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AHHOTanus. V3ydyeHue HACICACTBEHHOCTM W HW3MEHYMBOCTH 4YEJIOBEKa
3aTPYAHEHO BCJEACTBHE HEBO3MOXKHOCTHM IPUMEHUTH MHOTHE CTaHIAPTHHIC
MOJAXOJIbI TEHETHYECKOr0 aHanu3a. B 4YacTHOCTHM, HEBO3MOXHO OCYUIECTBUTH
HAIPaBJICHHOE CKPEIIMBAHUE WJIN SKCIIEPUMEHTAIBHO MOJYYUTh MY TallUH.

YenoBek SABISETCS TPYIHBIM OOBEKTOM JIJIsl TCHETHYECKUX MCCICAOBAHUN TaKKe
M3-3a MO3JHEr0 MOJIOBOTO CO3PEBaHUS W MAaJOUYMCIECHHOrO0 MOTOMCTBa. OIHAKO
r€HETUKAaMU  pa3pabOoTaHbl MpPHEMbl U  METOJbl, TMO3BOJSIONIME  HU3y4aTh
HACJICJICTBEHHOCTh M HW3MEHYMBOCTH y 4YeloBeKa. OTKpPBITHE CTPOCHHUS T€HOMa
YeJI0BEeKa - 9TO COOBITHE CTOJb K€ BAXKHOE JJIsl UCTOPUH, KAK U OTKPHITHE aTOMHOMN
SHEPruu, U300pETCHUE PaUO0, DICKTPUUECTBA, TeNS(POHHOU CBSI3U, KOMITBIOTEPOB.
Kak omHakmpl ckazan W3BECTHBIM Owmosior Maiikn JlekcTep, TMOHATHE IOJTHOMN
CTPYKTYpbl T'€HOMA YEJIOBE€Ka, IIOJYyYCHHOE B  PE3yJbTaTe  BBIIOJHEHHUS
MEXyHapOJHOTO HaydyHOTO npoekTa «['enom YenoBekay, mpeicTaBisieT co00i 0JTHO
W3 BEIMYAWIIUX OTKPBITUM 4YEJIIOBEYECTBA, KOTOPOE NPEBOCXOAUT II0 CBOEMY
3HAYEHHMIO BBICAJKY 4YeJOBEKa HA JIyHe. A TEKCT, 3alMCaHHBIN B TEHOME Y€JIOBEKA,
MHOT/A JaKe HAa3bIBAIOT DHIIUKIONCAUEH KU3HH.

KiroueBrble ¢j10Ba: reH, TeHETHKA, OMOJIOTHS, TCHETHKA YSJIOBEKA.

ABCTPAKT
IenéTuka 4esioBéKa — pa3fen TEHETHKH, W3YYaIONIMi 3aKOHOMEPHOCTHU
HACJEJIOBaHUS M M3MEHYMBOCTH MPU3HAKOB Yy 4YEJOBEKa. DTy OTpacib YCJIOBHO
MOAPA3NENSAIOT HAa  AHTPOINOIEHETHKY, M3YyYalollyl0  HAcleJCTBEHHOCTh WU
M3MEHYMBOCTh HOPMAIBHBIX MTPU3HAKOB YEJIOBEYECKOTO OpraHmu3Ma, 1 MEAUIIMHCKYIO

reHeTuKy. ['eHeTuka 4JesioBeka CBs3aHa TAKXKE C JBOJIOLMOHHOW TEOPHUEH, TaK Kak

HCCIIeAyeT KOHKPETHBIE MEXaHW3Mbl HBOJIIOIIMM YEJIOBEKAa U €r0 MECTO B MPUPO/IE,
€CTe C MCUXOoJIoTuel, Pprocodueit u CoMoIoTHEH.
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BBEJAEHUE
MeToabl H3y4YeHHs TeHETHKHU YeJI0BeKa
N3ydeHne HACIEICTBEHHOCTH MW M3MEHUYMBOCTH YEJIOBEKA 3aTpPyAHEHO
BCIICICTBUE  HEBO3MOKHOCTH NPUMEHUTh MHOTHME CTaHAApPTHBIE  MOAXOBI
FEHETUYECKOro aHajau3a. B 4acTHOCTH, HEBO3MOXXHO OCYIIECTBUTH HaNpPaBJICHHOE
CKpCILIUBAHUE WIM HKCHEPUMEHTAIbHO IMOJYyYUTh MyTaluuu. YenoBeK sBiseTCA
TPYJAHBIM OOBEKTOM JJii TEHETUYECKUX HCCICAOBAHUM TakKe WH3-3a TO3JHETO
MIOJIOBOTO CO3PEBAHUS U MAJOYUCICHHOCTH OTOMCTBA. OCOOCHHOCTH YelIoBEeKa Kak
TeHETUYECKOT0 O0BEKTa OTPAXKAIOTCS Ha HA0OPE TOCTYIHBIX METOI0B UCCIIEIOBAHUS.
I'eneasiornyeckuii MeTox
B reneTtuke uenoBeka BMECTO KJIACCUUYECKOTO THOPHUIOJOTMUECKOTO aHalv3a
MIPUMEHSIOT T€HEATIOTHYECKUIT METO], KOTOPBIM COCTOUT B aHAJIU3E pacIpeeicHus B
CeMbAX (TOYHEE, B POJOCIOBHBIX) JHUI, OOJIAJAIOMINX JAaHHBIM MpPU3HAKOM (WA
aHOMaJIMel) U He 00JaJaIoNUX MM, YTO PACKPhIBAET THUII HACJIEAOBAHMS, YaCTOTYy U
MHTEHCUBHOCTD MPOSIBIICHUS MIPU3HAKA U Tak jajnee. [Ipu aHanus3e ceMeMHbIX JaHHbBIX
MOJIyYaroT TakkKe MUGPHl SMIIUPUIECKOTO PHUCKA, TO €CTh BEPOSTHOCTH OO0IaTaHUs
MPU3HAKOM B 3aBUCUMOCTH OT CTEIIEHU POJACTBA C €r0 HOCUTENIeM. | 'eHealorn4ecKum
METO/IOM YK€ Moka3aHo, uTo Oosiee 1800 mopdonornyeckux, OMOXUMUYECKUX H
JIPYTUX MPU3HAKOB YeJIOBEKa HAcIeayeTcs 1Mo 3akoHaM Menaens. MHorue npusHaku
1 OO0JIe3HM YelOBEeKa HACIEAYIOTCS CLEIUIEHHO C MOJIOM U OOYyCIIOBJIEHBI T'€HAMH,
JOKAJIM30BaHHBIMU B X-XpoMocoMme. Takux reHoB u3BecTHO okojio 120. K Hum
OTHOCATCS TeHbl remodunuu A u B, HemocrarouHoctu ¢epmeHTa TIIH0K030-6-
docdaTaeruaporenaspl, IIBETOBOM CIETIOTHI U IPYTHE.
Bau3HenoBbIii MeTO
OcHoBHas cTaThsi: Biiu3HenoBbIi MeTO
Hpyroit meton — 6ym3HenoBbid. OgHosieBbie Om3Henbl (Ob) pa3BuBaroTcs
W3 OJIHOW SMUEKJIETKH, OIUIOJOTBOPEHHON OJHUM CIEPMHEM; MMOITOMY MX T'€HOTHII
uneHtudeH. PasHosiinessie Onusnensl (PB) pasBuBatorcs w3 nByx u  Oolee

AWLEKIETOK, OIUIOJOTBOPEHHBIX PAa3HBIMU CIIEPMUSMH; IMO3TOMY HX T'€HOTHIIBI
pasznuyaroTcs Tak ke, Kak y OpatheB U cecTép (cubcoB). CpaBHEHHE BHYTPHUIAPHBIX

pazmmunii mexay Ob u Pb mosBonsier cynuth 00 OTHOCUTEIBHOM 3HAYCHUU

JCACTBCHHOCTH W CPCAbl B OIIPCACICHUU CBOMCTB 4€JIOBEYECKOI'0O opraHusma. B
3HCHOBBIX HCCICOAOBAaHUAX OCOOCHHO BaXKEH IIOKa3aTellb KOHKOPAAHTHOCTH,
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BbIpakaromuii (B %) BeposSTHOCTh 00JaAaHus JaHHBIM PU3HAKOM OJHUM U3 YJICHOB
napsl Ob unu Pb, eciiu ero umeer npyroi uieH napsl. Eciiv npu3Hak 1eTepMUHHPOBAH
NPEUMYILECTBEHHO HACIIEJICTBEHHBIMU (paKTOpaMu, TO MPOIEHT KOHKOPAAHTHOCTU
HaMHOro Bhile y Ob, yem y Pb. Hanpumep, KOHKOpJJaHTHOCTh 1O TpynrnaM KpOBH,
KOTOpbIE JETEPMUHHPOBAHbI TOJbKO TeHeTndecku, y Ob pasna 100 %. Ilpum
mu30ppeHnu KoHkopaantHocth y Ob nocturaer 67 %, B To Bpems kak y Pb — 12,1
%; npu BpoxaEHHOM craboymuu (omuroppenun) — 94,5 % u 42,6 %
CcOOTBETCTBEHHO. [1000HbBIE CpaBHEHMUSI TPOBEICHBI B OTHOIIECHUH psijia 3a00JIeBaHUH.
UccnenoBanust GJIM3HEIIOB MOKA3bIBAIOT, YTO BKJIAJ HACJIEICTBEHHOCTH U CPElbl B
pPa3BUTHE CaMbIX PAa3HOOOPA3HBIX MPU3HAKOB PA3IMYEeH M MPHU3HAKH Pa3BUBAIOTCS B
pe3yJibTaTe B3aWMOJICUCTBUSA TE€HOTHUNA M BHEMmHEH cpenbl. OOHU NOpU3HAKU
00yCIIOBJIEHBI ~ MPEUMYIIECTBEHHO TE€HOTUIIOM, TIpd (OPMHUPOBAHUU JPYTHUX
MPU3HAKOB T€HOTUIT BBICTYMAeT B KadecTBE Mpejpacrosaratoniero ¢gakropa (uim
dakTopa, JUMUTUPYIOUIETO HOPMY pEaKIMu OpraHu3Ma Ha JEeUCTBUS BHEIIHEH
cpenbl).
[HonyAsIMMOHHO-CTATUCTHYECKUH METO

Pacnipoctpanenne myTtanuid cpead OOJIBIIMX TPYMNN HACEIEHUS HU3y4daeT
MOMYJISIMUOHHAS  TEHETMKA  4YeJOBEKa,  MO3BOJIONIAs  COCTaBUTh  KapThI
pacrpoCTpaHEHUsT TEHOB, OMPEACNSIONIUX Pa3BUTUE HOPMAJbHBIX MPU3HAKOB U
HaCJIeJICTBEHHBIX Oosie3Heil. OcoOblii mHTEepec sl dTOM TeHETHKU MPEACTaBIISIOT
M30JIAThl — TPYIIIBI HACEJICHUS], B KOTOPBIX MO KaKUM-THOO MpUYMHaAM (HarpuMmep,
reorpadU4ecKuM,  HKOHOMHUYECKHMM,  COIIMAIbHBIM,  PEJIMTHO3HBIM)  Opaku
3aKITFOYA0TCA Yalle MEXIAY YIEHAMHU FPYIIbl. DTO MPUBOJIUT K MOBBIIIEHUIO YaCTOTHI
KPOBHOTO POJICTBA BCTYMArOIIMX B Opak, a 3HAYUT, U BEPOSITHOCTU TOTO, YTO
PEIECCUBHBIE T€HBI TTEPEHIYT B TOMO3UTOTHOE COCTOSTHUE U TIPOSIBATCS, YTO OCOOEHHO
3aMETHO MIPU MAJOYUCICHHOCTH U30JISTA.

MetogaMu NOMyISIIUOHHON TEHETUKH MOJB3YIOTCSI OpraHbl 3JpaBOOXPaHECHUS
JUISl PEIIeHUs] BOMPOCOB MEIUIIMHCKOT0, MEIWKAMEHTO3HOTO M JHUarHOCTUYECKOTO
oOecrieueHus HaceneHus. JlaHHBIC MOMYJIAIMOHHON TEHETUKH HCIOJIB3YIOTCS B
MPAKTUYECKOM 3JPaBOOXPAHEHHWU [Jisi pacdyera KoedHoro ¢oHAa, KOJIMYECTBA
HEOOXOJMMBIX CHEIMAINCTOB, BBIACICHUH (DUHAHCOB MPU OpraHU3alUU JIe4eOHO-
MPOQPMIAKTHIECKON TMOMOIIM TMPU 0COO00 OMACHBIX, HO PEIKO BCTPEUAOIIMXCS
0JICBAHUSIX.
IluToreHeTH4YeCKUM METOI
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CM. Takike: [1oJi0BbIe XPOMOCOMBI
[[Iupokoe uCHOJIb30BAaHUE B T'€HETUKE YEJIOBEKAa ITUTOJIOTUYECKUX METOOB
CIIOCOOCTBOBAJIO PA3BUTHUIO IIUTOIC€HETUKH, T/I€ OCHOBHON OOBEKT MCCIIEIOBAaHUS —
XPOMOCOMBI, TO €CTh CTPYKTYPBI KJIIETOUHOTO SIA[pa, B KOTOPBIX JIOKAJTU30BAHbBI TC€HBI.
YcranoiaeHo (1956), yto XpomMocOMHBIH Ha0Op B KIETKAaxX Tella YeJIOBEKa
(coMaTnyecknx) COCTOUT U3 46 XpPOMOCOM, MPUUYEM MKEHCKHH IOJ OINpEeAesaeTcs
HaJIMYUEM JABYX X-XpPOMOCOM, a4 MYXCKOW — X-XpOMOCOMBI U Y -XpOMOCOMEBI. B
3pEeJIbIX TMOJIOBBIX KJIETKAaX HAXOJUTCS MOJIOBUHHOE (TalIOUAHOE) YUCIO XPOMOCOM.
MuTo3, Me03 U OIII0JOTBOPEHNE MOAAEPKUBAIOT IPEEMCTBEHHOCTD U ITOCTOSIHCTBO
XPOMOCOMHOT0 Habopa Kak B psJy KIETOYHBIX TOKOJICHUW, TaK U B IMOKOJCHUSX
opraHu3sMoB. B pe3ynbraTe HapylleHHIl yKa3aHHBIX MPOLECCOB MOTYT BO3HHUKATH
aHOMaJIMM XPOMOCOMHOI'0 Habopa ¢ U3MEHEHHUEM YHUCia U CTPYKTYpPbl XpPOMOCOM, YTO
MPUBOJUT K BO3HUKHOBEHHMIO T. H. XPOMOCOMHBIX O0OJI€3HEH, KOTOpBIE HEPEOKO
BBIPAXAIOTCSI B CIA0OYMUM, PA3BUTHH TSKEIBIX BPOKIEHHBIX YPOJCTB, aHOMAIHI
1oj0Bou ¢ HepeHIIMPOBKY UK 00YCIOBIUBAIOT CAMOIIPOU3BOJIbHBIE A0OPTHI.
Jepmarornuguyeckud MeTOJ

Hepmatormudpuka — pa3gen  MEIUIMHCKOW TEeHETHKH, U3Yy4alolui
HACJICJICTBEHHYIO 00YCJIOBICHHOCTh PUCYHKOB Ha KOK€ KOHYMKOB IMAaJbIIEB, JIAJJOHEH
W TMOJOImB uyejoBeka. Jlepmartornudrika MOXKET NPUMEHSATHCS [JIsi JTUAarHOCTUKHU
HEKOTOPBIX BPOXKIEHHBIX TIOPOKOB PA3BUTHS, TaK KaK OHHM COIMNPOBOXKIAIOTCS
XapaKTEPHBIM U3MEHEHHEM HE TOJIbKO PUCYHKOB MaJIbIIEB U JaJ0HEH, HO U OCHOBHBIX
crudaTeIbHBIX 00PO3/1 Ha KOXKE JTATIOHCH.

PucyHku KOXHBIX y30pOB CTPOTO HWHIMBUAYAIbHbI W HACJIEICTBEHHO
oOycnosnensl. [Iporecc oOpazoBaHus TAMUIUIIPHOTO peibeda MalibleB, JaI0HEH U
CTON MPOUCXOJUT B TeueHue 3-6 mecsiia BHyTpuyTpoOHOTro pa3BuTus. B mporecce
dbopmupoBaHus rpeOHEN Ha KoXKe BhIACISIOT 3 3Tamna. [lepBbiil (MOATOTOBUTEIIBHBIN
sran): Ha 8-10 Henene OEPEMEHHOCTH MPOUCXOJUT HAKOIUIEHHWE HHAYKTOPOB H
pEenpeccopoB ISl «3alycka» T'€HOB, IETEPMHUHHUPYIOIIMX TIpeOHEeoOpa3oBaHUE WU
dbopMupoBaHre NANWUIIPHBIX PHUCYHKOB. Brtopoi »atam: Ha 10-24-ii Hepene
Ha0II0AAI0TCS TeHETUYECKU 00y CIIOBIEHHOE (hOpMHUPOBAaHKE TPEOHEH 1 MATMIUISIPHBIX
y30poB. Tperuit stam: ¢ 24- HeOenu 1O MOMEHTa POXKICHUS MPOUCXOIUT
dbopMHpOBaHKE KOXKHU KaK TAKTUIHLHOTO OpTaHa.
3HayeHHeE U TOCTHKEHHUS
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Yemexu B Pa3BUTUM TEHETHUKH 4YEJIOBEKa CAENald  BO3MOYKHBIMH
NpeaynpexIeHrue U JeUeHNe HaCclIeICTBEHHbIX 3a00eBanuil. OuH U3 3P(HEeKTUBHBIX
METOAOB HX NPEAYNPEKICHUS — MEIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE C
npeicKa3aHueM PUCKa MOSBIECHUS OOJBHOTO B TOTOMCTBE JIMII, CTPAIAIOIINUX JAaHHBIM
3a0o0JiecBaHMEM  WJIM  UMEIOIMX  OOJBHOTO  poJCTBeHHUKA.  JloCTHXKeHus
OMOXMMHUYECKOM TEHETHUKH YEJIOBEKAa PACKPBUIM MEPBONPUUUHY (MOJICKYJISIPHBINA
MEXaHHM3M) MHOTUX HACJEJCTBEHHO OOYCJIOBJICHHBIX Ne(PEeKTOB, aHOMaIUi oOMeHa
BEILIECTB, YTO CHOCOOCTBOBAJO pa3pabOTKE METOJOB 3KCIPECC-IUarHOCTHKH,
MO3BOJISIONIUX OBICTPO M PAHO BBIABIATH OOJBHBIX, W JICUYCHHS MHOTHUX MPEXKIE
HEU3JICUNMBbIX HACJIEeICTBEHHBIX OoJie3Hel. Halle BCcero JeueHue COCTOUT BO BBEACHUU
B OpraHU3M BELIECTB, HE 00pa3yIoIUXCcs B HEM BCIIEACTBUE T€HETUYECKOTO J1e(heKTa,
WIM B COCTaBJIEHUU CHEIHUAIbHBIX [UET, M3 KOTOPBIX YCTPAaHEHbl BEIIECTBA,
OKa3bIBAIOIINE TOKCUYECKOE JEHCTBHE HA OpPraHU3M B pE3yjbTaTe HACJIEICTBEHHO
0OyCJIOBJIGHHOM HECIOCOOHOCTM K HUX pacllelUIeHn0. MHorue reHeTu4ecKue
ne(eKTbl  UCHPABISAIOTCS C  TMOMOIIbID  CBOEBPEMEHHOI'O  XUPYPTHYECKOIro
BMEIIATENIbCTBA WM TMEJAarorMueckoil Koppekiuu. lIpakThueckue MepornpusTHs,
HaIpaBJICHHbIE HA MOJAJEPKaHHE HACIEICTBEHHOIO 3/I0POBBS YEIIOBEKA, HA OXpaHy
reHo()oH/1a YeJI0OBEUYECTBA, OCYIIECTBISIOTCS Yepe3 CUCTEMY MEIHUKO-T€HETHUYECKUX
KOHCyJnbTalMil. MIX ocHOBHas 1eilb — WH(OPMHUPOBATH 3aMHTEPECOBAHHBIX JIHI] O
BEPOSATHOCTU PHUCKA TOSBICHUS B MOTOMCTBE OOJIbHBIX. K MeIMKO-T€HETUYEeCKUM
MEpOMNPUSATUSIM OTHOCUTCS TakKe IMpomnaraHja TEeHETHUYECKUX 3HaHUM cpeau
HaceJeHus, TaK Kak JTO CHocoOcTByeT Oosee OTBETCTBEHHOMY TMOAXOAY K
JNETOPOXKICHNUI0. MeIUKO-TeHETHYECKass KOHCYJbTAlMs BO3AECPKUBAECTCS OT MEP
MPUHYAUTEILHOTO WIH MOOIIPUTEIIBHOTO XapaKkTepa B BOIPOCaX JACTOPOKACHUS WIH
BCTYIUICHUSI B Opak, mpuHUMas Ha cebst numb GyHKuuo uHbopmaruu. bomsinoe
3HAYEHUE UMEET CUCTEMA MEp, HAITPABJICHHBIX HA CO3JJaHNE HAWITYUIINX YCIOBUMN ISl
MPOSIBJICHUS] TIOJIOKUTENIbHBIX ~HACJIEICTBEHHBIX 3aJaTKOB M MPEIOTBpalleHUE
BPEIHBIX BO3JIEUCTBUN CPEBI HA HACIIEICTBEHHOCTh YEJIOBEKA.
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