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11 (IV) CBE3]l POCCUHCKOI'O OBIIIECTBA MEIUIIUHCKUX TEHETHKOB
(17— 19 mas 2000 2., 2. Kypck)

B paGore cvesna npuHsin yuactie Beaylue
reHeTHKH Poccuu, OaMXKHEro u manbHero 3a-
pyOexba. Ha nnenapHble 3acefaHus Obuiu nipes-
CTaBJIEHbI IOKJIAAbI, TEMOW KOTOPBIX ObUIM aHa-
JIN3 MEIMKO-TeHEeTHYecKoil cyxobl PD (A. X o-
1Yy H O B a), npobjieMbl TeHETUKH UeJIOBEKa
(H. b 0 4 K 0 B), B3aMoOTHOLIEHHE “TeHO-
THI—{EeHOoTHN” KaK MpoGieMa MoJIEKyJIsIpPHOI
FeHCTHKH YeJIOBEKA, MEMLIMHCKAS TeHEeTUKA Ha
nopore XXI Beka, Menuko-reHeTHueckoe 06-
pa3oBaHWe B By3e, pacluupoBKa reHOMa Yeslo-
BeKa.

B Pocennt dyHkumoHupyer 7 denepanbHbix
LIEHTPOB, 84 MEAMKO-TEHETHYECKHE KOHCYIb-
TallM, B KOTOpLIX paboTtatoT 179 spaueii-re-
HETHKOB, Gosee 160 uurtoreHeTnkos, 140 Bpa-
ueii-GHoXMMHKOB U 456 crieuManucToB Apyrux
npoduneii. [IpoBonsrtca MaccoBble 06cnen0Ba-
HUS HOBOPOXIEHHBIX Ha (EeHUTKETOHYPUIO
(vacrora 1:7122) M BpOXOEHHBIN TMIOTHPEO3
(yacrora 1:3532), ceneKTUBHBIII CKPUHMHT,
MpEHaTaIbHAsA AUATHOCTUKA, MEIUKO-TEHETH -
4YECKoe KOoHcynbTupoBaHue (6onee 130 Toicsiy
MEPBUYHBIX CeMel B Tof), AMArHOCTMKA Xpo-
MOCOMHOI1 TaTONOTUU (BbISABIAEMOCTb — 7,5—
10,0%).

Hoxnaze! GbiM MOCBAIIEHBl AHATM3Y all-
JIEILHOTO nonmMMopdu3Ma reHoB, MpeIpaco-
JIOKCHHOCTH B MOMYJNALUAX, MYJIbTUGDAKTOPH -
QTbHBIM 3200J1EBAHUAM, OTGOPY B MOMY/ISALIUSIX
yesoBeka (reHoreorpaduyeckuit aHanu3),
[CHOMHUKE YeJ0BEKa, HOBOMY B T'eHOTEpaIluu
HepBHBIX O0Ne3Hell, OHKOTeHeTHKe. brla naHa
COBPEMEHHAs OLIEHKA TeHeTHYeCKOIl OMacHoC-
TH paJMalMOHHBIX (aKTopoB y yenoseka. I1o-
Ka3aHbl BO3MOXKHOCTH KIMHUYECKOIO IIpUMe-
HCHHUS TEHONMATHOCTUKM HaCJeJCTBEHHOM
TIPEAPACTIONOXEHHOCTU K PA3BUTHIO 3TOKAYECTBEH -
HBIX HOBOOOpa3oBaHUIA.

C noxs1anom o npeHaTANILHOI IHATHOCTHKE
1 €€ ponu B Npo(UNIAKTUKE BPOXKIEHHON 1 Ha-
CJICICTBEHHOM NATOJOTMHU BBICTYIMIA TpPOd.
T.B.30on0o1yxuHa(Mocksa). [IpeHatann-
HO€ KapMOTMIIMPOBaHUE TUIONOB ¢ ¥Y3-0TKJIO-
HEHMAMH, I1aTOJ0r0aHATOMMYECKOE WCCIIENO-
BaHMe abopTycoB Moclie NpeprBaHusl 6GepeMeH-
HOCTH, a TakXe IIOCTHaTaIbHOE 00C/Ief0BaHNe
HOBOPOXIEHHOIO C KypaOelbHbIMU TIOPOKAMU
Pa3BUTHUS CIIOCOOCTBYIOT YCTAHOBJIEHUIO TEHE-
TUYECKOTO IMarHo3a BhIABJICHHOI I1aTOJIOTUH.

HnvtensHoe Bo3neiicTBHE HEGOMBLINX (mo-
TIOPOTOBbIX) 103 KCEHOOMOTMKOB WIIM paiua-
LMK TaKkKe yBEJIMYMBAET BEPOATHOCTH pa3BU-
THS CBSI3aHHBIX C HUMHU BPOXKIEHHBIX IOPOKOB,
OCOBEHHO TIpY COYETAHWY C JPYTUMH aJUTUTHB-
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HbIMKU (DAKTOpaMU PUCKA WM TPUYMHHBIMU
areHTamu 0o BeieaACcTBHE UBMEHEHUI (PyHK-
UMK “HEHTpaJIbHBIX” WM “MoJyaliux” reHoB,
NPOSIBASIIOLIMX TATOJOTHUECKOe JeiicTBUeE.
BHenpeH “MOHUTOPUHT TOPOKOB BHYTPUYT-
poGHoro passutusa” B 30 cyobekrax Poccun Ha
OCHOBE METOA0JIOTMY MEXIYHaPOIHOI OpraHu-
3auuun “Clearinghouse”. MHbopMauus U3 po-
JIUJIbHBIX JOMOB, MOJUKJIMHUK, CTAallMOHApOB
W MPO3EKTYp TMOCTYINaeT B TeppUTOpPHANbHbIE
0a3bl JaHHBIX, BeIeHUE KOTOPBIX BO3JIOXEHO Ha
MEAUKO-TeHeTHYecKHe KOHCynbTauuu. OnHo-
BpeMeHHO B Poccuu BHeapsieTcss MONMQYHK-
LMOHaNIbHAsl KOMITbloTepHast cucreMa “Defe-
PAIbHBIA T€HETUYECKMIA PETUCTP” ceMel ¢ Ha-
CJIEICTBEHHBIMHU 3a00JIEBAHUSIMU, UTO SIBIISET-
Cs1 OCHOBOI 17151 1OJITOBPEMEHHOTO MOHUTOPUH-
ra 5¢eKToB reHOTOKCUYECKUX BJIUSAHUIL Tex-
HOTEHHBIX (PaKTOPOB.

Bbin npoBeneH NMporHo3 BpeMeHHOM AMHa-
MMKH 4acCTOT FeHOB B HaceneHuu Poccuu mop
BO3/IEMCTBUEM NIPUTOKA MUTPAHTOB. B Oosblinx
MONYJISILUAX MUTpaUUsl SIBASETCS OCHOBHBIM
(akTOpOM AMHAMMKM TeHO(OHIA, B TOM YHC-
JIe CIIEKTpa U YacToT HAC/IeCTBEHHOI MaToo-
riuu. B nepecuere Ha mokosieHWE BKJIAX pOCCHUIH
B cOOCTBEHHBII reHodoH I cocTaBuT 83%, a 17%
reHeTuyeckoil nHbopMaluu OyaeT NpUBHece-
HO u3-3a pybexa.

HUW sxcnepuMeHTanbHOM MeIULIMHBI
PAMH, Uucruryr mosra PAH, Cankr-Ilerep-
Oyprckuii MHCTUTYT siaepHoit ¢usuxku PAH
NIPEeICTaBUIM HOBblE JAaHHbIE O T€HETHUYECKUX
aCIeKTax CeMEWHON TUIepXxojecTepUHEMUM
(CI') — ayrocoMHO-IOMUHAHTHOM 3aboseBa-
HUH, TIPUBOAALIEM K PasBUTUI0 MH(apKTOB
MHOKap/ia B paHHEeM Bo3pacTe. I'eTepo3urotHas
¢opma CI' BcTpeuyaerca ¢ yacroroit 1:500.
B Mupe usBectHo Gonee 700 MyTaLuii B TeHe,
CTIEKTp MyTallMU clieuv@uyeH I KaxXIou Imo-
nynauun. Ha cbesne Oy ocBelLeHb! BOPOCH
O9TUKM 1 OMO3THKM B TeHeTUKe, pa3paboTaH-
Hble 2KeHeBcKoll KoHBeHuuel “Ilpapa ueno-
Beka”.

I'eHoTepanust MynbTH()aKTOPHANBHEIX 60-
Jie3HeH Oblla MpU3HaHA TEOPETUYECKH BO3MOX-
HOI, HO NPAaKTUYECKU UMEIOILEH MHOIO IIpo-
TUBOIIOKA3aHMI U3-3a BUPYJIEHTHOCTH BEKTOPOB.

HHMH mennuuuckoii reHeruxu THIL CO
PAMH (r. ToMcK) MpencTaBuI TeHETHYECKYIO
i depenuunanmio stHocos Cubupu u Cpen-
Heil A3UM M aHaiu3 C MOMOUIbIO BEICOKOWH-
(OpPMaTHBHBIX JIOKYCOB FeHOMA. DTOT aHAIM3
TI0Ka3an B3aMMOOTHOLUEHHE 3THOCOB M BO3-
MOXHOCTb PEKOHCTPYUPOBATh UX 3BOIOLIMOH-



HYl0 MCTOPMIO. YCTaHOBJIEHa OTHOCUTEbHO
BBICOKas! JOJISl MEXIIOMYJ/IALIMOHHBIX Pa3Iuuni
B 00LLEM TeHETUYEeCKOM pasHooOpasuu uis To-
TNyNALKMY TYBUHLIEB M 3BEHKOB, TOTAA KaK Oy-
pSITBl XapaKTepU3YIOTcsl OoNblIEl TOMOTEH-
HOCTBIO CBOEro reHo(oHAa. DTHOCHI TIOPKCKOM
IpyITbl OKa3IMCh JOCTATOYHO OJIM3KHU 110 KOM-
TUIEKCY TeHETHYECKMX XapakTepUCTUK (YpOBEHD
TeHHOro Pa3Hoo0pa3usi, FeHeTUYECKOro paccTo-
SIHMSI, CTeTeHb U30JISIUUU, UTO, BEPOSATHO, OT-
paxaeT OOLHOCTb UX MPOMCXOXKIECHHUS U OIIN3-
KyIO CTeleHb FeHeTUYeCKOro poacTna). s nc-
CNIE[IOBAHHbIX MONYISLUNI TIOPKOSI3bIYHbIX 3T~
HOCOB XapaKTepHO HaJMuue 3HAYUTEIbHOIO
ITOTOKA T€HOB M3BHE, YTO, TO-BUAMMOMY, $IB-
JISIETCS OTPAKEHMEM MHOTOKOMITIOHEHTHOCTH HX
3THOTEHEe3a.

MHrepecHbl GblIM COOOLUEHUST O MOJIEKY-
JISIPHOM FeHETUKE Y TeHOMHUKE. DTH UCClIel0Ba-
HYS TIPOBOAMJIMCDH TI0 KIIMHUYECKOI OHKOJIO-
TMM, TeMaToJIOTMH, SHAOKPUHOJIOTUM, NEeaM-
aTpuM M axKyuiepctsy. MHCTUTYT TeHETMKU U
onoxumuun PAH (r. Yda) nosHakomun c pe-
3yJbTaTaMKU paboTbl O TOHKOM KapTUPOBAHUU
JIeJIELMOHHBIX TOYeK paspbiBa B 3-“ropsiueit”
0051aCTV BOZHMKHOBEHHSI Ae/iel Vil B TeHE AnC-
TpoduHa.

CoBMeCTHBIE UCCIeIOBAHMS POCCUSIH C Te-
Hetukamu benbruum u CILA (AtnaHTa) mpea-
CTaBJIEHbl B MOJIEKYJISIPHO-TEHETUYECKUX aHa-
JIN3aX HACJIeACTBEHHOUM MOTOPHO-CEHCOPHOMU
HeWponiatun 1 Tumna (6onesns Illapko—Mapu
Tyt Tuna 1).

Menuko-reHeTnyeckum ueHtpom PAMH
(r. MockBa) npoBeieHbI MONYNSALIMOHHO-TeHe-
TUYECKHE UCCIIENOBAHUS, TIOJIyUeHbI JaHHbIE O
TEHETUYECKON CTPYKType olipaT-KaJlMbIKOB,
€IMHCTBEHHOI MOHTOJIOS13bIYHOM MOTY/ISALINY B
EBpone, ee coBpeMeHHOM TIONIOKEHMM Cpeau
rpynn EBpasun. OGpasiibl KpoBU JOHOPOB Kall-
MBILIKOI HALIMOHAILHOCTHU U3 T. DJICTa U Ipy-
rux paroHoB Pecnybnauku KanMmbikust Oblv
MPOAHATM3UPOBaHbI 10 10 MoaMMOpGhHBIM CHC-

temam (rpynnsl kposu: ABO, RH, ceiBopo-
tounpbie 6enku: TF, GC, HP, spurpoumntap-
Hbie pepmentbi: ACP 1, PGM 1, SODA, GLO [,
ESD). KanMbIKH B 11€JI0M 1 KQJIMBILIKMC cy0aT-
HOCBbI B CPABHUTEJILHOM aHaJIM3¢ COMOCTAaBJIA-
anch ¢ 9 monyasuMamu (aapireiiubl, aaTanbl
ceBepHble, anTaiilibl 10KHble, OypsITHI, Ka3a-
XM, pycCKMe, TaTapbl, XaKachl, SKYTbI) C MC-
noab3oBaHueM 9 JokycoB. KiacTepHbIi aHAIU3
MoKA3a1 YeTKoe paseseHue MOHTOJIOMAHBIX U
eBPOMNENIHBIX MOMNysiLMii. B ojHOI rpynmne oka-
3aJIUCh pyCCKMeE, TaTapbl, aiblreHlibl, BO BTO-
poit — OCTallbHbIC STHHUECKKE ODILECTBA.

PesynbTaThl LIUTOreHETHYECKOTO MOHMTO-
pUHTa HacejieHusl, TIOCTOSAHHO MPOXKMBAIOLIEro
Ha 3arpsi3HEHHBIX PAIOAKTUBHBIMH BELLECTBA-
My Tepputopusix PP, rnoxasann J10CTOBEpHOE
OTAMUME OT KOHTPOJISI 110 YacToTe abbeppaunit
xpomocoM. [loBblllieH ypoBeHb CITIOHTAHHOTO
MyTaLIMOHHOTO TIpoliecca B perMoHax aMasHou
nposuHumy Pecny6nuku Caxa (SIkyTuns).

[lo pasneny KIMHNUYECKOI TEHETUKHU 0O0JIb-
Loe 3HayeHue yaessieTcs moJInMopdu3mMy rnpo-
sSIBNIEHUit GonesHelt U cuHapomoB. [t anekBar-
HOTO KJIMHMYECKOro MOHUTOPUHTA HEOOX0OUM
KBATMPULMPOBAHHBIN reHeTUK. basy 3HaHMii o
MEIULIMHCKOI TeHeTHKE Bpauu AOJIKHBI T10JTY-
yaTb B MeIUMUMHCKUX By3ax. Bpau mro6oii cre-
LAaJIbHOCTH JO/KEH YMETb UHTepIIpeTUpOBATh
aHaJIU3 T10 LIUTOTeHEeTUKE, 3HATh 4acToO BCTpe-
yalolyecss CUHApPOMbl. [lepenoBbIM OIBITOM
TIpeIogaBaHust 0 MEIUIIMHCKOM FeHETUKE BJla-
neet Kypckuii MeiMLIMHCKUI yHUBepcUTeT. [e-
HETHK YacTO BCTpeyaeTcsi ¢ CUHAPOMaMM, Ko-
TOpPBIX B CIIpaBOYHMKax HeT. HeobXonuMbIM at-
pubytom sBisiercss MHTepHeT Kak pabouyee
MecTo M aHanu3 B cucteme Medline.

['eHeTMKM UMeENN TIPUSTHYIO BO3MOXHOCTb
TIPOKOHCYJIBTUPOBATLCS 110 BOMIPOCAM CUHAPO-
MOJIOTMU ¢ 3apybexXHbIMU Kosimeramu u3 CIIA,
benbrun u 6amxHero 3apyoexbsi.

H.J. FOnamanoBa (HuxHekamck)
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