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OcHoBHOM  3apjayent  MeauKo-reHe-
TUYeCcKOW CcnyxObl perMoHa SABNSHOT-
CA npodwunakTuka HacneaCTBEHHbIX W
BPOXAEHHbIX 3aboneBaHuin U CHUXEHNE
CMEpPTHOCTU U MHBaNUAHOCTW.

HecmoTpsa Ha 3HaumTenbHble ycne-
XW, OOCTUrHyTble B obnactu amarHoc-
TUKN HacneAcTBeHHbIX 3abonesaHui,
OCHOBHOW XapaKTepPUCTMKOW MOCINELHUX
npogornkaeT ocTaBaTbCA TAXenoe Te-
YeHue, nporpeccupyoliee yxyaleHue
COCTOSIHWS iaXke NPV NPOBEAEHMN afek-
BaTHOW Tepanuu. Hanbonbliee BHMMa-
HVMe cenyac NpvBMeKawT BO3MOXHOCTU
ux npegynpexaenus. [Npodumnaktuka
W OuarHoctvka HacneaCTBEHHOW naTto-
norum  [OCTUrarTCs  OCYLLECTBIIEHVEM
crnegyoLwwmnx OCHOBHbIX MNOOXOAOB: Me-
OVIKO-TEHETUYECKOE KOHCYNBTUPOBaHUE,
npeHaTanbHas AMarHoOCTVKa, MacCcoBOe
CKPVHUPOBaHNE HOBOPOXAEHHbIX Ha Ha-
cnegcTBeHHble 6onesHun, aucnaHcepusa-
LMs, BKMOYaoLWas npocrneKTMBHOE KOH-
CynbTMPOBaHME CEMEN BbICOKOrO pucka
N aKTVBHOE BbISIBIIEHME reTepPO3UrOTHbIX
HOCUTEnewn MyTaHTHbIX FEHOB, KOHTPOIb
3a MyTareHHbIMU hakTopamu OKpy>Kato-
wen cpeabl (C.N.Kosnosa, 1987).

OcyLlecTBneHne reHeTUYecKoro KoH-
CynbTMPOBaHUA, MNpOBeAeHMe Ha  ero
OCHOBaHUN MNPOUNAKTUYECKMX MepOor-
pUATUIA BO3MOXEHbI HA MeOMKO-TEHETU-
Yeckue yupexaeHusi, pabota KOoTopbIX
B Poccun permameHTupyeTcs npuka3om
M3 P® Ne316 ot 30.12.93 1. n opraHu-
3yeTcs Ha Tpex YPOBHSX: hefeparnbHOM,
pernoHansHOM  (MeXpervoHarnbHbIi) 1
parioHHOM (rOpPOACKOWA).

OpraHusauns nepBoro caMocTosTenb-
HOro MeauKO-reHeTU4eckoro kabuHeta c
10 wTaTHBIMX edvHULaMn Havanacb B
mapTe 1989 r. rnaBHbIMK cneumanucTa-
mu lN'ypbeBori Pavcon CemeHoBHOW, pu-
ropbeBoi AHTOHMHOW HwukonaeBHOM W
MuHuctpom M3 AACCP MecTHUKOBBIM
MBaHom VBaHoBuYyem. [lomellueHne co
BpeMeHeM ObIno BblAENEHO (COBMECTHO
C OHKOIOrMYeCKUM OUCMaHCEPOM HOBOE
30aHne obLexunTma cTpouTenen) n onpe-
[JerneHo ronoBHOE MefdyyYpexaeHme — ro-
poAckas KnuHuyeckast bonbHuua um. C.
OpAaxoHukmnase.

MepBoii 3aBeaytoLLen Obina Ha3Have-
Ha OMbITHLIN Bpay-nabopaHT, B NPOLLUIOM
akywep-ruHekonor Pakuna  KaiomoBHa
AdpaHacbeBa. P.K. AdpaHacbeBa cpasy

HOINoBULIbIHA AHHa HukonaeBHa — K.M.H.,
Bpay-reHeTuK BbicLen ksanud. kateropun Pb
Ne1-HLM, 3aB. na6. AHL, KM CO PAMH.

A.H. HoroBuubiHa
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CAXA (SKYTHS)

onpegenuna, 4to 6e3 xopowen nabo-
paTopHoi 6a3bl MeLuKo-reHeTndeckas
KOHCYNnbTauusi He CMOXeT ObITb caMo-
CTOATENbHON  CTPYKTYPHOM eOuHULIEN.
OHa 3a KOpOTKOEe BpeMsi opraHusoBana
npueMm OGonbHbIX, 6bINO NprobpeteHo
Heobxogumoe nabopatopHoe obopyno-
BaHWe, MOCTPOEH CTepurbHbIN 6oKe Ang
nocagku LMTOreHeTM4eckoro matepmana.
Yepes Hegonroe BpeMs NOCre OTKPbITUSA
kabuHeTa Havyanu paboTy Guoxmmuyec-
KW OTAen, a 3aTeM U LUTOreHETUYECKUIA,
NOCTENEHHO MPOLUM NOArOTOBKY Creuu-
anucThbl.

C 1991 r. Obin HanaxeH CKPUHWHI
HOBOPOXAEHHBLIX Ha (PEeHUNKETOHYPUIO
TecTtom aTpn GUOXMMUKOM BeTOoLLKMHOM
H.A. n nabopaHtom MyxameassaHoBow
H.B. B nepBble rogbl oxBaT Oblfl HEBbLICO-
kM — 40-60%, HO OH NPOBOAUICHA UMEH-
HO B TeX parnoHax, rae ato 3abonesaHue
MOXET BCTpevaTbCs, T.€. MNpeuMMmyLlec-
TBEHHO CO CIaBSHCKMM HaceneHuem:
HeptoHrpn, MupHbin, AngaHd, JleHck, T.
Axytek. B 1992 r. B n. YynbmaH 6bina Bbl-
sIBMEeHa nepBasi HOBOPOXAEHHas C de-
HUMKETOHypuen. bbinm oveHb Gonblune
CMNOXHOCTU C rocnuTanusaumnein 6onbHoMn
B pecnybnukaHckoe oTAeneHue OeTCKon
HEBPOMOrMM U1 3aka3oMm crneunuTaHus,
TakK Kak B TO BpEMS Maro KTo 3Han npo
370 3aboneBaHne, 0cOBGEHHOCTU ANEeTNU-
TaHusa. 3710 66K 90-e roabl, Koraa 6binu
paspyLUeHbl CBSI3N He TONMbKO B MeauLm-
He, HO 1 BO BCEM YKMNaae XMWU3HWU CTPaHbI.
Torga e Havanacb QUarHoCcTMKa Xpomo-
COMHOW natonoruu, kotopas 6bbina He-
06XooMMbIM 3BEHOM ANsi MEeLUKO-TeHe-
TMYECKOro KOHCYNbTUpOBaHus. MepBbiMu
UMTOreHeTnkamu
Obinn Tapckas
Jlapuca Apkagb-
eBHa u Padaun-
noe Yarbin Agto-
MOBUY, KOTOpble
BNocrnencTBuu
NPOAONXUNNY
cBoe obpasoBa-
HMEe B acnupas-
Type Mepguiko-
reHeTU4eckoro
Hay4YHOro LEeHTpa
r. MockBbl.

Mepguko-re-
HeTu4yeckas
KOHCyNnbTaUMNs
C nepBblX AHeWn
CBOEW paboTbl
pyKoBOACTBOBa-
nacb npukasamm

n MHCTpyKumamm M3 P® no megumko-re-
HeTn4eckon cnyxbe kak eAuHCTBEHHas B
pecnybnuke n yHKUUM CBOM cTapanacb
BbIMOSHSATH Kak pecnyOrnkaHCKoe y4pex-
OEHUe, XOTS OTHOCWMachb K rOPOACKOMY
3apaBooxpaHeHunto. C 1993 r. koHcynbTa-
uus 6bina NnepeBefeHa nog, pykoBOACTBO
BHOBb OpraHn3oBaHHoro LieHTpa oxpaHsbl
mMaTtepuHcTBa 1 getctea (LOMu[). Beino
ocHalleHue Y3M-annapatom 1 nogrotos-
neH Y3-cneumanuct Mo npeHaTanbHon
AnarHoctuke [yrnac Hatanbs VBaHoB-
Ha, pacumpunu paboty ¢ 6epeMeHHbIMN.
B 1996 r. KoMUTETOM >XEHLUUH U OeTen
PC(A) 6bino BblgeneHo duHaHcMpoBa-
Hue nabopartopuun «enbdus» PUHCKoro
NPOU3BOACTBA MO CKPVMHUHTY Ha BPOX-
OEHHBIN  TMNOTUPEO3 HOBOPOXAEHHbBIX,
onpeferneHuss TrOpPMOHOB  LUMTOBUOHOMN
Xenesbl, MOMOBbIX FOPMOHOB U BMOXK-
MUWYECKOro CKpUHMHra 6epeMeHHbIX Ha b.
[ayHa, TsKenble MOPOKN Pas3BUTUSA LiEH-
TpanbHON HEPBHOW cUCTeMbI. ATO Aano
3HaYMTENbHOE MOBLILLEHNE YPOBHS Me-
AVIKO-TEHETUYECKOTO KOHCYNBETUPOBaHMS
B pecnybnuke.

CnoXHOCTb AMarHOCTUKM BOrMbHbBIX C
HacneacTBeHHOW natonorvent Tpebosa-
na MOBbILEHNSA YPOBHS KBanudumkaumm
Bpayen-reHeTNKoB, 3acTaBrisifna uckaTb
NnoaaepXKy y konner u3 denepanbHbixX
LEHTPOB MEeOUKO-TEHETUYECKON  CITyX-
Obl. Obpawanncb BO MHOrMe LEeHTpbI,
HO camoe 60MbLUOe NOHNMaHUe Hanu B
TomckoM Hay4YHOM LeHTpe — Yy JTioaMunbl
MaenoBHbl 1 Ceprest AHapeeBnya Hasa-
peHko n aumpektopa HUW megmumHckon
reHetnkn 1 THL CO PAMH Banepus
MaenoBu4a My3bipeBa. C 1993 r. MbI Mo-

Hay4HbIi KOHCYNbTaHT oTdena MonekynspHon reHetukmn AHLL KM CO
PAMH akagemuk PAMH MMysbipes B.I1. (TpeTuin cnesa), A.6.H., npodec-
cop HasapeHko C.A. (mATbI cnesa) u Ap. C Hay4YHbIMU COTPYOHUKaMMU
OMT". KoHdpepeHuusi B Mockse, 2003 1. HOSIGpb



Mpuesn HayyHoro koHcynbtanTa 3.K. XycHytauHoBOW,

neto 2003 r.

nyyanu y HUMX OTBETbI Ha BCE BOMPOCHI:
KOHCYNbTMPOBaHUE CHOXHbLIX OOMbHbIX,
ObICTPOE BbIMOSIHEHME aHanM30B, €crnn
y Hac nepeboun C peakTMBaMu, UM KOH-
TpONnb, €CNW y Hac €CTb COMHEHWUS,
OecnepebonHasi MOAroToBKA HECKOSb-
KX [OEecATKOB ChneumanuctoB, koTopast
NPOAOIPKAETCA M B HacTosilee Bpemsi.
BonbLuyo nogaepkky Halnm Mbl Y HAX U
B MpOBEAEHNM Hay4HO-UccrnegoBaTesb-
Ckux paboT No MeOMLMHCKOW TeHeTuke
B pecnybnuke. [lepBble MacliTabHble
Hay4Hble WCCreaoBaHUsl MO M3YyYEHUHO
rpy3a HacrneACTBEHHbIX U BPOXOEHHbIX
3aboneBaHuii Gbiny NpoBeaeHbl B 1994 T
cotpygHukamun HAW megmumHckon reHe-
Tkm CO PAMH npu yyactum Bpaden-re-
HETUKOB Hallero MeauKo-reHeTU4ecKoro
kabuHeta u npogosrmkeHbl B 2000 r. npu
bmHaHcoBon nogaepxke NpasutenscTea
Pecnybnukn Caxa (Akytusi). B pesynb-
Tate uccnefoBaHun Obinv  MOMyYeHbl
OaHHble N0  OTAroLWEHHOCTU MU pas3HO06-
pasuio rpysa HacneacTBEHHOW naTono-
TN B YETbIPEX CENIbCKOXO3SNCTBEHHbIX
ynycax pecnybnuku, no 3KOnornyeckum
NoCneacTBUSAIM 3arpsi3HEHUsI  OKpY»Katko-
el cpedbl. ATU AaHHbIe Nocnyxunu 6a-
30BbIM MaTtepuanomMm Ans NpoAoSHKEHUs
N [anbHenLero paclmMpeHns Hay4vHbIX
uccrnefoBaHuii B pecnybnuke.

B 1998 r. cocTosAnochk OTKPbITUE HO-
Boro 3gaHusa LIOMu[, B koTOpOM, no
npukady M3 P® Ne316 ot 30.12.1993 r,
npegycmartpuBanacb U MeguKo-reHeTu-
Yyeckas KOHCymnbTaumsi Co LWTaTHbIM pac-
nucaHveM. Y Bpayen meanko-reHeTu4ec-
KOro kabuHeta yxe Obln XxopoLuii onbIT
paboThbl 1 B KINMHUYECKOW, 1 B Nabopatop-
HoW reHeTuke. Mpuwnmn monoable cneumn-
anuctbl: MakcumoBa H.P., CyxomscoBa
AJl., ®epopoea C.A., lypuHoBa E.E.,
Maenoea K.K., MNaesnoea T.4. n ap. Mog-
roToBKa CneuuanvcToB npoBoamnack Ha
MecTHOM pabouen 6a3e u npoporxeHa
Ha kadedpax MocneaunyioMHON Moaro-
TOBKW MO MeANLUNHCKON reHeTuke B Moc-
kBe, Tomcke, CaHkT-leTepbypre, Yde.
Yxe ¢ 1999-2000 rr. 6binn 3anyLueHbl B
paboTy HoBble Ans pecnybnuku meau-

LIMHCKME TEeXHONOrMu: MHBa3uB-
Has npeHaTanbHasi AMarHocTu-
Ka XPOMOCOMHbIX 1 MOHOF€HHbIX
3aboneBaHuit, [OHK-gnarHoc-
TUKa MOHOreHHbIX GonesHeli. B
Te BpeMeHa B MeLMKO-TEHETU-
YECKMX KOHCYnbTaUMsiX AOpyrux
PErnMoHOB AaHHble ANArHOCTUKM
B MpPakTUYecKoW MeguuuHe Ha
GecnnaTtHOM OCHOBe He mpo-
Bogunucb. OHM npoBoOAUNUCH
TONbKO Ha 6a3ax Hay4Ho-uccne-
[OBaTenbCKUX WHCTUTYTOB, SIB-
naABLIMXCS hegepanbHbIMU LEH-
TpaMM MeOULUHCKON TeHeTUKU
P®. B TOM, 4TO OHM CTanu NPUMEHSITLCA
y Hac, ecTb Gonbluas 3acnyra Bpaya-re-
HeTuka CupgopoBoin OkcaHbl [aBpubeB-
Hbl U Bpader-nabopaHToB [lectepeson
EneHbl JIbBOBHbI, ®egopoBoit CapaaHbl
ApkagbeBHbl, KoHoHoBon CappaaHbl Ko-
HOHOBHbI. 3a 10 neT TOnbKO WHBA3UB-
HbIMM MeTogammu Obino NpeaynpexaeHo
poxaeHve cabiwe 100 6onbHBIX C Xpo-
MOCOMHOM W MOHOFeHHOW NaToNornen.
370 3HauuT, 4to Gonee 100 cemen no-
TNyYUnM BO3MOXHOCTb pOAMUTb 300POBbIX
OEeTen, CHU3WUNMICA NPOLEHT UHBaNMOHOC-
T U MNageH4YecKon CMEPTHOCTU B pec-
nybnuke.

B pesynbrate HeoHaTanbHOroO CKpu-
HUHra BbISIBNEHbI B Nepuoae HOBOPOX-
OEHHOCTU M MOoNy4aroT fieYeHne ¢ BPOX-
AeHHbIM runoTupe3oM — 31 pebeHok, C
heHNnKeToHypuen - 3, agpeHoreHuTanb-
HbIM CUHOPOMOM -2, ranakro3emuemn-2
pebeHka. [leTh c oveHb TskenbiMu 3abo-
neBaHNsiMM OOMeHa BEeLLEeCTB MOny4unm
BO3MOXHOCTb BbIpacTl C HOpMasbHbIM
YPOBHEM WHTENNEKTYyanbHOro M Momo-
Boro passutusa. OBy4veHbl 1 paboTtatoT
Bpauu-reHeTMkn B ropogax HeptoHrpu,
Buntoricke, nNoBbILIAETCA YPOBEHb Me-
ONKO-TeHETMYECKMX 3HaHWA NeguaTpoB,
aKyLlep-rTMHeKonoros, HEBPOMaToOoroB
n ap.

OnbIT paboTbl MeAMKO-TEeHETUYECKOWM
KoHcynbTaumm  PBNe1-
HLUM ©n npoBeaeHHble
Hay4Hble MeOUuKO-TeHe-
TUYECKMe nccrnenoBaHns
B pecnybnvke gokasanm
HeobxoauMOoCTb yBe-
nu4eHns Konu4yecTea
crneunanucToB no megu-
LIMHCKOW TeHeTuke, noa-
rOTOBKW HAy4HbIX KaAPOB,
nposeaeHuss pyHOaMeH-
TanbHbIX HayYHbIX WC-
cnegoBaHuint B obnactu
reHOMUKN 4eroBeka, U
OCTPYK  HY)XOaeMOCTb
HaceneHusi pecnybnuku
B MII@HOBbLIX Mpodhmnak-

TUYecknx meponpuatTnax  HLM. 2002 r.

2’ 2009 e

C LeNnbl CHWXKEHUSI Tpy3a HacneacTBeH-
HOW 1 BPOXXOEHHOW NaTosornu.

HoBbIM 3TanoM B pasBUTUU MeOUKO-
reHeTnyeckon cnyxbbl B pecnybnvke
cTano cosgaHue SKyTCKOro Hay4yHoro
ueHTpa PAMH n MNpaeutensctea PC(A)
(Yka3 TlpesngeHta PC (A) Hukonaesa
M.E ot 30 mapta 2001 r. Ne1376 “O
co3gaHnM FAKYTCKOrO Hay4yHOro LeHTpa
PAMH wn MpasutensctBa PC(A)”) (c ae-
kabps 2008 . AKyTCKMIA Hay4YHbIA LIEHTP
KOMMMEKCHbIX MeOULUMHCKMX npobnem
Cubupckoro otgeneHus  Poccuiickon
akagemum Hayk), B COCTaBe KOTOpPOro
Obin NpegycMOTpeH OTAen MOrekynsip-
HON reHeTukn. OTKpbITUE Hay4yHOro OT-
Jena MeguumMHCKON reHeTUKM No3BonsieT
BblIOpaTh NEPCMNEKTUBHbIE HanpaBrieHUsi
Hay4HbIX MccrefoBaHui ans pecnybnu-
KW, MOMNoAblM Bpavam-reHeTukam - pea-
N30BaTh CBOM BO3MOXHOCTU B HAay4HbIX
UCCnefoBaHnsaX, AN NPakTUYECKON Me-
OVLIMHBI — BO3MOXHOCTb ObICTPOro BHEA-
pPEHVS M3 HayKM B MPaKTUKY HOBEMWLLUUX
DOCTMKEHNI MEOULIMHCKON FreHETUKMN.

OTtgen monekynspHon reHetukn AHLL
KMIMT CO PAMH cocTtouT 13 3 Hay4Ho-Uc-
cnepoBaTenbCkux nabopaTtopuii:

- HacneacTBEHHON NaTonoruu;

- MOIEKYIAPHOW reHETUKMY;

- NONYNALUNOHHOW reHETUKMN.

OCHOBHbIE HarnpaBneHns Hay4YHO-uC-
cneposatenbckon pabotel B OMIT AHL
KM CO PAMH:

1. VI3y4eHne 4acToTbl U CnekTpa BPpOX-
OEHHOWN naTonornv, HacneacTBEHHbIX U
MynbTUakTopranbHbix GonesHen y Ko-
peHHbIX HapogoB PC(A).

2. MonekynsipHo — reHeTu4eckue uc-
CrnefoBaHUsA MOHOMEHHbIX HacneacTBeH-
Hblx OonesHen, Hanbornee pacnpocTpa-
HeHHbiX B PC(f), ¢ uenbto paspaboTku
MEpPOMNpUATUIA MO CHWXKEHUIO Tpy3a Ha-
CneaCcTBEHHOM NaToNorMm B pernoHe; on-
TuMmnsaumnsa nogxogos OHK-guarHocTukm
3TUX GonesHen; nsydeHne GUOITUYECKUX
BOMPOCOB MEAMKO-FTeHETUYECKOTO  KOH-

[op oTKpbITUS oTAena monekynspHow avarHoctukn AHLL KM
CO PAMH Ha 6a3e meanko-reHeTu4eckon KoHcynsTaumm PBNe-
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B r. Knoto (Anonus) Ha mexpyHapogHom cumnosunyme HUGO

XycHytamHoBa 3.K. u MakcumoBa H.P. 2005 r.

CYNbTUPOBaHNA B CEMbSIX C Hacrnepc-
TBEHHOWN MaToNnormen.

3. leHeTuKo-anuaemunonoruyeckne 1
MOIEKYNSAPHO-TeHETUYECKUEe  UCCINEeao-
BaHWSI PedKUX HacneACTBEHHbIX CUHA-
pPOMOB, BCTPeYaloLMXCs B MOMyNsAUUSX
KopeHHoro HaceneHust PC(A).

4. MonekynspHo-reHeTu4eckoe Wusy-
YeHne HEeKOTOpbIX MyNbTUdaKkTopuarns-
HbIX GOnesHen, BbISIBEHUE FeHeTU4ec-
KNX MapKepoB «pucka» 3Tux bonesHen y
KopeHHoro HaceneHus PC(A).

5. MonekynspHo-reHeTu4eckune nccre-
[OBaHWS CTPYKTYpbl reHohoHAa KOPEH-
HbIX Hapogos PC(A), nx nponcxoxaeHus,
3BOMIOLMM U FEHETUYECKOro PoACTBa.

Takvum obpasom, B Pecnybnuke Caxa
(AkyTusa), OGnarogaps GnaronpuATHbLIM
MaTtepuanbHO-TEXHUYECKUM  OOCTUXE-
Huem (BBegeHue B cTtpon LIOMuA) un
NoaAepXKe CO CTOPOHbI PYKOBOASLLMX
opraHoB, B OTHOCUTENbHO KOPOTKUIA CPOK
Gbina opraHM3oBaHa KOHCyMbTauMs Me-
anumHckon reHetukn PBNe1-HUM M3
PC(A), Ha 6a3e koTopoli B 2002 r. OTKpbIT
Hay4HbIVi OTAEN MOMNEKYNAPHOW reHEeTUKM
AHL, PAMH, yto, 6e3ycrnoBHo, siBNsieTcs
3KOHOMMWYECKMN BbIFOAHbLIM LLIArOM Kak Ans
HayKu, Tak ¥ Ans NpakTU4eckon Mmeauum-
Hbl pecnyo6nmKu.

OCHOBHbIe pe3ynbTaTbl Hay4YHO-MCCre-
JoBaTenbCckol paboTel OTAena Moseky-
napHon renetukn AHLL KM CO PAMH
3a 2002-2008 rr.:

— BeisiBneHo, 4to: yactota Hacnepc-
TBEHHbIX OOMNe3Hen B CenbCkMX Monyns-
umsix pecnybnuvkm PC(A) conoctaBuma ¢
POCCUIACKMMU pervoHamu; pasHoobpasve
MeHOEeNVpYoLLLe NaTonormm y cenbckoro
HaceneHus B PC(A) npeBbiwaeT poccuii-
ckve 1 cnbupckre nonynsaumm.

— Co3pgaH PecnybnukaHckuin reHe-
TUYECKUN PEerncTp HacneacTBEHHOW U
BPOXOEHHOW naTtonoruy;  paspabota-
Hbl HOPMaTUBHO-NPAaBOBbLIE [AOKYMEHTbI

MeOnKo-reHeTU4YeCcKon

cnyx6bl PC(A);  opra-
HM30BaHa  Mmartepuvarnb-
HO-TEeXHMYeckas basa

ans pabotel otAena Mo-
NEKYNSIPHON  FEeHETUKN,
NOAroTOBMEHbl Hay4Hble
Kagpbl, YCTaHOBMEHbI
HayyHble CBHA3M C pec-
ny6rnMKaHCKUMKN  yupex-
OEHUSMU, POCCUMACKUMU
n 3apybexHsimn HUWN,
pa3paboTaHbl OCHOBHbIE
HanpaBneHns nepcnek-
TUBbI Pa3BUTUS MeOUKO-
rEHETUYECKON CNyXObl.
MpoBepeHbl  dyHAa-
MEHTarnbHble  Hay4Hble
UCCNefoBaHNA  HayYHbl-
Mu coTpygHukammu OMI.
Haunbonee 3HaumTenbHble 13 HUX: Cyxo-
msacoBor A.Jl., K.M.H., 3aBegyoLlen me-
[OMKO-TEHETUYECKOIN KOHCynbTauven, 3aB.
nab. nonynaumMoHHon reHeTukn OMI™ nsy-
YEHO, YTO PacnpOCTPaHEHHOCTb MWOTO-
Hunyeckon guctpodum (M) B PC(A) co-
ctaBnset 10,3 Ha 100 Tbic. HaceneHus;
MJ, ¢ BbICOKOW 4aCcTOTOW BCTpeyaeTca y
SKYTOB C NPEMMYLLECTBEHHbIM Hakonne-
HWEM B BUITONCKOWN U LeHTparnbHON rpyn-
ne ynycoe (pacnpocTpaHeHHocTb 21,3
Ha 100 TbiCc.). YcTaHOBMNEHa KNuMHU4ec-
kas BapuabenbHocTb M[ ¢ pa3HbiM BO3-
pacTtom Havana, TSXeCTU KIMHUYECKUX
opM, C BHYTPU-, U MEXCEMENHBIM NOMK-
Mopdun3MomM. [inarHocTMpoBaHbl crnyyau
BpOXOeHHon copmbl ML; B cembsax C
M[ 3apernctpupoBaHbl HU3KMUIA YPOBEHb
pOXOAEeMOCTU 1 BblCOKasi YyactoTa nato-
NOrNYecKMX McxodoB GepeMeHHOCTEN 1
paHHeW AeTckon cMepTHocTu. Paspabo-
TaHbl NOAXOAbI K AUArHOCTUKE U MEAMKO-
reHeTU4ecKoMy KOHCynbsTupoBaHuio M B
PC(A), cosgaH permctp 6onbHbix M.
[MaBHbIM  Hay4YHbIM  COTPYAHMKOM
OMI k.M.H. MakcumoBon H.P. BbisiBreHo,
YTO MPUYMHOW HacneaCTBEHHOW HU3KO-
poCrnocTN Yy SKYTOB SBMSIETCH PeaKui
3-M cuHgpowm. Yactota 3-M cuHgpoma B
akyTckor nonynsuum 1:8700. KnuHuyec-
Kve gaHHble 6onbHbIX sKyToB ¢ 3-M cuH-
OPOMOM CXOfHbl C OMWCaHHbIMW paHee
3apybexHbiMy nccriegosaTensmMu, 3a uc-
KIno4YeHneM OUCTpecc-cMHApOMa y HOBO-
POXOEHHbIX Y HU3KOW YACTOTOW KOCTHOW
natonorun.  MonekynsipHo-reHeTu4ec-
kas npuyuHa 3-M cuHgpoma B SIKyTCKOW
nonynsiuum — eAuHCTBEHHas MyTauusi
4582insT B reHe CUL7. YacToTa retepo-
3UroTHOrO HocuTenbcTBa MyTauum 4582
insT B reHe CUL7 — 3%. OHK-anarHoctu-
ka 3-M cnHgpoma B SKyTCKOM NOonynsuunm
No3BOMSIET MPOBOAMTL [AOPOAOBYH MO-
NEKyNspHO-reHEeTUYECKY0  AUarHOCTUKY
B OTAMOLLUEHHbIX CEMbSIX, @ BbIABIIEHNE

reTepo3nroTHOr0 HOCUTENbLCTBA MyTaLun
4582insT B reHe CUL7 aBnsieTca addpek-
TUBHbIM METOAOM NPOGUMIAKTUKA MOHO-
FEHHOW MaTonorMn B SKYTCKOW MOMyns-
ummn. OcbopmneH nateHT PP Ha «Cnocob
OHK-guarHoctukm 3-M cuHgpoma B SKyT-
CKOM nonynaummy». AKYTCKUN CUHOPOM
HM3KOpPOCNOCTM BHeceH B basy gaHHbIX
OMIM kak cuHoHUM 3-M cuHgpoma.

depoposont C.A., a4.6.H.,, 3aB. nab.
MOIEKYNSIPHON  TEHETWKW,  BrepBble
npoBeAeHO  MCCNedoBaHWEe CTPYKTYpbI
reHodoHga HapodoB AKyTUM (SKYTbI,
9BEHKM, 3BEHbI, lOKarnpbl U JOMraHbl) Kak
LIeNOCTHON CUCTEMBI C UCMONb30BaHNEM
OLEHKM TeHeTM4ecKoro pasHoobpasus
muToxoHapuansHon [AHK, Y-xpomocombl,
ayTOCOMHbIX Alu-MHCepunin 1 BbICOKOMO-
numopdgHoro yvactka (CTG)n-nosTopoB
DMPK-reHa. Ha ocHoBaHUM AaHHbIX 00
M3MEHYMBOCTU JIMHWUA MUTOXOHApUAsb-
Hov [IHK 1Y xpomocombl B nonynsumsix
AKyTun nomnyyeHbl geTanbHble XapakTe-
PUCTUKM CTPYKTYpbl reHOOHAa KOpPEH-
Horo Hacenenuss PC(A). OnpepeneHo
COOTHOLLIEHVME 3anafHo- 1 BOCTOYHOEBpa-
3unckmux nuHnin MTOHK n Y-xpomocomel
B reHodoHgax HapogoB AKyTuw, npo-
Be[eHbl OLEHKM YPOBHSI FEHETUYECKOro
pa3Ho0obpa3nst U CTENEeHN reHEeTUYECKon
anddepeHumaumm Nonynauun permoHa
B uenom. lNpoBeageH aetanbHbli duno-
reorpacpyeckmii aHanm3 MaXkopHbIX rarn-
norpynn C n D5a2 mutoxoHapuanbHon
OHK n rannorpynnel N Y xpomocomsl.
lMonyyeHbl HOBble AaHHblE MO Pa3HOO6-
pasuio TMNOB MUTOXOoHApuanbHon [OHK
13 ApeBHUX norpebeHun FAkyTnn anoxm
CpedHEeBeKOBbS WM MO3OHEro Heonwuta.
YcTaHOBMEHO nonoxeHne reHodoHaa
HapoaoB AKyTuM B cucteme reHohoHA0B
nonynsuuin cocegHux pervoHoB. [lony-
YeHHble [aHHble CYLIEeCTBEHHO [OOmMor-
HSIOT W PacLUMpSIOT MPEeACTaBeHUs O
nyTAX MUrpauum nonynsiunin YenoBeka u
obuel kapTuHe 3aceneHnst Cesepo-Boc-
ToyHOW EBpasuu.

Monogbimu yYeHbIMU-TEHETMKaMM
Hukonaesonn W.A., ConosbeBoi H.A.,
BapawkosbimM H.A., Oanunoson A.Jl.,
KyptaHoBbiM X.A., Bapnamosoni M.A.,
Maenoson K.K., lN'ypuHoson E.E. paspa-
6aTblBalOTCA akTyarbHble TEMbI MO reHe-
TMKE MHOrodakTopHbIX  3aboneBaHui,
NCUXOMNOrMYECKMM U COLMarbHO-3KOHO-
MU4ecKkMM npobnemam cemen ¢ Hacneac-
TBEHHbIMW 3a00NeBaHNAMM.

Takum obpasom, cnyctsa 20 net nocne
OTKpbITUS B pecnybnuke kabuHeta me-
OVLMHCKON FeHEeTUKN, cerogHsi pabortaet
KOMNMMEKTUB MEeOULIMHCKMX FEHETMKOB, KO-
TOpble MMEKT CONMUAOHbLIA ONbIT KIUHK-
YeckoWl M uccrnegoBaTensckon paboThl,
Kpenkue HaydHble cBA3n B Poccun un 3a
pybexom. MHoro paboTbl npegcTout



caoenatb Ham, YTobbl MOMOYb CEMbSIM C
TSKENoW HacneacTBEHHOW naTorornen,
KOTOpble AYT pearnbHON MOMOLUM Yxe
cerogHsi. [o3gpaensem Bcex C toburne-
eM MeauKo-TeHETUYECKON cnyxbbl pec-

BornbLuyto ponb B CTaHOBNEHUN 1 pas-
BUTMM MONYNSALUMOHHON MU MEAULIMHCKON
reHeTUKN B FAKYTUM ChIrpanu y4yeHble
WHcTuTyTa Guoxmmum n reHetukm YHL|,
PAH (r. Ydpba). B 2001 r. 6bin chopmu-
poBaH OTAen MONEKynApHOW FeHeTUKN
B AHL PAMH u lNpasutensctea PC(A).
Yeunuamn - gupektopa  [lenaptameHTa
no oxpaHe reHogoHaa Hapopos PC(HA)
B.N. KupunnuHon, samectutens MuHuc-
Tpa MBC PC(A) B.K. MNaenosa u M.U.
Tomckoro, ogHoro u3 ocHosatenen AHL|
PAMH n MNpasutensctBa PC(A), a HblHe
ero AupekTopa, B KayeCTBE Hay4yHOro
KoHcynbTaHTa OTgena  MonekynsipHow
reHeTuku 6bina npurnaweHa npod. 3.K.
XyCHYTAMHOBA, 3aB. OTAENOM TEHOMMUKU
WHcTuTyTa Guoxmmum n reHetmkm YHL,
PAH, uneH-kopp. AH PB, 3acnyXeHHbI
aestenb Hayku Poccunckon ®epepaumu.
B HacTosiwee Bpems IHCTUTYT Broxmmun
n reHetnkn YHL, PAH, B yactHoctn OT-
[en reHOMUKW, PyKoBOAUTENEM KOTOPOro
anseTcs Onb3a KamunesHa, - oauH u3
BeAyLUMX LLEHTPOB NOMyNSALMOHHOW U Me-
AnumnHckon reHetukn B Poccun. OcHoB-
Hble HanpasneHusi paboTbl yduMCKMX
rEHETUKOB:

* OTHOreHOMMKa HapofoHaceneHus
Bonro-Ypanbckoro pervoHa, CpegHen
Asum n KaBskasa (sccrnegoBaHue reHe-
TUYECKOW NCTOPMN HApPOJOB, NPOXUBAKO-
LLMX Ha 3TOV TEPPUTOPMMN).

* MonekynsapHo-reHeTu4eckoe Wn3y-
YeHMe pacnpoCTpPaHeHHbIX (POpM Ha-
CneacTBEHHOW MaTonorMn B Nonynsumsax
Bonro-Ypansckoro pervona.

* eHbl npegpacnonoXeHHOCTU K 3a-
BMCMMOCTW OT MCUXOaKTUBHbIX BELLECTB
(ankoronuamy, HapkomaHun).

* MonekynsipHO-reHeTu4eckoe nsy4e-
HMe MynbTMdakTopmnanbHbIX 3abonesa-
HUA 4Yenoseka (Mwemunyeckas GonesHb
cepgua, apTepuanbHasi runepTeHsus,
caxapHbli aunabeT, pacCesiHHbIA CKre-
po3, ocTeonopos, 6poHxuanbHas actma,
annepruyeckMin puHAT, pak MOSOYHON
XKenesbl, LWM30dpPEHNs, henpeccus,
ncopuas).

* [eHbl-kaHOupaTbl MynbTUaKTOpK-
anbHbIX 3aboneBaHWn B CBA3W C MHOUBU-
AyanbHOW NPOAOIMKUTENBHOCTLIO JKU3HU
(npobnemekl repoHTONOMMN).

®EJNOPOBA CappaHa ApkagbeBHa — 4.6.H.,
3aB. nab. AHL, KMIM CO PAMH.

nyGnuk1u 1 Xenaem YcCrnexoB B Tpyade,
CMNMOYEHHOCTU  KOMMEeKTUBAa, KPerkoro
30pOBbs BCEM BpayaM U Hay4HbIM CO-
TPyOHWKaM, cpegHeMy W Mnaglemy
megnepcoHany. XXenaem B3anMOMOHW-
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MaHus U B3aMMOMOMOLLN, AanbHENLLEro
OnaroTBOPHOro COTPyAHMYECTBA C Ha-
LWMMKU  KOMferamMmm U Hay4dHbIMU PyKOBO-
antenammn m3 ropogos Tomck, Ydpa, u3
AnoHum n gp.

C.A. ®egopoBa

AKYTUA- BALLKUPUA: UTOM COTPYOHUYECTBA
B OBJIACTU MOJEKYNAPHOU FEEHETUKU

* Ponb reHeTn4eckrx Mapkepos (reHoB
meTabonunama KCeHoBMOTMKOB, 3aluuLla-
IOLLMX OPraHn3M YenoBeka OT BpedHbIX
hakToOpOB BHELLHEW Cpefpbl) B MPOrHO3M-
poBaHUN 3(pHeKTOB BO3AENCTBUS OKPY-
XatoLen cpeabl Ha reHOM YeroBeka.

M3BecTHOCTb Yy4eHOro B  Hay4YHOM
MVpe co3daloT ero nocrnegosatenut u
YYEHUKM, N B 3TOM OTHOLEeHun J.K. Xyc-
HYTAVHOBA SIBMSIETCA SPKAM MPYMEPOM,
noA, ee pykoBOACTBOM 3aluuLleHo 6onee
72 kaHAMAATCKUX U 6 OOKTOPCKMX AucC-
ceptaumi. B FAkyTCKOM Hay4YHOM LIEHT-
pe KMIM CO PAMH noa pykoBOACTBOM
3.K.XyCHyTOMHOBOV MNOArOTOBMEHbI U
3awyeHbl 3 KaHAMaaTCkMX u 1 gokTop-
ckas guccepTaumm:

«Broatnyeckne npobnembl npume-
HeHns [HK-gnarHoCTMKM MOHOFEHHbIX
3aboneBaHnin B MpaKkTUKe MeAuKo-re-
HETUYeCcKon KoHcynbeTauun» (KoHoHoBa
C.K., 2004 r., cneunanbHocTb 03.00.15
- reHeTvKa)

«MonekynsapHo-reHeTu4Yeckoe uccrie-
JoBaHve WHdapkTa Muokapga B Mo-
nynaumm  akytoB» ([puropbea J1.B.,
2006 r., cneyunanbHocTtb 03.00.15 - re-
HeTuka, 14.00.06- kapguonorus)

«MonekynspHo-reHeTu4eckoe nsydeHue
HacrnefAcTBEHHOW HECMHAPOMArbHOW CeH-
COHeBpanbHOM rmyxoTbl B Pecnybnuke
Caxa (Axkytus)» (bapawkos H.A., 2007 r.,
cneumanbHocTb 03.00.15 - reHeTuka).

«OTHOreHoMMKa KOPEHHbIX HapoaoB
Pecnybnvkn Caxa (Akytus)» (Pepopo-
Ba C.A., 2008 r.,
cneumanbHOCTb
03.00.15 - reHe-

TuKa).

Havatbl nc-

crnefosaHus Mo
N3YYEHWI0 Ha-
cnencTBEHHOM
npegpacnono-
XKEHHOCTU K an-
KOronbHoOMy ncu-
X03Y Y KOPEHHOro
HaceneHmsa pec-
ny6nukm  (Kynuy-
knH C.C.), paky
MOSOYHOW Xene-
3bl  (HukonaeBa
TN.).

Bonbwy no-
MOLLib B OCBOEHUM

Tpynna no nsy4YeHno CEHCOPHbLIX CUCTEM

MeToauK, aHanmse u obcyxaeHun pe-
3ynbTaTtoB paboTbl oKasanu COTPYOHWUKM
Otgena reHomukn npodp. O.E. Myctadm-
Ha, PU. XycanHoBsa, B.J1. AxveToBa, UN.A.
Kytyes, M.A. Bepmuwiesa, J1.Y. Dxemu-
nesa, I, ®acxytomHoBa, A.B. KasaHue-
Ba, b.b. lOHyc6aes, T.P. HacubynuH.

B coBMeCTHbIX nccnegoBaHusx Brep-
Bble MOSyYeHbl CBEAEHUsI MO reHeTnyec-
KO UCTOPWUM KOPEHHOTrO HacerneHus Aky-
TWK (HOKarnpoB, 3BEHKOB, 3BEHOB, SIKyTOB
W JonraH), W3y4YeHbl reHeTu4eckne oc-
HOBbl HEKOTOPbIX HaCneACTBEHHbIX W
MynbTudakTopraneHeix 6onesHen, pac-

MNoesaka B COTTUHLbI





