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AHHOTAUA

Ob6cyxnarorcs Bompochl u3ydeHus: mutoxoHapuanbHoi JHK (Mt/IHK) B memsx
UICHTU(QHUKAIIMKA JIMYHOCTH M YCTAHOBJICHHMA OHOJOIMYECKOTO pPOJACTBA. Janbl
NOPUHIUIBL TOMYJIAUOHHO-TEHETHUECKOT0 aHajin3a JaHHBIX CyAeOHO-TeHEeTHYECKOTro
UCCIICIOBAaHMS M BBIYHMCIICHUS BEPOATHOCTH UAeHTUHKaMU. Ha mpumMepe BBISBICHHBIX
HenoctaTkoB  «Meroandeckux ykazanui»y I1JI. MBanoa (2001), pasOuparorcs
KPUTUYECKHE MOMEHThl TpPH TPOBENECHUH CYyACOHO-MEIUIMHCKUX OKCHEPTH3 C
ucnoaszoBanueM MTIHK, uTo mo3Boiser BbIABUTH OrpaHUYEHHUs, KOTOpPBIE HAlararoTcs
Ha UHTEPHPETAlMIO pPE3yIbTaTOB CyJeOHO-MEIUIMHCKUX 3KCIEPTU3 MO JaHHBIM O

muToxoHapuansHoi JTHK.



A npumén K MONHOCTHIO OMIMOOYHOMY
3aKJIIOUYEHUIO, YTO IOKa3bIBaeT, MOM
noporo BarcoH, kak omacHo Bcerga
OMUPATHCS HA HETOJIHbIE TaHHBIC.

Llepnok Xoamc

BBenenune

CoBpeMeHHbIE METOAbl T€HETHUKU MO3BOJSIOT MACHTU(UIMPOBATh MHAMBHIA TIO
OuosnorudeckoMy obpasity (KpoBH, criepme, BosiocaMm U 1p.). ['eHOMHas NaKTHIOCKOIHS,
wmm JIHK-unentudukanus, BHeApEHHAS B MPAKTUKYy 4YyTh Oonee 15-Tu ner Hazan,
IIMPOKO MPHUMEHSETCS B PACCICJOBAHUM YTOJNOBHBIX W TPAKIAHCKUX el BO MHOTHX
cTtpaHax. Ee TexHuueckue OCOOEHHOCTH M J€Tall NMPUMEHEHHUS B TPAXKIAHCKHX H
YTOJIOBHBIX JleJlaX paCCMOTPEHbI B CHEIMATbHBIX HAYYHBIX JOKyMeHTax (Hamp. [1]).

Crnenyer wuMmetrh B Buay, uyto MomHbH Meton JHK-upentudpukanmmm ne
UCKJIIOYAaeT CEepbE3HBIX OLIMOOK, KOTOPbIE MOTYT HPHUBECTH K HEBEPHBIM 3KCIEPTHBIM
sakmoueHusiM. B JIHK-uccinenoBanuum cieayer BBIICIUTH JIBE OCHOBHBIX CTaJIHH
aHanm3a. [lepBas — 3TO reHOTUITUPOBAHUE OMOJIOTHUECKUX 00pa3IoB, T.€. JabopaToOpHOE
UCCJIEIOBAaHUE 3TUX 00pa3loB C LIENbI0 OMpeesieHns UX reHoturnoB. Ha sToil craaun
(MBI ClO/1a BKJIIOYAEM TakKKe cCOOp M XpaHEHHWE 00pasIoB) BO3MOXKHBI METOJIUYECKHE
OIIMOKH, OT KOTOPBIX HE 3aCTpaxoBaHa HU OJiHA Jaboparopus. B yacTHOCTH, BO3MOKHBI
OIIMOKM B T€HOTUIIMPOBAHMHU, TIOCJE YETrO BCSIKOE COMOCTaBICHHE OOpasLoB JIMIIAECTCA
cmbicia.  Bropas cragms JIHK-upenTtudukanmmm — 3TO CpaBHEHHE MEXIy COO00i
TEHOTUIIOB OHOJIOTMYECKUX OOpa3loB U JIML, MPOXOAAIIUX IO JaHHOMY ey,
BEPOATHOCTHAST OLEHKAa 3HAYMMOCTH HX COBMAJEHUS WIM Pa3IMuMsi U COCTaBJICHUE
9KCIIEPTHOTrO 3akitodyeHus. KiroueBo MOMEHT 371eCh 3aK/II04aeTrcs B TOM, UTO
ucnoas3dyemple Metoauku JIHK-tunupoBaHus HE rapaHTHpPYIOT, YTO JAHHBIA T€HOTHI

YHHUKAJICH U YTO 0oJIbIIIe HET YEJIOBEKA C HOI[O6HBIM TCHOTHUIIOM. HOSTOMY CJICOYCT 3HATh



BEPOSITHOCTh TOTO, YTO, CKaXEeM, OHOJIOTHYECKHH oOpaseln, HaWIEeHHBIH Ha MECTe
NPECTYIUIEHUS, OCTaBJI€H TEM WJIM HHBIM JIMIOM.  BbluncieHue BeposATHOCTEH
UICHTU(HUKAINN SBISIETCS KOMIIETEHIIMEH BaYKHOM 00J1acT OMOJIOTUH — MOy JISIIUOHHON
TEHETUKM M TpedyeT MaTeMaTHYeCKMX METOJO0B pacuéTa BEJIMYHUH BEPOSTHOCTH.
CymiecTBeHHblE OHMIMOKM MOTYT BO3HUKAaTh H3-3a TOr0, YTO €€ BBIYUCIIEHHE TpeOyeT
3HAHMS TOTO, KaK YacTO T€ WJIM MHbIE T€HOTHUIIBI BCTPEUAIOTCS B TOM 4acTHU HACENIEHUS, K
KOTOPO# MPENNoIOKUTEIHHO NPUHAIICKUAT HACHTU(OUIUPYEMbI OOBEKT, HO 3HAHUE
3TOro 4acro HemnoiHoe. COOTBETCTBYIOIIME MOAXOAbl W METOJAbl MOXXHO HaMTH,
HanpuMmep, B pykoBoacTBax [1-3].

OnHuM 13 UACHTU(PUUMPYIOMIKX MPU3HAKOB sBIseTCS MUTOXOHApUanbHas JIHK,
cokpamenHo — Mt/IHK [4]. Muroxonapuansuas JIHK comepxutcs B MUTOXOHAPHUSX,
YHCJIO KOTOPBIX B KAXJIOM KJIETKE MOXET JOCTUraTh MHOTUX JIECSITKOB U COTEH, U CTOJb
ke MHorouucieHHo uuciio konuid MTIHK B xaxgoi mutoxonapuu. Ilosromy mtIHK
MOJKET COXpPaHWUTbCS JaXe B JABHUX OCTaHKax, JONycKas BO3MOXXHOCTb HX
uneHTudukanm [S].

JoxymeHT [6], HM>Ke WMEHyeMbIil Kak «MeTonuyeckne yKa3aHUs», TOCBSIICH
METOJIMKaM aHayn3a MuToxoHapuaisHoi [IHK u pexomenayercst ero aBTopom i Lenei
Cy1e0HO-MEAMIIMHCKON SKCIIEPTU3BI IIPH PACCMOTPEHUH TPAXKTAHCKUX M YTOJIOBHBIX JIE.
Opnako «Meronuyeckue yKa3aHHUsS» COAEPKAT CEPbE3HbIE HEJOCTAaTKH, CIIOCOOHBIE
CYILIECTBEHHO MOBJIMATh HA KA4E€CTBO CYJEOHO-MEIUIIMHCKON 3KCIIEPTU3bl U NPUBECTU K
HA3HAYEHUIO JIONOJHUTEIBbHOM MM TOBTOPHOM 3KcmepTusbl coryacHo cr. 81 VIIK
PCOCP (1999) u ct. 181 I'TIK PCOCP (1999). OHu MOryT NmpUBECTH K TSXKEIbIM
omMrOKaM TPH UACHTH(PHUKAINN KEPTB KaTacTpod, TEPPAKTOB WIIM BOCHHBIX EHCTBHIA.

Ot HCOOCTAaTKU HCPCUHHUCIAIOTCA HWMIKC, U HUX aHAJIM3 JACMOHCTPUPYCT KPUTHUYCCKUC



MOMEHTHI B aHalM3e W uHTepnpetanuu AaHHBIX 1mo MT/IHK B cymeOHO-mMemummHCKHX

HCCICIOBAaHUAX.

KputnueckoMy aHanmzy «MeTOOMYECKHX YyKa3aHU» Mbl HMPEATNOCIATN OCHOBBI
JHK-unentudukanmm — ¢ TeM, YTOOBI ITOT aHAJIMW3 ONUPAJICS Ha OOMICTPUHSATHIC
npuHuunel  ucnons3zoBanus JHK-mapkepoB, B uactHoctu MT/IHK, B cyzneOHo-
MEIULUHCKUX HCCIEAOBAHUAX, & TAKKE IOTOMY, YTO Ha PYCCKOM S3BIKE NMPAKTHYECKHU

OTCYTCTBYIOT myOnukanuu 1o oouieit Teopun JJHK-unentudukanun.
Murtoxonapuanbnas JIHK u ocnHoBbl Teopuu IHK-upenTHpUKaAINH

[Ty6nukanust oOpamieHa He TOJBKO K TeHETUKAaM U MOJICKYJISIPHBIM OHOJIOTaM, HO H
K CIEHUAINCTaM JpPyTuX Npoduiied, B T.4. IOPUANIECKHX crienuanbHocTei. [loaTomy
JTaHHasl 4acTb CTaTbU COJEPXKUT, MOMUMO CIEIUAIBbHBIX Pa3/eoB, TaKkKe U KpaTKHe
MOSICHUTEJIbHBIE CBECHMUS.

Mumoxonopuanvnaa JHK u mumomun. Mutoxonnpuanenas JHK
IpEJICTaBIsIET COO0M KOJIBLEBYIO MOCIIEN0BATEIBHOCTD, JIEMEHTAMU KOTOPOU SIBIISIOTCS
YEeThIpe XUMUYECKUX coenuHenus — Hykieotuna: A, T, C, G (aneHuH, TUMUH, ITUTO3UH,
ryanuH). MTJIHK uenoBeka coctoutr mpumepHo u3 16,5 ThiCSY HYKJICOTHAOB (TOUHEE,
TOBOPAT O Mapax HykineoTuaos, notomy uro JIHK cocrout u3 nByx uneneit). s
yno0cTBa HYKJIEOTHAHbIE Mo3uluu MutoxoHapuanbHol JIHK mnponymepoBanbl B
NOpSZIKE UX CIEAOBAaHUSA, B KaKIOM M3 ATUX MHO3MLIMH MOXET HAaXOIUThCS OJUH U3
YKa3aHHbIX HYKJI€OTHUIOB.

B kauecTBe wuIEHTUPUIUPYIOMUX OOBIYHO HCIONB3YIOT 1Ba y4actka MT/IHK,
Ha3BIBAEMBIX cunepsapuadenvruimu ceemernmamu: oqut (o6o3nagaemsiii ' BC1) — mexmy
nosunusamu 16024 u 16365, a Bropoit (I'BC2) — Mexay nosunusamu 73 u 340. Otu

dparmentsl JJHK oTrpannymBaroTcst OT OCTaIbHOM YacTH reHOMa T.H. TIpaiiMepamu, a ux



KOJMYECTBO HapabarbiBaeTcs (aMIUTMPUIIUPYETCS) TOCPEACTBOM T.H. IMOJIMMEPA3HOMN
nenHoi peakuuu  (I1LIP). OnpeneneHre HYKJIEOTHIHBIX IOCIEI0BATEIbHOCTEN
(CEKBEHMPOBAHUE) ATHUX CETMEHTOB TMPOBOJUTCS Ha CHCIHAIBHBIX aBTOMATHYECKUX
aHajam3aTropax (CeKBEHATOpax).

OcHoBable pazmmuus mo MTJHK Mexny wHIMBHIAMU TPUXOIATCS HA ITH JBa
cerMeHra, npuuéMm OOnbmas yacte — Ha I'BCI. KoHkpeTHas mnocienoBaTenbHOCTD
HYKJICOTHJIOB 110 OJIHOMY WJIH OOOMM CETMEHTaM BBICTYIAET KaK WACHTH()HIMPYOIIHNA
IpU3HAK, €€ HAa3bIBAIOT Mumomunom (WU eaniomunom). ITOT NPU3HAK HEOJTHO3HAUECH:
MHAMBHJI MOKET UMETh 0oJiee YeM OJIMH MUTOTHUIN (T.H. cemeponnasmus). Ilpu 3TOoM He
WCKIIIOYEHO, YTO B OJHUX TKAHSAX MPEUMYIIECTBEHHO BBISBISACTCS OJWH MUTOTHI, a B
IPYTUX — APYTOW, WIK YTO, HAIIPUMEP, JIBA PA3HBIX BOJOCA OT OJHOTO YEJIOBEKA UMEIOT
pa3Hble MUTOTHUIIBI [7].

OnpeneneHre MUTOTHIA OMOJOTHYECKOro oOpasma (CIe0B KPOBH, CIEPMBI WIIH
nota, ¢parMeHTa KOCTH WU JPYrod TKaHW, KOPHEH BOJOC H T.M.) TPOBOIMTCS
CHCIMATEHBIME MOJICKYJISIPHO-OHOIOTHUecKUMUA MeToaMu. COOTBETCTBHE MHUTOTHIIOB
OMOJIOTMUECKUX O00pa3IloB BEpCUSIM CYIAEOHOTO Jeia MPOBEPSETCS CTaTUCTUYECKUM
aQHAJM30M JaHHBIX B COOTBETCTBUM C TPUHIUIAMH TOMYJISIMOHHOM reHeTuku. C
no3unuii  obmei Teopuu, wusmMeHyuBocTh MTJHK B momynsmmsx —anajgorudyHa
Bapra0eIbHOCTU B OJJHOM MYJIbTUAJUIEILHOM JIOKYCE TallJIONJHOTO F€HOMA CO CIIOKHOMU
CHCTEMOM MyTallMOHHBIX B3aUMOCBSI3EM MEXKY aICIISIMU.

Mumomun — zpynnoeoii npuznax. MHUTOTHITBI COTTOCTABIISEMBIX OHOIOTUYECKUX

06pa3u013 CUHUTAIOTCA COBIIAJAOMIUMHU, CCIIM UX HYKICOTHAHBLIC IOCICAOBATCILHOCTHU B

nccnenoBanHbix cermenTax MTJIHK ogmHakoBel. OmHAKO, COBOAACHNE MUTOTHUIIOB ABYX

Pa3HBIX 00pa3IOB HE 03HAYAET, YTO 3TU 00pa3Ilbl MPOU3OILIN OT OJHOTO U TOrO K€ JIMIIA.

Bo-niepBbix, mutoxonapuansHasi JJHK naentnuna y nn, poacTBEHHBIX 110 MAaTEPUHCKON



JUHUM (32 UCKIIOYEHHEM CIyyaeB MYTallMii), TOTOMY YTO MHUTOXOHIPUU HAXOMSTCS B
LUTOIIa3Me KJIETKH, a IMTOIUIa3Ma IOTOMKa (3UrOThI) ONPEIENSeTcs IMTOIUIa3MOM
ailnekyeTku. M mosroMy Bce, lake caMble OTJIaJ€HHbIC, POJCTBEHHUKH 110 MAaTEPUHCKOMN
JUHUHA HE Pa3jINyarloTcs TaHHOW MeToaukod. Hampumep: pomHbie Opar u cectpa, WiH
CBOJIHBIC OpaThsi M CECTPbI, UIMEIOIINX OJHY MaTh, IBOIOPOJHBIC OpaThsi U CECTPHI, YbU
MaTepu — POJHBIE CECTPBI MJIM CBOJHBIE CETPBI OT OAHOW MaTEpH, PAI «IOUYb-MaTby,
«109b-MaTh-0a0yIIIKa», «BHYYKa-I04Yb-MaTh-0a0yiika-npadbadymka» T.1. [lpaBma, ¢
YBEIIMYECHUEM «TEHEeaJIOTUYECKOT 0 paccTOsTHUS» MEXKIY CpPaBHUBAEMbIMU
POACTBEHHUKAMHU pAaCTET BEPOSTHOCTH TOrO, YTO BO3HHUKHET MYTAallUsi U MUTOTHUIIBI
POACTBEHHBIX TIO MATEPUHCKOW JIMHUM JIMI CTaHyT pPa3JAYHbIMH. Hamnune
reTeporyia3MUu elie 0oJiee YCIOXKHSAET ONpEENIEHNE OTHOLIEHHM «POJCTBA» MEXKIY
OHOJIOrMYECKUM 00pa3liaMu.

Bo-BTOpBIX, CEPBE3HBIM MPEISITCTBUEM Ha IIyTH ucnonb3oBaHnd MTIHK B memsax
UICHTU(QHUKAIMNA JTMYHOCTH M OIPEEIICHUs] OMOIIOTHYECKOTO POJICTBA SBISIETCS TO, UTO

HEPOJACTBCHHBIC MCKIAY coboit UHIUBHUABI MOI'YVT HMMCETH COBIIAJAIOIIMUE MUTOTHUIIBI.

Bbonee Toro, coBnageHne MUTOTHIOB, onpeaeneHHbix mo cermeHtam [ BC1 u I'BC2, ne
O3HayaeT elle MOJHYK WICHTUYHOCT, MUTOXOHApHaneHbiXx JIHK cpaBHuMBaeMbIx
OMOJIOTMYECKUX 00pa3IOB: OHH MOTYT OTIUYATHCS JAPYT OT JIPyra MO OCTATBHBIM, TOUYTH
[IECTHAAIATH ThICSYaM TMO3MIIMKM, HE BXOIAIIMM B 3TU CErMEHTHL. TakuM oOpazom,
MTt/IHK sBigercs He WHIMBUAYAIbHBIM IPHU3HAKOM, A MPU3HAKOM C TIPYIIIOBBIM
CBOMCTBOM. JIHIb TOJIBKO B TOM Ciydae, KOT/a HICHTU(DUKANN TTOICHKUT HEOObIIIAast
rpynmna HePOACTBEHHBIX IO MATCPUHCKOHN JTMHUH JIHII C TTO-()aMHIILHO TOYHO M3BECTHBIM
coctaBoMm, aHanm3 MTIHK ocTaHKOB ¥ pOACTBEHHUKOB MOTHUOIINX MOXET €€ OJTHO3HAYHO

OCYILIECTBUTb.



Paznuuue mumomunog ouonozuueckux o0pasy0e He 6ce20a UHGOPMAMUBHO.
Eciu muTOTHMIBI OTAMYaAKOTCA JAPYr OT Jpyra XoTs Obl B OJHOHM MO3UIMH, TO OHH
HecoBmagaromne. Ckaxem, B nosunmsax c¢ 16301 mo 16311 mocieqoBaTelbHOCTD
HYKJIEOTH/IOB y OAHUX Jull MoxeT BoirsaaeTh Tak: ...CAGTACATAGT.... V npyrux
e OHa MOXeT ObITh Heckonbko mHOH, Hampumep: ...CAGCACATAAT... (otinuuus B
16304-ii u 16310-ii no3unusax). briBaiOT Takke BCTaBKU WM NOTEPU MO3ULIMIA.

Paznuuust MeXJIy MUTOTUIIAMHU pPa3HBIX OMOJOTMYECKMX 00pa3lloB MOTYT OBITh
BbI3BaHbl Pa3HOOOpPA3HBIMU TPUYMHAMU: MPOUCXOXKJIEHHEM O00pa3lloB OT pa3HbIX
UHAMBUJIOB (HE CBSI3aHHBIX POJCTBOM IO MATEPUHCKOM JIMHUHK); MPOUCXOXKIACHUEM
00pa31oB OT OJHOTO U TOIO K€ JINLA WM POJCTBEHHUKOB MO MAaTEPUHCKOM JMHHH,
HECYIIUX MyTallMOHHbIE U3MEHEHHUS; KIPUITHCHIBAHUEM) HUCCIIETYEMOI0 OMOIOrHYECKOr0
oOpa3la He TOMYy JMIly WIM €ro MOJMEHOW, a TakXke OIIMOKaMu Ha CTaauu
71a00pPaTOPHOTO MOJICKYJIIPHO-OMOJIOTHYECKOTO aHAJIM3a; TEM, YTO OMOJOTHYCCKHMA
oOpa3zer; (HampuMep, KPOBb) MOXKET OBITh CMEIIAHHBIM — COJIEPIKaTh O00pa3Ilbl OT JIBYX
unu 6onee auil; npenapat JJHK uccnenyemoro o6pasia mosxer ObITh «3arpssnen» JJHK
OT APYTOTO JINIIA, HAPUMEP, U3 IEpCOHaNa Ja0opaTopuu, TAe MPOBOIUTCS aHAIN3; U T.II.
bonee Toro, kak ynoMmHanoch Bblle, B ciaydae rereporuiazMud MT/IHK onHOro m toro
K€ HWHIUBUAA MOTYT pas3inyaTrbcsi B 3aBUCUMOCTH OT TOTO, Kakue oOpaslbl
IpeJICTaBICHbI B aHayIn3€e. MIMEHHO M3-3a TOro, 4TO HEPENKH MYTallUU, PEKOMEHIYIOT HE
BKJIIOYATh B @HAJIM3 T€ MO3MIMH, B KOTOPHIX MyTallMd BO3HMKAIOT Yallle, YEM B JIPYTUX
yuactkax MTIHK. K HuM otHOCAT nmo3unuu ¢ 16184 o 16193 8 'BC1 u no3unuu 303-

315 cermenta I'BC2 [4];

Takum o0Opazom, HecoBmagenne MTJIHK wuccrienoBaHHBIX 00pa3loB HE Bceraa

O3Ha4yacT, 4YTO 3TH 06[)a3u1>1 IOJIYYCHBI OT PAa3HbIX JIMIT MK OT JIMII, HC CBA3aHHBIX MCKIY

c000#1 pOACTBOM IO MATEPUHCKOU JINHUM.




Honynayuonno-cenemuueckas unmepnpemayus oannvix /[HK-ananusza. Ilocne
TOr0 Kak mnpoBefeH nepBblii stan npouecca JHK-unentudpukanum — MonekymsipHO-
OuoJorMueckuii aHanu3 oOpas3loB, HACTyMaeT BTOPOM JTal — HHTEpPIpeTalus
MOJyYEHHBIX T'€HETUYECKUX NAHHBIX C MO3ULUN NOMyJSIUOHHOW reHeTuku. Ha stom
JTare BBIYMCIISCTCS BEIMYMHA BEPOATHOCTH MACHTU(PHUKAIINH, KOTOPAst SBJISAETCS BEHIIOM
cynebHo-meauuunackoro JIHK-uccnenoBanus u BXOAUT B 3aK/IIOYEHHUE HKCHEPTU3BI IO
nanHomy neny [1, 2, 8].

B reneruke mnomynsuuil NPUHATO pa3jivyaTh JBa MPUHIMIMAIBHO Pa3IMYHBIX
ciydass coBmaaeHus amiened.  OAMH M3 HHUX — 3TO COBINAJEHHUE, BBI3BAHHOE
uoeHmu4HOCmovio no npoucxoxcoenuto (auril. «identity by descent») u o0ycioBiieHHOE B
ciaydae MUTOXOHApHanbHbIN JIHK nmpuHamie:kHOCThIO K OJJHOM M TOM K€ MaTEPUHCKOMN
muHuM. (buonornueckue oOpasLbl OT OJHOTO M TOTO K€ JIMIA TaKkKe paccCMaTpUBAIOTCS
KaK HWICHTUYHBIC IO MPOUCXOXKIEHUI0). [lpyroit ciydail — coBmaneHue, BBI3BAHHOE
uoenmuunocmoio no cmamycy (identity by state), oOyCIIOBICHHOE KOHBEPTCHTHBIMH
MyTallUSIMU B MaTE€PUHCKHUX JIMHUSAX HEPOACTBEHHBIX JHI. VIMEHHO pa3iuueHue 3TUX
JByX CJIy4yaeB B TEPMHHAX MaTEMaTHYECKOH TEOPUH BEPOSATHOCTEH U BBIYHUCIICHHUE
BEPOATHOCTH TOTO, YTO aJUIeIM COBMNAJAlOT BCJIEJICTBUE HACHTUYHOCTU IO
IPOUCXOXKICHUIO, U SIBISIETCS KOHEYHOM LIENbI0 MOIMYJISIIIMOHHO-TEHETUYECKOTO aHan3a
pe3yabpTaToB cyaeOHo-meauimHckoro uccnenoranus JJHK-mapkepoB (B manHoMm ciydae
— m1/JHK).

JlomycTim, 4TO Ha pa3pelieHre FKCIepTa MOCTaBIEH BOIIPOC O TOM, IPOU3OIIEN JIU
OoOHapy>KeHHBII OMOJOTHUYECKUiT oOpas3er] OT JaHHOTO JHma X, T.e. MPOU3OILIO JIH
cobwrTre D (miepBast OykBa ciioBa «descent»). Ecimu MuToTHIIBI 00pasna u MHAUBHIA X HE
COBMAJAIOT B HECKOJBKHMX IMO3ULMAX U HET OCHOBAHMW COMHEBATbCA B 4eM-IHOO Ha

cTaguu cOopa 0Opas3IOB U WX MOJIEKYJIIPHO-OMOJIOTHYECKOTO aHalu3a, TO JUIo0 X HE



MOTJIO OCTaBUTh JIAHHBIM OHOJIOTHYECKHI oOpaszer; (MBI OIYCKaeM CJIOKHBIE
NOTpaHUYHBIE Cily4yad, TpeOyrollue AETaJbHOrOo aHaiu3a). A 4YTO €ClIM MUTOTHUIIBI
COBMAaa0T?

Hanee s onpenesieHHOCTH PAacCMOTPUM MPOCTEHINWNA Ciydad, KOrja aHaju3
NOKA3bIBACT COBMAJCHHE WX MHTOTHIIOB, HET HHUKAKUX OIIMOOK B ONpEACICHUU
HYKJICOTHJHON  IOCIIEJIOBATEIbHOCTH, OTCYTCTBYET TI€TEepoIia3Mus M Korja
00CTOSITENLCTBA Ji€Jla OTBEPraloT HaJIW4YUe OHOJOTMYECKUX CIIEI0OB POJICTBEHHUKOB
JTAHHOTO JIMIIA 110 MAaTEPUHCKOM JIMHUU. B TakoM citydae MOTyT OBbITh TOJIBKO CJEIYIOIIHNE
anbTepHaTHBHI (6epcuu). OmHA BepcHsi, BEIIBUTaeMasi, HapuMep, OOBHHEHUEM, TaKOBO:
auno X SBISIETCS MCTOYHMKOM JAHHOTO Owmosormueckoro obpasma (t.e. mx Mt/IHK
UACHTUYHBI N0 MPOUCXOXKAEHUIO — coObiTHe D). CoriacHo BepCUU 3aIMThI, JAHHBINA
OMoJIOTMUECKUil 00pa3el] MPou30IIesl OT MHOro juia — Y, T.e. uccienoBanubie MT/JHK
UACHTUYHBl 10 cTarycy (coOwitue S). WuauBun Y mnpuHaanexur onpenereHHOH
nonyniayuu, T.. ONPENENEHHON TpyIle HaceleHUus (Hampumep, STHHUYECKOW). DTa
TIOITYJISIITUST HA3BIBACTCSI peqhepeHmHOl, TIOTOMY YTO BEPOSTHOCTHBIN aHAIHU3 TIPOBOIUTCS
CO CCBUIKOM Ha YacTOTY BCTPEYAEMOCTH JIMIL, MUMEKIINX JaHHBbII MHUTOTHI B 3TOU
nomynsnun.  Eciii onpeneneHHOCTH HEeT M BO3MOKHBIX PE(EpPEHTHBIX MOMYJISAIUN —
HECKOJIbKO, TO aHAJIN3 YCIIOKHSIETCS (MBI KOCHEMCSI 3TOTO HUXKE).

YacToTa BcTpeyaeMocTd B pehepeHTHON MONYJIISIMA HHINBUIOB C OTPEACICHHBIM
TCHOTHIIOM (B JJaHHOM CIIy4ae — MUTOTHIIOM), KOTOPYIO MbI 0003HaUYUM 4epes3 p, MOXKET
OBITH HHTEPIPETUPOBAHA KaK Mepa BEPOATHOCTH COOBITUSA S, T.€. BEPOATHOCTU TOTO, YTO
Ouosornyeckuid oOpasen; ObUT OCTaBJIEH HEKHM JIMIOM W3 Pe(EepeHTHOW MOMYJISIHH.
[Ipu »sTOoM pononuutensHass a0 | BenuuuHa 1-p MOXKET paccMaTpUBaThbCs Kak
BEPOATHOCTb MPOTHBOIIOJIOKHOIO CcOoObITHS D. OpHako Takas MHTEpHpeTanus

HEJIOTUYHA, TIOCKOJIBKY p — 3TO BEPOATHOCTH IIOJYYUTh JaHHBIM MUTOTHII M 1IpH



YCIIOBHHM, YTO OWOJOTHYECKUM O0Opa3er] OCTAaBJICH WHIWBHAOM U3 pedepeHTHOH

nomyJjiiquu, T.€. BEPOATHOCTL OTHOCUTCA K 06D33HV, a HC K MHAWBUAY, 4 YCIOBHUEC — K

UHIWBUAY. B TepMuHaX yCIOBHBIX BEpOATHOCTEH 3TO 3amuchiBaeTcs Kak Pr(M|S), rne
Pr — 310 cuMBOI BeposTHOCTH (OT aHII. “probability”), a BepTUKaabHas 4epTa OTACISCT
COOBITHE OT YCIIOBHsI. AJIOTUYHOCTDH 3aKIIOYaeTCsl B TOM, 4TO [-p paBHO [-Pr(M|S), HO
9Ta BeJMYWHA HE BbIpakaeT Hu Pr(M|D), un Pr(D), Hu 4ero-1m0o ele, OTHOCSIIEToCs K
BEPOSITHOCTH COOBITUS D.

Ha camowm ke niene TpeOyercss OTHECTU BEPOSITHOCTh K MHIMBUIY, @ YCIOBUE — K
oOpa3ily, MmoToMy 4YTO OWOJIOTMYECKHH o0Opa3ell W €ro TEeHOTHIT SBJISIFOTCS BIIOJIHE
OTIpeNieIeHHBIM (DaKTOM, a B MPOMCXOXKACHUU ATOTO 00pasia OT TOro WJIM MHOTO JIMIA
eIIe MOKHO COMHEBaThCsl. VMHBIMU CITOBaMH, CIEIyeT ONpeAeTuTh Bennauny Pr(S|\M) —
BEPOSITHOCTh TOTO, YTO OOpa3ell OCTaBJIEH HEKHM JIUIIOM U3 pedepeHTHOH MOMyISIIuN
IIPY yCJIIOBHHM, 4TO OH uMeeT MutoTun M. Ilpu stom nomonnutensHas 1o | BenmnuuHa 1-
Pr(S|M) ectb Hu uTO MHOE Kak Pr(D|M), T.e. BEpOSTHOCTh TOTO, YTO HaM U TpedyeTcs
OTIPENIETTUTh — UTO JaHHBIA OMoJIorudeckuit oopaser npousomien ot X. B ganHoM ciydyae
3TO U €CTh BEPOSITHOCTh UJIEHTU(UKALINH.

Beenem e BepositHocTH: Pr(D) u Pr(D|M). TlepBasi u3 HUX — 3TO T.H. anpuopHas
séeposmHocmy, T.e. TpuHATas 3apadee (mo mnpoenenus JIHK-uccnemoanms)
BEPOSITHOCTh TOTO, YTO 0Opaser] OCTaBIeH MHAWBUAOM X. OTa BEpOSTHOCTH JOJDKHA
ObITh OCHOBaHa Ha COBOKYIHOCTH HWMEIOIIUXCS BEIIECTBEHHBIX JIOKA3aTElIbCTB H
CBUJICTENBCKUX IMOKa3aHui, mnonydeHHbix a0 JHK-awamuza. Bropas — 310 T.H.
anocmepuopHas 6eposmHOCMb, WU 8EpOSIMHOCMb UOeHmuguKayuu, OCHOBAHHAs Ha
BCEX MMEIOMIMXCS NaHHbIX, B ToM yucie u JIHK-uccnenoBanusa. VIMEHHO BEpOSTHOCTH

uaeHTuGUKau _ sBagerca  uudposelM  uTorom cyaebuHoro JHK-uccnenoBauus wu

YKa3bIBA€TCA B BBIBOJAX OKCICPTHOI'O 3aKJIIOUYCHUA. B ClIydac NpUHATUA BEPCHUHU O TOM,
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4yTO 0oOpaszel ocTasieH JuioM X, Benmnunna Pr(S|M) = 1-Pr(D|M) natepnpeTupyeTcst Kak
8EPOAMHOCMb  OWUOKU UOeHmuguKayuu, T.€. BEPOSTHOCTh TOTO, YTO 3Ta BEPCHUs
omunboYHa.

W3 Teopun yCIOBHBIX BEPOSTHOCTEH clieayeT BaxHelmas ¢popmyna teopun JHK-

uacHTHUKaWu [2], Ha OCHOBE KOTOPOH BBIYUCIISICTCS allOCTEPUOPHAs BEPOSTHOCTD:

Pr(D) - LR
Pr(D|M) = ()
1+ Pr(D) - (LR-1)

Bemwunaa LR = Pr(M|D)/Pr(M|S) — 3T0 T.H. omHoweHue npagoonooodbuti (aHri.
“Likelihood Ratio), T.e. OTHOIIEHHE BEPOSITHOCTU TOTO, YTO OMOJIOTHYECKUN 0Opazer
UMeeT MUTOTUNI M Tpu YCIOBMM, YTO 3TOT oOpaselr] mpousouesn or X, K TOH ke
BEPOSITHOCTH, HO TIPU YCJIOBHH, 4TO 0Opaszelr] MpOW30IIe] OT HEM3BECTHOTO JIMIA M3
pedepentHoil monynsauuu. B paccmaTpruBaeMoM 37e€Ch NMPOCTEUIIEM CIyyae HMEEM:
Pr(M|D)=1, Pr(M|S)=p wu, crnemoBaTelbHO, OTHOIICHHE MpPaBIONON00MH paBHO 1/p.
OTHoueHue MpaBaONo 00U TTOKA3bIBAET, BO CKOJBKO pPa3 UMEETCS «OOJIbIIE IaHCOBY»
3a TO, YTO JAHHBIM OMOJOTHYECKUX oOpaszel] Mpou3omien oT X, 4eM 3a TO, YTO OH — OT
KOro-To U3 pedepeHTHON nmonysauun. Hampumep, ecinu JaHHBIM MUTOTHI BCTPEUYAETCS B
pedepentHoit momymnsiuu ¢ gactoroi 0,01, To B 1/0,01=100 pa3 OGonpine mMaHCOB B
MOJB3y TOTO, YTO ATOT OWOJOTHYECKWH CIel OCTaBJICH JUIOM X, 4eM KEeM-TO W3
pedepeHTHOI oMy AUy,

AnpuopHasi BeposiTHOCTE Pr(D) — Hamboiee HeompezeleHHAs BeJIHMYUHA B
dopmyne (1). Opnako Oe3 3HaHUS €€ HEBO3MOXXHO BBIYHUCIUTH BEPOSITHOCTH
unentuukamu Pr(D|M). B HEKOTOPBIX PYKOBOJCTBAaX PEKOMEHAYIOT NMPHHUMATh €€
paBHo#t 0,5, mosarasi, 9TO 3TO OTpPakKaeT PABEHCTBO IMAHCOB 3a TO, YTOOBI CUUTATH

YeJ0BeKa BUHOBHBIM MJIHM HEBHHOBHBIM. Ha camoMm ke AcCJIC, TIPHUHATHC aanOpHoﬁ
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BepoatHocT 0,5 MOXXeT Hapywmarb MOPUHLOUN  [PE3yMIIUH  HEBUHOBHOCTH.
JleficTBUTENFHO, B 3TOM Cily4yae anpuopHas cynbOa nuna X kak Obl pemiaercs Opockom
MOHETBl — TEM, BbIMaaeT open win pemka. KoHeuHo, eciu He-reHeTHYecKue
JI0Ka3aTeNIbCTBA C ONPEEICHHOCThIO CBUJETENLCTBYIOT 00 ydacTuu X B paccieayeMoM
Jiene, TO anpruopHas BEpOSITHOCTh MOXKeT npesbiath 0,5. Hanpumep, eciiu noa HOrTsIMu
JKEPTBBI HaliieHa KpOBb, a y M0oJI03peBaeMoro X paciapanaHo JIMIO U €CTb CBUAETENH,
BUJICBIIME WX BMECTE IEPE] COBEPILICHUEM MPECTYIJICHUS, TO BEJIWYMHA ANPUOPHOU
BEPOATHOCTH BEJIMKA, XOTA €€ TPYAHO BBIPa3uTh KOJMYeCTBEHHO. (OJHAKO, eciu
M0JI03pPEBAEMBIX HECKOJIBKO, CKa)KEM YETBEPO, U HET PELIAIOLINX CBHUJIETENbCTB B MOJIb3Y
WIH TPOTUB KOTO-TMO0 M3 HUX OTHOCUTENIBHO UX y4acTHs B PaccielyeMOM ciydae, TO
anpuopHasi BEPOATHOCTH ISl KAXKIIOTO U3 HUX HE MOXeT rnpeBbimath 1/(1+4)=0,2. B Tom
clly4ae, KOTJa 4elIOBEK 3a/iep>kKaH MO MOJ03PEHUI0, HO IPOTUB HETO HET BECOMBIX YJIHUK,
anpHOpPHAs. BEPOSITHOCTH JIOJKHA ObITh Topsinka 1/(N+1), roe N — 3T0 YUCIIEHHOCTh TOM
KOTOPTHI HAcCeJICHHsI, K KOTOPOH MPUHAUICKHUT UCTUHHBIA NMPECTyNHHUK (MH(POpMAIHI O
TOM, K KaKOH KOropTe WJIM 3THUYECKOH IpyIlIie MPUHAJICKUT UCTUHHBIA MPECTYIHUK,
MOJKET COJIEPKATHCA B MMEIOLINXCS BEIIECTBEHHBIX JOKA3aTENbCTBAX U CBHUJIETEIBbCKUX
MOKa3aHUSX ).

[IpuBeneHHble NpUMEpPHI MOKA3bIBAIOT, YTO YWUCIOBAsl BEIWYMHA aAlPHOPHOMN
BEPOSITHOCTH OMpEJeNsieTcs Najieko He Bcerna. IloaToMy B MEXIyHapomHOH cyneOHO-
MEAMIMHCKON MPAaKTUKE UMEIOTCS Pa3lIMYHbIE peleHus 3Toi nmpobsemsl. [lpakTuuecku
YIOBJIETBOPUTEIBHBIM KOMIIPOMHCCOM SIBJISIETCSl YKa3aHUE B 3KCIEPTHOM 3aKIHOYEHHUU
KOHKPETHON BEJIMYMHBI LR W NpUBEIEHHUE CIEKTpa BO3MOXKHBIX BEJIMYHUH BEPOSTHOCTU
uAcHTHU(HUKAIMK, BBIYUCICHHBIX 10 (opmyne (1) mpw pasIudHBIX  ANPHOPHBIX
BeposITHOCTSIX (Hampumep, ot Pr(D)=0,01 no Pr(D)=0,99). DTo mo3BOJSIET WieHaM cyaa

Ooinee 3pUMO MIPCACTAaBUTH cebe 3HAYUMOCTD JaHHOT'O TCHETHYCCKOT'O CBUCTCIILCTBA.
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EcTtecTBeHHO, HE MEHEE BaKHOM MPOOIEMOM SBISETCS BHIOOP TOTO KPUTHIECKOTO
YPOBHSI, BBIIIE KOTOPOTO BEPOATHOCTh HMICHTH()PHKAINU CUNUTACTCS JOCTATOUYHOW ISt
NPUHSATHS BBIBOJIA 00 MHIMBUIYATFHOM MPOMCXOXKACHUU OMOIoruaeckoro oodpasma [9].
OOcyxnaeHue 3TOM TEeMbl BBIXOJUT 3a pPaMKU JAaHHOM cTaThbd, MO0 OHA BO-MHOI'OM
KacaeTcsl IICUXOJIOTMHU BOCHPUATHS BEJIMYMH BEPOSITHOCTEN MIEHTHU(PUKALUHU, OJU3KUX K
1, U JONMOJHUTENBHBIX K HEMY MalbIX BEJIMYMH BEepOsTHOCTH owmubOku. Hampumep,
BEJIMKA WJIA Majia BEpOSTHOCTH uaeHTuukamuu 0,9999, uinm, 94To TO kKe camoe, MaJia WiH
Benuka ommuobka unentudukanuu 0,0001?  ABtop sToi crarthu Ha neknusx no JJHK-
uacHTH(GUKAIK HEe pa3 yOeKaalcs B TOM, 4TO Ha TIepBOe BrieuaTiieHue yxe mudpa 0,99
Ka)KeTCsl HEUCKYILIIEHHOMY CIIYLIATeNt0 JOCTaTOYHO OOJBIION Il MpPHU3HAHUS TOTO, YTO
OMOJOrMYECKUM CcleJ  OCTaBJIE€H JaHHBIM  JIMIIOM. Opnako pa3HOOOpa3HbIE
UHTEPIpPETAnU 3TON HUPpPHI (CKaxeM, 4To omuoOka uaeHtudukanuu 0,01 o3Haygaer, 4to
KaXJ0€ COTOE JEJ0 TpEelUT OLIMOOYHBIM IPUTOBOPOM) MEHSIOT 3TO IEPBOE
BIIEYATJICHUE. YKa)XeM, 4TO B CIyyae TSKKUX HPECTYIUIEHUH, KOTJa MpU3HAHUE BUHBI
03HAYaeT JUIsl MOJICYIMMOT0 CMEPTHYIO Ka3Hb WU MOKU3HEHHOE 3aKII0YEHHE, TPAKTUKA
yronoBHbeIXx nen CIIIA ycranoBuna, uro HagexHocTh JIHK-maenTudukamum momkHa
OBITH CTOJIb BEJIMKA, YTOOBI OBITH YBEPEHHBIM B TOM, YTO HHKAKOW OOJIbIIEC WHAWBHI HE
UMEET TaKOro € I'eHOTHNa, 4TO U X, B MOIMYJSALNU, YUCIEHHOCTh KOTOPOW CTOKpPATHO
IPEBBIIIAET HACEICHUE HAIleW IUIaHEThl. YYMTHIBAs, YTO B OJMDKaWIINE JECATHUIIETUS
YHCJICHHOCTh  HACEJNEeHWS 3eMIM JOCTHTHET JIeCATH  MIJUIMAPIOB, TOAO0OHAs
peKoOMeHAalKs 03Ha4aeT HEOOXOAUMOCTh CHU3UTH OIIMOKY HMIACHTHU(PHUKAIUHU 0 OJHOMI
TpwuoHHoM, T.e. mo 0,000000000001, uro o3HavaeT TpeOOBaHWE HA BEIUUUHY
BEPOSTHOCTH WACHTUPUKAIMH OBITh HEe MeHbIe, 4eM 0,999999999999.

W HakoHel, HEMalOBaXHbIM INPU BBIYMCIECHUH BEPOATHOCTH HJAECHTU(UKALNN

ABJIIETCS BBIOOpP pedepeHTHON MOMyJSALUHM, IOCKOJbKY YacTOoTa BCTPEYaEMOCTH
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MUTOTHAIIA HeoOXOoauma IS BBIYHUCIEHUSA OTHOIIIEHUS TpaBaonoaoduit  LR.
Pedepentnast mnomynAuus MOXeT OBITh OJHO3HAYHO OMNpEZENieHa, €Cld  €CTb
CBUJIETEJILCTBO TOr0, KaKOW TpyIe HACceJIeHWs] NPUHAICKUT JUIO Y, OCTaBUBILIEE
Ouosornueckuii odpaserl (CoraacHO TOW BEPCUH, IO KOTOpoil X HE MMeeT OTHOIIEHUS K
naHHomy obOpasiy). OpnHako, mpeactaBuMm cebe, 4To JUI0 X MPUHAJICKUAT HEKOH
TIOITYJISIIIM M TIO TOW NMPUYHMHE €€ BBRIOMPAIOT B KauecTBE pehepeHTHOM, B TO BpeMs Kak
UCTUHHOE JIMIO Y, OCTaBUBLIEE OMOJOTMYECKHI ciel, Ha caMOM Jejie NMPUHAIIEKUT
Ipyroil momynsuun. B Takom ciydae, ommOka B BeIOOpe pedepeHTHOW MOMyJISIuA
MOJKET CYIIECTBEHHO CKa3aThCsl Ha OLlEHKEe LR, eciau 4acToTa MUTOTUIIA BapbUpPYET OT
MOMYJIAIIMA K TIOMYJISIUH. JlaHHBIE TEHETUKH YEJOBEKa CBUJECTEIBCTBYIOT O
BO3MOYKHOCTH OOJIBIIUX paznuyuil Mexay nonyssuusmu [10], B ToM 4uciie HacelaeHHs
Poccun [11]. OueBumHO, 4TO B TaKUX pacueTax BHIOOp pedepeHTHON MOMyJSIUH —
orBercTBeHHas vacTh JIHK-uccaenoBanus [12]. DTo Tem Ooiiee BaXkKHO, UYTO HACEICHUC
Poccun pa3zHooOpa3HO MO ATHUYECKOMY COCTaBY, Pa3lIMYHAsl HBOJIOIMOHHAS UCTOPHUS
KOTOPBIX MOTJIa TIPUBECTH K TeHETHYeCKOW auddepeHnanum KaKk MeKIy dTHHYSCKHM
TpyIIaMHu, Tak U B Kaxaon u3 Hux [13], B T.4. mo mTIHK [14].

HUnentudguuupyromas cnocooHocts mutoxonapuaabHoii JJHK. Ilockonbky
pazHooOpazue MtT/IHK »KBHBalleHTHO pa3HOOOpA3Wi0 B OJHOM MYJIbTHAIUICITHLHOM
JIOKyCE, TO €CTECTBEHHO OXKHMJaTh MPHUCYTCTBHUS OJHOTO-JABYX YaCThIX MUTOTHIIOB B
MOMYJISIIVSIX W «IDIe(a» PeIKuX MUTOTHIIOB. B eBpONMEHCKUX MOMYJISIUSIX YacTOU
ABJIETCS T.H. KEMOPHJIKCKas, WM aHJEPCOHOBCKas IMOCIEIOBATEIbLHOCTh — [0 UMEHU
PYKOBOJMTENS TPYIIIbI, BIOEPBBIE OTKPBIBUIEH NOJIHYHO mocienoBarenbHocTh MTIHK
yenoBeka. Hacenenue Poccnn — He uckimouenne. Hampumep, cpeau 55-Tu pycckux
xureneir Kypcka, uccnenoBannsix mo I'BC1 [15] 6e3 yvera mosummii 16184-16193,

aHJEPCOHOBCKUI MMTOTHI MMEJI CaMyl0 BbICOKYIO yacToTy: 0.236 (oOHapyxeH y 13-tu

14



yenoBek). Crenyroomue aBa Haubojiee MPEACTaBUTEIbHBIX MHUTOTHUIIA BCTPEUAIUCH C
gacrortoi mnpuOmmsurensHo 0,073 m 0,055 (BctpedueHsl y 4-X W 3-X UEJOBEK,
COOTBETCTBEHHO); €Illeé TPU JAPYTrUX MUTOTUIIA BCTPEHAINUCh ABaXIbl. I[loMuMO 3THX
[IECTH MHUTOTHUIIOB, B BEIOOPKE MMENUCH ele 29 MUTOTUIIOB, KaXIbIi U3 KOTOPBIX OBLI
oOHapyXeH B €AMHCTBEHHOM uwucie. [lockonbKy B HOMNYJSIIMM HMMEIOTCS 4acTo
Bcrpevatomuecs tunbl MT/IHK, To nonHas maeHTHdUKaMs 0OCTaHKOB HECKOJBKUX JIMIL
HE BCErJa OCYIIECTBUMAa H3-32 TOTO, YTO HEKOTOpbIE M3 3THUX JHI MOIJIM HUMETh
UJCHTUYHBIE MHUTOTHUIBL. JIeHCTBUTENbHO, BBIYHUCICHUS IIOKA3bIBAIOT, YTO TIpyMIa,
cocrosmmas 3 ABYX JIMI, He HISHTH(GUIUpPYETCs, MPUONIU3UTENbHO, B 8%, a U3 Tpex u
st — yxe B 20% u 53% ciydaeB, COOTBETCTBEHHO. B rpymme, cocrosiei u3 AecsaTi
JMI, TIOJIHAsT UIASHTU(UKAIUs HEBO3MOXHa Oonee yeM B 99% ciyudaeB. IlpuBneueHue
oboux cermenroB I'BCl um I'BC2 yBenuumBaeT WHPOPMATUBHOCTH, OJHAKO HE
uctpasisier cutyarnuio. (Ananmu3 Bceid MT/IHK — mocnenosarensnocTu Beex 16,5 Thicsau
HYKJICOTH/JIOB — TOJbKO HAYMHAETCS, M celdyac TPYyIHO CKa3zaTb O TOM, CKOJIb
3¢ (EKTUBHBIMU MOTYT CTaTh TaKHE aHAIM3BI B CyIeOHO-MEAMIIMHCKIX MCCIICIOBAHNUSX ).
[HoaTromy mnonHas uIEHTU(UKALUS CMEIIAHHBIX OCTAHKOB MHOTHUX JIMI] Ha OCHOBE
aHanmsa tonbko MuroxonapuanbHoi JIHK (cermentoB I'BC1 m I'BC2), 6e3 npyrux
JIHK-mapkepoB ¥ HHBIX METOJOB WIACHTHU(PHUKAUUU JIMYHOCTH, MPAKTUUYECKH

HCBO3MOXKHaA.

OcHoBHBIE HEJOCTATKH «MeToau4YeCKHX YKa3aHHﬁ))

OcHOBBIBasACh Ha yKa3aHHBIX Bbllie cBorcTBax MT/HK, mokaxem Ttemneps ckoiib

HCYAOBJICTBOPHUTCIbHBIM 06pa30M B ((MGTOI[I/ILIGCKI/IX YKa3aHUAX» PCHIaAlOTCA BOIIPOCHI
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I/I,Z[CHTI/I(bI/IKaHI/II/I JJUYHOCTU M ONPCACICHUA OHOJIOrNYECKOI0 poacTBa JIUI[ Ha OCHOBE

aHanu3a MuToxoHapuansHou JTHK.

1. Anammu3 mT/IHK HecniocoOeH pa3janyuTh pOACTBEHHUKOB 10 MATEPHUHCKOM
JIMHHUH WM J0Ka3aTh 0M0JIOTHYeCKOe POACTBO C OTHOBCKOM CTOPOHBI
Anamu3z  mutoxoHnpuaneHoM JJHK He nmaer BO3MOXHOCTM — pa3iauyuTh

POJCTBEHHUKOB IO MATEPUHCKOW JMHUHU. ODTO CyliecTBeHHeiee cBorctBo MTIHK

YIOMSIHYTO B «METOIMYECKUX YKAa3aHMSAX», HO BHUMAHHE HAa HEM HE aKIIEHTUPOBAHO.
CoOOTBETCTBEHHO, HUUETO HE CKa3aHO O ToM, 4To ucciienoBanue MTIHK Hudero ve maer

JJIA 10Ka3aTciibCTBa OHOJIOTHYECKOrO poacCTBa C OTLIOBCKOM CTOPOHBI. HOBTOMY aHaJInu3

mT/IHK ¢ ncronp3zoBanneM «MeTOAMUYECKUX YKa3aHU» MOKET ObITh ManodddekTuBeH B
TEX Clly4asx, KOIrJa BO3MOXHO NPUCYTCTBUE OUOJIOTMYECKUX CIIEJOB HE TOJBKO JIHII,

IpoxXoadmux 1Mo JaHHOMY €1y, HO U UX POACTBCHHUKOB.

2. IlpeasaraeMasi METOAUKA YaCTO He PA3jin4aeT HEPOACTBEHHBIX JIMI

B «Meroguueckux  ykKasaHUsSX» HE  yKa3aHO, 4YTO HEPEOKO  aHajau3
mutoxoHapuanbHo JIHK He rapanTupyer pasnuyeHuss HEpPOACTBEHHBIX JIUIL
JlefcTBUTENBHO, 3TO M3BECTHBIM (PaKT, UYTO Pa3IMYHBIX MUTOTUIIOB B HACEJIEHUU BCEX
CTpaH ropaslo MEHbIIE, YEM JIFOJIEH — CYHIECTBYIOT YacTO BCTPEYAIOLIMECS] MUTOTHIIHI,
KOTOpBIE XapaKTEpHBI JUISl BBIXOJALIEB M3 TEX WM HMHBIX TeorpauuyeckuxX pErvuoHOB.
Bbonee Toro, B pazaene 3.6 «uTepnperanus pe3ynbraroB Tunuposanus MTIHK» (ad3arg
3) npeasiaraercs CUMTaTh, YTO HECOBMAJEHHUE MUTOTHUIIOB «HUMEET J10KA3aTeIbCTBEHHOE
WCKJIIOYAIOIIEEe 3HAYEHUE TOJIBKO IPU TOM YCIOBUH, YTO OHO 33apErMCTPUPOBAHO B
QHAIN3HPYEMOM MOJHMHYKJICOTUJHOM TpakTe Oojiee 4YeM B JIByX «HOPMAaJbHBIX»
no3unusax. HecoBmaieHus B MOTEHLIMAIBHO IETEPOIIA3MATUYECKUX «TOPSYUX TOUKAX)

HC paCCMaTpUBAIOTCA KaK JOKa3aTCIILHBIC) (HO[[ ropa4uMu TOYKaMH B ((MGTOI[I/I‘IGCKI/IX
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yKa3aHusAx» HMETCs B Buay no3unuu 16184-16193 u 303-315; cMm. paszmen 3.5.4
«SIBnenue rerepomyiazaMuny, nocaeIHui ad3air).

B «MeTtoauuecknx yka3aHHUsIX» UMEETCS CEpbe3HbI MPOo0Oes: HUYero He TOBOPUTCS
0 TOM, K YeMy OTHECTH CIy4yau HECOBIAJCHMS CPAaBHUBAEMBIX MUTOTHUIIOB B OJHOW WM
JIByX «HOPMaJbHBIX» MO3ULUAX U YUUTHIBATH JU HPHU 3TOM «TOpSIYME TOUKH». 31€ECh
BO3MOXKHBI JBe UHTeprperaunu. CoriiacHO MepBOM MHTeplperanuu, «Mertoauueckue
yYKa3aHUS» HE MO3BOJISIOT CHENaTh KAaKOTO-JIMOO 3aKIIOYEHHMsSI IO TaKUM CIy4asiM, T.e.
HU JlI0Ka3aTb, 4TO 00a o00paslia UMEIT HCTOYHMKOM OJHO M TO e Juuo (Wiu
POJICTBEHHUKOB MO MAaTE€PUHCKOW JMHHM), HU MCKIIOUUTH 3TOro. CorjacHo BTOpOit
UHTEPIIPETAllNY, HECOBMAJCHUE [BYX MHUTOTUIIOB IO OJHOM WM JBYM MO3ULUSAM
paccMaTpuBaeTCs Kak He MCKITIOYAIoNIee o0Iee MPOUCX0XKICHHE 3TUX MUTOTHUIIOB, T.C.
OT OJIHOTO JHIla WM OT POJCTBEHHHKOB II0 MaTepUHCKOW nuHuUU. [lpuueM kaxnas
MHTEpIIpEeTalis panajaercs Ha JBE, B 3aBUCUMOCTU OT TOTO, YUUTBIBAIOTCS «TrOpsUHe
Toukn» win HeT. [lpu 1000l MHTEpHpeTaluu OKa3blBaeTCs, YTO YKa3aHHas BbIIIE
pexomenaauusa «MeTOOUYECKUX YKa3aHW» 3aBeIOMO OO0YCIOBJIMBAET HEBBICOKHM

YPOBCHb ONPEACICHHOCTH PE3YJIbTATOB I/II[GHTI/Id)I/IKaHI/Ifl JUYHOCTHU 110 JaHHBIM O

MUTOTHNAX. JI€HCTBUTEIBHO, IPUMEHUM €€ K JaHHBIM 110 PACIPOCTPAHEHHOCTH Pa3HbIX
mutoTunoB B HaceneHun Koctpomsl u Kypcka [15]. 3amamumcs BompocoMm, CKOJb
BCPOATHO, YTO MHUTOTHUIBLI HNPOU3BOJIHLHO BLI6paHHBIX JKUTCIIA KOCTpOMLI U XKUTCIIA
Kypcka Oymyr moka3plBaTh pas3iudds, HE HMCIOIIUE <JI0Ka3aTeIhCTBEHHOTO
UCKJTIOYAIOIIECTO 3HAYCHUS». AHAIM3 yKA3aHHBIX JAHHBIX MOKa3aj, YTO TAKUX CIyYacB
HaOmoganock 22,0% (ropsdre TOYKKA HE pacCMaTPUBAIKCH); KPOME TOTO, HAOJII01aIOCh
2,2% ciyyaeB mosiHOTO coBmajaeHus. CorjlacHO TEPBOM MHTENPETAIMH, 3TO O3HAYaET,
yto B 22% paccnenoBanuii ananmu3 MTJHK ©He mo3Bomun Obl cienaTe HUKAKOTO

3axkntoueHus. CoriacHO BTOPOW HHTEpPIpETalMM, MOYTH KaXKIbli YETBEPTHIM JKUTENb
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Kypcka (24,2%) wumeer MHUTOTHI, KOTOPBIA 3aBEJOMO HE MHCKIIOYAET €ro Kak
BO3MOXKHOTO HWCTOYHHMKA OHOJIOTMYECKOro o0pas3lia, HWMEIIIEr0 Ha CaMoOM JieJie
npoucxoxaenne u3 Koctpomsl (1 HaoOopoT). SICHO, YTO CUTyalusl aHAJOTHYHA JUIs
mo0bIX paiioHOB Poccuu, a HE TONBKO IJIsl 3TUX ABYX TOPOJOB, ISl KOTOPHIX UMENHCH
KOHKPETHBIE JJAaHHBIC TI0 PACIIPOCTPAHEHHOCTH PA3TMYHBIX MUTOTHUIIOB. A 3TO O3HAYaer,
YTO CJICIOBAHUE YKA3aHHOM BBIIIE PEKOMEHAAUMU «METOINYECKUX PEKOMEHIALM» O
TOM, YTO «JOKa3aTEIbCTBEHHOE MCKIIIOYAIOIIECE 3HAYCHHUE) UMEET TOJBKO HECOBIIAICHUE
MUTOTHIIOB 00Jiee YeM B JIBYX «HOPMAJBHBIX)» MO3ULIMSIX, OyAET BECTH (B 3aBUCUMOCTH

OT MHTEPIPETALUU CIy4aeB C MEHBIIMM YHCJIOM HECOBMAJCHHI) JIHO0 K OOJbIIOMY

qUCay ciydaeB, B KOTopbix a”Haam3 MTJHK He mo3BoJIsIeT HAYEro JI0Ka3arb, JUOO K

YaCTBIM JIO)KHBIM OOBWHCHHSIM B YTOJIOBHBIX JIeJlaX, HCBEPHOMY Pa3PCIICHUIO MCKOB B
TPpaXIAHCKUX JIeaX, a B CIy4ae KPYIHBIX KaTacTpod, aBapuii WM BOCHHBIX JCHCTBUHA —

K_MHOTOYHCJICHHBIM OINMMOKaM B WIACHTH()HMKAIIMKU KEPTB M JIC30PHCHTAIMU POIHBIX H

OJIN3KHUX IMpOoMnaBIINX JIMII.

3. OnpenesieHbl OIUO00YHBbIE (POPMYJIBI PACYETA BEPOATHOCTEH

[TpenBapuTenbHO 3aMeTUM, uTO 3akiarounrtenbHas 4acte JJHK-upentnduxammm —
WHTEpOpeTanusi JaHHBIX O MUTOTHIAX — Oasupyercs Ha MaTEeMaTHYECKUX,
BEPOATHOCTHBIX pacueTax. llpu 3TOM JaHHBIE MOJEKYJISIPHO-OMOIOrMUYECKOrO aHalu3a
CBONATCS K BEIMYMHE BEpPOSITHOCTH — 1mmdpoomy wmrory JIHK-amamusa,
burypupyroIemMy B 3KCIIEPTHOM 3akitoueHud. B «MeTonnuecknx yka3zaHUsX» JaHbl 1B
MaTeMaTHYECKUX pacyuera JUlsl MPaKTHUYECKOro MCIOIb30BaHMsl, KOTOPbIE Mbl 00CYXAaeM
HIKe B Tl. A u b.

A). B paznene 3.6.2. «Bpruncienune BEpOSTHOCTH T€HETUYECKOW HIACHTUYHOCTHU

00BEKTOB SKCHCPTU3BD» PCKOMCHAYCTCA BBIYUCIIATH T.H. OTHOLICHUC HpaBIlOHOI[O6I/I$I,
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oboznauaemoe LR. OHO HCHONB3yeTCS B TOM Ciydyae, KOI/a JiBa OWOJIOTHYECKUX
oOpa3lia HMEIOT TOXAECTBEHHbIE MUTOTHUIIBI, M IOKA3bIBAET, HACKOJIBKO TaKoOe
COBMajicHue 0osiee BEpPOSATHO Uil OMOJIOTMYECKHX POACTBEHHHKOB (WJIM IBYX 00pa3loB
OT OJIHOTO JIMLIA), YEM JIJIsl HEPOACTBEHHBIX JIMII.

B «Meronuyeckux yka3aHUSIX» OTHOILIEHHE MPaBIONOA00Us BBIYMCIAETCS Ha
OCHOBE BEpOSTHOCTH MuTOTHNA (p). OTHAKO pacyeT OTHOIICHHUS IPaBIONOJIO00WS IO
dopmysie LR = [/p MOXKET OKazaThCsd NPOTUBOpPEUAIINM JIOTHKE «MeToaudecKux
yKazaHul». JIeMCTBUTENBHO, COIVIACHO PEKOMEHAauusIM «MeToAMYeCKUX YyKa3aHUW»
(cM. BBILIE pasnen 2), doxkazamenbCmeeHHoe UCKIoYarowee 3HayeHue UMEIOT TOJIbKO
pasnuumsi, OOHapy»XeHHbIe 0oJiee YeM B JIByX «HOPMAaJbHBIX» MO3HMIHUAX — 0€3 ydera
reTepoIIa3MaTUYECKH «ropAuux Touek». (OJHaKo, Kak CKa3aHO BBILIE B paszzene 2,
Takas HemoysHas (OPMYJHMPOBKA OTKPBHIBAET BO3MOXKHOCTH ~ WHTEPIPETHPOBATH
HECOBIAJIEHUE JBYX MUTOTUIIOB IO OJHOM WJIM JBYM HO3HUIMSAM KaK HE UCKIIOYAOIEe
ux obmiee mpoucxoxaenne. Ho Torma 3To 03Hadano Obl, YTO UIsi BEIYMCICHUS p HANO
UCIIOJIb30BaTh CYMMAapHYIO BEpPOSITHOCTh (YacTOTY BCTPEYAEMOCTH B MOMYJISILMM) HE
TOJIbKO JAHHOTO MHUTOTHIIA, HO U BCEX T€X MUTOTHUIIOB, KOTOPHIE OTIMYAIOTCSI OT HETO HE
OoJsee yeM B IByX MO3ULUAX (0€3 yueTa «ropsSsUuX TOUEK»).

Jnst Toro, yToObl yOEIUTHCS, K KAaKUM MPUHIUINAAIEHO WU3MEHEHUSM B BEJIMUMHE
OTHOIICHHS TMPABIONOMO0NS TaKash HMHTEPIPETAIMsi MOXKET IPUBECTH, PACCMOTPUM
JTaHHBIC YK€ IUTHpoBaHHOW crtaThu [15]. JIms TOoro 4ToOBI MONYYHTH KAaK MOYKHO
OOBIIYI0 BBIOOPKY JIHII, OOBCTUHUM JaHHBIE MO BCEM TPEM HCCIEAOBAHHBIM B ATOM
cratee Topoaam: Kypcky, Koctpome, Pszanu — Bcero 103 uenoBexka. MHmuBunm mop
HOMepoM 3k n3 KocTpoMbl IMeeT YHUKAITbHBI MATOTHIT: HUKTO OOJIBIIIE B 3TOW BRIOOpKE
HE UMEET TaKOT0, a BEPOSITHOCTD (4aCTOTa BCTPEUAEMOCTH) 3TOTO MUTOTHTIA paBHa 1/103,

wi 0,0097, t.e. menbie 1%. CnenoBarenbHo, LR=103. Ecnu npuHATH aipHOPHYIO
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BeposTHOCTH 3a 0,5, kKak 3TO0 mpemiaraercs B «MeToaudecKuxX ykazaHwsx» (cM. m. b
3TOTO pas3jeiia u pa3zaei 4 HIKE), TO MOKHO ObUIO OBI 3aKIIFOYUTH, YTO AllOCTEPHOPHAS
BepOATHOCTh uacHTH(uKanuu paBaa P=103/104=0,99. Omnako cpenu octayibHbIX 102
YyeJIoBEeK UMeEIoTcs 45, YbM MUTOTHIIBI OTJIMYAIOTCA OT MUTOTUIA UHIUMBUIA 3k He Oosee
9YeM M0 JBYM «HOPMAJIBHBIMY» IMO3UIMAM, npudeMm 26 Obuto u3 Koctpomsr, a 19 u3
Kypcka u Ps3anu. [lostomy npu yka3aHHOH BbIII€ HHTEPIPETALUU HAZ0 Obl BBIUUCIISTH
p kak (45+1)/103, T.e. 44,7%. A B Takom ciydae LR paBHo He 103, xak cienyer u3
«Meroanueckux ykazauui», a jumb 1/0,447 = 2,2, 94TO JaeT TOPA3A0 MEHBIIYIO
aTrlOCTEPUOPHYIO BEPOSTHOCTH UAeHTUuKamu: P=2,2/3,2=0,69.

B). B paznene 3.6.2 «BwruucieHue BEpOSTHOCTH TEHETHYECKON HIACHTUYHOCTHU
00BEKTOB AKCIEPTU3BI» CTABUTCSI BOIPOC: «ECIU COBIAJAECHUE NMPU3HAKOB YCTaHOBJIEHO,
TO KaKOBa BEPOATHOCTb TOT'O, YTO 3TO COBIAJIEHUE 3aKOHOMEPHO, a HE MPOU3OILIO IO
BoJIe citydaiiHocTH?». TaM ke mpearaercs Gpopmyra, onpeaesnstonas anocTepUOPHYIO

BCPOATHOCTb TOT'O, YTO HIpPHU COBIAACHUHN MUTOTHIIOB HCCICAOBAHHBLIC O6paSHI>I HUMCIOT

obmee mpowcxoxaeHue»: P = [ / (I+LR). Ho 3T0 MareMaTUYecKH OIIMOOYHAs
dopmyna. IlpaBunbHast Qopmyrna TakoBa: P = LR / (I+LR) nipu ycnoBuu, 4TO
anpuopHas BeposTHOCTh paBHa 0,5. Ilpu npyrux BenuumHax anpuoOpHOl BEPOATHOCTH

3HaueHue P onpenensercs no Gopmyse (1).

4. B «MeToan4yecKuXx yKa3aHUusIX» YIylIeHbI Ba’KHbIe IPUHLIMUIIBI pacyeTra
BeJIMYMHBI BEPOSITHOCTH FeHETHYECKON HICHTHYHOCTH OHOJIOTHYEeCKUX 00pa31oB
A). B «MeToaMuecKux yKa3zaHUSAX» MPEIIaracTcs BBIUYHMCIATH 3HAYUMOCTD
pe3yJbTaTOB SKCIEPTU3bl HAa OCHOBE JAHHBIX O PACIPOCTPAHEHHOCTH KOHKPETHOTO
MUTOTHIIA B TOMYJAIMH, T.€. €ro BepoaTHoctd p (pasmen 3.6.1. «Ouenka

VHAMBUIyJIU3UPYIOIIETO 3HAUYECHUSI YCTAHOBIIEHHBIX MPU3HAKOB-MUTOTHUIIOBY»). OmHaKo
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B ((MCTOI[I/I‘ICCKI/IX YKa3aHUAX» HE TOBOPUTCA O TOM, KAKYIO TONYJIANHWIO CICAYET

BI)I6[221TI) AJI1 BBIYUCIICHUA BEPOATHOCTH. A s10 Ba’>XHO, nbo B OIHHUX MNOMMYJIAIUAX JIIOJU C
JaHHBIM MHUTOTHUIIOM BCTPCHAIOTCA 4YallC, a B APYIUX PCKC. B YaCTHOCTU, UMCIOTCA
SHAYUTCIIBHBIC pa3jiniuAa 110 4aCTOTaM BCTPCUACMOCTH MUTOTUIIOB B HACCIICHUU Poccun
[14].

B). B «Meroanuecknux yKa3aHHSX» HEBEPHO HCIIOIb3YeTcs 0aleCOBCKHIA METO

BBIYUCJICHHUA BEPOATHOCTHU COBIIAACHHUA MHUTOTUIIOB. A HMCHHO, B MNPCANOCICAHEM

ab3ame pasnena 3.6.2  «BplumclieHHE BEpPOSITHOCTH T'€HETHYECKON HIACHTUYHOCTH
00BEKTOB 3KCIIEPTHU3BD YTBEPKIACTCS: «AlPHOPHYIO BEPOSTHOCTH B OOIIEM Cirydae
npuHATO cuuTarh paBHOU 0,5». TlosicHMM, YTO Takod BBHIOOP BEIWYHHBI AMPUOPHOM
BeposiTHOCTH - (0,5 - O3Ha4aeT, yTO HE3aBUCUMO OT TOTO, KaKOM Cilydail McclemyeTcs,
JKCIEPT 3apaHee MpPUHUMAET JAoKa3aHHbIM Ha 50%, 4Yro JBa pa3HbIX o0Opasila
NPUHAIISKAT OAHOMY M TOMY jke Jnily. Hwukakoll 000CHOBaHHOCTH BBIOOpa WMEHHO
takoi mudpsl — 0,5 — B «MeToandeckux ykazaHusx» He naetca. OnHaKo BHHA HE MOXKET
npeanoararbes 0e3 A0Ka3aTeNbCTB, MPOCTO M3-3a OAHOM Joraiku. B cuily mpunHumna
NPE3yMIILIMM HEBUHOBHOCTH HEJb3s NMPUMEHATH 3aJaHHBIA BHUJ BEPOATHOCTH, €CIIU 3Ta
BEPOATHOCTH 3apPaHEE OIPENEISAET CTENEHb IPUYACTHOCTH K COBEPILIEHUIO MTPECTYIICHUS
Kakux-1100 mul. [Ipou3BOIBHOCTH Takoro BbIOOpa AmpPHUOPHON BEPOSTHOCTU MAAET
BO3MO>KHOCTh IIOJIBECTH PE3YJIbTAThl BEPOSTHOCTHBIX PACUETOB IOJ 3apaHee MPHUHSATYIO
BEPCHUIO O BUHOBHOCTH TOT'O WM MHOT'O JIMIIA.

B). B «Meroanueckux ykasaHUAX» OAeTCs CIEIYIOLIee YCIOBHE IPUMEHEHUS
IPUBEIEHHOTO METO/la BBIYMCICHUN BeNW4YMHbI BeposiTHOcTH (IIprMedanue B KoHIE
pazmena 3.6.2 «BwluncieHue BEpPOSTHOCTH TEHETUYECKOW HIECHTUYHOCTH OOBEKTOB
AKCTIEPTU3bI»): «CTporo roBopsi, MOAOOHBIM pacueT MpuemsieM TOJbKO B TOM CIIyd4ae,

€ClIn 06HIHOCTI) MPOUCXOKACHUA T'CHCTUICCKOTO Marcpurajia B 00BeKTax 9KCIICPTU3LI HE
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UCKIIIOYAeTCs JAPYTMMH METOAaMU». CrnenoarenbHO, corjacHo «Meroandeckum
yYKa3aHHUSIM», JaHHBII METOJ UIEHTU(UKALIUY TOCTOBEPEH TOJIBKO C YUETOM PE3YJIbTAaTOB
IPUMEHEHUs1 KaKUX-TO JIPYTuX (Kakux — HE CKa3aHO) METOJ0B. B Takom ciydyae HesicHO,

CKOJIb TOAYMHEHHY0 poiib urpaet aHanu3 MTIHK B cyneOHo-MenuumHCcKoil akcnepTuse.

5. Jlpyrue Henoctatku «MeToAHYECKNX YKAa3aHHII»

A). IlomuMo yka3zaHHBIX OIIMOOK, B «METOAMYECKUX YKa3aHUAX» HMEIOTCA
MHOTOYHCJIEHHbIE ~ IPOTUBOPEYMUS,  HETOYHOCTH,  HEOJHO3HAYHbIE  YKa3aHWUS,
JIOTIyCKAIOIIMe  MPOTHBOIOJIOKHBIE  TPAKTOBKM, HEMOJHbIE  Pa3biICHEHHUS, UTO
HEJOMYyCTUMO JJIsi PYKOBOJCTBA, PACCMaTpPUBAEMOIO KaK IOPUIWYECKUN JIOKYMEHT.
[lepeuncnum HekoTOpble M3 HUX (B NPUBOAMMBIX HHXKE LUTaTaX KypCUB — aBTOpa
peleH31N).

B nocnennem aGzame pazgena 3.5.2 «CpaBHEHHE YCTAaHOBIIGHHBIX MHUTOTHIIOB)
TOBOPUTCS O HEOOXOAMMOCTH OTIMYUU 1O mpem no3uyusm, 4TOObl 10Ka3aTh pazindue
MUTOTHIIOB, a BO BTOpoM abO3ame pazgena 3.6 «WHrepmperamus pe3yabTaToOB
tunupoBanus MTIHK» — o paznuuuu no 0eym nozuyusm. Huxakoro oObsSCHEHUS 3TOMY
HECOOTBETCTBHIO B «METONNYECKUX YKa3aHUSIX» HE JaeTCsl.

Konenr a63ama 3 pasnmena 3.5.2 riacut: «Bompoc 0 CXOACTBE WM HECXOJCTBE
MUTOTHUIIOB TauT B ce0e onpedenenHvie mpyoOHOCMU, MOTYILIUE TPUBECTH K HEGEPHOMY
6b1600y».  Kakne HMEHHO «OINpeesieHHble TPYIHOCTU» BO3HUKAIOT U K KakoMy
«HEBEPHOMY BBIBOAY» MOXHO MNpuATH — B «MeToOuUecKuX yKa3aHHUAX» He
pa3bscHsETCS.

[TepBrrit a63am paszgena 3.5.3: «B memom MOXXHO cuuTaTh, 4TO BO BCEX KIIETKAX
onHoro opranusma muroxonapuanbHas JHK ¢ nopme onunakoBa. 31o 6 6orvuuncmee

cuydaes IIO3BOJIACT MMPOBOAWTD OTOXACCTBJICHUC 00BEKTOB Ha OCHOBaHUU
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cpaBuutenapHOTO [I[TAd-ananu3a OuoMOTrHMYECKHUX OOpa3loB pPa3HOTO TKAHEBOTO
NpoNCXOXAeHUs. TeM He MeHee, 8 0moeNbHbIX C1yUYaax MOTYT HaOII0IaThCs €TUHIYHBIC
TOYKOBBIE OTJIMYMS B HYKIEOTHUIHBIX mocienoBarenbHoCcTAX MTIHK, BbineneHHON W3
KaKoW-HUOyJb OJHOM TKaHW OpraHu3Ma OT Apyrux TkaHeil». B «Meronnyeckux
YKa3aHUSAX» HE TOBOPUTCS O TOM, KaK OTIUYUTH «HOPMY» OT «HE-HOPMBD», YEM HMEHHO
XapaKTEepU3yIOTCS T€ Cilydau, KOTOpPblE OTHECEHBl K «OOJBIIMHCTBY», M TE€, KOTOpHIE
OTHECEHBI K «OTIIEIbHBIM», KAKUE JTOMOJHUTEIbHO aHaJIN3bl TPEOYIOTCS AJIsl BbISBICHUS
yYKa3aHHbIX cilydaeB. be3 Takoro pasbsCHEHUs HEM30EKHO MPOU3BOJIBHOE TOJIKOBaHHUE
pe3ynbTaToB aHanu3za Mt/ JHK.

Bropoii aG3ar paznena 3.5.3: «pu comHumenbHom pe3yabTaTe CIEIyeT MPOBECTH
tunupoBanue MTAHK 6 psode xontponbHbXx oOpasuoB». Bompoc o Tom, yTo Takoe
«COMHUTEIIbHBIN pe3ysbTaT» U KaKoH BHJ KOHTPOJA (a UX MOXKET OBbITh HECKOJBKO)
peKoMeHayeTcs, ocTaeTcs B «MeTOIMUeCKUX yKa3aHusIx» 0e3 OTBeTa.

Cnenyromas ¢pa3za — 3TO HpUMEp HENPAaBUIBHOIO IMPEJICTaBICHUSI O CTPYKType
MOMYJIAIIMMA YeTOBEKa: «BETUYHHA (p) CIYKUT MapaMeTpoM, KOTOPBIM ONpEAeIIsieT MaHChI
M000T0 (CIy4aifHOT0) YesIOBEeKa, UMEIOIIETO JTaHHBIH MUTOTHII, CYUTATHCS OTIPHICKOM
MMEHHO KOHKPETHOM MHTEPECYIOUIEH TN€HETHYECKOW JIMHUHM, KOTOpas XapaKTepU3yeTCs
TOYHO TaKUM € MHUTOTHIOM» (paszen 3.6.1). OpHako 3TO OmMOOYHAs TPAKTOBKA:
0OLIEN3BECTHO, HAIPUMEpP, YTO B PA3IMYHBIX 3THUYECKUX TIpyNIax OJHOTO peruoHa u
Jla)kKe B HACEJICHWU pa3HbIX KOHTMHEHTOB BCTPEYAIOTCS JHIA, UMEIOIINE WJIEHTHYHBIE
MUTOTHUIIBL. Takue MUTOTHUIIBI HAEHTUYHBI 110 CTATyCY, HO HE TI0 IPOUCXOXKIACHHUIO.

B nynkre «lIpumeuanue» pasgena 3.4.1. «Ouuctka aMIUIMPUKATUIOHHOTO
MPOAYKTa» TOBOPUTCS O BO3MOKHOCTH 3arpsisHeHus ucciegyemoil MtIHK nmpoaykramu
ammunuramumn «gayxoi» JIHK, ogHako HHYero He roBOpUTCS O TOM, KaK MPOBEPUTH

MT/IHK Ha «4MCTOTY» M KaK MHTEPIPETUPOBATH pe3yJibTarhl ucciaenaosanus MT/IHK npu
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Hanuuuu 3arpsisHeHus. He cka3aHo B «MeTOOMYECKMX YKa3aHUSAX» U O TOM Kakue
npaiiMepbl HEOOXOAMMO HMMETh JJIsi TPOBEICHHS aMIUTM(HUKALNNU, Kakue IpaiMeps
CJIeZlyeT MJONOJHHUTENIBHO WCIONB30BaTh NpU OE3yCIEIIHOCTH aMIUTM(UKAIUN, Kak
UCCJIEIOBAaTh IUIOXO COXpAHUBLIMECS OHOJorMueckue oOpaslbl C JerpagupoBaHHON
MT/IHK, Kak MHTEpHnpeTupoBaTh Pe3yibTaThl UCCICAOBAHUSA €CIN B KAKOM-TO MO3MIIMHU
HYKJIEOTH/I HE BBISBISIETCSA, HYXXHO JU aHanusupoBaTh 00e nenu MTHK, Hamo num
OIpPEAEIATh T.H. KOHCEHCYC-TI0CIIEI0BAaTENbHOCTD, YTO JIENaTh €CIU €CTh BBINAJCHUS WIH
BCTaBKM TMO3MIMM, KaK BBIABIATh MYTalUUd U KaK BBIYMCIATH BEPOSTHOCTH IPHU HUX
HaJIMYUU. A MEXIy TEM 3TH BOMNPOCHl MOTYT CTAaTh PEIIAIOIIMMU B CyJ€ MPHU COTIACUU
unu Hecornacuu ¢ pesyspraramu JIHK-akcnepTussr.

B mepBom a63ame pazmena 3.4.1 «OuncTka aMIUTH(QUKAITMOHHOTO IPOTYyKTay
ckazaHo: «Ecmm pe3ymbraThl (QparMeHTHOTO aHaim3a, TO €CTh AaHAJUTUYECKOTO
atekTpodopesa aMILTU(UIIUPOBAHHBIX (dbparmMeHToB Mt/ IHK NpPU3HAHbL
V0081emMBOPUMENbHLIMU 6 KOJIUYECMEEHHOM U KAYeCmE8eHHOM OMHOWEeHUU, TO TOTAa
IPOBOJAST OUUCTKY aMILTU(PUIUPOBAHHBIX (PparMeHTOB...». OJHAKO HUYEro HE CKa3aHO
0 TOM, Kakuhe Kpurepuu KoimuectBa M kadectBa MTJIHK mo3Bossitor cuutath
1esecoo0pa3HbIM JaJIbHENIIEe UCCIIEI0BaHUE, T.€. CEKBEHUPOBAHUE.

JloGaBuM, uTo B «MeETOANYECKUX YKa3aHUSIX» UMEETCS CChUIKa, Kak Ha o0pasell, Ha
Jpyrve€ METOJNYECKUE yKa3aHUsl TOro e aBTopa [16] anisg ucnosb30BaHus B «CyJaeOHO-
MEAMIMHCKON 3KCHEPTU3€E POJACTBA U HAECHTU(UKauUK JTUuyHOCTH» (BBenenue, nepsbiid

a63air). OgHAKO OHM TAKXKE COJEPKAT MHOTOUMCIIEHHBIE ouoKu [17].

b). B «Meroguueckux yKazaHMSIX» CKa3aHO, UTO BIIEpPBbIE CyleOHO-
MeAuIMHCKHE acnekTel TunupoBaHus MT/IHK Obuin paspaGortanbsl M peamn3oBaHbI

[1.JI.1BaHOBBIM B COaBTOPCTBE cO crnennanucramu u3 Benukoopuranuu u CLIA B xoze
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UIeHTH(UKAINY TIPEIII0IaraeMbIX OCTAHKOB CEMBbH poccHuiickoro mmmeparopa Huxomas
I (Beenenue, a63an 5). Ho 310 He Tak. [leficTBUTENbHO, caMa TEXHOJOTHUS aHAIU3a
mT/IHK, BKIIOYash aBTOMAaTHYECKOE CEKBCHHUPOBAHUE B IENSIX HACHTH(HKAIMK ObLIa
pa3paboTaHa 3apyOeXHBIMH HCCIIEOBATEISIMU paHble (cM., Hampumep, [5, 18, 19]).
Kpowme Toro, To Obuta He cyeOHO-METUIIMHCKAs SKCIEPTH3a, a HAyYHOE UCCIICIOBaHHE
CO MHOTMIMH JOMYIICHUAMHA, OrOBOPKAMH U HCTOYHOCTAMM, OLICHKA 3TOI'0 UCCJICAOBAHUA
10 CyI[€6HO-MeI[I/IHI/IHCKI/IM TCHCTUYCCKHMM KPUTCPHUAM U 00CTOsITENLCTBAM JcJia

BBISIBIIIET pa3HOOOpa3Hbie OMHMOKYU U ymytieHus (cm. [20]).

B). «MeTtoauueckue ykazaHHsS» HE OTBEUAIOT TPEOOBAHUSM, NPEIBSABISEMBIM K
periaMeHTHpPYIOIIMM JOKYMEHTaM, a SBJISAIOTCA HH(POPMALMOHHBIM MaTepUajioM, B
KOTOPOM OOIIMMHM CJIOBaMH, M 3a4acTyl0 OLIMOOYHO, OMKMCAHA IIMPOKO HUCIIOJIb3yeMasi BO
BCEM Mupe Meroauka. OTBedamollue CBOEMY HAa3HAUYEHHUIO METOAMYECKHE YKa3aHU
JOJKHBI OBLTM OBl CTPOTO M OJIHO3HAYHO PETJIaMEHTHPOBAaTh BCE ATallbl 3KCIEPTHU3BI,
NOCJIEI0BATENbHOCTh JACUCTBUN IKCIEPTa U MPOLEAYPY HCCIEIOBAHUS OMOJOTMYECKUX
00pa3IoB, a BO3MOXXHBIC BapUAHTHI 00S3aTEIBHO JOJDKHBI OBUTM OB OBITH YETKO
onpezaeneHsl. OnHako, ciuenys «MeToAMYecKUM YKa3aHHsIM» BOOOIE HEBO3MOXKHO
BOCIIPOM3BECTH METOAWKY. MHOTHE PEeKOMEHJAIUH JaHbl HEMOJIHO Wi ommboyHo. He
0003Ha4eHbl MHOTHE JEeTajld TEPBOCTENEHHONM BaXHOCTH. Hudero He roBoputcs o
BO3MOXHBIX apredakrax M O TOM, KaK HMX HHTEpIpeTupoBaTh. He mnpuBoasTcs
QITOPUTMBI BBIYMCIICHUIH BEJIMYHMHBI BEPOSTHOCTH HICHTHU(DUKALWU ISl TPAKTHUYECKU
BOXHBIX CUTYyallUH, TaKUX KakK, HalpUMep, HaJU4Yhe HECKOJIbKHUX OHOJOTHYECKUX
00pa3moB, B TOM YHCJe CMEIIaHHBIX. He o0cykmaercst Kak ciemyeT MpeacTaBiIsTh XOI U

pe3yNbTaThl UCCIIEI0BAHUS B 3aKJIIOUEHUH dKCIIEpTa, Kak (OpMYJIMPOBATH BHIBOJIBI U T.II.

3akiarouyeHue
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BBuay MHOroumcieHHbIX OIIMOOK, HETOUHOCTEH M HENOJHOTHl «Meronndeckue
yKa3aHus» HE  MOIYT  paccMaTpUBaTbCsi  Kak  pPYKOBOJACTBO IO  aHAaIU3y
mutoxoHapuansHoit JIHK nns cnenmanucroB B obnactu JAHK-unentuduxanum u moryt
JIO)KHO COPHUEHTHPOBATH FOPUCTOB, KEJIAIOIIMX O3HAKOMHUTBCA C €€ METOAMYECKUMU
ocHOBaMH.  «MeToauuecKkue yKazaHUs» HE Jal0T MOJIEKYJSIPHO-OMOIIOTUYECKHX U
MOMYJIALIMOHHO-TEHETUYECKNX METOAUK MCCIEAOBAHMS, a SBIAIOTCS KpailHE HEYIauyHbIM
U3JI0KEHUEM CYILECTBYIOIIEH B MUPE TEXHOJIOTHH.

Ucnonb3oBanne  «MeToaudeckux  yKasaHWi» B CyJIeOHO-MEIMLHMHCKHUX
UCCJIEIOBAHMUSIX MOJKET MPUBOAUTH K OOJNBIIOMY YHMCIY HEONPEACIECHHBIX, JIOKHO-
NO3UTUBHBIX U JIOXKHO-HEraTUBHBIX PpE3yJbTaTOB HWIACHTHU(PHUKAUU JIMYHOCTH U
OIpeJieTIeHNs] OMOJIOTHYECKOTO POACTBA. BHenpenwe «MeToaudyeckux yKazaHH» B
HIMPOKYIO MPAKTUKY HEM30€KHO MPUBEJET K AUCKpeauTaluu Merosa ananusza Mt/ JHK.

KoneuHo, yKa3zaHHbIE 3aMeyaHUsi HE OTPULAIOT BAXKHOCTU  aHAIM3a
mutoxoHapuanbHoit JIHK B cyneOHO-METUIIMHCKUX HCCIIEJOBaHMSIX. [Tono6nast
METOAMKA, HO TOJBKO C SICHBIM H JCTalIbHBIM ONHMCAaHHEM Kak J1abopaTOpHOTO
UCCIIEIOBaHMUs OHMOJIOTMYECKMX O0pa3loB, TaK M MOCIEAYIOIIEr0 CPaBHUTEIBHOIO
aHaJIM3a MUTOTHUIIOB, U C YETKO CPOPMYJIUPOBAHHBIMU KPUTEPUSMHU, OTPAHUUYEHUSIMU U

ocobenHocTsmu ananm3a MTHK, MoxkeT OBITh C yCrexoMm HCIOJIb30BaHa Ha TMPAKTHKE

(cMm. [4]).
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