B NnaTHble YCNyru, KOTopble K TOMY e
OCYLLECTBMAOTCA €elwe W nvuamu, He
npoweawnMm  cneumansHylo  npodec-
CMOHarnbHy noarotoBky B obnactu ML
HacnencTBeHHbIX OonesHeln, BegeT kK
HU3KOWN BbISIBMSIEMOCTU CaMOro 4acToro
reHeTu4eckoro 3aboneBaHus — CUHOPO-
Ma JayHa. OddeKkTMBHOCTb AOPOLOBON
OVarHOCTUKN coLmanbHO3Ha4YMMOro CUH-
apoma [ayHa B PC(A) coctaBuna 18%:
y HOBOPOXAEHHbIX AeTen — 98 cny4aes,
npeHatanbHo (y nnoga) — 21 cnyyan.

Mo onbiTy paboTbl nNpeHaTanbHON
cnyx0bbl  3apybexHbIX CTpaH TOMbKO
KoMnnekcHoe obcrnepgoBaHve Cynpyros,
YKEHLLMHbI BO BpeMsi 6epeMeHHOCTU 1 ee
OynyLiero pebeHka no3sonsieT obuTbes
MakcumarbHon addekTnsHocTm M xpo-
MOCOMHbIX ©onesHen. Havbonee yno6-
HOM sABnsieTca Takas opraHu3auusa [,
Korga Bce 3BeHbs 3TOW Crny>0bl cocpeo-
TOYEHbI B OHOM LIEHTPE, Fae >KeHLUMHa
MOXET NpovTK nonHoe obcnenoBaHuve,
BKIHO4asi NpeHaTanbHoe MeAVKO-reHeTU-
Yeckoe KOHCYNbLTUPOBaHWE, HEWHBA3WB-
Hoe obcnepoBaHue (ynbTpa3ByKOBOE U
Broxrmmyeckoe) n Npu HeobxoaUMOCTH
WHBa3UBHYI0 MpeHaTanbHyl LUUTOreHe-
TUYecKylo anarHocTuky. bnarogaps ato-
My CHMMaeTCA MCMXO3IMOLMOHaNbHOE
HanpshKeHWe KEHLUMHbI, CBSA3aHHOE C
ONUTENbHLIM  OXMAAHWEM pPe3yrnbTaToB
OVarHoCTUKK.

Peannsaunsa npodunakTukm Hekoppu-
rMpyemon HacrneaCTBEHHOW naTonorum
3aBUCUT HE TONbKO OT YETKOW OpraHu-
3aumMm  MHGPacTpyKTypbl cnyx6bl M1,
HO ¥ OT OTBETCTBEHHOCTU CaMOW CEMbMU
3a 3gopoBbe Oyayuero pebeHka. Heob-
XOOUMO pa3BMBaTb KOMMMEKC couumarb-
HOrO MapKeTWHra, HanpaBneHHbI Ha

YOK 61:575

nponaraHay 340pOBOro obpasa XM3HK
N FeHeTUYecKoro 340poBbs. o AaHHbIM
nocnegHero MynsTMLEHTPOBOIO Mccne-
[0BaHUSA 3 EKTUBHOCTM NpeHaTarnbHoOn
cnyx6bl PO B 2005 ., 42% XeHLUWH, po-
AVBLUMX AeTen ¢ cuHapomom [ayHa, He
Habntoganuce no 6epeMeHHOCTN unu He
npoxoaunu ynstpassykoBoe obcrenosa-
HWEe B AMarHOCTUYECKMX LeHTpax [3].
HeobxoanMo Takke MOCTOSHHO crie-
umManucTaM Megmnko-reHeTUYECKON Cryx-
Obl NoBblIATb YPOBEHb TEHETUYECKON
NOAroTOBIIEHHOCTN MEAULMHCKOro nep-
CoHarna (y4acTkoBble BpayM-rMHEKONOry,
aKyLlepKn) HernocpeacTBEHHO KOHTakK-
Tupylowre ¢ Byoywumy poauTensmu,
pasbsCHSATL O HeOoBXOAUMOCTU MeaMKo-
reHeTU4eCcKOro KOHCYNMbTMPOBaHUSA [0
OepeMeHHOCTH, a TaKkKe O CpoKax, Heob-
X0OMMBIX AN NpoBeAeHUs UHBa3NBHOM
AnarHocTukn BO Bpemsl BepemeHHoc-
™. Mo pesynstratam paboTbl kabuHeTa
npeHatanbHon auarHoctukn MK, 25%
GepeMeHHbIX XeHLLMH Ha npueme y Bpa-
Ya-reHeTuKa He roToBbl NMCUXONOMMYECKU
K BOCMPUATUIO MHpOpMaLMM O BO3MOX-
HOCTAX MpeHaTanbHOW  AMarHOCTUKU.
Mpn HanM4mMn nokasaHwW K MHBA3MBHOW
ANarHoCTUKe >KEHLLMHbI OTKa3blBanucb
OT AaHHoro Buaa obcrefoBaHus, 4TO
BMOCMNEACTBMN MPUBENO POXAEHWIO Ae-
Tel ¢ cuHgpomoM [layHa B HECKONbKMX
cnyyasix. VHBasuBHble WCCrefoBaHUS
NpoBOANMNMCL B TPETbEM TPUMeECTpe Ge-
pEMEHHOCTU 13-3a No3gHero obpalleHns
XeHLwwmH B MK (8%), B pesynerate 12 %
crnyyaeB MaTonorMn BbISBMEHO Ha AaH-
HOM cpoke 6epeMeHHOCTH.
O6gasatenbHbiM  ycnoBueMm  adhdek-
TUBHOCTM Cry>0bl SBMSETCA TakKe CKO-
OpAVHMPOBaHHas paboTa BCex ee 3BeHb-
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eB. Takum 3BeHOM SIBNSAETCS perynsipHoe
obcyxaeHne Ha BpavebHbIX KOHGEepeH-
LUMSIX  KaxKOoro KIMHWYECKOro cryyas,
TpebyioLiero npoBeaeHns MHBA3WBHOW
OMarHocTukM. HecMoTps Ha kaxylumecs
NPOCTOTY MCMOMHEHMA U 6e30macHOCTb
3abopa nnogHoro matepwuarna, — 3To one-
paTyBHOE BMELLATENbCTBO, U Aaxe Mu-
HMMarnbHbIA PUCK HE OIMKEH NPEBbILLATb
PWCK HanmM4mMs XpOMOCOMHOW MaTonorum
y nnoga. B npaktuke npeHatanbHOro
otaena MIK 6bino 3apeructpvpoBaHo
6 cny4aeB npepbiBaHNs GepemMeHHOCTU
nocrne onepaTtuBHOrO BMellaTeNnbCcTBa B
MonocTb MaTtku C OMarHOCTUYECKON Lie-
nbio.

Kak nokasbiBaeT aHanu3 MUPOBOro
onbiTa, fgaxe Havbonee addekTnBHas
opraHusaumsi  cnyx0bl npeHaTanbHOn
OMarHOCTUKN MO BbISBIEHNIO BPOXOEH-
HbIX HacneacTBeHHbIX 3aboneBaHuii He
OKa3bIBaeT 3aMETHOTO BIUSHUS HA BENU-
YMHY MepuHaTanbHblX noTepb. BmecTe ¢
TEeM npeHaTanbHas AUarHoCTuka MOXeT
pearnbHO MOBMUSTb HA BEMUYMHY FreHETU-
4YeCKOro rpy3a 1 npexzae BCero Ha 4acTo-
Ty XPOMOCOMHbIX DonesHen y neten.
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X.A. KyptaHos, H.P. Makcumosa, C.K. CtenaHosa, AJ1. CyxomsicoBa

BHEOPEHUE OHK-OUWATHOCTUKUA
OKYNO®APUHIEATIBHOU MMOOUCTPODUN
B NMPAKTUKY MEOUKO-TEHETUYECKOIO
KOHCYIIbTUPOBAHUA PECIMYBINKHU

CAXA (SKYTUS)

B npakTvKky mMeamKo-reHeTUHeCcKoro KOHCYNsTUPOBaHus pecny6nmkm Caxa (AkyTusi) BHegpeH cnocob okynodapuHreanbHon muoamcTpodum ¢
NMOMOLLIbI0 MOMEKYNSAPHO-reHeTUYecKoro nccnegoBanms mytauum B reHe PABPN1. [laHHbI MeToa ObICTPbIA B UCMOMHEHWUW, HEAOPOTON U TOYHbIN.
KnioueBble cnoBa: OkynodapuHreanbHas MuoamcTpodus, nonumepasHas uenHasi peakuus, PABPN1.

In practice of medical-genetic consultation of Republic Sakha (Yakutia) the way of diagnostics of oculopharyngeal miodystrophy by means of
molecular-genetic research of a mutation in PABN1 gene is introduced. The given method is fast in execution, cheap and exact.
Keywords: oculopharyngeal miodystrophy, polymerase chain reaction, PABN1.

KYPTAHOB XaputoH AnekceeBu4Y — M.H.C.
AHL, CO PAMH; MAKCUMOBA Hapexpa
PomaHoBHa — m.H.c., K.M.H. AHL, CO PAMH;
CTEMNAHOBA CgetnaHa KumosHa — 6uonor
MeanKo-reHeTu4ecKom KoHcynetauum PB Ne1-
HUM; CYXOMSACOBA AntanuHa JlykunyHa
— K.M.H., 3aB. MEANKO-TEHETUYECKON KOHCYIb-
Taumm PB Ne1-HLIM.

BBEOEHUE

BHeapeHne HOBbIX COBPEMEHHBIX Me-
TOAOB [MarHOCTMKW HacnegcTBEHHbIX
3aboneBaHuWin B NpaKTUYeCKylo Meamuu-
Hy npuobpeno ocobylo akTyanbHOCTb B
Hawen pecnybnuke B CBA3M C BbICOKOM
4YacTOTOM HacneACTBEHHOW MaTonorum

(cnuHouepebenngapHas atakcus  1-ro
TMna [6], MMOTOHM4YecKkasa AucTpocus,
HacnencTBeHHasi 3H3MMOMNeHnYeckast
meTreMmornobuHemuss, 3-M  cuHgpom
[2], okynodpapuHreanbHas MuUOOUCTPO-
dwusa [2] n T.4.). B HacTosilwee Bpemsa B
pecnybnvke BHegpeHbl Gonee pecsAtka



. AKYTCKUM MEANLIMHCKNAN XKYPHAT

HOBbIX METOZOB AMAarHOCTMKW Hacnenc-
TBEHHbIX 3aboneBaHun (MOneKynspHo-
reHeTu4eckue, LUTOreHeTuyeckue, Gmo-
xummnyeckne). OpHako  3hEKTUBHBLIX
METOOOB feYeHUs  HacrneaCTBEHHbIX
3aborneBaHunin MoKa eLLé He CyllecTByeT
W €OVHCTBEHHBbIM CMOCOOOM ABMsSiETCA
nx npodunaktuka. TO4HON NOCTaHOBKE
AmarHosa npupaetcs ocoboe 3HayeHune
He TOMbKO W3-3a TPYOHOCTEN KIUHW-
YEeCKOW AMarHOCTUKKN, HO Takke B CBA3M
C Tem, 4TO npu Apyrux 3aboneBaHusx
MOryT Habnopatbcsi cxofHble heHo-
TMnuyeckne nposenexHus.  HaubGonee
WMH(OPMATMBHBIM  METOAOM  SIBMSIETCSH
OHK-gnarHoctMka ¢ mcnonb3oBaHWEM
nonumepasHon uenHon peakuun (MLP).
B paHHOM cTatbe Mbl NPUBOAMM CrMocob
nposegeHus npsmon OHK-anarHocTrkn
oKyrnodapuHreanbHOW  MUOAUCTPODUN
- OOHOW M3 YacTbIX HACNeACTBEHHbIX Na-
Tonorui B Pecnybnuke Caxa (AkyTus).

OkynodapuHreanbHas MWOOUCTPO-
dua (OeMO, MIM 164300) — Hacneac-
TBEHHOEe 3aboneBaHWe HEpPBHOWM cUCTe-
Mbl C @yTOCOMHO-AOMWHAHTHbIM TUMOM
HacnegoBaHus, MaHudecTupytoLLee
00ObIYHO Ha 5-6-M [OECATUNETUU KUSHW.
B knuHunyeckon kapTuHe 3abonesaHus
HabnogaeTca nporpeccupyowasi  Mbil-
WweyHasa crnabocTb u aTpodusa NpoKcu-
MarnbHbIX OTAENOB KOHEYHOCTen, pac-
CTPONCTBA MOTaHNs U hoHauum, NTo3,
cnabocTb NuLeBon myckynaTypbl. Bnep-
Bble 3abonesaHne ObINO OMMCaHO von
Graefe B 1868 r. kak «nporpeccupytoLias
HapyxHas odTanemonnerus», B 1962 r.
Victor ¢ coaBTopamu cBsizan «nporpec-
CUPYIOLLYIO HapyXHyl odpTanbmonne-
r» ¢ dapuHreanbHol cnabocTbio U
nan 3aboneBaHuo HasBaHWE «OKYIo-
dapuHreansHas  muoguctpoduax[13].
B 1998 r. Braise c coaBTOopamn un3o0-
nuposanu Ha Xxpomocome 14q11.2-13
reH nonu-(A)-cBsasbiBatollero Genka 2
(PABP2, PABPNT1), OTBETCTBEHHbIN 3a
CVHTE3 aaepHoro 6enka PABP2, cnyxa-
wero akTopoMm nonvageHUNMpoBaHus
MPHK, n ngeHtudunumposann mytawmio,
3aKI0YaloLLYOCS B YBENUYEHUN 4vucna
Konum TpuHykneotnaHelx GCG-nosTO-
poB B 1-M 3k30He reHa [11]. B Hopme reH
COAEPXUT 6 TaHAEMHbIX KON NOBTOPOB
GCG, a y 60rbHbIX 4MCrO NOBTOPOB A0-
cturaet 8-13 konuin. B HekoTopbIX no-
NynAumMsX KCNaHCUst Yucna TPUHyKIeo-
TUAHbIX MOBTOPOB MPOUCXOAWUT 3a CYeT
npoctoro pobGasneHns GCG-noBTOpOB
[5-10], B OpyrMx — BmecTe C aKChaHCu-
en GCG-nostopoB npoucxogut GCA-
BCTaBka [4,12].

Yactota O®M[ B gkyTCKOM nomnyns-
umm coctasnset 1:11680 [2], yto B 10-
20 pa3 BblILe YacToTbl, PETMCTPUPYEMON
B0 ®paHumm n Espone [11]. B Axytun

3aboneBaHuve Bnepsble ObINO 3aperncT-
pvpoBaHo B 1932 r. nog Ha3BaHueMm «be-
TIOreH - cBoeobpa3Hasn HacrneacTBeHHast
dopma GynbbapHoOro napanuya cpegm
SIKYyTOB», OnMucaHa KrnuHuka GonesHn B
BMAE ONyLLEeHWs BEpPXHWX BeK, 3aTpyad-
HEHVSA MPOXOXAEHUA TBEPOOW MULLM MO
nuwesoay [1]. MNMocnegyowue nceneno-
BaHWS BbISIBUMM BbICOKOE HaKoMieHue
OoM[ y akytoB. MonekynapHo-reHeTu-
YeCKui aHanmu3 no onpeaerneHvio AnviH
annenen v NpsiMOMY CEKBEHUPOBAHUIO
reHa PABPN1, npoBefeHHbIN B NEPUOL C
2005 no 2006 r. COBMECTHO C SINOHCKMMU
konneramn B8 HAWM mosra YHueepcuteta
r.Huurata (AnoHus), BbissBUN, YTO Npwu-
YMHOW Pa3BUTUS OKynodapuHreansHON
MuogmcTpodmm y Bcex 38 6oMbHbIX AKy-
TOB M B 2 PYCCKNX CEMbSIX SBISIETCA OaU-
HakoBoe yBenunyeHne GCG-noBTOpoB A0
10 konuii B reHe PABPN1 [2] (puc.1-2).
Metoanka npsimoro [OHK - cekBeHupo-
BaHWA reHa SBNSETCS TPYOAOEMKOW W
JoporocTosilen U peako npuMeHseTcs
B MpPaKTU4eCKOM 3apaBooxpaHeHum. o-
3TOMY Mbl OCBOUINU M BHEApWU ObICT-
pbii metoq AHK-gnarHocTtukm okynoda-
PUHreanbsHOM MUOOUCTPOUN, KOTOPbIN
BO3MOXHO MPUMEHATb B PYTUHHOW Mpak-
Tuyeckon paboTe B nabopatopum meau-
KO-TEHETUYECKOM KOHCYMNbTaLnu.

MeTtoauka AHK-uccnegoBaHus

Ona MOJEKYNSIPHO-TEHETUYECKOrO
aHanu3a 6binM Ucnonb3oBaHbl 06pasLbl
reHomHon OHK 50 6onb-
Hbix ¢ OPMIO n ux 84
KMVHUYECKN  3[00POBbIX
POACTBEHHUKOB 13 45
HEpPOACTBEHHbIX  CEeMEW,
a Takke 46 6onbHbIX C
apyrummn chopmMamm  Mmo-
auctpoduin, cobpaHHble
B TeyeHue 7 net B baHke
OHK HacnenoctBeHHON U
MynbTUdaKkTopuanbHON
naTonornm v nonynsiummn
HapopoB PC(A) B meau-

Puc. 1. Pesynsratel anektpodopesa AHK y
6onbHOro ¢ okynodapviHreanbHON MUOAWCT-
podcmenr (A) n y sagoposoro (b) Ha aBTomaTu-
yeckom [AHK-aHanusatope ABI PRISM 310.
A — anekTpodoperpamma 6onbHoro ¢ OPM[,
BU3yanuanpyloTcs 2 annens: HopMarnbHbI
AnvHon 245 n.o. (6 GCG —noBTOpPOB) U NaTo-
nornyeckmnin — 257 n.o. (10 GCG- nosTopoB).
b - anektpochoperpamma 3n0poBOro Yenose-
Ka, Bu3yanuampyetca 1 HopManbHbI annens
AnvHon 245 n.o. (6 GCG —noBTOpOB)

Puc.2. CukBeHc yyactka 1 ak3oHa reHa PABPN1 y 3gopoBoro (A) un 6onbHoro (B) odkyno-
bapuvHreansHon Muoguctpoduert Yyenoseka. Y 6onbHoro (b) yanuHeHne npomsoLuso 3a cyeT
nob6aenexnsa 4 GCG-noBTOpPOB (NoAYEPKHYTO YEPHON NUHKEN)



Puc.3. Onektpodoperpamma npogykta amn-
nndukaumum 1 ak3oHa reHa B 8%-Hom TTAAT.
ToHkas cTpenka- HopMarsbHble annenu, Tonc-
Tas - myTaHTHble. M- mapkep PUC19 + msp;
1, 4 - 300pOBbIE, FOMO3MrOTbl MO HOPMAarbHO-
My annento, uMmerT oauH annenb ¢ 6 GCG-
nostopamy; 2, 3 - 6onbHbie OPM[, reteposu-
roTbl, UMEIOT 2 annensi, oauH — 6, gpyron - 10
GCG-nosTopoB

KO-reHeTnyeckon koHcynbTauun PC(HA).
OHK B3aT10 ¢ nmMcbMeHHOro mHdopmMu-
POBAHHOrO cornacus nauueHToB. Bbl-
aeneHne reHomHon [OHK nposogunu
13 NENKOLUTOB KPOBW MO CTaHOApTHON
meToauke. bBbICTpylo naeHTMdMKaumio
myTaumn B reHe PABPN1 ocyuwecT-
Bnsinu metogom MLP ¢ nocnegyowum
anektpocope3oM B 8% [MAAT. MNUP Ha
nporpammMmmpyemom TepmMmouuknepe MJ
Mini (Bio-Rad) B 20 mkn ob6bema peak-
LIMOHHOM CMeCu CcrepyloLlero cocrasa:
0,1-1 mkr reHomHon OHK; no 0,2 mkM
opurMHanbHoro onuronpanmepa F:5°-
CGCAGTGCCCCGCCTTAGA-3",R:5'—
ACAAGATGGCGCCGCCGCCCCGGC-
3’), onucaHHoro paHee [11], (no 200 mkM
Kaxgoro Hykneosuatpudgocdarta; 0,5
eavHuy  aktmeHoctn OHK-nonumepassl
(Cunekc, Poccus), Taq 6ydep(*10) (pH-
8,6; 25mM MCI2+) (Cunekc, Poccus),
6etanH 1:2 (Wako, Anonwns). Busyanu-
3auuto npoeoaunu B YO-nyyax B cucte-
Me BUAEO - renb - gokymeHtauun (Vilber
Lourmat, ®paHuus).

Pe3ynbrathl:

C uenbto GbICTPON MONEKYNspPHO-re-
HETUYECKON OMarHOCTUKM OKyrnodapuH-
reanbHoOW MmogucTpocum BHeAPEH crno-
cob npsamon AHK-gnarHoctnkm OOM/L c
NMOMOLLbI0  aMnnndUKaLum TPUHYKIEO-
TWMOHOrO yyacTka reHa ¢ nomotysto MNLP
n anekTpodopesa B 8%-HOM nonuakpu-
namugHom rerne (MAAr) (pwc.3). Moga-
TBEPXKOEHMEM KITMHWYECKOrO AnarHo3a
OPM[ cnyxut obHapyxeHne y 6onbHo-
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Hacneacrpennsble 3a00/1eBaHisl JUATHOCTHPYEMbIe
B MeJUKO-TeHeTu4YecKoi koHcyabranun PBNel — HIIM

HasBanwue 3a0oneBanus Tun Cnoco0 Ten BrrsBisiemas
(OMIM *) HACJICZIOBAHUS | TUATHOCTHKH MyTaIus
CrnuHonepeOennspHas atakcus | Al [Ipsmas ATXNI DKCnaHcus
tumna (164400) CAG-noBTOpoB
MuotoHnueckast 1ucTpopust Al ITpsmas DMPK DKcnaHcus
(160900) CTG-noBTOpOB
HepanbHas amuorpodus Al [psmas PMP22 | Hdynmukanus
[Hapko-Mapu-Tytal A (118200) Ha 17pll.2
3-M cunnpom (273750) AP [Ipsmas CULY 4582insT
OxynodapuHreanbHas ALl 1Ipsimas PABPN1 | Dxkcnancus
muouctpodus (164300) GCG-noBropos
CrnuHo-Oyns0apHast amuoTpodusi| X-crenieHHbIH [Ipsmas AR DKcnaHcus
Kennenu (313200) peLeCcCUBHBIN CAG-noBTOpOB
CnuHanbHasg aMHOTPOpUs AP IIpsmas SMNt | Heneuuu 7, 8
Bepnuura — o dmana (253300) JK30HA
Araxcus Opunpeiixa (229300) AP [Ipsamas X25 OKCIaHCHsL
CAA-110BTOpOB
Muonuctpodus [Jromenna X-CLeIUICHHBINA [Ipsmas DMD Jenenuu B
— bekkepa (310200) peueccuBHblii | KocBennas 19 sx30Hax U
MIPOMOTOPHOMI
YJaCTH TEHA,
STR 45, STR
49, STR 50
Temoumusa A (306700) X-cuennienssiii | KocBenHas F8C [ HindlIIl, (CA)-
peLecCUBHBIN MIOBTOPBI
Hacnencrennas AP [Ipsmas DIAT Pro269Leu
SH3UMOIEHIYECKast
metrremoriodnnemust (250800)
HelipoceHcopHast TyroyxocTh AP [Tpsimast GJB2 35delG,
(162400) 167delT,
235delC

*OMIM — HOMep B 3JIEKTPOHHOM Bepcuu Karajiora B. Makkerocuka «Mendelian Inheritance

in Man»: www/ncbi/nlm/nih/gov/omim

AJl — ayTOCOMHO-TOMHUHAHTHBIN Iy Th HACJICJOBAHHS
AP — ayTOCOMHO-pELICCCUBHBIN ITyTh HACICIOBAHUS

ro Ha anekTpodoperpaMmmMe AByX pasnmy-
HbIX pparmeHToB [HK, oanH 13 koTopbix
MMeeT HopMmanbHbI pa3mep (6 GCG ko-
nuin), Opyrov - NaTtornornvyeckn yAruHeH
N cooTBeTCcTBYeT akcnaHcum GCG-nos-
TopoB Gonee 8 konuii. ATOT aHanM3 6bin
nposeaeH 180 naumeHTam ¢ NO4O3PEHU-
em Ha OPMU. Y Bcex 50 6onbHbIXx OPM[
BbisiBNeHo ysenuyeHne GCG-noBTOpPOB,
YTO NOATBEPKAAET BbICTABMEHHbIA KIK-
HUYecKnn anarHo3 3abonesaHus. V3 84
KIMHUYECKM 3[0POBbIX POACTBEHHMKOB Y
25 BbIsiIBNEHA 3KCNaHCUsI TPUHYKNEeoTUa-
Hbix GCG-NoBTOPOB, YTO FOBOPUT O OO-
KIMHUYECKOM HOCUTENbCTBE MyTauuu B
reHe PABPN1. Y octanbHbix 76 4neHoB
oTsiroweHHbix OPM/[, cemeint n y 46 na-
LIMEHTOB C ApyrMMu oopmMmamn MUOONUCT-
podun BbisgereHo 6 GCG-noBTOpPOB, TO
€CTb UCKMYEHO HOCUTENbCTBO MYTaHT-
Horo reHa OPM[.

3aknro4yeHue

Mbl ocBOMNM U BHEAPUIN B NMPaKTUKY
MEQMKO-TeHETUYECKOTO  KOHCYNbTUPO-
BaHuss PBNe1-HLIM 6GbicTpbii cnocob
npsimon [HK-gnarHocTukmn okynodapux-
reanbHOM MWOANCTPOMUN, OCHOBAHHbLIN
Ha npoBeAeHVM NONMMEepasHON LenHOn

peakumn (MLP) c nocneaytowen Busy-
anusauunen B nonuvakpunamuaHom rene
(MAAT). MeTtoguka npegnonaraet He-
NOCpPeACTBEHHOE BbISIBNEHNE MyTaLuu
B nccnegyemom reHe PABPN1 1 nosBso-
NSIET BbIABUTb YBENUYEHHOE KONTMYECTBO
GCG-nosTtopoB y 6onbHoro OPM[. Ons
HacnencTBeHHbIX GonesHen ¢ no3gHewn
MaHudecTaumen, K KOTopblM OTHOCUTCSH
oKkynodapuHreanbHas MuoancTpodus,
¢ nomoubto npsamon AHK-gnarHoctukm
MOXXHO MOATBEPAUTL KIMMHUYECKUIA Ana-
rHO3 y BONBbHOMO, BbISABUTL HOCUTENBC-
TBO MYTaHTHOIO reHa Kak [0 nposiBre-
HMS CMMNTOMOB 3aboneBaHusi, Tak U B
npeHatanbHOM nepuoge y nnoga. [aH-
HbIl cnocob [MarHoOCTUKM UMeEET psf
NpPevMMyLLEeCTB: TOYHOCTb, ObICTpOTa MC-
NONHEHUsI N HU3Kass cebecToNMOCTb.
Mpamaa OHK-gnarHoctuka okynoda-
pvHreansHoW muogucTpodum npoBo-
OnTca Tonbko B dbefepanbHOM LEHTPE
— Megauko-reHeTn4eckoM Hay4YHOM LiEHT-
pe (MIHL, r. Mocksa), rae npoBoguTcs
OHK-gnarHoctuka 6onee 100 Hacnenc-
TBEHHbIX 3aboneBaHuit [3,14]. CornacHo
npukady Ne316 MwuHsgpaBa PP ot 30
nekabpsa 1993r, B Poccuiickon depe-
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paumm [OHK-guarHoctuka ocyLliecTsns-
eTcsl TONMbKO Ha dheaepanbHOM YpPOBHE,
Ha 6ase BeayWwMx Hay4HO-UcCcrenoBa-
TENbCKUX WHCTUTYTOB, BbIMOSHSOLNX
dyHKUMM deaepanbHbIX LEHTPOB, pac-
NONOXeHHbIX B Tpex ropodax — Mocksa,
Cankr-MNeTtepbypr n Tomck. B AkyTumn mbl
MMEeM MepBbIN ONbIT BHEOPEHUSI Takux
METOAO0B B MEAMLIMHCKOM Y4pexaeHuu,
4YTO, HECOMHEHHO, CNocobCTBYET COBEp-
LLIEHCTBOBAHUNIO NeYeHUs1 BonbHbIX, 0CO-
6EeHHO MpPEeBEHTUBHOMO (B AOKMMHUYEC-
KO cTaguu), 1 NO3BOMSET NOCTaBUTL Ha
KayeCTBEHHO HOBbIV YPOBEHb MELMKO-Te-
HeTuyeckoe KoHcynbTMpoBaHue. K cnuc-
Ky MATU HacneacTBEHHbIX 3aboneBaHun,
Ans koTtopblx B nepuog ¢ 2000 no 2005 .
Obina BHegpeHa [HK-guarHocTuka, 3a 2
nocnegHux roga gobasunock elle 7 Ha-
cneacTBeHHbIX 3aboneBaHuii. B 1abnu-
Lue npvBedeH MomHbIA CMCOK Hacneac-
TBEHHbIX 3aboneBaHui, AN KOTOpbIX B
HacTosILLLee BpeMsi OCBOEHbI M BHEAPEHbI
meToabl AHK-gnarHoctnkn B meguko-re-
HeTu4eckon koHcynbrauun PBENe1-HLM.
BHeopeHne HOBENWMX [OOCTMKEHUA B
obnactn [OHK-guarHoctukm Hacnenc-
TBEHHOW MaTONOrMN peLlaeT Tekylne
BOMNPOCHI AWArHOCTUKN HaCcneaCTBEHHbIX

MOHOreHHbIX 6one3Hen 1 SBMAeTCA 0Co-
6eHHO akTyanbHbIM B Pecnybnvke Caxa
(AkyTuns), reorpaduyeckn oTAaNEHHOWN
OT LeHTparnbHbIX obnacten Poccun.

Paboma yacmuyHo noddepxxaHa Poc-
cutickum ¢hoHOOM chyHOamMeHmMarnbHbIX
uccrniedosaHull (Ne07-04-01352-(04-
351)-a).
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BOOXpaHeHus pecnybnuku 3a 2006-2007
IT. noctaeneHo 577 eguHUL OunarHoc-
Tuyeckoro obopyaoBaHus Ha 06Luyto
cymmy 273 MnH. py6. 13 degepansHo-
ro OtogxeTa: peHTreHoBCkoe 0bopyado-
BaHWe — 32 en., ynerpassykoBoe — 48,
nabopatopHoe — 109, sHOockonuyeckoe
— 112, anekTpokapanorpadbl — 249, npo-
SABOYHbIE MaLWwuHbl — 11, deTanbHble Mo-
HUTOpbLI — 16 ea.

OnarHoctnyeckum  obopynoBaHUEM
B paMKax HauMOHanbHOro MpoekTa 3a
2006-2007 rr. ocHaweHbl 185 yupexae-
HuM 13 598 JIMY pecnybnuku, 4TO CO-
craensiet 31 %, unu ua 370 J1MY, okasbi-
BatoLmx BpayebHyto nomols (50 %), B
TOM YuncCne:

- UeHTparnbHble panoHHble 60MbHULLbI
— 34 13 34 (100%),

- ropofackme 6onbHuLbI — 13 n3 18 (72),

- MONUKNUHUKN — 2 n3 4 (50),

- pavioHHble 6onbHULbl — 2 13 2 (100),

- [leTcKkne ropofckme 6onbHuLbl — 1 13
2 (50),

- yyacTkoBble 60onbHULbl — 113 13 172
(65,7),

- BpayebHble ambynartopun — 16 n3 56
(28,6%),

N3 577 epuHuy obopyaoBaHust noc-
TaBIEHO B YYpeXaeHUs:

- LleHTparnbHble paioHHble GOMbHULbI
— 287 eqn. (49,7 %),

- ropopckune 6onbHubl — 90 ea. (15,6),

- NONUKNUHWKKN — 22 en. (3,8),

- panoHHble 6onbHuubl — 10 ea. (1,7),

- [eTckue ropoackue 6onbHUUbl —

3 en. (0,5),

- y4yacTkoBble GonbHUUbl — 143 epn.
(24.8),

- BpayebHble ambynatopun — 22 ep.
(3,8%).

Mpy aHanuse MaTepuanbHO-TEXHU-
Yyeckon ocHaweHHoctn JIMY PC (A) B
2005 r. 6bINIO BBLISABNEHO, YTO MaTepu-
anbHo-TeXHNYeckas OCHaLLeHHOCTb





