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OBIIASA XAPAKTEPUCTHUKA PABOTbI

AKTYaJIbHOCTBH TeMbl. BenuurHa u cTpyKTypa rpysa HaclaeACTBEHHBIX 001e3-
HEl cpelu 3THOTEPPUTOPHANIBHBIX TPYII SIBISETCA PE3YIbTATOM 3BOJIIOIMOHHOIO
Pa3BUTHsI ’THOCOB M COCTABIISIIONINX UX Nomyisiuuid. Takue gemorpaduyeckue noka-
3aTeNu KaK poXkJAaeMOCTb, CMEPTHOCTh, MUTpAllMU, OpayHasi CTPYKTypa JAETepMHUHU-
pytoT GopMHpPOBaHUE MOMYJISIIMOHHBIX T€HO(POHIOB HA BCEX dTaNax UX BOJIOIMH,
OTPEENSIOT 0OCOOEHHOCTH T'€HETUYECKOr0 Pa3HO0O0pa3usi HbIHE KUBYIIMX IOMYJIs-
IUHA U CTPYKTYpY reHOPOHIOB mnocienyromux nokojgeHui (Peruxos, 2000; Kyuep,
2001; I'murep, 2002). MaTepnperaiius 0COOEHHOCTENH M€HETUUYECKOTO pazHoo0pa3us
MOMYJISIMN YeJoBeKa SIBJISIETCS CIOKHOM 3a7aydeid, MOCKOJIbKY Onarogaps IMpeeMcT-
BEHHOCTHU TOKOJIEHUN TIeHeTHYecKas CTPYKTypa NOMYJsUUNA MpPeaCcTaBisieT coOoi
UTOT BCEW MCTOPHUM 3BOJIOLMOHHBIX MPeoOpa3oBaHuil. ITO yKa3bIBaeT Ha BaXXKHOCTb
MYJIBTUIUCUUITIMHAPHOTO TOAX0/1a B PEHICHUHU MPOOJIEM 3BOIIOLUMN COBPEMEHHOIO
yenoBeka (Cavalli-Sforza et al., 1994). OnuH 13 acneKTOB M3y4YeHUs] HACIIC/ICTBEH-
HBIX OoJie3HEN — reHeTHKOo-3nuaeMuonorndeckuid. [Ipu takoM moaxone ucciegona-
TeJeil MHTepecyeT YacToTa TOM WM MHOU (hOpPMBI HACJIEICTBEHHOM MAaTOJIOTUHU B IO-
NyJSAIUSIX YeJloBeKa U Pojb (PAaKTOPOB MOMYJSALMOHHON JTUHAMHUKU B OIpPEICICHUU
BEJIMUYMHBI U CTPYKTYpHI renetuyeckoro rpysa (Ilyssipes, Hazapenko, 2000; I'untep,
3unuenko, 2006). IlpuknanHoe 3HaYeHUE MOMYJISIHOHHO-TEHETHYECKOI0 U3y4YeHUs
HACJIEJICTBEHHBIX OOJIE3HEH 3aKIII04aeTcs B TOM, YTO 3/IPAaBOOXPAHEHHUE TOJydaeT
JaHHBIE O PACIPOCTPAHEHHOCTH HACIIECTBEHHBIX 3a00JIEBaHUI, OCHOBBIBAsICh HA KO-
TOPBIX MOXHO IJIAHUPOBATh M OCYIIECTBIISTH CIELMAIbHBIE TPOrPaMMbl MTPOPHIIaK-
TUKU U JiIeueHus: 00JbHbIX. C TEOPETUYECKON TOUKH 3pEHUS TAKOU MOAXO MO3BOJISIET
MOHATH HBOJIIOIIMOHHYIO 3HAYMMOCTh T'€HOB, OOYCIIABIMBAIOUIUX HACIEICTBEHHYIO
MaTOJIOTUIO, U UX POJIb B T€HETHUYECKOMN aganTanuu nomyisiuuid yenoseka (boukos,
Tumodeer-Pecosckuii, 1969; [1y3sipeB u np., 1999; I'uatep, 2002).

B Hacrosimiee Bpemsi MonyJisiliMKM YeJIOBEKa XapaKTepU3YIOTCS OIPOMHBIM pas-
HOOOpa3ueM B OTHOIIEHMH OCOOECHHOCTEH JAeMOorpauyeckoil MW TeHEeTHYeCKOu
CTPYKTYPBI: OT U30JISITOB 10 ypOAHU3UPOBAHHBIX MOMYJsIUil. B nomymsmusax, coxpa-
HSIOIIKUX TPAJAULMOHHBIN YKJIaJa KU3HH, CYIIECTBYIOIIUX JOJTO€ BPEMs B YCIOBHSIX
OTHOCUTEIBHOM HW30JISIIUU, MOXKET HaOJII0JaThCs BBICOKAs OTATOLIEHHOCTh IO Ha-
CJIeICTBEHHOM maTojioruu. MccienoBaHue H30JUPOBAHHBIX TMOMYJSIIIUN MO3BOJISET
MEIUIMHCKUM T€HETHKaM BBISIBIISITh HEM3BECTHBIE MPEXJIe HACIEICTBEHHbIE 00Jie3-
HU, KapTUPOBaTh UX I'€HBI, OMKUCHIBATh KIMHUYECKYIO0 BapuabenbHOCTh (Ily3bipeB u
ap., 1999; Chapman, Thompson, 2001; I'uarep, 3unuenko, 2006;). B HeKOoTOPHIX
CIIy4astX THOCIEUU(PUUYECKUM HACIEICTBEHHBIM OO0JIE3HSIM MPUCBAUBAETCS UMSI TO-
NyJSLHUA, B KOTOPbIX OHM BCTPEYAlOTCS Yalle, Y4eM B MUPOBOM HapOJOHACENECHUU:
«eBpeiickuey, «hurckuey 3adoneBanus (Goodman, 1979; Norio, 2003; Risch et al.,
2003). B rpynny, Ha3BaHHYIO «IKYTCKHMMH HACJIEICTBEHHBIMU OO0JIE3HSIMU, HEJIABHO
OB OTHECEH PsAJl HACJIEACTBEHHBIX MATOJOrUi (cnuHouepedeapHas atakcus | Tu-
na, MUOTOHUYECKas TUCTPO(dusi, HACIEICTBEHHAs] dH3UMOIIEHUYECKass METreMOTJIo-
OouHemusi, okyjgodapuHreagbHas MuoaucTpodus, arakcus Dpuapeiixa, CouHAIBHO-
OynwOapHas amuorpodus Kennenu, 3-M CHHIPOM U CHHIPOM HHU3ZKOPOCIOCTHU C
KO0JI004YKOBON AUCHYHKIMEH, aTpoueil 3puTeNbHBIX HEPBOB U MEIBI€POBCKON aHO-
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MaJliel JIEWKOILMTOB), KOTOPBIE IHUPOKO PACIPOCTPAHEHBI CPEAM SIKYTOB IO CpaBHE-
HUIO ¢ MUpoBBIM HapojoHaceneHueM (Ily3wipeB, Makcumona, 2008; MakcumoBa,
2009).

Jlns HaceneHust SIKyTHHM XapaKTepHa BBICOKAs 4YacTOTa BCTPEUAEMOCTH CITUHO-
uepedeusipro atakcuu | tuna (CL[A1). PacnipocTpaneHHOCTh TaHHOTO 3a00JIeBa-
Husa B Pecniyonuke Caxa B 2001 . cocraBuna 38,6 cimydaeB Ha 100 Thic. HaceleHUs
(Ilmaronos, 2003). OOmEMHPOBBIE OLEHKH PACIPOCTPAHEHHOCTH ayTOCOMHO-
JIOMUHAHTHBIX CIIMHOIEPEOCIUISIPHBIX aTaKCUH, K rpyIie KoTopbix otHocutcs CLIAT,
coctaBistoT 0,3-7,0 coydaeB Ha 100 Thic. Hacenenus (van de Warrenburg et al., 2002;
['opbynoBa u ap., 2002; Duenas et al., 2000).

CILA1l — Tsxenoe HEHpOAETCHEPATHBHOE Mporpeccupyroliee 3abojaeBaHue ¢
MO3JIHUM BO3pacTOM MaHU(ecTaluu, HacCJEAyeTcsl MO ayTOCOMHO-IOMHHAHTHOMY
TUITY; KIMHUYECKU XapaKTepU3yeTCsl COUeTaHUEM HapacTaroIIMX PacCTPOIMCTB KOOP-
JTUHALIUA JIBMDKCHUW C TIPU3HAKAMU MYJIBTUCHCTEMHOTO TOPAKEHHUS TOJIOBHOTO H
criuaHoro mo3ra (Mnnapuomikun u ap., 2002). 3abosieBanue HEe OAIACTCS JCYCHUIO,
CMepTh 4alle Bcero Hactymnaer cmycts 10-15 jnet oT MOMEHTa MOSIBICHUS MEPBBIX
cuMntoMoB. ['enernueckass npuuumHa pa3Butus CIIA1 3akimrodaeTcss B SKCHAHCHU
qucia KOMUK TaHJEMHBIX TPUHYKICOTUIHBIX CAG-TIOBTOPOB B KOAUPYIOIIEH obac-
™ reHa SCAI (Orr et al., 1993). s CLIA1 Bo3moxnHa nipsimast JIHK-nuarnoctuka
3a00JIeBaHMUs HA TIPECUMITOMHOM CTaJuM, MHOTJA 32 MHOTO JIET J0 TMOSIBJICHUs Ka-
KHX-THO0 HEBPOJOTMYECKUX W/WIIA MCUXUYECKUX PACCTPOUCTB. DTO MMEET 0c0o00e
3HAYCHHUE IS MEIUKO-TEHETUUECKOTO KOHCYJIBTUPOBAHUS, MMOCKOJIbKY B HACTOSIIEE
BpeMsi He HaiiieHsl emie >pdektuBHble criocoObl geuenus CIIA1, xots uccnenosa-
HUS B DTOM HampaBieHUU akTUBHO Benytcs B mupe (Ogawa, 2004; Duenas et al.,
2006; Takei et al., 2007; Gao et al., 2008). EntuHCTBEHHBIM c1IOCOOOM GOPHOBI C ITUM
(daranbHBIM 3a00JI€BaHUEM Ha CETOJHSIIIHUMN JIeHb SBIsSETCS MPOodUIaKTHKA MOSBIIC-
Hus HOBBIX ciydaeB CILIA1 B oTsromeHHsix ceMbsix (Mmmapuomikus u ap., 1997).

Bricokuit ypoBeHb HAKOIUJICHUS U COIMATIbHAS 3HAUMMOCTh ITON HEU3JICUUMOMN
HACJICJICTBEHHOM MATOJIOTUHU B IKYTCKUX MOMYJISAIUAX CO3/1al0T 000OCHOBAHHBINA HHTE-
pec K WU3Y4YEHUIO poju (HAKTOPOB MOMYJIAIMOHHON JAWHAMHUKHA W KIMHHUKO-
TeHETUYECKUX OCOOeHHOCTel 3abosieBaHusi B mporecce pacnpoctpanenus CIIAI,
JUISL 9ero HEOOXOJAMMO UMETh XOPOIIIO 3aJ0KYMEHTHUPOBAHHBIC CBEIICHHS UCTOpUYE-
CKOW aemorpaduu M KIMHUKO-T€HEAJOTHUeCKUe JAaHHble. Takue CBEIEeHHS s TO-
MyJISIIUA 9eJIOBeKa Yalle BCEro JOCTYIHBI JIMIIb JIJIT OTHOCUTEIBHO HEMPOI0KU-
TEJILHOT'0 COBPEMEHHOI0 TIeproja BpeMeHHU. B yCI0BUAX HEMOJIHOTHI TaHHBIX 11O UC-
TOpUYECKON aemMorpaduu, HEOOXOIUMBIX IS PEKOHCTPYKIIMHU UCTOPUU (HOPMUPOBa-
HUS TEHETHYECKOW CTPYKTYpPhl MOMYJISIUNA U MPOTHO3UPOBAHUS 3a00JIEBAEMOCTU B
OyayIieM, IpeICTaBISIETCS BO3MOXKHBIM JIJISl PEIICHUS TaHHBIX MPOOJIeM MPUMEHUTD
MOAXO0/1, UCTIOJIB3YIOIINM UMUTAIIMOHHOE MOJICTMPOBAHUE.

MeTto UMUTAIIMOHHOTO MOJICIIMPOBAHUS TTO3BOJIIET CTPOUTHh MOJIENb, UMHUTH-
PYIOIIYIO CUTYaIlMI0 HAKOTUICHUs 3a00J€BaHUsI SKCIAHCUM TPUHYKICOTUIHBIX IIO-
BTOPOB B MOMYJISALMIX YEJIOBEKA, ONUPAsCh HA UMEIOIIUECS KaYeCTBEHHBIC M KOJIUYe-
CTBEHHBIC JIaHHBIC UCTOPUUECKON AeMorpaduu U KIMHUKO-T€HEaIOTHYEeCKUEe CBee-
HUs. MoJielIb MOKHO «IPOUTPAThY» BO BPEMEHHU Kak JJIsI OJHOTO WCIBITAHUS, TaK U
JUISL 3aIaHHOTO UX MHOKecTBa. [Ipu 3TOM pe3ynbTaThl BEPOSTHOCTHON MMHTAIIMOH-
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HOM Mojenu OynyT ONpEeAeNaThbCsl CIy4allHbIM XapaKTepoM MPOLECCOB, MOCKOJIbKY

OHA COJAEPKUT CTOXAacCTUYeCKHUe 3aeMeHThl. OJIHON M3 OCHOBHBIX 3aJa4 UMHUTAI[MOH-

HOT'O MOJICJIMPOBAHUS SABIIAECTCS IOCTPOSHUE MPOTrHO3a MOBEJEHUS CI0KHONU MOJEIIH-

pyeMOM CUCTEMBbI MPU W3MEHEHUU BHYTPEHHHUX XapaKTEPUCTUK WJIM BHEIIHHUX YCIIO-

Buii (Puznuuenko, 2002; 2003). Takum o6pa3oM, MUMHUTAIIMOHHAS MOJEIb MOXKET

ObITh MH(DOPMATUBHBIM CPEICTBOM [JIs1 U3YUEHHUS] OCOOCHHOCTEH HAKOIUIEHHS U TO-

cTpoeHus nporuosa pacnpoctpaneHus CIIA1 B SKyTCKUX MOMYJIAIUAX.

Heab uccaenoBanusi: OUEHUTH BIMSHUE T€HETUKO-AeMOrpapuyecKux mnapa-
MeTpoB Ha pacrpocTpaHeHHOCTh CLIA1 B ceMbsix OOJIbHBIX U B TOMYJISLUAX SAKYyTHH,
pa3paboTaTh U HCCIIE0BaTh UMHUTAIIMOHHYIO MOJIENh HAKOIJIEHUSI TaHHOTO 3a0oJe-
BaHUA B MOMYJIALMIX YETOBEKA.

3agaum ucciae 0BaHNSA:

1. Pa3paboraTh M peasn3oBaTh MNPOTPAMMHO HMMHUTAIIMOHHYIO MOJENb JUHAMHUKU
YUCIICHHOCTH HOCHUTENEHW JMHAMUYECKOW MyTallud C YYEeTOM KIMHUKO-
reHeTHYECKUX 0COOEHHOCTEH 3a00eBaHusl HKCIIAHCUN TPUHYKIICOTUAHBIX MOBTO-
POB M 3HAYUMOCTH (PAKTOPOB MOMYJISAUMOHHON TUHAMUKHU.

2. O1eHUTh TeHEeTUKO-1eMOorpapuiyecKue XapakTepuCTUKUA HaceleHus] AOBIMCKOTO U
Yerb-Annanckoro yinycoB Pecy6nuku Caxa (SkyTusi), a Takke HOCUTEIEH MY-
TaHTHOTrO ayuiens reHa SCA/ U3 3TUX yJlIyCcOB — HAIlMOHAJIBHBIN COCTaB, YPOBEHb
POXKIAEMOCTH, TOJIO-BO3PACTHON COCTAB, MUTPALIMOHHBIE ITPOLECCHI.

3. OuLeHUTH BIUSHHUE KIMHUKO-TEHETUYECKUX OCOOCHHOCTEW 3a00JIeBaHUS Yy HOCH-
Teneil matosoruueckoro amens reHa SCAI u3 AObIcKoro u YcTb-AngaHCKOTO
yJIyCOB Ha MPOJIOJKUTENbHOCTD KU3HU U PENPOTYKTUBHBIE MTOKA3aTENN; OLICHUTh
MPUPOCT JJIMHBI NATOJOrMYECKOr0 AJJIENS MPU MEpeaadye MyTallMU B CIEAYIOLIEE
MTOKOJIEHUE.

4. VccnenoBaTh  pa3pabOTaHHYIO  MOj€Nb,  BepUPUIMPOBATH  T€HETHKO-
nemorpaduyeckue U KIMHUKO-T€HETHUYECKUE MapaMeTphl.

5. Pazpabotats mporuHo3 auHamuku 3aboneBaemoct CI[A1l B cmoaennpoBaHHBIX
NOMYJISUAX B 3aBUCUMOCTH OT YPOBHS MUTPALMA M YPOBHSI OKa3aHHUS MEIUKO-
TE€HETUYECKOW MOMOIIY HACEJICHHUIO.

Hayunasi HoBu3HA HMcciegoBaHus. BriepBbie npeiokeH U peaan3oBaH Mo/I-
XOJl, UCTIONB3YIOUUMNA MMUTAIMOHHOE MOJEIMPOBAHHUE [JIsl MPOTHO3MPOBAHUS pac-
MpoCTpaHeHUs 3a00JI€BaHMSI SIKCTIAHCUM TPUHYKJICOTIUHBIX MOBTOPOB B MOMYJISALIUAIX
yesioBeka. Pa3zpaboTraHa uMUTalMOHHAs MOJIEb, PEAIM30BAHHAS B BUIE KOMIIbIOTEP-
HOM IporpaMMsbl, C MOMOILIBK KOTOpPOW MoaenupoBanu pacupoctpanenne CLIAl B
AKYTCKUX nonyisiuusax. [IpeaioxeH anroputM paboTsl MPOTpaMMBbl, BKIIOYAIOUIUHN B
ce0sl KaKk MOJICTMPOBAHUE €CTECTBEHHOTO BOCIIPOM3BO/ICTBA HACEICHUS C YUETOM Jie-
MorpaduuecKnX napaMeTpoB KOHKPETHOM MOMYJSALMU, TAK U UMUTALIUIO HAaclea0Ba-
HUSl IUHAMUYECKOW MYyTallMM B MOKOJICHUSX, BIUSHUE (PEHOTHIIMYECKOTO IMpPOsIBIIe-
HUs 3a00J€BaHUs HA Tepe/layy MYTaHTHOTO aJulelil B CEMbAX OOJIbHBIX M HaKOILIe-
HUE €ro B MOMmyJsiiuu. BrepBble aiig pa3paOOTKyM KOHLENIMHA MOJEIN U BepuduKa-
MU TapaMEeTPOB CO3/IaHHOM MpPOrpamMMbl OBLIM MCIOJB30BAaHbl JAHHBIE HCTOpUYE-
CKOM M coBpeMeHHOH neMorpaduu SAxyTuu, pe3ynabTaThl T'€HETHKO-IEMOrpa-
¢uyeckoro uccienoBanus HaceiaeHUs: AOBIMCKOrO W YCThb-AJNJAHCKOIO YIIYCOB, a
TaK)Ke JaHHBIE KIMHUKO-TEHETUYECKOTO M3YUYEHUS! OTATOIICHHBIX CEMEH U3 BhIIlIe-
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yKa3aHHbIX yiycoB. Brnepseie nan mporno3 3aboneBaemoctu CLIA1 B cmoaenupo-

BAHHBIX NOMYJIALMAX MPU PA3IUYHOM YPOBHE OKA3aHUSI MEIUKO-TEHETUYECKOU IO-

MOILIH HACEJICHUIO.

IIpakTnyeckas 3HauMMocTh. [Ipornos pacnpoctpanenus CLIAl B cmonenu-
POBaHHBIX NOMYJSMSAX C YYETOM pa3JIM4YHOIO YPOBHS OKa3aHUs MEIUKO-
TreHeTHYECKOW TOMOIIM HACEJIECHUI0 MOXXET OBbITh MCIOIb30BaH B paboTe MEIHKO-
IreHEeTHYECKOW KOHCYJIbTAllMU MpHU pa3pabOTKe MEpONpHUSITUH, HANpaBICHHBIX Ha
CHI)KEHHE TeHeTH4eckoro rpysa (4actotbl BcTpeyaeMocT CILIAl) B KOHKpETHBIX
nonynsuusax Skyrtuu. PazpaboTaHHas KOMIbIOTEpHAs NMpOrpaMMma MOXET ObITh HC-
MOJIb30BaHa JJIsl MOJEIUPOBAHUS HAKOIUICHUS JIPYrUX OOJIe3HEe HKCIaHCUU TPUHYK-
JEOTUAHBIX TOBTOPOB, MEPENAOIINXCS IO AyTOCOMHO-IOMHUHAHTHOMY TUIY B IOILY-
JSAUUAX C UHBIMU JeMOrpaduuecKuMHu XapakTepUCTHUKAMU. AJTOPUTM MPOTrpaMMbI
MOKET OBbITh UCTOIB30BaH JJIsl AEMOTpaduuecKOoro MoIeTMPOBAHHUSL.

IHonoxeHusi, BLIHOCUMBbIC HA 3AILMUTY:

1. PazpaboranHas u anpoOMpoBaHHAS UMUTALMOHHAS MOJEIb MMO3BOJISET BOCIIPOU3-
BOJUTH B KOMIIBIOTEPHOM 3KCIIEPUMEHTE IIPOLIECCHl €ECTECTBEHHOTO JBUKECHHS Ha-
CEJIEHUS U MPOLIECCHI Nepeladyn JUHAMHYECKON MYTAllMU B TIOKOJIEHUAX, a TAKKE
OLICHUTh T'PAHULIBI U3MEHYUBOCTH MOKA3aTelNsl PaCpOCTPAHEHHOCTH 3a00JI€BaHMUS
Ha MHOKECTBE CMOJICTIMPOBAHHBIX MONYJISIUUN 711 UHTEPBAJIOB BPEMEHH, HE MO/ -
Jaroumxcs HaOJIOJEHUIO WK SKCIIEPUMEHTAIBLHOM MPOBEpKE.

2. Paitonn! Beicokoro HakoruieHus: CLIA1 — AObriickuil 1 YcThb-ANJaHCKUIA YITYCBI
SxyTun — XapakTepu3yrTCS OJHOPOIHBIM HAIIMOHAIBHBIM COCTAaBOM; BBICOKHUM
YPOBHEM POXKIAAEMOCTH; HU3KUM ypOBHEM murpanuil. Hocurenn skcnaHcupoBaH-
Horo auiens B reHe SCAI U3 NaHHBIX YJIYCOB Pa3IndaroTcsl MEXay coOOM Mo co-
OTHOIICHUIO MOJIOB Cpeau OOJIbHBIX; MO CIEKTPY JJIMH MaTOJOIMYEeCKUX ajiesel,
BO3pacTy MaHudecTanuu 00JIe3HH U TPOJOJDKUTENBHOCTU KU3HU OOJBHBIX; IO
BEJIMYMHE TNPUPOCTA MATOJIOTMYECKUX AJIENEel MpPU NEpeaadye MyTaluud B psALyY
[IOKOJICHUU.

3. Beicokuii ypoBeHb HakomieHuss CL{A1 B nmonymsuusax SAkyTtuu, cornmacHO JaHHBIM
MMUTALIMOHHBIX JKCIIEPUMEHTOB C IMAapaMETPAMU MOJEIH, COOTBETCTBYIOIIUMU
TeHETHKO-IEMOTpapUuecKuM XapaKTepUCTUKaM SIKYTCKUX HOMYJISIUNA U KIWHU-
KO-T€HETHYECKHUM OCOOEHHOCTSIM OOJIbHBIX, MOXKET MOJIEPKUBATHCS 3a CUET CIie-
HU(OUIHOCTH UX JeMOrpadUyecKol CTPYKTYPHI.

4. Ilpu mocTeneHHOM MEPEXOAE OT PACHIMPEHHOIO XapakTepa BOCIPOU3BOJICTBA Ha-
CEJeHUsl K MPOCTOMY, dJIMMHMHAIUs MYTaHTHOro reHa SCAI 3a cYET CHUKECHUS
MPOIOJKUTENBHOCTH KU3HU Y HOCUTENIEW MYTAllMM IPOUCXOAUT B TEUCHHE JIJIN-
TeIbHOro mepuoja BpemeHu (37 mokosneHuit). Bpems mpucyTcTBUsS MyTanuu B
MOMYJISIUU CYIIECTBEHHO cokpamaercs (1o 201 neT, 8 mokoneHuil) npu exero-
HOM OKa3aHUU MEIHMKO-TEHETUYECKOW MOMOIIN OJHOMY MPOLIEHTY CEMEM, OTSr0-
meHHbix CIIAL.

Anpobauus pa6otTel. OCHOBHBIE MaTepUajbl TUCCEPTAIMOHHON pabOThI OBLIN
nonoxkenbl U 06cyxaeHsl Ha VII u VIII nayunbsix konpepennusax «['enetrka yenone-
ka 1 natosorusi» (Tomck, 2004, 2007); UToroBoit Hay4HO-IIPaKTUYECKONU KOH(PEPEH-
uuu 'Y HUM meqununckux npobiem cesepa CO PAMH «Bomnpockl coxpanenus u
pasButus 310poBbs HaceneHus Cesepa u Cubupu» (Kpacnosipck, 2005); koHdpepeH-
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nuu EBporneiickoro obmiectBa reHetuku udenoBeka (ESHG) (bapcenona, Ucnanus,
2008); X Bcepoccuiickom nonyisinuonHoMm cemunape (Mxesck, 2008); mexiiadbopa-
topHoMm HayyHoMm cemuHape B HUU menunmnckoi renernku CO PAMH (Towmck,
2009); V cpesne BOI'nC (Mocksa, 2009).

Myoaukanmuu. ITo Teme nuccepranuu onyoaukoBano 17 pabor, B Tom uncie 4
CTaTbU B XypHaiax, pekomeHaoBaHHbIX BAK Munobpuayku PO nns nmyOnukanuu
OCHOBHBIX Hay4HBIX Pe3yJbTaTOB JUCCEPTALMU HAa COMCKAHHE YYEHOW CTENeHU KaH-
auaaTta Ouojoruyeckux Hayk. [lomydeHO CBUAETENbCTBO O TOCYIAapCTBEHHOM peru-
CTpanuu nporpaMmsl 151 OBM.

CTpykTypa u 00beM auccepranum. J(uccepranus COCTOUT U3 BBEICHUS, TPEX
riaB (O030p nutepatypsl, Marepuansl U MeTOIbl, Pe3ynbTaThl U 00CyXIeHUE), 3a-
KJIFOUEHUs, BBIBOJIOB, CIHMCKA JIUTEPATyphl U NpuiioxkeHus. Padora uznoxena Ha 146
cTpanunax u BiitoyaeT 20 tabmui u 14 pucyHkoB. CHUCOK TUTEPATYPHI COAEPIKUT
199 ucrounuka, u3z Hux 91 3apyOeKHBIX.

MATEPUAJIBI U METOJbI

Jlist pa3paboTKU KOHIENIIMU MOJIENN PACIPOCTPAHEHMS 3a00JI€BaHMS DKCIIAH-
CUU TPUHYKJICOTHIHBIX IMOBTOPOB B MOMYJISIUAX YEIOBEKa, a TaKxke AJis moadopa u
Bepu(UKaIMU MapaMeTpoB MOJIETU B Cllydae MOJEIUPOBAHUS PACHPOCTPAHEHUS
CLAIl B SKyTCKHMX NOMYJISIUSAX HCIIOJB30BAIM: CBEACHUS HUCTOPUYECKON U COBpE-
MEHHOU neMorpaduu, KIMHUKO-reHeTndeckue nanueie s cemeit ¢ CLIAL. B kaye-
CTBE MCTOYHHKA JeMOrpadUyecKuX CBEICHUN MO SIKyTHU UCIOJIb30BaHbI CTATUCTH-
yeckue coopuuku no Pecny6iauke Caxa (2000-2005 rr.) u cienyromue padotsi: Ce-
pomeBckuii, 1993; ®enoposa, 1999; Urnateena, 1999; Urnateesa u np., 2000; Bu-
HOKypoBa, ®enopoa, 2001; CykneBa, MoctaxoBa, 2002; denopona, JKene3HoBa,
2003. T'enetuko-aemorpapudeckrue JaHHbIE A HaceJlIeHUus Y CThb-AJJaHCKOIO yiyca
B3sTHI U3 pabot Kyuep ¢ coart. (2004), a nns HaceneHus AOBIMCKOTO yiayca ObUTH
MOJIYYEHbl B XOJI€ AKCIEIUIMOHHBIX padOT, BBIMOJIHEHHBIX cOTpynHukamu OTtaena
MOJIEKYJIIPHOM T€HETHKU SIKYTCKOr0 Hay4HOIr'0 HEHTPAa KOMILJIEKCHBIX MEIUIIMHCKUX
npobsem CO PAMH (2000-2004 rr.). Mctounnkamu uHGOpMaLUK JJISI T€HETHKO-
aeMorpauyecKoro CCiae0BaHMs OCTYKUIN JaHHbIE MOXO03UCTBEHHBIX KHUT (J1J1s
OLICHKH TI0JI0-BO3PACTHOIO W HAIMOHAJIBHOTO COCTaBa HACEJIEHUs) U CBEIECHHUs, COO-
paHHbIE B X07ie coOeceI0oBaHus C JKUTEISIMU OOCIIEIOBAaHHBIX HACENEHHBIX MYHKTOB
(oxapakTepu30BaHbl MUTPALIMOHHBIE MTPOLIECCH], BUTAbHbIE CTATUCTUKH). VcTopuue-
CKHE M COBpPEMEHHBIE JeMorpaduyeckue M TeHEeTUKO-AeMorpaduyecKkue CBEICHUs
st Y CeTb-ANJaHCKOTO U AOBIHCKOTO yIycoB SIKyTHM MCHOJb30BaHbl JJIsl PACUETOB
MOBO3PACTHBIX BEPOATHOCTEH CMEPTH, KOIPPULIMEHTOB POKAAEMOCTH U MUTPALMH
JUTSL pa3HbIX UICTOPUYECKUX NEPUOAOB B MOJICTUPYEMBIX MOMYJISALHIX.

Martepuaniom st KIMHUKO-TeHeTnueckoro usydenus CLA1 mocmyxuiu re-
HEaJOrM4YecKue JaHHbIE IO OTATOLIEHHBIM CEMbSIM U3 LIEHTPOB HaKOIUIeHUs 3a00iie-
BaHUA: AOBIICKOTO U Y CTh-ANAAHCKOTO YJyCOB, MpeaocTaBieHHbie OTIeI0M Mosie-
KYJISIPHOM T€HETUKH SIKyTCKOTO Hay4HOTr'O HEHTPa KOMIUJIEKCHBIX MEAUIIMHCKUX MPO-
o6iem CO PAMH (ta6m. 1).



Tabnuua 1
O0BbeM reHealorMYeCKrX JaHHBIX, UCTIOJIb30BAaHHBIX B paboTe
AObIiickuil | YceTh-ATaHCKUN

ITokazarens

yaIyc yaIyc
KonndecTBo poAaoCIOBHBIX 15 14
Uucio 4esnoBek, 3aperuCTpUPOBAHHBIX B POJOCIOBHBIX 640 449
Yucno Oonbubix CLIA1 1 HOCUTENEH MyTaIlMi B pOAOCIOB- 130 114
HBIX
Yucno HocuTenen MyTaluuu ¢ AUarHo30M, MMOATBEPKICHHBIM 62 59
MOJIEKYJISIPHO-TEHETUYECKHUMHU METOAAMU
Yucno 310pOBBIX POJCTBEHHUKOB C MOJIEKYJISIPHO-T€HETH- 59 34
YECKUM MOJATBEPKIACHUEM HOpMaibHOU MnHbl SCA ] amnens

CratucTryeckyro o0OpaObOTKy AaHHBIX MPOBOJMIN ¢ MPHUMCEHCHUEM CTaHIAPT-
HBIX METOJIOB, UCITOJIB3YEMBIX B T€HETHKO-IEMOIpapUIECKUX HUccaeaoBaHusax. Kom-
MBIOTEpHAS MPOTpaMMa JIJIT MOJICTUPOBAHMS PACTIPOCTPAHCHHSI OOJIE3HEH IKCIIAaHCHUU
TPUHYKJICOTUIHBIX TTOBTOPOB B MOMYJIAIMAX YEJIOBEKa HAIMCAaHA B Cpefie pa3paboTKu
Windows-npuinoxenuit Borland Delphi 7, s3six mporpammupoBanust — Object Pascal.

PE3YJIBTATBI UCCIIEJOBAHUSA N OBCYKIEHUE
Onucanue Moaesau u nHTepdeiic nporpaMmal

OCHOBHBIE IIPOLIECCHI, POUCXOASIINE B MOACIUPYEMON CUCTEME, MOXKHO Pas-
JIENUTh Ha JIBE TPYNIIBI: MepBas — JeMorpaduueckue, XapakTepu3youue BOCIPOn3-
BOJICTBO HACEJICHHS B MOIMYJISALUAX, U BTOpPass — KIMHUKO-TEHETUYECKUE IMPOLECCHI
BO3HUKHOBEHUS U MEPENAYd MYTAHTHOIO I'€Ha B TMOKOJIEHUSX B CEMbAX HOCHUTENEH
MyTaluu. B KOMIbIOTEpHON MporpaMme AJis «pa3BUTH MOMYISIUI ObLT UCIIONB30-
BaH JUCKPETHBIN AJITOPUTM C IIaroM B OJWH Trof. Mccnenosarens, 3a1aBasi 3HaYCHUS
nemMorpauyecKux U KIMHUKO-TEHETUYECKHUX MapaMeTpoB, TeHepUpPyeT U HAOJI01aeT
«@BONIIOLMIO» monyaauuid. CMOAenupoBaHHAs TOMYJSALUA MNPEACTAaBIIET COOOH
rpynny UHIAUBUAOB (MYXCKOIO M KEHCKOTO I0J1a), pa3HOTO BO3pacTa, BEYIINX CBOE
IPOUCXOXKJIEHUE OT HEKOTOPOr'o KOJMYECTBA (3a/7aBacMbIil I0JI30BATEIEM Iapa-
METp) pOJOHAYaJIbHUKOB (IIEpPBOIOCENIEHLIEB). Bece mpouecchl B mporpaMMe Mpouc-
XOJAT C OTAEIbHBIMU MHAWBHUAAMMU, JJISI KOTOPBIX UMUTHUPYIOTCS OINPEAEIECHHBIE Je-
Morpaduueckre COOBITHS: POXKIECHUE, CMEPTh, 3aKIIOUeHUE Opaka, MUTPALIMS, POXK-
nenue pedenka. /[ Hocurenaell MyTaHTHOTO FeHa UMUTHPYIOTCS CIIELyIOIIHNE COOBI-
THA: TEpeAadya MyTaluud IOTOMKY, IMPUPOCT JUIMHBI TpuHykineotuaHoro CAG-
noBTopa B rene SCAI npu HaclieqoBaHUU, (DAKT HACTYIJICHUS 3a00JeBaHus, MOCTa-
HOBKa Ha Y4€T B MEIMKO-T€HETUYECKOM KOHCYJbTAIMHU, cMepTh OosibHOTrO. Ha kax-
JIOM I1are UTEPALMH, I KaXI0ro MHAMBHUAA B 3aBUCMMOCTH OT 33/1aBa€MbIX Iapa-
METpOB (T10JI, BO3PACT, KOJIMYECTBO MOBTOPOB U T.J.) PACCUUTHIBAECTCS BEPOSITHOCTD
HACTYIUICHUS BBIIIETIEPEUUCICHHBIX COOBITHI B OMpENeNeHHOM MOCie10BaTeIbHO-
ctd. B 3aBuUcMMOCTH OT Tuma COOBITHS JJIsl pacyeTa BEPOSTHOCTEH HCIONB3YIOTCA
(GyHKUMHU, TEHEPUPYIOIIKNE TCEBAOCTYyYaliHbIe YHCIia, PACIIPEACIICHHbIE TI0 HOPMAaJlb-
HOMY WIHM paBHOMEpHOMY 3akoHy. @yHkuus Random (Bo3Bpalaer ncespociyydaii-
HOE 4ucio B auana3o”e oT 0 10 1, B COOTBETCTBUM ¢ PABHOMEPHBIM PACIPEECICHU-
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€M) HCHOJb3YeTCs JIJIs1 ONPEIEICHHUs HACTYIUICHUS CIEAYIOIIMX COOBITUI: POXKIICHUE,
CMEPTb, MOJYYEeHHE MYTAHTHOTO I'€éHa OT POJUTENS-HOCUTENS MYTallMHd, BOZHUKHO-
BEHHE MyTalluu de novo, >MUrpanus, TOMaJaHue MoJA HaOJIOJAEHUE B MEIUKO-
reHeTHuecKyro KoHcyibTanuioo. @ynkuus RandG (Bo3Bpamiaer mnceBaociydaiiHoe
YHUCJIO B COOTBETCTBUMU C HOPMAJIbHBIM pacIlpe/IeIEHUEM, B KAUECTBE MMAPaMETPOB Tie-
pENArTCsl MaTEMATUYECKOE CPEAHEE U CTAHIAPTHOE OTKJIOHEHUE COOTBETCTBYIOLIEN
CIIy4ailHOW BETMYMHBI) UCTIOIB3YETCs JJI ONpeeeHus Havana 3a0o1eBaHus (1osB-
JICHUS! CHMIITOMOB) U HACTYIUICHHUSI CMEPTH Y HOCUTEJIEH MyTaHTHOI'O I'eHa.

HavanbHas nonmymnsinus reHepupyercs B OkHe mporpammbl «Co3aaHue nomysis-
LUW», a 3aTeM, CIIelys 3aJaBacMbIM IapameTpaM pOKIAEMOCTH, CMEPTHOCTU U MHU-
rpaluid, Ha4YMHAET HU3MEHATbCA. 1[I0 BHOBb pPOXKAAIOMIMXCA WHAUBUAOB 3aJ1a€TCA
CIly4ailHIM 00pa3oM C BEpPOSITHOCTHIO Y52, DaMUIIMK M MMEHA MHJIMBHUJIAM MPUCBAK-
BAIOTCSI U3 TMpUJIaraeMoro K mporpamme (aiiia co CIUCKOM MYXCKHUX U KEHCKHX
MMEH U paMuINi U HE COOTBETCTBYIOT peasibHbIM oM. HaclienoBanue MyTaHTHO-
ro reHa NPOUCXOIUT B COOTBETCTBUM C MEHAEIEBCKOW MOJEINBIO Ui ayTOCOMHO-
JOMHHAHTHOTO 3a00JeBaHus. BpiOop mapamMeTpoB, yHpaBlSIOMIMX KU3HBIO MOMYJIs-
uuu, ocyuiectsiseTcs depe3 «llaHenbp mapaMeTpoB» OCHOBHOIO OKHAa MPOTPaMMBI
«MogenupoBanue nomyisuui» (puc. 1). B nporpamMmMe nmeercs emie HECKOJIBKO IK-
panHbIX popm. Dopma «JIuyHas KapTOUKa» MO3BOJISIET MPOCMATPUBATh U PEAKTH-
poBaTh MH(OPMAIUIO MO KaXIAOMY OTAEIbHOMY MHIUMBHUIY, (hopma «PomocioBHas»
JaeT BO3MOXKHOCTh paboTaTh C POJIOCIOBHBIMU WIECHOB MOMyisiiuu, B «lIpoTokoine
coObITHIIY 3adukcupoBaHa JeTaibHas UHGOPMALHMS O COOBITUAX, MPOUCXOIAUIUX B
NOMYJISUAX HA KaXXOM I1are UTepalnu.

IMoxGop napameTpoB MOI€JIM HA OCHOBE ITAMNOB JIeMOrpagu4ecKoro pa3puTHs;

SAKyTHH, N3y4YeHHSI TEHETUKO-AeMOorpaguuecKoi XapaKTepuCcTHKH AOBICKOro

U YCTh-AJIAHCKOT0 YJIYCOB U M3YUeHUS] KIMHUKO-TeHeTHYEeCKHUX 0CO0eHHOCTe
cemeii ¢ CIIA1 u3 1aHHBIX yJIyCOB

B cooTBeTcTBUU ¢ OCOOCHHOCTSMU 3THOTE€HE3a U PACCEJICHHs SIKYTOB IO Tep-
putopun Sxytum, paspaboTaHa KOHUENLMS MOJAENU MoApasyMmenaromas «3phexT
poJloHavalIbHUKaY. B KauecTBe JaThl 3aCeIEHUsI MOJEIUPYEMBIX MOMYIISIUI BHIOpaH
1650 rox: cuuTaercs, 4TO 3aBEpIICHHE 3THOreHe3a SKYTOB IMPOM30LLIO BO BTOPOMH
nonoBuHe XVI B. Ha Cpennent Jlene. K mauany XVII B. sKyTbl MUTpupoBaiu B Ipy-
rue peruoHsl SIKyTUM U HIMPOKO PACCENMIIUCh MO JOJMHAM KpPYIHBIX pek (JIeHsl,
b1, Unaurupku), acCUMUIMpPY KUBILIKE TaM KopeHHbIe Hapoabl (["orones, 1999).

B paGote umuTupOBalid 3aceieHHE TEPPUTOPUU THUIOTETUUYECKOTO Yyiyca W3
CeBepHoll SIkyTuu co clneayrolmUMHI Ha4YaJlbHBIMU MapaMeTpaMu: UCXOJIHAs YUCIICH-
HocTh — 200 yenoBek, Bo3pacT noceieHiueB 20-40 net, cooTHoueHue nojos - 1:1,
Cpeay MEPBBIX MOCETECHIIEB 3 UeJIOBEKA SIBJISIIUCH HOCUTENAMU MyTaluu B rene SCA [
¢ nimunoit CAG-nioBTOpa, paBHOU 39 TpuIuieTaMm (IIOpPOroBoe 3HAYCHUE JIJISI Pa3BUTHS
CILIA1).

Pe3ynbpTaThl Hccie0BaHUSl T€HETUKO-IeMOrpaduyecKoil CTpYKTYypbl JBYX IO-
nynsiiuid u3 neHTpoB HakoruieHus: CIIA1 (AObiiickoro U YcTh-AJIaHCKOTO YIYCOB)
JIErJId B OCHOBY pacyeTa 3Ha4€HHM MmapaMeTpoB ISl MOJEIUPOBAHUS «IBOJIIOIIUN
NOMYJISIIMHA Ha COBPEMEHHOM JTarne uX pa3Butus (tabn. 2). B Hacrosiee Bpems
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Tabnuua 2

ITokazarenu HAIMOHAIBHOTO U TIOJIOBO3PACTHOTO COCTaBA, XapaKTEPUCTUKU
PENPONYKTUBHON (PYHKIIMU U CTPYKTYpa UCXO0JI0B OepeMeHHOCTEN B AOBIICKOM 1
Ycrb-ANIaHCKOM yiTycax

[okasarenn AGbliickuii ymyc yCTB_AHI[alHCKHH
yIIyC
AKyThI 98,76 99,61
HamumonansHeIN cocTas, % IBCHEI 0,11 0,07
’ DBEHKHU 0,23 0,07
[Tpunutoe Hacenenue 0,90 0,27
<21 roma 34,04 42,33
Bospacthas ctpykrypa, % 21-50 ner 46,10 42,63
>50 ner 19,86 15,04
3 31,63 27,44
CpenHuii BO3pacT, JieT Q 33,20 28,73
> 32,45 28,08
<21 roma 0,94 1,02
CooTHomenue nonos, 3/9 21-50 net 1,02 1,08
>50 net 0,74 0,69
Bospact HacTyrieHus Memnapxe 13,59+0,18 14,04+0,11
(tet+s.e.) Knumakc 45,83+1,77 46,05+0,62
®IIPII, ner 32,24 32,01
Bo3spacr BcTynuienus B -MY’KYMHBI 25,22+0,68 -
Opak (Jers.e.) -)KCHIIMHBI 22,97+0,53 -
Bo3spact poxaenus pe- -TIEPBOTO 22,91+0,39 23,20+1,68
OeHka (JeT+£s.e.) -IIOCJICTHETO 34,82+1,78 34,30+0,73
PPAII, ner 11,91 11,10
BurtanbHbIC CTATUCTUKY (JIS )KEHIIIMH 3aBEPIICHHOTO PEIPOyKTHBHOTO BO3PACTA)
bepemennocty, -poJilamMu 67,24 81,48
3aBEpILIUBIINECS -MEAUITMHCKUMH a00opTaMu 24,14 10,73
(B %): -CTIOHTAaHHBIMH a0OpTaMU 8,62 7,80
% MepTBOPOXKJIEHUH (OT YKciia pPOJOB) - 4,79
% ymepuiux 110 20 net (0T yncia KUBOPOKIECHHBIX ) 7,69 8,25
[Ipumeuanue. . (Kyuep u np., 2004). ®IIPII - dusnonornyeckass mpoa0KUTENIb-

HOCTh PENPOAYKTUBHOTO Iepuoja (pa3HuIla MEXAY BO3PACTOM KIMMaKca U MeHap-
xe); PPAII - peasibHbI{ penpolyKTUBHO-aKTUBHBIN NEpHoJl (pa3HUIIa MEXIY BO3pac-
TOM POKJICHHS TIEPBOTO U MOCJIEAHEr0 peOeHKa).

HACEJICHWE W3YYaeMBIX PETHOHOB XapaKTEPH3yeTCs OTHOPOIHBIM HAIMOHAJIbHBIM
coctaBoM (Oosiee 98% sikyToB). [lo moJioBo3pacTHOMY cocTaBy 00CII€IOBaHHBIC
yIYCHI Pa3IMYAIOTCsI MEXKIY CO00i — CpeTHNI BO3pacT HaceleHusI AObIIiCKOro yiyca
(32,5 rona) okazaincs BbIlIe, YeM Yy KkUTeNeH YcTh-Anaanckoro yayca (28,1 ner). B
0o0omX yiycax B CTapileil BO3pacTHOW TpymIie HaOI0AaeTCsl AUCIIPOIIOPIUS B COOT-
HOLIIEHUHU TOJIOB — TPeoOJaAar0T JKCHITUHBI, B MIAJIICH U CPeAHEW BO3PACTHON
rpynnax AaHHBIA MoKa3zarenb OMM30K K eauHuue (tadn. 2). JlaHHble 0 BO3paCTHOM
COCTaBE HACENICHUS TO3BOJSIOT 3aKIIOUYNTh, YTO U3YYaeMble MOMYIISAINN XapaKTepH-
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3YIOTCS PaCUIMPEHHBIM XapaKTEPOM BOCIPOU3BOACTBA. BHICOKHI ypOoBeHb poxaae-
MOCTH JIJIs1 IKYTCKOTO HacelieHus ObUT XapakTepeH kak B mnporuioM (I"orones, 1999;
Cepomesckuit, 1993), Tak u coxpansercsa B Hacrtosimiee Bpems (MruatpeBa, 1999;
CykneBa, Mocraxoa, 2002). CpegHee 4UCI0 KMBOPOKIECHHBIX JIETEH Ha KCHIUHY
3aBEPIICHHOTO penpoAyKTUBHOro Bo3pacta (3PB) okazanoch Beilie B YCTh-
Annanckom ynyce (4,22), uem B AOswiiickoMm (3,54). B AGriiickoMm yiyce Oosee miu-
POKOE€ pacipOCTpaHCHUE UMEET MPAKTUKA peryJupoBaHus poxaaemMoctu: 67,2%
OepeMeHHOCTEN 3aBepIIMIuCh pojaamu; 24,1% — MeIUIMHCKUMU abopTaMu, TOTna
KaK y JKEHIIUH U3 YCTh-AJIJAHCKOIO YJIyca aHaJIOTMYHbIE MOKa3aTeau ObUIM PaBHBI
81,5% u 11,0% coorBercTBeHHO. CpeHUil BO3pacT BCTYIJIeHUsI B Opak B AOblii-
CKOM yJIyce ISl KEHIIMH COCTaBWJI OKOJIO 23 JieT, a pu3noioruyeckas npo10nKu-
TEJIBHOCTh PEMPOIYKTUBHOIO Mepuojia paBHa 32 rogam B 000MX M3Y4YaeMbIX yiycax
(Tabmn. 2). O0a paiioHa XapaKTepU3yIOTCS HEBHICOKUM YPOBHEM MHUIpauMii — OKOJIO
80% >xuTeneil HaCeNIEHHBIX MYHKTOB U AOBIICKOTO, U Y CTh-AJIAHCKOTO YJIYCOB SIB-
JSIOTCA YPOKEHIAMU ATUX YITYCOB.

JIJist pa3HbIX 3TANOB XU3HU CMOJECIMPOBAHHBIX MOMYJISIMA 3a1aBaly pa3iny-
HbI€ 3HAYEHUS MapaMeTpOB BOCIPOU3BOJICTBA HaceneHus (Tabiu. 3). [ns mopesouio-
IIMOHHOM SIKyTHHU OBUIM XapaKTEPHBI BBICOKUH YPOBEHBb POKIAEMOCTH U CMEPTHOCTH,
B COOTBETCTBUHM C 3THM, B MOJIEJIA C MOMEHTA 3aceseHus u 10 1920 roga ycraHaBiu-
BaJld OYCHb BBICOKHI YpPOBEHb pokaaeMocTH (6,5 aered Ha >keHmuHy 3PB) mpm
OUYEHb BBICOKOM YPOBHE CMEPTHOCTH, 0COOEHHO MiajieHueckoi. [loBo3pacTHbie Be-
POSITHOCTH CMEPTH JIJIs1 3TOTO MEePUoa, YCIOBHO HA3BAHHOTO HAMU «MCTOPUYECKUM,
noa0Upaty SMIUPUYECKUM IyTEM, COTJIACYSl YPOBEHb POKIAAEMOCTH U CMEPTHOCTH C
JAHHBIMU T10 €CTECTBEHHOMY JABUXKECHUIO HacesneHusa Skytuu B 1886 — 1890 rr.

Tabnuua 3
JlemorpaduuecKue mapaMmeTpbl MOJEIH
Cpennee Beposit-
[Tepuon eTo Penpoz[yUK- I[OHyc‘;TI/I— HOCTE
KU3HH [Tokasaresn y THMBHBII MBI
neTeli Ha CO3IaHus
IOy IS CMEPTHOCTH BO3PACT, YPOBEHb y
WH, TOJ PKEHIUIY JeT pozcTBa Opauroi
1, 3PB 1apbl
1650-1780 | 117 «MCTOPHHCCROTO 6,5 20-50 | 2-iopossie 1,0
TIEpHOIa»
1781-1920 | T «HCTOPHHCCROTO 6,5 20-50 | 3-iopossre 0,8
TIEpHOIa»
Ha ypOBHE Havasa Je- 2-20-50
1921-1940 | morpaduueckoro mne- 5,0 9: 20-40 3-r0poaHbIE 0,8
pexona '
BBICOKAS JIeTCKas U 3 20-50
1941-1950 My’CKas CMEPTHOCTb 2,0 Q:20-40 3-10pOIHEIC 0.8
] Ha YPOBHE JIEMOIpa- d':20-50 ]
19512000 | 4 D ana 3,5 Si20.40 | opomasie 0,8
Ha ypPOBHE MOCJIE JIe- _
2001 ... d':20-50
1POrHO3 Morpau4ecKoro rme- 2,5 0: 20-40 4-roposiHbIE 0,8
pexojia
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[ToBo3pacTHBIE BEPOSITHOCTA CMEPTH ISl TIEpUOJIa Havajla I1eMOrpapuyeckoro
nepexoga (1921 — 1940 rr.) u qs nepuoaa ¢ 1951 mo 2000 rr. 6pUTH paccuuTaHbl Ha
OCHOBE peanbHbIX AaHHBIX (BuHokypoBa, @emopoa, 2001). 3amaBanu pa3Hbie 3Ha-
YeHUs I KO3(PPUIMEHTOB POKIAEMOCTH U CMEPTHOCTU HA BpEMsl BOWHBI, Ha MO-
CJICBOCHHBIN U MPOTHO3UPYEMBIil IepuoAbl BpeMeHu (Tabi. 3).

Kimmnauko-renernueckue xapakrepuctuku CL[A1 oTpaxkaroTcs Ha «BOCHpPOU3-
BOJAMMOCTHY TUHAMUYECKONW MYTallUU B MOMYJSLIMU, TO €CTh Ha KOJIMYECTBE HOCUTE-
JIell MyTaHTHOTO I'€Ha, OCTaBIISIEMbIX OOJbHBIMU POJUTENSIMU B KaXJAOM MOKOJICHHUH.
[ToaToMy 17151 pacyeTa U BepuUpUKAIIMU KIMHUKO-TEHETUYECKUX MapaMeTpOB MOJAEIIH
WCIIOJIb30BAJIM PE3YyJbTaThl T'€HEAJOTHMYECKOTO0 H3YUEHHUs OTATOIIEHHBIX ceMeil u3
AOGBIiickoro u Y CcTh-ANAaHCKOTO yIycoB (Tadm. 4).

Tabnuua 4
Knunuko-renetndeckue xapakrepuctuku 0onbHbIX CIIA1 u3 AObriickoro u
VY cTh-ANIAaHCKOTO YIIYCOB

N YcCTh-
AOBICKHI .
[Toxasarens AnJaHCKUI
yiyc
yIIyc
Pacnpoctpanennocts, Ha 100 ThIC. HaceneHus: 1182,49 272,99
3:9 0,87 1,24
PoxmaemocTh: Bce § / OOJbHBIC § 2,6/3,5 2,5/3,6
Cpennuii Bo3pact manudectanuu 601e3HU (J€T): ) 40,4 343
319 41,7/ 39,5 35,9/31,1
Cpenusis mpoAOIKUTEIFHOCTD KU3HU OOIBHBIX (JIET): ) 56,8 47,5
319 57,0/ 56,4 49,6 / 45,2
Cpenusia nnuna naronorudeckoro CAG-mostopa: ), 48,5 49,8
379 47,6 /49,2 49,1/ 50,7
UYactora (%) MmyTanTHBIX ayuienei ¢ anunon: <46 CAG 18 22
46-50 CAG-1ioBTOpOB 59 32
51-55 CAG-noBTOpOB 19 33
56-60 CAG-mioBTOpOB 3 11
> 60 CAG-11oBTOpOB 0 2
CooTHotieHne O0JIBHBIX U 3J0POBBIX JIETEH B CEMBSX C
1,35 1,30
ClAL: BCE CEMbH
6osen & / 6onbHa 9 1,52/1,18 1,50/1,16
[TpupocCT JUTHHBI MATOJIOTHYECKOT0 aJUIeys B MMOKOJICHHU- 132 273
AX: BCE CEMbBU ’ ’
6osen & / 6onbHa 9 2,60/0,79 3,00/2,50

K mapamerpam, ompenensroniuM rnepeaadyy MyTaHTHOTO T'€Ha B IOKOJICHHSX,
OTHOCSTCS cieayromiue: noporopoe 3HaueHue CAG-nostopa (39 TpurwietoB); pas-
Opoc mpu HacieaoBaHUU (OINpeaensieT SKCTIAaHCHUIO WIIM COKpAaIleHUE JIJTUHBI MyTaHT-
HOTO aJJIefisi Y MOTOMKOB, YHACJIEIOBaBIINX MyTaluio0) — oT -1 g0 +2 moBTOpOB (C
1650 o 1950 rr.) u ot -1 10 +3 moBTOpOB (c 1951 T. U nasiee Ha BECh MPOTHO3UPYE-
MBIU MEepUO) M, HAKOHEI], BEPOSITHOCTh YHACJIEIOBATh MYTAIlMI0 OT OOJILHOTO OTIIa
nu Marepu (3anaBanu 3Hauenust 0,60 u 0,55, COOTBETCTBEHHO).
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BeposTHOCTH 320071€Th B TEKYIIEM IOy JJIsl HOCUTEIS MyTalliH OTPEIeIsiach
Ha OCHOBAaHWM YCPEIHEHHBIX OIICHOK, PACCUMTAHHBIX IO JABYM YPaBHCHHSIM perpec-
CHH 3aBUCHUMOCTH BO3pacTa Hadaja 3aboieBanus oT anuHsl CAG-noBTOpa:
1. 6o3pacm nauana 3abonesanus=117,35-1,639*yucno CAG (Ilnatonos, 2003),
2. In(éo3pacma navana 3abonesanus)=12,89-2,41*In(CAG)(Goldfarb et al., 1996).

Bepuduxauusa napameTpoB Mmoaeu

Bo3pacTHas CTpyKTypa MOAEAUPYEMBIX NONyAslHi. B cOOTBETCTBUU C BbIllIE-
ONMMCAHHBIMU JIEMOrpapUUYeCKUMHU MapaMeTpaMu, BO3pacTHAs MUpaMuja HaceleHUs
CMOJEIUPOBAHHBIX MOIYJISALNM, TOCTpOEHHAs, Ha MOMEHT 1920 r., uMeeT mUpoKoe
OCHOBAaHHE U PE3KO CY)KaeTcs K BEpIIMHE, TO €CTh B CTPYKTYpE HacelieHus mpeoodia-
JA0T JI0U Mojooro Bo3pacta (puc. 2). K 1995 u 2100 rogam Buj nmupamMuabl Me-
HSIETCS] — OCHOBAHUE HECKOJIBKO CY>KAETCS, 3aTO IIUPOKON CTAHOBUTCS CPEHSS YaCTh
Y BEPXYIIKA, YTO COOTBETCTBYIOT PEAIBHOW CUTYyalluu JWHAMUKH BO3PACTHOU CTPYK-
Typbl Hacenenus Axytuu (Bunokyposa, ®enopoBa, 2001). Takum oOpazom, mnpu
OMMCAHHBIX BBIIIE JeMOorpaduueckux napaMerpax BpeMeHHasi JUHaMUKa BO3PACTHOM
CTPYKTYpPbl MOJEIUPYEMBIX MOMYJSIUUNA COOTBETCTBYET M3MEHEHUSM BO3PACTHOU
CTPYKTYPBI PEANIbHBIX AKYTCKHX MOIMYJISILUMA.

100 100 100
90 90 90
80 80 80
70 70 70
60 60 60
50 50 50
40 40 40
30 30 30
20 20 20
10 10 10

0 0
0 10 20 30 40 0 10 20 30 40 0 10 20 30 40

%o Yoo Yoo

Bo3spacTt

Puc. 2. Bo3pacTHble nupaMuabl HACEICHUS CMOACIMPOBAHHON MOMYJAIMU: a — UH-
nuBubl, poauBirecs ¢ 1820 mo 1920 roasr; b — 1895-1995 rr. poxkaenus; ¢ — 2000-
2100 rr. poxaeHusl.

JuHaMuka K03QQUIHEHTOB POXKTAEMOCTH U CMEPTHOCTH B CMOICINPOBAHHBIX
OomynanuaXx. B Mojenn Ha OCHOBE 3aJJaHHBIX NTApPaMETPOB PACCUMTHIBACTCS BEPOSIT-
HOCTh POJUTHCSA U YMEPETh ISl KaXJA0r0 OTAEIBbHOTO0 MHAWBHIA. B creHepupoBaH-
HOW MOMYJISINU UMEETCSI BO3SMOXKHOCTD MOTYYUTh CTATUCTHKY TIO JeMOTpapuuecKumM
napaMeTpaM, aHAJIOTHYHYI0 oOmuM Kod(hdHIMeHTaM POKIAEMOCTH U CMEPTHOCTH,
KOTOpbIE IIUPOKO HCIONB3YIOTCS B JeMorpaduu JUisl aHajgu3a 3TUX IMPOLECCOB, U
MpeACTaBUTh UX Ipaduuecku (puc. 3).

Jliist cpaBHEHUSI TIOJTYYSHHBIX B MOJICIH IeMOTpadUIecKiX MoKa3aTelei ¢ ana-
JIOTUYHBIMH PEATbHBIMHU CBEJICHUSIMU HCIIONIB30BAIN JeMOTrpadudecKue TaHHbIC U3
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pabot (Bunokyposa, @enopona, 2001; CykneBa, Mocraxosa, 2002), paccduTaHHbIE
U1t Bcero HaceneHust SAxkytuu. OOIue TEHACHIIMH U3MEHEHUs MPOIIECCOB pOXKaac-
MOCTH U CMEPTHOCTH B MOJIENI COOTBETCTBYIOT aHAJIOTHYHBIM IIPOIIECCaM B peaib-
HBIX MOMYJISIUSX Ha IJIMTEIbHBIX HHTEPBaJIaX BPEMEHH.

%o
w
o

15 T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T T
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roabl

%o
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2000 2010 2020 2030 2040 2050 2060 2070 2080 2090 2100

rogabl

KoL MEHT poxgaeMocTun KOSOPULIMEHT CMEPTHOCTU

Puc. 3. lunamuka ko3)PUIIUEHTOB POXKIAEMOCTH U CMEPTHOCTH B THUITMYHOM CMO-
JeIupoBaHHOM momyssiuuu Ha niepuoaax ¢ 1820 mo 1920 rr. (a), ¢ 1921 mo 2000 rr.
(b) u ¢ 2000 1o 2100 rr. (c).

OO6111as1 YUCIEHHOCTh CMOJICAUPOBAHHBIX MOMYJISIMA, YUCIIO HOCUTENAEeH MyTa-
1My 1 60abHBIX. B cepun u3 90 cMoenupoBaHHBIX MOMYJIALMA Ui 8 MOMYJIALMMA
(oko110 9%) OBLIO MOKa3aHO, YTO HOCUTENIM MYTAaHTHOTO I'€Ha AIMMUHUPOBAIIUCH Ha
HayaJIbHBIX 3Talax 3BOJIIOIUM 32 CUET cllyyalHbIX npoueccoB. K momenty 1920 rona
(Ha TOM 1are B CEpUU UMHUTALIMOHHBIX YKCIIEPUMEHTOB C MUTPALlUSIMUA BBOAMIIU Ta-
pameTp «10Js BbIOBIBIIMX U MPUOBIBIIUX B MOIMYJISIUU») YUCICHHOCTh MOJACIIUPYe-
MBIX MOMYJISIIMKA BapbUpoOBalia B Mpeaesax oT 3526 mo 7725 4enoBek, CO CPeAHUM
3HaueHuEM 5149 yenoBek. B peanbHbIX NONMYJIAUAX YUCIEHHOCTh HaceneHus B 1939
rony coctaBuiia 2984 yenoeka B AObiiickoM U 16989 yenoBek B YCTh-AIAaHCKOM
yinyce. K 2000 roay (3a 350 maro urepamuu) Takue MoKaszaTesn Kak oOIas 4uc-
JIEHHOCTb HACEJEeHUs, YUCIO OOJBHBIX U HOCHUTENEH MYyTallUh B CMOJIEIMPOBAHHBIX
MNOMYJISUUAX UMEIN 3HAYEHUS! TPOMEKYTOUHbBIE MEXAY JaHHBIMH 1O AOBIIICKOMY U
Yerb-Anganckomy yiaycam (Tadi. 5).

Jnnna CAG-noBropa B reHe SCAJ/ y HocuTeneld MyTallMM, BO3pacT Hayajida U
IPOJOJDKUTENBHOCTh 0O0JIE3HH B CMOJICJIUPOBAHHBIX monyisiusax. CpenHss AJIMHA
CAG-noBtopa B rene SCA/ y Hocuteneld MyTaHTHOro amiens B 30 cMOAEnupoOBaH-
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HbIX nonyianusax Ha MoMeHT 2000 r. cocrtaBuna 47,1 CAG-TpumieroB, cpeaHUil
BO3pacT Hauajia 3aboineBaHus — 39,9 jeT U cpelHsAs MPOJOJLKUTEIBHOCTh KU3HU B
rpy1mne OOJBHBIX — OKOJIO 53 sieT. DTH mokaszaTesn OJU3KU K peabHbIM 3HAYCHUSIM,
MOJIYYEHHBIM MPU U3YyUYEHUU KIMHUKO-TEHETUYECKON XapaKTEPUCTUKU OTATOLIEHHBIX
ceMei u3 AOBIMCKOTO U Y CTh-AJITAHCKOTO YIyCOB (TabI. 4).

Tabnuna 5

OO6111ast YUCAEHHOCTh HACENEHUs, YUCIIO OOJIBHBIX U HOCUTENIEH MyTaIllu
B pEAIbHBIX U CMOJICIMPOBAHHBIX MOMYJISIUAX

o o YcTb-
Pacuetnas | CMmozmenupoBaHHble | AObICKUI .
ITokazarens Anmanckuim
BEJIMYHHA MOy JISIIINI yiyc
yiIycC
OO611ast YMCICHHOCTh Cpenee 7999,19
;gcenemfl . Min 3270,00 5074,00 21612,00
’ ' Max 11885,00
. Cpennee 359,45
qHCHgaH(I),I;HTj;-fH My- Min 50.00
B Max 866,00 60,00 59,00
Cpennee 56,97 ’ ’
Yucno 00JIbHBIX, Yell. Min 7,00
Max 164,00
HOCHTENCH
PacnpocTpaneHHOCTh MyTammn 4493,58 1182.50 273.00
Ha 100 TBIC. HaceneHus
OO0JIbHBIX 712,20

Bpemennoii nporuos pacnpocrpanenuss CIIA1 B cmoae1MmpoBaHHbBIX
NOMYJISIIUAX

B MozenupyembIX mONyJsIUsAX B KAU€CTBE TOUKM OTCUETA JUJISl aHAJW3a BIIMS-
HUsL 3G(HEKTUBHOTO MEAUKO-TeHeTndeckoro koHcynbtupoBanusi (MI'K) na pacmpo-
ctpaneHHocTh CLIA1 Obut BeiOpan 2000 rox, tak kak B Skytuu B 1995 r. Bnepsbie
BHenpeH Mmetof npsmont JIHK-nuarnoctuku CIIA1 B naGoparopuu MHCTUTYTA 3710-
poBesi AH PC(S), u B 2002 r. BHmepBble MpOBEACHA MpEHATalbHas IUArHOCTUKA
CIAL1 B otsaromenno cembe (Kononosa u mp., 2003). C 2000 roga B mporpamme
3a/1aBajy ONPENEICHHBIN MPOUEHT JIMI, ABJISIOIINUXCA HOCUTEISIMH MYyTalHUH, KOTO-
pble MPOXOJUIU «OOCIIeIOBAaHUEY», aHAJIOTUYHOE MpeHaTAIbHOW WM MpeuMIlIaHTa-
LIMOHHOM TMAarHOCTUKE, B PE3YJIbTATE YErO y AAHHBIX MHAMBHUIIOB POKIAIUCH TOJBKO
IIOTOMKH, HE HECYIIIUE MYTAHTHOTO ajuielsa reHa SCA .

BpemenHnoit uHTEpBai, HEOOXOAUMBINA JJIs1 TOTO, YTOOBI MyTalus B reHe SCA/
AIMMHUHUPOBATIACH U3 MOMYJISIIIUU 32 CUET €CTECTBEHHOro 0TOOpa (COKpalleHus Mmpo-
JOJIKUTEIIBHOCTHU JKM3HU Y OOJBHBIX ¢ 00Jiee JJIMHHBIM MYTAHTHBIM aJijleJieM U CHH-
KEHUSI Y HUX YPOBHS pOXkaAaeMocTH) B cepur U3 30 cMOAEIUPOBAHHBIX MOMYJISLIUAN
coctaBusl okosio 1290 ner (tabn. 6). B manHO#l cepum uTepanuil MUrpaluoOHHbIE
nporiecchl He y4uuThiBanmuch. [Ipu ypoBae MI'K 1% (oxosio 4 Hocuteneld MyTaluu
€XKEeroJHO MOMaAaloT B IPYIIY JIIOJIeH, Y KOTOPBIX B Clydyae HACTYIUJIEHUsI OepeMeH-
HOCTH pojstcs netu 6e3 myranuu B rene SCAI) B cpeanem uepes 154 rona Bce HO-
CUTENIM MyTaluu Haxoawiuch noj Hadmonenuem B MI'K, u yepe3 201 rog myTant-
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HBIM reH ObuT AMMUHUpPOBaH u3 nomyisiuuu. Matencusnocts MI'K 3% u 5% o3na-
YaeT, YTO €XKEroJHO B IPYMILY, AJII KOTOPOW OCYHIECTBISETCS KOHTPOJIb POKIAEMO-
CTH HOCHUTENIel MyTaluu, nonagaet okoyio 13 u 21 yenosek, coorBeTcTBeHHO. [lpn
ATOM MYTallUsl «BBIMBIBAECTCS» U3 MOMYJISIIUU O4€Hb OBICTPO (Tabia. 6), HO TaKOU BBI-
cokuit yposeHb MI'K TpyJqHO JOCTHXKHUM B peasibHBIX MOMYJSALUAX Ipu padoTe ¢ pe-
aIbHBIMUA HOCUTENISIMU MYTaIIHH.

Tabnuua 6

Yucno net 10 UCUE3HOBEHUSI MyTaHTHOTO ajuiest reHa SCA/ B MOAENUpPyEMBIX
NOMYJISIUSAX IPU PA3HOM YPOBHE OKa3aHUsl MEIUKO-TeHETUYECKON MOMOIIU

Bes MTK 1% MI'K 3% MI'K 5% MI'K
a b a b a b
Min 937 97 138 35 82 18 69
Max 1693 242 296 45 100 25 84
Cpennee 1289,54 154,11 | 200,86 | 40,07 94,21 22,25 78,14

HpI/IMe‘IaHI/Ie. d — BCC HOCHUTCIIM MYTAHTHOI'O I'CHA IIOIIAJIN 101 Ha6JIIOIICHI/IC B MFK,
b — Bce HOocuTEeNnHn MyTalluu 3JIMMUHHUPOBAHBI U3 IIOITYJIAITUHA.

JInHaMHKy HaKoOIUIEHWs MyTaHTHOro ajuiens reHa SCAI MOXHO pacCMOTPETh
Ha MpUMepe TUIUYHOW CMOAEIUPOBAHHON MOMyNAuMH (AJisI KOTOPOW YMCIEHHOCTb
HaceJIeHUs] HaXxOIUJIach B JUaNa3oHe 3HAYCHHUH, U3BECTHBIX JUIsl AOBIMCKOTO U Y CTh-
Anpanckoro yiycoB) (puc. 4). B 2000 roxy o61asi 4MCI€HHOCTh TaKOH CMOJICIHPO-
BaHHOM momymsiuuu coctaBmia 6400 uenoBek, HocuTenel myTaruu Obuto 300 yeno-
BeK M 00JbHBIX — 45. Takum o6pa3om, pacrnpoctpaneHHOCTh CLIA1 B 3TOT MOMEHT
BPEMEHHU B JaHHOW monmyssiuuu coctaBuiia 4687,5 venoBek Ha 100 Thic. HaceleHUs
(mpu y4yeTe BceX HOCUTENEH MYTaHTHOIO T'€Ha, BKII0Yasi 1 OECCUMITOMHBIX, U 00JIb-
HbeiX) 1 703,1 yenoBek Ha 100 Thic. HaceneHust mpu ydere Toiabko OonbHbIX CLIA1
WHIUBUIOB. 3a JBECTH JIET MPU OTCYTCTBUU MEJIUKO-T€HETHMUYECKOW MOMOIIM YHC-
JIEHHOCTbh HOCHUTEJIEW MyTallMi B JAHHOMW MOMYJSALUUA HE TOIBKO HE COKpPaTHIIACh, HO
Jaxke Bo3pocia 10 527 4enoBexK.

NMUTaUMOHHBIM SKCIEPUMEHT I0Ka3ad, 4YTO BBEACHUE MNPAKTUKA MEIUKO-
TreHEeTHYECKOr0 KOHCYIbTUPOBAHUS MPUBOJUT K 3aMETHOMY CHUKEHHUIO PacipocTpa-
Henust CLIAL. TIpu 1% ypoBae MI'K (exxerogno 3 HOCUTENS MyTallud MOMAaaroT B
rpynny JoJield, y KOTOPBIX POXKIAIOTCA MOTOMKH, MMEIOIINE HOPMalbHBIA ajuiellb
reHa SCAI) Bce HOCUTENU MYyTalMKU ObUIM «OOCIEAOBAaHbI U B3STHl Ha yueT» K 2160
rony u k 2202 rogy MyTaHTHBIN ajuiens ucues u3 nonyianuu. [Ipu 3% yposae MI'K
— Kk 2024 rony Bce HOCUTENW MYTaHTHOTO ajuiend 3apeructpupoBansl B MI'K, u k
2098 roay MyTaHTHBII T€H 3JIMMUHUPOBaH u3 nonyisauuu. Ilpu 5% ypoBne MI'K
aHaJoru4Hble coObITHs ObUTH 3adukcupoBanbl B 2021 u 2078 rogax (puc. 4).

[Ipu BBeneHHH B MOJEJIb MUTPAIMOHHBIX MPOLECCOB CUTYAllUsS OTIUYAECTCS
OT ONMCAHHOM BbINIE. B TaHHOM cilyyae HEKOTOPOE KOJUYECTBO HOCUTENEH MyTalluu
€XKEroJHO MOCTYIMAaeT B MOMYJSALKIO U3BHE, U Mbl MOKEM JIUIIb OLICHUTH BPEMs, KO-
Ir71a BCe HOCUTEIN MYTAaHTHOTO ajuiens nonanaroT noj Hadmoaenue B MI'K (puc. 5).
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4YUucno Hocuteneun
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Puc. 4. Jlunamuka pacnpocTpaHeHHOCTH HocuTenel mytanuu B rene SCAI (a) u
6onpHBIX CLIA1 (6) B TUNIMYHON cMoaenupoBaHHOM nonyisiuuu 3a 200 et npu pasz-
HOM YPOBHE OKa3aHUS MEIUKO-T€HETUYECKON MOMOIIN 6€3 MUTPALIUA.
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Puc. 5. Ilunamuka uncna Hocutene mytauuu u 0onbHbIX CLHA1 B THUNHUuYHON cMmoO-
nenupoBaHHOM nomyisanuu 3a 300 JieT mpu pa3HOM YPOBHE OKa3aHHS MEIUKO-
reHetndeckor nmomomm: a — 6e3 MI'K; b — 1% MI'K; ¢ — 3% MI'K; d — 5% MIK ¢
y4€TOM MUTPALMOHHBIX MTPOLIECCOB.

B 2000 roxy o61iasi YuCIEHHOCTh JAHHOW CMOJICTUPOBAHHOMN TMOMYJISIITUN CO-
ctaBuia 4899 yenopek, HocuTened myTtanuu — 431 u 60JabHBIX — 53 denoBeka (pac-
npoctpaHeHHOCTh OonbHBIX CLJA1 — 1081,8 uenoBexk Ha 100 ThIC. HaceneHus). 3a
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TPUCTA JET MPU OTCYTCTBUM MEIUKO-T€HETHYECKON MOMOIIM YHUCIEHHOCTh HOCUTE-
neit myTtanuu Bo3pocia 10 700 uenosek. [1pu 1% MI'K Bce HocuTenu myTtaiuu ObUTH
3apeructpupoBanbl B MI'K uepe3 183 roga (peructpupyercss 4 HOCUTENST MyTalMU
exxeroaHo), npu 3% MI'K — uepes 49 net (peructpupyerca 12 HocuTeneit Mmyrauuu
exerosiHo), u npu 5% MI'K — yepe3 28 net (21 4yenoBek exeroaHo).

OBUIEE 3AKJIIOYEHUE

B nacrosiiee Bpemsi cniuHouepebeiapHas atakcus | Tuma paccmaTtpuBaeTcs
Kak sTHocnenupuyueckoe HacienctseHHoe 3aboneanue (Ily3bipeB, MakcumoBa,
2008). Ucropuueckue nemorpaduydeckue CBEICHUs I MOMyJsanuil SkyTuu, KoTo-
pble BaXXHbI JUIsl BBISICHEHUS! MPUYKMH Bbicokoro Hakoruienus CLIA1 u nus moctpoe-
HUS TIPOTHO3a PacipoCTpaHeHUs TaHHOTO 3a00JIeBaHMs B OYyIyIlleM, OTPBIBOYHBI U B
OOJIBIIMHCTBE CIY4YaeB OMUCHIBAIOT JIMILb OT/EJbHbIE MEPUOIbl PA3BUTHUS PECITYOIIH-
KH. B yClOBHSX HEMOTHOTHI T€HETUKO-IEeMOrpadUuECKUX JAHHBIX M0 UICTOPUUECKUM
MEepHoJaM 3BOJIIOLHUH AKYTCKUX MOMYJALUN HAMU ObLT MPEAJIOAKEH MOAXO, UCTIONb-
3YIOIIUNA UMUTAIIMOHHOE MOJEIUPOBAHUE, JJIsi BOCCO3/JaHUS BPEMEHHOW AMHAMUKH
pacnpoCcTpaHeHUs] MyTalluH, MPUBOJAIIEH K HAKOIUIEHHIO 3a00JIeBaHUS HKCIIAHCHU
TPUHYKJICOTUIHBIX MOBTOPOB B MOMYJISIUAX YesoBeka. PazpaboTka KOHUENIUU MO-
nenu, noadop U BepuduUKalys mapaMeTpoB OCHOBBIBAJIMCH HA OMKUCAHUM JTAIOB Jie-
MoTpaduuecKoro pa3BuTusa SKyTUH, U3YYEHUH T'€HETHKO-IeMOrpapUUecKux Xapak-
TEPUCTHUK MONYJSALMA U KIMHUKO-TeHeTHuueckux ocobenHocreir CLIA1 B oTsrouien-
HBIX CEMBSX M3 JIBYX yNIycoB, oTHocsmuxcs k CeBepHoMy u LleHTpanpsHOMYy ouaram
HaKOIUIeHUs 3a00seBaHusi — AOBIICKOMY U Y CTb-AJIJJaHCKOMY.

B xommbroTepHO# nporpamme, peain3yroniel MojeNb pacnpocTpaHenus 3a00-
JIEBaHUS SKCMAHCUU TPUHYKICOTHIHBIX MOBTOPOB B MOMYJIALMAX YeJIOBEKa, JJis pa3-
BUTHUS TOMYJISAUNA ObUT UCTIOJB30BaH AUCKPETHBIN aJITOPUTM C IIaroM B OJMH roj. B
MporpaMMe Ha KaKJO0M I1are, sl Ka)KJ0ro MHANBUAA C TIOMOLILI0 reHepaTopa MceB-
JOCITy4YalHbIX YUCEN B 3aBUCUMOCTH OT 3a/1aBa€MbIX MapaMeTpoB (10, BO3pacT, KO-
JIMYECTBO MOBTOPOB U T.J.) PACCUUTHIBAJIACH BEPOSATHOCTh HACTYIUICHHS] Ha JAHHOM
miare UTepanuy OJAHOTO WJIM HECKOJIBKUX COOBITUN: BEPOSITHOCTh YMEPEThb, POJUTH
pebeHka, yHaclieqoBaTh MyTaHTHBIN reH, 3a00J1eTh, MUTPUPOBATh U T.JA. B 3aBucumo-
CTH OT THUIA COOBITUS JUIsl pacyeTa BEPOSATHOCTEN MCMOJIb30BAIM (YHKIUU, T€HEPU-
pyIolllMe TICEBAOCIyYallHble YHWCa, paclpelelieHHble 10 HOPMajJbHOMY WIH
PaBHOMEPHOMY 3aKOHY.

CoBpemeHnHbIe nonyisaiuui AOBICKOTO U Y CTh-AJIAaHCKOTO YIYCOB IO CBOEH
nemorpauyeckor CTpyKType ONM3KM K MOMYJSIIUSAM C TPaJAUIMOHHBIM YKIIAJOM.
Bmecte ¢ TeM, B Hacrosimiee BpeMs HaOirogaeTcs npeoOpa3oBaHHE MX T'€HETHKO-
nemorpauyeckor CTPYKTYphl, KOTOPOE BBI3BAHO M3MEHEHHUSIMHU MapaMETPOB POXK-
JA€MOCTH, CMEPTHOCTU M Murpauuid. [Iponcxonut mocTeneHHOEe yMEHBIIEHUE pa3-
Mepa ceMbU (B AKYTCKUX HOMYJSUHUAX MOJYyYaroT pacnpocTpaHEeHUE MPOLEecChl Iia-
HUPOBAHUS CEMbU M PETYJIUPOBAHMS POXKIAEMOCTH), YTO OTpPa)KaeTcs Ha MOJIo-
BO3paCTHOM COCTaBE HaceleHUsl — HaOIoAaeTcsl CyKeHHEe OCHOBaHHUS MOJIO-
BO3pPACTHOM MUpaMHJIbI (32 CYET YBEIMYEHHUS CPEIHEN MPOJIOKUTEIBHOCTH JKU3HH,
CHI)KEHHSI YPOBHSI CMEPTHOCTH, B TOM YHUCJE U JIETCKON); M3MEHSETCS MHTEHCHUB-
HOCTb M HaIPaBJICHHOCTb MUTPALMOHHBIX MpOLECcCOB. (s HaceaeHUs M3y4YEHHBIX
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PErMOHOB XapaKTEPHbI OJHOPOJIHBIN HAlIMOHAJIBHBIN COCTaB, BEICOKHI YPOBEHb POXK-
JA€MOCTH, HEBBICOKUN YPOBEHb MUTPAIUH.

Bonsubie CIIA1 u3 AObIicKOTO B YCTh-AJIJIAHCKOTO YIYCOB OTJIMYAIOTCS IO
Py KIMHUKO-TEHETHUYECKUX IoKaszaTeneil: mo anmuHe TpunykieotuaHoro CAG-
noBTopa B rene SCA I, BeIMYMHE NPUPOCTA NATOJIOTMYECKUX aJUIeNIel MpU Nepeaade
MyTald B POy MOKOJEHUH; COOTHOIIEHUIO OOJIbHBIX MYKUUH U JKEHIIUH B MOMY-
nsauusax. B To ke BpeMs laHHbIE MOMYJISIUU CXOAHBI MO YPOBHIO POXKIAAEMOCTH B
CEMBSX HOCUTEJEH MyTallud U COOTHOIICHHUIO OOJBHBIX U 3J0POBBIX AETEH B OTATO-
IIEHHBIX CEMBAX (ITOT MOKA3aTelb OTIMYAJICSA OT OXKUIAEMOTO MEHIEIEBCKOTo pac-
npeaeseHus i ayTOCOMHO-JTOMUHAHTHOTO 3a00JeBaHus B OOJbIICH CTENEHU NpU
MOJIYYeHUH MYTallUU OT OTLA, YeM OT MaTEpH).

Cepusi MMUTALIMOHHBIX YKCIIEPUMEHTOB HE MPOTUBOPEUYUT BBIBOJY, UYTO BBICO-
Kuil ypoBeHb 3a0oneBaemoctd CLIA1 B monynsuusx SIKyTun MOXKeT MOAAep>KUBATh-
csl 32 c4eT 0cOOEHHOCTEeN uX Aemorpaduyeckoi CTpyKTypbl. B cMoaennpoBaHHBIX
MOMYJISIUAX TaKUe MOKAa3aTelu KaK YUCIEHHOCTh M TOJI0-BO3PACTHOW COCTaB Hace-
nenus, yncio 6onapHbIX, JruHa CAG-noBTopa B rene SCA I, Bo3pact Hayasa 3aboJie-
BaHUS U MPOJOHKUTENIbHOCTh KU3HU Y HOCUTENEH MyTaluu ObUTH OJU3KU K peaib-
HBIM 3HAYEHUSIM aHAJOTUYHBIX MOKa3aTeNIel B U3YUYEHHBIX IKYTCKUX MOMYJISAIHIX.

Ha coBpemenHslif 1 mporHo3upyemsbiit nepuoibl (¢ 2000 rona) 3ampaBaiu 1eMo-
rpaduyeckue mapameTpbl, MpU KOTOPBIX MOJEIUPYEMbIe MOMYJSIUU MOCTETIEHHO
MEePEXOAWIIA OT PACIIMPEHHOTO XapaKTepa BOCIPOU3BOJICTBA HACEIIEHUS K ITPOCTOMY.
[IpoBoauan cepuu MMHUTAILIMOHHBIX SKCIIEPUMEHTOB, YYUTHIBAIOIIUX MEJIUKO-TeHe-
TUYECKYIO TOMOIIb HACEICHUI0 U MUTPAllMOHHBIEC MPOIECChl. DINUMHUHAIUS HOCUTE-
Jel MyTalud W3 TONYJSALHMU 32 CYET COKPAIEHUS MPOJOJLKUTEIBHOCTH KU3HU
OOJIBHBIX B MOCJEAYIOIUX MOKOJIEHUSAX U, COOTBETCTBEHHO, MEHBILIETO YHCJIa OCTAB-
JSIEMBbIX UIMU MTOTOMKOB-HOcUTeNed Mmytauuu (T.e. 0e3 BiausHuss MI'K), npoucxoauna
B TEUEHHE JJIUTEIHHOTO MEPUO/Ja BPEMEHHU, KaKk MUHUMYM 37 mokoneHuil. DPdek-
TUBHOU Mepoii cHuxkeHus 3adoneBaemocTd CLIA1 B momyisimusix siBAsieTCst MEAUKO-
reHeTHYecKasi TOMOIIb HACEIEHHUIO, M Pe3yJbTaThl UMUTAIIMIOHHOTO MOJEIMPOBAHUS
MO3BOJISIIOT TUIAHUPOBATh HEOOXOAMMBINA ee 00beM. B cepun cMoenrpoBaHHBIX TO-
MyJISILHMA, €CJIA €KEeTOHO OKOJIO YEThIPEeX HOCUTENIeH MyTalllKi IPOXOIUIU 00cieno-
BaHUE, AHAJIOTUYHOE MpEeHATAIbHOW WM MNpeuMIUIaHTalMOHHOW auarHoctuke (1%
MI'K), nonano6unocs B cpenneM 201 roa st 3IMMUHALIMA MYTaHTHOTO T'€HA U3 TO-
nynsauud. [Ipy HaMyum Murpanuii cuTyarusi HOJHOW 3ITMMUHALMA MyTalluu U3 T0-
NyJSIUA HE JOCTHXKKMMA, & YHCIIO HOCHUTENed MYTaHTHOIO ajuiefisi, OCTAIOIIMXCS B
MOMYJISILIMU, 3aBUCEI0 OT MHTEHCUBHOCTU MUTPAIIMOHHBIX MpoueccoB. TakuMm obpa-
30M, Mpu T1anupoBanuu padoTsl MI'K ¢ peaibHbIMU MOMYJSIUSAMU CIEYET MPOBO-
IuTh paboty no npodunaktuke 3adoneBaemoctu CLIA1 B ynycax HakorieHHUs JaH-
HOM MAaTOJIOTMH C YYETOM MHTEHCUBHOCTU MUTPALMOHHBIX MpolleccoB. B uaeanbHOM
cinyuae, B MI'K nomxHbl ObITh 3apeructpupoBanbl cembu ¢ CIIA1 He TOJIBKO U3 yiTy-
COB HAKOIUICHHUS, HO ¥ U3 TeX MOMYJIALMMA, TJe cCiIy4an 3a00JeBaHUs €IUHUYHBI.
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BbIBO/IbI
Pa3paboTanHas KoHLENTyalbHasi MOJIENIb PACIPOCTPAHEHUS 3a00JI€BAHMSI IKCIIAH-
CUU TPUHYKJICOTUAHBIX MOBTOPOB B MOMYJSALMIX YEIOBEKa, KOTOpasi peajin30BaHa
B BHJI€ KOMIIBIOTEPHOW MPOTrpaMMbl, MO3BOJIIET MOJECIMPOBATH KAaK MPOLIECCHI
BOCIIPOM3BOJICTBA HACENEHUs, TaK M IMPOIECChl HACJIEIOBAHUS MYTaHTHOIO I'eHa
SCAI.
[lokazaHo, 4YTO OJHOHAIIMOHANbHBIE SKyTCKHE cena AObIIickoro W  YcCTb-
Annanckoro ynycoB PecnyOnuku Caxa XapaKTepu3yIOTCs pacIIMPEHHBIM Xapak-
TEPOM BOCHIPOM3BOJICTBA HACEJICHMSI, BLICOKUM YPOBHEM POKIAEMOCTH (CpelHee
YHCJIO KUBOPOXKJIEHHBIX JIETe Ha >KEHUIMHY 3aBEPIICHHOIO PENpPOAYKTHBHOTO
nepuoaa B YcTh-AngaHckoMm yiyce — 4,22, B AObliickoM — 3,54); HEBBICOKMM
ypoBHeM murpanuii (oxosio 80% >xuTeseit HacCeJICHHBIX MYHKTOB U AOBIMCKOTO0, U
VY cTh-ANIaHCKOTO YIYyCOB SIBISIIOTCS YpOKEHIIAaMU 3THX yiycoB). Hocutenu my-
tauuu B reHe SCAI W3 NaHHBIX YJIYCOB IO JAeMOrpapuyecKuM XapaKTepUCTUKaM
OJIM3KU K OOIIETOMYJISIIIIOHHBIM OI[CHKAM.
YcraHoBieHo, yTo 00JbHBIE U3 AOBIMNCKOrO U YCTh-AJIAHCKOTO YIYCOB pa3iiv-
YaloTCsl MO PSAY KIMHUKO-TEHETHYECKUX MapaMeTpoB: MO XapakTepy pacrpese-
JICHUS JUIMH TATOJIOTMYECKUX aienedl (B YcTb-ANAaHCKOM YJyce yalle BCTpe-
yatotcst ajutenu ¢ 6onbued quHot CAG-noBtopa B rene SCAI); o cpeaHeMy
Bo3pacty Hauasa 3abosneBanus (40,4 u 34,3 rona) u cpeHer MPOAOTKUTETLHOCTH
xu3Hu (56,8 u 47,5 1eT COOTBETCTBEHHO); MO BEJIMYMHE MPUPOCTA MATOJOTHYE-
ckux ajuiened B rene SCAI npu nepenaye MyTaluu B psay MokoyieHui (B AObIii-
CKOM yiyce AaHHbIM mnokazarenb coctaBun 1,32 CAG-noBTopa, a B YCTb-
AnnganckoMm — 2,73).
KinuHuko-reHeT4yeckue mapaMeTpbl B CMOJCIMPOBAHHBIX TMOMYJSIIUAX OBLIH
OJIM3KHU K OLIEHKaM, MOJYYEHHBIM B peabHBIX NOMysiusax: cpeanss auHa CAG-
noBTopa MyrantHoro reHa SCAI — 47,1 tpumier (B AObilickoMm yiyce - 48,5, B
Yerb-Anganckom - 49,8), cpenHuii Bo3pacT Hawana 3aboneBanust — 39,9 ner,
CpeIHss MPOAOKUTENbHOCTh )KM3HU 00JbHBIX — 53,1 JieT.
[Tokazano, uro 6e3 BmustHUs MI'K 1 6e3 ydyera MUTpallMOHHBIX MIPOLIECCOB, 0XKU-
naemasi 3JIMMUHALMS MyTaluu B reHe SCA/ B cMOJEIMPOBAHHBIX MOMYJISALHUAX 32
CUYET COKpAILIEHUS NPOAOJIKUTEIBHOCTU >KU3HU OOJIbHBIX W CHIDKEHUS y HUX
YPOBHSI POXKAAEMOCTH B MOKOJICHUSAX MPOUCXOAMUIIA B TEUEHHE OYEHb JJIUTENIbHO-
ro nepuoaa BpeMmenu (1290 ner, pazopoc ot 937 no 1693 nert). Jannbiii nepuo
cokpamaics 1o 201 et npu okazaHUM MEAUKO-T€HETUYECKON MOMOIIU OJHOMY
MpoueHTy HocuTene myTtauuu B rene SCAI u no 94 ner - npu oxBaTte MEIUKO-
reHeTHYECKUM KOHCYJIbTUpOBaHUEM 3 % HocHUTENeH MyTalHH.
[TokazaHo ¢ MOMOIIBI0O UMUTAIMOHHOTO MOJEIMPOBAHUS, YTO NMPU HATMYUU MU-
rpaluii UIMeeTcs BO3MOKHOCTh OLICHUTH TOJIBKO BpeMs, HE0OX0AUMOe ISl yyeTa
Bcex Hocuteneil myrainuu B rene SCAI B peructpe MI'K, kotopoe cocTaBuiio
okousio 183 yieT npu OKa3aHUM MEIUKO-T€HETHYECKON MOMOIIN OJHOMY MPOLEHTY
HOCHUTEJIE MyTaHTHOTO I'eHa, HO HE BpeMsl SJTMMUHALIMN MYTaIluU U3 MOMYJISLUH.
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