B TeyeHue pspga NneT u
B COMHUTENbHbBIX CryyYasx BbICTaBMATb
OKOHYaTenNbHbIA AMarHo3 HacrneacTBeH-
Horo 3aboneBaHWs TONMbKO Yepes3 ornpe-
[OENeHHbI NPOMEXYTOK BPEMEHM nocre
ONUTENbHOTO HabntofeHWs 3a cemMben n
GonbHbIM [8]. PerncTpebl, yunTbiBaoLme
BCIO HacreaCTBEHHYI0 NaTonoruto, nos-
BONAT BbIAENUTb YacTble POpPMbl Ha-
CNeACTBEeHHbIX 3aboneBaHuin — 00bEKThI
NpuCcTanbHOrO BHUMaHUS MpU MraHupo-
BaHUM NpPOMUNaKTUYECKMX Meponpus-
Tun. Takke pabota mMeauKo-reHeTnyec-

Kom cnyxbbl B paMKax reHeTn4eckux
perncTpoB MomoraeT BbIABMNSATL U pabo-
TaTb C POACTBEHHUKaMM BOMbHbIX, HAX0-
Odwmxes B rpynne pucka [12].

Llenblo wnccnepoBaHus sABUNCA re-
HETMKO-3NNAEMUNONOTNYECKUN  aHanm3
pacnpoCcTpaHEeHHOCTN U CTPYKTYypbl Ha-
CrMeACTBEHHON naTonorMM Mo AaHHbIM
PecnybnnkaHcKkoro reHeTu4ecKkoro peruc-
Tpa HacneaCTBEHHOW U BPOXOEHHOW na-
Tonorun B Pecnybnuke Caxa (AxkyTns).

MaTepuanbi u MeToAbl

[eHeTnKo-anMaemMmnonornyeckoe un3y-
YeHVMe CneKkTpa W 4acToTbl Hacnec-
TBeHHON natonorun B Pecnybnvke Caxa
(AxyTns) npoBegeHO Ha OCHOBaHUW CO-
30aHHOro Ha 6ase MeanKo-reHeTUYeCcKomn
KoHcynetaumm Pecnybnvkn Caxa (Aky-
™1s1) PecnybrnmKaHCKoOro reHeTu4eckoro
peructpa HacnegcTBEHHOW UM BPOXOEH-
HoWm maTtomnoruu, rge cobpaHa U Hakon-
neHa vHdopmaumsa no HacneacTBEHHOM
n BpoxaeHHon natonorun ¢ 2000 r. Pe-





