Oonnyecknx HapyLleHW, Kak OXupeHue
N MOBbIWEHHbIN ypoBeHb Afl, a Takxe
pacTtylieli 3aboneBaemMocTy caxapHbiM
anabetom 2 Tvna, HeobxogMMo Npoaos-
XWUTb MOWCK FEHOB MNpeapacrnonoXeHHo-
CTU K 3TUM 3aboneBaHusM.
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C.K. KoHoHoBa, O.I. Cngoposa, ®.A. lNnatoHos, B.J1. xeBckas,
3.K. XycHytanHoBa, C.A. ®epoposa

F’EHETUMECKOE TECTUPOBAHUE

N UHOPOPMUPOBAHHOE COIMACMUE

ana CNMMHOLUEPEBENNAPHOW ATAKCUM

| TUNA, HAMBONEE PACNMPOCTPAHEHHOIO
HACNEOCTBEHHOIO 3ABOJIEBAHUA

B AKYTCKOM nonynauuu

B ctatbe ob6cyxpatoTcs Bonpockl HpopMupoBaHHoro cornacus npu JHK-tectupoBaHum cnmHouepebennsipHoii atakcuu 1-ro Tmna, Hanbonee
pacnpocTpaHEHHOro B SIKYTCKOW NONynsLMu HacneacTBeHHoro 3aboneBaHms ¢ No3gHUM Hadanom MaHudectaummn. OnvcaHbl pasHble aTanbl Npo-
Leaypbl nony4eHns MHOPMMPOBAHHOIO COrfiacusi Npu MeanKo-reHETUYECKOM KOHCYNBTUPOBAHUM U MPY HayYHbIX UCCredoBaHWsAX. YCTaHoBNeHa
LenecoobpasHOCTb BHeAPeHUs G1MO3TUYECKOro NPUHLMNE HEPACKPbLITUS TeHETUYECKON MHopMaLun ANs y4acTHUKa Hay4YHOro uccrenoBaHus no
N3y4YeHWIo HacneacTBEHHbIX BonesHel ¢ no3gHen MaHudecTaumen.

KnroueBble cnoBa: [JHK-TectupoBaHue, HacrneacTBeHHble 6ore3Hun, MHOopMUpoBaHHOe cornacue, cnuHouepebennsipHas atakcus 1 Tuna.

The article discusses the issues of informed consent for DNA testing at type 1 spinocerebellar ataxia, the most common hereditary disease

KOHOHOBA CappgaHa KoHoHOBHa — K.0.H.,
c.H.c. AHL KMIM, konsard@rambler.ru; CU-
OOPOBA OkcaHa NaBpunbeBHa — H.c. AHL|
KMM; MINATOHOB ®epop AnekceeBuY —
A.6.H., ampekTop UHcTutyTa 3gopoBbs CBOY
mm. M.K. Ammocoa; MXKEBCKAA Bepa Jle-
OHMAOBHA — [A.M.H., Npod., 3aM. AMpeKTopa
Megnwko-reHetnyeckoro HL, (Mocksa); XYC-
HYTOUHOBA 3nb3a KamuneBHa — A.6.H.,
npod., Bpuno anpekropa HAW bul” YHL, PAH;
®ENOPOBA CappaHa ApkagbeBHa — 4.6.H.,
c.H.c. AHL| KM, 3aB. nab. NH-Ta ecTecTBeH-
HbIX Hayk CBOY.

with late onset of manifestation in the Yakut population. Different stages of obtaining informed
consent in medical genetic counseling and in scientific research are described. The expediency
of using the bioethical principle of non-disclosure of genetic information for a participant in a
scientific study on the research of hereditary diseases with late manifestation is established.
Keywords: DNA testing, hereditary diseases, informed consent, type 1 spinocerebellar

ataxia.

BBepgeHue. HaumHaa ¢ 70-x rr. npo-
wnoro cronetuss paboTbl MO KMOHMPO-
BaHno [OHK 4enoseka pasBuBanucb
ObICTPbIMM  TEMNAMM M 3aBEPLUUIIUCH
ycnewHbiM npoektom «eHom Yenose-
Ka» no MOMHOWM paclngpoBKe Hykre-

otngHon nocnegoeartenbHocTn  OHK,
OTKpbIB GOnblLUMEe NepcneKkTVBbl AN
pa3BuMTUs HOBbIX 0b6nacTer Hayku wu
NPakTUKM, B TOM YUCHE MOSEKYISAPHOMN
rEHETUKUN, ITHOFEHOMUKM, MOMEKYTSIPHON
MeAULUMHbI U T.4.



. AKYTCKUM MEOVLIMHCKNN YKYPHAI

B mupe HacumtbiBaetcs okono 7000
HO30MOMMN  MOHOTEHHbIX 3aboneBaHui,
OHU BbIsiBRsOTCA Yy 3-6% HOBOPOXAEH-
HbIX, @ B CTPyKType obLieli CMepTHOCTH
aeten 0o 5 neTt Ha WX OOMN0 NPUXOAUT-
ca 10-14% [13]. CywecTByeT ycnosHoe
pasgeneHve  MOHOreHHbIX —3abonesa-
HWUIN Ha peakue (opdaHHbIE) C YacToTomn
1:100000 (rm3ocoMHble G0nesHun Hako-
NAeHNss U 4p.) U YacTble HaCneacTBEH-
Hble GonesHn — 1:10000 (mykoBMCLM-
[o3, deHunkeToHypusa n ap.). Yacrora
MOHOTEHHbIX 3ab0neBaHnin B pasnnyHbIX
nonynauusax Mvpa MOXET 3HaYUTENbHO
pasnuyaTtbes. OTO 3aBUCUT OT 3BOSOLM-
OHHbIX 0COOeHHOCTel (OPMUPOBaHNKS
reHodoHAa HapoaoB. B HekoTopbix nony-
NAUMSX, OOHAKO, Ta UNKU MHas MyTauwus,
ABMSAOLLASACA MPUYNHON MOHOTEHHON na-
TOMNornu, B CUMy 3BOMOLNOHHO-TEHETHYE-
CKMUX 0CODEHHOCTEN CTAHOBUTCHA 4acTon
N MOXET HasblBaTbCsl «3dTHOCMNeuuduye-
ckov». Hanpumep, 4aBHO M3BECTHbI Tak
HasblBaemble «UHCKME» HaCneacTBEH-
Hble 60nesHn, B OCHOBHOM ayTOCOMHO-
peLeccuBHbIE, YacToTa KOTOpbIX Y (hUH-
HOB 3HAYUTENbLHO BbILlE, YEM B MOObIX
apyrux nonynsumsax [11,16]. dPeHomeH
HaKOMMNEHNS1 MOHOreHHbIX 3aboneBaHui
y (PMHHOB CBS3bIBAIOT C APENdOM reHOB,
[JOMNrOBPEMEHHOW  M3onsauMen nonyns-
UMM M BbICOKUM KOIPPULMEHTOM WUH-
6puamnHra. Mo Tem xe nonynAuMOHHBLIM
MexaHu3MaM, BEPOSATHO, MPOUCXOANIO
N HaKoOMMeHne HEKOTOPbIX HACNEeACTBEH-
HbIX 3aboneBaHNi y eBpeeB allkeHasn, ¢
CaMOW BbICOKOW 4acTOTOM U3 HUX BCTpe-
yatoTcs 6onesHb Tea-Cakca v 6onesHb
lowe 1-ro Tuna [6,12]. B eBponenckmnx
nonynsiuusix MykoBUCLMA03 BCTpeYaeTcst
¢ vactoton 1:2500, Torga kak B asuat-
ckux — 1:90000.

Bo Bcem mupe npobnembl npumeHe-
HWSI TEHETUYECKOro TEeCTUPOBaHWUS Ha-
CneacTBeHHbIX OonesHelr B npakTude-
CKON MefuLUMHe aKTyarnbHbl, 0COBEHHO
CTaHA4apTU3aLms 1 NOBbILLEHNE KavyecTBa
MOINEKYMNSIPHO-TEHETUYECKMX aHaINMN30B.

B 1999 r. paboyas rpynna no reHeTu-
yeckomy TectmpoBaHuto (the Task Force
on Genetic Testing) onpepenuna reHe-
TUYeckuin TecT Kak «aHanus OHK, PHK,
XpoOMOCOM 1 6enkoB 4Yenoseka, 4TOObI
BbISIBUTb HAaCMNeACTBEHHbIE, CBSA3aHHbIE
¢ OONesHAMM reHoTUNbI, MyTauun, eHo-
TUMbl U KapUoOTUMbl ANS KIUHUYECKUX
uernen. 3TV Uenu BKMKYaKT KIMHUYe-
CKY0 OMarHOCTUKY M MpPOrHO3bl, BbISIB-
NEeHNe HocuTenewn HacneacTBEHHbIX 3a-
boneBaHu, NPECMMNTOMATUYECKYD W
npeHaTanbHy ANAarHOCTUKY, a TaKKe He-
oHaTarnbHbIA CKPUHUHM [14].

B nocnegHee Bpemsa Bcé Gonbluee
3Ha4YeHne B [eATENbHOCTU MeauKo-re-
HeTM4Yeckon KoHcynbraumm Pecny6rnu-

kn Caxa (Akytusi) npuobpetaer [OHK-
TECTUpPOBaHME KaK OAWH U3 OCHOBHbIX
METOAOB ANArHOCTUKM HacneACTBEHHbIX
3aboneBaHuin. [ns npakTuyeckon Me-
OVUMHBL MccnegoBaHusa Ha yposHe [OHK
yernoBeka SBMSKOTCS WHHOBALMOHHbLIMU,
MOCKOmNbKy B 3ApaBooxpaHeHun PC (A)
HauyMHalT BMepBble MNPUMEHATLCH CO-
BPEMEHHbIE MOSEKYNSPHO-reHeTnYeckune
nabopaTopHble MeTodbl. eHeTuyeckoe
TecTupoBaHue nossonser Gonee akTuBe-
HO BbISBMATb M (POPMUPOBATh pynnbl
pucka y obcrnefyemMbix MaLUEHTOB, Ha
[OOKIMMHMYECKOM 3Tane npoBOAWTb Mpe-
OVKTUBHbIE MEPONPUATUS, NCMOMNb30BaTh
nporpamMmbl MO CHUXKEHUIO pUCKa pa3Bu-
Tns 3abonesanus. B 1o xe Bpems y [1HK-
TECTUPOBAHMWS ECTb U CMOPHbIE BOMPOCHI,
npexae BCero moparnbHble acnekTbl u
NCUXornorMyeckme puckn Ans MHOUBMAOB,
noaBepratLLnxcsa reHeTUYECKoMy TeCTu-
poBaHnuto [8-10,17].

OpHoM 13 akTyanbHblX npobnem B
NpPaBOBOM perynMpoBaHun  MeOuLVHbI
ABMSETCH MHAPOPMUPOBAHHOE cornacue
(UC). TMposiBneHnem ee 3HA4YMMOCTU
CcTano BHUMaHWe 3akoHodaTens — Ha
CerofHsILLHUIA AeHb 6onblIMHCTBO heae-
panbHbIX HOPMaTMBHO-NPAaBOBbIX aKTOB B
cdepe 3ApaBOOXPAHEHUs], KacarLLmxcs
Kak obLmMX, TaK N OTAEMbHbIX BOMPOCOB
MeaVLUHBI, codepxaTr nonoxeHns o6
MHOopMMpoBaHHOM cornacun. Kaxabin
YernoBeK UMEET NpaBo Ha cBoboay BbIGO-
pa BO MHOrMMx obnactsx obLeCTBEHHbIX
OTHoLWeHun. B cdepe 3gpaBooxpaHeHust
Ons nauneHTa — yenoseka, obpaTtumsLLe-
rocs 3a MeOMLMHCKOW MOMOLLb — Mo-
NOXEHVAMW  3aKOHOAATeNbHbIX  aKTOB
npegycMoTpeHa BO3MOXHOCTb Bblbopa
METOAOB OMArHOCTUKM U neveHus. Tem
caMbIM NOAYEepPKUBAETCH BaXHOCTb paB-
HOMPaBHOrO y4yacTus nauueHTa B Mpo-
Lecce neveHus ceoero 3abonesaHus [4].
OpHako, kak nokasblBaeT npakTuka, Bpa-
4Yn 1 uccregoBaTenu He yaensioT ocTa-
TOYHOrO BHMMaHUS MHPOPMUPOBAHHOMY
cornacuvio, npuaaeasi Takomy BaKHOMY
B61oaTmyeckomy NpuHLUMNY opmarnbHbIi
XapakTep, YTO MOXET MMETb BeCbMa He-
raTvBHble MOCNeACTBUS ONA NauueHTa,
obpaTvBLUErOCA 32 MELMKO-reHeTnYe-
CKOWM NMOMOLLbHO.

B Hawen ctatbe obGcyxparTca oco-
6eHHoCTM npumeHeHnsa VIC npu meguko-
reHeTn4yeckom KoHcynstupoBaHum (MIK)
n [OHK-tectupoBaHun Haunbonee pac-
NPOCTPaHEHHOr0 MOHOrEHHOro Hacnepg-
CTBEHHOro 3aboneBaHusi B SIKYTCKOW Mo-
nynauum: cnuHouepebennsapHol atakcum
I Tna (CLIA1). O npyymHax HakonneHus,
KINMHUYECKMX U MOMEKYNspHO-reHeTuYe-
cknx xapaktepuctukax CLIA1T B Axkytun
Hanbonee nogpobHo HanucaHo B pabo-
Tax @.A. lNMnaTtoHoBa 1 coasT. [5].

OCHOBHbIM criocoboM npodunNakTkn
CLA1 sBnsieTcsa npeHaTtanbHas guarHo-
ctuka (M0) naHHoro 3abonesaHus. buo-
aTudeckme acnektbl [JHK-TectupoBaHus
n MO nosgHomMaHUdeCTUpPYHOLLENR MOHO-
reHHon 60one3Hn ¢ AMHaMM4YecKkon MyTta-
umer ocBelleHbl B paHee onybrnvkoBaH-
HbIx pabotax [3].

B HacTosillee BpemMsi MeQUKO-TEHETU-
Yeckoe KOHCYMbTMpPOBaHME CTPEMUTCSH
OOCTWYb  Mcmxonoro-obpasoBaTernbHON
Lenun, HarmpaBlieHHOM Ha coumanbHyo
afjantaumio  CeMbU K TEHETUYECKOMY
pUCKY UNW NOSIBNEHWIO OETEN C Hacnen-
CTBEHHbIM 3aboneBanHnem [1]. 3apgava
Bpaya reHeTuka COCTOUT He B TOM, YTO-
Obl 0bsA3aTenbHO pekoMeHaoBaTb Mone-
KyNAPHO-TEHETUYECKYK ONArHOCTUKY, HO
NOMOYb NaUMEHTY NPaBWUMbHO MOHATb
CMbICIT  MHCPOPMMPOBAHHOIO COrnacus,
NMOMOYb, HE HaBsI3blBasi CBOEr0 MHEHMUS,
NPUHATL afeKBaTHOE peLleHne OTHOCK-
TenbHo [1HK-TecTnposaHus.

MaTepuansl u MeToabl uccnegoBa-
HMA. B cTatbe ncnonb3oBanuchb gaHHbIe
PecnybnkaHCcKoro reHeTu4eckoro peru-
CTpa HaCneACTBEHHbIX W BPOXAEHHbIX
3aboneBaHuin. o gaHHLIM TeHeTndye-
CKOro peructpa, Ha yyete B MIK cocto-
ano 252 naumeHTa ¢ ANarHo3oM CrMHO-
uepebennsipHasa atakcus 1-ro tuna [7].
Mpn pytuHHon OHK-guarHoctuke CLIA1
ucnone3doBanca metog npamon [OHK-
aunarHocTtukm metogom lMNUP ¢ ncnonbso-
BaHMEM cneumuruyeckmx HyKneoTUaHbIX
nparmMmepos, kak onncaHo Orr et al. [15],
C [anbHenwen aetekuuern naronornde-
CKM yONUHEHHOro annens B 2%-HoM ara-
posHoMm rene. OnpegenexHve KonnyecTea
nostopoB B reHe SCAT npoBOoaMnocb
METOZOM KanunnsipHoro anekTpodopesa
Ha aBTomartmdeckoM [HK-aHanusatope
ABIPrism3130 (AppliedBiosystems) [2].
B nccnepoBaHum mcnonb3oBancd mare-
pvan u3 6axHka AHK AHL, KMI.

Pe3ynbraTthbl u 06cyxaeHue

UC CLUA1 anAa KNUHM4YECKOW npak-
Tnkn. Brepsble [JHK-guarHoctnka CLIA1
Obina npoBegeHa B Meauko-reHeTu-
yeckon koHcynbtauum PBNe1-Hauwmo-
HanbHOrO LieHTpa MeanuuHbl (r. AKyTCK) B
2000 r. Mo nocnegHM onybnMkKoBaHHbLIM
OaHHbIM, 32 14 net Gbin NPOTECTUPOBaH
1841 uen., Hanuune myTtaumm SCA1T nog-
TBEpaunock y 606 ven., n3 kotopbix 354
(58%) acumnTomMaTUYHbIX MHAMBMAA CO-
rMacunucb OCYLLECTBUTb MPEOUKTUBHOE
JOHK-tectupoBanue. B cpegHem Tectu-
poBanocb 132 yen. B rod, BbISBISAEMOCTb
MyTaumm coctaensana 33% [2].

Kak ykasaHo Bbiwe, 6onee nonosu-
Hbl nauneHToB (58%) M3 OTAroLEHHbIX
cemMelr npownu AocMMMTOMaTUyeckoe
OHK-TecTupoBaHue. 3To 03HAYaET, YTo K



MOMEHTY obpalLeHns 3a MegUKO-TEHETU-
YEeCKOW KOHCymnbTaumMen AaHHble UHAMBU-
Obl He MMenn KNMHUYECKM BblpaykeHHbIX
cumnTomoB 3abonesaHusa CLIA1. B atom
crny4ae BO3HMKAEeT BOMpoOC: «fABnsiercs
N acMMNTOMaTUYHBIA MHOMBUA (HOCK-
Tenb mytaumn CLA1) naymeHTOoM B non-
HOM CMbICIie 3TOro NoHATUSA?» Tak Kak, ¢
O[HOW CTOPOHbI, OH NMPUHUMAET peLleHne
o [OHK-TecTupoBaHMM CaMOCTOSITENBHO,
OyQyynm COBEPLUEHHO 340POBbIM, 0CO3-
HaBas (paKT, YTO HaXo4MTCA B rpynne pu-
CKa, C Opyrov CTOPOHbI, OH, Y3HaB CBOMN
reHEeTUYeCKnin cTaTyc, BO3MOXHO, He Oy-
OeT obpallaTbCsi 3a MeauKo-TeHeTnYe-
CKOW KOHCynbTauuen B Te4eHne LONroro
BPEMEHU.

CyLiecTByeT HecKomnbko obwmx aTa-
NMOB MEOMKO-TEHETUYECKOrO KOHCYINbTU-
poBaHMs NauneHToB, cBsA3aHHbIX ¢ OHK-
JNarHOCTUKOWN:

1) npetectoBoe MI'K;

2) AHK-TecTupoBaHue;

3) nocnetectoBoe MIK ¢ ncuxonoru-
YECKMM COMPOBOXAEHNEM.

M3 yncna obpatmBLUMXCA 3@ MEOUKO-
reHETUYECKON KOHCymnbTaumMen no noso-
ay CLA1 MOXHO BblAennUTb MO KpamHen
Mepe YeTbipe rpynmnbi:

1) GonbHblE, UMEIOLLME KITUHUYECKNE
nposinexnus CLA1 k momeHTy obpalue-
HUS;

2) acUMNTOMAaTUYHbIE HOCUTENN MY-
Taumn CLA1, BbisBneHHble [OHK-Tec-
TUPOBaHUEM;

3) 340poBble UHAMBUAOBI C OTpULa-
TenbHbIM Pe3ynbTaToM MO HOCUTENbLCTBY
myTaummn CLIAT;

4) xenawLime ocylecTBUTb NpeHa-
TanbHyto avarHocTuky CLIAT.

Ha nepsom npetectoBom atane MK
HambomMbLUYH 3HAYUMMOCTb MpuobpeTaert
OMOSTUYECKUIA  «MPUHUUN  UHPOPMUPO-
BaHHOrO cornacusi» — Kaxablii UHAMBUA
MMeET NpaBo ObiTb MHPPOPMUPOBAHHBIM
0 npeacrosiLieM MeToae AMarHoCTUKM,
B yvacTHoctu [HK-gmarHoctmke CLIA1.
MoXHO npeanonoXxutb, 4YTO B Cryyae
¢ OHK-tectupoBaHmem CLIA1 naumeHT
yxe HactpoeH Ha [OHK-tectupoBaHwue,
Tak kak y Hero 6blno Bpemsi obaymartb
3TO BaXKHOE peLLeHne, HO KOHCYNbTMPYIo-
LA Bpay reHeTUK He JOIMKEH yboexaaTb
naumeHTa Bo YTO Obl TO HW CTarno NpPonTK
JOHK-TecTvpoBaHue B aeHb 06palleHus,
T.K. 3TO MOXeT OblTb CNeacTBMEM 3MO-
LIMOHarnbHOro nopbiea nnm ocoboro ncu-
Xonormyeckoro Hactpos. Heobxogumo
NPOBECTU CMOKONHY Becenly, pacKkpbITb
BCE BO3MOXXHbIE MCUMXOITOMMYECKNE PUCKU
nornyYeHnsi MONOXUTENBHOTO pesyrnsraTta
npy [OCMMTOMAaTMYECKOM TeCTMpoBa-
HUK, ybeantbcs, 4to peweHne o OHK-
ONarHocTuke NPUHATO B3BeLLEHHO. Bpay
rEHETUK MPU KOHCYNBTUPOBAHUW [AOIDKEH

06paTnTb BHYMMaHWe Ha BO3pacT naumeH-
Ta 1 ero obpasoBaTernbHbIN YPOBEHbD.

Onvwem Heobxogumble 3Tanbl Nony-
yeHns NC pgna CUA1. KoHcynstupyto-
LM BPaYy reHeTuK:

1) packpblBaeT BCHO W3BECTHYI WH-
dopmaumo o 3abonesaHun CLA1 (Ha-
CrneaCcTBEHHbIM  XapakTep, MOnekynsp-
Hble NPUYUHBI, 3PdEKT aHTULMnaumu,
KIMHWYECKNE CUMMTOMBbI);

2) packpbiBaeT npeumyliectsa OHK-
TecTMpoBaHua Ana wuHameuaa (ysHaTb
reHeTUYeCcKUiA cTaTyc Ans NnaHMpoBaHUS
CemMbW U B LENTOM OCHOBHbIX MpuopuTe-
TOB B XM3HM). [JaHHbIA 3Tan o4yeHb Ba-
XeH Ans naumeHTa, 4Tobbl OH MOr cam
OLEHNTb CBOM BO3MOXHOCTW B MPUHATUN
Ba)KHOMO pELUEHNs, He OLLYTUB OWpekK-
TUBHOCTW KOHCYMbTaHTa;

3) packpbiBaeT BO3MOXHbI€ MCUXO-
fIorMyecKMe pPUCKM Mocfe  MOofyyYeHus
pesynsratoB [JHK-tecTnpoBaHus (ncmnxo-
IorMyeckMin yaap, MoAaBrieHHOCTb, Ae-
npeccus u 1.4.);

4) nokasbiBaeT BO3MOXHble NyTW Bbl-
Xo4a W3 TSKEMOW MCUMXONOrM4ecKon
cuTyaumm (OTAAneHHOCTb MPOSIBMEHWS
nepBbIx cumnToMoB 6onesHn CLIAT; Tak-
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e MOXHO OBBbACHWUTbL, YTO CyLecTByeT
MHOXeCTBO Apyrmx 6GonesHewn, KOTOPbI-
MW CTpajalT Apyrve nogu; BCenuTb
Hagexay Ha nouck u paspabotky Gonee
3(PPEeKTUBHBIX METOA0B  KYNMpOBaHUS
cumMnTomoB nnu nedvenus CLUA1);

5) packpbiBaeT anbrepHatuBbl UC
(mognucaTtb AOKYMEHT cpasy, MonyynTtb
Bpems Ans obaymbiBaHuUst, 0TkasaTbes OT
OHK-TectnpoBaHus).

MncbmeHHasa popma nHopmmnposar-
HOro corracusi, B KOTOpPOW cofepXaTcst
HECKOIMbKO BapuaHTOB peELLEeHUsi Ha Bbl-
6op naumeHTy, MOXeT ObITb npeanoxe-
Ha AN UCMOMb30BaHUSA B KITMHUYECKOW
npaktuke MI'K (pucyHok).

UC CLUA1 pnsa HayuHbIX uccnepo-
BaHun. WHdopmuposaHHoe cornacue
0N HAayYHbIX UCCNeAoBaHNIA OTNMYaeTcs
ot C npu OHK-tectnpoBaHun un meau-
KO-reHEeTMYEeCKOM KOHCYNbTMPOBaHUK na-
LUMEHTOB M3 rpynmnbl pucka. Npu HayyHOM
nccnenoBaHny MHAMBUA SBMSIETCS Npea-
nonaraemblM Y4aCTHUKOM Hay4YHO-MCCre-
posartenbckon pabotbl. Vccnegosarento
BaXxHO Ans nonyyeHus WC akueHTupo-
BaTbCHA Ha CrnegyLwmx MOMeHTax:

1) pas3bsicHUTb, YTO OaHHasi paboTta

HNudopmupoBanHoe coriiacue
Ha npoBenenue [JHK-TecTupoBanus cnuHouepede uisipHoii arakcun 1-ro Tuna

Hacrosimee 106poBosIbHOE COIaCHe COCTAaBIEHO B COOTBETCTBHY DenepanbHbIM 3aKOHOM
or 21.11.2011 N323-®3 (pen. ot 13.07.2015, ¢ u3m. ot 30.09.2015) "O6 ocHOBax OXpaHBI
300pOBBs rpaxkaal B Poccutickoit @enepannu" (¢ U3M. U I01., BCTYIL. B cuity ¢ 24.07.2015)

Mmne

Pa3bsICHEHBI LIeIM TecTa, MAHUITYIBIMU 110 3a00py MarepHaia, NPeuMyILIecTBa U PUCKH

JIHK-tecTupoBanus.

e S| momHOCTHIO PIH(i)OpMI/IpOBaH BpavyOM-I'€HETUKOM O 3a60J’[eBaHI/II/I, €ro OCO6GHHOCTSIX,

IIPOTHO3€C U TCHCHUU.

* [Ipn MoeM >kenaHuH, MHE JaeTCs BpeMs MoAyMaTh 0 HeoOxoxumocTH npoxoxaerns JJHK

— T€CTUPOBAHUS.

* Moe PEUICHUE TIPUHATO MHOKO Z[O6pOBOJ'IBHO, 0e3 BCSAKOTO JaBJICHHS CO CTOPOHBI Bpaya,

POJICTBEHHUKOB W/ cynpyra(u).

* MHe npeioCTaBIsIIOTCS alIbTepHATUBHEIE BapuaHTs! npoxoxaenus JJHK-anarnoctuku:
 Kaxoe ObI penienrie Ber He IpHUHSITH, 3TO HE OTPA3HUTCS HA MPEJOCTAaBICHNN BaM menn-

IIMHCKOM TTOMOIIIH.

BapuanTs! perrenns

IToanuck manuenTa

CJIC BBIIIOJIHCHHS aHaJIn3a

S npoxoxy JIHK-TrectupoBanue 1 y3Haro o pe3ynbrarax cpasy 1mo-

A cnato kpoBs B bank JIHK 1 y3Hato o pe3ynbrarax nossixe, Koria s
Oyjly TOTOB MCUXOJIOTHUECKH (Uepe3 MECIL, TOJ, JIBa U T.]I.)

JIHK-tectupoBanus

51 cnaro xposb B bank JIHK u mory He y3HaBaTh 0 pe3ynbrarax

51 ne cnaro kpoBb 1 oTkasbiBatock ot JJHK-rectupoBanus

 Kakoe Obl pemienyie Bel He pUHSITH, 3TO HE OTPAa3HTCs Ha NMpefocTaBlIeHnd Bam menu-

LUHCKOM TTOMOIIIH.

Tlogmuch Bpaya-reHeTuka

Jlara

dopma MHHOPMMPOBAHHOIO cornacus Ans cnuHouepebennapHon atakcun 1-ro Tuna



. AKYTCKUM MEOVLIMHCKA XKYPHAT

SABMSAETCA Hay4HO-UCCNEenoBaTENbCKON 1
yyacTtue B Hell — 3To A0OpOBObHOE pe-
LeHMe y4acTHMKa; 0ObSCHEHME OOMKHO
NPOBOAUTBLCS Ha MOHATHOM SA3blKe ANs
y4yacTHUKa, 6e3 MpUMEHEHUST CIOXHbIX
MEAVLMHCKUX UMW TEHETUYECKMX TepMU-
HOB;

2) 06BACHUTL LieNb UCCNENOBaHNS;

3) AaTb rapaHTUM KoHmaeHLmanbHo-
CTU Ha BCEX 3Tanax UCCNefoBaHus;

4) po nognucanua UC obcyontb C
Y4aCTHUKOM pe3yrkTaThl Hay4HOro uc-
crnefoBaHus, Tak Kak B aHHOM crny4ae
CyLLleCTBYET BCEro ABa BapuaHTa, Nmbo
YYaCTHUK 3aX04ET Y3HaTb CBOW reHeTn4Ye-
ckui ctatyc, nubo Het. Ho ocobeHHOCTH
6onesnn CLA1, a vMeHHO MopanbHo-
ncuxonormyeckue npobnemsl, JaOT HaM
OCHOBaHMe, onupasacb Ha Buoatuyeckme
npasBuna, pekoMeHOoBaTb WCCnenoBa-
TENsM YeTKO onpefenvTb Ans y4acTHUKa
HeLenecoobpasHOCTb NonyyYeHust MHGOP-
MaLM1 O CBOEM reHETUYECKOM CTaTyce.

3aknwoyeHune.  VHdopMmpoBaHHoe
cornacve SIBNsieTcs BaKHbIM M Heobxo-
OUMbBIM YCITOBUEM MPEeaoCTaBfeHus Nio-
6o MeanLIMHCKON YCNyrk UMM Hay4yHoro
UCCNefoBaHNA C y4vacTueM 4YeroBeka.
[aHHoe ycrnoBue 3akpenneHo B 3aKOHeE.
KoHcynbTupylowmum Bpavyam Heobxoau-
MO usberatb (PopmarnbHOro NoAxoda B
WH(OPMUPOBaHUM NaLMEHTOB, OCOBEH-
HO Korga npobnema cBsizaHa ¢ [HK-
TeCTUPOBaHMEM  MNO34HOMaHUECTUPY-
IOLMX HacneacTBEHHbIX GonesHen. [Ons
nauneHTa rfonyvyeHne HeraTMBHON WH-
cdhopmaumm o 340poBbe 1 HebraronpuaAT-
HOM MPOrHO3e TeYeHUsi BONesHNn MOXeT
HaHeCTM MoparsbHbIA YPOH 1 UMETb OTAa-
NEHHbIE MCMXOMNOrMYecKme NocrneacTBus.
KayectBO 1 ahdPeKTMBHOCTL MEAMKO-Te-
HeTuyeckon nomolymn naumeHty ¢ CLIA1
3aKNiYalTCs He B TOM, 4TOObI yoeantb
nauneHta npontn AHK-TectuposaHue, a
B TOM, 4YTOObI MOMOYb CaMOCTOATENbHO
MPUHSTL peLleHne O TeCTUPOBaHUW Ha
OCHOBe BCeoObeMoLero MHMOPMMpo-
BaHWS W NpPeaoCTaBeHus pasfnyHbIX
BapuaHToB. [pn Hay4HbIX McCcneaoBaHK-
AX, ncxogda M3 B1MoaTMYecKoro npuHuMna
HenpuyvHeHus1 Bpeda, reHeTudeckasi
uHdOpMaLUmMs O  HanM4Mu/oTCyTCTBUM
myTaumn CLIA1 pomkHa ObiTb 3akpbl-

TOW AN y4acTHUKA WMCCrenoBaHusl, YTo
006s13aTenbLHO OTpaXkaeTcs B YCTHOW UIn
NMCbMEHHOW hopMe UHEDOPMUPOBAHHO-
ro cornacus.

Paboma ebinonHeHa npu ¢huHaHco-
8ol noddepxke ocydapcmeeHHO20 3a-
OaHusi MuHucmepcmea obpasosaHusi u
Hayku P® Ne6.1766.2017/4.6 “TeHemu-
YecKku U30MupoeaHHble nornynsyuu Boc-
moyHol Cubupu: sgonoyusi 2eHooHOa,
adanmauyusi K xornody, pacrnpocmpaHeH-
HOCMb HEKOMOPbIX HacrnedCmeeHHbIX U
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UHGEKUUOHHbIX 3abosiesaHuli”.
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