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CPABHEHUE YPOBHA TPEBOXHOCTHU Y BOJIbHbIX
C MOHOI'EHHbIMU HACNEOCTBEHHbLIMU
3ABOJIEBAHUAMUN HEPBHOU CUCTEMbI

Llenb nccnepnosaHus. CpaBHNUTb ypOBEHL TPEBOXHOCTY Y BOSbHBIX CO CrivHOLEpebennspHoi atakemeit 1 Tuna, MMOTOHUYECKO ANCTPODUEN,

NX pOOCTBEHHUKOB M Yy 300pP0OBOro HaceneHus.

MaTtepuanbi n metoabl. [Ins peLleHnsi NocTaBneHHoW Lienmn aHkeTnpoBaHo 63 naumeHTa 1 130 300poBbIX UL, B KA4ECTBE KOHTPOSIbHOM rpyn-
nbl, 06PaTUBLLNXCSA B MEAUKO-TEHETUYECKYHO KOHCYNbTaLMIO U BO BPEMSI Bbl€3[HbIX KOMaHAMPOBOK. VICMONb30BaH NCUXOANArHOCTUYECKUIA MeTof,

— T1ecT «Llkana camooueHkn»,

paspabotaHHbin Y.[0.Cnunbeprepom n agantmpoBaHHbii KO.J1.XaHnHbIM.

Pe3ynbratbl. Y 60nbHbIX OTMEYEHa BbICOKas NMYHOCTHas (46,7 6anna) n ymepeHHas peaktuHas (42,5 6anna) TpeBOXHOCTb. Y 340pOBbIX
POACTBEHHMKOB BbISIBfIEHA BbICOKas JINYHOCTHASA TPEBOXHOCTb, MO KONWYECTBEHHbLIM Bannam HeckonbKko Bbile, YeM Yy bonbHbIx — 48,5 6anna.
KnioueBble cnoBa: peakTMBHas TPEBOXHOCTb, IMYHOCTHAS TPEBOXHOCTb, BOMbHbIE, POACTBEHHMUKN.

The purpose of research. To compare a level of uneasiness in patients with spinocerebellar ataxia | type, myotonic dystrophy, their relatives

and in the healthy population.

Materials and methods. For the decision of the purpose of research 63 patients and 130 healthy persons as the control group, addressed to
medical-genetic consultation and during exit business trips have been questioned. Psychodiagnostic method - the test «a self-estimation scale»,
developed by Ch.D. Spilberger and adapted by J.L. Hanin, is used.

Results. High personal (46,7 points) and moderate reactive (42,5 points) uneasiness is noted in patients. In healthy relatives high personal
uneasiness, on quantitative points a little bit higher, than in sick people - 48,5 points is revealed.

The conclusion. High personal uneasiness, mainly in women, and moderately increased reactive uneasiness in patients with spinocerebellar
ataxia | type, myotonic dystrophy and their not affected relatives living jointly, in comparison with control group, is revealed.

Keywords: reactive uneasiness, personal uneasiness, patients, relatives.

AKTyanbHoCTb UccregoBaHUsi

C pas3BuTMEM MOMEKYNSAPHBIX METO-
[OB [ANarHOCTUKM CTano BO3MOXHbIM
npumeHeHne wmetogoB [HK-gmarHoc-
TUKN HacneacTBeHHbIX 3abonesaHui B
NpaKkTU4ecKon MeguuMHe Kak Ans ycra-
HOBMEHUSI U YTOYHEHUS AuarHosa Ha-
cneacTeBeHHoro 3aboneBaHusi, Tak U B
NOKINMMHUYecKon cTaammy 3aboneBaHus u B
[0pOJ0BON AnarHoctuke nnoga. FreHetu-
yeckoe TeCTMpPOBaHUE HacreaCTBEHHOro
3aboneBaHnsi NOAHMMAaET pPsg BOMNPOCOB,
onaceHui U COMHEHUN Kak y GOonbHOro,
Tak y 300pOBbIX YNEHOB CEMbM U BaX-
HelLen 13 cyLLlecTBYHLLMX Npobrnem sAB-
NSAETCs1 BO3MOXHOCTb MCUXONOrMYeckoro
amucTpecca npu nonyyYeHmn nHgopmaumm
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O HOCUTENbCTBE reHa TSXenoro, Heusne-
YMMOrO HacnencTBeHHOro 3aboneBaHus
TECTUPYEMbBIM  KITMHWUYECKN 300POBbIM
nMuom 13 rpynnel pucka. Hawmbonee
n3y4YeHHbIM 3aboneBaHMeM B MUpe U B
Poccun B OTHOLLEHUW NCUMXONOrMYECKmX
ocobeHHoCTel GOMbHBIX ABMSETCH Xopes
leHTUHrTOHa [2].

B cBsis3n c HakonneHnem HEeKOTOopbIX
bOpM  MOHOreHHbIX HacneacTBEHHbIX
OonesHen, B 0COBEHHOCTU CrnMHOUEpe-
6ennapHon atakcum 1 Tuna (CLA 1),
MUoTOHU4eckon amnctpodum (MO) cpe-
O KOpeHHoro HaceneHuss Pecny6nuku
Caxa(AkyTuns), uccnenoBaHus UX NCUxo-
rniormyeckmx ocobeHHOCTen, B 4acTHOC-
TW nokasaTensi TPEBOXHOCTU, SABMSOTCS
BOCTPeOOBaHHbIMU 1 HEOOXOAMMbIMU
0N JanbHenwero ynyyweHus meau-
KO-reHEeTUYEeCKOro KOHCYNbLTUPOBaHUA U
OpraHM3aLmmn NCcMxornormyeckon nomoLu
OOMNbHBIM 1N UX CEMbSIM C HacreaCTBEH-
HbIMK 3aboneBaHuamu [4; 5; 6; 7].

CUA 1 Tyna — ayTOCOMHO-AOMUHaHT-
Hoe 3aboneBaHue, 0ObIYHO HavMHatoLLe-
ecs B 30-40 net (B NnpomexyTke oT 4 [0
74 net) ¢ HenoBKOCTU Npwu xoabbe, Gere,
runeppecdnekcun, HucTarma, Au3apTpun.
Mo Mepe HeyKnoHHOro nporpeccuposa-

HUst HabnopaeTcs rpybas atakcus, pas-
BMBAIOTCA AUCMETPUS, aaNafOXOKUHES,
WHTEHLMOHHBIN TpeMop, odTanbmMonne-
rmsi, cnabocTb MMMUYECKON MYyCKynaTy-
pbl, HapyLleHus rnoTaHusl, doHaumMm u
AblxaHus. MauneHTbl normbatoT Beneac-
TBWE yTEpU CMOCOOHOCTM OTKaLLNMBaTb-
Cs, acnupaumv MULLM, PEeCcrnMpaTopHbIX
npobrnem, NPOAOIMKUTENbHOCTL GONe3HN
He 6onee 10-20 ner.

MO - mynbTMcucTeMHoe 3aboneBa-
HMe C BapuabenbHOCTBIO KIMHUYECKMX
NPOSIBNEHUA, CPEAN KOTOPbIX MUOTOHUS,
nporpeccupytolasi  MbllleyHas — cna-
60CTb, MopaxeHnsa cepaua, d9HAOKPUHHO-
BereTaTVBHbIE PACCTPONCTBA, KaTapakTa,
CHWXeHue nHTennekta. M[ nepenaetcs
Nno ayTOCOMHO-AOMUHaHTHOMY TUMY Y Ha-
nbonee yacrto BcTpevaetcs B 20-30 nert.

Llenb nccnepoBaHus: ndyyeHve ypos-
HS1 TPEBOXXHOCTU y BONBHbBIX CO CMMHOLE-
pebennspHoi atakcuer 1 1 MMOTOHUYEC-
Kov gucTpodonen, a Takke y nx 3gopoBbIX
POACTBEHHMKOB 1 B NOMYNALMOHHOW Bbl-
Oopke SKyTOB.

MaTepuan ans nccnegoBaHus
Cbop maTepuana ang Meguko-reHe-
TUYECKOrO U MCUXONOrMYecKoro uccre-



[OBaHUsi NpOBeAEH BPAYOM-reHETUKOM C
AVNNOMOM KIIMHUYECKOro ncmxorora BO
BpeMs MeAMKO-TEHETUYECKOTO KOHCYIb-
TUPOBaHUS GOSbHBLIX U UX POACTBEHHU-
KOB B MEOMKO-TEHETUYECKON KOHCYmbTa-
umn PB Ne1 — HaumoHanbHOro ueHTpa
mMeauuuHel Pecnybnvkn Caxa (SAkyTtusi)
N BO BpPeEMSs Bble€3OHbIX KOMaHAMPOBOK B
parioHbl pecnybnuku. ObcnenoBaHbl 24
6onbHbiXx ¢ CLIA1T 1 M[, umetowme no-
noxuteneHeln pesynstat npu AHK-Tec-
TupoBaHun Ha CLIA1 tuna n M (CLA1
- 10 6onbHbIX, MO - 14 6onbHbIX), 40
YIIEHOB VX CEMEN C oTpuLaTeNnbHbIM pe-
synstatom npu [HK-TectmpoBaHun Ha
CUA 1 M[ (cootBetctBeHHO no 31 n 9
300POBbIX POACTBEHHMKOB). Takke 006-
cnepfoBaHbl 340pOBble oAU, B aHam-
He3e KOTOPbIX HET YNOMUHaHUS 06 3Tnx
OBYX HaCneAcTBEHHbIX 3aboneBaHusx
- 130 yen., He npoxoausLlune OHK-TecTn-
poBaHus.

MeTtop nccnepgoBaHus

KoHcynbTMpyeMble  3anonHanu  crne-
uManbHO pasdpaboTaHHble aHKeTbl, Ha 2
A3blKax (PyCCKOM M SIKyTCKOM), KOTOpble
Bkmtoyanu TecT «Lkanel camooueHKku
Cnunbeprepa-XaHuHa» [3]. HagexHblii
N MHOPMATUBHBINA CNOCO6 CamMOOLEHKM
YPOBHEW TPEBOXHOCTU, paspaboTaHHbIN
Y. CnunbeprepoM M aganTMpOBaHHbIN
KO.J1. XaHuHbIM (1976), no3BonseT oue-
HUTb YPOBHW PEaKTMBHOM (CUTYyaLMOH-
HOW) U NMIMYHOCTHOW TpeBOXHOCTK. LLkana
peakTUBHOWM 1 NMUYHOCTHOWN TPEBOXHOCTYU
(LUPNT) umeeT OBe camocCToATEMbHbIE
noALuKansl ANs OTAEMbHOIO U3MepeHus
TOW 1 Apyron (hopmbl TPEBOXHOCTU: NOA-
Lwkana oueHkn PT ¢ rmaBHbIM BONPOCOM
O CaMO4yBCTBMM B [AaHHbIA MOMEHT U
nopLwkana oueHkmn J1T ¢ dpopmynuposkoi
0 CaMOYyBCTBUU OObIYHOM.

[Mpoueaypa 3akniovanacb B NMCbMEH-
HOM BbIOOpe TecTupyembiM Haubonee
TOYHbIX AFIS HEro B HACTOSILLUMIA MOMEHT
OTBETOB M3 MNPEASIOKEHHbIX B OMPOCHW-
ke. Ha kaxpgoe un3 ytBepxaeHun (no 20
B LUKanax peakTMBHOMW W JIM4YHOCTHOW
TPEBOXHOCTM) HeobXxoaumo [aTb OAMWH
13 yeTblpex BapuaHToB oTBeTa: 1 — Hu-
Korga unun umspegka, 2 — nHorga, 3 — vac-
T0, 4 — NOYTW BCcerga unm nocTosiHHo. Pe-
3ynbTaThl OLEHWBANUCb KONMUYECTBEHHO
(8 6annax) no kntodam: pgo 30 Gannos
— Hu3kas; 31 — 45 6annoB — ymepeHHas
unun cpepHss; 46 6annos n 6onee — Bbl-
cokasi TPEBOXHOCTb. [1nsi noacyeTa AaH-
HbIX, MapameTpoB W ANA aHanusa AaH-
HbIX WCMONb30BanUCb CTaTUCTUYECKNE
METOAbl B KOMIMbIOTEPHBIX MporpamMmmax
«Excel», «Buoctat», BbicuMTaH Kpute-
pun CTblogeHTa.

PesynksraThl n o6cyxaeHune

Couyuodemoepaghuyeckasi xapakme-
pucmuka o6credo8aHHbIX

B npouecce BbINONHEHUst paboThbl

Obinn  obcregoBaHbl  He-
ckonbko rpynn: 1 rpynna -
6onbHble ¢ CLUA1T n M nnn,
roBopsl MHaye, — nvua c no-

2’ 2009 e

CpaBHuTeIbHAs conuo-aeMorpaduueckas

XapaKTepucTuKa YHaCTHUKOB

JTIOXXUTENbHbLIM Pe3ynbTaToM I rpynmna |2 rpynmna | 3 rpynmna
JHK-gnarHoctuku, 2 rpynna (n=24) | (n=40) | (n=130)
- WX POACTBEHHUKN C OTPU- | Cpenpuii Bo3pacr, JieT 39,2+2,6| 37,4£2,2| 34,613
uaTenbHbIM  pesynbTaTtoM . or 16 or 15 or 13
OHK-auarHocTkn, 3 rpynna | O0mni 10 64 1076 10 74
Oblna npencTaBneHa 3mdo- }I\I/I(wmnnm ﬁgﬁ; gggi’%g g%%ﬁg
CHIIIMHBI ,0XT9, LTL, PP S
POBLIMU NULAMU, KOTOPYHO Ao G e
COCTaBuIN 300POBLIE NHAN- [Ipu3naku KOJI-BO KOJI- KOJI-BO
BMOYyMbl Ge3 ynoMuHaHWUi (%) 80(%) (%)
B aHamHe3e O Hacneac- |Iox
TBEHHON HEBPOMOrNYeckon  |MysKuHHbL 8 (33.3) 11 (27.5)] 26 (20)
naTonoruu, He npoLuelme g?;;%’;g‘mwmewe 16 (66.6)| 29 (72.5)] 104 (30)
AHK-TecTuposaHve. XoJ0CTbIE 10 (41.7)| 14 (35.0)] 42 (32.3)
Mpu counopemorpa-  |Cocrosume B 6pake 11 (45.8)] 19 (47,5)| 75 (57.7)
nyeckom umccnegoBaHun - [Paseenennbie 2(83) 2(5.0) 6 (4.6)
(tabn.1) BbIBOPKA NepBoit BroBble 1(4.1)] 5(12.5) 7 (5.4)
8 Hanuuue pebenka
rpynnbl - NpecTasnexa BeseTHble 11 (45.9)] 12 (30.0)| 49 (37.7)
MyX4uHamm 1 16 XeHWwW- 1y Gonee pebenka 13 (54.1)[ 28 (70.0) 81 (62.3)
Hamm — 33,3 n 66,7 % [OOIiee yncio aeren 13 26 79
cooTRETCTREHHO,  BTOpYlo  (pdIosaLe 5 (20.9Y[ 10 (25.0) 16 (12.3)
BICIIICC N N 2
rpynny coctasum 11 My~ 6 hee cnemmansioe |6 (25.0)] 12 (30.0) 26 (20)
YWH (27,5%) 1 28 XeHWUH  [Cpennee 12 (50.0)[ 14 (35.0)[ 81 (62.3)
(72,5%), Tpetba rpynna |[HenoaHoe cpeanee 1(4.1)] 3(7.5 7(5.3)
BkrovaeT 130 yen., U3 HUX gmvaenm/wawuﬁc;z 3(12.,5) 1(2.5)] 55(42.3)
0, AHANMOCHIb
104 el (80%) v 26 15 5o 7(29.0)[ 25 (62.3)] 55 (42.3)
MyX4nH (20%). Wmetowe-  [Hepaboraroumii 17 (7L.O)[ 15 (37.5)] 75 (57.7)
eca npeobnagaHne nvy  |Hamuuue unsarudonocmu
»KEeHCKoro rnona moxet 6bith |2 12 (50.0)] 4 (10.0)] 15 (11.6)
obbsicHeHO Goree 4acTol  |Her 12 (50,0)| 36 (90,0)| 115 (88,4)

06pallaeMoCTblo  KEeHLLWH

KaKk BO BpEMS Bbl€3OHbIX
KOMaHAMPOBOK, Tak U npwu
KOHCYNbTMPOBaHUN B MEQUKO-TEHETMYEC-
Ko KoHcynstauuun. C Apyron CTOpOHbI, Y
SIKYTOB YMCIIEHHOCTb XXEHLUUH NpeBbila-
€T YACNEHHOCTb MYXXUYMH BO BCEX BO3pac-
THbIX rpynnax ctapuwe 20 ner.

Bospact o6cnenoBaHHbIX Konebancs
oT 13 go 76 net (B cpegHem 38,2+12,8
roga Ans Bcex Tpex rpynn).

CpaBHeHue rpynn no Bo3pactam mno-
Kasano HekoTopble oTnuuns. Tak, B 1-n
rpynne cpegHun sospact coctasun 39,2
roga, Bo 2-n rpynne — 37,4 roga, B 3-1
rpynne — 34,6 net. Takum obpasom, ca-
MbIMW «CTapLUMMMU» OKasanucb 6omnbHbIe
MYXXYMHbBI U KEHLUMHbI, «MOMNOALIMUY» -
rpynna KoHTpons (CpeaHWn BO3pacT MyX-
4mH coctaBun 32,9 neT, XeHwuH — 35,1
rog). Jons HecemenHbIX Obina Bbille B
rpynne 6GonbHbIX (41,7%), B AByX Apy-
rmx rpynnax npeobnaganu cemeiHblie. B
nepBON rpynne OKOro MOMOBUHBI UCCre-
OOBaHHbIX 6e3feTHbl (45,9%), Torga kKak
BO BTOPOW W TpeTbew rpynnax npeobna-
patowee GonblumnHctBo (70% 1 62,3%)
UMenn OeTen.

CpaBHuBaeMble Tpynmnbl OTNINYanUChb
no ypoBHK 00Opas3oBaHMs U MokasaTento
3aHATOCTU. M3 3 cpaBHMBaeMbIX rpymnn
Hanbonee obpa3oBaHHON oka3anach 2-1,
Cpeauv HUX C BbiCLUMM 0GpasoBaHneM

[Ipumeuanue. Mysxuunsl p=0,2, xxenmunst p<0,05

25% 4en., co cpegHum cneumanbHbIM
obpasoBaHnem — 30%. B rpynne KoHTpo-
ns npeobnagana Aons nuy co CpeaHuM
obpasoBaHvemM K1 3gecb xe 42,3% co-
CTaBUNN CTYOEHTbI, MPEeUMyLLECTBEHHO
obyvatowmecs: B Byse. B rpynne 6onb-
HbIX OfHa MOfioBMHA Gblna co cpeaHuM
obpasoBaHueM, BTopasi — C Npogeccuno-
HanbHbIM 0bpasoBaHmem, 13 Hux 1/4 co
cpefHUM cneumansHbeiM 06pasoBaHMEM,
20,9% 60onbHbIX C BbiCLUMM 06pa3oBaHu-
eM. [JaHHOe OBCTOATENbCTBO BO3MOXHO
obbsicHsieTcs ©ornee no3gHUM Hadvanom
3TUX HacneACTBeHHbIX 3aboneBaHui, B
YaCTHOCTM CMMHOoLUEepebennsipHOM arak-
cum 1 Tuna, nNpu KOTOPOM CPOK MaHu-
decTaumm  KNMHUYECKUX  NPOSIBNEHUN
oxBaTbiBaeT Bo3pact oT 20 go 45 nert.
Cpeau 6onbHbIX HepaboTatLme cocTa-
BUMM 3HAYUTENbHBLIN NpoUeHT — 71%,
M3 HUX Ha WHBANMOHOCTWM Haxoguracb
nonosuHa. B rpynne KoHTponsi, BEposiT-
HO 3a CYeT CTy[deHTOB, HepaboTatolne
coctaBunun 57,7%. Bonblue nonoBuHbI
poacTBeHHUKOB pabotanu — 62,5 u 90%
N3 HUX He ObINK MHBaNUaaMu.

PeakmueHasi u TU4HOCMHasi MpeesoXx-
Hocmb 8 06criedo8aHHbIX epynnax

B npouecce u3yveHus paHHbIX, MO-
NYYEHHbIX C MOMOLLLI0 METOAMKM, Bbl-
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CpaBHHTeJbHAs OLICHKA NOKa3aTeJeil
PeaKTHBHOH TPEBOKHOCTH B PA3THYHBIX
rpynnax o0c/jie0BaHHbIX

[pynma My »KIHHBI JKeHmHb!
1-5 42,528 43,6£2,0
2-5 44,8428 45,1+15
3-5 43+1/4 41,2+0,8

IMpumeuanne. CpaBHeHHE MyX4MH |- H
3-if rpynn p>0,1; cpaBHeHHE MYXYHH 2 U
3 rpynn p=0,01; mnpu cpaBHEHUM XKEHILUH
1-#i u 2-# rpynm ¢ 3-it p<0,001.

SIBNSIOLLEN YPOBEHb PEAKTUBHOM U JNY-
HOCTHOWN TPEBOXHOCTU, ObINM MOMNy4YeHbI
cnepywowmne pesynesrathbl.

Bo Bcex o6cnemoBaHHbIX rpynnax
BbISIBMIEHa YMEpPEHHas peakTuBHasa Tpe-
BOXXHOCTb (Tabmn. 2), nu4HOCTHas Tpe-
BOXXHOCTb Oblnia NoBbILLEHA Kak B rpynne
6onbHbIX (46,7+2,29 6annos), Tak u cpe-
ON VX HeMopaXeHHbIX POACTBEHHMKOB
(48,5+1,49 6annoB). bonbluas nUYHOCT-
Hasi TPEBOXXHOCTb OTMEYEeHa y 300pOBbIX
POLCTBEHHUKOB, YEM Y cCamMUX OOMbHBbIX.

PeakTnBHasi TpeBOXHOCTb MopoXaa-
€TCA HEKOTOPOW KOHKPETHOWM CcUTyaumen,
KOoTopasi OObEKTUBHO XapakTepusyeTcd
HanpsikeHnem, 6ecnokoncTBOM, HEPBO3-
HOCTbID. HO TpeBOXHOCTb He sBnsAeTcsA
n3HavyanbHO HeraTMBHOM YepToln. HeHop-
MalnbHbIM SBISIETCA CKOpPEe CHMKEHNE
CUTyaTUBHOW TPEBOXHOCTU, Koraa 4e-
NOBEK nepef N1LOM Ccepbe3HbiX 06CTo-
ATENbCTB  [AeMOHCTpupyeT 6Gesanabep-
HOCTb U GE30TBETCTBEHHOCTb, YTO Yalle
BCEro cBmaeTenbCcTByeT 06 MHaHTUMNb-
HOW YKM3HEHHOW NO3ULIMN, HeJOCTaTO4YHOMN
CchOpMYNMPOBAHHOCTM CaMOCO3HaHMS.

OnpeaeneHHbI YpoBEHb TPEBOXHOC-
TW - ecTecTBeHHasi 1 obsizatenbHasi 0Co-
OEHHOCTb aKTMBHOW [OeATErnbHON Iny-
HOCTW. Y KaXXAOoro YyernoBeka CyLecTByeT
CBOM ONTUMAarsibHbIN MW KenaTenbHbIn
YPOBEHb TPEBOXHOCTU - 3TO TaK Ha3blBa-
eMas «nomnesHasi TPeBOXXHOCTb». OueHka
YEroBEKOM CBOEro COCTOSIHUSI B 3TOM
OTHOLLEHMM ABNSAETCA ANsl HEro CyLLecT-
BEHHbIM KOMMOHEHTOM CaMOKOHTPOMS U
caMOBOCMUTaHWS.

[Mpu nnaHMpoBaHWM [aHHOro umccre-
[OBaHWsl OXMAanocb, YTO MoKasaTenu
TPEBOXHOCTM Yy BonbHbIX OyayT Bbile,
YyemM B KOHTpPOnbHOW rpynne. AHanu3
obuler BbIOOPKM MoOKasarn, YTo BbiCOKasi
peakTMBHas TPEBOXHOCTb OTMeYeHa Yy

41,7% 0GonbHbIX, @ BbiCOKasi IMYHOCTHAs
TPEBOXHOCTb — Y 62,5%. [No cpaBHeHMIO
¢ 6onbHbIMU Hanbonee BbICOKME MOKa3a-
TENU TPEBOXHOCTU OTMEYEHbl Y POAC-
TBEHHMKOB (Tabn.2). Tak, NMYHOCTHas
TPEBOXHOCTb B cpeHeM cocTasuna 48,5
6annos., peakTnBHasa — 45 6annos, Torga
KaK y B0nbHbIX MMYHOCTHAsA TPEBOXHOCTb
paBHa 46,7, peakTuBHas — 43,2 Ganna.
[MopobHble paHHble Obinn Mony4YeHbl B
pabote Axvageesow J1.P. [1], nsyyasLen
TPEBOXHOCTb Y BOMbHbIX C HACNEACTBEH-
HbIMW HEpPBHO-MbILLEYHbIMN  3aboneBa-
HUAMU 1 UX POOCTBEHHUKOB.

BbisiBneHHas BbiCOkas mNUMYHOCTHasA
TPEBOXHOCTb Y POACTBEHHMKOB MO CpaB-
HeHUo ¢ BOMbHbIMKM XapaKTepuayeT KX
TPEBOXHbIE  PacCTPONCTBA, YyBCTBO
BMHbI, THEBA, HerogoBaHusi, obuabl u
BpaxaebHOCTb K CEMbE U €ro 4rneHam
BO3MOXHO 32 COLUMarnbHYyl W30MSuuto,
N HecnocobHOCTb co3aaTh CBOK CEMEN-
HYH XU3Hb B Oyayuiem, ncuxocomartu-
yeckme xanobbl. [8, 9]. O6bIMHO B ce-
MbSIX, OTAFOLLEHHbIX HacneacTBEHHbIMU
3aboneBaHuaMu (cnuHouepebennsipHon
atakcuen 1 TMna n MMOTOHUYECKOW ANC-
Tpoduent), YneHbl ceMbi He acpuLLnpytoT
o 3aboneBaHun, a vHpopmaumo O Ha-
CneacTBEHHOM XxapakTepe 3aboneBaHus
NMOpON TLLATENbHO CKPbLIBAKT HE TOSBbKO
OT ApYrMX pOACTBEHHMKOB, @ UHOrA4a U OT
cynpyroB v geten. Ho B cBA3W ¢ nokarne-
HbIM HakonneHnem GonbHbIX C Hacneac-
TBEHHOW NaTonorven B MarnoyYncreHHbIX
CenbCKknx noceskax, M3berarT KOHTaKTa
C aTUMN ceMbsiMu. B uTore cemeincry,
0B6peMeHeHHOMyY reHeTu4eckuMm  3abo-
neBaHNEM, BEPOSATHO, NMPUAETCA MMETb
[eno ¢ yTpaton r3n4eckoro 300poBbsi
BOonbHOro YenoBeka, MNCUXUYECKUM [UC-
TPECCOM, M3MEHEHVWEM CEeMEWNHbIX OT-
HOLLEHWI 1 B UTore, notepen 60rbHOro,
T.e. €ro CMepTblo. Ml BCe 3TO CONPOBOX-
[aeTcsi N030pOM, CKPbITHOCTBIO U COLU-
anbHOM un3onAunen faHHon cembu [8].
[pyrovi NpU4nHON BbICOKON TPEBOXHOCTU
Yy HEMopa)KeHHbIX POACTBEHHNKOB MOXET
ObITb NOCTOSAAHHOE, AnuUTENbHOE 0bLle-
Hue ¢ 60MbHBIMM POACTBEHHMKAMU U NMOA
UX BIUSIHUEM.

B Hawel paboTte npu pasgeneHun
BbIOOPKM MO MOy BbISIBMIEHHbIE pPa3nu-
yns B MoKasaTensx TPEBOXHOCTU OKa-
3anucb CregyrlmMMn: Kak peakTuBHas,
TaK M NMYHOCTHAsi TPEBOXHOCTb Obina

CpaBHHTeJIbHAS OLIEHKA NOKa3aTeJieil TPeBOKHOCTH
B Pa3JIHYHBIX IPYNIAaxX 00CJIe10BAHHBIX

BonbHbie PoncTBenHuku Konrtpons

[Tokazarenn n=24 (rpymma 1) | n=40 (rpynma 2) | n=130 (rpymma 3)
PeakTuBHasi TPEBOKHOCTH 43,2+£1,63 45,0+£1,37 41,6£1,54
JImuHOCTHAS TPEBOXKHOCTH 46,7+2,29 48,5+1,49 45,1+0,69

[Mpumeuanue. IIpu cpaBHEHNH OOJIBHBIX M POJCTBEHHHKOB C Ipymmoi koHTposs p<0,001,

MeXIy OOIBHBIMU U poacTBeHHUKaMu p>0,01.

CpaBl—[ﬂTeJ’leaﬂ OLleHKA MoKa3arTeJiei
JIMYHOCTHOM TPEBOKHOCTHU B PA3JINYHBIX
rpymnmax 00cJ1eI0BAHHBIX

Tpynna | MysuuHbl JKeHuHbI
44455 48+2,2

1-s1 t=-0,166; t=-9,480;
p>0,1 p<0,001
44,9+1,2 49,9+1,2

2-51 t=-1,944; t=-25,494;
p>0,05 p<0,001
3-1 43,8+1,7 45,4+0,7

[Ipumeuanue. Ilpu cpaBHEHUH MYXUUH

1-1t m 2+ rpynm ¢ 3-i p>0,1, npu cpaBHEHUN
xenmmuH p<0,001.

HECKOSbKO BbILLE Y XKEHLUMH M3 BTOPOWA
rpynnel (Tabn.3-4).

Bbicokas NMYHOCTHas TPEBOXHOCTb
Takke BblIsSIBNIeHA Y OOSMbHBLIX >XEHLUMH.
Takum 06pa3oM, MOBbILLEHHbIN YPOBEHb
TPEBOXHOCTW SABNSAETCA CyObEKTUBHbLIM
nposiBfieHMeM Hebnaronony4msi IM4YHOCTK.

OTmedeHa yMepeHHasi peakTMBHas
TPEBOXHOCTb BO BCEX rpynnax BHe 3a-
BMCMMOCTM OT nora. Y MyX4uMH MoKa-
3aHO OTCYTCTBME BbICOKOW JIMYHOCTHOMN
TPEBOXHOCTM (Tabn.3-4). Y HuMx BO Bcex
obcnenoBaHHbIX  rpynnax  BbISABSETCA
yMepeHHasi NNYHOCTHAas TPEBOXHOCTb,
XOTS 'y MCUXOMNOroB CyLLECTBYET MHEHWE,
4YTO nauMeHTbl eHckoro nona 6onee
Nerko pearvpyloT Ha XpOHWYeckoe 3a-
OonesaHue [1], o6bACHAEMOe ncuxodu-
3MOMOrMyeckuMmn 0ocobeHHOCTAMK norna
N NCUXOMNOrMYeCcKMMN Tpaguumammn ponm
XKEHLLUMHBI U MYXYUHbI B ONpeaeneHHbIX
obLecTBax u KynbTypax.

CnepoBarenbHO, B OTnnyne ot 6onb-
HbIX JXKEHLUMH, Y OOMbHbIX MYX4/H Bbl-
ABMeHa nub YMepeHHast NUYHOCTHas
TPEBOXHOCTb.

B KOHTPOMBLHOW rpynne Kak y My»>uvH,
TakK M y XEHLWNH OTMEYeHbl YMEPEHHbIe
nokasatenu peakTUBHOW W FIMYHOCTHOW
TPEBOXHOCTMW.

Takvum 06pasom, Nony4eHHbIe AaHHble
CBUOETENbCTBYIOT O HanuM4Mu BbICOKON
TNIMYHOCTHON TPEBOXHOCTM, NpenmyLlec-
TBEHHO 3a CYET XEHLLUMH, W YyMEPEHHO
MOBBILLIEHHON PeaKkTUBHOW TPEBOXHOC-
TV y BonbHBIX CO cnuHouepebennspHon
atakcuen 1 Tvna n MMOTOHWUYECKOWN ANCT-
poduern n nx HenopaxeHHbIX POACTBEH-
HWKOB, NPOXUBAILLNX BMECTE C HMMU, NO
CPaBHEHMIO C KOHTPOIBLHOW rPyMmnow.

3aknouyeHue

CyLLEeCTBEHHYO 4YacTb B CTPYKType
3aboneBaeMoCT M CMEpPTHOCTU Yerno-
BeKa B HacCTosllllee Bpemsi COCTaBnslT
HacneacTBeHHble 6onesHu. Mo AaHHbIM
V.A.McKuisick, nasectHo 6onee 5000, u
3TOT CMMCOK MOCTOSIHHO YBENMYMBAETCS.
MopaBnstowe 60nbLIMHCTBO Hacneac-
TBEHHbIX Gone3Hel UMeKT XPoOHMYEecKoe
TeYeHME N ABMATCSH MHKypabernbHbIMU.



BaxkeH n TOT dhakT, 4To 3TV 3aboneBaHus
nopaxatroT yawe nuvy, Tpygocrnoco6HOro
BO3pacTa U ObICTPO NPMBOASAT K MHBANMU-
An3aumm 6onbHbIX, HEPeaKo U K CMePTU B
Morogom Bo3pacTe [2]. HacneactseHHble
©0ne3Hn HepBHOW CUCTEMBbI, TakuMe Kak
cnvHouepebennsipHas atakeusa 1 Tuna u
MUWOTOHUYECKast AUCTPOUS, XapaKkTepu-
3yHOTCA OCOBOW THXKECTBbH KIUHUYECKNX
NPOSABNIEHUIA N HEYKITOHHO Nporpeccupy-
IOLLMM TEYEHNEM U HA CETOAHSALLHUIA AeHb
OTCYTCTBYIOT pajuKanbHble METOAbl WX
neveHus. B cBA3W € 9TUM 3HAYMMbIM SIB-
NSETCA MEeAUKO-TeHETUYECKOE KOHCYIb-
TUPOBaHUE OTAMOLLEHHbIX CEMEN, BKITHO-
yaroiee MnCcuUxornormyeckyo noaaepXKKy
M coumanbHylo aganTauunio Kak addek-
TUBHble MeToAbl nomowwn. [nsa ynydwe-
HMSA KadecTBa paboTbl C MaHUMECTHLIMU
OO0nNbHLIMU, OOKMUHUYECKMMU HOCUTENS-
MU 1 YfeHaMu UX CEMEeN Bpay — reHeTuK
OOIMKEH METb npeacTaBrneHre O Ncuxo-
NOrM4yecknx oCobeHHOCTAX NauneHToB. B
JaHHoN paboTe npeacTaBrneH pesyrnsrart
aHanu3a TPeBOXHOCTWN HacneacTBEHHbIX
MOHOTreHHbIX 3aboneBaHnin — cnMHoLepe-
SennapHon atakcum 1 TMna M MUOTOHU-
Yyeckon guctpodum B PC(A).
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- Y 6onbHbIX OTMeYeHa BbicOKasi nMn4-
HOCTHas (46,7 6annoB) n ymepeHHas pe-
akTnBHasa (42,5 6annoB) TPEBOXHOCTb.
W Bompekn Halwmm nNporHo3am y 340po-
BblX POACTBEHHWKOB BbISIBIEHa BbICOKas
TNIMYHOCTHAs TPEBOXHOCTb, MO KONMNYeCT-
BEHHbIM Gannam gaxe 4yTb Bbille, YEM
y 6onbHbIX — 48,5 6anna (p<0,001), 4yto
yKa3blBaeT Ha JOCTOBEPHYIO pasHuLLy.

- BbIsiBNeHbl pasnuuus Mexgy Myx-
YMHAMWM W KEHLUMHaMW MO MnokasaTento
TNINYHOCTHON TPEBOXHOCTU. Y MYX4YMH
OTMeYeHa yMepeHHasi NMMYHOCTHas Tpe-
BOXXHOCTb Kak B rpynne 6onbHbix (p>0,1),
TaK 1 B KOHTPOMbHOW rpynne. Toraa Kak y
XKEHLLUMH JIMYHOCTHAs TPEBOXHOCTb Bbl-
cokasi B 1-1 n 2-11 rpynnax (p<0,001).

- Takum ob6pa3oM, nonyveHHble AaH-
Hble HaayT CBOE MPUMEHEHME NpU Npo-
BEEHUN MEAMNKO-TeHETUYECKOro  KOH-
CynbTUPOBaHUSA MaUUEHTOB U CeMeln C
HacneacTBeHHbIMM  3aboneBaHnsamMun, B
TOM YmMcrie Npu NpoBeAeHnn NPecnmMnTo-
Matu4eckon u npeHatansHon OHK-gna-
THOCTUKM.
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B.J1. NxeBckas

MEOUWKO-rEHETUYECKOE KOHCYJIbTUPOBAHUE
N rEHETUYECKOE TECTUPOBAHUE: 3HAYEHUE
N HEKOTOPbIE 3TUYECKUE NPOBJIEMbI

O6cyxaaeTcst 3Ha4yeHne MeaMKO-TeHETUYECKOTO KOHCYNETUPOBaHKS NPY NPOBEAEHUM TEHETUHECKOTO TECTUPOBaHUS B MPaKTUKE 34paBooxpa-
HeHust. MpeacTasreH 0630p HOBbIX MEXAYHAPOAHBIX JOKYMEHTOB, MOCBSILLEHHbIX 3TUYECKUM acrnekTaM MeAMKO-reHeTUYECKOro KOHCYNETUPOoBa-

HUA U TeHeTN4YeCKOoro TeCTMpoBaHuA.

KnroueBble cnoBsa: Meanko-reHeTuyeckoe KOHCYnbTUpoOBaHUe, reHeTn4eckoe TeCTupoBaHue, 6uoaTuka

The value of genetic counseling at carrying out of genetic testing in public health services is discussed. The review of new international
documents devoted ethical aspects of genetic testing for health purposes is presented.
Keywords: genetic counseling, genetic testing, bioethics.

BBepneHue

MeOuuuHckas reHeTuka — ogHa U3
obnacter MeauuMHbI, KOTopas NEXUT B
OoKyce pacCMOTPEHUsT 3TUYECKON Npo-
onemaTtvku B nocnegHue rogbl. OTO BO
MHOIOM CBS13aHO C pearnu3auunen Mex-
AyHapogHoro npoekta «eHom 4enoBe-
Ka» U NMPaKTUYECKMM MPUMEHEHVEM €ro
aoctxkeHun. Cpean STUX OOCTUXKEHUN
B MNeEpBYI odepedb crieayeT YnoMsiHYTb
HOBblE TEXHOMOrMYeckme BO3MOXHOCTU
no AMarHOCTMKe 1 NPOMUIakTke MOHO-
reHHOM HacneacTBeHHoW natonorun. Pe-
3ynbTaTbl UCCNENOBaHNSA rEHOB, y4acTBY-
IOWMX B (hOPMUPOBAHUM FEHETUYECKON
NpeapacnorioXXeHHOCTU K YacTbiM Gones-
HSIM, TaKUM Kak anabeT, oHKonormyeckme
3aboneBaHus, 6onesHn cepaevHo-cocy-
ONCTON CUCTEMbI, LUIN30PEHUS, ayTU3M,

WXEBCKASA Bepa JleoHmpgoBHa — A.M.H.,
3aM. AMpekTopa no Hay4Houn pabote 'Y Me-
OWNKO-TEHETUYECKUI HayYHbIn LueHTp PAMH,, 1.
Mocksa, e-mail: izhevskaya@med-gen.ru.

0OCTEeOonopo3 N T.4. CEerofHs HeO4HO3Hau-
Hbl U HE CTOMb BNeYaTnsawLK, Kak ans
MOHOTEHHONM MaTonorum, XoTa WU 3aechb
MMEITCSl  OnpedeneHHble  OOCTUXKEHMS.
Bce valle B npakTuke 3gpaBooXpaHeHns
Ha4YMHaT NPUMEHSATLCS hapmakoreHe-
TU4eckre noaxoabl AN MHAMBKUAyanu3aa-
UMM NPUYMEHEHUs] NeKapCTBEHHbIX Mnpe-
napaToB C Y4€TOM reHoTMna naumeHTa.
Takvum o6pasom, MeanLMHa CTaHOBUT-
cs1 Bce bonee «reHoMHom» n Bce GornbLue
NtoJen CTankMBakTCA B CBOEW >XU3HU C
pesynsratamu reHeTUYecKoro TecTUpo-
BaHWUS U reHeTn4Yeckumm npobnemamu [6].

3HayeHue MeguKo-reHeTU4ecKkoro

KOHCYJILTUPOBaHUA Npu NpoBeAeHUn
reHeTUYeCKoro TeCTUpoBaHusA

BbisiBneHne HacnenctBeHHoro 3abo-
NeBaHNsI MPU HEOHATaNbHOM CKPUHUHTE,
MOSHTUUKALMS MyTaLmWI, NOBbILLAKOLLINX
pUCK pa3BUTKS OHKOMOrM4eckmx 3abone-
BaHW, MNO3UTUBHbIE pe3ynbTaThbl NpeHa-
TanbHOro Tecta Ha cuHgpom [JayHa — Bce

3TU (M MHOrMe Opyrue) cueHapuu cran-
KMBAIOT MaumeHTa CO CIOXHOW WMHAOop-
Mauuen, KOTOpyl HeOoOXOAMMO MOHSATb
N KOTOpasi BbI3blBAET CTPECC, MCUXOIO-
rMYeCcKUii AUCKOMAOPT, MPOTUBOPEYUBLIE
yyBscTBa [1]. MMpu aTOM OT naumeHTa 4ac-
TO TpebyeTca NpuHATME TPYOHbIX peLue-
HUM O HeoGXOQUMOCTM MPOWTU TEeHEeTU-
Yyeckoe TeCTUMpOBaHWE WM OTKa3aTbCs
OT HEro, y4ecTb reHETUYECKYH0 MHPopMa-
LUMIO NMpY MIaHMPOBaHUN OETOPOXAEHUS
n T.4. Ana aToro 4enoseky NpUXOAMTCS
YY4ECTb MHOIO MPaKTUYECKUX, STUYECKUX
1 rny6oKO NMUYHBIX acrnekToB nNpobnemsl,
K BOCTPUATUIO KOTOPbIX OH He Bcerga B
[0CTaToO4YHOW Mepe MOATrOTOBIEH.
Menuko-reHeTu4eckoe KOHCYNLTUPO-
BaHWe npu3BaHO obnerYMTb  Mpouecc
BOCTPUSATUSA reHETUYECKO MHOPMaLUK:
BpaYn-reHETUKN OOSMKHbI MOMOYb MaLu-
€HTY, ero ceMbe NOHATb MEANLMHCKNE 1
coumanbHble acnekTbl HacneacTBEHHO-
ro 3aboneBaHns, 0CO3HATb BO3MOXHbIE
nocneacTBUSt BO3HUKAOLLMX CUTyaunin n





