aepanbHoMm Gropkete Ha 2007 rog’» c
nocnegywLwmmMm pacnopsikeHvem pasu-
TensctBa P® N 1328-p ytBepgun pop-
Hasy-anbga Kak npenapart, LeHTpanu-
30BaHHO 3aKynaembli 3a CYET CpPencTB
denepanbHoro OrompkeTra nekapCcTBEH-
HbIX CpeacTB, MnpefHasHayeHHbIX Ans
neveHns BGOnbHbLIX MYKOBMCLMOO30M Ha
2008-2009 rr. T.e. Hanbonee OOPOrocTo-
AWMA NpenapaTt gopHasa-anbda byner
NpefocTaBnATbCs BceM OOnbHbIM  Mpu
HanNUuuMU amMarHosa MyKOBMCLMAO3, BHE
3aBUCMMOCTN OT Hanuuns WUHBaNUAHOC-
TM. B COBOKyMHOCTM C MpoOOOSmKEHMEM
aenctena  HaumoHanbHOM nporpaMmbl
OOMOSTHUTENBHOTO NIeKapCTBEHHOro obec-
neyeHus (OJ10) KM3HEHHO BaXXHbIMU Me-
ankameHTamu 6onbHbIX MB cosgaetcs
peanbHas BO3MOXHOCTb 3HAYMTENbHOIO
NOBbILIEHNS HE TONbKO KayecTBa, HO U
cpenHewn NPoAOIHKUTENBHOCTU X XXU3HW.

Ewe pa3 xotenocb Gbl NogYeEpPKHYTD,
4YTO ANs NONy4YEeHUs OLLYTUMbIX pe3dyrbTa-

YOK 616-036.22; 616/618; 61:575

TOB MO YNyYLUEHNIO XM3HM BonbHbIX MB,
COMOCTaBMMbIX C 9KOHOMUYECKM pa3Bu-
TbIMW CTpaHamu, Heobxoaumo NoHMMa-
HWE rOCYyAapCTBOM BaXKHOCTU HE TOSbKO
CBOEBPEMEHHOIO BbISIBNEHUS GOMbHbIX
MB, HO 1 co3gaHns HeOOXOAMMBIX YCIo-
BUM OANSA UX HabnogeHus 1 nevyeHust Ha
BCcen Tepputopum Poccun.
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HACNEACTBEHHAA HECUHOPOMAJIbHAA AYTOCOMHO-
PELEECCUBHASA MNMYXOTA B AKYTUWN: MOJIEKYNIAPHO-
FEHETUYECKMUE ACMEKTbI U OMNbIT KOXNEAPHON
MMIMNNAHTALIUN

Llenb nccnepoBaHuUA: n3y4yeHne NpuYnH BO3HUKHOBEHUSI OAHOIN 13 YaCTbIX MOHOreHHbIX natonoruin B Pecnybnuke Caxa (AkyTtus) - Hacnepc-
TBEHHOW HECUHOPOMArbHOW ayTOCOMHO-PELIECCUBHOW MMyXOThbI

MaTepuan u meToAbl: NPOBEAEH NOUCK MyTaLuii B koampytoLe obnactu reHa GJB2 (koHHeKCMH-26) ¢ MoMOLLblo aHanv3a koHpopMaLMoH-
HbIX MONMMOPN3MOB OQHOHMTEBLIX bparmeHToB (SSCP-aHanu3) ¢ nocneayoLmm onpeaeneHnemM HykneoTuaHOW nocrneaoBaTenbHOCTU Ha aB-
TomaTnyeckom cekBeHaTope ABI Prism 310 (Applied Biosystems) y 79 nauueHToB 13 65 HepoACTBEHHbIX CEMEW C MAarHO30M «HeCUHApPOMarbHasi

BAPALLKOB Hukonai AnekceeBud — K.6.H.,
H.c. AHLl KMIM CO PAMH; OIXEMWIEBA
Jluna YcenHoBHa — K.M.H., C.H.C. IHCTUTyTa
OMOXMMUN N TEHETUKN YHUMCKOrO Hay4yHOro
ueHtpa PAH; ®EOOPOBA CappgaHa Apka-
abeBHa — A.6.H., 3aB. na6. AHL, KM CO
PAMH; TEPKOTUH ®epop Mwuxainnosuy
— Bpay cypgornor-otopuHonapuHronor Cyp-
ponoroneguyeckoro ueHtpa PB Ne1 — HLM;
®ENOTOBA 3nbBupa EropoBHa — K.M.H.,
3aB. Cypgonoronegnyeckum ueHTpoMm PB Ne1
— HUM; TASETOAUMHOB Angpen Maynetazss-
HOBUY — K.6.H., cTaxep-uccrnegosatens WH-
ctutyta Guoxumum un reHetukn YHL, PAH;
KOHOHOBA CappaHa KoHoHOBHa — K.0.H.,
c.H.c. AHL KMIM CO PAMH; CYXOMSACO-
BA Awntanuna JlykmuHa — k.M.H., 3aB MK
PB Ne1 — HLUM; F'YPUHOBA EnusaBeTta Ero-
poBHa — Bpay reHeTuk MK PB Ne1 — HLM;
AJIEKCEEBA CgeTnaHa lMeTpoBHa — Bpay
reHeTMK MedMKO-TEHETUYECKON KOHCYnbTauum
PBE Ne1 — HUM; HOFrOBULIbIHA AnHa Hu-
KonaeBHa — K.M.H., 3aB. na6. AHL KMl CO
PAMH; MAKCUMOBA Hapgexana PomaHoBHa
— K.M.H., rn.H.c. AHL, KMIM CO PAMH; XYC-
HYTOAUHOBA 3J1b3A KAMUNEBHA — 1.6 1.,
npod., 3aB. OTaenom reHomukn WHctutyTa
Guoxummn n reHetukn YHLL PAH.

OBYXCTOPOHHAS CeHcoHeBpanbHasi TyroyxocTb IlI-IV cteneHn»

PesynbraTtbl. Cnektp myTauui rena GJB2 y 6onbHbix B Pecnybnuke Caxa (AkyTus) npep-
CTaBneH NATbi peueccuBHbIMM MyTauusmu - 35delG, V371, 312-326del14, 333-334delAA,
R127H n 3 nonumopdHbiMM BapuaHTamu - V271, M34T, E114G. B nccneposaHHol Bblibopke
B0nbHbIX MOKa3aHa aTHNYeckast HEOAHOPOAHOCTb MO CNEKTPY U YacToTe MAEHTUMPULMPOBaHHBLIX
MyTauui 1 nonnuMopdHbIX BapnaHtoB. Mytauun rera GJB2 BbisiBnieHbl y 50.1% He poacTBeH-
HbIX 6OMNbHbIX EBPONEOVAHOMO NPOUCXOXAEHNS (PycCKue, YKpauHLbl, UHIywmn) n 7.2% - y naum-
€HTOB SKyTOB. B paboTe npeacraBneH nepBblii OTEYECTBEHHbIV OMbIT MPOBEAEHNS KOXIeapHON
mMmnnaHTaumum pebeHky ¢ BpOXAEeHHOW HacneaCcTBEHHOW HECMHAPOMAIbHON ayTOCOMHO-peLiec-
CVBHOW CEHCOHEBPAaribHON NoTepe criyxa obycnoeneHHon myTaumen 35delG

3akntoyeHune. Huskun Bknag mytaumm reHa GJB2 B pa3BuTUE HECMHAPOMAIbHOW CEHCOHEB-
panbHOW rMyxoTbl B NOMYNALMN SKYTOB, BEPOATHO, ONpeAenseTca MyTaunsaMm B Apyrux reHax,
KOHTPOMUPYHOLLMX NPOLIECC 3BYKOBOCMPUSATUSA

KnioueBble cnoBa: rnyxota, reH GJB2, koxneapHas umnnaHTauus,
(AxkyTnsa)

Pecny6nvka Caxa

Aim of study: To study the reasons of nonsyndromic sensorineural hearing loss, one of
frequent hereditary pathologies in the Republic of Sakha (Yakutia), the search of mutations is
conducted in the coding region of GJB2 gene in 79 patients from 65 families with a sensorineural
hearing loss of IlI-IV degree (moderate and profound).

Results. In GJB2 gene in patients from the Republic of Sakha (Yakutia) we identified 5
different recessive mutations 35delG, V37l, 312-326del14, 333-334delAA, R127H and three
sequences variant V271, M34T, E114G. In Caucasian patients (Russians, Ukrainians, Ingush)
the mutations 35delG (41.7%), 312-326del14 (4.2%), 333-334delAA (4.2%) were found. In Yakut
patients with non-syndromic sensorineural hearing loss the mutations 35delG (2.1%), V371
(2.1%), R127H (1.0%) and sequences variants V271 (6.3%), M34T (1.0%), E114G (1.0%) were
identified. GJB2 mutations were found in 50.1% Caucasians patients and 7.2% Yakut patients.

Conclusion. Low frequency of GJB2 mutations in Yakut individuals with non-syndromic
sensorineural hearing loss, can testify to the presence in Yakut population of mutations in other
genes, responsible for infringement of sound perception process.

Keywords: deafness, GJB2 gene, cochlear implantation, Republic Sakha (Yakutia)




. AKYTCKUM MEANLMHCKAN XKYPHATN

MpuHaTbIE CoKpalleHus: GJB2
(gap-junction B2) - reH KOHHeKCUHa-
26, SSCP (Single Strand Conformation
PolymorpHism) — aHann3 koHdopmaum-
OHHbIX MONMMOPMU3MOB OOHOHUTEBLIX
dparMeHTOB.

BBepgeHue

B HacTosLlee Bpems nssectHo Gonee
65 reHoB u okono 110 kKapTUpOBaHHbLIX
NOKYyCOB, OTBETCTBEHHbIX 32 BO3HWKHO-
BEHWE HacneacTBEHHbIX hOopM noTepu
cnyxa [16]. Cpeaun Bcex ngeHTugumumpo-
BaHHbIX FEHOB HaCMNeLCTBEHHOW Tyroy-
XOCTU HanbornbLlee 3Ha4YeHNE UMEET reH
GJB2 (KOHHEKCUH-26), KapTMPOBAHHbIN
B nokyce DFNB1 (13911-g12) [5, 16]. B
HacTosilee Bpems B reHe GJB2 n3BecT-
Ho 6ornee 100 pasnuyHbix myTauui [11].
Haunbonee pacnpocTpaHeHHbIMU U3 HUX
SIBMNSATCA peueccuBHble MyTauuun: ae-
neumn - 35delG, 167delT n 235delC un
HOHCeHC 3ameHbl - R143W, W24X, 6onb-
LUMHCTBO M3 KOTOPbIX 3THOCMEUMPUYHBI
[7, 8,10, 13, 17].

B Pecnybnuke Caxa (Akytus) Ha-
CneacTBEHHasl CeHCOHeBpanbHast Ty-
rOyxocTb SBMSIETCA OOHOW W3 MATH
Hanbornee 4acTbiX HAaCNEeACTBEHHbIX Na-
TOMOrMM C pacnpoCTPaHEeHHOCTbIO 6.2 Ha
10° HaceneHus HapsiQy € TakMMK 4acTbl-
MW MOHOTEHHbIMU 3aboneBaHUsMU, Kak
cnuHouepebennspHaa atakeus 1 Tuna
N MMOTOHUYeckas anctpodusi Pocconu-
Mo-KypwmaHa-LWrenHepTta-batteHa [4].
B cBs3n ¢ atum, B AKyTUM akTyanbHbIM
SBMSETCSA NPOBEAEHNE MONEKYIAPHO-Te-
HETUYECKUX MCCNEAOBAHWIN, HanpaBneH-
HbIX Ha MOUCK MyTaLMWI B reHax, KOHTPO-
NVPYIOLLUX MPOLIECC 3BYKOBOCMPUATHS.

MaTtepuan u metoabl

B kauectBe matepumana 6binv ncnonb-
30BaHbl 06pasubl AHK 79 nauneHToB 13
65 He poaCTBEHHbBIX CEMEN C AMarHO30M
HecMHOpOMarbHasi ABYXCTOPOHHSSI CEH-
COHeBparbHasi TYroyxocTb (NpenMyLlec-
TBeHHo IlI-IV cTeneHn) HacneacTBeHHON
aTuonoruu, a Takke obpasubl JHK une-
HOB 1Xx cemel (Bcero 86 yenosek). Mate-
puan ans vccnegoBaHust npegocTaBneH
Mepguko-reHeTU4eCcKkon  KOHCyrbTaLumen,
Cypponoroneguyeckum LeHTpoMm Pec-
nybnuvkaHckon GonbHuubl Nel — Haum-
OHanbHOrO LUeHTpa MeguuunHbl Pecrny©6-
nukn Caxa (AkyTus), a Takke nornydeH
B XOAE Bble3AOB B pecnybnukaHckue
cneumannampoBaHHble (KOPPEKLIMOHHbIE)
LUKOMbI-MHTEPHATLI ANa MyXux n cnabdo-
crnblwalux geten. Bce naumeHTtbl 6binu
OCMOTpEHbl  Bpayamu  cyppororamu-
OTOPVHOMNAPVHIONOramMn ” reHeTUKaMu.
BonbHbIM GbinM NpoBeAeHbl TOHamNbHbIE
ayauoMeTpU4eckne UCCredoBaHust Mo
KOCTHOMY M BO3AYLIHOMY MPOBEAEHUIO,

B HEKOTOPbIX Criy4asix, Mo MoKa3aHusM,
Oblna npoBedeHa UMMNEOAHCOMETPUS U
PKT (peHTreHoBCcKas kOMMnbloTepHas TO-
Morpadusi) BMCOYHBLIX KOcTel. B xoge
nccneqoBaHUs YTOUHANUCL AaHHble 06
3THUYECKOW MPUHAQMNEXHOCTUN BOMbHbIX
nyTem onpoca U BbIACHEHMS HaLMOHarb-
HOM NpuUHagnexHocTn poautenen. Bos-
pacT nauMeHTOB Ha MOMEHT MWCCReno-
BaHusi BapbupoBan ot 4 go 22 nert. lo
3THUYECKOMY COCTaBy GomnbHbIE pacnpe-
Jenunuck criegyrolwmm obpasom: 59 aky-
ToB U3 48 cemen, 11 pycckmux ns 10 ce-
mMen, 1 ykpauHel, 3 nHrywa mn3 1 cembm,
1 aBeHK, 1 aBeH, 3 MeTuca - PyCCKUI/AKYT
13 2 cemen, 1 metuc (yKpamHeLu/sKyT).

MonekynapHO-reHeTU4eckMn aHanma.
[OHK Bblaensanu ns nepudepruyeckon Kpo-
B/ METOAOM (PEHONbHO-XITOPOOPMHOM
akcTpakuun. WccneposaHne 06pasuos
OHK Ha Hanuuve myTaumi u nonvMop-
dHbIX BapuaHToB B reHe GJB2 nposo-
ounn metogom SSCP-aHanusa (Single
Strand Conformation PolymorpHism) ¢
ncnonb3oBaHnemM npanmepos [7, 8, 18],
C rnocregywwmMm onpegerneHneMm noc-
nenoBaTenbHOCTU HYKINEeOoTMAOB Ha aB-
TomatmnyeckoM cekBeHatope ABI Prism
310 (Applied Biosystems) ¢ nomoLlubto
Habopa peareHToB Big DYEnamictm
ET terminator cycle sequencing premix
kit (Amersham Pharmacia Biotech,
Sweden).

Pe3ynbraTthbl M 06CcyxaeHue

ATHMYeckas cneundPrUYHOCTb Cnek-
Tpa u YacToTbl MyTaumi reHa GJB2

MonekynsapHoO-reHeTu4YecKk1n aHa-
nu3 kogupytoLLen obnactu reHa GJB2 y
OOMnbHbIX HACNeACTBEHHOW HEeCUHAOPO-
MarbHOMW CEHCOHeBparnbHOW TYroyxoc-
TbO MO3BONUIT NAEHTUDULMPOBATL MNATb
peueccuBHbIX MyTaumm — 35delG, V371,
312-326del14, 333-334delAA, R127H
N Tpy nonumopdHbIX BapuaHTa - V27I,
M34T, E114G [3].

Mpn aHanu3e pacnpeneneHnst crek-
Tpa M 4YacTOTbl, HANAEHHbIX U3MEHEHUN
HYKNeoTMOHON nocneaoBaTenbHOCTU Y
naumMeHToOB K3 MpeacTaBleHHbIX 3THU-

CnekTp 1 YacToTa MyTaumi reHa GJB2
y NauMeHTOB €BPOMNEOUAHOMO NMPONCXOXKAE-
HUS (pycckue, yKpanHubl, UHrywmn) N=12

Yeckux rpynn Obinv BbISIBNEHbI Creny-
towme ocobeHHoctn (Puc. 1). Y 6Gonb-
HbIX €BPOMEeOoMOHOr0  MNPOUCXOXAEHUS
(pyccKuX, YKpamHLEB U UHIyLIEeNn) B reHe
GJB2 naeHTndnLmMpoBaHbl Tpy MyTauum
35delG, 312-326del14 n 333-334delAA
¢ npeobnagaHnem wmytaumm 35delG
(41.7%), BCTpevatoLencs C BbICOKOW
yacTtoTo B EBpone n CeBepHoit Ame-
puke [7, 8, 15, 18]. Y nauneHTOB SIKyTOB
Obinv naeHTUUUMPOBaHblI MyTauum u
nonumopdHbIe BapuaHTbl, BCTpevato-
wnecs kak B nonynaumsax Asumum - V371,
V271, E114G, R127H [12, 13], Tak n B
nonynsauusax Eesponel - 35delG, M34T [7,
8, 15, 18]. Mytauuun V371, R127H Hapsagy
¢ nonumopdHbIMKU BapuaHTamn E114G n
V27| obHapyXeHbl TOMbKO Y NMauMeHTOB
AKYTOB U He naeHTuduumpoBaHbl y 601b-
HbIX €BPOMEOUAHOIO MNPOUCXOXAEHUSI.
Takum 06pa3om, CymMMapHbIi BKrag
MyTauun reHa GJB2 B M3y4eHHOW Bbl-
6opke 6onbHbix coctaBun 50.1% y He
POACTBEHHbIX NauMeHTOB €BpOoneonaHo-
ro npoucxoxaeHus un 7.2% y naumeHToB
akyToB (Puc.1). Huskmii Bknag mytaummn
rena GJB2 B pasBuTUE HecMHApOManb-
HOW CEHCOHEeBparnbHOW MMyXoTbl B Momny-
NSAUUN SKYTOB, BEPOSTHO, ONpeaensieTcs
MyTauMsaMM B OPYrMX reHax, KOHTponupy-
IOLLMX NpoLiecc 3BykoBocnpuATus. Bonee
nogpoOHO CnekTp M 4actota MyTauuii
reHa GJB2 paccmoTpeHbl paHee [1, 3].

KoxneapHass umnnaHmayus pebeHKy
¢ mymauuel 35delG eeHa GJB2

Mockonbky BpoXAeHHble AedeKkTbl op-
raHoB Cryxa B HacTosiLLee BpeMsi He nopa-
AaloTCa neveHnio, a peabunuraumsa n abm-
nuMTaumsa Takmx AeTen BO3MOXHa NKLb C
MOMOLLbIO CIYXOMPOTE3VPOBaHWA U AnK-
TEMbHOM MEearormvyecko  Koppekumm,
B HacTodAWeM pasgerne npeacTaBreHbl
pe3ynbTaTbl KOXMeapHOW MMMnaHTauum
pebeHKy C BPOXAEHHON CeHCOHeBpaslb-
HOW TIyXOTOW, OOYCrOBNEHHOW MyTauu-
en 35delG. OgHoMy naumeHTy, y4acTBO-
BaBLUEMY B MOMEKYNSAPHO-TEHETNYECKOM
nccrnegoBaHMm B Bo3pacTe 2 1. 7 MecC. Ha
6aze Y «Poccmnckmin HaydHo-nNpakTu-
YeCKMI LeHTP ayauomnorMm n cryxonpo-

CnekTp 1 YacToTa MyTauuin 1 NONMMOPMHbIX
BapuaHToB reHa GJB2 y naumeHTOB sikyTOB
N=48

Puc. 1



Puc.2. KoxneapHas nmnnaHtauusi pebeHky, romo3nrotHomy rno mytaumn 35delG B ree GJB2

(KOHHEKCUH 26).

A) ®parmeHT pogocnoBHol cembu b. MeTepoanroTHble HocuTenn MyTauum obo3HaveHbl 35delG/
n, romo3uroTa (npobaHa, nokasaH crpenkow) - 35delG/35delG, Hopma — n/n. B) [detekumsa my-
Taumn 35delG B 10%-Hom nonvakpunamugHom rene. [Jopoxkn 1 (1:2) n 8 (1:3) - obpasupl n/n,
2 (I:1), 5 (11:5) 6 (11:6), 7 (111:7) — retepoauroTbl 35delG/n, 3 (l11:8) — romosurota 35delG/35delG,
4 — koHTpOnbHbIN 0obpasel, ¢ reHotTunom 35delG/35delG. B) CekBeHupoBaHue reHa GJB2:
BBEpPXY — HOpMa n/n, B LeHTpe — reteposurota 35delG/n, BHM3y — romoaurota 35delG/35delG.
") doTorpacdumsa bpatbeB b. Cnesa — cTtapLuuii 6paT ¢ HopmarbHbIM crilyxom (reHoTun 35delG/
n); cnpaea — naumeHT ¢ nmnnaHTom (reHotun 35delG/35delG). [1) PoTo naumeHTa ¢ koxneap-

HbiM umnnaHtTom «Nucleus 24».

TeavpoBaHusa» (. MockBa) npoBefeHa
KoxreapHasi WMMNNaHTaums CcuUcTemMomn
“Nucleus 24”. mnnaHT BnepBble BKIO-
YeH Yepe3 1 MecsL nocre onepaumu, ak-
TMBUPOBaHO 16 anekTpoadoB, MpoLeccop
HacTpoeH Ha 4 pasnuyHble NPorpaMmbl.
Mo paHHBIM akymeTpuyM B HacTosiee
BPEMS C BKMIOYEHHbIM UMMIAHTOM nawm-
€HT pasnuyaeT LUEeNOoTHY peyb crpasa
OKOJS10 yXa U pa3roBOPHYIO peyb crpasa C
6 m. TeyeHve nocneonepaumoHHOro ne-
pvoga 6e3 ocobeHHocTew [2].

Mo pesynstatam MOMEKyNsipHO-re-
HETMYECKOro MCCnefoBaHUsl Yy AaHHOro
nauveHta 6bina unaeHTUdUUMPOBaHa
myTaumsa 35delG B roMmo3nrotTHom cocTto-
AHWK; y poauTenen, 6abyLiku n 6paTta - B
retepo3urotHom (Puc. 2). B HacTosiwee

BpeMs MHOTMMMW uccriegoBaTensmy Bbl-
CKa3bIBaeTCs MHEHWE, YTO HaumyyLmMm
KaHauaaTtamy Ans KoxrieapHon MMnnaH-
TauuMm SBMAOTCS MHAMBWABI, Y KOTOPbIX
notepsi cnyxa obycrnosneHa MyTaumsamm
BreHe GJB2 [6, 9, 14]. Hannune mytauun
reHa GJB2 BbISIBNSETCA Y 3HAYUTENBHON
Yyactu nauymnenToB (8o 30%), npoLueamx
KOXneapHylo umnnaHtauuio [6, 9], 4to
MOXEeT CBWAETENbCTBOBATb O TOM, 4TO
KpUTEpUM OMTUManbLHOro otbopa nauu-
€HTOB [ANs KOXNleapHOW uMMnaHTaumm
Hanbonee adEKTUBHBI WUMEHHO AN
aTon rpynnbl nauveHtoB [14]. B csoto
ovepenpb, ONTUManbHbIA OTOOP KaHau-
0aToB Ansi NPOBEAEHUs KOXIeapHOM
nMmnnaHTauum 6ynet cnocobcTBoBaTh KX
Gonee ycnewHon abunutaumu.
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ABTOpPbI BbIPaXatT WUCKPEHHIO Mpu-
3HATENbHOCTb  CTaplleMy  Hay4yHOMy
COTPYAHWKY nabopaTopun pekombuHa-
LMOHHOIO 1 CerperauvMoHHOro aHanmsa
WHctutyta uutonorum u reHetnkn CO
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HACNEOCTBEHHbIE BOJIE3HN HEPBHOWU CUCTEMBbI
B PECIMYBJIUKE CAXA (AKYTUA)

Mo paHHbIM PecnybnukaHcKoro reHeTMYEeCKoro peructpa HacneacTBeHHOW U BpoxaeHHowW natonorun Pecnybnukn Caxa (Axkytus) ¢ 2001 no
2008 r. Bcero gmarHoCTMpoBaHo 26 oOpM MOHOreHHOW HaCNeLCTBEHHOW NaTonornv HEpBHOW CUCTEMbl, U3 HUX 16 -- y OETCKOro HaceneHus.
MpeobnapatoT ayTocomHo-AomuHaHTHble HBHC. Hanbonee wvpokuii cnektTp pasnuyHbix HO30Mornyecknx opm npeacTasrneH B rpynne HepBHO-

MbiLLIEYHbIX 3a60neBaHui.

KniouyeBble cnoBa: HacrneacTBeHHble 60Me3HN HEPBHOW CUCTEMbI, MEAUKO-TEHETUYECKOE KOHCYnbTMpoBaHue, AHK — anarHoctuka.

According to the Republican genetic register of a hereditary and congenital pathology of Republic Sakha (Yakutia) from 2001 to 2008 26 forms
of a monogenic hereditary pathology of nervous system are diagnosed in total, from them 16 - in the children’s population. Autosomal dominant
HINS prevail. The widest spectrum of various nosological forms is presented in group of nervous-muscular diseases.

Keywords: hereditary illnesses of nervous system, medical-genetic consultation, DNA-diagnostics.

lMepeveHb MOHOTEHHbIX HacneaCTBEH-
HbIX 6onesHel HepeHow cuctembl (HBHC)
Bkntovaet 6onee 350 chopm [2]. OgHako
BOMbLUNMHCTBO U3 HUX BCTPEYaEeTCH PEAKO.
Mo pesynbratam reHeTuKo-anMaeMmnorno-
rMYECKUX MCCreaoBaHU, HacneacTBeH-
Has naTtonorusi B SKyTCKOW MOMynsuuu
OTNNYaETCH BbICOKMM pasHoobpasnem u
TEpPUTOPMAnbHOW TeTEPOreHHOCTbI0 B
pacnpegeneHuun [3,4]. Begyuwee mecto
B CTPYKType reHeTM4ecKon natonoruv B
Pecnybnuke Caxa (AkyTus) 3aHumatot
HacneacTBeHHble 60ne3Hn HepBHOW CUC-
Tembl [5]. Hanbonee pacnpoctpaHeHbl 13
HMX CMMHOMO3Xe4koBas atakcus | Tvna
(CLIA1), MumoToHudeckass guctpodms
(M), okynodapuHreansHass MWOOUCT-
podwms (OPM[). PacnpocTpaHeHHOCTb
CLUA1 coctaenset ot 43,8 oo 243,2 Ha
100 TbIC. SIKYTCKOro HacemneHusi, O4HUM
13 MecT HakonneHust 6onbHbix CLIA1 aB-
nsetca ueHTpanbHasa (JleHo-AngaHckoe
MeXaypeybe) 1 ceBepHas rpynna ynycos
(6acceinH pekn NHamrnpku) [7]. MMOTOHM-
Yyeckas AucTpodumsa BCTpeyaeTcs C yac-
Toton 21,3 Ha 100 TbIC. cpeamn AKYTCKOro
HaceneHusi ¢ MpPevMMYLLECTBEHHbIM Ha-
KOnneHneM B BUIIOMCKOW U LieHTpansHon
rpynne ynycos [8]. Beicokoe HakonneHune
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oKkyrnodhapuHreansHo  MUOLAUCTPOOUM
HabrogaeTcsa Takke B LLeHTPanbHbIX yny-
cax, NpeuMMyLLecTBEHHO B YCTb-AngaH-
CKOM, NpY 3TOM Y BCcex GOMbHbIX SKyTOB
BbISIBMISIETCA O[MHAKOBOE YBENuMYeHue
GCG - nostopoB (oo 10) B reHe PAPB2
[6]. CoBpemeHHble MOneKynsipHo-reHe-
TUYECKMe TEeXHOMOrMn B AMarHoOCTUKe
HacneacTBEHHbIX 3aboneBaHWin MOMO-
raloT YTOMHUTb TEHETUYECKYID MPUYUHY
0O0nbLIOro YMcna HO30M0rMYECKNX POpM
HacneacTBeHHbIX OonesHel HepBHOW
cuctembl. OnpefeneHne nokanusauun
reHoB, pacluMdpoBKa TUNa MyTauuin nos-
BONSAOT NPOBOANTL TOYHYIO ANArHOCTUKY
OTAENbHbIX TEHETUYECKUX BapUaHTOB,
OCYLLIECTBMATb NPEKMMHUYECKYHO, NPeHa-
TanbHY AUArHOCTUKY, BbISBIATb reTepo-
3UroTHOE HOCUTEMBLCTBO.

Llenbto pgaHHOM paboTbl SABNSANOCH
N3y4eHne CrnekTpa 1 4acToTbl OTAENbHbIX
dopM HacnencTBeHHbIX OonesHen He-
pBHOM cuctembl B Pecnybnuke Caxa
(AxyTus).

MaTtepuan M meToabl MccrnenoBa-
Hus

Matepuan nonyyeH B xoge obcne-
noBaHNs OOnbHbIX B  MeAUKO-TeHeTu-
yeckow koHcynsTaumn PBNel - HUM n
3KCNeauLMOHHbIX Bble3goB OTAena Mo-
NEKYNAPHOM TEeHETUKN HAKYTCKOro Hayu-
Horo ueHTpa KMIT CO PAMH B ynycebl
n ropoga PC(A) (Buntowickuin, CyHTap-
ckuin, JleHckuin, OnekMUHCKUA, AMIUH-
ckun, YypanymHckuin, YcTb-AngaHckun,
[opHbIN, ABbIckniA, BepxHekonbiMCKui,
r.MupHbIn, r.HeptoHrpu, rAngaH) B ne-
puog 2001-2008rr. OuarHo3z HBHC oc-
HOBbIBAIICS Ha aHanM3e POAOCIIOBHOW,
OOLLENPUHSATBIX KITUHUYECKNX KPUTEPUSX
(KNUHMKO-hbeHOTUNNYECKX MPU3HAKaXx),

a Takke AaHHbIX psga AOMNOMHUTENbHbIX
nccnefoBaHuni, TakUX Kak areKkTpokapam-
orpadms, axokapauorpadus, anekTpo-
mMuorpadus, anekTpoaHuedanorpadus,
MarHMTHO-pe30HaHCcHas Tomorpadusi ro-
FIOBHOTO 1 CMIMHHOTO MO3ra, onpeaernexHve
CTENEHN YBENUYEHUs aKTUBHOCTU HEKO-
TOpPbIX (DEPMEHTOB B CbIBOPOTKE KPOBMW.
MonekynapHo-reHeTuyeckas  avarHoc-
Tvka (CUA1, MO, O®MM, HeBpanbHON
amutpochum Lapko-Mapu-Tyc 1A Tuna,
cnunHanbHoM amwunotpodun BeppgHura-
lodmaHa, cnnHanbHo-6ynbbGapHon amu-
oTpodunu KeHHeawn, atakcumn Ppugpenxa),
Onoxnmudeckasi guarHoctuka (6onesHu
BunbcoHa-KoHoBanosa)  ocyuwiecTens-
nvcb B nabopatopun MeAUKO-reHeTnyec-
Kow koHcynbTauun PENe1-HLM, moneky-
NSIPHO-reHeTMYecKkasi AMarHOCTUKa XOpeu
leHTnHITOHa n geHtatopybpo-nannuao-
noncoson atpocumn nposepeHa B HAN
Mo3ra YHuepcuteTa Huumratol (AnoHus).

PesynbraTbl uccnegoBaHus U 06-
cyxaeHue

Mo paHHbIM PecnybnukaHcKkoro reHe-
TUYECKOro perncrtpa HacrneacTBEHHON
N BpPOXAEHHOM naTornorun Pecnybnuku
Caxa (AkyTtns) c 2001 no 2008 r. NpoKoH-
cynetupoBaHo 593 6onbHbix ¢ HEHC 13
349 cemen. Bcero gnarHoctuposaHo 26
¢OpM MOHOreHHOW HacneacTBeHHOW na-
TOMNOrNN HEPBHOW CUCTEMBI, U3 HUX 16 —y
JeTckoro HaceneHus (tabnuua).

HepBHO-MbILEYHbIE 6ONE3HN 3aHNMa-
10T NepBoe MecTo no Yactote B Pecny6-
nuke Caxa (AkyTusi) cpeav Bcex Hacneac-
TBEHHbIX MOHOFEHHbIX HEBPOMOrM4eCcKnX
3aboneBaHuii, kKak n Bo BceM mupe [1].
Bcero Ha HabntopeHun B MIK coctosaT
312 60nbHbIX C HEPBHO-MbILLEYHOW NaTo-
norunen n3 206 cemen. B ganHyto rpynny





