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BBEJAEHUE

I'eHeTnka yesioBeKa — pa3ziesl TCHETHKH, U3yYAOIINNA 3aKOHOMED-
HOCTHU HACJENOBAaHUS U U3MEHUMBOCTH IPU3HAKOB Yy UEJIOBEKA, TECHO
CBSI3aHHBIN C aHTPOIIOJIOTUEN U MEULIMHOM.

T'eneruka vesioBeKka U3y4aer:

1) TEHETHYECKYIO JCTePMUHANNIO (DU3UOJIOTHICCKIX, ONOXHMHUYE-
CKUX U MOP(OJIOTHUECKUX CBOMCTB OTJCIIbHBIX TKaHEW M OPraHOB Ye-
JIOBEKa, HEPBHO-TYMOPAIbHYIO KOOPAWHAIINIO €T0 TICHXUYECKON (IMO-
[IMOHATIFHON) ¥ MHTEIJIEKTYaIbHOU JIeITENFHOCTH;

2) CTaTUCTUYECKHE 3aKOHOMEPHOCTH PACHpEACICHHsI TeHHBIX 4Ya-
CTOT B TIOTYJISIIIFSIX;

3) reHeTHYeCKy0 00yCIIOBICHHOCTh OOJIE3HEH, UX mepeaady B Mo-
KOJICHUSAX, TIPOSIBJICHUE B OHTOTEHE3€, PACIPOCTPAHEHUE B MOMYIISIIH-
SIX, BOBMOYKHOCTh MEIUKO-TEHETHIECKUX KOHCYIBTAIIUI M0 BOIPOCaAM
HaCJIEJICTBEHHBIX O0JIe3HEH, Teorpaduueckoe paclpoCTpaHeHNE | T. [I.;

4) poJib HACIEICTBEHHOCTH U CPE/bl B (JOPMUPOBAHUU U PA3BUTUU
TIPU3HAKOB.

MeauuMHCKAsI TeHeTHKA SIBJISIETCS. YACThIO TEHETUKU YEIOBEKa, KOTO-
PYIO MOXKHO OTIPEJICIIUTh KaK CHCTEMY 3HAHUH O POJIM TeHETUYCCKUX (haK-
TOPOB B IMAaTOJIOTHH YEJIOBEKA U CUCTEMY METOIOB TUATHOCTUKH, JICUCHIIS 1
IPO(MITAKTHKA HACIIEICTBEHHOMN MATOJIOTUH B ITMPOKOM CMBICIIE.

3a0auu mMeOuyUHCKOUl 2eHemuKy 3aKII0YatoTCsl B CBOEBPEMEHHOM
BBISIBICHUH HOCHUTEJCH HACIIEICTBEHHBIX 3a00JICBaHUM, BBISIBICHUH
OOJBHBIX JeTel U BRIPa0OTKE PEKOMEHAAINHN TI0 UX JICUCHHIO.

Yenosek Kak 00beKm 2enemuyeckux uccie008anuil CIoxKeH U BMe-
cte ¢ TeM ynooeH. CI0KHOCTh CBsI3aHA C CYIIECTBOBAHUEM PsIia Orpa-
HUYEHUH, BO3HUKAIOIIMX IPU MPOBEICHUU HAYYHOTO HKCIEPUMEHTA.
Hanpumep, k 4eoBeKy aOCONOTHO HEMPUMEHUM METOJl IKCIICPUMEH-
TabHOM THOPUIN3ANNN, HE BCETIa BO3MOXXHO OJHOBPEMEHHOE 00CIe-
JIOBaHUE MpeICTaBUTeNel Tpex u Ooee MoKoJIeHnr ceMbr U T.1. C 1py-
TOH CTOPOHBI, OypHOE pa3BUTUE MOJICKY/ISIPHOM U KIETOYHOW OUOJIOTHU
CYIIECTBEHHO PACIIUPHUIIO HAIM TMPEICTABICHUS O OMOXUMHYECKUX,
(hM3HONOTHYECKUX, MOJIEKYIISIPHBIX U IPYTHX BaXKHBIX IPOIIECCax, Mpo-
HCXOMAILINX B OpraHU3ME 3I0POBOTO YEJIOBEKA, YTO MO3BOJISICT CYAUTH O
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TOHKHX IIATONCHETUYECKUX MEXaHM3MaX OTACIBHBIX KIMHUYECKUX CHM-
IITOMOB U 3a0oneBanuii. M3BecTHO, UTO Hacnedcmeennvle 6one3Hu — 310
YyacTh OOIIEH HACIEACTBEHHON M3MEHYMBOCTH YEIOBEKA KaK OMOJIOrnde-
CKOTO BHJIa, 00ECTICUMBAIOIIIEH €TO IBOJIFOIMEO M IPUCIIOCOONICHUE K MEHSI-
IOILIMMCSL YCIIOBUSIM BHEIITHEH cpefbl. KpoMe Toro, CyIecTByeT T0BOJIBHO
MHOTO YEJIOBEUECKUX TMOMYJSIUN, XapaKTePU3YIOLUIUXCS BHICOKUM YPOB-
HEM MHOPHIMHTA U M30JLIUH. V3yueHne TakuX MOIYJISIUIA TI03BOJISIET CY-
JIUTh O MEXaHU3MaX PacIpPOCTPAHEHHS MYTAaHTHBIX TCHOB U MOMJICPIKAHUS
MX YaCTOTHI HA ONPENICIICHHOM YPOBHE U3 MOKOJICHUS B IOKOJICHUE.

Pazeumue meouuunckoil cenemuku

Pa3BuTne naHHOTO HANpaBIIEHUS TEHETHKH MPOMCXOANIO CKaduKOO-
Opa3HO: KaX/IbIil HOBBII MTPOPHIB B METUITUHCKOM T€HETHKE OBLT pe3yiib-
TaTOM TIOSIBJICHUST HOBOTO 3(PPEKTUBHOTO METOAa MCCiIeaoBaHus. TaKk,
OIIyTHMOTO MpOorpecca B 00JacTi MEIUIIUHCKON TeHETHKH yAalI0Ch JI0-
CTUTHYTH B 50-€ Tosipl XX CTONETHSI, KOoT/ia ObIITN pa3padoTaHbl METObI
Kapuomunuposeanusi. IMEHHO B 3TO BpeMs BBISIBICHBI U 0XapaKTEPH30-
BaHBl OCHOBHBIE CHHJIPOMBI, CBSI3aHHBIC C MATOJIOTHEH ayTOCOM M TIO-
JIOBBIX XpoMocoM. OTHAKO PEBOIIOIMOHHBIA MPOPBIB CTajl BO3MOXKEH
Omaromapsi MOJIEKYIIPHO-TEHETHUECKUM METO/IaM U, TIPEKIe BCETO, T'1-
Opuau3anuy HyKJIEHHOBBIX KUCIOT. Meton ammmudukanun JIHK (mo-
Jy4eHre MHOXKECTBA KO HYKHOTO (hparMeHTa TeHOMa) B 3HAUYNTEIb-
HOW CTETIeHH KOMIIEHCHPOBAJl OTCYTCTBUE THOPUAN3AIIMOHHOTO METOA
B MEIWIIMHCKON reHeTuke. Vcmoiap30BaHne MOJIEKYISPHBIX TOAXOI0B
MTO3BOJIMIIO HE TOJIBKO KapTUPOBATh T'€HBI YeIOBEKa, HO M MJICHTH(HIIN-
pOBaTh B HUX OCHOBHBIE THUIIBI MyTalli, 00YCIOBIMBAIOIINX PA3BUTHE
HACJIEZICTBEHHBIX 3a00JIeBaHuUH.

Memoovt MeOuyUHCKOU 2eHeMUKU:

1. KinnHuKO-reHeaIornue CKU METO,.

2. bau3HenoBwIi MeTO.

3. lepmarornmududeckuii METO.

4. IluToreHeTUYECKUM U MOJIEKYJISIPHO-IIUTOT€HETUYECKUI METOIBI.
5. MonekynasipHO-T€HEeTUUECKIE METO/IBI.

6. bBroXUMHUYECKHUEe METOMBI.

7. IlonmynsiuMOHHO-CTaTUCTUYECKUI METOJT U JIp.



TEMA

OCHOBBI 'EHETUKH YEJIOBEKA.
HEJIABOPATOPHBIE METO/AbI U3YYEHUSA
HACJIEACTBEHHOCTHU YEJIOBEKA

Lean 3ausaTiss. O3HAKOMUTH CTYACHTOB ¢ OCHOBAMH MEIUIIMHCKOM
TeHETHKH. PacKpbITh cyTh (DyHIaMEHTAIBHBIX METOJOB M3yYCHHs Ha-
CJIC/ICTBEHHOCTH YEJIOBEKA: TEHEAIOTHUECKOT0, OTM3HEIIOBOTO U IepMa-
TODH(UKH.

IlepeyeHb NPaKTHYECKUX HABBIKOB

1. YMeTb cOCTaBISATh POJOCIOBHBIC CEMBH ISl BBISIBIICHUS XapaKTe-
pa Haclie0BaHUSI HOPMAJIbHBIX U MAaTOJIOTHYECKUX MPU3HAKOB.

2. Ilytem aHanm3a poJOCIOBHBIX IPOTHO3UPOBATH PUCK IPOSIBICHUS
MIPU3HAKA B IOTOMCTBE.

3. 3HaTh BO3MOXXHOCTH MCIIOJIb30BAaHUS OJIM3HEIIOBOIO METO/IA U €ro
POJIb B METOJIE KOHTPOJIS 110 MApTHEPY.

4. YMeTb paznuyarbh OCHOBHBIE THUIIBI KO>KHBIX Y30POB Ha MaibLax U
JaJIOHSIX.

5. 3HaTh NPUMEPHI UCTIONB30BAHUS METOJOB JEPMATONIN(UKH B Te-
HETHKE YeJIOBeKa.

KJIWHHUKO-TEHEAJIOTUYECKUAMN METO/]

Knunuxo-eeneanocuveckuii. memoo ObLT TpeyiokeH B 1865 T
®. ['anbTOHOM, OJIHAKO KaK METOJl M3y4YCHHS HACJIEJCTBEHHOCTH Yeio-
BEKa €ro CTaJH MPUMEHSTH TOJIbKO ¢ Hayana XX CTOJCTHS.

KinHuKO-reHeanornyeckuii MeTo1 AaeT BO3MOKHOCTD:

® BBISBJISITH HACIICJCTBEHHBIN XapaKkTep MPH3HAKA;

® OTpeIesATh TUIl HACICIOBaHMSI,

® OIpeJIeNsITh IEHETPAHTHOCTD I'CHA;

® 13y4YaTh 3aKOHOMEPHOCTH MYTHPOBAHHUS OTJICIIbHBIX T€HOB;



® yCTaHaBIMBATh HOCHUTEIHCTBO MYTAaHTHOTO Ie€Ha TEM WU WHBIM
YJICHOM CEMBH;

® ONpEeINATh BEPOSTHOCTh TEHETHUECKNA 00YCIOBICHHBIX COOBITHI
M PAaCCUMTHIBATH PUCK HACIIEOBAHUS MATOJOTHYECKOTO TeHa (Ipu3Ha-
Ka) PU METUKO-TEHETHIECKOM KOHCYIIBTHPOBAHUH.

Knuanko-reHeanornyeckuii METO JIEKUT B OCHOBE MEINKO-TEHETH-
YEeCKOT0 KOHCYJABTHPOBAHUS M BKIIIOYAET 3 JTarma:

1 sram — cOop reHeTHUECKOH HHPOPMAITNH;

2 9Tam — COCTaBJICHNE POJIOCIIOBHOM;

3 9Tam — reHeTHYeCKUi aHaII3 POIOCIOBHOM.

Coop eenemuueckoti uHghopmayuu

COop reHeTnueckoi HHPOPMALMH IPOBOJUTCS ITyTEM OIIPOCa, aHKe-
TUPOBAHUS, TIMYHOTO cobecenoBanus. [Ipu cocraBneHun poaoCIOBHOR
cOOp CBeleHHI O CeMbe HAYMHAETCSl C YEeJIOBEKA, KOTOPOTO HA3bIBAIOT
npoban (00BIYHO 3TO OONBFHOM C M3ydaeMbIM 3a00JIeBaHUEM WM TIPU-
3HaKkoM). Yem Oosiblile MOKOJCHUH yHAAeTCsl MPOCISIUTh U 4eM Ooiee
MOJTHO OXBAaTUTh WICHOB POAOCIOBHOM MpH cOOpe CBEACHUH, TeM OO0JIb-
11e BEpOSTHOCTh MOJTYYEHHUS! JOCTOBEPHBIX CBEACHUH O XapakTepe Ha-
CJICZIOBAHMUS M3y4aeMOro MMpHU3HAKa.

B pomocnoBHyr0 BHOCST CBEACHUS O BBIKMIbBIIIAX, aDOpTax, MEpT-
BOPOXKJICHHBIX, OECIUIOAHBIX Opakax, BHEOpauHbIX AeTsAX W Ap. llpum
cbope MH(pOpPMALMKU HEOOXOAUMO BHUMATEIBHO aHAJIM3UPOBATh CO00-
nIeHus: 00 MHPEKIMAX U TPaBMax, CIEAyeT yUUTHIBATh TETEPOreHHOCTD
W BapbUPYIOILYIO AKCIIPECCUBHOCTh HACIEICTBEHHBIX 3a00JIcBaHUH.
Heo0xoauMo BBISICHATh aKyLIEPCKHH aHaAMHE3, YYUTHIBaTh HAIUYHE U
Xapakrep MpogeccHOHaIbHBIX BPEAHOCTEH, BO3PACT, HAMOHAILHOCTB,
MECTO KHUTEJIbCTBA CEMbU, MPO(PECCUI0, HAINYNE XPOHUUYECKHX 3a00Iie-
BaHMIi B CEMbeE, IPUYMHY CMEPTH YMEPILIHX H Jp.

Cocmasnenue pooociogHoll
Ha ocHOBaHMM NOJyYEHHBIX AAaHHBIX COCTaBISIETCSl IpaduyecKoe
n300paXeHUE POIOCIOBHOM.



Ha pucynke 1 u300paxkeHbl CTaHIAPTHBIE CUMBOJIBI, IPUMEHSIEMbIE
IIPU COCTaBIICHUH POAOCTIOBHBIX (pemnokero B 1931 r. I FOctom).

Nuuo NMuuo Mon
D ~ MYHKCKOro ~ MEHCKOro O— HEMIBECTEH
nona mona

[:]—I—O- Bpak D_l—_.O - Kpnnunpnnﬂ:eeuublﬁ Gpak
00O ® [00]

Cubce HisecTHoe Heussecthoe
KONWYEeCTBO CHOCOB
(non cudcoe HEWZBECTEH)

corn SornHd

MoHOZHWIOTHLIE DNUEZHEeLULI AuiuroTisie DNUIHeUL!

A A & 1

Boiknabim AGopT no MeauuMHCKMM Mepreopoxaennsiiin  DesneTHein

YCBIHOBNEHHBLIR

NoKazaHwAM opak
BonsHLIS 3N0p0BbIE HOCHTENKN Hocurene NaTonorMYeckonn
MaTonorM4cexkorn reHa reHa Ha A0KNWHWYEeCKOW
cTagumn
ﬂ @ L1 O mposama [ - mwamo
. . " obcneaoBaHHbIR
Yuepune

Puc. 1. CHMBOJIBI, HCTIONB3YEMBIE TIPU COCTABICHAH POIOCITOBHBIX
(boukos H. I1., 2002)!

IIpu cocraBmeHny rpaduIecKOro N300paKEHUS POIOCIOBHON BaXK-
HO COOMIONATh CIESIYIONIHIEe PaBUIa;

1. CocraBieHHE POTOCIOBHOW HAYMHAIOT ¢ ITpoOaHaa. bparbs u ce-
CTpPHI (CHOCHI) pacItoyiararoTCs B ITOPSIIKE POKICHUS CJIeBa HApaBo, Ha-
YHHAS CO CTapIIero.

! Boukos H. I1., Acanos A. 0., XKyuenko H. A. Meaununckas renetuka. M., 2002,
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2. Bce uneHsl poioCciIOBHOM pacionaratoTesi CTPOro MO MOKOJICHHUSIM,
B OZMH PsA.

3. Ilokosnenust 0003HaYaAOTCA PUMCKUMH LH(PaMu clieBa OT poaocC-
JIOBHOM CBEpXy BHU3.

4. ApaOckumu nudpamMu HyMepyeTcsi IOTOMCTBO OJHOT'O OKOJICHUS
(omHOTO psina) cieBa HampaBo. biaromaps Takold HyMepamnuy Kax bl
9JIeH ceMbH mMeeT cBoi mmdp (Hanpumep: I-1, [-2, 11-2, 11-4 u mp.)

5. YKa3pIBaeTcsl BO3PACT YJICHOB CeMbU (POIOCIIOBHOM), B CBS3H C
TEM, YTO HEKOTOPLIC 6OH63HI/I IIPOABJIAIOTCA B Pa3HbIC IICPUOABI )KU3HU.

6. OTMeuaroTcs JINYHO 00CIIe0BaHHBIC YJICHBI POIOCIOBHOM.

I'paduueckoe u300paxkeHne POJOCIOBHON MOKET OBITh BEPTHKAJIb-
HO-TOPHU30HTAIBHBIM MJIH PACIOI0KEHHBIM IO KPYyTy (B CIydae MHOTO-
YHUCICHHBIX JaHHBIX). CXeMa poIoCIOBHOM COMPOBOXKIACTCS OMUCAHU-
eM 0003Ha4YeHUH 110]] PUCYHKOM (JIETEHION).

T'enemuueckuil ananus poooCi08HOl

3amaga TeHETHUYECKOTO aHaM3a — YCTAHOBJICHHWE HACIIEICTBEHHOTO
xapakTepa 3a00JIeBaHus M TUTIA HACIICIOBAHUS, BBISBIICHHIE T€TEPO3UTOT-
HBIX HOCUTEJICH MYTAI[MOHHOI'O IeHa, YCTAHOBJICHHE IEHOTHIIA [TPOOAH 1a.

AHanu3 pogoCcIOBHON PEKOMEHIYETCs IPOBOAUTD B CIEAYIOIEH 110~
CJIeIOBATEIIbHOCTU:

1. YcraHoBIieHUe, SIBIISICTCS JIM JAaHHBIN TIPU3HAK (3a00JeBaHKe) Ha-
ciencTBeHHbIM. Eciu mpu3Hak BCTPEYAETCs HECKONBKO pa3 B Pa3HbIX
MTOKOJICHUSIX (MMeeT CeMEeHHBIN XapakTep), TO MOXHO TpeIoiararh,
YTO MPU3HAK UMEET HACIICICTBEHHYIO TIPUPOLY.

2. OnpeeneHye TUIa HacJaeI0BaHUs MPU3HAKa. J[J1sl 3TOro yYMThIBAIOT:

® BO BCEX JIA MTOKOJICHUSAX M KaK YacTO CPENH YIEHOB POIOCIOBHON
BCTpeyaeTcs MpU3HaK;

® OJMHAKOBA JIM YacTOTa MpHU3HAKa Y 000UX TOJIOB M €CJIH HET, TO Y
KaKoTo ToJjIa BCTpeYaeTcs Yyalle;

® JIeTAM KaKOTO IOJIa MepenaeTcs Mpu3HaK OT OOJBHOTO OTIa U OT
OosbHOU MaTepH;

® ©CTh JIM CEMbH, B KOTOPBIX OT OOJIbHBIX POJUTENCH POXKIAIOTCS
3JI0POBBIE JICTH, WU, HA00OPOT, OT 3JI0POBBIX POIUTEIICH POXKIAIOTCS
OOJIbHBIE JIETH;

® Kakasl 4acTh MIOTOMCTBA UMEET HacIeyeMbIi MPU3HAK B CEMBSIX,
r7e OOJICH OJIMH M3 POTUTEIEH.



VY yenoBeka yCTaHOBIEHBI CICAYIOIIUE TUITBI HACTICIOBAHUS:
Aymocomno-00MUHaAHMHBII MUN HACTIEO08AHUA

e 3a0oseBaHUE PETYISAPHO MEPENACTCs U3 TIOKOJIICHUS B TIOKOJICHUE
0e3 IPOITYCKOB, T. €. IPOCIICKUBACTCS B POJAOCIOBHOM MO BEPTHKAJIH, 32
UCKJTIOUEHHEM MyTallui de novo (BHOBb BO3HUKIIIHUX).

e Puck pokaeHust 001bHOTO peOeHKa, eclii OOJIeH OJIUH U3 POIUTE-
neit, cocrasmuseT 50 %.

® 3IIOpOBI)Ie WHAWBUABI UMCIOT 310POBBIX ITOTOMKOB.

e YV 00JIbHOTO MHIMBH/IA OOJICH OJIMH U3 POAUTENEH (38 UCKITIOUEHH-
eM MyTauui de novo).

e O0a moJya Mopa)karoTcs ¢ OAUHAKOBON YaCTOTOMH.

HpI/I3HaKI/I AyTOCOMHO-IOMHWHAHTHOI'O THUIIA HACJICAOBAaHUA 6yZ[yT
MIPOABIATBHCA TOJILKO IIPY ITOJITHOM JOMUHUPOBAHUH.

Ha pucynke 2 mpezacraBieHa popoCIIOBHAs, HILTIOCTPUPYOIIAs ay-
TOCOMHO-I[OMHHaHTHBIﬁ THUII HACJICJOBAaHU.

orm e L e WO

Puc. 2. AyTocCOMHO-TOMUHAHTHBIN TUI HACIEI0BAHUS

Ilpumepor namonozuii, HACIEOYEMBIX HO AYIOCOMHO-00OMUHAHNI-
HOMY muny

bonesnv Xanmunzmona (6one3nn [entunrrona, Xopest ['eHTHHT-
TOHA) — OJJTHO M3 CaMBIX TSAKEJBIX MPOrPECCUPYIOIINX Helpoerenepa-
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THUBHBIX HACJIEICTBEHHBIX 3a00I€BaHU TOJIOBHOTO Mo3ra. Xopest (0T rpe-
YeCKOTO «choreia» — TUTACKA) XapaKTepU3yeTCs HEPEryTUPYEMbIMH JIBU-
JKCHUSMH, BO3HUKAOIIMMH B PA3THMYHBIX MBIIIIEYHBIX TPyTIIax (puc. 3a),
YTO CBA3aHO C TOPAXKEHHEM TOJIOBHOTO MO3ra B 00JAaCTH IMOJIOCATO-
ro tena — cmpuamyma (puc. 30). PacnpocTpaHEeHHOCTh COCTaBIISICT
oxkozo 10:100000.

=

Ilopaszenme cTpuaTyMa
®)

Puc. 3. bone3up XanTuHIrTOHA: (2) — X0pesi, (0) — mopaKeHNe rOJIOBHOTO
Mo3ra B 00JIaCTH CTpHATyMa

Ilonuoaxkmunua (MHOTONIAJIOCTb) — AHATOMUYECKOE OTKJIOHEHHE,
XapakTepusyronieecss OOIBIINM, YeM B HOPME, KOJIMYECTBOM MaJIbIIeB
Ha pyKax WM Horax y uenoBeka (puc. 4). PacnpocTpaneHHOCTb cocTaB-
aseT okono 1:5000.

Puc. 4. ITonunaxktuius
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bpaxuoaxmunusn (KOPOTKONAJIOCTh) — AaHOMAJIUS PA3BUTHS PYK HITU
HOT, YKOpOUEHHUE NaibleB (puc. 5a). bpaxugakTuiius 4acTo MOXKET CO-
YeTaThCs C Pa3IMYHbIMUA (POPMaMU CUHAAKTHINY (CpalllEHUE MAJIbIICB)
(puc. 56). Pacnpoctpanennocts okoio 3:200 000.

(9)

Puc. 5. bpaxunakrunus (a) u CuagakTaius (0)

Heiipoguopomamos (I muna) camoe pacnpoCTpaHEHHOE Hacles-
CTBEHHOE 3a00JieBaHKE, IIpepacIoarariiee K BOSHUKHOBEHHIO OITy-
xonei y dvenoBeka. Jlns 3a0ojeBaHUsl XapaKTEPHO MOSBICHUE MHO-
KECTBEHHBIX MUTMEHTUPOBAHHBIX IATEH LBETa «KO(e ¢ MOIOKOM»
(puc. 6a), MOOpPOKAaYECTBEHHBIX HOBOOOpa3oBaHMH — HeWpohuoOpoMm,
OMyXOJNEeH UEHTPAJIbHOM HEPBHON CHUCTEMBbI, KOCTHBIX aHOMAJIUN
(puc. 60) u np. PactipocTpaneHHOCTh cocTaBisieT okoio 1:3500.

12



(a) (6)

Puc. 6. Hetipopubpomaro3 (I Turma): a — MUrMEHTHPOBAHHBIC IIATHA
(«xothe ¢ MOIOKOMY), 6 — PHOPOMBI

Cemeininan cunepxonecmepunemus (CI') — remetudeckoe 3abore-
BaHME, XapaKTEPU3YIOLIasics BEICOKUM YPOBHEM XOJIECTEPHHA B KPOBH,
B YaCTHOCTH, OYE€Hb BBICOKUM YPOBHEM JIMIIONPOTEHI0B HU3KOH IIOT-
Hoctu (JIITHII, T.H. «1110X0H X0OnecTepuH»), a Tak)Ke paHHUM (B MOJIO-
JIOM BO3pPacTe) BO3HHUKHOBEHHEM CEPACYHO-COCYAMCTHIX 3a00ieBaHUi
(puc. 7). I'ereposurornas CI' Bcrpeyaercst B 001IeH MOMyIsIIAU B O0JIb-
muHceTBe crpad y 1:500 yenosek. ['omo3urornas CI'— 1:1000000 HoBo-
POXKICHHBIX.

@ D ®)

Puc. 7. Cemeitnas runiepxosecTepUHEMUS
(OTIIOXKEHUS XOJIECTEPUHA PA3IINIHOMN JTOKATU3AIHH )

13



Aymocomno-peyeccusHulit mun Hacned08anus

e Ponureny npodaHia 3I0pOBbI, HO aHAIOTHYHOE 3200JICBAHHE MOXKET
MPOCIEKUBACTCS B POIOCIOBHOM 110 TOPH30HTAH (B OTHOM TIOKOJICHUH ).

e YV GOJIBHOTO POJIUTEINS POXKAAIOTCS 3I0POBBIC JICTH.

e Puck poxnenns O6ompHOTO pedbeHka paBeH 25 % (cooTHOIIEHHE
OOJBHBIX M 3J0POBBIX JIUIl COCTABIACT 1:4).

e B ciydae KpOBHOPOJICTBEHHBIX OPAKOB MEXKIY POAUTEISIMHU TPO-
OaHma HaOIIIOIaeTCsl yBETMYEHUE YMCIIa OONBHBIX B POIOCIOBHOM.

Ha pucynke 8 mpejictaBieHa pooCcioBHasl, HLTIOCTPUPYIOIIAst ayTO-
COMHO-PEIIECCUBHBIN THIT HACIICIOBAHUSI.

O—|—D
Lot dme

J
LUl

Puc. 8. AyrocoMHO-periecCuBHBIN THIT HACTIET0BAHUS

T

Ilpumepot namonozuii, HAc1E0yeMbIX RO AYMOCOMHO-DEUECCUBHO-
My muny

bonesnv Tes-Caxca — nacneicTBEHHOE 3a00JICBaHNE, XapaKTEPU3YIO-
ieecs NOpakeHHEM LIEHTPAIbHOW HEPBHO cucTeMbl peOeHka. B Bo3pac-
TE OKOJIO MOJIyrofia peOCHOK TepsieT 3peHHE, CITyX, CTAHOBUTCS allaTHIHBIM
(«KyKOITbHOE JTATI0Y ), aTpO(PUPYFOTCS MBIIIIIBL, HACTYTAST Tapaind (puc. 9).
JleranbHblil MCXOJ HACTYMAET B Bo3pacTe A0 4 jneT. PacnpocTpaneHHOCTD
1: 250 000, B OCHOBHOM UM CTpaJaloT €BpeH, poauBlInecs: B Boctounoit
Egporie u ¢ppanity3bl, npoxuBaromue B Kanane, pationax Keeodek u Jlynsu-
aHa (cpenu HUX OKoJo 3 % SIBISFOTCSI HOCUTENSIMU MYTallUH).

14



Puc. 9. bonesns Tes-Caxca (arpodust MBI, alTaTHYHOE JIUIIO)

MyKoeucyuoo3 — HacleICTBEHHOE 3a00JeBaHUe, XapaKTepu3yko-
HIeecsl NOPAXKEHUEM JKEJIE3 BHEIIHEN CEKPELUU, TSKEIBIMU HapYyILICHH-
aMu (QYHKIUE OpraHoB AbIxaHus W nuiieBapenus (puc. 10). Pacmpo-
CTpaHEHHOCTh cocTaBisgeT okono 1:2500, B Poccun B cpennem vactora
6oseznn 1:10000 HOBOPOXKJIEHHBIX.

\\" '

“u Cme bnosmpyeT

| NpOTOEH

l nomxe.rjy;}o'moﬁ
SHENe3E

ﬁen_w:{ox

®)

Puc. 10. MyKoBUCIIII03: a — IOPAXKESHUE JIETKUX U MOJKETYI0UHON
XKeJe3bl, 0 — «0apabaHHBIC MATOYKI TIPH JICTOYHON HETOCTaTOYHOCTH

Denunkemouypusa — peiKoe HacJIeACTBEHHOE 3a001€BaHNE TPYIITIBI
(epMeHTONATHH, CBA3aHHOE C HapyLICHHEM MeTaboIu3Ma aMHHOKHC-
JIOT, IIaBHBIM 00pa3zoM ¢enmnanannta. [Ipu HecoOmoneHn HI3K00e-
KOBOM JTMETHI CONTPOBOXKIAETCS HAKOTICHHEM (DeHHIIaJIaHMHA U €r0 TOK-
CHYECKHUX MPOJYKTOB, YTO MPUBOIUT K Tswkenomy mopaxkenuro LITHC,
MIPOSIBIISIIOIIEMYCSI, B YaCTHOCTHM, B BHJE HapyUICHHUS YMCTBEHHOTO
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pa3BuTHs ((PEHUIMUPOBUHOTPagHON onurodpenun). OnHO U3 He-
MHOTHX HAacJe[CTBEHHBIX 3a00JeBaHUH, MONNAIOUIMXCS YCICHIHOMY
neuenuto. PacnpoctpaneHHocTh BapeupyeT oT 1:2600 (Typuwms) no
1:100 000 (®unnsanaus), B Poccun — 1: 10000.

X-cyennienHulit 00MUHAHMHBLIL MUN HACTIC006AHUA

e V GonbHOTO Ipobanga 00s3aTeNbHO OOJIEH OMH U3 POIUTEIICH.

e Y O0NBHOTO OTIA BCE JI0Yepr OONBHBI, & CHIHOBBS 3/I0POBBI.

e V 0OMBHOM MaTepw OINWHAKOBA BEPOSTHOCTH POXKIACHUS OONBHON
J09epHu 1 OOJIHHOTO CHIHA.

e VY 3I0pOBBIX pOUTEINEH BCE IETH OYIyT 370POBHI.

¢ BOJIBHBIX KEHIIMH B JiBa pa3a OoJIbIIe, YeM OOJIbHBIX MY>KYKH.

e DTOT TUN HAcJEeJOBAaHHS CXOJIEH C ayTOCOMHO-JIOMHUHAHTHBIM, 32
HUCKIIFOYCHUEM TOI'0, YTO MYK4YHMHA NCPEAACT OTOT IMPU3HAK TOJIBKO 10-
gepsiM (CBIHOBBS TIOJTYUYAIOT OT OTIA Y -XpOMOCOMY).

Ha pucynke 11 mpencraBieHa poOAOCIOBHAS, WILTIOCTPHUPYIOIIAS
X-CUENJIEHHBIN JOMUHAHTHBINA TUIT HACJIEAOBAHUS.

B0

FrelteD &0
eombne Dombim

Puc. 11. CruenieHHbIN ¢ II0JI0M JOMHUHAHTHBIN THUII HACIEIOBAHMS.

Ilpumepovr namonozuii, nacinedyemvix no X-cyenieHHomy 0omMu-
HAHMHOMY muny

Bumamun D ycmoituuewlii paxum — HacJleICTBEHHOE T€HETUYECKOE
3a0oseBaHue, MPH KOTOPOM B KPOBH CHUKEHO cosiepkanue Gocdaros u
akTUBHOW (popmbl BuTamuHa D, B pe3ynbrare 4ero KOCTH CTaHOBSITCS
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00JIe3HEHHBIMH, MATKAMU U JIETKO Nedopmupytores (puc. 12). Pacmpo-
ctpaneHHocTh 1:200 000.

Puc. 12. [lepopmanus KocTeil HIKHUX KOHEYHOCTEH

Cunopom Pemma — HacneICTBEHHOE 3a00JI€BaHIE, SBJISIOIIEECS TPUYH-
HOU TSDKEION YMCTBEHHOM OTCTAJIOCTH y ieBodeK. Pa3Butue pebéHka 10 618
MECSILIEB MPOTEKAET HOPMAIBHO, HO TIOTOM Y JA€BOYKU HAYMHAIOT MPOTIafaTh
MPUOOPETEHHBIC PEUCBbIC, JBUTATEIILHBIC U TPEAMETHO-POJICBBIC HABBIKH.
XapaKTepHBIM [UTS JTAHHOTO COCTOSHUS SIBIISTIOTCSL CTEPEOTHITHBIE, OHO00-
pasHbIe IBIKEHUS PYK, UX MOTUpaHue, 3anambiBanue (puc. 13). Berpeuaet-
Cs1 TIOYTH UCKITIOUUTENBHO Y JieBouek ¢ yactotoi 1:10000 — 1:15000.

Puc. 13. Cungpom Perra (xapakTepHblii CHUMITOM
MTOTUPAHUS-3AIaMBIBAaHUS PYK)
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X-cuennennulii peueccugHbvlii MUn HAC1€006AHUS

e bomneroT mpenMyIeCTBEHHO MYKUHHEI.

e bonbHBIC BCTPEUAIOTCS HE B KAKIOM TTOKOJICHUU.

e CBIHOBBSI HUKOT/IA HE HACJIEAYIOT 3a00JIeBaHUS OTIIA.

e YV GOIBHOTO OTIIA BCE €T0 I0UEPH 3I0POBHI U SBISIOTCS TETSPO3U-
TOTHBIMH HOCHUTEJISIMA MyTaHTHOTO T€HA.

e Ecnu XKEHIMHA SBISETCS TETEPO3UTOTHBIM HOCHUTEIIEM MYTaHT-
HOTO T'€Ha, TO MOJIOBUHA €€ CHIHOBEH OOJIBHBI, a BCE JOUYCPU 3OPOBHI,
MIPUYEM IIOJIOBUHA €€ ToUepeil SBIACTCS TeTePO3UTOTHBIMHU HOCHUTEISI-
MM MyTaHTHOTO T'€Ha.

Ha pucynke 14 mpencrtaBieHa poAOCIOBHAS, WIUTIOCTPHUPYIOIIAs
X-CLIETUIEHHBIN pelieCCUBHBIN TUI HACIEI0BAHUS.

(0O

56 0 OWHO-O
bOmoU UMOOO

Puc. 14. CuenieHHbIH C MIOJIOM pELECCUBHBIA THUI HACJIEA0BaHUS

Ilpumepovt namonozuii, naciedyemvix no X-cyenieHHomy peuec-
CUBHOMY mMuUny

TIemogpunus (A, B) (0T ap.-rped. Oio. — KKPOBb» U Ap.-rped. eihio —
«TI000BBY) — HACTIEICTBEHHOE 3a00JIeBaHNE, CBI3aHHOE C HAPYIICHUEM
Koarymsuu (Iporecca CBEPTHIBAHUS KPOBH); TIPH ITOM 3a00JICBaHUH
BO3HHUKAIOT KPOBOM3IIUSAHUS B CYCTaBBl, MBIIILIBI U BHYTPEHHHE OpTaHbl
(puc. 15), Kak CrIOHTaHHBIE, TaK U B PE3YJbTAaTe TPABMBI MM XHUPYPrH-
yeckoro BMmelnarenbcra. Pacnpoctpanennocts 1:20 000 HOBOpoXxACH-
HBIX MaJIBYUKOB.
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Puc.15. KpoBomsnusiaust npu reMopuiimu

Jansmonuzm (BETOBas CIIENOTA) — HACIEJCTBEHHAs, PeXe IpH-
oOpeTeHHas 0COOCHHOCTh 3PEHUS YEIOBEKA, BHIPAKAIOIIASACS B HECIIO-
COOHOCTH pa3iauyarh Mo OOJbIICH CTETIEHHU 3€JICHbIe U KPAacHBIC LIBETa
(puc. 16). Pa3Holi cTeneHbIo JalbTOHU3MA CTPataloT 2—8 % MyXUUH
u ToabK0 0,4 % >KeHIITUH.

Hopma
JanE ToHI3M
F L JI
fL:— -
-'—-.,_...f

(a) (6)
Puc. 16. L{BeToBO€ BoCctpusiTHE MIPH 1aJIBTOHU3ME:!

a — I[BETOBOE BOCIIPHUSTHE B HOPME U TP JaJBTOHU3ME, O — JaIIbTOHUK
He criocoOeH pa3nmuuuTh nudpy «16» Ha obmemM GoHe pucyHka
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Mboumeunan oucmpodgpus /Jroumenna (MAJ1) — nacinencTBeHHoe 3a-
0oyieBaHKE, KOTOPOE XapaKTEePHU3yeTCsl OBICTPBIM MPOTPECCUPOBAHUEM
MBIIIEYHON TUCTPO(PUH, KOTOpPAsi B KOHCYHOM UTOTE MPUBOIUT K TOJ-
HO ToTepe CIOCOOHOCTH ABUraThcst U cMepTu OonbHOTO. [IposiBiser-
¢y JeTed My»KCKOro mosa 10 5 yer. PaHHue npusHaku paccTpoucTsa
BKJIFOYAFOT HU3KYIO BBIHOCIUBOCTh U TPYIHOCTH IIPU CTOSIHUU Oe3 T0-
CTOPOHHEH MOMOIIN, KaK MPABUIIO, YETIOBEK TAK)KE HE MOXKET CaMOCTO-
ATenbHO MmonHAThes (puc. 17). Pacnpoctpanennocts 1:3500 HoBOpOX-
JIEHHBIX MAJTBIUKOB.

Puc. 17. Mbimeunas auctpodus JromeHHa:
M3-32 MBIIICYHOH CIIa00CTH PeOEHOK HE MOKET PHUHSATH
BEPTHKAIBHOE MOJIOKEHHE 0€3 TIOMOIIHU PYK

Y-cuennennwiit (conanopuueckuit) mun nacieoo8anus

e BosbHBIE BCTPEYaroTCsl BO BCEX MOKOJICHUSX.

¢ BoJIeIoT TOJIBKO MY>KYHHBI.

e YV 00JIBHOIO 0TI OOJIBHEI BCE €TI0 CHIHOBBS.

e BeposaTHOCTh HaclleZIOBaHUS aHAIM3UPYEMOTO MPHU3HAKA y MaJib-
yukoB 100 %.

Ha pucynke 18 mpencraBiieHa poOAOCIOBHAs, WLTIOCTPHUPYIOIIAS
Y-cCIIeTJICHHBIH (TOJIaHAPUIECKHIT) THIT HACIIEOBaHUSI.
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Feryert
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Stdh mmbmm

Puc. 18. Tonmangpuyeckuii TUTT HACTETOBAHHS

Ilpumep npusnaka, naciedyemozo no Y-cueniennomy (201anopu-
yeckomy) muny: 2Unepmpuxo3 yutHoi paxosunsl (puc. 19)

Puc. 19. I'uneprpuxo3 yIIHOM paKoBUHbI

Mumoxondpuanvniii mun nacneooeanus

° AHaNU3UPYEeMbIN MPU3HAK MEPEAACTCS TOIBKO OT MaTepHU.
e bonerT 1 1eBOYKU, M MATBUUKH.
o BoJIbHBIC OTIIBI HE MEePEatoT OOJIC3HN HH JI0UEPSIM, HU CHIHOBBSIM.
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Ha PUCYHKE 20 npeacTaBjCHa poAOCIOBHAA, WJUIOCTPUPYIOLIAad M-
TOXOHZ[pHaHLHLIﬁ THII HACJICJOBaHMI.

0o

[ [ B0

eme bbb

Puc. 20. MuUTOXOH IpHaJIbHBIN THIT HACIIEIOBAHUS

Ilpumepsr: MUTOXOHApPHUATIBHAS MUO3K3eHIEeanus, aTpopus 3pu-
TenpHOTO HepBa Jlebepa, Oonesns Kepuca-Celipa.

BJIN3HEIIOBBI METO/I

bin3HenoBblid METO/I MPUMEHSETCS JIJIl OLIEHKW COOTHOCUTEJIbHOU
pOJIM HACTIEACTBEHHOCTH W CPEABl B Pa3BUTHU Pa3HOOOPA3HBIX IPH-
3HAKOB, aHOMAJIMH CTPOEHUS, MYJIbTH()AKTOPUATIbHBIX 3a00JIeBaHUI U
0COOEHHO TIPW M3YyYCHUU HACIICACTBEHHBIX OOJIE3HEW C HU3KOW IEHE-
TPaAHTHOCTHIO.

br3HETOBBIN METOT N3YUICHIS TCHETUKH YEJIOBEKa BBEICH B MEIH-
IMHCKYTO pakTHKy @. ['amsronom B 1876 1.

Monozuzomnwte (OMHOSIAIICBBIC) ONMM3HEIBI PA3BUBAIOTCS U3 OJHOM
3UTOTHI BCIEACTBHE e¢ NPoOIeHHs ¢ 00pa3oBaHUEM ABYX YMOPHOHOB,
MIOATOMY OHH TeHETHUECKHU UCHTUIHBI. B CBS3U ¢ 3THM pa3Iuyuns MExK-
JIy OJHOSIHIICBBIMH OJIM3HELIAMH ONPEACIISIOTCS [JIaBHBIM 00pa3oM (hak-
TOpaMHu BHeITHEH cpensl (puc. 21).

Jusuzomnvle O6nm3HENBl (Pa3HOSUIIEBBIE) BO3HUKAIOT TPU OIHO-
BPEMEHHOM OTUTIOIOTBOPEHUH JIBYX SUIIEKJICTOK JIBYMS Pa3HBIMH CIIEp-
MUSIMH, TIOOTOMY OHH CYIIIECTBEHHO Pa3InyaroTcs reHeTndecku. Jn3u-
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TOTHBIE OTU3HENbI MOTYT OBITh KaK OJHOMOJBIMH, TaK U Pa3HOMOJIBIMHU
(puc. 21).

Mornozuzomnbie GrusHeybl Husuzomnole Grusneysl

Puc. 21. biausuenst

Yacrora pokIeHUI ONM3HELOB COCTaBIsieT nmpumepHo 1-2,5 % ot
001IIero 9rciia poaUBIIUXCS MeTeH, U3 HUX OKoJIo 1/3 mpuxomuTcs Ha
MOHO3HUTOTHBIX OJIN3HEIIOB, peKe POXKIAAETCS TPOHHS — OJMH Cllydail Ha
10—15 ThIC. pOOB M ellle MEHbLIEC POXKAACTCS YeTBEpHsS U T.1. Yarie
POXIAI0TCs IU3UTOTHBIE OJIM3HEIbI U peske MoHo3uroTHbIe (1:100). Ca-
Masi HU3Kasl 4acTOTa POXKIACHMS ONM3HELOB IPUCYIIA MOHTOJIOUIHBIM
MOIYNALUSAM, 0COOEHHO B SmoHMN.

[Tpu ucnonap30BaHUM OIM3HEIIOBOTO METOJa HYKHO, IPEXae BCe-
ro, YCTAaHOBUThH THII UX 3UTOTHOCTH, T.€. SBJISIOTCS M OHU MOHO-
3UTOTHBIMM WJIN AU3UTOTHBIMU. JUJIS 3TOTO MOMKHO MCIOJIb30BaTh
pazHooOpa3Hble KPUTEPHUH, HAPUMEP, METOA OLEHKH KOJIUYECTBa
MUIOAHBIX 000JI0ueK (TUIaLIEHTHl U XOPHOHA), HO Yalle HCIOJIb3yeT-
Csl «METOJI CXOJICTBa», OCHOBAaHHBIM Ha UCCIICIOBAaHUHU Y TIaPTHEPOB
OJIM3HEN0OBOM Mapbl TeHETUYECKHU 00YCIOBIECHHBIX PU3HAKOB, MAJIO
3aBUCUMBIX OT BHEIIHECPEAOBHIX (akTOpoB. MeTol MOJUCUMIITOM-
HoTo cxozacTBa npemioxuin Cumenc u ®@epuryep B 1924 1. YtoOb!
OIICHHUTH CTETICHb CXO/ICTBA, CPAaBHUBAIOT LIBET U pa3pes ria3, Gopmy
OCHOBaHMS U KOHYMKA HOCA, YIIHBIX PAKOBUH (3aBUTOK, IPOTHBO3a-
BHTOK, MOYKa yXa), Ty0, moI00poaKa, pa3pesa pra, npopuib CIUHKI
HOCA, BEJIMYMHY U (GopMy pecHHIl U Opyrux mpu3HakoB (Bcero 19
MPU3HAKOB, MPUHATHIX B aHTPONoJoruu). CTerneHb BBIPaKEHHOCTH
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KKJI0TO U3 (PEHOTUIMHYCCKUX MPHU3HAKOB OIEHUBACTCS MO Oalib-
HO# cucTeMe. MOHO3UTOTHBIC ONM3HEIBI CXOAHBI MEXKAY COOOU Mo
BCEM MPHU3HAKAM, JU3UTOTHBIE HMEIOT CXOACTBO TOIBKO MO HECKOJb-
kuM npusHakam. OTCiofa Aes1aeTcs BHIBOJ O CTEIICHH CXO/ICTBA, KOH-
KOpOaHmMHOCMU, W Ouckopoanmuocmu. HemocTtaTkoM TaHHOTO
MOJX0/Ia SBISACTCS OMPEACICHHBINA CYObEKTHBU3M, HEBO3MOKHOCTH
BHECEHHUS BO3MOXHBIX W3MEHEHHH MPU3HAKOB C BO3PACTOM peOEH-
Ka, TPyAHAas OICHKA BJIMSHHS BHEIIHECPEIOBBIX (DAKTOPOB W He-
MPUTOIHOCTh €r0 y JeTel paHHEero Bo3pacta. B CBS3W ¢ 3TUM s
JUATHOCTUKH 3UTOTHOCTH HCTIOIB3YIOTCS APYTOW MOJIXO0/, OCHOBAH-
HBIM Ha OMPEEICHHH CXOACTBA M0 UMMYHOJOTHYSCKUM MTPU3HAKAM:
rpymnmnam kpoBu 1o cucteme ABO, pesyc-dakrtopy, cucteme MN, ra-
miotunaM cuctemMbl HLA u apyrum. DT TpHU3HAKA HE MEHSIOTCS
B TEUCHHUE KU3HU U ABJSIOTCS HAJACKHBIMH MapKepamu MPH OI[CHKE
3UTOTHOCTU. VIHOTAA 711 OIIEHKH 3UTOTHOCTH HCIOJB3YETCS METO
nepmatormuuku (McciaenoBanne peiabeda MmaableB PyK, JaJoHEH,
ompejiesieHne qepMaTorTu(GUuuecKuX KodPPUIIUESHTOB | 1Ip.)
IpakTruecku ompesesieHHe 3UTOTHOCTH C MOMOIIBI0 METOoja TO-
00U POU3BOAMTCS B CIIydYasx, KOTAA OMH3HEIBI SIBISIOTCS OJHO-
moJisiMU. Pa3Homossie ONU3HENbl B HOPME BCEraa AU3WroTHbe. Hc-
KIIOUEHHE COCTABISIIOT KpaifHe peakue Cliydad, KOTAa y OJHOTO W3
MOHO3HUTOTHBIX OJU3HEI[OB MPOUCXOIUT XPOMOCOMHOE HAPYIIIEHHUE 110
MOJIOBBIM XPOMOCOMAaM, HAMpUMEp, Y OJHOTO W3 MaJTbUuUKOB-OJIH3HE-
I[OB yTPAuUBAETCS Y-XpPOMOCOMA U BCJIEACTBUE ITOTO OH (heHOTHITHYE-
CKH pa3BHBaeTcs Kak nesouka (XO), crpagaromias cuHApoMoM TepHe-
pa. AHanu3 NOJYYCHHBIX TaHHBIX (AHAMHECTHYECKUX, KIMHUICCKUX,
(YHKIMOHANBHBIX, OWOXMMHUYCCKUX, HWMMYHOJIIOTHYCCKUX U Jp.)
MO3BOJISIET C TIOMOIIBIO pa3paboTaHHBIX (GOPMYIT OIEHUTH COOTHOCH-
TENBHYIO POJIb CPEIbI U HACIEACTBEHHOCTH B PA3BUTHH TOTO WJIA UHO-
ro MPU3HAKA WK Pa3BUTHH 3aboneBanwus. [ JOKA3aTENbCTBA POIU
HACJICJICTBEHHOCTH B Pa3BUTHH MPU3HAKA CPABHUBAIOT OO (KOH-
KOPAAHTHOCTB) Map B TPYIIE MOHO3HUTOTHBIX M TPYIINE JAU3UTOTHBIX
Omu3HeroB. HampuMep, eciii OWH U3 MOHO3UTOTHBIX OJU3HEIOB 00-
JeH mmu3o(peHue, To BTOPOH 3aboeBaeT 3TUM ke 3a00JeBaHUEM B
69 % cmydaeB, T.e. OHU KOHKOpPAAHTHBI Ha 69 %. Ecnu onun u3 nusu-
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TOTHBIX OMU3HEOB OOJIEeH K30 pEeHnel, TO BTOPOi 3a00IeBaeT 3TUM
e 3a0osneBanueM B 10 % ciyuaes, T.e. OHM KOHKOpAaHTHBEI Ha 10 %.
CrnenoBareibHO, U3 3TOr0 MOYKHO 3aKJIIOUNTh, YTO B IPYIIE TeHETHYe-
CK{ UIGHTUYHBIX OJM3HELOB HACIEACTBEHHOCTh KaK ATHOJIOTHYECKUI
(hakTop Urpaet OOJIBIIYIO POJIb.

CreneHb KOMMYECTBEHHOMN OLIEHKM BIUSHUS HacleacTBeHHocTH (H)
u cpensl (E) yacto onenuBaercs no ¢popmyne Xonvyunzepa:

Knz — K 13
H = b

= X 100%
100 — Km3

E=1-H

Cuurarot, uro npu 3HadeHusAX H or 1 no 0,7 BO3HMKHOBEHHE NpH-
3HaKa 00yCJIOBJICHO HACTIEICTBEHHBIMHU (PaKTOPAMHU.

[Ipu 3mavuennsx H, 6mm3kux x 0, Ha pa3sBUTHE MpHU3HAKA BIUSIIOT
TOJILKO (haKTOPBI CPEIbI.

3nauenue H ot 0,4 1o 0,7 paccmaTpuBaroT Kak CBUACTEILCTBO TOTO,
YTO pa3BUTHE NPU3HAKA HMMEET HACIEACTBEHHYIO IMPEIpacIIoNokKeH-
HOCTB, KOTOpast peajiu3yeTcs MOJ BIUsSHUEM (aKTOPOB CPebl.

Taxkum 00pa3om, eciii MOJICTaBUTh MTOKa3aTeNH Mo Mu30(ppeHnH,
to moiyuntcs: H = (69 — 10) / (100 — 10) x 100 = 65 %, T.e. Baus-
HUE HACJICJACTBEHHBIX (PAKTOPOB cocTaBiseT 65 %, a cpenbl — 35 %
(100 — 65 %).

@®opmyna XoJbpLUHTEpa AaeT OPUEHTHPOBOYHBIC MOKAa3aTelH, He
YYHUTHIBasE MHOTHX JIPYTHMX Ba)KHBIX (PAKTOpOB (HAIpUMep, CTEleHb
9KCIPECCUBHOCTH (PEHOTHITMYECKOTO TPHU3HAKA), KOTOPBIE MOTYT OKa-
3BIBaTh CyNIECTBEHHOE BIHSHHME Ha (JOPMUpPOBAHHE MPHU3HAKA, TEM HE
MeHee, OHa MOYKET HCIIOIb30BaThCs Ha TIPAKTHKE.

OmnpeneneHue CTENEHW KOHKOPAAHTHOCTH IO3BOJISIET MPOTHO3H-
pOBaTh PUCK BOZHMKHOBEHUS TOTO MJIM MHOTO 3a00JIEBaHMS Y BTOPOTO
naptHepa 1o OJau3HeroBoi mape. B Tabmune 1 mpuBeneHsl mokaszare-
T KOHKOPJIAHTHOCTH y OJIM3HEIIOB TP PsiJie HACIIEACTBEHHBIX U HeHa-
CJIEJICTBEHHBIX 3a00I€BAHMUSX.
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Tabnuya 1
IMoxa3zare/ i KOHKOPAAHTHOCTH y GJIM3HELOB NPH psiie
HACJIeCTBCHHBIX H HEHAC/IEACTBEHHBIX 3200JIeBAHUI

IToxa3zaTe i KOHKOPIAHTHOCTH Y OJH3HEL0B
3aGonesanne MOHO3HIOTHBIE AM3HUTOTHBIE
OJIM3HeENbI OJIN3HEIbI

Caxapnvii ouabem 65 18
Onunencus 67 3
Bpooicoennviii cmenos 67 3
NPUBPATNHUKA JHCeTYOKA

Pacwenuna neba 33 5
Bpooicoennas xoconanocmeo 32 3
Pesyvamuzm 47 17
Kopw 98 94
Koxnow 97 93
Dnuoemuyeckuii napomum 82 74
Tyoeprynes 67 23

Kak BUIHO M3 TaONUIBI, CTENEHb KOHKOPAAHTHOCTH MOHO3MIOTHBIX
OJM3HEIIOB TI0 OOJBIIMHCTBY IPUBEICHHBIX TPH3HAKOB 3HAYUTEIHEHO
BBIIIIE, YeM Y JM3WTOTHBIX, OJJHAKO OHA HE sIBISIETCS aOCOMroTHOH. Kak
MIPaBIJIO, TUCKOPIAHTHOCTh MOHO3ZWTOTHBIX OJM3HEIIOB BOSHMKAET B pe-
3yJIBTaTe HAPYIICHUH BHYTPHYTPOOHOTO PA3BUTHS OMHOTO U3 HUX WITH TTO]
BIIMSTHUEM BHEIIHEH CPEeIbl, €CJIM OHA ObLIa pa3HOW. BhIsCHEHHE KOHKOP-
JTAHTHOCTH TIO3BOJISIET OMPEJIEIISTh YaCTOTy BOSHMKHOBEHHS 3a00JICBaHUS
y Broporo Omm3Hera. C IoMOIIBI0 OIM3HEIIOBOTO METOIa MOYKHO OIICHH-
BaTh MPOSIBISIEMOCTD JICHCTBUS TeHA Y HOCUTENEH (TICHETPAaHTHOCTB).

Braromapst OnmusHenoBoMy MeTofy Oblia BBIICHCHA HACIICICTBCHHAS
MIPEePaCcIoNIOKEHHOCTh YeJIoBeKa K PsTy 3a00JIeBaHMIA: TIIM30(PEHIH, ATTH-
JTIETICHH, CaxapHOMY JraleTy ¥ JPYTUM. bin3HeIoBBIM HCCITeIOBaHUSIM TIPH-
HAJUTSKUT 3aMETHOE MECTO B U3YUCHUHN TCHETUKH MTOBENICHNS, B YACTHOCTH,
TaKHX XapaKTePOJIOTHYECKUX (JIMTIHOCTHBIX) CBOWCTB JIFOJICH, KaK arpecCHB-
HOCTb WJIU CKJIOHHOCTbH K JICHCTBUSIM, HAMPABJICHHBIM Ha OTIIOP HACUIIHUIO,
acorualibHOE (TIPECTYITHOE) TIOBEJICHUE M 3aKOHOIIOCTYIITHOCTb, JDKUBOCTh
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1 UCKPCHHOCTD, a TAKKE ITCHCTUKHN KOH(i)OpMI/BMa n JInAepCTBa, MHTCIUICK-
Ta, IrCHUAJIbHOCTH. EJ'II/I3HCI.[OBLII>1 MCTOJ OCTACTCA OAHMM U3 aKTUBHO HC-
MOJIB3YEMBbIX CTICHUAIIMCTAMU T10 06].L[eﬁ nu MCI[I/I]_[I/IHCKOI\/'I TICUXOJIOIUH.

METO/AbI JEPMATOINIM®UKHN

Meroabl nepmatoruduky npeaioxkensl . anmsronom B 1892 T,
XOTSI OCHOBBI JUIS KJIacCU(UKALMN KOKHBIX Y30POB ObUIN pa3paOoTaHbl
A. Ilypkunbe B 1823 1.

Jepmarormuduka moapasaensercs Ha dakmuiockonuto (A3yueHue
PHCYHKa HalbLEB), NAlbMOCKOnUut0 (M3y4eHUEe OCOOCHHOCTEH y30pOB
najioHei) u naanmockonuio (0COOEHHOCTH y30pOB HA CTOTIaX HOT).

KoskHble y30pbl Ha Majblax, JaJOHIX M CTOMAaX 3aKIaJ[bIBAIOTCS Ha-
YrHasl C TPETHETO Mecsilia BHYTPUYTPOOHOH >xku3Hu. K KoHIy yeTBepToro
Mecsia ux (OpMHPOBAHUE 3aKAHIUBAETCS TIOJTHOCTBIO, M B TEUEHHE BCEl
JIJIBHEMINEH KU3HUA Y30pbl OCTAIOTCSl HEM3MEHHBIMU. B Hacrosiiiee Bpe-
Ml YCTaHOBJICHA HACJIEACTBEHHAs 00yCIIOBIEHHOCTh KOKHBIX Y30poB. Be-
POSITHO, 3TOT MPHU3HAK HAcJIeqyeTcs Mo HoaureHHomy tuiry. Ha xapaxrep
MAaJBIEBOTrO U JIAJJOHHOTO PUCYHKOB OpraHu3Ma OOJIBIIOe BIMSHUE OKA3bl-
BaeT MaTh Yepe3 MEXaHU3MbI LIMTOILIA3MaTHYECKON HACIICICTBEHHOCTH.

Jaxkmunockonus

Cpenn y30poOB, OTMEYaeMBIX Ha MalbIlaX, BBLACIAIOT TPU THIIA.
lansron onumcan ux kak 3aButok (W-Whorl), newst (L-loop) u ayra
(A-arch). ITo3xe knaccuduranus AeTaIU3UPOBAIACh, U B HACTOSIIEE
BpEMsI BBIJICISIIOT TYTH, NETIIN, NCTUHHBIC 3aBUTKH U CIIOXKHBIC Y30PbI
(puc. 22). Jlyra — cambIif peIKHii MaabIeBoOi y30p.

Puc. 22. Buasl najbieBbix y30poB: A — 3aBUTOK, b — netis, B — ayra,
I" — cmoxHBINA
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Jepmaroruuyeckue  UCCIEAOBAaHHUS  TPOBOASIT C  LEJIBIO
YCTaHOBJICHUSI 3UTOTHOCTU OJHM3HENOB. Y MOHO3HMIOTHBIX OJIM3HEIIOB
k03 dunuenT nmo 3romy mpusHaky cocramiser 0,8—0,9. To ecth He
MeHee 8 MalblieB PyK HMMEKT WICHTUYHBIH y30p. Y IU3UTOTHBIX
OJM3HEIOB B ATOM Cllyyae KOHKOPJAHTHOCTh He mpeBbimiaet 0,5.

Jepmaronnuyeckue NPU3HAKH MapKUPYHOT HEKOTOPHIE XPOMO-
COMHBIC 3a00JICBaHUSI M BPOXKJICHHBIC aHOMAJIUK, HAIPUMEP, TAKHE KaK
cunpoM DnBapica, curapom [laray, cunapom JlayHa u np.

Ilansmockonusn

JlamouHbIi penbed oueHb CIIOXKHBIN. B HEM BBIIEISIOT PsiJ MOJIeH, 1O~
Jylle4yeK U JaloHHbIX JTuHui. Y ocHoBanui 11, III, IV u V nanbues Ha-
XOJISATCS MAJBIIEBBIC TPUPATAUYCHI 4, b, ¢, d. BOmm3u 6pacieTHOH CKIIaaKy,
OTJIEJISIIOLIEN KUCTh OT MPEAIIICUbs], PACIIONAraeTCs INIAaBHbBIN JIaJIOHHBII
Tpupaauyc f. Eciu mpoBecTH JIMHUM OT TpUpPaanycoB a U d K t, TO 00-
pasyercs TaJOHHBIN YTOJI atd, B HOpMe OH He mpeBbimaet 57°. Bemmunna
ATOTO yTJIa MEHSETCS TIPH PA3TTUIHBIX MATOJIOTHIECKUX COCTOSTHUSX : CHH-
npom Ilaray =~ 108°; cunapom Jlayna =~ 81°; cunnpom IllepemieBckoro-
Tepuepa = 66°; cunapom Kaiindensrepa ~ 42° (puc. 23).

Puc. 23 . Yroux atd B HopMe U TIpH XPOMOCOMHBIX aHOMAJTHSX
1 — cunapowm Ilaray, 2 — cungpom Jlayna, 3 — cuaIpOoM
[Iepemesckoro-TepHepa, 4 — HopMma, 5 — cunapom Kialindensrepa
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IThanmockonus

B psine cnydaeB u3ydyeHHe pUCYHKa MOBEPXHOCTH CTOIN MMEET AHa-
THOCTHYECKOE 3HaueHue. Tak, Hanpumep, Ipu cuHApoMe Bapkanu 00-
Hapy>XHUBaIOTCsI ITyO0KHe 60po3abl Ha cTomnax (puc. 34).

CUTYAIMOHHBIE 3A1AYHN
JIJISI CAMOCTOSTEJIBHOM PABOTBI

3aodaua 1. IlpoBeauTe aHaIU3 CICAYIOIIUX POJOCIOBHBIX YEJIOBEKA
Y OTIpeJIeNIUTE XapaKTep HACIeOBaHNs IPU3HAKA.

e B

3aoaua 2. llpoGanm — ’KEHIIWHA, CTpaJaeT axoHIporriasueh. Ee
Opar u cectpa 310poBBl. Marth mpobaHga O0ibHA, a oTell 3M0poB. Jle-

JTyIITKa TI0 JIMHUU MatepH npobaHaa O0lieH U UMEET 3A0POBYIO U O0IIb-
HYIO CECTpy, Y KOTOpPOW €CTh 3[0pOBHIi ChIH. llpagemymika OoseH,
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a mpabaOyika 310poBa. CocTaBbTE POAOCIOBHYIO CEMBH U OTIPENICIINTE
THUI HacJleAoBaHus 3a0oneBanust. OnpeaenanTe BEpOITHOCTh POXKICHUS
y mpobaHja 310pOBOTo peOeHKa, €CJIN ATa KEHIIMHA BBIHAET 3aMYXK 3a
30POBOTO MY)KUMHY. YKa)KHTE T€HOTHITBI BCEX YJICHOB CEMbH.

3adaua 3. 310poBasi KEHILMHA, €€ CECTpa TaKkKe 310poBa, a 1Ba Opara
OoNbHBI JanbTOHM3MOM. Marth u otel mpoOaH/a 310poBbl. YeTkipe ce-
CTpBI Marepu mpoOaHa 310pOBbI, MyXbsl UX TaKke 310poBbl. O OBOIO-
POIHBIX cHOCaX CO CTOPOHBI MaTepy MpoOaH/a U3BECTHO: B OTHOM ceMbe
oavH Opar OONBHOM, IBE CECTPBI U Opar 310POBBI; B IBYX JAPYTUX CEMbIX
10 OTHOMY OOJIBHOMY OpaTy U 10 OJHOM 3[I0POBOM CECTpe; B YETBEPTOH
ceMbe OflHa 370poBas cectpa. babka mpobaHaa co CTOPOHBI MaTepH 370-
poBa, nen Gonen nansroHu3MoM. Co CTOPOHBI OTIA MpodaHaa OOMBHBIX
JansTOHU3MOM He Obu10. COCTaBbTE POIOCIOBHYIO M ONPENENUTE BEPO-
SITHOCTB POXKICHHUS y IpoOaHaa JieTei, 00IbHBIX AaTETOHU3MOM, IIPU YC-
JIOBHH, YTO 3Ta JKCHIIMHA BBIMJIET 3aMYK 3a 37I0POBOTO MYKUHHY.

3aoaua 4. 310poBBIC MYX U K€Ha — JIBOIOPOJHBIC CHUOCHI, HMEIOT
104b, 00JIbHYIO aTakcueil @puapeiixa. MaTb Myka U OTell KeHbI — POJI-
HbIe CHOCBHI, OHH 37I0POBBL. bpaT My»Xa 1 JBE CECTpBI KEHBI 310POBHI.
OOmmii a5/ cynpyros Toxke 310poB. Mx oOmas 6adka Obuta 300poBa,
a Jleq1 cTpajai aTakcueil. Bece poIcTBEeHHHKH CO CTOPOHBI OTLA MY’Ka, B
TOM YHCJIE JBa JSIU, ABOIOPOIHAs cecTpa, Aea 1 6adka 310poBbl. Bee
POACTBEHHUKN MaTEpH >KEHBI, B TOM YHUCIE IBE TETKH, JBOIOPOIHBIN
Opar, nen u 6adka 310poBbl. COCTaBBETE PONOCIOBHYIO, OTMETBTE BCEX
YJIEHOB POIOCIOBHOMN, TETEPO3UTOTHOCTh KOTOPBIX 10 T€HY aTaKCHH He
BbI3bIBAET COMHEHUs. OnpeaennTe TUI HACIeA0BaHUs OOJe3HH.

3aoaua 5. 3n0opoBas KeHUIMHA, ee OpaT OolieeT PeTHHOOIACTOMOIA.
Ee ponutenu 3m0poBbl. Co CTOPOHBI Marepu €CTh OJUH 370POBBIH U
ofuH OONMBHOM peTnHoOMacToMoii asas. babka u mex co CTOpoHBI Ma-
TepH 3700poBHI. Jlea nMen OoJIbHBIX PETHHOOIACTOMOM Opara u cecTpy.
Bonen Taxke mpagen co cTOpoHbI MaTepH, npadadka Obuia 310pOBa.
PoncrBennuku co croponsl 6aOku (ee cecTpa U Opart, a Takke POAHU-
TEJIN) 310POBbL. POJICTBEHHUKH CO CTOPOHBI OTLA KOHCYIBTHPYIOLIEHCS
(ero ABe cecTphl W poAuTeNH) 310poBbl. KakoBa BeposSTHOCTH poxKIe-
HUS O0JILHOTO peOeHKa y CeCTphl MPoOaH/a, €ClIM OHA BBIMIET 3aMYyXK 3a
3n0poBoro MyxunHy? IlenerpanTHOCTb rena coctasiusieT 80 %.
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3aoaua 6. llpobGann — 310poBbIi Myx)unHa. [|Ba Oparta u cectpa npo-
0aHma cTpasaloT MyKOBHCIMI030M, OAMH Opat 300poB. Matk npobania
37I0pOBa, a ee cecTpa OoibpHA. OTel mpodana 00JIeH 1 UMeeT OOJbHBIX
cectpy u Opara. baOymika u ieayIika co CTOpOHbI OTIa IpoOaHa 00JIb-
Hel. [Ipanenymika (orer 6a0ymika co CTOpOHBI OTHA MTpobaHaa) OoJeH U
UMeeT TPeX 3I0POBBIX cecTep, a npadadymka 3xo0posa. [panpanemym-
Ka 1 mpanpadalyIika co CTOPOHBI OTHa MpodaHa 310poBbl. babymika
W JIeAyIIKa CO CTOPOHBI Marepu npobanna 310possl. CocTaBbTe poaoc-
JIOBHYIO U OTIPEJENUTE XapaKTep Haclel0BaHUs MPU3HAKA B POIOCIOB-
HOHU. YKa)KUTE TeHOTUIIBI YWIEHOB CEMbH.

3aoaua 7. S13Bennoii 6one3nnio B 50 % ciyyaeB cTpanaroT 00a Mo-
HO3HMTOTHBIX OJM3HENA, a CPEeH TU3UTOTHBIX ONU3HENOB 00a OOJBbHBI
TonbKO B 14 % ciyuaeB. Onpenenuts J00 BIUSHUSA HAacleICTBEHHO-
ctu (H) Ha pa3BuTHE S3BEHHOU 0ONE3HU.

3aoaua 8. Cpeny MOHO3WTOTHBIX OJIM3HEIOB OJMHAKOBBIA IIBET
koxu uMeroT 100 %, a cpenu JU3UrOTHBIX ONM3HENOB — TONBKO 45 %.
Yro oka3pIBaeT BIUSHHUE HA Pa3BUTHE LIBETA KOXKU?

3aoaua 9. Onpenenute kodduumeHt HacnenctBeHHoctu (H) u
BiausiHUA cpeasl (E) B pasButum paxura, eciau uM3BecTHO, 4yTo u3 140
00cJIeI0BaHHBIX NTAp MOHO3UTOTHBIX OJIM3HEIIOB OOJIBHBIMU OKa3aJIUCh
122 mapel, a u3 156 map AM3UTOTHBIX OJM3HELIOB PAXUTOM CTpPaAajH
34 napsL.

3aoaua 10. KoHKOpAAHTHOCTH Pa3BUTHsI MApOTUTA (CBUHKH) Cpean
MOHO3HUTOTHBIX ONM3HENOB paBHa 82 %, a CpeAr IU3UTOTHBIX OIH3HE-
uoB — 74 %. Onpenenure, 4YTo, B OCHOBHOM, BIMSICT Ha PA3BUTHE MAPO-
THTa?
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TEMA

JIABOPATOPHBIE METO/IbI IMATHOCTHUKHA
HACJIEJCTBEHHBIX 3ABOJIEBAHUM

I_[em,. 3HaTh MPUHLOUIIBI MUTOTCHECTUYCCKUX W MOJICKYJISPHO-LIU-
TOICHCTHYCCKHX HCCJ’ICILOB&HHIZ. 3HaTh METOABI MOJICKYJIAPHO-TC-
HETHYCCKOM JUArHOCTUKH B TCHCTHUKC YCIOBCKA. VYMeTh IIPUMCHSTDH
MUTOTCHETUYCCKUEC METOABI IJIA IMPOTHO3UPOBAHUA U TUArHOCTHUKU Ha-
CICACTBCHHBIX OoJie3HeH YenoBeKa.

IlepeyeHnb 3HAHMN M NPAKTUYECKHX HABBLIKOB

1. 3HaTh 3Tabl MUTOrEHETHYECKOTO aHAIN3A.

2. 3HaTh NPUHIUN MeTofa (PIFOOPECIICHTHON THOPUAN3ALINY in Situ.

3. YMeTh KmaccupuIrpoBaTh XpOMOCOMEI YeIoBeKa 1o JleHBepckoit
u [Tapmxckoli KimaccuuKaIuy XpOMOCOM M TIPAaBUIIHHO 3aIACHIBATH Ka-
pHOTHUI YeIOBEKa B HOPME U TIATOJIOTHH.

4. YMeTh AMarHOCTUPOBaTh OOJIE3HU, CBS3aHHBIC C HAPYIICHUSMHU
YHUCIIa ¥ CTPOCHUSI XPOMOCOM 110 (hoTorpadusiM Kaprorpamm.

5. 3HaTh dTaNBl MOJEKYJISIPHO-TEHETHYECKOTO UCCIIETOBAHMS.

6. 3HaTh MPUHIIAITEI METOA MOTUMEPA3HOM IEITHON PEeaKINH, METO-
na omot-rudpunuzanuu no CayzepHy, METo1a CeKBEHHPOBAHNS.

7. 3HaTh OCHOBHBIE METOJIbI OMOXUMHUYECKOTO aHAIIN3a, TIPUMEHSse-
MBbIC B TCHETHKE YEIOBEKa.

8. 3HaTh METO/BI MPEHATAIBHON JUATHOCTUKH.

9. 3HaTh 3aJa491 1 OTallbl MEIUKO-TCHCTUYCCKOI'O KOHCYJIbTUPOBAHNA.

HOUTOI'EHETUYECKHUE
N MOJIEKVIIAPHO-HUTOI'EHETUYECKHUE METO/bI

O,I[HOﬁ 13 OCHOBHBIX q)YHﬂaMeHTaIIBHBIX 3a1a4 COBpCMCHHOﬁ MEIH-
LIUHCKON T'€HCTHKH SBJISCTCS HU3y4YCHUC BaKOHOMCpHOCTeﬁ CTPOCHUA U
(bYHKLII/IOHI/IpOBaHI/Iﬂ MaTCpUaJIbHBIX HOCHUTEJICH HACICICTBCHHOM HH-
(bOpMaLII/II/I — XpOMOCOM Y€JIOBCKAa B HOPMC U MATOJIOT'UU. HayKa, 3aHHU-

32



Maromascsi u3yuyeHueM (yHKIHOHUPOBAHHUS XPOMOCOM Ha BCEX YPOB-
HSIX WX OpraHu3auu (MHKPOCKOMHMYECKOM, CyOMHMKPOCKOIHNYECKOM,
MOJIEKYJISIPHOM ), Ha3bIBACTCS YUIMO2EHEMUKOLL.

Bnepsrie 0 xpomocomax 3aroBopuiu B 1880 1., korna B. ®nemuHr,
n3yy4ast KJIETKU POTOBHIIBI I71a3a YesoBeka, 00Hapy ui oT 22 110 28 Xpo-
MaTHHOBBIX Tel. TepMHUH «XpoMocoMmay» BIepBble OblI BBeAeH B. Baib-
neviepom B 1888 T. 1151 0003HAUEHUST OKPAIIICHHBIX HUTEBUIHBIX CTPYK-
TYP, BUAUMBIX B MUKPOCKOTI.

Jlis Kaskaoro OMOIOTHYECKOTO BUAA XapaKTEPHO MOCTOSHHOE YHC-
JI0 XpOMOCOM. XPOMOCOMBI OTJIMYAIOTCSI IPYT OT ApYra ONpeneeHHON
¢dopmoit 1 cBoumu pazmepamu. COBOKYITHOCTb KOJTMUECTBEHHBIX M Ka-
YECTBEHHBIX MPHU3HAKOB XPOMOCOM, ONpenenseMasl Ipxu MUKPOCKOIH-
POBaHHUM B CAMHUYHOM KIIETKE, HA3BIBACTCS KAPUOTMUNOM.

B 1956 r. mBeackue nutonoru [x. Tuo u A. JleBaH, NpUMEHUB yCO-
BEPLICHCTBOBAHHYIO LUTOJOTHYECKYIO TEXHUKY, Ha Marepuaye Kylb-
Typsl (pUOPOOIACTOB JIETOYHON TKaHHU 4 YEeTIOBEUECKUX SMOPHOHOB MO-
KazajM, 4YTO MOJAJILHOE YHCIIO XPOMOCOM Yy 4esloBeKa paBHO 46. DT
JaHHbIe OBUIM TIOATBEPKIIEHBI B TOM K€ TOy PadOTOM aHIIIMHCKUX IIH-
tosoroB — C. @opnom u [x. Xamepronom. O6a coObITHS CTal Hava-
JI0M OypHOTO pa3BUTHS HUTOTCHETUKH YeTIOBEKa.

HuToreHeanecxne METOAbI

Cpeay MHOTHUX METOAOB M3yUCHMsI HACJIEACTBEHHOM MaTOJIOTUH Ye-
JIOBEKa IUTOTCHETUYECKUI MeToJ| 3aHMMaeT BakHOe MecTo. C momo-
HIbI0 TUTOTCHETUYECKOTO HCCIIEIOBAHUS B TEHETHKE YEIOBEKa MOXKHO
MPOBECTH aHAJIHM3 KaAPHOTHUIIA B HOPME W MATOJIOTHUH, U3YUHThH 3aKOHO-
MEPHOCTH MYTalMOHHOTO M 3BOJIOIMOHHOTO mporueccoB. Bee xpomo-
COMHBIE 0OJIE3HH Y UeJIOBEKA OBUIM OTKPBITHI C TOMOLIBIO LIMTOI€HETHU-
4eCKOro MeToza.

AHanu3 KapuoTUIa YeJOBeKa MPOBOIAT B KYyJIBEType JTUM(OLUTOB
nepudepruueckol KpoBH, KOXHBIX (HOpPOOIacTOB, KIETOK KOCTHOTO
MO3ra, a TaKke MOJOBBIX KIeTOK. Hambonee moctymHbl Asist Mccieno-
BaHMUH TUM(POLUTHI TepupeprIecKoil KPOBU, KOTOPBIE, B OOJIBIIMHCTBE
CIIy4aeB U CIIyKaT O0ObEKTOM IIUTOTCHETHYECKOTO aHaJIN3a Y YeJIOBEKa B
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[IOCTHATAJIbHOM Iepuoze. s uccieaoBaHus KapuoTHIIA YETIOBEKA J10-
CTaTOYHO TMONYYUTh oOpasen nepudepuvdeckoil KpOBH B KOJUYECTBE
1-2 mn. [lns aHanuM3a KapuoTHNA IUIOAA MOTYT OBITH HCHOJIB30BAaHBI
KJIETKH BOPCUH X0opuoHa (9—11 Hexenst BHyTpHYTpOOHOTO pa3BUTHSL), B
OoJiee O3JHEM CPOKE IUTOTEHETHUECKOMY HCCIIEIOBAHUIO MTOABEPTAIOT
KJIETKU TUI0JA, BBIAEICHHbIE U3 AMHUOTUYECKON JKUJKOCTH, MMyMOBHH-
HOM KpOBH U IUIALIEHTHI.

[uTorenernueckuii aHaau3 BKIOUAET TPU OCHOBHBIX dTara:

1. KynpTuBHpOBaHUE KIETOK.

2. Okpacka npenapara.

3. Mukpockonu4yecKknii aHaau3 mpemnapara.

Kynomueuposanue xnemox. Ilocne 3abopa oOpasen KpoBU IMoMe-
LIAI0T B IUTATEIBHYIO COJNEBYIO Cpedy ¢ HoOaBieHHeM (pUTOTeMarmio-
TUHUHA, CTUMYJIHPYIOLIETO MpoLecc AeleHHus KieTok. [l yBennde-
HUS KONTMYecTBa MeTadas3HbIX KJIETOK 3a MOJITOopa yaca 0 OKOHYAHUS
KyJBTHBHPOBAHUS B KYJIBTYPY BBOJST KOJXMIIMH, KOTOPBIM pa3pyliaer
KJIETOYHOE BEPETEHO, U MPOLECC AETIEHHs OCTAaHABINBAETCS Ha CTAJIUU
MeTadaspl. OOBIYHO MPOJOIKUTEIBHOCTD KyITbTHBUPOBAHHS COCTABIIS-
et 72 4. Ilocne ero okoH4YaHuUs KJIETKH C MUTATEIbHON Cpejol EHTPH-
(GyrupyoT ¥ TOMELaloT B TUIOTOHMYECKUH PAacTBOP XJIOpUAA KaJlHst
WIM UTpara HaTpusl, YTO TMPUBOAUT K Pa3pbIBY sAEPHONM 00OJIOYKH U
MEXXPOMOCOMHBIX CBsI3eH M CBOOOTHOMY MEPEMEIIEHHIO XPOMOCOM B
uutomasme. [locie PUKCHpyYIOT KIETKH CMEChI0 METaHOMa U YKCYCHOR
KHMCJIOTBI B COOTHOLIEHHUH 3:1, Mociie 4ero KJIeTOYHYI0 CYCHEH3HUIO pac-
KaIlbIBAalOT Ha OXJIAXK/IEHHBIE BIayKHBIE IPEAMETHBIE CTEKIIa U BBICYIIIH-
BalOT Ha Bo3yxe (puc. 24).

34



1. B gyneTypy KIETOK
nobaenaroT
M TOr eMAITTEOTHHIH .

2. Jobapnaetca
KOJTXMLIFH .

3. KymeTypy
LEHTPHITHPYEOT.

CymepHaranT

Koerim j } Ocamox

KPOBH ‘

4. Nobasnaerca
THITOTOHMYECKIE
pacIeop

5. Bropuuro
I'nnotonmyecsmii HeHTPHVTHPYIOT
. pacTeop

1 6. PHUERCHPVIOT Ha
cTermax

7 BricymMEAOT Ha
BO3OVHEE

8. Oppamuearot

Knerea »*

KPOEBH

Puc. 24. Dtamnsl MOATOTOBKH KIETOK K KAPUOTHITHPOBAHHIO



Oxkpacka npenapamog. B 3aBUCUMOCTH OT LIeJICH UCCICIOBAHUS, TO
€CTh OT TOTO, KaKOW MMEHHO THII MEePECTPOCK HEOOXOIMMO BBISBUTH,
MOYKHO HMCIIOBb30BaTh PA3IMYHbBIC BUBI OKPAITMBAHHS.

PyTHHHBII METOJ OKpamuBaHUsI XPOMOCOM HPUMEHSIOM 05t Onpe-
OeleHUst KOMUYeCmea XpoMocom (KOAUHeCMEEeHHbIX AHOMANUL Kapuo-
muna) @ npenapame, a makice CneyupUUeckoeo cauma 10MKOCMy npu
cunopome ppazunvrou X-xpomocomwl. [1pu 3TOM OKpacke UCTIONB3YIOT
Kpacutenab ['MM3bI, KOTOPBI PaBHOMEPHO MPOKPAIITUBAET XPOMOCOMBI
10 BCEH /UIMHE, YTO JAeT BOZMOXKHOCTD OINPEACIUTh UX KOJIMYECTBO, a
TaKkKe UACHTU(UIIUPOBATH XPOMOCOMBI 110 (POPME M COOTHOCHUTEIHHO-
My pazmepy (puc. 25). DTOT METO/I OKPACKU YCIEIIHO PUMEHSUIICS JI0
70-X TOZI0B MPOIILJIOrO BeKa U MO3BOJIMII BBISIBUTH 3THOJIOTHIO OOJIBIIIMH-
CTBa XPOMOCOMHBIX CUHJIPOMOB, XapaKTEPU3YIOLIUXCI U3MEHEHUEM KO-
JINYECTBA XPOMOCOM.

Metonuku nuddepennmanbHoli okpacku (puc. 25). Mcnonb3osa-
HUE PYTUHHOTO METO/A OKPACKH HE MO3BOJSCT BBISIBISITH CTPYKTYPHBIC
MEePECTPOUKU XPOMOCOM. B 3TuX ciydyasx MPUMEHSIOT CIIClUaIbHBIC
METO/IbI, TaK Ha3bIBaeMOM, TU(PEPEHIIUATBHON OKPACKH, B Pe3yJIbTaTe
KOTOPO# XPOMOCOMBI MPUOOPETAIOT TOMEPEUHYIO0 UCUEPUYCHHOCTh, 00-
YCJIOBJICHHYIO HEOAMHAKOBON OKPACKOH YYacTKOB MO JIJIMHE XPOMOCO-
Mbl. Pacnionoxenue u TONIIKMHA TEMHBIX U CBETJIBIX MOJIOC CTPOrO HH-
JUBUTYaBbHBI TSI K&K0M XPOMOCOMBI, UTO MO3BOJIIET POBOIUTDH HX
TOYHYIO UJICHTU(UKAIIWIO U BBISBISATH CTPYKTYPHBIC ITepecTporku. J{is
00BSICHEHUSI BOBHUKHOBECHHS PA3IMYHO OKPAIICHHBIX MOJIOC HA XPOMO-
COMAaX BBIJIBUTACTCS] HECKOJIBKO TUIOTE3: PA3IUYMsl B KOJTHUYECTBEHHOM
cogepxkannun A-T- u G—C-nap OCHOBaHWI, OCOOCHHOCTH CTPOCHUS
HYKJICOCOM, a TaK)K€ aCUMHXPOHHOCTH PEIUTMKAIIUU PA3IUYHBIX Y4acT-
xoB JIHK. HaubomnbIiee pacripocrpaHeHne MOMydrI IpOCTol 1 A hek-
TuBHBIA G-memoo (ot anni. Giemsa — 'mm3a) nuddepeHnuanbHOrO
OKpamuBaHus. B 3ToM ciyudae ns OKpalIMBaHUSL XPOMOCOM TaKiKe
HCTIONB3YIOT Kpacutenb [ MM3bI, OTHAKO XPOMOCOMBI MPEABAPUTEIBHO
00pabaTeIBaIOT pacTBOPOM TpHIicuHa. [Iporenypa okpanimBaHus 3aHu-

* Bonbioit Bkiaz B pa3paboTKy qudGepeHHanIbHoro croco0a OKpacKh XpoMOCOM
BHecu T. Kacnepcon, oreuectBennslie uccnegosarenu A. @. 3axapos, H. A. Eronuna,
10.B. Cenesnes.

36



O-remod

T
o2 % % 4
-
et 1":" f § _-" *
’}* \? e v a2 \ 2 L
{‘f' ﬁ".-" - ’g s 1 ur '-b T e
v er r Jdul L
;3:3.',0,"*"*\-’.'.:'& b i’-.r’i, .
= Sy S . F ¢« % &1 '
> e - "g L \ qi Fr \{l..
I ST
- ", - 2 )
J;‘ o N a \ -
.
Pymunnstii Memod C-memoo
o - [ -
= ‘\.d-} ?;-—?6 , i--:‘
g — =y u /'r/-—?
o= § = 5%. | d‘# \h*\ i
-} . » e
( - ,_ﬂ:qf fd:"" ¥ “1 o
oY *"f: §5m wd . I N \
s o .
e “j ;: -‘:.\"'-.—. 'j‘ f —~—
= 7 sy ™
aﬁ P ¢3~. = --4- 2
sl 37 i L
% i
—'-'“
G-memod R-uemood
1 ;‘
L]
! ‘,-\.""
' 4
- g v."'
. !
- ""

NOR- unu Ag-oxpacxa
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MaeT oT 5 10 10 MUHYT U IPUBOIUT K MOSBICHUIO CIIEUU(PUUHOTO IS
KayKZ0H XpOMOCOMBI pHUCYHKa MONepeyHoi ucuepueHHocTH. [lokazaHo,
YTO KOJIMYECTBO MOJOC B MeTada3HbIX U NpoMeTadas3HbIX MIaCTHHKAX
CYIIECTBEHHO pa3iuyaeTcs: B MeTada3HbIX IUIACTHHKAX MX YUCIO JO0-
cruraet 400, a B npomeradazubix — ot 800 mo 1000.

Jpyrue MeTojsl OKpacKu UCIOIb3YIOTCS PEXKe BCIEICTBUE UX CIIOXK-
HOCTH WJIM Y3KOH CIIelM(UIHOCTH.

R-memoo (ot aHr. reverse — oOpaTHasi) 00yCIOBIMBAECT CETMEHTA-
LU0 XPOMOCOM, IPOTHUBOIOIOXKHYIO TOH, KOTOpas MMEET MECTO NpHU
okpacke (G-MeToIoM (TEMHOOKpAIIEHHBIMH 3€Ch SBIISIOTCS dyXpoMa-
TUHOBBIE YYaCTKH XPOMOCOM, @ CBETJIBIMH — F€TEPOXPOMATHHOBEIE).

C-memoo (0T aHmi. constitutive heterohromatin — KOHCTUTY TUBHBIH
reTepoXpoMaTuH) IUudQepeHInanbHON OKPACKU TO3BOJSIET aHAIN3U-
pOBAaTh JIMIIL [IEHTPOMEPHBIE U OKOJIOLIEHTPOMEPHBIE PaOHBI XPOMO-
COM, B KOTOPBIX COIEPKHUTCS CTPYKTYpHBIN reTepoxpomarud (1, 9, 16 u
Y-xpomocoma).

Q-memoo (0T aHIIL. quinacrine — aKpUXWH) PeINonaraeT UCIoNb30-
BaHHE (DIIOOPOXPOMOB (AKPUXHH, aKPUXUH-UIIPUT, KBUHAKPUH U APY-
THE), YTO MO3BOJISCT BBISABIATH SIPKO CBETAIIMECS paioHsbl 3, 4, 13-15,
21, 22 u Y-xpoMocom.

T-oxpacka (ot aHL. telomere — TeaOMepa) NPUMEHSETCS JUISI BBISIB-
JIEHUS TEJIOMEPHBIX pallOHOB XPOMOCOM B KOPOTKUX U JUIMHHBIX IUIEYax.

NOR- unu Ag-oxpacka (ot aurn. Nucleolar Organizer Region —
Anpeimko-Oopasyronue Pationsr — SIOP) unn Ag-okpacka (cepeOpe-
HUE) — MPUMEHSIETCS JUIsl BBISIBIICHHS SIIPHIIIKOOOPA3yIOIIUX PaioHOB,
PAacrONOKEHHBIX B KOPOTKHX IJIeyaxX BCeX 5 Map aKkpOLEHTPUYECKUX
xpomocom uenoBeka (13, 14, 15, 21 u 22), ¢ mOMOIIbIO OKpaIIUBaHUS
cosiMu cepeOpa.

Muxkpockonuposanue npenapamos memaghazuvix xpomocom. B me-
JIUKO-T€HETUUYECKON TPaKTHKE HCIONb3YETCsl CBETOBAs MUKPOCKOIUS
(rmaBHBIM 00pa30M B MPOXOJSIIEM CBETE), B TOM YHCIIEC TIOMUHECIICHT-
Hasi MUKpOCKonHs. 151 aieKBaTHOTO BBISBICHUS XPOMOCOMHBIX aHOMa-
T He0OXOIMMO MTpoaHaIU3UpoBaTh He MeHee 30 MeTa(a3HbIX IIACTH-
HOK. MUKpOCKOIMY€ECKasi TEXHUKA B IUTOTCHETHUECKUX JTa00paToOpHsx
OCHaIIeHa KaMepaMH, ¢ MMOMOIIBI0 KOTOPBIX MOXHO (oTorpadupoBaTh
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XpOMOCOMBI. JIOCTHKEHUS TIOCIENHUX JIET B 00JaCTH TEXHOJIOTHIA T10-
3BOJIMJIM ITUTOTEHETHKAM I10JIy4aTh MHUKPOCKOIMYECKUE U300parKeHUS
Ha KpaHe KOMITBIOTEPA, YTO 3HAYMTEIHHO OOJETYUIIO MPOIECC Kapuo-
TunupoBanus (puc. 26).

Puc. 26. CeToBasi MUKPOCKOIIHUS TIPETIapaTa ¢ BHIBEIACHUEM
Ha BHJCOIKPAH

OrnucaHHBI METOJ] IPUTOTOBJICHUSI TIperapaTa Ha3bIBACTCS Mema-
¢haznbim, Tak Kak M3ydaeMble XPOMOCOMBI HAXOASTCS Ha dTOW CTaIUU
JIeJICHUST B MAaKCUMaJIbHO KOHACHCHUPOBAHHOM cocTossHUH. Eciam Heoo-
XOIUM JICTAJIbHBIN aHATIN3 OMPENEICHHOTO palioHA XPOMOCOMEI, CHIIHLHO
KOHJICHCHPOBAaHHBIE XPOMOCOMBI Ha CTaJIMU MeTa]a3bl HEMPUTOIHBI IS
ananm3a. KieTky HykHO 3a()UKCHpPOBATh HA CTA/INH, TIPEIICCTBYIOMICH
MeTadase, Korna XxpoMocoma peayIuIMIupoBaiach, HO eule He MOJHO-
CTBIO KOHJICHCHPOBAJIACh — 3TO CTa M poMeTadaspl. XOTsS XPOMOCOMBI
Ha CTaguu mpometadasbl TIOX0 Pa3beANMHEHBI (OHU €I¢ OYCHb JTHH-
HBIC) U B Mpenapare MHOTO HAJIOKEHUN OTHOM XPOMOCOMBI Ha JPYTYIO,
BCE JK€ B OTAENBHBIX KIIETKAX MOXXHO HAWTH y4aCTOK, IIPUTOTHBINA IS
aHanu3a. DTOT MeTOoI (VI TIOAXO/), B OTJIMYHE OT MeTaa3zHoro MeToa,
Ha3bIBAIOT MpPOMemagaznvim, VI MemoooM 6blCOKOpa3peuiarouieri
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yumozenemuxu. CyTb MOAU(UKALNN METO/Ia COCTOUT B MPEKPAIICHUH
mpoliecca CIUpaiu3alud U KOHJEHCAMH XPOMOCOM B Tpodase ¢ mo-
MOIIIBIO TIPETIapaToB, KOTOPEIE BBOAAT B KYJIBTYPY KJIETOK 32 HECKOJIBKO
9acoB /10 (hPUKcaIHN.

LuToreHeTnkn B CBOEH MOBCEIHEBHOI paboTe CpaBHUBAIOT 00pa3-
LBl CO CTaHJAPTAMH, TIOJTyYCHHBIMH MIPU U3YYCHUH HOPMAJIbHBIX KapH-
OTHITIOB YEJIOBEKA.

B 1960 r. B denBepe (CLIA) Obuta mpoBenena nepsas MexayHa-
ponHas Hay4Hasi KOH(EpeHIHsI TUTOTeHETUKOB, KOTOpas BhIpadoTaia
MPUHIMITEL KIaCCU(PHUKALUK XPOMOCOM YelloBeKa. B 3aBUCHMMOCTH OT
MOP(OTOTHIECKON XapaKTEPUCTHKH, YUHUTHIBAIOMIEH pa3mepsl, (op-
MY ¥ IOJIOKEHUE IIEHTPOMEPHI, COOTHOIICHHIO JUTMHBI TUIeY, HATUIUIO
CIIyTHHKOB, BCE XPOMOCOMBI ObLJT MOZIeTIeHbI Ha 7 rpymil (Tadm. 2):

Tabnuya 2
JenBepckast KJIacCHPUKANMA XPOMOCOM H HX XapaAKTEePUCTHKA
o HT-
N Houoxenue He .
I'pynna | xpomo- PMOJILHBII Ilpumeyanus
LHEeHTPOMepbI o
COMBI uHaeKe, %
Ha nqnuanom
1 Camas Oomprmas 48-49 TIe9e MOXKET
MCTACHTPUYCCKasA OBITH BTOpHUYHAasA
nepeTsKKa
A Camas Oomprmas
2 38-40
cyOMeTareHTpruaecKas
Bonbmras Ha 20 % xopoue
3 45-46 /o KOp
MeTaleHTpUYecKas nepBoi
B | 45 Kpynubie 24-30
’ cyOMeTaleHTprIecKas
Cpextte Ha 9-i1 wacto
C 6-12, X P 27-35 BTOpUYHAS
cyOMeTaleHTpuIecKne
MepeTsIKKA

40



Oxkonuanue mabauyol 2

Ne Lent-
osoxenue .
I'pynna | xpomo- S — PMOJILHBII Ipumeyanus
COMBI pomep HHAeKC, Yo
D 13-15 Cpennue ~15 Ha Bcex BropuuHbie
AKPOLICHTPUYCCKHE MIEPETSHKKH
B 10 % cnyuaes
16 Manenbkas 40 BCTpPEYAeTCs
METalleHTPpUYCCKast BTOpHUYHAS
MePeTsIKKA
E 17 Manenbkas 34
cyOMmeTareHTpudecKkas
18 Marnenbkas 26
CyOMeTaIeHTpHUCeCKast
aMbIe MaJICHbKH
F | 190 | Campiemancubue | 50 0
METAIlCHTPHYCCKUE
Camble MajleHbKIe Ha 21-it u 22-id
G |21-22)Y ~13-33 BTOPUYHBIE
AKPOLICHTPUYCCKHE
MIePETSHKKH

Henocrarkom JleHBepcKoi KitacCu(UKAIUK SBISUIOCH TO, YTO, OyIy-
9K pa3pabOTaHHOW Ha OCHOBE METO/Ia PaBHOMEPHO OKPAIICHHBIX XPO-
MOCOM, pa3rpaHHYeHNE TOMOJIOTUYHBIX Map BHYTPH TPYIIIBEI XPOMOCOM
BCTPEYANIO 3a4acTyI0 HEMPEOJ0IUMbIC TPYIHOCTH.

Ha ocHoBe HOBBIX METOJIOB M30HMpaTesibHON (U depeHInanbHON)
okpacku B 1971 r. B Ilapmxe Obutn pa3paboTaHbl KapThl JTHHEHHOHN
T QepeHINPOBAHHOCTH XPOMOCOM YeJIOBEKa U MPEIIOKEHa CUCTeMa
ux 0603HavyeHus. JlaruHcKMMHU OyKBaMu p B  0003HAYAIOTCS COOTBET-
CTBEHHO KOPOTKOE W JJIMHHOE IUIEY0 XPOMOCOMBI. OT LIEHTPOMEPHI K
TeJIOMEpe MO MMEIOUIMMCSI OTYETIMBBEIM MOP(OIOTUYSCKUM yKazaTe-
M (MapkepaM) B KaXJIOM Ijieue BBIJIEISIIOT pailoHbl, 0003HauYaeMble
apabckuMu nudpamu. B mnpenenax paidloHOB HIESHTU(QUIMPYIOT Cer-
MEHTBI — PETYNISPHBIC YYaCTKH, OTIMYAIOIINECS N0 MHTCHCU(PHUKALINU
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okpacku (puc. 27). OHu Takxke 0003HAYarOTCsl apaOCKUMU LUPpPaMHU.
Tak, cumBon 1p22 o3Havaer 2-i cerMeHT 2-To pailoHa KOpOTKOTO Iieda
XpOMOCOMBHI 1.

2
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Puc. 27. Cxemarnyeckoe H300paKeHNE PaCTIONIOKEHHS JIOKYCOB
B XpOMOCOMax 4eJioBeKa pu ux auddepeHnnaipbHoil okpacke

Ilo Mepe BHenpeHHs B IIUTOI€HETHKY HOBBIX METOIOB KiIacCH(UKAITUS
XpOMOCOM HEOIHOKpPATHO IOMOJHsIack M B 1978 1. Obuta pa3paboTaHa
«MexayHapoHas CUCTEMa HOMEHKJIATypbl XpOMOCOM uenoBekay. Kiac-
curkanmm nopadareIBaiachk u B ociemyrommue roas (1981, 1985, 1991,
1995, 2004). B 2005 1. BBIIIIIA B HOBOW PEAAKIIMH IO Ha3BaHUEM «Mek-
JyHapOIIHAasl CUCTEMA JIIS IIUTOTeHETHYECKON HOMEHKIIATypPhI YeTTOBEKay.

MOJIeKyJISIpHO-HI/lTOI‘eHeTI/I‘IeCKI/Ie METOAbI

[MocnenHue ycriexu MOJICKYJISIPHOM [IUTOTCHETHKH YeJIOBEKa TTO3BOJH-
T pa3padoTarh HOBbIE BRICOKOMH()OPMATHBHBIC METOJIHI H3yUCHHST XPOMO-
com. Cpet HUX B ITEPBYIO O4epe/Ib CIIETyeT Ha3BaTh METOJ (DIIFOOpeCIieHT-
HOW THOpWAM3ALNH i1 Sifu, WM Tak Ha3eiBaeMblii FISH-meton (oT aHTL
Sfluorescent in situ hybridization). C TOMOIIIBIO 3TOTO METOA HICHTH(DUIH-
PYIOTCSI HE TOJIBKO MHJIUBHIYaTHHBIE XPOMOCOMBI WM OT/ICIbHBIC TCHBI,
HO ¥ pacImu(poBBIBAIOTCS CIOKHBIE MEKXPOMOCOMHBIE TIEPECTPOHKH.
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FISH-meTon cocTOUT M3 HECKOJIBKHX 3TAIoB (puc. 28).

1. st u3yyaemMon XpOMOCOMBI WJIM €€ KOHKPETHOTO y4acTKa roTo-
BAT oqHOHUTEeBON ydacTok JIHK (komruieMeHTapHBI M3y4aeMoMy), K
KOTOPOMY TPHUCOCANHSICTCS OMOTHH (FUIH TUTOKCUTEHHH). Takoi mome-
yeHHbIN ydyacTok JITHK Ha3biBaeTcst 30HA0M.

2. Ha MHKpOCKOIIMYECKOM Mpernapare in situ Tpu 00paboTKe Iie-
noubto xpomocomHast JIHK nenatypupyertcs, T.e. pa3pbIBaloTCs CBSI3U
Mexay aBymsa Hutsamu JTHK.

3. 3ounoM oOpabatsiBatoT mpemnapar. [lockonbky mocnemnoBarenhb-
HocTh ocHoBaHui JIHK 30H1a 1 COOTBETCTBYIOIIUI YYaCTOK XPOMOCO-
MBI B3aUMHO KOMIUIEMEHTAPHBI, 30H,T IPUCOSTUHICTCS K XpoMocome. B
ATOM y4acTke mpoucxonut peHarypanus [JHK.

4. IMocne 3Toro npenapart 00padaThIBAIOT BEIIECTBOM, KOTOPOE CIIO-
coOHO M30UPATENLHO MPUCOSANHUTHCS K OMOTHHY (MM JUTOKCUTCHH-
Hy). s GuotuHa 3710 cTpenToBUANH. K 3THM BemecTBaM MOTYT OBITh
MIPUCOENNHEHB! B OIWH WM J1Ba dTama (PIroOpecHeHTHbIe KPacUTeIn
(poaMUH — KPaCHBIH BET WK (DIFOOPECIICMHA H30THOLIMAHAT — 3eJie-
HBIH I[BET U JpyTue (IF0OPOXPOMBI).

5. C noMomip1o JTIOMUHECIIEHTHOTO MUKPOCKOIIA OKPAILIEHHBIE XPO-
MOCOMBI MOYKHO YBHJIETh Ha (DOHE HEOKPAIIICHHBIX.

OnHoHUTERBIT

( 5 KomnmemeHTapHBI ( j—
V\;\f‘I 3OHH € DHOTHHOM V\,(J‘J uccnenyenmoit JHK

OIHOHHTEERIH 30HT

N /ane AT S AT S AR

2 4
‘-’V‘fj\;‘JJ T ——
KpacHTens
1. OBpaBoTea menousio 2. ObpaBotra z0HT0M 3. Obpaborka 4. Jrownmectientias
MUEDOCKOTTHS
JHK nenatypupyercs Komnnementapas CrpemmoRnmoN >
Cra3u MeKaY OB yMT peHaTypara Hobagnenne
artamn JTHK bmoopecuenTHOTO

paspIBaroTCE KpacuTens

Puc. 28. Dranbl GrroopecieHTHON THOpUIU3auy in Situ
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B xnmHWYECKOH LIUTOTEHETHKE Yalle BCEro MPUMEHSETCS IBYyX- U
TpexuBeTHas ¢uoopecuentHas FISH rubpuauszanus in situ (puc. 29).

Puc. 29. XpomMocoMbl, OKpalIeHHbIE 10 METOANKE 2-T[BETHOU
(diroopecuentHor rnOpuam3anmu (FISH) in situ: A — HOpMa,

b — penumnpokHas TpaHciokamnus. Ha MukpodoTorpadun 7 xpomocoma
OKpaIlleHa B roy0oii 1iget, 12 XpoMocoma — B KpacHBIH IIBET

Ha pucynke npuBe/ieHa 1BOHAs THOPUIN3AIINs, OJHAKO COBPEMEH-
HbIE TEXHUYECKUE BO3ZMOKHOCTH MO3BOJISAIOT YBEJIUUHUTh YHCIIO LIBETOB.

FISH-meton namen mmpokoe MpUMEHEHHE B KapTUPOBAHWH TEHO-
Ma, XpOMOCOMHOM JIOKaJdu3aluu reHoB U nocienoBarensHocreit JJHK
u PHK, ananu3se upeHTUUKAIIME XPOMOCOMHBIX aHOMAJIUM, BKIFOUYAs
MUKpOJIETIEIUA U MUKPOJYTUIMKAllMU. biaronaps cBoel YHUKaIbHOCTH
1 cienu(UIHOCTH METOJl TUOPUIN3AINH B TTOCIICAHEE BPEMs IITHPOKO
MPUMEHSIETCS NPU MPOBEACHUU NPEUMILIAHTALIMOHHOW, TPEHaTaJIbHON
WM MOCTHATAIbHOW JAMArHOCTUKHU. Ero MCnosib3yroT B KIMHUYECKOM
LIUTOTEHETUKE, OHKOTEHETUKE, T€MAaTOJIOrUH, IIPU OLEHKE MyTareéHHbIX
BO37IeHcTBUN ((PU3UUECKUX, XUMHUUYECKHX, OHUOJOTMYECKHX), JTHArHO-
CTHKE BPOXJEHHBIX MTOPOKOB PA3BUTHUS U YMCTBEHHOU OTCTAJIOCTH.

Coueranue MOJIEKYJISIPHO-TEHETUUECKUX M LUTOJOTHYECKUX METO-
JIOB JIEJIa€T NIOYTHU HEOTPAHUUYEHHBIMHU BO3MOYKHOCTH JUATrHOCTUKH XPO-
MOCOMHEBIX aHOMAJIMH, KaK OYCHb CJIOKHBIX, TaK U OUYCHb MCITKHUX.

Hopmanvustii Kapuomun uenosexa

Kapuorun dyenoBeka B HOpMe COCTOUT U3 23 map XpoMOCOM, KOTOPbIE
pacroararoT oI HOMepaMH B IOPSAKE YOBIBAHHS X JTMHEHHBIX pa3Me-

44



poB (puc. 30). AyTocomsl (BCe XpOMOCOMBI KPOME TIOJIOBBIX) 00pa3yIoT
OJIMHAKOBBIN HAOOp y 000oux monoB. My>KCKOi Ha0OP MOJIOBBIX XPOMO-
coM XY, xxeHckuil — XX. Kapuorun HopmanbHOro Myk4uHbl — 46, XY,
HOpMaJbHOM >xeHIIMHBI 46, XX. Kak u y Bcex MJIIEKONUTAIOLINX, TeTe-
pOTaMeTHBIM TI0JIOM y YeJIOBEKa SIBIISETCS MYKCKOH. Y-XpoMocoma co-
CTOUT NMPEUMYIIECTBEHHO U3 TeTepoxpomariaa. HeGombiuas no mimHe
9YXpOMaTHHOBAs YacTh COAEPKUT 397 reHoB (Ipu OOILEM YKCIIe TEHOB
y yenoBeka 6osee 35000, U1 OTHO# U3 CaMBIX KOPOTKUX XPOMOCOM 3TO
Hemano). s KoMIIeHcaluy JO3bl TeHOB B KJIETKaX KEHCKOT'O OpraHu3-
Ma MPOMCXOJUT MHAKTUBALUS ONHOW M3 X-XPOMOCOM. X-XpOMOcCOMa
conepxut 1606 renos. [IpumeuarensHo, 4TO B Hel ocTaeTcs HEOOIb-
nrasi HeMHAKTHBUPOBAHHAS 4acTh, COAEPIKaIlasi MPUMEPHO YETBEPThH
TEHOB, YTO YPaBHHUBAET J03y PaOOTAIOIIMX F'€HOB Y 00OMX MOJIOB (TIpH-
MepHO 400 TeHOB MOIOBBIX XPOMOCOM MPEACTABICHO ABYMS KOTIHSMH).

Puc. 30. Hopmanbaslit kaprotun genoBeka: A — G-MeTo/1 OKpaliBaHus,
b — multi FISH okpamuBanue

CornacHO OOIICHPUHATON MEXAYHAPOAHOW HOMEHKJIAType KapHo-
THUII TIPUHATO 3aIMCHIBATH CIEAYIOUIMM 00pa3oM: BHaYaJIe 3alMChIBAIOT
o011ee Y1cIo XpoOMOCOM, 3aTeM — IT0JIOBbIE XpoMocoMbl. [Ipu HopMmaib-
HOM KapHOTHIIE 3TUM U OIPaHUYMBAOTCS, IPU HAJTMYUH XPOMOCOMHBIX
HapyLIEHNH WX OMMCHIBAIOT TP MOMOLIN CIIEHHAIBHBIX 0003HAYECHHH.
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llumozenemultecmﬂ U MOJIEKY/IAPHO-2eHemu1iecKas ouazHocmuka
XPOMOCOMHDBLX anomanui Yy uesloeeKa.

XpOMOCOMHBIE AaHOMAJINH (CHHJIPOMBI) — OOJIBIIIas TPyIIIa MaToJI0TU-
YECKMX COCTOSIHWH, BOSHUKAIONINX B PE3ybTaTe aHOMAIUHM KOJIHYEeCTBA
W/WIIN CTPYKTYPBI XpPOMOCOM 4elioBeka. YacTora XpOMOCOMHBIX CHHIPO-
MOB cocTasisieT 5—7 Ha 1000 HoBopoxkieHHBIX. OTHAKO TH MOKa3aTeNn
MoDM Obl OBITH 3HAYMTENLHO BHIIIE, €I ObI BCEM SMOPHOHAM C XpO-
MOCOMHBIMH TIEPECTPONKAMHU YJIaBAJIOCh MTPOUTH MOIHBINA IIUKJI BHYTPHU-
YTPOOHOTO Pa3BUTHUS U POAUTHCS. AHOMAIMH XPOMOCOM JOCTaTOYHO
YacTO BO3HMKAIOT, KaK B TIOJIOBBIX, TAK U B COMaTHYECKHUX KIIETKaX Yelo-
Beka. [Ipennonaraercs, yro okono 50 % Bcex CIOHTAHHBIX a0OPTOB 00-
YCIIOBJIEHBI HAJTMYHEM XPOMOCOMHBIX MEPECTPOeK y miona, okono 30 %
OIIOIOTBOPEHHBIX SHIEKIIETOK TIOrn0aeT B TPeAUMILIAHTAITUOHHBIN
nepuon (mepsbie 10 qHEl mocie OIUI0A0TBOPEHHS) B CBA3M C HAJTMYHEM
XPOMOCOMHBIX aHOMAJIMH, KOTOPbIE HAPYIIAIOT KOOPAWHUPOBAHHYIO pa-
00Ty TCHOB, AKCIPECCUPYIOMINXCS B PaHHEM dMOproreHese. B mepBom
TpUMecTpe OEpPEMEHHOCTH TIOJIOBHHA BCEX CIIy4aeB CaMOIPOHU3BOIIEHOTO
npepbIBaHKsl OEPEMEHHOCTH CBSI3aHa C XPOMOCOMHBIMH IE€PECTPOHKaMHU
y aMOpHroHa. Bo BTopoM TpumecTpe XpOMOCOMHEIE TIEPECTPOUKH SIBIISI-
IOTCS IPHYMHOM CaMOTIPOM3BOIBHBIX a00PTOB B 25 % ciy4aes.

I'mGens mnoma mocie 20 Hemenb pasBuTHs ymmb B 10 % cioyuyaes
OKa3bIBAETCS PE3yIBTaTOM XPOMOCOMHOM aHoManuu. BeposiTHOCTB Tipe-
pBIBaHHS OEPEMEHHOCTH M BHYTPUYTPOOHON THOEIH I1J10/1a 3aBUCHT OT
HOMEpa XpOMOCOMBI, BOBJICYEHHOH B MEPECTPOIKY W THITAa aHOMAJIHH.
Tak, MOHOCOMHHM TTO ayTOCOMaM, KakK MPaBUIIO, 00Iaal0T JIETAThHBIM
s dexroM. JJocTaTouHO peiKo y KUBOPOKIECHHBIX BBISBISIIOTCS CTPYK-
TypHBIE TEepecTpoiiku xpomocoM 1, 2, 3. Hamboree KU3HECTIOCOOHBI
JIETH C aHOMAIIMSAMH aKPOIEHTPUIECKUX XPOMOCOM.

B rpymie XxpoMOCOMHBIX CHHAPOMOB IPUHSTO BBIIEIATH aHOMAIINH,
CBSI3aHHBIE C M3MEHEHHEM YHCIIa XPOMOCOM (T€HOMHBIE) H XPOMOCOM-
HbIe abeppanny (BHYTPUXPOMOCOMHBIE TEPECTPOIKH).

W3menenue grcia XpoMOCOM MOXKET KacaThesl IOIHOTO Habopa Xpo-
MOCOM (TIOJIMILTOHU/TUH) HITH KOJMYECTBA XPOMOCOM II0 OIHOW U3 Tap
(aneynmonum).

VY YenoBeka oMHMCaHO J1Ba BHJA TOJUIUIOHINH — TPUILIOWANN U Te-
TPAIJIONINH, XapaKTEPU3YIOIINECS COOTBETCTBEHHO TPEX- M YEThIPEX-
KpPaTHBIM YBEJIIMYSHHEM YHCIa TalIOnTHBIX HA0OPOB XPOMOCOM. AHEY-
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TUTOMJIUM MOTYT BBIPAXKATHCA U B YBEJIIMUEHUH YUCIIA XPOMOCOM OJHOH
napsl (TPUCOMHU M TETPACOMHHM), U B UX YMEHBIICHUH (MOHOCOMHH).
[onumionany, Kak NpaBUiIo, HE COBMECTUMBI C KHM3HBIO U BCTPEYAIOT-
cs1 y abOpTyCcOB M MEPTBOPOXKAEHHBIX. JleTanbHbIM 3¢h(eKkToM BO BHY-
TPUYTPOOHOM Ieproje 00J1aaal0T ¥ MOHOCOMHUH 110 BCEM ayTOCOMaM.
Hawubonee yacTpie aHIYTIIOUIUHN Y YKUBOPOXKAEHHBIX — TO TPUCOMUHT
0 ayTOCOMaM H TIOJIOBBIM XpPOMOCOMaM U MOHOCOMHH IO X-XPOMOCOME.

Cuodpom Jlayna (Tpucomus 21; 47, XX (XY) +21)

Yacmoma cpeou nogoposicoennvix: 1:700

Ipuuuna: tpucomusi 21 BclenCTBHE HEPACXOXKICHHS XPOMOCOM B
Meio3e; BHYTPUXPOMOCOMHBIE NMEPECTPONKH (TpaHCIOKAalKU) C yda-
ctuem 21 XpoMOCOMBI.

@enomunuueckue nposasienusa. Huskuit poct, Opaxumnedanus (ko-
POTKOTOJIOBOCTh), MOHTOJIOWIHBIA pa3pe3 a3, SMUKaHTyC (CKIalaka
BEPXHEr0 BEKa), OTKPBITHIA POT (B CBSI3M C HU3KUM TOHYCOM MBIIII U
0COOBIM CTpOoeHHeM HEOa), 3yOHBIe aHOMAJIHH, apKoOOpazHoe HEDO, 3a-
JIepKKa pa3BUTHS, YMCTBEHHAS! OTCTAIOCTh. Y Pa3HBIX WHIUBHIYYMOB
MOXKET HaOMIofaThesl pa3Hasi BBIPAKEHHOCTh OTICIBHBIX CHMIITOMOB
(puc. 31). OObr4HO OOJBHBIE MUPOIIOOUBBI, HETLJIOXO MPOXOIST COLHU-
ANBbHYIO aJaNTalrIo — HEKOTOPBIE Jake 00pa3yloT CEMbH.

Puc. 31. BHemnuit Bus 60J16HOTO ¢ cHHApOMOM [layHa
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Cunopom Ilamay (Tpucomus 13; 47, XX (XV) +13)

Yacmoma cpedu nHogoposicoennwix: 1:7000 (14000)

Ipuuuna: tpucomusi 13 BciencTBHe HEPACXOXKICHUS XPOMOCOM B
Mmeiioze B 80-85 % ciyuaeB, ocTaybHBIE Cllydan 0OyCJIOBJIEHBI, B OC-
HOBHOM, Ilepeaueil AIMHHOTOo Iieda 13 XpoMocoMbl Wi pOOEPTCOHOB-
CKUMU TpaHciokarusamu tuna D/13 u G/13.

Denomunuueckue npossierus. Mukporiedans, 9acTo roiornpo3sHieda-
mmst (puc. 32A) (HepasaeneHre Mo3ra Ha TONYIIapys), y3KUe TJIa3HbIe e,
BO3MO’KHA LIMKJIONIHSL, TIOYTH BCETIa BCTPEYaeTcsl [NIa3Hast IaToJOTUsl; IEMOH-
CTPaTUBHBIM NPHU3HAKOM cHuHapoMa [laray SIBISIOTCS paciieliHa BepXHEH
ryob1 1 HEOA («3asubs TyOa» M «BOMYBS macTb») (puc. 32 b). XapakrepHb!
TAKKE TAKME aHOMAJIMM KOCTHO-MBIIIEYHON CHUCTEMBbI, KaK MMOMMAAKTHINS Ha
BEPXHHMX M HIDKHUX KOHEYHOCTSIX, BTOPOW M YETBEPTHIA MaJbLIbl COTHYTHI,
TIPUBE/IEHBI K JIJIOHU 1 TIEPEKPBITHI TTEPBHIM U TISITHIM MaJTbliamM (pric. 32 B).
BesBrstrorest iebeKThl pa3BUTHS MPAKTUYECKH BCEX CHUCTEM M OpraHoB. B
CBSI3U C TSDKEBIMH BPOXKICHHBIMH TIOPOKAMU PA3BUTHSL OOJBIIMHCTBO JIETeH
¢ cunapoMoM Ilaray ymMuparoT B IiepBble HEAEIN MM MeCsILbI >Ku3HH (95 %
ymuparot 1o 1 roma). OHaKO HEKOTOpBIE OONTBHBIE KUBYT HECKOIBKO JIET.

Puc. 32. Cunapom Ilaray: A — rononpo3sHiedanus ¢ MUKIOMUCH
1 X000TKOM; b — IByCTOpOHHSS «3as9bs TyOa»; B — mommmakTunms

Cunopom 30sapoca (Tpucomms 18, 47 XX (XVY) + 18)

Yacmoma cpeou nosopoacoenuvix: 1:5000 (7000), cooTHomIeHUE
MAaJILUUKOB U AeBoueK 1:3.
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Tpuuuna: Tprcomusi 18 BCIEACTBHE HEPACXOXKICHUSI XPOMOCOM B MEHO3€.

Denomunuyeckue nposenenus. Hannune nonmxouedanbHoro (yu-
JUHEHHOTO) ueperna (puc. 33 A), ciaBieHHOTO ¢ OOKOB, C HU3KHM JIOOM
1 INAPOKUM BBICTYTIAIOIINM 3aTBIJIKOM; INIA3HBIC HIC/IN Y3KUEC, SITUKAHT,
HIDKHSAS YeJIIOCTh MalleHbKasl, CKOIIEHAa Ha3aa (MHKpPOPETPOTHATHA);
POT MaJICHbKHUH, TPEYroJIbHOW (POPMBI C KOPOTKOW BEepXHEH ry0oi; mmest
KOpPOTKasl, C KPbUIOBHIHOM CKJIaJIKOM.

[Ipn maHHOM CHHIpPOME TUIHYHBI AHOMAJIMH OTIOPHO-JBHTATEIHHO-
TO amnmapara: KACTH U Majblbl KOPOTKUE, ISATHIC NaJbLibl HCKPUBIICHBI,
MaJIbIIbI CKATHI B KYJIaK, BTOPOH 1 MSTHIN MaJbIIbl PACIIONOXKEHBI CBEPXY U
NPUKPBIBAIOT MIPHKATHIC K JIAJOHU BTOPOH U YETBEPTHIH MaJbLbl; IEPBBII
nasel CTOIbl KOPOTKHH M MIMPOKHUH, CHHAAKTUIINS BTOPOTO U TPETHETO
nansies (puc. 33 b); dopma cTonbl B BuAe «kadaiuku» (puc. 33 B).

Puc. 33. Cunapom DnBapica: A — MuKporiedaus,
b — anomanum nanenes, B — cTona-«kadaakay

[Tout 95 % OO0JILHBIX UMEIOT MOPOKU CEP/Ila, KPYITHBIX COCYIIOB,
MOYETIOJIOBOM CHUCTEMbI, aHOMAJIMU OPTraHOB NHIleBapeHus. [Iporno3
JUTSE )KH3HH HEOJIarONPUSATHBINA — JIETH C CHHIPOMOM DJIBapca YMUPAIOT
B 90 % ciryuaeB 110 1 To1a OT OCIIOKHEHUH, 00YCIIOBICHHBIX BPOXKICH-
HBIMH TIOPOKaMHU pa3BUTHs (ac(UKCHs, THEBMOHUS, KUIIICYHAST HETIPO-
XOIUMOCTb, CEPACYHO-COCYANCTAsI HEOCTATOUHOCTB ).
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Cunopom Bapxanu (Tpucomus 8, 46 / 47, +8)

Yacmoma cpedu Hogoposicoennwix: 1:5000

Ipuuuna: Tpucomus § — pe3yibTaT BHOBb BO3HHKIICH MyTaluu (He-
PacXoXKICHUE XPOMOCOM) Ha PAHHUX CTAJIUSIX OJaCTYIIbI, OMTUCAHA TIPEH-
MYIIECTBEHHO Y MO3aUKOB; TIOJTHAS TPUCOMHUSI TTI0 XPOMOCOME 8 JIETaJIbHA.

Denomunuueckue nposeneHus. Pazauuuil B KJIMHUYECKOW KapTu-
HE IIOJIHBIX M MO3aW4HBIX (DOPM HE BBIIBIEHO. TSKECTh KIMHUYECKOH
KapTUHBI IHUPOKO BapeupyeT. Koppemsiunii Mexxay TsKecTbio 3a0oie-
BaHUsI M JIOJICH TPUCOMHBIX KIIETOK He 0OHapykeHo. JleTn porkaarorcs
JOHOUICHHBIMH; XapaKTepHa YMCTBEHHast oTcTaiocth (97,5 % ciyua-
eB). OTkoHeHU B cTpoeHHUM Jnna (puc. 34 A): BBEICTyMaOmMun 100,
KOCOIJIa3u€, 3IMKAHT, IIyOOKO IOCAKCHHBIE IVIa3a, TUIIEPTEIOpU3M
(yBenmueHue paccTOsTHHA) TI1a3 (M COCKOB), BRICOKOE HEOO (MHOT/IA pac-
IeNINHA), TOJICThIE TYOBI, BRIBEPHYTAsI HWKHsIS Ty0a, OOJNbIINE YITHBIS
PAKOBUHBI C TOJICTOW MOYKOIA.

Puc. 34. Cunapom Bapkanu ((eHOTHITMICSCKUE TTPOSBIICHNU )
A — 0COOEHHOCTH CTPOCHUS JIHIA, TUIIEPTEIOPU3M COCKOB;
b — rry6okne 6Gopozzpl Ha cTonax; B — aHoMannu mo3BOHOYHUKA

ITopoku OMOpPHO-ABHUraTEIBLHOIO amnmnapara U MOYEBOH CHCTEMBI:
KOHTPaKTyphl (OTpaHHYEHHE IMOABMKHOCTH) CyCTaBOB, aruiasus (OT-
CYTCTBHE) HaJKOJIEHHUKA, TITyOOKHe OOPO3/IbI MEXKITY MEKITATbIIEBBIMU
noxymedkaM (puc. 34b). Ilpu Y3 BBIABISAIOTCS aHOMAJIMU MTO3BOHOY-
HHKA: CKOJINO03, y3Kue mieun u 1p. (puc. 34B). [IpomomKuTeIbHOCTD
JKU3HU — He Ooree 17 jer.

AHEYIUIOWANH TIO TTOJIOBBIM XPOMOCOMAaM TaK)Ke IOCTATOYHO YacTo
BCTPEYAIOTCS B MOMYJIALMAX YEIOBEKa.
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Cunopom Illepewesckozo-Tépruepa (Mounocomusi, 45, XO)

Yacmoma cpedu Hosopooicoennwvix: 1:1500.

Ipuyuna: OTCYyTCTBHE OJHOMN U3 TOMOJIOTUIHBIX XPOMOCOM XX TIaphl.

@enomunuueckue nposigienus. Ilom pebeHKa ¢ MOHOCOMHEH TO
X-xpoMocoMe JkeHCKUH. Bo BTOpOI 1MoIoBUHE OEpEMEHHOCTH MaTepu
MIPOUCXOAUT MHBOMIONHMS (0OpaTHOE pa3BUTHE) TOJIOBBIX KJIETOK, U K
MOMEHTY POXKACHUSA Y peOeHKa PE3KO YMEHBIIIEHO KOJIMYECTBO (hOIITH-
KYJIOB WJIM OHM BOBCE OTCYTCTBYIOT. CJEICTBUS HEJOPA3BUTHUS TOHA]:
HEJI0OCTaTOYHOCTh JKEHCKMX TOPMOHOB, aMeHopes W Oecrutogue. Jlms
JIEBOYEK XapakTepeH HU3KWUH POCT, OTCTaBaHWE B Pa3BUTHH, IIUPOKAsS
004K000Opa3Hast rpyIHas KJIeTKa, KOPOTKas I1es, KPhLJIOBHTHBIC CKIIAJIKU
Ha OOKOBBIX NMOBEPXHOCTSAX IIIEH, BBICOKOE «TOTHUECKOoe» HEOO, nedop-
MaIus JIOKTEBBIX CycTaBoB (puc. 35)

A

Puc. 35. Cunapowm IllepemeBckoro-Tepuepa: A — KPbIIIOBHJIHbBIE CKIIAIKH
Ha mee, b — muMQarndecKkuii 0Tek CTOIbI HOBOPOXKICHHOTO

Yacto BCTPEUAIOTCA ITOPOKU CEPAlla U KPYITHBIX COCYA0B, arljia3ust (ba-
JIaHT IMaJIbIEB, CKIIOHHOCTB K O)KUPECHUIO U TUIICPTCH3UA. Momnounsie xe-
JIC3bI U MOJIOBBIC OPraHbl y OOJBIIMHCTBA OOJBHBIX HCPA3BUTHI. HpOfIB—
JIAKOTCA BC€ UMCHOIIUECS CHCIUICHHBIC C TTOJIOM PEIIECCUBHBIC MyTalllH.

Cunopom mpoiinoii X-xpomocomul

Yacmoma cpedu nosopoicoennwvix: 1:700.
Ilpuuuna: nononHUTEIbHAS X XPOMOCOMA.
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Denomunuyeckue nposeienus. Bece 00aIbHBIE — BHEIIHE HOpPMallb-
HbIE XKEeHIUHBI ¢ kKapuotunoM 47, XXX. MHorna BcTpedaroTest 1Be MU
Ooyiee JTOTMOTHUTENBHBIE X-XPOMOCOMBI. YMCTBEHHAs! OTCTaJOCTh H
ananust oT™Mevarorcest y 75 % OoibHBIX, 4acTO HaOMIOfaeTcss HeAopas-
BUTHE (DOJUTUKYIIOB, PAaHHUH KIMMAaKC U OECIUIOIHe.

Cunopom Knaiinghenomepa

Yacmoma cpedu Hogoposicoennwix: 1:500 (750) MarbauKoB.

IHpuyuna: nomucomus mo X Xxpomocome. Bo3MOKHBIE KapHOTHIIBL:
47, XXY; 48, XXYY; 48, XXXY; 49, XXXXY; 49, XXXYY).

Dernomunuueckue nposigienus. [pucyTcTBre Y-XpOMOCOMEBI OTIPEIEIISeT
(hopmHpoBaHHE MYKCKOTO To1a. J{0 Teprosa moIoBoro Co3peBaHus Majlb-
YUKW Pa3BUBAIOTCS TIOYTH HOPMAJIBHO, JIAIIIH C HEOOIBIIIM OTCTABAHHUEM B
TICHXWYECKOM Pa3BUTHH. | eHeTHUeckuii mucOanaHe B CBS3H C JOOaBOYHOM
X-XpOMOCOMOH KITMHUYECKH TIPOSIBIISIETCS B TIEPHOT TIOJIOBOTO CO3PEBAHMS
B BHJIE HEJIOPA3BUTHS SIMYEK W BTOPHIHBIX MYXCKHX TIOJIOBBIX ITPHU3HAKOB.
J71st GONBHBIX XapaKTepHBI BEICOKUIA POCT, JUTMHHBIE KOHEYHOCTH TIPH CpPaB-
HUTEITHHO KOPOTKOM TYJIOBHIIE, THHEKOMACTHS, €BHYXOHM3M, OeCIIioaue,
TIOBBIIIIEHHOE COfIep KaHNe YKEHCKMX TOPMOHOB, OJKHPEHHE, CITa00e OBOJIOCE-
HUE JIUITA, TIOIMBIIIEYHBIX BIaJWH U JIOOKa. borbHbIe OectuionHs! (puc. 36).

Puc. 36. Cunapom Kiaiinpenprepa
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Tecm nono6o20 xpomamuna

B kadecTBe akcmpecc-MeTo/1a, BEISBIISIONIETO NU3MEHEHHUS YHca 1Mo-
JIOBBIX XPOMOCOM, HCTIONB3YETCSI METOJ OMpEeSeH s OJI0BOTO XPO-
MaTuHa B HEJIEJSIIUXCS KIETKaX CIU3UCTOHN 00010uKH mekH. [TonoBoit
xpomatuH (Tenbiie bappa) o6pasyercs B KieTKax >KEHCKOTO OpraHHu3Ma
OHOW M3 ABYX (MHAKTUBUPOBAHHOH) X-XpomMocoMoi. OHO BBITVISIUT
KaK MHTEHCHBHO OKpallleHHas IIIbIOKA, pacloiioyKeHHas y siIepHo 000-
nouku (puc. 37).

Puc. 37. Hanuuue (cipaBa) U OTCYTCTBHE (ClieBa) MOJOBOTO XpPOMAaTHHA
B SIIpax KIJICTOK JKCHIIMHBI 1 MYKYHHBI

[1pu yBenmueHnu KomuuecTBa X-XpoMOCOM B KAPHOTHUIIE OPTaHU3Ma B
€ero KJIeTKax oOpa3syercs Tenble bappa B kolnuuecTBe Ha €AUHUILY MEHbIIE
grcnaX-xpomocom. [ IprymenpieHnn ancia X -XpoMocoM (MOHOCOMHS X)
tenblie bappa orcyreTByeT. Y MyxunH Tenblie bappa orcyTcTBYyeT.

XpomocoMHble abeppauuy (BHYTPUXPOMOCOMHBIE MEPECTPONKH)
MOApA3ACIAIOT Ha HECKONBbKO TUMOB: Aeneunu («del»), nedumencu
(«def»), mymnukamuu («dup»), amrumpukanuu («amp»), HHCEPLUH
(«ins»), mapaleHTPUYECKHE HMHBEPCHUH («invy»), MEpULEHTPHYECKHE
MHBEPCHHU («inv»), TpaHCIOKaUuHu («t»), peUUNPOKHbBIE TPAHCIOKALIUU
(«rcp»), poOepTCOHOBCKUE TPAHCIOKAIIMU «TObY.

[Ipumepst:

46, XY, del (10) (q11 — g21) — My»cKoii KApHOTHII C IeNICIHe paii-
ona 10q11-21;
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46, XX, del Sp- — »eHCKUIT KApUOTHII C JieJeIHell KOPOTKOTO Tieda
XPOMOCOMBEI 5;

inv 9 (pl1; q13) — nepuneHTpUYeCcKas HHBEPCHS B XpoMocoMme 9;

inv 5 (q21; q31) — mapaueHTpuUecKasi HHBEPCHUS B XpOMOCOME 5;

t(2;5) (q21; q31) — peuurpokHas TpaHCIOKAIUS XPOMOCOM 2 U 5.

Cunopom kowmauvezo kpuka (cunapom Jlexxena) — HSAS del (5p-).

Yacmoma cpeou nosopooicoennvix: 1:45000

Ipuyuna: 0OBIYHO IETETHPOBAHO OT TPETH JI0 TIOJOBUHBI KOPOTKOTO
IJIe4a XpOMOCOMBI 5, pexe BcTpedaercs nonHas neienus Sp. Hacneny-
€TCs 110 ayTOCOMHO-JIOMUHAHTHOMY THITY.

@Dernomunuueckue nposgierus. OTMedaeTcsl HU3Kas Macca TMpH POX-
JICHVH, MBIIIEYHAs TUTIOTOHUS, THUITEPTENIOPU3M TJ1a3, N3MEHEHHE TOpTaHH,
MIPUBOZIAIIEE K XapaKTePHOMY THITY TUIa4a peOeHKa, HATOMUHAIOIIEMY Msi-
yKaHbe KomkH. [locieanii mpr3HaK MPOXOIUT K KOHITY TIEPBOTO TO/IA JKH3-
HU. Y OOJTBHBIX BCTPEUAIOTCS MUKPOIIe(anst, BpOKICHHBIC ITOPOKH CEPIIIIa,
KOCTHO-MBIIIIEYHOW CHCTEMBI M BHYTPEHHHX OPTaHOB, IeOpMAIIis YIITHBIX
PaKOBHH, SMHKAHTYC, AaHTHMOHTOJIONTHBIN pa3pes mia3 (pruc. 38).

Puc. 38. l3menenue uept smna pedeHka ¢ cuHapoMoM Jlexena
B Bo3pacte: A — 8 mecsities; b — 2 ner; B — 4 ner; /1 - 9 ner

Cunopom Bonwvgha-Xupuixopua (Cuanpom 4p)

Yacmoma cpedu Hoeopoicoennvix: 1:96000

Tpuyuna: neduiieHcu KOPOTKOTO IJIeda XPOMOCOMBI 4.

Qenomunuyeckue nposigienus. Jns OONBHBIX XapaKTEPHBI MHU-
Kporedainusi, 3aJepKKa BHYTPUYTPOOHOTO PA3BUTHSI, «PBIOUI» POT,
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pacuieniHa TyObl U HEGA, HU3KOPACHOIOKEHHBIE Ae(QOpMUpPOBaHHBIE
VILIHBIE PAaKOBUHBI, TUIEPTENOpU3M (puc. 39). 13 BHYyTpeHHHX OpraHoB
Yaiie BCero MOpa)katoTcsl MOYKH, CEpALle U CEMEHHHKH. BpDKHBaeT He
6onee 20 % HOBOPOKIEHHBIX C 3TUM CHHIPOMOM, ITPOIOIKUTEIBHOCTD
JKU3HH — 710 25 neT. Y OonbHBIX HaOmonaeTcs rIyOoKas 3afepikKa yM-
CTBEHHOTO Pa3BUTH.

Puc. 39. Buemnuii Buz 60516HOTO ¢ cuHApoMoM Bonbda- Xupriixopra

Cunopom Mapmuna-benn (CHHIPOM JTIOMKOH X-XPOMOCOMBI)

Yacmoma cpeou nogopoosicoennwix: 1:1000 (2000) MamsauKoB.

Ilpuuuna: MONEKYTSAPHBI MEXaHHU3M 3aKIOYaeTcs B HKCIIAHCHU
tpunykieotuanHblx UI'T (IuTOo3MH-ryaHnH-TyaHHH) TOBTOPOB. B HOP-
Me B paiione Xq27.3 (q27-28 — ¢paruiabHbIA CalT) TOKHO OBITH OT
6 10 54 TakuX MOBTOPOB, MPEAMYTANMOHHOE COCTOSTHIE — OT 55 10 200
TaKMX TIOBTOPOB, B 3TOM CJIydae y MaTepei C MpeaMyTalMOHHBIM CO-
CTOSIHHEM BO3MOKHO yBEJIHMUEHHE YHCila IOBTOPOB B MEHO3€ M3-3a He-
PaBHOTO KPOCCHUHIOBEPA, U UX MOTOMKH MOTYT HOJYYUTb MYTAHTHYIO
(c uncnom nosTopoB Oosee 200) X-xpomocomy. Hanbonee BbIpaxeHo
MOSIBJICHUE CUHIPOMA B TEMHU3HTOTE, T. €. Y MaJIBYMKOB C MyTaHTHOH I10
(parwibHOMY caiTy X-XpOMOCOMOH.
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@enomunuueckue nposeieHus. MallbduKd POXKIAIOTCS C BECOM
3,5-4 xr u Makpoopxu3MoM (yBEIWYEHHE TEeCTUKYNl). YacTto Ha-
OMIOIafoTCsl yBEJIIMUEHHBIC pa3Mephl TOJOBBI, JJTMHHOE JIMILO C yBe-
JUYCHHBIM MOI00POIKOM, HU3KOE PACIIONOKEHHE YUIHBIX PAKOBHH,
MOBBINIIEHHAS TIOJBH)KHOCTh CcycTaBoB (puc. 40). [T1aBHBIE cUMIITO-
MaTU4YeCcKHe MPU3HAKN — YMCTBEHHAsl OTCTAJIOCTh M CBOEOOpa3HbIe
HapyIICHHUS PeYN — IXONaNusl (HEOCMBICIEHHOE MTOBTOPEHNE TYKUX
cjoB) M mepceBepanus (Oopmouyinas peds). MHorma ormedaercs
paHHUI IETCKUM ayTHU3M.

Puc. 40. Buewmnuii Bu 60JIbHBIX ¢ cuHApoMoM MapTuHa-benna

MOJIEKYJIAPHO-TEHETUYECKHUE METOIbI

MoexynsapHO-TeHETHYECKHe METOIbI TIPeTHA3HAUEHBI JIJIsI BBISBIIC-
HUS BapHaIyil B CTpyKType ucciexyemoro ydactka JJHK (ammens, rena,
pernoHa XpoOMOCOMBI) BIUIOTh JI0 PACIIU(pPOBKHA NMEPBUYHON MOCIE0-
BaTeNbHOCTH OCHOBaHMA. B 0CHOBE 3THX METO/IOB JIe)KaT MAaHUITYIISIINN
¢ JIHK u PHK.

B MeaumuHCKOW TeHETHKE LEThI0 3TUX METO/IOB SBISAETCS AMArHO-
CTHKa MYTaIlii, UCCIIEIOBAaHNE X aCCOIMAIINY C HACIEICTBEHHBIMH 3a-
0O0JIeBaHUSAMH, & TaK)K€ BBISIBICHNE T€TEPO3UTOTHBIX M TOMO3UTOTHBIX
HOCHUTEJIeN MyTalluu.
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IIpenmymectsom JIHK-muarnHoctuku sBisieTcs MCIOJIb30BaHUE
YHU(UIIMPOBaHHOTO Habopa METONOB, MPAKTHUECKH HE 3aBHCALICTO
OT TIeJIeH TIPOBOIUMOTO HCCIIEMOBaHUA. DTO MeTobI BeimeaeHus JIHK,
[TLIP, anekrpodopes, pecrpukuus JJHK, rudpuauszanus co cnenndpuye-
ckumu JIHK-30u1aM1 1 cekBeHupoBanue. Takum o0pa3om, B mpeaenax
oftHOM 1aboparopur MoxHO 3aHuMarbes JIHK-nmuarnocTukoi mupoko-
TO CITeKTpa 3a00JIEBaHUMN.

OcHogHble 3manvl MONEKY/IAPHO-2EHEMUUECKUX Memooos

Tonyuenue obpasyos JJHK (wnu PHK).

UcrounukoMm eeromnoii JJHK MOTYT OBITH JIFOOBIC SAPOCOACPKAIIUC
kieTku. Beigenennas u3 kierok JJHK npencrasnser co6oit Bech reHOM
opraHu3Ma, I03TOMY Takue oOpasibl Ha3wsiBatoT reHoMHo# JIHK. Ha
MPaKTUKE Yallle MCIONB3YIOT NMepuepuieckyro KpoBb (JICHKOIMTEI),
XOpHOH, aMHHOTUYECKHE KJIETKH, KyabTypbl (uOpodnactos. Hns on-
HOTO aHaJn3a HeOOXOAMMO MMETh (B 3aBUCUMOCTH OT HCIIOJIB3YEMOIO
METO/Ia) OT HECKOJIBKUX HAHOTPAMMOB J0 HECKOJIBKHX MHUKPOTPAaMMOB
JHK. Hdnst aToro TpedyeTcst HeOObIIOe KOJHYECTBO OMOIOTHYECKOTO
Marepuana, Harpumep 1 Mia kpoBu, 5—10 Mr KynasTypsl kietok 20—40
MT XOPHOHA, COCKOO SIUTEINHNS CO CIIM3UCTON 000IIOUKHY MIeKH 00 He-
CKOJIBKO BOJIOCSIHBIX JIYKOBHII.

VY genoseka JIHK uare Bcero BRIACISIIOT U3 IEHKOIIMTOB KPOBH, TSI
Yero Mpou3BOAST 3a00p U3 BEHBI OT 1 10 5 M1 KpoBH (B MPUCYTCTBUU
aHTHKOAryasHToB). [locime oTcramBaHus KpoBU OTOMPAIOT CIIOH, 000-
TallleHHBINA JIEHKOIUTAMH, U JOOABISIOT IETEPTEHTHI TS pa3pyIIeHus
MeMOpaHbl K1eToK. C MOMOIIBIO MSITKOTO IEHTPU(DYTHPOBAHUS OCaXK-
JaroT siApa Ha OHO NpoOupku. CIMBAIOT HATOCAIOYHYIO KHUIKOCTH
(cynepHaraHT) ¥ K CYCIIEH3UU si7iep JOOABIISIOT JETePreHThI, pa3pyia-
FOIIMEe X MEMOPaHBI, a TAKXKe MMPOTEONUTHIECKHE (DEPMEHTHI, pa3pyIia-
rforue Oenku. Yaie Bcero ucnonb3ytoT nporenHasy K. Takum oOpazom,
JHK Beixomut B pactBop. Ha cienyromiem stamne He0OOX0AMMO OTACTHTH
¢bpaximro BeicokoMonekynsipabix JIHK oT HU3KOMONIEKyYISIpHBIX COeu-
HEHUH, TaKNX KaK (hparMeHTHI OEITKOB, TUMHIBI, YIIeBOAbI U T.I. OTHUM
U3 CIIOCOOOB TAKOTO pa3esICHUs sIBIsIeTCs AKCTpakims Genonom. [Ipu
nobaBneHnd (eHONa W TINATEIBHOM IEPEMEIIUBAHUN HH3KOMOJIEKY-
JSIPHBIE COETMHEHUS TEPEeHayT B (EHOI, KOTOPBIH OKPACUTCS PH STOM
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B Oypblii IIBET 3a CUET MPHUCYTCTBUSI (ParMEHTOB I'eMOITIO0NHA, a MO-
nexynsl JJHK octanytcs Ha moBepxHOCTH (peHONA, TaK KaK HE CMOTYT
BOKWTH B 3TOT IUIOTHBIN pacTBOp. CBETIbIA pacTBOP Hal (HPEHOIOM, CO-
nepxanmii JJHK, or6rparot 11 mpoBOAST HECKOIBKO payH/I0B TOBTOPHBIX
OYMCTOK (P€HOJIOM C Mo0aBICHHEM Ha TMOCIICAHUX 3Tamax Xjopodopma.
3arem moxHO ocaauth JIHK m3 pactBopa, m00aBiss 3TaHON, TIPH 3TOM
JHK BrImamaer B ocaiok B Buje aMopHOro oOpa3oBanus. B TakoM co-
CTOSIHUU €€ MOYKHO JJIUTENBHO XPaHUTh NIPU HU3KUX TeMIeparypax.

Tonumepasnas yennas peaxyus. [P — 310 MeTon amrundukanuu
(ymuoxenus) JIHK in vitro’. OTkpbiTHE 3TOM peakiuu COBEPIIMIO pe-
BOJIFOLIAIO B U3YYEHUH T€HOMA Y€JI0BEKA U MOJIEKYIISIPHO-TEHETHYECKON
JUAarHOCTHKE HACIEACTBEHHBIX 00Je3HEH. 3a HECKOJIBKO YacOB MOXHO
Pa3MHOXHTH onpeaeneHHyo nociaenoarenbHocts JJHK B konmnuectse,
MPEBBIIIAIONIEM HCXOJHOE B MHJUIMOH pa3 u Oonee. s mpoBeneHus
[MLIP HyXHO 3HATh HYKJICOTHIHYIO TOCIEIAOBATEIbHOCTh aMIuIHdu-
nupyemoro ¢parMenTa. B cooTBeTCTBUM € HYKIICOTHIHOM IOCIIEI0Ba-
TETHLHOCTHIO KOHIIOB 5° M 3° MCCIIEyeMOTO yJacTKa CHHTE3UPYETCS JTBa
OJIMTOHYKJICOTHHBIX ITpaliMepa (3arpaBku). liMHa npaiiMepoB COCTaB-
nsiet 20-30 Hykneoruaos. [Iponecc aMImuQuKauu COCTOUT B TIOBTO-
pstoxcs nukiaax. Kaxaplil nukia BKIoUaeT 3 cTajuu:

e temrieparypHas aeHarypauus JJHK (pazgenenue apyxuenodeqyHon
JIHK Ha onHOLIETIOUEYHBIE MOJIEKYIIbI);

® [IPHCOENMHEHHE MPaliMEpPOB K KOMIUIEMEHTAPHBIM IOCIEN0BA-
TEJILHOCTSIM OJTHOLIETIOUEYHBIX MOJIEKY (OTXKHT);

® CUHTE3 NOJIMHYKJICOTUAHBIX LIENel Ha OAHOLIEITOYEUHBIX MOJIEKYIax
B I'PaHULaX MPUCOEINHEHHBIX MTPAiMEPOB C MOMOILBIO TTOINMEPA3B.

Pecmpuryus JJHK na ¢ppacmenmer. OcyiecTBiseTcsi pecTpuKTasa-
MU (3HIOHYKJIEa3aMH), KOTOpPbIe CIIOCOOHBI pa3pbIBaTh ABYyXLEHOYECU-
ayto JIHK B mpezenax cTporo ompeaeeHHbIX s KaXI0To ¢hparMeHTa
MIOCJIEZIOBATENIFHOCTEH HYKIJICOTHIOB MPOTSKEHHOCTHIO 4—6 map 0CHO-
BaHwMii (penko 6omnbire). [Tpu o6padorke renomuoit JIHK pecrpukrasoit
MOJTyYaeTcsl 3aKOHOMEPHBIN 15l JaHHOTO (pepMeHTa Habop hparMeHTOB
Pa3IMYHON JUIMHBL.

* [TepBooTKpEIBaTelh 3TOr0 Metona Keppu Myinc 3a cBoe m300peTeHue ObLT yI0CTOCH
HoGenesckoii mpemuu B 1993 1.
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Onexmpogopes ppaemenmos JJHK obecrieurBacT paseicHUE THX
(bparMeHTOB NpH MX paciipeie]IeHHH Ha TIOBEPXHOCTH MOIUAKPUIAMUTHO-
ro renst. @parmentst JIHK nBrxyTcs B rese, OMEIIEHHOM B IIOCTOSTHHOE
AMEKTPUIECKOE T0JIe, OT OTPHUIATEIHHOTO TMOI0Ca K TOMOKUTEIBHOMY B
3aBUCHMOCTH OT pa3MepoB (d4eM OOJIblIe OTHOCHTENbHAS MOJEKYIIpHAs
Macca (parMeHTa, TeM MeJUICHHEE OH JBIDKETCS B DIEKTPHUECKOM TIOJIE).
[Tocne oxonuanms smekrpodopesa kaxmpii (parment JIHK 3ammvaer
OTIpe/IeIEHHOE TIONIOKEHHE B BH/IE IUCKPETHOM ITOJIOCH B KOHKPETHOM Me-
cre rend. JnmuHy kaknoro (parMeHTa MOYKHO ONPENENUTh ITyTeM CpaB-
HEHHS TIPOUICHHOTO (PparMeHTOM PacCTOSHHS C PACCTOSIHUEM, TIPOU/ICH-
HBIM cTaHAapTHBIM 0Opa3ioMm JIHK ¢ uzBecTHbIME pazMepami.

Busyanuzayus u uoenmughuxayusa ¢ppaemenmos JJ[HK B rene crano-
BATCS TMOO KOHEYHBIM 3TAllOM JIUATHOCTHKH, JIMOO 3JIEMEHTOM Jalib-
HEHIIEero aHaJIn3a.

Busyanmzanust gparmenrop JTHK mnocne IILIP ocymecrBusercs
cpaBHUTENBHO JieTKo. [locme oxkonganus 1P mpoBomsT anexTpodopes
B arapo3HOM TeJie, ITOCJIe YeTOo Ielib 00padaThIBAIOT ITHINUS OPOMHUIOM,
kotopslit cBs3bBaetTcs ¢ JJHK. [Ipu ymerpaduonaeToBoM 00IydeHUH T10-
BEPXHOCTH TE€JISl BBIABIISIETCS CBEUCHHE B KPACHOI 00IacTH CIeKTpa.

Paspaboransl u gpyrue meronsr okpacku [1L[P-¢pparmentos. B He-
KOTOPBIX BapHaHTaX METOJOB BO3MOXKHA aBTOMATHYECKasi PErUCTPaITHs
PE3YyIBTATOB.

Wnentudukanuio KOHKPETHBIX (hparMeHTOB B relie CPper TeHOMHOM
JHK npoBectu Tpyanee. M3-3a 60onpInX pasMepoB TreHOMa YeJIOBeKa
nocjie PeCTPUKLIUU 00pa3yeTcsl Tak MHOTO PECTPHKTHBIX ()parMeHTOB,
YTO arapo3HbI Telb MOCHe AEKTPoPope3a U OKPacKH ITUAUS OpOMU-
JIOM B YJIBTPa(HOJIETOBBIX JydaX BBIIISLIUT Oojiee WM MEHee PaBHO-
MepHO okpameHHbIM. Crienuduyeckue Gparmentsl JJHK BoIsBISIIOT
myTeMm onom-eubpuousayuu no Cayzepmy.

Brnom-eubpuousayuu no Caysepny

OTa METOAMKA COCTOUT U3 CIEAYIOINX 3TanoB (puc. 41):

1. Iocne oxoHuaHUs 37meKTpodopesa refb MOMELIAIOT B PACcTBOP
OCHOBaHUS (ILeJI0YH), B KOTOPOM JByxuenoueunsle (parmentsl JJTHK
TEPSIIOT CBS3H U CTAHOBSITCS OJJHOLICTIOYEYHBIMH.

2. Ilepenoc JHK c remnst Ha HUTPOLEIUTIONO3HBIM MM HEHIOHOBBIM
¢uneTp mpomsBogutTcs B OydepHoM pacTBope. HemocpenctBeHHo Ha
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MOBEPXHOCTh Teisl KIagyT (QWIBTP U CTONKY (HUIBTPOBAJILHON Oyma-
ru. B pesynprare kanuuispHoro 3¢ dekra co3gaercs Tok Oydepa, mep-
NEeHIUKYISAPHBIA IocKocTH refis. Beimbiaemas u3 rens JHK 3anep-
XKHUBACTCs (PUIBTPOM M MPAKTUYECCKH MOJHOCTHIO OKa3bIBACTCS HA €ro
nosepxHocTH. [Tocne nepeHoca ogHoOLEIOUEUHBIE HUTH (UKCUPYIOT Ha
¢wmiprpe. Pacionoxenue GpparMeHToB Ha (PUIBTPE TOYHO COOTBETCTBY-
€T UX PACIHOJIOKCHHUIO B TEIIC.
1 2 3 1 O6pasuer JHK norpyxarota &

araposHBIH relb 10
anexrpodopesa

. I1.JHK pasnenserca
L aneETpodopesom
2

3 Tpys

JHEK BvMakHBIE TTONOTEHIIA
OeHATYpHpYEeTCa DunsTp
_— Tems
Tens I'yora
'momemaetca Bydep
MexIy ryoroit
¥ prBTpOM I1.bnaronapa karmmummapronmy sdderTy Tok bydepa
TepreHIMEYIApeH ILIOCKOCTH Teld.
l Bemeieaeman us rent JHEK ocenaet Ha dunstpe
. Meuensnt

PATHMOHVEIIIOM
CHHTeTHYeCKHiT 30H

IV. Hugybama duneTpa ¢ pacTEopoM, Cofep#amiM MedeHbI 30H;
Tubpummsarma xoyrnemenTaprenx uernedt [THK sonpa u dparmenta ma dpunetpe.

i 123

~ " -, Ayropamorpapns | — — —

J =

V. PeHTreHoE cKad IIeHKa —  —
HAKIaObIEACTCA ITIOBCPX

VI Ilocne nposeneHus HA IIeHKe
BUIHEI TONOCKET MEYeHHOT

sommom JHEK:

HepanuoakTHEHEIE METEH
EMZYAIHIMPYEOT C [IOMOMEBED
daroopecenIH

bunsTpa

Puc. 41. bror-rubpunuzanuu no CaysepHy

60



3. JAnst TOoro 4yTOObI BU3YaJIbHO BBISIBUTH HYXKHBIE ()parMeHThI ((HUK-
cupoBanHast Ha ¢punsrpe JHK He BuaHa), MpOBOAAT THOPUAN3ALHIO CO
crnenn(UUecKuM IO HYKJICOTHAHOM MOCIENOBaTeNbHOCTH MEUEHBIM
PaIMOHYKIUAOM WK (IIOOPECUEHTHON METKOH OJUTOHYKICOTHIHBIM
CHHTETUYECKUM 30HAOM (Takoil 30HA cocTouT u3 16-30 map ocHoBa-
HUiT) 60 knonupoBanHeiM pparmentom JJHK. Hykneornanas mocie-
JOBaTeJIbHOCTh 30HJA JOJKHA OBITh MOJIHOCTHIO MM YaCTHYHO KOM-
IJIEMEHTapHa u3yyaeMoMy ydacTky reHomuoi JJHK.

4. Ilpn naKyOanuu QUIBTpa ¢ PaCTBOPOM, COACPKAIUM MEUEHBIH
30H]I, MPOUCXOIUT rHOpuaM3anus KoMrieMeHTapHubix neneit JJHK 30m-
na u gparmenta Ha ¢puibTpe. Hecnenmduueckn cBs3aHHbIE MOJNEKYIIbI
30H/1a OTMBIBAIOTCSI C TIOMOIIBIO CIIEUAIBHOM mpouenypsl. Paguoak-
TUBHO MEYEHBIC YYAaCTKU BBIBIIIOT ITyTEM SKCIIOHUPOBaHUs (QUIBTpa
C PEHTIeHOBCKOH TeHKoH (ayTopaauorpadwus). [locne nposiBienus Ha
IUIeHKe BHUIHBI nojockl MedeHHoi 3oHa0M JIHK. HepannoaxtuBHble
METKH BU3YAJIU3UPYIOT C MOMOLIbIO (IIIOOPECUECHIIMH WM OMOCPEo-
BAaHHO C TIOMOIIBIO aHTHUTE.

3aKIIOYUTENBHBIM 3TANlOM aHaIW3a MyTalUi SBISETCS UX CeKGeHU-
posanue, T.e. OTpelieIeHNe HyKJICOTHIHON TOCIeA0BaTeNbHOCTH (par-
menTa JIHK.

Memoo cexgenupoganus. JI10Oble THIIBI MyTalMii MOKHO OOHapy-
JKUTH ITyTeM IpsAMOTo cekBeHnpoBaHus MyTaHTHoM JIHK nmm otnens-
HBIX 9K30HOB. [IepBUYHBIN MOMCK HAPYIIEHHI B KOTUPYIOIIMX 00IacTIx
reHa 4acTo OCYILECTBIISIOT UMEHHO TakuM o0pa3oM. [yt HEKOTOPBIX
TeHOB, MMEIOMIMX HeOOJbIINE pa3Mephl, MPSIMOE CEKBEHHPOBAaHHUE C
YCIEXOM NMPHUMEHsIETCS KaK OCHOBHOM METOJ] CKaHMPOBAaHUS MyTallHil.
B Hacrosmiee BpeMsi AJisi CEKBEHUPOBAHUS IIMPOKO HCIIONB3YETC Ou-
0Ee30KCUHYKIeOMUOHbII Memo0, pa3paboTanHblii @. Canrepom B 1977 1

Jlo nauana cexBeHupoBaHus mnpousBogaT I[ILP-ammnuduxanmio
yuactka JJHK, mocnenoBaTensHOCTH KOTOPOTO TpeOyeTcs ONpeesiuTb, C
HCIOJb30BAHNEM B KaU€CTBE MTPE/IIIECTBEHHUKOB MOJIEKYJIBI TUE30KCH-
Hykneos3u rpudocdaros (mpHTD). [Ipu 5TOM MeTOAE CEKBEHUPOBAHUS
MPOMCXOAUT THOPUAM3ALMS CUHTETHYeCcKoro mnpaiimepa (17-25 m.u.),
MHUIMHMPYIOIIEr0 CUHTE3 LM, KOMIUIEMEHTAapHOI MaTpuIle, CO CHell-
N(PUYECKUM YIaCTKOM OIHOM U3 Ienel CeKBEHUPyeMoro parMenra.
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B omHO# npoOupke AnIe30KCHHYKICOTH/IBI METSIT YETHIPbMSI Pa3HBIMU
¢myopecueHTHBIME Kpacutensimu 1 iposoasT IILP. 3atem Bo Bpemst ariek-
Tpodopesa B MONMAKPUIIAaMUTHOM T'elie JIyd Jia3epa B ONPEIeIeHHOM MEcTe
reiist BO30yxk1aeT (UIyopecLeHIUI0 KpacuTesel, U JeTeKTOp ONpeeserT,
KaKoW HYKJICOTH B HACTOSILIMI MOMEHT MUTPUPYET yepes refib (puc. 42).

IocnenoearensHOCTE OM1A
MHEeHTHHIEKALIIT

f?-'Caﬁ'r

OTHITa

“~PexoMOMHAHTHEI BEKTOP

Cmecs xorumii pexoMOMHAHTHOTO

BeKTOpa, MpafiMepa, MoIHMMEepaskL,

MEUeHEBIX TUIe20KCHHYEIEOTHIOR

MHKYOHpyeTca.

Curres JHK uerneit passoil gmiHe!
5 CACCGTAAGGACTIIG

CACCGTAAGGACAIT

CACCBTAABGAIIC

CACCGTAAGGAA

CACCGTAAGIIG
CACCGTAANIS

CACCGTddA I IobagmeHne HYEIEOTHIOE

CACCGAdT K IIpaiiMepam
CACCAIG H =

CACdIC

| CAddC
Cadda,
ddC

Paznenenue eHOBL 0bpasoBaHHBIX
erneii rens-anexrpodopesoM

Tens - meTerama

= | nocienosarensHoCTEl
G

— T

—— C

— A CACCGTAAGGACTG
G

— A

—— A

— h 1
G

— C

— cDIHOpeCIeHTHEIH

- A OeTeKTOp

JIya nazepa —w | m— C—»
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[MpuHIMMIUANEHO pa3NUyYaloT NpsMyl0 U KocBeHHyro JHK-numar-
HOCTUKY MOHOTCHHBIX HACJIEICTBEHHBIX OOJIE3HEH.

IIpamvie memoowvt /IHK-ouacnocmuxu

[IpsiMbIe METOABI UCIIOIB3YIOTCS TPH YCIIOBHUH, YTO T€H 3a00JICBaHIS
KJIOHMPOBAH, U3BECTHA €TO AK30H-UHTPOHHAS OPraHU3aIUs UK HYKJICO-
TUJHAS HOCIEIOBATEIBHOCTD NONMHOpa3MepHoi koMiuiemenTapHoit JITHK.
[Ipu npsAMOil AMArHOCTUKE ITPEIMETOM aHAIN3A SIBJISIIOTCS MyTALlUU TEHA.

Ecnm MyTanuu M3BECTHBI, TO MOXKHO WX BBISBISATH JIHOO C MTOMO-
b0 (hEPMEHTOB-PECTPUKTA3, KOTOPHIC PACIO3HAIOT CTPOrO OIpejie-
JICHHBIE HYKJICOTHIHBIE TOCIEIOBATEIBHOCTH, 1100 Ha ocHoBe JIHK-
ruOpuan3anuu. K auciry Takiux MeTooB OTHOCATCS CIEIYIOIIHE:

Pecmpuryuonnwiii ananuz. Ero cyTb COCTOUT B TOM, YTO PECTPHUKIIH-
OHHBIC FH/IOHYKJIea3bl (OaKkTepraibHbIe (DEPMEHTBI) Pa3pe3aroT ABOHHYIO
Huth JIHK B ornpeieieHHbIX MOCIEA0BATENbHOCTAX U3 4—8 HYKJICOTUIOB.
Pa3pesanue myrantHoi JIHK naet yuactku, ominyaromuyecs no JUIvHe ot
HOPMAaJIbHBIX YYaCTKOB, UTO ¥ BBIABIISICTCS Ha AnekTpodoperpamme. Eciiu
B COCTaB CaiiTa PeCTPUKIIUU BXOJUT MOJMMOPQHBIA HYKICOTHI, 3TY MY-
TaIMI0 MOYKHO BBISIBUTH a0CONIOTHO JocToBEepHO. Eciu momimopdHbie
HYKJICOTH/IBI JIEKAT B HEY3HABAEMbIX PECTPUKTA30M y4acTKax, TO METOJ
PECTPUKIIMOHHOTO aHAJIN3a HETIPUMECHHM.

Annenvcneyugpuunas T11[P Mcnionb3yeTcs sl BBISIBIICHUST TOYKOBBIX
MYyTaIii, HeOOJIBIINX AEJICIUH U HHCEPIU B UcclienyeMbix reHax. [P
MO3BOJISIET MHOTOKPATHO YBEJIUYUTh YHUKAJIBHYIO MOCJIECAOBATEIbHOCTD
JHK, a 3arem mpoaHaim3upoBaTh e Ha mpeaMeT MyTanud. C TOMOIIIBIO
cnenu(UIeCKUX OJIMTOHYKIICOTHIHBIX MTPAUMEPOB ITPOBOAST aMILTH(H-
KalKIO0 KOAUPYIOMUX y4yacTKkoB renomHoi JTHK.

Hapsimy ¢ mBymst pa30OpaHHBIMH BBIIIIE TPSIMBIMU METOAAMH JETEKIINH
M3BECTHBIX MyTaluii mupoko npumensiercs [11P B peasibHOM BpeMeHH.

Ecnu xapakrep MyTaluy HEM3BECTEH, a KIMHHMYECKAsi KapTHHA 3200~
JIEBaHUsI IO3BOJISIET MPEATIONOKUTH, B KAKUX F€HAX MOIJIa IPOU30UTU My-
TaIys, TO B 1a00OPATOPHOM TUATHOCTHKE MTPUMEHSFOTCS CIISAYIOIINE Me-
TOIBI MYyMAayuonHo2o ckpununea: anamns nepecrpoek JJHK-6moruaTOM
no Cay3epHy; aHaimu3 mnojauMopusma KOH(OpMAIMK OHOICTIOYHOM
JHK; rereponyruiekcHbli anamms; snekrpodopes neyxuenoyeqnoi JJHK
B I'PaJMEHTE ICHATypaHTa U Jp.
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SSCP (Single Strand Conformation Polymorphism) — metozn ananu-
3a koH(opManroHHoro noxuMopdusma onHonutesoit JJHK — ocHoBan
Ha PETHCTPAalMU Pa3TUuuil B 3MEKTPOPOPETUUCCKON TMOJBUKHOCTH
onHoHuTeBblx JIHK, oaMHakoBBIX 1O BETWYMHE, HO Pa3IHYAOLINXCS
BCJIE/ICTBUE HYKJIEOTHIHBIX 3aMEH I10 IPOCTPaHCTBEHHOW OpraHu3aluu
moekyn (puc. 8. 18). Kondopmarus HeOompimx ogHoHuTeBbix JJHK
3aBUCHT OT HYKJIEOTHJHOW TMOCIENI0BaTEeIbHOCTH, MOATOMY 3aMeHa
Jlake OJTHOTO HYKJIEOTH/]a TIPUBOIUT K U3MEHEHHIO POCTPAHCTBEHHON
CTpYKTYpbl. MeTox BriIrodaeT ammudukanuio gpparmentos JJHK pas-
Mepom a0 300 m.H., neHarypauuto npoaykros IIL[P u Beicokopa3peria-
oM 37eKTpodhope3 B MOTHAKPUIAMHUIHOM Telle.

HA (Heteroduplex Analysis) — rerepomymniekcHbIl aHaINU3 MO3BO-
JISIeT BBISABIATH MYTAllUHU, HAXOASIIUECS B TETEPO3UTOTHOM COCTOSIHUH,
a TakXke MHCepIUM M Jeneunu. [IpuHun 3Toro Meroja 3akiouaeTcs
B cienytouieM. [Ipyn ammmudukanuy GparMeHTOB TEHOB I'eTEPO3UTOT,
MOCJIEAYIOUIEH AeHaTypalud U MEeIJIEHHON peHaTypalnuy MOoJTy4eHHBIX
nponykros [P B aMmmuinpukannonHol cMecH Hapsiay ¢ IBYMs THIIAMHU
TOMOJIYTIJIEKCOB 00pa3yroTCs TeTepOAYIUIEKCH MEXIy HOPMalbHOW U
MYyTaHTHOM LensamMu. Takue reTepoaynaeKCHbIE MOIEKYIIbl OTIIMYA0TCS
0 ANEKTPO(OPETHUECKOH MOABIKHOCTH OT TOMOJYIUIEKCOB U3-3a KOH-
(hopMaMOHHBIX 0COOEHHOCTEH B MECTaX HECOBIAACHUS HYKJICOTH/IOB,
MTOCKOJIBKY ANIEKTPOdopeTHUECKast TOIBMKHOCTD FeTEPOIYTUIEKCOB 3Ha-
YHUTENBHO HIKE, YeM TOMOIYTIIICKCOB. DTH pa3iuuusi 0OHAPYKHUBAIOTCS
pu 3eKTpodopese B 0OBIYHOM MOTHAKPUIAMHUIHOM Telle.

DGGE (Denaturating Gradient Gel Electrophoresis) — aenarypu-
pYIOIIMI TpagueHTHBIH remb-snekrpodopes. JHK-mymiekcsl monsep-
rafoTcs MUTpAlMM B Teje C IPaJWeHTOM JIEHaTYypHUPYIOIIMX YCIOBUH
(MOXHO HCHONIB30BaTh M TEMIIEPATYpHBIA TIpajueHt). Murpamus mnpo-
JokaeTcss 10 Tex nop, noka JIHK-mymiekcel He nocturaror B rene
TOYKHW TUIABJICHUSI M HE Pa3lelsIFoTCs, MOCie Yero Murpanus (parmex-
TOB oOcTaHaBinuBaeTcsi. OAHOHYKIEOTHUAHBIE PA3UUUs B HOPMaJIbHON
u tectupyemoii JIHK BwisBisitoTcst 1o pasnuyHoil anekrpodoperrde-
CKOM MOABMKHOCTH B Telie. Bricokast 4yBcTBUTENBbHOCTH MeTona (95 %)
JOCTHTaeTcs Onaronaps cenuduieckum npaimepam ¢ Tak Ha3bIBAEMbIM
GC-3axuMOM, IIPEACTABICHHBIM YEPEIOBAHUEM I'yaHWHA U LIUTO3MHA B
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npenenax a0 20 HykiIeoTHIOB. B pesynprate Temmeparypa IUIaBICHUS
MPOJYKTa aMIUTM(UKAKUM CHIIBHO YBEIIMYMBACTCS, YTO TMOBBIMACT (-
(heKTHBHOCTH onpeenieHus MyTanuu. OnaHako npaiimeps! ¢ GC-3aKuMoM
JIOCTaTOYHO JIOPOTH, OATOMY IPUMEHEHHE METOAa OTPAaHUYEHO.

Ucnonb3oBanue mpsmbeix MetonoB [HK-muarnoctuku uenecoo-
Opa3Ho s TaKuX 3a00JIeBaHUN KaK MyKOBUCIUI03, (DEHUIIKETOHYPUSI,
xopesi [eHTUHTTOHA U psAlla APYTUX.

IIpeumyinecrsa:

e npaktuyecku 100%-s TOUHOCTh AUATHOCTHUKY;

e orcyrcTBue HeoOxoaumoctu JIHK-ananu3a Bcex 4ieHoB saepHON
CEMbH;

® BO3MOXKHOCTbH BBISIBJICHUS T€TEPO3UTOTHOTO HOCUTEIBCTBA MATOIOTH-
YEeCKUX MYTAIMi Y POAUTENEH yMepIIero 00JpHOTO U €r0 POJCTBEHHHUKOB,
YTO 0COOCHHO aKTyaJIbHO JIJIS Ay TOCOMHO-PEIICCCUBHBIX 3a00JICBaHH.

Henocratku:

e TpedyeTcs 3HaHHE TOYHOH JIOKAJIM3AIMH ITaTOJIOIMYECKOTO TeHa B
TEHOME, €r0 3K30H-UHTPOHHOM CTPYKTYPHI U CIIEKTpa €ro MyTauui (Ta-
Kast nH(pOpMAIIHS HA CETOHSIIHUHN JICHb JOCTYITHA JAJICKO HE [Tl BCEX
MOHOTCHHBIX OOJIe3HEW YeJIOBEKa).

Koceennvie memoowt /[HK-ouaznocmuku

Kocsennbie meronpl JJHK-anarnocTuku npuMeHsIOT B TOM CIyvae,
€CJIV TeH, MTOBPEXICHNE B KOTOPOM IIPUBOAMT K 3a00JIEBaHUIO, HE UCH-
THQUIMPOBAH, a JIUIIL JOKAJIM30BAaH Ha OIPEICICHHOW XPOMOCOME,
unu korjga Meroasl npamout JIHK-muarHocTuku He nar0T pesylibrara
(HampuMep, TIPU 3HAYUTEIHHONU MPOTSHKEHHOCTH M CIIOKHOW MOJIEKY-
JISIPHOM OpraHU3AlMM T'eHa, a TAKXKE IMPOKOM CIEKTPE MaToJoTrhYe-
CKHX MYTAIlHi B HEM).

Kocsennbie metoabl JJHK-quarHOCTHKN OCHOBAaHBI Ha aHAJIM3E Ce-
Tperanuy B CEMbE allICIICH nOAUMOPPHLIX MAPKepO8, HAXOMAIINXCS B
TOM K€ XPOMOCOMHOM PETHOHE UJIM TECHO CUEIJIEHHBIX C JIOKYCOM 3a-
ooseanus. [lonmumopdHbie MapKepbl, UCHOIb3yeMbIC JIJIsI KOCBEHHOMN
JAHK-auarsoctuku, npecTaBisiioT COO0M TOYKOBBIC 3aMEHbI, JICICIIUN/
WHCEPIIUHU, TOBTOPBI, MOJIUMOP(HU3M KOTOPHIX 00YCIIOBICH Pa3InYHBIM
KOJIMYECTBOM 3JIEMEHTOB B Oyioke. Haunbomnee ynoOHbIMHU JIJ1s1 KOCBEHHOM
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JHK-auaraocTuky npu3HaHbl MUKpocameniumuuie (MOHOMEp A0 5 I1.H.)
u munucameniumusvie (MOHOMEpP MOBTOpPa COCTOMT W3 5—60 1.H.) TO-
TUMOPQHBIE MapKephl, IIUPOKO PACIIPOCTPAaHEHHbBIE B TEHOME YeJIOBe-
ka. /{75 OONBIIMHCTBA U3BECTHBIX B HACTOSIIEE BPEMS MOJIUMOP(HBIX
CalTOB TAaKOTO THMA OBLI CTPOTO MOKa3aH MEHAEJEBCKUI XapaKkTep Ha-
cienoBanus. Hanbonee THIMMYHBIMU CPEN MUKPOCATEIUIUTOB SIBIISIOT-
Csl TUHYKJICOTUHBIE TIOBTOPKI, @ CAMBIM PAaCIpPOCTPAHECHHBIM U3 HUX —
«CAx»-mioBTOp. Ilokazano, ato kimactepsl « CA»-TTOBTOPOB BCTPEUAIOTCS
B T€HOME B cpe/iHeM Kak/ple 30 ThICSd HyKJICOTHIHBIX map. Bo MHOTHX
kyacTepax npucytcrByeT ot 10 10 30 AMHYKIEOTHAHBIX TOBTOPOB U TH-
MMMYHOE KOJIMYECTBO ajijieie cocTaBiisgeT 4—8, uTo 00ecIieunBaeT BBICO-
KyI0 HHPOPMATUBHOCTH MapKepa.

TexHuueckrue NpueMbl B KOCBEHHON TUArHOCTHKE TE K€ CaMble, UTO U
B nipsimoii (nonyuenue JAHK, pectpukims, snexrpodopes u T.1.). K aTomy
rpremMy JT00aBIIIeTCsl MaTeMaTHIeCKUI aHAIIN3 CIICTUICHHSI TTPU3HAKOB.

IIpeumyiecrsa:

e He TPeOYIOT 3HAHUS CTPYKTYPHI T€HA U CIIEKTPa MYyTAIlil B HEM,
HEOOXOAMMO TOJIEKO UMETh CBEJICHHSI O €TO JIOKAJIH3aIlHH;

e KMH(OPMATUBHBI MPAKTUYECCKH JIJISI BCEX OOPATHUBIIMXCS CEMEH,
ITOCKOJIBKY BCET/la €CTh BO3MOXXHOCTB CPEH MOIMMOP(HBIX MapKepoB,
CIIETNIEHHBIX C JIOKyCOM 3a0oyieBaHUs, HaWTH WH(DOPMATHBHBIN IS
JAHHOU CEMBbHU.

Henocrarku:

e get 100%-# TOUYHOCTH;

® He0OXOMMOCTh CEMEHHOI0 aHaIM3a U 00s13aTelIbHAs YBEPEHHOCTh
B KJIMHAYECKOM JTHarHO3¢;

® MOTYT OBITh IPUMEHEHBI TOJIBKO I MOHOJIOKYCHBIX 3a00JIeBaHUN
1 Hea(D(PEeKTUBHEI JIJIsl MOHOTCHHBIX TIOJIHIIOKYCHBIX OOJIe3HEH.

Monekynapuo-zenemuueckan OuazHOCMUKA 2eHHbIX 00e3Hell

T'ennvie 6onesHu — pazHOPOAHAA TIO KIMHUYECKUM IPOSBICHUSM
rpymmna 3a0oseBanuii, 00yCIOBIEHHBIX MyTallMSIMU Ha TEHHOM ypPOBHE.
VY 4enoBeka omMCaHbl BUIBI TEHHBIX MyTalui, 00yCIIOBIMBAIOLINE Ha-
CJIe/ICTBEHHBIE OOJIE3HU: MUCCEHC, HOHCEHC, CABHUT PAMKH CUMTHIBAHUS,
JeNelny, BCTaBKU (MHCEPLMH), HAapyLIeHUs CIUIAiiCHHTa, YBEeIHYeHUE
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yrcia (9KCHaHCHUs) TPUHYKICOTHIHBIX TOBTOPOB. llepBuunbie 3¢ dex-
Thl MYTaHTHBIX aJielled MOTYT TMpPOSBIATHCA B 4 BapuaHTax: OTCYT-
CTBMM CHHTE32 ITOJUIIENTHIHOH 1enu (0eska); CHHTE3€ aHOMaJIbHOH 10~
JUNENTHIHON 1enu (0esKa); KOJIMYeCTBEHHO HEJIO0CTaTOYHOM CHHTE3€
MOJMIIENTUHOM 11enn (Oelika); KOJIMYECTBEHHO M30BITOYHOM CHHTE3E
TTOJTATICTITUTHON 1TeHH (Oerka).

HeszaBucumo oT Xapakrepa W3MEHEHHI MEPBUYHOIO MPOAYKTA I'eHa
addexrr MyTanuii MOKET BBIPAKAThCS B Pa3HBIX BAPUAHTAX HAPYIICHHUS
(byHKIMi: oTepst GYHKIMU Oelka, MOsSBICHNE HOBOM aHOMaITbHOM (pyHK-
MM, UTHTMOMPOBaHNE MYTAaHTHBIM ajijieieM (DYHKLHUIO HOpMaJbHBIX Oern-
KOB, U3MEHEHHE /1036l TeHa (JEIEINH WX TyTUTMKAIAH ) MOKET IPHUBOIUTH
K HapyILLIEHUIO TPOCTPAHCTBEHHON CTPYKTYPBI MOJIEKYJIIPHOTO MPOTYKTa.

Ha ocnoBe nepBuuHOro 3¢h¢exra MyTaHTHOTO aJuleis pa3BepThiBa-
€TCS BECh CIIOKHEHIINK MaToreHe3 TeHHOM 00Je3HU, MPOSBIAIONIUICS
B Pa3HOOOpa3HBIX BApUAHTAX.

B ocHOByY knaccuukanyuy reHHbIX 00Je3HEH MOKHO MOJIOKUTH Te-
HETUYECKUM, KIMHUYECKUN MM aTOT€HETUYECKUNA MPUHIIMII.

B cooTBeTcTBHMN € FEHETMYECKUM ITPUHLUIIOM KJIACCH(UKALIMY TeHHBIE
00mNe3HN MOKHO TIOAPA3AEIUTb Ha IPYIIIBI COIVIACHO THITAM HACIICOBAHMUS:
ayTOCOMHO-/IOMHHAHTHBIE, ayTOCOMHO-PEIIECCHBHBIC, X-CIETUIEHHBIE J10-
MHHaHTHBIE, X-CLEIUICHHbIE PELECCUBHBIC, Y -CLEIUICHHbIE (TONaHapHye-
CKHE) U MUTOXOHJpHAJIbHBIE.

Kimauueckuii TpUHIMAI KIacc(DUKaIMK TeHHBIX OOJIe3HEW yUYHTHI-
BaeT CHUCTEMY WJIM OpraH, HauOoJiee BOBJICUCHHBIH B MATOJIOIMYECKUI
npouecc. Tak, pa3In4aloT HACIeICTBEHHbIE 0O0JIE3HH HEPBHBIC, HEPBHO-
MBIIIEYHbIE, KOKHBIE, TTIa3HbIE, OMOPHO-BUTaTEIbHOTO aIapara, YH/10-
KpPHHHBIE, KPOBH, CEPAEYHO-COCYUCTON CUCTEMBI, ICUXUYECKHE, MOYe-
MOJIOBOH CHCTEMBI, XKenyaouHo-kumieuHoro Tpakra (JKKT), nerkux.

[TaTtoreneTndeckass kiaccuUKAysl HACIECICTBEHHBIX OOJIe3HEH
MoJpaseNsaeT UX Ha 3 TPyNNbl B 3aBUCUMOCTH OT TOTO, B YEM IPOSIB-
JsieTCsl OCHOBHOE MAaTOTeHEeTHUeckoe 3BeHO. [laTorene3 Oone3Hu Mo-
KET TMPHUBECTH K HApyIIEHHOMY OOMEHY BEIIECTB, aHOMAJIHSM MOp-
¢orenesa winm KOMOMHAIMK TOrO W Apyroro. B cooTBeTcTBUM C 3THM
pas3InyaloT HACIEACTBEHHbIE 0OJNIE3HN OOMEHa BELIECTB, BPOXKACHHBIE
MOPOKHU Pa3BUTHA (MOHOTEHHOW TMPHPOIBI) M KOMOWHUPOBAHHBIE CO-
crostamsl. HaciencTBeHHbIe 001e3HN 0OMEHA BEIECTB, B CBOIO OUEPEb,
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MOJIPA3IEIISIOT 10 TUIIaM OOMeHa (YIJICBOAHBIN, aAMUHOKUCIIOTHBIH, 00-
MEH BUTAMHUHOB, JUUI0B, METAJUIOB U Ap.).

Anvounuzm

Yacmoma cpeou nosopooicoennwix: 1:20000.

Tpuuuna.: PaznundHbie MECCEHC-MYTAIIH, MyTAIlUH THITA C/IBUTA PAMKA
CUMTBHIBAHMS M HOHCEHC MyTarwn B TeHe Trpo3uHassl (TYR, HSA11q24).

Denomunuueckue npossienus. IIposiBiseTcs B pa3auyHON CTENEeHU
JIEMUTMEHTAINN KOXKH, BOJIOC, Py KHOIM 1 TUTMEHTHOH 000JI09eK TIra-
3a, CHIDKEHUH OCTPOTHI 3pEHUS, CBETOOOS3HH, HICTarMe, YaCThIX COJI-

HEYHBIX oorax (puc. 43).
m

-

Puc. 43. [IpeacraButenb HErPOUIAHOHN pachl — aNbOUHOC

Cunopom Mapgpana

Yacmoma cpedu Hogoposcoennwvix: 1:10000 (15000), ayTocomHO-
JOMHHAHTHBIH THIT HACTIEJOBAHMUS.

Ipuuuna: B 95 % ciyuaeB — MyTanuu B reHe puOpmimHa-1, a Tak-
xe pubpuumHa-2 (Jokanuzanus B xpomocome 1521 u 3p24-p25); B
5 % ciyyaeB ONMCHIBAIOT MYTAl[MU B 0. -LIENU KoJUlareHa tuna I. Atu-
MUYHBIC BapUaHThl cuHApoMa Mapdana yacTo 00ycIOBICHBl TOYKOBOH
MyTalue, Benylel K 3aMeHe IyTaMHuHa JIM0O IIMIMHA Ha apTUHUH B
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o2-uenu koarena Tumna I. OTHOCHUTCS K TeHHBIM 0OJIE3HSIM C ayTOCOM-
HO-JIOMHHAHTHBIM THUIIOM HacJeJOBaHHsI, BHICOKOH MEHETPAHTHOCTHIO U
Pa3INYHON CTETIEHbIO SKCIIPECCUBHOCTH.

Denomunuueckue nposasienus. B xinaccnieckux ciydasix Juia ¢ CHH-
npomoM MapdaHna BBICOKH (JIOTMXOCTCHOMEINHS), UMEIOT Y/JIMHCHHBIC
KOHEYHOCTH, BBITSHYTBIE Najblibl (apaXHOAAKTHINSA) M HEJOPa3BUTHE
JKUPOBOHM KJIETYATKH, BBICOKOE ToTHYecKoe HEOO. [ToMrMo XapakTepHbIX
W3MEHEHUH B OpraHax OINOPHO-ABUTATENBHOTO ammapara (yAJIHHEHHBIE
TpyOUaTbie KOCTH CKelleTa, TUIIEPMOOMIBHOCTD CYyCTaBOB), HAOMIONACTCS
MaToJIOTHS B OpPraHax 3pEHUs] U CEPACYHO-COCYIUCTON CHCTEMBI, YTO B
KJIaCCMYECKUX BapuaHTax cocTamisieT Tpuaxy Mapdana (puc. 44). bes
JIeYeHHS TPOIOKUTEILHOCTD JKU3HH JIULL C CHHAPOMOM Mapgana yacto
orpannuuBaercs 30—40 rogaMu, U CMEPTh HACTYIAET BCIEACTBUE paccia-
MBAIOLIEHCST aHEBPU3MbI a0pThI WM 3aCTOMHOM CepeYHON HEeloCTaTou-
HOCTH. B cTpanax ¢ pa3BHTBIM 3/1paBOOXpaHEHHEM OOJbHBIE YCIHELIHO
JieyaTcs ¥ I0KHUBAIOT 10 PEKJIIOHHOTO BO3PACTa.

A B

Puc. 44. ®enorunudeckue NposiBieHus cuHapoMa Mapgana: A — BbIco-
Kuit poct, b — «nayusu nansuel», B — runepmMoOUIbHOCTE CyCTaBOB
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Muomonuueckasn oucmpogpus (bonesno Pocconumo — Kypuimana —
LlImeunepma — bammena)

Yacmoma cpedu Hosopoicoennwvix: 1:8000 (10000), ayrocomHO-/10-
MUHAHTHBIN THI HACJICOBAHUSI.

Ilpuuuna: yBenuyeHHE YNCIIa TIOBTOPOB TPUHYKICOTUAHON IOCIe-
JOBaTEIbHOCTH LUTO3MH — TUMUH — ryanuH (CTG) B J0Kycax Xpomo-
coM 19 u 3; ayTOCOMHO-JJOMUHAHTHBII TUI HACJIEJOBAHUS; IEHETPAHT-
HOCTh MyTaHTHOTO resa (100 % y myxuns, 64% y KEHIIMH).

Denomunuueckue npossienus. Jledrorupyer Ha 2—-3 necsrunerun. [lo-
SIBJISICTCSI MUOTOHMYECKHMI CIIa3M M 3aTPyAHEHHs NP pa3sruOaHuy Majb-
LeB pyK. XapakTrepHo (poHTanpHOE oOibiceHue ja0a. MuOTOHHMYECKas
PeaKIysl COCTOMT B @aHOMAJIbHO JUIMTEIBHOM COKPALICHUH MBIMII. ATpO-
(UPYIOTCS NPENMYILECTBEHHO MBIIIIBI JUIA (MHONATHYECKOE JIUIIO)
(puc. 45) n (mucTanpHBIE) MBIIIIBI TOJICHEW W TPEIIUICYni, B MTO3HEH
CTa/IMM TAKKe MBILILBI [UIedeBOro mnosica. CiaboCTh MBIIIL] JIMLA, ILIEH,
KoHeuHocTe. MuoTtonnueckas karapakra (y 98 % nauueHToB), arpodus
PaIy’KKH, TIMTMEHTHbIC U3MEHEHUSI CETUATKH, a TAKXKE KapAUOJIOTNIECKHUE
1 3HIOKPHUHHBIC HapyiieHus. Hapyienus cepaedHoro purma MOryT IpH-
BECTH K BHE3AITHON OCTAHOBKE CEep/La.

Puc. 45. Muonarudeckoe JIMI0 00JTLHOT0 MHOTOHUYECKOW TUCTPOBUCH
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Axondponnazusn

Yacmoma cpedu Hosopocoennvix: 1:100000 ayTocoMHO-TOMH-
HAHTHBIN THTT HACIIETOBAHMSL.

Ipuuuna: myrauus B reie FGFR 3, pacnonoxeHHOM Ha KOPOTKOM
riede 4 XpoMOCOMBI; ayTOCOMHO-TOMAHAHTHBIN THIT HACIIETOBAHMSL.

Denomunuueckue npossieHus. B 0CHOBe aXOHIIPOIIIa3WH JISKUT Ha-
pYyIIeHre Pa3BUTHS KOCTEH BCIIEICTBHE TEHETHUECKH O0YCIIOBIIEHHOM JTHC-
Tpodhuu SnH(HU3APHBIX XPSIIeH. F3-3a XaOTHYHOTO PACIONOKEHHS KIIETOK
POCTKOBOIA 30HBI IPOMCXONT HAPYIIIEHHE HOPMAJIBHOTO TIPOIECcca OKOCTe-
HeHus. B pesynbrare poct koctel 3amemsercs. [Ipu atoMm nopaxkarorcs
TpyOuaThle KOCTH, KOCTH OCHOBaHUA ueperna U T. 1. Koctu cBoma depena,
pacTyIue u3 COeMHUTENFHON TKaH!, TOCTHTAIOT MTOJIOKEHHOTO pazMepa,
YTO MTPUBOAUT K HECOOTBETCTBUIO TIPOTIOPIINIA MEKTY TOJIOBOW U TEIIOM, a
TaKKe CTAHOBHUTCS MPUYMHON XapaKTepHOTO M3MEHEeHHs (DOPMBI depera.
XapakTepHbIMIA 0COOCHHOCTSIMH SBILTIOTCS HU3KUH pocT (130 cM u Hibke),
W30THYTHIA BIIEpeNl MMO3BOHOYHUK, CEIUIOBHIHBIA HOC M OTHOCHTEILHO
OoITBIIIast TOJIOBA C BHICTYTIAIOIIMMH JIOOHBIMHU Oyrpamu (puc. 46).

|

Puc. 46. Buemnuii Bua 60JIbHOM axOHIpoILIa3uen
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Cunopom Inepca-/lanno (Cunopom Dnepca-/lannoca)

Yacmoma cpedu nogopocoennvix: 1:10000 (15000), ayTocomHO-
JIOMHHAHTHBIN TUIT HACIEIOBAHMSI.

Ipuyuna: MyTaliu TEHOB, OTBEYAONIUX 33 CHHTE3 Pa3UYHbBIX TH-
noB koyurareHoB COL5A1 u COL5A2, COL1A1, COL1A2.

Qenomunuyeckue nposeniedus. HacnencTBeHHas cHCTEMHas CO-
eIMHUTEIIbHOTKAHHAS JWCIIIa3usi, OOYCIIOBIEHHAs HEI0CTATOYHBIM
Pa3BUTHEM KOJIJIAT€HOBOM U 3J1aCTUUECKON TKaHel. B 3aBucumocT ot
KIIMHUYECKOTO THUTIa CHHApPOM Diepca-/aHio MOXeT MpOsSBIATHCS TH-
MIEPMOOHMIBFHOCTHIO CYCTaBOB, HEOOBIYAHON PAaHMMOCTBIO M PACTSIKH-
MOCTBIO KOXH (pHC. 47), CKIIOHHOCTBIO K KPOBOMBIHUSHUAM U KPOBOTE-
YeHHsIM, Je(pOopMaIusIMu MO3BOHOYHNKA U TPYAHOHN KIIETKH, MUOTIHEH,
KOCOIJIa3HeM, ITO30M BHYTPEHHHUX OpPraHoB W Tp. M3BecTHO OKkojo 10
(hopM maHHOTO CHHIIpOMA.

Puc. 47. AHOMabpHas pacTSHKUMOCTB KOXKH OOITBHOTO
cuHApoMoM Drepca-Jlanino
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Cunopom Tpuuepa-Konnunza

Yacmoma cpeou noeoposicoennvix: 1:50000

Ipuyuna: HOHCEHC-MyTaIus (BOSHUKHOBEHHE CTOI-KOIOHA) B T€HE
TCOF1, npuBoasimas k ramionegocrtarounoctu. ['en TCOF1 pacrnosno-
JKeH Ha IUTMHHOM (q) miede S5-if XpOMOCOMBI, MMPOAYKT T'eHa — SAePHBIN
TPAHCIIOPTHBIA OEJIOK, KOTOPBIA IKCIIPECCHPYETCS BO MHOTHX TKAaHSIX
BO BpeMs YMOPHOHAIBHOTO M ITOCTAIMOPHOHAIBHOTO Pa3BUTHS U TIPH-
HuMaet ydactue B Tpanckpunuuu JJHK. Ilpu cunapome pas3BuBaercs
COCTOSIHHE, TIPH KOTOPOM TTOJIOBUHHOTO KOJIMYECTBA TEHHOTO MPOIYKTa
HEJIOCTAaTOYHO JUTSI HOPMaJIbHOTO (PYHKIIMOHMPOBAHUS OPTaHHU3Ma; ay-
TOCOMHO-JIOMHUHAHTHBIA THT HACJIETOBAHNS.

@enomunuueckue nposeieHus. Y OOJBITUHCTBA TMAIEHTOB clabo-
Pa3BUTHIE JIHIIEBBIE KOCTH, YTO MPUBOIUT K «3aTOHYBIIEMY» JIHILY, KPYyTI-
HBIA HOC ¥ OUY€Hb MaJICHbKHE YETIOCTH U TTOA00POIOK (MUKPOTHATHS). Y
HEKOTOPBIX OOJNBHBIX TIPUCYTCTBYET BOMYbS MACTh. B TSHKENBIX CIydasx
MHUKPOTHATHSI MOYKET BBITECHSTH SI3BIK TIOCTPAIABITNX HOBOPOKICHHBIX
JIOCTATOYHO, YTOOBI BBI3BATH TPETPaay POTOIIOTKH W TIOTEHIIMAIHLHO
OTTacHbIE TS )KU3HU 3a00JI€BaHUs JBIXaTeIbHBIX Iy TeH (puc. 48).

Puc. 48. OcoOeHHOCTH Pa3BUTHS JIMIIEBOTO Yepena y 00IbHON
¢ cunapomoM Tpuuepa-Komnunza
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BUOXUMHUYECKHUE METO/IbI

Buoxumudeckre METObl B TEHETHKE YEIOBEKA HCIIONB3YIOTCS s
JIMarHOCTUKHU HACJEICTBEHHBIX Ooje3Helr oOmeHa Bemecte (HBO).
OnHu HampaBiieHbl Ha BBISBICHHE aHOMAJbHBIX OCIKOBBIX MPOAYKTOB
ICHOB WJIM MAaTOJIOTMYECKUX METAa0OJIMTOB BHYTPH KIJIETKHM U BO BHeE-
KJIETOYHBIX YKHJIKOCTSX OOIBHOTO.

OObekTaMu OMOXUMHYECKOW JUArHOCTHKH MOTYT ObITH MOYa, IIOT,
IU1a3Ma M CHIBOPOTKA KPOBH, POPMEHHBIE DIIEMEHTHI KPOBH.

[IpeameroM OMOXMMHUYECKOW TUATHOCTHKH MOTYT OBITH Pa3iHyuHbIC
KJIacChl OPTaHMYECKUX M HEOPraHWYEeCKHX BEIIECTB (aAMHUHOKHCIIOTHI,
YIIEBO/BI, JIUH/IbI, MyKOTIOIUCAXapHU Ibl, HOHBI METAJUIOB U JIP.) U UX
MeTa0O0JMThI, KOHIEHTPALMS U OTKJIIOHEHHSI B aKTHBHOCTH ()epPMEHTOB.

BruoxuMmuyeckre MeTObI TOIPA3AeIsIOT Ha Ka4YeCTBEHHbIE, KOJInie-
CTBEHHBIC M MOITYKOJIMYECTBECHHBIC.

Kauecmeennvie peaxkyuu 1mo3BOISIOT OOHApYKUTh HM30BITOUHBIC
KOHILIGHTpaLUU CyOCTpaToB OJIOKMPOBAaHHOW (DEPMEHTHOW peakuuu
WM UX TMPOU3BOIHBIX, HakarumBatomuxcs npu HBO. KauecTBennsie
TECTBl UyBCTBUTEIbHBI, IPOCTHI B IPUMECHEHUH, OTIMYAIOTCS HU3KOH
ce0eCTOMMOCTBIO M HE JalOT JIOKHOOTPULATEIBHBIX PE3YJbTaToB,
a uHpopManus, MoaydyeHHass ¢ UX MOMOUIbIO, TTO3BOJISIET C BBICOKOM
noneit BepositHocTH 3anono3puth HbO y manmenta. KauecTBenHbIe
mpoObl OBIBAIOT: YHUBEpCAJIbHBIMU (BBLACISETCS Tpymma 3adosieBa-
HUM, Kjacc BelecTs; Hanpumep, LIIX-rect mig mykononucaxapu-
JOB) ¥ cielMpUUECKUMHU (Ha IUCTUH-TOMOIIMCTHH, METHIMAJIOHOBYIO
KHCJIOTY U Ap.). Hanbonee pacnpocTpaHeHbl KaueCTBEHHBIE TECTHI C
MOYOM, BCIEACTBUE NOCTYMHOCTH U MPOCTOTHI MOTyUEHUs MaTepuasa
JUTSL UCCIICZIOBAHUSI.

Ilonykonuuecmeennvie u KonuuecmeeHHvle MeCHbl TIPOBOISTCS
KaK C MOYOM, TaK ¥ C KPOBBIO (ra3bl KPOBH, IIIOKO3a, HOHBI aMMOHHUS,
MOJIOYHAsI KMCJIOTa, KETOHOBBIE TeJla, MMPOBHUHOTPAHAsl KUCIOTa, XO-
JIECTEPUH, TPUIIMIEPHUIBI) U MOTYT HMETh Pa3IMUHYIO CTENCHb CIOXK-
Hoctu. Hanbosee npocTeie U3 HUX: U3MEPEHHE KOHIICHTPALMH JIAKTaTa,
MUpPyBaTa, KETOHOBBIX TEJ, HOHOB aMMOHMSI, a TAK)KE OINPE/ICIICHHE KHC-
JIOTHO-ILIEJIOYHOTO PaBHOBECHUS
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Pemaromiee 3HayeHne B AMAarHOCTHKE HapyLIEHWH OOMeHa MIpaioT
Oosee CI0KHBIE M BEICOKOTOYHBIE KOJTMUECTBEHHBIE METOABI, TAKUE KaK
(byopuMeTpHUYECKHE, XpOMaTOMace-CIIeKTPOMETPHsl, ClIEKTpodoToMe-
TPUS, pa3IUYHbIC BHJBI XpoMmarorpaduu u 3ekTpodopes MINKO3aMHu-
HorkaHoB (I'AT). Bece 3Tu MeTOIbI MOXKHO YCIIOBHO pa3ieiuTh Ha JIBE
TPYIIIbL:

® METO/bI, TO3BOJISIOIINE MOTYYUTh CIEKTP KAaKOro-1100 Kiiacca Be-
1IeCTB, HAIPUMEP AMUHOKHUCIIOT;

® METOJBI ISl ONpeieNICHNs] KOHLIIEHTPALMKH KOHKPETHOTO BEIECTBa,
Harpumep (PeHIIAIaHIHA WU TUPO3MHA ((DIIyOpUMETpUYSCKU METO).

Xpomamoepaguueckue memoovi AarOT WHPOPMAIMIO O CIEKTPE
M KOJIMYECTBE BEIECTB. TOHKOCIOWMHAS, KOJOHOYHAS W JIPyTrue BUABI
xpomatorpaduu IPUMEHSIOTCS JJIs1 BEIICIICHHUSI M OYUCTKU aHAIU3HUPY-
eMBIX COCAMHEHHH, a TAKXKe IS TOJIyUYeHHs Pe3yIbTaToB Ha MOITYKOJIHU-
4yecTBEHHOM ypoBHe. Tak, ToHKkocnoiHyo xpomarorpaduio (TCX) uc-
MOJIB3YFOT JIJIS BBISIBIICHUS Ie(h)EKTOB OOMEHA ITyPHUHOB U TUPUMUIHHOB,
YIJIEBOAOB, aMHUHOKHCIIOT, OJIMTOCaXapua0B M TIMKO3aMHHOTIMKAaHOB
(MykomnonucaxapuaoB). Metoa He TpeOyeT CenuanbHOro T0POrocTo-
amiero 000pyI0BaHUsl, HHTEpIpETaLrs Pe3yabTaToB JOBOJIBHO MPOCTa,
a CTOMMOCTbH OJTHOTO aHajn3a HeBbIcOKa. Hanbomee TOYHBIM, HO CIIOXK-
HBIM U 00JIaIal0IMM Maslol MPOIYCKHON CIIOCOOHOCTBIO (2 aHamnu3a B
CYTKH) METOJOM SIBISIETCS UOHOOOMEHHAS JHCUOKOCTHHAS XPoMamozpa-
¢hus ¢ UCTIONB30BaHNEM aMUHOKHCIOTHOTO aHAIM3aTopa.

Memoo 6bicox06016MHO20 dNeKmMpoghopeza ¢ MOCIeNyoIed HUCXO0-
Jseii xpomarorpadueil aMMHOKHCIOT Ha Oymare JaeT Ty ke HHQOop-
MaIUio, HO OTIIMYACTCsl BBICOKON MPOMYCKHOU criocoOHOCThIO (30—40
npod B cyTkH), nemenine, yeM TCX, HO MeHee YyBCTBHUTEICH.

Buicokosppexmuenas socuoxocmuas xpomamoepagus (BOIKX) n
xpomaromacc-crekrpomerpus (XMC) mo3BOJSIOT MoTyyarh Kak KOJU-
YEeCTBEHHYIO, TaK M Ka4eCTBEHHYIO MH(OPMALIUIO, HAIPUMEp, Onpese-
JISITh, KAKHE BEIIECTBA, C KAKOH MOJIEKYIAPHON Maccoi MPUCYTCTBYIOT B
aHaTU3UpyeMol Ipode u B KakoM KomdecTBe. Kpome Toro, ¢ moMouibio
XMC MOXKHO MOTYYHUTh KOJTMUECTBEHHYIO HH(OpMALIUIO O HepasaeeH-
HBIX MJIM COBMECTHO DJIMMUHHUPYEMBIX COCTUHEHUSIX, UTO SBIISETCS OJl-
HUM U3 BOKHBIX [IPEUMYIIECTB 3TOTO METOAA.
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Tanoemnas macc-cnexkmpomempus (TMC) — MeTOA1, C TIOMOIIBIO KO-
TOPOTO MOXHO KOMMYECTBEHHO OLeHUTh 3000 MeTabonmndecKkux MapKe-
poB passbix rpynn HBO ogHOBpeMEHHO M OXapaKTephu30BaTh KIIACCHI
BEIICCTB M UX MOJEKYJSIPHYIO Maccy.

B GunoxmmMudeckoi THarHoCTHUKE MOJKHO BBIJICIIUTH IBA YPOBHS: TIEP-
BUYHBII U YTOUHSIOLIUH.

Ilepeuunniit yposenv ouaznocmuku

OcHoBHas 1eJb IEPBUYHON AUArHOCTHKU 3aKJIIOYAeTCsl B TOM, YTOOBI
BBISIBUTH 3/I0POBBIX JIIOEH M OTOOparh MAIMEHTOB JUISl TIOCIIEIYIOMIETO
yYTOUHEHMs AMaruo3a. B Takux nmporpammax nepBUYHON AUarHOCTHKH B Ka-
YecTBE Marepralia UCIOJb3yIOTCS MO4a U HEOOJIBILIOE KOTMYECTBO KPOBH.

[IporpaMMmbl TepBUYHON OMOXMMHYECKOW TUArHOCTHKH Hacell-
CTBEHHBIX 0OJIE3HEH MOTYT ObITh MAaCCOBBIMH U CEJICKTUBHBIMU.

Maccosvie npoceusarowjue npocpammuvl UCTIONB3YIOTCS B THATHOCTH-
ke (DCHWIIKETOHYPHHU, BPOXKICHHOTO THIIOTHPEO03a, aApEHOTCHUTAIBHOTO
CHHPOMAa, BPO’KACHHBIX aHOMAJINH Pa3BUTHS HEPBHOU TPYOKH U T.A.

CenexmugHuvle OuacHOCmMuyecKue npocpammsvl TPEAYCMaTPUBAIOT
MPOBEPKY OMOXMMHUYECKUX aHOMallMii oOMeHa (MoYa, KpOBb) y MAallu-
€HTOB C IIOI03PEHUEM Ha TeHHBIEC HAClIe[CTBEHHbIE 00Ie3HU. B cenek-
TUBHBIX MPOrpaMMax MOTYT HCIIOJIb30BaThbCs MPOCTHIC KAueCTBEHHBIC
peaknuy win 0Oojiee TOYHBIE METOJbI, MMO3BOJISIIONINE OOHAPYKUBATH
OoJibIINe TPYNIbl OTKJIOHEHUH.

Ymounarowuit yposenv ouaznocmuku

Hepenko npuxomutcst yriryOnsaTh OMOXUMHYSCKHA aHAIIN3 OT KOJIU-
YECTBCHHOT'O OIPEJICIICHUsT META00JIUTa JI0 ONPEACICHHSI aKTUBHOCTH
(hepmeHTa (MCTIONb30BaHNE HATUBHBIX TKAHEH MM KyJBTHBUPOBAHHBIX
KJIETOK), HaI[PHMEP, C TOMOIIBI0 CIIEKTPOIIFOOPHOMETPHUH.

B coBpeMEHHBIX YCIOBHUSX OUYE€Hb MHOTHE JTalbl OMOXUMHYECKON
JUArHOCTUKU OCYILIECTBISIIOTCS aBTOMATHYECKU, B YACTHOCTH aMHUHO-
aHa;M3aropamu®,

4 AHAJIM3aTOP AMHHOKHCJIOT — aBTOMAaTHYECKOE YCTPOICTBO, HCIOJIb3yeMOe ULl pa3-
JIeTICHHS ¥ KOJIMYECTBEHHOTO aHAIIN3a aMUHOKHCIIOT, COAEPIKAIIUXCS B CIIOKHON CMe-
cu (B ruaponu3are 0esKoB, B (PU3HOIIOrMUECKOM )KUIKOCTH 1 JIp.). JIelicTBHe OCHOBaHO
Ha XpoMarorpaduaeckoM pasaereHHN aMIHOKUCIIOT U MOCIIELYIOMEeH X JETeKINH C
TIOMOIIBIO KOJIOPUMETPUUECKON MM (PIyOpOMETPUUECKON TEXHHUK.
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B Menuko-renernueckoM HaydHoMm ieHTpe PAMH paspaborana mpo-
rpaMMa CEJICKTUBHOTO CKPUHMHra Ha HACJICACTBEHHBIC OOJNE3HU OOMEHa
BELIECTB C OCTPHIM TEUYEHHWEM M PaHHUM JIETAIbHBIM HCXOAOM. IlepBblit
9Tall MPOrpaMMBbl BKITIOUACT 14 KaueCTBEHHBIX U KOJUUECTBEHHBIX TECTOB
C MOYO# ¥ KPOBBIO Ha OEJIOK, Ha KETOKUCIIOTHI, Ha IUCTHH U TOMOIIMCTEHH,
KpEaTHUHWH, MOHbl aMMOHUSA U Jp. BTOpoil 3Tam BKIIIOYaeT METOAbI TOH-
KOCJIOMHOM XpoMarorpa(uu MOYM U KPOBU JUTS BBISIBIICHUS] aMUHOKHCIIOT,
(DCHONBHBIX KUCJIOT, MOHO- M JIUCAXapUIOB U Apyrux coenuneHuid. C mo-
MOIIIBIO TEKTPo(ope3a MOUH BBISBIISIOT TITUKO3aAMUHOTIIMKAHEI.

CeeKTUBHBIC JUATHOCTUYCCKUE TPOTPaMMbl 00SCIICYUBAIOT TOJb-
KO MPENIOI0KHUTEIHLHOE BBISIBICHUE OOJIBHBIX C HACIICACTBEHHBIMU 00-
JIE3HSAMHU OOMEHa BemecTB. MeTolbl TIOATBEPIKIAIOIICH JTUATHOCTUKU
BKIIFOYAIOT KOJIMYCCTBCHHOE ONpEACICHHEe MeTaOOIUTOB, HCCIIE0Ba-
HUE MX KUHETHKH, SH3uMouarnoctuky, JIHK-auarnocruky (tabdm. 3).

Tabnuya 3
Mertoabl noaTBep:KAAIOLIEH TUATHOCTUKHI

Knacc 6one3neit Memoodvt noomeeporcoenus ouazno3a

KonmnaectBernnoe ONPEACICHNE aMUHOKHNCIIOT

Amurnoayudonamuu
Y B Moue, kpoBu;, JIHK nuarnoctuka

KonugecTBeHHOE OompeienieHue

Opeanuuecxue ayuoypuu
OPraHUYECKHUX KUCIOT MOYH, IJIa3Mbl

KonnuecTBeHHOE onpenieneHne MOHO-

U IUCAXapHIOB, UX METa0OIUTOB B
KpPOBH, MOY€; HATPy30YHBIC TECTHI;
su3umonuarnoctuka; JJHK auarnocruka

Bonesnu yeneeoonozo oomena

Mumoxondpuanvhuvle 6oneznu | duzumonuarnoctuka; JIHK auarnoctuka

bonesnu napywenus KonuvecTBeHHOE onpeneneHue
MUMOXOHOPUATIBHO2O KapHHUTHHA, €T0 Y(PUPOB, KUPHBIX KUCIIOT;

P - okucaenus srcuprvix kuciom | sa3uMonuarnoctuka; JJHK quarnoctika
KonuyecTBeHHoe onpeneneHue JIMHHO-
nenoyeuHslx amuHokucnoT; JIHK nuarnocrrka
Jluzocomnule boneznu Ousumonuarnoctuka; JIHK nuarnocruka

HepOKCMCOMHble bonesnu

Hapywenue oomena nypuros | KomrdecTBeHHOE OTpeIieIICHIE ITyPUHOB, ITHPH-
U NUPUMUOUHOB MUAMHOB, Mo4YeBOU kucioThl; [IHK muarnoctrkal
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Oxonuanue maonuywt 3

Knacc donesneit Memoowvt noomeepiicoenun Ouazno3a
bonesnu xonecmepunosoeo | KonmmuecTBeHHOE OINpEEIEHIE XOIECTEPHHA
obmena M €TO0 MIPOM3BOIHBIX B KPOBU
bonesnu KonnuectBenHnoe onpeneneHne
HeUpoOmpancMummepHo2o KaTeX0JIAMHHOB, aMUHOKHUCIIOT (KPOBb, MOUa,
obmena CIIMHHOMO3T0Bas! JKUJIKOCTb)

Kax BUIHO U3 TaOMHIIBI, METO/IBI MTOATBEPIKIACHUS THarHO3a MHOTO-
00pa3Hbl U cTIeNU(UIHBI TSl pa3HBIX KJIacCOB 0ONE3HEH.

INPEHATAJIBHAS TUATHOCTHUKA

IIpenaranpHasi MUArHOCTHKA HACICACTBECHHBIX OOJIE3HEH — KOM-
IJIEKCHAS JOPOAOBAs IWAarHOCTHKA C LEIbI0 OOHAPYKEHUS MATOIOTHH
Ha CTaJINU BHYTPHYTPOOHOTO pa3BUTHSI.

Tokasanus 0ns npeHamanbHoU OUASHOCUKU:

e Bo3pact 35 net u crapiie (My>XK4uH 45 JIeT u cTapiie);

® HaJIMYUE B CEMbE HACIIEJICTBEHHOW OOJIe3HH;

e HeOJAaronpuATHBIA aKylIepCKUi aHaMHe3 (ITOBTOPHBIE CIIOHTaH-
HbIC TIpEphIBaHUs OEPEMEHHOCTH HJIM POXKICHHUE peOeHKa ¢ BPOXKICH-
HBIMH TTIOPOKAMH Pa3BUTHSA);

e McaxapHbIi qualert, anuierncust, *HPEeKIuu y OepeMeHHOI;

® JIeKapCTBEHHAs TEPaIus;

® KOHTAKTHI C TEPATOreHHBIMH (DaKTOpPaMHU.

[IpenaranpHas qUarHOCTHKA JOJDKHA BKIIFOYATh J[Ba dTara.

ITepBrrit aTamm — BEIIBICHUE M OTOOP CEMEH C MOBBIMICHHBIM PHCKOM
HeOIaromoryqHOro B TEeHETHIECKOM TUTaHE UCX01a OEpEMEHHOCTH.

Bropoii atanm — yTouHsFOImas MpeHaTanbHas quarHocTtuka. Jlroopie
METOJIbl YTOUHSIOIIEH TUAarHOCTUKU MPUMEHSIOT TOJIBKO Y KEHILUH C
(hakTOpamu pucka.

Memoouvl npenamanbHou OUAHOCMUKIL:

Cxkpununzogvle (MEIUKO-TEHETUUECKOE KOHCYJIBTHPOBAaHUE, OIpe-
nenenne ypoBHs o-peronporenna (ADII) B ceiBopoTke KpoBH Oepe-
MEHHOMW, XOPUOHWYECKOro roHagorponuHa (XI'Y), HEKOHBIOTHPOBAH-
HOTO 3CTPUOJIA, alleTHIXOIUHACTEPA3HI U JIp. ).
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Heungazugnwle (npoceunsaromiee U yroussiomee Y3, MarauTHo-
pe3oHaHCHas ToMOTpadusi, KApAHOMOHHTOPHOE MCCIICAOBAaHHUE CepACY-
HOU JIeITeIbHOCTH TUI0/Ia ¢ OTHOBPEMEHHOM perucTpaiue ero IBura-
TEeTHLHOM aKTUBHOCTHU M TOHyca MaTKu). [IpocenBatontue Y3U, cormacHo
npuka3zy Munzapasa Poccun, TOMKHBI TPOBOIUTHCS BCEM OEPEMEHHBIM
KEeHIMMHaM TpexkpatHo: B 10-13, 20-22, 30-32 nenenu OepeMeHHO-
ctu. BoamokHo ncnonp3oBanne Y3U HaunHas ¢ 6—8 Hemenw.

Hneazuenvle (aMHUOIICHTE3, OMOIICHS XOPHOHA, OMOTICHS TIIAIICHTEI,
KOpZIOLICHTE3, ONOIICHsI TKAHEH 1102 U Ap.) — IPOBOASATCS MO CTPOTUM I10-
Ka3aHUsM, TTOCIie IpoBeieHns rpocenBaromiero Y3U (puc. 49; tadm. 4).

Tabnuya 4
HNuBazuBHbIE METOAbI IPEHATAJIBHOM IUATHOCTHKH
Cpoxn
Meton P XapakTepucTHKA MeTOAa
MPOBeIeHusl
IluToreHeTHUYECKOE MCCIIEIOBAHNUE;

Xopuonobuoncusn 9-11 nenens

nccienoBaHue PepMeHTOB (IMarHOCTHKA

(uccneoosanue

B0PCUH XOPUOHA)

HACJIEJCTBEHHBIX OOJIe3Hel oOMeHa);
nccnenosanue JIHK (nmarnocruka
MOHOTEHHOM ITaTOJIOTHH);

ITnayenmoouoncus | 11-18 "enens
OTIpe/IeNIeHNE oA IIoIa
XpOMOCOMHBIN aHAIU3;
Amuuouenmes
OTIpe/IeIIeHIE oA TUI0/IA;
(uccnedosanue
N 15—17 nenens | onpenenenue anbda-peronporenna (ADIT),
OKOJIONIOOHOU
00Hapy KeHHEe OMOXUMHYECKIX MapPKEPOB;
JrcuodKocmu)
ananm3 JIHK kneTok miona
Kopoouenmes XPpOMOCOMHBIH aHAN3;

(nonyuenue Kposu
U3 NYNoBUHLL N100A)

18-22 nenens

OMOXUMHYCCKUH aHAIHN3 KPOBH;
uccnenoranue JTHK

Buoncus xosrcu
Buoncus moiuy

14—16 nwenens
18-22 nenens

Buoxumuueckue HCCIICOOBAHUA,
UMMYHOJIOTUYCCKUC UCCIICJOBAHUS,
TUCTO- U IUTOJIOTHYCCKHUE NCCIICTOBAHMs

Demockonus

18-22 wenens

Juarnocruka:

- DPUTPOLUTAPHBIX YH3UMONATUI

- IMMYHOJC(UIIUTHBIX COCTOSTHUN
-HaCJECTBEHHBIX TeMOTIIOONHOMIATHI
- HaCJIEZICTBEHHBIX 3a00IeBaHII KOXKH
(MxTHO03)

- BPOX/ICHHBIX NOPOKOB U aHOMAJIHH
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AmMHMOTHYeCKas
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HCCIEIOBAHVE BOPCHH XOPHOHA Kapsromumpog asiune
Puc. 49. AMHHOIIEHTE3 U XOPUOHOHOTICHS

Hpoceuealomue npozpammal. ﬂowmnuuecxa;l OuUazZHOCMUKA U
npod)uﬂakmuuecme JleueHue Hacae0CmeeHHOIl NaAmoaI02uu

Jiist HeckoNbKKX Oone3Hel yxe pa3paboTaHbl HEe TOJIBKO TeopeTHye-
CKHE OCHOBBI TUATHOCTHUKH (/10 Pa3BUTHUS KITMHUYICCKOM KapTHHBI), HO U
METOJIbI MPOQUIIAKTHYECKOTO JieueHHs. [10CKombKy OTnenbHbIe (HhOPMBI
HaCJICICTBEHHBIX OOJIe3HEH peikH (pacnpocTpaHeHHbBIX TEHHBIX 0oes-
HEll HEMHOT'0), JUISl UX BBISIBIICHHSI IOJDKHBI OBITH TIPOCTBIC U JICILICBBIC
METO/IbI IPOCEHUBAIOIICH TUATHOCTHKH.

Ilpoceusanue MOXKHO ONPEACTUTh KaK MACHTU(HUKALNIO HEpaco3-
HaHHBIX OOJIE3HEH € MOMOMIBIO OBICTPO OCYIICCTBIISIEMBIX MPOBEPOK
(TectoB). D10 0ObecneynBaeT OTOOP JIMI] C BEPOSTHBIM 3a00JIEBAaHHUEM.
Jlromeli ¢ BBICOKOH BEPOSITHOCTBIO 3a00JI€BaHMsI TOBTOPHO OOCIEAYIOT
C IPUMEHEHUEM YTOUHSIOIINX TUArHOCTHYECKUX METO/IOB, TIO3BOJISIO-
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HIMX OO OTBEPTHYTH MPEAIOJaraBIlIniicss Ha IIEPBOM dTarle AUArHos,
1100 yBEPEHHO MOATBEPIUTD €TO.

Wnest npoceuBaroiero oocie10BaHus HOBOPOKACHHBIX Ha yHace-
JOBaHHYI0 KOMOWHAIMIO ajuiesiei, 00yCIOBIMBAIOIIYIO PA3BUTHE Ha-
CIIEICTBEHHOH 0oie3HH, cTana nposepsaThes B 60-x ronax. K Hacros-
IEMY BPEMEHH Y€ OKOHUYATEJIbHO CII0KUIIUCh OCHOBHBIE TIOJIOKEHHS
MacCOBOH JMarHOCTHKHM HACJIEIACTBEHHBIX OoJie3HEeH Ha AOKIMHHYE-
CKO cTanuu (KpUTEpUHU HACICACTBEHHBIX OOJIE3HEH U TUarHOCTHYe-
CKHE METOJIbI).

Maccosoe npoceusanue HOBOPOIHCOEHHBIX NPOBOOUMCs HA HACIIE]-
CTBEHHBIC OO0JIC3HU, €CII OHU:

e (€3 CBOEBPEMEHHOTO MPOQUIAKTHYECKOTO JICYEHHUsI CYLIECTBEH-
HO CHMKAIOT KU3HECTIOCOOHOCTb, MPUBOIAT K MHBAJIHIHOCTH, OOJIBHOMN
HYKJaeTcs B CHelMaJIbHON TOMOIIY;

® [I0/AAI0TCS TOYHOM OMOXMMHUYECKON MIIH MOJIEKYJISIPHO-TEeHETHYe-
CKOW AMarHOCTHKE Ha JOKJIMHUYECKOH cTaauu;

e noagarorcs 3pekTHBHOMY MPODUITAKTHUECKOMY JICUCHHIO;

e pmetoT yactotry 1:10000 m Bbimte. JIuip B HEKOTOPHIX cTpaHax
NpU HAJIWYMM HMCCIIENOBAaTEIbCKOM TPYMIbI MPOCEUBAHHE HOBOPOXK-
JEHHBIX OCYILIECTBIsIeTCsl sl O0Je3Hel, BCTPEUYAIOIIUXCs ¢ YaCTOTON
1:20000-1:40000.

OcHOBHasl 11e7b IPOTrPaMM MacCOBOI'0 IPOCENBAHHS HOBOPOXKIEHHBIX
Ha HacJIe[ICTBEHHbIE OOJIE3HH — ITO paHHEe BBISIBICHUE 3a00JIeBaHUs Ha
JIOKITMHUYECKOH (JIOCUMITOMHOM) CTaANN U OpraHU3alis JICUSHHUS.

[IporpaMma 06s13aT€IBHO BKIIIOYAET CIEAYIOIINE STallbl:

1) B3siTHE OMOJNOTHMYECKOTO Marepuaya JUIsi UCCIEeNOBaHUs y BCexX
HOBOPOX/ICHHBIX M JI0CTaBKa MaTepHaja B TUarHOCTHYECKYIO Jlabopa-
TOPHIO;

2) nabopaTopHasi MpOCeuBaroIast JUArHOCTHKA;

3) yTOUHSAOIAs TUArHOCTHKA BCEX CIIyYaeB C MOJIOKUTEIbHBIMU pe-
3yJlbTaTaMy MPH IPOCEUBAHUM;

4) neueHue u AUcHaHcepu3anusi OOJBHBIX C KOHTPOJIEM XOna Jie-
YECHHUS;

5) MeMKO-TeHEeTUYECKOE KOHCYIBTHPOBAHUE CEMBU.
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Ha ceromusmHuii geHp mporpaMMbl MacCOBOTO CKPHUHUHIA HOBO-
POXKIEHHBIX OCYIIECTBISIIOTCS B OTHOIIEHHH (PEHUIKETOHYPHH, BPOXK-
JICHHOTO THUIIOTHUPE03a, BPOXKICHHOM TUIEPIUIa3uU HaAllOYEUHUKOB,
raJJakTO3eMHM U MYKOBHCIMI03a. OCHOBHAsI Li€Nb 3TUX MpPOrpamm —
paHHee BBISBICHUE HACJIEACTBEHHOIO 3a00JIeBaHMs HA JOKIMHUYECKON
(mocuMnTOMAaTHYECKOM) CTaIuM U OpraHU3allsl CBOEBPEMEHHOIO MPo-
(UIIAKTHUECKOTO JICUCHUSI.

D¢ PeKTUBHOCTH TAKUX MPOTPaMM MOXKHO PAacCMOTpPETh Ha MpUMepe
¢dennnkeronypun (OKY). DeHUnkeToHypHs BCTpPEYACTCS C YaCTOTOH
1/10000 poxnenmit. OHa HaciemyeTcs MO ayTOCOMHO-PELECCUBHOMY
TUITy U OOYCJIOBIIEHa MyTalUel CTPYKTYpHOTO reHa (heHHIaIaHUHTH-
npokcuiasbl. M3-3a pe3Koro CHWKEHHs aKTHBHOCTH 9TOTO ()epMeHTa y
OONBHBIX HApYIICHO MpeBpalieHue GpeHuanannia B Tapo3uH (puc. 50).

O TedexT dpennna1aHEATHIPOCKAIAZEI

OEHWIATAHWAH =~ | === THPO3HH — MEJIAHHH

! |

Hapymesne npeEpameHHs BEIILIBAET
cI1a0YE0 MHrMEeHTANHI0 BOJIOC H PATYEKH

DennnyrcycHas KHCIOTA

!

DeHMIMOTOYHAT KMCIOTA

Puc. 50. Coxpamennas cxema oOMeHa ()CHUIIATaHIHA!
HACJICICTBEHHBIH AeheKT (peHmTaIaHMHT HAPOKCHIIA3EI IPUBOAUT
K Pa3BUTHIO (DEHIIIKETOHYPUH

Haxkannuatomuecs B pe3yabrare 3TOr0 METa0OJIUTHI MOBPEKAAIOT
Pa3BUBAIOLIUICS MO3I, YTO MPUBOAUT K BBIPAKCHHOW YMCTBEHHOHN OT-
CTaJIOCTH (XapaKTEPHBIMU KIMHUYECKMMH CHMITOMaMH 3a00JI€BaHUS
SIBIISIFOTCS TAKOKE CYAOPOXKHBIN CHHIPOM, HapyLIEHHE TUTMEHTHOTO 00-
MEHa, CKJIIOHHOCTb K JIepMaTUTaM, ClieU(UIeCKUi «MBIIIMHBINY 3amax
(enmnykcycHoir xkucnotel). Ecmm ®KY nmarnoctupoBare cpasy mo-
clle POKACHUS, TO, CIEeLHalIbHAs TUeTa, OrpaHMYMBaIoLIas norpeode-
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HUe (eHMIalaHWHA, MOKET MPEAOTBPATUTh YMCTBEHHYIO OTCTaJOCTh
(puc. 51). [ToaTomy Bo Bcex pa3BHUTHIX CTpaHax Mupa u B Poccun mpo-
BOJMTCSI MACCOBBIM CKPUHUHT HOBOPOXKJCHHBIX HA ()EHUIIKETOHYPHIO.

Puc. 51. Bee Tpoe neTeli yHacine0Ba Iy e,
KoTOpbI€ BbI3bIBalOT OKY

PeGeHok B cepearHe HAaXOAWICS Ha CBOOOIHOH OT (peHHMIamaHUHA
JIUeTe U pa3BUBAJICS HOPMaJbHO. J[pyrue 1eTu poauuch A0 BHEIpe-
HUS B IPAKTUKY TAKOH! IUEThI U IO3TOMY Y HUX MPOSIBUIUCH CUMIITOMBI
@OKY, B TOM 4uCIie yMCTBEHHAS! OTCTAIOCTh’

OCHOBHBIM OMOXMMHYECKUM MapkepoM Bcex ¢opm DKV spisier-
Csl yBENIMYEHHE KOHICHTpaluK (heHHIalaHHHA B I1a3Me KpoBH. llo-
9TOMY OMOJIOTHYECKHM MaTepUasioM JJisi IPOCEUBAIOIIEH THarHOCTUKU
(CHUIIKETOHYPUH SBISIFOTCS BBICYIICHHBIE Ha XpoMaTorpaduyecKou
OymMare msiTHa KalWUIIPHOM KPOBH HOBOPOKICHHBIX, KOTOpHIE Iepe-
CBUIAIOT B LIEHTPAIM30BaHHBIE OMOXUMUYEcKUe Taboparopun. B Takux

E ©March of Dimes Birth Defects Foundation.
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7a00paTopusix B MATHAX KPOBU OIPEICISIOT KOJHMYECTBO (eHMIaaH -
Ha METO/IOM KOJIMYECTBEHHOH (DIII0OOpUMETPHH.

B cnyuyae momoXKuTenpHOTO pe3ysibTara MPOBOAUTCS YTOUHSIONIAS
OMoXMMHYECKas IMarHOCTUKA C IPUMEHEHHEM METOI0B TOHKOCIOHHOM
xpomarorpauu CbIBOPOTOYHBIX AMHUHOKHUCIIOT.

Kpome »TOro MmaccoBblii CKPHHHUHI HOBOpOXJAEHHBIX Ha PKVY
OCYILECTBISIETCS U UMMYHO(EPMEHTHBIM aHAJTU30M.

[IporpaMMbl MacCOBOTO CKpPMHUHTAa HOBOPOXKJICHHBIX OCYIIIECTBIIS-
IOTCS TakKe€ B OTHOIIECHHH BPOXIEHHOTO THUIIOTHPEO3a, BPOXKICHHOMN
TUIEPIUIa3uH HAATTOYEYHUKOB, TaJJaKTO3EMUU M MyKOBHCITH103a.

MEJIUKO-TEHETHYECKOE KOHCYJIbTUPOBAHUE

Meanko-reHeTU4eCcKOe KOHCYABTHPOBAHUE — BUJ CICIUATH3UPO-
BaHHOM MEIMIIMHCKOM ITOMOIIU, HAIIPaBJICHHBIN Ha MPO(UITAKTUKY HaU-
OoJtee 4acToi HACIIEACTBEHHOW MAaTOJIOTHH B OOIIIECTBE.

['maBHas 1eb MEIUKO-TEHETHYECKOTO KOHCYIBTHPOBAHUS — IIPE]I-
YIPEeXKICHUE POXKIACHUS ACTEH C TSKEITBIMU HACIIEICTBEHHBIMHU 3a00I1e-
BaHUSIMHU.

I'eneTndeckas KOHCYABTAINS BBIMOTHICT CICAYIOIMINE 3a/1a9H:

1. OnpenencHue MPOTHO3a 30POBBS I OY/IyIIEero MOTOMCTBA B Ce-
MBSIX, T/ie ObII, €CTh WIIH TIPEAIoaraeTcss OOJbHON C HACIEeICTBEHHON
[aTOJIOTUEH.

2. OObsiICHEHHE POAUTENSIM B IOCTYITHOW (pOpME CMBICIIA TeHETHYECKO-
r'O PUCKA ¥ IOMOLIb UM B MIPUHATUN PEIICHUS IO TIOBOY ICTOPOMKICHUSL.

3. [Tomo1is BpayaM B MOCTAHOBKE TUAarHO3a HACJIEACTBEHHOM Ooes-
HU, €CJIH JIJIS1 ATOTO TPEOYIOTCSI CTICIMATLHBIE METOIBI MCCIICIOBAHIIS.

4. lucriancepHoe HaOIO/IEHNE U BBISIBIICHNE TPYIIIIHI IIOBBIIIIEHHOTO
pHCKa cpeii POICTBEHHUKOB MHINBH/IA C HACIEACTBEHHOW OOJIE3HBIO.

5. [Ipomaranga MeIUKO-TEHETUUYECKUX 3HAHUU Cpeau Bpavyel u Ha-
ceJIeHHUs.

[ToBoMIOM /17151 MEJTMKO-TEHETUYECKOTO KOHCYJIETHPOBAHUS MOTYT OBITh:

e PoxeHue peOcHKAa ¢ BPOXKICHHBIMH TOPOKAMHU PAa3BUTHS, yM-
CTBEHHOH M (hM3MUECKOH OTCTAIOCTHIO, CICMOTON U TITyXOTOMH, CYyIOpO-
ramM#, aHOMAJIHSIMHU TIOJIOBOTO Pa3BUTHS.
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e [loBTOpHBIE CIOHTAHHBIE A0OPTHI, BHIKHUIBIIIN, MEPTBOPOXKICHHS,
BBISIBJIICHUE TTATOJIOTHH B XOJI€ TIPOCEHBAIOIINX ITPOTPAMM.

e KpoBHOPOACTBEHHBIC OpPAKH.

e HeOnarononyyHoe TeueHre OEPEeMEHHOCTH.

e BozzeiicTBre M3BECTHBIX MIIM BO3MOYKHBIX TEPATOT€HHBIX (DaKkTO-
POB B IIEpBBIE TPU MecsIa OepeMEeHHOCTH.

Meronosiorusi TPOBEACHUSI MEIUKO-TeHETHYECKOM KOHCYIBTalluu
BKJIFOYAET HECKOJIBKO JTAIOB:

1. Kimmanko-reneamorndeckoe o0CIeI0BaHNE TACHTa W €T0 POI-
CTBEHHHKOB;

2. IlomyueHne O1leHOK T€HETHYECKOTO pHCKa.

Ha nepsom smane KOHCYIBTHPOBAHHS TMPOU3BOIUTCS YTOYHEHHE
nuarHo3a OomnesHu. JlmarHo3 yTOUHSIOT C TIOMOIIBI0 T€HETHYECKOTO
aHaJM3a, ISl YeTO UCIIOB3YIOT: TeHeAIOT UIECKUH, ITUTOTEHETHYECKH,
OMOXMMHMYECKHUH U IpyTue METO/Ibl COBPEMEHHON IeHETHKH,

Ha emopoii smane onpenensieTcsi CTENEHb PUCKa POXKACHUS 00Jb-
HOTO peOcHKa.

T'enemuueckuit puck MOXXeT OBITH OIpeJeNieH JTH00 MyTeM Teope-
THYECKUX PacyeTOB, OCHOBAHHBIX HAa FEHETHYECKUX 3aKOHOMEPHOCTSIX,
7100 C MOMOIIBIO SMIMPUUECKUX TAHHBIX.

Omnpenenenue CTENEHN PUCKA TIPU Pa3HBIX (JOPMax HACIEICTBEHHOMN
MATOJIOTHUHU Pa3IIUYHO.

[Tpr MOHOTEHHBIX MEHACIUPYIOMINX OONE3HIX MPOrHO3 OCHOBBIBA-
€TCA Ha pacdyeTC BEPOATHOCTH IOABJIICHUSA IMOTOMCTBA B COOTBETCTBUU
C TEeHETHYECKUMH 3aKOHOMepHOCTsAMHU. [Ipn aToM ecnm m3BecTeH THUI
HACJIEZIOBaHUS TAaHHOTO 3a00JIEBaHUS U TI0 POIOCIOBHOM yIaeTcs ycra-
HOBUTbH T€HOTHUII POJMTENECH, OIICHKA PUCKA CBOJHUTCS K aHAJIM3y MEH-
JIeNIeBCKOTO paciieruienns. Eciu y mpoOanjia ycTaHOBIEHA BHOBb BO3-
HUKIIAsi MyTalus, TO TOBTOPHBIM PHUCK POXKACHUS pebeHKa C TaKoH ke
MaToJIOTMEH He3HauuTelleH. PacueT pucka Mmpu MOHOTEHHOM 3a0oiie-
BaHMHU MOXET OCIIOKHUTBCS MPH MOHMKEHHON AKCIIPECCUBHOCTH HIIU
HEIMOJIHOMI TMEHCTPAHTHOCTHU I'€HA, IIO3AHEM IIPOABJICHUN TeHEeTUYECKOMN
AHOMAJIMH, TEHEeTHYECKOW TeTepPOreHHOCTH 3a00JeBaHMs W BOOOIIE B
Ciy4ae HETOYHOTO JHarHo3a.
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[Tpu XpoMOCOMHBIX OOJE3HSX ONPEAeTICHNE PUCKA TOBTOPHOTO POXK-
JeHHUS IOTOMCTBA C XPOMOCOMHBIMH aHOMAJIUSIMH 3aBUCUT OT TOTO, HOP-
MaJIbHBI JI KApUOTHIIBI Y POAUTEINEH, HE OOHAPYKEHO JIM Y HUX MO3au-
uu3Ma, He HaOMIoaeTcst M CeMEeMHOM (JOPMBI CTPYKTYPHBIX aHOMAJIUH
XpoMocoM. B ciydae oTCyTCTBHS HapylIEHHH B KAPUOTHUIIE POAUTENEH
BEPOSITHOCTH MTOBTOPHOTO POJKACHHUSI BTOPOTO PeOEHKA C XPOMOCOMHOMN
aHOMaJiell OLEHMBAETCS MO SMIIMPHYECKUM JaHHBIM JISi KaKIOro
BHJIa aHOMAJIMH C YY€TOM BO3pacTa pOAUTEICH.

[Ipu mynsTUdaKTOpUANBHBIX 3a00JEBaHUAX, T.€. 3a00JIEBAaHHUAX C
HACJIEICTBEHHBIM MPEPACIIONIOKEHUEM, OCHOBOM OLIEHKH PUCKA SIBIISI-
IOTCSl SMIIUPUUYECKUE JaHHBIE O TIOMYJISHOHHON U CeMEHHON yacToTe
Ka)XJIOTO U3 HUX.

Tpu nuskom pucke TaToOIOrMUECKUE N3MEHEHHS MOXKHO 0KUIaThy 5 %
MOTOMKOB. B 3TOl cuTyanuu He BO3HHKAeT MPOTHUBOIMOKA3aHUU AJIS
JaTbHEHUIIEro 1ETOPOKACHHSL.

CpeoHuii puck perucTpUpyeTCsl, €CIIU BEPOATHOCTD POXKICHUS 00Jhb-
Horo pebenka coctasinsieT 6—20 %. B 3ToMm ciyuae rmiiaHupoBaHue AETO-
POXKICHHS 3aBHCUT OT TSDKECTH MPENIOoNaraeMoro 3a001eBaHusl 1 BO3-
MOXXHOCTH JOPOJOBOH JHArHOCTHKH.

Buicokuii cenemuyeckuti puck onpenenseTcs B TOM cllydae, ecii Be-
POSITHOCTH POXKIEHHsI peOeHKa C HAaCIeACTBEHHOM MaTOJIOTHel coCTaB-
asietr 6onee 20 %. Takast oeHKa CTENEHU PUCKA POXKICHHS OOJBHOTO
peOeHKa AOCTaTOYHO YCJIOBHA, TaK KaK HEMAJOBa)KHYIO pOJb UTpaeT
TSDKECTh HAcJeICTBEHHOro 3a0oneBaHHs. BO3MOXHOCTH MpOBEACHUS
MpeHaTaIbHON TUArHOCTHKH SIBIISIETCS ONMpeelsomel Al TPUHATHS
MOJIOKUTEILHOTO PELICHHUS B OTHOLLICHHUH 3aBEepIICHHsI OEpeMEHHOCTH.

PacueTpl reHeTHUECKOTO PHCKa HE SIBISIFOTCS CaMOIETIbI0 KOHCYIIb-
tupoBaHus. [lomydeHHbIe 3HAYEHUSI PUCKA CIY)KaT OCHOBOM Ui Mpu-
HSTHS PELICHUS] OTHOCUTENBHO TUIAHUPOBAHUS IETOPOKICHHS.

Ha 3akmounTenbHOM 3Tane MeIuKO-TeHETHYECKOTO KOHCYABTHPOBa-
HUS Bpauy-TeHETUK B JOCTYIMHOH (hopMe 0OBSICHSIET CEMbE CTEIICHb TeHe-
THYECKOTO PUCKA POKACHUS OOIBHOTO pedeHKa. DTO OJJMH U3 CaAMBIX OT-
BETCTBEHHBIX 3TaroB. KOHCYIbTaHT-TeHETUK BCET/Ia JOJDKEH YUUTHIBATh
MOTHUBBI, KOTOPBIMH MOTYT PYKOBOJCTBOBATHCS JIFOIH (3MOLIMOHABHBIE,
COLIMANILHO-KOHOMUYECKHE U APYTHE), OLICHUBATh UHTEIUICKTYaJIbHBIH
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1 00pa30BaTeNIbHBIN YPOBEHb CYNPYTOB MM CaMOTO MPO0aH/Ia, ICUX0-
JIOTHYECKUH KJIMMAaT B ceMbe. B manpHelIeM ceMbs caMOCTOSITEILHO
MPUHUMACT IPUEeMIIEMOE JJI1 HEE PEIICHUE OTHOCUTEIBHO PEIPOAYK-
TUBHOIO MOBEACHUS MPU PUCKE BO3HUKHOBEHHUS HACIEACTBEHHOTO 3a-
0OosieBaHUA.

CUTYALIMOHHBIE 3AJTAYH
JIJISI CAMOCTOSTEJIBHOM PABOTBI

[IpoBenuTte aHaIU3 CIEAYIOLIMX KAPHOTPAMM.
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3aoaua 11. Ilo nanHBIM aHAMHE3a, MaTh 340POBA M MPOUCXOAUT
u3 6J1aronoayyHoi o ogHOU K3 popM uxTHO3a (X-CLUEMIeHHBIH pe-
LIECCUBHBIN THII HACJIECIOBaHUSA) CEMbH, a OTel] 0oJieH 3Toi hopMoi
UXTHO3a. Jloub 3TUX pOAUTENEH BBIXOAUT 3aMY’K 3a 340POBOIO IOHO-
my. OnpeaenuTe CTeneHb TeHETHYECKOTO pUCKa POXKJIEHHS B TOH
MOJIOJION ceMbe pedeHKa, 00JIbHOTO JaHHOU popmoit nxTro3a. Kakue
METOJbI TUATHOCTUKH MOTYT OBITh HCIIOIB30BaHBI A1 0OHAPYKEHUS
naHHoro 3abosneBaHusi? Kakue pekoMeHAAaLMK TOJKEH IaTh Bpau-
TEHETUK?
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3aoaua 12. 310poBBIe MYX U jK€Ha (JBOIOPOAHbBIE CHOCHI) UMEIOT
noub, OosbHYIO atakcueil dpuapeiixa (IporpeccupyroIiee paccTpoii-
CTBO KOOPAMHALIMH IBMKEHNI ). MaTh My>ka U OTell )KeHbI, POIHbIE CHO-
ChI, 3M0poBEl. OOmui a4 cynpyroB 3m0poB. Ux oOrmmas 6adka Obiia
310pOBa, a JIe/l CTpajiajl aTakcuel. Bee poJIcTBEHHUKH €O CTOPOHBI OTLA
My’Ka, B TOM YHUCJIE [IBa JSAM, TBOIOPOIHAS CECTpa, Ned u 0adKa 310po-
BEIL. Bce POACTBEHHUKHN CO CTOPOHBI MAaTCPH KCHBI 3JOPOBEI.

CocraBwre pogocioBHyI0. OnpenenuTe:

a) TUI HACIIEAOBAHUS U TEHOTHUIIBI JIUI] POIOCIOBHOM;

0) BEpPOSITHOCTH POXKICHUS OOJILHOTO PeOCHKA B CEMbE, €CIIH OOJIb-
Hasl J0Yb BBIMJET 3aMyX 3a 3J0POBOTO IOHOIIY, OTEI] KOTOPOro Oojen
arakcuei @puapeiixa;

B) UTO B 9TOM CJIy4ae JIOJDKEH IMOCOBETOBATH BPAY-TeHETHK?

3aoaua 13. Ipobanx crpagaer cunapomom Mapdana. Ero cecrpa
Takke 00NbHA, a JiBa Opara 310poBbl. OTell podaHaa 00JieH, a ero ce-
cTpa 310poBa. Math nmpobaHzia 310poBa U UMeeT OONBHYIO CEecTpy U
3mopoBoro Opara. babymika u memymnika co CTOPOHBI MaTepu MpoOaH-
na 6onpHEL. [Ipadabymika (MaTh AETYIIKH CO CTOPOHBI OTIA MPOOaH/A)
37I0pOBa, a IpajeyniKa O0JeH 1 UMEET JIBYX 3I0POBBIX OpaTrheB U 0OJIb-
Hyto cectpy. [Ipanpaneaymka u npamnpabalyiika cTpagaroT CHHAPOMOM
Mapdoana. babymka co cTopoHsl oTia npodanga OoiibHA, a JeIyliKa
3I0pPOB, UMEET OOJNIBHYIO CECTPY M TPEX 3IO0POBBIX OpaTheB. Ompene-
JIMTH XapaKTCP HACICAOBAHUA ITPU3HAKA U BEPOATHOCTDb POXKACHUA 310~
poBoro pebeHkKa, eciu mpodaH )KEHUTCS Ha 30POBOM JKEHIIHHE.

3aoaua 14. CocTaBbTe pOJOCIOBHYIO CEMBH CO CITyYasiMH IIPOTPECCH-
pytoieit Muonaruu J{rorieHa (arpodust CKeJIeTHOH MyCKyaTyphbl, HauH-
Haromascs B J€TCKOM BO3pacTe € 6BICTpBIM Pa3BUTHUEM U TAKEJIBIM TCUC-
HueMm). IlpoOGann-mansunk, 6onbHON Muomatuel. Ilo naHHBIM aHaMHe3a
poauTenei, caMu POIMTENIM U JIBE CECTPhI MpoOaHa 310poBkl. [1o o1-
IIOBCKOM JIMHUM J1Ba JSIH, TETKa, Ae] 1 0abka rmpodaHaa ToXe 370POBBI.
JIBe mBOIOpOAHBIE CECTPHI (JIETH ASIIM) U IBOIOPOAHBIN Opar (ChbIH TeT-
K1 nipobanza) 310poBsl. [lo nuHMKM MaTepu npobaHaa OAWH U3 IBYX -
nieit (crapmmii) 6onen Muonatueit. Bropoii nss (310poBbIil) nMen AByX
37I0POBBIX CHIHOBEW W 37I0pOBYIO JI0ub. TeTst mpobaHaa umena O0JIbHOTO
ceiHa. Jlen n 6abka 1o JIMHUM MaTepu MpodaHaa ObUTH 310POBHI.
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Ompenenute:

a) THI HacJeJOBaHMsI U TEHOTHIIBI JIUL POAOCIOBHOM;

0) BEpOSITHOCTh POXKACHUS OONBHOrO pebeHKa B CeMbe, €CIH Mpo-
0aHI )KEHUTCS Ha 3]0POBOM KEHIIMHE, OTELl KOTOPOH 00JIeH MUOTIaTHEH
Hromiena;

B) Kakue CYIIECTBYIOT METOAbI NMPEeHATAIbHONW TUATHOCTHKH 3TOTO
3aboneBaHus?

3aoaua 15. Yxaxute GopMyay KapuOTHIIA:

a) pu CUHAPOME DBapACa;

0) npu cunapome [laray;

B) pu cuHapome JlayHa;

r) npu cunaapome Llepemesckoro-Tepuepa;

) I€BOYKA C TETPACOMUEH M0 X-XpOMOCOMaM;

€) MaJIBUUK C TUCOMHEH 1Mo Y-XpoMOcoMeE.

Kakune mMeTosbl mpeHaTanbHONW AUATHOCTUKU MOKHO IPUMEHUTD JJIS
YCT@HOBJICHUS 9TOH HACIEACTBEHHOM MaToaorun?

3aoaua 16. I1lpodann — 3n0poBast xeHmuHa. Ee cectpa 3m0poBa, a
IBa Opara cTpajgaroT AajJbTOHU3MOM. MaTh U oTel] mpobanaa ObLTH 310-
poBbl. YeTsIpe cecTpbl Marepu mpoOaHia 370POBBI, UX MYKbS 310pO-
Bbl. O IBOIOPOAHBIX cHOCAX CO CTOPOHBI Marepy NpodaH/a U3BECTHO: B
OIHOH ceMbe oiuH OONBHOM OpaT, 1Be cecTpbl U OpaT 310POBHI; B IBYX
JOPYTHX CEMbSIX — [0 OHOMY OOJIbHOMY Opaty M 10 OTHOHM 30pOBO ce-
CTpe; B UETBEPTOIl ceMbe — 0JjHa 340poBas cectpa. badymika nmpobanga
CO CTOPOHBI MaTePH 3710pPOBa, A€ CTpaaai AaabTOHU3MOM. CO CTOPOHBI
oTna npoOaHia OONBHBIX JaJbTOHU3MOM He oTMeueHo. CocTaBbTe po-
JOCIOBHYIO ceMbU. Ompenenure:

a) TUI HACJICJIOBAHUS ATOW MATOJIOTUHU U, IO BO3MOXKHOCTH, T€HOTHU-
ITBI JIAL POAOCIOBHOM;

0) BepOSATHOCTb POXKICHHUS Y TIpoOaH/a OONBHBIX JTAIBTOHH3MOM JIe-
TEH MPU YCIOBUH, YTO OHA BBIHAET 3aMyK 3a 3[0POBOTO MYKUHHY;

B) KaKoi COBET JIOJDKEH JaTh MPOOAaHAY Bpau-TeHETHK?
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TEMA

HONIYIAIINOHHASA 'EHETUKA YEJIOBEKA.
NONYJIIIUOHHO-CTATUCTUYECKHUM
METOJ

Henb. 3HaTh 0COOCHHOCTH MOMYJISIUN YeJI0BeKa. 3HATh 0COOCHHO-
CTH JICUCTBUS DJIEMEHTAPHBIX IBOIFOIIMOHHBIX (PaKTOPOB Ha MOS0
YEJIOBEKA. YMETh ONPEACIIATh TEHETUUECKYIO CTPYKTYPY HOIMYJISILIUNA Ha
OCHOBE 3ak0oHa Xapau-BaitaOepra.

IlepeueHb 3HAHMI U NPAKTUYECKUX HABBIKOB

1. 3HaTb onpeneneHne MOHITUS ITOITYIISLIUS.

2. 3HaTb 0COOGHHOCTH MOITYJISALUH YeJIOBEKa.

3. 3HaTh 0COOCHHOCTH JIEHCTBHUSI AIIEMEHTAPHBIX HDBOIIOLUOHHBIX
(haKTOpOB Ha MOMYJISIIHIO YETIOBEKA.

4. 3uare 3akoH Xapau-BaiuOepra: hopMmymnpoBka U MaTeMaTHUe-
CKOE BBIPaXKEHHE.

5. YMeTb ompenensiTh 4acTOTy T€HOB M I'€HOTHIIOB B IOIMYJISILIUH,
NoJb3ysich 3akoHOM Xapau-Balinbepra.

B meauuuHCKON TeHEeTHMKE CYUIECTBYET CIELUANIbHBIA pasnesn, u3-
YUaIOIIUH paclpoCTPaHEHHOCTh HACJIEICTBEHHOH IIaTOJIOTMH B 3aBH-
CHUMOCTH OT JeMOrpaduyecKoi, STHHYECKOH U APYIUX OCOOCHHOCTEH
HOIYJSALNY, a TAKXKE Pa3INuuil (HaKTOpOB BHELIHEH cpelbl. DTOT pas-
JIeJ1 Ha3bIBACTCS NONYIAYUOHHOU 2eHEMUKO U NONYIAYUOHHOU 2CHO-
2eoepaghuetl HacedcmeenHbIX bone3Hell.

Heo0xonuMocTh BBIIENCHHUS MOMYJSLHMOHHOTO METOJa CBs3aHa C
TEM, 4TO PACHpPOCTPAHEHHOCTh HACJIEACTBECHHBIX 3a00JICBaHUI JaJIeKO
HE OJMHAKOBA MO Pa3HbIM PErHOHAM MHpPA WJIHM Ja)Ke OTACJIBHON CTpa-
HBI WM TeppuTopun. Hanpumep, pacnpocTpaHeHHOCTh XPOMOCOMHBIX
aHoMawii KoneomneTcs ot 5 10 8 Ha 1000 HOBOPOXKIEHHBIX, HO HAUOOITb-
niee pacupocTpaHeHue uMeeT 0oje3Hb JlayHa — B pa3HBIX MOMYJSLIMAX
BapbupyeT oT 5 10 25 Ha 1000 HOBOPOXKIEHHBIX. AHAIIOTUYHASI OCOOCH-
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HOCTh CBOMCTBEHHA U MOHOTCHHBIM 3a00JIEBaHUSIM: 4aCTOTa ()CHUIIKE-
ToHypun B Poccun — 1:7900 HoBOpoXkAeHHBIX, B ABcTpuu — 1:12000, B
Ounansaaanu — 1:43000, B Snonwnu —1:100000.

Takum oOpa3om, cymiecTByeT mupokas quddepeHnuanns HapoIoB
U STHUYECKHX TPYII MO paclpoCTPaHEHHOCTH HACIEACTBEHHBIX 3a00-
neBanui. [llupokue BapHalnMu KacaroTCsl ayTOCOMHO-JOMHUHAHTHBIX,
AyTOCOMHO-PELIECCUBHBIX M X-CIEMJICHHBIX HacJeJCTBEHHBIX 00je3-
HEl, a Takke OOJNIBIION TPYNIBI MyJIBTU(AKTOPUATBHBIX 3a00JIEBaHUH.
Hapsiny ¢ Beicokoit nuddepeHunanueid oTaeabHbIX Oone3Hel no crpa-
HaMm, psa Oone3Hel BCTpedyaroTcsi MPUMEPHO C OAMHAKOBOW YacTOTOH
— UXTHO3, TeMo s, Muonarus /JfomeHa u 1p., 4To yka3blBaeT Ha Ha-
JMYMe PABHOBECHS MEXKAY JaBICHUEM MYTalid U OTOOPOM B KPYMHBIX
MOMYJALUAX.

[TonynsumoHHas reHeTHKa HE TOJIBKO KOHCTaTUPYET pa3Hble YaCTOTHI
3a00J1eBaHM B T€X MJIM MHBIX PErHOHAaX, HO U MbITACTCS MOHATH MpPHU-
YUHBI UX HEOJMHAKOBOTO PACHpe/eNIeHNs], BBIACHUTh 3aKOHOMEPHOCTH,
BJIMAIOLINE HA YaCTOTY U TeHETHYECKOE pa3HO00pa3Hne HaCIeICTBEHHBIX
3a00J1eBaHMi B Pa3HBIX MO CTPYKTYPE MOMYIISALHUSIX.

XAPAKTEPUCTUKA NONYJIALNN YEJTOBEKA

Tepmun «nonynayus» (WM cooOLIECTBO JIIOEH) HCIOIB3YeTCs B
TeHETHKE ¥ OMOJIOTHH YeJIOBeKa JUI XapaKTEPUCTHKH OTHOCHUTEIHHO
CTAOWJIBHBIX U CPABHHUTEIHFHO M30JIMPOBAHHBIX TPYIII Jitonei. [lonyns-
Yusi — 9Mo epynna aiooetl, 3aHUMATOUUX ONPeOeleHHYI0 MePPUmMopuio u
6000010 6cMynaruux 6 OPax.

Jiist XapaKTepUCTHKH TOIMYJISIIIMK BaKHBIM SIBIISIETCS OIIpeeIIeHNe
e€ Kak PernpoayKTUBHOTO COOOIIECTBA JItONEH, 00JaIatonuX 00muM
reHeTndeckuM QoHgoM. CTporodl MaHMUKCHH B TOMYJSIHSX JIIOACH
HE CYIIECTBYET: NPEANOYTEHHs B BEIOOpE OpayHOTo MapTHEpa U COLHU-
anbHbIe (HAKTOPHI MPETSITCTBYIOT MOMIHHHO CIYyYailHOMY 3aKITFOUEHHIO
OpaxoB. [TosToMy B (hOpMHUPOBAHHH MOMYJISIIUAN JIIOJCH TIIABHYIO POJIb
UrpaeT He OOIIHOCTh TEPPUTOPHH, & CBSI3H MEKIY TPEICTABUTEISIMHU
TOTTYJISILIAH.
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JemorpaduyecKiMH MOKa3aTesIMHU MOMYJISIINY JIFOJEH CITyXaT pasz-
Mep, yposeHb podcOaemMoCmu U CMEPMHOCIU (04CUOAEMOU NPOOOIIHCU-
MeNbHOCMU JCUZHU), 603DACMHAA U NOLO6A CIMPYKMYPd, CHMPYKMypa
Opaxos, coyuanbHO-3KOHOMUYECKOe COCMOAHUE, IMHUYECKAS CIMPYKIY-
pa, yposenb obpasosanus, ykaao dxcuznu 1 T.I. Kaxasiil u3 stux gak-
TOPOB BHOCHUT CBOM KOPPEKTHBBI B paclpe/ielleHne 4acToT ajuleneil B
MOTYJISALUH.

Paszmep nonynayuu urpaeT BaXXHYIO pojib, TaK KaK B pa3HbIX 110 Be-
JUYUHE TPYIIax 0TOOp MPOSBIISIETCS O-pasHOMY. B OonpIimx morryss-
USIX HEXKeNaTeIbHbIE aJlJIeNTd UMEIOT OOJIbIIE IAHCOB OBITh AIMMHHU-
POBaHHBIMH, B TO BPEMS KaKk B MaJIeHBKHX COOOILIECTBAX JaKe OYCHb
PEenKUA ansenb 3aKperuIseTcs, MOCKOJIbKY MPAKTUYECKN HE3aMETEH A
otOopa.

B Gonpmux mo pa3Mepam NOMyISILIUsAX pacnpeaeieHue auienen or-
JIeNbHBIX T€HOB B T€HOTHIAX WHAMBHUIYYMOB IMOCIEI0BATEIbHBIX IO-
KOJIGHUH NOA4YMHsAETCs 3akoHy Xapau — BaiinOepra, a 3To 3Ha4MT, 4TO
4acTOThl I€HOTUINOB HMHIMBHUIYYMOB IIOCJIEJOBATENBHBIX MOKOJIEHUN
MOAYMHSIETCS 3aKOHY Xapau — BaiinOepra, a 9To 3HaUUT, YTO YaCTOTHI
TeHOTHIIOB 10 KaKOMY-JTHOO reHy (B Ciydae ecliv B OMYJISIHN €CTh Ba
aJJienst Toro reHa) OyayT MOAJIEPKUBATHCS MTOCTOSIHHBIMU U3 TIOKOJIE-
HUS B TIOKOJICHHE.

B momyssinuu acto o0pasyroTcst 6osee MelKue TpyIIbl JoneH,
M30JIMPOBAHHBIX C TOYKH 3PEHMSI Pa3MHOKEHUS (JUIICHHBIX BO3MOXK-
HOCTH CBOOOIHO 3aKJII0YaTh OpavyHbIe COIO3BI B TIpeAeiaxX MOMYIISINNT).
WzonupyrommmMu (pakTopaMu MOTYT BBICTYINATh reorpauiaeckue, HO
garie BCero GakTopbl COLUATBHOTO MM PETUTHO3HOTO nopsiaka. [Ipu
9TOM KUTEIH J1a)Ke OJJHOTO HEOOBIIOTO pailoHa MOTYT 4acTo 00pa3o-
BBIBATh PsiJI COBEPLICHHO M30JUPOBAHHBIX TPYII JIIOACH (U3015m08)
YUCJIEHHOCThIO 10 1500 uenoBek, HO Halle BCEro YHCIEHHOCTHIO B
HECKOJIBKO JIECSITKOB 0Cc00eH. 3aKpemisionirecs reHbl MMEIOT TeHICH-
U0 OTPAaHUYMBATHCS UMEHHO STOW Ipymmoi (YacToTa BHYTPHUTPYII-
MOBBIX OpakoB B m30JsITax npesbimaeT 90 %). UiieHsl H3054TOB yepes
4 nmoxonienus (mpumepHo 4yepe3 100 seT) ABISAIOTCS yiKe, O KpalHel
Mepe, TporopoaHbIMU cubcamu. [lonmynsauuu togel YuCICHHOCTBIO OT
1500 mo 4000 uenoBek Ha3bIBAIOT demamu. YacTora BHyTPUTPYIIIO-
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BBIX OpakoB B jemax cocrasisieT 80-90 %. Bricokas creneHb pernpo-
JYKTUBHOM M30JISIITUM MaJOYUCIICHHBIX YEJIOBEYCCKUX MOMYIISIIHA Ha
MPOTSHKEHUU MHOTUX TOKOJICHUH co3/aBaia OlaronpusTHEIC YCIOBUS
JUTSI BKJTFOUEHUSI TEHETHUKO-aBTOMATUYECKHUX TPOIIECCOB WU Opeligha
2€H06, UTO IPHUBOJAT K CIVIAXKUBAHUIO U3MEHUYUBOCTH BHYTPH TPYIIIIBI
Y TIOSIBJICHUIO CITy4YailHBIX, HE CBS3aHHBIX C OTOOPOM Pa3IudUil MEXKITY
H30JISITaMHU.

Yposenv poosicoaemocmu. Bpicokue mokazarenu poxKIaeMOCTU Xa-
PAKTEPHBI JJIs MPOIILTBIX BEKOB, & CETOAHS — TOJIBKO JJIs1 Pa3BHBAFOIIUX-
Csl CTpaH, TOTNA KaK B Pa3BUTHIX CTPaHAX POXKIAEMOCTh HHM3Kas M Ha-
OromaeTcsl TCHACHIIUS €€ TATbHEUIIIer0 CHIDKESHUS.

Ha ypoBeHb poX1aeMOCTH BIIMSIET IIENIbI KOMIUIEKC ()aKTOPOB, OCHOB-
HBIMH M3 KOTOPBIX SIBIISIIOTCS: AeMorpaduueckue Gaktops (T0J, BO3PACT,
Opa4yHOEe COCTOSIHUE); IPUPOIAHO-OMONOrHYecKre (haKkTopbl (HACIESICTBEH-
HOCTb, KOJIOTHYECKasi 0OCTAHOBKA U JIP.) U COLUAIBHO-3KOHOMHYECKUE
(baxTopbl (YpOBEHb Pa3BUTHS 3APABOOXPAHEHHS; 3aHSATOCTh KCHIIUH B
OOIIECTBEHHOM MTPOHM3BOJICTBE; SKOHOMHYESCKUE KPH3HCHI U JIP.).

B coBpemMeHHO! 4einoBeueCcKol MOMYIISIIIUY MPOU30IILIa MOIU(pUKA-
LU HOPM, TPAJAUITMOHHO (POPMHUPOBABIIHX MIPOIECCHI BOCIIPOU3BOI-
CTBa, a TEIepbh MEPECTaBIIMX UIPaTh OCHOBHYIO POJIb B 3TOM IPO-
necce. B HacTosee BpeMs MOKHO KOHCTAaTUPOBATh PaJIMKaIbHOE
M3MEHEHUE PEIPOAYKTUBHOIO TOBEACHUS, CBSI3aHHOTO B TEPBYIO
ouepesib C TeM, YTO OHO CTAJI0 OMPEACIATHCS He (PU3UOIOTHICCKIUMU
(hakTOpamMu, a rIaBHBIM 00Pa30M WHIUBUAYAIBHBIM BEIOOPOM. DTO, B
CBOIO 0YEpPE/ib, IPUBEJIO K BHIPAKECHHOMY CHUKCHUIO POXKIaEMOCTH,
HECMOTpsI Ha TO, YTO CETOJHS MOKOJCHUE MXCHIIUH TOYTH IMOJHO-
cTbi0 (99 %) moKuBaeT A0 3aBEpIICHUS LHUKJIA BOCIPOU3BOACTBA, U
CMEPTHOCTB OOJIbIIIE HE OKA3bIBACT BIUSHUS Ha MPOIECC CMEHBI I0-
KOJICHUH.

Cmepmuocms. DTOT MPOILECC 3aBUCUT OT Pa3IMUHBIX (aKTOPOB
(IpUPOMHO-KIIMMATUYECKUE, TEHETHUYECKUE, COLUATbHO-3KOHOMHYC-
CKHE, MOJIMTUYECKUEe W T.J.). MIX YCIOBHO MOXXHO pas/eliuTh Ha JBE
IPYMIBL: SHIOTCHHBIE (DAKTOPBI, IOPOXKICHHBIC BHYTPCHHUM Pa3BUTH-
€M YeJIOBEYSCKOIO OpraHM3Ma, M 3K30TCHHBIC (DaKTOPBI, CBS3aHHBIC C
BO3/ICMICTBUEM BHELIHEN CPEBL.
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Ha mpoTsikeHUM MCTOPHH YEIOBEYECKOro OOILIeCTBa MOCTENEHHO
ocnabnsercst AeCTBHE BHEIIHUX (CIy4aliHbIX) (PaKTOPOB CMEPTHOCTH,
YTO BEAET K YBEIMUCHUIO 0X4CUOAEMOU NPOOOINCUMETLHOCTIU HCUSHUL.

OnHOBpEMEHHBIM aHANU3 YpPOBHEH pPOXKJIAEMOCTH U CMEPTHOCTH
(o’kuaeMoi IPOAOIKUTENEHOCTH )KU3HH ) B YEJIOBEUECKOW MOIYIISALIUH,
MO3BOJISIET OTMETHUTH BBIPAKEHHYIO TEHJEHIMIO (10 KpailHeil mepe, B
OOJNBIIMHCTBE Pa3BUTHIX CTPaH C JOCTATOYHO BEICOKUM YPOBHEM Oaro-
COCTOSIHUSI M Pa3BUTHSI MEIUIMHBI, YTO HUBEIUPYET HEOMAronpusTHbIE
BHEIIHHME BO3JEHCTBUS) K YBEJINYEHHUIO 3aBUCUMOCTH PEMPOAYKTUBHO-
ro ycnexa ot reHoruna. [lonoOHast cuTyanust MOKET UMETh JIBOSIKHE I10-
CIICAICTBUS: C OMHOM CTOPOHBI, CHIKeHHE d(P(PEKTUBHOCTU 0TOOpa (3a
CUET CHI)KEHHSI CMEPTHOCTH), C APYTOM — yBeTHUEHHE ITOH dPPEKTUB-
HOCTH (32 CUET POCTa BIAMSHUS TeHOTUIIA HA PENPOAYKTHBHBIH ycCIieX).

Bospacmuo-nonosas cmpyxmypa. B cOBpeMEHHBIX YCIOBHAX B
BO3PACTHOM CTPYKType MOMYJALNN YeTOBEKA OTMEUaeTCs OBBILIEHUE
MPOLIEHTA MOXKUIIBIX JIIOIEH, T€ €CTh NMPOMCXOAMT, TaK Ha3bIBAEMOE,
nemMorpaduyeckoe crapeHue (XapakTepHO Ui OOJIBIIMHCTBA pa3BH-
THIX cTpaH). [IpuueM, pa3nuyaroT ctapeHue CHU3y (IPOMCXOIUT U3-3a
COKpallleHHs Yucia AeTe B pe3yibTaTe CHUKEHMS POXKJIaeMOCTH) U
cTapeHue cBepxy (IPOUCXOAMT U3-3a YBEIMUEHUS! YHUCICHHOCTH CTa-
PBIX JTFOIIEH ).

[ToMrMo BO3pacTHOW CTPYKTYphl, HE MEHbIIEEe 3HAYCHHE HMEEeT
1 COCTaB HAaCeJIeHUs IO MOy, T.€. paclpeieleHne JIIoAeH Ha MyXKUUH
n sxeHIIUH. COoCTaB HAceNeHMs MO MOy OOBIYHO HM3MEPSETCS YHCIOM
My>kurH Ha 100 sxeHmuH. COOTHOIIEHUE MY>KCKHX U )KEHCKHX 3apOJIbl-
el Mpu OMIOOTBOPEHUM cocTaBiseT npumepHo 125-130 myxckux
3apozpied Ha 100 xeHckuX. COOTHOILIEHHE MaJIBYUKOB M JIEBOYEK,
poauBiuuxcs kuBbiMH, 105 k 100, ogHaKo Mo Mepe B3POCIEHUs COOT-
HOILIEHHE T10JIOB IOCTENEHHO BBIPaBHUBAETCS. B cTapimx Bo3pacTHBIX
rpynmnax >KeHIIMHbl HAYMHAIOT YHCIEHHO Npeodaanarh, B MOXKUIOM H,
0COOEHHO B CTapYeCKOM BO3pacTe, — JOMHUHUPOBATH.

MyK4YUHBI 1 )KEHIIUHBI I0-Pa3HOMY pPearupyroT Ha OJHU U T€ e COo-
OBITHUS, TO-Pa3HOMY BEAYT ce0sl B CXOKHX KU3HEHHBIX CUTyauusix. Pas-
HBIE BO3PACTHO-IIOJIOBBIE IPYIIIBI TO-Pa3HOMY TPOSBIAIOT ce0sl B MPo-
1ecce penpoayKIMU. 3HaTh IMOJIOBO3PACTHYIO CTPYKTYpY HM3ydaeMoil
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MOMYJISAIUN HEOOXOAMMO TSl TPABUILHOW MHTEPIIPETAIIMH TPOSIBICHUS
HAaCJICJICTBEHHBIX 3a1aTKOB.

Cmpyxmypa bpakos. Pactipenenenue ajuieneil B TpaHUIAX Opee-
JICHHOU TOMYJISIIIUY Pealin3yeTcs 4epe3 CTPYKTypy Opakos. bpak crout
B LIEHTPE JAeMOTPaPUICSCKIX CHCTEM, MPUCYIIUX TPATUIUOHHOMY THITY
BOCIIPOU3BOJICTBA. B 00mecTBax, KOTOpbIe €lle He OTKPBUIA WA HE
MIPUHSITA TOOPOBOJIBHBINA KOHTPOJIb HAJl POXKIAEMOCTBIO, OpaK sIBISETCS
OCHOBHBIM PETyJsITOPOM YPOBHS pOkIaeMOCTU. Pa3nuuHbie Bapuanuu
OpauHOCTH OKAa3bIBAIOT OIIYTUMOE BIUSHHUE HA POXKIAEMOCTh, YPOBEHb
MPUPOCTA, HA BEPOSITHOCTD 3aKPEIUICHUS WA SIUMHUHAIIIN PA3IUYHBIX
ajuieNiel B monyJysinuu. BakHbIM TIOKa3areneM, criocOOHBIM O0Ka3arh Cy-
IICCTBCHHOE BIUSHUE HA JeMOrpauuecKue XapaKTePUCTUKU TTOMYIIs-
LIUY, SBJSICTCS NOKA3AMENb CPEOHe20 803PACma 6CMynieHus 8 Opax, Tak
Kak Jla)ke He3HauuTebHble Gnykryanun (1-2 roga) B 00e CTOpPOHBI OKa-
3BIBAIOT BIMSHUE HA YUCICHHOCTh MOMyNIsiuu. B coBpeMeHHOM Mupe
y HpeACTaBUTENECH MOMyIsSUUNA pPa3BUTBHIX CTPAaH CPEIHUM BO3paACT
BCTYIUICHHS B OpaK 3HAUYUTEIBHO YBEIHUUICS. B mepByto ouepens 3To
CBSI3aHO C M3MEHEHHEM COIMAIBHOIO TMOJOXKCHUS KEHIIWH, HO TaKas
CUTYallds MOXET CTaTh M CePhe3HOU MpoOIeMoit st reHodoH A mo-
MyJSAUN, TaK KaK BO3PACT MaTePU B 3TOM CIy4ae MOXKET ObITh MIPUYH-
HOM pOCTa HACIEACTBEHHOU matonoruu. B pa3BuBalomuXcs cTpaHax
U, TeM OoJiee, B CTpaHax MPEeUMYIIeCTBEHHO arpapHOro MpOU3BOJICTBA
CUTyallus TPSMO MPOTHUBOIIOJIOKHAsA. Bo3pacT BerymiieHus B Opak,
0oco0eHHO jeBylieK, 16—18 yieT, a B HEKOTOPBIX cllydasx emle Ooiee
pannuii, 13—14 net, 4yTo, B CBOIO OUepeb, CKA3bIBACTCS HA UUCIICH-
HOCTH MOMYJISILIUUA B CTOPOHY €€ yBEIUUCHUS, 1a’Ke HECMOTPS Ha BBI-
COKYI0, 332 PEJKUM HCKIIFOYSHUEM OOraThlX apaOCKHUX CTpaH, ACTCKYIO
CMEPTHOCTD B 3TUX MOMYJISIIUIX.

XapakTepucTHKa MOMyJISIUKN Oblia Obl HEMOTHOW 0€3 y4eTa TaKux
€€ COCTAaBIIOIINX, KAK COYUANbHBIL U IMHUUECKULl COCMA8, YPOBeHb
00pa3o6anus, Kyibmypsl, YKiao scuznu u np. Bee 3Tn nokasareiu oka-
3BIBAIOT HEMOCPEJACTBEHHOE BIUSHUE HA CTPYKTYPY MOMYJSIUH, IO-
CPEICTBOM dCCOPMAMUSHOCMU OPAKOE Y OTIPEACIISIOT B KOHSYHOM UTO-
re PEenpOAYKTUBHBIN YCIEX KAKIOTO OTACIBHO B3SITOTO U€HA PYIIIIBI
U TIOMYJISILIUY B LIETIOM.
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I'enemuyeckoe pasnoobpasue 6 nonyiayuax uenogeka. Uenosede-
CTBY CBOMCTBEH BBICOKHH YPOBEHb HACIIEACTBEHHOTO Pa3HOOOpasus,
YTO TPOSBIACTCS B MHOrooOpasuu (GeHoTHnoB. CaMbIM OYEBHIHBIM
MPOSIBIICHUEM MOTUMOp(H3Ma MOMYISIUN YeJOBeKa SBISCTCS AeJICHHUE
YeJoBeuecTBa Ha pachl. [loMMMO BBIpaKEHHBIX (PEHOTUIIMYECKUX pas-
JIMYUH CYLIECTBYIOT U TEHETHUUYECKHUE PA3INUUI MEXKIY PACAMH.

Pasnuuus Mexny JI0AbMHU HE OTPAHMYUBAIOTCS TOJIBKO TEMU U3 HUX,
KOTOpbIe 00YCIIOBIICHBI PHUHAJICKHOCTBIO K ONPEeNICHHOM pace. Brl-
SIBJICHBI MHOTOUHCIICHHBIC BAPUAHTHI OT/ICJIbHBIX OCJIKOB, pa3Invatony-
ecsl [10 OTHOMY WJIM HECKOJIBKUM aMUHOKHUCIJIOTHBIM OCTaTKaM H, CJIEJ0-
BaTeJIbHO, PYHKIIMOHAIBHO. belKu SBISIOTCS TPOCTHIMU NTPU3HAKAMH U
IPSIMO OTPAKAIOT FEHETUUECKYH0 KOHCTUTYLIUIO OPTaHU3MA.

Pasnuuust pacipOoCTpaHEHHOCTH aJUleeil B COBPEMEHHBIX IOIYJIs-
OUSIX JIofied, Oe3yCIOBHO, OMpPEACISUTUCH JEHCTBUEM SIIEMEHTAPHBIX
HBOJIOLIMOHHBIX (DAKTOPOB B XOJI€ BOJIOIHMH YeloBeKa. BaxkHas poib
MPUHAUICKHUT MyTallMOHHOMY TPOLIECCY, ECTECTBEHHOMY 0TOOpY, TeHe-
THUKO-aBTOMAaTHYECKUM MIPOLECCAM, MUTPALIUASM.

Paznnuust mo pasHOOOpa3UIo M YacTOTE BCTPEYAEMOCTH aliesiei re-
HOB B reHO(OHAAX TOMYJSLHUHA YeloBeKa — OCHOBA MEKIOMYISALINOH-
HBIX ¥ BHYTPUIOMYJISIHUOHHBIX (PEHOTUMHYECKUX Pa3IUunil JrofeH —
usmenqueocmu. VI3MEHUHBOCTD TPOSIBIIIETCS B HEPABHOMEPHOM pac-
MPEACTICHUH TI0 TUIAaHETE HEKOTOPBIX 3a00JIEBaHNH, TSKECTH UX MPOTe-
KaHMsI B Pa3HBIX YEJIOBEUYECKUX MOMYISALUAX, PA3HOM CTENEHHU IIpeapac-
MOJIOKEHHOCTH JIIOZIEH K OIpeAeNIeHHBIM OOJIe3HIM, HHIMBHIYaTbHBIX
0COOCHHOCTSIX Pa3BUTHUS MATOJIOTHYECKUX IPOIECCOB, Pa3IuYMsAX B
peaknuu Ha JedeOHoe Bo3/ieHCcTBHE. 3HAHUE MEPEUUCICHHBIX 0COOCH-
HOCTEH JUIsl YelloBeyecTBa B 1IEJIOM M JUIsl OLICHKH 3a00J1€BaeMOCTH B
KOHKPETHOW TOMYJISIIUA HEOOXOIUMO JUIsl COBPEMEHHOTO MpodeccHo-
HaJIbHO IIOATOTOBIIEHHOTO Bpaya.

Ha pasBuTHe yenoBeueckol MOMYNIALUH, KaK U JIF000# Ipyroi mpu-
POJHOM MOIYJISAIUHN, 0Ka3bIBAIOT BIUSHUE 3JIEMEHTAPHbBIE 3BOIIOLHUOH-
Hble (PAKTOPBI, K YUCITy KOTOPBIX OTHOCSTCS MYMAUUOHHBLIL RPOUECC,
opeiigh 2eH06, NONYIAYUOHHDIE BOIHBL UZOTLAUUA, MUZPAUUA U eCHie-
cmeennwlil omoop. OTHAKO B CUITy OMOCOIMAIBHOM CYIIHOCTH YeI0Be-
Ka BIUSTHUE JaHHBIX (PaKTOPOB UMEET CBOIO CIIEHU(UKY.
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JEHCTBHUE SJIEMEHTAPHBIX
IBOJTIOINNOHHBIX PAKTOPOB HA COBPEMEHHY1O
nHonvJsAinuIoO YEJIOBEKA

Mymayuonnwtii npoyecc

MyTalMOHHBIH MpoOLIECcC Y YeTIOBEKa CXOJeH C TAKOBBIM Y JIPYTHX Op-
TaHU3MOB 10 BCEM OCHOBHBIM I1OKa3aTelIsiM — CPEAHEN 4acTOTe MyTHPO-
BaHUsI Ha JIOKYC WITK TEHOM 32 IOKOJICHHE, TeHETUKO-(PH3HOIIOTHIECKUM
XapaKTepUCTHKaM MYyTalui, HATUYWI0 aHTUMYTAIMOHHBIX OaphepoB.
OT0 coBmajieHne Hecy4daitHo. OCHOBHBIE XapaKTEPUCTHKH CHOHMAHHO-
20 Mymazene3a GOPMHPOBAIIICH HA HAYAITLHBIX dTalaxX dBONIOIIH KH3HU
O] ISHCTBUEM TaKUX MOCTOSHHBIX (DaKTOPOB, KaK YJIbTPapHOIETOBOS U
WHBIC BUIBI U3TYUYCHUSI, TEMIIEPATypa, ONpeAciiCHHAs XUMUYECKasi Cpea.

[IpyunHaAMU CTIOHTAHHOTO MyTareHesa y 4YeloBeKa MOTYT OBITh HE
TOJILKO IK30T€HHBIE, HO M HIOTEHHBIE ()aKTOPHI, TAKHE KaK CIIOHTAH-
HO BO3ZHHUKAIOIIE B OPTaHN3ME XUMHUYECKHE COCTUHEHUSI-METa00INTHI,
BBI3BIBAIOIIUE MYTareHHBIN 2P (EKT; OMMOKH PEIUIMKAIIH, perapaliy,
PEKOMOMHALIUY; ICTBHE TEHOB-MYTaTOPOB U aHTUMYTaTOPOB.

YacToTa BO3ZHUKHOBCHMSI CHOHTAHHBIX TEHHBIX MYTAIUM COCTaBIIs-
et ot 10° 1o 107. Tak kak oOIee KOJIMUECTBO TCHOB Y YENIOBEKA PABHO B
cpemrem 100 000, To B KayKI0H KIIeTKe (MHIUBHIC) B TCUCHHE OHTOTCHE3a
TIOSIBIISICTCS] OJTHA HOBAsI MyTaIys. DTOT TIOKa3aTelb KOIeOIeTcs: B CBI3U C
Bapuanuel B ypOBHSIX 3K30- U 3HAOTEHHBIX (haKTOpoB MyTareHesa. llpu
9TOM YacTOTa MyTalHi 11 HanboJiee YCTONYMBBIX YacTel TeHOMa COCTaB-
JSIeT BEeJIMYKHY, paBHyto 107!, a 1 BBICOKOMYTaOMIIBHBIX JIOKYCOB — 10,
T.€. CYILIECTBYIOT «TOPSUME» TOYKH MyTaI[HOHHOTO TIporiecca. Kak BRICOKO-
MyTaOWIIEHBIE TTPOSIBIIAIOT Ce0sT, IPEXK/IE BCETO, T€ YYaCTKHA TeHOMa, H3MEH-
YUBOCTH KOTOPBIX, OyIydr 00yCJIOBIIEHa HECTAOWIHFHOCTHIO B YMCIIC TaH-
JIEMHBIX TTOBTOPOB, HOCUT HEHTPAITBLHBIA XapakTep, a TeMIT MyTHPOBAHHS
HE TIOJJBEPYKEH JKECTKOMY KOHTPOITIO CO CTOPOHBI €CTECTBEHHOTO OTOOpA.

BaxxHO OTMETUTH, YTO YacTh TOBPEKICHUH BO3HUKAET B (hopme
npeomymayuil i B 3aBUCUMOCTH OT YCJIIOBUH B KIIETKE MOXET JTHOO pe-
aNM30BaThCsl B MYyTAaIlWH, JTUOO SIMMHHHAPOBATHCS C TIOMOIIBIO peria-
paTHBHBIX MeXaHU3MOB. Bce moTeHInanbpHble N3MEHEHHUS, HE BEPHYB-
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LIMECS B UCXOJHOE COCTOSIHUE 10 PEIUIMKALUU XPOMOCOM, B XOJI€ 9TOrO
mpolecca NpeBpalaroTcss B UCTUHHBIE MyTalliu.

CroHTaHHBII MyTallMOHHBIN Mpoliece y YeoBeKa AIUTEIbHOE Bpe-
MSl paccMaTpUBaICs Kak MOCTOsIHHAS 0a30Basi BEIMUMHA BO BPEMEHHU U
npocTtpancTBe. ComacHO MOCAEIHUM UCCIEI0BaHMM B 3apO/IBIIIEBBIX
U B COMaTUYECKUX KIIETKaX KOHCTAaTUPYIOTCS MEPUOAUYECKUE U3MEHE-
HUSI MIHTEHCUBHOCTH MYTALIMOHHOTO IIPOLECCA, OIIUCHIBAEMbBIE CHUHYCO-
uaoM ¢ nepuoaoM B 4,5 roga. YpoBeHb MyTalllil KOppEIUpyeT ¢ U3Me-
HEHHUSIMH MarHUTHOTO OIS 3eMIIH.

OBOJIIOLIMOHHO CIIOKUBIIEECS pABHOBECHE MEXK/1y CIIOHTaHHBIM MY-
TAOHHBIM MPOLECCOM U 0TOOPOM MOXKET OBITh HapyIIECHO UHOYYUPO-
BAHHBIM MYMA2EHE30M.

VYHHMBEpCATbHOCTh M BCEOOIIHOCTH SIBICHUS HHIYLHUPOBAHHOTO
MyTareHes3a B COBPEMEHHBIX YCIIOBUSIX HE BbI3bIBAET COMHEHHUA. YCTa-
HOBJICHO, YTO OIPEACIICHHBIN, ONTUMAJIbHBIA JJIs1 4EJIOBEKA YPOBEHb
MYTalMOHHOIO IPOLECCa MOXKET U3MEHAThCA O] BIMSHUEM MHOIMX
($U3NUECKUX, XUMUUECKUX U OMOJIOTHYECKUX (DaKTOPOB.

buonornyeckue ¥ MEIULUHCKUE IMTOCIEACTBUSL MYTALIMOHHOIO IIPO-
Lecca B MOMYJISLUAX YEJIOBEKA 3aBUCAT OT IIEPUOJa OHTOIeHE3a U THUIIA
KJIETOK. MyTaluu B KJIETKaX TOHAJ( BEAYT K PaCIIUPEHUIO T€HETHYECKOIO
nonuMop(hu3Ma U TMOBBIILICHUIO YaCTOTHl HACJIEICTBEHHOW MATONOTHH.
MyTanuu B KJeTKax SMOpHOHA U TUI0AA MOTYT CHU3HTh F€HETUUECKH Je-
TEPMUHUPOBaHHYI0 HOPMY pPEakUHu (IIPUCTIOCOOIEHHOCTh MHAWBUAA),
a TakXe MOBBICUTH YaCTOTY BPOXKAECHHBIX TIOPOKOB pa3BUTHUs (Teparore-
He3). MyTanuu B cOMAaTHYECKHUX KIETKaX (B MOCTHATAIBHOM ITIEPUOAE)
00yCTIOBIIMBAIOT Pa3BUTHE 3JI0KaYECTBEHHBIX HOBOOOPa30BaHWM, Hapy-
LICHHE UMMYHUTETA, BEAYT K IIPEKIEBPEMEHHOMY CTAPEHHUIO.

K Hacrosmemy BpeMEHM BBIICHEHBI OCHOBHBIE 3aKOHOMEPHOCTH
MHAYLIUPOBaHHOTO MyTareHe3a. Cpeu IMaBHBIX XapaKTEPUCTUK OTCYT-
CTBHE MOpOra AeHCTBHS, 3aBUCUMOCTB AP deKTa OT 103bl, CTAOMILHOCTD
MYTaluid, aaIuTUBHOCTD 3()(HEKTOB OT ACHCTBHS pa3HBIX MYTarcHoOB,
OTCPOYEHHOCTD IEUCTBU.

MyTauMOHHBII MPOLECC — ATO HE TOJIBKO IPOLECC BOZHUKHOBEHMS
MyTaluuii (MyTareHes), Ho TaK)ke HaKOIJIEHHE, pPAaCIIPOCTPAHEHUE U dIH-
MHUHALUs MyTalui.
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OnHO3HAYHBIC MTPEJCTABICHUS 00 OJJHOCTYIIEHYATOM XapaKTepe UH-
TyIUPOBAHHOTO BO3HUKHOBEHUS MyTalluii B MOCIEAHUE TPU JACCATUIIC-
THS 3aMEHEHBI Ha MPSMO MPOTUBOIOIOKHYIO TOUKY 3peHusi. CormacHo
COBPEMEHHBIM MPEACTABICHUIM, MYTALUOHHBIA MPOIECC — CIOKHOE
MHOTO3TalHOE SIBJICHHE, BKIIOYalollee B CceOsi MEPBUYHBIA KOHTAKT
MyTareHa ¢ KJIETKOW, METa0OIMYECKOe B3aUMOJICHCTBHE €ro C KIIETOY-
HBIMHU COCTaBJISIONIUMU, TiepBUuHbIe oBpexaeHus JHK, Bkmouenue
CUCTEeM pelapanuy u pe3ylbTaT WX JICHCTBHUS W, HAKOHEI, (hUKCAIUsI
HepenapupOBaHHBIX MOBPEKACHUN HA MOJICKYISIPHOM, XPOMOCOMHOM U
TCHOMHOM YPOBHSIX B CTA0MJIbHBIC MYTaIlUH.

I'eneTryeckuit MOHUTOPUHT TOMYJSILIUNA YEJIOBEKA P PEATbHBIX XH-
MUYECKUX U PAMAIIMOHHBIX HArpy3Kax MOKA3bIBACT MOBBIILICHUE UHTCH-
CHUBHOCTU MYTAIMOHHOTO MPOIlecca B COMAaTUYECKUX KIETKAX 3a MOCIE/-
HUE TpU AecsaTuieTHs. UTo KacaeTcs HOBBIX (CIOPAAUYECKUX) CIIydacB
JIOMUHAHTHBIX 00JI€3HEH U BPOXK/ICHHBIX TOPOKOB Pa3BUTHS, TO UX TIOBbI-
IIeHNne O0OBEKTUBHBIMU METOJIAMH HE JIOKa3aHo. B To jxe BpeMs 0CTaroT-
Csl HESICHBIMU TPUYUHBI «ITYYKOBOCTHY» BPOXKJICHHBIX TOPOKOB PA3BUTHUSA,
HACJIE/ICTBEHHBIX OOJIC3HEH M XPOMOCOMHBIX adeppaliiii B COMaTHYESCKIX
KJIETKaX B OJJHOM U TOM K€ MECTE B pa3HOE BPEMsI, MJIU B Pa3HBIX MECTaX
B OJHO M To e BpeMsi. Ckopee Bcero, 00MbLI0i pa3dpoc MHANBUTYab-
HBIX TIOKa3aTesiel MHIYIIMPOBAHHOTO MyTareHe3a HaXoIUT CBOE 00bsICHE-
HUE B TEHETUYECKOM MOIUMOP(HU3ME MOMYIISIUN YeIOBEKa.

BoapmMHCTBO MYTAaHTHBIX T€HOB, MO CIOXKHUBIIEMYCS MPEACTABIIC-
HUIO, OKa3bIBAIOTCSI BPEAHBIMU IS YeJoBeKa. B mpoTuBopeuuu ¢ mo-
JOOHBIM YTBEPIKIICHUEM OJIHO M3 TIOJIOKEHUH, CTAaBIIUX TENEpPh YiKe
oOmienpusHaHHbIM, copmynupoBanHabix U, U. [lIManpray3eHomM, KOoTo-
PBIH IPEenIoKUI MOAPA3ACIIATh BCE MyTallUU HA «YCJIOBHO TOJIE3HEIC)
U «YCIIOBHO BPEIHBICY.

BonbLIMHCTBO ClTy4ailHBIX TEHETUUECKUX U3MEHEHUI HEUTPAJIbHBIE,
HEKOTOPBIC BPEAHbIC U HUUTOKHOE KOJUYECTBO MOJE3HBIX. Takue mo-
JIC3HBIC MYTAIMU SIBJISIOTCS CBHIPbEM, KOTOPOE MOXET OBITh CO BpeMe-
HEM HCIIOJIb30BAHO €CTECTBEHHBIM OTOOPOM U PacCIpeNeiieHO Cpeau
YyeJIOBEUECTBa.

J1Jis TOJTHOTO TIOHUMAHUS POJIM MYTaIluii HEOOXOIUMO OIPE/ICIIUTh,
YTO K€ TIOAPA3YMEBACTCS IO/ KGPEOHOCHbION?
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B sBOIOIIMOHHO# OMONOTHY BpeIHAS MyTaIlHsI — 3TO MyTaIlusi, CHHU-
JKaromiasi MPUCIIOCOOJNICHHOCTh (PENpPOAYKTUBHEIN ycrex). CrerneHb
BPEIHOCTH MYTAIlHMH ONPEACISASTCS BEIIMYMHOMN, Ha KOTOPYIO 3Ta MyTa-
111 CHUYKAET MTPHUCIIOCO0IEHHOCTD. ECii MyTalvisi He CHIYKAET IPUCIIO-
COOJIGHHOCTb, TO OHA HE BPE(HAS C IBOJIFOLIMOHHON TOYKHU 3PEHUS, JaKe
ecnu ee PeHOTHIUYCCKUH dPPEKT COMHUTENEH. B 3T0# cBsi3u cienyer
MpHU3HATh, YTO BPEAHOCTh MYTAIlMil HETIOCTOSIHHA: OHA MEHSETCS B 3a-
BUCUMOCTH OT Pa3BUTHS MEAMIIMHBI U IPOYUX OJIar IUBUIIH3AIINY.

[o-BuauMoOMy, MHOTHE BPEIHBIE MY TallUH, KOTOPBIC ceyac CTalu Ha-
KaIlUIMBaThCs B TCHO(OH/IE YSJIOBEUSCTBA U3-3a 0CJIablIeHus 0TOopa, — 3
TO KaK pa3 TaKue MyTalllH, BPEJHOCTh KOTOPBIX O1aromapsi MEeAUIIMHE
PaJMKaIbHO YMEHBIIIIIACH.

Ho, Bo MHOTHX ciTy4asiX «BpEIHOCTHY DBOJIIOIMOHHAS HE COBITAIaCT
C «BPEIHOCTHIO» 4YeNloBeYeCKOH. ECTeCTBeHHBIN OTOOp MOXKET 3alliu-
TUTh YEJIOBEKA TOJBKO OT T€X MYTAallUi, KOTOPhIE CHUKAIOT PEIPOAYK-
TUBHBIH ycriex. Ho OH He 3alMTUT OT MyTaluii, KOTOPhIE CHUXKAIOT Ka-
YeCTBO YKU3HH, HE BIIMSS HA YHCIIO OCTABIISIEMBIX IIOTOMKOB.

DBOJIFOIIMOHHASI OIICHKA MYTaIlUil HE MOXKET OBbITh OJTHO3HAYHOM, TaK
KaK B MPUPOJIC MYTallMU BCTPEUAIOTCS BCErJa B KOMOMHAIUSAX JPYT C
JIPYTOM, KPOME TOTO, MYTAIlUH, BPEHBIC B OHUX YCIOBHSIX, MOTYT OKa-
3aThCsl (M OKa3bIBAIOTCS) TIOJIE3HBIMU B M3MEHEHHBIX yCIIOBUsIX. U 3TO-
My €CTh LIETBIA PsJi MOATBEpkKACHUN. KiaccuueckumM mpuMepoM 3BO-
JIFOIUOHHOTO U3MECHEHUS Y JIFONIEH SIBISIETCS] yCTOMYUBOCTD K MaJspUn
HOCHTEJICH MYTaHTHOTO aJUIesl, SIBJISFOLIETOCS MPUYUHON TOSIBICHUS
a"HoMaIbHBIX TemMornoounos HbS u HbC.

leHeTnyeckuii MoIMMOP(PU3M UYEIOBEUSCTBA — 3TO HUYTO HHOE,
KaK pe3y/ibTaT JACHCTBUS MyTallMil U T€HETHMYECKOH KOMOWHATOPHKH.
leHeTndeckn pasHOpOIHAs MOMYJSIIMS Ooyiee KU3HeCHocoOHa. B
reHo(OH/Ie TaKOW MOMYJISIIIMKM HaKaruinBaeTcss (0COOCHHO B TeTEpO-
3UTOTHOM COCTOSIHMH) OOJIBIION O0BEM pe3epBHON HACIIEICTBEHHOMN
W3MEHUYMBOCTU. Takasi MOMyJNsIHs B DBOJIOIMOHHOM IUIaHE Oojee
macTiuaHa. OHAKO B TaKOW MOMYJNISIIIMM HEH30EKHO TOSBIICHUE Me-
Hee MPHUCIIOCOOIEHHBIX TCHOTUTIOB. YacTh HACIEACTBEHHOM U3MECHYHU-
BOCTH TIOIYJISILIAN, KOTOPAsk OMPEACIISCT OSBICHNE TAKUX TCHOTHUIIOB,
Ha3bIBACTCS 2CHEMUUECKUM SPY30M.
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T'enemuueckuit zpy3 uenoeeuecmea

T'enemuueckuti epy3 IpeNCTaBIsAET COO0H CyMMy HEOIaroMpPUATHBIX
JISTAJIBHBIX M CYOJICTAIbHBIX MyTallii B reHo(oH 1e nomysiiuu. bpems
TeHETUYECKOTO TPy3a YeIOBEYeCTBA MOXKHO OIEHUTH, BBE/IS MOHSATHE
nemanbHulx dKeueanenmos. CIUTAIOT, YTO YHCJIO UX B IMEpecdyeTe Ha
ramery Koneonercs ot 1,5 10 2,5 v ot 3 10 5 Ha 3UroTy. DTO O3HAYA-
€T, 9TO TO KOJIMYECTBO HEOMATONPHSITHBIX aJUIeeH, KOTOPOE MMEETCs B
TEHOTHUIIE KaXKJIOTO YEJIOBEKA, 0 CBOEMY CYMMapHOMY BPEAHOMY JACii-
CTBUIO KBUBAJIEHTHO JIEUCTBUIO 3-5 pElIeCCUBHBIX alljiesiei, MPUBO/s-
X B TOMO3UTOTHOM COCTOSSHUM K CMEPTU MHAUBUAYYMa 0 HACTYILIe-
HUS PEIPOTYKTUBHOTO BO3PAaCTa.

T'oBopst 0 TeHETHYECKOM Tpy3€ UEIOBEUECTBA, B TMEPBYIO OYCpPEIb
MMEIOTCSl B BUJY HACJICIICTBECHHBIC 3a00JIeBaHU, OKa3bIBAIOLINE TIPS-
MOE BO3JCHCTBHE HA PEMPOMYKTUBHEIN yCIEX KaKI0T0 00peMEeHEHHO-
ro TakoBbIM. B Hacrosiiiee Bpemsi U3BECTHO MPUMEPHO 5 ThIC. HACTE-
CTBEHHBIX 3a00JIEBAHUIA.

B coBpeMEeHHOl 4Y€I0BEYECKON NOMYJISALIMA TEHETUYECKUNA TPYy3 BO
MHOTOM OIIPEJIENSIOT CIa0OBpPEIHbIE MYTalllW, KaXKJas U3 KOTOPBIX
cama 1o ce0e He O4eHb CHUJIBHO CHIIKAET JKM3HECIIOCOOHOCTh U IIO0-
BHUTOCTb, HO KOT/Ia UX HAKAIUTUBACTCSI MHOTO, CyMMapHbBIH d3PPEKT cTa-
HOBUTCS OIITYTUMBIM.

WHIUBUAYYMBI, OTSATOLIEHHBIE MHOXXECTBOM CJIa0OBPEIHBIX MY-
Tanuii, OTINYAIOTCS CIa0BbIM 3J0POBbEM, Y HUX MOTYT OBITh ITOHU-
JKEHBl UMMYHUTET, WHTCJUICKT, YSHEPTUIHOCTh, OBICTPOTA PEaKIUU,
ILUIOAOBUTOCTh, IPOJOIKUTEIBHOCTD KU3HU, CEKCyaJlbHasl MPUBIIE-
KaTeIbHOCTH U TIP.

CrnabGoBpeaHble MyTallMd BO3HUKAIOT B KAXK/IOM ITOKOJICHUH, U €CIH
0oTOOp WX HE OTCEWBAET, OHM HaKaIUTHBArOTCS. KaXKIbplii HOBOPOXKICH-
HEII YEJIOBEK HECET B CBOEM T€HOME, BEPOSITHO, OKOJIO IECSITH HOBBIX
CITa0OBPETHBIX MYTaIli, KOTOPHIX HE OBLJIO y €r0 POTUTENCH.

Honyﬂlll(MOHHble 60JIHbl

UuclieHHOCTh HAaCeJICHMS IUIaHEThI 3a O603pHMBIﬁ I/ICTOpI/I"IeCKI/II;I
nepuoa B 1eJIOM BO3pOCia. HOHFOBPCMCHHYIO AUHAMUKY YUCIICHHOCTHU
YCJIOBCUYCCTBA HECPCAKO MNPCACTABIAOT B BHUAC IMMOYTU HEOTBPATUMOTO
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9KCIIOHEHIIMAIBHOTO POCTa, OTPAXKAIOLIETO CHOCOOHOCTH MOIMYJISALUU
MOCTOSIHHO YBEJIMYHMBATh CBOIO YUCICHHOCTh. OIHAKO B pealibHOCTH
(a3pl pocTa U najeHus YepeayoTCs, U AMHAMHKA YUCICHHOCTH Hacee-
HUS OOBIYHO BBIIVISIIUT KaK JUINTEIbHBIE KOJICOaHUs C IEPUOANMYHOCTHIO
150-300 net (Tak Ha3bIBaEMbIE «BEKOBBIE LIUKJIBb») HA (JOHE MTOCTETICH-
HOT'O pocTa.

Jemorpaduyeckre W3MEHEHUs SIBISIOTCS UTOIOM MPOTHBOOOPCTBA
OrpaHUYMBAIOIINX (HaKTOPOB (OKpYKaIOLIeH cpelibl, TOHUMaeMOH B ca-
MOM IIIUPOKOM CMBICIIE, i €€ PECYPCOB) M CBOOOAHOTO BBIOOPA YeTIoBe-
Ka, KOTOPBII orpezensieTcs 00MeCTBEHHBIM U KyJIBTYPHBIM OKpPYKEHU-
€M H CBSI3aH ¢ AeMorpaduueckuM MOBeICHUEM HHIMBUIYYMa, CEMbU U
koekTuBa. K orpannuuBarommmM (pakTopaM MOKHO OTHECTH KIIUMAT,
MPOCTPAHCTBO, OOJIE3HH, HCTOUYHUKH SHEPTHHU, TUTaHUE. DTU (HaKTOPHI
MO-Pa3HOMY B3aUMOACHCTBYIOT APYT C APYTOM, HO UMEIOT O0IIUe CBOK-
CTBa: OHU CKa3bIBAIOTCSl HA AEMOrpauueckoM pa3BUTHU.

BaxHbIM clieCTBHEM M3MEHEHHUS TeMIIa MPUPOCTa SIBISIETCS H3Me-
HEHHE MJI0THOCTH Hacesnenus. axe ceituac 50 % HaceneHus pa3Mera-
10TCs Bcero Ha 5 % turomanu oduraemoii cymu. KpaitHe HepaBHOMEp-
HOE pacrpesesieHue Jitoneil Ha 3eMHOM LIape UMeNI0 MECTO Ha JII0OOM
JTare Pa3BUTHUSL YEJOBEUECTBA. YCKOPEHHE POCTa YHCIEHHOCTH TPHU
OTPaHUYEHHOCTH 3aCeNIIeMON TEPPUTOPUH CIOCOOCTBYET YCHIICHHIO
MUTPALMHN.

AHann3 U3MEHEHHsI YMCIICHHOCTH YEJIOBEYECTBA B Pa3HbIe HCTOPH-
YecKHe NepUO/bl, B TOM YHCIIE, II03BOJISIET BBISIBUTH YCKOPEHHE TEMITOB
NPUPOCTa NOMYISLUH, KOTOPBIE COBMAJAIOT C BAKHEHITMMU JTOCTHIKE-
HUSIMHU 4eJIOBEYeCTBa — Pa3BUTHEM 3emienenusd npuMepHo 8000 net
Ha3aJl, HayaJloM WHAYCTPHAJIU3al1H, POl HayuYHO-TEXHUYECKONW PEeBO-
JIOLHH.

Cyxarue mepHoaoB YABOSHHS YMCICHHOCTH HAaceJCHHUS B JAeMOrpa-
(¢uu HA3BIBAIOT Odemocpaguueckum 63pbleoM, KOTOPOMY CBOWMCTBEH-
HO CYIIECTBEHHOE MPEBBILICHUE YPOBHS POKAAEMOCTH HaJ yPOBHEM
CMEpPTHOCTH, BCIEICTBHE YETO PE3KO BO3PACTAIOT TEMIIbI IPUPOCTA Ha-
CeJICHHSL.

[ToMuMO pe3KOro yBenMUEHHS YUCICHHOCTU B CHIIy OOBEKTHBHBIX
NPUYHH, CBS3aHHBIX C SKOHOMUYECKHUMHU M COLUATBEHBIME A0 CTHKCHUS-
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MU 4eJIOBEYESCKON, B UCTOPHU YEIIOBEUSCKON MOMYJISIIUN HAOMIOAaINCh
MIEPUOJIbI PE3KOTO CHUKEHUST YUCICHHOCTH, B CBSI3U C SMUJECMUSMU, BO-
WHaMU, IPUPOTHBIMHU KaTaKIN3MaMHU.

Takum 00Opa3oM, MmeproAWYecKre KOJNeOAaHWs YMCICHHOCTH JIFOICH
Ha OOMIMPHBIX WM OTPAHHUYEHHBIX TEPPUTOPUSAX, U3MEHSS TUIOTHOCTh
HAaCeJICHNsI U BBI3BIBAS MUTPAIMH, BIMSIN Ha COCTOSHHE TeHO(OHIOB
YeJIOBeUECKNX TOMYIANNN, CO37aBasi YCIOBUS IS 3aKpeTUIeHUs WU
ANMAMUHAIINY PEAKAX MYTAIIMOHHBIX aJlIeyeH.

Ha manHOM 3Tare uCTOPHUIECKOTO Pa3BUTHS YEIOBEUCCKAS TIOMYIIS-
Ml HAXOUTCS Ha 3Tare demozpaguueckozo nepexoda’. ITo 3HAYMT,
YTO BOCIIPOU3BOJICTBO HACENIEHUSI CBOJUTCS K MPOCTOMY 3aMELIEHHUIO
MOKOJICHUI. DTOT MpoLIecC SABISCTCS YaCThIO NIEPEX0Aa OT TPATUIIUOH-
HOTO 00IIecTBa (IIsi KOTOPOrO XapaKTepPHA BBICOKAS POXKIAEMOCTh U
BBICOKAsi CMEPTHOCTD) K UHIYCTPUATILHOMY.

Muzpayus

Murpauueil HaceleHusl Ha3bIBaE€TCs MPOLIECC NMEPEMEIICHUS JIIoIen
yepe3 IPAHMIBI T€X WIM MHBIX TEPPUTOPUI CO CMEHOM HaBCerja WiH
Ha OoJiee-MeHee JUIMTENILHOE BpPeMsi IOCTOSHHOTO MECTa JKUTEJIbCTBA,
100 ¢ peryssipHBIM BO3BPALICHUEM K HEMY.

B 3aBucuMocTH OT TOro, OOMEHHMBAETCS JIM JIAHHAs TEPPUTOPHUS Ha-
CEJIEHHEM C APYTHMH, PA3THUAOT OTKPBITOE U 3aKPHITOE HaceneHue (00-
miectBo). [IpuMepoM OTKPHITOrO HAaCeNeHHsS MOKET CIY)KUTh HaceJeHHe
000Tr0 paiioHa win ropoaa. AOCOTIOTHO 3aKPBITHIM SIBIISIETCS TOJBKO Ha-
CeJIeHHE BCEro 3eMHOTO Iapa. B mpoIniomM 3aKpbITbIME ObLIH TIOMYIISIIAH
MHOT'UX U30JIMPOBAHHBIX paﬁOHOB, OCTPOBOB 1 JaXK€ LICJIbIX KOHTUHCHTOB.
ColanbHO-3KOHOMUUECKUH MpOrpecc pa3pyllil 3aMKHYTOCTh OT/ENb-
HBIX TCppHTOprI, HO 1 CCroAHA HAaCCJICHUEC psaaa CTpaH C HE3HAUYUTCIIbHBIM
00BEMOM BHEIITHEH MHUTPAIMHN MTPAKTUUECKU OJIM3KO K 3aKPBITHIM.

Murparnus HaceJIeHHUs — CIIOKHBIN colnanbHbIN npouecc. OH TECHO
CBSI3aH C U3MEHEHHEM YKOHOMUYECKON CTPYKTYPHI U pa3MelleHHEeM

©DTOT TepMHUH OBLI BIICPBBIC BBE/ICH B HAyYHOE OOPAICHHE aMEPUKAaHCKHM JIeMOrpa-
¢dom Dpsnkom HoyrereliHoM B 1945 T, XOTS CXOQHBIEC WIEH BBICKA3bIBAIICH U PAHBIIIE.
Cama KoHIeNIHs JeMorpaduueckoro nepexoaa npuodpena 0codyro NOMysIpHOCTb
TIO37THEE, B CBSI3H C AEMOTpadHIeCKUMH H3MEHEHNSIMH, IPOUCIIEANINMH TTocie Bro-
poii MUPOBOH BOIHBI B OCBOOOIMBIIHUXCS OT KOJIOHHATN3Ma CTPaHaX.

104



MPOU3BOAUTENBHBIX CHJI, C POCTOM COLMAILHON, TPYIOBOH MOOHIBHO-
CTH HACEJICHMS.

B 3aBucMMOCTM OT XapakTepa NepeceKaeMbIX TPaHHMI] Pa3IUYaiOT
BHEUIHIO U 6HYMPEHHION Mucpayuy HaceleHus. BHellHell Ha3bBaeTCs
MUrpaiys, Ipu KOTOPOH IepeceKaroTcs rocyAapCTBEHHbIe rpaHuipl. K
BHYTpPEHHEH OTHOCUTCS NepeMellieHr e B Ipe/iesiax OHOM CTPaHbl MEKIY
aIMUHUCTPATUBHBIMU paiioHaMH, HACENICHHBIMHU ITyHKTaMH U T.I. OCHOB-
HBIMU TUIIAMU COBPEMEHHOW BHYTPEHHEW MUTPALMH SIBISIFOTCS MUTPALIMA
TOpPOA — TOPOI, TOPOJ] — CEJI0, CEJI0 — FOPOA M MEKpaioHHAs MUTpaLys.

[To BpeMeHHBIM MTPU3HAKAM MUTPALHIO ACTST Ha nocmosnuyio (0e3-
BO3BPATHYIO), 6PEMEHHYI0, CE30HHYI0 U Masmuuxogyrw. be3Bo3Bpar-
Hasi MUTpallys CBSI3aHA C OKOHYATENIbHOM CMEHOMN MOCTOSHHOIO MecTa
JKUTENbCTBA. BpeMeHHas Murpanusi mpeanonaraeT NepeceleHre Ha
KaKOH-TO JI0CTAaTOYHO JJIMTEJIbHBINA, HO OTPaHUYEHHBIH, 4acTO 3apaHee
00yCIIOBIICHHBIN CPOK, YTO OOBIYHO CBS3aHO C paboOTOi B MecTe Bce-
neHusi. BpeMeHHBIME SIBISIOTCS MHOTHE TepeceieHnsl paboumx u3 of-
HUX cTpaH B Apyrue. Ce30HHas MUTPALUSA — 3TO PETyJspHBIE MOE3AKH
K MecTy paboThl MM y4eObl 3a TPeeibl CBOECTO HACEJICHHOTO MyHKTA.
MasITHUKOBasi MUTPalisi BKJIIOYAET €KETOHbIC TMepEeMEIICHUs JItonei
B OIpe/ieJIeHHbIE MEPHUOJIBI T0/1a, HAIPUMED, B CEJICKOXO3HCTBEHHbBIE
TPYAOHEI0CTaTOUHbIE PaOHBI B IIEpUO yOOPKH yporKasl.

Cpeay IaBHBIX TPUYMH MUTPALIH HACEJICHHS CIIEyeT Ha3BaTh 9KO-
HOMU4eCcKyI0 U COyuanbHylo, KOTOPbIE YacTo TPYAHO pasfenuTh (mepe-
CeJIeHHE B IIOMCKaxX CBOOOIHBIX 3eMeJlb, B OMCKAaX PadOTHI, IPHOBLIEH,
C 1IeTIbI0 TIepeMeHbl 00pa3a KU3HU — U3 cella B ropos U T.11.). Hemaiyro
POJIb UTPAIOT TaKXKe noaumuyeckue (0ErcTBO OT MOJUTUYECKHX Mpecie-
JOBaHHIA, PACOBBIX, PETUTUO3HBIX IPUTECHEHHH, peNaTpUali B CBI3U
C M3MEHEHHEM MOJUTHYECKHX YCIOBHU JINOO TOCyNapCTBEHHBIX Ipa-
HUILI), 60eHHble (IBAKyallHsl, pedBaKyalus, JemopTanus) U ap.

[To ¢opmam peanuzanuyl MUTPALIUHU JIENISATCS HA 00U eCmE8eHHO-0p-
2aHU308aHKble, OCYIECTBIIIEMbIE IPHU YYacTUH TOCYAapCTBEHHBIX WIIN
00IIECTBEHHBIX OPraHOB M C UX SKOHOMHUYECKOH MOMOUIBIO, U Heopea-
HU308aHHYI0, KOTOpAsk IPOU3BOJUTCS CUJIAaMH U CPECTBAMH CaMUX MH-
rpaHTOB 0e3 MaTepHuaibHOU WM OPraHU3ALMOHHOM TOMOILU CO CTOPO-
HBI KaKUX-JIMOO YUpEKACHUH.
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B 3aBHCHMOCTH OT TOTO, MPEAMPUHUMACTCS TIEPEMEIIICHUE JTIOIeH
MO MX COOCTBEHHOMY PEICHHIO HJIH BOTPEKH €My, MUTPAIHH JENIATCS
Ha 000p06OIbHbIE U NPUHYOUMETbHbIE.

WHTEHCHBHOCTh MUTPAIIMOHHBIX TPOIECCOB TECHO CBSI3aHA C CO-
HATEHO-IEMOrpaHUECKUME  XapaKTePUCTHKAMU MHUTPAHTOB  (TI01,
BO3PACT, MECTO POXKICHHSI, YPOBCHb 00pa3oBaHust). Murparus CHiIbHO
BJIMSIET HA €CTECTBEHHOE BOCMPOU3BOJICTBO, MPUBO/ISA K BO3PACTHO-TIO-
JIOBOH TUCTIPOTIOPIMHU. BOJbIIeH MOABMKHOCTRIO OTIIMYAIOTCS MY KUK~
Hbl 17-37 netHero Bo3pacTa. DTO 3aTPyAHSET 3aKIOUeHIEe OPAkoB U B
MECTax BBIXOJIa, ¥ B pallOHAX BCEIICHUS.

Murpaiusi 00eCreYrBaeT «IMOTOK TEHOBY, T.€. K3MEHEHHE TeHEeTHYC-
CKOTO COCTaBa IMOMYJISIIIAN, 00YCIOBICHHOE MOCTYMJICHHEM HOBBIX Te-
HOB. Murparius He BIHSIET Ha 4aCTOTY aJiejiel y BU/a B IIEJIOM, OTHAKO
B JIOKQJILHBIX TOMYJISAIHSIX TOTOK TEHOB MOXKET CYIIIECTBEHHO H3MEHHUTH
OTHOCHTEIBHBIC YACTOTHI AJIJICTCH MPH YCIOBHH, YTO Y «CTAPOKUIOBY
U «MHUTPAHTOBY» UCXOAHBIC YACTOTHI aJIeNieil pa3InuHbI.

Hzonauusn

YenoBeueckoe 00MIECTBO TUTEIBHO PAa3BUBATIOCH KaK COBOKYITHOCTh
M30JIMPOBAaHHBIX MPOU3BOICTBEHHBIX KOJUIEKTHMBOB, BHYTPH KOTOPBIX B
OCHOBHOM W coBepuIaiauch Opaxu. IIpupona M30IALMOHHBIX OapbepoB
MeXTy TIOIYIALUSMH JTIOAeH pazHooOpas3Ha. B panneit nctopum genose-
YecTBa BaKHOE MECTO MPUHAIJIEKAIO, TI0-BUANMOMY, reorpapuyeckoi
n3oauun. CrneuupuyeckuMy Uil YeIOBEYECKOTr0 OOIIECTBa SBISIOTCS
(OpPMBI M30JISIIMH, 3aBHUCSIIUE OT PAa3HOOOpasus KyJbTyp, SKOHOMHUYE-
CKHUX YKIIaJIOB, PETUTHO3HBIX U MOPAJIbHO-ITHYECKHX YCTaHOBOK.

@dakTop M30JLUMH OKA3bIBajl BIMAHUE HAa IE€HO(OHIBI HOIYIALUHI
moaei. J{muTenbHBIM NPOKUBAHMEM B COCTOSIHUM OTHOCHUTEIBHOU
KYJABTYPHOH W TreorpauuecKoil N30SI 0ObSICHSIIOT, HallpuMep, He-
KOTOpBIE aHTPOIOJIOIHYECKHEe OCOOCHHOCTH MPEACTABUTENCH MalbIxX
HApOJHOCTEH: CBOCOOpa3HBbId penbed YUIHOH PakoBUHBI OYyIIMEHOB,
OoJiplIasi MIMPHUHA HUKHEUENIOCTHOTO JAMAMETpa KOPSKOB M MTEJIbMe-
HOB, HCKJIIOUMTEJIEHOE pa3BUTHE OOpoasl ailHOB. Cpeau rOpHBIX Tal-
YKUKOB, TIPOJKMBAIOIINX B OTHOM pailoHe, BBIJEIIEHBI TPYTIITHI C PA3HBIM
COOTHOIIIEHHEM HHJUBUIYYMOB IO aHTHT€HAM 3PUTPOLIUTOB CHCTEMBI
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ABO. IlpuunHoli pa3nuuuil ABIsIETCS W30JMPOBAHHOCTH OT TJIABHBIX
nepeBaJIbHBIX MyTel COOOLICHNSI.

CoxpaHEHHIO BBICOKOTO YPOBHSI T€HETUYECKOM M3OJISALMM IBYX IO-
MYJSUUA, CYyIIEeCTBYIOIIMX HA OJHOM TEPPUTOPUH, CIIOCOOCTBYIOT OT-
YU 0 PU3MYECKUM NpU3HaKaM WM o0pasy ku3HU. OHAKO Takue
Oapbepbl co BpeMeHeM ocliabeBatoT. B HacTosee BpeMst KpyT BO3MOXK-
HBIX OpaKoB HEYKJIIOHHO PACHIMPSIETCSI.

T'enemuxo-aemomamuueckue npoueccol («Opeigh) 2ernoe»)’

I'eHeTHKO-aBTOMATHYECKHUE MTPOLIECChI WK «Ipeii TEHOBY — 3TO U3-
MEHEHHE YaCTOT aJyiesied B Psy MIOKOJICHUH, SBJISOIIEECS Pe3yIbTaTOM
JICHCTBUSI CITy4aliHbIX nprunH. O0Iee MPaBUIIO CIyYalHbIX MPOIIECCOB
TaKOBO: BEJIMYMHA CTAHJAPTHOTO OTKJIOHCHHS YacTOT T'€HOB B IOITY-
JISIUK BCETIa HAXOIUTCS B OOPaTHOM 3aBHCUMOCTH OT BEJIMYUHBI BbI-
OOpKH — yeM OoJblie BHIOOPKA, TEM MEHbIIIE OTKJIOHEHHE. B KOHTeKcTe
MIPOIIECCOB, MPOTEKAIOIINX B IPAHULIAX TOMYJISIIIUNA, 3TO 03HAYAECT, YTO,
YeM MEHBIIE YHCIIO CKPEIIUBAIOUIUXCS WHAWBUIYYMOB B TOMYJISIIIAH,
TeM OOJIbIIIE BapUATUBHOCTh YACTOT ajUIeC B TMOKOJCHHSX IOIYJIs-
1uu. B HEOONMBIIKMX MOMYJIALUAX YaCTOTA OJHOTO T€HA MOXKET CIIy4YaitHO
0Ka3aThCsl OUEHb BBICOKOM.

W nanportus, yeM OOJbIIE YUCIIO UHIUBUAYYMOB, YYaCTBYIOIIUX B
CO3/IaHUU CJICYIONIETO OKOJICHUSI, TEM OJIMIKE TEOPETHUCCKH OXKUae-
Masi 4acToTa ajiesied (B pOJUTEILCKOM IMMOKOJICHUN) K 4aCcTOTe, Ha0JI0-
JTAaeMOM B CIIEAYIOLIEM TOKOJIEHUH (B TIOKOJICHUH MTOTOMKOB). BakHBIM
MOMEHTOM SIBJISIETCS TO, YTO YUCIICHHOCTD MOMYJISIIUN ONPECIIAETCS HEe
0OIIMM YHCIIOM 0CO0CH B MOMYJISIINY, a €€, TAK Ha3bIBaeMOMU, a¢hek-
MUBHOU YUCTEHHOCbIO, KOTOPasl OTIPEeNeNsieTCs YMCIOM BCTYHAIOIINX
B OpaK WICHOB MOMYIISAINH, TAIOIIUX HAYAIO CISAYIOMEMY ITOKOJIEHHUIO.
HMeHHO 3TH nipeAicTaBUTENH (a HE BCSI MOTMYJISAIUS B 1IEJIOM), CTAHOBSICh
POJUTENSIMH, BHOCST I'€HHBIN BKJIaJl B CJICAYIOIICE TOKOJICHHUE.

Ecnu nomyssiiust He CAMIIKOM Masia, TO 00yCJIOBJICHHBIE Ipeiidom
TCHOB M3MEHEHHS YaCTOT aJulelieH, MPOUCXOISIIHE 32 OMHO TTOKOJICHHE,

"TepmuH «apeiid reHos» Been C. PaiiT, 1u1s 0003HaYCHUS CXOAHBIX MPOLIECCOB B I10-
mymsnusx H. IT. Qy6ounus u [, 1. Pomanios npeuroxKniiu MoHsITHE «T€HETHKO-aBTOMa-
THYECKHE TTPOLIECCHI.
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TaKXe OTHOCUTEIBHO MaJjbl, OJHAKO, HAKOMUBIIUCH B PSAY MOKOJE-
HUM, OHU MOTYT CTaTh BeChMa 3HAUMUTENbHBIMH. B TOM ciyuae, eciu
Ha YacTOTHI ajieNied B JaHHOM JIOKYyCE€ HE OKa3bIBAIOT BIUSHUS HUKA-
KHE JPYrUe MpoIecchl (MyTallMKi, MUTPALUU WIH OTOOP), IBOJIOIHUS,
ompejenseMas CiaydalHbIM ApelipoM reHOB, B KOHEYHOM CUeTe, MPH-
BEJIET K (PUKCAIMU OIHOTO U3 aJljIeJiel M YHUYTOKCHHIO JApyroro. B
MOMYJISIIIUK, B KOTOPOH JEHCTBYET TOJIBKO Jpei() reHOB, BEPOSTHOCTh
TOTO, YTO JIaHHBIM ajuiesb OyneT (PUKCHpOBaH, paBHA MCXOIHOW da-
CTOTE €ro BCTpPe4aeMOCTU. MHBIMH cOBaMU, €CIU ajjieib reHa 4 B
MOMYyJALNU BeTpeuaeTcs ¢ yactoroi 0,1, To BEepOsSTHOCTH TOTO, YTO
B KaKOH-TO MOMEHT Pa3BUTHUA MOMYIALUHU 3TOT ajulesib CTAaHET B HEH
ennHCTBeHHOU (hopmoii TeHa A, cocraisier (,1. CoOTBeTCTBEHHO, Be-
POSITHOCTB TOTO, YTO B KAKOH-TO MOMEHT Pa3BUTHS ITOMYIISIUH 3a(UK-
cUpyeTcs ajuleNb, BCTpevaromuics B Hei ¢ wactoroit 0,9, coctaBuser
0,9. OnnHako miis Toro, 4ToOBI PUKCAIUS MPOU30ILIA, TPEOyeTCs JI0-
CTaTOYHO MHOTO BPEMEHH, MOCKOIbKY CPEIHEE YUCIO TOKOJICHUM, He-
00XOIUMBIX JIJIsl (PUKCAIUU aJuielis, MPUMEPHO B 4 pa3a Oouiblie, 4eM
YUCJIO POAUTENEH B KaXKIOM MOKOJICHUH.

[IpenenbHblid ctydail npelida reHOB TpeACTaBIsieT coOol mpoiecc
BO3HUKHOBEHUSI HOBOH MOMYJISIIUU, IPOUCXOASIIEH BCETO OT HECKOMb-
KHX MpapoauTesiei. DToT (PeHOMEH U3BECTEH MO/ Ha3BaHUEM dhpexma
ocHosamenst (MM «3PQPEeKTa poJOHAYATBHHUKAY ).

Cry4daifHO€ U3BMEHEHHE YaCTOT ajlieseil, SBIIOIUXCS pa3HOBUIHO-
CTBIO CITy4alHOTO JApeiida reHoB, — GEeHOMEH, BO3HHUKAIOIIUHI B Cllydae,
€CJIM TIOMYJISIIUS B MTPOIECCE IBONIIOIUU TPOXOAUT CKBO3b «OVMbLIOU-
Hoe eopnviuxoy. Korma KinMMaTudecKue Wiu KaKue-TO IPYTUe YCIo-
BHSI CYIISCTBOBAHUS TOIYJISIMA CTAHOBATCS HEOJIAroNpHUsITHBIMH, €€
YUCJICHHOCTh PE3KO COKPAIAETCS M BO3HUKAET OMACHOCTH €€ IMOJHO-
ro Mc4e3HOBeHus. Ecin ke cuTyarus u3MeHsIeTCsl B OJaronpHsTHYIO
CTOPOHY, TO MOMYJSIUS BOCCTAHABINBACT CBOIO YMCICHHOCTD, OTHAKO
B pe3yJabrare jJpeiida reHOB B MOMEHT MTPOXOXKJICHUS Yepe3 «OyThLI04-
HOE TOPJIBIIIKO» B HEH CyIIECTBEHHO M3MEHSIOTCSI YacTOThI aylieiei,
U 3aTeM 3TH U3MEHEHHsI COXPAHSIIOTCA HA MPOTSHKEHUU MOCIETYIOIINX
nokoJeHui. Tak, Ha MEePBBIX CTYIEHSX YBOIIOIMOHHOTO PA3BUTHS YEIIO0-
BEKa MHOTHE IJIEeMEHa HEOJHOKPATHO OKAa3bIBAJIMCh HAa IPAHU TIOTHOTO
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BeIMUpanusi. OHE U3 HUX UCUE3aITH, a IPyTHe, PO CTAINUIO PE3KOTO
COKpAIIlCHHST YUCIICHHOCTH, Pa3pacTajncCh — HHOT/IA 3a CUeT MUTPAHTOB
U3 JPYTruX IUIEMEH, a MHOTIA Oiaromapsi yBEIHYEHHIO POKIACMOCTH.
Habnronaempie B COBPEMEHHOM MHPE Pa3IHYHs 4aCTOT BCTPEUYACMOCTH
OJHUX U TEX KE anneen B Pa3HBIX NOIMYJIAINUAX MOTYT B onpeneneHHOf/i
CTCIICHU O6'I)5[CH5[TI)C}I BJIMSTHUEM PA3HBIX BAPHUAHTOB MPOLECCa I'CHCTHU-
YEeCKOro Jpeida.

I'eHeTHKO-aBTOMATHYECKUE TPOIECChI, WIIN JApei() reHOB, MPHUBO-
JST K CIMIAXXMBAHUIO M3MEHYUBOCTH BHYTPH TPYIIIBI M MOSIBICHUIO
CITy4aifHbIX, HE CBSI3aHHBIX C OTOOPOM PA3IUYUI MEXKITy Pa3TUIHBIMU
TMOITYJIALUAMMU.

Ecmecmeennwiii omoop

OpraHndeckasi YBOJIONHUS YEIOBeKa KaK BHJA HAMpaBIsUIach M Ha-
npaBisieTcs: oToopoM. OTHAKO KOHCTATAITUS TaHHOTO (paKkTa HE MOXKET
JIaTh TIOJIHOTO TPEJICTABIICHHUS O XapaKTepe MPOIECCOB, HAXOSIINXCS
M0J] KOHTPOJIEM 0TOOpa, B CHITy OMOCOITMAIBHON CYITHOCTH YeIOBEeKa.
B momynsmum 4enoBeka oTOOp HE €IMHBIN IMPOIecc, a MeIbld Habop
nporieccoB. MIMeIOTCs JaHHBIE, YTO HA PAa3HBIX JTalaX UCTOPUYECKOTO
Pa3BUTHS Ha IOIMYJISIIIAN YEIOBEKa OKa3bIBAIOCH BO3JICHCTBHE MHOTO-
YHCIICHHBIX THIIOB OTOOPA, a MMEHHO HAIPaBICHHOTO, CTAOMIM3HPY-
IOIIETO, YPaBHOBEIIMBAIOIIETO, COYETaHus 0TOOpa — apeiida, otdopa,
HaIpaBICHHOTO Ha CO3/IaHUe 3a00THl O MMOTOMCTBE, MOJIOBOTO OTOOpA,
0oTOOpa IO AMBEPTHUPYIOMINM JIMHUASM B Pa3IMIHBIX OOJIACTSIX, HAIIpaB-
JIEHHOTO Ha CO3JIaHUe TeorpauuecKux pac, COIHAIBLHO-TPYIIIOBOTO
oT00pa, MEeXBHUIOBOTO OTOOPA.

CMmeHa Ouoorndeckux (akTopoB MCTOPHUYECKOTO PA3BUTHS COIIU-
AJIbHBIMU TIPUBEJIa K TOMY, YTO B YCJIOBCUCCKHUX IMOIMYJIAUAX OT60p
CYIIECTBEHHO OCIIa0MI CBOE neiicTBhe. TeM He MeHee, HaKOIJICHHBIC
3a TIOCIIE/THNE IECATUIICTHS NICCIIEIOBAHMS MTO3BOJISIOT CIeNIaTh HEKOTO-
PhI€ BBIBO/IBI O XapaKTepe U HAPABJIECHHOCTH JIEUCTBUSI €CTECTBEHHOTO
0TOOpa B YEIOBEUECKOM MOYISIIH.

YpoBeHb CONMANTEHO-I)KOHOMHYECKOTO PA3BUTHS CYIIIECTBCHHOW Ya-
CTH YeJIOBeYECTBa, 00YCIIOBICHHBIN A(PPEKTHBHOCTHIO TUTAHUS U 31pa-
BOOXpaHCHHA, CTaJl HpH‘IHHOfI TOT'O, YTO B YCJIOBCUCCKHUX TTOIMYJIATINAX
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0T60p yTpaTa QYHKIINIO BUA000Pa30BAHNUS, IPU ITOM 33 HUM COXpa-
HUINCh (DYHKIMU CTaOMIM3ANU TeHO(MOHIA U TOICPIKAHIS HACIE/I-
CTBEHHOI'0 pa3HO00Opa3usl.

B none3y geficTBus cTabuau3upyromiel (GopMbl €CTECTBEHHOTO OT-
00pa TOBOPUT, HAIPUMEP, OOJIBINAS CMEPTHOCTH CPEAU HEJOHOIICHHBIX
U TIEPEHONICHHBIX HOBOPOXKICHHBIX IO CPABHEHHIO C TOHOMICHHBIMHU.

Hanpagsnerue oTbopa cpeid TaKuX JETeH 3aBUCUT, TIO-BHIAMOMY, OT
CHIDKECHUS 001I1el )Ku3HecmocooHocTn. OTpUIaTebHBI 0TOOp 10 O/1-
HOMY JIOKYCY MOXKHO MPOWJITFOCTPUPOBATH Ha IPUMEPE CHCTEMBI TPYIII
KpoBu «pe3yc» (Rh).

Temonumuueckas 001e3Hb  HOBOPONCOCHHOO, SAGIAEMCA  Clle0-
cmeuem Rh kongauxkma medxncoy Rh-nonoscumenvuviv niodom u
Rh-ompuyamenvroii mamepuio. B nacmoswee epems meouyuna pac-
nonazaem cnocobamu 6opvowL ¢ SMo hopmou namonocuu 8 euode Ovi-
cmpozo nepenuganus maadenyy Rh-ompuyamenvnoii Kposu unu egede-
Husi anmu-Rh-anmumen ons npedomepaujenis UMMYHU3AYUU MAmepuU.
B omcymcemeue meduyunckoti nomowu HO8OPONCOEHHbII ¢ 2eMOUTNUYC-
cKoll bonesuvro Hepedko no2uban. lpu Rh-ompuyamenvnom henomune
mamepu Rh-nonoxcumenvhwiii niood eceeda eemeposzueomer (Dd). Dmo
O3Hauaem, 4mo co CMepMvbio MaKo20 UHOUBUOYYMA U3 2eHOPOHOA NONY-
JIAYUU, K KOMOPOU OH NPUHAOLEHCUM, YOATAEMC S PAGHOe KOIUYECME0 00-
MUHAHMHBIX U PeYecCusHvix annenell 10Kyca «pesycy. Omoop 8 oannom
cyuae Hanpasnen npomus cemeposzucom. Ilpu nepagencmee ucxoOHvix
yaCmom yoansaemvlx U3 eeHogoHOa annenetl maxkou omoop npueoOum K
NOCMENeHHOMY CHUIICEHUIO 00U bollee pedKko2o u3 Hux. B esponetickoil
NONYIAYUU TMAKOBLIM S1675emcsi peyeccushvii aniens d. Tloocuumaro,
umo crudicenue e2o donu ¢ 15 oo 1 % nymem ombopa npomug 2emepo3u-
eom nompebyem 600 nokonenuti, uiu oxono 15 000 rem.

OTpuriatensHbIil 0TOOP ACHCTBYET B OOJBITHHCTBE MOMYIISIIUIT JTFO-
Jel Mo aJuTeNiiM aHOMAaJIbHBIX TeMorToouHoB. Ero ocobas xecTkocTh
00yCITOBITHBACTCS TEM, YTO OH HATPABIICH MPOTHB TOMO3UTOT. PeOEHOK,
YMUPAIOIIHN, HAPUMED, OT CEPIOBUAHO-KICTOYHON aHEMHUH, SIBIISICT-
Cs1 TOMO3UTOTHBIM TI0 aytenio S. Kaxkaas takas cMepTh yCTpPaHSET U3
reHo(oH/1a TOMYJIAIHH AJJICTH OHOTO BUIA. DTO MPUBOIUT K CPABHU-
TENLHO OBICTPOMY CHUKEHUIO U3MEHUYMBOCTH MO COOTBETCTBYIOIIEMY
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JoKycy. Bo MHOTHX monmynanusx Joael 4acTora anjesneil aHoMaJIbHbIX
TeMOIJTIOOMHOB, B TOM YHCIIE U S, He npeBbimaet 1 %.

Bricokast wacToTa anjenei Takux aHOMaJIbHBIX TeMOITIOOMHOB, KaK
S, C, D, E, B HekoTOpBIX paiioHax IJIAaHETHl WILIIOCTPUPYET JeicTBHE
€CTECTBEHHOI0 0TOOpa MO MOAJEPKAHUIO B YEIOBEUECKUX IMOMYJISILIU-
X COCTOSTHHS OaaHCHPOBAHHOTO F€HETHYECKOro nonumopdusma. Ot-
pHULATENbHBIH 0TOOP B OTHOILICHUU aJJIeNsl S MePEeKPhIBACTCS MOIIHBIM
MOJIOKUTEIBHBIM 0TOOpOoM retepo3uror HbAHDS Gnaromapst Beicokoit
JKU3HECTIOCOOHOCTH MOCIEIHUX B 0Yarax TPONUYECKOW MaJISIpUH.

B mpuBeneHHBIX NpuMepax AEHCTBUIO OTPHULATENBLHOrO 0TOOpA,
CHIDKAIOILETO B TeHO(GOHAAX HEKOTOPHIX MOMYJISIIUN JIFofeil KOHIIeH-
TPaLUIO ONpENesICHHBIX aJllesied, TPOTUBOCTOST KOHTPOTOOPHI, KOTO-
pBl€ MOAJEPKUBAIOT YACTOTY ATHUX ajuleled Ha JOCTATOYHO BBICOKOM
ypoBHe. Pe3ynbTaroM HajloK€HHS MHOTOYMCIEHHBIX UM pa3HOHAIpaB-
JICHHBIX BEKTOPOB 0TOOpa siBIsieTcs GOPMUPOBAHUE U MOJACPKUBAHNE
TeHO(OH/IOB MOMYJSIHUN B COCTOSIHUHM, 00€CIeYNBaIOLIEM BO3HUKHOBE-
HHUE B KaXXJIOM MOKOJICHHU T€HOTUIIOB IOCTaTOYHON MPHUCIOCOOIEHHO-
CTH C YYE€TOM MECTHBIX YCIOBHIA.

Bnarogapsi conuaibHO-93KOHOMHYECKUM MPeoOpa3oBaHUsIM, ycIie-
XaM JieueOHON 1 0coOeHHO MPO(UIAKTHUECKOW MEIUIMHBI BIUSHUE
oTOOpa Ha TEHETHUYECKHH COCTaB MOMYJSLUI JIOAeH MpPOrpecCuBHO
CHIDKAeTCsl. DTOT0 MHEHUS NpUIepKUBaeTcs OONBIIMHCTBO CIIeLHa-
JIUCTOB, BIUIOTHYIO 3aHUMAIOIINXCS BOIIPOCAMU 3BOJIIOIIMH YEJIOBEKA.
OpHako ecThb U Apyras TOYKa 3pEHHMS: TOCKOJIBbKY YPOBEHb COL[MAIbHO-
H9KOHOMUYECKOTO Pa3BUTHSI HE OAMHAKOB B PAa3IMYHBIX CYONOMyIIsLHU-
X TI00aJbHON YeI0BEeUYeCKOM momymsiuuu. Mcxoas U3 3Toro, MOXHO
MPEANONIOKNUTh, YTO, BOJIIOLMS YEJIOBEUECTBA, BOZMOXKHO, UAET IO
TpeM pacxoldluMmcs HampapieHusM. [lonmynasuum cTpaH TpeTbero
MHUpPa HBOJIOIHMOHUPYIOT B OCHOBHOM 3@ CUET €CTECTBEHHOrO OTOO-
pa, HaIpaBJICHHOTO Ha TMOBBILICHHE XKU3HECIIOCOOHOCTH B Hebiaro-
MPUATHBIX 3KOHOMHUYECKHUX yclIoBUAX. CTpaHbl C pacpoCTpaHEHHOH
MPaKTUKOW MOJUTaMHUM — B 3HAUUTEIBHON CTENEHH 3a CUET MOJIOBOTO
0T0OOpa, HANPaBJIEHHOTO HAa MOBBIIICHWE CIMIOCOOHOCTH K JTOMHHHUPO-
BaHUI0. [I[pOMBIIIIEHHBIE CTPAHBI — 32 CYET aCCOPTATUBHOCTH OPaKOB,
COLMAaIbHONH MOOMIIBHOCTH.
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®AKTOPBI, BJIUAIOIIUE HA TMHAMUKY
N3MEHEHUA YACTOT 'rEHOTHUITIOB B IO YJIALIUA

MyTtauuu, Murpanus, oToop u Ipeli¢ reHoB BIUSIOT Ha AMHAMHKY
4acTOT, KaK KOHKPETHBIX aJuIeJiel, TaK U [eJIOCTHBIX TeHOTUIoB. Omnpe-
JIEJIEHHBIC TUIIBI CKPETIUBAHMS BIUSIOT TOJIBKO HAa YaCTOTHI TEHOTHIIOB.
Cpenu 5THX MPOLECCOB — UHOPUOUHE T ACCOPMAMUBHOCTL OPAKOE.

Huopuoune

WHOpuauHT npencTaBiseT co00i OUH U3 BApUAHTOB HECITy4aitHOTO
CKpELIMBaHMsI, KOTJa TTOTOMCTBO MPOU3BOAMTCS MHIUBUILYYMaMH, SIB-
JSOIUMUCSA TEHETUYECKUMHU POJACTBEHHUKAMHU Jpyr Apyry. ITockons-
Ky POACTBECHHHWKU B I'CHCTUYCCKOM OTHOLICHUHN 60J1ee CXOIHBI MCKIY
co00if, 4eM He COCTOSIINE B POJICTBE, MOCTOIBKY HHOPUAWHT BEJET K
MTOBBIIIICHUIO YaCTOTHI TOMO3UTOT M CHW)KEHHUIO YacCTOTHI TE€TEPO3UTOT
110 CPAaBHEHHIO C TEOPETUYECKU OXKUIAEMOH MPHU CIy4YailHOM CKpeEIIH-
BaHHUHM (XOTS YaCTOTHI aJUICNICH IPH STOM HE MEHSIIOTCS).

06111351 3aKOHOMCPHOCTD 3aKJIFOYAaCTCs B TOM, YTO B NOITYJISAHUAX WUH-
OpUIMHT TOBBIIIAET YACTOTY ()CHOTUIIHMUECKOTO MPOSBICHHUS BPEIHBIX
PEIeCCUBHBIX aJlIeNiei, MOCKOIBKY TOBBIIIAET BEPOSTHOCTD «BCTPEUI
JIBYX PELIECCUBHBIX T€HOB, OIPEENSIONINX TO WIA MHOE OTKIOHEHUE
OT HOPMBL.

VY 4enoBeka Cynpy>KeCKHe OTHOILCHHUS MEXIy POJUTEISIMHU U JIETh-
MU WM MEXKILy OpaTbIMHU M CECTPaMHU CUYUTAIOTCSI KPOBOCMEILICHHEM; B
OOJIBIIMHCTBE KYJIBTYp (HO HE BO BCEX) CYIIECTBYET 3alpeT Ha 110100~
HBIE Opakw.

Bompeku ToMy, yTO WHOPUAWHT, IPUBOJIS K TOMO3HTOTH3AINH, KaK
MIPABUIIO, SBISETCS MPUYNHON MOBBIIICHHUS YaCTOTHI (PEHOTHITUYECKOTO
MPOSIBIICHUST BPEAHBIX PELECCUBHBIX ajliesiell, B PEAKHX CIydasx BO3-
MOXHO 00pa3oBaHHe U OIaronpuATHBIX KOMOWHAINHN ajuleen.

Accopmamuenocms 6pakos

AccopTaTuBHOCTh OpakoB (Heciay4yallHOe 3aKII0YeHHUs] OPaKkoB) MO-
JKEeT U3MEHSTH OLIEHKH Haclle/lyeMOCTH NPU3HaKa, BIMITH Ha €ro BapHa-
TUBHOCTb B MOMYJISALUH U T.JI.
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[Momo6HO MHOPHUIUHTY, AaCCOPTATHBHOCTH OPAKOB BIIHSIET TOJBLKO Ha
YaCTOTHI TCHOTHUIIOB, HO HE HA YaCTOTHI aJIJICJIeH, CHIXKAET T€TePO3UTOT-
HOCTH (B pe3yJbTaTe aCCOPTATUBHOCTH FTOMO3HUIOTHI 3aKJIFOYAI0T OpaKu ¢
TOMO3UTOTaMHU, & FeTEPO3UTOTHI B KAXKIOM MOKOJICHUU POU3BOMAST OHY
WJIH HECKOJIBKO TOMO3UTroT). EClii accopTaTHBHOCTh BBhIpasKeHa JIOCTa-
TOYHO CHJIbHO, OHA MOXKET CYIIECTBEHHBIM 00pa30M CHU3UTh ICHETUYC-
CKYI0 U3MEHYHMBOCTH B TIOMYJISIIIUUA. ACCOPTaTUBHOCTH OPaKOB U3MEHSIET
MOMYJISIIUOHHOE paclpeie]IiCHHe 3HaYeHUH 110 (DEHOTHITY, IO KOTOPOMY
HaAOJTIOIAETCS ACCOPTATUBHOCTH. [103TOMY, MPOBOJISI MCCIIEOBAHUE JTFO-
0oro mpu3HaKa, o KOTOPOMY HaOIIOAeTCS ACCOPTATUBHOCTD, UCCIIE0-
BaTEJIM CTPEMSITCSI YUUTHIBATh B CTATUCTUYECKOM AHANIN3E KOPPEIALUU
MEXIY CynpyraMmu (Hampumep, Mo ypOBHIO UHTEJUICKTA).

HONMYJISAIIAOHHO-CTATUCTUHYECKHIA METO/]

[MomynSIMOHHO-CTATHCTUYECKUH METOJI B TEHETHKE 4YeJOBeKa HC-
MOJIB3YETCs TSl PEILICHHUS CIIETYFOIUX MPOOIeM:

1. BrlsicHeHHE CTENEeHH TeTEPO3UTOTHOCTU U MOIUMOopdr3Ma yeso-
BEYECKUX MOMYJISALIMM.

2. Mi3y4eHne MeXaHU3MOB MOJICPIKAHMUS YACTOTHI TEHOB B ITOITYJISIHH.

3. BouBrneHue pa3nuuMii 4acTOT OTACIBHBIX T'€HOB M TE€HOTHIIOB
MEXY Pa3HBIMHU MOMYJISLHUAMU.

4. MI3yueHue reHeTUYECKOU CTPYKTYPbI NOMYJIALIUM.

5. M3ydenune pacnipocTpaHEHHOCTH HACIEICTBEHHBIX OOJIe3HEH, CO-
OTHOUICHUS] MEXKJLy YaCTOTAaMH TOMO3HUTIOT U T€TEPO3UTOT.

6. YcTaHOBIICHHE CTENICHN POJCTBA MEXKIY Pa3INUHbIMU pacaMmu de-
JIOBEKa.

7. 3yyeHne MeXaHU3MOB I'€HETHYECKOTO TOMEOCTa3HCA.

8. M3yueHne reHeTHYecKuX MpeoOpa3oBaHUll B MOMYJISIHUIX (MU-
KPOIBOJIIOLIHSA).

Cy1iecTBEeHHBIM MOMEHTOM HCIIOJIb30BAaHHsI 3TOI0 METOAA SIBIISETCS
cTarucTudeckast 00paboTKa MOTYYEHHBIX JaHHBIX Ha OCHOBE 3aKOHA Te-
HETHYECKOro paBHOBeCHsI Xapau — BaiinOepra, yctanoBieHHbIH B 1908 1.
annmiickuM MmaremarukoM [. X. Xapmu (G. M. Hardy) u Hemenkum
BpauoM B. BaitnOeprom (W. Weinberg).
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Tonoocenus 3axona Xapou-Baunbepea:
1. CymMMa 9acTOT T€HOB OJIHOTO AJUICNs B TAHHOM MOMYJIAIUKA — Be-
JMYHHA TocTosTHHAsA. DopMyia:

prq=1,

I7e: p — YUCJIO JOMHWHAHTHBIX TEHOB JaHHOTO aymiens (A), q — 3To
YHUCJIO PEIIECCUBHBIX TCHOB TAHHOTO ajuiels (a).

2. CymMMa 4acTOT T€HOTHUIIOB TI0 OJTHOMY aJIJIeII0 B TAaHHOW IMOIyJIs-
UM — BEJIMYMHA NOCTOSTHHASL. [[0CKONIBKY B PABHOBECHOM MOIYJISIIIUA
KEHCKHE M MY)CKHE 0COOH Jal0T OIMHAKOBOE KOJIMYECTBO I'aMET C JI0-
MUHAHTHBIMH U PEIIECCUBHBIMHU T'€HAMH, TO CYMMY T€HOTHIIOB MOYXHO

3anMcarb Kak IPOU3BEICHUE CYMMbl JOMHHAHTHBIX I'€HOB B rameTax
MYXKCKHX OCOOCH M CyMMBI JIOMHHAHTHBIX T€HOB JKEHCKHX OCOOCH:

(p+q x(p+q) =p°+2pq+q>. Popmyna
p’+2pq+qi=1,
r7e: p>— 9KCII0 TOMO3HUTOTHBIX IO JOMMHAHTHOMY TeHy 0cobei, g2 —

YHCII0 TOMO3HMIOTHBIX [0 PELIECCUBHOMY TeHY 0c00eil, 2pq — YHCIIO Te-
TEPO3UTOTHBIX 0COOEH.

3axon Xapou — BaitnOepra MpuMeHUM TIPH YCIOBUH BOSHUKHOBCHHS
paBHOBECHSI TCHOTHIIOB B TIOIMYJISIIIUSX, KOTOPOE MOIPa3yMEBacT:

1) HanTU4¥e MAaHMHUKCHH, T.€. CIIYIalHBIN TT000P CYIPYKECKUX Tap;

2) OTCYTCTBHE MIPUTOKA aJuIeJIeH, BEI3BIBAEMOTO MYTAIlMOHHBIM JIaB-
JICHHEM;

3) oTcyTCTBHE OTTOKA ajljiesied, BhI3bIBAEMOI0 OTOOPOM;

4) paBHYIO TJIOJOBUTOCTH TE€TEPO3UTOT M TOMO3UTOT;

5) oKoJNeHUs He JOJDKHBI IEPEKPBIBATHCS BO BPEMEHU;

6) YUCIICHHOCTb MOIYJISALUH JOKHA OBITh JOCTATOYHO OOJIBIIOH.

CoOmnrofieHre TakuxX YCIOBHUH BO3MOXKHO TOJNBKO B, TaK Ha3bIBae-
MOU, «HI€IbHOU MOnyasuuu». PeanbHble MOMYJSIUUKA HE OTBEYAIOT
TpeOOBaHHUSAM PAaBHOBECHS, OTHAKO TEHETUKH OTMEYAIOT, YTO XOTSI HHU B
OJTHOM KOHKPETHOU MOMYJSIIIUKU 3Ta COBOKYITHOCTh YCIOBUN HE MOXET
OBITH cOOMIOIeHa, B OOJILIIMHCTBE CIyYaeB pacyeThl 110 3aKOHY Xap/u —
BaitnOepra HacTONBKO OMM3KH K ACHCTBHUTEILHOCTH, UTO 3TOT 3aKOH
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OKa3bIBACTCA BIIOJHE NPUTOAHBIM JJIS1 aHAJIA3a TeHETUYECKOM CTPYKTY-
PpBI pCaHLHOﬁ MomyJdanuu, B TOM YUCJIC U B TIOIYJIAIIMA YCJIOBCKA.

Ipumep ucnonvsosanus 3akona Xapou — Bauinbepea

HeoOxoanMo paccuuTaTh 4acTOTy T€TEpO3UTOT (2pq) Mo (eHITKe-
tornypuu (DPKY) B nerckoii monymsumu Poccuu, eciii M3BECTHO, YTO
gactota ®KVY B Poccun B cpeanem 1:10 000, T.e. g> = 0,0001, cremo-
BaTeNbHO, MOCIIE U3BJIEUEHHSI KOpHA KBajipaTHoro, q = 0,01. ITo 3akony
Xapmu — Baiia6eprap + q=1, orctomap=1-q=1-0,01 = 0,99, Torna
2pq=2x0,99x 0,01 =0,0198, mpumepno 0,02. CnegoBaresbHO, 4aCTO-
Ta rerepo3uroruoro HocutenbcrBa PKVY B Poccuu cocrasnser 2 %, unu
1 cinyuaii Ha 50 gereit. Ha npakTuke maibiMu BenmurHamu (p-1) gacto
npeHeOperaroT M TOrJa CYUTAIOT, 4To p = 1, a 2pq NPUHUMAIOT paB-
HO# 2q. Ecim BeTWUHMHBI MOCTABUTh B YpaBHEHUE 2p(, TO MOITYYaCTCS:
2x1x0,01 =0,02, T.e. BenmMunHA TOTYyJACTCS Ta K€, YTO U PACCUUTAH-
Hasl TIPY MCTIOJIb30BaHUH MaJIbIX (IECATHIX JOJIeH) BEITUYMH.

CUTYALLMOHHBIE 3ATAYA
JIJII CAMOCTOSTEJIBHOM PABOTBI

3aoaua 17. llpu oOcneqoBaHUN HACEICHUSA OJHOW W3 TOMYIALNN
00Hapy’Xe€HO, YTO YacTOTa BCTPEYAEMOCTH BPOXKIECHHOW TITyXOHEMOTHI
cocrapinsieT 0,1 %. Onpenennre reHETUYECKYIO CTPYKTYPY STOH TMOMy-
JSIIMH, €CJIM BPOXKICHHAS TIIyXOHEMOTa HACIIeyeTCsl KaK ayTOCOMHBIN
pEeLEeCCUBHBIN IIPU3HAK.

3aoaua 18. BpoxneHHbIi BBIBUX Oeipa HACIEAyeTCs KaK ayTOCOM-
HBIH JIOMMHAHTHBIN NPU3HAK, CPEIHsS MEHETPAHTHOCTh paBHa 25 %.
3aboneBanue BcTpeuaeTcs ¢ yactoroit 6:10000. Onpenenure 4uCio ro-
MO3HMIOTHBIX 0CO0€H MO PELECCUBHOMY I'€HY, UCXO/s U3 3THX JaHHBIX.

3aoaua 19. AnpOuHU3M 00yCIOBIEH OTCyTCTBHEM (pepMeHTa,
YUacTBYIOILETO B 00pa30BAHMU NUTMEHTA MEJIAHWHA M SABISIETCS Ha-
CJIEJICTBEHHBIM PEIECCUBHBIM MMpHU3HAKoM. YacTtoTra BCTpPEYaeMOCTH
B MOMYyJISALKHU anbOuHOCOoB coctapisieT 1:20000. Onpenenure 4acToTy
reTepO3UTOTHBIX HOCUTENEH MaToJ0rHYecKOro Mpru3HaKa B MOIMYJISIINH,
WCXOJISl U3 3TUX JIaHHBIX.
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3aoaua 20. I1pu 6onesnu Tes-Caxca, koTopast HacJeLyeTcs 10 ayTo-
COMHO-PEIIECCUBHOMY THITY, TPOUCXOAT ICUXOMOTOPHBIC HAPYIICHUS,
npuBOIsIIUe K cMepTh B 3—4 roma. B omHOM ropoze ¢ ycTosBIIMMCS
COCTaBOM HacelleHHs B TeUeHHE 6 JIET 4aCcTOTa BCTPEYACMOCTH OONIe3HH
Tes-Cakca cpenu eBpeeB-amikeHasu coctarisuia 1:5000 HOBOPOXKICH-
HbeIX. OnpenennuTe 4acToTy BCTPEUAEMOCTH T€TEPO3UTOT B MOMYIISIIUU
10 aHAJIM3UPYIOMIEMY MTPU3HAKY, UCXOS U3 ATHX JTaHHBIX.

3aodaua 21. Ha octpoBe ¢ HaceneHueM 84 ThIC. yenoBek 210 umeror
[UCTEHHYPHIO, OCTAIBHBIE JKUTEIN OCTPOBa ObLTH 370pPOBHI. CKOIBKO
BCETO PEIECCUBHBIX TEHOB I10 IMCTEHHYPUH Y JKUTEIEH 3TOTO 0cTpoBa’?

3aoaua 22. B oqHOM ropozie ¢ yCTOSIBIIMMCS COCTaBOM HaceJIeHHs B
TEYEHHE 5 JIeT YacTOoTa BCTPEUaeMOCTH (DEHHIIKETOHYPUH (OTCYTCTBUE
(epmenTa, npeBpamiaonero peHuianaHud B TAPO3KUH) paBHa 1:18 292,
Bonesns HacnenyeTcs Mo ayTOCOMHO-peliecCUBHOMY Tully. OmnpenennTe
4acTOTy reHa ()eHUIIKETOHYPUH B TIOTTYIISIIIUH.

3aoaua 23. Tlogarpa Bcrpeuaercst y 2 % Jroneii u 00yCIIOBJICHa ayTo-
COMHBIM JIOMAHAHTHBIM F'€HOM. Y KEHIIWH I'eH He TIPOSIBIISICTCS, Y MYKUNH
MIEHEeTPaHTHOCTH ero paBHa 20 %. OnpenenuTe TeHETHUECKYIO CTPYKTYPY
TIOMTYIISATIAY TI0 aHANM3UPYIOIIEMY TIPU3HAKY, MCXO/IS U3 3TUX JTAHHBIX.

3adaua 24. Ilpu onpenenenuu MN rpymni KpoBU B MOIYJISIUU TO-
pona P. u3 4200 o6cnenoBanHbx 1218 uyenoBek nmenu aHTured M (Te-
votunn LMLM), 882 vemoBeka — antured N (LNLN) u 2100 genoBek —
o0a antureHa (LMLN); BeruucinTe 4acToThl BCEX TpeX I€HOTHUIIOB B
MOMYJISLIMY, BEIPa3UB UX: a) B IPOILIEHTaxX; 0) B JOIAX €AMHULIBI.

3aoaua 25. [lpu oOcnenoBaHum Ha pe3yc-PaKTop OXHON U3 MOMyJIs-
UK ObLTO OOHAPYKEHO COOTHOILICHHE 110 YaCcTOTaM (PEeHOTHUIIOB B TIOMY-
JISALUU: pe3yc-ToaoxuTenbubie — 84 % (0,84); pe3yc-oTpuliaTeIbHbIE —
16 % (0,16). Paccuuraiite gactoTsl aymeneit R, r u renorunoB RR, Rr,
IT B 3TOU MOMYJISIUHN JOACH.

3adaua 26. AnpkanTaHypus HacJIeTyeTCs KaK ayTOCOMHBIN perec-
CUBHEIN npu3HaK. Yactora cpenu HoBopoxaeHHBIX 1:100000 mst paiio-
HOB P®. Onpenenure KOJIMYECTBO FeTEPO3UroT B MOMYJISLUN IO aHAIU-
3UPYIOIIEMY TTPU3HAKY, HCXO/IS U3 ITHX JIAHHBIX.

3aoaua 27. 113 840 000 nereit, poqusiinxcs B Tedenue 10 et B ropone K.,
y210aereiioOHapyKeHIIaToI0rMIECKUHPELIECCUBHBIMTIPH3HAKS (TEHOTHIISS ).
Ornpenenure: a) YacTOTy TeHOTHIIA B OMyIsiyy ropoaa K.; 0) Ha kaxoe umc-
JI0 HOBOPOKACHHBIX IPUXOIUTCS ONUH PEOCHOK C TEHOTHUIIOM SS.
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OTBETBI HA CUTYALHMOHHBIE 3ATAYA

Ne OTtBer
X — peleccuBHbBIN
1 AyTOCOMHO-IOMHUHAHTHBIH
" | AyToCOMHO-perieCCUBHBIN
X — peueccuBHbII
AyTOCOMHO-IOMUHAHTHBII
2. o
BeposarHocTs poskaeHus 6ombHOTO pedenka 50 %
3 X — peueccuBHBII
T XPX 9 —25%; XPXP-0 %.
4. AyTOCOMHO-PEIIeCCHBHBIN
5 AyTOCOMHO-pELeCCUBHBIN
" | AA-0;Aa—40%
6. | AyTOCOMHO-pELIECCUBHBIN
7. | H=41,86 %
3 L[BET KOXKH KOHTPOJIIUPYETCS TOJIBKO HACICACTBCHHBIM (DAaKTOPOM
© | H=100%
9. | H=0,86;E=0,17
10 Ha pa3BuTie mapornTa B OCHOBHOM OKa3bIBaeT BIHMSIHUE Cperia

E=69,23 %

AHaNM3 KapuorpaMmm:
(a) Cunnmpowm ITatay
(0) 47,XXY
(B) MmoHOCOMUS 7
(T) TpumIONA
(n) Cuagpom Komragbero kpuka
(e) Cunnmpom [layna
(x) Curgpom DaBaprca
(3) Cunapowm IllepemeBckoro-TepHepa

11.

JI1s yTOUHEHHS TI0JTa IJ10/1a TOKa3aHbl XopuoHomnoncusi(8—12 Hemens
O6epemenHocTr) u amMmHHOICHTE3 (1517 Hememns)

BepositHOCTE poxaeHust 0071pHOTO pebeHKa 25 % OT Beex JeTei,

50 % — ecnu cbiH, 0 % — eciu g0Yb
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No OtBer
AyTOCOMHO-pEeIIeCCUBHBII
12 T'enorun GOJIBHBIX — aa,
" | T'enotun 310poBbIX — AA unu Aa.
BepositHocTh pokaenust 6ospHOTO pedbeHka 50 %, renotun Aa
AyTOCOMHO-JTOMHUHAHTHBII
13. | BeposiTHOCTb pOXKACHHS 3J0POBOT0 peOeHKa, eciIu MpoOaH,| JKEHNUT-
csl Ha 310poBoii sxeHIuHe 50 %
14. | X — peueccuBHbII
Jlyis yTOYHEHUsI AMarHo3a rnokasaHbl XopuoHouoncus (8—12 Hemens
OepemenHocTH) 1 aMHUOLEeHTe3 (15—17 Henes)
47 (+18)
15 47 (+13)
T 47 (+21)
45 (X0O)
48 (XXXX)
47 (XYY)
16. | X — perecCuBHBIN
17. | p*=93,7,1 %, 2pg =6 %, ¢*=0,1 %
18. | ¢*=99,76 %
19. | 2pq = 1,4 %
20. | 2pq=3,92%
21. | ¢g=10,05
22. | g=0,7%
23. | p*=1,1 %, 2pg = 18,9 %, ¢*=80 %
24 a) LMLM—29 %, LMLN — 50 %, LNLN—21 %;
© | 6) LMLM-0,29, LMLN - 0,5, LNLN - 0,21
25. | p=0,6; q=0,4 ngacrorsl reHoTHIIOB: RR =0,36; Rr=10,48; rr=0,16
26. | 2pg =1/158
27. | a)0,00025, 6) 1/4000
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