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MeaMKO-reHeTn4Yeckas KOHCynbTaums
JOomkHa OblTb HEOTHbEMIIEMOW 4acTblo
npoLecca reHeTM4YeCcKoro TeCTMPOBaHUS.
OHa pormkHa npoBOAUTLCS MOArOTOB-
NEHHbIM B 06MacTu KOHCYNETUPOBAHUSA
CneumanncToMm Ha MOHATHOM  KOHCYIb-
Tupylowemycs sA3bike. [Jo npoBegeHus
TECTMPOBAHUS  AOMKHO ObITb NOMy4YeHo
cBobogHOE WHMOPMUPOBaHHOE corna-
cve naumeHTa.

B pykoBoactee nogpobHO aHanusu-
pyeTcsi, B KakMX cuTyauusix Heobxoau-
MO MEAMKO-FeHETUYECKOE KOHCYIBTUPO-
BaHVe OO0 W nocne NpoBedeHns TecTa, a
B KaKMX MOXHO OrpaHnUunTbCs MHpopma-
umewn o Tecte, NpUBOASTCSt 06LMe peko-
MEHAAUMN O TEHETUYECKOM KOHCYNbTU-
pOBaHUM ¥ OMWCLIBAETCA COAEpXKaHune
KOHCynbTaLmMm (BONpoChl, KOTOPbIE JOIK-
Hbl ObITb 0B6CYXAeHNs, 06beM Heobxoau-
MO MHGOPMaLMM 1 BO3MOXHas dhopma
ee MpefoCTaBMNeHNsi KOHCYNbTUpYHoLLe-
MyCs1) A0 NPOBeAeHMS TecTa, Nocne Hero,
a Takke ob6beM Heobxogmmown nHopma-
unn (UK KOHCYNbTaUUK) Npu reHeTuyec-
KoM ckpuHuHre. Ocobo nogvepkuBaeTcst
HeobXxoauMOCTb NPeaoCTaBUTb BO3MOX-
HOCTb KOHCYNbTauun C NMCUXOroromM noc-
ne coobLeHns pe3ynLTaToB TecTa (ecnu
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BBepeHue

Hapsiny ¢ ycnexamu reHeTuku B K3y-
YEeHUN reHoma YenoBeka 0COBEHHOCTbIO
HOBOro cTorneTus crtano Gonee TecHoe
B3aUMOAEWNCTBME TyMaHUTAPHbLIX U ec-
TECTBEHHbIX HayK, B YaCTHOCTU pa3BuUTUE
HOBOIO MEXAMCLMMIIMHAPHOIO Hanpas-
neHus B Hayke - 61noaTukn. bruoatuka, aB-
NSSCb HEOTBHEMIEMOWM YacTbio hmnoco-
doun, BbICTYMAET B KAYECTBE NPUKNagHON
3TUKK, Hapsidy C pelleHMeM MHOXEeCTBa
Opyrux 3agad, onpenensitoLlent moparnb-
HOe perynupoBaHWe WCMONb30BaHUA

KOHOHOBA CappaHa KoHoHOBHa — K.0.H.,
c.H.c. AHL KMIM CO PAMH, konsard @
rambler.ru; CWOOPOBA OkcaHa aBpunb-
eBHa — Bpay reHetuk MIK ML PBNe1-HLIM;
®ENOPOBA CappaHa ApkagbeBHa - 4.6.H.,
3aB. nab. AHL, KMIN CO PAMH; MNATOHOB
dépnop AnekceeBUY — 4.M.H., 3aM AMPEKTO-
pa no knuHuyeckon pabore ®IrHY UHctutyT
3goposbsi; TOJNIbO®APE JleB [epueBuy
- MD ( g-p meauuuHbl), npod., 3aBs. nab. Ha-
umoHanbHbIx WHcTuTyTOB 3p0poBbs, CLUA;
MWXEBCKAA Bepa JleoHmpgoBHa - A.M.H.,
npod., 3am. gupekTopa no HayyHown paboTte
MIHL, PAMH; XYCHYTOUHOBA 3nb3a Ka-
MmuneBHa — A.6.H., npod., 4n.-kopp. AH Pb,
3aB. 0TAENOM reHoMukn MiHcTutyta Gruoxnmmm
1 reHeTnkn YHL, PAH.

€CTb TakKas BOSMO)KHOCTb) 1 Heobxoau-
MOCTb OOSITOCPOYHON MCUXONOrnM4YeCcKomn
nogaoepXXkn  npu OOKIMHUYECKOM TecC-
TUpOBaHUN Ha 3aboneBaHnsi ¢ NO3AHUM
BO3paCcToOM Ha4dana 1 OTCyTCTBMEM a-
EKTUBHOIO NeYeHms.

3akntoyeHue

BHegpeHue reHeTnyecknx TeCTOB BO
MHorne obracTn meouuuHbl TpebyeT oT
naumeHToB 1 obLlecTBa B Lernom 6onb-
LIero NoHMMaHUsA reHeTUYEeCKOn MHAOopP-
Mauum, HeoBXOAMMOW MpU  MNPUHATUU
CMNOXHbIX PELUeHWI, KacatloLMXCs LWNpo-
KOro CriekTpa penpoayKTUBHbIX Npobnem,
MEOULMHCKMX BMELLATENbCTB U U3MEHEe-
HUA CTWUNS XU3HW. [1py 3TOM KOrHUTUB-
HOE U 3MOLIMOHaNbLHOE BO3OENCTBME re-
HeTuku ByaeT Bce GonbLue Bo3pacTaTb No
Mepe YCUIEeHWUs1 ee ponn B MeAuLMHE U
3gpaBooxpaHeHun. Mepauko-reHeTudec-
KO€ KOHCYNbTMPOBaHWE NpY pasfuyHbIX
BMAAX FEHEeTUYEeCKoro TEeCTUPOBaHWUS B
3[4 paBOOXPAHEHUN, NCTMONb30BAHNE MEX-
OYHaPOAHOrO OMbITa peLUEHNs ITUHECKMX
npobnem B MeQULMHCKON reHeTUKe, y4et
HaLMOHanbHbIX OCOOEHHOCTEN U Tpaau-
uni Heobxogmmbl Ana paboTbl coBpe-
MEHHOW MeaNKO-TeHEeTUYECKON CyXObl.

Paboma ebinonHeHa npu UHaHCOo-
eoli noddepxke PO®OU, npoekm Ne 07-
06-00344-a.
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onbIT N3YYEHUA STUYECKUX, MPABOBbIX

N COUNATIBbHbLIX BOMPOCOB NPUMEHEHUA
MTEHETUYECKUX TEXHONOIMN B AKYTUU

HOBbIX TEXHOMNOMMIA B MeANLMHE: MOEKY-
NSAPHO-TEHETUYECKNX, PENPOAYKTUBHBIX,
TpaHcnnaHTonoruM u T.4. 3akoHbl, Npu-
HUMNbl 1 NpaBuna 6uoaTtuku, Gesycnos-
HO, chbopmanbHbl U B CpaBHEHUN C rrybo-
KMMK  (UNOCOCKMMU UCTONKOBAHNAMU
CMbICNa XW3HM — NOBEPXHOCTHbI. OgHa-
Ko Buoatuka cogepxut B cebe pecypcol
MUPHOTO paspeLleHnsi MopanbHbIX KOr-
NV3UIA, BO3HMKAKOLWMUX MEeXAy YreHamu
obLiecTBa, nNpuaepXMBaKOLWUXCS pas-
NMYHBIX B3rNs40B Ha XunsHb. OHa cTpouT-
CSl Ha UCMONb30BaHNW AEMOKPaTNYECKNX
npouenyp oTKpbIToro obuiectsa [12].
OpfHVMM 13 YeTbIPEX reHeparnbHbIX Ha-
npaeneHvn nporpammbel «eHom 4yeno-
BeKa» SIBMAETCA UCCnefoBaHWe aTudec-
KMX, NPaBOBbIX N COLMarbHbIX BONPOCOB
reHoMHbIX TexHonorun - ELSI. Kaxgomy
M3 acrnekToB (3TUYECKOMY, MNpPaBOBOMY
M couuansHoMy) 3ToM OOLIMpHONW Npo-
rpaMMbl MOCBsILLEHO Gonbluoe Konmyec-
TBO 3apyOexHbIx nybnvkaumii. Mo cpas-
HEeHWU0 C MUPOBON Haykoun B Poccuickon
depepaumm nccrnegoBaHnsi B AaHHON
obnacTu TONbKO HakannMBakT NepBoHa-
YanbHbIA OMbIT, CYLLECTBYHOT BCEMO NKLLb
eavHuYHble nybnukauum [4, 11]. MNMono6-
Hble WCCNefoBaHWs MNpeacTaBrsAlTCs

HaMm Ype3BblYaHO BaXXHbIMU BBUAY TOrO,
41O B Poccuu paclumpsitoTcs BO3MOXHOC-
TV MOEKYNAPHO-TEHETUYECKNX METOOOB
anarHocTtukn, OHK-tectupoBaHus, npe-
HaTanbHOM AMAarHOCTUKK, FeHeTUYecKon
nacnopTtusauuu u T.4. TeppuTopuanbHo-
9KOHOMUYECKME WU HauMoHarnbHble OCO-
©6eHHocTn cybbekToB Poccunckon dene-
pauun yCUNuBaroT akTyarnbHOCTb noucka
COOCTBEHHbIX NMyTEN pelieHns 3Tu4yec-
KMX, NPaBOBbIX M coLmarnbHbIX Npobnem
C YYETOM OMbITa TEX CTPaH, rae brnoaTuka
noryyuna cBoé passuTtume.

KpaTkui 00630p reHeTUYeCKUX Wuc-
cnegoBaHun B Pecny6nuke Caxa
(AxkyTusA)

B 1975 . IJ1. 3y6pw, J1.T. Nonbadapb
W Op. BNepBble onucanu ayToOCOMHO-
OOMUHAHTHYH MO3XEYKOBYIO aTakCuio B
SAKYTCKOW MOMynauun, BKNoYas cBeae-
HWUSI O pacnpoCTpaHeHuK, Tune Hacneao-
BaHUS, KITMHUYECKNX NPOSIBNEHUSAX U Na-
Tomopdponormn. B 1989 r. B ctatbe J1.I.
lonbadapba, M.I. Yymakoea, MN.A. lNeT-
poBa u ap. “OnvBonoHToLepebennapHas
atakcusi B OOMbLUOM SIKYTCKOW CeMbe
BocTtouHon Cubupwn” nogBedeHbl UTOMM
ncenegoBaHni MO KNWMHWYECKOW  And-
depeHUMauuM 1 pacnpoCcTpaHeHHOCTU



HacnegcTBEHHOW MO3XEYKOBOW aTakcum
B Axytun 3a 1970-85 rr. [15].

B 90-e . B AkyTnn GbINM NpoBeeHbl
reHeTUKO-3aMMaeM1onormyeckne  mccne-
AOBaHus obLLero rpy3a HacneacTBEHHON
naTornornm YeTbipex CenbCKOX03ANCTBEH-
HbIX paWoHOB, BKIYMBLUME 3INMOEMU-
ONOrMI0  HEKOTOPbIX OTAENbHBLIX hopMm
HacnencTBeHHbIX 3abonesanunn [7]. B
3TO Xe BpeMsi Havana cBol paboty
MexpayHapogHas nporpamma «buonorus
BUIMIONCKOrO  3HUedanomuenuta» nos
pykoBoacTteom K. lavgyweka (CLUA). B
pamMkax fAaHHon nporpammbl B 1992-1995
IT. NPOBEAEHbI COBMECTHbIE MEXAYHapOoa-
Hble AKCNEeAMLUM MO U3YYEHUIO ANUZEMM-
Onornn BUMONCKOrO 3HUedanoMmmennTa,
MO3)XE€4YKOBOW aTakcuu n cbopy bruonoru-
yeckoro martepuana. B uccnegoBaHusx
Lunkes et al. 6bino0 NpogeMOHCTPUPO-
BaHO MNPEUMYLLECTBEHHOE CLenneHne
HacneagcTBEHHOW MO3XEYKOBOW aTakcum
1-ro TMNa ¢ MWKpOCaTENNTHBIM JTOKY-
com D6S274 Ha 6-n xpomocome [13]. B
JanbHenweM Ha OonblIOM Konm4yecTBe
o6pasuoB HK GonbHbIX 1 UX POACTBEH-
HMKOB Ha 6ase nabopaTopun Henpo-
reHeTukn HaumoHanbHbIX WHCTUTYTOB
3popoBba (CLUA) 6binn  ycTaHOBMEHbI
OCHOBHbIE  MOIEKYIAPHO-TEHETUYECKME
XapaKTepuUCTUKN cnuHouepebennsp-
Hou atakcum 1-ro Tuna (CUA1) B sikyTc-
ko nonynsuun [16]. B 1995 r. Bnepsble
BHeapeH metog npamon OHK-gmarHoc-
Tvkn CLIA1 B nabopartopum reHoma ue-
noseka NHctutyTa 3goposbs AH PC (A).
B 2000 r. metog OHK-TecTnpoBaHusa na-
uneHToB 13 cemen ¢ CLIA1 kak npogykT
OMUCaHHbIX BbIIE HaYyYHbIX W3bICKAHWN
cTan pyTVHHbIM aHanM3oMm, NPOBOAVNMbIM
B naboparopun MOMNEKynspHON reHeTun-
K/ MeOUKO-TEHETUYECKOW KOHCYnbTauum
PBENe1-HLM M3 PC (A).

Bnarogaps npuHaTton PecnybnukaH-
CKOW LeneBon nporpamme «Passutue
reHoaMarHocTukn 4Yernoseka B Pecny6-
nuke Caxa (Akytmsa) Ha 2001-2005 rr.»
(noctaHoBneHve [lpaButenbctBa Pec-
nybnukm Caxa (Akytums) ot 11 mas 2001
r. Ne277) n obpasoBaHuio SAKyTCKOro Ha-
yuHoro ueHtpa PAMH u MNpaBuTtensctBa
PC (A) reHeTuuyeckue wuccrnegoBaHus
NPOACIKUNNCE  BbICTPLIMKU - TEMMAMU.
B skyTckon nonynaumn Obinv U3yyeHbl
Apyrue yactble HacnefcTBeHHble 3abo-
NeBaHUsi: MMUOTOHMYecKas AMCTpodus
(ML) [5], HacnencTBeHHast HECUHApPO-
MarnbHasi CEHCOHeBparnbHas rnyxoTa
[6]. H.M. laneeBa ¢ coaBT. 0OHapyXunn
MOMNEKYNSPHO-TEHETUYECKYID  NMPUYUHY
HacneacTBEHHOW — MeTreMornobuHemum
1-ro Tuna B AkyTckom nonynsaumm [2]. H.P.
MakcumoBol ¢ coaBT. OblnM ycTaHoBMe-
Hbl YacTble B AKyTMM MyTaummn npv psge
MOHOreHHbIX 3aboneBaHui (okynoda-

pvHreanbHas Muoauctpodms, 6onesHb
KeHHenw, atakcna Ppuapeiixa), Bnepsble
naeHTUULMPOBaHbl paHee He WN3BecCT-
Hble MyTauuu Ons XapakTepHbIX fAKyTam
HacneacTBEHHbIX CMHAPOMOB C HU3KUM
pocTOM U1 ayTOCOMHO-PELIECCUBHBIM
TMnom HacrnepoBaHusa (3-M cuHgpom u
HaHW3Mm ¢ cybaTpodmel 3pUTenbHOro He-
pBa, ANCTPOdUEN CETHATKN 1 NENbrepoB-
CKoW aHoMarnuen nevikoumTos) [3].

BuoaTtuuyeckme nccnegoBaHua

YHuBepcanbHbIMN B6roatnyeckmm
npyHUMnamun, Ha ©Gase KOTOpbIX Bblpa-
6aTbIBAlOTCS  KOHKPETHbIE  MOparbHble
HOpPMbI MOBeAEHMSA Bpaya, SBMSTCA
NPUHUMNbI  aBTOHOMUW JIMYHOCTU, WH-
(POPMMPOBAHHOIO cornacus u KoHu-
AeHumansHocTu [12].

O6bekTuBHast HEO6XOAUMOCTb 3TUYEC-
KOrO PerynMpoBaHns MeAWLMHCKOW ae-
ATENbHOCTM BO3HUKMA HEMNOCPEACTBEHHO
B npouecce BHeapeHus AHK-tectupoBsa-
HWUs cnuHouepebennsapHbIn atakcmum 1-ro
TMNa B NPaKkTUKy MeOWKO-TEHETUYECKON
KOHCynbTaumu. NepBbin 3TU4ECKMIn BOM-
poc 3aknto4ancsa B popmMe B3aMMOOTHO-
WEHVWN Bpa4-naumeHT npu coobLueHnn
Tectupyemomy pesynsratos [HK-gua-
rHOCTUKM, MpW 3TOM OCODOEHHO OCTPO
BO3HMKMNA npobnema npecumnTomMaTu-
YECKOro TEeCTUPOBaHWUS [OKITUHUYECKUX
HocuTenen mytaumm CLIA1. B cBonx pas-
paboTkax Mbl OPUEHTUPOBASIACH HA OMbIT
pelueHns cxodHbix npobnem OHK-Tectn-
poBaHusa xopewn MeHTuHrToHa (XIN) B cTpa-
Hax, rae yXe OelcTBoBanu 3TUYeEcKue
npasuna AHK-gnarHoctuku n meguko-re-
HETUYECKOrO KOHCYNLTUPOBAHUSA UHANBU-
pos/cemen ¢ XI, 1 Ha MexayHapoOHble
pykoBoacTea [14]. lNMpexae Bcero Hamwu
ObINMM OYepyeHbl 3TU4ecKkne Npobnemsbl,
XapakTepHble ANsi MeOUKO-reHEeTUYECKOM
KOHCYNbTaLuM B HOBbIX YCMOBUSX NpUMe-
HeHus IHK-TexHonoruin B noBceaHEBHOM
MEAMUMHCKOW NpakTuke B pecnybnuke:
reHeTu4yeckoe TeCTUpOBaHWe NnosgHoMa-
HUMPECTMPYIOLLUMX HACNeACTBEHHbIX 3a-
boneBaHuii, TeCTMpoOBaHWE OETel, npe-
HaTanbHas guarHocTuka.

MexayHapoaHbIM Co0bLLECTBOM Crie-
LiManmcToB Mo reHeTHKe U 3TKe YCTaHOB-
NEeHOo, YTO OAHMM U3 Hambornee 3TUYHbIX
NoAXo4OB BO B3avMOAENCTBMM Bpada u
naumMeHTa $BMsSieTCA npeaocTaBrneHne
NOMHON M HenpeaB3AToON MHdOpMaL MK
0 BCex acnekTax 3aboneBaHusi, Ha OC-
HOBE KOTOPOW MauuMeHT MOXET caenatb
MHEOPMUPOBaHHbIN BbIOOp crnocoba no-
BedeHua. [na peanusaumm 3TOro nomno-
XeHust Hamu 6bina paspaboTtaHa dopma
MHOPMMPOBAHHOIO Corfnacus nayneHTa
Ha npecumnTomatudeckoe [OHK-tectu-
poBaHue CLIA1, koTopas ctana npume-
HATbCA B MpPaKTUKe FEHEeTUYECKOro KOH-

2’ 2009 Ea

CYNbTUPOBAHWS OTATOLWEHHbIX cemen [1].

B HacToswee Bpemsa B npaktuke Me-
OMKO-reHeTn4eckon KoHcynbtauun PB
Ne1-HUM OHK-gnarHocTuka ctana Bos3-
MOXHOW Ans 12 pasnuyHbIX MOHOreH-
HbIX 3aboneBaHuii. OgHako BHeApeHve B
npaktudeckyto megmumHy OHK-gmarHoc-
TUKU APYrMX pacrnpoCTpPaHEHHbIX B pec-
nybnuke HacneacTBEHHbIX MOHOMEHHbIX
Ho3ornorui, TpebyeT pa3paboTku andde-
PEHUMPOBAHHBLIX OWMO3TUYECKNX MOAXO-
0B B 3aBMCMMOCTM OT Tuna Hacnegosa-
HKS, Bo3pacta MaHudecTauun, THKECTH
heHOreHOTUNNYECKNX MPOSBEHWA, OT
KINMHUYECKOro Mnonumopgurama Kaxzaoro
HacneacTBeHHoro 3abonesanus [8]. K
npuMepy, atmdeckme npobrnemsl nNpu 3a-
6oneBaHuUsix ¢ NO3OHMM Ha4YanoM MaHu-
decTnpoBaHusa  (cnuHouepebennsapHas
atakcus 1 Tuna, okynodapuHreanbHas
OncTpodusl) KadeCTBEHHO OTIMYAKOTCS
OT npobrnem, BO3HMKAKOLMUX B CBS3N C
KOHCYNbTUPOBaHNEM CeEMeW C Hacnefc-
TBEHHbIMW 3ab0neBaHNAMM, MPOSABMSAO-
LWMMUCS B paHHEeM [EeTCKOM BoO3pacTe.
B0O3MOXXHOCTb MPUMEHEHUST CKPUHUHIO-
BbIX NPOrpaMM Ansi BbISIBNEHUS reTepo-
3UrOTHLIX HOCWTENEeW MyTauui reHoB,
NPVBOASLLUNX K Pa3BUTUIO YacTbIX B AKy-
TN HacneacTBEHHbIX GonesHen, Takke
TpebyeT npeaBapuUTENbHOW 3TUYECKOM
OLEHKM NOMb3bl Y PUCKOB AN MOMYmsALMM.

Vcxonsa n3 coBpeMeHHbIX peKkoMeHAa-
uun BO3 1 cnoxumsLuMxcsa ycnosum aanb-
HelliMe nepcrnekTUBbl MeOUKO-TEHETU-
Yeckon cnyxbbl B AKyTuM B 3TUYECKOM
KOHTEKCTE [JOMKHbI ObITb CBA3aHbI C YCU-
neHem MHPOPMAaLIMOHHOIO 1 NCUXOSOMn-
4YeCcKOro acnekToB gesitensHocTu. Meau-
KO-reHeTnyeckass KOHCynbTauus OOrmKHa
He TONMbKO y4aCTBOBaTb B YCTAaHOBMEHUN
OmarHo3a HacnenctBeHHoro 3aboneBa-
HUS1 U ONpeaeneHnsi reHeTUYECKOro puc-
Ka, HO 1 nomoraTb aganTauum nauneHToB
K VX CUTyauumn, BO3MOXXHOMY MOSABIEHNIO
bonbHoro pebeHka B ceMbe, K Heobxoau-
MOCTM NEepPecMOTPEeTb PenpoayKTUBHOE
noBedeHne, MnaHbl Ha >XM3Hb UNKU MNpo-
deccrmoHanbHyo AeaTenbHOCTb. Addek-
TMBHOCTL MI'K Morna 6kl BblpaxaTbCcs B
[Jorne Tex OTAroLLEeHHbIX HacneaCTBEHHOM
naTtonorven cemMen, KoTopble afeKkBaTHO
BOCMPUHMMAsi FEHETUYECKYD MHopMa-
uMo, KoppekTupoBanu Obl CBOE penpo-
OYKTUBHOE MoBeAEeHNeE.

He MeHbLUee 3HaYeHne JomKHa MMETb
[eATenbHOCTb MeOUKO-TeHETNYECKON
cny0bl MO NPOCBELLEHNIO MEOULIMHCKMX
paboTHUKOB 1 HaceneHus Pecnybnvku B
BONpocax MeauLMHCKON reHeTUKN 1 Npo-
brnakTKM HacneaCcTBEHHOW NaTONOrMK.

MpaBoBbIe U counanbHbie acneKTbl
B 2000 r. BnepBble 6bin1 NpUHAT 3aKoH
Pecnybnukmn Caxa (Akytusa) «O npodu-
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NaKTUKe HEeKOTOPbIX HaCNeACTBEHHbIX
3aboneBaHMn U BPOXAEHHbIX MOPO-
KOB pa3BuTuA Yy yenoseka». Bo MHorom
Gnarogapsi BHEOPEHW MOMEKyNsipHO-
rEHETUYECKUX METOLOB  [UArHOCTUKM
HacnenCcTBEHHbIX OonesHeln B MpakTUKy
MIK n HayaTbiM GMO3TMYECKMM UCCre-
posaHusaMm B 2003 1. HeKoTopble CTaTby
haHHoro 3akoHa ObinyM NepecMOTPEHbI.
CpaBHuBas 06a [OKyMeHTa, B CTapon u
HOBOW pedakuun, MOXHO, B YACTHOCTW,
nNpocneauTb, Kak MEHSANoCb OTpaxeHue
npuvHuuna gupektnsHoctn MIK B nyH-
KTax, KacallMxcs MpaB MauueHToB.
B crapon pepakummn 3akoHa PC (A) ot
18.04.2000r (ct.5) ObINM cneumnanbHO
OroBopeHbl 0653aHHOCTU rpaXaaH B OT-
HOLLEHNV MNpPOUNaKTUKN HaCneacTBEH-
Hon nartonorun. [locnoBHo: «IpaxpaHe
06513aHbI: @) 3a00TUTLCSA 1 HECTU OTBETC-
TBEHHOCTb 3a CBOE 3[0pPOBbE, a TaKke
3a 300pOBbE CBOEro MoToMcTBa; 6) npu
HanNMuuM B pody WM CemMbe Hacrneac-
TBEHHbIX 3ab0neBaHU, MPUBOAALLMX K
WHBanuMOHOCTU N CMEPTHOCTU, CBOEBpe-
MEHHO obpalatbCcsi B MeOMKO-TeHETU-
YecKylo cnyx0y; B) BbINONHATb Meau-
LUMHCKMEe npegnucaHus U pekoMeHaauum
no npenynpexaeHno poXxaeHus OeTen
C HacnencTBeHHbIMK 3aboneBaHuAMN
[9]. B HoBow pepakumm 3akoHa PC(A)
ot 16.09.2003 r. HeT cTaTbn 06 06si3aH-
HOCTSIX, O[HAKO MOSIBUIINCH MOMOXEHUS,
rapaHTypyroLLme 3alimTy npaB rpaxaaH.
B cr4 «[lpaBa rpaxgaH» roBOpuTCS:
«paxxgaHe B pamkax OCHOB 3akoHoda-
TenbCTBa 06 OXpaHe 3[0pOBbS rpaxaaH
W roCy[apCTBEHHBIX rapaHTUI OKa3aHusi
OecnnaTtHOM MeAMUMHCKOW MOMOLLN Ha-
CerneHno MMEKT NpaBo Ha: a) camoCcTo-
sATenbHoe pelweHne o6 obpaleHun 3a
ME[MKO-TeHETUYECKON  KOHCYynbTauuen
N NpOBEeAeHUN NPOUNAKTUHECKUX Me-
ponpuatun; 6) nonyvyeHve OT Meau-
LUMHCKNX pabOTHWKOB CBOEBPEMEHHOM,
NnormHoMn n OOGBLEKTUBHOW WHOPMaLUn
0 HeobxoaMMOCTN NpPOUIaKTUYECKON
N ne4yebHO OMArHOCTUYECKOW MOMOLLM,
nocneacTBUsix oTkasa OT Hee; B) Mony-
YeHune NponnakTNYeCKon NOMOLLM C Lie-
Nblo NpenynpexaeHns HacneacTBEHHbIX
3aboneBaHuin y MOTOMCTBA U POXAEHUS
JeTell C BPOXAEHHbIMY MopokaMu pas-
BUTWSI; T) COXpaHeHUs1 B TaliHe WHAOop-
MaLMmM O COCTOSIHUM 300POBbS, AnarHo3e
N UHbIX CBEAEHUN, NOMyYeHHbIX Npu 06-
cnefoBaHUM U neveHuu; a) GecnnaTtHoe
obcneposaHue [10].

CoumnanbeHble acnekTbl OuoaTu4yec-
KMX NpobremM reHeTuyYecKUx TEXHOIOrui
obcyxganucb Ha MexayHapogHoOM ce-
MuHape «Pa3ssutne 6noatukm B Pecny6-
nuke Caxa (AkyTtns)» (2005 r.) ¢ yyacTu-
em akcneptoB HOHECKO, dwunocodos,
npegcraBuTenen 3aMHTEpPECOBaHHbIX
MUHUCTEPCTB M BegomcTB. B 2006 r. B

Pecnybnuke Caxa (AkyTusa) 6bin co3gaH
nepBblii NOKanbHbIN 3TUYECKUN KOMUTET
npn AHL, KMIN CO PAMH, uenbto koTo-
poro €BMSETCA 3TUYeckas 3JKcnepTm3a
MPOTOKOIOB Hay4HbIX WCCNELOBaHWN C
yyacTMem 4ernoBeka B KayecTBe OOb-
eKkTa uccrnegoBaHusi. bbina nposegeHa
aTmyeckas akcrneptnsa 38 NpPOTOKOMNOB
Hay4HbIX nccrneaoBaHui, 6onbLias 4yacTb
koTopbIxX (44%) BbINORHANacb B AHL
KM CO PAMH, 16% - B PENe1 — HLIM,
11% - B PBNe2 — LIOMI1. B meHbLuem
KonuyecTBe HaydHble paboTbl npea-
ctaBnanucb n3 ®rHy «MHctutyt ago-
poBbsi», 6onbHMLbLI Ne1 M3 PC (A), MY
AMKB, MegunHctutyTa AlY. B HacTosiwee
BpeMsi Gonbluee YMcno Hay4vHbIX paboT
npeacTaBneHo  anMAEMMUONOrMYECKUMU
U MeOuKo - coumanbHbIMUM UCCrnenoBa-
HUAMK (56%), OCHOBaHHLIMW Ha aHanu-
3e MeguuuHCKOM AokymeHTauun, 15%
- paboTbl XMPYPrM4eckoro xapakrepa,
22% cocTaBunM reHeTu4eckMe uccne-
[oBaHuA. YneHbl aTMYeckoro komutera
3a0CTPSNM BHMMaHWe uccrnegoBarenei
Ha cobniofieHne OCHOBHbIX MPWHLMMOB
OVO3TUKM: MHCHOPMUPOBAHHOIO COrnacus
N KOHMUOEHUMANbHOCTU TFEeHETUYECKON
nHdpopMauun. [1Be oOLIMpHbIE HayYHble
nporpamMmbl, MNpeacTaBneHHble Ha 3KC-
nepTn3y, SBMASNNCh CKPUHUHIOBBLIMU: UC-
cnefoBaHWe 340POBbS AOMNrOXUTENEN M
NnoapOCTKOB B YCIOBUAX AKYTUN.

B 2007 r. B pamkax XV cbesga megu-
LMHCKNX pabOTHMKOB 1 06LLIECTBEHHOCTH
ObINO NpoBedeHO 3acefdaHune «Kpyro-
ro ctona» «bnoatnyeckne npobrnemsl B
COBPEMEHHOM MPaKTU4EeCKOM 30paBOOX-
paHeHun» C yyacTMem BeayLuMX crnewu-
anucToB No MeauLUHCKOW reHeTuke Me-
OMKO-TEHETUYECKOro Hay4yHOro LeHTpa
PAMH (r. Mocksa).

B HacTosilee BpemMs nepcrneKkTuBbI
pa3suTusi 6noaTtnkmn B Pecnybnuke Caxa
(AkyTuns) TakoBbI:

- B XO4e peanusauum pekoMeHgauum
IOHECKO 1 pesontoumm «kpyrroro cto-
na» Bedétca paboTa no co3gaHuio cetu
noKanbHbIX GOMNMbHUYHBIX 3TUYECKUX KO-
MUTETOB, LIENbI KOTOPLIX ABMSIETCS pe-
rynupoBaHue 3Tuyeckux npobnem, BO3-
HUKalLWMX B npouecce MEAUNLMHCKON
[esTenbHOCTY;

- Ons KoopauHaumuu paboTbl Nokanb-
HbIX 9TUYECKNX KOMUTETOB TpebyeTcH co-
3gaHue HaumoHanbHoro Komuteta Pec-
nybnvkm Caxa (AkyTnsi) no 6MoaTtuke;

- pa3pabaTbiBaeTcs HOBas KOHLeNUms
B 34paBoOXpaHeHnmn AkyTrm «community
genetics» - counanbHasa reHeTuka, pery-
nvpytoLLas NpoLEecchl BO3OENCTBUSA reHe-
TUYECKMX TEXHOMOIUA Ha MpakTU4Yeckoe
30paBOOXpaHEHNE C aKLEeHTMPOBaHUEM
BOMPOCOB 00pa3oBaHUsi HaceneHusi u

MeauUMHCKUX paboTHMKOB B obnacTu re-
HETMKM YeroBeka.

Takum 0b6pa3oM, MOXHO KOHCTaTUpO-
BaTb, YTO BMO3TMKa Kak HOBOE Hay4yHoe
HanpaBsneHve nomny4una passuTue B
Pecnybniuke Caxa (AkyTusi) B xoge npak-
TUYECKMX MEXaHM3MOB peanu3aumm eé
OCHOBHbIX MPVHLMMOB.
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