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HOHy.]IﬂIII/IOHHaH IreHeTuKa

[TomysIOHHAs TEHETHKA, pa3/esl TeHeTUKH, N3y4Jatoluii reHOQOH/T MOMYJISIUN 1
€ro M3MEHEHHE B MPOCTPAHCTBE M BO BpeMeHH. Pazbepemcs moapoOHee B ATOM
onpeneneanu. OcoOu HE KUBYT MOOAMHOUYKE, a 00pa3yIoT 0oJiee MM MEHEe yCTOM-
YUBBIC TPYNIUPOBKHU, COOOINA OcBamBas cpeay oOuTaHus. Takue TpYIITAPOBKH,
€CIIi OHU CaMOBOCITPOU3BO/ISATCSI B TIOKOJICHUSIX, a HE TIOJICPKUBAIOTCS TOJIBKO 32
CUeT MPUIILIBIX 0CO0EH, Ha3bIBAIOT MOMYJAIUsAMU. Hanmpumep, cTtago ceMru, Hepe-
CTSIIEHCS B OJHOW pEKe, 00pa3yeT MOIJISIHI0, TIOTOMY YTO MOTOMKH Ka)KIIOH
PBIOBI U3 TO/Ia B TOJI, KaK MPABUJIO, BO3BPAIIAIOTCS B TY JK€ PEKY, Ha TE K€ HEPECTH-
auma. Y CeNbCKOXO3SHUCTBEHHBIX JKUBOTHBIX TOMYJISAIIUEH MPUHATO CYUTATH IO-
poJly: Bce 0coOU B HEM €IMHOTO MPOUCXOKIEHUS, T.€. UMEIOT OOILIUX MPEIKOB, CO-
JIEPXKATCS B CXOJIHBIX YCIIOBUSX U TOJJICPIKUBAIOTCS SIMHON CEJICKITMOHHOM H ITjIe-
MEHHOH paboToil. Y aOOpPUTeHHBIX HAPOJOB MOMYJISAINS — 3TO YWICHBI CBSI3aHHBIX
POJICTBOM CTOHOMIII.

[Ipy HaIMUKMKM MUTPALAN TPAHULIBI TTOMYJISIHUKA PA3MBITHI U IOTOMY HEOIIPEICIIUMBI.
Hanpumep, Bce Hacenenue EBponbl — MOTOMKH KPOMaHBOHIIEB, 3ACEUBIINX HAII
KOHTUHEHT JIECSATKHU ThICAY JIET Ha3zaa. M3omsuus Mexay APEeBHUMU IJIEMEHAMH,
YCUJIMBABIIASCS C PA3BUTUEM Y KaXkJOTO U3 HUX COOCTBEHHOTO SI3bIKA U KYJIBTYPHI,
BeJla K pa3udusaM Mexay HuMu. Ho 060co0neHHOCTh uX oTHOCUTEbHA. [TocTosH-
HbIC BOMHBI U 3aXBaThl TEPPUTOPHUH, a B TIOCIETHEE BPEMS — TUTAHTCKAST MUTPALUS
BEJIU ¥ BEAYT K OMPEACICHHOMY TeHETUYECKOMY COJTMKEHUIO HAPOJIOB.

[IpuBeneHHBIC TPUMEPHI TOKA3BIBAIOT, UTO O] CJIOBOM «IIOMYJISIUS» CIAEAYET MO-
HUMAaTh TPYNIHUPOBKY 0COOEH, CBA3AHHBIX TEPPUTOPUATILHOM, HUCTOPUUYECKON U pe-
MPOyKTUBHON OOILITHOCTBIO.

Ocobu Ka)KI[Oﬁ MOMyJIAIUU OTIIMYAOTCA APYT OT Apyra, U KaxKaasa u3 HUX B HEM-TO
YHUKaJIbHA. MHorue u3 3Tux pa:quHﬁ HaCJICACTBCHHBIC, NI TCHCTHUYCCKUEC, — OHU
ONpCACIAIOTCA ITCHAMU U IICPCAAr0OTCA OT pOI[PITGJIGfI K OCTAM.

COBOKYMHOCTB T€HOB y 0CO0€# TaHHOI NOMYJISIIINK Ha3bIBAIOT €€ TeHO(hoHI0M. J{71st
TOTrO 4TOOBI peniaTh NpPoOJIEMbI SKOJIOTHH, JeMorpaduu, SBOTIONNN U CEICKIIHH,
Ba)KHO 3HAaTh 0COOCHHOCTH F'eHO(POH1a, @ UMEHHO: CKOJIb BEJIMKO FT€HETUUECKOE Pa3-
HOOOpa3ue B KaxJ0i MOMYJISIIIUU, KAKOBBI TEHETUYECKUE Pa3Inuus MEXIy reorpa-
dbuuecku pa3AeNeHHBIMU MOMYJAIMUSIMUA OJHOTO BHAA U MEXIY PazIMYHbIMU BU-
JlaMU, KaK reHO()OHT U3MEHSIETCS 101 ICHCTBUEM OKPYIKaIOIIEeH cpeibl, KaK OH Mpe-
o0OpasyeTcs B X0/ IBOJIOIMH, KaK pacpOCTPAHSIIOTCS HACIeICTBEHHBIE 3a00IeBa-



HUS1, HACKOJIbKO 3((hEKTUBHO UCIOJIb3YETCs TeHO(OH KYJIbTYPHBIX PACTEHUN U J0-
MAaIllHUX KUBOTHBIX. MI3ydeHHEM 3THUX BOIIPOCOB U 3aHUMAETCS OMYJIALIMOHHAS Te-
HETHKAa.

OcHOBHbIE NOHSATHSA HOHyJIﬂlIHOHHOﬁ IF¢eHCTUKH

YacToThl FeHOTHUIIOB U aJuIesiel. BaxHENIINM NOHATHEM MOMYJISIIMOHHON T'€HETUKH
SIBJIIETCSI YACTOTA TEHOTHUIIA — JTOJIS 0COOe B TOMYJISIINN, UMEIONTUX TaHHBIN TeHO-
tur. PaccMoTpuM ayTOCOMHBIN TeH, uMeroruit k amneneit, Al, A2, ..., Ak. Ilycts
MOMYJISANS COCTOUT U3 N 0co0eid, 9acTh KOTOphIX uMeeT ayienu Ai Aj. O603HauuM
grcio 3tux ocobeit Nij. Torna wacrora storo renorumna (Pij) onpenensiercs kak Pij
= Nij/N. IlycTs, Hannpumep, ren umeet Tpu aiuiens: Al, A2 u A3 — 1 mycTh nomyJisi-
s coctouT U3 10000 ocobeit, cpenu koTopbix umerorest 500, 1000 u 2000 romo-
surot A1A1, A2A2 nu A3A3, a rereposuror A1A2, A1A3 u A2A3 — 1000, 2500 u
3000 cootBercTBeHHO. Torma yacrtora romo3urotr A1A1 pasua P11 = 500/10000 =
0,05, umu 5%. Takum 006pa3oM MBI MOTy4YaeM CIeAyIOINUe HaOII01aeMbIe YaCTOTHI
TOMO- ¥ T€T€PO3UTOT:

P11 =0,05, P22 = 0,10, P33 = 0,20,
P12 = 0,10, P13 = 0,25, P23 = 0,30.

Emie ogHMM BaKHBIM MOHSATHEM TMOMYJISIIMOHHON T'€HETUKH SBIISICTCS YacToTa all-
JIeJIsl — €ro JI0JIS Cpear uMerIux ayieneid. O003HauuM 4acToTy ajiens Al Kak pi.
[ToCKOJIBKY y reTepO3UroTHOM 0COOH aJlIeIN pa3HbIe, YaCTOTa aJlIe/Is paBHA CyMMEe
YaCTOTHI TOMO3UTOTHBIX W TIOJIOBUHE YaCTOT T€TEPO3UTOTHBIX O ATOMY aJIICITIO
ocobeii. DTo BeIpakaeTcs ciaeayrorei popmynoii: pi = Pii + 0,5-2jPij. B mpusenen-
HOM IIPUMEpE YacToTa neporo ayiens pasua pl = P11 + 0,5-(P12 + P13) = 0,225.
CootBerctBeHHO, p2 = 0,300, p3 = 0,475.

Cootnomenust Xapau — Baitn6epra. [Ipu uccnenoBanuu reHeTUYECKONW TUHAMUKU
MOMYJISALIMN, B KQYECTBE TEOPETUUECKOM, «HYJIEBOW» TOYKH OTCUETA MPUHUMAIOT
MOMYJISIIIUI0 CO CIAYyYalHBIM CKpEIIMBAHUEM, UMEIOIIYI0 OCCKOHEUHYIO YHCIICH-
HOCTb U U30JIMPOBAHHYIO OT IPUTOKA MUTPAHTOB; MOJIATAI0T TAKXKE, UYTO TEMIIbI MY-
TUPOBAHUS T€HOB IPEHEOPEKUMO MaJbl U OTOOP OTCYTCTBYET. MaremMaTuuecku J10-
Ka3bIBAETCS, YTO B TAKOW MOMYJIALIMU YACTOTHI aJUIeJIE ayTOCOMHOTO I'€Ha OJIMHA-
KOBBI JIJI1 CAMOK M CaMIIOB M HE MEHSIOTCS U3 MTOKOJIEHUS B ITOKOJIEHUE, a YaCTOThI
rOMO- M T€TEPO3UTOT BBIPAXKAIOTCS Yepe3 YACTOTHI aJIeJIeH CIeyIONUM 00pa3oM:

Pii = pi2, Pij = 2pi pj.



DTO Ha3bIBAETCSI COOTHOIICHUSIMH, WM 3aKOHOM, Xapau — BalinOGepra — o umeHu
aHIVIMHACKOro Maremaruka I'.Xapau U HeMeUKoro MearMka U cratuctuka B.Bann-
Oepra, OTHOBPEMEHHO U HE3aBUCUMO OTKPBIBILIHUX UX: IEPBbII — TEOPETUYECKU, BTO-
pOM — U3 JAHHBIX [10 HACJIEIOBAHUIO IIPU3HAKOB Y YEIOBEKA.

PeanbHble TTOMYJISIIAY MOTYT 3HAYUTENBHO OTIMYATHCSA OT UICAIBHOW, OMUCHIBAC-
MoOH ypaBHeHUsiMU Xapau — BaiinOepra. [loatomy HaOm0/1aeMbie 4aCTOTHI T€HOTHU-
II0B OTKJIOHSIFOTCS OT TEOPETUUYECKUX BEJIWYMH, BBIYMCIISEMBIX 110 COOTHOLIECHUSM
Xapau — BaiinGepra. Tak, B pacCCMOTPEHHOM BBIIIE MPUMEPE TEOPETHUYECKUE Ya-
CTOTBHI TEHOTHUIIOB OTIIMYAIOTCSA OT HAOJI01aeMbIX U COCTABIISIOT

P11 =0,0506, P22 = 0,0900, P33 = 0,2256,
P12 = 0,1350, P13 = 0,2138, P23 = 0,2850.

[TonoOHBIEC OTKIOHEHUS MOYKHO YaCTHYHO OOBSICHUTH T.H. OIITMOKON BEIOOPKH; BE/Ib
B JICHCTBUTEILHOCTH B SKCIECPUMEHTE W3Yy4alOT HE BCIO IMMOMYJISIIIUIO, a JUIIb OT-
JENBHBIX 0COOEH, T.¢. BBIOOpKY. Ho T1aBHas mprUMHA OTKIIOHCHHUS 9acTOT I'CHOTH-
OB — HECOMHEHHO, T€ MPOIIECCHI, UTO MPOTEKAIOT B MOMYJISIUAX U BIUSIOT Ha UX
TCHETHYECKYIO CTPYKTYpy. OINHUIlIeM uX MOCae0BaTEILHO.

Honynﬂunonno-reHeaneCKne npouecChl

Hpeiid renos. [Toa apeiidhoM reHOB MOHUMAIOT CITyYailHbIC N3MEHEHHWS T'eHHBIX Ya-
CTOT, BbI3BAHHBIE KOHEYHOM YMCICHHOCTHIO MOMYJISIUU. UTOOBI MOHATH, KaK BO3-
HUKaeT Te€HHBIN Apeiid, pacCMOTpUM BHaYasle MOMYJISLMI0 MUHUMAIBLHO BO3MOX-
HOM unciieHHocTu N = 2: oiMH caMmell ¥ oJHa camKa. [1ycTb B MICXO/THOM MTOKOJIEHUU
camka umeet resorun A1A2, a camery — A3A4. Takum 006pa3oM, B Ha4YaIbHOM (HY-
JIEBOM) TIOKOJIEHUU 4acTOThI ajeneit Al, A2, A3 u A4 paBnsl 0,25 kaxaas. Ocobu
CJIEAYIOLIETO IMOKOJICHHUSI MOTYT PaBHOBEPOSITHO UMETh OJIMH U3 CJIEIYIOLINX I'€HO-
tunoB: A1A3, A1A4, A2A3 u A2A4. Jlomyctum, 4TO camMKa OyJeT UMETh T€HOTHIT
A1A3, a camerr — A2A3. Torna B mepBoOM NOKOJICHUU ajijieiab A4 TepsieTcs, aluiesiu
Al 1 A2 coxXpaHSIOT T€ K€ YaCTOThI, YTO U B UCX0AHOM TTokoJjieHuu — 0,25 u 0,25, a
amens A3 yBenuuuBaeT dyactoTy A0 0,5. Bo BTOpOM MOKOJIEHHHM CaMKa U camell
TOXKE MOTYT UMETh JIH00bIe KOMOMHAIIMN POJUTENBCKUX asuienel, Hampumep A1A2
u A1A2. B aToM cityuae oKakeTcsi, uTo ajuiesib A3, HeCMOTpPs Ha OOJIBIIIYIO YacTOTY,
ycye3 U3 MomnyJssanun, a autend Al u A2 yeenuuwim cBoro gactoty (pl = 0,5, p2 =
0,5). Konebanus ux 4acToT B KOHIIE KOHIIOB MPUBEIYT K TOMY, YTO B MOMYJISIIHH
ocTaHeTcs auoo amrens Al, mubo amiens A2; MHBIMHM CJIOBAMH M caMell M caMKa
OyZyT FOMO3UTOTHBI IO OJHOMY M ToMYy ke aiiento: Al wimn A2. Cutyanus moria



CIIOHUTBCS U TakK, YTO B MOMYJIALUU OcTascs Obl ajienb A3 unu A4, HO B paccMOT-
PEHHOM CIIy4ae 3TOro He IPOU3O0ILIO.

OnucaHHbIi HaMH TIpoIiecc Jpeiida TeHOB UMEET MECTO B JIF0OOW MOMyJSIUU KO-
HEYHOU YHCIIEHHOCTH, C TOH JIMIIIb Pa3HUIICH, YTO COOBITHS Pa3BUBAIOTCS C TOPA30
MEHBIIIEH CKOPOCThIO, YEM MPU YHCIEHHOCTU B JIBe 0coOu. ['eHHbIN Apeiid umeer
JIBa BaXXHBIX MOCIEICTBUS. Bo-nIepBbIX, Kax/as MOMYJSLUS TEPSET TeHETUUECKYIO
U3MEHYUBOCTh CO CKOPOCTBIO, OOpaTHO MPOMOPIHUOHATILHON ee YucieHHOCTH. Co
BPEMEHEM KaKHE-TO aJUJIEJIA CTAHOBSTCS PEIKHWMH, a 3aT€M M BOBCE HCYe3aroT. B
KOHIIE€ KOHIIOB, B IIOMYJISILIMK OCTAETCS OJUH-CIMHCTBECHHBIN aJlJIE]Ib U3 UMEBIIINXCS,
KaKOM UMEHHO — 3TO JEJNO0 ciiydas. Bo-BTOpBIX, €Ciy momyssdnus pa3AeiasaeTcs Ha
JIBE WJIM OOJIBbIIIEE YMCIIO0 HOBBIX HE3aBHCHMBIX MOIYJISAIHMI, TO apeiid) reHOB BeIeT
K HapaCTaHMIO Pa3IMYui MEXIY HUMU: B OJJHUX MOMYJISLHSAX OCTAIOTCS OJHU aj-
Jenu, a B apyrux — apyrue. [Ipoieccel, KOTopble NPOTUBOACHCTBYIOT MOTEPE U3-
MEHYMUBOCTHU U TEHETUYECKOMY PACXOKICHUIO MOMYJISALUN, — 3TO MyTallUH U MUATPA-
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Myramuu. ITpu 00pa3oBaHuM raMeT MPOUCXOMAST CIIyyalHble COOBITUS — MYTallUH,
KOTJla pOAUTENbCKUHN aJlieb, CKakeM A1, mpeBpalaercs B Apyroi ajuiens (A2, A3
WK J1I000M MHOM), UMEBIIMICSA WM HE UMEBLIMIICS paHee B nonyssauuu. Hampu-
Mep, eciu Obl B HYyKJI€oTUIHOM nocnenoBatenbHocTu «... THT TIT...», konupyto-
e y4aCTOK MOJUTIENITUIHON LETH «. ..CEPUH-TPUNTO(AH. ..», TPETUH HYKICOTH/I,
T, B pe3ynpTare MyTauuu nepepaics pedeHky kak LI, To B coOOTBeTCTByrOIIEM
Y4aCTKE aMUHOKHUCIOTHOM LIENu OeJiKa, CAHTE3UPYIOIIErocsl B OpraHu3Me peOeHKa,
BMECTO CepuHa ObUT OBl PACIONOKEH aJlaHWH, MOCKOJIBbKY €ro KOJAUPYET TPHUILIET
THLL . PeryasipHO BO3HUKAIOLIME MyTaIlMU U 00pa30BaJId B JIIMHHOM DSy MOKOJIe-
HUM BCceX OOMTAIONIMX HA 3eMJIE BUJIOB TO TUTAHTCKOE T€HETHUECKOE pa3HoOoOpasue,
KOTOpPOE MBI ceiuac HabIoaaeM.

BeposTHOCTB, ¢ KOTOPOW MPOUCXOAUT MYTAlMsl, HA3bIBAETCSI YACTOTOW, WIIM TEM-
IIOM, MyTUpPOBaHHs. TeMIbl MyTHPOBAaHHS Pa3HbIX I'€HOB BappupyloT oTr 10—4 no
10-7 na mokonenue. Ha mepBblil B3rJsi, 5TH BETUUYMHBI KAKYTCS HE3HAYUTENb-
HbIMH. OJIHAKO CJIEAYEeT yUeCThb, UTO, BO-TIEPBBIX, FEHOM COJIEPKUT MHOT'O T'€HOB, a,
BO-BTOPBIX, YTO MOIMYJISIUS MOKET UMETh 3HAYUTEIBHYIO YUCIECHHOCTh. [loaTOMY
4acTh TaMET BCErJja HECET MYTAHTHbIE AJUJICNIH, U MIPAKTUYECKU B KaXKJIOM TOKOJIe-
HUU TIOSIBJISIETCSL OJIHA WU O0JbIe ocobeit ¢ myTtanusmu. x cynb0a 3aBUCHUT OT
TOTO, HACKOJIBKO CUJILHO 9TH MYTAIIMH BIUAIOT Ha TPUCTIOCOOJICHHOCTD U TUIOOBH-
TOCTh. MyTaIllMOHHBIN MPOIIECC BEJIET K YBEINYCHHIO TCHETUYECKOW U3MEHUYUBOCTH
MONYJISIITUM, TPOTUBOACHCTBY A d(pdekTy nperida reHos.



Murpauuu. [lonynsuun ogHOTO BUAA HE U30JMPOBAaHbBI JPYT OT Apyra: BCErja ecTh
00OMEeH 0co0sIMU — MUTpali. MUrpupyromme ocoou, ocTaBisisi IOTOMCTBO, Iepe-
JAI0T CIAEAYIOIIMM MOKOJIEHUAM aJIJIENIM, KOTOPBIX B 3TON MOMYJISLIUKA MOTJIO BOBCE
HE OBITh WM OHU OBUIU PENKH; TaK (POPMHUPYETCS MOTOK TEHOB U3 OJJHOM MOIYJISALUN
B IpyTyr0. Murpauuu, Kak 1 MyTalHH, BEAYT K YBEIMYEHUIO FTEHETUYECKOT0 pa3HO-
oOpa3usa. Kpome Toro, noTok reHoB, CBSI3bIBAIOIINIA TOMYJIALIMH, TPUBOJUT K UX I'e-
HETUYECKOMY CXOJICTBY.

CucreMbl CKpellMBaHus. B MOMynsSiMOHHON T€HETHKE CKpPEIIMBAHUE HA3bIBAIOT
CJIy4ailHbIM, €CJIM T€HOTHIBI 0cOOel He BIMAIOT Ha 0Opa3oBaHHE OpadHbIX Map.
Hampumep, o rpynmnam KpoBH CKpEITUBAHUE MOKET paCCMaTPUBATHCS KaK CITydaii-
Hoe. OTHAaKO OKpacKa, pa3Mephl, MOBEJACHUE MOTYT CHJILHO BIIUATH HA BHIOOD MMOJI0-
BOTO MapTHepa. Eciu mpeamodreHne OKa3bIBAETCS OCOOSM CXOTHOTO (HeHOTHIIA
(T.€. CO CXO/THBIMU MHIUBUAYATbLHBIMHU XapaKTEPUCTHKAMH ), TO TAKOE IMTOJI0KUTEITh-
HOE€ aCCOPTATHBHOE CKPEIMBAaHNE BEACT K YBEIMUCHHUIO B MIOMYJISAIIUU TOJIA 0COOeH
C POIUTENBCKUM TeHOTHIIOM. Ecim mpu moadope OpaudHOi maphl MpearnouTeHHE
UMEIOT 0COOM TPOTHUBOIOJIIOKHOTO (heHOoTuMna (OTpUIIATEILHOE aCCOPTATUBHOE
CKpEIIMBaHUE), TO B TEHOTHUIIC TIOTOMCTBA OyAyT MPEACTABICHBI HOBBIE COUYCTAHMUS
ayyieseil; COOTBETCTBEHHO B MOMYJISAIMH TOSBSITCS 0COOHM MO0 TPOMEKYTOUHOTO
¢denortumna, b0 heHoTHna, pe3Ko OTIMYAIONIETOCs OT (EHOTUIIA POAUTETCH.

Bo MHOrux peruoHax Mupa BbICOKA YacTOTa OJM3KOPOACTBEHHBIX OpakoB (HaIpH-
Mep, MEXIy IBOIOPOAHBIMU M TPOIOPOIHBIMH POJCTBEHHHKaMH). OOpazoBaHue
OpavHbIX Map HAa OCHOBE POJACTBA HA3bIBAIOT MHOpUAMHTOM. HOpUAMHT yBeIHun-
BAET JIOJIF0 TOMO3UTOTHBIX 0CO0EH B MOMYJISALINH, IIOCKOJIBKY B 3TOM CITydae BBICOKA
BEPOATHOCTH TOTO, YTO POJUTENN UMEIOT CXOHbIe ayienu. C MOBBIIEHHEM YHCIia
TOMO3UTOT BO3PACTACT M KOJIMYECTBO OONBHBIX PELIECCUBHBIMU HACIICICTBEHHBIMU
oone3nssmMu. Ho HHOpHIMHT CITOCOOCTBYET TaKKe OOJBIIEH KOHIICHTPAIIUH OIpeie-
JICHHBIX T€HOB, YTO MOXKET 00ECTICYHTD JIYUIIYIO aJanTalfio JaHHON MOMYJISIHH.

Ot6op. Paznuuus B MIOIOBUTOCTU, BEIKMBAEMOCTH, MOJIOBOM aKTUBHOCTU M T.II.
NPUBOJSAT K TOMY, YTO OJIHM OCOOM OCTaBJISIOT OOJIBIIE MOJIOBO3PEIBIX TOTOMKOB,
4yeM JIpyTue — C UHbIM Ha0OpOM T'eHOB. Pa3nnuHblil BKJa] 0co0ei ¢ pa3HbIMU T'€HO-
TUTIAMU B BOCIIPOU3BOJICTBO MOIYJISIIIUU HA3bIBAIOT OTOOPOM.

M3MeHeHust HyKJIEOTUA0B MOTYT BIIMSITh, @ MOT'YT M HE BJIMATh HAa MPOJIYKT reHa —
MOJIMIIETITUIHYIO LIETb U 00pa3yeMblii ero Oenok. Hanpumep, aMuHOKHCIOTA CEpUH
KOJMpYeTCs mecTbio pa3HbiMu Tpurietamu — THA, THI, THT, THL, AI'T u AI'Ll.
[ToaTOMy MyTanus MOXET MPEBPATUTh OJAHMH U3 3THX TPUIUIETOB B IPYTrOil, HO MpHU
TOM HE U3MEHHUTh CaMOW aMHUHOKHUCIOTHL. HanmpoTus, amMmuHOKHCIOTa TpUNTO(haH



KOJIUPYETCS TOIbKO o HUM TpuruietoM — TTT, u moTomy nrobas MyTaiusi 3aMEHUT
TpunTodaH Ha APYryH0 aMUHOKHUCIOTY, Hanpumep Ha apruHuH (L{I'T) wim cepun
(THI), nnu nasxxke npuBEAET K OOPbIBY CUHTE3UPYEMOM MONUIENTHIHOMN e , €CITU
B pe3yjibTare MyTaluu TMosiBUTCS T.H. cromn-kojaoH (TT'A umu TAI). Paznuuus
MeX 1y BapuaHTamu (uiu popmamu) OeaKa MOTYT OBITh HE3aMETHBI JIJIsl OpraHu3Ma,
HO MOTYT M CyUIECTBEHHO BIMATH HA €ro XU3HEAECATEIbHOCTb. Hampumep, us-
BECTHO, YTO KOTr/a B 6- MO3ULMK OeTa-1ieny reMoraoOrHa 4eIoBeKa BMECTO IITy-
TaMHHOBOM KHCJIOTBI CTOUT Apyrasi aMUHOKHUCIIOTA, 8 UMEHHO BAJIMH, 3TO MPUBOJIUAT
K TSDKEJIOW MaTOJIOTMU — CEPIIOBUAHOKIETOYHON aHeMUHU. V3MeHeHus B Ipyrux
y4acTKaxX MOJIEKYJIbl TeMOTJIO0OMHA MPUBOJIAT K MHBIM (pOpMaM MaToJIOrMH, Ha3bIBa-
€MBbIM I'€MOITIOONHONATHSIMH.

Crnenyetr uMeTh B BH]y, YTO BapHAHTHI OCJIIKOB HE BCET/Ia MOKHO TPAKTOBATh KaK
ayudmue uin xyamue. Hanpumep, neexkTHpii TeMOTIO0ONMH B CEPIIOBUAHBIX IPUT-
poILMTaxX He pa3pyllaeTcs Mapa3uToM — MAISIPUIUHBIM I1JIa3MOIUEM, TTOITOMY OOJIb-
HBIE CEPIIOBUTHOKIIETOUYHON aHEMUEH He 3a00JIeBal0T MaJISIpUEH Jake TaMm, Tie Be-
JIMKa CMEPTHOCTh OT HEE Y JIMI] C HOPMAJIbHBIM TeMoryioonHoM. Hannuaue Toi nnn
MHOM rpynnsl KpoBu cucTeMbl AB( He cka3bIBaeTCsl Ha KU3HEACSITEIbHOCTH YEJI0-
BEKa, HO MOXET 00ECIEeYnTh UMMYHHYIO 3allIUTy OPraHh3Ma OT OINpPE/IEIECHHBIX 3a-
0oJieBaHUM, a B PEAKUX CIIy4asx OOyCJIOBIMBAET HECOBMECTUMOCTH ILJIOJIa U Ma-
tepu. s psga OenKOB Kak KMBOTHBIX, TaK M PACTEHUH ONMUCAH TaKoW (EHOMEH:
OJIMH BapHAaHT MOJIEKYJIbl YCTOWYHUB K BBICOKOM TEMIIEpATYpE, a APYTOi XOPOIIIO pa-
00TaeT B yCIOBUAX X0J0aa. Takue mpumMepsl HarjsHO MOKAa3bIBAIOT, KaK WHIANBU-
nyanbhbie pasnuuus B JJHK npuBoasT K paznuausim B HACIeICTBEHHOM MTPUCTIOCO0-
JIEHHOCTH 0C00€H K pa3HbIM YCIOBUSAM CPEJIbI.

Emie 6omnbiive pa3zinuuus B MPUCIIOCOOIEHHOCTH HAOIIOAA0TCS 110 TeHaM, OIpe/ie-
JISTFOIIAM pa3Mephbl, GU3NOIOTHYECKUE MPU3HAKH 1 TIOBEIEHNE 0COOEH; TAKUX TeHOB
MOKeT ObITh MHOr0. OTOOp, Kak MpaBUiO, 3aTParuBaeT UX BCE U MOXKET BECTH K
(GbopMUPOBAHUIO aCCOIMALIUN aJlieel pa3HbIX T€HOB.

['eneTnueckue MmapaMCTpPHhI MOITYJIATTUH. HpI/I OIMMCaHHuH HOHy.IIHI_II/Iﬁ HJIN UX CpaBHC-
HHUHU MCKOY coOoi HCITIOJIB3YIOT HGJIBIﬁ paAd TCHETUYCCKUX XAPAKTCPUCTHUK.

[Tomamopdusm. [omymsius Ha3pBaeTCs TOTUMOPGHON IO TAHHOMY JIOKYCY, €CITN
B HEW BCTpewaeTcs JABa WM Oosblee yucio amieneil. Ecnu mokyc mpencraBiexn
€MHCTBEHHBIM aJuiesieM, TOBOPIAT 0 MOHOMopdusme. Mccinenyst MHOTO JIOKYCOB,
MOXHO OMPEACIUTh CPEU HUX JOJI0 MOTUMOP(PHBIX, T.€. OLIEHUTh CTENEHb MOJIH-
Mop(du3Ma, KOTOpas SBIAETCS MOKA3aTEIEM I'eHETUIECKOTO Pa3HOoO0pa3us MOy Jis-
LUH.



['eTepo3uroTHOCTh. BaKHOM T€HETUYECKON XapAKTEPUCTUKON NOMYJIALINH ABISETCA
TeTePO3UTrOTHOCTh — YaCTOTA F€TEPO3UTOTHBIX 0co0el B monyianuu. OHa oTpakaer
TaK)K€ TE€HETUYECKOE Pa3HOOOpasue.

Koadumment nabpuaunra. C moMoripo 3Toro kKoddduiimeHTa oeHnBaT pac-
MIPOCTPAHEHHOCTH OJU3KOPOJACTBEHHBIX CKPEITUBAHUN B ITOITYJISIIHH.

Accormainus reHoB. YacToThl aiieneil pa3HbIX T€HOB MOTYT 3aBUCETh JIPYT OT
JpyTa, 4TO XapakTepusyercs KoddpuimeHTaMu acComuarmm.

['eneTnyeckue pacctossHus. PazHble NMOMyIsUnA OTANYAIOTCS APYT OT ApyTa IO 4Ya-
crore ajuiesnei. sk KOMMYEeCTBEHHONW OLIEHKH 3TUX Pa3JIM4Ui IPEI0KEHbI [IOKa-
3aTeJId, Ha3bIBAEMbIE T€HETUUYECKUMH PACCTOSHUSIMU.

Paznuunbie NOMyJIAIMOHHO-TEHETUYECKUE MPOLECCHl MO-Pa3HOMY BJIMSIIOT Ha 3TU
napamMeTpbl: MTHOPUAWHT TPUBOJINT K YMEHBIIICHHUIO JIOJIU TE€TEPO3UTOTHBIX 0COOEH;
MyTallu¥ ¥ MUTPAIlMU YBEJIMUYMUBAIOT, a Apeiid) yMEHBIIIAET T€HETUYECKOE Pa3HO00-
pasue MomyJisiifii; oT00p M3MEHSET YacTOThl T€HOB U T€HOTUIIOB; T€HHBIN Apend
YBEJIMYMBAET, & MUTPALIUM YMEHBIIAIOT FTEHETUYECKUE PACCTOSAHUS U T.J. 3HAs 3TU
3aKOHOMEPHOCTH, MOKHO KOJIMYECTBEHHO MCCJIEAOBATh F€HETUUYECKYIO CTPYKTYPY
MOMYJISIIUNA ¥ TTPOTHO3UPOBATH €€ BO3MOKHBIE M3MEHEHUS. DTOMY CIIOCOOCTBYET
COJIMJIHASI TeOpeTUYEecKasi 0a3za MOMyJISIIUOHHON TeHETUKH — MOMYJISIIIUOHHO-TeHEe-
TUYECKUE TPOIECCHl MaTEeMaTHYeCK (HOPMaNM30BAHBI U OMHCAHBI yPaBHEHUSMU
JUHAMUKH. 17151 MpOBEPKU pa3IMYHBIX TUIIOTE3 O TEHETUYECKUX MPOLECCAX B MOMY-
JSUUSAX pa3paOOTaHbl CTATUCTUYECKUE MOJICNIN U KPUTEPHUH.

[Ipunaras 3Tu TOAXOAbI MU METOABI K UCCIEAOBAHUIO NOMYJISIUN YEIOBEKA, )KUBOT-
HBIX, PACTEHUI U MUKPOOPTaHU3MOB, MOYKHO PELIUTh MHOTHE MPOOJIEMBbI 3BOJIO-
LIWH, YKOJIOTUH, MEJULIMHBI, CEJIEKIIUH U Ip. PACCMOTPUM HECKOJIBKO MPUMEPOB, Je-
MOHCTPHUPYIOLIUX CBA3b MOIMYISIUOHHON F€HETUKH C IPYTUMHU HayKaMHU.

HOHy.]'IﬂIII/IOHHaﬂ reHETHUKA " 3BOJIIOIHNA

Hepenko nymaror, 4To OCHOBHAs 3aciyra Yapisa JlapBuHa B TOM, YTO OH OTKPBLUI
siBJIeHUE OMOIOrnueckoi sBoonnu. OJHAKO 3TO coBceM He Tak. Eie 1o usnanus
ero kauru [Ipoucxoxnenne BuaoB (1859) 6uonoru cxoauivch BO MHEHHUH, YTO CTa-
pBI€ BUBI HOPOKAAOT HOBBIE. Pa3HOrIacuss UMENUCh JIMIIb B TIOHUMAHUU TOTO, KaK
WMEHHO 3TO MOTJIO MpoucXoAnTh. Hanboiee momymnsproi Opu1a runoresa XKana ba-
trcTa Jlamapka, COrJlacCHO KOTOPOM B TEUEHUE JKU3HU KAXKJIBIA OPraHU3M HU3MEHS-
€TCsl B HAIIPABJICHUH, COOTBETCTBYIOLIEM CPEJIe, B KOTOPOH OH JKUBET, U 3TH MOJIE3-
Hble U3MEHEHU («OaronpuoOpeTeHHbIe» MPU3HAKHN) NiepeatoTcs noromkam. [lpu



BCEW CBOEH MPUBIIEKATEIBHOCTH 3Ta TMIIOTE3a HE MPOIUIA MPOBEPKY I'€HETHYE-
CKUMH SKCIIEPUMEHTAMH.

HanpoTtus, 3BooMOHHAs Teopus, paspadoTanHas [lapBuHoM, yTBepkaana, uto 1)
0CcO0U OIHOTO U TOTO K€ BUJAa OTIIMYAIOTCA JPYT OT Apyra Mo MHOTMM IpPU3HAKaM;
2) 3TU pa3Iuyusi MOTYT O0ECIIEYUTh IPUCTIOCOOJIEHHE K PA3HBIM YCIOBHSIM CPEJIbI;
3) 9Tu paznuyusl HacIeACTBEHHBI. B TepMUHax MonyJisiliMOHHON F€HETUKU JIaHHbIE
IOJIOKEHUSI MOKHO C(HOpMYIMpPOBaTh TakK: OOJBIINM BKJIaA B CIEIYIOIINE ITOKOJIE-
HUS J1aI0T T€ 0COOM, KOTOpbIE UMEIOT HauboJiee MOAXOAAIIME sl TaHHOU cpebl
reHoTunsl. Mi3MeHuch cpeia, 1 HauHeTcs O0TOOp reHoB, 00Jiee COOTBETCTBYIOLIMX
HOBBIM ycioBHsIM. Takum o0pa3zoM, U3 Teopuu JlapBuHa cienyer, 4To 3BOJIIOLHO-
HUPYIOT TeHO(DOHIBI.

DBOJIIOLMIO MOYKHO ONPEIETUTh Kak HeoOpaTUMOe M3MEHEHUE reHO(POHI0B TOMY-
nsuni Bo BpemeHu. CoBepliaeTcs OHa MyTeM HAKOIUICHHS] MyTallMOHHBIX U3MEHE-
Huii JIHK, BO3HUKHOBEHHSI HOBBIX T'€HOB, XPOMOCOMHBIX ITPE0OOpa30BaHUM U .
BaxxHyt0 pojb MpU 3TOM HTpaeT TO, YTO T€HBI 00JIAal0T CIIOCOOHOCTHIO Y/IBaU-
BaThCs (IYIUTMLUPOBATHCS), @ UX KOMUU — BCTPAUBATLCA B XPOMOCOMBI. B kauecTBe
npuMepa BHOBb oOpaTUMCs K reMoriioonny. M3BecTHo, 4yTo reHsl anbda- u Oera-
LMY TPOU30LIUIH IMyTeM AYTUIMKALIMK HEKOETO MPEIKOBOI0 I'eHa, KOTOPbIH, B CBOIO
ouepe/ib, IPOU30ILIEN OT MPeIKa reHa, KOJAUPYoUIero 0eJI0K MUOTJIOOUH — epeHoc-
YUK KUCJIOPOJa B MBIIIIAX. DBOJIOIMOHHO 3TO MPUBEJIO K BOZHUKHOBEHHIO T€MO-
J1I00MHA — MOJIEKYJIbI C TETPAMEPHON CTPYKTYpPOU, COCTOSIIEH U3 YEThIPEX MOIU-
NENTHIHBIX Lenel: IByX anb(a- u aByx Oeta-. [locie Toro kak mpupona «Haria
TETPAMEPHYIO CTPYKTYPYy reMorioOunHa (y mO3BOHOYHBIX ), OCTAIbHBIE THUIIBI CTPYK-
Typ [UIsl TPAHCIIOPTAa KUCJIOPOJa OKA3aIMCh MPAKTUUYECKH HEKOHKYPEHTOCIOCO0-
HbIMH. 3aTEM YK€ B TE€UECHUE JECATKOB MUJUIMOHOB JIET BOZHUKAIU U OTOMPATIUCH
Jy4lIMEe BapUAHTHI TeMOTI00MHA (CBOM — B KaXK/10M SBOJTIOLMOHHON BETBH KUBOT-
HBIX), HO B paMKax TeTpaMepHOH CTPYKTyphl. CerogHsuHuii oT00p no 3ToMy Npu-
3HAKY y YeJIOBEKa CTaJl KOHCEPBATUBHBIM: OH «OXPAHAET» €AMHCTBEHHBIN MpOIIe -
I MUJIJTMOHBI TOKOJICHHHM BapuUaHT TeMoriio0uHa, U Jro0as 3aMeHa B JII000H U3
Henen 3Toil MOJIEKYJIbl IPUBOAUT K OoJie3HH. OTHAKO MHOTHE BUABI TO3BOHOYHBIX
UMEIOT JIBa WK 00Jiee paBHOLICHHBIX BAPHUAHTOB FeMOTJI00MHA — OTOOP «ITOOLLPSIT
uX 0JInHaKoBO. U y uenoBeka ecTb OENKH, MO0 KOTOPBIM 3BOJIIOIHUS «OCTAaBHIIa» He-
CKOJIBKO BapHaHTOB.

HOHYJ'H{I_II/IOHHEUI I'CHCTHKA IMO3BOJIACT OLNCHUTL BPCM:A, KOI'Jd IIPOHU3OHIIN TC HJIN
WHBIE COOBITHS B 3BOJHOIII/IOHHOI>1 HCTOPHUH. BnoBb BCPHCMCA K IIPUMEPY € I'EMOTJIO-
OMHOM. HYCTB, HAIIpUMCP, KCIATCIIbHO OICHUTDL BPCM:A, KOr'lda IIPOU30IIIO pa31ac-
JICHUC IIPCAKOBBIX I'CHOB aﬂb(i)a- 141 6eTa—uenel71 H, CJICIOBATCIIbHO, BO3HHKIJIA TaKasl



CUCTEMa JbIXaHus. MBI aHATU3UPYEM CTPYKTYPY ITUX MOJHUICTITHIHBIX IENeH y ue-
JIOBEKA WJIH KaKOTO-JTH00 JKUBOTHOTO M, CPABHUBAS UX, ONPEICIIsIeM, HACKOJIBKO OT-
JMYAIOTCA APYT OT IPYra COOTBETCTBYIONINE HYKJICOTHIHBIE TOCIEI0BATEIbHOCTH.
[TockonbKy B Hauaie CBOEH BOJIIOIMOHHON MCTOpHUU 00€ TPEIKOBBIC MU ObLIH
UJCHTUYHBIMU, TO, 3HAasI CKOPOCTh 3aMEHBI OJTHOTO HYKJICOTH 1A HA APYTON U YUCIIO
pa3IuYMii B CPAaBHUBAEMBIX IICTISIX, MOXKHO Y3HATh BPeMsl OT MOMEHTA UX JAYIUTAKA-
nuu. Takum o6pa3oM, 3/1ech OCIKU BBICTYNAIOT B KQU€CTBE CBOCOOPA3HBIX «MOJIE-
KYJISIpHBIX 4acoB». Jpyro# npumep. CpaBHUBAS TeMOTJIOONH WU JIPyTUe OCIKU Y
YeNI0BeKa M MPUMATOB, MOXKHO OIICHUTh, CKOJIbKO MIJIJTHOHOB JIET Ha3a/1 CyIIEeCTBO-
BaJI HaIll OOIUI ¢ HUMHU TIPeJIOK. B HacTosIee BpeMsi B Ka4eCTBE MOJICKYJIIPHBIX
JacOB HCIONB3YIOT «O0e3MONBHBIC», HE Konupyromue 0enku yaactkn JTHK, menee
I0/IBEP>KCHHBIC BHEIITHUM BO3CHCTBHSIM.

[TonynsiuoHHasi TEHETUKA TTO3BOJISIET 3arjIIHYTh B IJ1yOh BEKOB M MPOJIMBAET CBET
Ha TaKue COOBITUS B SBOJIIOLMOHHON HCTOPUM YETTOBEYECTBA, KOTOPbIE HEBO3MOKHO
ObLIO OBbI BBISICHUTH IO COBPEMEHHBIM apXeoJOrHYecCKUM Haxojkam. Tak, coBcem
HEJIaBHO, CpaBHUBAs TeHOGOHBI JIIOJICH U3 Pa3IUYHBIX YacTe cBeTa, OOJbIITNH-
CTBO YYEHBIX COIILJTUCH HA TOM, YTO OOIIUIA TPEIOK BCEX Pac COBPEMEHHOTO YeJio-
BEKa BO3HHK mpuMepHO 150 Thicsd et Ha3zan B Adpurke, OTKy1a OH M PacCeImics
o BceM KOHTHMHEHTaMm uepe3 Ilepennioro Azuto. bonee Toro, conocrasmss JJHK
JIOJIEN B Pa3HbIX PETMOHAX 3€MJIA, MOKHO OLEHUTh BpPEMS, KOT/1a MONYJISIUU Ye-
JIOBEKa CTaJIM pacTH B YHCIEHHOCTH. VcciaenoBanus Moka3bIlBatOT, YTO 3TO IPOU30-
IIJIO HECKOJIBKUX JIECATKOB ThICAY JIET Ha3aj. Takum 00pa3oM, B U3y4eHUH UCTOPUU
YeJI0BEYECTBA MOMYISIUOHHO-TEHETUYECKUE JaHHbIE HAUYMHAIOT UTPaTh CTOJb K€
BaXHYIO POJIb, KaK M JJAHHBIE apXCOJIOTHH, eMOTpaduu U TMHTBUCTHKHU.

HOHy.]IﬂIII/IOHHaﬂ IFr¢eHETHKA " IKO0JI0rud

Ooburarolue B KaX/J10M PEruoHe BUJbI )KUBOTHBIX, PACTEHUN U MUKPOOPTaHU3MOB
00pa3yIoT LIEJTOCTHYIO CUCTEMY, U3BECTHYIO Kak 3kocucTema. Kaxapiii Bux npen-
CTaBJIeH B HEW CBOEW, YHUKAIbHOU momyJsanuei. OUeHUuTh SKoJI0ruyeckoe Ojaro-
[IOJIy4YUe JAaHHOW TEPPUTOPUM MIIM aKBATOPUH ITO3BOJISAIOT JAHHBIE, XapAKTEPU3YIO-
1i1e reHoOHT €€ SKOCUCTEMBI, T.€. TeHO(MOH/I Caralonux ee nonysiuil. UMenno
OH 00ECIeUYMBaET CYIIECTBOBAHHE DKOCHUCTEMBI B JIaHHBIX ycioBusix. [lostomy 3a
U3MEHEHUSIMU B IKOJIOTHYECKON OOCTAaHOBKE PETMOHA MOYKHO MPOCIEIUTh, U3ydast
TeHO(OH/IBI OIS OOUTAIONIUX TaM BUIOB.

OcBauvBasi HOBbIE€ TEPPUTOPHUH, MPOKIIAJbIBAs HEPTE- U ra300POBO/IbI, CIEAYET 3a-
OOTHUTHCS O COXPAHEHUH M BOCCTAHOBJICHUM PUPOIHBIX nonmysiuuit. [Tomymsiuon-



Hasl TEHETHKA y>Ke MPEeJI0kKUIa CBOM MEPbI, HAIIPUMEDP BbIJEICHUE PUPOIHBIX I'e-
HETUYECKUX pe3epBaToB. OHU NOKHBI ObITh JOCTATOYHO OOIIMPHBIMH, YTOOBI CO-
JIEp’KaTb OCHOBHOM IeHO(OH]T paCTEHUM U KUBOTHBIX IAaHHOTO peruoHa. TeopeTu-
YEeCKUH arapar HOMyJIIUUOHHBIA TEHETUKHU ITO3BOJISET ONPEAEIUTh TY MUHAMAJIb-
HYI0 YHUCJIIEHHOCTh, KOTOpas HEOO0XoauMa JUisl MOJIJEP/KaHHUsI T'€HETHUYECKOro COo-
CTaBa MOIYJISIUU, YTOObI B HEW HE ObUIO T.H. MHOPUIUHTOBOM JENPECCUH, YTOOBI
OHa COJIepajia OCHOBHBIE T€HOTHUIIBI, IPUCYIINE JAHHOU MOMYJIALMH, U MOIJIa BOC-
MPOU3BOANUTH 3TH T€HOTUIIBI. [Ipr 3TOM KaXKblii perHOH AOKEH UMETh CBOM COO-
CTBEHHbIE MIPUPOJHBbIE TeHETHUECKUE pe3epBarbl. Henb3si BoccTaHaBiIMBaTh 3aryo-
nenHbie cocHsiku CeBepa 3amaanoit Cubupu, 3aBo3s ceMeHa cocHbl u3 Anras, EB-
pomns! i JlansHero BocToka: yepes JECATKH JIET MOXKET 0Ka3aThCs, UTO «UYKAKK»
TEHETUYECKH IJI0XO MPUCIIOCOOIEHBI K MECTHBIM YCIOBUAM. BOT moyemy skonoru-
YECKH T'PaMOTHOE MPOMBIIUIEHHOE OCBOEHUE TEPPUTOPUHU JOJIKHO O0S3aTENBHO
BKJIFOYATh IMOMYJISILIUOHHBIE MCCIIEI0BAHNS PErMOHAIBHBIX SKOCUCTEM, MO3BOJISIO-
1€ BBISIBUTh UX TEHETUYECKOE CBOEOOpa3ue.

Cka3zaHHOE OTHOCHUTCS HE TOJIBKO K PACTEHUSM, HO U K KUBOTHBIM. ['eHODOH TOi
WJIM WHOW TIOMYJISIIAN PHIO IBOJIIOIIMOHHO TIPUCTIOCOOJIEH UMEHHO K TEM YCIIOBUSIM,
B KOTOPBIX OH OOUTAJI B TEYEHWE MHOTUX MOKOJeHUH. [1o3TOMy UHTpO KIS PBHIO
U3 OJIHOTO IMPHUPOJHOrO BOJOEMA B JIPYroil MOPOM MPUBOAMUT K HEMPEACKA3YEMbIM
nocienctTBusM. Hanmpumep, MOnbITKH pa3BeCcTH caxalMHCKYI0 ropOyury B Kacniuu
OKa3aJuch OE3yCIenTHbIMU, €€ TeHO(POH T 0KA3aJICs HE B COCTOSIHUM «OCBOUTHY HO-
Boe MecTtooOuTanue. Ta ke ropOyiia, UHTpoIyIupoBaHHas B bemoe mope, moku-
HyJa ero u ynuia B HopBeruro, oOpa3oBaB TaM BpEMEHHBIE CTa/la «PYCCKOTO JIO-
COCSI».

He Hano aymarb, 4TO OCHOBHBIMH OOBEKTaMHU 3a00ThI O MPHUPOIE JOJIKHBI OBITH
TOJIBKO 9KOHOMUYECKH LIEHHbIE BUJbl PACTEHUHN M JKUBOTHBIX, TAKHE, KaK JApeBec-
HbI€ NOPO/IbI, ITYIIHbIE 3BEPU WIN IIPOMBICIOBBIE PbIObI. TpaBsIHUCTBIE pacTEHUs U
MXH, MEJKHE MJICKOMUTAIONINE U HACEKOMbIEC — UX MOIMYJSIHMA U UX TeHO(OHIBI
HapaBHE CO BCEMH JIPYTHUMH OOECHEUHUBAIOT HOPMAJIBHYIO KU3Hb TePpUTOpPUHU. TO
K€ OTHOCHUTCS K MUKPOOPraHW3MaM — ThICSIYM UX BUIOB HACEJISIOT MOYBY. M3yueHue
MOYBEHHBIX MUKPOOOB — 3a/1a4a HE TOJIbKO MUKPOOHUOJIOrOB, HO U MOMYJISILIUOHHBIX
Te€HETHKOB.

N3menenune renodoH1a TOMYJSAIUNA TPU TPYOBIX BMENIATEIHCTBAX B MPUPOTY BBI-
ABJISICTCS HE cpa3y. MOryT POUTH IECATUIICTHS, TPEKEC YEM CTAaHYT OUECBUIHBIMU
MOCJIC/ICTBUA B BUJIC MCUE3HOBEHUS OJIHUX IMOIMYJISAIUA, & 32 HUIMU — APYTUX, CBS-
3aHHBIX C IIEPBBIMU.



HOHy.]IﬂIII/IOHHaH reHeTUKa 1 MeIUIINHAa

OauH U3 HACYIIHEHIIUX BOMPOCOB YEJIOBEUECTBA — KaK JICUUTh HACIIECTBEHHbIE
6omne3nu. OIHAKO 70 HEIaBHETO BPEMEHH caMa IMOCTaHOBKA TaKOTO BOIMpOCca Ka3a-
jack (paHTacTHUecKoil. Peub MOTIIa HATH TOJTBKO O MPOGUIAKTUKE HACTEACTBEHHBIX
3a0oyieBaHUN B (OpME MEIMKO-TEHETUYECKOTO KOHCYIbTUPOBaHUSA. OTBITHBINA
Bpay-IeHETUK, HM3y4as UCTOPHI0 OOJIC3HM MalMeHTa W HCCIACAYS, CKOJIb YacTo
HACJICJICTBEHHOE 3a00JIeBaHUE TMPOSBISUIOCH CPEIU €ro OMU3KUX M JaTbHUX POJI-
CTBCHHHKOB, J1aBaJl 3aKJFOUEHUE O TOM, MOXET JIM y TIAIIMEHTA TOSIBUTHCS peOSHOK
C TaKOW MATOJIOTHEH; U €CJIM MOXET, TO KaKOBa BEPOSTHOCTh JTAHHOTO COOBITHS
(manpumep, 1/2, 1/10, uwnu 1/100). OcHOBBIBasiCh Ha 3TOW MH(POPMAIIUU, CYTPYTH
camu pelain, UMEeTh UM peOeHKa Ui HE UMETh.

bypHoe pa3BuTHe MOJIEKYJSIpHOW OWOJOTHUU CYIIECTBEHHO MPUOIM3UIO HAC K 3a-
BETHOM IENIM — JICUSHUIO HACIEJCTBEHHBIX Oose3Heil. g aToro mpekae Bcero
HE0OXO0IMMO HAlTH CpeIi MHOKECTBA T€HOB YeJI0BEKa TOT, KOTOPHIN OTBETCTBEH 32
0one3ns. [TonynsiimoHHas reHeTUKA TOMOTAET PELIUTh 3TY CI0XKHYIO 33j/1auy.

N3BecTHBI TeHeTHueckue Metku — T.H. JJHK-Mapkepsl, KoTOpble MO3BOJISIOT OTME-
TUTh B JimHHON HUTU JIHK, ckakeM, KaxXIyi0 THICSYHYIO WM JACCATUTBICIUHYIO
«Oycunky». Uccnenyst 601bHOTO, €r0 pOJACTBEHHUKOB U 3/I0POBBIX JIUII U3 TIOIYJIsi-
IIU1, MOYKHO YCTaHOBUTb, KAKOW M3 MapKepoB CLEIUIEH ¢ reHoM Oose3Hu. C momo-
IIBIO CIIEIUATBHBIX MAaTEMAaTHYECKUX METOJOB MOMYJISALINOHHBIE TEHETHUKH BBISB-
0T TOT yuactok JIHK, B koTropom pacnonoxen nHrepecyromuil Hac red. [locie
3TOTO B pabOTy BKIIOYAIOTCS MOJICKYJISIPHBIE OHMOJIOTH, KOTOpPBIE AETaTbHO aHAIIU-
3upytoT 3ToT orpe3ok JHK u Haxonst B HeM nedexTHwI reH. Takum crocoOom
KapTUPOBaHbl T€HbI OOJIBIIMHCTBA HACIIEICTBEHHbIX Oosie3Hel. Tenepb Bpauu mo-
JYUYWIIU BO3MOXHOCTD B TMIEPBbIE MECAIIbI OEPEMEHHOCTHU MPSIMO CYJIUTh O 3JJ0POBHE
Oyayuiero pedeHka, a poJuTesId — pellaTh BOINPOC, COXPaHITh UM HE COXPAHATh
OEpEeMEHHOCTh, €CJIM 3apaHee M3BECTHO, YTO PEOCHOK poauTcs 0oybHBIM. bonee
TOTO, YX€ NPEANPUHUMAIOTCS TONBITKH HCIPABIATh AOMYIICHHBIE MPUPOION
OLIMOKH, YCTPAHSITH «IIOJIOMKI» B F€HaX.

C momorsio JIHK-mMapkepoB MOKHO HE TOJIBKO UCKAaTh I'eHBI O0Jie3Hel. Mcnonb3ys
uX, IPOBOJIAT CBOe0OpasHyto macnopTu3anuto nHauBuaoB. Takas JIHK-unentudu-
KaIusi — paclpoCTPaHEHHBIN BUI CyAeOHO-MEAUITMHCKON SKCIIEPTHU3HI, TTO3BOJISIO-
IIUH ONPEACIUTH OTIIOBCTBO, OMIO3HATH MEPENYTaHHBIX B POJIJIOME JIETEH, BHISIBUTD
JUYHOCTh YYaCTHUKOB MPECTYIUICHHUS], )KEPTB KaTacTpo( U BOCHHBIX JEHCTBUI.

HOHyJIﬂIII/IOHHaH IFr¢eHETHKA U CCJICKIUA



CornacHo teopuu /lapBuHa, 0TOOp B MPUPOJE HAIpPaBJIEH TOJBKO HA HEMOCPE.-
CTBEHHYIO MOJIb3y — BBKUTH M Pa3MHOKUThCA. Harpumep, y pbicu OKpacka epcTh
najeBo-ApIMyUaTas, a y JibBa — IecuaHo-xkenras. OKpacka, Kak MAaCKHPOBOYHAs
OJIeXK/1a, CIY’)KUT TOMY, YTOOBI 0COOb CIMBANACh C MECTHOCTBHIO. DTO MO3BOJIAET
XUIIHUKAaM HE3aMETHO MOJKPAJbIBAThCA K KE€PTBE WIM BbDKUAATH. [loaTOMY XOTH
LBETOBBIE BAPHUALIUN TIOCTOSIHHO MOSBIISIIOTCS B MPUPOAE, TUKUE KOUIKH C TaKOU
«METKOW» HE BBKUBAIOT. JIMIIb 4ETIOBEK € €r0 BKYCOBBIMU IPUCTPACTUSAMHU CO3AET
BCE€ YCJIOBHSI JIJIS )KM3HU JOMAIIHUX KOIIEK CaMbIX pa3HOOOPa3HbIX OKPACOK.

[lepexoas k ocemsiomy o0pa3y >KU3HH, JIIOJU YXOJWIH OT OXOThI HAa KUBOTHBIX U
coOupaTeNbCcTBa PACTEHUI K UX BOCIIPOU3BOJICTBY, PE3KO YMEHBIIIAs CBOIO 3aBUCH-
MOCTb OT KaTaKJIM3MOB MPUPObL. ThICSYETETUAMH pa3MHOXKasi 0COOEH ¢ HyKHBIMU
MpU3HAKaMHU U BEJs TEM CaMbIM OTOOP COOTBETCTBYIOIIUX T'€HOB M3 T€HO(OHIOB
MONYJISALIMHI, JIFOJIA MOCTENEHHO CO3Jali BCE T€ COPTA JOMAIIHUX PACTEHUM U MO-
POJIbI JKUBOTHBIX, YTO HAC OKPYXAIOT. ITO ObLI TOT %€ 0TOOpP, UTO MPOBOAMIIA MUJI-
JMOHAMU JIET MPUPOJAA, HO TOJBKO TENEPh B POJM MPUPOABI BBHICTYIUI YEJIOBEK,
HaIpaBJISIEMbIN Pa3yMOM.

C HavasioM pa3BUTHS NONYJISIIUOHHBIN T€HETUKH, T.€. C cepeaunsbl 20 B., CENEKIM
NOIIJIa [0 HAYYHOMY IYTH, @ UMEHHO I10 IyTH MIPOTHO3MPOBAHUS OTBETA HA OTOOP
U BbIOOpa ONTUMAJbHBIX BAPUAHTOB CEJIEKIIMOHHOW paboTel. Hanmpumep, B ckoTo-
BOJICTBE IVIEMEHHAs LICHHOCTh KaXJ0r'0 )KUBOTHOT'O BBIYUCIISIETCS Cpa3y IO MHOTUM
IIPU3HAKaM IPOAYKTUBHOCTH, OIIPEAEISIEMBIM HE TOJIBKO y TAHHOTO JKMBOTHOT'O, HO
Uy €ro poJICTBEHHUKOB (MaTepei, cecTep, MOTOMKOB U Jp.). Bce 310 cBoaMTCS B
HEKHI OOIIMI MHAEKC, YUUTHIBAIOIINI KaK T€HETUYECKYI0 00YCIOBICHHOCTh MPHU-
3HAKOB MPOJYKTUBHOCTH, TAK U MX SKOHOMUYECKYIO 3HAYUMOCTh. ITO OCOOEHHO
BAYKHO TMPHU OIIEHKE MPOU3BOJUTENEH, Y KOTOPhIX COOCTBEHHYIO MPOIYKTUBHOCTH
OTIPEJIEIUTh HEBO3MOXKHO (Hampumep, y ObIKOB B MOJIOYHOM CKOTOBOJCTBE WU Y
HETYXOB SIMYHBIX 1OpoA). C BHEAPEHUEM UCKYCCTBEHHOI'O OCEMEHEHMSI TIOSBUIIACH
HEO0OXOJIMMOCTh B PA3HOCTOPOHHEN MOMYJISIIITUOHHOM OIIEHKE TJIEMEHHOM IIEHHOCTH
IIPOU3BOJUTENICH NPHU UX HUCIIONB30BAHUM B PA3HBIX CTaAax C Pa3sHbIM yPOBHEM
KOPMJIEHHUSI, COJIEPKAHUS U TPOTYKTUBHOCTU. B cenexknum pacTeHnii NomyJIAuOH-
HBIM MMOJX0J] MOMOTaeT KOJUYECTBEHHO OLIEHUTh F€HETUYECKYI0 CIIOCOOHOCTD JIU-
HUM U COPTOB JIaBaTh MEPCIEKTUBHBIE THOPUIBI U TPOTHO3UPOBATH UX MPUCIIOCO0-
JIEHHOCTb Y NPOAYKTUBHOCTH B Pa3HBIX 110 KIMMAaTy U II0YBAM PETMOHAX.

Taxkum 00pa3om, U3 YUCTO aKAAEMUYECKON OTpaciIy 3HAHWM, KaKOW OHa ObLia /10
HEJIAaBHETO BPEMEHU, MOMYJISIIMOHHAS T€HETHKA MPEBPAILACTCA B HAYKY, peluiaro-
I[yI0 MHOTHE TEOPETUYECKUE U MPUKIAIHBIE 3aJaUH.






3a11alm no teMe: BJIM3Hen0BbIA MeTO H3YYCHHUA T'CHOMA Y€/JI10BE€KA

KOHKOPIaHTHOCTH MOHO3UTOTHBIX OJIM3HEIIOB MO CaXapHOMY JualdeTy
coctaBisaeT 65%, a nu3urotrHeIx — 18%. KakoBo cooTHOMIEHNE
HACJICJICTBEHHBIX U CPEJIOBBIX (PaKTOPOB B POPMHUPOBAHUY MTPU3HAKA?

B onHoM 13 momynanuil n3y4yanau HacjaeayeMOCTh OpOHXHATbHON aCTMBI.
beinn n3yuensl 46 map MOHO3UTOTHBIX M 120 map AM3UTOTHBIX OJIM3HEIIOB.
Bo Bcex aTux mapax Xots Obl OIMH U3 OJIM3HEIOB CTpaaall OPOHXHUAIBHOM
actmoi. [Ipu 3ToM B 23-X mapax MOHO3UTOTHBIX OJTM3HEIIOB U B 6-U mapax
JU3UTOTHBIX OJM3HEIIOB BTOPOU OJM3HEI TOXE CTpajain OpOHXUATHLHOM
actmoit. Onpenennute Kod)PUIUEHT HACTEeTyEMOCTH OPOHXHUATLHON aCTMBI.
Omnpenenure KO3PPUIUEHTH HACIEIYEMOCTH U BIUSHUS CPEbl B PA3BUTUU
YMCTBEHHOM OTCTAJIOCTU, €CJIM KOHKOPIAHTHOCTH MO IAHHOMY MPU3HAKY
JUISI MOHO3UTOTHBIX OJIM3HEOB cocTaBisieT 97%, ais qu3urotHeix —37%.
Omnpenenute KO3OPUIUEHT HACTETYEMOCTH B TATOJIOTUU PACIIEITUHBI
BEpXHEH ryObl, €CJIi KOHKOPJAHTHOCTh MOHO3UTOTHBIX OJIM3HEIOB MO
JTAHHOMY TIpu3HaKy coctaBiseT 33%, mu3urorHeix —5%.
3apeructpupoBaHo 18 map MOHO3UTOTHBIX OJIM3HELIOB U 15 map AU3UTOTHBIX
OJIM3HEIOB. Y CTaHOBJIEHO, YTO B 12 mapax MOHO3UTOTHBIX U B § mapax
JU3UTOTHBIX OJIM3HEIOB SI3BEHHOW 00JIE3HBIO KeMyIKa cTpaaaiu 0oa. Uro
OKa3bIBaET BIUSHUE HA Pa3BUTHE 3a00JIEBaHNUA.

3apeructpupoBano 20 map MOHO3UTOTHBIX OJIM3HENoB 1 20 map AU3UTOTHBIX
omm3HenoB. [Ipu onpoce BBISICHEHO, YTO B 15 mapax MOHO3UTOTHBIX
OnM3HEII0B OPOHXUATLHOM acTMOM OoJienu 00a, a B TPyIIe JU3UTOTHBIX
OJM3HEI0B 00a CTpajiaii aCTMOM B 7 ceMbsiX. Beruucnure
KOHKOPJIAHTHOCTH 110 3TOMY MPU3HAKY U OMPEACIUTE POIh
HACJIEJICTBEHHOCTH U CPEJIbl B PA3BUTUU JTAHHOTO 3a00JICBAHUS.
OO6cnenoBano 65 map MOHO3UTOTHBIX U 87 Map MU3UTOTHBIX OJIM3HEIIOB.
[Ipu onpoce BBISICHEHO, 4TO B 63 mapax MOHO3UTOTHBIX OJIM3HEIIOB KOPbIO
Oosenu 00a, a cpeid TU3UTOTHBIX OJIU3HEIOB Kopbio Oosenu o0a B 82
napax. Berancinure KOHKOpAaHTHOCTD (%) OTAENBHO AJI KaXKI0M TPYyHIIbI
onu3HeroB. Ha ocHOBaHUUM ATOTO pelInTe, CyIIeCTBYET JIM HACIeICTBEHHAs
MIPEIPACIIOIOKEHHOCTD K JAHHOMY 3a00JIeBaHHIO?

KoHKOpAaHTHOCTh MOHO3UTOTHBIX OJTU3HEIIOB IO KOCOJIAMIOCTH COCTABIISIET
45,5%, a nu3urotHeix —18,2%. Onpeaenuts, 4TO B OCHOBHOM BJIMSIET Ha
pa3BUTHE ITOTO MpPU3HAKA?

KOHKOPIaHTHOCTH MOHO3UTOTHBIX OJIM3HEIIOB MO BPOKICHHOMY BBIBUXY
oenpa coctaBisieT 41,4%, a TU3UroTHLIX —2,8%. OnpeaeaIuTh 1010
CpeoBBIX (DAKTOPOB B Pa3BUTHH BPOXKIACHHOTO BhIBHXA Oepa?



IIpakTnuyeckoe 3ansaTue Ne 1

bian3HenoBLIN METO/1



BAn3HeuoBbIM MeTog NPUMEHAETCA
ANA OLLEHKN COOTHOCUTENBbHOW PONU
HacneACTBEHHOCTU M cpeapbl B
pPa3BUTUN pa3HOObpasHbIX NpU-
3HAaKOB, aHOMaIMI CTPOEHMUS,
MY/IbTUPAKTOPMANbHbIX 3a601€BaHUN U
0COBEHHO NpPU U3Yy4YEHUN
HacneACcTBEeHHbIX bone3Hen ¢ HU3Kou
NEHETPAHTHOCTbIO.

BAn3HeuoBbIV MEeTOA, N3y4eHns
reHeTUKM YenoBeKa BBeAEH B
MeANLMHCKYIO MPAKTUKY PpeHcncom
[anbTOHOM B 1876 T.

OucumnnnHa l’eHom Yyenoseka
CneuunanbHocTb buotexHonorms



3TO MeTo/, U3y4eHUs 3aKOHOMEPHOCTEN
Hacnea0BaHMA Ha 61M3HeLuax

* [lo3BoNAET ONpPeaennUTb BKIad reHeTUYECKUX
(HacneacTBEHHbIX) U cpeaoBbiX GaKTOPOB B
Pa3BUTME KOHKPETHbIX MPU3HAKOB NN
3aboneBaHnI y YeNOBEKA



B pamKax 611M3HeL0BOro MeToa NpoBOAsT
CpaBHeHwue:

* MoHO3UTroTHbIX (0gHOAKLEBbIX) 6aM3HeUoB (MB) ¢
AN3NroTHbIMK (pasHoanuesbiMKn) 6an3Heuamm (O6)

* [TapTHEPOB B MOHO3UTOTHbIX Napax mexxay cobowu

e [1aHHbIX aHanmn3a 6,1M3HeL,.OBON BbIDOPKK C 0OLLEN
nonynaumnemn



MOHO3UroTHbLbIE
61mn3HeLbl

O6pa3ylTcs n3 oaHomn
3UroTbl, pasaenunBLIENCA Ha
cTagum apobneHns Ha age
nnun 6onee yacTtu.

* Mb Bceraa ogHoro nona

e CreHeTU4YeCKOM TOYKMU
3PEHNA OHU UAEHTUYHDI

* B cBA3U C 3TUM pa3nnyuA
MeX- Ay OAHOANLEBbLIMMU
6a1n3HeLamm
onpeaensatoTcsa rMaBHbIM
obpasom paKTopamm
BHELLUHEW cpeabl

roe.

OucumnnanHa l’eHom Yenoseka
CneupnanbHoCTb brotexHonorma



Ocobyto rpynny
COCTaB/IAOT HEODbIYHbIE
TUMNbl ON3HELOB:

» [1ByXronosble

* Kancodaru
(«cmamckume
6An3HeLbI»)

[Tpumepbl cMamckmx OnNM3HeLoB

OucumnnanHa l’eHom Yenoseka
CneupnanbHoCTb brotexHonorma



NN3NTOTHbIE
6113HeUbl

* PasBuBaloTCA U3 ABYX
OAHOBPEMEHHO
ON/I040TBOPEHHbIX
ANLEKNETOK

* MoryT bbITb KaK
OZJHOMONbIMMU, TaK U
PA3HOMObIMMU

* CXOoAHbl APYr C APYrOMm He
6onee, yem obbIYHbIE
H6paTba U cecTpbl

OucumnnanHa l’eHom Yenoseka
CneupnanbHoCTb brotexHonorma



bansHeLubl

MOHO3UroTHbIE AN3UroTHble

MOHO3HIOTHEIE
GnuaHeyb!

OucumnnanHa l’eHom Yenoseka
CneuunanbHocTb buotexHonorms



YacToTa porkaeHun 6amn3HeloB coctaBaaeT npumepHo 1-2,5 % ot obuwero umcna
POAMBLLUNXCA AeTEeN, U3 HUX OKoNo 1/3 npmuxoamTca Ha MOHO3UTOTHbIX 61M3HELOB,
pexe poXKAaeTca TPOMHA — OAUH caydan Ha 10—-15 Tbic. pogoB u elle MeHblle
poOXKAaeTca YyeTBepHA U T.4. Yaule poxaatoTca AN3UroTHble BNM3HELbI U pexe
MOHO3UroTHble (1:100). Ca- mas HM3KaA YacToTa PoXKAeHMA BAn3HeLoB npucyLla
MOHTONIONAHbIM NONYAAUMAM, 0COBEHHO B ANOHUMN.

Tabnuua

Yacrora u 3urorhHocrs 6nuszneyor Ha 1000 popos
(epiGopxka panHbiX cepegunubl XX B.)

MOHO3HTOTHEIC JAH3HUTOTHEIE Becero
Hopserus 3.8 8.3 12.1
Wranus 3.7 8.6 12.3
Jlauus 3.8 10.2 14.0
ABCTpanHA 3.8 1 115
CIIA (Hembre) 3.8 0.1 99
CIIA (uHerpsi) 3.8 10.1 14.0
Anonus 3.8 2.7 6.5
Wbapan (Hurepus) 5.0 39.9 449

(B xu.: Levitan M., Montagu A.// Textbook of human genetics. Ofrord, 1971. I'1.14)

OucumnnanHa l’eHom Yenoseka
CneuunanbHocTb buotexHonorms



Kak onpeaenstoT 3MroTHOCTb 6/1M3HeLoB?

MonancumnTomMHbI meTop, MMMyHOreHeTU4YeCcKuii meTtop,

Mpepnoxunnm Cumenc n Pepliyep B
1924 r.

CpaBHeHMe napbl 611M3HEL0B No
BHELWHMM Npu3Hakam. MeTop,

[0CTaTOYHO CYObEKTUBEH U MOXKeT CbIBOPOTKN KPOBMK,
NaBaTb OLLUMOKM. NNEMKOUMUTAPHbIX aHTUTEHOB,

4YyBCTBUTE/NIbHOCTHU K
dbeHunTuokapbammay n ap.

* OCHOBbIBAETCA HA aHanm3e
rpynn Kposwu, 6benkos

YT06bI OLUEHUTL CTEMEHb CXOACTBA,
CpaBHMBAIOT LBET U pa3pes rnas,

PopmMy OCHOBAHMA N KOHYMKA HOCa, * 3TN NPU3HAKN HE MEHAIOTCA B
YLWHbIX PAaKOBMH (3aBUTOK, TeyeHue ¥XU3HU U ABNAIOTCA
NPOTUBO3a- BUTOK, MOYKa yXxa), ryo, HaZeXHbIMM MapKepamMu npu

noabopoaKa, pa3pesa pTa,
NPoPunab CMUHKN HOCA, BEJIMYUHY U
dbopmy pecHUL U Apyrmx
NpW3HakKoB (Bcero 19 npr3HaKoB,
MPUHATbLIX B aHTPOMNO/I0TUN).

oueHKe 3UroTHOCTMH.



Kak onpenenstoT 3MroTHOCTb 6/11M3HEeL0B? B

MpUXKNBNAEMOCTb KYCOUYKOB KOXU MeToa pepmatornupukm
oy AN3NTOTHDbIX 6]'II/I3HELI,OB ° M3yl-IaI-OTCFI NannManapHble
BCEraa 3aKaH4MBaeTCH PUCYHKU NanbLEB, Naf0HEN U

OTTOPHEHUNEM cTon



* [pakTMyeckn onpeaeneHmne sMroTHOCTU C NMOMOLLbIO MeToAa NO-
nobua npomsBoauTCA B CAy4danx, Koraa 6,1M3HeLbl ABAAKOTCA O4HO-
NO/IbIMM.

* PasHononble 6/1M3H€LI,bI B HOpMe BCerda AN3nroTHble.

* IcKNtouyeHmne coCcTaBNALOT KpaliHe peaKue cayyau, Koraa y oaHoro us
MOHO3UTOTHbIX 6/IM3HEL0B NPOUCXOANT XPOMOCOMHOE HapyLLleHue
MO NOJIOBbIM XPOMOCOMAM, HanpMUmep, Y 04HOro U3 Ma/ib4UKOB-
6An3HeLoB yTpaymBaeTcs Y-XpOMOCOMa U BCNeACTBUE ITOTO OH
dbeHOoTUNNYECKM pa3BMBaAETCA KaK AeBoYKa (XO), ctpapatouan
cuHapomom TepHepa.



* AHa/IN3 NOJIyYEHHbIX AaHHbIX (AHAMHECTUYECKUX, KIMHNYECKUX,
GYHKUMOHANbHbIX, BUOXMMUUYECKUX, UMMYHOJIOTMYECKUX 1 Ap.)
NO3BONAET C MOMOLLbIO Pa3paboTaHHbIX GOPMY/T OLEHUTb COOTHOCHK-
Te/IbHYI0 PO/b CPeAbl N HACNEeACTBEHHOCTM B Pa3BUTUM TOTO UAN UHO-
ro NPM3HaKa Uan passBuTUM 3abonesaHms.

e 1na AoKa3aTenbCcTBa POM HACNeACTBEHHOCTU B Pa3BUTUM NPU3HAKA
CpPaBHWBAOT 4010 (KOHKOPAAHTHOCTL) Nap B rpynne MOHO3UIOTHbIX
N rpynne AU3nroTHbix 61M3HEeLoB.

[Tpn3HaK

*npoaBaAeTca y obounx *NPOABAAETCA Y OAHOIO
6aAn3HeuoB — n3 6N3HeUoB —
KOHKOPAAHTHOCTb AUCKOPAAHTHOCTb



* Hanpumep, ecnm ognH N3 MOHO3UTOTHbIX 6/11M3HeL 0B boneH
wmnsodppeHnen, To BTOPon 3abonesaeT 3TUMm xe 3aboneBaHmem B 69
% cny4yaes, T.€. OHM KOHKOPAAHTHbI Ha 69 %.

* Echm oanH 13 gn3nroTtHoix 61nM3HeLoB 6oneH Wn3odppeHneu, To
BTOpoW 3abonesaet aTum ke 3abonesaHmnem B 10 % cny4yaes, T.e. OHU
KOHKOpAaHTHbI Ha 10 %.

e CnepoBaTeNibHO, M3 3TOTO MOXKHO 3aK/NHOUYUTb, YTO B rpynne reHeTuye-
CKW UAEHTUYHbIX 61M3HEL,0B HacNeaCTBEHHOCTb KaK 3TMON0rMYeCcKU
daKTop nrpaet 60/bLIYIO0 POSb.



KoapdmumeHT KOHKOPAAHTHOCTU— YKa3bIBaET
N0/110 6IM3HELOBbIX Nap, B KOTOPbIX
M3y4aeMblh MPU3HaK NPoaABuMaCca y 060omx
NapTHEpoB

Kn=C/(C+D)

rae € —4Mcno KOHKOPAAHTHbIX Nap

D- 4yncno AUCKOHKOPAQHTHbIX Nap



[na oueHKM ponu HacneaCcTBeHHOCTU U
cpeAbl B pa3BUTUKM TOIrO UIU UHOTO
NPU3HAKa UCNOJIb3YHT KO DULUNEHT
HacneayemocTtn (H) n koaddpuuneHT
BAnaHUA cpeabl (E).




BnnaHne HacneaACTBEHHOCTU Ha
3aboneBaHnsa onpeaenstoT no
cdbopmyne XonbLUMHIrepa:
H4+E=1

H=(KMB - KAB) / (100 - KAB)*100%
roe KMb — KoappuuUMeHT KOHKOPAAHTHOCTU ANA
MOHO3UTOT

KAB — KoOsdPUUMEHT KOHKOPAAHTHOCTM ANA
ON3UTOT



3Ha4YeHne H roBopuT 0 BAUAHUM FTEHETUYECKUX U
CpeaoBbIX PAaKTOPOB Ha Pa3BUTME NPU3HAKA

* Echm H 6nn3ko K 0, cuntaeTca, 4YTo pa3BmuTUE NpU3HaAKa 0bycnoBaeHo
TONbKO paKTOpPamMM BHELWHEN cpeapbl

* EchrmtHot 1 po 0.7 - HacneacTBeHHble GaKTOPbl AOMUHUPYIOT B
Pa3BUTUUM NPU3HAKA

* Echmn H ot 0.4 po 0.7 — npu3HaK pa3BMBaeTCca Noa AeNCcTBUEM
$aKTOpPOB BHELLUHEW cpeabl MPU HaANYUU TEHETUYECKOWN
npeapacnonOXeHHOCTH.

* Taknm obpasom, ecnm NOACTaBUTb NMOKa3aTeNN NO WN30PPEHUN, TO
nonyumtca: H = (69 —10) / (100 — 10) x 100 = 65 %, T.e. BnsAHME
HacneACcTBeHHbIX GaKTOpoB cocTaBasaeT 65 %, a cpeabl —35 % (100 —
65 %).



* ®opmyna XonbLUUHIepa AaeT OPUEHTUPOBOYHbIE MOKa3aTenu, He
YUMUTbIBAA MHOTMUX APYrUX BaXKHbIX PaKTOPOB (Hanpmumep, cTeneHb
9KCNPEeCcCUBHOCTU GEHOTUNUYECKOTo NPU3HaKa), KOTOPble MOTYT OKa-
3bIBaTb CYLLECTBEHHOE BINAHME HA POPMUPOBAHME NPU3HAKA, TEM
He MmeHee, OHa MOXEeT UCN0/1b30BaTbCA HA NPaKTUKE.

* OnpeaeneHne cTeneHn KOHKOPAAHTHOCTU NO3BOIAET NPOrHO3M-

POBATb PUCK BO3HUKHOBEHMA TOFO MW MHOTO 3ab0NeBaHMA Y BTOPOro
napTHepa no 6amM3HeL0BOM Nape.



NMpraHakn MB OB M prs HaKK ME nE
LieeT rnas, o0 5 280
I =7 o Zap Tybeprynes a5, 7 220
Topma iy, 1000 850
WL E4 oE.0 200 P egaarism 47 3 17.3
MNanunnapHbIS NHHAWK 220 0.0 Bocnanedwe cpegHero | 30 1 9.8
W
Cpok HA4ana xoabibl a7 28,3 Koconanocrs 455 182
C ¥ OHHOCTE K 3aH8- - B posOeHHbIA BblBUX -
88,3 2 =
THH CMOPTOM = oenpa 1.4 =
CX0acTBO MHMHEN 9.8 3,7 Fopb o974 25,7
M aHuwaraneHo-
OENPECCUBHBIA NCH- 72,1 152 Kownow = 920
X3
L lnwzod peHUA &r.0 121 BerpAHan ocna o928 &892
Fnunencus 80,8 12,3 CrapnaruHa 56, 4 41.2
:E'T--::'—':' | 1.E:|
CaxapHbli guadeT 24,0 7.0
(58.0) (20,0)

OuvcumnnmnHa Nl’eHom Yenoseka

CneuunanbHocTb buotexHonorua




[ToKa3zaTenn KOHKOpAAHTHOCTK Y 61M3HEeUoB Npu paae
HacneCTBEHHbIX U HeHacneACcTBeHHbIX 3aboneBaHUM

3aboneBaHue

CaxapHoiti ouabem

nunencus

BpoxcdeHHbIl cmeHo3
MpuUBPAMHUKQA Hesnyoka

PacwenuHa Heba
BpoxcdeHHas Koconanocme
Pesmamusm

Kope

Koknrow

Snudemuyeckud napomum

TybepKynes

AncumnnmHa FeHom YyenoBeka

MoKasaTenn KOHKOPAAHTHOCTU y 6n3HeL0B

65

67

67

33

32

47

98

97

82

67

MOHO3UTOTHbIEe 61 U3HeLbl

AU3UroTHblE 6ﬂM3HEIJ,bI

18

3

17

94

93

74

23

CI'IELI,M anbHOCTb buotexHonormsa



* Takmm o6pa30M, cteneHb KOHKOPAAHTHOCTU MOHO3UTOTHDbIX 6I'Il/l3HeLI,OB no
60]'IbLIJMHCTBy npuBeaeHHbIX NPU3HAKOB 3HAYUTE/IbHO Bbllle, YHEM Y
AN3NTOTHbLIX, OAHAKO OHAa He AB/TIAETCA abcontoTHOW.

* Kak npaBuio, ANCKOPAAHTHOCTb MOHO3UFOTHbIX 6/1IM3HELLOB BO3HUKAET B
pe3ynbTaTe HapyLWeHNI BHYTPUYTPOOHOro pa3BuUTMUA OAHOMO U3 HUX MW NOA
B/IMAHMEM BHELLHEWN Ccpeabl, ecin OHa bblia pa3HOW.

* BblACHEHWEe KOHKOPAAHTHOCTU NO3BONAET oNpeaenATb YacToTy
BO3HMKHOBeEHUA 3aboneBaHuA Y BTOPOTIo 6!1M3H€LI,3.

e C nomoubto 61M3HELLOBOrO METO4A MOXKHO OLEHMBATb NPOABAAEMOCTb
AEeNCcTBUA reHa y Hocuteneun (NeHeTpaHTHOCTbL).

* bnarogapa 6AM3HeL0BOMY MeToAy Oblna BbIACHEHA HAacNeACTBEHHAnA
NpeapacnosioXKeHHOCTb YeNloBeKa K psaay 3aboneBaHui: WnsodpeHun,
aNUNencuu, caxapHomy avabety n opyrum.

* BAn3HeuoBbIM UCCEA0BAHUAM NPUHAANEKUT 3aMETHOE MECTO B U3YyYEHUU
reHeTUKM NoBeAeHUs, B YaCTHOCTM, TAKUX XapaKTepPOo/IOrnM4YecKmnx
(NMYHOCTHbIX) CBOMCTB NHOAEN, KaK arpPeccUBHOCTb UM CKIOHHOCTb K
AEeNCTBUAM, HanpPaBAEHHbIM Ha OTNOP HaCKUAKUIO, acouManbHoe (NpecTynHoe)
noBeaeHne U 3aKOHOMOCNYLLIHOCTb, IIKMBOCTb U UCKPEHHOCTb, a TaKKe
reHeTUKN KOHbOPMMN3Ma U INAEPCTBA, UHTE//IEKTA, FTeHNANbHOCTH.

* Ban3HeuoBbIM MeTOA, OCTaeTca OAHUM M3 aKTUBHO MUCMOIb3YEMbIX
cneunanmncTamm no obuen u meamUMUHCKON NCUXONOTUM.



JlucuumirmHa 0o BEIOOPY
I'EHOM YEJIOBEKA

[lpeHaTanibHAA AMATrHOCTUKA



OcHoBHble 3aaa4m [1/1.

e [IpepgoctaBneHue byaywmm poamTenam ncHepnbiarowen MHGopmaumm o
CTENEHUN PUCKA poXKaeHUAa bosbHOro pebeHka.

e [1py HaAM4YMKM BbICOKOTO PUCKAa— NpeaocTaBaeHme nHbopmaumm o
BO3MOXXHOCTU NpepbiBaHNA BepeMeHHOCTU N NOCNeACTBUAX NPUHATOrO
poaAUTENAMM pelleHns — poauTb 6oabHOro pebeHKa nam npepsaTb
bepeMeHHOCTb.

e ObecneyeHune paHHEN ANATHOCTUKMN BHYTPUYTPODOHOM NaTONOrMN U
ONTUMAJIbHOTO BeaeHUs bepemeHHOCTH.

e OnpeaeneHne NPOrHo3a 340poBbs byayLlero NOTOMCTBa.



MeToabl OUueHKN COCTOAHMA NA0Aa

NMPAMBIE

HENPAMBLBIE
[ (o6cnepnosanne GepemeHHoON) ] (o6cnenosanne nnopa)

| twm.:wmm) l ] MHBA3WBHDIE ,
2. BaxTepHo- N COPONONWISCK0e HEUHBASHBHBIE ] | nonyuenme nnogroro matepuana
3. Mepuxo-reHeTuueckoe 1. Ynurpaisyxosoe 1. Xopuorbuoncun (| ypumecTp)
* FEHEANOIMHECKDe
o LMTOrEHETUNECKDE o e 2. Nnayexrobuoncusn (Il TpumecTp)
o MONEKYNSPHO-EHONOTUMECKDe 2. InexTpoKapAMOTPaduA 3. AMHuoLeHTe3

4. Ananni ambpuoncneunduiecknx 3. Pentrexorpagun o parrmit (13-14 1. 6.)

o OBbrMHbIA (15-22 1. 6.)

NABOPATOPHBIE




JlabopaTopHble MeToAbl NpeHaTa/IbHO M

NNArHOCTUKM Ha Pa3HbIX CPOKax bepemMeHHOCTU

o mnnaHTayum MonapHble Tenbua (1 n 2) FISH AHK-anarHocTuKa
EanHWNYHbIE BhacTomepbl

9-14 Hepenb BopcrHYaTbI XOPUOH LinToreHeTU4eckmnit aHanms
(kapuoTunmuposanue, FISH) AHK-
ANArHOCTMKa
CbIBOPOTKa KPOBU maTepu NMMyHOPEPMEHTHbIN aHan3
ambpuoHcneumndpmnyeckmx benkos
15-19 Hepenb BOpCUHbI NNaueHTbl LinToreHeTM4YecKknin aHanus
AMHUMOTNYECKAA KnakocTb Knetkm  (kapuotunmuposanue, FISH) AHK-
aMHUOTUYECKOM XKNAKOCTU ANArHOCTMKa
CbIBOPOTKa KpOBM maTepu NMMMyHOPEPMEHTHbIN aHan3
ambpuoHcneumdpmnyeckmx benxkos
20-24 Hepenu KpoBb 13 nynoBuHbl nioaa Knetkn  LlutoreHeTnyeckmin aHanms
aMHMNOTUYECKOMN }KUAKOCTH (kapuoTunmuposanue, FISH) AHK-
ANArHOCTUKa

AMHMOTUYECKAA KNOKOCTb Buoxmmunuyeckmmn aHanms



Hpﬂl\/\bll\/\l/l MNORA3dAHUAMW OANNA HAlTPaBJIEHNA K
crnednaimCrty-reHeTmry ABJIAKOTCA:

® yCTaHOB/IEHHas UAW noao3peBaemas HacneacTBeHHaa bonesHb
B CEMbe;

® KPOBHOPOACTBEHHbIE OPaAKMK;

® BO34eNCTBME BO3MOXHbIX TEpaToOreHoB (MyTareHoB) 40O UK B
Te4YyeHue nepsbIxX TPEX MecALLeB bepeMeHHOCTH;

® 3HAYMMbIE OTK/IOHEHUSA PE3yNbTaTOB OMOXMMUYECKOTO
CKPUHUHIA MAapKEPHbIX CbIBOPOTOUYHbIX 6€1KOB;

® BbliABNEHME Yy N/1043a Y3-MapKepoB XPOMOCOMHbIX bonesHen u
BIP.



JK30reHHble GaKTopbl, TepaTOreHHble AnA NaoAa Ye0BeKa

npenaparbl

[IpoTnBOONyXxoneBble NnpenapaThbl
AHTUMETaboNNTbI

[OpMOHbI (aHApOreHbl)
AnatnunctnnbbacTpon
Tanngommna
[MpoTnBOCYAOPOXKHbIE NpenapaTbl
OpraHunyeckmne conum pTyTu
MeTtnmason

MwuHoKkcnann

PeTHOEBaA KNcaoTa

N36bITOK BUTaMmnHa A
[MpenapaTbl BanbnpoeBoun KNCAOTbI
BapdapuH

TeTpauynKknnH

CrpenToMmuuuH

TpumeTagnoH

Ankorosb

KoKkaunH

AMWHOITUKO3NAbI
MNonnbudeHunnsbl

JdpeTunHaTt

XmunyecKkue BeLwlecTtsa U IeKapCTBeHHble

UHPeKuMoHHbIe 601e3HM
LinTomeranosmpyc
Napsosupyc B-19
KpacHyxa

Tokconnasmos

Cndunuc

Bupyc repneca

bonesHu matepu
AyTOoMMMYyHHbIe 3aboneBaHuA
CaxapHbi1 gnaber

nunencua

deHUNKeToHYypUA

Bupunusupyiouime onyxonum
fMnotupeos

®dunsunuyecKkme Bo3geimcTeua

Bce BuAbl MOHU3UPYIOLLLETO U3NTYYEHUA
'Mneptepmua

MexaHnyecKkune HapyLueHuUs




MeanKo-reHeTn4ecKoe KoOHCcyAbTMpoBaHuMe B 1l nmeeT CBOLO
crneunPuKy, KOTopaa CBOAUTCA K CAeayoLWMM OCHOBHbIM MOOXEHUAM:

— HeobxoAMMOCTb OLUEHKU PUCKA poXaeHUA 6onbHOro pebeHka Ha OCHOBAHUM FreHeasIorMYeckoro aHaamn3a
CYNpPYyroB 1 ux 6anxanumx poacTBEHHUKOB, C YY4ETOM aHAaMHECTUYECKUX AaHHbIX U BCEX MUMEOLLMXCSA
pe3yNbTaToB NapaKJANHUYECKUX UCCNea0oBaHUN (LUTOreHEeTUYECKUX, MONEKYNAPHbIX, CEPONOrNYECKUX,
MMMYHOJIOTUYECKUX U NP.), @ TaKXKe pe3ynbTaToB BMoXxmmmnyeckoro n Y3-CKpUHUHIOB;

— OrpaHMYeHHble ONTUMANbHbIMWU CPOKAaMMN MHBA3UBHbIX NPOLEAYP BPEMEHHbIE BO3MOXKHOCTM NpoBeAeHUA
AOMNONIHUTENBHOIO (LLUTOreHETUYECKOro, MOJIEKYIAPHOTO M Ap.) 06ciea0BaHMA CYNPYKECKON Napbl;

— OTCYTCTBME HeobXxoaMMOCTM 0653aTENIbHOrO MeAMKO-TeHETUUYECKOro KOHCY/IbTUPOBAHUSA A0 NpoBeAeHUS
NHBa3uBHoM M ANA KeHLWMWH, 3aBeJlOMO OTHOCALLMXCA K rPyrnnam BbICOKOrO PMCKa MO BPOXKAEHHOM U
HacneaCcTBEHHOM NaToNorMnu

— uenecoobpasHOCTb KOHCyAbTaUMKM no pedynbratam MMM B cnyyaax BbIBNIEHMA HAacNeACTBEHHOW (FeHHOM Uaun
XPOMOCOMHOM) NN BPOXKAEHHOM NATONOMMM Y NA0AA C LUE/blo OKa3aHUA MaKCMMaAIbHO NMOJHOM N 0O BEKTUBHOM
MHPOPMALMOHHOM NOMOLLY CEMbE B MPUHATUM PeLUEHUA B OTHOLWEHUN AaHHON BepeMeHHOCTH, a TaKKe No
NPOrHo3y 340p0Bbs byayLlero NnOTOMCTBa;

— TWATE/IbHbIM MOUCK AOMNONHUTENbHbIX MEAUKO-TEHETUYECKUX AaHHbIX, KOTOPblE MOTYT NOBAUATL HA BbIOOP
NPaBU/IbHOM TaKTUKK N[ B cnyvyae HEOAHO3HAYHbIX AN1A NPUHATUA PeLUeHMs pe3ynbTatoB Boxmmmyeckoro n Y3-
CKPUHUHIOB;

— OLLEHKa BO3MOKHOr0O NoBpeXaatoLero AeicTema ¢akTopoB BHELIHEN cpeabl, B TOM Yncse 3aboneBaHui
MmaTepu, UHPEKUMN, NeKapCTBEHHbIX NPENapaToB, BPeAHbIX MPUBbIYEK POAUTENEN, MPOMbILLIEHHbIX U
CeNIbCKOX03AMCTBEHHbIX 5,408 Ha Na0A,



CorsnacHo pekomeHaaumam Esponencrkon
accoumaumm nepmHaTaaibHOM MeauLUnHblI,
cylecTByeT 5 BUAOB NpeHaTaibHOro CKPUHUHTA.

1. YnbTpa3BYKOBOW CKPUHMUHT.

2. BMOXMMMYECKUN CKPUHUHT MAapPKepPHbIX benkos B
CbIBOPOTKE KPOBU BepemeHHOMN.

3. UntoreHeTnyecKnm CKPUHUHT.
4. MonekynsapHbIN CKPUHUHT.
5. UMMYyHONOTMYECKUN CKPUHUHT,



CTaHAQPTHbIE NOKa3aHMA A4 HanpaB/AeHMA Ha KOHCY/IbTaUMIO A1A
onpeaeneHus LenecoobpasHoCcTn nposeaeHmna nHeasmsHow M/,
oa06peHHble BO3, BKAOYALOT:

® BO3pPaCT KEeHLWHWHbI CTapLle 35 ner;

® Ha/InuMe He MeHee ABYX CaMOMNMPOU3BOJIbHbIX abOPTOB Ha PAaHHUX CPOKax
bepemeHHOCTY;

* Ha/nyume B ceMbe pebeHKa Uan BbiABNEHWE NPU NpeablayLllen bepemeHHOCTU Naoaa C
6onesHbto [layHa U ApYrMMU XPOMOCOMHbIMU BONE3HAMMU;

¢® Halnvyne B aHaMHeE3eE pe6eHKa C MHOXeCTBEHHbIMU BPOXAEHHBIMWN MOPOKaAMMW,
® cemMmenHoe HOCUTENBbCTBO XPOMOCOMHDbIX NepecTpoeExk,

® MOHOreHHble 3aboneBaHuUA, paHee ANAarHOCTUPOBAHHbIE B CEMbe UM Y BANKaWLLINX
POACTBEHHMUKOB;

e 006/1y4eHmne Koro-Hmbyab 13 cynpyroB Uan NnpMMeHeHme A0 3a4aThA paaa
bapMaKoIOrMYecKnxX NpenapaToB (LUTOCTAaTUKOB, aHTUINUNENTUYECKUX JIEKAPCTB,
HEKOTOPbIX aHTMONOTMKOB, MPOTUBOOMNYXONEBbIX NPENapaToB U Ap.);

® BbICOKUIM PUCK POXKAEHUA pebeHKa C XPOMOCOMHOM 60/1e3HbIO MO pe3y/ibTaTam
BMOXMMMYECKOTO CKPUHUHTA;

® NMOPOKU NN OTKNIOHEHUA PA3BUTUA, BbIAB/IEHHbLIE MNMPU Y/1bTPA3BYKOBOM UCCNEN0BaAHUN.



IHBa3MBHbIE METOAbl MPEeHaTaIbHOW
NMNArHOCTUKM

JommMnaanTauHOHHBLIH Neproj
(craaun apobaenns)

Meroas IKO:

cogaasad | > [IpekoHUCTUMOHHAN JHATHOCTHKA (NMONApHBIC
TEJIBIIA)

» JIOMMIUIAaHTALHOHHAA JMarHOCTHKA
(6nacromeps! win Tpodobaact)

I TpamecTp GepemenHocTH
(nepuon opranorenesa)

| XopronGuoncus:

e S| 3> TpancuepBHKaILHBI cnocob
A" (7-12-5 memenw)
&3 > Tpancabaomuranbubli CcIocod
(¢ 9/10-i nenenw)

I1 TpuMmecTp GepemennocTH (IIoAHLIH Nepuon)

Inanenrobuoncus:
» lluroreneTnyeckas MHArHOCTAKA — 10 22-if HEIeIH
» MonexkynapHas quardHocTuka — 1o 26-i nenenu |

Awmunonenres (c 13/14-i nenenn)
Kopnouenres (¢ 19/20-i nenenu)




XapaI-(TepMCTI/IKa METOA0B NOAYyHEHWNA NPENaAPaToOB XPOMOCOM AJ1IA4 CTaHA4AaPTHOTO
RAPUNOTUTTNPOBAHNA M1044d

KynbTuBMpOBaHWE KNETOK
aMHUNOTUYECKOM }KUAKOCTU U
KNETOK XOpMOHa Unu
NAAUEHTbI

BapuaHTbl «NpAMOro»
MeTOoAa aHaNn3a KNeToK
XOPWUOHA NN NNALEHTbI

KynbTnBmnpoBaHue
NMMMPOLUMNTOB NYNOBUHHOWM
KpOBU

BbicOKOE KauecTBO XPOMOCOMHbIX
npenapaToB: — AOCTATOYHOE
Konnyectso metadasHbIx
NNACTUHOK — BO3MOXHOCTb
anddepeHumanbHOro
OKpaLlMBaHNA XPOMOCOM
Pa3INYHbIMK METO4aMM

CkopocTb (1-2 aHA) BO3MOMKHOCTb
aHanmn3a obpasua HebonbLWworo
obbema Bo3mMoXKHOCTb aHaAM3a ¢
9,5 po 20 Hepgenb bepemeHHOCTH
OTcyTCTBME KOHTaMWHaL MM
MATEPUHCKUMMU KNETKAMU
DKOHOMUYHOCTb

OTHOCUTEeNbHas CKopocTb (2-4
AHA) BbiCOKOe KayecTBo
XPOMOCOMHbIX NpenapaTos: —
AO0CTaTOYHOE KOIMYeCcTBO

R

KoHTamunHauua KynbTyp
MATEPUHCKUMM KNIETKaMM
AnnutenbHoOCTb
KynbTuBMpoBaHua (1,5-3
Hepenn) OnacHocCTb
NHPUUMPOBAHUA KYNbTYPbI
JloporocroAlime peakTusbl,
obopyaoBaHMe U pacxodHble
maTtepuanbl Bec obpasua
XOpPMOHa He meHee 15 mr

HU3KMM MUTOTUYECKNI UHOEKC
HenocTynHOCTb HEKOTOPbIX
MeToa0B AnddepeHumanbHON
OKPacKn XpOMOCOM

KoHTammnHauma Kynbtyp
MaTEPUHCKNUMU KIETKAaMM
UccnepoBaHuA HaunHasA ¢ 18-n
Heaenn bepemeHHOCTH

99% (~ 70 %)

96-99 % (99,8 % — |
TpumecTp; 99,6% —
Il TpUmecTp)

>99 % (99,9 %)



[ToMHUKMNTaNbHAA CXeMa MHBA3UBHOW NPEeHaTaIbHOM
OMNATHOCTUKM HacneaCcTBEHHbIX Bose3Hen

= EE

/mmuarrosuoncmwl\

MONEKY/IAPHbIA
AHANU3

LlMTOI’EHETVNECKMﬁ
AHANU3

o

NOBTOPHASA
ONEPALIUA

 MPOOOMMKEHVUE
BEPEMEHHOCTV
Y3/ B auwamake




Cnacmbo 3a BHMMaHMe



JIncIUILIMHA IO BBIOOPY
I'EHOM UEJIOBEKA

T’EHHbLIE BONNE3HU



DEHUNNKETOHYPUS

[DernnanaH/H |
CuvHTes benka PeHnanaHVHoKcaasa
menmnnwpoewluorpannaa meumnyklcycnan meHW}MJonouHaa
L= |
v !
Mosr MNeyeHb MNMNoykm

(Hakonnenve) (Hakonnexve) (Bbigenexve)

MeHVNreKOHOBbIE Tena






CUMNTOMbI QEHUKETOHYPUM

* Ha nepBOMm rogy *uUsHwu:

* BAJIOCTb pebeHkKa;

* OTCYTCTBME MHTEPECA K OKPYrKatoLWeEMY;

* MHOrAA NOBbIWEHHAA pPa3aparKUTeNbHOCTb;
* 6ecnoKoncTBo;

* HapyLEeHUA MbILLEYHOro TOHyca (Yalle mMmbllleYyHas
FMNOTOHMSA);

* cyaoporuy;
* MPW3HAKM aNleprMyeckoro AepmaTmTa;

* XapaKTepHbIN K MbILLMHbIA» 3aNaxX MOYM.

B 6onee no3gHem Bo3pacTe :

3a4eprKKa NCUXOPeYeBOro pa3BUTUA, HEPEAKO
oTMeyvaeTca MuKpouedanus.

rTMNONUIMEHTALUMA KOXUK, BONOC, Pafly*KHOM
060104KHU rnas.

annnenTn4ecKne npucTynol



ANbOVHU3M

* ToTanbHbIN aNAbOUMHN3IM HaceayeTcAa ayTOCOMHO-PeLLecCMBHO co cpeaHen yactoton 1: 10 000-20
000.JennrmeHTauma KOXn U NpmMaaTkoB HabatogaeTca ¢ POXKAEHUSA, COMPOBOXAAETCA CYXOCTbIO KOXMU,
HapyLeHMeM NOTOOTAENEeHUA, NHOTAA TUMO- UIN TUNEPTPUXO30M, OCOOEHHO Ha OTKPbITbIX yYacTKax. Y
60/IbHbIX 1ETKO BO3HMKAIOT COJIHEYHbIE OXKOorn. OHM NPeapPacnoNoXKeHbl K Pa3BUTUIO KEPATOM, SMUTENNOM,
Te/ieaHrnaKTasnn. M3-3a oTCyTCTBUA NMUIMEHTA B TKAHAX I1a3a 3paykuM KarxkyTca KpacHbIMK. HYacTto
HabnoAaoTCA CXoaaLleeca KOCor1a3ne, CHMMXEHME OCTPOTbI 3pEHUA B pe3y/ibTaTe HapyLLeHU pedpaKkumn,
KaTapaKTbl, BO3MOXHa MMKpodpTanbmmsa. Hepeako Habnogatotca becnnogme, UMMyHO4ePULNT, MOPOKU
Pa3BUTUA, COKPALLEHME NPOAOCIKNTENBHOCTU }KU3HU, ONUTOPpPEHUA.

* HenonHbit anbbnHU3M (CUH.: anbbHOMAN3M) HacneayeTcss ayTOCOMHO-A0OMUHAHTHO, B HEKOTOPbIX CAyYaaX
— peueccnBHO. MMmeeT MecTo CHUMKEHME aKTUBHOCTU TUPO3MHA3bI, HO He B/10KaJa ee CUHTe3a.
HabntopaeTtca runonnurmeHTauma KoXu, BONoc, Ppaay»KKku, nHoraa ¢potopobus.

* YacTnuHbIiM anbbuHusm (cuH.: nnebangmsam) HacneayeTca ayToCOMHO-AOMUHAHTHO. MNpoaBneHun
BbIABNAIOTCA NPU POXKAEHUN. XapaKTepn3yeTcs NosaBNeHNEM YH4aCTKOB aXpOMUM Ha KOXKe KMBOTa, /ivua,
HUMKHMX KOHEYHOCTEW, NpAaen cedblx BOOC. HaCTMYHbIN aibOMHN3M ABAAETCA OAHUM U3 NPOAB/IEHUN
cMHApomoB YeamnaKka-Xuracu, KnenHa-BaapaeHbypra, Tutue, MeHae, XepmaHcku-lyanaka, Kpocca-
MaKKblo3mnKka-bpuHa.



FnasHou anbbuHU3IM

Tun 1 (anbbuHM3m rnasHon Hethwmna-don3za).
KAnHMyeckun: gennrmeHTauma rasHoro gHa ¢
BbICTYMaOLWMUMM cocygamm, Huctarm, ¢otopobus,
CHUXXEHWEe OCTPOTbl 3pEHUA, TPEMOP FO/1I0BbI,
HOpPMa/sibHaA MUTMEeHTaLMA KON, MO3anyHadA KapTuHa
AenUrMeHTaL MM rMa3Horo AHa y reTepo3nroTHbIX
HOCUTENbHUL,, MAaKPOMENAHOCOMbI MPU 3/IEKTPOHHOM
MUKPOCKOMUM.

Tvn 2 (anbbuHU3Mm rnasHom Popcmyca-dpMKCCoHa).
KAnHWYecKkn: genmMrmeHTauma rnasHoro gHa,
rMNonnasua 3puTeNbHOM AMKM, BbIParKEHHOE CHUXKEHME
3peHusa, HAUCTAarM, MMONKA, aCTUrMaTM3M, LBETOBAA
cnenoTa, MakpomenaHOCOMbI NPU 3NEeKTPOHHOM
MUKPOCKOMMKU OTCYTCTBYIOT. ITY NATONOIMIO MHOTAA
Ha3bIBatOT 601€e3HbIO0 ANaHACKNX OCTPOBOB.

Tun 3 KAMHNYECKN: HapyLleHne 3peHus,
NPOCBEeYMBAtOLWME PAAYHKKUN, BPOKAEHHBIN HUCTATM,
doTodobua, AENUrMEHTUPOBAHHOE IMa3HOE AHO,
rmnepnnasuma 3puTesibHON AMKU, KOCornasme.
NabopaTopHO: HOpManbHaA aKTUBHOCTb TUPO3MHA3bI.

Ko»XHOo-rnasuoit anbbuHusm (KcaHTU3Mm)

1 TMn (>KENTbIN aNbObUHU3M) - TUPO3NHA3AHETATUBHbIN.
PebEHOK poxxaaeTca mepTBeHHO-61eaHbIM, 3aTem
NOCTENEHHO NOABNALTCA XKENTAA MUTMEHTALUA KOXMU U
BOJ10C, BblpaKeHHanA rna3Haa naTonorus.

2 TUN - TUPO3NHA3A-NO3UTUBHbIN. KAMHNYECKUN: aIbOUHU3M,
HUCTarmM, CHUXXeHue 3peHuns. JlabopaTopHO: HOpMmanbHas
aKTUBHOCTb TUPO3UHA3bI.

3 TMN - MyTaumA reHa TMpO3MHa3a3aBucumoro benka 1.
KAMHWYECKN: HENONHbIA aNbBUHU3M, HACTArM, NPUCYTCTBYET
NMUTMEHT B CeT4aTKe, Kocornasue. JlabopaTopHo:
HOPMa/ibHaA aKTUBHOCTb TUPO3MHA3bI.

HenonHbih (anbbuHonamam) KAMHMYECKU: HegocTaTouHan
NUrMeHTaUMA KOXMK, BONIOC, TOYEYHbIE YYaCTKMU
AenUrMeHTaLnm rMasHoro AHa U paayKekK, OTCyTCTBUE
HucTarma, $otopobum 1 HapyLLeHUN 3peHuns.

C MMHUMaNbHOW I'II/II'MEHTaLI,I/ler/‘I. KAnHun4yecku: otcytctemne
NMMrMEeHTaAUUN KOXHU N BONOC NPUN POXKAOEHNN, TONYObIE
pPafyXKun, nUrmeHTaumna NnponcxoaunT B TedHeHmne nepsoro
AeCATUNETUA KN3HN. I'Ia6opaTop—Ho: OTCYTCTBNE aKTUBHOCTU
TUPO3UNHA3bl B BOJZIOCAHbIX TYKOBUL,AX.

Pbikuit Tn - mytaumsa reHa TYRP1 (115501): HabnogatoTy
appoamepunKaHLEB, XapaKTepa MeaHO-KpPacHas OKpacKa
BOMIOC N KOXKMW.



ANbOUHU3M







IVIMKOTI'EHO3bI (bOJIESGHUU HAKOIIVIEHUA IVIMKOI'EHA)

[nuKkoreHo3 | TMna, renatopeHanbHbIN (bonesHb [MpKe), — HacNeaACTBEHHOCTb ayTOCOMHO-
peueccmBHan. Bo3HMKaeT Ha noyse gedunumnta depmeHTa roKko3o-6-pocdartasbl. [eTepo3nroTHble
HOCUTENN 340P0BbI, OAHAKO UX TPOMBOOLMTbI MMEIOT NOBbILLEHHOE CoAepPKaHUe IMnKoreHa (Tect ana
onpeaeneHns reTepo3nroTHOCTH).

nukoreHo3 Il Tuna (6onesHb Nomne) Bbi3BaH AedULUUTOM PepPMEHTA KNC/IOMN O-TNHOKO3MAA3bl
(ManbTa3Haa KMcnoTta), Kotopana pacwennset a-1,4- n a-1,6-rMMKo3naHble CBA3U IMUKOreHa. Tun
HacneaoBaHMA NPy 3TOM 3ab60/1eBaHMM aYyTOCOMHO-PELECCUBHDIN.

[nukoreHos Il Tuna (6onesnb Popbca nan cnHapom Kopun) Bo3HUKaET Bcaeactsme aedmnumta
dbepmeHTa amunno-1,6-rnoKo3naasbl, y4acTBYOLWLErO B "pa3pe3aHun’ Monekynbl MUKoreHa npu
rnnkoreHonmnse. NocKkonbKy HOKOBbIE LIEeNM IMMKOreHa NoJIHOCTbIO HE OTLWEeNNATCA, I1aBHble LUenu
CTAHOBATCA HeAOCTYNHbIMM ANnsa pochdopunasbl. B pesynbrate NpoayKLUMS NTIOKO3bl PE3KO CHUMXKAETCA,
a B MeYEeHN U ApYyrnx opraHax HakanameaeTcsa NaTtonormyeckaa Gopma rMIMKoreHa - AeKCTPUH.
[nukoreHo3s IV Tuna - 3aboneBaHne ¢ ayTOCOMHO-PELLECCUBHBIM TUNMOM HaC/ieA0BaHNA, CBA3AHHOE C
nedunymtom depmeHTa ammno-1,4-1,6-TpaHCrNOKO3UAa3bl, KOTOPbIA YY4ACTBYET B CUHTE3E [TINKOTEHaA B
TOYKax BETB/IEHUA [MIMKOTEHOBOIO AepeBa.



[MMKOIMEHO3bI (BONME3HN HAKOMJTIEHUA
[NIMKOIEHA)




[ aN1aKTO3emMuA

* Pegkoe HapylieHue obmeHa BellecTs, MPU KOTOPOM U3MEHSIETCA HOPMa/IbHbIN
npouecc metabonnsma yrneBoaoB (caxapoB) rasiakTosbl. [anaKTo3emMuto He
cneayeT nyTaTb C HENEPEHOCUMOCTbLIO 1aKTO3bl, BeAb 3T B0NE3HU HUKAK He
CBA3aHbl. [anlakTO3eMmMa HacneayeTca No ayTOCOMHO-PEeLECCUBHOMY TUMNY U
BO3HMKaeT 13-3a AedunumTa akTUBHOCTM PpepmeHTa, OTBeYatoLero 3a YCBOeHue
OpraHMU3MOM raaaKkTo3bl.

* Bnepsble 3aboneBaHne onncan Goppert e 1917 roay, no3xe, B 1956 r. rpynna
y4eHbIx BO rnase ¢ l[epmaHom Kenkepom (Herman Kalckar) onpeanennan, uto ato
PACCTPOMNCTBO BO3HMKAET M3-3a HapyweHna metabonmama raaaktosbi.

 YacToTa 3abosieBaeMoCTU ranaktosemmen coctasngaeT - 1 yenosek Ha 60000
HOBOPOXKAEHHbIX. O4eHb peaKo 3Ta 6one§Hb BCTpeYaeTcAa B ANOHUU U OYeHb
PacrnpocTpaHeHa cpeamn TaKOM STHUYECKOM rpynnbl Kak MpAaHACKUE KOYEBHUKMU
(KoTOpbIX ele NHoraa Ha3biBAOT UPAAHACKMMU LblraHaMK). ITo obbAcCHAETCA
NHOPUONHIOM B npeaenax oTHOCUTE/IbHO HeEDOIbLLIOTO reHopoHAa.



[ aN1aKTO3emMuA




