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J1.I. HasapeHko

OYEPK O HAYYHO-NMPAKTUYECKOM COTPYOAHUYECTBE

MEAOWKO-FrEHETUHECKOW CITYXBbl PECMYBJIMKU CAXA

(AKYTUA) 1 HUWM MEOULUMUHCKOU TEHETUKU CO PAMH
JTlrodu smecme mMoeym coeepuwiume mo,

4e20 He 8 curax coername 8 0OUHOYKY;
eduHeHue yMoe U pyK, cocpedomoyeHue

[Monck onTMManbHbIX NyTEW CHXKEHNSA
JeTckoi 3a6oneBaemMoCcT U CMEPTHOCTU
HEN30eXHO NPMBOAMT K HEOOXOOUMOCTU
N3MEHEHUSI NOAXOA0B K OpraH13aLmm ox-
paHbl 300poBbsi MaTepu u pebeHka. lMo-
HUMas BaXXHOCTb COXpPaHEHMUs1 340POBbS
Oyoywiero nokoneHusi, MuHUCTEPCTBO
3gpaBooxpaHeHns Pecnybnvkn  Caxa
NPUHSAMO peLLeHne 0 Co34aHuN MeLuKo-
reHeTU4ecKkon cnyx6bl pecnybnuku, Ko-
TOpOW B 3TOM rogy ucnonHsietcst 20 nert.
[MaBHbIM HanpaBneHNneM MeaMKOo-TeHe-
Tu4eckon cnyxbbl aBnaeTcs npodumnak-
TMKa HAaCNeACTBEHHbIX U BPOXAEHHbIX
3aboneBaHni, CHKEHNE NHBANMAHOCTU
N CMepTHOCTM 06CnyXnBaeMoro Hace-
neHusi. bonbLuow BKkNazg B CTaHOBIEHWE
MeOUKO-TeHeTMYEeCcKon cnyx0bbl BHecna
TanaHTNMBbLIN opraHu3aTop, npodeccuo-
Han, KaHauaaT MeguUUUHCKMX Hayk Horo-
BuLUbIHa AHHa HukonaesHa. Ha eé nneun
nernu 3aboTbl MO OpraHn3auum Cnyxosbi:
NOAroTOBKa KagpoB pasHOro npodu-
nst — Bpayu nabopaHTbl LIMTOrEHETUKM,
OVOXMMUKN, BpaYn-reHETUKN, aKyLuepbl-
rMHeKonorn — crneumanuctbl Mo ynerpa-
3BYKOBOW AmarHocTuke. Yxe 19 netr wu
[0 CEerofHsiLLHEro OHs He NpekpallaeTcs
TecHoe coTpygHudectso ¢ HUWN megm-
umHckon reHetukn CO PAMH r. Tomcka
no npobnemamMm MeamMKO-TeHETUHECKOro
KOHCYNBTUPOBAHNST U U3YHEHUIO «rpy3ay
HacneacTBEHHbIX U BPOXAEHHbLIX MOPO-
KOB pasBuTusA B pecnybnuke. B anpene
1990r. Bpay-reHeTuMK HorosuubiHa A.H.
obpaTtnnacb 3a NOMOLLbID B KOHCYMbTa-
LK1 BOnbHbIX, KOTOPYH NPOBOAMIIN 3204~
HO Mo BbINMckam 1 dpotorpadumsam cnewm-
anucTbl MHCTUTYTa. Hayano cnyxobl, eé
CTaHOBMEHMEe Ha4yanocb Co crneuuanusa-
UM CneumanncToB B BeAyLUUX UHCTUTY-
Tax Poccun. TpyaHOCTW: OTCYTCTBUE He-
06XoQuMbIX peakTMBOB, 00OPYLOBaHWS,
OTCYTCTBME HeobXxoammow nuTepaTypbl
- BCE ckasblBarocb Ha paboTe, Hese-
posiTHOe ynopcTBO AHHblI HukonaesHbl
Nno3BONsieT He BNacTb B OTYasiHUe u Npo-

HA3APEHKO Jrogmuna MNaBnoBHa - 4.M.H.,
npod., 3aB.nab. HacneacTBEHHON NaToNoruu,
3aM. gupekTopa no Hay4yHow v neyebHom pa-
6ote HAN meamumHckon reHetnkn CO PAMH
(Tomck).

ux cusl MoXxem cmamb rnoYmu ecemozyuwum.

AormkaTtb CTPOMTENbCTBO Cyxobl. 1991
rog, nekabpb, NoTble MOPO3bl. [MaBHbI
negnatp Mwunsgpasa PC (A) MNpuropbesa
A.H. npurnawaet COTPYAHWKOB WHCTU-
TyTa Ha NeperoBopbl O Hay4YHO-NPaKTW-
yeckom coTpygHudectBe. CoBMecTHas
KOHCYnbTaumsi ceMeln ¢ naTornornen nos-
BONSAET YBUAETb HE TONbKO opraHu3aTop-
CKYl0, HO 1 npodeccroHarnbHy paboTty
Bpaya. Ha neperoBopax Obina 4oCTUrHY-
Ta npegBapvTenbHas JOrOBOPEHHOCTb O
COBMECTHOW paboTe no HacneaCcTBEHHON
1 BpoxaeHHow natonorumn B 1993-1994rr.
MuWHMCTP 3KOmorMM u NPUPOAOMNONb30-
BaHusA Pecny6nukm Caxa (AkyTusi) gok-
TOp TexHu4eckux Hayk Yemmsos E.H. un
onpektop HAW meguumHCKOM reHeTukn
THL PAMH, uneH-kopp. PAMH, npodec-
cop [lysbipeB B.I. 3akno4atoT gorosop
0 coBMecCTHou pabote no Teme «W3ydye-
HMe rpy3a HacneacTBEHHbIX bonesHen n
aHanm3 BPOXAEHHbIX MOPOKOB Pa3BUTUS
B BepxHeBunonckom n AMrmHCKOM pawo-
Hax Pecnybnuku Caxa (AkyTusi) B kavec-
TBE OCHOBbI FEHETUYECKMX NOCNEACTBUN
3arpsisHeHus okpyxarllen cpegpl». B
pesynsrate WUCCNenoBaHWUA YPOBHS Ha-
CcnencTBeHHbIX 3aboneBaHWn U BPOX-
[OEHHbIX MOPOKOB pa3BuTusi Pecnybnuku
Caxa (A1) B permoHax, oTnMyaroLmUxcs
@HTPOMOrEHHON HarpysKkown, MoKasaHo,
YTO CpedHsAs YacToTa BPOXAEHHbIX Mo-
POKOB pa3BUTUSA BbIlIEe B 3KONOrMYECKN
HebnaronpusiTHOM panoHe. Bnepsble
NpoBeAEeHO W3yYeHWe YPOBHS MyTauu-
OHHOrO npouecca Mo KpUTEPUD Xpo-
MOCOMHbIX abeppauuin n CECTPUHCKUX
XpomaTtugHbix obMeHoB B numdoumTax
nepudepmnyeckorn KpoBu nogen anu-
TEMNbHO MPOXMBAKLLMX B 3IKONMOTMYECKN
HebnaronpusiTHOM pawoHe 1 3konormyec-
KM YMCTOM pawoHe. Noka3aHo, 4To yacTo-
Ta KINETOK C XPOMOCOMHbBIMU MyTaumnsiMu
Y XKUTENen 3KONMOrm4eckn 3arps3HEHHOro
parioHa CTaTUCTUYECKN OCTOBEPHO Npe-
BbILLIAET YACTOTY KINETOK Y NiLL, MPoXunBa-
IOLMX B IKOMOrMYECKM YMCTOM panoHe.
O606LLEeHHbIN aHan13 rpy3a MOHOMEeHHOW
HacrneacTBEHHOW naTtonorum (ayTocom-
HO-OOMWHAHTHOM, ayTOCOMHO-peLec-
CVBHOWM W X-CLENNEeHHOW) NpPoBEeAeH B 2
panoHax pecnybnukn. CpaBHeHMUe rpysa

A. Yabcmep

HacneacTBeHHbIX 3aboneBaHui B OBYX
obcnefoBaHHbIX  palioHax  MO3BONUIIO
onpeaenuTb, YTO OH Bbille B AMIMHCKOM
pavioHe. [laHHoe 06CTOATENbLCTBO WUC-
cnepoBaTtenn oObACHUNM BbICOKOW CTe-
NeHb 3THUYECKOW SHAOraMUN N FEHETU-
yeckum gpencpom. Uioub 1994r. 70 net
negvaTpuyeckon cnyxbe, npoBedeHue
COBMECTHO Hay4HO-NpaKTUYecKoro ce-
MUHapa Ans cneuuanucToB pecnyonumku.
B pabote cemuHapa npuvHumanu ydac-
THe cneumnanucTbl pecnybnuku: AkoBnes
M.H., muHucTp 3gpaBooxpaHenus PC(A);
l'ypbeBa P.C., 3am. muHuctpa M3 PC(A);
3aBepyowme kadeapamm MU Ary: Xan-
abl M.B., bapawkoBa H.H., rmaeHble cne-
unanuctel M3 PC(A): 3amypaesa TE.,
Kuposa H.H. N3 HUN meguumHckon re-
HeTukn THL, CO PAMH npuHmumanu yyac-
Tne avpekTop uHctutyTa My3sbipes B.IM. n
pykoBoauTenu nabopartopuin HazapeHko
C.A. n HaszapeHko J1.MN. Ons npaktuyec-
KMX Bpayen npountaHbl nekummn: «Megm-
KO-reHeTnyeckne npobnembl B neguar-
pun». COTPyOHWYECTBO MNPOAOIHKANOCH
He TONbKO Hay4HOE, HO M NPaKTUYECKOE.
B HWWN megunumHckon reHetmkmn THLL CO
PAMH exerogHo obyyanucb kagpbl Ans
paboTbl B MEAMKO-reHeTUYeCcKon cnyxbe
pecnybnvku: Bpaun-reHeTukun, Bpaum ang
paboTbl B nabopaTopHou cryx6e.
LLinpokas pacnpoCTpaHeHHOCTb, ANHa-
MUWKa eCTECTBEHHOIO pa3BUTUSI, TSXKECTb
NPOSABIIEHUA N 3HAYUTENBHOE YKOpO4e-
HMEe NPOAOIMKUTENBHOCTM XU3HU NUL, C
HacneacTBEHHbIMM OOMNE3HAMU 1 NOpo-
KamMu pasBUTUS NEXUT TKenbim peme-
HEM Ha coumanbHOM Xu3HU obLlecTBa.
Pe3ko pacTéT n skoHoMuyeckui yuiepb,
CBsI3aHHbIN CO CHIXKEHMEM TPYAOCNOCco0-
HOCTU U MPOW3BOAUTENLHOCTN Tpyaa, C
3aTpatamMu Ha peabunuTaumio, neyeHve
W cofepXaHune B creumanuavpoBaHHbIX
gomax OOonbHbIX C HacneaCcTBEHHbIMU
3aboneBaHVsMN 1 BPOXAEHHbLIMY MOPO-
Kamu pa3suTus. [ing npogornmkeHns pado-
Tbl NO ONPeAEeneHno reHETUYECKOoro rpy-
3a cpeau HaceneHus pecnybnuvku 6bin
npenonoxeH npoekT. [lenaptrameHToM Mo
oxpaHe reHodoHaa Hapogos PCA MOI
PC (A) (avpektop- KupunnuHa B.W). B
2000 r. 3aKkno4YéH JOroBOp C UHCTUTYTOM
Ha BbIMONHeHMEe TeMbl «KomnnekcHas



. 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,





