. AKYTCKUM MEANLMHCKNAN YKYPHAT

OLeHKa TEeXHOreHHbIX BO3[ENCTBUIA Ha
reHooHa 1 Guonoruyeckoe 340pOBbe
Hapoga caxa YcTb-AngaHckoro n Hiop-
OuHckoro ynycoB Pecnybnukn Caxa
(Akytna)». PesynstaTtbl  COBMECTHOW
paboTbl 06CyXOeHbl Ha KOHdepeHunn
«[JOCTMXXEHMS COBPEMEHHON Hayku B
peLleHun nNpobnem oxpaHbl reHodoHaa
HapogoB». [logrotoBneHa n ony6nuvko-
BaHa COBMeCTHasi MoHorpacdusa: Hasa-
peHko J1.M., HazapeHko C.A., Kupunnuna
B.W., MNpokonbeBa HO.H.«l'eHeTnko-ako-
normyeckasi oLeHKa COCTOSIHUS 340po-
Bbs xutenen Axytum» (Axkytck, 2001).
HorosuubiHa AHHa HukonaeBHa 00606-
LMna npofenaHHyl 3a 3To Bpems pa-
60Ty 1 ycnewHo 3awmTtuna B 2001r.

YOK 616.8

auncceptaumto Ha Temy «OTdAroweH-
HOCTb HaceneHusa Pecnybnukm Caxa
(AkyTna) HacneacTBEHHOW naTornornemn
1 aHanun3 paboTbl permoHansHon meau-
KO-reHeTn4yeckon koHcynstauuny. Cos-
MeCTHas Hay4yHo-NpakTu4eckas paborta
HWUWN megmumHckon reHetmkm THL, CO
PAMH (oupektop — akagemuk PAMH,
npodeccop [MysbipeB B.M.) n Hayuno-
HanbHOro ueHTpa meauumHel M3 PC
() nosBonmMna MOAroTOBUTH HayYHbIX
COTPYOHUKOB, KaHAMAATOB MeOWMLMHC-
knx Hayk: bBaHwwukoBy E.C., MakcumoBy
H.P., Cyxomscosy A.Jl. UTorom coBmec-
THOM paboThl ABMMOCL co3gaHue AkyT-
cKoro Hay4yHoro ueHTpa PAMH u llpa-
ButenscTtea PC (A1) (ampekTop - A.M.H.,

npodeccop VeaHoB A.W.) B HacTosLee
BpeMs 9TO FAKYTCKUM HayYHbIN LEHTP
KOMMMEKCHbIX MeauUMHCKUX npobnem
CO PAMH (gupekTop - A.M.H. TomcKkui
M.N.). ExerogHo oT Tpex OO NSTU co-
TPYOHWKOB dunuana u Meauko-reHe-
TUYECKOM KOHCynbTauum pecnyonuku
cTaxupytoTca B nabopatopusix WMHCTU-
TyTa, OCBaMBalOT HOBbIE TEXHOSOTUUN U C
yCrexom BHeApsitoT nx B nabopatopusix
AxkyTcka. [ns NoBbIEHUA MeOuKo-re-
HETUYECKNX 3HaHUIN Bpayen pasnnyHbiX
cneuyunanbHocTen B 2007 1. opraHnsoBaH
BbIE€3QHOW LUK NEKUUA COTPYyOAHUKAMMU
HWN mepununHckon reHetnkmn CO PAMH
no teme «W3bpaHHble BONPOCbl Meau-
LIMHCKOWN reHeTUKnN».

IH. Buptokbaesa, A.H. HorosuubiHa, T.A. Hukonaesa, A.B. lext

HOYHAA NOBHASA AMNMUINENCUA: ONMUCAHUE

KITMHWYECKOI'O CITYYASA

lMpBeOEH KNMHWYeCKUn criyva HabniofeHus HoOYHOW NOBGHONM anumnencun, Kotopas ABnseTcs opmon hoKanbHOW MANONATUYECKOW anu-
Mencumn ¢ HOYHbIMK napokcramamu. Konuyectso HabnogeHuii AaHHom popMbl HEBENMKO. AYTOCOMHO-AOMUHAHTHas nobHas anunencus crana
nepBbIM MOHOTEHHbIM CMHAPOMOM CPEAU NAMONaTUHECcKMX NapumanbHbix opM, Npy KOTOpPbIX OblN KapTupoBaH AedekTHbIV reH Xxpomocombl 20q

13.2-13.3.

KntoueBble crnoBa: anunencus, pokanbHas opmMa, HOYHbIE MapOKCU3Mbl, FeH.

A clinical case of nocturnal frontal lobe epilepsy that is a form of focal idiopathic epilepsy with night paroxysms is presenred. A quantity of the
given form observations is small. Autosomal dominant lobe epilepsy becomes the first monogenic syndrome among idiopathic partial forms in
which defective gene of 20q13.2-13.3 chromosome has been carted.

Keywords: epilepsy, focal form, night paroxysms, gene.

JloGHble ponu Mo3ra — obnacTb no-
BbILLEHHOIO UHTEPECa B 3NWIENTONOIMN.
Tak e, Kak U BMCOYHble 00N, NOGHbIE
oTAensl Mo3ra SiBNSATCs (HOKYCOoM npe-
UMYLLIECTBEHHOIO 3nunenToreHesa, rae
WHULUUMPYETCA U pacnpocTpaHsieTcsi
anunenTUYecknin noteHuman. YpesBbl-
YyariHoe 6oraTcTBO COMATOTOMUYECKMMM
NPOEKUMOHHBIMU  30HaMK  onpeaensier
HanmMume SpKMX MOTOPHBLIX U MCUXUYEC-
KMX MPOSIBNEHUA NMOGHbLIX anunencun, a
TaKKe UX OTHOCUTENbHYIO TSXKECTb U Mo-
NMMOPEU3M KIMUHUYECKUX U SIEKTPO3H-
uedanorpaduyeckmx NposiBNEHNN.

CornacHO OCHOBHbIM  MOMOXEHUSAM
Knaccudukauum anunencum u anunen-
Tnyeckmx cnHapomoB (Hbto-Oenun, 1989),
nobHas anunencust (JIQ) getckoro Bo3-
pacta auddepeHumpoBaHa Ha uMAMO-
naTMyeckyrd  ayTOCOMHO-AOMUHAHTHYIO
no6Hyto anunencuto (AQJIO) ¢ HOYHbIMK
napokcmamamu (Schefer |. et al.,1995) n
cumnTomaTtmyeckume dopmebl [1,2,4,7].

CumntomaTnyeckne copmbl JTOGHOM
anunencun — Te OopMbI, MpU KOTOPbIX

BUPIOKBAEBA TlanuHa HukonaeBHa -—
K.M.H., [OOKTOpaHT kadbenpbl HeBponoruu
n Hemnpoxupyprun PIrMY; HOIFOBULbIHA
AHHa HukonaeBHa — K.M.H., Bpay-reHeTuK
MIK LLOMwu[, 3aB. na6. AHL, KM CO PAMH;
HUKOJTAEBA TaTtbsiHa SlkoBneBHa — .M.H.,
npod., 3aB. kadegpon MU ArY; FTEXT Anna
BopucoBHa — 4.M.H., npoc. PITMY.

ouar nNaToniormyeckor akTUBHOCTU foKa-
nm3yetca B NobHbIX otgenax kopsbl; J19
— BTOpas no yactote (nocrne BUCOYHON)
cpeay  CMMNTOMATMYECKUX  JIOKamnbHO
00ycrnoBneHHbIX opm anunencun. Yac-
TOTa e€ B NonynsiumMmn AeTen ¢ anunencu-
en oueHmBaetcs ot 18 no 30% cnyyaes.

KnuHuyeckasi xapakmepucmuka. Bos-
pacTt 6onbHoro npu AebiTe ayToCOMHO-
OOMWHAHTHOW 3NUnencum ¢ HOYHbIMU na-
pokcM3MamMu BapbupyeT oT 2 mec. Ao 52
net (yawle 2-8 net). CornacHo |. Schefer
C coaBT. [6], HECMOTPSA Ha O4YEBUAHYIO
BO3pacTHyl0 BapuabenbHOCTb  MaHu-
decTtaumm 3aboneBanusi, B 80% cny-
YaeB ayTOCOMHO-AOMWHAHTHasi dopma
3NWUMEncMn C HOYHbIMU MAPOKCU3MaMu
nebrotmpyeT B nepsble 20 neT, Npuyém B
nepByto Aekaay *usHn — 53%, Bo BTOpyto
— 35%.

Hanbonee TuUNMYHbIMM OCOBGEHHOC-
TAMU NPUCTYNOB Y BOMbHLIX C ayTOCOM-
HO-JOMWHAHTHOW NOOHOW anunencuen
ABMNAOTCA aypbl, HOYHOW XapakTep W
BbICOKasi yacToTa Mapokcu3moB, Aebto-
TUPYIOLLMX C KpUKa W XapakTepuayto-
LINXCA NPEVMMYLLECTBEHHO MOTOPHbIMMU
cumnTomamu. Aypa, XoTs U BCTpevaeTcs
y GonblUMHCTBA OONbHbLIX, HE SBMSETCS
cneundunyeckon. Mo gaHHbiM |. Schefer
C COaBT. [6], Hanbornee YacTbiMK aypamu
y 60MbHbIX C ayTOCOMHO-AOMWHAHTHOM
noGHol anunencuen sBNSeTcs reHepa-

NN30BaHHOE ApOXaHue, rorioBHas 6onb,
cnyxoBas aypa. Aypa ob6bl4HO cnocobc-
TBYeT BHe3anHoMmy npobyxaeHuio. Ho B
OTAENbHBIX ClyYasx 6oMbLHON BCNOMUHa-
eT 06 aype TONbKO Ha crieayrLlmin AeHb
npuv LeneHanpasneHHoOM onpoce.
Hepenko (61%) npuctyn HayuMHaeT-
Cl C BHe3anHoro 3aTpyOHeHus Apblxa-
HWS, TPOMKOrO BCXIMMbIBAHUSA, XpHOKa-
Hbsl, CTOHa WNM BCKpUKMBaHMS. [Masa
06bIYHO OTKPbIThI, B3rMs4 HEMOABUXKEH,
WHorda HabniopalrTcs BpalwatenbHble
OBWKEHNs1 rmasHbix s6rnok. MoTopHbie
paccTpoicTBa BO BpeEMsi MapOKCU3MOB
pa3HoObpasHbl: rMNepKMHEsbl, TOHUYEC-
Kne BbITATMBAHUS, KIIOHUYecKMe noaép-
rmBaHus. NoBegeHYeckne M3MEHeHUs1 B
MOMEHT MapoKCM3Ma BKIIHYaOT MOMbITKY
CeCTb, HaCUIbCTBEHHYK TUMNEPIKCTEH-
3110, MOSOXEHME Ha YEeTBEPEHbKaX.
BonbwuHcTBo  (70%) GOnbHBIX He
TEPSIOT CO3HAHUSA U ABNSAIOTCA «Habnto-
gatensMu» cBoero npuctyna. bonbHble
OTMEeYaloT, YTO BO BPEMS MPUCTYMOB He
MOTyT KOHTPONMUPOBaTb [ABWXEHUS, OT-
Be4yaTb Ha Bonpocbl, HO cnbiwar. 33%
BOMbHbLIX UCMbITLIBAIOT UCMYr B MOMEHT
npuctyna n 6osTcs 3acHyTb. [Nocne npu-
cTyna B OONbLUMHCTBE Cly4aeB 3acbina-
t0T. YacToTa npucTynoB B TEYEHNE HOYN,
a Takke B TeuyeHune (UKCMPOBAHHOIO
HabnogeHneMm oOTpes3ka XWU3HW Bapua-
O6enbHa. B TeyeHne Houu, Kak npasuIo,



OTMEYaEeTCHA CepUsi KNacTepHbIX aTak, B
cpegHeM OKOnoO BOCbMW 3@ HECKOSbKO
YyacoB. B 6onbLUNHCTBE Criy4YaeB NpuUCTy-
nbl MMEKT LMKIONenTuyeckoe TeyeHue
1 B Criyyae OTCyTCTBUSA Tepanuu Habmo-
[aloTCA eXeHefenbHO UIMN eXeMeCsHHO
[2,6,7].

MpoBoumpytolwme dakTopbl He urpa-
0T CYLLIECTBEHHOW PONU B 4ETEPMUHUPO-
BaHWM NPUCTYMNOB ayTOCOMHO-AOMUHAHT-
How no6Hom anunencun. OgHako B psge
cny4aeB MOryT UMETb 3HAYEHME CTpecc,
nepeytomneHve. HepBHO-NCUXMYECKUIA
cTaTtyc 60MbHbIX C ayTOCOMHO-AOMUHAH-
THOW NOGHOW 3nunencuen ¢ HOYHbIMU
napokcmM3mamu, Kak npaBurio, Hopmarb-
Hbli. CHUXEHVE WHTEennekTa OTCyTCTBY-
eT [6].

Mo paHHbiM 33l y GonbluMHCTBa
OONbHbIX  ANUMNENTUYECKNE NATTEPHbI
oTcyTcTByHOT. [Npn npoBegeHnn 3M-mo-
HUTOPWHIra NPUCTYNOB ayTOCOMHO-A0MMU-
HaHTHOM NOGHOM 3anunencuu nokasaHo,
YTO MapOKCU3Mbl BO3HMKAIOT Mpenumy-
LLIeCTBEHHO BO 2 CTafui MeAfIEHHOro
CHa 1 xapaKkTepuaylTcst Hanuumem buna-
TeparnbHbIX KOMMMEKCOB «OCTpas-Mea-
NeHHas BofHa» B NOOHbIX obnacTax.

Mpn Herpopagmnonornyecknx uccre-
[OBaHUsIX y GonblUMHCTBA GOMNbHBIX He
BbISIBMAKOTCS MATOMOrMYeCcKne Uu3MeHe-
HUS1 UM OHU HecneundUYHbI.

YXe B paHHMX nybnukaumsix, noces-
WeéHHbIX HI1Q, noauépkmnBanack Bbicokasi
YacToTa CEMENHbIX CIly4YaeB anunencum B
pPOAOCNOBHbIX NpobaHaoB. TakMe ceMbu
Obinu onucaHbl B UTanun, AscTpanuu,
Anrnun, Kanage, Hopserun. Cerperaum-
OHHbIA aHann3 ceMen, oTCyTCTBUE KPOB-
HO-POACTBEHHbIX CBSI3el, NPMBENU K Bbl-
BoAy 06 ayTOCOMHO-AOMWHAHTHOM Tune
HacnepoBaHus HI13 ¢ neHeTpaHTHOCTbLIO
69%-81% wn BapuabenbHoW akcnpeccus-
HOCTbIO Yy MOPaXEHHbIX POACTBEHHUKOB
BHYTpW ofHow cembu. Bnepebie Phillips
H.A. c coaBT. B 1995 r., npoBeasa Morneky-
NSIPHO-TEHETMYECKNe UCCreaoBaHus Ha
maTtepuane cemen u3 AscTpanuu, noka-
nn3oBana reH, OTBETCTBEHHbIV 3a pa3Bu-
e HJ19. [ledeKkTHbIV reH nokannsoBaH
Ha AMCcTanbHOM y4acTKe AMMHHOIO nreya
xpomocomsbl 20 - nokyc 20q 13.2. MyTta-
ums 3atparveaet noatun anbga-4 HUKo-
TMHOBBIX ALETUIXONMHOBbLIX PELIENTOPOB
HerpOHOB, NOKanu3oBaHHbLIX B obracTu
20q. 13.2 — 13.3, 1 NpMBOAUT K 3ameLLe-
HUIO aMWHOKUCIIOTbI CepuHa oeHuna-
naHvHom. Takum obpasom, HJ1O crana
nepBbIM MOHOMEHHbIM CUHAPOMOM cpeau
nauonaTnMyecknx napumanbHbix  HopMm
anunencun, Npyu KoTopbix 6bin KapTUpO-
BaH AedeKTHbIV reH [6,7].

MosiBneHne cnopagn4ecknx criyyaes
3aborneBaHua He MCKMNYaeT auarHosa
HINO3.

MpeacraBngem onucaHve cobCTBEH-
HOTO KITMHUYECKOro HabnoaeHNs HOYHON
nobHow anunencun, rae NpocnexuBaeT-
Csl TEHOEHUUS K CEMENHOMY Hakonne-
HUKO.

bonbHol M.,48 nem, uneanud Il epyn-
nbl, pabomaem cnecapem. C 14-netHero
Bo3pacTa y 6onbHoro HabnoaaTcst HoY-
Hble MPUCTYMbI, NosBnALWmMecs 1-2 pasa
B Mecsy. MNpuctynbl MOryT NOBTOPUTLCS
3a HOYb [0 2-4 pa3 n HOCAT criegytoLmm
Xapakrep:

1. BcTaéTt Houblo, HAYMHAET XOoauTb,
YTO-TO UCKaTb, B 3TO BPEMSI MOXET FOBO-
PUTb O KaKMUX-TO CNY>KEOHbIX CUTyaLUsIX.
Mpn 9TOM €ro MOXHO OKITMKHYTb N Yro-
XWUTb, TEM CaMblM NPEKPaTUTb NPUCTY.

2. MoxeT ceCTb Ha KpoBaTu, UMUTUPO-
BaTb ABWXEHWS OAEBaHMS.

1-9 1 2-9 pa3HOBMAHOCTU MPUCTYMNOB
MOFYT 3aKOHYMTbCH  TOHMKO-KIMOHUYeC-
KMMU cygoporamu AnutenbHoctbio 1-3
MWH.

3. YacTo npucTtyn HauMHaeTcsa C BHe-
3arHoro Kpuka, 3akaTblBaHus rnas, npu-
Kyca si3blka, MOSIBIEHNS KPOBABOW MEHbI
130 pTa, TOHNYECKUX Cy0POr, Nepexoasi-
LMX B KNOHMYeckue. nutensHoCTb npu-
ctyna 5-7 MuH.

OuyeHb penko nopoOHble MPUCTYMbI
MOryT HabnoaaTbCcs AHEM.

O6GbLEKTUBHBIA  CTaTyC: HEBbLICOKOIO
pocTa, yOOBMETBOPUTENBHOMO MUTAHMS.
PaHHee pa3BuMTME MNCUMXOMOTOPHBLIX U
peyeBbIX HaBbIKOB MPOUCXOAMIIO B CO-
OTBETCTBUM C BO3pacToM. B cemeriHom
aHamMHese Mo anunencuy NPocrnexvBaeT-
CSl OTArOLWEHHOCTb MO MATEPUHCKOW nuni-
HUW — 3NUnenTUYecKkme Npunagky oeinu y
Aenywkn. Y ctapliero cbiHa B CeMmuner-
HemM Bo3pacTe Habnwogancsi pasBeépHy-
TbIi TOHUKO-KITOHWYECKWUIA NPUCTYN, Y J0-
yepu B LUECTUNETHEM BO3pacTe BO3HMWK
nepBbI TOHWKO-KMOHUYECKUIA NPUCTY.

B HeBponoruyeckom ctatyce: dyH-
KUMSI 4epenHo-Mo3roBbiXx HepBoB 6e3
ocobeHHocTe. Bei3biBaeTca Haso-nabu-
anbHbI pednekc. Mape3oB KOHeYHOC-
Ter HeT. O6GbeM NacCUBHbBIX U aKTUBHbIX
OBWKEHUA NOMHbIN. MbIWeYHbI TOHYC
He wu3MeHEH. CyxoxunbHble pednek-
Cbl C [ABYXIMaBblX, TPEXIMaBblX MbILLL,
KOMEHHbIE, axXUIoBbl XUBblE, PaBHbIE.
KapnopagnanbHble pednekcbl yMepeH-
HOW XMBOCTK, paBHble. [1onoXUTENbHbIN
KucteBow cumntom Pocconmmo c aByx
CTOPOH. HapyweHus rnybokon n noeep-
XHOCTHOW 4yBCTBUTENbHOCTU OTCYTCTBY-
toT. KoopauHaTopHble Npobbl BbINOMHSAET
YOOBNETBOPUTENbHO. WHTEennekT coot-
BETCTBYET MNOMy4eHHOMY 06pa3oBaHuio,
coumanbHOMy cTaTtycy u Bospacty. Ot-
MeYaeT MOoBbILWEHNEe HEepPBO3HOCTU Me-
pen pasBuTMeM NpucTynos. AnuTtensHoe
Bpems npuHuman deHobapbutan B gose
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0,1. B HacTosiwee BpemMs MNpUHUMAET
kapbamasenuH B fo3e 1200 Mr B CyTKu.

O3l B cocTosiHuM 604pCTBOBaHNS B
MEXMNPUCTYMHbIV NEPUOA: PErMCTPUPYIOT-
cs anudpdpysHble nameHeHus BOA mosra
6e3 oyaroB aNUNENTUYECKON aKTUBHOCTH.
MarHuTHo-pe3oHaHcHasi Tomorpadus ro-
NOBHOTO MO3ra: U3MEHEHUI CO CTOPOHbI
Mo3ra He BbisiBNeHO. B aHanmse nuvkeo-
pa, nabopaTopHbIX NoKa3aTensax KPOBU 1
MouYM 6e3 NaToNornYecknUx OTKIOHEHWA.

O606was npuBenéHHoe Habnoae-
HUE, MOXXHO BbIAENUTb PAS XapaKTePHbIX
0COBEHHOCTEN.

1. debtoT 3aboneBanHus B 14 ner.

2. [obpokayecTBeHHOE TevyeHue 3a-
boneBaHusa B TeveHune 39 ner.

3. OTcyTcTBME O4aroBOW HEBPOMOru-
YECKOW CMMMTOMAaTUKN B MEX- U MOCT-
NPUCTYMHbIVA NepUoL.

4. CoxpaHHbIN UHTEMNMNEKT.

5. MNapumanbHble NpUCTYMbl C Bblpa-
YKEHHBIMW MOTOPHBLIMU  KOMTMOHEHTaMMU,
BOKanu3auuvewn B Hayane npucryna, uHor-
[a BTOPMYHOW reHepanuaaumen.

6. OTcyTCcTBME 3aperncTprpoBaHHbIX
n3meHeHun Ha O3l

7. OTCcyTCTBME M3MEHEHMI NMPU NpoBe-
OEHUN HepoBU3yanu3aLnoHHbIX uccne-
[OBaHUN.

8. B gaHHOW cembe npocnexvBaeTcd
HaKOMMEHNE Mpu3HaKa CYAOPOXHbLIX CO-
CTOSIHUI.

Takvm 06pa3om, npeacTaBneHHas uc-
Topus BGONEesHNn AEeMOHCTPUPYET TUMMUY-
HbI cnyyar HN3 ¢ no6pokayecTBEHHBIM
TeYEeHNeM.

M3 pasHbIx n1TepaTypHbIX UCTOYHUKOB
N3BECTHO, YTO OCHOBHbLIM AMarHoCcTUu4ec-
Knm kputepmem HI1O aensetcsa Hanmnyne
HOYHbIX CEPUIHBIX TMNEePMOTOPHbLIX NpK-
ctynoB. K xapakTepHbiM 0COGEHHOCTAM
3aboneBaHnss MoOryT ObITb OTHECEHbI
crnepywolime: BokanuMsauusi B Hadvane
npucTyna, r’mnepmMoTOpHble U TOHUYec-
Kne eHOMeHbl B CTPYKType npuctyna,
HernonHasi yTpata Co3HaHus (MpocTble
napuuarnbHble MapoKCU3Mbl), CEepUHbIE
HOYHbIE MPUCTYNbI, OTCYTCTBUE U3MEHE-
HUA Ha O3 B MEXNpPUCTYMHOM MNepuo-
e, nonoxutenbHbi addekT kapbama-
3eMvHa B KynvpoBaHWUKU MPUCTYMNOB U UX
BO306HOBMEHNE Npy OTMEHE NpenapaTa.
HN® cnepyer auddepeHumpoBats B
NnepByl0 odepedb OT COCTOSIHWIA, Xapak-
TEPUIYIOLLNXCA  HOYHbIMU MPUCTYNamMu
— [obpoKayeCcTBEHHbIMM HOYHbIMK Na-
PacOMHUSIMM (HOYHbIE CTpaxu, CHOro-
BOpPEHbE, CHOXoXAeHue)). Heobxogumo
anddeperunposats HIT3-chopmy anu-
nencuv OT MapOKCU3MarnbHOW HOYHON
OUCTOHUM, UCTEPUYECKUX MPUCTYMOB,
CEMENHbIX AUCKUHE3NIN, BpPOHXManbHON
actwmebl [1,3,4,5].
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B neyeHun HNO npenapatom abco-
nTHOro Bblbopa sBnseTcs kapbamase-
MWH, NPUMEHSIEMbI B CyTOYHOW [03e OT
10 go 30 mr/kr, Npy XOpoLlen nepeHocu-
MocTu Bblwe. B HabniogeHun Schefer
I. n coaBT. nnwb y 32% 6onbHbIx HIN3
yAanock A4OCTUYb MOMHOW PEMUCCUMN NPU
MOHOTepanuu kapbamasenuHom. [lpu
Hea(pPeKTMBHOCTM KapbamasenuHa B
MakcumMarnbHO BbICOKMX [03axX WUnu npuv
MOXON €ro MepeHOCUMOCTU BO3MOXHA
MOHOTepanus (heHUTOMHOM UMW Balb-
npoatamu. MIHTepecHbl HabnogeHus, 4To
npu nNpaBuWnbHO MogobpaHHOW Tepanuu
A3l n ypexeHun npucTynos, ucyesaioT
Xanobbl NaUMeHTOB Ha OHEBHYIO COHNV-
BOCTb M HapylleHvne BHUMaHus. MNpume-
HeHne 6apbuTypaToB He pekoMeHaYyeTCs.

Mpn otcyTcTBUMM ahdheKTUBHON Te-
panMu nepcecTypoBaHWe NpUCTYNoB

YOK: 577.21:575.17:575.1\2.018.3:572.575

MOXeET MPOJoImKaTbC B TeYeHue BCew
Xun3Hn. OpHako [axe npu OTCYTCTBUM
afeKBaTHOrO feYyeHusl, He OoTMevaeTcs
BO3pacTaHMe 4acToTbl MPUCTYMOB WU
NnosiBNeHVe WHTeNmneKTyanbHoro aedu-
unTta. BOMbLUMHCTBO @BTOPOB CHUTAIOT,
4YTO HeobxoaMMa OYeHb AnuTenbHas Te-
panusi AOI (BO3MOXHO B TEYEHUE BCeEW
Xun3Hu). Bcnegcteue HebomnbLIoro ymcna
HabnogeHWn NPorHo3 ayTocamHoO-40MU-
HaHTHON NOBHON 3NWUMEencun He YyTOYHEH
[6,7].

B 3akntoveHne crnegyeT nogvepkHyTb,
yto npu HITIS, gaxe npw Hanuyun cnopa-
Anyeckmx cnyyaes, HeobxoaMmo npose-
AeHVe MeOuKOo-reHETUYECKOro KOHCYIlb-
TUPOBaHMUS.
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AHAIU3 NONUMOP®HbLIX MAPKEPOB B N'EHE MbILUEY-
HOM NMPOTENHKUHA3bI N ACCOLMALIMA C MUOTOHM-
YECKOU OUCTPODUEUN B AKYTCKOU nonynAaAunn

B cTatbe aHanuaupyertcs WwecTb OAHOKYKNeoTuaHbIX nonmmopduamos -Dralll, Hhal, Bpml, Hphl, Fnu4HI, Tagl B reHe MMoTOHMYeCKOM NPOTENH-
knHasbl (DMPK) B aByX rpynnax npeactaBuTeniein SKyTCKOn nonynsaumm — 60mbHbIX MUOTOHUYECKOW ANCTPOMMEN 1 300POBbLIX KOPEHHbIX XUTenen
Pecnybnukn Caxa (AkyTtns). laHa nonynsiuMoHHO-reHeTn4eckas xapakrepuctka obeunx rpynn no BCeM UsyyaembIM JIOKycaM, OLeHEH OTHOCU-
TENMbHBIN PUCK PasBUTMA 3aboneBaHUst — OH 3Ha4YMMO yBenuyeH ana T-annens nokyca Fnud4Hl n gns B annens nokyca Taql. MNpwu cpaBHeHnn
ncenegoBaHHbIX Fpynn no YacToTam rannoTUnoB BbisiBfieHa NpegpacnonararoLas K MMOTOHUYecKkon auctpodum ponbk rannotunos h1u h2. Manno-
™/nbl e h4 n h5, HanpoTuB, MOXHO paccMaTpuBaTh Kak NPOTEKTVBHbIE. AHANM3 CTPYKTYPbl HEPaBHOBECUS MO CLEMNEHWIO B rpynne 60MbHbIX He
BbIsiBMN BroKoB cuenneHunsi. B KoHTponbHoM BeIGopke Bblnv 06HapyeHbl ABa KOPOTKMX Oroka cuenneHus.

KntoueBble crnoBa: skyTckas nonynsaums, reH MbllLeYHOW NPOTEeVNHKNHA3bI, HepaBHOBECKE MO CLEMNEHNI0, MONMMMOPMHBIN Mapkep.

Six SNP markers - Dralll, Hhal, Bpml, Hphl, Fnu4HI, Taqgl in the DMPK gene in healthy and myotonic dystrophy Yakuts, residing in the
settlements located on the territory of the Republic of Sakha (Yakutia) were analysed. The population-genetics characteristic and relative risk of six
locus have been studied. The relative risk for T-allele Fnu4HIl and B-allele Taqgl increased significantly. The analysis groups healthy and myotonic
dystrophy Yakuts were revealed the predispose roles to myotonic dystrophy h1 and h2 haplotypes. The haplotypes h4 and h5 are protective roles
on the contrary. The analyses of linkage disequilibrium in myotonic dystrophy Yakuts were investigated. The block of adhesion in tHis group is
not shown. Two short blocks in healthy group were detected.

Keywords: Yakut population, muscle proteinkinase gene, linkage disequilibrium, polymorphous marker.

BBepgeHue

MwuoTtoHnyeckass guctpocua  (MD)
npencrtaensieT coboi HacnegcTBEHHOe
HelpoMblLLeYHOe 3aboneBaHue, CBA3aH-
HOe C 9KCnaHcuen TaHAeMHbIX TPUHYK-
neotnaHbix nostopoB CTG B 3’-HeTpaH-
cnMpyemMon o6nacT reHa MbilLEYHON

CNUPUOOHOBA Mapusa leHHagbeBHa -
K.6.H., H.c. HUWM wmeguuuHCKOW reHeTu-
kn CO PAMH, e-mail: maria.spiridonova@
medgenetics.ru; TPAMNM Hatanba BuktopoB-
Ha - cTyaeHTka Buonoruyeckoro MHCTUTYTa
Try; CTENAHOBA CsetnaHa KumoBHa -
c.H.c. AHL, KMIM CO PAMH; MAPYCWUH AHa-
pent BukropoBuu - k.6.H., H.c. HUI/ megnuuH-
ckon reHetmkn CO PAMH, andrey.marusin@
medgenetics.ru; CYXOMACOBA AnTtanuHa
NyknyHa - Kk.M.H., 3aB. MK PBNe1-HLIM,
3aB.nab. AHL KMMN CO PAMH; CTENAHOB
Bagum AnatonbeBuY - 4.6.H., 3aM.gupeKTo-
pa no Hayke HAW meamumHckon reHeTnkn CO
PAMH, vadim.stepanov@medgenetics.ru.

NPOTEUHKNHA3bl. [EeH MbILLIEYHOW MNpo-
TenHkmHasbl (DMPK) kapTupoBaH Ha Ko-
poTkom nnede 19 xpoMocoMbl B 0bnactu
13.2 — 13.3, cogepxuT 15 ak3oHOB. OAn4d
nccneqoBaHUsa MUOTOHUYECKOW OUCTPO-
v Obina B3siTa UMEHHO SIKyTCKasi Mo-
nynsaums, Tak Kak B HEM BCTPEYaeMOCTb
3aboneBaHns 3HAYUTENbHO MpeBbILIAET
3TOT Nokasatenb no Poccun. Mo pesynb-
Tatam uccnegosanui MD B monynsauum
SIKyTOB, YacToTa 3Toro 3aboneBaHus -
21,28 Ha 100 TbiC. HaceneHus [6]. MMpwu
UCCNefoBaHUM  CTPYKTYpbl reHodoHaa
AKYTOB paHee ObINo BbISIBMEHO HEBbLICO-
KOe reHeTmyeckoe pasHoobpasue B 3Tow
nonynsuun [5]. MmeeTcsa 6onbLuoe Konu-
yecTBO Nybrmkauumn no nsyyvexHuto CTG-
nostopos B reHe DMPK [1,2,4,8,9,15].
BbisiBnieHbl MOMNyNsLUMOHHbIE pPa3nNuyuns
B ymucne CTG-noBTOpOB B HOpME U Na-
Tonoruu; B pacnpoctpaHeHHocT M B
pasnuyHbIX PEermoHax, STHUYECKUX rpyn-

nax; B xapaktepe camoro 3aboneBaHusi.
Kpome CTG-noeTOpoB, npeacraBnsiet
onpenenéHHbIN UHTepec UccrnenoBaHue
OOHOHYKNEOTMAHbIX  MONMMOPEU3MOB
— SNP, koTopble uvallle BCero npeacras-
NeHbl ABYMsI annenbHbIMY BapuaHTaMu.
OHM LIMPOKO pacnpoCTpaHeHbl B reHOME
yenoseka, cTaburbHbl U ©onee MHOro-
YNCMEHHBI, YeM Kakune-nubo Apyrue no-
nuMopdHble BapuaHThbl (4actota 1/1000
[10]. 3Tn cBoncTtBa penatt SNP ynob-
HbIMUW 4715 U3YYEeHUsI reHeTUYeCcKoro pas-
HoOGpa3usi B nonynsiuusix yenoseka. B
HacTosilee Bpems, no gaHHbiM NCBI, B
reHe DMPK BbisBrnieHo 6onee 100 SNP.
HeopgHokpaTHO MokasaHa Koppensuus
yBENUYEHMS1 Yncrna MNOBTOPOB B pas-
TNINYHBIX NONYNAUMSAX C onpeaenéHHbIMU
rannotunamu [12]. BaxxHbiM Takke npea-
CTaBnseTcsl u3yyeHne OnNo4YHON apxu-
TEKTYpbl HEpPaBHOBECKS MO CLEMEHNIO
(LD) B reHome 4yenoseka. LD sBnsetca





