MunuctepcTBo o6pazoBanus Pecyonuku benapych
Yupexnenue oOpazoBanus «BUtedCKkuil rocy1apCTBEHHbBIN
yauBepcureT umenu [1.M. Mameposa»

Kadenpa 30o0morun 1 60TaHUKH

OCHOBbLI 'EHETHUKU

Kypc nekuyuu

Bumebck
BI'Y umenu I1.M. Maweposa
2020



VJIK 575(075.8)
BEK 28.04573

O-75

[Teyaraercs 1o peMIEHUIO HAYYHO-METONYECKOTO COBETA YUPEXKIEHUsS 00-
pazoBanus «BurteOckuii rocyiapcTBeHHbIN yHuBepcuTeT uMenu [1.M. Maiepo-
Ba». [IpoTokon Ne 1 ot 22.10.2020.

CocraButenb: AoneHT kKadeapsl 30omoruu 1 6otanuku BL'Y umenu I1.M. Ma-

mepoBa, kauauaat ononornyecknx Hayk M.U. E¢pemenko

Pemmeu3sedTH:

3aBeAyromuii kadeapoit HopMabHOU huznosorun YO « BIMVYy,

KaHauaaT ononornyeckux Hayk, noieHt C.C. Jlasyko;

noteHT kadeapsl skooruu u reorpadun BI'Y nmenn [1.M. Marmeposa,

0-75

KaHauaaT onosornueckux Hayk M. 4. Jlumeenkosa

OcHoBBI TeHeTHKH : Kypc sekimii / coct. .M. Edpemenko. —
Buteock : BI'Y umenu I1.M. Marmeposa, 2020. — 158 c.

Kypc nexuumit «OCHOBBI TeHETHKH» BXOAWT B OJIOK aucuuiuinH «Memuko-
OMOJIOTUYECKHE OCHOBBI KOPPEKIIMOHHON MEJaroruky M CIEeUUaTbHON MCHXOJIOTHH» U CO-
JEP)KUT CHCTEMAaTU3MPOBAHHYI0 MH(OPMAIMIO TI0 OCHOBHBIM pasjenaM oOLiel TeHeTHKH.
PaccMOTpeHb! MOJIEKYIIIPHBIE X XPOMOCOMHBIE OCHOBBI HACJIEICTBEHHOCTH U U3MEHUMBOCTH
OpraHU3MOB, IIUTOJIOTMUYECKHUE OCHOBBI U 3aKOHOMEPHOCTH HACJIEOBaHHSA I'€HOB U NpU3HA-
KOB, aKTyaJlbHbIE BOIPOCHI T€HETUKU YEJIOBEeKa. YAeseTcs BHUMaHue mpodiaemam npodu-
JIAKTUKY U paHHEH TUarHOCTUKU HacJeICTBEHHON IaTOJIOIHH.

JlaHHO€ M3JjaHKE TIOJHOCTBIO0 COOTBETCTBYET Y4e€OHOI nporpaMme /Ui BBICIIMX y4eo-
HBIX 3aBEJICHUH W MpelHa3HaueHO I CTYAEHTOB OYHOW M 3a04HON (GopM oOyueHus mnexaa-
TOTUYECKOTo (haKyiIbTeTa 1o CHenuaIbHOCTH «OMUrodpeHomne1arorukay.

V]IK 575(075.8)
BBK 28.04573

© BI'Y umenu [1.M. Mameposa, 2020



COJAEPKAHME

BBEIEHME ... e ettt e e e
Tema 1 [{uTo10rH4eCKHE OCHOBBI HACJIEACTBEHHOCTH ......ooovnueeeeennnnnnnnn.
1.1 OcHOBHBIE BUJIBI HACTEACTBEHHOCTH . ..vvveenteeenneennneeenneeanneeeennneasins
1.2 OCHOBHBIE HOCUTEIN HACTECACTBEHHOCTH ...'uueveeennnteeennnneeeennnneenns
1.3 ®opMbI pa3MHOKEHUS HA KIETOUHOM YPOBHE ...'uuvvreeennnieeeenneimennenns
1.4 Pa3zMHOXXEHHE HA OPTAHU3MEHHOM YPOBHE ...vvennerrreennneeeeaiannneannnn.
Tema 2 MoJjiekyasipHbIe OCHOBBI HACTEACTBEHHOCTH ........ovvesiineniiieannnnnnn.
PRI 5 0% 91071 (0): 3 (S04 (63) (0 N 5 (P S SRR
2.2 'eHETUYECKUM KO M €T0 CBOMCTBA ...'uuveenieenteeneaeesheeenateennneainn.
2.3 BUOOTHUECKUN CHHTE3 OCITKA . .uvvnetieeneieeneeeenneesite e o eiaennnn
2.4 CBOMCTBA U KITACCHU(DUKAITUST TEHOB .. ..vvtenreenrrenneeenneeasieesiaeeennnnn.
Tema 3 3aKOHOMEPHOCTH HACJIETOBAHUS MPUZHAKOB ©......oovvnnniieeannnnnnnn..
3.1 3akoHbl MeHACIS U YCIOBUS UX TPOSABICHUS .00 .t ieiteeenneenneeennnennn.
RIWAN 571707 (00 (37 (032 (Sl 1<) (0): S S S S S
3.3 CLEIUIEHHOE HACHEIOBAHHUE . ..ot e e e e e e e,
Tema 4 IluTosiorHYecKHe M MOJIEKYJISIPHble OCHOBbI H3MEHUYHMBOCTH
OPTAHMBMOB ...ootuuiittettt ettt ettt et et aae b s ettt e e ettee e aeeeeenaas
4.1 HeHacneICTBEHHAS U3MEHUMBOCTD ... vtueuuustteennneeeeennneeennnemmnnneeeeannns
4.2 HacneaCTBEHHAST UBMEHUHMBOCTD . ... nnne et e dee et e e e e e e e e e e
4.3 MyTarmiOHHAS U3MEHUMBOCTD ...t .uusseteeniaie e ennneeeennneeeeennemmnirseeaeannns
4.4 KiTaCCUMUKAITAST MYTAITHH . ... av s tnseeesaeeeannsennneeannseaneeeanneeanneeanns
4.5 JleiicTBHE XpPOMOCOMHBIX MYyTalluii Ha Pa3JIUYHbIE CUCTEMbI OpraHU3Ma .
4.6 TlocnencTBust MyTalyy B MOJOBBIX 1 COMAaTHYECKUX KIETKAX ..............
4.7 YCTOMYMBOCTD M penapaliis TCHETUUYECKOTO MATEPHATIA ...uvvvvrennnnnnns
T RAN =070 4 2D IS <0
TeMa S T@HETHMRA TMOIA ... ittt ettt e e ee e e e
5.1 IlepBUYHBIE Y BTOPUYHBIE ITOJTOBBIC MIPUZHAKH ...ennnneeeennnineenennnnennn.
5.2 TuddepeHinpOBKa HOMAA B TIPOIIECCE PABBUTHS ..nvvnreenreneannneannannnns
5.3 XpomocoMHbie 0o0Jie3HH, OOYCIOBJICHHBIE HApPYIIIEHUEM COYETaHUU
TTOTTOBBIX XPOMOCOM . . .+ttt utttetatte e ettt e e e ettt e et e eee e e e e eeeeaaeeeenes
NI OTeTel v S (0] 1113 1 (S 1 (011 (o) : TN PSS
TeMa 6 OCHOBBI OHTOTECHETHRHM .......uveeennnnteeeannteeeeaneeeeeannneeriieeeennnneeens
6.1 Kputudgeckue nepruoIbl IMOPHOTEHE3A .. .vvenereennreennreennneennneeanneenns
6.2 BiiisiHUE yCIOBUI KU3HU MaTEpH Ha pa3BUTHE SMOpPUOHA U TUIOJA .......
6.3 ITOCTIMOPHOHATIBHBIA OHTOTEHES ... .vvenuteeenreenreeanneennneennsenreeennaeenns
6.4 POCT OPTAHHBMOB .. ...ttt ettt et e et e e e e e aee e
6.5 XpOHOJOTHYECKHI U OMOTOTHUCCKUM BOBPACT .uvvvveennrrenenrererirreeaeanns
Tema 7 OCHOBHBIE METO/bI HCCJICTOBAHUS T€HETUKH YeJI0BEKA ...............
7.1 KIIMHUKO-TEHEATTOTHUECKIIT METOIL -« e e e vt e e e e eee e eee e e e e ee e
7.2 BITABHELOBBIH METOI - e vt evn et e ee e e e e e e e e e e e e e e e e e e e et
7.3 IomymAamuOHHO-CTATUCTHYCCKUM METOT . \vveeennrreeeennnaeeeannneeeannnenns
7.4 LITUTOTCHETUYECKHM METOJL .. v v vveeeeeennttreeeeeeeeaaainneeeeeerrrerreeeaeaanns
7.5 BUOXVMHIUECKIE METOIBL « .. vttt et et e e e e e e e e e e ee e e e e e e

o0 OO0 Wn

17
19
19
24
25
28
30
30
35
38

43
43
48
49
51
58
59
61
62
64
64
66

66
68
69
71
71
72
74
75
77
78
82
86
86
87



7.6 Metonpl pekomouuanTHOM JITHK ... ...
7.7 MeTo1bl TEHETUKHA COMATHYECKUX KIETOK ..eeennnnnnniieeeeeeenennnnnnnnn.
7.8 BHOTOTHYECKOE MOJICITUPOBAHIE . ennrreeeennnreeeennneeeannneeeeannneenns
7.9 MaTeMaTHIeCKOE MOJICITHUPOBAHIE . ...uennreeeennrreeeanreeeeannnneeannnnens
7.10 DKCTIPECC-METOIBI . uetteeeeneteeeentateeeateeeaataeeeaaeeeeaaneeeeanns
711 IMMYHOTECHETHKA. .. v et enutteeeenteeeeeneeeeeateeeateeeennaeeeannneeennss
Tema 8 Hac/IeICTBEHHAS MATOOTHA ......uvtennnteteetieeeaniieeeaaaeeeaannain
8.1 OcoOeHHOCTH KIIMHUYECKUX TPOSBICHUI HACIEICTBEHHOM MATOJIOTHH ..
8.2 Knaccudukanusi HaCeACTBEHHON TMATOOTHH .....vuvreennrsennsssianennnnnniis
LIRS : 1 15 S 010)) (56121 S S
8.4 OcHOBHBIE TOKa3aHUS [UIsI JIADOPATOPHOM AMATHOCTUKU . T€HHBIX
(S10 () () 7 (PSSP
8.5 XPOMOCOMHBIE OOJIE3HH ....vveeteenteeanneeenteeanneennsadanneeninesatieeennnns
8.6 DakKTOpbl MOBBIIMIEHHOTO PHUCKA POXKIEHUSA AETeH C XPOMOCOMHBIMHU
OOJIE3HSIMU .
8.7 Eone3H1/1 C HACJEJCTBEHHON MNpPeapaciooKEeHHOCThIO (MynLTmbaKTo—
1027 R1 08 15 (<) 1A PSRRI
8.8 bose3Hu reHeTHIECKOM HECOBMECTUMOCTH MAaTE€PH M TUIOMA ...............
8.9 OcHOBHBIC MPUHIMIBI yX0/1a 32 OOJBHBIMHU C HACJICACTBEHHBIMHU 3200-
B (02221217 - 0102
Tema 9 Bpoxxaennsie mopoxu passutuss (BIUP) ...................................
9.1 TTOHATHE TEPATOIIOTHH ....uneutetenes e e e eeeeeeeeenaeeeaaeneeeannnenns
9.2 Xapakrepuctuka BIIP ... ... .. i
9.3 Duporennbie puunHbI BIIP ... ...
9.4. Ox3orennbie puuuHBI BITP (... i,
Tema 10 IIpopuaakTuKa HACTEACTBEHHON MATOMOTHM .......eennnnneennnnnnn.
10.1 Meauko-reHeTU4eCKOE KOHCYIBTUPOBAHME ..'nuvrveeennnneeeennnneeennnn.
10.2 Lenu u 3a1a4 MEAUKO-TEHETHIECKOTO KOHCYJIbTUPOBAHHUS .................
10.3 [lokazaHus 11 MEAMKO-TEHETHYECKOTO KOHCYJIBTUPOBAHUS . ............
10.4 Ti1aHUPOBAHUE TCTOPOIKIICHIUS o nenveeeeennneeeennaeeeennneeeennnneeeennnns
10.5 IlepukoHIeNUMOHHASL HPODUITAKTHKA MIPH IJIAHUPOBAHUN OEPEMEHHO-
10.6 KnuHUKO-NICHXO0JIOTO-NIeJaroruyeckasl JAUarHOCTUKAa OTKIIOHEHUH
B PA3BUTHUH y JIETEH .

10.7 MeTtoabl npeHaTanLHOH JUarHOoCTHUKH HACJICICTBSHHBIX 60J’I€3HCI/I ......
CIHMCOK COKPAIIEHMI . .....ontititt ittt ettt et e e e e eeeeeaans
JIHTCPATYPA ..ottt ettt et ettt e e rrrreee e e e

88
88
90
90
90
94
98
98
99
99

119
120

127

128
132

133
134
134
135
140
141
143
143
144
145
146

147

149
150
156
157



BBEJAEHHE

['enetuka (0T rped. genesis — MPOUCXOXKICHNE) KaK HayKa O 3aKOHOMEp-
HOCTSIX HAcCJIEICTBEHHOCTH M WU3MEHYMBOCTU OPraHU3MOB MPOILIA HECKOJIBKO
ATAloOB Pa3BUTHSA, B pe3yJbTaTe€ KOTOPOIO MOSBUIMCH COBPEMEHHBIS 3HAHMUS
0 TEHETHYECKHX OCHOBAX CTPYKTYPHO-(DYHKIIMOHAJIILHOM OpraHU3alllM KUBOM
MaTepHH.

e [oman (1900-1930 rr.) — mepuoa KJIaCCUUYECKOM MeHETUKH, Pa3BUTHE
MEH/IeNIN3Ma;

o [Isman (1930-1953 rr.) — pa3zpaboTKa U MepPecMOTP PsIa HOJIOKESHUM
KJIACCUUECKOM I'eHETUKH;

o [Il sman (c 1953 r. no HacrosIee BpeMsi) — MPOHUKHOBEHHUE TeHETHKU
B CME)XHbIE HAYKH, MTOSIBIEHUE HOBBIX €€ Pa3JieoB (IIMTOreHeTHKa, MOJIEKYJIsp-
Hasl TeHETHKA, MEAUIIMHCKAsI TEHETUKA).

['unorte3sl 0 mpupoje HACIEACTBEHHOCTH M U3MEHYMBOCTHU BBICKA3bIBA-
JUCh e1le B TIyOOKOW JPEBHOCTH, KOTJA YEJIOBEK IPOU3BOIMI OE€CCO3HATEIb-
HBIM OTOOP pacTeHUi U )KUBOTHBIX ¢ HAaMOOJIEE LICHHBIMU JIJIs1 ce0sl KaueCTBaMu
Y CBOMCTBaMH.

[lepBas paboTra TO HACIEACTBEHHOCTH W HW3MEHYHMBOCTH JaTUPYETCS
XVII B. 910 pabdora P. Kamepapuyca o guddepeHnuanum noja y pacTCHUH.
B 50-x romax XVIII B. y>xe npoBoasTCA UCCIEAOBaHUS 110 THOPUIN3ALINN pac-
tenuit (Jx. Kenbpeiitep).

TomykoM K pa3BUTHIO HayKU © HACJIEICTBEHHOCTH M U3MEHUYHUBOCTU TO-
ciayxkunu pabotsl Y. JlapBuHa.

B 1865 r. denickuii ecrectBOMCIIBITATEND ['. MeHAENb MO pe3ysibTaTaM CBO-
UX OIBITOB C Pa3jIMYHBIMUA COPTaMHU ropoxa pa3padboTall METOJIbl TE€HETHUECKOrO
aHanm3a u chopMyJIUpOBa OCHOBHBIE 3aKOHBI FeHETUKU. Ero yueHue o Hacnen-
CTBEHHBIX (haKTOpax MOCIY>KUJI0 OCHOBOM JIJIsl CO3[JaHKs TEOPUH IreHa. Pe3ynbTaThl
1 3HaYNMOCTD OonbITOB I'. Menaens Obuin ocMbIciaeHbI U onieHeHs!l B 1900 r., mociie
TOr0 Kak He3aBUcuMO Apyr oT apyra . ne @pus, K. Koppenc u 3. Uepmak BTO-
PUYHO OTKPBUIA 3aKOHBI . MeHenst 0 HaclieIOBaHNUU ITPU3HAKOB.

B 1911 r. T. Mopran ¢ cOTpyAHUKAMH SKCHEPUMEHTAILHO J0Ka3ajau
CBSI3b HACJHEICTBEHHBIX €IUHUIl (TEHOB) C XpPOMOCOMaMHU U CHOpMyIHpOBAIH
XPOMOCOMHYIO TEOPHIO HACIIEICTBEHHOCTH.

B 1925-1927 rr. panom otedyectBeHHbIX (I'.A. Haxacon, I'.C. ®ununmnos,
N.A. Panmonopt) u 3apyoexusix (I'. Memnep, JI. Craanep) ucciemnoBateneit
OblJIa SKCIEPUMEHTAIBHO JI0Ka3aHa M3MEHUYMBOCTh T'€HOB (MyTaluu) IO BO3-
nerctBueM (akTOpPOB OKpYyXkarollel cpebl (PEHTreHOBCKUE Jyun). OMNbIThl Ha
JPOXKAX M Ha PACTEHMSIX 3aJ0KUJIM OCHOBBI PaJAHAIlMOHHONW F€HETUKU U yye-
HUS 00 UCKYCCTBEHHOM MYTareHese.

C.C. YerBepukoB ¢ corpyaaukamu (1926—1929 rr.), o0beIMHUB MOJIOXKeE-
HUSI MEHJIENM3Ma U 3BOJIOUMOHHOM Teopuu Y. JlapBuHa, mpoBeIsi MHOTOYHUC-
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JIEHHBIE UCCJIEA0BAaHUS YaCTOT I'€HOB B MOMYJIALIMAX, CTAJId OCHOBOIOJIOXKHHUKA-
MM TIONMYJISIHMUOHHOW M HBOJIIOIIMOHHOM TE€HETUKHU. JlanpHEHIIeMy pa3BUTHIO
ATUX HampaBlieHud crnocobctBoBaym wuccnenoBanuss C. Paitta, P. ®dwumepa,
JIx. XonmeHa ¥ MIKOJ OTeYeCTBEHHBIX HccienoBareneid @.I°. JloOpxkaHCcKoro,
J.J. Pomamosa, H.I1. Jlyoununa, H.B. Tumodeena-PecoBckoro. Pe3ynbrarh
paboT 3THUX aBTOPOB MO3BOJIMIU CHOPMYIUPOBATH OCHOBHBIEC IMOJIOKEHHUS CO-
BPEMEHHON CUHTETUYECKON TE€OPUH IBOJIOLIMH.

BaxxHbIM 3TanoM B pa3BUTHH MOJIEKYJSIPHON T€HETUKHU SIBUIOCH IIPEIIIO-
noxxenue H.K. Kombmosa (1928 1.) 0 MarpuyHON TEOpHH ayTOPENPOTYyKIIMU
XpPOMOCOM, O CBSI3U HACIEACTBEHHBIX €IMHUIIl - TEHOB C KOHKPETHBIM XHMHUYE-
CKHUM BEIIeCTBOM (OEJIKOBBIMU pauKaIaMH ).

Heouennmepiil BKiag B pa3BUTHE MHPOBOM M OTEHYECTBEHHOW T€HETHKHU
BHec akagemuk H.U. BaBumnos. Im chopmynupoBad 3aKOH FOMOJOTUYHBIX Psi-
JIOB B HACJIEJICTBEHHOM M3MEHYMBOCTH, MOKA3aHO €IMHCTBO I'€HETUKHU U CEJICK-
un (1920-1943 1r.), coOpan camblii 0OJBIION T€HOPOHI KYIbTYPHBIX pacTe-
HUW Mupa (cBbiiie 250 ThIC. 3K3EMIUISIPOB), XpaHsIuXcs Bo Bcecoro3HoM uH-
ctutyte pacteHueBozcTBa (Cankt-IlerepOypr).

®. I'puddure (1928 r.), O. Diiepu, C. Mak-Jleon 1 M. Maxk-Kaptu
(1944 r.) B ombITax HAa MUKPOOPTraHW3Max IIOKa3ajHu, 4YTO BEIECTBOM HAacle/-
CTBEHHOCTH fBJISIETCS] HE 0eNoK, Kak cuntaiu panee, a JJHK. [IponnkHoBeHue B
TE€HETHKY METOJ0B XUMHUHU U (PU3HUKHU OIPEIeINIO CTAHOBJICHUE U PA3BUTHE MO-
JIEKYJISIPHON TE€HETHUKHU.

I'ennanpHas pabora JIx. Yorcona, @. Kpuka u M. Yunkunca (1953 r.)
no pacuimppoBKe CTPYKTYPbl «HUTH XuU3HW» — Mojekynbl JJHK — mo3Bonuna
PaCKpBITh TaHY T€HETUYECKOTO KOJa, MEXaHU3Mbl OMOCHHTE3a TOJUTICTITHIOB
B KJIETKE W Mepeaun TeHETUIECKOM MH(POPMAIIHH.

BaxxHbIM COOBITHEM B Pa3BUTHUN TEHETUKH SBIJIOCH CO3/IaHUE KOHIICIIIAN
nepemaun reHetudaeckoit napopmanun: JJTHK -» u-PHK -» 6emox (mommmentu).
I'. Tumun u 1. bantumop (1970 r.) nokazanu BO3MOKHOCTh OOpaTHOM nepeaayn
renernueckoit napopmaruu ¢ PHK na JIHK ¢ ygactmem ¢epmenrta oOpaTHOi
TPAHCKPUNTA3bL: OTH MCCIEAOBAHUS 3aJ0XKWIM OCHOBbI T'€HHOW HHXKEHEPUH,
MO3BOJISIONIEH KOHCTPYUPOBATh KJIETKH M OPTaHU3Mbl C HOBOW T'€HETHMYECKOM
IPOrpaMMOil IyTeM MepeHoca reHeTUHYeCKON nH(pOopMaK U3 OJJHOTO OPTraHU3-
Ma B JIPYIOH.

B nacrosiiiee BpeMs reHeTHKa TECHO CBSI3aHA C LUTOJIOTUEH, YMOPUOIIO-
r'Uel, TepaTosoruei, MUKpoOHoIorue, MUMMYyHOJIOTHEeH, Onoxumuen, onodusu-
KOMW, PaguoOnosIoruei, MEIUIIMHONW, CUCTEMATHUKOM, CEJICKIUEH, SBOJIIOIMOH-
HbIM ydeHueM. OHa u3y4yaeT U aHAJIU3UPYET 3aKOHOMEPHOCTH HACIIEJICTBEHHO-
CTU U U3MEHUYMBOCTH HA MOJICKYJISIPHOM, KJIETOYHOM, OPraHU3MEHHOM U MOIy-
JSIUMOHHOM YPOBHSIX.

Hauano pa3BuTusi MEIUIMHCKOW TE€HETUKHW OTHOocuTcia K 30-M romam
XX B. W CBsi3aHO ¢ paboTaMu JIGHUHTPAJCKOTO HEBPOIATOJIOTA aKaJIeMHKa
C.H. /laBuneHkoBa M COTPYJHHUKOB IEPBOTO B MUpE MeIuKO-reHETHYECKOro
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MHCTHTYTa, co3gaHHoro B MockBe mpodeccopom C.I'. JleButom. MmenHO
C.H. JIaBui€HKOB 3aJI05KWJT OCHOBBI MEJIUKO-T€HETUUYECKOT'0 KOHCYJIbTUPOBAHUS
Ha MPUMEpPEe HEPBHO-TICUXMYECKUX 3a00JI€BAaHUN M TMOKa3aJl TeHETHYECKYIO Te-
TEPOTeHHOCTh MHOTHX (DOPM HACIEACTBEHHOM MATOJIOTHH. BRICOKYIO OIICHKY Ha
MEXKIYHAPOJIHOM YPOBHE MOJYYUIIN T€HETUUYECKUE UCCIEAO0BAHUS COTPYIHUKOB
Meanko-reHeTUYeCKOro MHCTUTYTa MO MpoOJieMaM HacIeAOBAHUS CaxapHOTro
nuabeTa U MyJbTHU(PAKTOPUAIBHONW MATOJIOTUM (S3BEHHOM U TMIEPTOHUYECKON
Oonesneid u np.). B 50-e roxael Onarogapsi HOBOMY MOKOJICHHIO- LE€HETUKOB
(H.IT. Ayounun, H.B. Tumodees-Pecorckuii, N1.A. Pannonoprt; B.I1. D¢ ponm-
coH, A.A. IIpokodreBa-benvrorckas, H.II. boukoB) MenunuHCkas TeHETHKa
MOJYYHnJIa CTUMYJ I TAJIbHEUIIIETO Pa3BUTHS.

[[IupokOMy BHEOPEHHIO METOAOB MEIAULIMWHCKOW I'€HETUKW B MPAKTUKY
3/IpaBOOXpaHEHUsT CIIOCOOCTBOBAN co3naHHbii B Mockse (1969 r.) mo uHUIMA-
tuBe akagemuka H.II. boukoBa MHCTUTYT MEIUIIMHCKON T€HETMKU AKaJIeMUU
MeauimHckux Hayk CCCP.

Hauano pa3Butusa MeIUIIMHCKON F'€HETUKU B bermapycu CBI3aHO C UMEHEM
yjeHa-KoppecnonaeHTa Axanemun meauiuHckux Hayk CCCP, mpodeccopa
1O.B. I'ynapkeBuya. Ilog ero pyxoBoaCcTBOM OBUIM BBIIOJHEHBI MEPBBIE PAOOTHI
10 U3YYEHUIO 3THOJOTHH BPOXKICHHBIX MOPOKOB PA3BUTHS U POJIM B UX IIPOUC-
XOXKJIeHUU HacieacTBeHHBIX (pakTopoB. Ilo mauumaruse FO.B. I'ynbkeBuua B
1967 r. B MUHCKOM MEAMIIMHCKOM HMHCTUTYTE ObLTa OTKpbITA MpoOsieMHas ja-
OopaTopus TepaToJOruu U MEAUIIMHCKON reHeTuKU. JanpHeliee HHTEHCUBHOE
pa3BUTHE MEIULMHCKOM TE€HETUKW B _bemapycu W B CO3JaHUM MEIUKO-
TeHETHYECKOU CITyObl peciyOJIMKI TPOUCXOAUIIO MO/l PYKOBOJCTBOM U YJieHA-
KoppecnoHaeHTta Akanemuu  meaunuHckux Hayk CCCP, HblHEe 4ieHa-
KoppecnongenTa HanmonaneHol akanemuu Hayk benapycu u Axkanemuu meau-
MHCKUX Hayk Poccmiickoii deaepanuu, mpodeccopa I'.M. Jlasroka. B 1967 r.
OH BO3IJIaBUJI JIAOOPATOPHUIO TEPATOJIOTUHN U METUIIMHCKON T€HETUKH, CTABIIIYIO
IIIKOJIONW HAYYHBIX MEMMUKO-FEHETHYECKUX KaApoB pecmyOnuku. B aToit mabopa-
TOPUU TOATOTOBJIEHBI KAJphl JJsI MEIUKO-TEHETHUYECKUX KOHCYJIbTAllU T.
MuHcKa 1 00JIaCTHBIX TOPOJOB, OpraHn3oBaHHbIX B 1970-1979 rr. Ha 0ase na-
ooparopuu co3aad MuHckuii ¢unuan MHCTUTYyTa MEIUIIMHCKON TeHETUKH AKa-
nemun MeaunuHCknX Hayk CCCP (1983 1.), koTophiii B 1989 . 6L peopranu-
3oBaH B HUW HacnencTBeHHBIX M BPOXKACHHBIX 3a0osieBaHUi MuHHCTEpCTBA
31paBooxpaneHus benapycu.

Kpynueimumu cnenuaiuctaMu B 00J1aCTU HACIEACTBEHHBIX M BPOXKICH-
HBIX 3a0o0yieBaHui B Hamel pecrnyOnuke siisitorcs E.I'. Unbuna, U.A. Kupun-
noBa, I"MN. Kpasuora, B.Il. Kynaxenko, M.K. HemseBensr, TT. Copokuna,
N.H. Ycos, I'.JI. Llykepman, E./l. YepcTBoii.



TEMA 1
OUTOJIO'MYECKHUE OCHOBbI HACJIEACTBEHHOCTH

1.1 OcHOBHbBbIE BH/IbI HACJIEACTBEHHOCTH

I'eneTuka — Hayka, U3y4aroliasi 3aKOHOMEPHOCTU HACIEJICTBEHHOCTH U
M3MEHYMBOCTHU KUBBIX OPTaHU3MOB.

HaciencTBeHHOCTh — 3TO CITIOCOOHOCTh OPTAHU3MOB MTOBTOPSATH B TMOKO-
JICHUSX CXOJIHBIE MPU3HAKKA M 00ecTeunBaTh CreNU(PUIECKUil XapaKkTep WH/IU-
BHUIyaJbHOTO pa3BuTUs. biarogapsi HacIeICTBEHHOCTH COXPAHSIOTCS OAHOPO/I-
HOCTb U €IMHCTBO BuJA. OCHOBHBIE BUbl HACIEICTBEHHOCTH MOYKHO IIPEACTA-
BUTH B BUJI€ TaOIUIIBI (TAOII. 1).

MN3MeH4YHuBOCTD - 3TO CIIOCOOHOCTh OPraHU3MOB IPUOOPETATH pA3INYUs B
MPU3HAKaX JAPYr OT Apyra u OT CBOMX poauTenell. MI3MEeHUMBOCTh JENaeT BUL
HEOJHOPOJHBIM U CO3[1a€T MPEANOCHUIKHU ISl €T0 JAaJbHCHUILIEH 3BOJIIOIUU.

OCHOBOIOJIOXXHUK TE€HETUKHW — 4YCHICKUM YyueHbld ['perop Menaenb
(1822-1884 rr.), omybmukoBas B 1865 r. Tpya «OmbITEl HAJ pacTUTEIHLHBIMU
ruopuIaMny, Te Ha IPUMEPE CKPEIIMBAHUS TOPOXa MOKa3al 3aKOHOMEPHOCTH
nepeayu MpU3HAKOB B Pa3HbIX MOKOJIEHUSIX MPHU MOJOBOM pa3MHOKeHuH. O-
HAKO JaTO BO3HUKHOBEHUSI T€HETUKHU MPUHATO cunTaTh 1900 r., KOraa y4eHsle
passbix ctpal ['. ge @pus, K. Koppene u 3. Uepmak He3aBUCUMO APYT OT Apyra
OTKPBUIM 3aKOHBbI T€HETHKH, CBEPLIUB 3TO MOBTOpHO. Ha3BaHue HOBON Hayke
obu10 1aHo B 1906 r. anrnuiickum yuensiM B. baTcoHom (renetuka oT jat. ge-
neo — nopoxnaaro), a B 1909 r. gmarckuii renetuk B. MoranceH BBen Takue MoHs-
TUS KaK T'eH, TeHOTUM U (EHOTHIT.

Taomuna 1
OCHOBHBIE BHUJIbI HACJIICACTBCHHOCTU
HacaeacrBeHHOCTH
HMuroniazMaTnyeckas SAnepnasn
Cpsi3aHa ¢ ICHCTBUEM I'€HOB, PACHOIOKEHHBIX B OPraHOMIAX IUTOIMJIa3Mbl, coaepxa- | CBsizaHa ¢ Xpo-
nwmx JJHK (MuroxoHmpuy, TUIacTuIbl, Toia3Musipl). Takue reHbl CIOCOOHBI K aBTOHOM- | MOCOMaMH,
HOM peTUIMKAIY U PABHOMEPHOMY PacTIpeeTIeHUIO MEKIY JOUSPHUMH KIIETKaMHU HaXOIAIUMHMCS

IlnazmugHasi IlnacTuanas MuToxoHapHAIbHASA B SJIp€ KIIETKH,
Cesi3aHa ¢ reHamu, pacro- | Beissiena mnpu Hacne- | CBsi3aHa ¢ Te€HaMH, JIOKa- | B COCTaB KOTO-
JIO)KEHHBIMU B TUIA3MHJAX | JOBAHWM  IIECTPOJIUCT- | TU30BAHHBIMH B MHTO- | PBIX BXOJIUT
(KOPOTKHX KOINBIEBHIX MO- | HOCTH y pacTeHmii Hou- | xouapusx. C mero cesaza- | JHK u Genxo-
nekynax JJHK, naxonsmmx- | HOM KpacaBullpl, JIbBU- | HO HACJCJAOBAHME Hapy- | BbIE KOMIIOHEH-
csi BHE HYKJIeOTHZa OakTe- | HOro 3e¢Ba W jAp. (depe- | IICHUI B JCWCTBUU JIbIXa- | THI, Xoporiro
PHAIIbHOM KJIETKH), oOecrie- | JOBaHWE OKPAIICHHBIX M | TeIbHBIX (EPMEHTOB Yy | H3y4eHa:  JiA

YHBAET HacJIeI0BaHHe
YCTOMYMBOCTH OakTepuil K
JEHCTBUIO  JIEKAPCTBEHHBIX
nmpenaparoB Onaromaps 3a-
MIUTHBIM O€JKaM KOJHIIH-
HaM (K  aHTHOMOTHKaM,
cyaphaHuIaMugaM 1 ap.)

HEOKpAIIIEHHBIX ~ yJacT-
KOB B JIHCThHsX). CBsiza-
HA C HaJIMYHEM B HX
KIIETKaX TOJBKO 3elle-
HBIX WIH TOJBKO Oec-
[BETHBIX IUIACTHI WIN
UX CMECH

JIPOMXOKEH, a TaKXe
YCTOMYUBOCTH U  YyB-
CTBUTEIBHOCTH JPOAOKEN
K JEWCTBUIO aHTHUOHWOTH-
KOB

HEE YCTaHOBIIE-
HBI 3aKOHOMED-
HOCTH Hacleno-
BaHHUSA CBOMCTB
Y IPU3HAKOB




1.2 OcHOBHBIE HOCUTEJH HACIAEACTBEHHOCTH

OCHOBHBIMM HOCHUTEJISIMU SIIEPHOUN HACJIEICTBEHHOCTHU SIBJISIIOTCS XPOMO-
COMBI, PACIIOJIOKEHHBIE B SAPE KIETKU. Y KaXKJI0W XPOMOCOMBI UMEIOTCSI XUMHU-
YeCKHe KOMIOHEHTHI: ofHa ruranTckas moisekyna JHK (me3oxcupubonykien-
HOBasl KUCJIOTA), JOCTUTAIOIAs UHOT/IAa HECKOJIBKUX CAHTUMETPOB B JIMHY HPHU
MHUKPOCKOIIMYECKUX pa3Mmepax KiIeTku. Kaxaas xpomocoMa MpeacTaBleHa Of-
Hoit monekynou JIHK. M3 xpomocom uenmoBeka camasi Oojblasi — mepBas; ee
JIHK umeer ob6myro mnuny ao 7 cm. Cymmapnas miuHa mosekyir-JAHK Bcex
XpPOMOCOM OJIHOM KJIETKHU yesoBeka cocranisier 170 cm. Mounekysbl JIHK ouenn
IJIOTHO yIaKoBaHbI B XpoMocoMax. Takyro ykianky xpomocomHou JITHK obec-
NEeYMBAIOT OEJIKHU, COJIepKAIIMECS] B XPOMOCOME.

XpomocoMa siiepHBIX Opranu3mMoB (3ykapuot) cocrouT u3 JAHK, 6enxos
U IPYrUX XMMHUYECKUX BenlecTB coctarisger 99% JIHK kierku, koTopas cBsi3a-
Ha ¢ Oenkamu. ComepxaHue OETKOB B XpOMOCOMAaX BBICITUX PACTECHUN M KU-
BOTHBIX JocTUraer 65%. Y nosiaepHbix (MpOKapUoT), K KOTOPHIM OTHOCSTCS
OaKkTepuu W CHUHE-3€JICHbIE BOJOPOCIH, B KaY€CTBE XPOMOCOM JIEKHUT OJIHA
koJsiblieBas MoJiekysa JIHK. ¥V BupycoB HocHUTEIEM HACHEACTBEHHOCTH SIBJISIETCS
6o monekyna JIHK, nu6o monekyna pubonykienHoBoit kucnorsl PHK.

XpOMOCOMBI XOPOILIO 3aMETHBI TOJIBKO BO BPEMsI JIEJICHHS KJIETOK B IPO-
dazy, metadasy u aHadazy B CBETOBOM. MHKpOcKore. OHU 00pa3yroT Tesblia
Najg0YKOBUJIHON (hopMbl. XpOMOCOMBI OTIMYAIOTCS APYT OT Jpyra MOpsAKOM
Hykieotu0B JJHK 1 pacnonokeHrnemM NepBUYHON NMEPETSIKKU — LIEHTPOMEPHI,
nensiien eé Ha nBa mieda (puc. 1).

Puc. 1. CtpoeHune XxpoMOCOMBI:
1 — uenrpomepa; 2 — uutu JAHK; 3 — xpomaTuasl; 4 — mieun XpoMocoM

XpoOMOCOMBI MOTYT COCTOSITb U3 OJHOM HYKJICONPOTEUIHONM HUTH —
xpomamuowvl (OTHOXPOMATHUIHBIE XPOMOCOMBI), JTHOO M3 JBYX XpOMATHI —
CeCMpPUHCKUX XPOMOcoM (IByXpPOMATUHBIE XPOMOCOMBI) (puc. 2).

MeradaszHass XpoMOCOMa COCTOHMT M3 JBYX NpoAosbHBIX HHTeH JIHK —
Xpomamuo, COCIWHEHHBIX APYT C JIPYroM B O0OJIACTH TEPBUYHON IMEPETIKKU

9



(yenmpomepa). B 3aBUCUMOCTH OT PAaCHOJIOKEHHS LIEHTPOMEPHI Pa3IuyaroT
CJISTYIOIINE THUITBI XPOMOCOM:

® akpoyenmpuuecKkue — IIEHTPOMEPA 3HAUYUTEIIPHO CMEIEHA K OJHOMY
KOHITY XpOMOCOMBI, B P€3YyJIbTAaTe Yero OJHO IJIeY0 0YEHb KOPOTKOE;

® cyomemayenmpuieckue — IEHTPOMEpPa YMEPEHHO CMeEIleHa OT cepe-
JIMHBI XpPOMOCOMBI M TUIEYH UMEIOT Pa3HYIO JJIHHY;

® MemayenmpuyecKkue — IIEHTPOMEPA PACIIONOKEHA MOCEPEIUHE U TLIe-
Y{ MPUMEPHO OJMHAKOBOMW JIJIMHBI (pHC. 2).

VY49acToK KaXI0To Ijieda BOJM3U IIEHTPOMEPHI HA3BIBACTCS NPOKCUMAIb-
HbIM, YIAJEHHBIA OT Hee — oucmanvHuiM. KOHIEBBIE OTACHBL JUCTAbHBIX
Y4aCTKOB Ha3bIBAIOTCS menomepamu. TenoMmepsl MPEnaTCTBYIOT COSAMHEHUIO
KOHIIEBBIX Y4acCTKOB XpoMocoM. [loTeps 3TuX y4acTKOB MOXKET COMPOBOXKIATh-
Cs XpOMOCOMHBIMU TiepecTpoiikamu. HekoTopbie XpoMOCOMBI UMEIOT 8MOpUY-
Hble nepemsdcKu, OTHACIAIONIME OT Tejla XPOMOCOMBI Y4YacTOK, Ha3bIBACMbIi

CNYMHUKOM (CHYMHUYHbIE XPOMOCOMbL).
Puc. 2. Cxema crpoenus metadazHoi Xpo-
MOCOMBI (@) ¥ TUIIBI XpoMocoM (0):

a: I — xpoMatuipl; 2 — CIyTHUK; 3 — BTO-
pUYHas [EpPeTsHKKa; 4 — LIEHTPOMEPa,
5 — n1evo; 6 — TEIOMEpBHI;
0: 7 — MeTarieHTpudeckas; 8 — eyoOMeTareH-
Tpuyeckas, 9 — aKpoleHTpUYECKas

Kaxxnas xpomocoma yHUKajIbHa MOP(HOJIOTHYECKH U T€HETUYECKU, OHA HE
MOKET OBbITh 3aMEHEHa APYroWd M He MOKET ObITh BOCCTAHOBJIEHA MPH MOTEPE.
[Ipu notepe XpoMOCOMBI KIIE€TKa OTHOaeT.

Ionamue o kapuomune yenosexa

Yucino, pasmepbl i dopMa XpOMOCOM SIBIISIOTCS CHELUPUYECKUMU TTPU-
3HaKaMW IS KaXIOTO BHJA JKMBBIX OpPraHU3MOB. Tak, B KIETKaxX paka-
OTIIECJIbHUKA COEPIKUTCS 110 254 XpOMOCOMBI, a Y Komapa — Toyibko 6. ComaTu-
YeCcKHUe KIIETKH uesoBeka cojaepkatr 46 xpomocoM. COBOKYITHOCTb BCEX CTPYK-
TYPHBIX W KOJIMYECTBEHHBIX OCOOCHHOCTEH TMOJHOTO Habopa XpOMOCOM Xapak-
TEPHOTO ISl KJIETOK KOHKPETHOTO BHUA JKMBBIX OPTAHU3MOB HA3bIBACTCS KAPU-
OMUNOM.

KapuoTtun 6yayiiero opranusma (popMupyercs B MPOIECCe CIUSTHUS ABYX
MOJIOBBIX KJIETOK (CrepMaTo30M1a U AilekieTkn). [Ipu a3ToM o0beauHsI0TCS UX
XPOMOCOMHBIE HAOOPHI. SAIpo 3pesoi Moa0BON KIETKH COACPKUT MOJTOBUHHBIM
Habop xpoMocoM (st yenoBeka — 23). [looOHBIN oauHAPHBIN HA00P XpOMO-
COM, aHAJIOTMYHBIA TAaKOBOMY B IOJIOBBIX KJIETKAX, HA3bIBAECTCA 2ANIOUOHBIM U
obo3Hauvaerca — n. Ilpu onnomnO0TBOpEHUH SHULEKIETKH CIIEPMATO30MA0OM B HO-
BOM OpraHu3Me BOCCO3JAeTCsl Creuu@uueckuil JUisi JaHHOTO BUJA KapUOTHII,
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BKJTFOUAIOMIHI Y yenoBeka 46 xpomocoM. [TomHBINA coCcTaB XpOMOCOM OOBIYHOM
COMATHYECKOM KIIETKHU SIBISCTCS Ouniououvim (2n).

B nunnongHom Habope Kaxkaas XpoMOCcoMa MMEET aHaJOTUYHYIO 0 pas-
MEepy U PaCIOJIOKEHHUIO IIEHTPOMEPHI APYIyI0 MapHyr XpoMocoMy. Takue Xpo-
MOCOMBI Ha3bIBAKOTCS 20MOI02UYHbIMY. 1 OMOJIOTUYHBIE XPOMOCOMBI HE TOJIBKO
MOXO0H JPYT Ha JIpyra, HO U COJIep>KaT T'€Hbl, OTBEYAIOIME 32 OJHU M TE€ K
MPU3HAKHU.

Ilpasuna xpomocom

CyiiecTByeT 4 npaBuiia XpoMOCOM:

IIpasuno nocmoauncmea yucna xpomocom. CoMaTuyecKue KIETKU Opra-
HU3Ma Ka)XJ0ro BUJa B HOPME UMEIOT CTPOTO ONPEEICHHOE YUCIO XPOMOCOM
(mampumep, y 4enoBeka — 46, y 1po3opuisi — 8).

Ilpasuno naprnocmu xpomocom. Kaxnas xpomocoma B  JAUIIOUIHOM
Ha0Ope MMEET TOMOJIOTUYHYIO - CXOJHYIO MO pa3MepaM, pacIloIOKEHUIO ICH-
TPOMEPHI U COAEPKAHUIO T€HOB.

Ilpasuno unousuoyanbnocmu xpomocom. Kaxnas napa XxpoMOCOM OTJIU-
4aeTcs OT APYrou Mmapkl pa3MepaMu, PacloyiOKEHUEM LEHTPOMEPBI U COJIepHkKa-
HUEM T'€HOB.

IIpasuno nenpepvignocmu xpomocom. B miponecce ynBoeHUsI reHeTHYe-
ckoro matepuania HoBas Monekyna JJHK. cunresupyercs Ha ocHoBe mMH(pOpMa-
nuu crapoid mosekynsl JIHK (peakuust MaTpUyHOTO CHHTE3a — KaXKJIas XpOMO-
coMa MPOUCXOTUT OT XPOMOCOMBI).

1.3 ®opmbl pa3MHOKEHHUS HA KJIETOYHOM YPOBHeE

Pa3zmuosricenue — yHUBEPCATHHOE CBONCTBO >KHMBOTO, 3aKJIFOYAIOIICECS
B BOCIIPOM3BEAeHNU ceOe oI00HBIX. B OCHOBE pa3MHOXKEHUS JICKUT mepeaada
TEHETUYECKON MH(pOPMaUUU OT OJHOTO TMOKOJIEHUS KIETOK WM OPTaHU3MOB
K IPyTroMy.

Knemounuwtit u mumomuueckuii yukiot

Knemounwiii ' (Orcuznennsitl) yuxn — 3TO TEPUOJ B KU3HEAEATEILHOCTH
KJIETKH OT MOMEHTA €€ TIOSIBJICHHS JI0 THOeNN Wik 00pa30BaHUs JOYEPHHUX KJie-
TOK. Mumomuyeckuti yuxka - 3T0 TIEPUOJ] B )KUZHEIEATEIbHOCTH KIETKH OT MO-
MEHTa €€ 00pa30BaHus U JI0 pa3/iefieHusl Ha JOYEPHHUE KIETKH. MUTOTUYECKHI
UK BKJIFOYACT nHTEepda3zy u MUTO3 (puc. 5).

Humepghaza coctont U3 Tpex NepuoIoB:

® [IPECUHTETHUYECKOro (MOCTMUTOTUYECKOTO) (.

® CHUHTETHUYECKOro S

® TIOCTCUHTETHYECKOTO (MPEeMUTOTHYECKOTO0) — G».

ConepxaHue reHeTHYecKo MH(OpMalMu B KJIETKE 0003HAYaIOT CIEdy-
I0IMM 00pa3oM: n — HabOp XPOMOCOM, Xp — YUCJIO XPOMAaTHI B OAHOU XpOMO-
coMme, ¢ — uuciio moJiekyn JJHK.

OOpazoBaBiiasics MOCJAE MUTO3a KJIETKA COACPKUT TUIIOUIHBIN HaOOp
xpoMocoM u yaBoeHHoe unciio monekyn JIHK. Kaxnas xpomocoma umeet oiHy
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xpomatuay — 2nlxp2c. Takas kiieTka BCTyHaeT B HpeCUHmemudecKull nepuoo
(G;) unmepgaszvl, TPOIOIHKUTEILHOCTh KOTOPOTO KOJIEOJETCS OT HECKOJIbKHX
4acoB JI0 HECKOJBKUX MECSIEB U JIake JET. B 3TOT mepuo/i KjieTKa BBITOIHSIET
cBoM (YHKIIUH, YBEIMYHUBACTCS B pa3Mepax, B HEH WAET CUHTE3 OEITKOB U HYK-
JIEOTUJIOB, HAKarIMBaeTca 3Heprus B Bujae ATO.

B cunmemuueckuii nepuoo (S) npoucxoaut perukamus mosekyir JJHK u
€€ CoJiepKaHue B KJIETKE y/IBaUBAETC, T.€. KaXKJlasg XpoMaTHa IOCTPauBaeT ce-
0e no/I00HYI0, U TeHeThYecKast HHpopMaIs K KOHILY 3TOro nepruojia CTaHOBUT-
cs 2n2xp4c. ONHOBPEMEHHO B KJIETKE MJIyT OOMEHHBIE MPOILIECChl U OHA MpO-
JTOJIKAET BBIMOJHATH CBOU (DyHKIMH. [[nuTenbHOCTh 3TOr0 nepruoga 6—8 u.

B nocmcunmemuuecxuii nepuoo (G;) kjieTka roTOBUTCS K MHTO3Y: HaKarl-
JMBACTCS SHEPTHUSI, CHHTE3UPYIOTCS OCTTKM aXpOMAaTUHOBOI'O BEpETEHa.

[TocTeneHHO 3aTyXarOT BCE CHHTETUYECKUE MPOIIECChl, HEOOXOAMMBIE IS
PENPOIYKIIMKA OPTaHOWIOB, MEHSETCS BSI3KOCTh IUTOTUIA3MBI M MTPEKPAIacTCs
BBHITIOJITHEHUE KJIETKOM OCHOBHBIX (yHKImii. ComepKaHue TeHETHYECKOW WH-
dbopmanmu He u3mensiercs (2n2xp4c). Knerka Bcrynaet B MUTO3.

Mumo3s

Mumo3 — 3TO OCHOBHOH CIOCO0 Pa3MHOKEHUSI COMATHUYECKHX KIIETOK.
HenpepbiBHBIHN Mpoiiecc MUTO3a MOAPA3ACIsiioT Ha 4 ctaaun: npodaszy, metada-
3y, aHadazy u tenodasy (puc. 3).

B cragumn npoghazvl npoucxoauT yBenMueHHe oO0beMa spa, CIHpaIn3a-
1Sl XPOMATHUHOBBIX HUTEH, PacXOXKACHHE IICHTPHUOJIEH K MOJI0CaM KIETKH U
dbopmupoBanue BepeTeHa neneHusi K koHily npodasbl pparMeHTUPYIOTCS ST
PBIIIKK U si7EepHAst 000JI0YKa, XPOMOCOMBI BBIXOAST B LIUTOIUIA3MY U yCTPEM-
JSIOTCS K IEHTPY KIeTKH. B KoHile mpodassl K IEHTpOMEpaM XPOMOCOM TPH-
KpEIUIIIOTCS HUTU BepeTeHa JeneHus. CoaepkaHue reHeTUYeCKOro Marepuania
IIPY TOM HE U3MeHsIeTCA(2n2xp4c)

Puc. 3. Cxema MUTO3a B KJIETKAaX KOpEIIIKA JIyKa:
1 = nnTepdaza; 2 — npodasa; 3 — metadasa; 4 — anadasa; 5 — renodasa; 6 — q0YepHHUE KICTKH

Memadghaza — camasi KopoTkas (haza, KOrja XpoMOCOMBI PacroiaraloTcs
Ha PKBaTOpe KJIETKU. B 3TOM craamu gocTuraeTcss HanOOJbIIas COUpaIU3alus
xpomocoM. CojiepkaHre FeHeTHYEeCKOT0 MaTeprasa OCTaeTCsl IPEKHUM.

B crangum awnaghazer mpoucxoguT MpoOAOTbHOE pasfelieHHue XpOMaTui
B o0nactu nieHTpoMepbl. HUTH BepeTeHa AeneHus: COKpaIaTcs, 1 XpOMaTHIbI
(touepHHE XPOMOCOMBI) pacxoaTcs K motocaM kieTku. ConepikaHue TeHeTu-
yeckoil nHpopManuu CTaHOBUTCA 2nlxp2c y KaxA0ro MoJoca.
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B cramuu menogazer hopMupyrotcs simpa JOYEPHUX KIETOK: XPOMOCOMBI
JECTIUPAITU3YIOTCSI, CTPOSITCA SiACPHBIC 000JIOUKH, B SIAPE TOSBIISTFOTCS SPBITITKH.

MuTO03 3aKaHUMBACTCS YUMOKUHE30M — JCIIEHUEM IUTOILIA3Mbl MaTEPUH-
CKOM KJIeTKH. B KOHEYHOM uTOre 00pasyroTCs /1B JOUYEpHHUE KIICTKH, KaXKaas W3
KOTOPBIX UMEET 211 XpOMOCOM, OJTHY XpOMaTuay B xpomocome u — Habopos JJHK.

OCHOBHOE 3HAYEHHE MUTO3a 3aKIIOYAECTCS B MOAJNECPKAHUU MOCTOSHCTBA
YKCclia XpPOMOCOM, OOYCJIOBIEHHOM TOYHBIM pacCHpelesieHueM T'€HETHUYECKOM
uH(MOpMAIUU MEXAY JOUYEPHUMU KIETKAMH.

Pa3HOBUAHOCTSAMH MUTO3a SBISIIOTCS 9HOOMUMO3, NOJUMIEHUS U MELO3.
[Ipu osHOOMUmMO3e TPOUCXOAUT YIBOCHHE XPOMOCOM 0€3 JeNeHMs spa, UYTo
NPUBOAUT K 00pPa30BaHUIO MOJIUIIOUIHBIX KieTOK. [lpu noaumenuu nadnrona-
€TCSI MHOTOKPATHOE yJIBOEHUE XPOMATHU/l, HO OHU HE PACXOSITCs, U B pe3yJibTa-
Te 00pa3yroTCs noaumeHHvle (MHOTOXPOMATUIAHBIC, TUTAHTCKUE) XPOMOCOMDbL,
HaAIMpUMEP B CIIFOHHBIX JKeJIe3aX MyXH IPO30(HUIIbL.

DyKapHUOTHYECKUE KIETKU MOTYT Pa3MHOKAThCS @aMUmMO30M — ITO MPSIMOE
JIeJIeHUE KJIETOK M sifiep, HaXOMAIMIUXCS B YCIOBUSIX (DU3NOIOTHYECKON U pera-
PaTUBHOM pereHepalyu, JU00 OMyXOJEBBIX KJICTOK. THIUYHBIA aMUTO3 HA4H-
HAeTCs ¢ 00pa3oBaHUs MEPETSHKKH SApa, 3aTeM ITUTOILUIA3MbI, W Jajiee OHU Jie-
JSATCSA HA JIBE YAaCTHU. Y CTAHOBJIEHO, YTO U IPHU aAMUTO3€ MMPOUCXOIUT PAaBHOMEP-
HOE pacnpeaesICHUE TEHETUYECKOT0 MaTepraia MEXIy TOYEPHUMHU KIIETKAMH.

Paznuunbie ¢akTopbl BHEIIHEW CPEeAbl MOTYT HapyliaTh MpoOLECcC MUTO3a
Y MIPUBOJIUTH K MOSIBJIEHUIO aHOMAJIBHBIX KIIETOK. BBIIENAIOT Tpu TUIA Hapyuie-
HUU MUMO3a:

1. U3menenue cmpykmypst xpomocom. 1Ipu 3TOM BO3MOKHO MOSIBIICHUE
pPa3phIBOB XPOMOCOM, HATMYUE OTACITBHBIX MEJIKUX XPOMOCOMHBIX ()parMeHTOB.
[Tomo6Has maTosoTHsT BOSHUKAET TIOT ACHCTBUEM paIvallii, HEKOTOPHIX XUMHU-
YECKHUX BEILIECTB, BUPYCOB; a TAKKE B PAKOBBIX KJIETKaX. B HEKOTOPBIX Cilydasx
OTZIETLHBIE XPOMOCOMBI MOTYT OTCTaTh OT APYruX B aHada3e W MOIMacTh HE B
CBOIO KJIETKY. DTO HPUBOJIAT K U3MEHECHHUIO KOJIMYECTBA XPOMOCOM B JIOUEPHUX
KIIETKaX, T.C. K aneyniouduu.

2. Ilospearcoenue sepemena Oenenus. ITO HAPYIIAET €ro (PYHKIIUIO pac-
NpEeAEIeHUsI XpPOMOCOM MEXAY JOUYEPHUMH KIeTKaMHu. B pe3ynbrare BO3MOXKHO
MOSIBJICHUE KIIETOK, COJEPXKAIIMX 3HAYUTEIbHBIA HM30BITOK XpOMOCOM (HaIpu-
Mmep, 92). [logobHoe nelicTBHe XapaKTEpHO JJIsi MHOTHX MPOTHUBOOITYXOJIEBBIX
npenaparoB. Takum 00pa3oM TOPMO3UTCS ACJIICHUE KIETOK OMyXOJeH.

3. Hapywenue yumomomuu, T.e. OTCYTCTBUE JI€JICHUS LIUTOILIA3MbI KJIET-
KU B mepuoe Tenodasbl. BeaeacTBue 3Toro 00pasyroTcs ABYsIEPHbIE KIETKU.

[Tatonorust MUTO3a MOKET MPUBOAUTH K MOABJICHUIO Mo3auyuzma. B atom
ClIy4ae B OJJHOM OpTaHu3Me OOHapYy>KUBAIOT KJIOHBI KJIETOK C Pa3HBIM HAOOpOM
XpOMOCOM (HampUMep, YacTh KJIETOK y YEJIOBEKa COAEPKUT 46 XpOMOCOM, B TO
BpeMs Kak apyrue — 47). Mozaummusm GopMHUPYETCs Ha paHHUX CTaAMsIX JPO0-
JICHUSI 32POJIBIIIEBBIX KIETOK.
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Meiios
Meiio3 — 3TO AeneHne COMAaTHYECKUX KIIETOK ITOJIOBBIX XKEJe3, B PE3yJib-
TaTe KOTOPOro 00pa3yrTCs nososvie Kiemku — camemsl. MeHoTH4YeCKoe aelie-
HUE MPOTEKAET B JBa dTana — meuo3 — I v meiioz — Il. Kaxnoe menotnueckoe
JIeTICHNE, TaK e KaK 1 MUTOTUYECKOE, TTOIpas3iessitoT Ha 4 ¢asbl: mpodasy, Me-
tadasy, anadaszy u Tenodasy (puc. 4).

2

3

SOOI}

Puc. 4. Cxema meiio3a (mokazaHa ojjHa apa rOMOJIOTHYHBIX XPOMOCOM):
Meiio3 — I: 1 — nenroreHa; 2 — 3UuroreHa; 3 — naxureHa; 4 — IUIUIOTEHA; 5 — THaKUHE3;
6 — metadaza; 7 — anadaza; 8 — Tenodaza; 9 — uaTEepKUHE3; Meio3 - II: 10 — meTadasa;
11 — anadaza; 12 — 1ouepHHE KICTKH

Haubonee cnoxHoii siBnsieTcs mpodasza meioza — [. OHa noapazaensercs
Ha 5 craguil: TenToTeHa, 3UrOTeHA, MaXUTEHA, JUIUIOTCHA U TUAaKWHE3. XpoMa-
TUHOBBIC HUTH CIHPAIM3YIOTCS, YTOJIIAIOTCS, YKOPAUMBAIOTCI U HA CTaIuu
JlenmomeHsvl CTAHOBSITCS PA3IMYUMBI TI0]T MEKPOCKOTIOM. HUTEeBHIHBIE TOMOJIO-
TUYHBIC XPOMOCOMBI HAYMHAIOT [BIDKCHHE JPYr K JPYry IEHTPOMEPHBIMU
yuactkamu. CozeprkaHne réHeTHYECKOTO MaTepuaa CoCTaBIsieT 2n2xp4c.

Ha cranuu 3ucomensl HauMHACTCS KOHbIO2AYUs — TIOTIAPHOE COETUHEHNE
TOMOJIOTUYHBIX XpoMocoM. Cojiep:kaHne TeHeTUYECKOTO MaTepraia He U3MEHS-
ercsi: 2n2xp4c.

3 Ha cramum noxumensl romMoiorud-
HBIE XPOMOCOMBI TECHO COMNpHUKaca-
I0TCS TIO BCEHl JinHe, 00pa3ysi OuBa-

2 o JeHTHl. busanrenm — 3TO mapa roMo-
JIOTUYHBIX XPOMOCOM, Ka)kaasi U3 KO-

3 . TOPBIX COCTOMT U3 JABYX XpOMAaTHI,

Puc. 5. Cxema GuBasnenTa T.€. B OMBaJIE€HTE COJEPKUTCS 4 XPpo-

Ha CTaJIuY JMIUIOTEHBI: 1 — XpoMaTuaa; MaTuabl (OTCIOJa JAPYyroe Ha3BaHUE

2 — XMa3MbI; 3 — LCHTPOMCPEI OUBAJICHTOB — mMempaob).

Yucao OMBaJICHTOB COOTBETCTBYET raINIOMIHOMY HaOOPYy XPOMOCOM — /7.
K koHITy 3TOro mepruoaa HaYMHAIOT JICHCTBOBAThH CHJIBI OTTAJIKHBAHUS B 00JIACTH
IIEHTPOMEpP H CTAaHOBUTCS 3aMETHBIM, YTO KaXJIas XpOMOCOMa COCTOUT
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u3 2 xpomatuj. Konprorupyromme XpoMOCOMbI MOTYT OOMEHUBATHCS Y9aCcTKa-
MM XpOMAaTHUJ — MPOUCXOJUT Kkpoccunzosep (puc. 5). CoaepkaHue TeHETUUECKO-
ro Marepuana He U3MEHSETCS.

Ha cragum ouniomenst MexXny KOHBIOTUPYIOINIMMU TOMOJIOTUYHBIMU
XPOMOCOMAaMU TMPOJOJKAIOT JIEUCTBOBATh CUJIbl OTTAJIKWBAHUSA, B pPE3yJIbTATe
YEero XpoMaTh/bl HAYMHAKT PACXOAUTHCS, OCTABAsCh COCAUHEHHBIMU B y4acT-
KaX MEPEeKPECTOB — xuasm. PacxoxkIeHHe XpOMaTh]l YBEINYMUBAETCS, & XUa3MbI
MIOCTENEHHO CMEMATCS K X KoHuaM. Conep:kaHue reHeTH4eCKOro-MaTrepuana
OCTaETCs MPEKHUM.

Ha cranuu ouaxunesa 3aBepinaercs cupain3anus 1 YKOPOUEHHE XPOMO-
coMm. buBaneHThl, cOeAMHEHHBIE TOJBKO CBOMMH KOHIAMH; 000COOMISAIOTCS U
pacnoyiaratorcs 1o nepudepun sipa (tadm. 1).

B pesynbraTe Meitoza-I mpoucxomuT peaykuus (YMEHbIUEHHE BIBOE)
YUCa XpOMOCOM, OTKYZa U Ha3BAHUE 3TOTO JICNICHUS — pe0yKYUOHHOE.

ITocne okoHnyanust Meo3a-I HacTynaeT KOpOTKUM NPOMEXYTOK — UHmep-
KuHe3, B T€UEHUE KOTOpOro He mnpoucxonut permkaumu JJHK u ynBoenwus
XpOMaTHI.

Meiio3 — Il — axeayuonnoe denenue — NPOTEKAET MO TUILY OOBIYHOTO MU-
To3a (Tabn. 2). Takum oO6pa3oM, B pe3yJbTare ABYX IOCIEIOBATEIbHBIX JieJie-
HUN Mei03a U3 OJTHON JUIIJIONJTHOM KJIETKU 00pa3yroTcs 4 rarsiouHble.

3nauenue metioza cocTouT: 1) B MOIEpKAHUU TOCTOSHCTBA YUCia XpO-
MOCOM; 2) PEeKOMOMHAIMM T€HETUYECKOIro MaTepuayia, 0OyCIIOBIEHHON Kpoc-
CHHIOBEPOM U CIy4allHbIM PACXOKIICHUEM K IOJIFOCAM T'OMOJIOTUYHBIX XPOMO-
COM U XpOMAaTHJ.

[Ipu HapymeHUHM HOPMAJLHOTO TEUCHHUS MHUTO3a WK Meio3a HaOroma-
I0TCSl Pa3JIMYHbIE XPOMOCOMHBIE W I'€HOMHbBIC MYTallMU — JEJCLHH, MYIJIMKa-
WU, TOTUTIJIONINY, AHEYIIOUAN U JIP.

TabOmuma 2

CxeMa, MoKa3bIBaroIast
®da3za Meiio3a [Tporeccrl, mpoucxosamme B Kax a0 ¢asze MIPOIIECCHI, IPOUCXOISIINC
B KOXXJIOH (haze

IlepBoe nenenne Meio3a (PEIYKITMOHHOE HIIM ¢ YMEHBIIeHHeM). Meiio3 1

Mpogasa I Bxitouaer B cebs 5 cTaauii:

(camas - | 1. Jlenmomena (cTagus TOHKHX HHTEH), B KOTOPBIX
TeTLHAS U | XpOMOCOMBI YKOPAYMBAIOTCS (CHHpANHA3aNNsi); UCUe-
CIIOXHO | Opra- | 3aeT SIPBIIIKO, SiAepHas 000I09Ka

HI30BaHHast)

2. 3ucomena (cTamus CIMBAIOIIUXCS HHUTEH), B KOTO-
pO¥ TOMOJIOTHYHBIE XPOMOCOMBI MIPHOIMKAIOTCS IPYT
K Jpyry W TMOMapHO KOHBIOTUPYIOT (COeIUHSIOTCS
BMecTe), 00pa3ysi OMBajeHTHI (Tapbl KOHBIOTHPOBAB-
IIMX TOMOJIOTUYHBIX XPOMOCOM, WM TETPAJbl, —
4 XpoMaTHJIHI eIlIe He Pa3THIUMBIC)
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3. Haxumena (cTagus TOJNCTBIX HUTEH), B KOTOPOH
TOMOJIOTMYHbIE XPOMOCOMBI B OMBaJICHTaX 4aCTUYHO
OTTAJIKUBAIOTCS IPYT OT JIPyTra; B TOUKAX COEIUHEHUS
MEXAy IOBYMsS U3 UYETBIPEX HMEIOIIUXCS XPOMATHL
TOMOJIOTHYHBIX XPOMOCOM THPOMCXOJIUT KPOCCHHIO-
Bep — OOMEH pPaBHBIMU y4YaCTKaMU I'OMOJIOIMYHBIX
XpOMOCOM (B pe3ylbTaTe Pa3phlBOB M BOCCTAHOBJIE-
HUH), IPUBOJAIINN K MepepaclpeieCHUI0 B HUX Te-
HOB

4. Jlunnomena (ctagwsi TBOWHBIX HHUTEH), B KOTOPOM
MPOUCXOANT B3aWMHOE OTTAJIKHUBAHHE XPOMOCOM U
oOpa3oBaHre xua3M (TOYEK COCAMHEHUS TOMOJIOTHY-
HBIX XPOMOCOM)

5. Huaxunes (ctanus 000cOOJICHUS TBOWHBIX HHUTEH),
B KOTOPOH YHCJIO XHA3M YMEHBINAECTCA W OMBaJIEHTHI
CTaHOBSITCS KOMIIAKTHBIMH

Mertadasa I buBaneHTsl BBICTPaMBAIOTCA IO HKBATOPY KIETKU
(xax1as rOMOJIOTMYHAs XpOMOCOMa pacHojaraercst
CBEpPXY U CHHU3Y OT 9KBAaTOpa Ha OJJMHAKOBOM PaccTo-
ssauM). K nenTpoMepe Kaxaol XpoMOCOMBI MIPUKpeI-
JIIeTCsl OHA HUTh BEpETEHA ACTICHUS

Anadazal IlenTtpomepsl He aensTcs. [lapsl TOMOJIOFUYHBIX XPO-
MocoM pazzaensiorcs. Llempie XpoMoCOMBI KOHKpPET-
HOW TIapbl PacXOASTCS K DPa3HBIM. ITONIOCAM KIETKU
(HUTH BepeTeHa MENCHM WX pacTITHBArOT). Kakmas
XpOMOCOMa TO-TIPEKHEMY COCTOUT U3 ABYX XPOMATH]I

Tesoga3za I XpOMOCOMBI YIJMHSIOTCS (AeCHUpanu3anus) U BO-
Kpyr HHUX ¢opMHpYyeTCs spiepHas oOoiouka. Hutu
BepeTeHa AeNieHrsl Ucue3aroT. HaunHaercs: JBIKEHHE
LUTOIIIa3MBI (Y )KMBOTHBIX) MJIM (QOPMHUPOBAHHUE KJle-
TOYHOH cTeHKH (y pacTerui). OOpa3yroTcs JouepHue
KJIETKH (112¢)

HNHTepkuHe3 OTO WHTEpBal MEXAY MEePBbIM U BTOPBIM JAeJIEHHUEM
Melo3a. S-TTepuoJl OTCYTCTBYeT, U perumkarusa JJHK
HE MPOUCXOIUT

Btopoe nenenune Meio3a (3KBaIlioHHOE, FUIM BEIpaBHHBaromiee). Meiio3 11

IIpoda3za 11 Ouenn ykopodeHa, 6e3 kpoccuHroBepa. [Ipoucxogut
M0 TPUHIUIY MWUTO3a, HO TPU TaIUIONIHOM Habope
xpoMocoM (n2c) yTONMIIAIOTCA BYXpPOMAaTHIHBIE
XpOMOCOMBI. [IeHTpHONMM pacxXolsaTcs K TMOIICcaM
KIICTKH, H (DOPMUPYETCS BEPETEHO ACICHUS

Metada3sa 11 JByxpoMaTuaHbIE XPOMOCOMBI BBICTPAMBAIOTCS IO
9KBAaTOpPy KIETKH (MPOLIECCHl HAYT MapajuiedbHO B
JBYX KIETKaX, 00pa30BaBIIUXCS TOCJIE IEPBOTO Jie-
neHus Meiosa). K meHrpoMepaM MpHUKPEIUIIIOTCS HA-
TH BEpeTeHa JICICHHS

Anadaza 11 lenTpomeps! aenarcs HagBOE, HUTH BEpETEHa Jelle-
HUS pacTATHBAIOT K MOJIOCAM XPOMAaTuAbl (OIHOXPO-
MaTHUHbIE XPOMOCOMBI) B KJIETKaX
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Tesoga3za 11 OnHOXpOMAaTUAHBIE XPOMOCOMBI YIJUHSIOTCS (Iec-
nupanu3anysi). PaspymaroTcs HUTH BepeTeHa Jele-
Husl. BoccTaHaBiIMBalOTCs SAPBILIKO U siiepHast 000-
noyka. [IpoucxonuT IUTOKHHE3 B KIIETKaX - 00pazy-
10TCs 4 ToYepHUE KIEeTKH (nc)

[Ipotiecc Melio3a MOKET HapylIaThbCA MO BIUSHUEM Pa3jUYHbIX BHEIII-
HUX MoBpexaaroumx (aktopoB. [lamonocus smozo muna JENEHUS KIETOK
O0OBIYHO TIPUBOJUT K COOIO B IMpOIIECCE paclpe/ie]IeHUus: XpOMOCOM B raMeTax.
B 3aBHCHMOCTH OT 3TOTO BBIACISIOT NPOCHOe, NOCAe008aMeENIbHOe. U 080UHOE
HepacxoxcoeHue.

[Ipu npocmom nepacxoorcoenuu IPOUCXOIUT HENMPABWIBHOE pacIpeerie-
HUE XPOMOCOM IO KJIETKaM JIMOO B MEPBOM, JIMOO BO BTOPOM JEICHUU MeEio3a.
Ecnm 3atparuBaetcs meiio3 I, To Bce 3penbie raMeThl OyayT UMETh MaToJIoTHYe-
CKuil Habop xpomMocoM (aneyniououro). Ilaronorust menoza Il peanusyercst B
M3MEHEHHUE KOJIMYECTBAa XPOMOCOM TOJIbKO YaCTH FaMeT:

Ilocnedosamenvroe nepacxodicoeHue 3aTparuBaer 0oa aeneHus meiosa. B
ATOM clTydyae HOpMaJIbHbIE TaMEThl He 00Pa3yIOTCSL.

Kpaitne peako Melio3 moBpexaaeTcsi y o00ux poauteneid. B atux ciydasx
PETUCTPUPYETCS 0BOUHOE HEPACXONCOCHUE.

Boiaenstor cienyroiye BUbl HEPACX0KAEHUNH XPOMOCOM:

® [IEPBUYHOE, KOTOPOE MPOUCXOIUT B MEIO3€ y JIFOAEH C MepBOHAYAIIb-
HO HOpMaJIbHBIM HA0OPOM XPOMOCOM;

® BTOPUYHOE, BOZHHUKAIOLIEE Y YeI0BEKa, M3HAYAIBHO UMEIOIIETO MaTo-
JIOTUYECKUI HAabOp XpOMOCOM;

e TpeTuyHOoe, (OPMUPYIOIIEECS B MEHO03€ Y JIIOJIEH, SIBISIOIIUXCS HOCHU-
TEISIMU COATAHCUPOBAHHBIX [TEPECTPOEK XPOMOCOM.

COanaHcupoBaHHBIC “M3MEHEHHUSI XPOMOCOM HE HApPYIIAIOT COCTOSTHUE
3JI0POBbA Yy YEJIOBEKA, KOTOPBIII UMEET UX B CBOEM KapUOTHIIE.

1.4 Pa3MmHoOKeHNe HA OPTAaHU3MEHHOM YPOBHE

I'amemozenes — 310 iporiecc 00Pa30BaAHUA camen - MYKCKUX U KEHCKUX
MOJIOBBIX KJIETOK. Atiyexiemkuy oOpa3yloTCs B )KEHCKUX TOHANaX (SIMYHUKAX) W
UMEIOT KpynHble pa3Mepsbl (0T 60 MKM 0 HECKOJIbKUX CAHTUMETPOB B JUAMET-
pe), 1mapooOpa3Hyl0 WIH Cierka BBITSHYTYI0 ¢hopMmy. OHM HENOJABHMXKHBI U CO-
JepKaT TOJHBIM HAOOp opeaHoudos, UHOYKMOpPO8 U 3anac NumamenbHbulx ee-
wecms (ocenrmox). SIMIEKIETKU MOKPBITHI 000JI0YKOM, a Y MICKOTUTAIOIINX — U
KJIETKaMU (POJTUKYJIIPHOTO MUTENHS (pUc. 5, a).

Cnepmamo3zouodsi 00pa3yroTcs B MY»KCKUX TOHa1ax (CEMEHHUKAX ), UMEIOT
Majibie pasmepsl (40-500 MKM JITTHHOMN) U COCTOAT U3 201068KU, ULeUKU U XBOCMA.
Onu noaBwxHbl. Ha nepeaneM KoHIIE TOJIOBKU paclojioKeHa akpocoma (BUAO-
M3MEHEHHBIA KOMIUIEKC ['0JIb/1K1), CIOCOOCTBYIOIIAasi MPOHUKHOBEHUIO CIIEpMa-
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TO30M/1a B SUIIEKIICTKY. S1Ip0 3aHMMaeT BCIO TOJIOBKY M OKPYKEHO TOHKHM CJIOEM
IIUTOIIAa3MEI. B Imielike HaxoaaTcs IICHTPUOJIb M CIIMPaIbHAS HUTh MUTOXOHAPHH,
KOTOpPBIE ITOCTABIIIIOT SHEPTHIO I JIBKKEHUS criepMaTo3oua (puc. 5, 0).

6

Puc. 5. Cxema cTpoenus sifiekieTku (a)
-8 u ciepmaTo3oujaa (0):
a: | —nurorazMa; 2 — KOPTUKAJIbHBIN CIOU
IIUTOIUIa3MBbI; 3 — sApo; 4- MeMOpaHa;
5 — homMKYISIPHBIC KIETKH;
0: 6 — akpocoma; 7 — A1po;
8 — muToxoHApUHU; 9 — xBOCT; 10 — mIelika;
11-ronoBka

["ameToreHes xapakTepu3yeTcsl PsAOM BaKHBIX OMOJIOTHYECKHX TPOIIECCOB.

Cnepmamozene3 (00pa3zoBaHue CIIEpPMATO30MAOB) IPOTEKAET B CEMEHHbBIX
KaHanbUax. HapyKHbI cIIOM CEMEHHBIX KaHANBLEB NMPEACTABIEH IHUILIOWIHBI-
MU CHepMamo20HUsMY, KOTOPbIE HAUMHAIOT MHTEHCUBHO JEIUTHCS MUTOTUYE-
CKM C HACTYIUICHHUEM IIOJIOBOTO CO3PEBAaHMS OpraHu3Ma. JTa 30HA CEMEHHUKA
HAa3bIBACTCA 30HOU pa3mHodceHus. HacTh CIEpMATOTOHUN BCTYNAET B CIEAYIO-
LIYI0 30HY — 30HY pocma. 31€Chb OHU NPEBPAIAIOTCS B cnepmamoyumsl I no-
paoka. Jlanee 3TU KJIETKH BCTYIAIOT B 30HY co3pesanus (OMUXKe K LIEHTPY Ka-
HaJIbIa), TAC MPOUCXOIUT MeH03. B pe3yapTare ero mepBoro AcieHUs o0Opa3y-
10TCs 2 cnepmamoyuma Il nopsaoka, a mocjie BToporo — 4 cnepmamuowt. Crep-
MaTHUBI IEPEXOMST B 30HY popMuposanus, Tae U3 HUX o0pazyroTcs cnepmamo-
30u0bl (puc. 6).

Osozenes (00pa3oBaHME AMLIEKIETOK) MpOoTEeKaeT B suuHukax. [lepBuu-
HbIE KJIETKU — JUIUIOUJIHBIE 08020HUY TIPOXOASAT MEPUOAbl PA3MHOXKEHUS U PO-
CTa JI0 POKIECHUS )KEHCKOI'0 OpraHu3ma. ¥ 4JejoBeKa Me03 HaunHaeTcs Ha 2-4-
M Mecsle sMOpuoreHeza. K MOMEHTY poOKIeHUsT Meil03 OCTaHaBIMBAETCA Ha
JUTUTENIbHOE BpeMs B cTaauu nTuakuHes3a (mpodasza meiiosa ). B nepuon nonoso-
IO CO3pEBaHUs B IIEPBOM IMMOJOBUHE KAXKIOTO JYHHOTO MecAla JITEUHU3UPYIO-
IUHA TOPMOH CTUMYIIMpYeT Mero3. OH uaer a0 Meradasbl Merosa Il u onars
OCTaHaBIIMBaeTCA. BTopoe MEHOTHYECKOE NEIIEHUE 3aBEPIIAETCS TOJIBKO MOCIE
orI01I0TBOpeHus. B pesynbrate meiosa I u3z osoyumos I nopsioka obpasyrorcs
osoyumul Il nopsioka, a nocne menosa Il — osomuowi, ipeBpalaommecs B sii-
ueknetku. [Ipu nenenum osomuta I mopsimka obpaszyercs oguH oBouT Il mo-
psiaKa, cCoIep Kallliii OCHOBHOE KOJWYECTBO LMTOIIIA3MbI, U OJHO MaJICHbKOE
PeOyKYuoHHoe (HanpasumenvHoe) meibye, KOTOpoe B JalbHEHIIEM MOXKET pa3-
nenuthes eme pas. Ilpu menenum oBornuta Il mopsinka Takke oOpasyercs pe-
JTYKIIMOHHOE TEJIbLIE U OJHAa OBOTU/A (SIULIEKIETKA).
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Conepranda

rereTmyeckol  CnepmaToreHea OsorsHea 30HbLY
nHbopMAaLti
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Puc. 6. Cxema rameroresesa:
1 — cnepmaToronuii; 2 — cnepmarount I mopsiaka; 3 — cnepmarouut Il mopsaxa;
4 — cnepmatua; 5 — cnepmaro3oui; la — oBoronuu; 2a — opouut I mopsiaka;
3a — oBonur Il mopsinka; 4a — oBoTHAa; Sa— sidliekieTKa; 6a — peIyKIIMOHHBIE TEIbLIA

Takum 006pa3oM, B Ipoliecce OBOTEHE3a U3 OJTHOIO0 OBOTOHUS 00pa3yrOTCs
1 sifiekneTka U 3 peAyKIIMOHHBIX Tejblla, KOTOPhIe B JaJIbHEUIIIEM JIeTeHEPH-
pyitoT. IIpu cnepmaroresese u3 1 criepMaroronus odpasyercs 4 paBHOIICHHBIX
CIiepMaTo30u/1a.

TEMA 2
MOJIEKYJIAPHBIE OCHOBbI HACJIEACTBEHHOCTH

2.1 HykJienHOBbBIE KHCJIOTHI

B 1869 r. mBetinapckuii Ouoxumuk Morann ®punpux Muiiep BrepBbie
oOHapykui, BeLAeTI U3 sanaep kiaetok u onucan JIHK. Ho tomsko B 1944 r.
O. DiiBepu, C. Makneonom 1 M. Makaptu 0ana goka3aHa reHETUYECKAs POJIb
JIHK B mepenaye HacieacTBeHHOW nHMOpPMAIUU. DTO OTKPHITHE SBUJIOCH MOIII-
HBIM (DAKTOPOM, CTHUMYJIUPYIOIIUM H3y4Y€HHE HACJIEICTBEHHOCTH HAa MOJEKY-
asipHoM ypoBHE. C TeX mop Hadajoch OypHOE Pa3BUTHE MOJICKYJISIPHON OMOI0-
TUU U TEHETUKHU.
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HyxkiienHOBBIC KHCIIOTHI (OT JIAT. nucleus — siAPO) — 3TO IPUPOIHBIE BHICO-
KOMOJICKYJIIPHBIE OPraHUYECKHE COCAMHECHHS, 0OCCIeUMBAIONINE XPAaHEHUE H
nepeaady HacJeJICTBEHHON WH(pOpMAaIMM B JKMBBIX OpraHuW3Max. B Wx cocraB
Bxonat: yriepon (C), sogopon (H), kucnopon (O), dpochop (P). Hyknennossie
KHUCIIOTBI TIPEACTABISIIOT COO0N OHMOMONMMMEPHI, COCTOSIINE W3 MOHOMEPOB —
HYKJIEOTUJO0B. B cocTaB KaK10ro HyKJIEOTHU1a BXOJSAT:

® a30TUCTOE OCHOBAaHMUE,

® IIPOCTOM yriepoa — 5-yIJIepOJHBINA caxap meHTo3a (pubo3a Wil Je3-
OKCcHpH003a),

e ocTaTok (PochopHON KUCTOTHI.

CyuiecTByeT JBa TUIA HYKJIEHMHOBBIX KUCIOT: 0€30KCUPUOOHYKICUHOBAS
kucioma - /[HK, conepxaiasi 1e30KCUpPUO03y, U pUOOHYKIEUHOBAs KUCIOmMA -
PHK, conepxaras pubo3y.

/e3okcupubonykneunosan kucioma (/[HK) conepxutes B sape KIETKH,
MHOI/Ia B OpraHouAax: MUTOXOHIpUsX, mactuaax. JJHK — sto noaumepHnoe co-
€IUHEHHUE C MIOCTOSIHHBIM coJepKaHueM B KieTke. Llo cBOel cTpykType MoJe-
kyna JJHK npeacrasisier coOoit 1Be MOJIMMEPHBIE LIETIH, COSAMHEHHBIE MEXY
coboii u 3akpydeHHbIe B (popme aBoitHOU criupanu (puc. 7). [llupunra nBoiiHOM
criupanu Bcero okotio 0,002 MM, ITMHA — 10 HECKOJIBKUX JIECSATKOB U JaXe CO-
T€H MUKPOMETPOB. HyKI€OTHABI pacmoyiokKEHbI JPYr OT JIpyra Ha pacCTOSIHUU
0,34 HM, a HA OJIMH BUTOK cnupayn npuxoautes 10 HykieoTuaoB. Monexkysp-
Has Macca JIHK Benuka: oHa cocTaBisieT JECATKH, U AK€ COTHH MUJIJIMOHOB.
OCHOBHOW CTPYKTYpHOU €AVHUIICH OJHOM 1IN SBISETCA HYKICOTHH, COCTOS-
IIUHA U3 a30THCTOrO OCHOBaHUSs, A€30KCHpHO03bl U dochaTtHOM rpynmel. JJHK
COAEPKUT 4 BUIA A30TUCTHIX OCHOBAHUI:

e mypuHOBbIe — ajicHuH (A) u ryanus (),

e nUpUMHUANHOBKIE — IMTO3UH (L) 1 TuMuH (T).

B 1951 r. O. Yapradd OTKpsLI SBICHHE KOMIIEMEHTAPHOCTH a30THCTHIX
ocHoBanuii B mosekyie JHK (mpaBuma Yapradda), mokaszas, 9T0 KOJTUIECTBO
aJIcHMHA BCErja paBHO Koin4decTBY TMMUHA (A=T), a KOIMYECTBO I'yaHHHaA —
kommuecTBy nuros3usa (I'=L[). CymMma myprHOBBIX OCHOBaHHI paBHA CyMMe IH-
PUMHIMHOBBIX OcHOBaHMM (A+I=T+L]).

B 1953 r. JIxk. Yorcon, ®. Kpuk u M. YUIKUHC, OCHOBBIBAsICh HA OTKPHI-
tun 9. Yapradda, npeanoxumnu moaens cTpykrypbl moisiekynsl JIHK, npen-
CTaBJISFONTYIO COOOM TBOMHYIO CIIUPAIIb.

Taxkum obOpazom, B Hayane 50-x rogoB XX B. ObUIO JJOKa3aHO, YTO MaTe-
pUAIBHON €IVMHULEH HACJIEJACTBEHHOCTH M M3MEHUYMBOCTH SIBJIIETCSI T€H, KOTO-
PBI UIMEET OIpPEACNIEHHYIO CTPYKTYPHO-(PYHKIIMOHAIBHYIO OPTaHU3aALIUIO.
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OeraTok BocGopHOH
l HACHKOTH

AZOTHOTLIG OCHOBAEHSA Jeaoxcapabosa

L [

Puc. 7. Y4acToK JByCIHpPab- Puc. 8. Cxemarnueckoe u3o00paxenue monekynsl JJHK
Hol MoJekyinbl JIHK

Kaxnmas nens JIHK npeacraBigeTr mOIMHYKIECOTHA, B KOTOPOM B CTPOTO
ONPEICIICHHOM TMOPSAKE PACHOJIOKEHBI HYKIEOTUbI. A30THCThIE OCHOBAHUS
MOJXOMSIT APYT K APYTY HACTOIBKO OIH3KO (pHC. 8), 4TO MEXIy HUMU BO3HU-
KalOT BOAOPOJHBIE CBs3U. [IprueémM B MX PACIOJIOKECHUHU MPOSIBIIAECTCA BAXKHAS
3aKOHOMEPHOCTh: aJicHuH (A) oaHoi uenu cBsi3ad ¢ TuMuHoM (T) apyroit nenu
JBYMSI BOJOPOAHBIMU CBSI3SIMH, a ryaHuH (I') olHOM 1ienu cBsi3aH Tpemsi BOJAO-
poaHbIMU CcBs3siMU ¢ 1uTo3uHOM (L) mpyroit nenu, B pesynbTate yero Gopmu-
pytores napbl A-T u I'-L. Takast ciocoOHOCTh K U30MpaTEILHOMY COSTUHEHUIO
HYKJICOTUJIOB HA3bIBACTCS KOMNIEMEHMAPHOCMbIO, T.€. TMPOCTPAHCTBEHHOE H
XUMHUYECKOE COOTBETCTBUE MEXKy MapaMu HYKJIEOTUIOB (CM. puc. 8).

[TocnenoBaTeNbHOCTh COENUHEHUS HYKJICOTHUAOB OAHOM LENH MPOTHUBO-
MOJIOKHA (KOMIUIEMEHTapHa) JIPYrou, T. €. 1IN, COCTABJISIIONINE OJHY MOJIEKY-
ny JHK, pasHOoHanpaBieHbl, WK aHTANApAJUIeNbHbL. Llenu 3akpyunBaroTcs BO-
KpyT APYT Apyra U o0pa3yioT IBOWHYIO CIIUpaib. bobIIoe Yucio BOJOPOIHBIX
cBs3el oOecneunBaeT npouHoe coenunenne HuTer JIHK m mpumaer monekyse
YCTOMYHMBOCTh, COXPaHsAsl B TO K€ BPEMS €€ IMOABHXKHOCTb — MOJ BIUSHHUEM
(hepMEHTOB OHA JIETKO PacCKpy4YuBaeTCs (AeCIUpaIN3yeTcs).

Penauxauyua (peoynauxayusn) /ITHK — npouecc caMOBOCIPOU3BEICHUS
(camoyBOEHMS) MAaKPOMOJIEKYJT HYKJIEMHOBBIX KHCIIOT, 00eCTieunBaIOUi TOY-
HOE KOMUPOBAHHME N'€HETUYECKON MH(pOpPMAIIMU U Mepeayy ee OT MOKOJEHUS K
nokosnennto. Permukanus JIHK npoucxoaut B nmepuoa uHTepdasbl nepes Kie-
TOYHBIM JiesieHneM (puc. 9). Marepunckas mosnekyna JIHK (konmuuectBo meneit
JIHK B kneTke paBHO 2¢) o AedcTBUEM (GEPMEHTOB PACKPYUUBAETCS C OJTHOTO
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KOHIIA, a 3aTeM U3 CBOOOHBIX HYKJICOTHIOB 10 MIPUHIIUITY KOMILUIEMEHTAPHOCTH
Ha 00eWX IemsaX JOCTPauBaIOTCs JOYEPHHE TMOJWHYKICOTHIHbIE Iernu. B pe-
3yJIbTATE MATPUYHBIX PEAKIIMNA BOZHUKAIOT IBE€ OJJMHAKOBBIE IO HYKJIEOTUIHOMY
coctaBy noudepHue mosekyibl JIHK, B KOTOpbIX ofHa W3 1Eener crapas mare-
pUHCKasi, a Apyras — HOBas, BHOBb CHUHTe3npoBaHHas. Takou cuHte3 JIHK
HAa3bIBACTCS NOAYKOHCEPBAMUBHBIM.

«Jlogepradr moneryaa JHE
Hogas ogib

A
;—— Coapusauue

OCHORAEWHA
Crapas Dens

+sMaTepeECKAS s

monexyna JHK Hopas mens

+Honepaaar moneryna JTHEK

Puc. 9. Penmukanus JITHK

Jlns MatpuuHoro cuHTe3a HOBOM Mosekyisl JIHK HeoOxomammo, 4ToObI
cTapas MoJIeKyJa ObUIa Jecrupain3oBaHa W BBITAHyTa. Ho omHOBpeMeHHOE
PAaCKpy4YMBAHUE CHUPAJIEN, ‘COCTOSIUX U3 OTPOMHOIO YHMCIIAa Map HYKJICOTUIOB
HEBO3MOXHO. [lo3TOMY peluMKanms HaYMHACTCSI B HECKOJIBKUX MECTaX MOJe-
kysbl JJHK. Yuactok monexynsl JJHK oT Toukn Hayama OJTHOM pEIUIUKALIMA 10
TOYKHU Hadvasia APYrod Ha3bIBACTCS peniuxoHom. PeTuMKoH 0053aTebHO MMEET
KOHTPOJIMPYIOIIUE JIEMEHTBI: MOUYKY HAYAld, B KOTOPOH UHULIMUPYETCS PEIIU-
Kalusl, U mo4Ky OKOHYaHus, B KOTOPOU PEIUIMKALUSA OCTaHaBIUBaeTcs. Mecto, B
KOTOPOM IMPOUCXOIUT PEIUIUKALMS, TIOJYYUIO Ha3BaHUE pPEenauKayuoOHHOU BUl-
ku. B pemmkannonHoi Buike gepmentsl /JHK packpyduBarOT JBOWHYIO Iie-
nouky /JIHK, 1 pa3psiBaroT BOOJOpOIHBIE CBSI3M MEXKIY €€ enouykaMu. Peruka-
LMOHHAs BUWJIKA MOCTENEHHO ABMXKETCS BAOJb MosieKynbl JIHK oT ee ctapToBoii
TOYKHU (TOYKM Hayasa) A0 Touku okoHuanus. Tak xkak JIHK-nmonumepasza moxet
JIBUT'aThCs TOJIBKO B OJTHOM HAIIPABJIICHUU, TO B KAXKIOW PEINIMKAIMOHHON BUJIKE
OHA MOXET MNOCTEINEHHO U HEMPEPBIBHO CTPOMUTH JIMIIb OJIHY HOBYIO LIETb MOJIE-
kyJbl JIHK. Jdpyras ngouepnssa monekyna JJHK o mepe pacruieranus MarepuH-
CKOM MOJIEKYJIbIl CUHTE3UPYETCS OTACIbHBIMU KOPOTKUMHU ydacTkamu mo 150—
200 HykieotunoB (¢paemenmsr Okazaxu) tion aevictBuem depmenta JIHK-
MOJMMEPAa3bl, IBHXKYIIETOCS B IPOTUBOMOJIOAKHOM HAMPABICHUU. DTU KOPOTKUE
YYaCTKM BHOBb CHHTE3MPYEMOM MOJUHYKJICOTUIHOW LIENMU OJHOTO PEIIMKOHA
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«CIIMBAIOTCS» (HEPMEHTOM .iueazoul. Takol NPUHIMI CHHTE3a HOBBIX IIEIICH
JAHK wnaszeiBaercsa npepvisucmoviv. Gepmentsl JIHK ckpyunBaroT HUTH peruin-
uupoBaHHbIX yyacTkoB JIHK. Yuactku «nouepunx» monexyn JHK, cunre3znpo-
BaHHBIE B COCEIHMX PEIUIMKOHAX, TAKXKE «CIIUBAIOTCS» (PEPMEHTOM JIUTA30M.
Becb reHOM KIIETKH pEeTUIMUIUPYETCS TOJBKO OJWH pa3 3a NEPUOJ BPEMEHH, CO-
OTBETCTBYIOUIMI OJHOMY MUTOTHYECKOMY LIUKITY.

@Dynxkyuu /[HK

1. XpaHeHue HacineACTBEHHON WMH(MOPMAIMU O CTPYKTYpE OEJIKOB WU
OT/ICJIbHBIX €€ opraHoujoB. Hanmenblliel equHuIe reHeTudeckoil nHpopma-
AU TTOCJIE HYKJIEOTHU/IA SIBJISIIOTCS TPU MOCJIEIOBATENIBHO PACIIONIOKEHHBIX HYK-
neotuaa — mpuniem. 1locnenoBaTeIbHOCTh TPUIJIETOB B HOJIMHYKICOTUIHON
LENU OINPEAENSieT MOCIEA0BATEIBHOCTh PACIOIOKEHHSL aMUHOKKUCIIOT OJHOM
OENKOBOW MOJICKYJbI (TIEPBUYHYIO CTPYKTYpy O€nka) ¥ MPEeacTaBisieT coOoi
red. Bmecte ¢ 6enkamu JIHK BXomar B cocTtaB XpoMaTHHa, BEHIECTBA, U3 KOTO-
POT0 COCTOSIT XPOMOCOMBI SI/Ipa KJIETKH.

2. Ilepenava HacneACTBEHHOW MH(POPMAIMKA. B PE3YIBTATE PEIUTHKAIIAN
MpU KJIIETOYHOM JICJICHUU OT MAaTEPUHCKOU KJIETKU — JOYEPHUM.

3. Peanuzauus HacieAcTBeHHOW HH(OpManuy (XpaHAlIeiics B BUAE re-
HOB) B pe3yJibTaTe MaTPUUYHBIX peakiuil OMOCHHTE3a Yepe3 BhIPAOOTKY CHEIu-
buyeckux Il KJIETKU U opranu3ma 0enkoB. [Ipu 3Tom Ha onHOM U3 ee 1enei
M0 TIPUHUHUIY KOMIUIEMEHTAPHOCTU M3 HYKJICOTHAOB OKPYKAKOLIEH MOJEKYITY
Cpeabl CHHTE3UPYIOTCS MOJIeKYI bl nHpopmarmonHoi PHK.

Cmpoenue pubonykneunogoii kuciomel (PHK). 1lo cBoeil cTpyKType
monekysbl PHK menee kpynubie; uem mosekysibl JJHK ¢ MonekysnsgpHoit Maccoit
oT 20-30 thIC. (T-PHK) no 1 man (p-PHK). PHK — onHouenoueunas Mosiekyna,
IIOCTPOCHHAs TaK ke, Kak noada u3 uener [JHK. Monomepsr PHK — nykiieorn-
JIbI COCTOSIT U3 a30TUCTOFO. OCHOBaHUs, prbo03bl (yrieBoa) u ocdarnoit rpym-
nel. PHK comepxut 4 a30THCTHIX OCHOBaHUS, MPUYEM TUMHUH 3aMECHEH Ha OJm3-
KU K HEMY 1O CTPOCHUIO ypalui (HyKJICOTUI — YpUAWIOBbINA). HykneoTu sl
COEJIMHEHBI B OJIMHYKJICOTUIHYIO LIENb Tak ke, kak u B JIHK, 3a cyer octaTtkoB
(b ochOpHBIX KUCHOT, PACTIONOKEHHBIX MEXKTy pr003aMHU.

Ilo mecmy naxeoicoenus 6 kiemke cpenu PHK Beiienstor: siaepHble, 1U-
TOIJIA3MaTUYECKHE, MUTOXOHAPHUAIbHBIE, IUIACTUIHBIE.

llo svinoausemvim ynxkyusm cpeaqu PHK BwimensroT: TpaHcmopTHBIE,
nH(pOpMaITMOHHBIE U pUOOCOMHBIE.

Tpancnopmuvie PHK (m-PHK) — oaHOIENOYHBIE, HO HUMEIOIIUE TPeX-
MEPHYIO CTPYKTYPY «KIIEBEPHBIM JIUCT», CO3JAHHYIO BHYTPHUMOJICKYJISIPHBIMU
BOJIOpoAHbIMU CcBsa3aMH (puc. 10). Monekynsl T-PHK — cambie kopotkue. Co-
croaT u3 80-100 mykneornnoB. Ha ux momro mpuxoautcst okoso 10% ot ob6mrero
coaepxxkanusi PHK B knetke. OHU NEpEHOCIT aKTUBUPOBAHHBIE aMUHOKHUCIIOTHI K
prubocoMaM IIpu OMOCHHTE3E OelIKa B KIICTKE.
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Puc. 10 Ctpykrypa T-PHK:

A, b, B, I' — yyacTku KoMIuieMeHTap-
HOTO coeluHeHHus; J| — y4acTok coeu-
HCHHS ¢ aMHHOKHCIIOTaMu,; E — aHTH-
KOJIOH (HE COE€AMHEHHBIN TPUILIET)

Unpopmayuonnas  (mampuunas) PHK
(u-PHK, m-PHK) — onHOlLIEIOYHAS MOJIEKY-
7a, KOTopast o0Opa3yeTcsi B pe3yabTaTe TpaH-
ckpunun Ha Monekyine JHK B snpe u
HeceT MHPOPMAIIHIO O TIEPBUYHON CTPYKTY-
pe OaHON OETKOBOM MOJIEKYJIBl K MECTY
cuHTe3a Oenka B pubocomax. Moiekyna u-
PHK moxet coctoste u3 300 <3000 nyk-
neotunoB. Ha nomo u — PHK npuxoaurcs
0,5-1% ot obmero conaepxanus PHK
B KJIETKE.

Pubocomusvie PHK (p-PHK) — cambie
KpYIIHbIE OJIHOLIETIOYHBIE MOJIEKYJbl. OHU
00pa3yloT BMecTe ¢ OeIKaMu CIIOKHBIC
KOMIUIEKCHI, MOJJEPKUBAIOIINE CTPYKTYPY
puboCcoM, Ha KOTOPHIX HJIET CHHTE3 OeKa.
Ha nmomro p-PHK mpuxomgurcs oxkono 90%
ot obuiero-coaepxkanus PHK B knetke.

Bcs renernueckas nHgopmarus opraHuzMa (CTpykrypa ero OejKkoB), 3a-
kimoueHa B ero JHK, cocrosimieil u3 HyKiaeoTHI0B, OOBEAMHEHHBIX B T'EHBI.
I'en — equHuua HaCNeICTBEHHOW MH(OpMaLuuU, cojepxkalias HHPOPMALUIO O
CTpPYKType oaHoro Oenka. ['eHbl, 0OyCIOBIMBAIONIME CBONCTBA OPraHU3MOB,
Ha3bIBAIOT CMPYKMYPHbIMU. A TE€HBI, KOTOPbIE PEryJIUPYIOT MPOSIBJICHUE CTPYK-
TYpHBIX TE€HOB, HA3bIBAIOT pe2yiamopHuimuy. Peanuzanus HaciaeICTBEHHOW WH-
(dbopMaruu NpOUCXOAUT CIETYIOIINM 00pazoM:

JTHK (ren) tpanckpunius P - u-PHK (konus rena)-tpanckpumnims P

» benok @epment (Ha pubocomax) —> Peaknust B KjIeTke —>

—>CBoCTBO WM TIpU3HAK ((PeH)

2.2 T'eHeTn4YeCKHU KO U €ro CBOICTBA
JI1s1 oCylLeCTBIeHUSI SKCIIPECCUU I'€HA CYIIECTBYET 2eHemuuecKuli Koo —
CTPOrO ymopsjioYeHHass 3aBUCUMOCTb MEXIy OCHOBAHUSMH HYKJICOTHIOB H

aMHUHOKHUCJOTaMH (Tabi1. 3).

O6HICHpI/IH}ITBIC COKpalCHUA Ha3BaHUM aMHUHOKHUCJIOT:

BAJI — Banmuu

JIEU — JISUITUH

JIN3 < nmu3un

WNJIE —u3oneiinun

MET — MeTHOHUH

I'J1Y — rmyramuHOBas KMCIIOTa
I'C — ructuanu

I'JIH - rmyramun

I'’IN — runun

CEP — cepun

API" — aprunux

ACH — acnaparux

AJIA — ananun

ACII — acnaparHoBas KMCJIOTa
[TPO — nponun

HC — nucteun

TPE — Tpeonun

TPU — tpunrodan

THUP — tupo3un

®EH — ¢penunananux
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['eHeTnuecknit KO

Tabanma 3

IlepBbiii Bropoii HyKJIeoTH Tperni
HYKJICOTH/T Yy 1| A r HYKJICOTH/I
v ®EH CEP TUP [UC v

®EH CEP TUP LUC 11
JIEU CEP CTOII CTOII A
JIEN CEP CTOII TPU I
11 JIEU [1PO rUC APT y
JIEN ITPO T'UC APT I1
JIEN I1PO [JIH APl A
JIEU [1PO [JIH APL r
A WIE TPE ACH CEP Vv
WIE TPE ACH CEP 11
WIE TPE 3 APT A
MET TPE 3 APT r
r BAJI AJTIA ACII 1N v
BAJI AJTIA ACII TJIn 11
BAJI AJIA Ly JIn A
BAJI AJTIA Ly [JI r

OcHogeHble ce0licmea 2eHemuuecKozo Kooda.

1. Tpunnemunocmv — OJHON aMHUHOKHCIOTE COOTBETCTBYIOT TPH PSIAOM
PaCIOJIOKEHHBIX HYKJICOTHA, Ha3bIBa€Mbl€ mpuniemom (KOOOHOM) (mpunie-
mul 6 u-PHK naszvlieaiomces kooonamu);

2. VHusepcanvnocms — ONMMHAKOBBIM KOJIOH KOAMPYET OJHY U Ty K€
AMUHOKHUCIIOTY Y BCEX KUBBIX CYIIICCTB;

3. Henepexpvisaemocms — OAVH HYKICOTH HE MOXET BXOJUTH OJHO-
BPEMEHHO B COCTAaB HECKQJIBKUX KOJOHOB;

4. Buwipoowcoennoecms  (u30bimoyHocms) — OAHY AMHHOKUCIIOTY MOTYT
KOJIUPOBATh HECKOJIBKO PA3HBIX KOJIOHOB;

5. Oownonanpaénennocms — CYUThIBAaHUE UH(YOPMALIUK Beeraa uaeT ot 57
K 3’- koHIy;

6. OTCYICTBHE paz0eiumenbHblX 3HAKO8 GHYMPU 2eHA NPU UX HATUYUU
MedAHCOY 2eHAMI.

2.3 buoJsiornuecknii CHHTE3 0eJIKa

JIHK — HOCuTEeNh BCEl TeHETHYECKON MH(GOPMAIINH B KIIETKE — HETIOCPE/I-
CTBCHHOTO y4YacTHsl B CHHTe3¢ Oeyika (peanu3alnuy dTOW HACIIeICTBEHHOW WH-
dbopmalun) He MPUHUMAIOT. B KJIeTKkax )KMBOTHBIX M pacTeHui Monekynsl JTHK
OTJZICTICHBI SIACPHON MEMOpPaHOW OT ITUTOIUIA3MBI, TJ€ MPOUCXOIUT CUHTE3 Oel-
koB. K pubocomam - Mmectam cOOpKH OENKOB — BBICBITIAETCS U3 SApa MOCPETHUK,
KOTOPBIN HECET CKOMMPOBAHHYIO MH(OPMAIUIO U CTIOCOOEH MPOUTH Yepe3 MOpPHI
sanepHor mMemOpaHbl. Takum mocpegHukoM siBnsetrcss uHdopmaimonnas PHK,
KOTOpasi y4aCTBYET B MATPUYHBIX PEAKLIHSIX.
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MarpuuHble peakiuy — 3TO PEAKIHU CUHTE3a HOBBIX COCIMHEHUN HA OC-
HOBE «CTapbhIX» MaKpPOMOJICKYJ, BBITIOJHSIONINX POJIb MATPHUILI, T.€. (OPMBHI,
oOpasma s KOMMPOBAaHUSI HOBBIX MOJEKYJI. MaTpUYHBIMH PEAKITUSIMH pPeali-
3aIiK HACIIEACTBEHHON MH(pOpMaIu, B KOTOPbIX nmpuHUMaroT ydactue JJHK u
PHK sBistrorest:

1. Penauxayus /THK — ynBoenue monekyn JIHK, Gmarogapsi koTopsim
nepeaaya reHeTUYecko MHPOPMALMKU OCYILIECTBIIAECTCS OT MOKOJICHHS K MOKO-
nenuto. Matpuueit sisnserca matepunckas JTHK.

2. Tpauckpunyus (1at. transcription — NEPENUCHIBAHKE) — ITO CHUHTE3
Mosiekys PHK no npuHuIunmy KOMIjaeMeHTapHOCTH Ha MaTPUIIE OJHOW U3 Ienei
JHK. TIpoucxoaut B siape moj aeiictBuem ¢epmenta JIHK-3apucumoii PHK-
nonumepasbl. Madopmanmonnas PHK — 310 omHOLenounass Moaekysia, 1 KOIu-
pOBaHME T€HA UJET ¢ OAHOM HUTH JByuenoyHou monekyisl JIHK. S3bik Tpu-
meroB [IHK nepeBonutcs Ha s13b1k kogoHOB U-PHK. B pesynsrare Tpanckpun-
MU pa3HbIX reHoB cuHTe3upyroTcs Bce Buiabl PHK. 3arem u-PHK, T1-PHK,
p-PHK depe3 mopbl B simepHON 000JI0YKE BBIXOAST B MUTOIIA3MYy KJICTKHU JIJIS
BBITIOJTHEHUS CBOUX ()YHKITHH.

3. Tpancmsmus (71at. translatio — niepeaada, MePEBOa) — 3TO CUHTE3 TIO-
JUTICTIUHBIX Tenel 0enkoB Ha matpuile 3peior u-PHK, ocymecTBisiemblil pu-
6ocomamu. B 3ToMm nporecce BbIACTAIOT HECKOIBKO 3TaIOB:

Otan nepBbiil — unuyuayus (Hayajao cuHre3a). B nuToriasme Ha oquH U3
koHII0B U-PHK (MMeHHO Ha TOT, ¢ KOTOPOrO HAYMHAJICS CUHTE3 MOJIEKYJIbI B SpE)
BCTyMNaeT pubocoMa M HauMHaeT culte3 noaunentuaa. Monekyna T-PHK, tpanc-
noprupyromas amuHokucioty rayramud (T-PHK I'JIH), coenunsiercst ¢ puboco-
MOl u npukperuisiercss Kk Hadajily nernu u-PHK (komom YAI). Psagom ¢ nepBoit
T-PHK (He mMerorei HUKaKoro OTHOIICHUS K CHHTE3UPYIOIMIEMY OCIIKY) IPHCO-
equusercs Bropas T-PHK ¢ amunokucnoron. Eciu antukonon 1-PHK, To Mexmy
AMHHOKHCJIOTAMH BO3HUKAET TIENTHIHAS CBSI3b, KOTOPYIO 00pa3yeT OnpeIeICHHBIHN
depment. [locne storo T-PHK mokumaer pubocomy (yXoauT B IUTOIIA3My 3a HO-
BOI amrHOKKCNOTOM), a u-PHK nepemeniaetcst Ha 0JluH KOJIOH.

Bropoii atan — anoneayus (ynnunenus uenu). Pubocoma nepemeraercs
o monekyne u-PHK He nmiaBHO, a mpephIBUCTO, TPUILIET 32 TPUILIETOM. TpEeThs
T-PHK ¢ aMAHOKHCIIOTON CBA3BIBAETCI CBOMM aHTHUKOJIOHOM ¢ KojjoHOM n-PHK.
[Ipu ycTaHOBIEHUN KOMIUTMMEHTAPHOCTU CBSI3W pUOOCOMA JIeNaeT elle 1ar Ha
OJIMH «KOJIOH», a creuu@uueckuil (EepMeHT «CHIMBAET» MNENTHUIHON CBS3bIO
BTOPYIO M TPETHIO AMUHOKHUCIIOTY - 00pa3zyercs nenTuaHas uenb. AMUHOKHUCIIO-
Thl B PAcTyIEH MOJUIENTUIHON IIENU COECIHUHSIOTCS B TOM MOCIEA0BATEIbHO-
CTH, B KOTOPOi1 pacniosiokeHsl mudpyromme nx kogaousl u-PHK (puc. 11).
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Monreoma 7 \ 7 4
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Puc. 11. Cxema OuocunTE3a OEMKA;

1 — u-PHK; 2 — cy6wseaununbl pudocomsr; 3 — T-PHK ¢ amuHOKHCIOTaMH,
4 — xomod u-PHK; 5 — aurukonon 1-PHK; 6 — T-PHK 6€3 aMHHOKHUCIIOT; 7 — IIOIUIIENITHI

Tpetuit sran — mepmunayus (OKOHYaHUE CHHTe3a) nenu. [Ipoucxoaut
P TPAHCIIAIMHA pUOOCOMOM OHOTO U3 TPEX «HOHCEHC-KOJO0HOBY (YAA, VAT,
YT'A). Pubocomnr cockakuBaroT ¢ u-PHK, cunTes 6enka 3aBepirieH.

Takum oOpa3om, 3HasI TOPSIOK PACTIOIOMKEHNS AMUHOKHUCIIOT B MOJICKYJIE
OeJiKa, MOXKHO ONPEACIIUTh MOPAIOK HYKJIEOTUI0B (TpuruietoB) B uenu u-PHK,
a TI0 HeW — MopAIoK nap HykiaeoTuaoB B yuactke JIHK u HaoOopoT, yuuTeiBas
MPUHLNN KOMIUTUMEHTAPHOCTH HYKJICOTH/IOB.

Ho B npouecce MaTpUuHBIX peakuyii MOTYT NPOUCXOIUTh U3MEHEHUS — MY-
Taluu. JTO F€HHbIE MyTalUM HA MOJEKYJISIPHOM YPOBHE - PE3YJIbTAT PA3IMYHBIX
noBpexaeHuil B Mosekyiaax JIHK — 3aTparuBaror oquH mim HECKOJIBKO HYKJIEOTH-
10B. Bce popmbl reHHBIX MyTalliii MOXKHO pa3/IeuTh HA ABE OOJIBbIINUE TPYIIIHL.

llepsas epymna — CIOBUT PaMKUA CUYUTBHIBAHUS — TMPEACTABISET COOOi
BCTABKM WJIM BBUIAJICHUS OJHOW WM HECKOJIBKHX Aap HYKJIEOTHUIIOB. B 3aBucCH-
MOCTH OT MECTAa HAPYUIEHUsS U3MEHSETCS TO WM WHOE KOJIMYECTBO KOIOHOB.
D10 HanboJee THKEIbIE TOBPEKICHUS TEHOB, TaK KaK B 00K OYIyT BKIIOYEHBI
COBEPIICHHO ApPYTrHe aMUHOKUCIOTHL. Ha Takne nenenuu u BCTaBKU MPUXOIATCS
80% Bcex CIIOHTAHHBIX T€HHBIX MyTallUM.

HanGonbmM MmoBpekIarONMM JASHCTBHEM 00J1aal0T HOHCEHC — MyTa-
UM, KOTOPBIE CBSI3aHBI C MOSIBICHUEM KOJOHOB-TEPMHHATOPOB, BBI3BIBAKOLINX
OCTaHOBKY CHHTE3a Oeyika. DTO MOXKET MPUBECTHU K MPEKIEBPEMEHHOMY OKOH-
YaHUIO CHHTE3a Oelika, KOTOpBI OBICTpO naerpamupyeT. Pesynbrar — rubens
KJIETKU WJIM U3MEHEHUE XapaKTepa UHAUBUYATIbHOTO PA3BUTHA.

Mytanuu, cBsi3aHHBIE C 3aMEHOM, BbINAJEHUEM HIJIM BCTABKON B KOJIHpPY-
IOllEN YacTu TeHa (DEeHOTUITMYECKU TPOSBIISIIOTCS B BUAE 3aMEHbl aMUHOKUCIIOT
B Oenike. B 3aBUCHMMOCTH OT MPUPOAbI AMUHOKUCIOT U (DYHKIIMOHAJILHOM 3HA-
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YUMOCTH HApPYIICHHOTO Y4acTKa, HAOMIOAaeTCs TOJHAS WU YacTHYHAS MOTEPS
(GYHKIIMOHATFHOW aKTUBHOCTHU O€JTKa. DTO BBIPAKACTCS B CHIDKCHHUH JKH3HECIIO-
COOHOCTH, U3MEHEHUU MTPU3HAKOB OPTraHU3MOB U T.J.

Bmopas epynna — 310 TeHHBIE MyTallid C 3aMEHOW Map OCHOBAHUI HYK-
neoTuaoB. CylIECTBYIOT /IBa TUIIA 3aMEHbI OCHOBAHU:

1. TpaH3uuusg — 3aMeHa OJJHOTO MyPUHOBOIO HA JIPyroe MypuHOBOE OC-
HoBaHue (A Ha " wim [ Ha A) Winm oHOrO MUPUMUIMHOBOTO HA JPYroe Mupu-
mujuHoBoe (L va T unu T Ha L).

2. TpaHncBepcusi — 3aM€Ha OJJHOTO IMYPUHOBOTO OCHOBAHHSI HAa MUPUMHU-
nuHOBOE Uik Hao00poT (A Ha LI, wm I' na T, wim A Ha V). [IpumepoM TpaHCBep-
CHUHM SIBJISIETCSL CEPIIOBUHO-KIIETOUHAS! aHEMUSI, BO3HUKAIOIIAs M3-3a HACJIEICTBEH-
HOTO HApyIIECHUs] CTPYKTYPhI TEMOTJIO0NHA. ¥ MYTAaHTHOTO TI'eHa, KOIUPYIOIIETO
OJIHY W3 TIETNel TeMOTJIo0nHa, HapyIleH Bcero oauH Hykieotua, u B u-PHK mpo-
UCXOUT 3ameHa ajgeHuHa Ha ypauui (TAA nva I'VA). B pe3syiabrare mpoucxoaut
U3MEHEHHEe OMOXUMHUYECKOTO (eHOTUNA, B [-IIEMH. TeMOIIOONHA TITyTaMUHOBASI
KHCJIOTa 3aMEHEHA Ha BaJMH. JTa 3aMEHa W3MEHSET IIOBEPXHOCTh TeMOTIIOOMHO-
BOI MOJIEKYJIbl: BMECTO JBOSIKOBOTHYTOT'O JUCKA KIETKWA 3PUTPOIIMTOB CTAHOBSITCS
MOXO0KH Ha CEepIbl U JMOO0 3aKyMOPHUBAIOT MEJKKE COCY/IbI, MO0 OBICTPO yaus-
IOTCS1 U3 KPOBOOOpAIIIEHUSs, YTO OBICTPO MPUBOAUT K AHEMUU.

Takum 00pa3om, 3HAUMMOCTb F€HHBIX MyTalluil JJi KU3HEAESITeIbHOCTU
OopraHu3Ma HeOJJMHAKOBA:

® HEKOTOpbIE «MOJTYAIINE MYTallMN» HE OKa3bIBAIOT BIUSHUS HA CTPYK-
Typy 1 GyHKIHIO Oenka (HarpuMep, 3aMeHa HYKJICOTH 1a, He TIPUBOIAIIAS K 3a-
MEHE aMUHOKHUCIIOT);

® HEKOTOphIE MyTAIMH BEIYT K MOJTHON moTepe GhyHKunu Oenka u rude-
JIM KJIETOK (HampuMep, HOHCEHC-MYTaluN );

e JIpyrue MyTall - MpU KayecTBeHHOM u3MeHeHuu u-PHK u ammno-
KHUCIIOT BEAYT K U3MEHEHUIO MMPU3HAKOB OpPraHu3Ma;

® HEKOTOPHIC MYTAITUW, N3MEHSIONINE CBOMCTBA OCITKOBBIX MOJICKYJI, OKa-
3bIBAIOT MOBPEXKIAIOLIEE AEHCTBUE HA KU3ZHEACSITEIbHOCTh KIIETOK — TAKUE MYTa-
1IMY 00YCIIOBIIMBAIOT TSHKEIOC TeUeHHEe O00Ie3Hel (HarmpruMep, TPAHCBEPCHH ).

2.4 CBoiicTBa U KJaccu(puKauusi reHoB

['en ~ enuHWIIa HACIEICTBEHHOCTH M M3MEHYMBOCTH. [I0 cOBpeMeHHBIM
MPEICTABICHUSIM, 2eH — 3TO yyacTok Mousiekyisl JJHK, necymmit undopmariuio o
CHUHTE3€ OIpPEJEICHHOr0 TMOJIMIENTHA WM HYKJIEHMHOBOM KHUCIOTHI. ['eHbl,
OTPEAEISIONIME PA3BUTHE AJTBTEPHATUBHBIX MPU3HAKOB, HA3BIBAIOTCS alie/lb-
noivu (amtensamu). ['en, npeoOnamaronuii B mape ajjiesei, Ha3bIBaeTcs: 0oMu-
HAHMHBIM, a T€H, TIOJIaBJISIEMbIN CBOEH aylienbto, — peyeccusuvim. Habop reHos
opraHu3Ma, KOTOpbIE OH IMOJY4YaeT OT CBOMX POAMTENICH, HA3bIBACTCS 2eHOMU-
nom. COBOKYITHOCTh BCEX BHENIHMX M BHYTPEHHUX MPU3HAKOB OpraHU3Ma, pas-
BUBAIONIUXCS HA 0a3e TeHOTHUNA O BO3ACHCTBHEM (DAKTOPOB Cpe/bl, Ha3bIBa-
eTCsl (heHOmunom, a OTIeTLHBIN MPU3HAK — eHOM.
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B nauvane XX B. rocro/iCTBOBAJIO MPEICTABIICHUE O CTAOMIBHOCTU U HEU3-
MeHsieMocTu TeHOB (A. Beiicman, Y. BaTcoH), a eciii U3MEHEHUS U IPOUCXOAWIIH,
TO CaMOTIPOM3BOJILHO, HE3ABUCHUMO OT BIIMSHUS CPEIbl. ITO OMMOOYHOE MHEHUE
ObLJIO OMPOBEPTrHYTO MOJIYYEHUEM MHAYUMpoBaHHbIX myTanui [.A. Hamconom u
I'.C. ®ununmnossiM (1925 r.) Ha rpubdax, I'. Memnepom (1927 r.) Ha npozoduse u
N.JI. Cragepom (1928 r.) Ha Kykypy3e. B 20-e roapl ObLJIO yCTaHOBJIEHO, UTO
XPOMOCOMBI COCTOAT U3 Oenika U HykiaenHoBbIX kucioT. B 1927 r. H.K. Kosbios
NPEINOI0KII, YTO (DYHKIIMU T€HOB BBITIOJHSIOT OEIKOBBIE MOJIEKYIIbI.

['enbl XxapakTepuU3yIOTCS ONPEICICHHBIMU CEOUCHEAMU; CTEIUPUYHO-
CTBIO, IEJIOCTHOCTBIO W AUCKPETHOCTHIO, CTAOMIIBLHOCTBHIO M JIAOMJIBHOCTHIO,
MJIEHOTPOIMEN, SKCIIPECCUBHOCTHIO M IEHETPAHTHOCTHIO.

o Cneyuguunocmsv eena 3aKI0OYaeTCS B TOM, UYTO KaXIBI CTPYKTYp-
HBII reH 00JIaJlaeT TOJbKO €My MPUCYIIUM MOPSAKOM PACHOJIONKEHUS HYKIIEO-
TUIOB U JIETEPMUHUPYET CHUHTE3 onpeaeneHHoro nonunentuiaa, p-PHK wmm
T-PHK.

e [Jenocmnocmv 2ena COCTOMT B TOM, YTO TIPU IPOTPAMMHUPOBAHUU
CHUHTE3a TOJIMIENTHIA OH BBICTYINAET Kak HeAenumMasl eauHuia (IUCTPOH), U3-
MEHEHHUE NOPSIIKA UM KOJIMYECTBA HYKJICOTUAOB B KOTOPOM MPUBOAUT K IEpe-
CTpPOMKE CTPYKTYPhI MOJIEKYJIbI ToJUnenTujia. ['eH kak (pyHKIMOHANbHAS €1u-
HUILIA HEJICJIUM.

o Jluckpemnocms 2ena OMPEHCISCTCsA HAJIUMUYUEM B HEM CyOBEAMHMIL
(MyTOH, pekoH). B HacTosIee BpeMs MUHUMATBHON CTPYKTYPHOU CyOBeaHU-
el reHa CYUTAIOT Mmapy KOMIUIEMEHTApHbIX HYKJICOTHUJOB, & MUHUMAJIBHOU
(GYHKIIMOHATBHON eAMHUIICH — KOJIOH.

e ['eHbl OTHOCHUTEIIbHO CimabuibHbl U U3MEHSAIOTCS (MyTHUPYIOT) PEIKO.
YacToTa CIIOHTAHHOUW MYTalliM OJHOIO TeHa - nmpuMepHo 107 Ha 01HO MOKOJIe-
HUE.

e (CnocoOHOCTh T€HA M3MEHSTHCS (Mymuposams) HA3BIBAETCS 1AOULb-
HOCMbBIO.

e ['eHbl 00JaaI0T CBOWCTBOM AICUOMPONHOCIIU (MHONMCECTBEHHOCTL)
Oelicmeus, T. € OJTAH I'€H OTBEYAET 3a MPOSIBJICHUE HECKOJIbKUX MPU3HAKOB. ITO
HaOJII0AaeTCsl MPU HEKOTOPBIX JH3UMOMATHUSIX, MHOKECTBEHHBIX BPOKICHHBIX
MOPOKaxX pa3BUTHSI, HaIpuMep npu cuHjipome Mapdana.

e Okcnpeccunocms — CTENEHb (HEHOTUITUYECKOTO MPOSIBICHUS JAHHOTO
reHa.

e ['eHbl 00JAAOT NEHEMPAHMHOCTMBIO — ITO YACTOTA MPOSIBICHUS I'eHa.
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TEMA 3
3AKOHOMEPHOCTH HACJIEAOBAHUA ITPU3HAKOB

OcHOBHBIE 3aKOHOMEPHOCTH HacCJIeI0BaHMs ObLIM OTKPBITHI I'. MeHnnenem
B 1865 r. B nanpHelimeMm B 1911 r. ObuIn omMcaHbl ABJICHUSA CLEIUIEHNAS I'€HOB
T. Moprasom B pa3juyHbIE BUJIbl UX B3aUMOJICCTBUS, OKA3bIBAIOIINE BIUSHUE
Ha MPOLIECC MEepelaun U peaanu3alui IPU3HAKOB.

CoBpemeHHas KjaccH(UKaIMs TUIIOB HACJICIOBAHUS TPHU3HAKOB MOYKHO
MPEJICTAaBUTh B BUE CXEMBI 1:

X-cuennéHHoe
AomuHanTHoe B ol (cuenn&HHoe C
nonom

PeyeccHeHoe JlOMHHAHTHO e

PeyeccHBEHOE

Y-cuenn éHHoe
rofaHApHY ECKOE

Cxema 1. Tunsl HACJICAJOBAaHUS TPU3HAKOB

3.1 3akonbl MeHaess U yCJIOBUSI MX NPOSIBJICHUSA

T'ubpuouzayus — 3T0 CKpenMBaHue 0coOeH, OTIIMYAOIIUXCS 10 TeHOTH-
ny. CkpellMBaHuE, MpU KOTOPOM Y POIUTENBCKUX OCOOEH y4MTHIBAE€TCS OJHA
rapa ajbTePHATUBHBIX MPU3HAKOB, HA3bIBACTCS MOHOUOPUOHBIM, JIBE TIapbl
TIPU3HAKOB — OUCUOPUOHBIM, OOTIEE YEM JIBE MTAPBI — HOJAULUOPUOHBIM.

CkpemuBaHie KUBOTHBIX W PacTeHUM (THOpHIn3aIiysi) MPOBOJAUTCS Ue-
JIOBEKOM C HE3amaMSATHBIX BPEMEH, OJTHAKO YCTAHOBHUTH 3aKOHOMEPHOCTH TIepe-
Ja4¥l HACJICJICTBEHHBIX MPU3HAKOB HE yAaBajoch. [ MOpUIOIOTHUECKHUI METO
I'. Mennensi, ¢ MOMOIIBIO KOTOPOTO OBUTM BBISBIICHBI 3TH 3aKOHOMEPHOCTH,
UMEET CJIeMYIONe 0COOEHHOCTH:

e 10A00p Map A CKpEITUBaHUS («UUCThIC TUHUKY);
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® aHaJIM3 HACJEJOBAaHMS OTJEJbHBIX aJbTEPHATUBHBIX (B3aMMOMCKIIIO-
YaIOIIKX ) IPU3HAKOB B PsITY MTOKOJICHUI;

® TOYHBIM KOJIMYECTBEHHBIH YUET MMOTOMKOB C Pa3IMyHON KOMOWHAIEen
MPU3HAKOB (UCMOJIb30BAHUE MAaTEMATUUECKUX METOOB).

CornacHo OONIIEIPHUHATHIM O00O03HAYCHUSIM, POJAUTEIBCKUX OCOOeH mpu
CKpeIIMBAaHUU OTMe4YaroT OykBoiMl P (oT parenta — poautenu), ramersl — G
(oT gamete — MOJIOBBIE KJIETKH), THOPUIBI TIepBOTO mokoiaeHus — Fy. (ot fifii —
NeTu), BToporo — F2 u T.A., CKpEIIMBaHUE JIByX OPTaHU3MOB 3HAKOM —.X, JKEH-
ckue ocobm — @ (3epkano Benepsl), Mmysxckue ocobu — & (ctpena Mapca).

Ilepeviit 3axkon Menoensn — 3aKkoH eOUHO00pa3usa 2udpuoos nepeozo no-
Konenua. I'. MeHenb CKpeluBal YUCThIC JIMHUU PACTeHUI TOpoXa € KEIThIMHU
U 3€JICHbIMU CeMeHaMU (aJbTEepHATUBHbBIEC MPU3HAKK). Hucmuole AunHulY - 3T0 Op-
TaHWU3MBbI, HE JTAIOIIUE PACHICTUICHUS MIPU CKPEIIMBAHUU C TAKUMU KE IO T'eHO-
TUMY, T. €. OHU SBJISIFOTCSI TOMO3UTOTHBIMU T10 JAHHOMY MPU3HAKY:

PAAX aa AA — xéarrie ceMeHa
G (4) (a) Aa — 3en€Hble
Fi1 Aa

[Ipu aHanuze pe3yabTAaTOB CKPEIIMBAHMS OKA3aJ0Ch, YTO BCE MOTOMKHU
(ruOpupl) B IEPBOM MOKOJICHUU OJMHAKOBBIIO PEHOTHUITY (BCE pACTEHUS NMeE-
JIM TOPOIIUHBI JKEJATOTO IBETA) U MO TEHOTUMY (TeTepo3uroThl). [lepBrIil 3aK0H
Mewnpens TIacuT: npu CKpewusanuy 20MO3U2OMHbIX 0Co0ell, AHATUSUPYEMbIX HO
OOHOI nape anrbmepHamueHbIX NPU3HAKOS, HaOM0aemcs eOuHooopasue uopu-
008 nNep8o2o NOKOJIeHUsI KaK No (heHOMuny, max u no 2eHOmuny.

Bmopoiui 3axon Menoena— 3akon pacuiennenus. 1lpu ckpemyBanuu ru-
OpUIOB TIEPBOTO MOKOJICHHUSI, T.€. TETEPO3UTOTHBIX OCOOEH, TOIy9IaeTCsl CIIeTy-
IOINM pe3yJIbTarT:

P Aax Aa
G (A)(a) (A) (a) .
F1 AA, Aa, Aa, aa

Oco0u, conepxanige TOMUHAHTHBIN ['eH A, UMEIOT JKENTYI0 OKPACKy ce-
MsIH, a cojeprKalue 06a pereccuBHbIX TeHa — 3enenyto. [loatomy, cooTHoIe-
HUE ocoOelt 1o penoTuny (okpacke cemsH) — 3:1 (3 4acTu ¢ JOMHUHAHTHBIM
MIPU3HAKOM ¥ | 4aCTh C PEIIECCUBHBIM), IO TEHOTHUMY: 1 4aCTh 0COOEH — JKENThIe
roMO3UroThl (A4), 2 4yacTtu — KenTble reTepo3uroTsl (Aa) u 1 4acTh — 3eneHbIe
TOMO3UTOTHI (aa).

Btopoii 3akoH Menuens ¢GopMyaupyeTcs CIASAYIONIUM 0o0pa3oM: npu
CKpEeWUBAHUU 2UOPUOOE NepB8O20 NOKONEHUS (2emepOo3Uu2OmMHbIX OP2AHUIMO8),
AHAU3UPYEMBIX NO OOHOU nape albMepHAMUBHbIX NPUSHAKO8, HAONI00aemcs
pacwenienue 8 coomuoueruu 3:1 no penomuny u 1:2:1 no eenomuny.

[Ipu sKCrIEpUMEHTaNbHON M CENeKUMOHHOM padoTe 4YacTo BO3HHUKAET
HEO0OXOJAMMOCTb BBISICHUTH T€HOTUIT OCOOM C JIOMHUHAHTHBIM TIpu3HaKoM. [l
ATOTO MPOBOJST AHAAUUPYIOULee CKpeujueanue — UCCieyeMyr ocoOb CKpe-
HIMBAIOT C PEUECCUBHOM romo3urotroi. Eciu oHa Oblla rOMO3UTOTHOM, TO TH-
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OpHIBI TIEPBOTO MOKOJICHUS OyIyT €AMHOOOpa3HbI — BCE TIOTOMKH OYJIyT MMETh
JTOMUHAHTHBIM Npu3Hak. Ecin ocoObp OblIa reTepo3WroTHa, TO B pe3yJbTare
CKpEIMBAHUS IMPOUCXOJNUT PACIICIICHHE IMPHU3HAKOB Y MTOTOMKOB B COOTHOIIIE-
Hum 1:1:

P AA x aa PAaxaa
G (A) (a) G (A) (@) (a)
Fi1Aa Fi1Aa aa

[Ipy noay4YEeHUM YUCTHIX JUHUN MPUMEHSIOT 8036PAMHOE CKpeujueanue —
CKpEIlIMBaHNE TTOTOMKOB C OAHUM M3 poautenei. [Ipu nzyyeHun cuerieHus re-
HOB TPOBOJT pPeUUnPOKHOE CKpeuwjueanue — CKpPEUMBaHUE ABYX POIAUTEIb-
ckux ocobOeii (Hanpumep, AdaBsé U aass), Ipu KOTOPOM CHaYaja reTepO3UTrOTHOM
SIBJISICTCSI MATEPUHCKAs 0COOb, a PEIIECCUBHOM - OTIIOBCKAs, a 3aT€M — HA000pOT
(ckpemuBanust P: AaBeé x aasé u P: aage x AaBs).

N3yuuB HacnegoBaHue ONHOW mapsl ajuiene, MeHaenp pemun npocie-
JUTh HACJIEIOBAHUE ABYX MPU3HAKOB OAHOBPEMEHHO. C 3TOM 1IEJIbI0 OH UCIOJb-
30BaJl TOMO3UT'OTHBIE PACTEHHUs rOpoxa, OTIMYAUIUECS MO JIBYM Mapam ajb-
TEPHATUBHBIX MPHU3HAKOB: CEMEHA JKEJIThIE IJIAJIKUE U 3€JICHbIE MOPUIMHUCTHIC.
B pesynprare Takoro CKpemuBaHHs B NEPBOM HOKOJIEHUU OH MOJIYYWJ pacTe-
HUS C KEIThIMH TVIAJAKUMHA CEMEHAMU. DTOT PE3yJIbTAT NOKA3aJl, YTO 3aKOH €U~
HOOOpa3usa TMOpPUAOB MEPBOrO MOKOJCHUS TPOSIBISETCS HE TOJBKO MPU MOHO-
rUOpUIHOM, HO W MpPHU MOJTUTUOPHIHOM CKPEIIMBAHUU, €CIU POJUTEITHCKHE
(GbOopMBbI TOMO3ZUTOTHBI:

P AABB X aabb AABB — xéntbie rimagkue — ToMO3UTOThI
G (AB) (aB) AaBB — 3€JIEHbIC MOPIIUHUCTHIE — TOMO3UTOTHI
Fi1 AaBb AaBB — %€nThle MOPIIMHUCTBIC - TETEPO3IUTOTHI

3aTem MeHnens CKpeCcTHI THOPHUIBI TIEPBOTO MOKOJEHUS MEXIY co00H —
P(F;): AaBs x AaBes.

Jlist anaiiv3a pe3yjabTaToOB MOJUTHOPUIHOTO CKPEUIMBAHUS HUCIIOIB3YIOT
pewemky llennema, B KOTOPOW 1O TOPU30OHTAIIN 3aITUCHIBAIOT )KEHCKUE TaMEThI,
a M0 BEepTUKAJIA — MY>KCKHE:

3R AB As aB as
AB AABB AABs AaBB AaBs
As AABs AAess AaBe Aass
aB AaBB AaBs aaBB aaBs
as AaBs Aass aaBs aaess

B pe3ynbrare cBOOOAHOTO KOMOMHUPOBAHUS FaMET B 3UTOTAX MOIYYarOT-
csl pa3Hble coueTaHus reHoB. [1o ¢heHoTHMy MOTOMCTBO AENUTCS Ha 4 TPYIIIBL:
9 wyacrell pacTeHMil C TOPOIIMHAMHU KEATHIMU THaAKUMU (A-B-), 3 ywactu —
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C JKEJITBIMA MOPIIUHUCTBIMU (A-bb), 3 "4acTu — ¢ 3eJIeHbIMU TJIAJIKUMU (aaB-)
1 1 9acTh — ¢ 3eJIeHBIMU MOPIITUHUCTLIMU (aabb), T.e. MPOUCXOIUT paCIICTIIICHHE
B cootHomennu 9:3:3:1, wm (3+1)%. OTcroga MOXKHO CIeIaTh BBIBOJ, YTO NPH
CKPEIIMBAaHUK T€TEPO3UTOTHBIX OCOOEH, aHATM3UPYEMBIX MO0 HECKOJIBLKAM Tapam
TLTEPHATUBHBIX MTPU3HAKOB, B TIOTOMCTBE HAOIIOMACTCS pacileuieHue 1mo GpeHo-
TUMY B cOOoTHOIIEHUU (3+1)", rAe n — YUCII0 aHATM3UPYEMBIX MPU3HAKOB.

Pe3ynbTaThl ckpenimBaHus yJ00HO 3alUCBhIBaTh C MOMOIIbIO (heHomunu-
YyecKo2o paoukaia — KpaTKoW 3alucy reHOTHIa, CASJIaHHONW Ha OCHOBE (DEHOTH-
na. Harmpumep, 3anucek 4-B- 03HAYaET, UTO €CJIU B FTEHOTHUIIE €CTh XOTs Obl OJMH
JIOMUHAHTHBIN T€H W3 Maphl alIeTbHBIX, TO HE3aBUCHUMO OT BTOPOro reHa B ¢e-
HOTHIIE MPOSBUTCS IOMUHAHTHBIN MpPU3HAK.

Ecnu mpoananu3upoBath paciierieHne Mo KaKI0W W3 Tap MPU3HAKOB
(CKeNTBIA U 3€JICHBIN MBET, IJIaJKas U MOPUIMHUCTAS MOBEPXHOCTH), TO TOJY-
guTcs 12 ocobelt ¢ xeaThiMu (IIaAKUMH) U 4 0co0u C 3€JICHBIMH (MOPIIMHU-
CTBIMH) ceMeHamu. X cooTHonenue paBHo 12:4, winu 3:1. CnegoBatenbHO, IpH
JUTHOPUHOM CKpPEIMBAHUM KaXKJas Mapa MPU3HAKOB B MOTOMCTBE JA€T pac-
MICTUICHUE HE3aBUCUMO OT APYTON Maphl. DTO SIBISIETCS PE3yJITATOM CITydaiiHO-
ro KOMOMHHPOBAHUS I'€HOB (M COOTBETCTBYIOMIUX UM IIPU3HAKOB), YTO MPHUBO-
JTUT K HOBBIM COYETAHUSM TPU3HAKOB, KOTOPHIX HE OBUIO y POIUTEIHCKUX
dbopm. B npumepe ucxoiabie GopMbl TOPOXa UMEIH JKEJIThIE TaJKUE U 3eJICHbIE
MOPIIUHUCTHIE CEMEHA, 2 BO BTOPOM TOKOJICHHUHM TIOTYIEHBI PACTEHUS HE TOJIBKO
C COYETAaHUEM POJUTENHbCKUX MPU3HAKOB, HO U ¢ HOBBIMU COUETAHUSMH — JKEJI-
THIMU MOPIIUHUCTHIMU M 3€JEHBIMH TiaAKuMu cemeHamu. OTciofa ciemyeT
mpemuii 3akon Menoena — 3aKOH He3A6UCUMO20 KOMOUHUPOBAHUA NPUHA-
Ko06. Ilpu cxpewuganuu 20MO3U20MHbLIX OP2AHUIMOS, AHATUSUPYEMbBIX NO O8YM
(unu 6onee) napam arbMEPHAMUBHLIX NPUSHAKOS, 60 GMOPOM NOKOJLEHUU
Habnooaemcs He3asucumoe KOMOUHUPOBAHUE 2€HO8 PA3HBIX ANIEIbHbIX Nap U
COOMEemcmayouWux UM nPU3HaKos.

AHanm3upys PE3YNbTATHl PACHICIUICHUS MPU3HAKOB BO BTOPOM ITOKOJIE-
HUU (TOsIBJIEHUE PELUECCUBHBIX TOMO3UT0T), MeHienp npuilen K BHIBOAY, UYTO B
TETEPO3UTOTHOM COCTOSHUW HACJIEACTBEHHBIC (PAKTOPHI HE CMEITUBAIOTCS U HE
U3MEHSIOT ApYT Apyra. B nanpHeiiemM 3To mpeacTaBlieHue MOTyYriIo IUTOJIO-
TUYECKOE 000CHOBaHME (PACXOKIECHNUE TOMOJIOTHYHBIX XPOMOCOM TIPU Mei03e)
u OBUIO Ha3BaHO cunomesou «yucmomul 2amemy. OHA CBOIUTCA K JABYM OC-
HOBHBIM MOJIOKEHUSIM:

e y rHOpPUIHOTO OpPTaHW3Ma T'e€HbI HE THOPUAM3UPYIOTCS (HE CMEIINBa-
I0TCS), @ HAXOJSTCS B YUCTOM aJIJICIIBHOM COCTOSIHHH,

® U3 aJJIENBHOW Mapbl B TAMETY MOMAJaeT TOJIbKO OJWH T'€H BCIEACTBUE
PaCXOXICHUS TOMOJIOTHYHBIX XPOMOCOM U XpOMATH]I IPU MEH03e.

3akoHbl MeHensi HOCAT CTaTUCTUYECKUU XapakTep (BBIMOJHSIOTCS Ha
OOJBITIOM KOJIMYECTBE 0CO0EH) U SBISIOTCS YHUBEPCATBHBIMH, T. €. OHU MPHUCY-
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I BCEM KUBBIM opraHu3Mam. [[js1 mposiBieHrs 3aKkOHOB MeHpaens HeoOXoau-
MO COOJIOJICHUE CIETYIOUIUX YCIOBUIM:

® TCHBI PA3HBIX AJUICTHHBIX Tap JODKHBI HAXOAWTHCS B PAa3HBIX Mapax
TOMOJIOTHYHBIX XPOMOCOM;

® MEXIy r€éHaMH He JIOJDKHO OBITh CIICTIJICHUS M B3aUMOJICUCTBUS, KPO-
M€ MOJIHOTO JJOMUHUPOBAHUS;

e JI0KHA OBITH paBHAs BEPOATHOCTH OOpa30BaHUS TaMET U 3UTOT pas-
HOTO THUIIA, a TAK)KE PaBHAsI BEPOSITHOCTh BEDKUBAHUS OPTAHU3MOB C PA3IHYHbI-
MU F'€HOTHUIIaMH (HE TOJKHO OBIThH JIETATbHBIX TCHOB).

B ocHOBe HE3aBHCHMOTO HACJIEIOBAaHUS TCHOB Pa3HBIX AJUICTBHBIX Tap
JISKUT TCHHBI YPOBEHBb OpTraHU3AIMM HACJIEJACTBEHHOTO MaTepuaia, 3aKiIroua-
IOLIUNACSA B TOM, UTO T€Hbl OTHOCUTEJIbHO HE3aBUCUMBI APYT OT Nipyra. OTKIOHE-
HUS OT OKHMJIaeMOTO PACIICIUICHUS 0 3aKOHaM MeEHens BhI3BIBAIOT Jemdlb-
Hble 2enbl. Hammpumep, Mpu CKpelUBaHUM F€TEPO3ZUTOTHBIX KapaKyIbCKUX OBEIl
pacuierienue B F; coctapnset 2:1 (BMecTo oxuaaemoro 3:1). SAruara, romo3u-
TOTHBIE IO JOMUHAHTHOM aJljiesiu cepoit okpacku (W), HEXXKM3HECTIOCOOHKI U TO-
ruOarOT M3-3a HEJIOPA3BUTHUS PYyOIIa KeTyaKa:

P Wwx Ww

G (W)(w) (W)(w)
Fi Ww wWw Ww ww

no2ubarom 2:1

AHaJIOTUYHBIM 00pa3oM Yy YEJIOBEKAa HACIENYIOTCS Opaxudakxmuius W
cepnoguoHo-Kiemounas auvemus.. I'eH OpaxugakTWind (KOPOTKHE TOJICTHIE
najblbl) — JOMUHAHTHBIN. Y [E€T€PO3UTOT HAOMIOAACTCS OpaxugaKkTUiIus, a ro-
MO3UTOTHI TIO 3TOMY T€Hy MOTrM0al0T HAa PaHHHUX CTaAUsIX dMOpHoreHes3a. Y de-
JIOBEKa MMeeTcs IeH HopMmaiabHOTo TremorjioomHa (HbA) u reH ceprnoBuIIHO-
kierounort anemuu (HDS). I'eTepo3uroTsl mo 3TUM TeHaM >XU3HECTIOCOOHBI, a
romMo3urotsl o HbS nmornbarT B paHHEM JETCKOM Bo3pacTe (reMOoryioOuH S He
CIOCOOEH CBSA3BIBATH M TIEPEHOCUTH KUCIIOPOJ).

3aTpyAHCHUS B OLIEHKE PE3YJIbTATOB CKPEIIMBAHUS (OTKJIOHEHHS OT 3aKO-
HOB MeHIess1) MOKET BhI3BAaTh U SBJICHUE AIeUOMpPonuu, KOraa OquH TeH OTBe-
yaeT 3a NPOsIBJIEHNE HECKOJIbKUX MpU3HAKOB. [Ipumepamu mieiiorponHoro aei-
CTBUSI I'€HA Yy YeJNOBeKa SBISIOTCS cunopomsl Mapghana n «201ybvix ckiepy.
[Ipn cunnpome Mapdana oauH T'€H BBI3BIBACT pa3BUTHE "MaydybWX MaJIbIIEB",
MOJIBBIBUX XPYCTAIHKA, 1ePOpPMaIIAI0 TPYTHON KIETKH, aHEBPU3MY aOPTHI, BbI-
cokuii cBoj ctonbl. [Ipu cunapome "romyObix ckiep” y uesoBeka HaOI0al0TCs
roirybast okpacka CKJep, JOMKOCTh KOCTEH W MIOPOKH Pa3BUTHUS CEP/IIA.
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3.2 BzaumojaeiicTBHE TeHOB

OTKJI0HEHHE OT 3aKOHOB MeH/ el BhI3BIBAIOT Pa3IWYHbIC BUbI B3aHMO-
JNEHUCTBUS T€HOB, OOYCIOBJICHHOIO I'€HOMHBIM YPOBHEM OpraHU3aIluU HaCJeI-
CTBEHHOI'O MaTepualia.

PaznuuaroT B3aMMOACHCTBUS ALIE/IbHbIX U Hedanle/ibHblX TCHOB.

B3aumooeiicmeue annenvnvix 2enoe

BzaumopencTBue T€HOB OJHOM aJUJICNId HA3bIBACTCA GHYMPUALICIbHBIM.
Paznuuaror: moiHOe JOMUHUPOBAHUE, HEMOJIHOE JOMUHUPOBAHUE, CBEPXAOMU-
HUPOBaHWE, KOJOMUHUPOBAHUE U AJUIEIBHOE UCKITIOUEHHE.

IIpu noanom oomunuposanuu OIUH TE€H MOJHOCTHIO MMOJAABISET MPOSB-
JIEHUE IPYTOro reHa (BBIMOIHSAIOTCS 3aKOHbI MeH1el1s1); MpU 3TOM TOMO- U reTe-
PO3UTOThI (PEHOTUIMMYECCKA HEOTIMUYMMBI. HampuMep, reH JKenToro 1BeTa ceMsH
ropoxa MoJIHOCThIO MOJABISIET T€H 3€JIEHOM OKPACKH, a TE€H KApero 1BETa IJ1a3 y
YyeJIoBeKa - T'eH ToJryooro 1Bera.

IIpu Henoanom oomunupoeanuu (NMPoMeXyTOYHOM HACTETOBAHUHU) O-
MHWHAHTHBIM T€H HE IOJHOCTBHIO MOAABIISIET MPOSIBIIEHUE PELIECCUBHOIO reHa. Y
THOPHIOB IIEPBOr0O MOKOJICHUS HAOIIOJAaeTCs MPOMEKYTOUHOS HACIEI0BAaHUE, a
BO BTOPOM TIOKOJICHWH PACHICTUICHHE MO0 (PEHOTHIY U T€HOTHUITY OJWHAKOBO -
1:2:1. Hanpumep, €ciau CKpEeCTUTh PACTEHUS JYNIMCTOrO TOPOIIKA C KPAaCHBIMU
1 OeJIBIMM IIBETKaMU, TIEPBOE MOKOJIEHHE OYAET UMETh PO30BBIC IIBETKH:

Kpacnole benvie Po3zogvie Pososvie
ysemxu ysemxu ysemxu ysemxu
P AA X aa P(F) Aa X Aa
G (4) (a) G (4) (a) (4) (a)
F; Aa F> AA Aa Aa aa
Po3zoevie ysemxu Kpacnvie Poszoevie  benvie

[Ipu cxpemuBaduy THOPUIOB TIEPBOTO MOKOJICHUS (C PO30BBIMH I[BETKA-
MH) BO BTOPOM TMOKOJICHHM TIOJy9UM COOTHOIICHHE MO (PEHOTHUITY U TEHOTHUITY
1:2:1. lomuHaHTHBIC TOMO3UTOTHI (AA) OyayT UMETh KPacHYH OKPAaCKy IIBET-
KOB, T€TEPO3UTOTHI (4a) — pO30BYIO, a PEIECCUBHBIE TOMO3UTOTHI (aa) — Oenylo.
Takoe siBieHUE 0OBSICHSCTCS 00301 2eHa. JJOMUHAHTHBIN TeH (A) TeTepMUHHPY-
€T CUHTE3 KPaCHOTO MUTMEHTA, MPU HAJMYHMK €r0 PEelEeCCUBHON aljIeNu (a) Mur-
MEHT He oOpasyercsi (TOMO3UTOTHI aa — Oejbie). Y JTOMHUHAHTHBIX TOMO3UTOT
(AA) ABa aKTUBHBIX I'€HA JIETEPMUHUPYIOT CUHTE3 OOJBIIET0 KOJIMYECTBA IUT-
MEHTa, U PACTEHUS] UMEIOT SIPKO OKpAILEHHbIE KPacHbIe IBETKU. | €TepO3UTOTHI
CoZlepKaT TOJIBKO OJWH AaKTHBHBIM TeH (A4), ¥ HHUX BbIpaOATHIBAETCS BIBOEC
MEHBIIIE MUTMEHTA, YeM Yy JOMHUHAHTHBIX TOMO3HUTOT, U OKpacka X I[BETKOB Oy-
JeT OJieIHO-KpacHas (po30Bas).

IIpu ceepxoomunuposeanuu NOMAHAHTHBIA T€H B T€TEPO3UTOTHOM COCTO-
STHUM TIPOSIBIIECT ce0sI CHIIbHEE, YEM B TOMO3UTOTHOM. Y MyXH JIPO30( Ul UME-
€TCSl PEIIECCUBHBIA JICTATBHBIA T€H (@) — TOMO3UTOTHI (aa) morudaroT. Myxw,
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TOMO3HUTOTHBIE TI0 TeHY A (AA), IMEIOT HOPMATBHYIO KU3HECTIOCOOHOCTD, a Te-
TEPO3UTOTHI (Aa) KUBYT OJBIINE U O0JIee TUIOAOBUTHI, YeM JOMUHAHTHBIC TOMO-
3UroThl. Takoe sBJIeHUE OOBSICHICTCS B3aUMOCHCTBHEM MPOTYKTOB TeHHON aK-
TUBHOCTH.

IIpn KoOomunupoeanuu reHbpl OJHOW AUIETBHOW IApbl PABHO3HAYHBI, HU
OJIMH W3 HUX HE MOJABISET AeiicTBus npyroro. Haxonsce B renorurie, o0a mposiB-
JSA0T cBoe JeicTBue. [IpuMepoM KOOOMHHHMPOBAHUS SIBISIETCS HACIEIOBAaHUE
rpynn kpoBu desnoBeka 1o cucremam ABO (rpynmna AB) u MN (rpynma MN). Ye-
ThIpE TPyNIbl KpoBU 4enoBeka no ABO-cucreme onpenenstoTcsi HaclueI0BaHUEM
Tpex amteneit ogHoro rexa: 1°, /4 u 18 (mpuMep MHOKECTBEHHOTO AILIEIN3MA).

BryTpuaniensHble B3auMOJEHCTBUST HAOMIONAIOTCS M- B CIy4dae MHOXe-
CTBEHHBIX ajuiesied. MuoocecmeenHbIMU alnleIAMy HA3bIBAKOTCA aJUIeNId, KOTO-
pBI€ TIPEICTABIIECHBI B MOMYJIAINMHA O00JIee YeM ABYMS aJUICTIbHBIMU COCTOSTHUSIMU.
OHU BO3HHMKAIOT B PE3YIbTATE MHOTOKPATHOTO MYTHUPOBAHUS OJHOTO U TOTO K€
JoKyca (ydacTka) XpoMOCOMBIL. [Ipy 3TOM NOMHMO - JOMUHAHTHOTO U PELECCUB-
HOT'O T'€HOB TOSIBIIAIOTCS €I1IE€ U MMPOMEXKYTOUYHBIEC AJIEIN, KOTOPBIE IO OTHOLIE-
HUIO
K JOMHHAHTHOMY BEIyT ceO0sl KaK PEIIECCUBHBIE, & 10 OTHOIIECHUIO K PELeCCUB-
HOMY — KaK JIOMUHAHTHBIE.

K pa3sHOBUIHOCTSM BHYTPHAJUIETBHOTO B3aMMOJCHCTBUSL T€EHOB OTHOCUTCS
ajienibHoe UCKI0YeHue, KOTr/la y TeTEPO3UrOTHOIO OpraHu3Ma B OJHHMX KIIETKax
aKTMBHA OJIHA aJlieNb, a B Apyrux — Apyras. Hampumep, y yenoBeka U MIIEKOIU-
TAIONIMX KaKIasl TUIa3MaTH4ecKas KAeTKa CUHTE3UPYET TOJIbKO OJIHY (CBOIO) LIEIb
UMMYHOTJI00YJIMHOB (aHTUTEN). ApYruM MpUMEpOM aJljIeNIbHOTO MCKIIFOUYEHUS SIB-
JISIETCSl MHAKTUBALIMS OJHOM U3 ABYX X-XpOMOCOM Yy 3KeHCKoro opranusma. Ciy-
YafHbBIN XapaKTep WHAKTUBALMHU MPUBOIUT K BBHIKIIOYCHHUIO (DYHKITMOHUPOBAHUS
B OJIHMX KJIETKaX MAaTE€pPUHCKON X-XpPOMOCOMBI, & B IPYTUX — OTI{OBCKOM.

Bzaumooeiicmeue neannenvnvix 2eHog

B3anmonencTBr€ I'€eHOB Pa3HBIX aJUIENIEW HA3BIBACTCSA MeEJHCANLNENAbHbIM.
Paznmuuaror crnenyromuye €ro BUAb: KOMIUIEMEHTAPHOCTD, 3MUCTAa3, TOJIUMEPHIO
U «3(h(HEKT MONTOKEHUSDY.

[Ipu Komnaemenmaprnocmu NPUCYTCTBUE B OJHOM T'€HOTUIE ABYX JNIO-
MUHAHTHBIX (PEIIECCUBHBIX ) TEHOB U3 PA3HbIX AJJIEIbHBIX Map MPUBOJIUT K IO-
SBJICHUIO HOBOTO BapuaHTa Mpu3Haka. PaznuyaroT Tpu pa3HOBUAHOCTH KOM-
IJIEMEHTAPHOrO B3aMMOJICVCTBUS T€HOB.

I. J/IBa 1OMHUHAHTHBIX HEAJUIEJIbHBIX I'€HA MO OTIEIBLHOCTH HE UMEIOT (e-
HOTHIIMYECKOTO MPOSIBICHUS, a AOMOJHSS ApYTr Apyra, oOyCIOBIMBAIOT HOBBIMA
BAPUAHT MpH3HAKA. TaK, MpU CKPEIIMBAHMM ABYX pac AYIIMCTOrO TOpPOLIKa C
OeNbIMU T[BETKAMH TIOJMYYarOTCs THOPUABI C KPAaCHO-(PUOJIETOBBIMHU IIBETKAMH.
Pacmiennenue — B otHoeHuu 9:7.

AHaIOTUYHBIN IPUMEP — PA3BUTHE CIyXa Yy 4enoBeka. st HopMaabHOIO
ClyXa B F'€HOTHIIE YE€JIOBEKa JIOJKHBI MPUCYTCTBOBATH JOMUHAHTHBIE T€HBI U3
pa3HbIX awienbHbIX Nap — D u E. ['en D oTBedaeTr 3a HOPMAJIbHOE PA3BUTHE
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VJIUTKH, a TeH E — 32 HOpMaJIbHOE Pa3BUTHUE CIYXOBOrO HEpBa. Y PEIIECCUBHBIX
TOMO3UTOT dd OyneT Hemopa3BUTa YJIUTKA, a IPU I'eHOTHUIIE ee- — CIIYXOBOM
HepB. Jlronu ¢ reHotunamu D-ee, ddE- v ddee OynyT rmyxumu.

VY MIIEKOTIMTAIOIMIMX W YEIOBEKA JJIS 3aIIUTHl OT BUPYCOB BhIpaOATHIBACT-
cs cneuuduueckuii 6enok uHTepdepoH. Ero cunte3 B opraHu3Me 4YenoBeKa
00yCJIOBJIEH KOMILJIEMEHTAPHBIM B3aMMOJIEUCTBUEM JIBYX HEAJUJICJIbHBIX I'€HOB,
JIOKAJIN30BaHHBIX B Pa3HbIX (BTOPOM U MATOM) XpOMOCOMAX.

['emornoOuH 4yenoBeka COAEPKUT 4 TMOJIUNENTUAHBIC LM, KaKIas U3
KOTOPBIX KOJHUPYETCA OTIEIbHBIM HE3aBUCUMBIM TreHOM. (lieloBaTeNbHO, B
CHUHTE3€ reMOTJIO0MHA Yy4acTBYIOT 4 KOMIUIEMEHTAPHBIX I'eHa.

II. OguH W3 JOMHUHAHTHBIX KOMILJIEMEHTAPHBIX T€HOB MMEET (peHOTUITH-
YECKOEe MpOsIBIICHUE, a BTOPON He uMeeT. OJJHOBPEMEHHOE HX TIPUCYTCTBHUE B
reHOTHUIe OOYCIOBIMBAET HOBBIM BapUaHT MpHU3HAKA. TaK y MbIIIEH HacleqyeT-
Cs OKpacKa IIEPCTH aryTu (B OCHOBAHHMH W HAa KOHIIE BOJIOC — YEPHBIN MUTMEHT,
a B CpeJHEeW 4acTh — KENTOE KOJbl0). ['eH A NeTepMUHUPYET CUHTE3 YEPHOIO
MUTMEHTA, €r0 aJjieNib @ He JaeT uHpopmauu s cuHTe3a murMeHTa. ['en B
pacnpenenseT TUIMEHT BJIOJb BOJIOCA HEPABHOMEPHO, @ €ro ajuieib 8 — PaBHO-
MepHo. Pacuiennenue - B cootHouenuu 9:3:4.

III. Kaxnpiii 13 KOMIIJIEMEHTApHBIX [€HOB MMeeT COOCTBEHHOE (PEHOTH-
nuyeckoe nposiieHue. OTHOBPEMEHHOE UX MPUCYTCTBUE B T€HOTHUIIE 00YCIIOB-
JMBAeT pa3BUTHE HOBOTO BapuaHTa Mpu3Haka. Tak Hacineayercsa popma rpeOHs
y Kyp. Pacuierienue - B cootHomeHuu 9:3:3: 1.

IIpu 9nucmasze noMuHaHTHBIN (PELIECCUBHBIN) I'€H U3 OJHOMN aJlIeIbHOMN
napbl MOJABIISIET JEHCTBUE JOMUHAHTHOTO (PEIIECCUBHOTO) r'eHa U3 APYrou an-
JIEABHON Taphl. DTO SIBJIEHUE MPOTUBOIOIOKHO KOMILUIEeMeHTapHOCTH. [lonas-
JSIOMMK TeH Ha3bIBACTCA ~Cynpeccopom (uneubumopom). Pazmuyaror oomu-
Haumuwvll U peyeccusHvl-anucmas. llpumepom oomunanmmnozo snucmasa siBis-
€TCsl HacJieIOBaHUE OKpPACKU orepeHust y Kyp. Jlomunanthsiii ren C nerepmu-
HUPYET CUHTE3 MUITMEHTa, a JIOMUHAHTHAS ajliellb APYroro re’a [ sBiasieTcs ero
cynpeccopoM. Paciienienue - B cootHomenuu 13:3.

[TpumepoM perecCuBHOTO 3MHCTa3a SBISETCS «OOMOEHCKH (eHOMEHY.
V KEHIIUHBL, MOJTyYUBIIEH OT MaTepu amwiensb 1, heHoTunuuecku onpemess-
nacek 1(0) rpymnma kpoBu. IIpu neranbHOM HCClieOBaHUU OBLIO YCTaHOBJIEHO,
yTo JeicTBUe rena [/ (cuuTe3 B SpuUTpoOIMTAaX aHTHreHa B) ObLIO IMOAABICHO
PEAKUM PENECCUBHBIM T€HOM, KOTOPbI B TOMO3MIOTHOM COCTOSIHUHM OKazall
AMUCTATUYECKOE JeHCTBUE. B MposiBIIeHNH HEKOTOPBIX HACIEICTBEHHBIX 00JIe3-
Hell oOMeHa BermiecTB ((hepMeHTONaTU) OCHOBHYIO POJIb MTPAET SMHCTaTHUYe-
CKO€ B3aMMOJICHCTBHE T'€HOB, KOTJa HAJUYUE WM OTCYTCTBHE IMPOJIYKTOB pea-
JM3alAA OJTHOTO T'eHa MPEMSTCTBYET 00pa30BaHUIO aKTUBHBIX (DEPMEHTOB, KO-
JTUPYEMBIX IPYTUM T'€HOM.

[Ipyu noaumepuu reHnl U3 pa3HBIX AJUIEIBHBIX Map BIUSIOT HA CTENEHb
MIPOSIBJICHHS OJTHOTO M TOTO e Mpu3HaKa. [lonmmmepHbie TeHbl MPUHITO 0003HAa-
9yaTh OJHOW OyKBOW JATMHCKOTO andaBuTa ¢ HU(GPOBBIMU WHICKCAMU, HAIPHU-
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Mep AjA1AzAjzaza; IlpuszHaku, AeTEpMUHUPYEMbIE ITOJIUMEPHBIMH T'€HAMH,
HA3BIBAIOTCS nouceHHbiMu (MynbTH(GAKTOPHATBHBIMU). TakuM 00pa3oM y Ku-
BOTHBIX U YE€JIOBEKA HACIEAYIOTCS MHOTHE KOJMYECTBEHHBIE U HEKOTOPHIE Kaye-
CTBEHHBIE IMPU3HAKU: POCT, Macca Tejla, BEMYMHA apTepUAIBHOTO JABJICHHUS,
1BET KOXU U Ap. CTEreHb MPOSIBICHUS 3TUX MTPU3HAKOB 3aBUCUT OT KOJMYECTBA
JIOMUHAHTHBIX T€HOB B F€HOTHUIIE (UeM UX OOJIbIIE, TEM CUIIbHEE BBIPAXKEH MPU-
3HAaK) U B 3HAYUTEIBHOM MEpE OT BIMUSHUS YCIOBHUM cpefibl. Y 4ellOBeKa MOXKET
HaAOIOAATHCS MPEAPACTIONOKEHHOCTh K Pa3JIMYHBIM 3a00J1€BaHUAM:  TUIIEPTO-
HUYECKON OOJIE3HU, OKUPEHHUI0, caxapHOMy Auadery, mu3oppernu u ap. Han-
HbI€ TIPU3HAKKU NPU OJIArOMPUATHBIX YCIOBUSX CPEAbl MOTYT M HE MPOSBUTHCS
WK OBITh CJ1a00 BBIPAXKEHHBIMU. DTO OTIMYAET MOJUI€HHO-HACIENYEMbIE MPH-
3HaKU OT MOHOTCHHBIX. M3MEHsIs1 ycloBUs cpepl U MPOBOAS MPOPUIaKTHYe-
CKHE MEpONPUSITUS, MOKHO CHU3UTH YAaCTOTY M CTENEHb BBIPAXKEHHOCTU HEKO-
TOPBIX MYJIbTHU(AKTOPUATLHBIX 3a00neBaHui. CyMMUPOBAHUE «103» MOJMMEP-
HBIX T€HOB (adoumueHoe Oeticmeue) N BIUSHHUE .CPSABL 00CCIICUNBAIOT CYIIC-
CTBOBAaHUE HETPEPBHIBHBIX PSAIOB KOJWYECTBEHHBIX: M3MCHEHU. [IurMenTamms
KOKH y YEJIOBEKA OMNpPENEseTCs MAThIO WIM IIECThIO MOJMMEPHBIMA T'€HAMMU.
VY kxopeHHbIX xkuTene Adpuxku mpeodiagaroT JTOMAHAHTHBIE aJUIeNd, Y TPEe.-
CTaBUTEJIEH €BPOMEOUAHON pachl - periecCUBHbIC. MynaThl SBISIOTCS T€TEPO3U-
roTaMyd ¥ UMEIOT MPOMEXKYTOUHYIO TUTMEHTAIMIO. Y POJIUTENIECH MYyJIaTOB pPOXK-
JA0TCS Kak Oenble, TaKk U YepHOKOXKHE AeTH. MHUHUMaIbHOE KOJIUYECTBO MOJIU-
MEpHBIX T'€HOB, MPU KOTOPOM MPOSIBASETCS MPU3HAK, HA3bIBACTCS 1OPO20BbIM
aghpexmonm.

[lox «gpghexmom nonosrcenus» NOHUMAIOT B3aMMHOE BIIUSIHHME TE€HOB
pa3HBIX AJJIENIeH, 3aHUMAIOIINUX OJIM3JIeKAITUE JTOKYCHl OJTHOH XpOMOCOMBI. OHO
MPOSIBISIETCST B W3MEHEHHHW = MX. (DYHKIIMOHAIBHOW AaKTUBHOCTU. Pesyc-
MPUHA/JICKHOCTh YEJI0BEKa OTPEACIISIETCS TPEMsI T€HAMU, PaClO0KEHHBIMU B
KOPOTKOM TIJIe4€ TIEPBOM XPOMOCOMBI Ha OJIM3KOM PACCTOSIHUHM JIPYT OT JApyra
(TecHo cuerneHHbIMA). Kaxiblii U3 HUX UMEET IOMUHAHTHYIO U PELECCUBHYIO
ammemn (C, D, Ewn ¢, d, e). Opranuzmsbl ¢ Habopom reHoB CDE/cDe u CDe/cDE
TeHETUYECKH NACHTUYHBI (y HUX OOIui OanmaHc TeHOB OJWHAKOBBIN). OqHAKO Y
JIMI] C IEpBOIT KOMOUHALIMEH TeHOB 00pa3yeTcss MHOTO aHTUreHa £ ¥ MaJio aHTu-
reda C, a y JIil] CO BTOpOi KOMOWHalMel — Ha000OpOT, MaJIo aHTUTeHa £ U MHO-
ro autureHa C. biauskoe cocenctBo awwienu £ ¢ amnensio C (IepBbId ciiydait)
CHUXaeT QYHKINOHAIbHYIO aKTUBHOCTD MOCJIEIHEN.

3.3 CuenjieHHOE HACJIe10BaHHE
B 1908 r. V. Corron u P. [lenner oOHapy Wi OTKIOHEHUS OT CBOOO-
HOTO KOMOWHHUPOBAHHWS TPU3HAKOB COTJIACHO TPETheMYy 3aKoHy MeHmens.
B 1911-1912 rr. T. Mopran onucai siBIICHHE CHeNJIeHUs TeHOB — COBMECTHOM
nepeayu rpymnibl T€HOB M3 MOKOJICHHUS B MokoyieHUe. ONbIThl TPOBOAMINCH HA
MyXax JIpo30(uiIax ¢ y4eTOM JBYX Hap albTEPHATUBHBIX MPU3HAKOB — CEPBIA U
YEPHBIN [BET TeJIa, HOPMAJIbHBIE U KOPOTKUE KPbUThs. [Ipu CKpemmuBaHuU rOMO-
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3UTOTHBIX 0COOEH C CEphIM TEJIOM M HOPMAJLHBIMHU KPBUIBIMU U 0CO0CH ¢ uep-
HBIM TEJIOM M KOPOTKHMH KPBUIBSIMH TIOJYYCHO €IUHOOOpasne MEpBOro MOKO-
JICHUS, 0COOM KOTOPOTO UMENH IOMUHAHTHBIC PU3HAKU:

P BBVV x bbvy BBVYV — cepoe Te10, HOpMaJIbHBIE KPbLIbs, TO3UTOTHI
G BV by Bbvv — uepHoe Te10, KOpUUHEBBIE KPbLIbsI, TO3UTOTHI
Fi1 BbVy BbVv — uepHoe Teno, KopuuHeBbI€ KPbLIbs, T€TEPO3U-
rOThI

J171st BBISICHEHUS! TEHOTHUIIA THOPUIOB MEPBOTO MOKoJeHUss MopraH npoBeit
aHanu3Mpymllee ckpemuBaHue. OH CKPECTHJI PELECCUBHYK T'OMO3HTIOTHYIO
CaMKy C AUreTepo3uroTHeiM camioM (I), 3aTeM mpoBesl peHUIpoOKHOE CKpEIu-

Banue (II):
(I) P bbvv x BbVvy (II) P BbVv x bbvy
G bv BV by G BV Bv bV by by
F1 BbVv bbvy F1 BbVy Bbyvv bbVv bbvy
50% 50% 41,5% 8,5% 8,5% 41,5%

IIpu cBOOOTHOM KOMOMHUPOBAHWU TEHOB, COTJIACHO TPETHEMY 3aKOHY
Mennens, B nokojienuu I u II-ro ckpenmBanus JOKHBI OBLITH MTOSBUTHCS MYXH
4yeTbIpex pa3HbIX peHotumnos (mo 25%) (puc..12, a).

2% 25% @ 25% @ 25%

P B b GB B b b

-

Puc. 12, a. Cxema cB000THOTO KOMOWMHUPOBAHHUS T€HOB

[Tpu I ckpermmBannu Mopran MOTYYHII MyX TOJIBKO JBYX (DEHOTHIOB (10
50%) ¢ mpuszHakamu poauteneii. OH MpUIeN K BHIBOY, YTO T€HBI, JETCPMUHU-
pyIoNie MBET Teja W JUIMHY KPBUIbEB, JIOKAIM30BAaHBI B OJHOW XpPOMOCOME U
IIEPETAF0TCSl BMECTE, T.€. CIeTUIeHHO. OOBSICHSACTCS 9TO SBICHUE CXEMOMU, MPH-
BeJIeHHO Ha puc. 12,0.
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p Onna #3 mMapbl TOMOJOTUYHBIX
XPOMOCOM COJICPKUT 2 JOMUHAHTHBIX
reHa (BV), a npyrast — 2 pelieCCUBHBIX
, (bv). B miporiecce meito3a ogHa XpoMo-
o " coMa (¢ resamu BV) momnazner B OIHY
G g b rameTy, a jnapyras (c reHamu bv) —
B Ipyryto. Takum oOpa3zoM, y AHUrere-

PO3UTOTHOTO OpraHu3Ma -o0paszyercs

v o v HE 4, a TOJILKO 2 THIIA TAMET, U IIOTOM-

K1 OyIyT MMETh TaKO€ K€ CoueTaHue

Puc. 12, 6. Cxema 00pa3oBaHusg raMeT
p IMPU3HAKOB, YTO 1 POAUTCIIH.

IIpH IMOJIHOM CHCIIIICHUH

SIBneHue, mpu KOTOPOM TE€HbI, JOKAJIU30BaHHBIE B OAHON XpOMOCOME,
BCEr/a MEePeJatoTCsl BMECTE, HA3bIBAETCS MOJIHbIM CUen1eHUeM

[Tpu usydyenun pesynbratoB Il ckpemmBanusg ObUTO OOHAPYKEHO HaApPY-
HIEHUE MOJHOTO CUEIUICHUS] T€HOB. ECl TUreTepOo3uroTHY0 CaMKy MYyXH JIpo-
30()HUITBI CKPECTUTH C PEIIECCHBHBIM CaMIIOM, TO TIOJIYHarOTCsl 4 Pa3HOBUIHOCTH
¢dbenoTunoB NoToMkoB: 41,5% ¢ cepbIM TEIOM U AJUHHBIMHU KpbUTbaMH, 41,5%
C YEPHBIM TEJIOM U KOPOTKUMH KPbUIbIMU U 110 8,5% rubpuaHbix GopM — ¢ cepbiM
TEJIOM U KOPOTKUMHU KPBUTBSIMH U C YEPHBIM TENOM U JJTMHHBIMU KPbUIbSIMHU.

&l

—» _..§
b b B Bmb b Em B b b
v v TV v v Vdv vy

Puc.13. Cxema 00pa3oBaHus raMeT MPHU KPOCCUHTOBEPE

B nanHOM ciyyae ClerieHuEe OKa3bIBACTCS HEHOHbIM, T.€. TIPOUCXOIUT
MEePEKOMOMHAIMS TCHOB, JJOKATH30BAaHHBIX B OJHOW XPOMOCOME. DTO OOBSICHS-
eTCSl KPOCCUH208epoM — OOMEHOM y4acTKaMu TOMOJIOTHYHBIX XpOMAaTH] B MPO-
1[ecce KOHBIOTAUd XpoMocoM B mpodase meiiosza I. Kaxmas u3z xpomarun mo-
najiaeT B oT/AeNbHYyI0 rameTy. O0pasyercs 4 TuIa rameT, HO B OTJIMYKE OT CBO-
00ZHOr0 KOMOMHUPOBAHUS UX MPOLEHTHOE COOTHOIIEHUE Oy/IeT HEPABHBIM, TaK
KaK KpOCCHHTroBep mpoucxoauT He Bceraa (puc. 13). Cuna cyennenus mesicoy
2eHamu (yacmoma KpoccuHeoeepa) 3aBUCUT OT PACCTOSIHUS MEXIY HUMH: YEM
OOJIbIIIE PACCTOSTHUE, TEM MEHbIIIE CUJia CLETUICHHUS] U TEM 4Yallle MOXET MpOuC-
XOJIUTh KPOCCUHTOBEP. Paccmosnue medxcoy eeHamu ONpeaeseTcsl B IPOLEeHTax
KpPOCCHUHTOBepa. 3a eAnHuIly ero oepercs 1% KpoccuHroBepa, a cama eIMHUIA
Ha3BaHa Mopeanuodot (B yectb Moprana).
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["ameThI, B KOTOpBIE TTOMAIM XPOMATHIbI, HE MPETEPIEBITNE KPOCCHUHTO-
BEpa, Ha3bIBAIOTCSI HEKPOCCOBEpHbIMU, UX OOBIYHO OoJiblie. ['aMeThl, B KOTOpbIE
MOTIAJIM  XPOMATH/IBI, TPETEPIEBITNE KPOCCUHTOBEP, HA3BIBAIOTCS KPOCCOBep-
HbIMU, X OOBIYHO MEHBIIIE.

Ecnu uccnemyeMble TeHBI pacmlofiOKEHBI B Pa3HBIX IMapax XpPOMOCOM,
IPOUCXOJIUT UX CBOOOIHOE KOMOMHHUPOBAHUE COTJIACHO TPEThEMY 3aKOHY MeH-
nenst. [lpu ananu3upyroeM CKpenMBaHUuu MOTY4YaeTCcsl paBHOE KOJIMYECTBO MO-
TOMKOB C Pa3JIMYHBIMKM COYETAHUSIMU MPU3HAKOB. Ecnu uccienyemsie. TeHbl JIO-
KaJIM30BaHbl B OJHOW Mape TOMOJIOTHYHBIX XPOMOCOM U MPOUCXOJIUT KPOCCUH-
TOBEP, MbI TaK¥K€ MOJYYUM MOTOMKOB C Pa3JIMYHBIMU COUYETAHUSIMU MPU3HAKOB,
HO KOJMYECTBO MX OyneT HepaBHbIM (PEKOMOMHAHTHBIX, WM KPOCCOBEPHBIX,
ocobeit Oyznet menblie). Ecau ucciieyemble TeHbl JTIOKaJIU30BaHbl B OJHOM mape
TOMOJIOTUYHBIX XPOMOCOM U KPOCCUHTOBEP HE TMPOWCXOHHUT, TO TUOPHUIHBIC
dbopmbl HE 00pa3yIOTCS U MOTOMKH OYJIyT UMETh TAKOE K€ COUMETaHHE MpU3HA-
KOB, Kak y poauteneid. KpoccunroBep nmpu oOpa3oBaHUU raMeT MPOUCXOIUT Y
ocoOeit 000ero mosia OOJBITUHCTBA PACTCHUM M YKUBOTHBIX, 32 MCKIIIOUCHHEM
camIia MyX# Jpo30(HIbl U CAMKUA TyTOBOTO IIEITKOIPSIAA.

['eHbl, JIOKaNU30BaHHBIE B OAHOM XpPOMOCOME, MEPENArOTCs BMECTE (CLEMN-
JICHHO) U COCTAaBJISIIOT OJIHY IpyNIy cUerieHus. Tak Kak B TOMOJIOTUYHBIX XPOMO-
COMax JIOKAJIM30BAaHbI AJUIEIbHBIE T€HbI, TO TPYMITY CLEIJICHUS COCTAaBIISIOT JBE
TOMOJIOTHYHBIE XPOMOCOMBI M KOJIMYECTBO TPYIl CLETUICHUS PABHO KOJIMYECTBY
nap XpoMocoM (WM rarionJHOMy ux uuciy). Tak, y Myxu 1po3o¢duibl 8§ Xpomo-
COM — 4 TpymIibl CUEIUIEHUS, Y YyelioBeKa 46 XpoMOCOM — 23 rpyImIibl CLETIICHUS.

B 1911 r. T. Mopran chopMyJIUpOBall OCHOBHbIE NOJIONHCEHUSL XPOMOCOM-
HOU meopuu HACe0CMEEHHOCIU:

1. T'eHBl pacmoONIOKEHB B XPOMOCOMaX JTUHEHHO B OMPENEIEHHBIX JIOKY-
cax. AJtebHBIE TeHBI 3aHUMAIOT OJIMHAKOBBIEC JIOKYCHI B TOMOJIOTHYHBIX XPO-
MOCOMaXx.

2. T'enw, pacmoyio)k€HHBIC B OJHOW XPOMOCOME, OOpa3ylT TPYIIy
CIEIUJICHUS; YUCJIO TPYIIM CIETUICHHUS PABHO TalNIOUAHOMY HAOOpy XPOMOCOM.

3. Mexay roMoJOTUYHBIMH XPOMOCOMaMH BO3MOXKEH OOMEH ajlieiib-
HBIMU T'eHaMH (KPOCCHHTOBED ).

4. [poLeHT KpOCCHUHTOBEpa MPOMOPLIUOHAIEH PACCTOSHUIO MEXKIY Te-
HaMU; €TMHUIIA PACCTOSHUS — MOpraHuja — paBHa 1% KpoccuHrosepa.

3Hasl pacCTOsSIHUE MEXKIY I'€HaMU, MOXKHO MOCTPOUTh KapTy XPOMOCOMBI.
[FeneTrueckas kapTa XpOMOCOMBI MIPEACTABISIET COOOM OTPE30K MPSIMOM, Ha KO-
TOPOM CXEMaTUYECKU 0003HAUYEH MOPSAOK PACIIOIOKEHHS T€HOB U YKa3aHO pac-
CTOSTHUE MEXIy HUMU B Mopranujaax. OHa CTpPOUTCS Ha OCHOBE PE3yIhTaTOB
aHAJIM3UPYIONIETO CKpemuBanus (puc. 14).

I{uTomorndeckas KapTta XpOMOCOMBI IpeACTaBiseT co0oi (ororpaduro
WJIM TOYHBIA PUCYHOK XPOMOCOMBI, HA KOTOPOM OTMEYAaETCs IMOCJIEeI0BaATEIh-
HOCTh PACTOJIOKEHHsI TEHOB. Ee CTpOsAT Ha OCHOBE COIMOCTABJICHUS PE3YIhTaTOB
AHATM3UPYIONIETO CKPEIIMBAHUS U XPOMOCOMHBIX MIEPECTPOCK.
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Puc. 14. CxeMbl TeHETHYECKOM (a) M ITUTOJIOTHYECKOM (0) KapT XpOMOCOM

Hampumep, ecnu xpomocoMa ¢ JOMUHAHTHBIMU T'€HaMU OyJAET MOoCieno-
BaTEJIbHO TEPSTh OT/AENbHbIE JIOKYCHl (IIPU BO3JCUCTBUU HA HEE MYTAreHOB),
TO B TETEPO3UTOTE HAYHYT IPOSIBIATHCS PELUECCUBHBIE MpU3HAKU. [lopsaok ux
NOsIBJIEHUS! OYJIET YKa3bIBaTh Ha MOCJIEI0BATEIHLHOCTh PACHIOIOKEHUS T€HOB.

KapTtupoBanue xpomMocoM 4elioBeKa MPOBOAUTECS C MCIOJIb30BAHUEM Me-
To0B ruOpuau3anuu comarnyeckux kietoxk u JIHK. B nactosiiee Bpems Bo
MHOTHX CTpaHax MpOJOJKAET pa3paldaThiBAThCA €AMHAS MEXIyHApOJHAs Mpo-
rpamma «['eHoM denoBekay. Haydneiii mpoekT «I'eHoM denmoBeka» ObLI HayaT
B CIIA B 1988 r. mo ununuaruse ynaypeara HoOeneBckoil npemun [[xerimca
Yorcona, a B Poccun — B 1989 r, Mo mHUMuUaThBe akageMuka AJeKcaHIapa
AnekcanapoBuya baesa.

MexyHapoIHYI0 Hay4yHYIO mporpammy «I'@HOM 4eloBeKa» CPaBHUBAIOT
no Macmrabam (UHAHCUPOBAHUSA C KOCMUYECKMMH IMPOEKTaMH, a M0 HAYYHOU
3HAYUMOCTH JJIs1 OMOJIOTUH - C OTKPHITUEM MEPUOIUUYECKOTO 3aKOHA JJIs1 XUMUHU.
DTO camblil KpyIHBIA OHOJIOTHYECKUN HAy4YHBIH MPOEKT 3a BCE BpPEMs Cyllle-
CTBOBaHHUS HAyKH, MPUBJACKAIOIINI MOCTOSHHOE BHUMaHKE O0IIECTBA.

Ha ceropnsimiHuid A€HB TPOYUTAHO OKOJO TPEX MHIUIMAPJAOB HYKJIEOTH-
JIOB, B KOTOPBIX OOHAPYKEHBI IECATKHU ThicA4 reHOB. KpoMe aHanmu3a cTpyKTypbl
TE€HOB, MPOBOJIUTCS UX KAPTUPOBAHUE U COCTABJISIETCS KapTa XPOMOCOM YEIOBE-
ka. [Ipu pacmmdpoBke renoma oOpalraercs BHUMaHUE HAa TEHBI, OMPEICIISIO-
e TsOKENbIe HacleICTBeHHBbIC 3a0ojeBaHus. BakHoW 3amauell mMporpamMMbl
«['eHOM dYeslOBEeKa» SIBIACTCS HAKOIICHHWE WH(OpPMAIMKA O TE€HaX, UTPAFOIIUX
KJIFOUEBYIO POJib B )KU3HU YEJIOBEKA.

OnHOBPEMEHHO C aHAJW30M TIE€HOMAa YEJIOBEKA T'E€HETUKU MNPUCTYIUIH
K MPOUYTEHHUIO T€HOMOB XUBOTHBIX. B nexabpe 2002 r. omyOiarMKoBaHbI pe3yib-
TaThl paciM@poBku reHoma MbIIM. CyHIECTBYEeT CIHUCOK BUIOB, CTOSIIMX B
ouepeau Ha paciMPppoBKYy reHoMa. B 3Toii ouepean — somaib, KOpoBa, codaka,
KypHlla, IIMMIIaH3€e, MaKaka-pe3yc, Ipo3oduiia, miena, MOPCKOM ex, puc, KyKy-
py3a, 15 BugoB rpudoB, nuudy3opuu. [losiBeHre HOBBIX MPENapaToB CTAHET pPe-
3yJbTATOM PacCIIM(PPOBKU I'€HOMA CAMOTI'0 CMEPTEILHOIO MASIPUMHOIO Napas3u-
Ta U MOCKUTA, SIBJIIFOLIETOCS €r0 MEPEHOCUYNKOM.
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TEMA 4
OUTOJIO'MYECKHUE U MOJIEKYJIAPHBIE OCHOBDI
U3MEHYUBOCTHU OPTAHU3MOB

['eneTnka U3y4aeT He TOJIBKO SIBIICHUE HACJIEJACTBEHHOCTH, HO U SIBJICHUE
U3MEHUYUBOCTU. M3Menuusocmsy — 3T0 CBOMCTBO )XKMBBIX OPTaHU3MOB U3MEHSTh-
s oJ AelicTBUEeM (paKTOPOB BHEITHEH W BHYTPEHHEH Cpejbl, KOTOPOE BBIPAXKa-
eTcsi B NPHUOOPETEeHHH HOBBIX M YTpaTe CTapbiX MPU3HAKOB. M3MEHUMBOCTH
obecrnieunBaeT pazHOOOpa3ue MPU3HAKOB U CBOMCTB y 0coO€i M rpymm ocobeit
110001 CTETIEHH POJICTBA.

[IpuurHBI U3BMEHYUBOCTU MOTYT OBITh Pa3HbIE: Pa3HOOOpPa3Ue FeHOTUIIOB,
pazHooOpa3ue yCIOBUN Cpelbl, ONpENEsItonIe pa3HooOpasue B MPOSBICHUU
MIPU3HAKOB Y OPTaHU3MOB C OJMHAKOBBIMU T€HOTHUIIAMU.

B coBpemeHHOM OMOOTHH Pa3IMYarOT ABA THMA UBMEHUUBOCTU: 2€HOMU-
nuyeckyto (HacleICTBEHHYIO) U heHomunuueckyro (HeHACAeACTBEHHYIO). ['eHo-
TUTIAYECKAsi U3MEHYMBOCThH ObIBaeT KOMOMHATUBHOW M MyTannoHHON. DeHoTu-
nuyeckas (HEHACIICCTBEHHAs) M3MEHYNBOCThL 00ECTICUNBACT U3MEHEHHS B (e-
HOTHIE U ObIBAET MOJAU(PUKALMOHHON U OHTOFEHETUYECKOM.

Takoe nenmeHue CUMTAIOT YCIOBHBIM, TaK KaK HE yYWUTHIBACTCA B JOCTa-
TOYHOUW CTETICHH XapaKTep peaKIlfii TeHOTUTa ¥ UX (HEHOTUTTNYECKAs BBIPAKEH-
HOCTh. CyIUTh O IPOUCIIEAIIEM U3MEHEHUH MOMKHO JIUIIb N0 (peHoTHUIly, T.€. 1o
W3MEHEHHIO TIPU3HAKOB M CBOMCTB OpranuamMa. CienoBatenbHO, U3MeHEeHus ¢e-
HOTHIA TPOUCXOMAT U MPU HACIACACTBEHHON M NIPH HEHACJICICTBEHHOW M3MEH-
yuBOCTH. Kpome TOro, reHOTUIKMYECKasi U3MEHUMBOCTh MPEJIOoJiaraeT nu3MeHe-
HUE TEHOTHUIIA, KOTOPOe 00yCIOBIMBaeT heHoTunuIecKkue HapymeHus. OaHaKo
TEHETUYECKUH KOHTPOJIb-0053aTeNieH Mpu 000MX THUMAX M3MEHYHUBOCTH; Pa3iiv-
YUl 3aKII0YAIOTCA JIMIIb B XapakTepe U3MEHEHUs COCTOsHUs reHotuna. I[lpu
HACJIEICTBEHHOM M3MEHYMBOCTU MPOUCXOIAT U3MEHEHHSI COYETAaHUsSI T€HOB Ie-
HOTHMA (TIOSIBJISIIOTCS HOBBIE KOMOWHAITMM WX W XPOMOCOM) JHMOO HapyIIaeTcs
CTpYKTypa reHa. Llpw HEHacneJCTBEHHON M3MEHYMBOCTH CTPYKTypa I'€HOTHIIA
HE MEHSETCS, HO MOMKET MOJABISATHCA WM YCUIMBATHCA (DYHKIIMOHANIbHAS CIIO-
COOHOCTb T€HOB, U3MEHATHCS XapaKTep, TOMUHAPOBAHUS U T. II.

dopMUpOBaHUE PARTUYHBIX TUIIOB U3MEHYUBOCTHU SBIISIETCS CIEICTBUEM
B3aMMOJICUCTBHS BHEIIHEN cpefibl, FTeHOTHUINA U (heHOTUIa. ITO MOXKHO MpeJCcTa-
BHUTH B BU/IE CIICTYIONIEH CXeMbI (2).

4.1 HenacJyieacrBeHHas N3MEHYNBOCTDH
Henacneocmeennasn (henomunuueckasn) uzmeH4yugoCcms — 3TO TUM W3-
MEHYMBOCTH, OTPAKAIONIMA HM3MEHEHUs ()EHOTHIA TOJ JICHCTBHEM YCIIOBHMA
BHEIIHEHN Cpe/ipl, HE 3aTparuBaroMX reHoTurl. CTereHpb €€ BBIPA)KEHHOCTH MOYKET
ONpENENATbCA TeHOTUNOM. (DEHOTUITUYECKHUE DPA3IMYMA Y TEHETHUYECKH TOXKIIe-
CTBEHHBIX 0COOEH, BO3HUKAIOIIME BCIEICTBHE BO3JEHCTBUS (PaKTOPOB BHEIIHEH
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Cpelibl, Ha3bIBAIOTCA MoOuukayuamu. Pa3nmuiaior Bo3pacTHbIE, CE30HHBIE U 3KO-
noruyeckue Mogudukarui. OHA CBOAATCS K H3MEHEHUIO CTEIICHU BBIPAKEHHOCTH
npu3Haka. HapyiieHus: cTpykTypbl TeHOTHIA TIPU HUX HE TPOUCXO/INT.
Bospacmuuvie (ommoecenemuueckue) moougpuxayuu BHIPAKAIOTCS B BUJIE
MOCTOSTHHOW CMEHBI MPU3HAKOB B TMPOIECCE Pa3BUTHSA OCOOW. Y delOBEeKa B
mpoiiecce pa3BuUTHsA HabOmomaTcess Moaudukamuu MophodU3noIoTHIecKX u
NCUXUYECKUX npu3HakoB. K npumepy, peOEHOK HE CMOXXET MPaBUIBHO pa3BU-
BaThbCs M (DU3UYECKU W MHTEIUICKTYaJIbHO, €CJTM B PAaHHEM JICTCTBE Ha HErO HE
OyIyT OKa3bIBaTh BIUSHWE HOPMAJIbHBIC BHEIIHWE W COIMAIBbHBIC (DAKTOPHI.
Jonroe mpeObiBaHMe peOEHKAa B COLMATIBHO HEOJAronoiayyHOU cpefe MOXKET
BbI3BaTh HEOOPATUMBIH 1e(DEKT ero MHTEIIEKTA.
Cxema 2
Peakuuu renotuna u peHOTHUIIa HA BO3ACHCTBHS BHELIHEHN Cpe/Ibl

Buemnsis cpena

l rech}mn
| "N ]

Xapakrep oT- N3menenue [lonaBnenue  M3menenue l3MeHeHue
BETHOM peak- |(QyHKIHOHANb- (QYHKHUOHAIb- CTPYKTYpPhl  CTPYKTYpBI
U1 TEHOTUIIA < HOM aKTHMBHO- . HOW aKTUBHO- TEHOTUIIA  TEHOTHIA B
Ha BO3JCMCTBHUE | CTH I'€HOB, TH- CTH I'eHa pe3yJbTare
BHEIIHEH 1a uX B3auMO- CKpeLIHBa-
cpenbl JNEUCTBUS ﬂ HUSA
.

Tun Monnduka- Mopdo3sr Mytauun ~ Komb6una-
M3MEHUYUBOCTH 100505 105051
deHoTunnye- HU3menenue KauectBennnie IlosBienue IlosBienue
CKO€ BBIpaKe- CTEIECHU BBI- U3MEHEHUS KAUE€CTBEH- HOBOU KOM-
HUE U3MEHYHU- PaXEHHOCTH IpU3HAKA — HO HOBOTO OuHaIK

BOCTH MpU3HaKa YpOJCTBa pa3-  IpU3HAKa  IPU3HAKOB
_ BUTUS  J \_
YT YT
Henacnencreennas Hacnencreennas
M3MEHYUBOCTD M3MEHYUBOCTD

OnToreneruueckas HN3MCHYMUBOCTh, KaK U CaM OHTOI'CHC3, JCTCPMHHHUPY-

eTCsl TEHOTHUIIOM, TJIe 3aKOAMpPOBaHa MporpamMma pa3Butus ocodbu. OmaHaKo oco-
oernnoctu (popmupoBaHus (EHOTHINA B OHTOTEHE3Ee OOYCIIOBJICHBI B3aUMOJCH-
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CTBHEM TIeHOTUIIa U cpeabl. [loa BiIMsSHUEM HEOOBIYHBIX BHEIIHUX (DAaKTOPOB
MOTYT TIPOUCXOJIUTh OTKJIOHEHUS B (POPMHUPOBAHUU HOPMAIBHOTO (PeHOTHTIA.

Cezonnvie moougurayuu ocodeil WIN LENbIX MOMYJISIUN MPOSIBISIOTCS
B BHJIC T€HETUYECKHU JIETCPMUHUPOBAHHONW CMEHBI NPHU3HAKOB, (HaIpuUMep, U3-
MEHEHUE OKPACKH IIEPCTH, TOSIBICHUE TOJIYIIKA y JKHBOTHBIX), MMPOUCXOS-
HIEH B PE3yJIbTATE CE30HHBIX M3MEHEHUN KIMMATHYECKUX ycloBUM. Hampumep,
IIPU BBICOKUX TEMIIepaTypax y KpoJuKa pa3BHUBaeTCs Oeras okpacka IIepCTH, a
IIPU HU3KUX — TeMHas. Y CHaMCKHUX KOTOB B 3aBUCUMOCTH OT CE€30Ha roja mnaje-
Basi OKpackKa IMepCTH CMEHSETCS Ha TEMHO-TTAJIEBYIO U JJa)Ke KOPUYHEBYIO.

Oxonoeuueckux moouguxayuu TPEACTABISIOT cOO0H aJanTUBHBIC H3MeE-
HeHUsl (peHOoTHNa B OTBET HA M3MEHEHHUE YCIOBUM Cpeibl. IKOJOTMYECKUE MO-
nudukau GEHOTUIMMYECKU TPOSBIISIOTCS B N3MEHEHHH CTETICHH BBIPAKCHHO-
ctu npuszHaka. OHM MOTYT BO3HUKATh HA PAHHUX CTAUSX PA3BUTHUS M COXpa-
HATHCS B T€UEHHUE BCEH ku3HU 0coOu. [IpumepamMu MOTYT CHYXUTh KPYIHBIE
MEJIKME IK3EMIUISPhl paCTeHUH, BhIpAIllCHHbIC Ha MOYBaX, COJAEPKAIIUX pa3HOe
KOJIMYECTBO TMHUTATEILHBIX BEIIECTB; HU3KOPOCIHIC W CJIA00KU3HECTIOCOOHBIC
0CcO0HM y KMBOTHBIX, PA3BUBAIOIIMECS B IUIOXUX YCIAOBHUSX M HE TOJyYArOIIHE
JIOCTATOYHOTO KOJUYECTBA HEOOXOAUMBIX IS JKM3HU MUTATEIbHBIX BEIIECTB;
YHUCJIO JICTIECTKOB Y IIBETKOB TEYCHOYHUIIHI, TOTIOBHUKA, JIFOTHKA, KOJIUYECTBO
IIBETKOB B COIIBETHH Y PACTCHUH H T.]I.

DKoyioruyeckrue MoAu(UKaIMK 3aTPAaruBaroT KOJIUYECTBEHHBIE (KOIMYe-
CTBO JICTIECTKOB B IIBETKE, MOTOMCTBA y JKMBOTHBIX, Macca >KMBOTHBIX) U Kade-
CTBEHHBIE (IIBET KOXHU y UYEJOBEKa TOJ BIUSHUEM YIbTPadUOIICTOBBIX JTy4eh)
MIPU3HAKHU.

Dxosioruyeckrue MoauUKauym oOpaTUMbl U CO CMEHOM MOKOJICHUN MpH
YCIIOBUM W3MEHEHMS BHEINIHEH Cpembl MOTYT HE MposBUThCA. Hampuwmep,
MOTOMCTBO HH3KOPOCJBIX PACTCHHN Ha XOPOIIO YAOOpEHHBIX MOYBax OyaeT
HOPMAaJIbHOM BBICOTHI; Y YEJOBEKAa C KPUBBIMH HOTAMH BCJIEJCTBUE paxuTa ObI-
BaeT BIOJIHE HOPMaJIbHOE MOTOMCTBO. Eciin ke B psy MOKOJICHUH YCIIOBUSI HE
MEHSIOTCS, CTETICHb BBIPOKEHHOCTH TPHU3HAKA B TIOTOMCTBE COXPAHSACTCS TO €€
MPUHUMAIOT 33 CTOWKHM HACJIEICTBEHHBIA TPU3HAK (IJIUTEIbHBIC MOIU(pUKA-
nuu). Ilpu w3MEeHEHUU yCIIOBUM pa3BUTHUS JUIUTENIbHBIE MOAu(UKAUK HE
Hacienytores. [Ipeamonaranocs, 9To OT XOpOIIO APECCUPOBAHHBIX >KHBOTHBIX
MOTOMCTBO TOJYYAETCS C JIYYIIUMH «AKTEPCKUMU» JaHHBIMH, YeM OT HEIpec-
cUpoBaHHbBIX. [lOTOMCTBO JIpeCcCHPOBAHHBIX >KMBOTHBIX JCHCTBUTEIBHO JIErde
MO/IaeTCsl BOCHUTAHHIO, HO OOBSICHSIETCS 3TO T€M, YTO OHO HAcJIeayeT He IpH-
00peTeHHbIC POIUTEITHLCKUMH OCOOSIMH HABBIKH, a CIIOCOOHOCTH K JIPECCUPOBKE,
00YCJIOBIICHHYIO HACTIEAYEMbIM TUIIOM HEPBHOU JIEATETLHOCTH.

B OGonpminHCTBE ciydaeB MOAU(HUKAIIMM HOCAT adeK8amHbvlil XapaKTep,
T.€. CTEIEeHb BBIPAKEHHOCTH MPHU3HAKA HAXOJUTCS B MPSMOM 3aBUCHUMOCTH OT
BUJIa U TIPOJOJKUTEIIBHOCTH IEUCTBHS TOTO MM WHOTO (pakTopa. Tak, ymyure-
HUE COJIEp)KaHMUS CKOTa CIIOCOOCTBYET YBEJIMYECHHIO )KMBOW MacChl KUBOTHBIX,
MJIOJIOBUTOCTH, YJI0Sl U )KUPHOCTU MOJIOKa. Moaudukauu HOCAT npucnocoou-
MmeJbHblll, a0anmueHslll XapakTep. ITO 03HAYaeT, YTO B OTBET HAa U3MECHUBIIIHE-
Csl YCJIOBHSI CPEIIbI Y 0COOM TPOSBIISIOTCS Takue (GEHOTHUIMMYECCKUE N3MEHEHUS,
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KOTOpbIE CIIOCOOCTBYIOT €€ BbDKMBaHUIO. [IpuMepoM CIyXuT coaep:kaHus
DPUTPOIUTOB U TEMOTJIOOMHA Y JIMII, OKA3aBIIUXCS BHICOKO HAJ[ YPOBHEM MODSI.
Ho, mpucnocoOutTenbHbl HE caMU MOAU(PHUKALKMU, & CIOCOOHOCTh OpraHuU3Ma
U3MEHSTHCS B 3aBUCUMOCTH OT YCIIOBUM CPEIbI.

OmHUM M3 OCHOBHBIX CBOMCTB MOJU(MDUKAIIUN SBISETCS UX MACCOBOCHDb.
Ona 00ycOBIMBAETCA TEM, YTO OJWH U TOT XK€ (DAKTOP BBI3BIBAET MPUMEPHO
OJINHAKOBOE U3MEHEHHUE Yy 0C00€H, CXOIHBIX T€HOTUITUYECKHU.

MoaudukaloHHas U3MEHYMBOCTh BBI3BIBAECTCS BHEIIHUMH (DaKkTOpamu,
HO Tpe/ie]l €€ U CTENEeHb BBIPAXKEHHOCTH MPHU3HAKA KOHTPOIUPYIOTCS T€HOTH-
oM. Tak, omHOsHIIeBbIE OM3HEIBI CXOAHBI (PEHOTUITHUYECKH U JIaXKe OJMHAKOBO
pearupyroT Ha pa3Hble yCJIOBUs (HAlpUMep, Yallle BCEro MEepPeHOCsT OJHU U Te
xe 3aboneBanus). Ho cpema cymecTBeHHO BimsieT Ha (HOPMHUPOBAHKE TPHU3HA-
koB. K mpumepy, y OTHOSHIIEBBIX OJIM3HETIOB BECHYIIIKHU TIPOSIBISIIOTCS B Pa3HOM
CTENEHU B PA3JIMYHBIX KIMMATUYECKUX YCIOBHSX. Y KUBOTHBIX PE3KOE YXY/I-
[IEHUE MUIIEBOr0 pallOHA MOXKET MPUBECTH K MOXYIAHUIO OJHUX U K CMEPTH
IpYyrux ocoOeil. Y dermoBeka MpH OJIMHAKOBO YCHUIICHHOM NMUTAHWUU PE3KO MPHU-
0aBUT B Macce Tela TMIEPCTEHUK, B MEHbIIIEH CTEMEHW — HOPMACTEHUK, Macca
K€ aCTEeHHKa MOKET BOOOIIE HE UBMEHUTHCS. DTO CBUMETEILCTBYET O TOM, UTO
TEHOTHUIT KOHTPOJIUPYET HE TOJBKO BO3MOKHOCTH OpraHu3Ma U3MEHSIThCS, HO U
ee npenensl. [Ipemen Momudukanuyu Ha3bpIBACTCS HOpMOoU peakuyuu. VIMEHHO
HOpMa PEAKIMH, a HE caMu MOJU(UKAIMK, HaCAeAyeTCs, T.€. HaclelyeTcs CIo-
COOHOCTbh K Pa3BUTHUIO TOTO WM MHOTO Ipu3Haka. Hopma peakuuu — 3T0 KOH-
KpEeTHasi KOJUYECTBEHHAasi s KAyeCTBEHHAsl XapaKTepUCTHKA T'€HOTHUIA, T.€.
ONPE/ICIICHHOE COYETAaHWE T'€HOB B TCHOTHUIIE M XapaKTEp UX B3aUMOJACHCTBHS.
K 4nciy reHHbIX COYeTaHUM U B3aUMOICCTBUN OTHOCHAT:

® TOJUICHHYIO JCTEPMHUHALINIO MPU3HAKOB, KOT/Ia YacTh MOJIUTECHOB,
KOHTPOJIUPYIOIIUX Pa3BUTUE KOJMMYECTBEHHOIO MPHU3HAKAa, B 3aBUCUMOCTH OT
YCIIOBUM MOJKET MEPEXOUTh U3 FETEPOXPOMATUHOBOTO COCTOSIHUSI B DyXpOMa-
THHOBOE W 00paTHO (Tpeaen MOau(pUKAIMKi B JAaHHOM CIIy4ae OMPEAeIsIeTCs
KOJINYECTBOM MOJIUTEHOB B LE€HOTUIIE);

® CMEHY JIOMUHHUPOBAHUS y TETEPO3UTOT NPH HM3MEHEHUU BHEIIHUX
YCJIOBHI;

®  pa3iUYHbIC TUIHI B3aUMOICHCTBUS HEaNIETbHbBIX T€HOB;

® DKCIPECCUBHOCTh MYTAIlUU.

PaznuuareT npuzHaKu C wupoxoi (Macca, ypOoXKawHOCTb U T.J.), V3KOU
(HarrpuMep, HPOLEHT KHUpPa B MOJIOKE, KOJMYECTBO MTEHIIOB y MTHII, COJIEPKaHUE
OCIIKOB B KPOBH Y Y€JIOBEKA) M 0OHO3HAYHOU HOpMOU peakyuu (OOIBITMHCTBO Ka-
YECTBEHHBIX IMPU3HAKOB: MACTh )KMBOTHBIX, I[BET BOJIOC U IJ1a3 y YEJIOBEKA U JIp.).

WMuorna ocobu TOro wiii MHOTO BHUAA TOJIBEPTAIOTCS BIMSHUIO TaKUX
BpeAHBIX (haKTOPOB, C KOTOPHIMU OH HE CTAJIKUBAJICS B MPOLIECCE IBOJIIOIUH, a
TOKCUYHOCTh MX HACTOJBKO BEJMKA, YTO MCKIIOYAET BO3MOKHOCTh MOIU(DHKa-
HUOHHOM M3MEHUYMBOCTH OpPraHu3Ma, OINpEIeIIIEMOM HOPMOM peakuuu. Takue
areHTbl MOTYT OKa3aThCA JIETAJbHBIMU, WIM UX JACHCTBUE OrpaHUYMBAETCS WH-
OYLIMPOBAHUEM YPOJICTB Pa3BUTHUS. YPOJCTBA, WU aHOMAJIMH, PA3BUTHUSL Ha3bl-
BaOT Mopdozamu. Mopogho3vt — 310 paznuuHble HapymeHus (hopmooOpazoBa-
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TENBHBIX MPOIIECCOB B TIEPHO MOp(doreHesa, MPUBOASIIME K PE3KOMY U3MEHEHHIO
MOP(hOJIOTHIECKUX, OMOXUMUYECKHUX, (PU3UOJOTHYECKUX TPU3HAKOB U CBOWCTB
opranusma. [Ipumepom Mopdo30B ciykat AedeKThl pa3BUTHUS KPHUIHEB U KOHEU-
HOCTEH Y HaCEKOMBIX, YPOJICTBA PAKOBUHBI Y MOJUIFOCKOB, YPOJICTBA (PU3UYECKOTO
CTpOeHUs MJeKonuTaronmx. [Ipumepom Mop¢030B y YeoBeKa SIBISECTCS POXKIIe-
HUE, IeTeil 0e3 KOHEYHOCTEH, ¢ HEMPOXOIMMOCTRIO KUIICYHHUKA, OIyXOJIbIO BEPX-
Hell TyObI, IpHUHSBIIEE XapakTep nouTu snuaeMud B 1961 r. B ®PI u HeKoTophIX
crpanax 3anagHoi EBporibl 1 AMepuku. [IpyudnHOM ypOACTB MOCTYKHIO TO, YTO
MaTepu B TIEPBBIE TpU Mecsia 0epeMEHHOCTH MPUHUMAIN B Ka4eCTBE YCHOKOU-
TENBHOIO Mpenapara TanuaoMui. M3BecTeH enle psji BeIIECTB (TEpaTOreHbl, Win
MOp(oreHsl), BHI3BIBAIOIINX YPOJCTBA pa3BUTHs y uesioBeka. K HUM oTHOCSTCS
xuHanH, rawroruHoreH JIC], mapkotuku, amkorois. Mopdo3bl SIBISIOTCS HOBBI-
MU, HE WMEIOIMMHU HCTOPUYECKON 0a3bl peakisMU OpraHu3Ma Ha HEOOBIYHBIC
BpeaHble (HaKTOPhI cpebl. DEHOTUTTMYECKH OHHM PE3KO OTIMYAIOTCS OT MOAUGU-
KallUi: eClu Moougukayus — 3T0 U3MEHEHHE CTENEHU BBIPAKEHHOCTH MPHU3HAKA,
TO MOPGHO3 — FTO PE3KO N3MEHEHHBIN, HEPEIKO KAaUECTBCHHO HOBBIN MTPU3HAK.

Mop@do3b1 BO3HUKAIOT TTPU BO3/ICHCTBUH BPEAHBIX areHTOB (MOP(HOTEHOB)
Ha paHHHUE MPOIECChl SMOPHUOHAILHOTO Pa3BUTHUs, OMOPHUOTEHE3 MOApa3AeIseT-
Cs Ha PsJ ITANoOB, B TEUCHHE KOTOPBIX OCYIHECTBisAeTcss nuddepeHnmnanus u
POCT OMNpENENICHHBIX OPraHOB W TKaHeW. Pa3BuTue npr3Haka HAYMHAETCS KO-
POTKUM TIEPHOJIOM, TMOJYUYHMBIIUM Ha3BaHHE «KPUTUUECKOTO». B 3TOT mepuon
OpraHu3M OTJIMYAETCSI BBICOKOW UyBCTBUTEIBHOCTHIO U CHHYKEHHEM perapaTuB-
HBIX (BOCCTAaHOBUTEBHBIX) BO3MOXKHOCTEH. B cityuae Bo3nelicTBrsi MOP(HOTEHOB
B KPUTHYECKHE TTEPUOIbI OOBIYHBIN TTYTh PA3BUTHS 3a9aTKa U3MEHSIETCS, TaK KaK
IIPU 3TOM MPOUCXOIUT UHAYIIUPOBAHHAS PENPecCHs FT€HOB, OTBEYAIOIIUX 3a €T0
dbopmupoBanue. PazButne TOro MM HHOTO OpraHa Kak Obl IEPECKaKUBAET C O1-
HOTO MYTU HA JIPYTrOd. DTO MPUBOAUT K OTKIOHEHHUSIM OT HOPMAJIBHOTO pa3BU-
TUs GeHOTHUIa U K (hopMUpOBaHKIO ypoIcTB. Hapyienus smGpruorene3a nuHoraa
HOCAT crieniupruUecKuil XapakTep, Tak Kak uX (EHOTHUIMUYECKOE BBhIpAKEHUE 3a-
BHUCHUT OT CTaJIUM Pa3BUTUSL OPraHU3Ma B MOMEHT Bo3jeicTBUs. CaMmbie pa3Hbie
TOKCUYECKHE areHThl MOTYT BBI3bIBaTh OJIMHAKOBBIC WJIM CXOJHBIE aHOMAJWH,
€CJIM Ha OpPraHU3M BO3/eHCTBOBATh B CTPOTO ONPEICICHHBIA TIEPUO PA3BUTHUS,
KOT/JIa MOBBINIEHA YYBCTBUTEILHOCTh COOTBETCTBYIOIIMX TKaHEW U opraHoB. He-
KOTOpble MOP(OTEeHbI (XMMUYECKHE BEIIECTBA) B CHIIy CBOHMX CTPYKTYPHBIX
0COOEHHOCTEH MOTYT BBI3BaTh creluduueckue Mop(o3bl B pe3ynbTaTe n3oupa-
TEJILHOIO BO3JEHCTBUS B TOT UJIM MHOM NIEPHO]T PA3BUTHUS.

Mop@d03bl HE HOCAT MPUCTIOCOOUTENTHHOTO XapaKTepa, MOCKOJIBKY peak-
IS OpraHu3Ma Ha WHIUIUPYIOMUE UX (akTophl OOBIYHO OBIBACT HEA/ICKBAT-
HOM. YacToTa MHIYIMPOBAHHBIX MOP(HO30B M UYBCTBUTEIHHOCTh OPTaHU3MOB
IpU 3TOM K BPEIHBIM areHTaM-MopdoreHaM KOHTPOJUPYETCS T€HOTUIIOM H
pasnudHa y pa3HbIX 0co0ei OHOTO U TOTO K€ BUA.

Mopdho3bl PeHOTUTUYECKH YaCTO CXOIHBI C MyTallUsIMU U B TAKUX CJIyda-
X HOCST Ha3BaHHUE henokonui. MexaHN3Mbl BOSHUKHOBEHHS MyTallvil U (eHo-
KOIMWI pa3ivyHbl; MyTallUs SIBJISETCS CJIEACTBUEM U3MEHEHUSI CTPYKTYpbI T'€Ha,
a (peHOKOMHMS — PE3yAHTATOM HAPYIIECHUS pean3alii HacleACTBEHHON nHPOp-

47



Mauu. OEHOKOIMUU MOI'yYT BO3HHMKATh M BCJICIACTBHC II0JAaBJICHUIA (IJYHKLII/II/I
OIIPCACIICHHBIX I'CHOB. B oTanuune ot MYTaHHﬁ, OHH HC HACJICAYIOTCA.

4.2 HacieacTBeHHAass N3MEHYNBOCTH

I'enomunuueckaa (HacneocmeeHHas) UIMEHUUBOCHMb — DTO HACIEH-
CTBEHHBIC M3MCHEHUS IMPHU3HAKOB OPraHu3Ma, OIpeeIsieMble TEHOTHUIIOM U CO-
XpaHseMble B psAay mokojieHui. OHa mpeacTaBlieHa ABYMs BUJaMU — KOMOHMHA-
TUBHOM M MYTAIlMOHHOW. I'eHOTHNMYecKas M3MEHUYMBOCTh HMMEET CIICIYIOIINe
CBOMCTBA:

e [epeaaeTcs o HACIIEICTRY;

® HOCUT MHIMBUIyaIbHBIN XapakTep, T.e. HaOIIOMaeTCS y OTACIBHBIX
ocoOeli;

e HeaJeKBaTHA YCIIOBHUSAM CPEbl, T.€. MOXKET ObITh HEMTPANBHOM, BpE/I-
HOM MJIN TIOJIC3HOM.

® BO3HHMKACT CKaYK0OOpa3HO M MOXKET IPUBECTU K 00pa30BaHUIO HOBBIX
0coOei, oMYA, BUIOB WU THOSTH OTASIBHBIX 0COOCH.

N3mMeHunBOCTh, OOYCIOBJICHHAS TOJBKO 3a CYET OOpa30BaHMS HOBBIX
KOMOHMHAIUI ajiel BCIEICTBHE KPOCCHUHIOBEPA B MEH03¢ M PEKOMOUHAIIUN T'e-
HOB, Ha3bIBaeTC KomoOunamuegnou. KomOuHaus reHOB IIPU HAaJWYUH B3aUMO-
JMEWCTBUS MEXKTy HIMH MOXKET IIPUBECTH K ITOSBJICHHIO HOBBIX IIPU3HAKOB HMIIH K
HOBOMY HMX codeTaHuio. KomOMHAaTHBHAS M3MEHYMBOCTD HACICAYETCS COTJIACHO
npaBuiaaM Mengens. KoMmOuHaTHBHAS M3MEHUYMBOCTh — BAXKHEUIIMN MCTOYHUK
OCCKOHEYHO OO0JIBIIOI0 HACIECICTBEHHOTO Pa3HOO0pasusl, KOTOpPOe HAaOII0daeTCs
y J)KMBBIX OpraHH3MOB. B 0CHOBe KOMOMHATHBHON M3MEHYMBOCTH JICKHUT I10JIO-
BOC Pa3MHOKCHHE JKHBBIX OPraHH3MOB, BCIEJICTBHE KOTOPOIO BO3HHKACT
OTPOMHOE pa3HOOOpa3ue IeHOTHUIOB. YHCIIO I'eHOB y Ka)KJI0I0 OpraHM3Ma HC-
YUCJISAETCS THICSYaMHM, ITIOATOMY KOMOMHUPOBAHHE T€HOB MPH ITOJIOBOM Pa3MHO-
YKEHHH TIPUBOJUT K (DOPMHUPOBAHHMIO HOBOTO YHHKAJIBHOI'O I€HOTHUIIA M ()EHOTH-
na. Y moboro pedbeHKa MOXXHO OOHAPYKHUTh IMPU3HAKH, TUIMHMYHBIC IS €ro Ma-
Tepu W OTIa. TeM HE MeHee Ja)ke cpea ONM3KHUX POACTBEHHHMKOB HE HANTH
JIBYX a0COJIIOTHO OJAMHAKOBBIX Jt0jiei. VICKIIIOUeHHE COCTaBIIAIOT OHOSHIICBBIC
OJIM3HEIBI, CTCHEeHb MWASHTUYHOCTH KOTOPBHIX OYeHb Beiuka. [IpwmumHa Takoro
pa3zHo00pa3us — KOMOMHATUBHAS U3MEHUYNBOCTh. OCHOBHBIEC €€ HCTOYHHUKU:

¢ HE3aBHCHUMOE PacCXOXKJICHHE XpPOMOCOM B MEHO3€ IPH CO3PEBAaHUH TIO-
JIOBBIX KJIETOK;

e pEeKOMOMHAIIMS T€HOB IIPU KPOCCHHIOBEPE B IIEPBOM ACICHUM Mei03a,
T.€. 00pa3oBaHre KPOCCOBEPHBIX XPOMOCOM;

e CiIyyalHOE COYEeTaHHE T'€HOB MATEPHMHCKOM M OTIIOBCKOM TameT IIpu
OTLIOIOTBOPCHUM.

Mymayuonnasn uzmenuueocms o0OyCIOBIMBASTCS HE IepeKOMOMHAICH
I'€HOB, a HapyIIEHHEM UX CTPYKTYphl. O BO3MOXXHOCTH MYTAIlMi TOBOPHII €Il
Y. JlapBuH, Ha3bIBas UX HEONMPEASICHHOM M3MEHYHUBOCTHIO. OH 00paTHi1 BHHU-
MaHWE Ha BHE3AMMHOCTh WX MosBieHUS. CaM TEPMHUH «MyTaIus» ObLI MPeio-
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el B 1889 r. I'. me ®puzom. III. Ayspb6ax (1978 r.) B pa3BUTHU TEOPUU MyTa-
UWA pa3inyaeT HECKOJIbKO MEPUOAOB:

o IlepBoni nmepuon mmuics ¢ 1900 mo 1927 r. beuta chopmynupoBana
TEOpHUsI MyTallui, CIOKUIUCH OCHOBHBIE MPEJICTABICHUS O UX IPUPOJIE U YaCTO-
Te BO3HUKHOBeHUA. B 1927 r. I'. Mennep BBen METO/Ibl KOJTMYECTBEHHOU OIEH-
KM CKOPOCTH MYTallMOHHOTO Ipoliecca.

e Bropoii neprox Havaics, Koraa psij ucciaeaoBaTeeii 00HaAPYKHIIH MY-
TareHHOE JIEUCTBUE PEHTTeHOBCKHUX Jyden (1925-1927 rr.) u nns.oObsICHEHUS
€ro MexaHu3Ma ObLj1a co3jjaHa 00IIast TEOpUsI MyTaIUN — «TEOPHUS MUILICHI.

e He3zamonro 1o BTOpoii MUPOBOM BOMHBI HACTYIIWII TPETUHM MEPUO PA3BH-
TUSI MyTallMOHHOM Teopur. OH 03HAMEHOBAJICSI OTKPHITUEM XUMUYECKOT0 MyTare-
He3a. B 3ToT nepuop il SKCIIEPUMEHTAIILHOTO aHAJIW3a MyTallMOHHOTO ITpo1iecca
B KQYECTBE OOBEKTOB UCCIICIOBAHUS CTAJIM UCIIOIB30BaTh MUKPOOPTaHU3MBI.

e YerBepThld NEPUOA PA3BUTHUS MYTAMOHHOW TEOPHUH CBI3BIBAIOT C OT-
KppITHEM YoTtcoHoM U Kpukxom ctpykrypHoit momemu JIHK (1953 r.). B ato
BpeMs Ipeo0J1aialiv UCCIIe0BaHus, MOCBAIIEHHBIC XUMUYECKON XapaKTEePUCTH-
K€ HYKJICMHOBBIX KHUCJIOT, YTO TTO3BOJIMIIO Pa3peIINTh TJIaBHYIO MPOo0IeMy MyTa-
reHe3a — BCKPBITh MOJICKYJISIPHBIA MEXAHU3M MYyTallii.

e C 1965 r. Havascs MATHIN MEPHOJ B M3YUCHUN MyTareHe3a. CyllecTBeH-
HOW YepTOM €ro SBUJIACh OICHKA MYTaIluH KaK OOMIeOMOJIOTHYECKOro mporiecca.
LlenTpanpHOM 3aa4eil MCCIICIOBAHNN B 00JaCTH MYTAIIMOHHOW TEOPHUH SIBIISICTCS
npo0ieMa pernapauu — BOCCTAaHOBJICHHSI MyTaIl[HOHHBIX TTOBPEKICHHIA.

4.3 MyTanuoHHasi H3MEHYUBOCTH

Mymayusa — 310 cKauk00Opa3Hoe, YCTOMUYMBOE U3MEHEHUE MeHETUYECKO-
ro Marepuaia moj BiusiHueM (PaKkTopOB BHEIIHEW WJIM BHYTPEHHEW cpeibl, Te-
penatoiieecss Mo HacliencTBy. OpraHus3M, Hacjl€JICTBEHHO U3MEHEHHBIH B pe-
3yJibTaTe MyTaluu, HaszpiBaeTca mymanmom. B 1901 r. Xyro [le ®pu3 BBel
B HayKy TEPMHUH «MYTAUs» M CO3[aj]l MyTaUMOHHYIO Teoputo, a T. Mopran
¢ 1910 r. Havan n3ygars MyTauu y 1po30QuIIbL.

K npuuunam mymayuu omnocamecs:

1. Cnonrannpie-ommoOku npu permkanuu JJHK u tpanckpummuun PHK
B KJIETKaX, HAPYIICHUE PACXOKIAECHUS XPOMOCOM IPU KJIETOYHOM JICJICHHUH.

2. JeiicTtBue ¢u3ndeckux (HaKTOpOB: MOHU3UPYIOIIAS paguaIlis, raMma,
PEHTI€HOBCKME M YIbTPa(hUOJIETOBBIE JIYUH.

3. JelicTBuEe XMMHUYECKUX COEAUHEHUI, UCIIOJIb3YEMBIX B CEJIBCKOM XO-
3SIMCTBE (TepOUIIUIIBI U TIECTUITUBI), B METUIIMHE B KaUECTBE JICKAPCTB U aHTH-
CENTUKOB (aHTUOMOTHKHU, (opManWH W Ap.), B MPOU3BOACTBE (KOHCEPBAHTHI
POYKTOB, TsKenble meTaiuibl: Pb, Hg, Cu u ap.).

4. IlpoHMKHOBEHHE B OpraHU3M OHMOJOTUYECKHX OOBEKTOB (BUPYCOB,
OaKkTepwuii, MPOCTEUINX ), CIIOCOOHBIX BBI3BIBATH HapylieHue cTpykrypsl JJHK.

@DaKTOpHkI Cpe/ibl, BHI3BIBAIOIINE MYTAIINU, HA3BIBAKOTCS MYMA2EHAMU.

Ceoticmea mymayuii (OCHOBHBIE TIOJIOKEHUSI MyTAIlMOHHON TEOPHH ):
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1. Bo3HHMKalOT BHE3aNHO, CKaykooOpa3HO, 0e3 BCAKUX IMEpPEeXo0J/i0B, HE
00pa3yroT HEMPEPHIBHBIX PAAO0B (HE TPYNIUPYIOTCS BOKPYT CPEIHETO 3HAUYCHHMS
MIPU3HAKA).

2. llepenarorcs 1o HacienCTBY.

3. HenampaBneHsl, T.€. MyTUPOBaTh MOXKET JI00ast YaCTh TEHOTHUIIA, YTO
MPUBOJUT K U3MEHEHUIO MPU3HAKOB B PA3HBIX HAINPABICHUSIX.

4. Penkue coOblTHA (YacToTa MyTallMi 3aBUCUT OT YMCIA FE€HOB: YeM
OoJIBIIIE TEHOB, T€M BhIIIE YacTota myTanuii) — 1 Ha 100 000-1 000 000.

5. 3aTparuBarOT B OCHOBHOM PEILIECCUBHBIE T€HBI (y T€TEPO3UTOT HAXO-
JISITCSL B CKPBITOM COCTOSTHUH, 00pa3ys pe3epB HACIECICTBEHHOW M3MEHYHBOCTH ).

6. OpHU U Te )K€ MyTalluu MOTYT BO3HUKATh MOBTOPHO.

[Ipomiecc oOpa3zoBaHus MyTallud HA3LIBACTCS MyMazeHe30M, a (HaKTopPhI,
WX BbI3bIBAIOILIUE, — Mymazenamu. MyTareHbl MEepBOHAYAILHO BO3ACHCTBYIOT
HA FT'€HETUYECKUN MaTepHrasl 0COOU, BCIAEACTBUE YEro MOXKET M3MEHUTHCS (heHo-
TUIL. DTO MOTYT OBbITh IK30MyTareHsl ((hakTopbl BHEIIHEH Cpeabl) U IHAOMYTa-
TeHBI (TPOTYKTHI META00IM3Ma CaMOTO OPTraHNU3Ma).

Mytarennpie (haKTOPBI MOAPA3ACISIOT HA: Quauyeckue, Xumuieckue W
ouonocuveckue.

K @usuueckum mymacenam OTHOCATCSI. Pa3TUYHBIC BUABI H3TyYCHUU
(mMpenMyTIeCTBEHHO NOHU3UPYIOIINE — anbda=, 0eTa- 1 TaMma-IIydu, yiabTpadu-
OJIETOBBIE JIy4H ), TEMIIEPATYpa, BIAKHOCTh U Ap. MexaHU3Mbl UX JEeHCTBUS:

1) HapyleHue CTPYKTYPbl T€HOB M XPOMOCOM;

2) oOpa3zoBaHue CBOOOJHBIX PAJAMKAIOB, BCTYHAIOIIMX B XHMHYECKOE
B3auMoeicteue ¢ JIHK;

3) pa3zpylleHre HUTEH aXpOMaTHHOBOTO BEpETEHA JIENICHUS;

4) oOpa3oBaHue OJumepos — COSAMHEHHUE MEXITy COOO0M («CIIMBKa») CO-
CEJITHUX MUPUMUIUHOBBIX ocHOBaHuM onHol uenu JJHK (wame T-T).

K xumuueckum mymaeenam oTHOCSTCS:

® [IPUPOJIHbIE OPTraHUYECKHUE M HEOPraHUYECKUE BEIIECTBAa (HUTPUTHI,
HUTPATHI, ATKATOU/IbI; FOPMOHBI, (PEPMEHTHI U 1Ip.);

® TNPOJYKThl MPOMBIIUICHHOW MepepaboTKU MPUPOJHBIX COEAMHEHUN
(yrns, nHedtn);

® CHUHTCTHMYECKHE BEIleCTBa, paHee He BCTpeuaBlluecs B npupoje (me-
CTULUbI, UHCEKTUIUbI, MUILIEBbIE KOHCEPBAHTHI, MOIOIIUE CPEICTBA, J1€30]10-
PaHThI);

e JIEKapPCTBEHHBIE MpEMapaTrhbl, KOTOPbIE MOTYT MPOBOLIMPOBATH BPOXK-
JEHHBIE TOPOKH Pa3BUTHUSI (MMMYHOCYIPECCAHThl, HEKOTOpPbIE AHTUOMOTHKH,
HAapKOTUYECKHUE BEIIECTBA, CHHTETUUYECKHNE KOPTUKOCTEPOUIBI U JP.).

XUMHUYECKHE MyTareHbl 00J1aIaf0T OOJBINON MPOHUKAIOIIEH CITOCOOHO-
CTBIO, BBI3BIBAIOT MPEUMYILECTBEHHO I'€HHbIE MYyTalluUd U JEHUCTBYIOT B MEPUO
permukanuu [JHK. Mexanusm ux nericTBUS:

1) ne3aMuHHpPOBAHUE U ATKUIUPOBAHUE HYKICOTHIOB;

2) 3ameHa a30TUCTHIX OCHOBAHMI MX aHAJIOTaMu;

3) UHrUOMILIMS CUHTE3a MPEAIIECTBEHHUKOB HYKIEMHOBBIX KUCIOT U Jp.

K 6uonoeuueckum mymacenam oTHOCSTCS:

50



® BUPYCHI (KpaCHyXH, KOpH, T'pUIINA);

® HEBUPYCHBIC MMapa3uTapHbIE areHThl (MUKOIIa3Mbl, OAKTEPUH ),

® TIPOIYKTHI METa0OIM3Ma MAaPa3uTOB (TOKCOILIA3MBbI).

HeBupycHbie 1 BUPYCHBIE areHThI MOTYT OBITh MPUINHON WH(DEKITMOHHO-
ro myrarese3a. OHU CIIOCOOHBI HAPYIIUTh TEYEHUE MHUTO3a, BHI3BATH PA3PhIBEI
xpoMocom u xpomatu, Bctpouth cBoro JIHK B JIHK knerok xo3suHa. Hpoayk-
ThI JKU3HECATEIHHOCTU MAPA3UTOB — BO30OyAUTENEH OOJIe3HEW MOTYT JEHCTBO-
BaTh KaK XMMUYECKUE MyTarcHbl.

Cynepmymazenvi — 3T0 (PaKTOPHI, Yallle XMMUYECKOU TTPUPO/Ibl, MOBBIIIIA-
IOIIME YaCTOTy MyTalluid B COTHHU — JECATKHU ThICSY pa3 (HampUMep, KOIXHIIUH,
ATUJIECHUMHH, UNpUT). OHU HCHOJIB3YIOTCS Uil MOJYYEHUS. WHAYLUPOBAHHBIX
MyTalli B CEJIEKIIUU.

4.4 Knaccupuxanus MyTanui

MyTtarmoHnHasi ”3MEHYUBOCTh MPOSBISETCS B (PeHOTHIIE, ¥ JTUIIIH 110 HAJIH-
YO KaYeCTBEHHO HOBBIX NMPU3HAKOB U CBOMCTB OpraHU3Ma MOXKHO MPEIoaraTh
ee BO3HUKHOBeHHE. V3MeHeHUs (eHOTHNA BBI3BIBAIOTCS HApyIICHUEM HACIeI-
CTBEHHBIX CTPYKTYP, KOTOpPOE, 00YCIOBIMBACTCS BIMSHUEM Pa3INIHBIX (DAKTOPOB
BHeIlIHeN cpenbl. To ecTh, BHEIIHSS Cpela, BO3ACHCTBYSI HA TE€HOTHII, BbI3bIBAET
€ro CTPyKTypHbIE U3MEHEHUS, TPUBOAAIINE K (DOPMHUPOBAHNIO HOBBIX MMPU3HAKOB
U CBOMCTB opranm3ma. [losToMy, uccienoBanue MyTaluid MPOXOAUIIO C Pa3HBIX
TIO3UIIMIA: C TOYKH 3PEHUS XapaKTepa U3MEHCHUN B T€HOTHUIIE, JIOKATM3AIUH UX B
pa3IMYHbIX KJIETKAaX W TKaHAX, (EHOTHUIMMYECKOTO BBIPAKEHUS W SBOJIIOLIMOHHON
POJIM MyTalli, a TAKXKe ¢ TOYKU 3PCHUSE HPUPOJILI TPHUIUHHOTO (hakTopa. Cytie-
CTBYeT MHOTO Kiaccudukanuii mytanuii. Hanbonee ymoOHa kmaccudukarnwsi, pas-
paboraHHas moibckuM ucciaedoBarenem C. MymmackuMm B 1972 1. OnHa nmaer
NPEJCTaBICHUE O MYTAllMM Ha MOJIEKYJIIPHOM U IIUTOJIOTMYECKOM YPOBHSIX, O €€
JIOKAM3aIKA B KIIETKAX M TKaHAX, 0 (DEHOTUITMYECKOM MPOSIBICHUH U CyIh0€ B
nonyysiuu (cxema 3), BbI3bIBAET €r0 CTPYKTYPHBIE M3MEHEHUS, MPUBOAIINE K
(hopMUpPOBaHUIO HOBBIX MPU3HAKOB U CBOMCTB opranu3ma. [loatomy, uccrienona-
HHUE MYTaIi IPOXOANUIIO ¢ Pa3HBIX MO3UIUI: C TOUKU 3PEHUS XapaKTepa n3MeHe-
HUIl B TCHOTHUIIES, JIOKAJIM3AINHN WX B PA3IMYHBIX KJIETKaX M TKaHAX, (DEHOTHUITHYC-
CKOT'O BBIPAXKEHUS U 3BOJIIOLIMOHHOM POJIM MYTAIlMid, @ TAK)KE C TOUKH 3pEHUs MpH-
poabsl TpuyMHHOrO (Qakrtopa. CyllecTByeT MHOTrO KiacCU(UKaUUMK MyTarlHid.
Haubonee ynobua knaccuduxarnms, paspaboTaHHas moLCKuM uccienonatenem C.
MymmackuM B 1972 1. OHa aet npeacTaBieHrde 0 MyTallMM Ha MOJIEKYJIIPHOM U
LUTOJIOIMYECKOM YPOBHSIX, O €€ JIOKAJTM3aI[MK B KJIETKaX U TKaHsX, 0 (heHOTUIIye-
CKOM TIPOSIBJICHUH U CyJIbOE B MOMyJisiuu (cxema 3).
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Moaekynapuwtii mexanuzm mymauui

MyTtanuu, cBsi3aHHbIE C U3MEHEHUEM CTPYKTYpbl MoJieKynbl JIHK, Ha3bI-
BarOTCs eerHuiMuy. OHU MPECTABISIOT COOOW BBITIAJICHUE WIJIM BCTaBKY OJTHOTO,
WIM HECKOJIbKMX a30THUCTHIX OCHOBAHWM, JTHOO TO M JIPyroe OJHOBPEMEHHO, a
TaKXe 3aMEHYy a30TUCThIX ocHOBaHuil. [Tocnennue onucansl 3. Gpuzom (1963).
OH pa3znuyan ABa TUIA 3aMEH: TPAH3ULIUU U TPAHCBEP3UHU.

IIpyn mpan3uyuu 0JHO MyPUHOBOE WJIM MUPUMHIMHOBOE OCHOBAHHUE 3ame-
HSETCA COOTBETCTBEHHO JAPYTUM ITyPUHOBBIM WA TMPUMUIMHOBBIM OCHOBAHUEM:

i
A-T
TpancBep3un BcTpewaroTcs vaunle TpaHsuuuil. Ilpu mpawnceepsuu nypu-

HOBOE OCHOBAHHUE 3aMEHSIETCS MUPUMUINHOBBIM U HA0OOPOT:
r-ur-gA-rA-r
R |
O-rr-AT-ALI-T

Bce renHble MmyTanuu nNpuBOJAT K U3MEHEHUIO CMBICTIA KOJOHA U K Hapy-
mieHnio cuuTbiBanus uHPopmanuu B nenu JIHK. Paznuuaror Tpu THma Takumx
M3MEHECHUU.

e  Muccenc-mymayuuy, T.e. MyTallu¥, HU3MEHSIOIIME CMBICI KOJOHA,
BCJICZICTBUE 4YEro B OEJIKOBYIO MOJIEKYJy B-MOMEHT €€ CHHTE3a BCTaBIIAETCS
JIpyras aMUHOKHCIIOTA.

e Honcenc-mymayuu — o0pazoBaHue 0€CCMBICICHHBIX KOJIOHOB, HE KOJIH-
PYIOIMX HUKAKOW aMUHOKHUCIOTHI (YAA — oxpa-mytarust; Y AL — ambep, nnm siH-
tapHass mytarus; YI'A — onaig-mytarwms). Takue MyTanuu TpUBOAAT K OOPBIBY
YTEHUS TEHETHYECKOTO TEKCTA W MPEKPAIIIEHUIO CHHTE3a MOJICKYJThI OeITKa.

MucceHe- 1 HOHCEHC-MYTaIluiu 0OBIYHO MPOUCXOJAT MPU 3aMEHE a30THU-
CThIX OCHOBaHMI. K M3MEHEHUIO CMbICIIa KOJOHOB NPUBOAAT U BBITAJICHUS WIH
BCTABKH a30THUCTHIX OCHOBaHUI. Bce 3TH MyTalmm BO3HUKAIOT CIIOHTAHHO U MO-
I'YT OBITh BbI3BaHbI JIFOOBIMU MYTAareHHbIMU (haKTOpaMu CpeJIbl.

o  Mymayuu cosuea umeruss HAOMIOJAIOTCS TIPU BBIMAICHUNA WM BCTaB-
ke HykieoTu10B B 1enu JIHK u BbI3bIBAIOT CMENIEHUE UTEHUS T€HETHYECKOTO
koja. IIpu 3toM 00pa3yroTcs OSCCMBICICHHBIC KOIOHBI, Ha KOTOPHIX UTCHHE
MIPEPHIBACTCA.

Xpomocomuvte mymayuu. B xierke moji OObIYHBIM CBETOBBIM MHKPO-
CKOIIOM MOYXHO PacCMOTPETh XPOMOCOMHBIE MyTanuu, Wi adepparuu. OHH
SBJIIOTCSL Oosiee TpyObIMU HapyIICHUSIMUA HACJIEICTBEHHBIX CTPYKTYp, YEM I'€H-
HbI€, U KacaloTCs CTPYKTYPhI U KOJMYECTBA XPOMOCOM B KJIIETOYHOM Habope.

CmpykmypHole XpoMocomMHble Mymayuu CBA3aHbl C HAPYUICHUEM Lie-
JIOCTHOCTH CTPYKTYPBhl XPOMOCOMBI, TPYMNI CLEIUIEHUSI T€HOB, C MPOLECCOM €€
dbparmeHTalyi. ITH MyTallud ObIBAIOT JBYX TUIIOB:

® BHYTPUXPOMOCOMHBIEC, U3MEHSIOIIMUE MOPAJOK PACIOJIOKEHUS T€HOB
B XPOMOCOME;
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® MEXXPOMOCOMHBIE, 3aKTFOYAIOITUECS BO B3aUMHOM OOMeHe (pparMeH-
TOB XpOMOCOM.

st hopmMupoBaHus CTPYKTYpHOM MyTalluu TpeOyroTcs ABa U Oojee pas-
pbhIBa XpOMOCOMBI. PaznnuyaioT XpoMOCOMHBIE U XpoMaTuHble adepparuu. Ec-
JIY pa3pbIB 3aTParuBacT OJHY XpPOMATHIY, IEPECTPOMKA HA3BIBAETCS XPOMATHU/I-
HOM, HO MOCJIE PEIJIMKALIMU OHA MOXKET CTaTh XPOMOCOMHOM.

I. K BHYTpHXpOMOCOMHBIM MEPECTPONKAM OTHOCATCA ACJICLHUH, AYTUIH-
Kal[i1, UHBEPCUU U UHCEPLUU.

o Jleneyus — 3TO MOTeps (HEXBATKA) CPEIHETO y4acTKa XPOMOCOMBI
BCJIEZICTBUE €€ pa3pbiBa B JBYX TOUKaX (yacmuunas monocomus). Ecau npouc-
XOJIUT OTPBIB NTUCTATHLHOTO (KOHIEBOTO) (hparMeHTa, HEXBaTKA HA3bIBACTCS
Odepuwerncu. Jlenenust mpakTHYECKHU 000 4aCTH XPOMOCOM MOYKET HAPYIIIUTh
AMOPUOHATBHOE PA3BUTUE U MPOSIBUTHCSI MHOKECTBEHHBIMH BPOXKIAECHHBIMU TTO-
pokamu. Hanpumep, aenenus ydacTka KOPOTKOTO Iieda S5-i (3p=) XpoMOCOMBI Y
YyeJIoBeKa MPUBOJUT K PA3BUTHIO CUHAPOMA «KOIIAYbeTo KpUKa» (HeJA0pa3BUTHE
rOpTaHu, 3aJiep’KKa YMCTBEHHOTO Pa3BUTHUSA, MOPOKHU cepaua u ap.). [Ipu nene-
[[MY TEPMUHAIBHBIX YYAaCTKOB 000UX IJIEY XPOMOCOMBI (yAaISIOTCS TETOMEPHI)
4acTO HaOIIOAAEeTCs 3aMbIKAHUE OCTABLICHCS CTPYKTYpPhI B KOJIBLIO - 00pa3oBa-
HUE KOIbYeBblX XPOMOCOM.

o Jlynauxkayus — (4acmuynas mpucomusi) — yABOCHUE y4acTKa XPOMO-
coMmbl. [IprmMepoM MOXKET CIy>XKUTh CUHAPOM TPUCOMHUHU MO KOPOTKOMY ILIEUYy
9-ii xpomocombl (9p+) y uenoBeka, MPOSBISIOUIMNCS YMCTBEHHOW OTCTaJIO-
CTBIO, 3aJIEPKKOHN pocTa, MUKpoIedaTueil B IPYTUMHU TTOPOKAMH .

e /Hneepcusi — OTPHIB y4acTKa XpOMOCOMBI, MOBOPOT e€ro Ha 180° u npu-
KperieHue K Mecty oTpbiBa. [Ipu 3ToM Habm01aeTCs HapyIIeHUE MOpsiiKa pac-
MOJIOKEHHS TEHOB.

2. MexxXpoMOCOMHBIE HEPECTPOUKU MPOUCXOIAT MEXKIY HETOMOJIOTHY-
HBIMU XPOMOCOMAaMH.

Tpancroxkayus — 310 00MEH CErMEHTaMU MEKTy HETOMOJOTUYHBIMH XPO-
MocomaMu. Paznuyaror:

®  peyunpoKkHvle MpaHcioKayuu, Koraa JIBe XpOMOCOMbI OOMEHUBAIOTCS
CErMEHTaMU;

® HepeyunpoxHvle, KOrJa CETMEHThI OJTHOM XPOMOCOMBI IIEPEHOCATCS Ha
APYIy1O,

® pobepmconoscKue, KOTJa 1B aKPOLECHTPUUECKUE XPOMOCOMBI COEIH-
HSIOTCA CBOMMU IIEHTPOMEPHBIMU pailoHaAMU.

HWuorma MoxxeT mpoMCXOAUThH IONEPEYHbIM, 4 HE MPOJOJBHBIN pPa3pbIB
XpoMaTHl B 00JacTH LIEHTPOMEP; B ATOM ciiyyae 0Opa3yroTCsl U30XPOMOCOMb,
MPEACTABISIONINE COO0N 3epKaTbHOE OTOOpaKEHWE NBYX OJMHAKOBBIX TILICY
(ITMHHBIX WU KOPOTKHUX ).

[Ipu omHOCTOpPOHHEM TEpeHoce (hparMeHTa OJHON XPOMOCOMBI Ha JIPYTYIO
BO3HUKAET HEPELMIIPOKHAA TPaHCIOKalus. ['pyOble TpaHCIOKAaU MOTYT IpHBe-
CTH K PE3KOMY CHIKEHHIO KU3HECTIOCOOHOCTH KJIETKHU U OpraHU3Ma B LIETIOM.
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MyTtanuu, MpoUCXOASIINE BCIEICTBHE HU3MEHEHHUS KOJIMYECTBA XPOMO-
COM, COCTaBJISIIOT TPYIILY KOJIUYECHIEEHHBIX XPOMOCOMHBIX MYyMAyuil Ui 2e-
HomHpix. OHHM HA3BIBAIOTCS TEHOMHBIMH, TTOCKOJIBKY MPEICTABIIIOT COOO0M Ha-
pYILIEHHNE TEHOMHOTO YKCJia XpOMOCOM. B OCHOBE 3TOro HapyuieHus JexaT mMe-
XaHU3MBl HEPACXOXKICHUS XPOMOCOM B MOMEHT [IEJICHHUS KIETOK, OCOOCHHO
B Meilo3e. MI3MeHeHne ynciia XpOMOCOM OCYIIECTBIISIETCS B BYX HAIIPaBICHUSX:
B CTOPOHY — YBEJIMYEHUS, UM YMEHBIICHUS UX KOJIMYECTBA, KPATHOTO 2aAn10UO-
HOMY (NOJIUNIOUOUS), U B CTOPOHY MOTEPHU UM BKIIFOUEHHUS OTAEIBHBIX XPOMO-
COM WJIM UX Map B KJIETOYHOM Habope (eemeponioudus).

I'annouous (In) — oguHApHBIN HAOOP XPOMOCOM B COMAaTHYECKUX KIICTKAX,
HarnpuMep y TpyTHeu muen. Ku3HecrmocOOHOCTh TarlouA0B. CHUKACTCS, TaK KaK
B 3TOM CJIy4yae MpPOSIBISIFOTCS BCE PELIECCUBHBIE T'€HbI, COAEpKAIIUecs B €IuH-
CTBEHHOM 4HCIIe. J{J1s1 MIIEKOIIUTAIOIIMX U YEJIOBEKA ATO JieTalbHasi MyTaIusl.

Honunnouousa — 370 KPaTHOE TAIUIOMTHOMY YBEIIMUYCHUE YHUCIIA XPOMO-
COM B COMaTHYeCKUX KieTkax (3n, 4n, Sn). Ilonumionans UCIoJb3yeTcs B Ce-
JIEKIUA PACTCHUN W MPHUBOIAUT K MOBBIMICHUIO YPOXKAUHOCTH. Y MIIEKONUTAKO-
IIUX W YeJIOBEKa 3TO JieTalbHble MyTaluu. [lonuminonaus B CBOIO ouepeab MmoJ-
pazznenseTrcss Ha aemonoauniououto (yBEIWUYEHHUE YHUCIA XPOMOCOM 3a CYET
YMHOKEHHSI T€HOMOB OJHOTO BUJA) U aLI0ROIURAOUOUt0 (YBEIMYEHUE 4uCia
XPOMOCOM 3a CUET CIUSHUS TEHOMOB Pa3HbIX BUAOB)

Aeémononuniouduss BCTpEYaeTCs 4acTo y BBICIIMX PACTEHUH U IIHUPOKO HC-
IOJIB3YETCS B CEJIEKIIMY PACTEHUM, T.K. YBEIIMUEHUE YMCIIA XPOMOCOM B KIIETOYHOM
HaOOpe MPUBOAMT K YCHIICHUIO XO3MCTBEHHO MOJIE3HBIX Mpu3HakoB. Hampumep, k
YBEJIMUYEHUIO Pa3MEPOB KIIETOK, LIBETOB, IJIOJIOB, KOJIMYECTBA 3€pHA, 3€JICHOM Mac-
CBI, CO/IepKaHus Oenka, caxapa B IUIOJaX W KOPHEIUIOAaX, MHOTIA K TTOBBIIICHHUIO
YCTOMYMBOCTH K BPEIHBIM BO3IACHCTBUAM M 3a00JICBaHUSAM. Y TO3BOHOYHBIX U
MHOTHX O€CIO3BOHOYHBIX HOTMILION NS BCTpedaeTcs peako. OHa MOXKET MpuBe-
CTH K THOENM opraHu3Ma y)Ke Ha paHHUX CTaausx pa3BuTws. llepBbie ucciemnona-
Hus noymtuionaun Ostmu. ripoBeneHsl VLU, ['epacumoBeiv B 1898—1901 rr. Emy
y1aJIOCh MOJIYYUTh TETPAIIOU THBIE KIIETKUA Y BOJOPOCIIY CIIUPOTHUPHI.

Annononunioudus BriepBble OblIa onrcana copeTckuM ydeHbsiM [.J]. Kap-
neyeHko B 1927 r. Emy ynanoch noiayyuTh MJI0OJOBUTHIN THOPUA PEIbKU U Ka-
NyCThl. B _KieTKax 3THX pAacCTEHUN CONEPKUTCS OAVMHAKOBBIM IO KOJIMYECTBY
HAa0Op XpOMOCOM, HO OHH HETOMOJIOTUYHBI.

Femeponnouousn, unu aneynioudus, HEKPATHOE TAIJIOUIHOMY YMEHbIIIE-
HUE WIM yBeJIWYEHHE 4Yucia XpoMocoM (2n+1). BrepBbie Oblna oOHapykeHa
K. Bpumxecom (1916 r.) y apo3odunsl. B HacTosiiee BpeMs OHA U3BECTHA y
MHOTUX BUJIOB dKUBOTHBIX U pacTeHU. BO3HUKAET reTeporionius B pe3yJibTaTe
HEPACXOXKJICHUSI OTIEIbHBIX IMap TOMOJOTHMYHBIX XpOMOCcOM B Meiose. Ilpu
’TOM B OJHON TramMeTe MOTYT OKa3aThCsl Cpa3y JBE XPOMOCOMBI M3 IMaphl,
a B IPYTyIO HE MOMAJIET HU OJTHOM.
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CylecTByeT HECKOJIBKO Pa3HOBUIHOCTEH aHEYTUIONIUH:

®  mpucomusi — TP TOMOJIOTUYHBIE XPOMOCOMBI B KAPUOTHUIIE, HATIPUMEDP
npu cuapome JlayHa (Tpucomus o 21-it xpomocome);

® MoOHOcOMusi — B HaOOpe OJHA W3 Taphl FOMOJIOTUYHBIX XPOMOCOM,
Hanpumep nipu cunapome lllepemenckoro-Tepuepa (Monocomus X). MoHoco-
MHH 110 TIEPBBIM KPYMHBIM HapaM XpPOMOCOM SIBIIIOTCS I YEJIOBEKa JIeTallb-
HBIMM MyTanusiMu. MHOrAa BCTpedaroTcst ABOMHBIC, TPOMHBIE (IO ABYM U TPEM
pPa3HbIM XpOMOCOMaM) MOHO- M TPUCOMMH, TETPACOMHH U JIP.;

® Hynucomusi — OTCYTCTBHE Mapbl XpOMOCOM (JieTajibHas MyTallys);
y 4EJI0BEKa HEU3BECTHA.

['eTeporionius COMPOBOXKIAETCS 3HAYUTEIbHBIMU - (DEHOTUIIMYECKUMHU
W3MEHEHUSIMU. Y JII0JIEH MPU 3TOM OOHAPYKUBAIOTCS MHOXKECTBEHHBIE J1E(DEKTHI
(GbU3UYECKOTr0 U YMCTBEHHOrO pa3BuThs. OmnucaHa reTeporioniusi y pacTeHU
(mmeHuna, Tabak, KyKypy3a) ¥ HEKOTOPBIX JOMAIIHUX XKUBOTHBIX. Y Trerepo-
IJIOWIOB TaK)Ke HapyIIeH TaMETOTeHe3, HO BMECTe ¢ TeM Y HUX MOTYT 00pa3o-
BBIBATHCSl HOPMAJIbHBIE TaNlJIOUHBIE TTOJIOBBIC KIETKH.

['enoMHBIE MyTaIuu Bcerja MPOSIBISIOTCS (DEHOTUNMMYECKU U JIETKO 00-
HApPY>KUBAIOTCS IATOT€HETUYECKUMU METOIAMHU.

Xapaxkmepucmuka Mymayuii H@ MKAHEEOM yPOGHeE

Comamuueckue mymayuu POUCXOJAT B COMAaTUUECKUX KIIETKaX, mepe-
JTAIOTCS IO HACJIEJACTBY TOJBKO MPU BELETATUBHOM PA3MHOKECHHUU U TIPOSIBIISIOT-
cs y camoit ocoOu (pa3HBIM IIBET Ij1a3 y OJHOI0 4YejoBeKa, Oeas Mmpsjab BOJIOC,
OMYyXO0JM). DTU MyTally 3aTparuBaroT JMUIb YacTh KJIETOK U MO3aUYHO MPOSB-
ast0Tcst B eHoturie. [1oToMCTBO OJTHOM MYyTaHTHOMW COMAaTHYECKOW KIIETKHU
Ha3zbIBaeTCsa ka1oHom. OcoOu, HECyIIMe COMAaTHUYECKYH0 MYTAIMI0 Ha3bIBAIOTCS
mozaukamu umi xumepamu.. COMaruyecKkue MyTallMd HE UTPAIOT KaKOW-THOO
pOJIU B MPOLIECCE IBOJIIOUNH, ITOCKOJIBKY MPHU PA3MHOKEHUH MOJIOBBIM ITyTEM HE
3aKpEIUISIIOTCA B TOTOMCTBE. OTHAKO B CEJIEKIIMM YaCTO MCIOJIb3YIOT TAKUE MO-
3aMKH, Y KOTOPBIX OPOSIBUJIMCH XO35MCTBEHHO IMOJIE3HbIC TPU3HAKU U CBOMCTBA.
Hanpumep, M.B. MudypuH u3 coMatnueckoi MyTauuu (Ha JgepeBe OOBIYHOM
AHTOHOBKM Pa3BUJIaCh BETBb C OYEHb KPYIIHBIMH ILJIOJAMH) BBIBEI COPT AHTO-
HOBKH IIECTUCOTTPAMMOBOM.

Hapymenus HacneacTBEHHBIX CTPYKTYP B ITOJIOBBIX KJIETKAX HA PAa3HBIX
CTaIUsIX TaMETOIeHe3a HA3BIBAIOTCSA 2eHepamueHvimu mymayuamu (remodu-
ust, GeHUIKeTOHypus). [Ipu UX BO3HUKHOBEHHH HA PAaHHUX CTaIUsSX raMeTOore-
HE3a MYTAHTHAs KJIETKA MOXET Pa3MHOXKHUTHCA M B MOTOMCTBE IMOSBUTCS P
0Cco0€# C OJIMHAKOBBIM MYTaHTHBIM (heHOTUIIOM. HecKoJIbKO OJMHAKOBBIX MY-
TallMii MOXHO HaOJII0JaTh y OCOOEH, MAroIUX MHOTOYMCICHHOE MOTOMCTBO
(pacTeHusi, HACEKOMBIC, MBIIIHM, KPOJUKU W Jp.). Takue MyTaluu Ha3bIBAIOT
«IYYKOBBIMU.

['eHepaTuBHBIE MyTallMU HACIEAYIOTCS MPU MTOJIOBOM Pa3MHOKEHUU U UT-
paroT poJib B 3BoMOIMA. OHU W3MEHSIOT (PU3HOJOTUUECKHUE U OMOXUMUYECKHE
CBOMCTBA OpraHU3Ma U OKa3bIBAIOT BIUSHHUE HA €0 KU3HECITOCOOHOCTD.
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Mymayua na ypoeHe opzanuzma

[To xapaktepy u3MeHeHHs] (EHOTHUNA BCE MYTAIIMK MOXKHO Pa3/eliuTh Ha
CJIETyIOIKE TPYTIIbIL.

1. Mopgonozuueckue, napymaroume MpPU3HAKH (PUINIECKOTO CTpOe-
Hus; Oe3riiasue, KOPOTKOMAJOCTh, IIECTUINANIOCTh, KapIMKOBOCTh y UYEIOBEKa,;
OECKPBIIIOCTh Y MyX; KOPOTKOHOTOCTh Y Kyp M OBEIl; "3BMEHEHHE ()OPMBL IIBETKA,
JINCTA, BBICOTHI PACTEHUS U JP.

2. @u3uonozuyeckue, W3MEHSIOIIUE HEKOTOPbIe (PU3HOIOTUYECKUE
CBOMCTBa oco0el (BalbCUPYIOIIKME MBIIIM, BEPTAYKA Yy OBEIl) W MOHIKAIOIIHNE
WIH, PeXe, MOBBIIAIOIINE KU3HECTIOCOOHOCTh U IMIIOJ0BUTOCTh ocobeil. K mo-
CIEIHUM OTHOCSTCS jeTalibHble (BbI3bIBAIOT 100%-Hyt0 rHlOens MYTaHTOB) W
nosyneranbubie (mpuBoAiIT K 50%-HoM rulOenu MyTaHTOB) MmyTtamuu. Yacrto
MopdoJIoTUYecKre MyTaluu JarT U (usuonorundeckuit addext. Hampumep,
OTCYTCTBHE BOJIOCSHOTO IMOKPOBA Yy Y€JIOBEKa U albOMHU3M PE3KO CHUKAIOT €T
KU3HECTIOCOOHOCTb.

3. Buoxumuueckue, TOPMO3SIIUE WIM H3MEHSIOUIME MPEBPAIICHUS U
CHUHTE3 HEKOTOPbIX BEIIEeCTB B opraHu3me. OHU BBIPAKAIOTCS B OTCYTCTBUU Ka-
KOro-nmubo (GepMeHTa, y4yacTBYIOLIETO B ILENH OUOXUMHUYECKUX PpEaKIUil.
Hampumep, otcyrctBue ¢epmenta, paspymaromero (heHuaaaHuH, TPUBOIUT
K Pa3BUTHIO Yy YesioBeKa (peHmikeTonypun: MHOr1a MyTaHTHBIN ajuienb TOpMO-
3UT 00pa3oBaHKHE HEOOXOIUMOro OMOXUMHYECKOTOo MpOoJayKTa (rurmomopdnas
mytamus). [Ipu runepmMopdHBIX MyTausXx KOINIECTBO OMOXUMHUYECKOTO TPO-
JTyKTa MOXKET yBEJIMUMBATHCSH U TOTNIA Y MyTaHTa MOKET OBITh UCKITIOYEH BO3-
BpaT I'€Ha K UCXOJHOMY COCTOSIHUIO.

MyTtanuu reHa, 3aTparuparoiiue Mopdosaorudeckue, GU3NOIOrHIecKue U
OMOXUMUYECKHE TIPU3HAKA, MOTYT M/ITH B JIBYX HAMPAaBICHUSAX: OT JUKOTO TUIIA K
MYTaHTHOMY (Mpsamas Mymayus) 1 OT MyTaHTHOTO K JAUKOMY (obpamuas myma-
yus). Yaie npoucxonsat mpsimbie MmyTariy. B 1928 r. B. batcon BeIBUHY Teo-
PUIO «IIPUCYTCTBHSI - OTCYTCTBHSI), COTJIACHO KOTOPOUM BCE MYyTAIlH OOYCIIOBIIH-
BalOTCA TOTEpe (HEXBATKOM) OTAENbHBIX TI'e€HOB. TakoW MeXaHu3M MYyTaluil
HaOMoaeTcsl, Koraa ooparHele MyTalyd BooOle He Bo3HUKaioT. MHorma obpat-
HYI0 MYTAIMIO- OHOTO T€Ha UMHUTHUPYET MYyTalus IPYroro TreHa, MOaBIISIoIIas
JEMCTBHE paHEe BO3HUKIIEH MyTallMU. DTO SIBIIEHUE HA3BIBACTCS CYNpecCUel.

[IpsiMble MyTaru yaiie Bcero perneccuBHbl. DEeHOTUTMYECKU OHU TPOSIB-
JISIFOTCSL HE €pa3y, sl 3TOro TpeOyeTcs BBIIICTIIEHHE UX B TOMO3UTOTHOM CO-
cTostHud. OOpaTHbIe U HEOOJIbIIAsl YaCTh MPSIMBIX MYyTallUid OOBIYHO IOMUHAHT-
HBI; T:€. UMEIOT (DEHOTUITNYECKOE BBIPAKEHUE B T€TEPO3UTOTHOM COCTOSTHUU Y
0C00€ii UM B UX TIOTOMCTBE.

DEeHOTUNHYECKOE BhIPAXKEHHE MYTAllMU 3aBUCUT MPEXKIE BCEro OT UH]IU-
BUJIyaJIbHBIX OCOOEHHOCTEW OpraHu3Ma M €ro reHoTuna, a Takxe oT (aKTOpoB
BHEITHEW cpenbl. BapbupoBaHue CTETIEHW BBIPAKEHHOCTH MYTAaIlUd B 3aBUCH-
MOCTH OT reHOTHNa M (aKTOPOB BHEUIHEH Cpelbl HA3bIBAECTCS IKCHPECCUBHO-
cmoio mymayuu. B rpynne ocoOeil, HECYIIUX OJUHAKOBYIO MYyTallUIO, IKCIIpEC-
CHUBHOCTb MYTallU MOXET OBITh Pa3IMYHON — OT YETKON (PEHOTUIHYECKON BBI-
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PaXEHHOCTH JI0 TIOJHOTO €€ oTcyTcTBUs. [IporieHT ocobeil ¢ peHoThunruecKum
BBIPOKEHUEM MYTAIIUU 110 OTHOIIECHUIO K O0IIEMY YHCITY BCEX 0CO0eH, HECYIIUX
TaKyl0 MYTalWIO, HA3bIBAETCS NEHEMPAHMHOCTbIO MYMAYUU.
Mymayuu na nonyaAyUOHHOM ypOGHE

Cuuraercs, 9To mr00asi MyTaIusl BpeHa, TaK KaK HapyIIaeT B3anMMOJICH-
CTBHE OpraHu3Ma co cpeoi. OJIHaKO HEKOTOPbIE MyTallMX BbI3bIBAIOT HE3HAYU-
TeJIbHBIC M3MECHCHUSI B OPTaHU3ME M HE MPEACTABIISIIOT 0CO00M OMACHOCTH JIJIst
KU3HU. Takue MyTaluu He NPEmsITCTBYIOT Pa3MHOKEHUIO 0COOEH 1 CIIOCOOHDI
HAKaIIuBaThCs B MOMYJISIUAX.

[To ucxomy st opraHu3Ma MyTaluu ObIBAIOT:

® ompuyamenvHvle — JETAIbHBIE, HECOBMECTUMBIE € JKU3HBIO (HAIpPH-
Mep, OTCYTCTBUE TOJIOBHOT'O MO3ra)

® noaynemanvHvle — CHUXKAIONIME IKU3HECIOCOOHOCTH OpraHu3Ma
(mampumep, 6071e3Hb JlayHa);

® HeumpaibHble — CYUIECTBEHHO HE BIUAIONINE HAa TIPOLIECCHI )KU3HEe-
ATEIILHOCTH (HalpUMEP, BECHYIIIKHU);

® no0MCcUmMeNnbHble — TIOBBIIAIONINE KUZHECIOCOOHOCTh (HampuMmep,
MOSIBJICHUE YETHIPEXKAMEPHOrO Cep/illa B MPOLECCE SBOIOLMNU XOPAOBBIX KU-
BOTHBIX). OHU BO3HHKAIOT PEAKO, HO UMEIOT OOJBIIOE 3HAYCHHE /IS MPOTPEC-
CHBHOU 3BOJIOLIAH.

ITo mpuumHaM, BbI3BABIIMM MYTalUH, UX TOAPA3IAECIAIOT HA CIOHTAHHBIE
U MHAYUHUpOBaHHbIE. CnonmanHule (Camonpou3eoibHbvie) Mymayuu npoucxo-
JISIT TIOJ] IEWCTBUEM €CTECTBEHHBIX MYTareHHbBIX (DAKTOPOB BHEITHEH cpeinl O6e3
BMeEIIATEIbCTBA YEJIOBEKAa, HANPUMEpP HACJE/ICTBEHHbIE 00Jie3HM OOMEHa Be-
niecTB. VX mpuumHaMu SIBISIIOTCS OMMOKM perukanuu U penapauuu JJHK,
NENUCTBUE MEPEKUCEN U albIETUA0B, 00OPa3yIOIIUXCSl B OpraHU3Me, Pa3INYHbIe
BUJIbI €CTECTBEHHBIX WU3NyueHUM. HHoyyupoeanmnvie mymayuu — pe3ynbTaT
HaIpaBJIECHHOTO BO3ACHCTBUS ONpEIEICHHBIX MyTareHHbIX (hakTopoB. BriepBbie
oHu ObuH mostydeHsl B 1925 T. I''A. Haaconom u I'.C. ®@unumnmoBsiM Ipu 00J1y-
YeHUU TPUOOB paIUEM.

4.5 /leiicTBHE XPOMOCOMHBIX MYTAIIM HA PA3JIMYHbIE CHCTEMbI OPraHu3Ma

CreneHb W3MEHEHHS TPU3HAKOB OPraHU3Ma MPU XPOMOCOMHBIX MYTalUsIX
3aBUCHUT OT BEJIWYUHBI ACPEKTHOTO y4acTKa M OT COJACP>KaHUS B HEM Ba)KHBIX
JUISL pa3BUTHS TEHOB. {7151 onpeiesieHust NoCIeACTBUI XPOMOCOMHBIX MYTAlUd Y
YEJIOBEKA BCE ayTOCOMHBIE MyTallMM U MYTAllMH, CBS3aHHBIE C X-XPOMOCOMOM,
pa3AeliId Ha CIIEAYIOIHNE 4 TPYIIIIHIL.

1. Myrauuu, Bei3biBaronue Ae(eKTbl OpraHOB YYBCTB (TJ1a3, BHYTPEHHEE
yX0), KOXKH 1 3y00B.

2. Myranuu, nopakaroume MO3r U HEPBHYIO CUCTEMY.

3. Myrauuu, onpeaessomue CTPYKTypHbIE aHOMAaJIMU CKEJIETa, MBIIIILI,
COCIMHUTENIbHOM TKaHW, BHYTPEHHHMX OpraHoB (cepAla, MUIIEBAPUTEIBHOTO
TpakTa u JAp.), '3BMEHEHHUS B CUCTEME UMMYHUTETA, PA3BUTHE OITyXOJIEH.
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4. MyrTamuu, TpUBOAAIIME K HAPYIICHUSIM OOMEHHBIX IPOIIECCOB, CO-
cTostHUSI (PEPMEHTOB, CBEPTHIBAHUS KPOBH, BHI3BIBAIOIITNE OOJIC3HU JKEJIE3 BHYT-
PEHHEU CEeKpELUH.

Myrtanuu, BeI3BaHHbBIE Je(heKTaMu X-XpOMOCOMBI, BEI3BIBAIOT TTOPAKEHUS
BBICIIINX (DYHKIM OpTaHW3Ma, CBS3aHHBIX C HEPBHOW M CEHCOPHBIMHU CHCTEMa-
MHU. A MyTallul ayTOCOM Yallle IPUBOIAT K U3MEHEHUSIM B CTPOCHUHU Teja U Be-
reTaTUBHBIX (DYHKIIMM.

[To cratucruke, okono 15% Bcex GepeMeHHOCTEN Yy >KEHIIMH IPEpbIBa-
I0TCS CHOHTaHHBIMM abopramu. M3 ux uucna npumepHo 40% BBIKHUIBIIIEH
UMEIOT XpOMOCOMHbIE MyTaluu. Yarie Bcero BBIKUJBIINM HAOMIOIa0TCS B Tie-
puona mexay 8-it u 15-it Henensimu 6epemenHoctu. Okosio 50% Bcex 3ayaTuil y
YeJioBeKa HE Pealiu3yIoTCs M He OOHApyKMBAIOTCS, TaK KaK M3-3a IIOPOKOB pa3-
BUTHUS THOCTH 3apObIIIA HACTYTAET YK€ B TIEPBBIC IBE HEACIU PA3BUTHSA. DTHUM
CIoco00M IpUpPO/Ia 3aITUIIAET YETIOBEUECTBO OT 1e(DEKTHBIX OPFraHU3MOB.

JIutis HEMHOTHE MYTAHTHI JOKUBAIOT 10 MOMEHTA POXKICHHUSI, TOATOMY
4acTOTa XPOMOCOMHBIX MYTallui CPeu KUBOPOKIAEHHBIX MIIAJICHIIEB IO CPaB-
HEHHIO ¢ SOMOpHOHAMHU OKa3bIBaeTCs ropasao Hike (okoso 0,5-0,6%). OcobeH-
HO YacCTO paHHss THOENh IJI0A0B HAOIIOAAETCS IPU TPUCOMUU 10 16 Xpomoco-
Me€. OTH TPUCOMHUHU IOJHOCTbIO HECOBMECTUMBI C KWU3HBIO — OHH JIETAJIbHBI.
Memnble Hapymaercsi SMOpHOHAIBHOE PA3BUTHE ITPU TPUCOMHUHU 8 XPOMOCOMBI.
Oxono 60% Bcex 3urot ¢ TpucoMuen mo 21 xpomocome abOpPTUPYIOTCA. ITOT
nedeKT COBMECTUM C KU3HBIO, HO COMPOBOXKIAETCA BBIPAKEHHOM MaTOJIOTHUEN
(cungpom JlayHa). Bennko KoJM4ueecTBO BBIKUJIBIIIEH W MPU MOHOCOMUHM MO X-
xpomocome (XO), Koraa B pa3BUBAIOIIEMCS )KEHCKOM OpraHU3Me BMECTO JIBYX
X-XpoMOCcOM OOHApYKUBAETCA JIMILb OJHA X-XPOMOCOMA.

K rubenu oprann3mMa mpuBOAAT HE TOJIBKO Je(DEKThI OETKOB, HO U AaHOMA-
auu  depMeHTOoB. Y uyedoBeka umeercs okono 10 Teic. ¢epmentoB. [ns
200 dbepmeHTOB M3 ATOTO KOMm4uecTBa (2%) XapakTepHBI pa3iudHbIe AeEKTHI.
OHu TPUBOAAT K HAPYHICHUSM OOMEHHBIX IMPOIECCOB, CHMKCHHOMY CHHTE3Y
TOPMOHOB, HEIOCTaTKaM TIEPEHOCa BEIISCTB dYepe3 KICTOYHBbICE MEMOpaHBI,
ommOKaM MpH «PEeMOHTE» MOBpexIeHHBIX yyacTkoB JIHK u npyrum otkione-
HUSM OT HOpMbI. HO, jutst HopManibHOM QYHKIIMU KJIETOK gocTtaroyHo 50% Hop-
MaJbHOTO YPOBHS aKTUBHOCTH (hepMeHTOB. B 3TOM ciydyae BO3MOXKHO BBIKHBA-
HUE LIeJIOCTHOr0 opranusma. Ecim ke nedext ¢pepmMeHTa CHUXKAET €ro aKTHB-
HOCTH 00sbIIe YeM Ha 50%, To opraHu3m rmorudaer.

4.6 IlociencTBust MyTAIMH B MOJIOBBIX H COMATHYECKHX KJIETKAX

Pesynbrar neictBust MyTtanuu Ha (EHOTHUIT YETTOBEKA MOKET Pa3IndaThCs
B 3aBUCHUMOCTH OT THUMAa KJETOK, B KOTOPBIX MPOUCXOJAUT U3MEHEHUE HaCIe-
CTBEHHBIX CTPYKTYp. [ enepamusnvie Mymayuu WIA U3MEHEHUE HACIIEICTBEHHO-
ro MaTepuaia B MOJOBBIX KJIETKAaX MPOUCXOJIUT B MEPUOJAE OOr€HE3a WU CIep-
marorenesa, npu permmkannu JIHK u pacxoxaennn xpoMmocom B mporecce
Meio3a. B pesynbrate MokeT 00pa30BaThCs OJJHA WM HECKOJIHLKO aHOMAJIBHBIX
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rameT. B OONBIIMHCTBE ClIy4aeB 9TO TOJHKO HEOOJBINAS YacTh BCEX IMOJOBBIX
KJIETOK OPTaHW3Ma, ¥ OHA HE BIMSIET HA ()EHOTHI YEIOBEKA, MMEIOIIETO ITH Ta-
MeThl. OHAKO, €CIM HeCyIlIash MyTalldi0 TMOJIoBasi KJIETKa BCTYMHUT B OILIOJNO-
TBOPEHHUE, TO 00OPA30BABIIUIACS U3 TAKON 3UTOTHI OPTAHU3M MOXKET UMETh OTpe-
neneHHble GeHOTUNHYeCKue 0cOOCHHOCTH. B nanpHeieM BO3MOKHO HACIEN0-
BaHME ATON MyTallUU B PSATY MOKOJEHUMH.

['enepaTuBHBIE MyTaIlUU YaCTO OCIOXKHSIOTCS TMOENbI0 3apojbiiia. Pox-
JIeHueM pedbeHka 3akaHnunBaeTcs Tojibko 30—40% 3auatuii. HOrMa mpoucxoaut
CIIOHTaHHBIA a0OpPT WJIM BHYTPUYTpOOHas rubelb Ij0ja, 0COOEHHO B MEPBbIC
Tpu Mecsia 0epemenHocTH. [Ipu aTom 60—65% 3aposbiiieil UMEIOT U3MEHEHUS
CTPYKTYPBI UJTU YK CJIAa XPOMOCOM.

Comamuueckue mymayuu — 3T0 U3MEHEHHsI HACIIEACTBEHHOTO MaTepralia B
COMAaTHUYECKUX KIJIeTKaX. Takas MyTaiusi mepenacTcs TOJIbKO MOTOMKAM MYyTaHT-
HOM KJIETKU B TIporiecce MUTo3a. B pesynbrare B opraHm3Me 4eoBeKa MOTYT OKa-
3aThCS KJIETOYHBIE TIOMYJISINH C Pa3HBIM HA0OPOM HACIEACTBEHHOTO MaTepHara.

Ecmu MyTanus mpoucXoauT Ha paHHUX CTaIusIX APOOJICHHUsS 3UTOThI, Qop-
MUpYyeTCs Mo3auyuzm. MO3adHBIA OpPraHU3M MOMKET UMETh TKaHW KaK C HOp-
MAQJIBHBIMH, TaK ¥ W3MEHEHHBIMH T€HOM HJIM XPOMOCOMOM. Mo3auimsm — oYeHb
pacnpoctpaneHnHoe siBnenue. [Ipumepno 1 u3z 48 GosbHBIX ¢ cuHapoMoM JlayHa
SBJISIETCS MO3aMKOM. J{0JIsl KIETOK, HECYIIUMX aHOMAJbHBIN KIJIOH, 3aBUCHUT OT CTa-
T pa3BUTHsL 3apojibiiia. YeM nmo3aHee MPOUCXOUT MyTallusl, TEM MEHbIIE Ke-
TOK OpraHu3Ma COJIEp’KaT 3TH U3MEHEHUs! HACIeNCTBEHHOro Marepuana. [Ipu mo-
3auiu3Me (EHOTUITMYECKUE HApPYILIEHMs Y YeJIOBEeKa BhIpaXKeHbI clliabee, yeM, KO-
rJla MyTalusi COJIEP>KUTCSI BO BCEX KIETKaxX opraHuzma. MozauiusM yCTaHOBIIEH
JUTSE XPOMOCOMHBIX ¥ MOHOT€HHBIX MyTallii, XOTS MHOTHE TE€HHBIE COMAaTHUECKUE
MyTaIllil OCTAIOTCS HEIMArHOCTUPOBaHHBIMU. [log00HOE W3MEHEHWE HaCieI-
CTBEHHOTO MaTepuaia 0p1io o0Hapy>keHo mpuMepHo Tipu 30 3a00eBaHMSIX.

Ecnu comatndeckas MyTaius mpoOUCXOUT MTOCIe IMOPUOHATBHOTO TIEPH-
0/1a, TO OHA TIPUBOAMT K 00PA30BAHHIO TOJIHKO HEOOJBIIOTO KOJIMYECTBA aHO-
MaJbHBIX KJIETOK. Takoe M3MEHEHHE HACJICICTBEHHOTO MaTepHalia MOXKET He
UMETh TIOCIICJICTBUN ISt 3/I0POBbsI uenoBeka. Ho mHOTrga KIIeTKu, HeCyIue My-
TallMI0, TOJIBEPraloTCs 3JI0KAYECTBEHHOMY TEPEPOKACHHUIO. Y CTAHOBJIEHO, YTO
JUTsl OY€Hb-O0JIBIIOrO YUCHa OMYyXOJEBbIX 3a00JIEBAaHUM XapaKTepHbI crieludu-
YecKrue M3MEHEHMs HaCIeACTBEHHBIX CTPYKTYP B MOBPEXKACHHBIX KileTKaX. Tak,
Ipd XPOHUYECKOM MHEIIONeKo3€e (3JI0KaUeCTBEHHOE 3a00JIEBaHHE KPOBHU) Yy
OO0JIbHBIX YacTo OOHapyKuBaeTcsa «dunanenbduiickas» xpomocoma (Ieernus
ydacTKa [JIMHHOrO Iuieda 22-# xpoMmocomsl). IIpu 3TOM yTpaueHHass 4acTh
00BIYHO TIpHcoennHeHa K 9-if xpoMmocome. Crienmndpuieckue XpoOMOCOMHBIC H3-
MEHEHUS BBISIBICHBI U TIPU JAPYTHX OMYXOJICBBIX 3a00JI€BaHUSX YeloBeKa (OCT-
PBIX JIeHK03aX, KapIIMHOMAaX, HeHpoOIacToMe, peTHHOOIaCTOME).

OmHuM U3 MEXaHU3MOB, TPUBOJISIINUX K PA3BUTHIO 3JI0KAYECTBEHHBIX 3a-
OoJneBaHUM, SBISIOTCS MYTallUl OHKOT€HOB. OHKO2EeHbl — ITO TEHBI, y9aCTBYIO-
IMe B TIPOIIECCE OMMyXOJIEBOTO MEPEPOXKICHUS KIETOK. B HOpMe oHM ompenens-

60



10T Pa3JIMYHBIE CTOPOHBI KU3HENEATCILHOCTH KIETKHA. Tak, HEKOTOPhIE M3 HUX
KOHTPOJUPYIOT (haKTOPhI U PEIENTOPhl POCTa, aKTUBHOE JEJICHUE KIIETOK Ha
paHHUX CTaJUSX BHYTPUYTPOOHOTO pa3BUTHS OpraHuU3Ma. MyTaluu TaKWX Te-
HOB MIPUBOJIST K MEPEPOKICHUIO KIETOK B OMYXOJIEBBIE, KOTOPHIE CIIOCOOHBI K
HEOTpaHWYeHHOMY nenieHnt0. CoMaTHYeCKne MyTallud OHKOTEHOB OOHAPYKEHBI
P KapIIHHOME MOYEBOTO MTy3BIPSI.

CUuTaroT, 9TO0 COMAaTUYECKUE MYTAIlMA YYaCTBYIOT W B TIPOIECCE HOP-
MaJBHOTO CTapeHusl. FI3BeCTHO HECKOJIHLKO MOHOTEHHBIX HACIICICTBEHHBIX 3200-
JIeBaHUM, XapaKTePU3YIOMIMXCS NPEKICBPEMEHHBIM CTapeHHEM 4YeJIOBeKa
(manmpumep, cuaapom Bephuepa).

4.7 YcTOMYMBOCTD M penapanus reHeTH4eCKoro Marepuasa
VY CcTOHYNBOCTh FT€HETHYECKOTO MaTepHalia 00eCIIeunBaCTC:
JTUTIOUIHBIM HA00POM XPOMOCOM;
nBoiHoM crinpanbio JJHK;

BBIPOXKIAECHHOCTHIO (M30BITOYHOCTHIO) TE€HETUYECKOTO KO,
MOBTOPOM HEKOTOPBIX T'€HOB;
penapanuen HapyueHun cTpykTypsl JHK.

Penapayus zenemuueckozo mamepuana — 370 BHYTPUKIETOUHBIA MPO-
1ecc, o0ecneynBaroiii BOCCTAHOBICHUE MOBPEXICHHOM CTPYKTYpPhl MOJEKY-
ae1 JIHK. Hapyiienust MOryT ObITh BbI3BaHbI MOBPEKICHUSIMHU a30TUCTBIX OCHO-
BAaHWH, pa3pblBOM OJHOW WJIM JBYX HUTEW MOJIEKYJIbl, BCTABKAMH WJIM BbINAJe-
HUSIMU HYKJIE€OTHI0B, ciimBkamu HUTen AHK. PasznuyatoT penapanmto:

1) nmopennukatuBHyO (10 yaBoeHHUs: Mosekyiabl JJHK),

2) peIUIMKaTUBHYIO (B MPOIIECCE YABOCHUS ),

3) HOCTpEeIIMKaTUBHYIO (M1OCIIEe YABOEHNUS).

Bnepsrie Bo3MoxHOCTHh penapanuu Mosiekynbl JIHK Obuta ycranosiena
B 1948 1. A. Kempaepom, K. Pyniept (1962) onmcan onun u3 cnoco0oB pemnapa-
U — ghomopeaxmusayuto. bbUIO BBISIBICHO, YTO MPHU yIBTPa()HUOIECTOBOM 00-
aydeHun ¢arop, OAKTEpUN W MPOTHUCTOB HAOIIOMAETCS PE3KOE CHIDKCHHE WX
*’u3HecnnocooHocTH. OMHAKO BEIKMBAEMOCTh MX 3HAYUTEIIHHO MOBBIIIACTCS, €C-
JIY Ha HUX JTONOJHUTENBHO BO3AEHCTBOBATh BUJIUMBIM CBETOM. OKa3anoch, YTO
noj AeiictBueM yabTpaduoisiera B Moiekyne JJHK oOpa3ytorcs aumepsl (XUMu-
YECKHE CBS3M MEXAY ABYMsI MUPUMUIMHOBBIMA OCHOBAHHUSIMU OJHOW LIETIOYKH,
yaire (T-T), 9To npensTcTByeT CYUThIBaHUIO MH(OpManu. BuauMelii cBeT ak-
TUBHUPYET PEPMEHT pomonuazy, pa3pymarofi TuMepsbl.

Temnosass (PKCUM3UOHHAS) penapayus Obla u3zydeHa A. ['eppeHom
B 50-e ronpl. OHa 3aKJIIOYAETCA B HAXOXKICHUU U YAAJICHUU IOBPEKICHHOTO
yuactka HuTH JIHK myrem ero «BwIpe3aHusi», B CHHTE3€ M BCTAaBKE HOBOTO
dbparmenTa ¢ yuactueM ¢GepMeHTOB. TemMHOBas pemapainusi nIpoTekaeT B 4 cTa-
nuu (puc. 25):

1) osuOoHnykneasa «y3HaeT» NOBPEXKACHHBIN y4aCTOK U PSJIOM C HUM pas-
peiBaeT HUTH JJHK;
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2) 9K30HYKIea3a «BbIPE3AET)» MOBPEKICHHBIA YUaCTOK;

3) /[HK-noaumepaza mo TPUHLMIY KOMIIJIEMEHTAPHOCTH CHUHTE3UPYET
dbparment /JIHK Ha MecTe paspymierHoro;

4) 1ueaza «CIIMBAET» KOHIBI PECUHTE3UPOBAHHOIO Y4acTKa C OCHOBHOM
Huthio JIHK.

Hapyiienue mpolieccoB penapainuu MNPUBOAUT K psaay 3a00JIEeBaHMM.
VY GONIBHBIX nuUeMeHMHOU Kcepooepmoti IO/ IEUCTBUEM COJIHEYHOTO CBETa IO-
ABJISIFOTCSI BECHYLIKH, PACIIUPSAIOTCA KaWUISIPbl, OPOTOBEBAET SIUAECPMHUC, I10-
paXkaroTcs IJ1a3a, pa3BUBAIOTCS 3JI0KAYECTBEHHBIE ONyXOJU KOXH. [Ipu anemuu
@ankonu HAOIIOIAETCA HEJOCTATOYHOCTh (DYHKIIMI KOCTHOT'O ‘MO3ra, MpUBO/Is-
11asi K CHUKEHUIO COJIEPKAHUS BCEX KIETOK KPOBU U TMIEPIUFMEHTALIUH.

4.8 AHTHUMYyTareHbl

MyTalOHHBIN MPOLECC SBISCTCA UCTOYHUKOM U3MEHEHMM, MPUBOIAIINAX
K Pa3jIMYHbIM MATOJOTUYECKUM COCTOSHHUAM. KOMHEHCAIMOHHBIN MPUHIMUIT HA
COBPEMEHHOM 3Tare IpearnoiaaraeT MEpONpPHITHS 10 TPETOTBPAILCHUIO T€HETH-
YECKUX MOCIEACTBUI 3arpsA3HEHUS CPEbl: MPEAOTBPAIEHUE UITU CHHKEHHE BE-
POSITHOCTY BO3HHKHOBEHMS MyTallMi M ycTpaHeHue Bo3HMKIMX B JIHK m3me-
HEHUU MyTeM pernapaiuy HacleICTBEHHOI O alapara METOJJaMUd T€HETUYECKOM
UHKEHEPUH.

B nauane 50-x rogoB Obla 0OHapy>keHa BO3MOXKHOCTh 3aMEJICHUS WU
OCJIa0JeHUs] TEMIIOB MYTHUPOBAHUSI € MOMOIIBI0 HEKOTOPHIX BeEIIEeCTB. Takue
BEILECTBA HA3BAIM aHMUMYMASEHAMU, & CaM TIPOLECC AHMUMYMA2EHE30M.

Boigeneno okosno 200 mpupOgHBIX U CHHTETUYECKUX COEAMHEHHH, 00a-
JAIOLIUX AHTUMYTareHHON aKTUBHOCTBIO:

® HEKOTOPbIE aMUHOKHUCIOTHI (ApIrUHUH, TUCTUINH, METUOHHH);

® BHUTaMUHBI (TOKOGEPO, aACKOPOMHOBASI KUCJIOTA, PETUHOJ, KAPOTHH),

® TpoBUTAMUHBI U pepMeHTHI (nepokcuaaza, HAJIdD-okcunaza, karanasa);

® KOMIUIEKCHBIE COEAMHEHUS! PACTUTEIBHOTO U JKUBOTHOTO MPOUCXOXK-
JEHUS;

e (apmakosormueckue cpeacTa (MHTEp(EPOH, COMU CelieHa).

VY CTaHOBNEHO, YTO aHTUMYTAareHbl JOCTATOYHO 3(PPEKTUBHBI [l YETTOBEKA.

Hama mnuuia sBiasercs OAHUM U3 MOCTaBIIMKOB HAaTypalbHBIX I'€HOTOK-
CUYHBIX MPOAYKTOB. C MHILEH YETOBEK MOJy4YaeT HECKOJIbKO I'PAMMOB B JICHb
BEIIECTB, CHOCOOHBIX BbI3BaTh F'€HETUYECKHE HAPYIICHHS. DTO B JECATH ThICSY
pa3 0oJibIIe OCTATKOB CUHTETHUYECKUX MECTUIUIOB, COACPKAIIMXCS B Pa3IUy-
HBIX TpoAyKTax. Takue KoJM4ecTBa MyTareéHOB JIOJKHBI BbI3bIBATh CYIIECTBEH-
HbI€ TOPAYKEHHUS B HACIEACTBEHHBIX CTPYKTypax ueioBeka. Ho aToro e npowuc-
XOJIUT, TaK Kak Hapsiy ¢ MyTareHamH IHILNA COJEPKUT BEIECTBA, KOTOpHIE
HelTpanu3yoT ux 3gdexr. COOTHOLIEHHE TEX U APYTUX BELIECTB B PAa3INYHBIX
NPOJIYKTaX MUTaHUS HeoAuHaKoBO. Hekoropble Buabl 0000B, JIONKUH, HEOYH-
HIEHHOE XJIOIIKOBOE MAacJjio, YEPHBIN Mepel, OmnpeeeHHbIe BUAbl CheIO0OHbIX
rpuboB conepkat Oonblie MytareHoB. OOHAPYKEHO, UTO MOTPEOJICHNE B MUIILY
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MsiCa JKMBOTHBIX, MUTABIIMXCSI PACTEHHUSIMH, MOTJIOTUBUIMMU MyTareHHbIE Be-
IIECTBA U3 OKPYKAIOIICH CPEeJIbl, MOBHIIIIACT MYTAIIMOHHBIN YPOBEHb Y YeIOBe-
ka. B 80-x romax ObUI ONMcaH Ciy4ail OSIBJICHUSI BPOXKICHHBIX Ie()EKTOB B O1-
HOM XO35ICTBE Y HOBOPOXKIEHHOIO peOeHKa, BEIBOAKA IIEHAT U KO3AT. OKa3a-
JOCh, YTO B MEPHOJ OEPEMEHHOCTH KEHIIWHA U co0aka ynoTpeOsin MOJIOKO,
MOJIYYCeHHOE OT JIOMAITHUX KO3, KOTOPBIX KOPMIUIM JIIOMMMHOM. | €HeTHYecKuii
anmnapar Ko3 ObLJI HETOCPEACTBEHHO MOPaKEH Fr€HOTOKCUYECKUMU KOMITOHEHTA-
MU JIIOTIMHA, a YeJIOBeKa 1 COOAKH — uepe3 KOMIOHEHTHI MOJIOKA.

CooTHOIIIEHNE aHTUMYTareHOB M MYTareHOB B MPOJIYKTaX 3aBHCHUT OT
CPOKOB UX XpaHEHHsI U KOHCEPBUPOBAHUS, a TAKXKE OT CIIOco0a UX MPUTOTOBIIE-
Husi. Hanpumep, nospexaatonme JJHK-npomykTel 00pa3yrorcs B rpeHKax, M-
ce, ppibe MpU MX WHTEHCHBHOM HArpeBaHWM, T.K. KUP B MPOIIECCE KYIUHAPHOM
00paboTKU OKUCIISAETCA C 00pa30BaHMEM MHOMXECTBA TOKCHMYECKUX MPOIYKTOB.
Panvonbl TpaJMIMOHHOTO TMUTAaHUA HE BCErJa OTBEYAIOT AEMOTpaduyecKUM
(BO3pacTHasi CTPYKTypa HACEJEHHUs) U HKOJOTMYECKHMM YCIOBHUSM. 3allUTa
HACJIEICTBEHHOTO anmnapara oT BO3JACHCTBUS CPEAOBBIX TOKCUHOB MPEIINOJIaraeT
YBEJIMYEHHE B T0JIb3Yy aHTUMYTAreHoB OanaHca BEHIeCTB B MpoaykTax. OaHa u3
HanOoJIee M3yYEHHBIX TPYMI MUIIEBBIX aHTUMYTAar€HOB — BUTAMUHBI U TPOBU-
TaMUHBI. DTO: PETUHOJ (BUTAMUH A U €ro CUHTETHYECKHE aHaJOTu — PETUHOU-
JIbI) U €ro MPOBUTAaMUH KapoTHH, Tokodepon (BuTamuH E), ¢onmenas kucimoTa
(ButamuH By), ackopOuHoBas kuciota (Butamut C), dbumioxuHoH (ButamuH K).

AHTHMyTareHHsle cBoiicTBa BuTamuHa E (a-Tokodeposia) BrepBbie ObLIN
onucansl B 70-x rogax. OH cOIepKUTCS B paCTUTEIBHBIX MPOAYKTAX: Macliax,
CEeMEHaxX U MPOPOCTKAX 3JIaKOBHIX (00Jenmxe, MOCiIeHe, CEMEHaxX IMIMIMOBHUKA).

Jpyroii pacrpocTpaHeHHbIM aHTUMYTareH — aCKOpOMHOBAs KUCIOTa (BUTa-
muH C). [l noanep» aHusi ONTAUMAIBHOTO COCTOSTHUS 3/I0POBbs €KEIHEBHAs MO~
TpebHOCTh B BuTamuHe C y pasHbIX Jo/eil BappupyeTcs B npeaenax oT 250 mr 1o
HECKOJIbKUX TpaMMOB. ACKOPOMHOBAsI KUCIIOTa aKTHBHBIA aHTHKaHIleporeH. Ort-
MEUYaeTCsl BHICOKOE COIEpPXKAHME aCKOPOMHOBOW KUCIOTHI B 3€JI€HOM U KPacHOM
niepiie, YepHOH CMOPOJMHE, TIETPYIIKE, aneILCHHOBOM, JTUMOHHOM, TpeindpyTo-
BOM COKaX, TOMHII0OPaXx, OTypIiax, KJIIFOKBE, KPLKOBHUKE U JIP.

Buramun Bs (ommeBas kuciora) ciry>kut 0apbepoM Uit BUPYCOB, MPOBO-
IUPYIOIIMX paKoBbie 3a0oseBanusi. ExenneBHas qo3a BuramuHa (0kosao 800 MKr)
3HAUMTETHLHO COKPAIIAeT U JaKe MPEKpaIlaeT pa3BUTHE MPEAPAKOBBIX COCTOSIHUN
y KEHILWH, HPUHUMAIOIIUX NIEpOpaIbHbIE MPOTUBO3aUYaTOYHBIE CPE/ICTBA.

AHTUMyTareHaMu MOTYT OBITh HE TOJBKO KOMIIOHEHTHI, HO U THUIICBBIC
MPOAYKTHI B IEIOM. DKCTPAKTBI KPECTOIBETHBIX PACTCHHM, CPEIU KOTOPHIX
HanOoJiee aKTUBHBI Pa3IMYHbIC BUJIbI KANyCThl, YMEHbBIIAIN YPOBEHb MyTalluH,
oosiee yeM B 8—10 pa3. DKCIIEPUMEHTAIBHO OMPEAEICHO, YTO TOKCUYECKHM (-
(beKT CHIKaeTcs Mo JEHCTBUEM JKCTpPaKTa sIOJIOK — B 8 pa3, MATHOTO JIUCTA —
B 11 pa3, 3enenoro nepna — B 10, Oaknaxkana — B 7, BuHorpaaa — B 4 pasa. Pe-
KOPJCMEHOM OKa3ajcsl JIOMYIIHUK OOJBIION (CEeMENUCTBO CIOKHOI[BETHBIX) —
oosiee uem B 20 pa3. Cpenu JEKapCTBEHHBIX TPaB OTMEUAIOT aHTUMYTareHHOE
NercTBUE 3BEPOOOSI.
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[IpaBuibHOE MUTAHME SBJISIETCA OJHUM W3 MYTEH MPEIOTBpPALICHUS ACH-
CTBUS TEHOTOKCUYECKHX (PAKTOPOB Cpenbl. DKCIEpTHAs rpyrna MexmyHapo-
HOM KOMHUCCHM MO 3alIMTE OKPYKAIOILIEH Cpelibl OT MyTarecHOB U KaHLIEPOTE€HOB
OTMEYAEeT JOCTOBEPHOE CHMXKEHUE PUCKA Y JIUILI, NMPUIECPKUBAOLINUXCA TUETHI,
OoraToii XJIEOHBIMH 3JIaKaMH, OBOIIIAMHU U (PYKTaMU MPU CHIHKCHUH MOTpedIe-
HUS TTPOTYKTOB, OOTATBIX KUPAMH, U aJTKOTOJISI.

TEMA 5
IFEHETHUKA I10JIA

Ilon — 3TO COBOKYITHOCTh MOP(OJIOTHUECKHUX, PU3NOIOTUUECKUX, OMOXH-
MHYECKHX, MMOBEIEHYECKUX M JPYIHX MPU3HAKOB OPraHW3MOB, O0YCIOBIMBAIO-
KX penpoayKuuio. Ilpru3Haku mosa mpucyy BCEM KUBBIM OpraHU3MaMm, J1axe
OaKTepuu UMEIOT FTeHETHYECKHE U OMOXMMHUYECKHE ITPU3HAKY O,

5.1 IlepBu4yHbIC M BTOPUYHBbIE I0JI0BbIE IPU3HAKH

[Tpu3Haky noja moApasaeNstoTCs Ha JIB€ I'PYINIbl: IEPBUYHBIE U BTOPHUU-
HBIE.

Ilepeuunvie nonogvle npusnaku NPEACTAaBICHbl OpraHaMH, MPUHUMAIO-
IIMMU HEMOCPEICTBEHHOE YYaCTHE B IPOLIECCAX BOCIPOU3BEIEHUS, T. €. B ramMe-
TOT€HE3€ U OIUIOJOTBOPEHUH. DTO HAPY’KHbIE U BHYTPEHHUE I1OJIOBbIE OPraHbl.
OHM 3aKJIaAbIBAIOTCS B YMOPUOTeHE3e U K MOMEHTY MOSBJICHHS OpraHM3Ma Ha
CBET Y€ CPOPMUPOBAHBI.

Bmopuunvie nonogvie npusnaxu He NPUHUMAIOT y4acTHs B PEOpPOAYK-
IIUH, HO CIIOCOOCTBYIOT HPUBIEUEHHUIO 0COOE POTHUBOIMOJIOKHOTO ojsia. OHu 3a-
BUCSIT OT NIEPBUYHBIX HPU3HAKOB, PA3BUBAIOTCS MO BO3JEHCTBUEM IOJIOBBIX rOp-
MOHOB U MOSIBJISIIOTCS Y OPraHU3MOB B IIEPUO]T ITOJIOBOTO CO3pEBaHUs (y 4eIOBeKa
B 12-15 net). K takum Tpu3HaKaM OTHOCSATCS OCOOEHHOCTH Pa3BHUTHS KOCTHO-
MBILIEYHON CUCTEMBI, CTETIEHb PA3BUTHS [TOJIKOKHOM KUPOBOM KJIETUATKU U BOJIO-
CSIHOTO MOKPOBA, TEMOP rojioca 1 OCOOCHHOCTH MTOBEICHHUS YEIIOBEKa.

ComaTnueckue npusHaku ocoOel, 00yCIOBIEHHBIE TOJIOM, MOAPA3AEs-
I0TCSL HA 3 KaT€TOPUU: 02PAHUUEHHbIE NOJIOM, KOHMPOIUpyembvle NOJIOM U CYen-
JIEHHBLE C NOJIOBLIMU XPOMOCOMAMU.

PasButue oepanuuennvix nonom npusnaxkos 00yCciOBIECHO T€HaMH, pacIo-
JIOKEHHBIMU B a@yTOCOMAax 000Ero 1oJia, HO MPOSBIISAIOTCS OHU TOJIBKO Y oco0ei
onHoro nosa. Hampumep, reHsl SiIIEHOCKOCTH UMEIOTCS y Kyp W IETYXOB, HO
HPOSIBIISIFOTCS. TOJIBKO Y Kyp. AHQJIOIMYHO HACJIEAYIOTCS F€Hbl MOJIOYHOCTH Y
KPYITHOTO pOraroro CKOTa W JIaKTallMM y >KeHIMH. HekoTopsle 0one3Hu
(HanpuMep, TeH Noarpbl) MPOSIBISIETCS TOJIBKO Y MYX4HH U cocTaBisieT 20%, a
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y JKEHIIMH OH He mposiBisiercs). Takoe siBIeHUE O0YCIOBIEHO BO3AEHCTBHEM
COOTBETCTBYIOIIMX MOJIOBBIX TOPMOHOB.

PasButne xoumponupyemvix nonom npuzHaxog OOYCIOBIEHO TE€HaMH,
TaK)Ke PacroJio)KEHHbIMH B ayTOCOMAax O00OEro 1oJia, HO CTENEHb U YacToTa UX
IPOSIBIICHUS pa3inyHasi y 0co0eil pa3Horo mnosia. To0 0COOEHHO 3aMETHO y TeTe-
PO3UTOT, Y KOTOPBIX MPOUCXOIUT CABUT JOMUHAHTHOCTH. Tak HacleayroTcs y
YeJI0BEKa HOPMAJTbHBIN POCT BOJIOC U oOmbicenne. [Ipu BeTyruiennn B Opak 1Byx
reTEPO3UTrOTHBIX 0CO0EH MmoJyHaeM:

P Aax Aa
AA, Aa, Aa, aa

Jlns orcenwun: AA, Aa, Aa — nHopma, aa — obavlcenue

Sl myoicuun: AA — nopma, Aa, Aa, aa — oovicenue

JIOMMHAHTHBIE TOMO3UTOTHI: dKEHIIMHBI U MY>KUYMHBI HE JbICEIOT. ['oMO3UT0-
Thl PELIECCUBHBIC: JKEHITUHBI JILICEIOT MO3KE, MY>KUYMHBI — PaHbIIE. | €Tepo3UroTsI:
YKEHIIUHBI HE JIBICEIOT, MY>KYUHBI JIBICEIOT (HECKOJIBKO MO3XKE, YEM B CITy4ae roMo-
3urotHocty). CienoBarenbHO, AJIs )KEHCKOTO OpraHu3Ma JIOMHUHAHTHBIM SIBJISIETCS
reH HOPMAaJbHOTO POCTa BOJIOC, & JJISl MY>KCKOIO — I'eH 00usbiceHus. M3MeHnenue
JOMUHAHTHOCTH T'€Ha 00YCJIOBJICHO BIMSHUEM TIOJIOBBIX TOPMOHOB.

[Ipu3Haku, pa3BUTHE KOTOPHIX 00YCIOBICHO F€HAMU, PACTIOI0KEHHBIMU B
MOJIOBBIX XPOMOCOMAX, HA3bIBAIOTCS CYEHIEHHBIMU C NONOBLIMU XPOMOCOMAMU
(coHocomuoe Hacnedosarue). X-XpoMOCOMa MO CBOUM pa3MepaM 3HAUYUTEIIHLHO
oosbire Y -XxpoMocoMbl. Y X-u Y-XpOMOCOM MMEIOTCSI HEOOJIbIIINE TOMOJIOTHY-
Hble yuyacTku. Ho B X-xpomocome €CTh TakKe OO0JIBIION y4aCTOK, KOTOPOMY HET
TOMOJIOTUYHOTO B Y -XpoMocoMe. AHaJOTHMYHBIA Y4YacTOK, HO 3HAYUTEIHHO
MEHBIIINHI, UMeeTcs U B Y -xpomocoMme (puc. 15). [Ipusnaku, pazBuTHE KOTOPHIX
JNETEPMUHHUPYIOT T€HBI, PACIIOI0KEHHbBIE B HETOMOJIOTUYHOM YYaCTKE XPOMOCO-
MBI, Ha3bIBAIOTCS X-CIEIFIEHHBIMU (CLETUICHHBIMU C TOJIOM).

Takux nmpu3HaKoB JJIs 4yenoBeKa onmucaHo okojio 200,
HafpuMep HOpPMaJjbHOE IIBETOBOE 3pPEHHE M JAJIbTO-

¢ HU3M, HOpMaJIbHasi CBEPTHIBAEMOCTh KPOBH U TeMO(u-

TSI, HOPMAJIBHBIN pOCT 3y0OB U UX IMOJIHOE OTCYTCTBHUE,

A A HOPMAJIbHOE Pa3BUTHE MOTOBBIX XkKeje3 U uX arpodus u
Ap-

[onanopuyeckue npusHaku NETEPMHUHUDPYIOTCS Te-
HAaMH, PACIIOJIOKEHHBIMH B HETOMOJIOTMYHOM YYacTKe
Y-xpomocoMbl. OHU TPOSIBISIIOTCS  (DEHOTUITMYECKU

TUYHBIX U HETOMOJIOTHY-

HBIX yUacTKOB mostopprx  TOTPKO Y MYumH. Takux TIEHOB OIMCAHO IIECTh,
XPOMOCOM HenoBeka: ~ HAIPUMEP T€H MXTHO3a, NMEPENOHOK MEXIy NalblaMu
A — rOMOIIOTHYHbIE Ha HOTaxX, POCTa BOJOC B HAPY>KHBIX CIYXOBBIX MPOXO-

ydactku; B, C —HeromMo- jax, Ha YIIHBIX PAaKOBUHAX, Ha CpeAHUX (anaHrax
JIOTUYHBIC YYaCTKU MasnbLeB PYK U Ap.

X Y
Puc. 15. Cxema romosio-
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5.2 InddepenunpoBka nmojia B nmpoiecce pa3sBUuTHUs

MyXCKO# 1 )KEHCKUH OpTaHU3Mbl UMEIOT B HA0Ope XpoMocoM 22 onuHa-
KOBBIE TMapbl ayTOCOM, HO pPa3iuyaroTcs Mo 23-i mape MOJIOBBIX XPOMOCOM.
V KEHIIUH UMEIOTCS JIBE€ OJMHAKOBBIE X-XpOMOCOMBI (XX), a y MYyXYHUH pa3-
auyHble XpoMocoMbl — X U Y (XY).

[Ipu GopmMupoBaHuu ramer Bce KJIETKU C OJMHOYHBIM HaOOpOM: XPOMO-
COM MOJY4YarT MO 22 ayTocoMbl. SMUEKIETKH €IlIe€ NOJy4arT IO OJHOU
X-XpOMOCOME, a U3 MYKCKHUX IOJOBBIX KJIETOK Okoyio 50% crnepmaTo30Ma0B
noiy4arT X-xpoMocomy, a 50% mnoaydaroT Y-XpoMocoMy.

B pesynbrate omnoaoTBopeHusi X-XpoMocoMa SUIEKIETKA CIIMBAETCS JINOO
¢ X-XpOMOCOMOH CIiepMaTo30U/ia — U BOSHUKAET >KEHCKU opraHu3Mm (XX), oo
¢ Y-XpOoMOCOMOM CiepMaTo301/1a — U BO3HUKAET MY>KCKOM opranusm (XY).

B Hacrosiee BpeMs CUMTAETCS, UTO y YEIOBEKa MOJI ONPEHEISET TOJIBKO
OJIVIH T'€H, KOTOPBIA HeCceT Y-XxpomocoMa. Ha paHHHX cTagusix OHTOTEHETUYECKOTO
Pa3BUTHS Y KAXKIOTO 3apOAbIIIa UMEIOTCS 3a4aTOYHBIE PENPOAYKTUBHBIE OPIraHbl,
KOTOpPBIE HE SIBJISIFOTCS. HU MY>KCKHMH, HU KEHCKUMHU. TOJIbKO Ha 6-i1 Henene 3apo-
JIBIIIIEBOTO Pa3BUTHS MOJI ICVCTBUEM I'€HA, HAXOJAMWIETOCA B Y -XpOMOCOME, HA4H-
HaeTcsi BhIpaboTka ocoboro Oenka. JIWIib Mpu.€ro HAJIMYMK W3 3a4aTOYHBIX pe-
NPOAYKTUBHBIX OPraHOB Pa3BUBAIOTCS CEMEHHUKH; KOTOpbIE HAYMHAIOT BbIpala-
THIBATh TOPMOHBI, CTUMYJIUPYIOIIHE (POPMUPOBAHUE MY>KCKUX TOJIOBBIX ITyTEH.

Ecim 3TOr0 HE MpOUCXOAUT, TO HA CACAYIOLIEH, 7-U HEIEJIE HAUMHACTCA
00pa3oBaHue SMYHUKOB U aBTOMATHYECKH (0€3 UX BIMSHUS) Pa3BUTHE )KEHCKUX
MOJIOBBIX IyTel. [Ipr OTCYTCTBUY CEMEHHUKOB M SIMYHUKOB y 3apO/iblllia pa3Bu-
BAIOTCS JKEHCKHUE MOJIOBBIE MYTH.

Takum 00pazoM, Y-xpomocoMma HECeT €IMHCTBEHHBIM T'€H, ONpeeNsiio-
M OpEBpaIlCeHUE 3apoJblilia B MyX4uHy. [Iporecc 3ToT ocymecTBusieTcss B
OTIPEICTICHHOM TOCJIEI0OBATCTBHOCTH: T€H Y-XpPOMOCOMBI — CHEIU(DUISCKHA
OENOK —pa3BUTHE CEMEHHUKOB —BBIJICJICHUE MYKCKUX TOJOBBIX TOPMOHOB
—(hOPMHUPOBAHNE MYKCKUX TOJIOBBIX MTyTEH.

B xeHckoM OpraHn3Me Ha paHHUX CTaAUSIX €ro pa3BUTHS (QYHKIIMOHUPY-
10T 00e X-xpomocoMbl. ITo3xe Bo Bcex KieTKax (KpoMe MOJIOBBIX) OJHA U3 JIBYX
X-XpOMOCOM ‘CTaHOBHUTCSI HeakTUBHOW. M3 HUX 00pa3yroTcs ocoOble Tenblla
(Tenbua bappa), KoTopble 0OHAPY>KHBAIOTCS B CBETOBOM MHUKPOCKOIIE U CITyKaT
JUIS. ONO3HAHMS KEHCKOrO I0JIa B COMHHUTENBHBIX ciaydasXx. [[ns takoro uccie-
JIOBaHUsl IOCTATOYHO CJ/IeNIaTh COCKOO KOXHM, Ma30K CIM3UCTON POTOBOM MOJIO-
CTHU WJIM U3YYUTh JIEUKOIIUTHI B KAIJIE KPOBH.

5.3 XpomocomMHbIe 00J1€3HH,
00yCJI0BJIEHHbIE HAPYLIEHHEM COYETAHUM MOJ0BBIX XPOMOCOM
[Ipu HaApymieHNMM TEYEHUS MHUTO3a MOTYT OOPa30BLIBATHCS HEOOBIYHBIC
ocobu — eunanopomopgoi. ConepkaHue TOJOBBIX XPOMOCOM B Pa3HBIX
WX KJIETKaX MOXKET OBITh PazsIU4HbIM (Mo3auyusm). Takoe siBIeHre o0yCIOBIIe-
HO HEMPaBUJIBHBIM PACXOXKJICHUEM IIOJOBBIX XPOMOCOM B aHadaze MHUTO3a.
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VY 4enoBeka BCTpeYaroTCs pas3Hble ciiydan Mosamiusma: XX/ XXX, XV/XXY,
XO/XXX, XO/XXY wn np. Komu4ecTBO KJIETOK ¢ U3BMEHEHHBIM COJIEPKaHUEM T10-
JIOBBIX XPOMOCOM 3aBHUCHUT OT BPEMEHU BO3HUKHOBEHHS HAPYIIICHUIA: YEM PaHb-
1€ OHW TIPOUCXOJSIT, TEM BHIIIEC MPOIEHT TaKUX KieToK. [Ipu mamom konnye-
CTBE U3MECHEHHBIX KJIETOK (PEHOTHIMHMYECKUX MPOSIBICHUN MOXET HE ObITh. OHH
HaOJII0AA0TCS TPU OOJBIIIOM YUCIIE U3MEHEHHBIX KIIETOK.

VY psna opraHu3sMoB BcTpeuaetcs repmMadpoautusm (00oemnosiocts). OH
ObIBa€T UCTUHHBIM U JOKHBIM. [Ipu nctuHHOM repmadpoauTumMe -0codb Cro-
coOHa TMPOYIUPOBATH MOJHOLUEHHBIE MYXCKHE W >KCHCKUE TOJOBBIE KIIETKH
(HanpuMep, COCANIBIIMKH U JIEHTOUHbIE YepBU). [Ipu 10kHOM repmadppoauTuzme
HaO0JII01aeTCsl HECOOTBETCTBUE MEPBUYHBIX U BTOPUYHBIX T1OJIOBBIX IIPU3HAKOB.
Jloxxabie TepMadpOAUTHI Yalne OCCIUIONHBL. Y YelIOBeKa BCTPEYACTCS JIOMKHBIN
repmadpoauTu3M. Takux JrOACH MOXXHO JI€YUTh, MCIOJIB3YS TOPMOHAIBHBIC
npenaparbl Wid C MOMOINIBI0 XUPYPTHUYECKOTO BMEIIATEILCTBA, MOcCie o0s3a-
TEJIHHOTO BBISICHEHUSI TCHETHYECKOTO TI0JIa.

[Ipu HapymieHn#r 4Yuclia TIOJOBBIX XPOMOCOM Yy UYEJIOBEKAa Pa3BHBAIOTCS
XpoMOCOMHble Oole3Hu noaa. B HOpMe Tpy MEHO03€ Y JKEHCKOTO OpraHu3Ma
oOpasyeTcsi OIMH THIT TaMeT, colepkammx X-xpomocomy. OaHAKO TpU HEpac-
XOXKJEHUU TOJIOBBIX XPOMOCOM MOTYT OOpa30BBIBATHCA €IlIE JIBa THIA TaMeT -
XX u 0 (He coneprkaiiias MojJoBbIX XpOMOCOM). Y MY>KCKOTO OpraHH3Ma B HOpMeE
oOpasyeTcst 1Ba TUMa ramer, cojaepxamux X- 1Y -xpomocomsl. [Ipu Hepacxox-
JICHUH TIOJIOBBIX XPOMOCOM BO3MOKHBI BapraHThl ramMeT — XY u 0. [Tomyuaercs 12
BO3MO>KHBIX KOMOHHAITMH TOJIOBBIX. XPOMOCOM B 3UT0TE y YesioBeKa (Tad. 4).

Ta0nuna 4
Bo3moxxHbBIE KOM6I/IH3HHI/I MMOJOBBIX XpPOMOCOM B 3UTOTC YCIIOBCKA
S X XX 0
X XX XXX X0
Y XY XXY YO
XY XXY XXXY XY*
0 X0 XX* 00

XX — HOpMaJIbHBIN KEHCKUW OPTaHU3M;

XXX — cunopom mpucomuu X. Yactora BcTpewaemoctu 1:800—1:1000.
Kaprnotun — 47, XXX. )KeHckuii opraHusM ¢ MY>KEMoJOOHBIM TEJIOCIOKESHUEM.
Henopa3Butel nepBUYHBIE U BTOPUYHBIE MOJIOBBIE NMpU3HAKU. B 75% cnyuaes
HAOJIOMAeTCsl YMCTBEHHAs OTCTAJIOCTh. Y TaKHMX JKCHIIWH HapylleHa (QyHKIMS
SUYHUKOB.

X0 — cunopom ILllepewesckozo-Tepnepa (monocomus X). Yactora BcTpe-
gaemoctu 1:2000-1:3000. Kapuotun — 45,X. ®enorun xenckuil. Poct 135—
145 cM, KpbUIOBUHAS KOXKHAs CKJIaJKa Ha Iiee (OT 3aThlIKa K IJIe4aM), HU3KOE
PaCIOJIOKEHUE YIIHBIX PAKOBUH, HEAOPA3BUTHUE NMEPBUYHBIX U BTOPUYHBIX IO-
JIOBBIX MPU3HAKOB, MepBHYHAs aMmeHopes. B 15% cimydaeB MMEIOTCS MOPOKHU
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cepaua u nouek. MIHTeIEKT cTpaaaeT peako. Hemopa3putue sMUHUKOB IPUBO-
TuT K 6ectuioauto. DPpGEeKTHBHO paHHEe TOPMOHAITBHOE JICUCHHE.

XY — HOpManbHBIA MY>KCKOW OPTraHU3M;

XXY n XXXY — cunopom Knaiingenomepa. Yactora BCTpPEUaECMOCTH
1:400-1:500. Kapuotun — 47, XXY, 48, XXXY u np. ®enortun myxckou. JKen-
CKHI THUII TEJIOCIOKEHHS. BBICOKHIT pOCT, OTHOCUTENBHO JUIMHHBIE PYKW M HOTH.
Cnabo pa3BUT BOJIOCSAHOM MOKpoB. MHTEMIEeKT cHUXKeH. BernenctBue Hemopas-
BUTHSI CEMEHHHUKOB €1a00 pa3BUTHI NIEPBUUHBIE U BTOPUYHbIE MTOJIOBBIE IIPU3HA-
KM, HapyIlIeH npouecc cnepmartoreHesa. [lonosreie peduiekcrhl coxpanensl. MHo-
raa 3¢(eKTUBHO paHHEE JE€YeHHE MY)KCKMMH IOJIOBBIMU TOpMOHamH. Yewm
Oonbiie B Habope X-XpoMOCOM, TEM 3HAYUTENIbHEE CHU)KEH MHTEIIIEKT;

YO0 u 00 — 3uroTsl HEKMU3HECTIOCOOHBI;

XY* — HOpMaJIbHBI MYKCKOM opranm3M. Ero ocOGeHHOCTh B TOM, YTO
00¢€ T0JIOBBIE XPOMOCOMBI OH TTOJTYYHJI OT OTIIA;

XX* — HOpMaJbHBIN JKEHCKUW OpraHu3M, HO 00€ IMOJOBBIE XPOMOCOMBI
MOJIYYEHBbI OT MaTEPH.

NHorma BO3MOXHBI Cilydyad YBEJIMYECHUA KOJAYECTBA Xpomocom: XV,
XXYY 1.n1. Y oTuxX OONBbHBIX MMEIOTCS Mpu3Haku cubapoma KraiHdensrepa;
OHM OTJIMYAIOTCS BBICOKUM POCTOM (B cpeaHeM 186 cMm) U arpecCUBHBIM IOBe-
neHueM. Y HUX MOTYT ObITb aHOMaJMHM 3yOOB M KOCTHOW cucTeMbl. [losioBbie
’Kese3bl pa3BUThl HopMaiabHO. YeM Ooliblie B.Habope Y-XpoMocoM, TeM CUIIbHEE
CTpaJacT UHTEIUIEKT.

5.4 CooTHOo1IEHNE TOJIOB

Paznuyaror nmepBUYHOE, BTOPUYHOE UM TPETHUYHOE COOTHOILIECHHE IOJIOB.
TeopeTnyeckn COOTHOIIIEHUE TTOJIOB B MOMEHT OIJIOJIOTBOPEHHUSI TOKHO OBITH
omu3kuM — 1:1, Tak Kak- -BCTpeda SIMIEKICTKH CO CIIEpMaTO30UJIOM, COJepKa-
muM X- uinn Y-XpoMocoMy, paBHOBeposiTHA. [Ipu oOcnenoBanuu y demoBeka
obHapyxeHo, 4yTo Ha 100 xkeHckux 3urot oodpasyercs 140—160 Mmykckux (nep-
suyHoe coomuouterue noios). OOBICHIETCS 3TO TEM, YTO CIIEPMATO30UIbI, CO-
nepkaime Y-XpoMocoMy, JIeT4e, TIOIBIKHEE U K TOMY K€ UMEIOT OOJIBIINNA OT-
pHULIATENIBHBIN 3apsi/l (SULEKIETKA HECET MOJOKUTEIIbHBIA 3apsiy), 4YeM cIiepMa-
TO30U/IbI, comepxaiie X-xpomocomy. [loaTomy Y-conepxkariue ciepmMaTo30ou-
JIbI Yallle OTJI00TBOPSIOT SAUIICKIIETKY.

K momenty poxnenus Ha 100 geBouek npuxoautca 103—105 manpunkos
(6mopuunoe coomuouterue noaog). ITo 00bICHAETCS OONbIICH KU3HECTOMKO-
CTBIO JKEHCKUX 3UTOT, TEMU3UTOTHOCTHIO MYKCKHUX 3UTOT U YY>KEPOIHOCTHIO
JUTSI MATEPUHCKOTO OpraHru3Ma MY>KCKOU 3UTOTHI (OSIKOB, KOAUPYEMBIX TOJIAH]I-
PUYECKUMU T€HAMU).

Ha BTOpruHOE COOTHOIIEHUE MOJIOB BIUAET psia (hakTopoB. Tak, y MOJIO-
nbix sxkeHumH (1820 ner) Ha 100 neBouek poxaaerca 120 MaibuukoB, y Oosee
3penioro Bo3pacta poxkeHul] — (38—40 mer) Ha 100 geBouek — 90 MaIbLYMKOB.
VY nepBOpoaSIINX KEHITUH Yale ObIBal0T Mabuuku. [Ipy HanMaInm TOKCUKO30B
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OEpEMEHHOCTH U CTPECCOBBIX BO3JCUCTBUN HA MATEPUHCKUN OPTraHU3M Yallle
POXKIAOTCA JIEBOYKH.

K 20 romam Ha 100 neBymiek npuxogutcsa 100 ronomel, k 50 romam — Ha
100 xenmuH 85 myx4uH, a kK 85 rogam — Ha 100 xenua 50 MyX4uH (mpe-
muyHoe coomuowerue nonog). OTCIONa HANPANIMBAECTCS BBIBOA O OOJBIIEH
KU3HECTOMKOCTU KEHCKOTO OpraHu3Ma, YTO OOBACHSETCS MHOTMMU MpUYUHA-
Mu. JKeHckuit opranu3M 0ojiee yCTOMYMB K TOJI0/IaHUIO0, HOHU3UPYIOIIUM U3ITy-
YEHUSIM, SMOILMOHAIBHBIM Meperpy3kaMm. JKeHIUHBI IJIad4yT Yaie . MYXYUH.
BmecTte co ciie3amu BBIIEISAIOTCS AKTUBHBIE aMUHBI, B PE3yJIbTaTe€ Yero CHUMa-
€TCsl HalpsHKEHUE LIEHTPAJIbHON HEPBHOM CUCTEMBI U CHUXKAETCS KPOBSTHOE JaB-
JeHue. bonbliyio JKU3HECTOMKOCTh )KEHCKOTO OpraHru3Ma OnpeleIsiioT U Ipyrue
(baKTOpBI: YHAOKPUHHBIE, COIMATbHBIC (SKEHITUHBI MEHBUIE KypST, YHOTpEOIIs-
I0OT MEHBIIE aJIKOT0JISI, pe’Ke padOoTalOT B TSHKEJIBIX U BPEHBIX YCIOBUAX) U AP.

Huskasa srcuznecnocobnocmos mMysHccKkux dMOpUOHO8 U B HOCIEIYIOIIEM —
0co0eil My>KCKOT0 TIoJIa 00bACHAemCsA cUnome3ot, CBSI3aHHON C YPOBHEM MeTa-
OOMMYECKUX TPOIECCOB B OpraHu3Me, (OPMHUPYIOMEM OBICTPBIN THI CTapEeHHUS
(KOPOTKOXXUTENHCTBO) U MEIJICHHBIA TUIl CTapeHUsi (HOJIT0KUTENBCTBO). MyX-
CKOM TOJ (pU3UYECKH CUIIbHEE KEHCKOT0, HO TeHETHYECKH cllabee, YTO CBI3aHO
C pa3HOM OMOJIOrMYECKO 3HAYMMOCTHIO T0JI0B. CUMTAIOT, YTO TUI CTAPEHUS CBS-
3aH ¢ X-XpoMocoMamH. J{OJIrOXKHUTEIbCTBO. — IOMUHAHTHO, @ KOPOTKOXKHUTEIHCTBO
— peueccuBHO. Tak Kak y MY>KYMH TOJIBKO OJfHA X-XpOMOCOMA, TO T€HETHYECKas
BEPOSTHOCTh JOJTOXKUTENBCTBA U KOPOTKOKUTENBCTBA — 110 0,5. V KeHIMH mapa
X-XpOMOCOM U 10 3aKOHaM MeH1esl, COOTHOIIEHUE B MOMYJISIMKU JOMUHAHTHBIX
U PELECCUBHBIX (PEHOTHNOB OyAeT 3:1, TO eCTb Cpelu KEHILIUH BEpOSITHOCTD
BCTpeuaeMocTu goaroxuteneit — 0,75 n xkopotkoxuteneit — 0,25.

Kpowme 3101 TUIoTe3sl CynieCIBYIOT U Apyrue. boee akTHBHBIN 00pa3 Ku3-
HU y MYXYMH TIPUBOJUT K OBICTPOMY M3HAIITMBAHHUIO OpraHn3Ma. Beicokast ycTou-
YUBOCTH YKEHCKOTO TI0JIa CBSA3BIBACTCS C JIOTIOJTHUTEIILHBIM OHOPUTMOM - dCTpare-
HUTAJTBHBIMU PUTMAMU JKU3HEACITETFHOCTH (CBSI3aHHBIMU C KOJICOAHHUSIMHA YPOBHS
MOJIOBBIX TOPMOHOB B MEPUOJ MOJIOBO3PENIOCTH). B CBSA3M ¢ 3TUM PEKOMEHIYIOT
MY>KUYMHAM CO3[1aBaTh MCKYCCTBEHHbIC PUTMBbI, HAPUMEP, MOJIBEPraThCs MEPUO-
JTUYECKUM Harpyskam = uzrdeckuM (Oer, MPhDKKU) U JaKe HEPBHBIM.

TEMA 6
OCHOBbI OHTOT'EHETHUKH

Onmoeene3 — MHANBUAYAIILHOE PA3BUTHE OpraHu3Ma OT OILTIOJ0TBOPEHUS
SMLEKIETKA U 10 cMepTh. OHTOreHe3 NOoApa3aeiseTcsl Ha CIEAYIOIIME NEPHO-
JIbL: TIPEIdMOPUOHANBHBIN (IIPEA3UTOTHBIN), SMOPUOHANBHBIN (MIpEeHATATBHBII)
U TTIOCTAMOpPHOHAIBHBIN (TOCTHATAIBHBIN) (cXema 4).
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Tlpeosmbpuonanvusiii (npedzucomuulil) nepuod (npocene3) — 3TO TIEPUO.
00pa30BaHuUs U CO3PEBAHMS TMOJIOBIX KIeTOK. OH OUeHb BaKEH, TaK KakK OT COJep-
YKaHWSI B MOJIOBBIX KJIETKAX HOPMAJbHBIX U MYTAHTHBIX T€HOB U UX KOMOWHAIIUU
TIPU OTIIOJJOTBOPEHUH BO MHOTOM 3aBHCHUT Ka4€CTBO Oy TyIITUX TOTOMKOB.

OmbpuonanvHblll (NpeHamanbHsiil) TEPUoT HAYMHACTCS ¢ MOMEHTA OILJI0-
JIOTBOPEHUSA U 3aKaHYMBAETCS POKIECHUEM MIIM BBIXOJOM U3 siif1la.

[Tocne omno0TBOpEHUS 3u20ma HAUUHAET IPOOUTHCS, Oiacmomepsbl 1o-
CTENEHHO BBICTPAMBAIOTCA MO Nepudepun, o0paszysi 0JHOCIONHBIM 3apObIIT —
onacmyny. 3areM 00pasyercs ABYXCIOWHBIN 3apOAbIll — 2acmpyid, AMEIIast
9KmMooepmy U SHmMmooepmy, IEPBUYHBIN POT — O1ACMONOp N MOJAOCTh — 2ACMpo-
yeav. Ha cinenyroriem 3Tamne 3akaagbiBa€TCs TPETUM CIION KIETOK — Me300epma.

Jlanee u3 3TUX CIOEB KIETOK 00pa3yrOTCs TKAHW W OpTraHbl, T.C. UIET 2u-
CMo- U Op2AHO2eHEe3.

B sMOpuoHaIIEHOM pa3BUTHH Y€JIOBEKA BBIACISIOT CICIYIONIUE TIEPHOIBI:

1) repMuUHATHBHBIN WM HavyalbHBIN, (1-5.HEmENs Mocjie OmIog0TBOpE-
HUs). 3apOJBIII PA3BUBACTCS 32 CUET MUTATEIbHBIX BEMICCTB SIMIICKICTKA, UACT
JpOOJICHNE 3UTOTHI;

2) 3a4aTKOBBIA WJIM SMOPHUOHAIBHBIN (2-3-1 HEJAENH IMOCJE OIUIOA0TBO-
penust). O0pa3yroTcs 3apoAbIIIEBbIE TUCTKU U 3aKIa/IbIBAIOTCSI OCEBBIE OPTaHbl;

3) npeamnoaHbli (¢ 4-i o 8-10 HEAEI0). 3apOoABIII HA3BIBAETCS IMOPHU-
oHoM. [luTanue yepes MIaLeHTyY, UAET OPTaHOIeHES;

4) nnonsbid (¢ 9-if Henenu N0 POKIEHUsS). 3apOJIbIII HA3BIBAECTCA IJIO-
nom. Ilnon nuraerca depes IUIALIGHTY, PACTET, Y HETO Pa3BUBAIOTCS OpraHbl U
CHUCTEMBbI OPTaHOB.

Cxema 4

Tunbl oHTOTeHesa

Henpamoe passutne
Mpamoe passuTHe
(cmeTamopdoszom)

a) C HenoAHbIM
a) oTkaagkaauy c 6oabLMM MeTamopdo3om:
KOAMYECTBOM YKenTKa .
(nmup); ANLO > AWYMHKA = B3pocnan
5
0cobb;

o0 5 i S senr 6) c noAHbIM MeTamopdo3om:

A0 = NMYMHKA = KYKONKA

(mnexonuTaioLye) —»B3pocnan ocobb
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6.1 Kpurnueckue nepuoabl 3MOpuoreHesa

Kpumuueckumu nepuooamu smbpuocenesa Ha3bIBAIOTCS  MEPHOIBI
HanOOJIBIIIEH YYBCTBUTEIHHOCTH 3apOIbIIIa K BO3JCHCTBUIO ()aKTOPOB BHEIITHEH
cpenbl (TemmepaTtypa, WH(pekuu, aexkapcTsa). UyBCTBUTEIBHOCTh K HeEOJaro-
MPUSATHBIM BO3JACUCTBUSAM (DAKTOPOB Cpenbl y SMOPHOHA U TIJI0JIa BHIMIE, YEM Y
B3pPOCJIOr0 OpraHu3Ma. Y 4elloBeKa BBIJCISIOT 3 OCHOBHbIX KPUMUYECKUX nepu-
00a dSMoOpuocenesa.

® UMIUIAHTAIUS — BHEJPEHHE SMOPHOHA B CIM3UCTYIO 000JIOUYKY MATKU
(6—7-e cyTKu 1OCJIe OIUIOAOTBOPEHMUS );

e IUIalleHTamuss — oOpa3oBanue IwIaneHThl (14—15-e cyTkm mocie
OTUIOJIOTBOPEHUSA );

e poabl (39-40-s Henens).

Kputnueckue nepuoasl COBNANAIOT C aKTUBHON TudPEepeHunpoBKO Kiie-
TOK, C MEPEXOJOM OT OJHOrO MEpHojJia Pa3BUTUSA K JIPYroMy, C U3MEHEHUEM
YCIIOBUM CYyIIECTBOBaHUS 3apojbiiia. Tak, npu ApoOIIEHUN 3UTOThI U TacTpyJisi-
I[MU CO3/IA0TCSl HOBBIE YCIIOBUS B3aMMOJICUCTBUS KIETOK B €IUHOMN cucteme. Y
MJIEKOMUTAIOIIMX UMIUIAHTAIUsl OJacCTOLUMCTHI B CIM3HUCTYIO OOOJIOYKY MATKH
XapaKTEPHU3yeTCs MEPEX0J0M K HOBBIM YCIIOBHSIM IMATAaHUS U razoobomena. Pas-
BUTHE TIJIAIICHTHI U TIEPEXO/] K MUIANICHTApPHOMY. ITUTAHUIO U Ta3000MeHy TpeOy-
10T HOBBIX TIpriciocoOiennii. HOBOpOKIEHHBIHN JOIKEH MTPUCTIOCOONTHCS K Pe3-
KM U3MEHEHHUSIM YCIIOBUH CYIIIECTBOBAHUS U HEPECTPOUTH JEATEIBHOCTh BCEX
CHCTEeM opranu3mMa (KpoBooOpalieHue, ra3000MeH, TUTaHue U ap.). Mi3MeHeHne
CIOCOOOB TUTAHUSA, TIOSBIICHUE «HOBBIX» M MCUYE3HOBEHUE «CTaPHIX» HHIYKTO-
POB IPUBOJUT K BKIJIOUEHUIO W BBIKIIIOYEHHUIO PA3IMYHbIX OJIOKOB T'€HOB M IO-
BBIIIAET YyBCTBUTEIBLHOCTh 3aPOJIbIIIA K HEOIAroNnpusATHBIM (hakTopam Cpe.ibl.

6.2 Biuusinue ycJ0BUil jKU3HU MaTePU HA pa3BUTHE SMOPHUOHA U IJIOA

Brusare (akTopoB BHEIIHEH Cpelbl Ha AMOPHOTCHE3 YelOBEKa OYCHB
MHOT000pa3H0. OHO MOMKET OBITh KaK MOJIOKUTEIBHBIM, TaK U OTPUIIATCIILHBIM.

Ilumanue 6epemernol dHceHuuHbl TOJDKHO OBITH YMEPEHHBIM, HO Pa3HO-
00pa3HpIM, C JOCTATOYHBIM KOJMYECTBOM HE3aMEHHUMBIX aMHUHOKHCIIOT, BUTA-
MUHOB, MUHEPAJIBHBIX COJICH U T. TI., HEXBATKa KOTOPHIX MOXET HEOJIarompusT-
HO CKa3aThCSA Ha Pa3BUTUU SMOpHOHA W TuioAa. Temnepamypa mena ROIHKHA
ObITh HOpMalbHOU. OCcOOCHHO OIMacHbI 8bicokas memnepamypa (Boime 40 C),
BBI3BIBAOIIIASI CHIDKCHHE aKTUBHOCTH (DEPMEHTHBIX CUCTEM, UHGDEKYUOHHbIE U
uneasuonHwvle 3abonesanusi. [IpoaxykTsl 0OMEHa BENIECTB MHOTHX MAPa3uTOB SIB-
JSIOTCS. OMOJIOTHYSCKUMH MyTareHaMH W MOTYT BBI3BIBaTh 0Opa3oBaHue (PeHO-
konuid. KpaifHe HeXelnaTeqbHO B TEPHOJ OCPEeMEHHOCTH ynompebiienue Jie-
Kapcma, TIOCKOJbKY HEKOTOphIe M3 HUX MOTYT 00/1a/laTh TepaTOTCHHBIM JcH-
cTtBueM. Hampumep, npemapar XJOpUIUH, MPUMEHSIEMbBIA IS JICUCHUS U TIPO-
(GUIAKTUKY MaJISIPHH Y YEJIOBEKa, TP BBEJICHUN OEPEMEHHBIM KPhICAaM BBI3bIBA-
€T MUKpOIIe(aIIo T710/1a, MO3TOBBIC I'PHIXKH, aHOMAJIMU KOHEUYHOCTEH. BpeHbr
JUTSL pa3BUBAIOIIECTOCS TUIOAA HAPKOMUKU, AIKO207b W HUKOmuH. ECIH KIETKU
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B3pOCJIOT0 OPraHUu3Ma OTHOCUTEJILHO PE3UCTEHTHBI K JECHCTBUIO 3TUX BEIIECTB,
TO KJIETKH 3apOAbIIIa BEICOKO YyBCTBUTEIbHBI K HUM. 110/ 1eiicTBHEM aJIKOT OIS
MOTYT ITOBPEXIATHCS PAJIMYHBIE CUCTEMBI OPIraHOB M B MIEPBYIO OYEPEIb HEPB-
Has cuctema. Monusupyrowue u3ziyyerus CUILHO BO3JACHCTBYIOT Ha 3MOpPHO-
HaJbHBIC KJICTKH, BBI3bIBAas MYyTAllMd W HapymieHue IudQepeHIrupoBKH, YTO
MPUBOJUT K PA3BUTHIO BPOXKIECHHBIX MOPOKOB. Ha sMOpHoOreHe3 BIUSIOT TakKe
U (akTOphl BHYTPEHHEH CpEelbl, HAIIPUMED HapyuieHue 20PMOHAIbHO2O0. (oHa.
HenocrarouHocTh PyHKIIMHU KaKON-TMOO Kee3bl BHYTPEHHEN CEKpeuuu y Ma-
T€PU MOXKET BBI3BIBATH TUNEPTPOGUIO (Upe3MEPHOE Pa3BUTHUE) COOTBETCTBYIO-
el xesnesbl y SMOpHoHa.

Takum oOpa3om, opraHu3M pa3BUBAETCS KakK II€JIOCTHAask CUCTEMA B €JIMH-
CTBE C YCIOBHSIMHU CPEJIbl M €r0 Pa3BUTHE ONPEIACISIOT reHeTHUeCKre (haKTOPHI,
B3aMMO/ICHCTBUE YaCTEH 3apojbIiia B (aKTOPhl BHEITHEH CPEIbI.

6.3 IlocToMOpHOHAIBHBIH OHTOrE€HEe3

[Tocne poxxaeHHs HAUUHACTCS NOCMIMOPUOHANLHBIU (NOCMHAMAIbHYILL)
nepuoo oumozene3d, B TEYEHUE KOTOPOro MPOUCXOIUT NaJIbHEHIee pa3BUTHE
opranusma. [IpogomKuTEILHOCTh €r0 Y OPTaHU3MOB PA3HBIX BUIOB KOJIECOIETCS
OT HECKOJIBKMX JHEW J10 HECKOJIbKHMX JIECATKOB JIET U SIBJIIETCS BUJOBBIM IPH-
3HAKOM, HE 3aBUCSIIIUM OT YPOBHSI OpraHU3aIuu.

[TocTHaTaIbHBI OHTOTEHE3 BKJIIOYAET. CHEAYIOIIME MEPUOAbL: JOPENpO-
JTYKTUBHBIN (FOBEHWIbHBIN), PENpPOAYKTUBHBIN (3penblil) U MOCTPENnpOAYKTHB-
HBIN (CTapeHue).

B 3aBucuMOCTH OT THITa OHTOTEHE3A 08EHUNbHBIU TIEPUO]T TPOTEKAET C MpS-
MBIM WJIHA HENPSIMBIM pa3BuTueMm. [lpu npsavom pazeumuu nosiBUBLINECS HA CBET
OpPraHM3MbI OTIIMYAIOTCSI OT:B3POCHBIX (POpM pazMepaMu, MPOTOPIHUSIMUA TEla U
HEJ0Pa3BUTHEM psiJla CUCTEM OPraHoB (Hampumep, MOJIOBOM cUCTeMbl). Henpsamoe
pazeumue (¢ MeTaMOp(O30M) BKIIIOYAET OJHY WM HECKOJBKO MPOMEKYTOYHBIX
craauid. Eciin uMeeTest TOIbKO CTaausl JIMYUHKU (SIHI0 — JIMYMHKA — B3POCIIBIi
OpPraHW3M), TO TAKOW THIT PA3BUTHUS HA3BIBACTCS HENOIHbIM Memamopgpozom. Pas-
BUTHUE C HECKOJIBKUMH TPOMEKYTOUHBIMU CTAJAUSIMU (S0 — JTUYMHKA — KYKOJI-
Ka — B3pOCJIBIM OPraHu3M) Ha3bIBACTCS NOIHbIM MEMAMOPDO30M.

YenoBek OTIMYaETCA OT APYTHMX BUJOB, B TOM YHCIE U OT MPUMATOB, 0O-
Jee IIUTENbHBIM MEPUOOM JETCTBA. ITO UMEeT OO0JbIIOE 3HAYEHUE, TaK KaK B
JAHHBIN MEPUOJ] MPOUCXOIUT HE TOJIbKO (Pu3nyeckoe U (hU3MOJIOTHUUECKOE pa3-
BUTHE OpraHu3Ma, HO U CTAHOBJICHHE JTMYHOCTHU (COLIMAIbHOE HACIIEI0BAHUE).

[locTHATAIBHBI OHTOTEHE3 y YEJNOBEKA MOAPA3ACISAIOT HA CIEAYIOIINE
NEPUOJIbL:

e HoBOpoxAeHUA (1-28 qHEN) — CIOXKHBIM MEPHO aanTallui K COBEP-
IIEHHO HOBBIM YCJIOBUSIM CYIIECTBOBAHUS;

e rpynHo# (29 aneit — 1 roa) — peOEHOK BCKapMIIMBAETCSI MOJIOKOM Ma-
TE€pU, B KOTOPOM COJEPKATCS MOMHUMO IMUTATENbHBIX BEIIECTB, COJEH U BUTA-
MHHOB I'OTOBBIE AHTUTENA; UJIET UHTEHCUBHBINA POCT;
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e pannHero aerctBa (1-3 roma) — peOEHOK yUUTCS XOIUTh, TOBOPUTH,
HAYMHAET NMO3HABATH OKPY>KAIOIIUN MUP; UHTEHCUBHOCTh POCTA CHUXKAETCS;

e [ mepuon nerctBa (3—6 neT) — pebeHKAa HHTEPECYET BCE OKPYXKAIOIIEe U
OH CTPEMUTCS €r0 MOHSTh; UIET OCBOEHUE AIEMEHTAPHBIX TPYIOBBIX HABBIKOB;

e [I mepuoa neTCcTBA WM MIKOJIBHBIA NEPUOJT — JI0 MIOJOBOTO CO3PEBAHUS
(neBouku 611 ner, manbunku 6—12 51eT) — pOCT 3aMEIIISAETCS, HO YCUIIUBAETCA
Pa3BUTHE MBILIEYHON CUCTEMBI;

® TOAPOCTKOBBIN (neBouku 11-15 mer, Mmanpuuku 12—16 aeT) = Hayano
MI0JIOBOT'O CO3PEBAHUS; MHTEHCUBHOCTh POCTA YBEITUUMBACTCS;

e roHomeckui (neBymku 15-20 ner, roHomu 16-21 rof) — oKOHYaHUE
pocTa, pU3NYECKOro pa3BUTHS U MOJOBOTO CO3PEBAHUS;

e [ nepuon cpennero Bo3pacra (xeHuUHbI 20—35 neT, MyXUuHBI 21—
35 neT) — HarTy4Iuil Nepuo st JETOPOKICHUS;

e Il mepuoxa cpeanero Bo3pacta (KeHITUHBL 35—55 neT, My>K4uUHBI 35—
60 ner) — nepuoa Hanbosiee aKTUBHON TPYAOBOW AEATEIBHOCTH U JOCTHIKECHHUS
MakcuMaibHOro npogeccuonanusma. I[locne 35 neT HaYMHAIOT UBMEHATHCS He-
KOTOpble OMOXMMHUYECKHE peakuuu U ¢uznonorndeckue QpyHkiuu. K koHIy
ATOr0 TMEPHOJA MPOUCXOASIT U3MEHEHHS, ONPEACSHSIONME Hayauio MPOILECCOB
CTapeHMs, U BKIIIOYAIOTCS MEXaHU3Mbl, 00ECHeUnBarolIue NepecTpoiiky opra-
HU3Ma U €ro aJlalTalulo;

® TMOXUJIOW BO3pacT (GKEHIIMHBI 55—75 ner, myxuuHbl 60-75 ner) —
B OTOT MEPUOJ MHOTHE JIIOJU €Ie COXPAHSIOT JTOCTATOYHYIO MpodeccroHamb-
HYIO TPYI0CTIOCOOHOCTD, XOTS MPOLECCHI CTAPSHUS POOJIKAIOT PA3BUBATHCS;

e crapueckuil Bo3pact. (75-90 ner) — 3aMeTHO BBIPAXKEHBI CTAPUECKUE
U3MEHEHMS], OJJHAKO U B 3TOM BO3pacTe MHOTHE JIIOJU COXPAHSIOT SICHOCTh yMma
U CIIOCOOHOCTH K TBOPUYECKOMY. TPYAY;

e BoO3pacT goaroxkurenci (cseime 90 jeT) — 70 3TOro MOCIEIHETo Iie-
pHo/ia OHTOreHe3a J0KUBAIOT MPEUMYIIIECTBEHHO KEHIIUHBI.

B nocmuamansHom nepuooe gvioenaiom 3 Kkpumuieckux nepuooa:

1) HoBOpokAeHUs (IIepBbIEC THU MOCIE POKIACHUSA) — MPOUCXOIUT MEpe-
CTpOIiKa BCEX MPOIECCOB KUZHEACATEIbHOCTU (MMUTAHUS, IbIXaHUs, BbIICICHHUS,
KPOBOOOPAIICHUS 1 JIP.);

2) mojoBoro cospeanus (12—16JyeT) — NPOUCXOAUT TOPMOHAJIbHAS TIe-
pECTPOMKA;

3) mnonoBoro yBsimanusi (okojo 50 yeT) — Npoucxoaut yracaHue GyHK-
MH 9HJIOKPUHHBIX jKeJie3 (B MEePBYIO O4Yepe/b MOJIOBBIX).

[MpuurHbl KPpUTHYECKUX TMEPHOJIOB MOCTHATAJIBLHOTO OHTOTEHE3a TE K€,
YTO U MPEHATATBHOTO: U3MEHEHHS] TOPMOHAJILHOTO (POHA, MOSBJIECHUE «HOBBIX)
U HCUYE3HOBEHHME «CTAPBIX» HMHIYKTOPOB, BKIIOUEHHUE M BBIKIIOUEHUE Pa3HBIX
OJIOKOB I'€HOB.
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6.4 PocT opranusmoB

Pocm — 310 yBenuuenue pasmMepoB U Macchl Tesa. Poct opranusma ormnpe-
JEJSIETCSl TEHOTUIOM (TIOTMTEHHOE HACJIe0BaHne) M (pakTopaMu BHEUTHEH cpe-
Ibl. Pa3znuyaror onpeoenennvlil U Heonpeoenennslii pOCT OpraHu3MoB. B nmepBom
cly4yae OpraHu3Mbl MPEKPAIalOT POCT K KOHKPETHOMY BO3pacTy (HACEKOMBIE,
NTHUIBI, MJIEKOMUTAIOIINE, YeI0BeK). Bo BTOpOM OHU pacTyT B T€UEHHE BCeEil
YKU3HU (pacTeHusl, pbIObl, 36MHOBO/IHBIC).

[Ipoiiecc pocTa yenoBeka MPOTEKAET HEPABHOMEPHO, MEPHOIbL OBICTPOTO
pocTa CMEHSIIOTCSL IeproJaMu ero 3amesyieHus (puc. 27). Hanbosiee nHTEHCHB-
HBIM pocT HabJO/1aeTCsd Ha MEePBOM TOJY >KWM3HM, KOTJa JJIMHA Teja peOeHka
YBEJIMYMBAETCS MPUMEPHO Ha 25 cM. [lanee Temnbl pocTa 3aMeIIIIOTCA: 32 BTO-
poil roa xu3HU pedeHok BbipacTaeT Ha 10—11 cm, 3a TpeTuit = Ha 8 cm, ot 4
no 7 net — Ha 5-7 cMm exerogHo. Bo BTOopoM mnepuoje jAeTcTBa (Miaaiui
IIKOJIBHBIN BO3PACT) TEMIIbI POCTA 3aMEIISIIOTCS 10 4—5 ¢M B FOA.

B monpocTtkoBOM Bo3pacte (Iepro 1 MoJI0BOLO CO3PEBaHNS) HAOTIOJaeTCs
nyoepTaTHbIM ckadyok pocta (7—8 c¢M B roj). AHaJAOTAYHO HapacTaeT U macca
tena. [IpumepHno 1o 10 jeT TeMIbl pocTa U Macehl Tela y MaJIbUMKOB JIEBOUEK
OJIMHAKOBBIL, a ¢ 11-12 net y neBouek onu yckopsitores. [locne 15 ner manpun-
KM YK€ ONEPEKAIT JEBOUYEK MO ATUM IOKA3aTENsIM, U TaKOE€ MPEBBIIIEHUE Be-
JIMYUHBI pOCTA U MACCHI TEJIA B TAJIbHEUIIIEM COXPAHSAETCS.

Takum oOpazom, HambOOJbIIAs UHTEHCUBHOCTH POCTa HAOIIOJAETCS Ha
MIEPBOM IOy XKHU3HU U B MIEPUOJ TIOJIOBOTO CO3PEBAHMUS.

He Bce TkaHu U cucTteMbl OpraHOB PACTYT y YENOBEKA OAMHAKOBO. Bbiae-
JSOT 4 OCHOBHBIX MUNA pOCMa MKAHEU U OP2AHO8:

e 0oO0mmit Tum pocta. Temo B 1E€TIOM, MBIIIIIBI, CKEJIET, OPTaHbl IBIXaHUS,
MEYEHb MOBTOPSIIOT XOJ KPUBOW POCTA JUIMHBI T€Jla U UMEIOT JBa MHKAa UHTEH-
CHUBHOCTH POCTa: B IEPBBII I'OJ1 AKU3HU U B IIEPUOJ] IOJIOBOT'O CO3PEBAHMUS;

® MO3TOBOM WJIM TOJIOBHOM THUII pOCTa. ['0OJIOBHOM M CIMHHOM MO3T, TJia-
3a, rOJIOBA Pa3BUBAKOTCS paHbIIE OO0 Ipyroi yactu Tena. X MHTEeHCUBHBIN
pocT HabroaaeTcs cpa3y mnocie poxaeHus, 1 Kk 10—12 rogaMm oHM JOCTUTAlOT
pa3MepoB, XapaKTEPHBIX 1Sl B3POCIOTO YENOBEKA;

o mMGONIHBI THUIT pocTa. TuMyc, TUMbaTHUECKUE Y3IIbI, TUMGPOUTHAS
TKaHb KUILIEYHUKA, CEJIE3€HKH, MUHAIMH UHTEHCUBHO PAcTyT U JOCTUTAlOT Mak-
CUMAJILHOTO  pa3BUTUsA (OOJIBIE, YeM Yy B3POCIOrO YEIOBEKa) 0 HACTYIUICHUS
MOAPOCTKOBOrO Bo3pacta (11-12 ner), a 3aTeM 1o/ BIMSHUEM MOJIOBBIX TOPMOHOB,
MOJIBEPT-atOTCs] HHBOJIIOLMH 10 YPOBHS, XapaKTEPHOTO JIJIsl B3POCIIOro;

® DPENpOAYKTHBHBIA THUINl pocTa. SW4kW, NpelncraresibHas XKejesa, ce-
MEHHBIE MY3bIPbKH, SUYHUKH, (DAJIONKHeBbl TPYObl MOYTH HE YBETUYUBAIOTCS B
pa3Mmepax A0 Mepuoja MojoBOro CO3peBaHMs, a 3aTeM OBICTPO JOCTUTAIOT pa3-
MEpPOB OPTraHOB Pa3MHOXKEHHUSI B3pOCIOr0 OpraHn3Ma.

3HAYUTEIBHYIO POJIb B PETYJISIIUUA POCTA OPTaHU3MA UTPAIOT GHYMPEHHUE
(copmonanvhsie) u cpedosvie hakmopui. Ocodoe 3HaUCHHE B TOPMOHAIBHOM pe-
TYJSIIIAA POCTa UMEET TOPMOH THUNO(PHU3a coMamomponuH: PHA €ro HeJOCTATKE
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Pa3BUBAIOTCS KAPJIWKHU, a MPU U30BITKE — THTaHTHI (pocT Bhimie 2 M). OOBIYHO
MPEKPAILEHHE CEKPEIMU COMAaTOTPOITHOIO TOPMOHA COBIAJAET C HACTYILJICHUEM
MOJIOBOT'O CO3peBaHus. Brijenenue ropMoHa B 3pejoM BO3pacTe BEAET K yBEIU-
YEHUIO Pa3MEpPOB OTAEIBHBIX YaCTeH Tena — KUCTEH, CTOM, JyacTel jura (3a00-
JIEBaHUE Ha3bIBAeTCsl akpomezanusi). OnpenesieHHOE BIUSIHUE HA POCT OpraHu3-
Ma OKa3bIBalOT TOPMOHBI IIUTOBUIHOM JKEJIE3bl M MOJIOBBIX Keje3. 1'OpMOHBI
LIUTOBUIHOM KEJIE€3bl YCUIIMBAIOT OKUCIIUTENIbHBIE MTPOLIECCH B MUTOXOHIPUSX,
a 9TO BEJET K MOBBIIICHUIO HEpreTuueckoro oomeHa. [logoBbie TOPMOHBI BITU-
SIOT Ha BEJIMYMHY OCHOBHOT'O 0OMEHa, CUHTE3 U OTJIOKEHHUE KHUPA.

Ha poct opranusma BnusitoT ¥ (paKTOpbl BHEIIHEW Cpeibl - CBET, TEMIIE-
parypa, MUTaHUE, B TOM YHUCJIE BUTAMHHBI, MUKPO3JIEMEHThE i Ip. CBET Urpaer
BXHYIO POJIb B CHHTE3¢ KalbludeponoB (BuTamuHa D). 3Ha4UTEIHHOE MOBHI-
IICHUE WJIU TOHWKEHUE TeMIEPaTyphl M3MEHSIET CKOPOCTH (hepMEHTAaTHBHBIX
peaKkIuii, YTO CKa3bIBAE€TCS HA POCTE Opranu3mMa. J{Jis HopMallbHOTO poCTa Opra-
HU3M pEOCHKA HYXKTAeTCsl B TIOJHOIICHHOM W COAJaHCUPOBAHHOM NHUTaHUH.
Baxnas pons npuHaanexut ButaMudam A, D, rpyniibl B, MuHepalibHbIM Belle-
CTBaM U MUKPOAJIEMEHTaM (COJIM KaJIbLIUS, Kalaus, sKefe3a u Jip.). bonbiioe 3Ha-
YEHUE UMEET U BECh KOMITJIEKC COIUATBHO-IKOHOMUYIECKNX (haKTOPOB.

B nocnennee BpeMsi oTMeuaeTcsi yCKOpEeHHe (pru3nyeckoro u (Hu3noIoru-
YECKOr0 pa3BUTHS AECTEN U MOAPOCTKOB — akcenepayusi. OHA MPOSBIAECTCS yKeE
Ha CTaJUd BHYTPUYTPOOHOIO Pa3BUTHA, O YEM CBUAETEIIbCTBYIOT YBEIMYCHHE
JUTMHBI Tejia HOBOpoxkAeHHbIX Ha 0,5-1,0 em m maccel Ha 50—-100 r no cpaBHe-
HUIO C TIOKAa3aTeNs MU TPUALIATHIIETHEW JaBHOCTH. B Hacrtosiee Bpems y 0607b-
IIMHCTBA JEBYIIEK POCT Nnpekpautaercs B 16—17 ner, y roHomen — B 18—19 ner.
Hecmotps Ha Gonee panHee mpeKpalleHue pocra, 3a nociaeanue 30 jeT oH oka-
3bIBAETCSl YBEJIMUYEHHBIM Y B3POCIBIX JIIOJIEH MPUMEPHO HA & CM.

CymiecTByeT MHOLO- THIOTE3, OOBSICHSIONIMX aKceleparuio. | eHeTHKu
MPEAINOIAralT, YTO OJIHA U3 TIABHBIX MPUYUH AKCEJEPaliu - MOBBIIICHUE TeTe-
PO3UTOTHOCTH MOJIOMOTO MOKOJICHUS BCIIEICTBUE CMEITAaHHBIX OpaKoB (SBICHUE
reteposuca). CBSI3BIBAIOT HTO SBJICHUE U C COMMATBHBIMU (haKTOpaMU: yydilie-
HUEM MHUTaHUs, CHI)KEHUEM 3a00J1eBaeMOCTH JIeTel, ypOaHu3aluen, yCKOpeHu-
€M TEMIIA KU3HU U JAp. OnpenesieHHOE 3HaU€HNE UMEIOT MOBBILLICHUE paiualiy-
OHHOTO (hOHA; U3MEHEHUS MAarHUTHOTO MOJISI 3€MJIU, 3J€KTPOMATHUTHBIE BOJIHBI,
u3llydyaeMble TIpu paboTe Tele- U paguoyCTaHOBOK.

6.5 Xponosiornyeckuii 1 OM0JIOTrHIeCKHA BO3PACT
XpoHnonoauueckuii o3pacm - 3T0 KOJIUYECTBO JIET, MPOKUTHIX YETOBEKOM
(MCTUHHBIN BO3PACT, BO3PACT MO MNacHopTy).
buonoeuueckuii 603pacm mnoka3pIBaeT, Ha CKOJBKO JIET BBIVISIAUT YEJO-
BeK. [[ns ompeneneHuss GMOJOTHYECKOTO BO3pPacTa HCIHOJB3YIOT CIEAYIOLINE
KPUTEPUH:
1) creneHb pa3BUTHUSI BTOPUYHBIX MOJOBBIX MPU3HAKOB;
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2) 3penocTh ckejneTa (OKOCTEHEHUE PA3IUYHBbIX YacTed CKelieTa MpOoucC-
XOJUT B pa3HOM BO3pacCTe);

3) 3yOHas 3penocTh (IMOSBICHHE MOJOYHBIX 3yOOB M 3aMeHa MX ITOCTO-
STHHBIMH TTPOVICXOUT B ONIPECICHHOM BO3pPacTe).

XPOHONIOTHUECKUN U OMOJIOTHYECKU BO3PACT HE BCET/Ia COBIA/IAIOT.

Koncmumyyus — 310 cTOMKHE reHeTUYECKU 00YCIOBIIEHHbIE OCOOEHHOCTH
Mop@osoruu, (PU3NOJIOTUN U TMOBEJAEHUS YeloBeKa. B MOHATHE KOHCTUTYLHMH
BKJIFOYAIOTCSl PEAKTUBHOCTh OPraHM3Ma, MHTEHCHUBHOCTh €ro OOMEHHBIX IMpo-
1[ECCOB, CONMPOTHUBISIEMOCTH 00JI€3HETBOPHBIM areHTaM U JIp.

[IpeacTaBieHre 0 KOHCTUTYIMOHAIbHBIX OCOOCHHOCTAX JitoAeH (KOHCTH-
TYLIMOHAJIBHBIX THIAX) 3apOAUSIOCh AaBHO. CylleCTBYET -MHOI'O  Pa3IU4HbIX
kinaccudukanuii. B 1927 r. M.B. UepHopy1kuii, MpeioKmT KiaccupUKaImio,
KOTOpasi TOMHUMO MOP(HOIOTHYECKUX KPUTEPUEB YUHUTHIBAET M (YHKIIMOHAIh-
HbIe 0COOCHHOCTH THIOB. COTJIACHO 3TOH KiIacCH(UKAIIMHU, BBIACISIIOT 3 OCHOB-
HBIX KOHCTUTYITUOHAIBHBIX THIIA: ACMEHUKU, HOPMOCMEHUKU U 2UNEPCINEeHUKU.

Ho, GoibIIMHCTBO JIOICH HE YKIAABIBAIOTCS B TIapaAMETPhI 3TUX THUIIOB U
3aHUMAIOT TPOMEKYTOUYHOE TIOJIOKCHHE.

Acmenuku XapakTepu3yrTCs y3KOW TpyAHON KJIETKOW, HU3KUM IOJIOXKe-
HUEM Juadparmbl, YAJIMHEHHBIMU JIETKUMU, HEOOJIBIIUMHU pa3MepaMu cepAila
YIJIMHEHHO-KaneabHONH (OpMbI, OTHOCHUTEIBHO MAJION JJIMHON KUIIEYHHKA C
MOHM)KEHHOW BCACHIBATEIBLHON CIIOCOOHOCTBIO,  TOHKUMH KOCTSIMH, JITMHHBIMU
KOHEYHOCTSIMH, MAaJIbIM KOJMYECTBOM KHUPOBBIX OTJIOXKEHUU. ApTepuanbHoe
JaBJIeHUE HHU3KOoe. B KpOBH CHMKEHO cofepkaHue XojecTepuHa. IHTEeHCHBHO
UIYT TPOIECChl TUCCUMWIISALMM. s acTeHUMKOB XapakTepHbl CKOBAHHOCTb
JIBWKEHWH, TTOBBITIICHHAS! BO3OYANMOCTb, TTa K OJUHOYECTBY B TSKEJbIE MTEPH-
o/bl )ku3HU. OHU CKJIOHHBI K HEBPO3aM, pacCTPOMCTBaM BEr€TaTUBHON HEPBHOM
CUCTEMBI, SI3BEHHOU OO0JIe3HU IKETyIKa M JABEHAAIATUNIEPCTHON KHUIIKH, TyOep-
Kynesy.

Hopmocmenuku uMerOT TTPOTIOPIIMOHATIEHOE TEIOCI0KEHUE, YMEPEHHOE
otnoxenue xxupa. OHU MOABUKHBI, SHEPTUYHBI, OBICTPO U YMEJIO JIEUCTBYIOT B
IKCTPEMAIBLHBIX YCIOBUSX, CKJIOHHBI K 3a00JE€BAHUSAM BEPXHUX JIBIXATEIIbHBIX
nyTel, HeBpaldrusaM. ¥ HUX 4acTO BCTPEYAeTCs aTepockiepos (puc. 16).

l'unepemenuxu XapakTepusyroTCsl IIMPOKUMHU KOCTSIMU U TPYJIHOM KIIET-
KOM, BHICOKUM PACIIONIOKEHUEM JHuadparMbl, OOBEMUCTBIM KEITYAKOM U JIJTUH-
HBIM KAHICYHUKOM C OO0JIBIIION BCAChIBATEIBHOM CIIOCOOHOCTHIO.
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Cepalie KpyNmHBIX pa3MeEpOB, pacIo-
JIO’KEHO TOPU30HTaNbHO. B KpoBH OT-
MEYAEeTCsl IMOBBIIIEHHOE COJEPKAHHE
XOJECTEpUHA W MOYEBOM KHUCIIOTHI,
SPUTPOLUTOB U remoriodbuHa. ['umep-
CTEHHUKU CKJIOHHBI K OXUPEHHUIO, Tak
KaK y HUX MpeoOafaroT MpoIEeCcChl ac-
CUMMJISIIIUH, aTEPOCKIEPO3Y; AHAOETY,
TUIEPTOHUHU, OO0JIe3HAM TIOYEeK W
2 XeM4yHoro my3bips. Jlooau storo Tumna
Puc. 16. vaeMa KOHCTUTYLIMOHAJIbHBIX YPABHOBEIICHHBI, CIIOKOMHBI, JIETKO
e OBIorS 1 poT Gpor e,
3 — runepcrenuaeckuil B TSDKEJIble MEPUOJBI KU3HU M30eratoT
OJIMHOYECTBA.
lI'abumyc — 3T0 COCTOSIHUE YEJIOBEKa B ONMPEIACICHHBII MPOMEXKYTOK Bpe-
MeHH. OHO BKJIIOYAET: 0COOCHHOCTH TEJIOCIOKEHHSI, OCAHKH, TOXOAKH, MTOBEIEe-
HUS; COOTBETCTBUE OMOJIOTMUYECKOTO U XPOHOJIOTHYECKOTO BO3PACTa; LIBET KOXK-
HBIX [TOKPOBOB; BBIPAYKEHUE JIHIA U T.I1. [[a0UTyC OTpa)kaeT COCTOSTHUE 3J0POBbS
Y CaMOYYBCTBHE YEJIOBEKA B IAHHBI MOMEHT.

1 2 3

TEMA 7
OCHOBHBIE METOABI UCCJIEAOBAHUA
FEHETUKH YE/IOBEKA

I'enemuka uenogexa V3y4aet 3aKOHOMEPHOCTH HACJICAOBAHUS HOPMaJlb-
HBIX U MTATOJIOTUYECKUX HMPU3HAKOB M 3aBUCUMOCTh UX MPOSBJICHUS OT T€HOTHIIA
1 (akTOpoB BHEHIHEH ¢cpeibl: OHa BKIIIOYAET MEIUIIMHCKYIO T€HETHUKY, KOTOpast
3aHUMACTCS:

® U3YYCHHMEM MaTOreHe3a, KIMHUKH, TUarHOCTUKH, (PapMaKoIoru4ecKoro
U IPYyTUX BUJIOB JICUCHUS U MPOQPHIAKTUKN HACTIEICTBEHHBIX 00JIe3HEN YeJIOBEKa;

® UCCICIOBAHMEM MEXAaHU3MOB HACJEICTBEHHOW IPEAPACIIONOKEHHO-
CTH Y BPOXKACHHON PE3UCTCHTHOCTH K MYJIbTH(AKTOPHUAILHBIM 3a00JICBaHUSM;

® pa3pabOTKOM T'E€HETHYECKHUX AaCIeKTOB HMMMYHHUTETa, aJUICPTHH,
TPAHCIUIAaHTOJIOTUH, KAaHIIEPOT€HE3a, TCHHON UHXCHEPUH U .

W3yueHne reHeTUKA YeJI0BEKa CBS3aHO C PSAIOM OCOOCHHOCTEH U TPYIHO-
CTeH:
CJIOKHBIN KapUOTHUIT — MHOTO XPOMOCOM U IPYHIl CLETIJICHUS;
MO3/IHEE TTOJIOBOE CO3PEBAHUE YEIOBEKA U PEIKasi CMEHA MOKOJCHUI;
MaJio€ KOJMYECTBO NOTOMKOB;
HEBO3MO>XXHOCTb SKCIIEPUMEHTUPOBAHUSI;
HEBO3MO>XHOCTb CO3JaHUsI OJIMHAKOBBIX YCIOBUM KU3HM.
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Jlns oOcnenoBaHrs OOJNIBHBIX M PEIISHHS] BOIPOCOB IATOT€HE3a HaCIIe-
CTBEHHBIX 3a00JICBaHUI B MEAUITMHCKONW T€HETHUKE MPUMEHSIOTCS OOIIEpuHSI-
ThIE METOJbI KIMHUYECKOTO OOCIICIOBAHUS: YJIBTpAcOHOTpadus, IIEKTPOKap-
nuorpadus, snekTpolHIredanorpadus, saeKTpoMuorpadus, OMOXHUMHUYECCKUE
aHaMM3bl OMOJIOTUYECKUX KUAKOCTEH, Ouomncust TkaHe u ap. OgHako uMeercs
HENBI psll CeMU(PUISCKUX METOJOB, C TIOMOIIBI0 KOTOPBIX MOXKHO M3ydaTh
BOTPOCHl BO3HWKHOBEHUS, Pa3BUTHsI, PACIPOCTPAHEHHUS HACIEIACTBEHHBIX 00-
Je3Hel, MEXaHU3Mbl X TIepeJiadud M3 MOKOJICHUS B MOKOJICHHE, a TakXKe pOJb
TeHOTHUNA U (DAKTOPOB CPEIbI B X MIPOSBICHUH.

7.1 KiinHUKO-reHeaJJorn4ecKuidi MeTOo

Knunuko-eeneanoeuuecxkuii memoo Ovbun npeioxen B 1883 r. ®@. I"anbro-
HOM. OH OCHOBaH Ha TIOCTPOEHUH POAOCIOBHBIX U MPOCICKUBAHUH B PSTY TIOKO-
JICHUW TIepefiadu OTPENEIICHHOTO MpHU3HaKa. [ eHeanocus — 3TO YICHUE O pPo0o-
cnosnvix. PopocnoBHas mpencraBiaseT cobOoii rpadmueckoe M300pakeHHe Poji-
CTBEHHBIX CBSI3€M MEXTy WICHAMU OJHON CEMbU B HECKOJILKHX TTOKOJICHUAX. AHa-
JM3 pacrpeneieHns KakKux-Tu00 MpU3HAKOB (3a00JieBaHMI) Cpeau IMpeICTaBUTe-
JIEN OHOU CEMBHU B POJIOCIOBHOM COCTABIIIET CYIIIHOCTh IEHEATOTUYECKOIO METO-
na.

CocraBieHue pPoOJIOCIOBHBIX MPUMEHSJIOCH Uil M3Y4YeHUs] 3a00JIeBaHUM
YeJioBeKa ¢ JaBHUX BpeMeH. OJIHaKO0 OKOHYATEIbHO ATOT METOJ ChOpMUPOBAI-
ci1 B Hayaie XX Beka. B MeIUIIMHCKON I'€HETHUKE T'€HEAJOTMYECKUIl METO.I
Ha3BIBAIOT KAUHUKO-2EHEAI02UYeCKUM, TaK KaK OH BKJIIOYAET KIMHHYECKOE 00-
cieq0BaHre 0OJILHOTO U €ro POJACTBEHHUKOB

Merto Mo3BoJII€T yCTAHOBUTH:

® SBISETCS JIM IAHHBIN MPU3HAK HACJIEICTBEHHBIM (10 MPOSIBJICHUIO €T0
Y POJICTBEHHUKOB);

® THUIl U XapakTep HacjieAOBaHUS (IOMHUHAHTHBIM WIJIM PEIICCCUBHBIM,
ayTOCOMHBIM UJIM TOHOCOMHBIN );

® 3UTOTHOCTH JIUI POJIOCTOBHOM (TOMO- UJIU T€TEPO3UTOTHI);

® [ICHETPAHTHOCTH I'eHa (4acTOTa €ro NposBICHUsN);

® BEpPOSATHOCTh POXKACHUS peOeHKa C HACJIEIACTBEHHOM maToJiorueit (re-
HETUYECKUN PUCK).

Kinamko-reneanornueckuii METoT yCJIOBHO BKIIFOYAET 3 dTara:

1) cOop maHHBIX 000 BCEX POJACTBEHHUKAX 00CIENYEMOr0 (aHAMHES),

2) moCTpoeHUe POAOCIOBHOM;

3) aHaM3 POJIOCIOBHOMN U BBIBOIBI.

CocraBiieHuEe POJOCIOBHBIX TpeOyeT COOJIIOACHUS OMpPENeNICHHBIX Mpa-
BUJI, KOTOPBIE TTO3BOJISIOT MPOBECTH aHAIU3 PACTIPEACICHHS TIPU3HAKA WA 3a-
OoneBaHus B KOHKpeTHOU ceMbe. CoOupaTh HHGOPMAIMIO 0OBIYHO HAYMHAIOT C
O0TBHOTO — npobanda. 3aTeM UCCIEAYIOTCS U IPyTUe POJACTBEHHUKH OOJIBHOTO,
B MCPBYIO ouepeapr ero poautenn U cuOcbl. Cubcwvi — 3T0 OpaThs U CECTPHI,
T.€. JICTH U3 OJAHOW CeMbH. Bcex pOJCTBEHHUKOB OJIHOTO MOKOJICHHS pacroJia-
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rarT HAa OJHOM TOPU30HTAIBHOM JUHUM. Yale BCEro poa0CIOBHBIE BKIKOYAIOT
CBEJICHUSI O TPEX — YEThIPEX MOKOJICHUSX OJIHOM CEMbH, KaXKJI0€ U3 KOTOPBIX
o0o03HayaeTcs pUMCKOM (PO, HauMHAsA ¢ caMoro crapiiero. Kaxaplid geno-
BEK OJIHOTO TOKOJICHHSI TIOMEUYaeTcs apaOCKoW Iudpoi, yBeTUIUBAIOIICHCS B
npaByl0 CTOpoHy. Takum o0pa3om, 000N MPEACTABUTENh CEMbU IMOIydacT
CBOM MepcoHabHBIA HOMEp. JItoeit, 00anaronux aHaIu3uPyEeMbIM MIPU3HAKOM
(3a0o0sieBaHUEM ), BBIICIISIOT IITPUXOBKOM.

Hauunarot onpoc ¢ poJCTBEHHUKOB 10 MAaTEPUHCKOW JTMHUHU:-0a0yIKU U
JEOYIIKA TI0 MAaTEpH, UX JETEW IO MOPSAIKY POKICHHUS, C YKa3aHUEM BHYKOB,
JeTel Kaxaoro pedeHka 0adyuku U Aeaylukd. B polocioBHYIO BHOCST CBejie-
HUS O BBIKMJBIIIAX, a00pTax, MEPTBOPOKIACHHBIX, OCCIUIOAHBIX Opakax W T...
3aTeM, B TaKOM K€ MOCIIEI0BATEIbBHOCTH, COOUPAIOTCS CBEJCHUS O POJCTBEHHU-
Kax oTma nmpobdanaa. Peructpupytor cienyromuye CBeICHUS

e (amMuus, UM, 0TYECTBO (IJI JKCHIWHBI YKAa3bIBAKOT JIEBUYBIO (a-
MUJIUIO);

® BO3pACT, JJIA )KUBBIX — T'OJl POXKACHUS, a AJI1 YMEPIIUX — BO3PacT, B
KOTOPOM HACTYIHJIa CMEPTh, (YKa3bIBAIOT JAThl POKICHUSA U CMEPTH);

® HaIMOHAJIbHOCTH;

® MECTO KUTEIbCTBA CEMbH;

e mpodeccus;

® HaJIMYME XPOHUYECKHX 3a00J€BaHUN Y pOJCTBEHHUKOB, JJIsl YMEPILIUX
POACTBEHHUKOB YKa3bIBAECTCS IPUUMHA CMEPTHU, B TOM YUCJIE U HACUIIbCTBEHHAS;

® ajpeca POJICTBEHHUKOB € TIOIPOOHBIMYU TACTIOPTHBIMU JTaHHBIMH.

ITo 3aBeprieHnn cOopa CBEACHHI MPHUCTYIIAIOT K rpaduaeckoMy u3o0pa-
KEHUIO POIOCIOBHOMN. JIJIs e MOCTPOCHUS MPUMEHSIOT YCIOBHBIE 0003HAUYCHMUS,
npeanoxennsie B 1932 r. A. FOcrom (puc. 17).

- TUII0 JKEHCKOTO T10Ia;
- mpobaH;

- JIMIO MY2KCKOTI'0 110J1a,

- YMepILue JII0]U;
- JIIOJIA, COCTOSIINE B

Opake; A
- enOchl; <o - BEpEeMEHHOCTH;

O
]
O]
OO0 e
lﬁ] - Onu3HEbL, o - 37I0pOBBIE HOCHTEIH
C=L]
Orl ]
PN

AaHOMAJIBHOT'O I'CHA.

- IBOMHS,
- POJCTBEHHBIH Opak;
- OecriogHBIN Opak;

- BBIKHUJBIIIT
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Puc. 17. CumBoIIBI, IPUMEHSIEMBIE TIPU AHAINU3E POLOCIOBHBIX

['eneasiornyeckuii METO/ MO3BOJISIET YCTAHOBUTH TUIl HACJIEIOBAHUS TIPH-
3HaKa (3a00seBaHUs1); ONPENENUTh YACTOTY U BEPOATHOCTH MPOSIBICHUS MPU-
3HaKa, yCTAHOBUTbH €T0 BBIPAXKEHHOCTH U JIPYTUe 3aKOHOMEPHOCTH.

AymocomHo-00MUHAHMHBLI MUN HACIe008aHUsT XaPAKTEPUIYETCs CIely-
IOIUMU TTPU3HAKAMU:

e OOJBHBIC B KAXKJIOM MTOKOJICHHH,

e 0O0JIbHOM peOEHOK Y OOJIbHBIX POJIUTEIICH;

e OO0JICIOT B PaBHOM CTENEHU MYXUMHBI U KEHIIUHBL;

® HACcleIOBaHWE MPU3HAKA HUJIET MO0 BEPTUKAIW U TOPUIOHTAIH (TIPOSB-
JIeHUE TIpU3HaKa Habto1aeTCcs B BEPTUKATLHON M TOPU30HTANBHOW YACTAX PO-
JIOCJIOBHOM );

e BeposTHOCTH HacyenoBanus 100% (ecnu xoTs ObI OAUH POJIUTENH TO-
MO3UroteH), 75% (ecau oba poautens rerepo3urothsl) u 50% (ecnu ogun po-
JUTENb F€TEPO3UTOTEH, @ BTOPON — TOMO3UT0Ta pereccuBHas) (puc. 18).

Puc. 18. PogocioBHas ¢ ayTOCOMHO-IOMUHAHTHBIM TUIIOM HACJIEI0BAHUS

[Ipu3Haku ayTOCOMHO-IOMUHAHTHOTO THUIIA HACJIEIOBAaHMS OYIyT MPOSB-
JSATHCS TOJNBKO IPH TOJIHOM JOMHHHUPOBAaHHWH. Tak HACIEAYIOTCSA Yy YeOBEKa
oM AAKTHINS - (IECTUTIATIOCTD), BECHYIIIKH, Kyp4YaBbi€ BOJIOCHI, KapHH IIBET
a3 u Ap. [Ipu HEmoIHOM JOMHHHPOBAHUUA Y TIOTOMKOB OYIET TPOSBIISATHCS
poMeKyTodHas (hopma HaclieqoBaHus. [Ipy HENMONHOW NMEHETPAHTHOCTH TeHA
0OJIbHBIC MOTYT OBITh HE B KaXKIOM TTOKOJICHHH.

Aymocommuo-peyeccushviii. mun HACAIe008aHUsL XAPAKTEPUIYETCS CICTY-
IOMMMH TTPU3HAKAMMU:

e 0OJIbHBIC HE B KaXKJIOM ITOKOJICHUH,

e 00JBHOM peOCHOK (IOMO3HMIOTAa) POXKIACTCS Y 3J0POBBIX POIUTEICH
(reTepo3uror);

e 0O0JICIOT B PaBHOM CTCTIICHU MY)KYUHBI U KEHIITUHBI;

e HacJeI0BaHHE MPU3HAKA HJIET MPEUMYIIIECTBEHHO 110 TOPU30HTAIIH;
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® BEpOSTHOCTH HaciemoBaHus 25% (ecam oba poaUTENs] TeTEPO3UTOT-
HbI), 50% (ecnu oAMH POAUTENH TE€TEPO3UTOTEH, & BTOPOH TOMO3UTOTEH IO pe-

1 2 3 5
OO [m
1 2 3 5 6

A9

4

/ 1 2 3 4

neccuBHOMY Tipu3HaKky) u 100% (ecim o0a poauTesss pernecCHBHBIE TOMO3UIO-
ThI) (puc. 19).

Puc. 19. PogocinoBHas ¢ ayToCOMHO-PENECCUBHBIM TUIIOM HACJIEOBAHUS

Yame Bcero BepOSTHOCTh HACICAOBAaHUS. OOJE3HU AyTOCOMHO-
PEIECCUBHOTO THUTA COCTABISIET 25%, TOCKOJBKY BCIIEJACTBUE TSKECTH 3a00J1e-
BaHMS TaKue OOJIbHBIC MO0 HE JIOXKUBAIOT 0 JACTOPOJIHOTO BO3pacTa, JU0O0 HE
BCTynaroT B Opak. Tak HaciemyeTcs y yeaoBeKa (PeHMIKETOHYPHSI, CEPIIOBHIHO-
KJIETOYHAsI aHEMH S, TOJTyOO IIBET I71a3 U JP.

X-cyennennvlii peyeccusHvlli MUn HAC1e008aHUsl XapaKTEPU3YETCs Clie-
JTYIOIIMMU PU3HAKAMMU:

e OOJbHBIE HE B KAX/10M MTOKOJICHUH;
00JIbHOW PEOECHOK POXKIAETCS Y 3JOPOBBIX POJIUTEIICH;

OOJEIOT MPEUMYIIECTBEHHO MY KIHHBI;

HaCJIeI0BAHKE MPU3HAKA UAET MPEUMYIIECTBEHHO MO TOPU30HTAIIH;
BEpOSITHOCTh HaclenoBanusi — y 25% Bcex JeTeil, B TOM uYucie
y 50% mManbYuKOB.

Tak HacHeMyOTCS y YemoBeka reMo( s, TaTbTOHU3M, HACIeICTBCHHAS
aHeMus, MpliieyHas ructpodus u ap. (puc. 20).
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Puc. 20. PogocnoBHast X-CLEIVIEHHOTO PELIECCUBHOTO THUIIA HACJIEOBAHMUS

X-cyenneHnblii OOMUHAHMHBIL MUN HAC1€008aHUsL CXOJEH C ayTOCOMHO-
JOMUHAHTHBIM, 32 UCKJIIOYEHHUEM TOr0, YTO MY>KUMHA MEpPEJacT 3TOT MPU3HAK
TOJIBKO JTOYEPsIM (CHIHOBBSI MIOJIY4arOT OT OTHa Y-XxpoMocomy) (puc. 21). Ilpu-
MEpOM TaKoro 3a00JieBaHUs ABIsieTcsl ocolas popma paxura, yCTOHUMBas K Jie-
YEHUIO0 BUTAMUHOM D.

el e.n

000 @ OTi
eseli oimiieee

1 9 10 11 12 13 14

Puc. 21. PogocnoBHas X-CIENIEHHOTO pEeIIECCHBHOTO THITA HACJIEI0BaHUS

Tonanopuueckuii mun Hacne008aHusi XapaKTEPU3YEeTCsS CICAYIOIIMMU
IpU3HAKaAMHU:

| O-- %
| 0.0 O
EE) ém

1 2 4 5 6/7

1

Puc. 22. PogociioBHast royianIpu4ecKoro TUIa Haclae10BaHUs

00JIbHBIE BO BCEX MOKOJICHUSIX;
OOJEIOT TOJILKO MYXYHHBL;
y O0JILHOTO OTIIa 00JIBHBI BCE €r0 CHIHOBBS (pHC. 22);
BEpPOSATHOCTH HaclienoBaHus y ManbuukoB 100%.

Tak HacnmegyroTCs y 4YelOBeKa HEKOTOpble (OpMBI HXTHO3a, 00-
BOJIOLIEHHOCTh HAPYXKHBIX CIYXOBBIX MPOXOJOB U CpeaHUX (ajaHT MNalblIeB,
HEKOTOpbIe (POPMbI CHHIAKTUIINY (CpallleHue NaibIeB HOT) U JIp.

7.2 Ban3HenoBbId MeTO/
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bruszneyoswiit memoo U3ydyeHUs TEHETUKU YEJIOBEKa BBEJICH B MEIUIIMH-
ckyto npakTuky ®. I'anbToHOM B 1876 T. OH MO3BOJISIET ONPECIUTH POJIb T€HO-
TUTIA ¥ CPebl B MPpOosiBIieHnU npu3HakoB. B 1924 r. I'. CumeHnc pazpaboTan me-
TOJMKY OTPEEICHUS 3UTOTHOCTH OJIM3HEIIOB U MPEJIOKIIT Pa3IndaTh MOHO3HU-
TOTHBIX — OJHOSIMIIEBBIX M JU3UTOTHBIX — JBYSUIIEBBIX Om3HEN0B. OHU UMEIOT
OJIMHAKOBBIM T€HOTHUII, HO MOTYT OTJIMYaThCs MO (PEHOTHUIly, YTO OOYCIOBIEHO
BO3J/IeicTBUEM (haKTOPOB BHEITHEN CPEIbI.

Jlusucomusie (08ysiiyesvle) O.1U3HeYbl PA3BUBAIOTCS MOCIE OMIOA0TBOPE-
HUS CIIEPMATO30UJIaMH HECKOJIBKUX OJHOBPEMEHHO CO3PEBIIUX SMIEKIETOK.
Takue OnM3HEUBl UMEIOT Pa3HbId TEHOTHUI, U UX (PEHOTUNUYECKHE OTIUYUS
00YyCJIOBJIEHBI KaK T€HOTUIIOM, TaK U (PaKTOpaMH BHEIIHEH CPEebl.

MoOHO3UTOTHBIE OJIM3HEIBI UMEIOT OOJBIIYI0 CTETIEHh CXOICTBA 1O TIPHU-
3HaKaM, KOTOPBIE OMPEAEISAIOTCS B OCHOBHOM IeHOTUIIOM. HampumMep, oHH Bce-
rJa OJHOMOJIbI, y HUX OJMHAKOBBIE TPYIIILI KPOBH 1O pa3HbIM cucteMam (ABO,
Rh, MN wu n1p.), omuHAKOBBIN LIBET TJ1a3, OJHOTHUITHBI JEPMATOTTH(PUIECKUEC Y30-
pBI HA MABIAX, JAJ0HAX U CTOMaX. DTH (PEHOTUITUYECKHUE MPU3HAKH U MCTIOJb-
3YIOTCSl B KAUYECTBE KPUTEPUEB TUATHOCTUKHU 3UTOTHOCTH OJIM3HEIIOB.

CrocoOHOCTh K POXKICHHUIO OTHOSHIIEBBIX M JIBYSUIIEBBIX OJIM3HEIOB SIB-
JSI€TCSl HACJEACTBEHHBIM IIPU3HAKOM M BCTpeyaeTes npumepHo B 1,9% ciydaes.
[Ipuuem /3 Bcex GIU3HELOB OBIBAIOT OJHOSHIIEBHIMU. 3aKOH O YaCTOTE POXKIa-
€MOCTH OJTM3HEI0B ObLT ChOpPMYIHPOBAH PPaHLY3CKUM OHroJIoroM I'. DimuHOM.
OH npuien K BbIBOY, 4TO Ha 87 AETEN-0JMHOYEK POKIAETCS OJIHA Iapa IBOECH,
Ha 87 IBOEH — OJIHA TPOWHS, HA 87 TPOCH — OJIHA YETBEPHS U T.A. TO €CTh UeM
MHOTOIUIOJTHEE POJIbL, TEM PEXKE OHU BCTPEUYAOTCS.

Yactora poxaeHusi OIM3HEIIOB 3aBUCHUT TakKe OT Bo3pacTa marepu. Ha
sToM ocHoBaHuu JI. JlyHkan chopMyIHpoBall CASAYIONTUN 3aKOH. Y >KCHIIMHBI
B BO3pacTe 35 JIeT MaHChl POXKACHUS OJM3HEIIOB BHIIIE, YeM Yy 00J1ee MOJIOIBIX
MaTepeil, 1 BEpOSTHOCTh POKACHHS OJU3HEIIOB YBEIMYHBAETCS B 3aBUCUMOCTH
OT KOJMYECTBA MpeabIAyluX poaoB. Eciu xeHmuHa B Bo3pacte 35 JIeT UMeeT
8 nerei, TO BEPOSITHOCTh POXKIEHHUS Y HEE ABOMHU BBIIIE, YEM Yy KEHIIUH TOTO
K€ BO3pacTa, HO uMemux 7, 6, 5 U T. A. AeTel. Y KEHIIMH B BO3pPACTe MOCTE
45 net BepOSATHOCTb POXKIEHUS OJIM3HEIOB CHUKAETCS.

YacTtora MHOTOIUIOAHBIX OEpPEeMEHHOCTEH 3aBUCUT OT TOPMOHAIBHOTO
BnusiHudg. HeoaunaxkoBa oHa M y pa3HbiXx HaponoB. Hampumep, Onv3HENOB
00JIbIIIE BCErOy aMepUKaHCKUX HETPOB U MEHBIIIE BCETO y SMOHIIEB.

CnocoOHOCTh POKIATh OJIM3HEIOB HACIEAyeTCsl MO >KeHCKoM unun. Ho
N.N. Kanaes (1959) npuBoauT ciaydau BIMSHUS HAa €€ HACJIEAYEeMOCTh 10 JIMHUU
otua. B xonne XVIII B. nmepBas xeHa kpectbsainuHa Illylickoro yezna degopa
BacunweBa (1707—-1782 rr.) poxana 27 pa3: 4 ueTBepHHU, 7 TpoeH, 16 ABOEH.
Bropas xena — 8 pas: 2 Tpoitau u 6 nBoeH. Becero y Hero 0bu10 87 neteid.

Ha ¢usndeckoe 1 ICUXHYECKOE Pa3BUTHE OJIM3HEIOB BIHSIIOT OCOOCHHO-
CTH UX BHYTpUYTpoOHOTO pa3BuTus. Cyap0a OJM3HENOB B 3HAYMTEIILHON Mepe
3aBUCUT OT UX IOJOKEHUSI B MaTke. Ecli OJIUH W3 HUX pacrojaraercsi HEBbI-
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TOJHO JIUIS HOPMAJIBHOTO Pa3BUTHSA, TO JPYTOM MOXKET 0OOTHATHh B Pa3BUTHH U
BBI3BATh €0 HMCTOIIEHHE M Jaxke rubdenb. Hepenko mexay OnnM3HEaMu B Mpo-
1ecce ASMOPHOHAIBHOTO PA3BHTHS BO3HHKAIOT COCYIAUCTHIC aHACTOMO3HI.
DTO cocoOCTBYEeT TOPMOHAJIBHOMY BIMSHHIO OJHOTO IUIOJA Ha APYroi uepes
KpoBb. B pe3ynbpTaTe onun nim 00a Gau3HEa MOTYT 0Ka3aThCsl HEJOPA3BUTHIMHU
B (pM3MUECKOM M MOJIOBOM OTHOIIIEHUHU. MIHOT/1a Y MOHO3UTOTHBIX OJIM3HEIIOB C
00111 TIaIeHTON COCYAMCThIE aHACTOMO3BI CO3/IAl0T KaK Obl TPETUM KPYT KPo-
BOOOpAIIIEHUS, KOTOPBIM MOXKET HCIOJIb30BATHCS MPEUMYIIICCTBEHHO: OJJHUM W3
OJIM3HEIIOB. JTO MOXET SBUTHCS NMPUYMHON aHOMAJUW PA3BUTHSI WM THOEIH
oJHOTrO 00 Naxke oboux Onm3HENoB. [TockoabKy 0uH U3 OJU3HEIIOB UCIOIb-
3yeT OOJIBIIYI0 YacTh IJIALICHTHI, Y HETO MOYKET CO3/aThCsi-M30BITOK KPOBEHA-
MIOJTHEHUS COCYJIOB. ITO BBI3BIBACT THIIEPTPOGHUIO MBIIIIIEI CepAlla, IIEUCHH, T10-
BBIIIICHHE apTEPUAILHOIO JIABJICHUS, YTO MPUBOJINUT K THOCHHE Tutoaa. Jpyroi ke
OJIM3HEIl M3-32 HEJOCTaTKa KPOBH MOXKET PE3KO OTCTAaBaTh B PA3BUTHH, Y HETO
BO3MOJXKHA aTpOo(dHs MBIIIIBI CEPANA, YTO B MTOLS TaKiKe MOMKET 3aKOHUUTHCS
€ro CMEPThIO BHYTPUYTPOOHO MJIU Cpa3y MOCIC POKIACHHUS.

Penxuit cimywai, korma BMECTO OXKHAAEMOLO IMPOMEKYTOUYHOIO MEXKIY
ponutensiMu (0eoif MaTepH M OTIIa-HETpa) I[BETA KOXKH, XapaKTEPHOTO JIJIS TI0-
JUTEHHOTO HaCJe0OBaHUsI, HAOII0IaeTCs CXOJCTBO JCTEH MO IBETY KOXHU: Y
MaJibuMKa C OTIIOM, Y I€BOYKH C MATEPhIO.

Puc. 23. Pa3Hormosnbele AM3UTOTHBIE (Pa3HOLIBETHBIC) OJIM3HELIBI.

Mup obremena ceHcayuoHHAss HOBOCMb: MONOOASL HCEHWUHA POOUNLA
ONUBHEYOB C PAHBLIM YBEMOM KOXCU. CcblH Puz — uepnwiil 6 nany, a douxa Jhuza —
benas, xax mama. Monoovie cynpyeu dxcugym emecme mpu 200a 8 NPucopooe
Jlonoona 6 Tommenxsmme. Jleuawuti 8pau cemvu 2080pum no NOBOOY 3MO20
coovimus: «lllanc pooums “paznoysemmvix 6au3HEeY08” — 0OUH U3 MUTLIUOHAY.
Ilpogeccop ookmop Banvmep Docenv so3pascaem emy: «Takoe He803MOICHO.
Ckopee 6ceco demu om paszuvlx omyos. Beov cnepma modxcem coxpanamocs 6

84



mejie JHCeHWUHbL 8 meyeHue mpex OHeuy. Imo — youcacHoe nooosperue... Qoua-
KO CYACMIIUBBILL Oomely 8epum 8 4y00 cmeulanto2o savamus. M oun cxopee écezo
npas — 0ba manviiua, u YepHulil, u beavlil, noxodxcu Ha nany (puc. 23).

Oco0yro Tpynmy cpear MOHO3UTOTHBIX OJIM3HEIIOB COCTABIISIOT HEOOBITHBIS
TUTIBI OJTU3HEIIOB: JABYXTOJIOBBIC (OOBIYHO JIETANIbHBIE CITydau), Kacnodaru (cruam-
ckue 6mu3Henbl). OHU pOXKIIAI0TCS CPOCIIMMUCS U OY€Hb PeaKo (OJUH CIIydaid Ha
10 miH. HOpMaNTbHBIX pojoB). CpacTaHue ONM3HEIIOB MPOUCXOIUT B PE3yJIbTaTe
100 BTOPUYHOTO UX COCIMHEHUS, TMOO BCIEACTBUE HEMOJHOTO PA3ABOCHUS €/I1-
HOro 3ayaTka. CruaMckue OJIM3HEIbl BCETia OJIMHAKOBHI IO TIOJTy W YaIlle BCTpeya-
I0TCSI Cpeqiu 1eBoYeK. B Hacrosiee BpeMsi MPOBOIIT XUPYPrUIEeCKoe pas3iecHUe
omusHenoB. B 1811 r. poaunuck Yanr u HT — cuaMckue OJu3Helb! (10 Ha3BaHUIO
Cuama, HbiHe Tawnianp), CBSI3aHHBIE TKAHEBOM MEPEMBIYKON MIUPUHON OKosio 10
cM, B obnmactu mynka. Onu npoxxwm 63 roxa, ObUTH KEHATHI Ha cecTpax. YaHr
umen 12, a Oar 10 gereit. B 1874 1. ymep ot Bocnanenus jerkux Yanr, a JHT, Oy-
Jy4d 370POBBIM, MEPEXKUI €ro Tobko Ha 2 yaca. B.1950 r. B MockBe poaunuck
neBouky Marra n Jlama, npoxuBiire 53 roga. Y Kaxaon 3 HUX chOpMHUPOBAIICS
CBOI1 Xapakrep: Jlamma — criokoiiHas 1 OTBETCTBEHHAs, Maiira — rpy0oBarasi, HeIo-
ciymrHas u ¢usudecku kpernkas. Ho nMenHo Maia Hecia mpakTHYeCKH BCIO TSi-
YKECTh X OOIIEro Teja, KOT/a OHU MePeIBUTAINCH.

Paznnyaror HECKOIBLKO BapUAHTOB OJM3HEIOBOI0 METO/IA.

Memoo pa3znyuenuvix MOHO3USOMHBIX OJIUZHEYOB UCTIONB3YIOT VIS pellle-
HUS BOIIpoca 00 OTHOCHUTENIBHOM pOJIM T'€HOTHHA W cpefbl B (hOPMUPOBAHUH
n3ydaemoro mnpusHaka. C 3TOH 1edbI0 CIIyHalHO pa3ydeHHBIX OJM3HEIIOB Ye-
pe3 OompeaeieHHbIE MTPOMEXYTKM BPEMEHU MOABEPraroT TUIATEILHOMY MEIU-
IIMHCKOMY U TICHXOJIOTHYeCKoMY oOcienoBannio. C MOMOIIBIO 3TOr0 METoja
YCTAHOBJICHO, YTO pa3IydeHHbIC OJIM3HEIbI MO PNy MPU3HAKOB, (M MCUXUYE-
CKHX), OOHAPY>KMBAIOT BBICOKYIO CTEICHb BHYTPUITAPHOTO CXOACTBA. MOHO3M-
TOTHBIEC OJIM3HEIBl B OTAWYME OT JU3UTOTHBIX 00JIa/Ial0T BRICOKON KOHKOpAAHT-
HOCTBIO B OTHOIIICHUHM KaK HACJEJCTBEHHBIX (IIU30(PEHUS, ITUICTICUS, MHOTHE
dbopMBI YMCTBEHHOW OTCTAJIOCTH), TaK W HEHACJICJICTBCHHBIX 3a00JICBaHUM.
Y MOHO3UTOTHBIX. OMHM3HEIIOB OOHAPYKUBACTCS CXOACTBO B MPEAPACIIOIOKEH-
HOCTH U K 3a00JICBAHUIO PaKOM, ITPUYEM C OJIMHAKOBOM JIOKAJIM3AIMeN OMyXOJIH.

Memoo _xoumponvHoeo 6ausneya (KOHTPOIH TIO TAPTHEPY) MPUMEHSIIETCS
JUTSI TIOATBEPIKICHUS BIUSIHUS HA PA3BUTHE MPU3HAKA BHEITHUX BO3JICHCTBUM.
C a10¥ 1187110 MO0MPAIOT OCOOCHHO MOXO0XKHE Mapbl OJM3HEIIOB, CTPAIAIOIINX
OINHAKOBBIMM HEJyraMu. 3aTeéM OJHOTO W3 HHMX B 3aBUCUMOCTH OT XapakTepa
HEJyra MOJBEPTraloT MEIUKAMEHTO3HOMY, TOPMOHAIBLHOMY WJIM TNCHUXOJIOTHYe-
CKOMY BO3JICUCTBHUIO, a JAPYroil cioyXUT KoHTposeM. [lomoOHbie HaOII0eHUS
MO3BOJISIIOT CHIENIATh BBIBOJL O TOM, YTO PEOCHOK MOTEHIIMAIILHO 0OTaT Mo CBOMM
WHTEJJIEKTYaJIbHBIM U TICUXUYECKUM BO3MOKHOCTSIM. OJJHAKO NJI1 MX peau3a-
1Y TPEOYIOTCS ONTUMAaNIbHBIE aJICKBAaTHBIC YCIOBHS.

Memoo b6u3zHeyo6otl napvl CBOIUTCS K YIITyOJIGHHOMY W3YYEHUIO CIIEIU-
(UK TICUXOJOTHYECKUX B3aMMOOTHOIIIEHUIA B TPYIIE OJIM3HEIOB. DTO Hanboee
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yI00HO UCCIIEI0BAaTh HAa TPOIHE, YeTBEpHE, NsiTepHe. Cpeau ONM3HE0B CO3/1aeTcs
COOCTBEHHBIN MUKPOMUD Uil KOTOPOTO XapaKTepHa PE3KO BBIPAXKEHHAS MOJIAPH-
3aIHsl BO B3aUMOOTHOILICHUSIX TIPU COXPAaHEHWH OYEHb OOJBIION MpykObl. [lcuxu-
4yeCcKask MHIMBUAYAIBHOCTD YEJIOBEKA BBIPAYKACTCSA B TAKUX YEPTax, KaK JIMYHOCTD,
TEMIIEPAMEHT, XapakTep. JINUHOCTh MPOSBIIAETCA C MOMEHTA POKICHUS YEJIOBEKa
¥ OKOHYATENbHO (hOPMHUPYETCsI B BO3PACTE, KOT/AA €r0 Pa3BUTUE OIPEICISETCS CO-
IUAJIbHBIMU (pakTopamu. TemrepaMeHT — 3TO BPOXKIEHHbIE OMOJIOTMYECKUE OCO-
OEHHOCTU LEHTPAIbHON HEPBHOM CHCTEMBI, THII HEPBHOM JEATEIBLHOCTH; OH OIpe-
JEJISIETCSl TEHOTUIIOM. XapakTep — MHAUBUAYAJIbHbIE OCOOEHHOCTH MCUXUYECKHX
peakuyii Ha BHEIIHUE BO3JEUCTBUSL; TO €CcTh 310 (peHOTHIL. IpocaenuTs 3a hopmu-
POBaHUEM 3TUX YEPT UHIUBUIYYMA, ONPENIEIUTh CTENEHb FEHETUYECKON 00yCIIOB-
JICHHOCTH BBICIIMX TICUXUYECKUX (PYHKIIHIA, TO3HABATENILHOM CIIOCOOHOCTH, MOBE-
JEHYECKUX PEAKLINH JIMYHOCTH JIErye B OJIM3HELIOBOM KOJUICKTHBE.

C nomomipto OJIM3HEOBOIO METOJA MCCIAEAYIOT COOTHOLIEHHE pOJeil
HACJIEJICTBEHHOCTH M Cpelibl B BOSHUKHOBEHUHU M PA3BUTUU OJIUTOGpeHuu (cina-
ooymust). [IpnunHON yMCTBEHHOI HEMOJIHOLEHHOCTH OJM3HEIIOB MHOIZA SIBIIS-
I0TCSl HEOJAronpUATHBIE YCIOBUS BHYTPUYTpOOHOro passutus. [Ipeanonararor,
YTO MATOJOTHs 3aJI0KEHa YK€ B CaMHUX MEXaHM3MaxX BO3HHMKHOBEHHUS OJM3HE-
LIOB, YTO ¥ 00YyCJIOBIMUBAET OOJIBLION MPOLEHT CPEAN HUX onurodpeHos. B Hop-
MaJIbHOM MOMYJISIIUK OJJHA ABOWHSA poKIaeTcs Ha 87 oIMHOUYHBIX poJoB (2%), a
B TTOMYJISIUHA OJMUTO(PEHOB — OHA NBOWHS HA 42 oguHOUKH (4,7%).

7.3 Ilony A IUMOHHO-CTATUCTHYECKUIT METO/X

Tonynayuonno-cmamucmuyeckuti METOJT U3y4eHHsI TeHETUKU YeIoBeKa Oc-
HOBAH Ha HCIOJIb30BaHUM 3aKOHA Xapau-BaiinOepra u no3BosisieT onpeaessTh ya-
CTOTY F'€HOB Y T€HOTHUIIOB B MOMYJSILIUAX Jitojied. Hanpumep, roMO3UroThI 10 TeHy
HbS B Pecny6muke benapych HpakTHUeCKH HE BCTpEUArOTCs, a B CTpaHax 3ama/l-
HoWl Adpuku vactora ux Bapbupyer ot 25% B Kamepyne, no 40%, B Tan3zanumu.
N3ydenue pacnpocTpaHeHusi TEHOB Cpelld HAaCEJIeHUS PA3IMYHbIX reorpaduyecKux
30H (2eHozceocpagusl) MACT BO3MOXKHOCTh YCTAHOBUTH IIEHTPHI MPOUCXOKICHUS
Pa3IMYHbIX STHUYECKUX CPYII U UX MUTPALIUIO, ONIPEACTUTh CTENEHb PUCKA MOSIB-
JICHUSI HACJIEICTBEHHBIX 0O0JIE3HEH Y OTACTHHBIX WHINBHUIYYMOB.

7.4 IluTOoreHeTHYECKHUIA METO

L{umocenemuueckuii Memoo OCHOBaH Ha MHUKPOCKOITMYECKOM HCCIIE0BA-
HUW KapUOTHIIA.

DTansl UCCIEeIOBaHMS KapUOTHIIA:

1) xynpTHBHUpOBaHHME KJIETOK 4YeyoBeKka (darie JUMQOIIMTOB) HA MCKYC-
CTBEHHBIX MUTATEIBHBIX CpEaax;

2) cTUMYJISIUs MUTO30B putoreMarriroTHHUHOM (DI'A);

3) nobGaBneHue KOJXUIIMHA (pa3pylllaeT HUTH BEpETCHA JCJICHMS) IS
OCTaHOBKH MUTO3a Ha CTaAnH MeTadasbl;
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4) 00paboTKa KJIETOK THUMOTOHUYECKHM PACTBOPOM, BCIIECICTBHE YETO
XPOMOCOMBI «PACCHITIAIOTCS» U JIEKAT CBOOOIHO;

5) OKpammBaHHE XPOMOCOM;

6) u3ydeHHUe Mo MUKPOCKOIIOM U (OoTOrpadupOBaHUE KaPUOTHUIIA;

7) BbIpE3aHUE XPOMOCOM U MOCTPOEHUE UUOTPAMMEBI.

B nHacrosimee Bpemsi mpolecc W3y4eHHUs] KapuOTUIIOB MPOBOJIUTCS € TTOMO-
IIbIO CIIENUANBHBIX TporpamMm. B 70-e roabel Obu1 paspaboran Meron auddepen-
IUAIBHOIO OKpAlIMBaHUS XPOMOCOM YEJIOBEKa, KOTOPBIA MOKA3aJL YTO Kaxaas
napa XpoMOCOM MMeEET CBOM crieliu(pUyuecKuil XxapakTep yepeoBaHMsl HEOKPAUIeH-
HBIX, CBETJIO- U TEMHOOKPAIIEHHBIX AUCKOB. OH MO3BOJISIET BBIABIATH TEHOMHBIE
(Oone3np [layHa) 1 XpOMOCOMHBIE (CHHIPOM «KOIIAYbero KpUKay ) MYTaIlUH.

Ha Tlapmxkckoii KoH(MEpPEHITUH 10 CTaHIapTU3ANA M HOMEHKIIAType Xpo-
MocoM yesioBeka (1971) ObUTM TPUHSATHI MPaBUJIA OMHCAHUS CHMBOJIHMYECKOTO
0003HaUCHUS KapHOTHUIIA YEJIOBEKAa B HOPME M MPHU MATOJIOTHIECKUX COCTOSHU-
sIX, 00YCJIOBJICHHBIX MYTAIMSIMU XPOMOCOM. Tak HOPMAIbHBINA MYXCKOU KapHO-
THUII IPUHATO 0003HAYaTh B BUme (Gopmyibl 46,XY; a HOPMaIbHBIA )KEHCKUN —
46,XX. Ilpn HaNMM4YMM MyTareHHbIX U3MEHEHUW, OTMEYAKTCS JIUIIHASA XPOMOCO-
Ma KapuOTHUIIa, HEXBATKa XPOMOCOMbBI U UMEIOLIUECS CTPYKTYPHBIE U3MEHEHHUS
OTAEJIBHBIX XPOMOCOM.

KapuoTtun 60JIbHOTO 3aNUCHIBAIOT B TAKOM MOCJIEA0BATEILHOCTH: 0011Iee
KOJIMYECTBO XPOMOCOM, Ha0Op TeTepOXPOMOCOM, HOMEP XPOMOCOMBI, KOPOTKO-
ro WIM JUIMHHOTO Tjleda U U30BITOK (+) WM HeXBaTKa (-) FeHeTUYECKOro MaTe-
puana. Hanpumep, 6ose3nsb Jlayna y mansuuka: 47,XVY,21+; cMHAPOM «KoIIIa-
Yhero Kpuka» y neBouku: 46,XX,5p-. JnuHHOE muiedo obo3HayaeTcs (q); Ko-
POTKOE TIeHO — (P).

Hanpumep, 3amuce 46, XY, 3¢+ xapakrepusyeT MY>KCKOW KapUOTHII
¢ 46 xpomMocoMamu, TA€ JAIMHHOE IJIEUO (¢) OJHOW U3 XPOMOCOM TPEThEU Maphl
nuHHEee, yeM B HopMme. O0o3nauenue 47, XX, 14+ p+ yka3pIBaeT Ha KEHCKUI
KapuoTun ¢ 47 XxpomMocoMaMM, BKJIIOUYas TOOABOYHYIO XpoMocomy 14 ¢ ynmu-
HEHHBIM KOpPOTKHM (p) miedoM. Ilpu 3amucu 46, XX, del(1)(q2]) pedsr uumer o
KEHCKOM KapuoTuie ¢ 46 XxpoMOCOMaMH U C Jiesieliiell XpoMocoMsbl 1 (B mepBoM
CEerMeHTe BTOPOTO paiioHa ee JJIMHHOTO IJIeYa).

7.5 buoxuMuuecKue MeTo/ bl

Buoxumuueckue memoost OCHOBaHBI Ha U3yYEHUU aKTUBHOCTH (PEPMEHT-
HBIX CHCTEM JMOO MO aKTUBHOCTU caMoro ¢hepMeHTa, 100 Mo KOJIMYECTBY KO-
HEUYHBIX MPOJYKTOB PEAKIIUM, KaTaTu3upyeMou JaHHbIM depMeHToM. [Ipume-
HSAIOT XpomaTtorpadudaeckue, (GI0OPOMETPHUICCKHE, PATHOUMMYHOJIOTHICCKHE
1 1pyrue Metobl. OHH TO3BOJISIOT BBISBIISATH T€HHBIC MYTallMM — MPUYHHEI 00-
Je3Hel oOMeHa BenecTB (Hanpumep, GSHUIKESTOHYPHSI, CEPIIOBUIHO-KISTOTHAS
anemus). OHU MOTYT IPUMEHSTHCS U KaK IKCIPECC-METOIBI.

C mmoMoIpI0 OMOXMMHUYECKUX HArpy309HBIX TECTOB MOXKHO BBISBIISTH T'E-
TEPO3UTOTHBIX HOCUTENIECH MaTOJOTUYECKUX TE€HOB, HanmpuMep (GEeHUITKETOHYPHUH.
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OO6cnemyeMoMy 4YeJIOBEKY BBOJAT BHYTPHMBEHHO OIPEACICHHOE KOJUYECTBO
AMUHOKHUCIIOTH (PeHWITAJIAaHWHA W Yepe3 PaBHbBIC MPOMEXYTKH BPEMEHH OTpeie-
JISTIOT €€ KOHIIGHTPAIMIO B KPOBH. ECIM 4eoBeK TOMO3UTOTEH 0 JOMUHAHTHO-
My TeHy (AA), To KOHIeHTpaius (eHUIATaHWHA B KPOBH JOBOJBHO OBICTPO
BO3BpAIAETCS K KOHTPOJBHOMY YPOBHIO (OMpeensieTcsi 10 BBeAeHUs (HeHUI-
aJlaHWHA), a €CJIM OH IeTePO3UTrOTeH (Aa), TO CHIKEHHE KOHIIEHTpauuu GpeHu-
aJlaHMHA UJET B J[Ba pa3a MEIJICHHEE, TaK KaK y IeTepO3UrOTHOIO OpraHu3Ma
coJiepaHue aKTUBHON (opmbl epMeHTa BIBOE HUKE, YEM Yy JOMUHAHTHOM
TrOMO3UTOTHI (T€H @ KOJAUPYET HEaKTUBHYIO (hopMy (pepMEeHTa).

AHaIOTUYHO MPOBOASTCS TECTHI, BBISBISAIONINE MPEAPACTIOI0KEHHOCTh K
caxapHomy 1uabeTy u IpyrumM 00JIe3HsIM 0OMEHa BEIECTB.

7.6 Metoabl pekomOunanTHoil JIHK

Memoowl pexombunanmuou /[HK TO3BOJSIIOT aHATU3UPOBATH (PparMeHTHI
JIHK, HaxoauTh ¥ U30JMPOBaTh OTJAEIbHBIE T€Hbl. M UX CETMEHTHI U YCTaHABIIHU-
BaTh B HUX IOCJIEIOBATEILHOCTh HYKJIECOTUIOB.

Meton knonupoBanus [IHK mo3Bonsier W301MpOBaTh OTIEIBHBIE T'€HBI
i ux ¢pparMeHTsl (PepMEHTH peCTPUKTA3BI), CO3AaBATH HEOTPAHUYCHHOE KO-
audectBo ux komui (pepment JIHK-monmumepasa), tpanckpuObupoBaTh (dep-
MeHT PHK-nonumepasa) u TpaHcaupoBaTh H30JIMPOBAHHBIE T€HbI (MOIyYaTh
KOJUpPYEMbIE MOJMMIENTHIbI). DTO CTAI0 BO3MOXXHBIM OJarofapsi OTKPBITHIO
dbepMeHTOB-pecTpuKkTa3. PasHble pecTpUKTas3bl «PACMO3HAIOT» pa3IUYHbIE MO-
CJIEA0BATEIBLHOCTU HYKIEOTUAOB U «pazpe3aror» JJHK B pazHbix mecTtax — catui-
Max, 4To MO3BOJISIET BBLAEISATH OT/IEIbHBIE TE€HBI.

Meton rubpuan3anui HYKJIE€HHOBBIX KHUCIOT IMO3BOJISIET YCTaHABIMBAaTh
opsIIOK HykieoTua0B B Mosiekyne /IHK u oOHapyxuBaTh €IMHCTBEHHBIN TeH
cpeau AecsATKOB Thicsy. JIuHenHbie oTpe3ku aAByxienodyeunor [JHK (Bbiaenen-
HBIC C TIOMOIIBI0 PECTPHUKTA3) TOJBEPraOT TEIUIOBOM 00pabOTKE W MOIydaroT
OJTHOIIETIOUEUHbIE (hparMeHTHl (OeHamypuposanue). Jlanee neHaTYpUpPOBaAHHYIO
JIHK unakyOupyroT mpu Takux ycioBusx (¢ =37°C), korja mpoucXoauT THOpH-
JA3alMs, T.€. B3aHUMHOE DPACIIO3HABAHUE JIBYX KOMIUIEMEHTAPHBIX HUTEU MO-
CPEICTBOM CHapUBaHUs a30TUCTBIX OCHOBaHMM. YacTo ais uneHTudukanuu mno-
pAllKa HYKJIEOTHIOB UCIIOJIB3YIOT B KAUECTBE 30HAA OAHY PAJUOAKTUBHYIO HUTh
JAHK c u3BECTHOI MOCIEN0BATEIbHOCTHIO HYKJIEOTHAOB. ['OMOJIOTMYHBIE TTO-
CJIEIOBATENIBHOCTH MOKHO UIAEHTU(UUIHUPOBATh KAK MOJHOCTHIO, TAK M YacTUY-
HO. Pasnuunbie MoauduKaluy 3TOr0 MeToAa MO3BOJSIOT B KIMHUKE aHAIU3U-
poBaTh oueHb Majbie konnuecTBa JIHK, B3siThie y O0IBHOTO.

7.7 MeToabl FeHETUKH COMATHYECKHUX KJICTOK
Memoowvl eenemuku comamuyeckux Kiemox Aat0T BO3MOXXHOCTh MU3y4aTh
MHOTHE BOMPOCHI TEHETUKH YeJIOBEKA B AKCIIepuMeHTe. JJisT KyJIbTHUBHPOBAHUS
Yarie MCIOIb3YIOT KIETKH COSAMHUTENbHOU TKaHu (huOpodracTsr) M aumMdo-
ITUTHI KPOBH.

88



Ha uckycCTBEHHBIX MUTATENBHBIX CPEeAaX MOXHO OCYIIECTBIISTh KJIOHU-
pOBaHHE COMATUYECKUX KIIETOK, T.€. MOJy4aTh MOTOMCTBO OJHOM KiieTku. Bce
MOTOMKHU OyIyT MMETh OJIMHAKOBBIM T€HOTHUIT (KaK MOHO3WTOTHBIC OJIM3HEIIHI),
YTO MO3BOJIIET HA KJIETOYHOM YPOBHE M3y4aTh POJb T€HOTHUNA U CPENbl B MPOSIB-
JeHur mpu3HakoB. [IpoBomsaT cenmekiuio (0TOOP) KIETOK C 3apaHee 3aJaHHBIMHU
cBOMCTBaMH. [[J151 3TOro MCHOJIB3YIOT CENEKTUBHBIE MUTATENbHBIE cpenbl, Hampu-
Mep, €CIIU B MUTATENIbHYIO CpeAy J00aBUTh HE JIAKTO3Y, a IPYrue caxapa, TO Cpeu
OOJIBLIIOTO YHCIIa KIETOK HAaWAETCs HECKOJIbKO, KOTOPhIE CMOTYT CYIIECTBOBAThH
0€3 J1aKTO3bl, U B TAJIbHEUIIIEM MOKHO OYJIET MOJTyYUTh KJIIOH TaKUX KIIETOK.

HaunOonpbinii uHTEpEC ISl TEHETUKHU YeJIOBEeKa MPE/ICTABIAECT METO THU-
opunuzanuu kietok. B 1960 r. gpanity3ckuit yuensiit XK. bapckuit, BeipamniuBasi
B KYJIbTYp€ KJICTKH JBYX JIMHUI MbIIIEH, 0OHAPYKUJI, YTO HEKOTOPHIE U3 HUX TIO
CBOMM MOP(OJOTUYECKUM B OMOXMUMHYECKIUM CBOMCTBAM OKA3aJIUCh MPOMEXKY-
TOYHBIMU M@Ky UCXOHBIMU POIUTEIHCKAMH KJIETKaMU. ITO OBLTA THOPUTHBIC
KJIETKU. Takoe CIOHTAHHOE CIIMSIHUE COMAaTHUYECKUX KIIETOK B KYJIbTYpE TKaHU
MIPOUCXONUT JOBOJBHO penko. B mampHeWnieM OBUIO YCTAaHOBIEHO, YTO MPH
BBeZieHUU B KynbTypy kietok PHK-conepxkaiiero Bupyca naparpunmna Cenaai,
WHAKTHBUPOBAHHOTO YJIbTPa(UOIETOM, YaCTOTa THOPUIM3ANY KIETOK 3HAYH-
TEJIbHO yBEJIMUYMBaeTCs. B cMemaHHOM KyJbType pa3HbIX THUIIOB KJIETOK 0Opa-
3YIOTCSI TETEPOKAPUOHBI — KJIIETKH, COJIEPAKALIME IBA SAPA Pa3HBIX KJIETOK B OJI-
HOM nuToriazMe. YacTh TakuX KJIETOK CIOCOOHA pa3MHOXKaThcsi MUTO30M. [lo-
cjlle MHUTO3a M3 JBYSAEPHOIO reTepOKaprOHa ©00pa3yloTcs JIBE OIHOSIEpHBIC
KJIETKH, KaX/1asi U3 KOTOPBIX MPEACTaBISIeT COO0 CUHKApUOH — HACTOAILYIO T'U-
OpUIHYIO KIIETKY, COAEPKAIILYIO XPOMOCOMbBI 00EUX POAUTEILCKUX KIIETOK, T. €.
MIPOUCXOIUT O0BEIMHEHNE ABYX reHOTHIoB (puc. 24). 'uOpuan3aius BO3MOXK-
Ha MEXY KJIETKaMH OpPTraHU3MOB HE TOJIbKO OJIHOTO, HO M Pa3HbIX BUJIOB (4YeJIO-
BEK-MBIITb), W JIAXXE Pa3HBIX THUIMOB (YeloBeK-koMap). CHHKAPUOHBI OOBIYHO
yIaeTcsl MoydaTh Mpu THOPUAKM3AIIMY B TIpeIeiax Kiacca.
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Hampumep, rubpuanabie KISTKH

PopuTennixas Pogwrenccxan

KneTka A T pkneTab . YJeJIOBeKa U MBI UMEIOT
Fiapo 43 mapsl XpoMOCOM: 23 — OT YeJIOBEeKa

1 20 — OT MBIIIIH.
SinpoLK0 B rubpuanbix kietkax (QyHK-

[IMOHUPYIOT XPOMOCOMBI KaK HeJIOBe-
Ka, TAK ¥ MBIIIH, T€Hbl KOTOPBIX J€-
TEPMUHHUPYIOT CHHTE3 COOTBETCTBY-
IOIMMX TOJIMIENTHIOB: Mopdosoru-
YeCKH MOYKHO OTIMYHTH KKIAYIO U3

e o XpOMOCOM (aud hepeHIraIbHOE
\ okpamipanue). B namsHelieM mpo-
UCXOAUT  MOCTENEHHOE  yJaJeHHUEe

AB XpPOMOCOM TOTO OpPraHMW3Ma, KICTKH
KOTOpPOIrQ- UMEIOT OoJjiee MeJICHHBIN
TEMI pa3MHOKEHMs. Y THOPUIHBIX
KJICTOK ( YeJIOBEKA-MBIIIN  YAAISIOTCS
XpPOMOCOMBL. yenoBeka. Ecim B ru-
OpHUIHOWM KJIETKE OTCYTCTBYET Kakas-

eTepokapic AG

OaHosgephyie
rWEpratLIe KNETKH
(CHHEE PHOHLI)

Puc. 24. 'mOpuauzamnus COMaTHIeCKUX
KJIETOK ¢ 00pa30BaHUEM CHHKAPUOHOB 1100
XpoOMOCOMA U HE MMPOUCXOAUT CHUHTE3

OIIpCACIICHHBIX 6CJ'IKOB, TO I'CHbI, JCTCPMHUHHUPYIOIIUE WX CHUHTC3, JIOKAJIMN30Ba-
HEBEI B ,Z[aHHOﬁ XpOMOCOME. Takum o6pa30M, HaHHblﬁ MCTO/ ITO3BOJIIACT YCTaHAB-
JIMBATH I'PYIIIbI CHOCIUICHHUA Y YCIOBCKA, a HMCIIOJIb3YysSd HCXBATKHM M TPAHCIIOKa-
WA, BBISAACHATL M IIOCJIICOIOBATCIbHOCTH PACIIOJIOXKCHHUA I'CHOB, T.C. CTPOUTDH I'C-
HCTHUYCCKHEC KAPThI XpOMOCOM YCIO0BCKA.

7.8 buojornyeckoe MoaeJIMpoOBaHHue

buonocuuecrkoe mooenuposanue onpeneIeHHbIX HACICICTBECHHBIX aHOMA-
JUI 9eI0BeKa MOYKHO ITPOBOAUTH HA MyTAaHTHBIX JIMHUSAX KUBOTHBIX, HMEIOITHX
cxonHble Hapymenus. Hanpumep, y cobak BcTpeuaercs reModuiius, 00ycloB-
JIEHHAs PelIECCUBHBIM X-CIIETUICHHBIM T€HOM, y MBIIIICH — HecpaleHue ryobl 1
HEOA, CXO/HOE C aHAJIOTUYHON aHOMAaJIMEeH YesIOBEeKa, y XOMSIKOB M KpbIC — ca-
XapHBIM AuabeT, axOHJIpOoIUIa3us, MblllledHas JUCTpodus U Ap. XOTsS MyTaHT-
HBI€ JIMHUHN JKHUBOTHBIX HE JAIOT TOYHOW KapTHUHBI HACJIEICTBEHHBIX OOJIE3HEH
YeJIOBEKa, JIaKe YaCTMYHOE BOCIIPOM3BEACHUE UX (PparMEHTOB B psjie CIIy4yaeB
MO3BOJISIET BBIIBUTh MEXaHU3MbI IIEPBUYHOTO OTKJIOHEHHUS OT HOPMBI.

TeopeTndeckyro OCHOBY OHOJIOTHYECKOTO MOJICIUPOBAHUS B TCHETHKE
YeJoBeKa JACT 3aKOH 20MOJIOCUYHBIX PSO008 8 HACAe0CMBEHHOU USMEeHYUBOCHU
H.U. Basunosa. I'enemuuecku Oau3Kue 8uovl U poovl XApaKxmepusyiomcs cxoo-
HbIMU PAO0AMU HACTIeOCMBEEHHOU USMEHYUBOCHIU.

B HacTosimee Bpems MeTOa OHMOJIOTHMYSCKOTO MOJCIUPOBAHMS ITPUMEHS-
€TCS B OCHOBHOM JIJIsl U3y4YE€HUSI MyTareHHOTO M TE€PATOT€HHOTO JEUCTBUS HO-
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BBIX JICKAPCTBCHHBIX IIPCIIApAaTOB IICPCH HNX KIMHUYCCKUMMM HCIIBITAHUAMMA, A
TAaKXKC IJIs1 pCIICHUA BOIIPOCOB FeHHOM HHXXCHCPHUU.

7.9 MaremaTn4ieckoe MoJIeJIUPOBAHME
Mamemamuueckoe mooenuposanue — 3T0 METOJ CO3/IaHUS U U3yYEHUs Ma-
TeMaTU4YeCKUX Mojieneld. Ero mpuMeHsIoT Ui pacyeToB 4acTOT F€HOB B AIOIMYJIS-
IUSX MPU Pa3IMYHbIX BO3IECHCTBUSIX OKpYXaromiel cpenbl (MOCIeACTBUS aBapuu
Ha YepHoObuibckoit ADC). Matematndyeckre METOJIbl IIUPOKO MPUMEHSIOTCS B
TEX CIIydasiX, KOrJa HEBO3MOXHO HCIOJIb30BAaHUE SKCIEPUMEHTAIBHBIX METOJ/IOB
(HarmpuMep, aHaJTU3 OOJBLIOTO KOJIMYECTBA CICTTICHHBIX T€HOB Y YEI0BEKa).

7.10 dxcnpecc-MeTOAbI

Ixenpecc-memodsbl — 3TO METOJAbl OBICTPON MNpenBapUTEIBHON TUArHO-
CTUKH HACJICICTBEHHBIX 0OJe3HeH yenoBeka. OHM 9acTO UCTIOMB3YIOTCS IS 00-
CJIeIOBaHUs OOJBITNX KOHTUHTEHTOB JIFOJICH C 11€JILI0 BBISIBJICHUS HACTEACTBEH-
HOM TaTOJIOTHH. ITO, HAIPUMEP, CKPHHUHT-METO/Ibl, TPUMEHSIEMbIE TIPHU MPOBE-
JIEHUU TIPOCEUBAIONIUX MPOrpaMM (CKPUHUHT HOBOPOYKICHHBIX Ha (DEHUIIKETO-
HYpUIO, THUIIOTUPEO3; OCPEeMEHHBIX — Ha cojepkanue anbda-peTonporenHa
B KPOBH, YTO MO3BOJISCT IIPEIIIOJIOKHUTH Y TJI0a HEKOTOPHIE ITOPOKH Pa3BUTHA).
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K sacnipecc-meTonam npeapsBiIsSIOTCS ONpeaesieHHbIE TpeOOBaHUS:

® METOJ JOJDKEH ObITh JUArHOCTUYECKH 3HAYMMBIM, T. €. MOJOKUTEIb-
HbIE€ U OTpHUIIATENIbHbIE PEe3yJIbTaThl JODKHBI COOTBETCTBOBATH HAIMYUIO WM
OTCYTCTBHUIO 3200JICBAHMUS;

® METOJI IOJDKEH OBITh Ha/IEKHBIM: OJIMH U TOT e o0pa3sell pu He3aBu-
CHUMOM IBYKPATHOM MPOBEPKE JOHKEH J1aBaTh OJUHAKOBBIN pPe3yJbTarT;

®  WCCJIEIOBAaHUIO HEOOXOAMMO MOBEPraTh JIETKO TOCTYITHBIA MaTepua
(KpOoBb, MOYA) B MaJIbIX KOJMYECTBAX (MATHA KAMIUIAPHON KPOBH, BHICYILIEHHOM
Ha (GUIBTPOBAIILHON Oymare);

®  METOJI JOJIKEH ObITh MPUEMIIEMBIM JIJIs1 0OCIeyEMbIX U BpayeH;

®  METOJ JOJIKEH ObITh SKOHOMUYHBIM.

Muxpobuonozuueckuil uneubumopHwil mecm I ampu O3BOJISET BBIABIISITD
HEKOTOpble OMOXUMUYECKHUE HAPYIICHUS Y HOBOPOXKIEHHBIX. V3 msaATKH HOBO-
POKIIEHHOTO OepyT KaIlIl0 KPOBH HA TUCKH (DHIBTPOBATBHON OyMaru, KOTOphIE
MOMEIIAIOT Ha arapoBylO KynbTypy B. subtillis. TTocneaHio BeIpaliuBaOT Ha
MUHUMAJILHON THTATEIBLHON Ccpefe, coaepKalied aHTUMETa0OIUT HCKOMOM
aMUHOKHUCIIOTHl (Hampumep, (eHuIaTaHnHa). AHTHMETa00UT JOJKEH OJTHO-
BPEMEHHO TOPMO3UTH POCT MUKPOOOB. [Ipy Hamm9Mu B KpoBH MIIajieHIIa O0h-
HIOr0 KOJIMYECTBa (PEeHHUIIANaHWHA AHTUMETA0OJIUT pa3pylIaeTcs, ¥ MHUKPOObI
HayMHAIOT OypHO pacTh. MeHsis aHTUMETA0OJUTHI, MOKHO JMArHOCTUPOBATH
HaJIM4KMe B KPOBU OMPEEICHHBIX aMUHOKUCIOT U yrieBOAOB (JIeMIMHa, TUCTH-
JMHA, PPYKTO3BI, TaJaKTO3bI U JIP.).

buoxumuueckue u ummynonocuveckue sxkcnpecc-vemoowvt (Praroopomer-
pudeckue, xpomarorpadpuyeckue, paaiuoOMMMYHHbIE U Jp.) HIMPOKO HCIOJIb3Y-
I0TCS JJ1 OBICTPON MPEBAPUTEIBLHON AMArHOCTUKH HACJIEICTBEHHBIX 0O0JIe3HEM
oOMeHa BelIeCTB.

BrisaBnenue X- u Y-XpomaruHa yaiie OCYIIECTBIISIETCS MOCPEICTBOM CO-
CKO0a KJIETOK CIU3UCTON O0O0JIOUKHM MMIeKH (OyKKaJIbHBIN dMHUTENni). J[71s1 BBISIB-
JICHUS axpoMaTHHA Ma3K{ OKpaIIMBaIOT JI000H SASPHOM KPAacKOH M IIPOCMAT-
PUBAIOT MperapaThl MO, OOBIYHBIM CBETOBBIM MUKPOCKOIIOM. JTOT METO/I M03-
BOJISIET OMPEACHUTE KOJTUYECTBO X-XpPOMOCOM B KapUOTHUIIE MO KOJIUYECTBY Te-
aer bappa — ux Ha oAHy 0oJIblIE, YeM IIBIOOK X-XpoMaTHHA.

JInst BeIsIBIIGHUs Y -xpoMmaTtuHa Ma3ku okpammBaroT 0,005%-m pacTBopom
AKpUXMH-UIPUTA U TPOCMATPUBAIOT TOJ JIFOMUHECHEHTHBIM MHUKPOCKOIIOM.
Y-xpoMocoma f1aet sipkoe 3eJ1eHO€ CBEYEHUE. JTOT METOJ MO3BOJIET YCTAHO-
BUTH KOJIMYECTBO Y-XpomocoM B kapuoturie. OHO paBHO KOJIMYECTBY CBETS-
HIUXCS TOUEK.

Jlepmamocnugpuueckuui ananuz — 3TO U3YHYEHHE MNANUIUIIPHBIX Y30pOB
najblieB, JiaJloHed U crom. Ha 3TUX ydacTKax KOXKH HMEIOTCS KpYMHbIE
JIepMaJIbHBIE COCOYKH, a TTIOKPBIBAIONIUN MX 3MHUACPMHUC 00pa3yeT rpedbnu u 6o-
po3abl. [lepmaTornududeckre y30pbl 001a1af0T BEICOKOW CTETICHBIO HHIUBHTY-
QTBPHOCTH U OCTAIOTCSI HEM3MEHHBIMU B T€YCHHE BCEU JKU3HH, TIOITOMY MX HC-
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MOJIB3YIOT TSI OTPEICTICHUS] 3UTOTHOCTH OJIM3HEIIOB, I UACHTHU(PUKAIINA JTY-
HOCTHU B KDUMUHAJIMCTUKE (OaKMULIOCKONUS) U JIP.

Tanunnapuvle epebHU HA PA3TUYHBIX YIaCTKaX TPEOEITKOBOI KOXHU 00pa-
3yIOT Y30pbl Pa3HOTO THIIA W OPHEHTAIMH. Y30pbl M3y4YarOT MO OTIeYaTKaM,
CICaHHBIM Ha Oymare, mocjie HaHeCeHUs Ha KOy Turnorpadckoit kpacku. Ha
NajablEBbIX MOJYIIEYKAX UMEIOTCS y30pbl Tpex TUMHOB: Ayru (A-arch), mernu
(L-oop) u 3aButku (W-whorl). Jlyist G0JIBIIMHCTBA Y30pOB XapakTepHa denvma
(mpupaduyc) — MeCTO, T/Ie€ CXOASATCS TPU pa3HOHAIpaBJICHHbIC NAmMJLIAPHBIC
JUHUU. /[yea ipeacTaBisieT cOOON OTKPBITHINA, O€3/1eIbTOBBIN Y30p, nemJisi — 3a-
MKHYTBII C OJIHOM CTOPOHBI, OAHOJEIBTOBBIA Y30D, 3A8UMOK — IOJHOCTHIO 3a-
MKHYTBIH, JBYXJI€IBTOBBIN y30p. MIHOTI@ BCTpeUyaroTcs CIOXKHbIE KOMOUHHUPO-
BaHHBIE Yy30pbl. KONMMUYECTBEHHBIM IOKA3aTEIEM Y30pa  SIBISIETCA ZpeOHeBoll
cuem — YUCIO MAMWUISIPHBIX TUHUN MEXKIy NeITbTON U IeHTpoM y3opa. [ pebGHe-
BOM CYET AYTrOBOTr0 y30pa paBeH Hyo (25).

Puc. 25. OcHOBHBIE TUIIBI NANTUJUISIPHBIX Y30POB MOAYIIEUEK NAIBIEB PYK:
a— myra; 6 — ety (1 — neHTp y3opa); B — 3aBUTOK (1 — genpra)

[lerneBbie y30pbl B 3aBUCUMOCTH OT PACIIONOKEHHUS I€IbThl U OTKPHITOTO
bparmenTa pasnensior Ha yasHapHvle (L"), OTKpBITbIE B CTOPOHY MU3UHIA, U
paouanvrvle (LY), OTKpBITBIE B CTOPOHY Oo0bIIOro manbiia. YacTtoTa pamuanb-
HBIX TETeNb Y 310pOoBbIX JTtoaeH Hepenuka (0,2—10%).

B renernyeckux paboTax 4acTo MCIOJb3YETCsl KOJTMYECTBEHHAs! XapaKTepH-
CTHKa y30pa, WM TPEeOHEBOM cueT. I pebHesoll cuem TPEACTABIICT KOJIHYSCTBO
rpeOHel OT eNbThI 0 IIeHTpa y3opa. JlJist onpeaeneHus 3TOro MoKa3aTesi MeXIy
TOYKOHM TpHUpaanyca W IIEHTPOM y30pa Ha OTIEYaTKe MPOBOIAT KapaHIAIIOM TIpsi-
MYIO YepTy | IMOACYUTHIBAIOT YHCIIO0 TpeOHEel, KOTOphIe OHa mepecekia. B moacuer
HE BXOJISAT HA TOYKA TPUPAINYCa, HU IIEHTpaIbHAS JIMHUS Y30Pa.

['pebGHeBOl cueT ompenensieTcss IS KaXA0ro Mayiblla OTAEIBHO W CYM-
MapHO JIA MATH NajbleB Kaxaon pyku. OOmas cyMMa rpeOHEBbIX CUETOB 00e-
UX pPyK Ha3bIBaeTCs «OOIIMM rpeOHEBbIM cueToM» M obo3HadaeTcs TRC (total
ridge count). BrisiBiieHa ciemyronas 3aKOHOMEPHOCTh: YeM OOJIblle Ha Tajibliax
nyr, TeM MeHblie noka3arenab TRC. [Ipu Hanuuuu 3aBUTKOB U CIOKHBIX Y30POB
B 0OIIMI rpeOHEBOM CUYET BXOJUT TOJIBKO YUCIIO TpeOHEN C TOW CTOPOHBI Majlb-
11a, TAe UX OOJBIIIE.

['peGHeBOM cueT BappupyeTCs Y pa3HbIX JIOACH M Ha pa3HbIX MHayblax
oT 0 10 300 (Ha 10 manbiax). OH HE CBSI3aH C MOJOM, HO TMOJIOBBIE XPOMOCOMBI
OKa3bIBAIOT BIUSHWE HA ATOT MPU3HAK, NMPUYEM BIHUSHUE X-XpOMOCOM Ooree

93



CWJIBHOE, YeM Y-XpOMOCOM. Y POJUTENICH C BHICOKAM TPEOHEBHIM CUETOM JIETH
TaKXKe XapaKTEePU3YIOTCS BBICOKUM TPEOHEBBIM CUETOM, M, HaoOopoT. ['umnoresa o
MIOJIMTEHHOM HAacJIeIOBaHUM TpeOHEBOro cueTa Obiia mpemioxena B 1931 r. bon-
HABU. B HacTosiliee Bpemsi NpejiokKeHa TUIOTe3a O MOJMIEHHOM OIpeAeIeHUN
TUMNa y30pa Ha nanbiax. CoryacHo ATOM rumote3e Hanboyiee BBICOKAs CTENEHb
HACJIETyEMOCTH METIEBBIX y30pOB — 95,2%; 3aBuTKOB — 84,1% 1 y nyr — 38,9%.

PacnpocTpaHeHHOCTh JIOZIEM, HAa Majdblax pPyK KOTOPBIX BCTPEYAKOTCS
TOJBKO OJHU METJIH, COCTABIISIET B 3aBUCUMOCTU OT HAI[MOHAIbHOCTH, OT 8 110
35%. Hanpumep, y KWATaWIEB NETIM HAa PUCYHKE MNaJlbLEB JOBOJBHO PEIKH.
VY eBpomneiilieB, 0COOCHHO HEMIIEB, UX MAaKCUMyM. UTO ke KacaeTcsi pyCCKUX, TO
uccneaoBarend HacuuTaiau ot 8 10 13% c mecsateio netisMu. O0aagaTenu yib-
HapHbIX (OOpalleHHbIX K MHU3UHILY) METellb Ha BCEX HaJIbLIaX OKa3bIBAIOTCS
HanOoJiee KOMITAHCWCKUMU, TEPIUMBIMHU, JO0POKETaTSIbHBIMU, TOHUMAIOIITH-
MU JIIOAbMHU. O TaKUX TOBOPSIT: «C 30J0THIM XapakTepom». Ecian oHU MpayHBI,
3HAYUT, Y HUX JCUCTBUTEIIBHO CEPhE3HbIC HEMPUATHOCTH. 3aMEUEHO, YTO U KHU-
BYT TaKue JI0JU 10aro. Tak, y KaBKa3CKUX JOJITOKUTEICH HA KOHUMKAX Majlb-
11€B HAOIIOAI0TCS UCKITIOUUTENILHO YILHAPHBIC TICTIIH.

A BOT o0namarenu O60JIBIIOTO0 KOJUYECTBA 3aBUTKOB MPOU3BOISAT BIICUYAT-
neHue mojen cede Ha yme. C HUMHU Hajgo ObITH Haueky. VX xapakrep Tak ke
CJIO’KEH, KaK W y30p Ha manbuax. OHM BE3eCYIIH, CKIOHHBI K aBaHTIOPE, BCE
BpeMs MINYT npukitoueHuid. OnHako, 0jarogapsi IacCTUYHOCTH 3/10pPOBbs, He-
OPUATHOCTH ISl HUX NPOXOJAT aOCOMOTHO OecciienHo. Jltogu ¢ necarpio 3a-
BUTKaMH — 3TO CO3€pUaTesiv, MPEANOYUTAIOIINE HU BO YTO HE BMEIIMBATHCS,
MIOTOMY 4YTO MPEKPACHO 3HAIOT: OHW HE CMOTYT CHEJIaTh YTO-TO HACTOJBKO XO-
pOIII0, KaK XOTEI0Ch Obl. DTO JICHTSIH, JISKEOOKH, HAOIIOAAIONINE MUP CO CTO-
ponsl. Takoil y3op Oosiee pacnpoctpaneH Ha BocToxe.

U Bce ke caMblil TSDKEITBIM XapakTep y JoJIel ¢ OOJBIIUM YUCIOM JTyTO-
BbIX y30p0B. OHU YNOpPHO MAYT K CBOEH 1eu. Yallle ocTaabHbIX 3aHUMAIOT pPy-
KOBOJISIIIME MOCTHI WIW YXOMAST B TEHb - HE BBIHOCAT HUKAKOIo AaBieHus. Mx
OoTIMYaloT (hopManbHBINA B3TJIA HA MUP M PaBHOAYIINE K TBopUecTBY. He Tep-
AT UHTPUT U OYE€Hb MPEJCKa3yeMbl, OTKPOBEHHbBI, MPSIMOAYIIHBI U HE3JIOMa-
MATHBL. 3IOPOBBE Y TaKUX JIIOJIEH KpallHE XPYIKOE. BOJbIIMM UCTIBITAHUEM JJIS
HUX MOTYT OKa3aThCs JKapa, JJIMTENbHBIE MOE3AKH B TPAHCIIOPTE, PE3KUE Tepe-
najbl 1aBJIeHUsI, aJIKoroiib... Ho, HecMoTps Ha ciaboe 310poBbe, OHM BCEria 3a-
HUMAIOT OITPEACIICHHYIO HUIITY, I/I€ YyBCTBYIOT c€0s1 0UeHb KOM(POPTHO.

Y30pbl, aHAJIOTMYHBIE MAJIbIEBbIM, UMEIOTCS U HA JIAJIOHSIX — B 00y1acTu
TeHapa u runoreHapa u Ha I, III, IV u V MexnanbueBblx NpPOMEXKYyTKax.
B MexmanbiieBeIX MPOMEXKYTKaX UMEIOTCS TPUPATUYCHI (a, 8, ¢, d), a BOIM3HU
OpaclieTHOW CKJIQJKU PaCIOJIOKEH TJIaBHBIM JaJOHHBIA Tpupaauyc t. Eciau co-
eIUHUTDH TPUPAIUYCHI a, d U {, TO TIOIYYUM 21AGHbIU IA00OHHbIU Y20 atd, KOTO-
PBIA B HOPME He TpeBbImaeT 57°,
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Ha nanonu paznuuator 3 2nas-
Hble Qaekcophbvie (ceubamenvhvie) 60-
po30bl:  Oopozda OoabUWOo20 naavyd,
Kocas 1 nonepeunas 6opososl. Inorna
Kocass 00po3/1a CIIMBAETCsl C TOMeped-
HOW B OJIHY uemblpexnaivyesyro 60pos-
0y (UI1b). YacroTa ee BCTpe4aeMOCTH B
HOpMeE He npeBbiaet 5% (puc. 26).

CoueraHue paJualibHBIX TETEIb
Ha IV u V nanbuax, ‘geTeipexmnanblie-
BOM OOpO3/IbI M TJIABHOTOQ JIaJIOHHOTO
yriaa B 60—86° gaeT OcHOBaHUE Mpel-
MoJIaraTh HACJCIACTBEHHOE MPOUCXOXK-
JieHue 3a00JICBaHUS

Puc. 26. Cxema (hrekcopHBIX 60p03]
(b — 6ompmroro maneia, K — kocas,
I1 — monepeyHas) 1 IJ1IaBHOTO JIaJOHHOTO

yria (atd)

7.11 UMMyHOTreHeTHKA

N3yuenneM 0COOEHHOCTEH T€HETUYECKOTO KOHTPOJISI UMMYHHOTO OTBETa
3aHUMaeTCsT MMMyHOreHeTuka. OJTHOBPEMEHHO OHa HUCCIEAYET MEXaHU3MBI
COBMECTUMOCTH WJIM HECOBMECTUMOCTU TKaHEl MpU TpaHCIUIAHTAIMH, a TaKXKe
MEXaHHU3Mbl TeHETUYECKOI0 TOMEOCTa3a BHYTPEHHEHN cpelibl opranuzma. Mmmy-
HOTE€HETHKA MOJPA3AEISETCS Ha MOIEK)AAPHVIOMN KIeMOUHYIO.

Monexkynapuaa ummyHoeHemuKka W3y4aeT MEXaHU3Mbl T'yMOPAJIbHOTO
MMMYHUTETA U B CBOIO OUYEPENb MOAPAZACIAAETC HA 2eHeMUKY aHmu2eHo8 u 2e-
HeMUKY UMMYHO2N00YIUHOG T.€. AHTUTEIL.

Anmueenamu Ha3bIBAIOTCS MPUPOJHBIE WJIM MCKYCCTBEHHO CHUHTE3UPO-
BaHHBIE COCIWHEHUS, CIIOCOOHBIE BBHI3BIBATH MMMYHHBIA OTBEeT. MMu moryt
OBITh JUIIb YY>KEPOJHbIE [JIs OpraHu3ma BeniecTBa. CBOWCTBaMM aHTUT€HOB
00JyaatoT OENKOBbIE MAKPOMOJICKYJIbI, MOJIMCAXapUAbl U UX KOMILIEKCHI C Oel-
KaMU U JTUIUJAMU, HYKJIICUHOBBIE KUCIIOTHI.

[IpenMeToM H3y4YEeHHS] UMMYHOTEHETUKHU CIIYXAT IpumpoyumapHvle u
JIeUKOYUmapHvle aGHMu2eHul.

Opumpoyumapuvie anmueeHvbl — 3TO AHTUTEHBI CHUCTEM TPy KpPOBH.
K Hacrosiemy BpeMEeHH OMUCAaHO OKOJIO 13 Takux cucTteM (B TOM YHUCIE CUCTe-
Mbl ABO 1 pesyc-NpUHAJIC)KHOCTH), BKItOUYarOux OKojgo 100 aHTUTreHOB.
B cucreme ABO BbIsiBIIEHBI 4 TpYIIIbI KPOBH, PA3IMUUsl MEXKAY KOTOPBIMU CO-
CTOSIT B Pa3HOM KOMOWHAIIMHU JIBYX aHTUTECHOB - CICIHU(PUICCKUX IPUTPOIUTAP-
HbIX OenkoB A u B. Kpome Toro, B CBIBOPOTKE KPOBH y JIOJEH COAEpIKATCS aH-
TUTENA 0 U [ K TEM aHTUT€HAaM, KOTOPBIX HET B OPUTPOLIUTAX:

Bo3MOXHBI YeTbIpe BapuaHTa COUETAHUS arrJIIOTUHOTEHOB U arrjJlOTHHU-
HOB. BMecTe 3Tu BapuaHThl COCTaBISIOT cucteMy rpynn Kposu ABO:

e O () rpynma xoHCTaTUpyETCA NPU OTCYTCTBUU aHTUTeHOB A U B Ha
SPUTPOIUTAX;
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e A (Il) rpynma ycranaBnmuBaeTcsi mpyu OOHAPYKEHUH y YEIOBEKA TOJIb-
KO aHTUTeHa TUMna A;

e B (III) rpynmna xapakTepu3yeTcsi HAIMYMEM Ha 3PUTPOLMTAX aHTUTeHa B;

e AB (IV) rpynna omnpenensieTcsi Ipu HaJu4uU y 4Y€JIOBEKa OJHOBpE-
MeHHO A U B aHTUTeHOB.

Cucrema ABO omnpezensieTcst TpeMs ajuiebHBIMU T€HaMH, KOTOpPbIE pac-
TIOJIOXKEHBI HA JUIMHHOM Iuteue 9-1 XxpoMocoMsl 1 o6o3Hagarores 1°, 14, 18, TIpu
3TOM 1° gBIsIETCS PELECCUBHBIM, a 1% u 1B — qTOMUHAHTHBIMYM TeHAMUK U HacJIe-
JYIOTCSl KaK ayTOCOMHbBIE MEHJIETUPYIOIINE TPU3HAKHY.

Yenogek ¢ 0 (I) rpynnoii kpoBu — 310 romosurora o aymiesto 1°(1°I°). Bro-
pas rpynma kpou — A (II) — oOHapykuBaeTCsS KaK IIPH TOMO3MFOTHOCTH OPraHm3-
ma 1o reny I* (IATY), tak u rereposuroraoctu ¢ redom 1° (141°). Tperss rpymma —
B (II) — Takke BO3HUKAET MPH JBYX BapUaHTax reHoTuna denoseka: 1218 u 181°.
UYersepras rpymma kposu — AB (IV) — dopmupyercs npy 0 JTHOBPEMEHHOM HaJIH-
YUK B OPTaHU3Me 0OOMX JOMHMHAHTHBIX aUIebHBIX refoB: 1418 (Tadm. 5).

Haubonee pacnpocTpaneHa nepBasi Tpymnna KpoBu; obnagareneii ee — oT
40 no 50% Bcex monel. Heckonbko MeHbIIE O CO BTOPOM TPYIION KPOBU —
ux 30-40% ot Bcero konmyectsa Jirojeil. Obnanarenel TpeTheil rpymibl KpOBU
ewte menbiue — 10-20%. 1 tonpko 5% sroieli IMEIOT YETBEPTYIO TPYIITY KPOBH.

Tabmuma 5
CoueraeMOCTh rpynn KpOBH Yy ACTEN U POAUTEIICH
Coueranus
o OO6pazoBanue BepositHOoCTh HacnienoBanus 1eTbMu
Y poAuTeieH TE€HHBIX I1ap TOM WM UHOU I'PYIIIBI KPOBU
rpyIn KpoBU
Ox0O 00x00 Tonbko O
OxA 0O0xAO 150,> A (AO)
OOxAA Tosibko A (AO)
OxB 0O0xBO 1,0, B(BO)
OOxBB tosbko B (BO)
OxAB OOxAB ', A (AO), /> B (BO)
AxA AOxAO 34 A (/2 AO, Y4 AA), /4 0 Tomexo A (/2 AO, '/
AOxAA AA)
AAxXAA ToJbKO A (AA)
AxB AOxBO 140, /4 A (AO), /4 B (B0), /4 AB
AAxBO ', A (AO), '/» AB
AOxBB ', B (BO),'/» AB
AAxBB Toapk0 AB
AxAB AOxAB 1) A (Ma AO, /s AA), /4 B(BO), /4 AB
AAxAB 'h A (AA), '/» AB
BxB BOxBO 3/4B (1/2B0O, /4 BB), /40
BOxBB toneko B (12 BO, '/> BB)
BBxBB tosbko B (BB)
BxAB BOxAB ' A (14 AO, /4 AB), '/ B (/4 BO, /s BB), '/ B
BBxAB (BB), /> AB
ABXAB ABXAB 4 A(AA), /4 B (BB), '» AB
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Kpome rpynm kpoBu cucrembl ABO Oonbiiioe 3HaAaYeHHE MMEET pesyc-
dakTop. On 0611 OTKPHIT B 1940 1. K. Jlanamreitnepom u A. Buaepom.

Pesyc-bakTop — 5TO nUMOMpPOTEW I, PACHOJIOKEHHBIM Ha MeMOpaHax
puUTpOIUTOB y 85% mroaeit. Eciim o oOHapyKuBaeTcs y 4eoBeKa, TO TOBOPSIT
0 pe3yc-MONOKUTENbHOU TpuHaIexxHocTu kpoBu (Rh+). Ilpu orcyTcTBUM pe-
3yc-¢akTopa (15% HaceneHust 3eMJn) PerucTpUpyeTCs: pe3yc-0TPULIATEIbHOCTh
(Rh-). B Hacrosiiee Bpemsi U3BECTHO TPH Mapbl HEAIEIbHBIX T€HOB, PACIOJIO-
KEHHBIX OJIM3KO JIPYT K APYry Ha 1 XpoMocoMe U KOHTPOJUPYIOMHX (PeHOTH-
MMYECKOE MPOsIBIIEHUE pe3yc-(pakTopa.

YcranoBieHo, uto Rh — monoxutenbHble MHIMBHUIBI SIBISIOTCS JOMH-
HAHTHBIMU TOMO3HMIOTaMH IO JOMHHAHTHOMY reHy (DD) wim retepo3uroramu
(Dd). Pe3yc orpuniarenbable HHAUBUABI Th — OYIyT TOMO3HUTOTOM O PEISCCHB-
Homy amremo (dd). Hampumep, Bce MOTOMKH pe3yC-OTpHHATEIbHOMN KEHITUHBI
U MY>KYUHBI, TOMO3UTOTHOTO IO PE3YC-MOJIOKUTEIIbHOM TPyIIe KPOBU, OKaXKYT-
¢ Dd — monoxurensHBIN pe3yc dakTop. B cuTyammu, Korma rerepo3uroTHbIN
My>K4YMHA BCTyNaeT B Opak C pe3yc-oTpUIaTEIbHON JKEHIIUHOM, UX JIETU C paB-
HOM BEPOATHOCTHIO MOTYT poauThes Kak ¢ Dd (+), Tak i dd (-) rpynmamMu KpoBH.

JletikoyumapHvle anmueeHbl — 3TO TPaHCIUIAHTALIMOHHbIE aHTUTeHbl. OHU
YYacTBYIOT B Pa3BUTHUHU PEAKIMM OTTOPKEHUS TKAHEW IMpU TpaHCIIAaHTAIUU.
DpUTPOLIUTAPHBIE U JIEHKOLUTAPHBIE AHTUIEHBI HACIIETYIOTCSI HE3aBUCUMO.

[Ipy UIMMYHOJIOTMYECKOI peaklyi B OTBET Ha BHEAPEHHE aHTUTEeHA 00Opa-
3YIOTCSl aHTUTENA, WIM UMMYHOTIO0YAMHBL. OHU [PeICTaBIIsI0T co0oi crenudu-
yecKre OeKOBBIE MOJIEKYJIbI, BbI3bIBAIOLINE HEUTpaIu3aliio aHTureHa. Mx Boipa-
OOTKY CTUMYJIUPYIOT CBOOOJIHBIE MAKPOMOJIEKYJIbI, BUPYCHI, OaKTEpUH, OITyXoJie-
BbIE KJIETKH. IMMYHOTTTOO Y TMHBE CHHTE3UPYIOTCS B KJIETKaX TMM(OUIHBIX TKaHEH
Ha ITOJIMPUOOCOMAX M IOCJE ATOro. MOIMAJaloT B IUTOIUIa3My. JlampHenmas ux
cynp0a pa3nuvHa: MO0 BBIACTSIOTCS B KPOBb B BUJIE TYMOPAIbHBIX aHTHUTEN, JIU-
00, BKIIIOYAsCh B KJICTOYHYIO MeMOpaHy, 00pa3yioT crieniduyuecKue pacro3Haro-
[[1€ AHTUTEH pelenTopbl. B CBS3M ¢ 3TUM pa3nUyaroT aHTUTENIa TyMOPAIbHbIE U
kierounbie. [IepBbie CBOOOMHO MUPKYIMPYIOT B KPOBH M IPYTHX KUAKOCTSIX TEINA,
BTOPBIC OCTAIOTCS CBSI3aHHBIMU C POUTEITbCKIUMHA JIUM(DOITUTAMHU.

N3BecTHO MATH KJIaccOoB UMMYHOTJ00ynuHOB: IgG, IgM, IgA, IgD w IgE.
Ummynoenobyauner IgM B OTBET Ha BHEIPEHUE aHTUT€HA MOSABIISIIOTCS TEPBBIMU
1 00pa3yloT C HUM MEPBYIO HEMPOUYHYIO CB3b. [l0 Mepe yCuieHUs: UMMYHHOM
peakuvu [gM cmensiercsi IgG — OCHOBHBIM KOMIIOHEHTOM CBIBOPOTKH KpPOBH,
JEUCTBYIOLIUM MIPOTUB MUKPOOPraHu3MoB. /gG oOpasyeT OoJiee MPOUHbIE CBSI3U
C aHTUI€HOM U CO3/1a€T C HUM E€AMHBIA KOMIUJIEKC, TOTOBBIA NJIsl YJAJCHUS U3
opranm3ma. CienoBarennbHo, /gG obecrieunBaeT GharomuTos3. MmmyHoenooyaun
IgA conepuTCs B CIAM3UCTHIX JKHIKOCTSIX OPTaHW3Ma M BBITIOTHSET (PYHKITUIO
3alUTHl HApYXHBIX TMOBEPXHOCTEH OT BHEINTHEH WHGEKIuu. [gF — TIaBHBIN
(dakTop, BBI3BIBAIOIINI AJUIEPTUYECKHUE PEAKIIMU OpPTaHW3Ma M CIIOCOOCTBYIO-
IIUI HEUTpaIu3aluy U yIAICHUIO KUIIIEYHBIX MTapa3uToB.
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MexaHu3MBbl KIIETOYHBIX B3aUMOJICVCTBUM MPU PA3BUTUA UMMYHHOTO OT-
BETa, a TAK)KE MEXAHU3MBI €r0 HACIIEIOBAHUS U3YYACT KIEeMOUHASA UMMYHO2e-
Hemuka.

OCHOBHBIMU KOMIOHEHTAMH UMMYHHOW CHCTEMBI SIBIITFOTCSI MAJIbIE JINM-
domutel: T-rumgoyumer (mamdbodbaactel) U B-rumgoyumer (Mna3zMaTuyecKue
kjeTku). OHM coepKaT BHEIIHE HHEPTHOE AJIpO U HEOOJIbIIOe KOJTUYECTBO 11U~
TOIUIa3Mbl. YPOBEHb META00JM3Ma B HUX HU3KUM, HO IMOCJE MOCTYIJICHUs CUT-
Haja OT aHTUI€Ha PEe3KO MOBbIIAETCS. B pe3ynbpTaTe 3TOro KJIeTKH yBEINUHBa-
I0TCS U HAYMHAIOT JICIUTHCS.

T-numghoyumur 00pazyroTcs B TAMYCE B IIPOLIECCE CO3PEBAHMS CTBOJIOBBIX
KJIETOK, T.€. TUM(OLMTOB, POPMHUPYIOMINXCS B KOCTHOM MO3F€ U IPYTruX KpoBe-
TBOPHBIX opraHax. Pazmmuaror Tpu Thna T-mumMdONUTOB: KremKu-Kuiiepol,
KIeMmKU-xeanepol U KIemKu-cynpeccopbi.

Knemku-kunnepot («yOUMIIbI») BRIMOTHSIIOT QYHKIIUIO aTAKYIOIUX areH-
TOB, BCTYIAIOT B PEAKITUIO C UYKEPOTHBIMH KICTKAMU-MHUIIICHSIMHU U TIOTHOATOT.
UykepoIHbIE aHTUTEHBI OHU PACIIO3HAIOT C MOMOIIBIO CHEITUATBHBIX PEIETTO-
POB, HAaXOMSIIUXCS HAa WX MOBEPXHOCTU. B pesyibpTaTe B3amMOIEHCTBHS JTUM-
(G OIMTOB C YY>KEPOJHBIMHU KJIETKAMHU B 30HE KOHTAKTA BBIJICIISIFOTCS TUIAPOTUTH-
gyeckue GpepMeHThI (TUMQPOKHHBI), COAepkKaIUEeCs B TM30coMax KUiepoB. OHH
npuBiekaoT mMakpodaros. [locnegnue myrem aronmuro3a YHUUTOXKAIOT dyxkKe-
ponnbiit MmaTepuan. Takum xe o6pazom T-TuMEGOUUTHI BHI3BIBAIOT pa3pylIeHUE
U OTTOP>KEHME TPaHCIUIaHTaTa U 00eCcleunBaIOT HPOTUBOBUPYCHYIO 3aIIUTY.

Knemku-xennepuvt («IOMOIIHUKKY) OCYIIECTBISIOT MHAYKLIHMIO B-muMm-
b o1uToB.

Knemxku-cynpeccopst yraetaot T- u B-numdonuTsel 1 TeM camMbIM TI0-
JABJISIIOT UMMYHHBIN OTBET. TaK 4TO CHMKEHUE UMMYHHUTETA MOXKET OBITh 00Y-
CJIOBJICHO HE TOJILKO OCJIA0JICHHEM PEaKIIMM aKTUBHBIX KJIETOK (KHJIJIEPOB, XeJl-
nepoB 1 B-muM@onnToB), HO U YCHICHHEM aKTUBHOCTH KJIIETOK-CYIIPECCOPOB.

B-numgpoyumpr 'y rmEr] co3peBaroT B (pabpHUIMeBOll CyMKe, Y MBIIIEH U
JIPYTUX MIICKOTIMTAIOIINX — B MiedeHn 1ioaa. OHM 00ecreuynBa0T TyMOPATbHBIN
uMMyHUTET. Ecnm B mpormecce pa3BUTHS OpraHU3Ma CO3pEBaHHUE [-KIETOK
HapyIIaeTcs, TO TyMOpalbHbII UMMYHUTET TOJ1aBiisgeTcs. B HOpManbHBIX yciio-
BUSIX MOJIEKYJIbl - UMMYHOTJIOOYJIMHOB BHEAPSAIOTCS B ILMUTOIIA3MATHYECKYIO
MeMOpany B-mumdonurtos. X akTuBHBIE LEHTPHI 0OpalleHbl HapyX y U BbI-
NOJIHSIOT poJib peuenTopoB. [Ipudyem kaxapiid TUMQPOLUT HECET TOJILKO KaKOM-
TO oauH TUN peuentopa. Kpome Toro, B-nmumdonuTsl BeipabaThiBalOT pacTBO-
PUMBIE AHTHUTENA, KOTOPBIE BBIAEISIOTCS B CHIBOPOTKY KpoBH. [Ipu HapymieHuun
mpoiiecca 00pa3oBaHUs TIA3MATUYECKUX KIIETOK aHTUTENA HE 00pa3yroTCsl.

Takum oOpa3zom, UMMYHHBIN OTBeT T- M B-KieTok Ha BHeIpeHUEe 4yKe-
POJTHOTO areHTa MOXKET OBITh NIBYX THIIOB: 2YMOPAIbHbLU U Kiemouusli. [Ipn
TYMOpPaJIbHOM OTBETE B-TMMQOIMTHI BEIACISIOT B KPOBb WM OKOJOKJIETOYHYO
KUIKOCTh aHTUTENa (MMMYHOTJIOOYyHHBI). [Ipy KJIE€TOYHOM OTBETE BCTYIMAIOT
BO B3aMIMOJICHCTBHE JIPYT C IPYTOM Pa3IUIHbIC KIIETKM UIMMYHHON CUCTEMBI.
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TEMA 8
HACJIEACTBEHHAA ITATOJIOTUA

8.1 Oco0eHHOCTH KIMHUYECKUX NMPOSIBJICHU HACJIECTBEHHON MATOJOT I

B Hacros1ee BpeMsi B CBSI3U C YMEHbIIIEHUEM UH(PEKIIMOHHBIX U APYTUX 3a-
00JIeBaHUI yBEIMYMUBAETCS POJIb OOJIE3HENM ¢ HACJIEICTBEHHOM 3THOJIOTHEH. 3ape-
ructpupoBaHo cBeiiie 3000 3a0oneBaHuil, B 3THOJIOIUMA KOTOPBHIX BEMyIasi poJjb
OTBOAMTCSL HaclencTBeHHOMY (aktopy. Kaxkaplii rog B MUpe pOXAaeTcsi OKOJIO
1,5 MiH. geteli ¢ HacieacTBeHHBIMHA Oone3HsMu. IToutu 10% w3 HUX mmorudaeT B
NEPBBIA IO/ KU3HU. B cTpaHax ¢ pa3BUTHIM 37paBOOXpPAHEHUEM ACTH C HaCle/-
CTBEHHOM NATOJIOTHEH B OoibHHUIIAX oOIero mpodmisa cocrapiasior 15-20%. U3
nerert ymepmux 10 1 roaa, 30% morubaroT OT HACIeCTBEHHBIX O0JIC3HEH.

JIroOnie 3a00meBanmst (0(TATEMONIOTHIECKUE, YHAOKPUHHBIC, YPOIOTHYEC-
CKHE, KOKHBIE U JIp.) UMEIOT CBOM XapaKTepHbIE YepThl. TOUHO Tak ke U s
HACJICICTBEHHBIX OOJIE3HEW MMEIOTCS CBOM OCOOCHHOCTH, KaXKIYI0 M3 KOTOPBIX
HEJb3d paccMaTpUBaTh Kak HEYTO adcontoTHoe. JJisi Hacne CTBEHHOM MaToJio-
I'MH XapaKTePHBI CIEAYIOIIHNE OCOOCHHOCTH:

1. Paunnaa manugpecmayus. BpoxxneHnsid xapakrep. Okono 25% Hacnen-
CTBEHHBIX 3a00JIeBaHUM MPOSBIISIOTCS HEMOCPEICTBEHHO TMOCIIE POXKACHUS peOeH-
Ka; okos10 70% — K Tpem rojam xku3Hu, 90% — K KOHILy TyOepTaTHOrO Neproia.

2. Xponuueckoe npocpeduenmuoe meueHue. IIporpeIueHTHBIM Ha3bIBa-
eTCsl TeueHUe 3a00IeBaHMUS C TIOCTOSHHBIM YXYAIICHHEM OOIIEro COCTOSHUS U C
HapacTaHHEM HETATUBHBIX CUMIITOMOB Yy MallME€HTA. XPOHUUECKUN XapaKTep Te-
YEHUSI HACJICICTBEHHBIX OOJIe3HEH ONpeaeNsieTcs] MOCTOSHHBIM (DYHKITMOHUPO-
BaHMEM MyTaHTHOro reHa. CTeneHb NporpeAUeHTHOCTH ISl OJTHOTO U TOTO KE
3a00JIeBaHUST MOXKET pa3iIndaThCs.

3. Ommuocumenvras pesucmenmHocms K mepanuu. XOpOoUuIe pe3yJibTa-
Thl JJOCTUTHYTHI B JICUCHUH OMPEICICHHBIX (DOPM HACJIEICTBEHHOW MAaTOJIOTHH.
Hanpumep, peHWIKETOHYpUS, aipEHOTEHUTANIbHBIN CUHAPOM U JIp.

4. Mnooicecmsennocmo nopadicenusi. VI3BeCTHO, 4TO 0OoJjiee 4eM TIpHU
60% HacneACTBEHHBIX 3a00J€BaHUN B MATOJOTMYECKUN MPOLECC BOBIEKAETCS
Oonee oHOM cuctembl opraHoB. Hanpumep, npu cunapome Mapdana nopaxa-
FOTCSI- OIIOPHO-/IBUTaTENbHBIN anmapar, CepACcYHO-COCYAUCTasi CUCTEMA U Opra-
HBI 3peHust. ¥ OOJBHBIX C CUHAPOMOM JlayHa BBISBIISIOTCS CUMITOMBI TTOpaxe-
HUSL. CEPACYHO-COCYAUCTON CUCTEMBI, JKEIIyJAOUYHO-KUIIIEYHOTO TPaKTa, OMOPHO-
JIBUTATEJILHOTO aIapara, HEPBHOM, AbIXAaTEIIbHOM U HUMMYHHOW CUCTEM.

5. Cemerinvtii xapaxmep 3abonesanus. Ecnv ipu cOope aHaMHE3a BBISIC-
HSFOTCSI CXOJTHBIE CTydan 3a00JIEBaHMSI B CEMbE, TO ATO CIIYXKHUT MPSMBIM yKa3a-
HUEM Ha HACJIEJACTBEHHBIN XapakTep O0one3Hu. B To ke Bpemst Hamnuue 3abo7e-
BaHUS TOJILKO Y OJHOTO U3 WJICHOB POJOCIOBHOM HE MCKIIIOYAET HACJIECTBEH-
HOTO XapakTepa 3Toi 6osie3nu. Tak kak 3a0071€BaHUE MOKET OBITH PE3yIbTATOM
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HOBOW JJOMMHAHTHOM MYTallMy y OJHOTO M3 POAUTENICH WJIN T€TEPO3UTOTHOCTH
000HX POJIUTEIICH IO PELIECCHBHOMY 3a00JICBaHHMIO.

6. Knunuueckuii noaumopguszm. MHOTOIIIAHOBOCTh KIIMHUYECKUX U Jia-
OOpaTOPHBIX MPOSBICHUI JTFOOOTO 3a00JIEBaHUSI OXBATHIBAETCS 3TUM MOHITHEM.
Hampumep, y yactu 601bHBIX ¢ cHHAPOMOM MapdaHa MOKHO TUArHOCTUPOBATH
CO CTOPOHBI CEPAECYHO-COCYIUCTOM CHCTEMBI IPOJIAIIC MUTPAIBHOTO KJIAraHa,
ay Ipyrux — aHeBpu3My aopThl. CO CTOPOHBI OPTaHOB 3PEHUS MOXKET OTMEYATh-
Csl MOJIBBIBUX XPYCTaJIMKa, HAOMIOAATHCS MUOMHMS CJIa00i CTEeHU W T .

8.2 Kinaccudpurkauusi HacJieACTBEHHON MATOJIOTHH

Bcro HacnencTBeHHYIO MaTOJNOTUIO MOXKHO pAa3AesiuTh Ha MATh TPy
(Tabm. 6).

1. T'ennsie OoJie3HW — 3TO 3a00JICBaHUS, BHI3LIBAEMBIC T€HHBIMH MYyTa-
M. OHU TIepeatoTCs U3 MTOKOJICHHS B MOKOJICHUE W HACIEHYIOTCS IO 3aKO-
HaMm MeHnnens.

2. XpOMOCOMHBIE 0OJIE3HH — ATO 3a00JIEBaHMSI, BOSHUKAIOIIUE B PE3YJIb-
TaTe XPOMOCOMHBIX ¥ TEHOMHBIX MyTaITUH.

3. boune3Hu ¢ HaCIeACTBEHHOW MPEAPACIONIOKEHHOCTHIO (MYIbTU(AKTO-
puanbHble 00JIe3HU) — ATO 3a00J€BaHMs, BOZHUKAIOIIME B PE3yJIbTaTe COOTBET-
CTBYIOUIEH T'€HETUYECKON KOHCTUTYLIMH M HAJIW4YMs OIpPEACNICHHbIX (aKTOPOB
BHelHEeN cpenbl. [Ipu Bo3nencTBUM CpeaoBBIX (DaKTOPOB pealin3yeTcs Hacle-
CTBEHHAasl MPEAPACTIOI0KEHHOCTb.

4. T'eneTnyeckue cOMaTU4YECKHE OOJIE3HH - TPYINa T€HETHYEeCKUX 00-
JIe3HEe|, BO3HUKAIONINX B pe3yibTaTe MyTalluii B COMAaTUYECKUX KIIETKaX, BbIJIE-
JieHa coBceM HenaBHO. K HEW OTHOCSATCS HEKOTOPBIC OIMyXOJH, OTIAEIBHBIC TO-
POKH pa3BUTHS, ayTOUMMYHHBIE 3a00JICBaHUSI.

5. bone3Hu reHeTHYeCKO HECOBMECTUMOCTH MaTepu U mioja. OHu pas-
BUBAIOTCS B PE3y/IbTaTe MMMYHOJIOTHYECKOW DPEAKIMU OpTaHW3Ma MaTepu Ha
aHTUTEH IJI0/1A.

8.3 I'ennblie 00J1e3HH

I'ennbie 00J1€3HM — 3TO pa3HOOOpa3Hasl MO KIMHUYECKON KapTHUHE IPYII-
na 3a00yieBaHuil, 00yCIIOBIECHHAS MyTaI[USIMU €JUHUYHBIX T€HOB.

Yuciio M3BECTHBIX B HACTOSIIEE BPEMSI MOHOT€HHBIX HACJIEACTBEHHBIX 3a-
OosieBaHui coctapiseT okojio 4000 Hozomorudyeckux ¢Gopm. Berpeuarorces 3tu
3aboneBanus ¢ yactoroit 1:500 — 1:100000 u pexe.

B oHOM 1 TOM e reHe BO3HUKAIOT pa3HOO0Opa3Hble BUABI MyTanuid. 13-
BECTHO, YTO OJIHA M Ta € HO30JIoru4YecKas opMa MOKET ObITh 0OyCIOBICHA
pasTUYHBIMA MyTanusMu. Hanmpumep, B TeHe MYKOBHUCITUI03a OIHMCAHO CBBIIIE
1000 myTtauwmii, okoio 300 U3 KOTOPHIX BBI3BIBAIOT KIMHUYECKHUE MPOSIBICHMUS.
B kaxxnoMm reHe MOKeT BO3HUKATh A0 HECKOJIBKUX JECSATKOB M JIaKE€ COTEH MY-
Talui, BeIyImnX K 3a00JI€BaHUSM.
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10T

Hacnencrsenusie 001e3HU

Tabmura 6

I'ennble 601€3HI

XpoMocomHbIe 00J1€3HU

MyabTH(aKTOpHATbHBIE

T'ennblie 60Jie3HN OOMEHA BEIECTB
(Ha MaTOreHEeTHYECKOM IIPUHIIUIIE)

T'eHHbIC 60JIE3HU (HA TCHETHYECKOM
MPUHIIKIE)

T'ennbie 6one3Hn
(Ha KJIMHUYECKOM

00yCIIOBIICHHEIC
H3MEHEHHEM YHnCia

00yCIIOBIICHHEIC
M3MCHEHHEM YHCIIa

IlomureHnnsre

MIPUHIHTIE) U CTPYKTYpHI TTOJIO- U CTPYKTYPBI ayTO-
BBEIX XPOMOCOM cOM

Hapymennss aMuHOKHCIOTHOTO oOMeHa | AYTOCOHO-ZOMHHAHTHBIE  (CHHIpOMBI | MoHOTeHHBIC 3a00e- CuHzpoM Cunzpom Jlayna CeplieuHO-COCYAUCTBHIE:
(peHunkeronypus) BaapnenOypra, Cruxiiepa, Mapdana, BaHMsI HEPBHOU CH- [lepemesckoro- peBMaTH3M, aTepPOCKIEPO3

najarpa, MoJIHIaKTHIIHS) CTEMBI Teprepa, u ap.
Hapymenns oOmeHa yrieBojoB (caxapHblil | AyTocoMHO-penieccuBHBIE ((eHmIKeTo- | MoHOTeHHbIe 3a001e- Cunzpom Cunnpom IHC: snunencus,
nuabeT, rajJakTo3eMus, TIIMKOTeHOBas 00- | Hypus, MyKOBHCIEHO3, CHHIPOM YIle- | BaHHS AbIXaTEIbHOMN Krnaitagpensrepa OnBapica mu30(peHns 1 ap.
JIC3HB) pa, oOuMii anbOMHM3M, TaJaKkTO3eMus, CHCTEMBI

caxapHblii 1uaber)
Hapymenns mumuanoro obMena (amaBpo- | X-CIEIUICHHBIE JOMHHAHTHBIC (BUTaMHH | MoHOTEHHBIC 320011e- Cungpom Cungpom Kosxnble: atunuaeckuii
THueckas uanotus — OonesHp Teit-Cakca, | — JI-pusucrentHsi paxut (docdarana- BaHMS CEPHEHHO- Tprucomuu - X ITarya JIepMaTHT, IICOPHA3 U JIp.
MYKOJIMITH/I03bI) 6eT); KOpU4YHEBas OKpacKa SMaJ 3y00B, | COCYIUCTOM CHCTEMBI

curnpom Perra).
Hapymenns crepounsoro ooMmena (agpeHo- | X-CIeIUICHHBIE peleccuBHBIE (mceBmo- | MoHOreHHbIe 3a0oie- CTpyKTypHBIC aHO- JIbIXaTeIbHOM CHCTEMBL:

TCHUTAIIBHBIA CHHIPOM)

runepTpoduIecKkas MbIIIeYHast TUCTPO-
¢us [romenna, cunapom Mapruna -
Bemna, remodunus A u B, n1anbToHN3M)

BaHU KOXKH

MaJiInu XpoOMOCOM:
CUHAPOM «KOIIaYb-
€T0 KpUKa»

OpoHXMaNbHas aCTMA U JIP.

Hapymenns myprHOBOrO U MHPUMHANHOBO-
ro obmena (momarpa, cuHapoM Jlemra-
Huxana)

V-cuenuexnHble (TonanapruvecKue)
(CHHIAKTWIINS — cpallieHne 2 U 3 malb-
LEB Ha HOre; TUHepTpuxo3 (Boyoca-
TOCTbh) Kpasi YIIHON paKOBHHBI)

MoHorenHsIe 3a0011e-
BAHUS OPTaHOB 3PCHUSI

BrigenutenbHol CHCTEMBI:
HE(QPUTHI, MOYCKAMCHHAS
0one3Hsb U ap.

Hapy1iieHusi CBEepTHIBAOIIEH CHCTEMbI KPO-
BHU (remoduius A.B.C)

Muroxonnpuansusie (Bonesun Jlest u
Kepuca-Ceiipa, cungpomsl-IlupcoHa,
Bombdpama, MuomaTun, KapAAOMHOIIA-
THH)

IIcuxuyeckre MOHO-
reHHBIE 3a00I€BaHNUs

[MumeBaputenbHOM cucTe-
MBI: sI3BeHHas1 00JIe3Hb,
LUPPO3 IICYCHU, HECTICLH-
(buueckuii I3BEHHBIH KOIUT
u Jp.

Hapymenns obGmena weramioB (Ooie3Hb
Bunbscona)

3HZ[0KpI/IHHI)Ie MOHO-
TeHHBIC 3a00JICBAHUS

HacrnencTBeHHBIE HApyLIGHHS TeMMa H
nopdupuna. (I'emoraobunonaTru)

HacnenctBennsle HapymeHuss oOMeHa CO-
eMHUTENbHON TKaHW (cuHApoM Mapdodana,
MYKOIIOJINCAXaPHI03bI)

HacnencTBeHHBIC HAPYIICHNS BCACHIBAHUS B
MMUIIECBAPUTEIBHOM TpakTe (MYKOBHCIICIO3,
HENEePEHOCUMOCTb JIAKTO3bI)




Ho myrannoHHOe M3MEHEHHE NMEPBUYHOU CTPYKTYphl O€jKa 4acTo IpH-
BOJUT K THOENM KJIETKH, M MyTalusl HE Peam3yeTcs B HACJICJICTBEHHYIO 00-
Je3Hb. Takue OCNIKU Ha3bIBAIOTCA MOHOMOpdHbimyu. OHU 00ECIIeYnBaIOT OCHOB-
Hble QYHKIIMU KJIETKHU, COXPaHss CTAOUIILHOCTh €€ BUI0BOM OpraHU3alMH.

Oco0eHHOCTH HACTIEOBAaHUSI TEHHBIX 3a00JIEBAHUN OMPEIEISIOTCS 3aKO0-
HamMu Menzens. MyTanuu MOTyT BO3HUKATh B JIIOOBIX T€HAX, MPUBOIS K Hapy-
HIEHUIO CTPYKTYPbl COOTBETCTBYIOIIUX MOJUMENTUIHBIX Ieneil 0eTKOBBIX MO-
nexkyn. Tak kak B opranusme yenoBeka coaepxurca 6onee 100000. pa3nuyHbIX
BUJIOB OETTKOB, TO 3TO OOBSICHSAET pa3sHOOOpa3ne KIMHUICCKUX MPOSIBICHUN MO-
HOTEHHBIX 3a0oJieBaHu. B 3aBucuMoctu oT PyHKIIMM U3MEHEHHOTO Oeska Oy-
YT TPOUCXOIUTh OMOXUMUYECKHE U3MEHEHUS B OpraHu3Me, IPUBOJIS K CIICIIN-
dbuyeckol KIMHUYECKOW KapTWHE HACIEIACTBEHHOTO 3a0osieBaHus. Hampumep,
Py MyTallU¥ T€HOB, KOHTPOJIUPYIOLIUX CTPYKTYpY OeJKa - KoJjareHa, BO3HU-
KaeT MOPaKEHUE COSAMHUTEIbHON TKAHH.

CxeMy maroreHe3a TeHHBIX 0O0JIE3HEH MOXHO TPEACTABUTH CIICTYIOITIM
00pa3oM: MyTaHTHBIH aJlIeN b — MATOJIOTMYECKUI EPBUYHBINA MPOIYKT — LIETIb
MOCJIEYIONINX OMOXUMHYECKUX PEAKINI — KJIETKUA —> OpraHbl — OpPraHU3M.

[TaTosiornueckuii MpoUECC, BO3HUKAIOIINAN B PE3YJIbTATE MYTALUU €JIH-
HUYHOTO T'€Ha, MPOSBIIAETCS OJHOBPEMEHHO Ha MOJCKYJISIPHOM, KJIETOYHOM H
OpraHHOM YPOBHSIX Y JJHO0OOT0 MHAUBUA.

['ennsie Oone3Hn OOYCIOBICHBI BYMS BUJAMU WU3MEHEHUN OEITKOBBIX
npoaykToB. [lepBas rpynmna 60ne3Heil CBs3aHa C KaUeCTBEHHBIMUA U3MEHEHUSAMHU
OCJIKOBBIX MOJIEKYJI, T.€. C HAJTUYUEM y OOJbHBIX aHOMAJbHBIX OCJIKOB (HaIpH-
Mep, aHOMAaJIbHBIE TEeMOTJIOOMHBI), YTO OOYCIOBICHO MYTAIlUSIMH CTPYKTYPHBIX
reHoB. Bropas rpynna 6one3Hell xapakTepu3yeTcsl KOJIMUYeCTBEHHbIMU M3MEHE-
HUSMU COJIepKaHUs HOPMAJIbHOrO Oeika B KileTKe (MOBBIIIEHHOE, MOHUXKEH-
HOE), 4TO OOYCJIOBIIEHO Yallie BCEro MyTanusiMu (DYHKIIMOHAIBLHBIX T€HOB, T.€.
CBSI3aHO C HAPYUICHUSMH PETYISIIIUU padOThl CTPYKTYPHBIX T€HOB. DTH Hapy-
HIEHUS] MOTYT MPOUCXOJIUTh HA PA3IUYHBIX YPOBHSX:

® npempanckpunyuonHom (yBeIMUEHUE UM YMEHbIIIEHUE YKClIa KOUN
reHa);

® mpauckpunyuorHom (TeHeTUYeCKHe NMe()EKThl MOTYT TPUBOAHWTH K
HapYILIEHUIO TPAHCKPUIILIUKM BCErO T€HAa U M3MEHEHHUI0 00beMa CHHTE3a COOT-
BETCTBYIOLIETO O€JKa);

® mpoyeccunea M cniaticunea npo-u-PHK (HapylieHus Ha YPOBHE «BBI-
pe3anusy HEMHGOPMATUBHBIX y4acTKOB mpo-u-PHK u «crmmBanus» nnHdopma-
TUBHBIX YYaCTKOB);

o mpaHciayuonHom (HapylIieHus Ha YPOBHE COOPKH OEJIKOBOIM MOJIEKY-
JIBI B puOOCOME);

® nocmmpauciayuoHHom (HapylIeHUs Ha ypOBHE OOpa3oBaHHs BTO-
PUYHOMN, TPETUYHOM U YETBEPTUUHOU CTPYKTYP OCIKOBON MOJIEKYIIBI).

BemecTBa, HakarmIuBarMKMECs: B pe3yabTaTe OTCYTCTBUS WU CHIDKCHUS
aKTUBHOCTU (PEPMEHTOB, JIMOO CaMM OKA3bIBAIOT TOKCHYECKOE JEHCTBHE, JTNOO
BKJIFOYAIOTCS B LIETIM BTOPUYHBIX OOMEHHBIX MPOLIECCOB, B PE3yJbTaTe KOTOPHIX
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00pa3yroTcsi TOKCH4Yeckue MpoaykThl. O0Iasi yacTota reHHbIX 0oJie3Hel B Mo-
NyJSALMSX el coctaBisieT 2—4%.

Cy1ecTByeT HECKOJIBKO TTOIX0A0B K K1acCU(UKAIMA MOHOTEHHBIX HACIIE/-
CTBEHHBIX 00JI€3HEH: FTeHETUUECKHUM, TAaTOT€HETUUECKUN, KITMHUYECKUN U JIp.

Haun6oJiee yacTo moJsb3yrwres Kiaaccuukamueil, OCHOBaHHOW Ha ce-
Hemuyeckom npunyune. COrIacHO € MOHOTEHHBIE OOJIE3HW MOYHO TIOJpa3fe-
JISATh 110 TUIIAM HACJEeI0BaHUSA:

®  AyTOCOMHO-IOMHHAaHTHBIE,
ayTOCOMHO-PELIECCUBHBIE,
X-CLIETJIEHHBIE IOMUHAHTHBIE,
X-CHEIUICHHBIE PELECCUBHBIE,
Y -cuerieHHbIe (TOJaHIPUIECKUE)
MUTOXOHAPHUAIIbHBIE.

Ora knaccudukanus Haubosiee ynqoOHa, Tak Kak cpa3y MO3BOJISIET COpHU-
€HTHPOBATHCSI OTHOCUTEIIBHO CUTYallM B CEMbE U.-HPOTHO3a TIOTOMCTBA.

Bropas kiaccupurkanmusa OCHOBAaHA HA KIUHUYECKOM npuHyune, T.€. HA
OTHECEHUH 00JIE3HU K TOM WJIM MHOM Ipynie B 3aBUCUMOCTH OT CUCTEMBI Opra-
HOB, Han0oJIee BOBJICUEHHOM B MATOJOTUYECKUN MPOIECC: MOHOTEHHBIE 3a0071e-
BAHUS HEPBHOM, NBIXaTEIIbHOM, CEPACYHO-COCYIUCTON CUCTEM, KOXKHU, OPraHOB
3pEeHUS, ICUXUYECKUE, DHAOKPUHHBIE U TaK Jajiee.

Tperbst kiaaccupurkanus OCHOBBIBACTCS HA NAMO2EHEMUYECKOM NPUH-
yune. CoraacHo eif Bce MOHOTCHHbBIE OOJIC3HN MOXKHO pa3/IeTUTh Ha:

®  HACJIEJICTBEHHBIC OOJIC3HN OOMEHA BEIICCTB,;

®  MOHOI€HHBIE CHHAPOMBL MHOKECTBEHHBIX BPOXIEHHBIX IOPOKOB
pa3BUTHS,

e  KOMOMHUpPOBaHHBIE (HOPMBI.

PaccmoTpum HEKOTOpBIE HanboJee paclpoCTPaHESHHbBIE PUMEPHI Pa3HBIX
TUIIOB T€HHBIX OOJIE3HEMH.

bonesnu c aymocomuo-domuuaumnbm MUnOM HAC/1€006aHUA

40
o Axonodponnazua — TeHHoe 3a00JeBa-
20 HUE C ayTOCOMHO-JIOMUHAHTHBIM TH-
L IOM HACJIEJIOBaHUS, OOYCIIOBICHHOE
- ,
AP 4" HapyIIEHUSMH aKTUBHOCTU (epMEHTa,
BO——§ £ ¢ NpUBOAAIICE K HApYyLUICHUIO poOCTa
70 )
- ’S j XpAILEBON TKaHU B snu@u3ax TpyoOuda-
so—— % ThIX KocTel (puc. 27).
4o e
3o *
20

4

o

Puc. 27. [Taument T., 28 ner lnarno3: Axonaporuia3us (O4eHb HU3KUANU POCT, KOPOTKHE
KOHEUHOCTH, OOJIBILION Yeperl, BAABICHHOE MIEPEHOChE, KOPOTKasl 1esl, yCUIICHHBIH
MOSICHUYHBIN JIOP103)
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bonesnv Mapghana — 310 HacnencTBeHHOe 3a00JIeBaHUE, XapaKTEpHU3Y-
IOIEeCs CUCTEMHBIM MOPAXKEHUEM COSTUHUTEIHHOM TKaHU. B pa3BuTHH 3TOTO
3a00JIeBaHUsI OTMEYAETCS MOpPaKEHUE 3JIaCTUHA U KoJutareHa. OHO BbIpaXKaeTcst
B HApPYIICHUU BHYTPH- U MEXKMOJEKYJSIPHBIX CBSI3eH B 9TUX CTPyKTypax. Jlis
OOJBHBIX THUMUYHBI BHICOKHIA POCT, JTMHHBIEC (TTAyKOOOPa3HBIC) MaIbIIbl, BOPOH-
KooOpa3Hasi WM KWICBHHAs TPpy[IHas KJeTKa, IlockocTonue. MHorma BcTpe-
JaroTCsl OCIPEHHBIE W MaXxOBbI€ TPBDKH, TUTIONIIA3MsI MBI ¥ TIOJIKOKHOU KIIeT-
YaTKW, MbIIIEYHass TUMOTOHMS. [Ipu 00cienoBaHNN BBIABISIOTCS BPOXKICHHBIE
MIOPOKH CEP/IlIa, a C BO3PACTOM Pa3BUBACTCS PacClIanBaIOIIAsCs aHeBPU3Ma aop-
ThL. 3peHHE y TaKUX OOJBHBIX CHI)KEHO, TIPU OCMOTPE BBISBIISETCS MUOTIHS, OT-
CJIOMKa CeTYaTKH, KaTrapakTa, Kocoriasue. B Mode ompezensercss OBBIIIICHHOE
KOJIMYECTBO MYKOTIOJMCAXApHUJIOB M WX COCTaBHBIX YacTE€H, KOTOPHIC UTPAIOT
BXHYIO pOJIb B (DOPMHUPOBAHUH KOJUIAr€HA U AJIACTUYECKAX BOJIOKOH. JleueHue
MPOBOJISAT TOJIBKO CHMITOMATHYECKOE. 3HAYHMTENbHbIE Je(OpManuud TPYTHOM
KJIETKH TPEOYIOT OTIEPATHBHOTO JICUCHHUS, YTO CIIOCOOCTBYET JIydnieMy (pyHKITU-
OHHMPOBAHUIO CEPJLA, a TAKXKE YIYUIICHUIO OOILIEr0 CaMOYyBCTBUS, MOKa3arTe-
JIEU IIEKTPOKAPIUOTPAMMBI.

Puc. 28. Cunapom Mapdana:
@), 6) 0COOCHHOCTH TETOCI0KCHHS

Puc. 29. Heiipodubpomaros

Heipogpuopomamo3s (6one3nv Pexnuneayszena) Ovin omucan B 1882 .
Bcerpeuaetcst ¢ wactoroit 1:3300 HOBOPOXKACHHBIX MOHOT'€HHBIX 3a00JIeBaHUM.
N3BecTHO ceMb HO3oJorudeckux dopm Helipopudpomarosa (HD), cpeau xoto-
peix HO-1 (mepudepuueckuii HelipopuOpomaTo3) 3aHMMAET BEIYyIIEe MECTO
(puc. 28).

OTo OAHO W3 HamOoJee YacTO BCTPEUAIOIIMXCS MOHOTEHHBIX 3a0oJieBa-
Hui. B HacTosmee BpeMs moapoOHO U3ydeHa ero TeHETHKA U KIIMHUYEeCcKas Kap-
tuHa. ['en H®-1 nonHocThio pacumgpoBan, B HeM obHapykeHo 6oiee 100 my-
Taluui (TpaHCIOKallMK, JeJIeUH, BCTABKU, TOYKOBBIE 3aMEHBI), PACOJIOKEH OH
Ha 17-i1 xpomocoMme. bosee 1monoBuHbI ciiydaeB 3a00JI€BaHUS SIBISIOTCS PE3YJb-
TaTOM HOBBIX MyTanui (puc. 29).
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OT10 3a005iIeBaHUE TPOSBIIAETCS C POKICHUS WM B MEPBOM JIECATUIIETUU
KU3HH 00pa30BaHMEM Ha KOKE€ MUTMEHTHBIX TSTEH THUMA «KOPE C MOJIOKOMY,
YHUCJIO U pa3Mep KOTOPBIX IMOCTEMEHHO HapacTaeT. dopMa MATeH OBaJIbHAS, pac-
M0JIararoTCs OOBIYHO OHU Ha 3aKPBITHIX y4acTKaxX KOXM — Ha TPYAH, CIUHE, KU-
BOTe (IAATh U Oosee msaTeH auameTpom oT 0,5 cM y pebeHka U 1mecTh u 0osee msi-
TEH IMaMeTpoM OT 1,5 cM y B3pOCIIOro no3BoJisItOT AymMath 0 Auarsose HD).

C BO3pacToM y OOJIbHBIX Ha KOXKE€ MOSBIIAIOTCS MEJIKUE OMyXOoJu (Heipo-
(GbuOpPOMBI) — OT €IUHUYHBIX JI0 HECKOJIBKUX COTeH. OHU MOTYT JIOKIN30BATHCS
MOBCIO/TY, B TOM YHCJI€ M HAa CIM3UCTHIX 00OJOYKAX POTOBOW TOJOCTH W S3bIKA.
Onucanpl MaKMeHTsI ¢ yrciaoM Heripodguodbpom g0 10000 u 6onee: Helipodhubpomer
MPECTABIISIOT COO0M MSATKUE Y3ENIKH, MPU HAJABIMBAHUKM KaK OBl HMPOBAMBAIO-
IIMECS B KOXKY - CHMITTOM «KHOTIKH 3BOHKa». [T0IKOXKHBIE y3€IIKH pacHoIararoTcs
110 XO/y HEPBHBIX CTBOJIOB (OKPYTIJIbie OYCHHKH JUaMeTpoM 1-2 cM, MOJBUXKHbBIE,
HE MPUKPEIUICHHBIE K KOXE). Y HEKOTOPBIX OOJIbHBIX Pa3BUBAIOTCS aubdy3HbIE
MaCCHBHBIE OITyXOJIeBUIHBIE 00pa3oBanus. [louTn y Bcex OOMBHBIX HAOIIOIAIOTCS
U3MEHEHHsI KOCTHOM CUCTEeMBbI — K103, CKOJIMO3. BECHYIIIKM B NMOIMBIIIECYHBIX U
MaxXOBBIX CKJIAJIKaX, MSATHUCTAs! TUIEPIUTMEHTALIMS KOKH BEPXHEN 4acTu rpyau U
MIPOMEKHOCTH OTHOCSTCSI TAK)KE K YaCTHIM CHUMIITOMaM 3Toro 3aboseBanusi. B ps-
JIe CITy4aeB, PEAKO B AETCKOM BO3pPAcTe BO3MOKHO 03JI0KaYE€CTBIICHUE OITyXOJIEH.

3arpyaHenus: B 00yyeHuu HaOmonarotest y 30% OonbHBIX. YMCTBEHHAs
OTCTaJIOCTh HE IIIy0OKas U He MPOrpeccUupyroas.

Xopesa I'enmunzcmona BCTpEUaeTCA ¢ YaCTOTOM OT 2—3 10 6—7 cilyyaeB Ha
100 000. BniepBbie 3a6oneBanue 6610 onucano B 1872 r. Cuuraror, 4TO B OCHO-
BE €ro JiexaT rpyOble HapyIICHUS OKUCANTEIBHOTO MeTabonm3Ma. MyKUnHBI
OO0JICIOT HECKOJIBKO Yallle KEHINH. ['€H, OTBETCTBEHHBIN 32 BOSHUKHOBEHHUE XO-
peu 'eHTUHI TOHA, KAPTUPOBAH B KOPOTKOM ILiIeue 4-ii XpOMOCOMBI.

Hauano 3a06oneBanus no3anee, B Bo3pacte 30 et u crapiie. Pa3BuBaercs
cnaboymue, HHOTJa BO3HUKAIOT FaJUTIOLIMHALINY, Aenpeccuu, opea. Habmogaer-
Cs HapacTaHUE HEYCTOWYMBOCTM BHUMAHUS, HEMOCJEI0BATEILHOCTh MBIIILIE-
HUS, OCKyJeHUE peun. Brocnencteun oOHapy)uBaetcs atpodus mo3ra. Xapak-
TEPHBI HETIPON3BOJIBHBIC IBIKCHUSI KOHEUHOCTEH.

Hacneocmeenunwtit.  muxpocghepoyumos (ceMmeiiHas reMoJIUTAYECKAS
anemuss MunkoBckoro-Illoddapa). 3aboneBanne 00yCIOBICHO T€HETUYECKUM
neheKTOM SPUTPOIUTOB — BPOKIACHHOW HEJOCTATOYHOCTHIO JTUMUIOB 000JI0Y-
KHU. DTO MPUBOJUT K MPOHUKHOBEHUIO B KJIETKY MOHOB HaTpus u notepe ATO.
V3MEeHEHHBIE SPUTPOIUTHI Pa3pYIIAIOTCS B CEJIE3CHKE, B pPe3yabTaTe Yero Mpo-
HCXOAUT 00pa30BaHME TOKCHYECKOTO HEIpsAMOro OmnmmpyOuHa. 3abojeBaHHE
XapaKTepUu3yeTcst TPUaJ0i CUHIPOMOB: aHEMMUS, JKEJITyXa U CIIJICHOMETaJusl.

Henepenocumocms 1akmo3sl — 3T0 HACTEICTBEHHOE 3a00JI€BaHUE, CBSI3aH-
HOE C OTCYTCTBHEM WJIM CHIDKEHHEM aKTUBHOCTU (DePMEHTA JIAKTa3bl, PACIICTLIS-
IOLIEH MOJIOUHBIN caxap J0 TJIFOKO3bI U TajakTo3bl. HeruaponansoBaHHas JlakTo3a
MOYTH HE BCACBIBAETCSI M YCKOPSIET MEPUCTAIBTUKY KullleuHuKa. [Ipu nakTa3Hoi
HEIOCTaTOYHOCTH TOHKOW KHIIIKH C TIEPBBIX JTHEH KU3HU y peOeHKa HaOIr0MaeTcs
YIOpPHOE TocabyieHne CTysa, OECIOKOMCTBO (KOJIHMKH), CPhITMBAHUE, 00E€3BOXKU-
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BaHUE, OTCYTCTBUE MPUOABKKU B Macce Tena. B KpoBU 0TMEUarOTCs 3HAYUTEIbHbIE
AIIEKTPOJIUTHBIC HAPYIIIEHUS (CHIDKEHUE YPOBHEH Kalusi, HATPUs, KAJTBITU).

HenepenocumocTs 1akTo3bl BcTpedaeTcss y 15% 310poBbIX neTeit, a mpu
Pa3IMYHBIX XPOHUUYECKHUX 3a00JIEBAHUSIX MUIIEBAPUTENHLHOTO TpakTa y 40—78%.
JleueOHbBIE MEPOTIPUATHUS CBSI3aHBI C CHMIITOMATUYECKON Tepanuen (JTUKBU M
00€3BOKMBAHUS), a TAKXKE MEPEBOJIOM peOeHKa Ha OE3MOJOYHOE BCKAPMIIHBA-
HUE (IETCKUE CMECH, MPUTOTOBIIEHHBIE HA OCHOBE COM).

OcoOble TPYIHOCTH JIJIsi JUATHOCTUKH MPECTABISET OOJIC3Hb B TICPHOJIE
HOBOPOXKJICHHOCTH. J[JI1 TMarHOCTUKY MCTIOB3YIOT UCCIIEOBAHNE KPOBH.

Muomonuueckaa oucmpogua (M]J1) — 6onezns llteitHepTa, nuctpodu-
yeckas MuotoHus. M/[ — MHOTOCHCTeMHOE 3a00eBaHNe, XapaKTePU3yIOIIeecs
CHUJIBHO BapuabeNnbHON HKcmpeccued reHa (KIWHUYECKUM TMOAUMOp(r3MOM)
y 000X MOJIOB MO Hayaldy 3a00J€BaHUs U TSHKECTU TeUCHUs. | TaBHbIE KIIMHU-
YeCcKre MPOSBIICHUS: MUOTOHUS, MbIIIEUHas cIab0CTh, KaTapakThl, CEpPICUHbIC
apuT™MHH, OOJbICeHHe cO j10a, HapyIIeHHAs TOJEPAHTHOCTh K TIFOKO3E, yM-
CTBEHHAsl OTCTAIOCTb.

MpllieuHble CyAOpPOTH BBIPAXKEHBI OCOOCHHO Ha PYKAaX, YETIOCTAX, SI3bIKE
(B Buae pubpmwisamun). Hapsimy ¢ MUOTOHHEH OTMEYACTCs MMOCTENEHHO YCUITH-
BAIOIIASICSl MBILLIEYHAS CJIA0OCTh B CBSI3U C JET€HEpalield OTEUHbIX MBIIIEUYHbIX
KJIETOK W arpodueil BOJIOKOH. MUOTOHUS ¥ MBILIEYHAs CIa00OCTh y MAIlMEeHTOB
COYETAIOTCS C HAPYIICHUEM PEYH U TJIOTaHUs. B mepByro ouepenp B MaTOJIOTH-
YEeCKUU MPOLECC BOBJICKAIOTCA JIMIIEBBIE W BUCOYHBIE MBIIIIBI (CTaTyC MHUOIA-
TUYECKOTO JIMIA), 3aTeM — LIEHHbIE, IIeYEBbIe, OCIPEHHbIE MBIIIIBI (OT MPOK-
CUMAJILHOTO HANPABJICHUS K JUCTATHBHOMY).

Hapsiny ¢ HepBHO-MbIIIEYHBIMU cuMnTOMaMu 1ipu M/ oTmeuarorcs ka-
TapakThl (OY€Hb PAHHUM CHUMIITOM), THIOTOHAAU3M (aTpodusi CEMEHHUKOB),
amMeHopes, TUCMEHOpPEs, KUCThI SIMTHUKA, 00JIbICEHNE CO JI0a (0OCOOEHHO Y MYXK-
YWH), U3MEHEHUSI MPOBOANMOCTH CEpJIla C apUTMUCH, aOIOMUHATIBLHBIC CHMII-
TOMBI (Ha TOYBE XOJIETUTHA3A), TPOrPECCUPYIOLIAsi YMCTBEHHAs! OTCTAIOCTb.

TsokecTh KIMANYECKNX TPOSBICHUA OYEHb CHJIBHO PA3IMYaeTCs JTaKe B
npeesiax OqHON CEMbHU.

MJI xapakTepu3yeTcsi BapbUpPYIOIIMM HadaJioM 3a00JieBaHMs: OT IpeHa-
TanbHOrO neproga 10 50—60 ner. PasznuyaroT 4 GopMbl IO BO3PACTHOMY ITHKY»
Havaya 3a00JIeBaHUS: BPOXKIEHHAs, IOHOIIeCKas, kinaccudeckas (20-30 ner) u
MuHuMaabHas (5060 ner).

Cwmepts ipu MJ[ Hactynaetr B Bo3pacte 50—60 ner (mpu KiaccuuecKoit
dbopMe) Kak CiIeNCTBHE MTHEBMOHWH, CEPACUYHBIX OCIOXHEHUN WM APYTUX HH-
TePKYPPEHTHBIX 3a0osieBanuid. Pactipoctpanenocts M/I onierBaroT kak 1:10000.

bone3nu ¢ aymocomno-peyeccuenvim munom Hacie008anus

Yamie Bcero  BEpOATHOCTb  HACIEAOBaHHUA  OOJE3HM  AyTOCOMHO-
PEIIECCUBHOrO TUIA COCTaBIsieT 25%, Tak Kak BCIEACTBUE TSHKECTH 3a00J1eBaHUs
OoJibHBIE JTUOO HE JOXKHUBAIOT JI0 JETOPOJHOTO BO3pacTa, JIMOO HE BCTYMAIOT B
Opax.
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Denunkemonypua (OKVY, dbenwnmupoBuHOTpagHas oyurodpeHus, 00-
ne3up demnuara). 910 3a007€BaHNe 00YCIOBICHO OMOXUMUYECKUM Je(PEeKTOM
MIpEeBpAIICHUs] aMUHOKUCIIOTH (heHMIamannHa. buoxumudeckuii 1eeKT cocTo-
UT B (pepMEHTHOM 0JIOKE HOPMAJILHOTO MpeBpalleHus GeHnIaTaHuHa B aMUHO-
KHUCIIOTY TUPO3WH M3-3a HEAOCTATOYHOCTH (DepMeHTa (PeHIMITaTaHUHTUAPOKCHIIA-
3p1. KonmaecTBo (peHMIIaaHuHA B OpraHU3ME HAKAIUTMBAETCS M KOHIICHTPAIIHS
ero B kpoBu yBenuunBaercs B 10—-100 pa3. Jlanee on mpeBpaiaercs B (peHu-
MUPOBUHOTPATHYIO KUCIIOTY, SBIISTFOIITYIOCS HEHPOTPOITHBIM SITTOM.

Hakomnenne (enmnananuHa B opraHu3Me UICT TMOCTEICHHO U KIMHHYE-
CKasl KapTHHA Pa3BUBAETCS MEUICHHO. B mepBOM MOIyroauu KU3HU y peGeHKa
OBIBAIOT CPHITUBAHUSA, MOTYT Pa3BUBATLCS JEPMATUTHI U CYIOPOKHBIC MMPUTIAT-
ku. CyJIopO>KHBIH CHHAPOM pa3BUBAETCA MO TUIY Majol anuiiencun. B mocie-
JYIOIIEM COMAaTUYECKOE pa3BUTHE peOeHKa Mallo CTPAJAaeT, HO MCUXUYECKOE
pa3BUTHE, MOTOpUKA Bce OOJbllle OTCTAIOT WU JAerpaaupyior. Toiabko
0,5% OONBHBIX COXPaHSIIOT HOPMAJIBHBIM MHTEIIEKT. B XapakTepe BBISBISACTCS
UMITYJIbCUBHOCTb, p€3Kasi BO30YAMMOCTb, CKIIOHHOCTh K arPECCHUHU.

[Toutu Bce netu OGJIOHAMHBI C TONyObIMU ri1a3amu. C MOUON U TTOTOM BBI-
JEJSIIOTCS MPOAYKTHl oOMeHa (eHunanannHa (PEeHWITYKCyCcHass KUCIOTa) U OT
pebeHKa MCXOAUT HENMPUSATHBIA 3amax («MBIIIUHBINY, «BOTUUNY», «3aTXJIBINY).
YacroTa 3Toro 3adoneBanus coctapisieT 1 Ha 5600 HOBOPOKIEHHBIX.

Uckirouenne 3 nmutanus GeHUIATAHNHA € TIEPBBIX MECSIIEB )KU3HU CTIO-
coOCTBYeT HOpPMAJIbLHOMY pa3BUTHIO pedeHka. B Hacrosinee Bpemsi Bce HOBO-
POXKJIEHHbIE 00CIEAYIOTCS Ha YpOBEeHb (heHMJIaTaHMHA B KPOBH: JJI 3TOTO HE-
CKOJIbKO Karellb KpOBH Ha (PUIBTPOBATBEHON OyMare MmoChUIaloT B JIA0OPATOPHIO,
r7ie ¢ MOMOIIbIO0 XpoMaTorpauyecKoro METo 1a ONPEILIISIIOT COAEPKaHUE JaH-
HOM aMUHOKHUCIIOTHI.

Pexe ucnonpiyetcs mpoda PemnuHra: Kk 2—5 M cBexell Mouu peOeHKa
noo6asisitoT 10 kanens 10% pactBopa Tpexxiopuctoro kenesa. IlosBieHue
CHHE-3€JIEHOTO OKpAalllMBaHUsl CBUAETEIbCTBYET O HAJIMYMK 3a00JIeBaHUS U pe-
OCHOK JTOJDKEH OBITh 00CIE0BaH KOJWYECTBEHHBIMU METOJIAMH ISl YCTAaHOB-
JICHUSI OKOHYATEIHLHOTO JUATHO3A.

Myxkosucuudo3 (kuctohudpo3 MoMHKETYTJOUHON KeJe3bl) — 3TO HaCle/-
CTBEHHOE 3a00JICBaHUE, MPUUNHON KOTOPOTO SIBIIACTCS HAPYIICHHE CEKPETOp-
HOW (DYHKIMH BCEX SHIOKPUHHBIX >KEJI€3, BBIPAKAIONIEECS B MOBBLIIICHUH BS3-
KOCTH cekpeTa. HacroTa 3a0071€BaeMOCTH MO JAHHBIM PA3JIMYHBIX aBTOPOB OT 1
132000 go 1 n3 2500. BeiaenstoT cnenyromne OCHOBHbIE KIMHUYECKUE (HOPMBbI
3200J1€BaHU:

1) y HOBOPOXICHHBIX;

2) OponxozeroyHas (opma ¢ pa3BUTUEM XPOHHUYECKOTO BOCHAIUTEIBHOIO
mpoliecca U MoTepe Macchl Tena,

3) xenmyao4Ho-KuIiedHas opMa ¢ pa3BUTHEM AUCTPOPuu;

4) cMmemianHas gopma.

Cpenu Bcex cinydaeB MYKOBHUCIHIO03a Y HOBOPOXKICHHBIX COCTaBIISCT
5-10%. B npocBeT kuiieyHrKa Majio MOCTyNaeT TPUIICUHA U MEKOHUN HE MOJI-
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BepraeTcsi epMEHTaTUBHOMY BO3JIEUCTBHIO, B PE3YJIbTaTe YEr0 OH CTAHOBUTCS
OUYEHb BSI3KUM, YaCTO CKAIJIMBAETCS U MPUJINIAET K CTEHKaM KHUILIEYHHUKA. Y pe-
O€HKa TMOCJe POXKACHUS MOSBISIETCS PBOTA C JKETUbI0, B3AYTHE JKUBOTA, OTCYT-
CTBHUE BBIJIECJICHHSI IEPBOPOIHOIO KaJia, MOXKET MPOU30MTH 3aBOPOT KHUIIIEYHHUKA.

[Tpu neyenun 310 (HOpMBI MYKOBHUCIHI03a MPUMEHSIOT MaHKpeaTHue-
ckue (hepMEeHTHI, HA3HAYaIOT OUUCTUTENbHbBIE KIU3MBI, a TIPU 3aBOPOTE KUIIEU-
HUKAa — ONEpaTUBHOE JICUCHHUE.

Bponxonerounas ¢gopma MyKOBUCIH/I03a TIPOSIBISIETCS] TOBTOPHBIMU 3a00-
JIEBaHUSIMU JIETKUX, TPYIHO MOAAIOIMMHUCS JiedeHuto. [Ipu 31oit popme Hepeako
y pebenka paszBuBaercs auctpodus. Hapsimy ¢ mopakeHueM  JIeTKUX HMEETCs
HapylIeHre TIepeBapUBAIOLIEH CITIOCOOHOCTH MOIXKETYJOYHOM Jkene3bl. B kane 00-
HAPYKUBACTCSI HEUTPAIBHBIHN KUP, CTYJI OOMIBHBIN C HETPUSTHBIM 3aITaXOM.

[Ipu xemynoyHo-KUILIEUYHON QopMe HapyllaeTcsl MepeBapuBaroiasi Cro-
COOHOCTh ()EpPMEHTOB MOJDKEITYJA0YHON Kene3bl U KullleyHuka. [lorpebnenue
OO0JBIIOTO KOJIMYECTBA MUIIHM C JAOCTATOYHBIM KOJHUHECTBOM OCIIKOB, JTUIHIOB,
YII€BOJAOB U BUTAMUHOB HE JUKBUAUPYET IUCTPOPUIO. Y OOJBHBIX MYKOBHUC-
UJ030M MOTYT OBITb M HEMOCTOSIHHBIE CHUMIITOMBI: C€PO-KOPUYHEBAsI OKpacka
3y0OB, HEMPUATHBIN 3aMax U30 pTa, JIUTEIbHbIC 00U B BEpXHEH MOJIOBUHE JKU-
BOTA, BBIMA/ICHUE MPSAMOUN KUIIKHU, OTEKH, TOpaKEHUE MTEYSHH, CHHYCHUTHI.

Jleuenne cumnTomarnueckoe. HazHauaror aueTy, oOoraieHHyo 0eaKoM
U HaTpueMm, ¢ orpaHudeHueM JunuaoB. C 3aMeCTUTENbHON 1IeNIbI0 Ha3HAYaIOT
dbepMeHTHBIE TTpenapaThl MOJKENYAOMHOM JKeJe3bl (MaHKPEaTUH U ero aHalo-
'), TUILY [OCAIUBAIOT.

I'nukozenosasn 6one3np. XapakTepHOU OCOOCHHOCTHIO ATOr0 3a00JIeBa-
HUS SBJISIETCSl HApYUIEHUE MPOLIECCOB, CBS3aHHBIX C CUHTE30M U Pa3I0KEHHEM
rJIMKoreHa (>KMBOTHOTO Kpaxmaia). B HopMme oOpa3syromuiicss U3 TiitoKO3bl IIIu-
KOT€H IPH TOJIOIAHNUH JOJHKEH CHOBA MPEBPATUTHCS B TIIIOKO3Y U TOJIBKO B 3TOM
BUJIC OpTraHU3M Ye€JIOBEKa MOXXET HCIIOJIb30BaTh YIJIEBOIBI JJI APYTUX LEJEH.
PaznnuaroT HeCKOJIbKO THUITOB TJIMKOTEHO30B.

Ilepsviii mun Tnukoreno3a — 6one3np I'mpke. IIpu sTOoM 3a60neBaHUM
HAKOMMBIIMICA TIUKOTEH B MIEUYEHHU U MOYKAX HE MOXKET 00OpaTHO MPEBPATUTHCS
B IJIIOKO3Y M B OpraHW3Me pa3BUBAETCS TMIOTIMKEMHUS, TaK KaK B MEYEHU OT-
CYTCTBYeT (PEPMEHT IITIOK030-6-pocdaTaza, KOTOpasi UTPAET BAXKHYIO POJIb B pe-
TYJISIIIAA YPOBHS TIOKO3BI B KPOBH.

B paziuuHbie BO3pacTHbIE EPUOIbI KIIMHUYECKas KapTuHa Oone3nu ['up-
K€ HeOIMHAKOBA.

B neproa HOBOPOXAEHHOCTH OCHOBHBIMU CUMITOMAaMU SIBJISIFOTCS THIIO-
INIMKEMUYECKUE CYJIOPOTU U rernaroMeraivs. 3ajep’kka pocTa HayuHaeT OTMe-
yaThcs C 1-ro roga >ku3HU. XapakTepeH BHEUIHUUN BUJl OOJIbHBIX: OOJbIIAs TO-
JIOBa, «KYKOJIbHOE» U0, KOPOTKas I1es, BBICTYNAIOUINI )KUBOT. Y POBEHbB TIIIO-
KO3bl B KPOBH IMOYTH BCErJla HUXKE HOPMBI, a JIMIKUIOB U MOJOYHOU KHUCIOTHI
yBenndeH. Ha mouBe runorimkeMuy OTMEYaroTCsi 0OMOPOYHbBIE COCTOSIHUS UITU
CyIOpOTHU. YMCTBEHHOE pa3BUTHE MOYTH HE U3MEHSETCS, MOJIOBOE — 3a/EPHKU-
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BaeTcsa. B KpoBu MOBBINIAETCS YPOBEHb MOUEBOM KUCIIOTHI U TIOCIIE MyOepTaTHO-
T'0 MepUo/Ia MOTYT HAOMIOAATHCS IPU3HAKH TTOAATPHI.

Jlnarao3 MOATBEPKIAIOT TOCIIC WCCIICOBAHUS OMOIICUIHOTO MaTepHalia
NEYECHH.

B neueGHOM mmaHe 0OJIBIIIOE 3HAYCHHE YISISAIOT UEeTOTepanuu. YacTtoTy
MPUEMOB THIIMA HEOOXOIMMO YBEIUYUTH ISl MPETYNPEKICHUS BBIPAKECHHOM
TUIOTIMKEMUN. B 3THX e 1ensiX MOBBIIIAIT KOJUYECTBO YIJIEBOJOB B JUETE.
XKup orpannunBaroT, O€JIKM Ha3HAYAIOT B COOTBETCTBUU C BO3PACTHOU HOPMOM.
Jledenwne riIr0KaroHOM HECKOJIBKO YITy4IIIaeT MPOTHO3 3a00JIEBaHMUS.

Bmopoti mun rnmukorenosa, uiu 6one3np Ilomme, camblil HeOmaronpusT-
HbIii. HakomneHue riMKoreHa npoucxoIuT HE TOJbKO B TIEYEHU, HO U B CKEJIET-
HBIX MBIIIIAX, MUOKApJE, JIETKUX, CENe3€HKE, HaMOYeYHNKaX, CTEHKaX COCY-
JIOB, HEUPOHAaX.

VY HOBOPOXIEHHBIX JleTel pa3mepbl cepAlla HopMabHble. CmycTs
1-2 Mecsma y peGeHka TOSBISETCS MBIIIEYHAsT CI1ab0CTh, TEPSIOTCS yKE MMe-
IOIlMEeCs JBUTAaTeNIbHbIE HaBbIKU. [Ipy KOpMIIEHUH U TJIa4€ OTMEYaeTCs IIUaHo3.
B 3T0 BpeMs BBISIBISIOTCS Makporioccust (Upe3MepHoe yBennueHue si3bika). Cy-
XOKUJIbHBIE PEQIIEKCH MCYE3aI0T, IUIOTHOCTh MBI OCTAETCS HOPMAaIbHOM.
HakonuBimiicsi ceKpeT B JIbIXaTENbHBIX MyTSIX MPUBOIUT K 3aTSXKHOMY Teue-
HUIO THEBMOHMH, a 3aT€M U K THOeIu 00JIHHOTO.

Jlnarnoctrka 3a007€BaHUsS BO3MOKHA €Ille 0 pokaeHusi pedenka. J[is
ATOTO OMNPEAENISIOT aKTUBHOCTh crielMPUUECKUX GEpMEHTOB B aMHUOTHYECKOM
KUIKOCTHU U €€ KJIeTKaX.

TI'anakmo3zemusa — 310 3a00J€BaHAE XaPAKTEPU3YETCS] HAKOIJICHUEM B KPO-
BU TaJaKTO3bl U MPOSBISIETCS OTCTaBAHUEM B (PM3NYECKOM M YMCTBEHHOM pa3BU-
TUU, TSHKETBIM OPaKEHUEM TEYEHHU, HEPBHOM CUCTEMBI, TJIa3 U JPYTUX OpraHoB.
Yacrora natonorun coctasisierT 1 n3 16000. ["anakTo3a ABISETCS COCTABHOM Ya-
CThIO MOJIOYHOT'O caxapa JIaKTO3bl, IPU THAPOJIM3E€ KOTOPOM B MUILEBAPUTEILHOM
TpakTe 00pa3yroTcs IJII0K03a U rajlakTo3a. ['anakro3a TOPMO3UT BCACBIBAHUE TIIO-
KO3bI ¥ 3TUM CO3/1aeT YIAEBOJIHYIO Cpelly B KulleuHuke. OHa HeoOxoiuMa 1Jisi Mu-
€JIMHU3AIMA HEPBHBIX BOJOKOH. OHAKO M30OBITOYHBIC €€ KOJIMYECTBa ISl Opra-
HU3Ma HEeleIeco00pa3Hbl, U TOATOMY OHA MPEBPALIACTCS B TJIFOKO3Y C MOMOIIIBIO
dbepmenTa Tanakrosa-1-hochar-ypunuin-tpanchepaspl. [Ipy HU3KOW aKTHBHOCTH
9TOr0 (hepMEHTA MPOUCXOANT HAKOIUICHHWE TajlakTo3a-l-ocdara, KOTOpHI OKa-
3bIBAET TOKCHUYECKOE ACMCTBUE HAa (DYHKIIMIO IIEYEHU, MO3Ta, XPYCTANIMK IJIa3a.

Hauano 3aboneBaHus MOXKET MPOSIBIATHCS C MEPBbIX JHEW >KU3HU pac-
CTPOWCTBAMH THUIIIEBAPEHUS, MHTOKCHUKAIMEH (ITOHOC, pBOTA, 00€3BOKMBAHNE),
pasButHeM runotpodun. [leyens yBenmnuuBaeTcs, Mpu Najdblalliy OHA TUIOTHAS,
MOSIBIIIETCSL KEITyXa, HAPACTAIOT IMPU3HAKK MEYEHOUYHOW HEIO0CTaTOYHOCTH.
OOHapyxuBaeTcsi TOMyTHEHUE XpycCTalduka riasza (karapakrta). [Ipu Tspkenom
TEYCHUU U 0€3 JICUCHUS JCTH MOTHOA0T Ha TIEPBOM IOy JKU3HU, a TIPH BCKPHI-
TUU OOHAPYKUBAIOT IUPPO3 MEUEHU. Y BBIKUBIIUX OTMEUAETCS PE3KOE OTCTa-
BaHME TICUXOMOTOPHOI'O pa3BUTHs, KaTapakTa. Hanbonee TouHbIM METOIOM JU-
arHOCTUKH TaJIAKTO3E€MUU SIBJISIETCS MCCIIEIOBAHUE B 3PUTPOLIUTAX (PEPMEHTOB
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raimakTo3a-1-docdara u ramakrosa-1-dpocharypuaunrpancdepasbl, TalakTO3bl B
KPOBHU U MOYE, TJI€ YPOBHH €€ YBEINYCHBHI.

Hckirouenne W3 MU MOJOKa (MCTOYHHMKA TajJaKTO3bl) JAET BO3MOXK-
HOCTh HOPMAJILHO Pa3BUBATHCS O0JIBHOMY PEOCHKY.

Hapymienne oOMeHa JTUMUIOB MOKET MPOUCXOIUTHh HAa YPOBHE pacIIer-
JIeHUs1, BCAChIBAHUs, TPAHCIIOPTA, a TAKXKe MPU MEKYTOUYHOM oOMeHe. Brinens-
I0OT JIBA OCHOBHBIX THIA HACJEJACTBEHHBIX HapyIlIeHU OOMEHa JUIUIOB:
1) aunuao3sl Wi CPUHTOTUMNUA03bI — O0JE3HU, MPUBOJMIINE K HAKOIUIEHUIO
C(OUHTOJIUMUIOB B KIJIETKaX pa3HbIX TKaHEW (BHYTPUKIETOUHBIC JIUIHJIO3bI);
2) 60JIe3HU C HAPYIICHUEM JIUIIOMPOTEUI0B, COJEPHKAIIUXCS B KPOBHU.

Cpenu HacneACTBEHHBIX 3a00JIEBaHUM, MPUBOIAIINX K- HAKOIJICHUIO JIH-
MUJI0B BHYTPU KIIETOK, Hambojee m3ydeHbl 00Je3Hp ['omie m amaBpoTHueckas
UNOTHSI.

Boae3ns I'ome. [Ipu 3TOM 3a00JieBaHMU B KJIETKaX HEPBHOM, PETUKYJIIO-
SHIOTEIHAIBPHON CHUCTEMBl HaKaIIMBAIOTCA IepeOpo3uanl. B ocHOBe 0ose3HM
['omie nexxut yrpata aKTUBHOCTH (PEpMEHTa TIIOKOIEPEOPO3HIa3hl, MPUBOIS-
mas K HAaKOTUICHHWIO B KJIETKAX PETHUKYJIO-dHIOTEMATBHON CHCTEMBI TIIFOKOIIE-
pebposuna.

Boigenstor 3 knununyeckue ¢opmbl: B3pocnas (80% Bcex citydaeB), UH-
dantunbHas (15%) u roBeHmwbHas (5%). B KOCTHOM MO3re, CeNe3eHKH HaXOAsT
KpynHbie kinetku ['omre. Hakorenue 1epedbpo3uioB B KJIeTKaX HEPBHOUM cUCTe-
MbI IPUBOJUT K UX Pa3pyLICHUIO.

JIeTCKuii TUIT TPOSIBISIETCS ‘B TEPBBIE MECSIbI JKU3HU 3aJE€PKKON yM-
CTBEHHOTO U (PU3UUYECKOTO Pa3BUTHUS, YBEIUUCHUEM KUBOTA, IEUCHU U CEJIE3EH-
KW, Pa3BUTHEM JbIXaTEIbHOW HEIOCTATOUYHOCTH (MHMWIBTpAIUS JIETKUX KJIET-
kamu ["o1re), rumepTOHUEH MBITIIT, HAOII0IaF0TCS CYIOPOTH B peOCHOK Imornoda-
€T Ha MIEPBOM TOJTy KU3HH.

HOBenunpHas Gopma mopaxaeT JAeTell pa3IUYHBIX BO3PACTOB, W 3a00JIe-
BAHME HOCHUT XPOHUYECKHM XapakTep. B KIMHHYECKOW KapTUHE OTMEYArOTCs
aHEMUs, TUTMEHTAIMS KOXHU (KOPUYHEBBIE TISITHA), MEPEIOMBl U AehopMaIius
KocTeil. Pa3BuTre uMMyHO1e(DUIIMTHBIX COCTOSIHUNA MTPUBOJUT K CMEPTH.

Amaepomuueckan uouomusn (6onesnp Tes-Caxca). IT1o 3a0oseBaHUE
CBSI3aHO C PE3KHM YBEJIMUYECHUEM B KJIETKaX MO3Ta, a TAKXKE NEYSHHU U CEJIE3EHKU
TaHTJIMO3UI0B U3-3a JAeduiuTa rekcozaMuuuaassl A B opranusme. Yacrtora na-
Tojioruu cocrasisieT 1 n3 3600 HOBOPOKICHHBIX.

ITpu poxzaeHun u B niepBbie 3—4 Mecslla KU3HU JETH HE OTJIMYAIOTCS OT
3I0POBBIX CBEPCTHUKOB. 3a00JIeBaHUE Pa3BUBAETCS MEIJIEHHO, PEOCHOK CTaHO-
BUTCS MEHEE aKTHUBHBIM, TEpseT MPUOOpPETEHHBIC HABBIKH. PaHO MOSBISIOTCS
paccTpoiicTBa 3peHusl, ciyxa. [lcuxudeckne n3MeHeHusI TPOrPECCUPYIOT BILUIOTh
710 UIUOTUH. Pa3BUBAETCS TUTIOTOHUS MBIIIII], BO3HUKAET IMapajind KOHEUHOCTEH.
YacTo OBIBAIOT TOHHYECKHUE CYOPOTH.
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JlnarHo3 OCHOBBIBAETCSA HA OMPEACICHUN TUMMYHBIX U3MEHEHUSIX TJ1a3HO-
ro aHa (aTpodusi COCKOB 3pUTEIHHBIX HEPBOB, BUITHEBO-KpacHOE MATHO). He-
CMOTpSI Ha JiIe4eOHBIE MEPOTIPUSATHS, TPOTHO3 HEOIATOTIPHUSI THBIM.

O6pa3oBaHue KOPTHKOCTCPOUJOB HMECT CIOXKHBIM (PepMEHTATHUBHBIM
nyTh. M3 KOpbl HaAMOYE€YHHKOB BblIeTIeHO Oosiee 40 cOoeqUMHEHM, OJHAKO B
KpPOBb IMOCTYIAET TOJIBKO HECKOJIBKO TOPMOHOB: THAPOKOPTU30H, aJIbJIOCTEPOH,
KOPTUKOCTEPOH M HEOOJIBIIOE KOJWYECTBO aHAPOTeHOB U AcTporeHoB. Ha mpo-
MEXYTOYHOM IyTH 00pa30BaHUsI KOPTUKOCTEPOUIOB MOTYT BO3HUKATh. Pa3Iny-
Hble epMEHTATUBHBIE OJIOKH, UTO MPUBOJUT K PA3BUTHIO 3a00JI€BaHUM.

Aopenozenumanvnuwiit cunopom (AI'C). PazBuBaercs B pesyJiibTaTe
HaciencTBeHHoro jedekra ¢depmenta 21-ruapokcuiiasbly - MPUBOISIIETO K
HapyIIEHUI0O OMOCHMHTE3a TOPMOHOB KOPHI HAAMOYEYHHKOB. PacmpocrpaHen-
HOCTh MYTAHTHOTO F'eHa B momyJsainuu coctarisieT 1 Ha S00 HOBOPOKIEHHBIX,
nodtoMy AI'C oTHOCUTCS y TpymIe 3a00JIeBaHI, MO JISKANAX MPOCEHUBAIOIICH
JIMarHOCTUKE Y HOBOPOXKIEHHBIX (puc. 30). B KIMHHUYECKON KapTUHE BBIICISIOT
TpHU (OPMBI: COJIBTEPSIONIYIO, BUPUIBHYIO U (POPMY C THITEPTECH3HUECH.

Convimepsirowasi gpopma pa3BUBaeTCI B IEp-
Bble Hejenu KusHU. lIposiBrisieTcst oTka3oM pedeHKa
OT IPYJH, PBOTOM, & MHOI'/Ia U YYAILLIEHUEM CTYJIa, YTO
CHOCOOCTBYET 3HAUUTEIBHOMY OOE3BOXKMBAHHUIO Op-
rann3ma. [pr aTOoM y pebeHKa MOTYT pa3BHUTHCS CY-
JOPOTH, HAPYIIEHUE CEPICYHOM ACSATENBHOCTH, YTO
MIPUBOANT K JeTalbHOMY Hcxoxy. JlabopaTopHoe uc-
CJICIOBAHKE CHIBOPOTKH KPOBH BBIABIISIET TUITOHATPU-
E€MUIO, TUMOXJIOPEMHUIO U TUIEPKATUEMUIO. Y HOBO-
POKIEHHBIX JIEBOYEK OTMEUYACTCSl PA3JIM4HAsl CTETICHb
FUIIEPTPOPUH KIMTOpA JI0 TIOJTHOTO CPacTaHusi TyOHO-
MOIIOHOYHBIX CKJIaJIOK C ()OPMHPOBAHUEM MOIIIOHKH.
BHyTpeHnHue 1mosioBble Opranbl Takux OOJBHBIX chop-
MHPOBAHBI MPaBUIIBHO, KapuoTuil — 46, XXY mManbuu-
KOB OCHOBHBIM KJIMHHYECKHM CHUMITOMOM SIBJISIETCS
IPEKIEBPEMEHHOE TIOJIOBOE PA3BUTHUE, 3aKPBITHE 30H
pocta 3nudu30B, B CBA3U € YeM OOJIbHbIE UMEIOT HU3-
KUl pocT. Bo Bcex ciyyasix 0TMedaeTcs MOBBILICHUE
B Moue YypoBHSI 17-ketoctepounoB. Eciu Takum
Puc.30. Kats T. Jluarnos:  GoynpHBIM HE OKAa3bIBAETCSA IIPABUILHAS M CBOEBPE-

aAREHOTCHUTAIBHBIN MEHHas TepaleBTUYeCcKas IOMOLIb (BBEIEHUE THAPO-
CHHJIPOM, BUpHIIbHAsS opma
KOPTH30HA, (PU3HMOJIOTHYECKOTO pacTBOpa), TO 3a00-
(aHIPOTEHU3UPOBAHHOE

TeNOCTONEHHE, JIEBAaHUE 3aKaHYMBaeTCS cMepThio. Ha BCkphiTHH, TTO-
(bopMHpo]gaHpIe BTOPUYHBIX MHUMO O6IHCFO HCTOLICHUS, O6C?>BO)KI/IB3,HI/I}I, CIICIIH-
MIOJIOBBIX IPHU3HAKOB (I)I/IIIHLIM ABJEACTCA O6Hapy>KeHI/Ie YBCIMYCHHBIX

TI0 MY>KCKOMY THITY) HA/AMOYEUHUKOB.
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Bupunvuas ¢oopma AI'C pa3BuBaeTcsi BCIAEACTBUE U30BITOYHOTO 00pa3o-
BaHUS aHAPOTCHOB NPH HEAOCTATKE THIPOKOPTHU30HA. 3HAYUTEIHHOE YBEIUYe-
HUE KIIUTOPA, MOJOBOTO YJI€HA, OBOJOCEHHE TI0 MYKXCKOMY THITy XapaKTepU3y-
10T 3Ty Gopmy AI'C, KOoTOpast MOKET HAOMIOAATHCSA Y JETeH MIIQAIIETO U JI0-
HIKOJILHOTO BoO3pacTa. VICTHHHOE MOJIOBOE pa3BUTHE 3aJCPKUBACTCS, TaK Kak
aHJAPOTCHHbIE TOPMOHBI TOPMO3ST CEKPELMIO TOHAJA0 TPOIMMHA TUNO(PHU30M H
MOJIOBBIE JKeJIe3bl HE PA3BUBAIOTCHA.

T'unepmonuueckas popma UMEET TaKylO ke KIMHUYECKYIO KapTUHY, KaK
U BUPUJIbHAS, HO COMPOBOXKIAE€TCS YBEJIIMUEHUEM apTepUaIbHOTO AaBJIeHUSs, TU-
nepTpoduen JeBoro KeayJ04Kka, YTo BEJET B MOCIEAYIONIEM K M3MEHEHUIO B
coCcyJiax, MOPaKeHHUIO TTOYEK.

T'unomupeo3 — >1o 3a001eBaHre, 00YCIOBIEHHOE MOHMKEHHEM (DYHKITUU
IIUTOBUIHOM >kee3bl. OHO MOXKET Pa3BUTHCS BCIIEICTBUE TIOPKEHUS ITUTOBH/I-
HOM JKeJe3bl — MEPBUYHBIA TUTIOTUPEO3, TOPAKEHUS TUTIOTAIAMO-THUITO(U3apHON
o0racTu, peryaupyronield THPEOUIHYI0 (PYHKIINIO, — BTOPUIHBIN THIIOTHPEO3. | u-
MIOTUPEO3 MOXKET OBITH KaK BPOXK/IEHHBIN, TaK U MPUOOpeTeHHBIH (puc. 31).

Ilepsuunvlii 6podtcoennblil eunomupeo3 4Yalle BO3HHKACT B pPE3yjbTare
BHYTPHYTPOOHOTO MOpPOKA Pa3BUTHS NTUTOBUAHON >KeIe3bl (aruia3usi, THITOIIIa-
3Us M JIp.) WK U3-3a TEHETUYECKOro JedeKTa B CHHTE3€ TUPEOUTHBIX TOPMOHOB.

BonbHbie ety poxkaaroTcs ¢ OOJIBLION Maccoil Tena, YTO CBS3aHO C OTe-
KoM TkaHel. [locne poxneHus y peOeHKa NIUTENbHO AepKUTCA xenryxa. OHu
IJIOX0 PacTyT W MMEIT Majylo NMpUOaBKYy Macchl Tella, OTCTAlOT B HEPBHO-
NICUXMYECKOM Pa3BUTHH, OTMEUaroTcs 3anopel. Koxka mpu runotupeose cyxas,
OneHast, mIeTylanascs, XoJoqHas Ha ouynb. Yactora cepeyHbIX COKpalle-
HUW HUXE HOPMBI, TPAHUIIBI CEP/IIA PACIIHPEHBI. Y MHOTHX OOJIbHBIX MMEETCS
cuctomuecknii myMm. OTMEUaAKTCsS TPYyOBId TOJIOC U CKYIHBIA POCT BOJIOC HA
rojioBe. PEHTreHonornyeckoe ucciieJOBaHue KOCTEH 3amsICThs BBISBIISCT OTCTA-
BaHUE KOCTHOTO BO3pacTa.

JIJisi TUarHOCTHKA MCHOJIB3YIOT UCCIIEIOBAHNE B KPOBH TOPMOHOB IITUTO-
BUJTHOM KeJe3bl (TUPOKCHMHA W TPUUOATHPOHWHA), & TAKKE THUPEOTPOITHOTO
ropMoHa runodusa.

Puc. 31. BpoxneHHbI runoTupeos Puc. 32. 'unodocdaremus
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['umoTrupeo3 MOKET OBITh U Y B3POCIBIX JIFOJIEH, KIMHUYECKIUMU TIPOSIBIIC-
HUSMH KOTOPOTO CIIy’)KaT 3aTOPMOKEHHOCTh, THUIIOAWHAMUS, OJETHOCTH, CY-
XOCTh U OT€YHOCTb KOXKH, OpaJiuKapausi, CHUKEHHUE TEMIIEpATyphl Tella, apTepH-
anpHOTO naBiieHus. [locne mHpEKMA, OXIaXAECHUS, TpUeMa CHOTBOPHBIX Tpe-
MapaToB U MPOBEACHUS ONEPATUBHBIX BMEIIATEIBCTB MOXKET PA3BUTHCS TUIOTH-
peoungHas (MUKCEMaTO3Has ) KoMa.

Jledenne runotTupeo3a MPOBOAST C MOMOUIBI0 3aMECTUTENIbHON Teparuu
npenaparaMu IUTOBUIHON KeJe3bl, HAUMHAs ¢ MaJIbIX J03.

[Ipu cBOEBpeMEHHOW NMArHOCTHKE M aJeKBAaTHOM Tepamu# MPOTHO3 JJis
OOJBHBIX C TUIIOTUPEO30M OJIArOMPUSTHBIM.

bone3nu ¢ X-cuennennvim 00oMuHaHmMHubIM MUNOM HAC1€008AHUA

T'unogocghamemusa niposBisieTcss B HapylieHUsX ckenera (puc. 32). Xa-
PaKTEpHbI: HU3KUW POCT, OrpaHUYEHHAs MOJIBUKHOCTH CycTaBoB. Iloxonka He-
YBEpPEHHAs, a B TSHKEIBIX CIIydasx OOJIbHBIE BOOOIIE HE MOTYT XOAUTh. [ Wmo-
dbochareMus He MogAACTCS JIEYCHUIO BUTAMUHOM. D, ¥ B 3TOM €€ OCHOBHOE OT-
JNYHE OT «OOBIYHOTO» paxuTa. Y >KCHIIHUH 3a00JIeBaHUE MEHEE BBIPAXKEHO, UTO
MOXHO HHTEPIPETUPOBATh KAK HEMOJHOE JOMUHUpOBaHME. ['€H, OTBETCTBEH-
HBIH 3a 3TO 3a00J1€BaHNE, JIOKAJIM30BAaH B KOPOTKOM IJiede X-XPOMOCOMBI.

bonesnu c X - cyennennvim peyeccugHblM Munom HAcC1€008aHUA

Muooucmpogusa /[rowmenna-bexkepa (MAb) D10 onHa u3 yacteix Gopm
MHOTOYHMCJICHHBIX HACJIEJICTBEHHBIX HEPBHO-MBIIIEYHBIX 3a0o0sieBaHui. Mbl-
HI€YHbIE AUCTPODUU XaPAKTEPUIYIOTCS MTPOrPECCUPYIOIIUMHU JIETEHEPATUBHBIMU
U3MEHEHUSIMU B MOMEPEYHOIOI0CaTON MyCKyIaType 0e3 MepBUYHON MaTOJIOIHH
nepudepruieckoro MoToHeipoHa. @opmbl MBIIIEYHBIX AUCTPOPUN 00ycloBIe-
HbI MyTaIlMsIMU B Pa3HbIX T'€HaX.

MJIb BbI3BaHa MyTamyeil B T€HE, OTBETCTBEHHOM 3a CHHTE3 OeiKa JHc-
TpouHa. DTOT OEIIOK HAXOTUTCS B OOJBIIMX KOJIMYECTBAX B OOJACTH CapKO-
JIEMMBI, TOJACPKUBAs MENOCTHOCTh MeMOpaHbl. CTPYKTYpHBIE H3MCHCHHUS B
CapKoJIEMME MPUBOMSIT K (JACTCHEPAIIMU IUTOIIA3MATUYECKUX KOMIIOHEHTOB,
ycuaeHHOMY BXoay K™ BHYTpb BOJIOKOH, YTO BBI3bIBAeT rHOEIb MUODUOPHILI.

['enernuecku emuHas ¢opma MJIb knuHMuecku pasnensieTcs Ha JBE:
muoauctpoduro Jromenna (M) u muoguctpoduto bekkepa (Mb).

Muooucmpogusn /[towmenna sctpedaercsa ¢ yacroror 3 Ha 10 000 xuBo-
POXKJIEHHBIX MalbuMKOB. [ €HETHUECKH OHA OTHOCHUTCS K X-CIEIUICHHBIM peliec-
CUBHBIM JIeTajlbHbIM HapyuieHusiM. bone3nb mnpossisercs pano. HauanbHbie
CUMIITOMBI OTMEUAIOTCS €Ille 10 2 JIeT: JIETU MO3/Hee HAYMHAIOT XOAUTh, HE
YMEIOT OeraTh U MpbiraTh. BolpakeHHbIE CUMIITOMBI MOSIBIISIIOTCS Y JIETEN yKe B
2-3-71eTHEM BO3pAacTe€ B BUJI€ U3MEHEHHUS MOXOJKHU («KyTHHAs), UCKPUBIICHHE
UKPOHOKHBIX MbIT. [Iporiecc aTpodmu MBI MOCTENEHHO MPUOOpETaeT BOC-
XOJIAIIee HAIMPaBJICHUE: MBIIIIBI Oepa —Ta30BbINA MOSC —> IJICYEBOUM MOSIC —
pyku. HaGmrogaercs ncenoruneptpodusi He TOIBKO HKPOHOKHBIX MBIIII, HO U
SITOJUYHBIX, ETbTOBUIHBIX, MBIIII] )KUBOTA, SI3bIKA. Y JETEW pa3BUBAIOTCS MO-
SICHUYHBIN JIOPA03, KPBUIOBBAHOCTH JIOMATOK.
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ATpodudeckuii MpOIECC pa3BHBAETCS W B cepane (KapIuOMHUOTATHS).
Octpas cepaeuHasi HEJOCTATOYHOCTh SIBJSIETCS MPUYMHOMN JIETAIbHBIX UCXOOB.
Hapymaercs MoTopuka KemyJq09HO-KAIMIEYHOTO TpakTa. OOHAPYKUBAIOTCS U3-
MEHEHHUS B KOCTHOU cucTeMme (BTOpU4YHBIC). VIHTENeKT y O0IbHBIX NeTel CHU-
xeH. Ha camoii mocnenneit craauu arpodust mbimi (cnabocTh) 3aXBaThIBACT
MBIIIIBI JIMIA, TJIOTKK W JbIXaTeJbHbI€ MBI bBOJbHBIE yMUPAIOT Ha 2—
3-M JECATUIIETUH KU3HU.

Muooucmpogusa Bbekkepa siBnsercs 1oO0pokadyecTBeHHON (opMoii HepB-
HO-MBIIIEUHBIX OoJsie3Hed. YacTtora Mb y HOBOPOXIEHHBIX MaJIBYMKOB COCTaB-
aset 1:20 000. ITo kauHnyeckuMm cumntomMmam Mb HanmomunaeT M/, ogHako, B
MeHee BbIpaxkeHHOU popme. Hauano Gone3nu — He panee 10-15 mer, TeueHue
MSATKOE, OOJIbHBIE COXPAHSIOT pabOTOCIMOCOOHOCTh B Bo3pacre 20-30 mer.
Hapymienus uHTeIeKTa U KapIMOMUOIIATUN HE OTMEYAIOTCS.

«Msrkas» (wm noopokadectBerHas) hopma Mb 0OBSICHSIETCS TeM, 4TO B
otnruue oT MJI (moHOCTRIO TIpeKpaniaeTcs cuaTe3 qucrtpoduna) nmpu Mb cun-
Te3 IUCcTpoHHA JeTEPMUHHPYETCS, HO U000 Oeaka BeIpaGaThIBaeTCsS MaJlo, JIH-
00 POIYIUPYETCS aHOMATBHBINA TUCTPODHH.

I'enetuka MJ] u Mb xopomio usydena (eme ¢ 30-x rooB). ITO TUMIHY-
HBIM npuMep X-CHEIUICHHOTO PEeleCCUBHOIO HacienoBanus. I'en auctpoduna
JIOKAJIN30BaH B KOPOTKOM Ijiede X-XpoMOCOMbI. OH y>Ke KIIOHUPOBAH U SIBJISET-
Cs caMbIM JUIMHHBIM I'€HOM M3 BCEX M3ydeHHbIX. B Hem Gonee 2x10° map ocHo-
BaHuil (Oosiee 60 uHTpOoHOB): MnHaA MatpuuHoi PHK 16 000 map ocHoBaHwMil.
B cBsi3u ¢ 00bIION AJIMHOM Te€Ha B HEM 4acCTO HaOJII0Ial0TCs TIEPECTPOUKH, Be-
aymue K MyTtanusam. Jlonis «CBeXUX» MyTaluid B o0miem yucie ciaydaeB MJIb
coctaBisieT 30%.

CuHOpom ymMcmeeHHOIl 0mcmanocmu ¢ J0MKOU X-Xpomocomoiu (CUuH-
npom Maprtuna-bemna) (CMB). Panee 3ty 60s1e3Hb Ha3bIBAIM CHHIPOMOM OJIH-
roppennn ¢ mMapkepHoil X-xpomocomon. CMb siBnsiercs omgHOM M3 Hambosee
4acTo BCTpedarommxces (moeie 6omnesnn JlayHa) hopm yMCTBEHHOH OTCTaJIOCTH.
[TommymsiimonHas yacrora 3aboneBanus coctasiser 1:2000-1:2500 Ha Beex xKu-
BOPOXKJIEHHBIX. BOIBHBIX MaJbuUKOB B 2—3 pa3a OoJjblle, 4eM JIeBOYEK U Ooie-
I0T MaJIBUYMKH TsDKeee (puc. 33).

XapakTepHa BHEUIHOCTb OOJIbHBIX: Y/UIMHEHHOE JIMI0, BHICOKUN BBICTY-
Naui J100, Makpo- U aonuxoredanus, TUIOIa3uPOBAHHAS CPEIHSS YacThb
A (0COOEHHO B CPaBHEHUHU C BBICTYMAIOIIMMU M YaCTO YBEIMYECHHBIMHU IIIE-
KaMmu), BbICTynaromuii noadopoaok. He6o oObrdHO myrooOpasHoe, ryObl TOJ-
CThI€, HIDKHSIS Ty0a yacTo BeIBepHYTa. OTMEUaeTcs YBEIMUYEHHBIN pa3Mep OTTo-
NBIPEHHBIX YVITHBIX PAKOBHUH, OOJIBIIINE KUCTU U CTOIMBI. MOTYT OTMEYaThCsl 1MO-
BBHIIIICHHAS PACTSHKUMOCTh KOXKHBIX IMOKPOBOB, CIa0OCTh CBSI30YHOTO ammapara
CYCTaBOB (YTO MPUBOAMT K CAMOIIPOU3BOJIBHBIM BBIBUXAM, OOBIYHO TAJIBIEB KH-
CTH), TUIOCKOCTOTIHE. BCe 3T cuMITOMBI 00YCIIOBIIEHBI BPOKIEHHOM AUCILIA3U-
€l COCUHUTEIIPHON TKAHMU.
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YMCTBeHHas OTCTaJOCTh, THIHYHAS
115t CMbB u o1ieHuBaeTCsl Kak yMEpeH-
Hasg uiau BelpaxkeHHas. Ho y 10—
15% 6onpHBIX OOHAPYKUBAIOTCS TIIY-
Ookasi onuropeHuss U emie y TaKoro
e MPOLIEHTA OONBHBIX - «MSTKAsD» yM-
CTBEHHAsl OTCTAJIOCTh. bBOJBIIMHCTBO
NAlMEHTOB COLIMAJIBHO a/IaliTUPOBAHBI,
BBITIOJIHAIOT HECIIOXKHYI0 (PU3NYECKYIO
pabory.

Puc. 33. Cungpom TTOMKOiE ‘-IXpOMOCOMI)I
(cunnpom Maprtuna-bemn).

[lcuxoyior OILEHMBAIOT MX KaK KOHTAaKTHBIX M JAOOpOMKEIaTeNbHbIX.
JIumib B TSDKEBIX CIy4asx TaKWX OOJIbHBIX HEOOXOJIMMO MOMEMNIATh B CIIeIHa-
JM3UPOBAaHHBIE MHTEpPHATH. HeBponormyeckne CHMIITOMBI BKIIOYAIOT B CeOs
MBIIIEYHYIO TUTOTOHUIO U B OTJEIBHBIX CIIy4asix CyJAOPOTH.

[Topoku pa3BUTHSI U HAPYUIEHUS APYTUX OPraHOB CPABHUTEIBHO PEIKU:
paciienvHbl Heba, HUCTarM, CTpadu3Mm, MTO3, KaTapakTa, KPUBOIIIES B COYCTAaHUU
CO CKOJIMO30M, KU 03, 1e(PEeKT MEeKITpeICepAHON MEPETOPOIKH.

Myxkononucaxapuooszvl. I'apzounuzm. [Ins 3aboneBaHu 3TON TPYIIIBI
o0IIMM SBISIETCS HapylIeHUE MEeTa0oJM3Ma. KUCIBIX TIIMKO3aMUHOTJIMKAHOB.
DTO NPUBOJUT K TOMY, UTO ATOJOTMYECKUE NPOAYKTHl 0OMEHA OTKIIAIbIBAIOTCS
B COCJIMHUTEIIBHOM TKAaHH, a TAKKE B MEYEHH, CEJIE3EHKE, POrOBUIIE, KIIETKaX
LEHTPAJIbHOM HEPBHOM CUCTEMBI.

Ha3Banue «raprowiams3m» MOPOM30LLIO OT  (PpaHIy3CKOro  ClIOBa
«gargoille», KOTOpPBIM Ha3BIBAIM YPOJJIMBBIC (DUTYPHI, YKpallarolue coOop
Hotp-/lam B [1apuxe.

Y GoyibHOTO, B TEPBBIE MECSIBI KU3HU YKE OTMEYAOTCS W3MEHEHUS
KoH(urypanuu deperna (OamieHHBIN Yeper), rpyOble Y4epThl JUIA ¢ KPYITHBIMH
ry0aMu u SI3bIKOM, KOPOTKas IIesi, 3amaBiias MepeHOCUIa, YKOPOUCHHOE TYJIO-
Buie. B nanpHelmem pazsuBaeTcs Kudo3 TpyIHOTO WK MOSICHUYHOTO OT/IEIOB
MO3BOHOYHHKA. DNU(PU3bl KOCTEH yTOMNIIEHbI. ['paHUIBl cepana pacIiiupeHsbl,
MOTYT BBICAYIIMBAThCA IIYMbl. OKPY>KHOCTh KHBOTA YBEIMYEHA, OTMEUYACTCS
YBEJIMYEHUE TIEYEHU U CEIE3CHKHU, HAJTMUUE MyTIOYHOW U MTaXOBOW IPhIKH

HepBHo-Ticuxuueckoe pa3BUTHE OTCTAET. Y TaKUX OOJIbHBIX CHUKEHBI
3peHue U ciyX. B mpouecce KW3HM pa3BUBACTCS MOMYTHEHHE pOTrOBHUIbI. B
HACTOSLLEE BPEMS BBIICISIOT 8 OCHOBHBIX THIOB MYKOIIOJMCAaXapuI030B, Xa-
PaKTEpU3YIOIIUXCS YTPATON aKTUBHOCTU Pa3HbIX (PEPMEHTOB U OMPENEICHHBIMU
0COOEHHOCTSIMU KJIMHWYECKOW KapTuHbI. [IpuBenem ommcaHue HEKOTOPHIX W3
HUX.
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Ilepsviti mun (cunopom Iypne-
pa). 1A NaHHOTO CUHApPOMA Xapak-
TEepHBI: nAedopMalmy CKeJleTa, OTCTa-
BaHUE B POCTE, MOMYTHEHUE POTrOBU-
Ibl, MpPOrpeccUupyromas yYMCTBEHHAs
OTCTAJIOCTh. boJbHBIE MOrHOaOT B
Bo3pacte 0 10 jeT ot GpoHXOJeroy-
HBbIX MH(EKIMI U cepaeUHOM HEe0CTa-
TOYHOCTH (puc. 34).

L 4 Bmopoti mun (cunopom Xanme-
ll A pa).  CompoBoxkaaeTcsl - TIIYXOTOM,
- KOCTHO-CYCTaBHBIMM . UI3BMEHEHUSIMU,
PHc 34. Kons 1. 2.5 roa MEHEE BBIPAKEHO OTCTABAHUE HEPBHO-

Jmarno3: mykornomnucaxapos, THI | (cuazpom [ICUXMYECKOro passHTHsl. [Iponomkn-

[ypnepa) (Bbicoxuii 106 TpyOoBaTthle uyepthl 1CJIBHOCTHT JKH3HH  OKOJIO 30 ger.
auna, OOJBLION KMBOT, ABIXaHHUE 4Yepe3 poT, Hacnenosanue cuHapoMa peucCCuB-

MyMoYHask IPbiKa, Aehopmalys TPYAHOH KIeT- HOe, CIHEINICHHOEe ¢ X-XpOMOCOMOI,
Ki1, TYrOMO/IBUKHOCTb B CYCTaBaX) M03TOMY OOJCIOT TOJIBKO MATBYHUKH.

- %9

I'emoghunusa aBnsercs KnacCUUeCKUM NPUMEPOM MIPU3HAKA, CLIENIIIEHHOTO
¢ X-xpomocomoii. CymiecTByroT 2 ¢hopMsel 3Toro 3aboneBanus — A u B. Uacrora
ux coctasisgeT cooTBeTCTBEHHO 1:2500 u 1:25000 HOBOpOXXAE€HHBIX MAILYMKOB.
['eHbl, OTBETCTBEHHbIE 32 BOSHUKHOBEHUE 00enX (opM reMopuiinu, JTOKaIu30-
BaHbI HA COCETHUX CErMEHTAX JIAMHHOTO IJIeya X-XpOMOCOMBI.

[Ipu remoduvu HapyiieHa CBEPTHIBAEMOCTh KPOBH, TaK YTO JaXKe He-
OOJbIIE TPaBMbI MOTYT MPUBECTH K TSKEIBIM TOCIEACTBUSAM. 3a00JIeBaHUE
pacrmo3HaeTcss 0OBIYHO Ha BTOPOM-TPEThEM TOJY JKHM3HHU, KOT/Ia PEOCHOK YKe
HAUYMHAET XOAWTh. M3-3a KPOBOM3IUAHUN B KPYIIHBIE CYCTaBbl PAa3BUBAIOTCS
apTPO3BbL.

Iemodunst TIPOSIBISIETCST TOJIBKO Y MY>KYHMH. TEOPETUYECKH ISt TOTO,
yTOOBI TeMOoduIrel 6osena 1eBoUKa, OHA JOJKHA POJUTHCS OT T€TePO3UTOTHON
MaTepu U 60abHOTO reModunueit otua. B atom ciyyae 50% poxxaeHHbIX €BO-
yeKk OyayT 00ibHbL, a 50% — 310pOBbI, HO OHU OYIyT, KaK U MaTh, FETEPO3UTOT-
HBIMH _HOCUTENbHUIIAMU JlehekTHOro reHa. Onucanbl 1Ba Opaka MEXIy TaKUMHU
cympyramu. Bee poxaeHHble Jouepu ObUIM 3J0pPOBBI; MO-BUIUMOMY, FOMO3U-
IOTHOE HOCHUTENILCTBO T'eHa reMO(UITUH Y dKEHITUH HECOBMECTUMO C KU3HBIO.

['eTepo3UuroTHOE HOCUTENIBCTBO T€HA FeMO(PUINN UMEJIO MECTO Y MHOTHX
JKEHIIUH - WICHOB MOHapmux cemer EBpornbl. [1o10BHHA MX CBIHOBEW MOJIy4H-
71 3TOT red. Tak, oT kpoBoreueHus ymep koposib @panuun Kapi X, ynacne-
noBaBIui AeeKTHBIN TeH OT cBoel Matepu Exarepuasl Mennun. ['emodunueit
cTpajan U HapeBud AJEKCel, CbIH MOCIEIHEr0 poccuiickoro nmneparopa Hu-
konas Il u umnepaTpuibl Anexkcanapsl OegOpOBHBI.
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bone3nu c Y - cuennennvim (2onanopuueckom) munom Hacie006anus

Ilpu Y-cyennennom (2o1anopuueckom) mune HAc1e008aHUSL:

1) OosbHBIE UMEIOTCSI BO BCEX MOKOJICHUSIX;

2) OO0JEI0T TOIBKO MYXUYUHBI;

3) y OosbHOrO OTHA OOJBHBI BCE €r0 CHIHOBbS, TaK YTO BEPOSTHOCTh
HacjaeqoBaHUA JUIST MaIb4uKOB cocTaBiisieT 100%.

[Ipumepamu HacEICTBEHHBIX aHOMAJIMM, KOHTPOJIMPYEMBIX T'€HAMHU, JIO-
KJIM30BaHHBIMH Ha Y-XpOMOCOME, SIBJISIOTCS CHUHAAKTUINA (MEPeHoHYATO00-
pazHoe cpailleHHre 2-1o U 3-T0 MajblleB Ha HOTE) M TUIEPTPUX03 (BOJIOCATOCTD)
Kpasi yITHOW pakoBUHBI. [T0CKOJIBKY ¥Y-XpoMocoMa BCTpEUaeTCs TOJIbKO y MYyXK-
YUH, 3TH T€HBI NEPEIAI0TCS TIOTOMCTBY TOJIBKO MO MY>KCKON JIMHUU.

Mumoxounopuanvhule 60.1€3HU

Muroxonapuu BrepBble onucanbl P. Anstmanom B 1894 rony, onHako
Ha3BaHHe «MUTOXOHIpum» uM Aan K. benna B 1897 rogy. OHu coctosT u3 mat-
pHUKCa, OKPYKEHHOTO BHYTpEHHEH MEMOpPaHOW (KPHUCTHI H TPYOOUKH), MEKMEM-
OpaHHOTO MPOCTPAHCTBA W HApPYXHbIX MeMmOpaH. B maTpukce comepxkarcs
KoJblIeBbIe MoJieKysbl mutoxoHApuansHoi JIHK, cnennduyeckne m-PHK, T-
PHK u cob6cTBeHHBIE pUOOCOMBI, KOTOPBIE IO pa3MepaM MEHbIIIE, 4YeM prudoco-
MBI [IUTOIJIA3MBbI.

Yuciio MUTOXOHJIpUH B KJIETKE KOJEONeTes B MIMPOKUX Mpezenax (0T of-
HOM 10 100 ThIC. equuun). bosbioe 41cio MUTOXOHIPUI COACPIKUTCS B OOIH-
Tax (B 3pesiblX CIEPMATO30U1aX UX BCErO 4) U OHU HE MPOHUKAIOT B SUIIEKIETKY
pu OIIOJ0TBOpeHUHU. [loaToMy, Bce MUTOXOHAPHUM BO BCEX KIIETKaX JIHOOOTO
OpraHu3Ma HMEIOT MATEPUHCKOE MPOHUCXOXKACHHE. OTO MOATBEPKIAECTCS
HACJICICTBEHHOM Tepeaadeii BCEM MOTOMKAM 10 MaTEPUHCKOW JTUHUU aTpodum
3puTenabHOTO HepBa (atpoduu Jlebepa). Ho npu Hapymennn dyakiun dhepmeH-
TOB, CHHTE3UpPYEeMBIX ¢ momotpio saepHon JIHK, 3abomeBanne nepemaercs mo
ayTOCOMHO-TOMHUHAHTHOMY UJIH ayTOCOMHO-PEIIECCUBHOMY THITY.

OcHoBHast GyHKIMSI MUTOXOHIpUN — 0Opa3oBaHue >Hepruu. VX Ha3pIBAIOT
SHEpPreTUIecKoil hadpuKoii oprann3Ma. B HUX OCYIIECTBISIOTCS BaXKHbIE OMOXU-
Mudeckue (QyHKIMH: adpOOHOE OKHUCICHHE aMUHOKHUCIIOT U KUPOB, UK JIMMOH-
HOW KUCIOTBL. DHeprus i1 okuciaeHus xpanutcs B AT (anenozunrpudocdar).

HapyuieHue (yHKIMOHUPOBAHUS MUTOXOHAPUNA MPUBOJAUT K MHUTOXOH-
JpHAIBHBIM 00JIE3HAM, TTPU KOTOPHIX BO3MOKHBI: U30JIMPOBAHHBIE U COYETAH-
HbI€ JIe(DEeKThI IbIXaTeIbHBIX LieTiel, HapyeHus uukia Kpedca u apyrue.

CoBpeMeHHas Kiaccu(dUKaus MUTOXOHAPUATIBHBIX OOJe3Hel BKIIOYAET
3 TpYIIITBI HACJIEICTBEHHBIX M TPYIITY TPHOOPETECHHBIX COCTOSHUM.

Hacneocmeennvle cocmosanusi:

1. bonesnu, obycnosnennsie AedexkroMm ssaeproi JJHK:

e neduuut cyoCcTpaToOB TPAHCIIOPTA;
e HapyuieHue nukia Kpeodca;
® HapyIICHWE OKUCIUTEIHHOTO (HoChHOpUIpOBaAHUS;
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¢ nedeKThI AbIXaTEIbHBIX ICTICH;
e nedeKThl UMIIOPTUPYEMBIX B MUTOXOHIPUH OETIKOB.
2. bonesnu, obycnosnennsie nedpexrom JJHK mutoxonapmii:
e (QOJIbIIKE MO BEIUYUHE IEPECTPOUKHU;
® TOYEYHBIC MYTAIIMU CTPYKTYPHBIX T€HOB;
3. bonesHu, cBs3aHHBIE C UHTEPTEHOMHBIMU Je(hEeKTaMHU:
® ayTOCOMHO-JIOMHHAHTHOE 3a00JIeBaHHE, ACCOLIMMPOBAHHOE € MHO-
»kecTBeHHbIMU JenenusiMu JJHK mMutoxonapuid;
® ayTOCOMHO-PEILIECCUBHOE 3a00JIeBaHUE, ACCOIMUPOBAHHOE C MHO-
»kecTBeHHbIMU aenenusiMu JJHK Mutoxonapuid.

Ilpuobpemennvie cocmosHus Pa3BUBAIOTCA TPU JACHCTBUU TOKCUHOB U
JIEKapCTB, a TAKXKE MO MEPE YBEIMYEHHUS BO3PACTA.

OCHOBHBIE CHMIITOMBI MUTOXOHAPUAIBLHBIX OOJIE3HEW CBS3aHBI C TOpa-
KEHUEM HEPBHOM CHUCTEMBI. DTO OOYCIOBJICHO BBICOKOH MOTPEOHOCTHIO HEPB-
HOW TKaHU B SHEPTUH U BBICOKOW YYyBCTBUTEIIBHOCTHI) HEUPOHOB K HEJOCTATKY
WX SHEPTeTHYECKOTO 00ECTICYCHMSI.

XapakTepHO paHHEE Hayajao, IPOTrPECCHUPYIOLIEe TEYEHUE U BOBJICUCHUE
MHOTHX cucteM. CumnTomsl co ctopoHsl LIHC: uHCYIbTONMOI00HBIE COCTOSHMS,
3aIep’)KKa  TICUXOMOTOPHOTO  Pa3BUTHS, ~JAEMEHUMS, aTaKCus, MHUOKIIOHYC-
SIUJIETICHS, MBILLIEYHAs TUIIOTOHUS W THIIEPTOHYC.

[TopaxkaroTcst cepale (KapAMOMHUONATHS, HApYIIEHWE MPOBOAMMOCTU) U
opraHbl 3peHus (HapyxHas OQTalIbMOIUIETHs, NTO3, aTpodusi 3pUTEIbHBIX He-
PBOB, KaTapakTa, MMTMEHTHAs JereHepalus CeTYaTKu).

Bo3moxHBI renaTomMeranyisi, NOPakeHUe MOKEITyAOYHOMN XKENE3bl U APY-
TUX OPTaHOB, AUapEsi, HETIEPEHOCUMOCTh OemKa.

BaxxapiMu MOP(HOTOTHYSCKAMIA MU3MEHEHUSMH TIPA MHUTOXOHAPUATIBHBIX
OOJIE3HSIX SIBJISIIOTCSI «pBaHble KpacHble MbllieuHble BoJokHa» (PKMB). Otor
dbeHomeH 0oyiee CBOMCTBEHEH COCTOSHUSM, O0YCIOBICHHBIM KPYIMHBIMH H3MeE-
Henusimu JJHK mutoxonmpwit.

B Hacrosimiee BpeMsi cpeld MHUTOXOHJIPUAIbHBIX OO0JIE3HEH BbIJEICHBI
caeaywomme HoOpMBI:

1. boae3nb Kepuca-Ceiipa m3BectHa ¢ 1958 roga. XapakrepHo Havaiio B
NeTcKkoM Bo3pacte. CUMITOMATHKa: MPOrpeccupyromas o(raabMOIUIer s, Mur-
MEHTHas PETUHONATHSA, HAPYIICHHE CEPACYHOW MPOBOAUMOCTH, MO3KEUKOBBIC
Hapymenus. OnucaHbl: yMCTBEHHAsI OTCTAJIOCTh, CYA0OPOTH, HU3KUI POCT, CHUXKE-
HHUE CITyXa, CaxapHbIi AWa0eT, W30JIMPOBAHHBIN Aedunut ropmoHa pocta. [lpu
JIHK-aHanu3e BBISIBISAIOTCS KpyIHbIE nenenuid MutoxoHapuanbHor JIHK (mpen-
M0JIAraeTcsl, 4TO 3TO COMATUYECKUE MyTallH B OIUIOJOTBOPEHHOM 3UTOTE).

2. Cunapom Ilupcona. B ocHOBe 00/I€3HH JICKUT SIS MUTOXOH IPH-
anpHOM JIHK. XapakTtepHO BpOXKIEHHOE MOpPaX€HUE KOCTHOTO MO3ra M Hapy-
IICHNE SK30KPHHHOM (YHKIIMH TOKEITYI0YHON JKelle3bl. BRISBIISIOTCS TsDKeas
TUIOIUIACTUYECKAS AHEMHS.
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3. HacnencrBeHHasi HeliponaTusi 3puUTeIbLHBIX HepBOB (atpodus Jle-
oepa). bone3np nposiBisiercs B 20—40 neT U XapakTepuzyeTcs MEJIEHHbIM Te-
yenueM. OTHOBPEMEHHO MOTYT Topa)kaThes 00a riasza. MHorma B Hadane 3a00-
JIEBAHUS TPOIIECC MOXKET OBITh OJHOCTOPOHHUM. B manmbHelimeM pa3BUBaeTCS
peTpoOynsOapHas Helpomatus ¢ motepei 3penus. [lpu ucciemoBannu ria3HOToO
JTHA BBISIBJISIETCS. OTEK JUCKA 3pUTEIBLHOTO HEpBa U MopaxeHue cocyaoB. OTMe-
YalOTCs HEBPOJOTHYECKHE U MCUXUYECKHE PACCTPOICTBA: HAPYIIEHUs] KOOpIu-
Haiuu, runeppednekcus, nepudepruueckas Heilponatus. Bo3moskHbL Hapylie-
HUS cepAeYHON MpOoBOAUMOCTH. [Ipyu KOMIbIOTEpHOU TOMOTpadUy BbISBIISAETCS
oO1as arpodust KOpsl roI0BHOro Mo3ra. [Ipeobnagaror 60sbHBIE MYKCKOT'O T10-
na (mpenrnonaraercs CyluecTBOBaHUe X-CIETUIEHHOTo dakTopa). MoJekynsipHo-
TEHETUYECKUH AedeKT — ToueyHass MyTarus MuToxoHapuaisHoi JJHK.

4. MurtoxoHapuaabHas 3HuedasonaTust (MHCYJITOMOI00HBIE COCTOS-
Hus). Onucano 6osee 70-tu ciiyyaeB. CuMNTOMbI pa3BuBaroTes 110 40-neTHETO
BO3pacTa: WHCYJBTOMOAOOHBIE MPUCTYIBI, CyJAOPOTH; ACMEHITUS, MUTPEHEIO-
noOubpie 60mu. HabOmomaroTcss HU3KUN POCT, CHHUKEHHUE CiyXa, TeMHUIIape3bl U
TEMUAHOTICHSI, MBIIIIEYHAsI C1a00CTh B KOHEUHOCTSX. Y BCEX OOJBHBIX BBHISBIIS-
eTcsl TaKTaTalua03 U Hajanuue B Ononrtatax Meiiil — PKMB, y kaxnoro tperbe-
ro 0OJILHOTO — KalblM(pUKaLKs Oa3albHbIX FAHMIMEB, Y KaXIOTO JIECATOr0 —
nporpeccupytomas HapyxHas odraibmoruierus. MoneKyJIspHO-TeHEeTUYEeCKHM
nedekT — ToueyHasi MmyTtanus MmutoxonapuansHoit JJHK.

6. Heiiponatusi (aTtakcusi, NMUTMEHTHbIA peTuHUT). CUHIPOM oOmNUcaH
B 1990 rogy. CumnromaTuka MOXET MPOSBUTHCS C TPEXJIETHETO Bo3pacra. Xa-
PaKTEpHBI: 3a/IepKKA pa3BUTHUS, IGMEHIIHS, CyI0POTH, cI1ab0CTh B MPOKCUMAIIb-
HBIX OTJIeJIaX KOHEYHOCTEW, CEHCOPHAsk HEMPONaTHsl, aTaKCUsl, TUTMEHTHBINA pe-
TUHUT. MOJEKYISIPHO-TCHETHYECKUI NePeKT — ToueyHass MyTalus MHUTOXOH-
npuansaon JIHK.

7 MuonaTtusi 1 KapAHOMHONATHS — LICHTPAJIbHAs HEPBHAs CHUCTEMa He
BOBJICYCHA. MOJEKYISIPHO-FEHETHUECKUI AePEKT — TOUeUHass MyTallus MHTO-
xoHapuansHoM JIHK.

8. Cunapom Boasdpama. Havano 6one3Hr oT OMHOTO TOJIa 10 TIEPBOTO
JECATUIICTHS JKU3HU. XapaKTepHbl: caxapHbli AuadeT, OTCTaBaHUE B POCTE, 3a-
JIEpKKa ICUXOMOTOPHOTO Pa3BUTHS, aTpOdUsl 3pUTENHHBIX HEPBOB, TUTMEHTHAs
JereHepanus ceryaTtku. MoJieKyIsipHO-TeHETUYECKUN NePEKT — JeNelusi MUTO-
xonapuansaoi JTHK.

9. boJae3nsb Jles (mogocTpas HEKPOTU3UPYIOILIAs SHIE(DATOMUETONATHS).
[Ipcobnamaer B mepuoJ HOBOPOXKJIEHHOCTH WM HAa TEPBOM TOAY >KU3HHU.
Habmomarorcst kak O€CCHMITOMHBIC, TaK M TsDKelble ¢opMmbl Oose3Hu. Brime-
JSIOT HEOHATAIBHYIO U TO37HIOK GopMel. [lepBas xapakTepusyercs: pecrnupa-
TOPHBIM JIUCTPECC-CUHAPOMOM, MBIIIEUHOW TUINOTOHHUEH, CYIOPOKHBIM CHH-
JPOMOM, TPYAHOCTSIMU BCcKapMiuBaHus. CMepTh HAacTyIaeT B IMEpPBbIC HEAETU
WJIM HA IIEPBOM T'Oly )KU3HU peOeHKa.
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[Tozmusas Gopma xapakTepuszyercs pBOTOM, allHO?, 3aAEPKKON POCTa, Cy-
JIOpOraMH, MO3KE€UYKOBBIMUA HApPyIICHUSMHU, TETPAIrape3oM, KOCOTJIA3UEM U
aTpodueil 3pUTEIbHBIX HEPBOB. MONEKYJISIPHO-TEHETUYECKHA NeexT — mene-
uust MuToxoHapuaisHoun JIHK.

10. /IoMMHAaHTHO M PpELECCUBHO HACIIElyEMblE MHUTOXOHJAPHATbHbIE
muonatuu. Haumbosiee yacTbl ayTOCOMHO-AOMHHAHTHBIE (OPMBI C HO3THUM
HayajaoM, IpeoOJajaloT Ha TPEThEM JECATUIICTUN KU3HU C MOSBJICHUS HAPYX-
HOM o(TanbMoOIUIernu 1 ci1aboCTU MBI KOHEYHOCTEH. B nanbHelnieM rpuco-
€MHSIETCS IBYXCTOPOHHSS KaTapakTa.

JledeHne MUTOXOHAPUAIBHBIX OOJIE3HEH CHMIITOMATHYECKOE: CHSTHE
aIu03a, BeIBecHUE JakTaTa, BuTaMuHbl C, K, V, kosH3uM Q, KokapOokcuiasa,
JKUpHas auera (6e3 KapOOHTHIPATOB).

8.4 OcHoBHBIE MOKA3aHUA IS JJA00PATOPHON THUATHOCTUKH
reHHbIX 00J1e3Hell

OCHOBHBIMU TIOKA3aHUSIMH JIJII HAMPABJIICHUS HA JAOOpPaTOPHYIO JUATHO-
CTUKY JIUII TPYIIbI PUCKA SIBJISIOTCS:

Ha nepsom 200y orcuznu pebenxa:

3anepKKa B ICUXOMOTOPHOM U (PU3NYECKOM PA3BUTHUU B COUETAHUH C:

® pa3BUBIIEKCS K IOy YMCTBEHHON OTCTAJIOCTBHIO, AMUJIENTUYECKUMU
MPUIIAJIKaMU B IIEPBBIE MECSLBI KU3HHU;

® PBOTOM, AETUIpATALUEHN, KEITYXOH, MBIIICYHON TUIIO- WU TUIEPTO-
HHUEHW, HAPYLICHUEM JBIXaHUS, CYHOpOramMu, JICTApTHEH, KOMOM, ACIHUTOM, HeE-
OOBIYHBIM I[BETOM M 3allaXOM MOYH W Tejia (MBIIMIMHBIN 3amax, 3amaxX MOTHBIX
HOT, COJI0/1a, KJIEHOBOTO CUPOIa);

e uapeeid, runoTpoguel (MCKIOYUTh IK30r€HHbIE PUYNHBI).

Ha emopom 200y ancusnu pebenra:

1. TIporpenrieHTHOE pa3BUTHE YMCTBEHHOW OTCTAJIOCTH U HEBPOJOTHYE-
CKOM CHMNOTOMATUKH IOCJ€ TIEPUO/Ia HOPMAIBHOTO PA3BUTHUS PA3IUYHOUN IMpO-
JTOJKUTENBHOCTH.

2. YMcTBEHHAs OTCTaJIOCTh HESICHOM 3TUOJIOTHUHU.

3. YMCTBEHHasi OTCTAJIOCTh B COUETAHUH C:

® 3QJICPKKON (PU3UUECKOTO PA3BUTHSI, TYTOTOIBIPKHOCTHIO CyCTaBOB,
VCKPUBIICHUEM TO3BOHOYHUKA, THApOIedaTneii, riIyxoTol, TOMyTHEHHEM PO-
rOBUIIbI, KATAPAKTON, BHIBUXOM (TOABBIBUXOM) XPYCTaJIMKa, MOPAKEHUEM IO-
4YeK, 3K3€MOW, U'3MEHEHUEM BOJIOC;
® SMNWICNTUYECKUMH MPUIIAJIKaMU, UHTOKCUKALUEH, JeTaprueu, Ko-

MO, pBOTOU, TUAPEEH, aJlalIUEH.

4. HenepeHOCUMOCTb OTAEIBbHBIX MPOAYKTOB MUTAHMUS, MPOSBIISIIOMIASACS
AHOPEKCHUEH, ThapeeH, 3aEPKKOU pa3BUTHS.
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8.5 XpomocomHuble Gos1e3HI

Knuanueckoe m3ydeHue XpOMOCOMHBIX 0OJIe3HEH Hadaaoch 3aJ0JTO 0
ycTaHOBJIEeHHS uX dTHoJsioruu. Emie B 1866 r. anrnuiickuit Bpau J[>xoH JlaHrmoH
Jlayn ommcan crienuuieckyro (GopmMy MaToJOTHUH, TOTYIUBITYIO BIIOCIEACTBUU
Ha3Banue Oonesnn Jlayna. Cunapom Ilepemesckoro-TepHepa onucaH
H.A. lepemeckum B 1925 r. u I'."Tepuepom B 1938 r. Cunnpom Knakindenn-
Tepa BrepBbie onucal I'. Kimaitndensrepom B 1942 r.

KadecTBeHHO HOBBIN 3Tanm B pPa3BUTUU MEIMIIMHCKON T'€HETHKH HAyuascs
B 1959 r., korga Obu1a yCTaHOBJIEHA NMPUYMHA BBINICTIEPEUUCICHHBIX 00JIE3HEH.
brnaronapsi MHTEHCHUBHBIM ITUTOTEHETUYECKUM HCCleqoBaHusIM B 60-x romax
ObLJIa JOKa3aHa XpOMOCOMHAs 3TUOJIOTHSI MHOTMX CHHAPOMOB: BPOXKACHHBIX IO~
POKOB pa3BUTUS. UMCIIO OMUCAHHBIX TUIIOB XPOMOCOMHBIX TIEPECTPOCK B HACTO-
smee Bpemst npuommkaercs Kk 1000, HO Topko HeMHOTHM Ooaee 100 u3 HuUX
UMEIOT KIMHUYECKU OYCPUYCHHYIO KapTHUHY U Ha3BbIBAIOTCS XPOMOCOMHBIMH 00-
JIE3HSIMU (CUHJIPOMAMH).

Xpomocomuvie 601€3HU, WU CUHOPOMYI, — 3TO TPYIIAa BPOXKIACHHBIX Ia-
TOJIOTUYECKUX COCTOSIHUHM, MPOSIBISIONINXCS MHOMKECTBEHHBIMU MOPOKAMH pa3-
BUTHS, PA3JIMYAOIINAXCS M0 CBOCH KIIMHUYECKON KAPTHUHE, YaCTO COMPOBOXKIA-
IOLUXCS TSHKEJIBIMU HApYUICHUSIMUA TICUXUYECKOTO M COMAaTUYECKOr0 Pa3BUTHS.
OCHOBHOM 1eEKT — pa3InuHble CTENEHN UHTEJIEKTYalIbHOM HEIOCTATOYHOCTH,
YTO MOXKET OCJIOKHSATHCS HAPYIICHUSIMU 3PEHUSL, CITyXa, OMIOPHO-IBUTaTEIHHOTO
anmnapara, 0ojiee BBIPAXKEHHBIMHM, YeM HHTEIIEKTyalbHbI Ie(eKT, paccTpoil-
CTBaMHM PEYH, SMOIIMOHAIBHOU Cc(ephl U MOBEICHHUS.

Jluacnocmuueckue npusHAKU XPOMOCOMHLIX CUHOPOMOS MOXKHO pasje-
JIUTH HAa TPU TPYIIIIBL:

1) mecnenuduueckue, T.e. Takue, KaK BhIpAKCHHAsT YMCTBEHHAs OTCTa-
JIOCTh, COYETAIOMIASACS C AUCIIA3USIMU, BPOKIACHHBIMU MOPOKAMH PAa3BUTHUS U
YEPEMHO-JIUIEBEIMUA aHOMAJIUSIMU;

2) mnpuU3HAKU, XapaKTEPHBIE IJI OTACIbHBIX CHHAPOMOB;

3) MaTOrHOMOHUYHBIE JUIsi KOHKPETHOTO CUHAPOMA, HApUMEp, CIELH-
dbuyeckuii may Mpyu CUHAPOME «KOIIAYbeTO KPUKay.

XPpOMOCOMHBIE CUHIPOMBbI HE MOJUYMHSAIOTCS MEHJIEJIEBCKUM 3aKOHOMEp-
HOCTSIM Mepenayu 3a00JeBaHus MOTOMCTBY U B OOJIBIIMHCTBE ClydyaeB OOHapy-
KUBAIOTCS CHOPAANYECKH, SIBISISICH CIEJICTBUEM MYyTalMd B TIOJIOBOM KIETKE
OJHOT'O M3 POAUTEIIEH.

XpoMOCOMHBIE 00JIE3HU MOTYT OBITh YHACIEOBAHbI, €CJIM MyTallUsl UMe-
eTCsl BO BCEX KJIETKaX POJAMTENIbCKOTO Opranu3Ma. bosbliiasi 4acTh HaCIeayeMbIX
CIIy4aeB XpPOMOCOMHBIX 00Jie3HEl O0yCIIOBIEHA HATMYUEM Y 3I0POBOTO POJIH-
TeJsl pOOEPTCOHOBCKOM TPAHCIOKAITUHU MO0 COATAaHCHPOBAHHBIX PEIUIPOKHBIX
TPaAHCJIOKAIMI MEXTy IBYMS WK 00JIee XpOMOCOMaMH U WHBEPCHH.

XpomocoMHbIe 00JIE3HH BCTpedaroTcs B cpeaHem ¢ gactotout 0,7-0,8%
cpenu HOBOPOXKIEHHBIX. YacToTa XpOMOCOMHBIX TIEPECTPOCK Y YMOPHOHOB 3HA-
yuTenbHO BbilE. [Ipennonaraercs, yto 30—40% OmIog0TBOPEHHBIX AUIIEKIETOK
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noru0arT Ha CTaJAWH 3UTOTHl — OJIACTOIMCTHI (TIEPBBIC HENETH MOCIHE OII0JIO0-
TBOPEHUS), T.€. 10 UMIUIAHTAIMKA. B miepBOM TpuMecTpe OEpEeMEHHOCTH XPOMO-
COMHBIE TepecTpoiiku oTmedaroTcs y 50% CrmoHTaHHBIX a0OpTOB, BO BTOPOM
TPUMECTPE UX YUCIO cHKaeTcs 10 25-30%, a mocine 20-it nepenu — 10 7%.

Taxum oOpa3oM, OoJIbIIIas 4aCTh XPOMOCOMHBIX MyTaIlUi MPEKPAIaeT pas-
BUTHE 3apofblllla HA PAaHHUX CTaJAUAX OCPEMEHHOCTH, MPHUBOJS K CIIOHTAHHBIM
abopram. JIuib cpaBHUTENBHO HEOOJBILIOE YUCIO XPOMOCOMHBIX aHOMAaJIUi cOa-
JIAHCHUPOBAHO Y HE CONIPOBOXKAAETCS BBIPAKEHHOW MTATOJIOTUEN Pa3BUTHSL.

B nocnegnue roapl B CBA3U C COBEPIICHCTBOBAHUEM LUTOTEHETUYECKUX
METOJOB HMCCIEJOBAaHMS YCTAHOBJIEHA XPOMOCOMHAsI 3THOJIOIHMSI LEJIOro psiaa
KJIIMHAYECKUX CHUHAPOMOB C HESICHOM 3THoNorHel (rpynmna 0osie3Hei, B 3THOJIO-
TUU KOTOPBIX MOTYT UTPaTh POJIb MUKpoadeppaiuu xpomocom). K »Toit rpymnme
OTHOCSITCA cUHApoMbl AHrenbMmana, [Ipaaepa-Bumnu, J{n I'eopre (du xop-
mxa), I'mpeona, Kopaenun ne Jlanre, bekBura-Bunemana, muoguctpodus Jro-
meHHa-bekkepa, HelipopubOpomaTos u ap.

Knaccudukammss XxpoMOCOMHBIX O0Jie3HEH OCHOBBIBAETCS HA CIICAYIOIIUX
KPUTEPUSIX: TUIE MYyTallMii, BOBJICYEHHBIX XPOMOCOM, THUIIE€ KJIETOK, B KOTOPBIX
MIPOU30IIIIa MYyTaIlUsl, YHACICIOBAHHOM WJIH CIIOPAHMIECKOM XapakTepe O0ie3HeH.

YacToTa pa3nu4HbIX XPOMOCOMHBIX CHHJIPOMOB 3HAUYHUTENIBHO Pa3INnyacT-
csa. Ha renomubie cunapombl npuxonutcs 95% Bcex ciywaeB (M3 Hux 75%
npenacrasieHo curapomom Jlayna). Ha XpoMocOMHbIE CHHIPOMBI MPUXOIAUTCS
b 5% BCeX Clydaes.

TspKecTh KITMHUYECKON KApTUHBI HPU @HOMAIIUAX XPOMOCOM 3aBUCHUT OT Be-
JMYUHBI XPOMOCOMHOTO AucOananca. [1o3ToMy MojiHble TPUCOMUM BCTPEUAIOTCS
pexe, yueM yacTuyHbie. [10JIHBIE TPUCOMUN TTO KPYITHBIM XPOMOCOMaM CpPEJIU JKU-
BOPOKJICHHBIX BOOOIIIE HE 0OHAPYKEHBI, KaK 1 MOHOCOMHH TT0 ayTOCOMaM.

Yewm GombIlie B XpOMOCOME TE€TEPOXPOMATHHA, TEM OOJIbIIIE BEPOSITHOCTH
0OHApYKEHHS TIEPECTPOEK: C BOBICYCHUEM ATON XPOMOCOMBI CPEIU KUBOPOK-
JIEHHBIX JIeTeH. DTUM OOBSICHAETCS HAMOObINAsi YaCTOTA MOJHBIX TPUCOMUU TI0
xpomocoMam 8, 9,13,18, 21, X, V.

KimHnyeckue NMposiBIEHHsS IIPU aHOMAIMAX X-XpPOMOCOM M Y-XpOMOCOM
3HAYUTENBHO JIErdye MEPEHOCITCS] OPraHu3MOM, Y€M ayTOCOMHBIE MEPECTPOMKH.
DTO CBSI3aHO'C TEM; UTO Y -XPOMOCOMA [TOYTH MOJIHOCThEO COCTOUT U3 T€HETUYECKH
HEAaKTUBHOI'O' TE€TEpOXPOMATHHA, & B CIy4yae X-XpOMOCOMBI UMEETCA MEXaHU3M
KoMIieHcalu. Bece X-XpoMOCOMBI, KpOME OJTHOM, HTHAKTUBUPYIOTCS, PEBPAIIASICH
B [ETEPOXPOMATHUUECKHE M IMO3JHO peIUIMIMpYyrommecs Tenbla bappa. Bepost-
HOCTh OOHAPYKEHUSI aHOMAJTHH MOJIOBBIX XPOMOCOM JIOCTaTOYHO BBICOKASI.

AHomanuu 6 cucmeme noJ108bIX XPOMOCOM
KonuuecTBeHHble HApyILIEHUSI B CUCTEME MOJOBBIX XPOMOCOM MPHUBOJISAT
160 K yBenuwdeHuto uncia X- (unu Y-) xpomocom (kapuotunsl 47, XXY, 47,
XYY, 47, XXX), nu6o x ux ymensinenuto (kapuotun 45, XO). YacTora monmco-
muii o X- u Y-xpomocomam cocrtasiiger 1 : 1000 poxnaenuii; yactora 45, XO
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HKe u ObiBaeT mpumepHo 1 : 3000 HOBOpOXACHHBIX neBouek, wim 1 : 1500
Cpeau YMCTBEHHO OTCTaJIbIX JI€BOYEK.

[Ipu KOMMYECTBEHHBIX aHOMAJIMAX TOJOBBIX XPOMOCOM 4YacTO HaOJrOma-
eTcst Mmozauru3M. K Hambosee 4acThiM aHOMAIHSAM IOJOBBIX XPOMOCOM OTHO-
cutcs cunapoM Knaitngensrepa, cunapom lepemesckoro-TepHuepa u cuHapomM
TpucoMuu X.

CnHz[pOM Hlepemenckoro-TepHepa

Cunopom ILllepewesckoco-Tepnepa (MOHOCOMUS
X) Bcrpeyaetcst ¢ yactoroi 1:1430 HOBOpOXKIEH-
HBIX JIEBOYEK W XapaKTEPHU3yeTCs IOJIOBbIM HH-
(baHTU-TU3MOM, CHUKEHUEM pOCTa, KOPOTKOM Ii1e-
€l ¢ KpbUIOBUJIHBIMU KOXXHBIMU CKilazkamu. Ot-
MEUaeTcsl HU3KUUA POCT BOJIOC HA IIee, KOPOTKas
rpyJHasl KJIETKa y HOBOPOXKJIEHHBIX — OTEKU KH-
creit u crom (puc. 35).

HapyxHble U BHYTpEHHHME MOJIOBBIE Opra-
HbI, BTOPUYHBIC MOJIOBbIC TPU3HAKU HEJIOPA3BUTHI.
BonsmuucTBO GO0MBHBIX Oecmonno. Kimaccuue-
Puc. 35. Cunzpom Ilepemes- CKHi BapuanT 45, XO cocraBiser 55% Bcex ciry-
ckoro-Tepuepa (monocomuss 4aeB. [IpumepHO B 10% cityyaeB BBISIBISETCS MO-
o X-xpomocome — 45, X0) 3aMIIM3M, U IaTOJIOFMYECKHE MPOSBICHUSA B TAKHX

CIIy4asix 3aBUCST OT COOTHOILICHUS] aHOMAJTbHBIX
KJIETOK U KJIETOK C HOpMaJlbHbIM Kapuotunom 45, XO / 46, XX; 45 XO / 47,
XXX; 45, XO /46, XX /47, XXX, Jljis CTUMYJISIAA POCTA U TIOJIOBOTO Pa3BUTHUS
OOJBLHBIM Ha3HAYAIOT TOPMOHAJIBHBIC TIPENApaThl, YIYUIIAIONIIE X COCTOSTHUE.

Tpucomusa X

Cunopom mpucomuu X (47, XXX) Bctpedaercs ¢ yactoror 1: 770 HOBO-
OKJICEHHBIX JeBOUYCK: Ilpu pokneHnrn CMHAPOM HE JMArHOCTHUPYETCS, T.K. KIIH-
HUYeCKas kapTuHa HecnenupuyHa. Cpeau yMCTBEHHO OTCTAIBIX JIEBOYEK TAKUX
OoonbHBIX Oonee . 1%:" UurennexkryanbHas HEIOCTATOYHOCTh OTMEYAETCS
y 2/3 OonbHBIX. BripaxeHHas MHTEIUIEKTyalbHasi HEAOCTATOYHOCTh BapbUpPyeT-
Csl OT NOTPAaHUYHOM /10 OJMTOPPEeHUH pa3InyHON cTeneHu. Hepenko BhIABISIOT-
csi OoJsiee BBIPAKEHHBIE PEYEBBbIC HAPYLIEHUS, YEM OXKHUAACTCS TpPU JaHHOM
YPOBHE = HHTEUIEKTYalbHOM HemocTtaToyHOCTH. C  yBEJIMYEHHEM 4Yucia
X-xpomocoMm (48, XXXX; 49XXXXX u T.11.) KOJIMUYECTBEHHAsI BBIPAKEHHOCTh
aHOMAJIUW Pa3BUTHS, B TOM YUCJI€ YMCTBEHHOW OTCTAJIOCTH, BO3PACTAeT.

Cunapom 47, XYY
Cunopom 47, XYY Bctpeuaercss ¢ vactorod 1:1000 HOBOPOXKAEHHBIX
MaJbYMKOB. MOXET OTMedarbcsi (EHOTHIUYECKOE CXOJICTBO C CHHAPOMOM
Kuaitadenprepa: BBICOKHI POCT, €BHYXOBHUIHOCTh. HermyOokas yMcTBeHHas
otcTaniocTh BoIsIBIsETCS Y 30-40% OGoMbHBIX. BO3MOKHBI 3MOITMOHAIBHO-BOJICBEIC
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HapyIICHHS: TUC(OHMS, TTOBBIIIICHHAS BO30YIMMOCTbh, arPECCUBHBIC Pa3psJIbl, pac-
TopMOkeHHOE BiieueHue. [lonoBas QyHKIMS B OOJIBITUHCTBE CITydaeB HE CTpaaacT.
Onmucansl 6omee peakue BapuaHThl 48, XYYY, 49, XYYYY. C yBenuueHuem dncia
Y -XpOMOCOM CT€NEHb YMCTBEHHOM OTCTAJIOCTH BO3PACTaET.

JlnarHocTrka XpOMOCOMHBIX 0O0JI€3HEH OCYIIECTBIISIETCS] C TIOMOIIBIO ITH-
TOreHeTHYecKoro aHanausa. [IpoBoauTcs mpeHaTanbHas TUArHOCTUKA, € IMOMO-
IIbI0 KOTOPOM MOXHO OOHAPY>KUTh XPOMOCOMHYIO aHOMAJIUIO €Ie 10 POXKe-
HUs peOeHKa ¢ TOMOIIbI0 aMHUOIIeHTe3a Ha 14—16-ii Henesle OEpEeMEHHOCTH.

Cunapom Knaiindenantepa
Cunopom Knaiinghenomepa xapaxre-
pU3YyETC yBEIMYEHHUEM YHCIa X-XpPOMOCOM
B KJIETKaX MY>KCKOT'0 OpraHu3Ma (BapuaHTbI
cunnpoma: 47, XXY; 48, XXXY, 47, XXXXY).
Knuandeckue npuzHaku cunapoma Kaitn-
dbenbTepa, BCTPEYAOMIETOCS C YacTOTOM
1:500-700, He BBISBISAIOTCS 1O BO3pacTta Io-
JoBOTO co3peBanus. Ilocine mybepraTHOTO
nepuoaa cunapoM KiaitHdenbrepa mnposs-
JsIeTCsl 3P KKOM TTOJIOBOTO CO3PEBAHUS U
OTCYTCTBHMEM BTOPHUYHBIX IMOJIOBBIX IMpHU3HA-
KOB (HEIOPa3BUTHE HAPYKHBIX IOJIOBBIX OP-
raHoB, cj1a00€ OBOJIOCEHHE Ha JIOOKE U B
ITOJIMBIIIICYHBIX BOAAWHAX, JIUIIC, ITaTOJIOTH-
gecKkas MyTalus rosioca). Y MyXYUH C Ka-
puotunioM 47, XXY MOryT OTMe4aThCsi €B-
HYXOUJIU3M, OKUPEHUE MO KEHCKOMY THILY,
rUHEKOMAacTusl (YBEJIIMUCHHE TPYIHBIX XKe-
ne3). bonpHbIe Oecrionupl. B Takux ciyua-
X KJIMHUYECKHE TPOSBIICHUS MEHEEe BhbIpa-
JK€HBI, UHTEJUJICKT Y OOJIbHBIX HE CHHUXKEH.
. C nakormieHneM X-XpOMOCOM CTEMeHb HWH-

Puc. 36 cunapom KmaitHpensTepa o

(Bbicokmii poct, (emmHmsupopannoe TC/VICKTYAIBHOH HEIOCTATOMHOCTH BO3pac-

TEJIOCIIOKEHNE) Taet (puc. 36).

AHomanuu 6 cucmeme aymocom

Cunapom /layna otHocuTcs K Haubojee pacnpoCTpaHEHHBIM 3a00JeBa-
HUSIM € KOJIMYECTBEHHBIM HAPYIICHUEM XPOMOCOM — Tpucomus 21 (Hanuuue
47 xpomocoM BMecTO 46 3a cuer JuiIHer xpomocombl 21-i mapsl). Cunapom
Jlayna BcTpeuaercs ¢ yactoTo 1 Ha 700 poxxaeHuid. Y aeTeit ¢ TakuM 3a0071e-
BAHMEM OTMEUYAIOTCA XAPAKTEPHBIE YEPEMHO-JIUIIEBbIE AHOMAJIUU: YIUIOIIECHHUE
3aThUIKA, MOHTOJIOWAHBIA pa3pe3 TJia3, KOPOTKUH HOC, OONBIIONW BHICYHYTHIH
SI3bIK, e(OPMUPOBAHHBIC YITHBIE PAKOBUHBI, KOPOTKHUE W TIMPOKHUE TAJBIIBI,
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nonepeyHas ckiagka janoHu. [ns cunapoma JlayHa XapaKTepHBI MBIIIEUHAS
TUIIOTOHUSL U MCUXUYECKOE Helopa3BuTue. YacTo BCTpEUarOTCs MMOPOKU Pa3BU-
THSI BHYTPEHHUX OPraHOB (CepAla, )KeITyJOUYHO-KUIIEYHOTO TPaKTa U JIp.).

Puck poxnenust peberka ¢ 0one3Hbio JlayHa MOBBIMIAETCS C BO3PACTOM
MaTepu U3-3a YBEIUYEHUS BEPOSITHOCTU HEPACXOKIAECHUS XPOMOCOM: €CIIU Y Ma-
tepu A0 20 yieT yactota poxxaeHus takux aerer coctapisieT 0,003%, To'y mate-
peit crapiie 45 net — 6osee 4%.

Knuanvecku cunnpom JlayHna Owu1 ommcan B 1866 1. Ero reHeruveckas
npupojia Obl1a paciM@poBaHa 3HAYUTEILHO M03ke — B 1959 1., korna Jlexen c
COTPYJIHUKAMU OOHAPY WU B KAPUOTHUIIE 3TUX OOJBHBIX JUITHIO XPOMOCOMY
21. Onucanbl U Oojiee peaKre IMUTOTCHETHUYECKUE BapuaHThl OosiesHu [layHa —
MPAHCIOKAYUOHHbIU U Mo3auunbid. Ha mpanciokayuonnvlti eapuanm npuxo-
nutcst okoJio 3% cimydaeB. UHUCI0 XpOMOCOM B KapUOTHUIIE TaKUX OOJBHBIX HOP-
MalibHOE — 46, Tak Kak JOMOJHUTEIbHas 21-1 XpomMocoma TpaHCIOIMpOBaHa
(mepemenieHa) Ha Jpyryro ayrocomy. Mozauunsle eapuanmsl COCTABISIOT
2% Bcex cirydaeB 3a00JIeBaHUS.

Ponb oTila B BOBHUKHOBEHHH XPOMOCOMHBIX aHOMAJIUN paccMaTpUBAETCS
BO B3aMMOCBSI3H C BIUSHUEM Pssia PaKTOpOB OKPYKAOITIEH CPeIbl, B TOM YUCIE
W aJKOroJiu3Ma U KypeHus. Uem MoJioxke >KCHII[MHA, UMeroIIas peOeHKa ¢ CUH-
apomoMm JlayHa, TeM BeposiTHEEe TpaHCIOKalMOHHas (opma OosesHu. B stux
ClydyasX 3HAUMUTEbHO TIOBBIIIAETCS IOBTOPHBIM PHUCK POXJICHHS peOeHKa
¢ cuaapomoM JlayHa. Ilpu TpaHCIOKallMOHHOM BapuaHTe HauOoJiee YacTo
B aHaAMHE3€ UMCIOTCS YKa3aHMs Ha TPUBBIYHBIC BBIKUBIIIA HAa PAaHHUX CPOKaX
oepemennoctu. B 50% cnydaeB OguH U3 POAMUTENIEH OKAa3bIBAETCS 30POBBIM
HOCHUTENIeM cOaTaHCUPOBAHHONW POOSPTCOHOBCKOM TPAHCIOKAITUU

Cpenu ¢axTopoB prcka TPUCOMHH-2 1, TOMHMO BO3pacTa POJIUTENICH, UMe-
10T 3HAYCHHE YacThIe BHIKHIBINIM B aHAMHE3€, pEHTTEHOBCKOE 00TydeHre, TIpuMe-
HEHHE Pa3IMYHbBIX JIEKAPCTBEHHBIX MIPETIApaToB 3a TOJ 10 3a4aTus, TsDKEbie 3a00-
JIEBaHUS Y pOAUTENEH, MPUMEHEHUE OPAJIbHBIX TPOTUBO3aYaTOYHBIX IMPENApATOB.

CHMHIpPOM «KOUIAYbEro KPUKAa»

B kaudectBe nmpumepa CUHAPOMA CO CTPYKTYPHOU IMEPECTPOUKOU XPOMO-
COM MOKHO TPHUBECTH CUHIAPOM JEJEUUU KOPOTKOTO Iuieda S5-i XpOMOCOMBI —
CUHOPOM Ip~, WIH CUHOPOM «Koulauvbe2o Kpukay. Cpeau OOJBHBIX 3TUM CHH-
JPOMOM MpeodianaroT aeBoukd. Yacrora Bctpedaemoctd — 1:50 000 HOBOpOXK-
J€HHBIX. XapakTepHble CUMIITOMBI: MHUKpolieanus, Kpyrioe Juio (¢ Bo3pac-
TOM OHO BBITATUBAETCA), IIMPOKO PACCTaBJIEHHBIE TJa3a, aHTUMOHTOJOUIHBIN
paspes a3, HeJOpa3BUTHE HUXKHEUW YEeIIOCTH, KaTapakTa, KOCOTIa3ue U JAPyrue
ria3Helie HapymeHus (puc. 37).

CunApOM MOJIy4YrJI CBOE Ha3BAHUE B CBA3U C TEM, YTO KPUK HOBOPOXKJICH-
HBIX HAOMHUHAET KOIlaube MsyKaHbe. BbIpakeHHas yMCTBEHHas OTCTalOCTh
oTMedaeTcst Bo Bcex cimydasx. Cpenu neteit ¢ TiyOOKoW YMCTBEHHOW OTCTaJIo-
CTBIO Ha ATy MATOJIOTHIO puxoauTcs 1% 13 Bcex ciaydaeB CUHApOMA.
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a 0 B

Puc. 37. BonpHbIE CO CTPYKTYPHBIMU IIEPECTPONKAMU XPOMOCOM:

a) IeTers KOPOTKOTO IJIeda XPOMOCOMBI 4 - 4p;

0) menenrs KOPOTKOTO IIe4a XpOMOCOMBI 5 (CHHIPOM «KOLIAYbEro Kpuka») -5p7;
B) KOJIbIIeBast Xxpomocoma 9 - 1(9).

Cunapom IaBapaca (Tpucomus-18)

Cunopom D0sapoca, Bctpedaercs ¢ gactoror 1:5-7000. Jlumnei sBiser-
csa xpomocoma 18-it mapsl. CoOTHOLIEHHE MAJIbUUKOB U AeBoyek — 1:3. Xapak-
TEpPHBIE CHUMITTOMBI CHHAPOMA: BBICTYMAIONINI 3aTHUIOK, TOHKUE MEPEHOChE U
CIIUHKH HOCA, HEJIOPA3BUTHE HIDKHEHW YEIIOCTH, «ITHIHid Tpodriby, nedopmu-
POBaHHBIC YIITHBIE PAKOBUHBI U TSDKEIBIC MOPOKHU Pa3BUTHS BHYTPEHHUX Opra-
HOB (Yale BCEro cepila), B CBSI3U C YeM TaKHE JETH YMHUPAIOT B paHHEM BO3-
pacte. Jlo roga noxwuBatot 10% aeteit ¢ Tpucomueii-18. Bece 60nbHBIE OTCTAIOT
B YMCTBEHHOM U (DU3UUYECKOM pa3BUTHH (pHUC. 38).

Cunpapowm jae I'pymu (MoHOcOMUsI-18p~)

Monocomus-18p~. Yacrora BerpeuaemocTd — 1:60 000. OObI4HO peOCHOK
POKIAaeTCs B CPOK, HO ¢ HEOONBINIONW Maccoi Tena. B manbHeimmeM xapakTep-
HBIMH TIPU3HAKAMH SIBJISTFOTCSI: MaJIEHBKHI POCT, KPYTJIOE JIMIO, MUKPOIIE(hah-
HOM (OPMBI Ueper ¢ oyaraMu oOJBICEHHUS Ha TOJI0BE. XapaKTepHbI AedopMarus
3yOOB M YIIHBIX PAKOBHH, aHOMAJIWU KUCTEH PyK M TMAabIEB, CHHIAKTHUIUSI
NaJIbIIEB HOT, «CTOMA-Kavyaika». Y MaJb4MKOB 4acTO OBIBAE€T HEIOPA3BUTHE TI0-
JIOBBIX OPraHoOB. XapaKTEepHO PEe3KOe CHIDKEHHE MPOAODKUTEIHLHOCTH KHU3HU Y
OOJBHBIX € T'PpyOO# MO3roBoil martosiorueil. Pexxe HabmonaroTcst Goliee Jerkue
(GOpMbI MHTEUIEKTYaIbHOTO JAeeKTa ¢ HOPMAIbHOW MPOJOIKUTEIHLHOCTHIO
KHU3HU. BO3MOKHO coUeTaHWE YMCTBEHHOW OTCTallOCTH C CYAOPOXXHBIM CHH-
JIPOMOM U PA3TMYHBIMUA PEUEBBIMHU PACCTPONCTBAMH.

Cunapom Jlexena
Jlenenus MJIMHHOTO IUIeYa XpoMOcoMbI-18. Bcerpewaercs ¢ yacToToit
1:60000. JIeBoYKH C 3TUM CHHIPOMOM pOKaaroTcs B 1,5 pasa yaiie, yeM Mallb-
yukn. OTHUM W3 PAaHHUX XapAKTEPHBIX MPU3HAKOB CUUTACTCS CHUHAPOM MbI-
IICYHON TUITOTOHUH: PEOCHOK JIGKUT Ha CIIMHE B «TI03€ JIATYIIKI». Y OOJBHBIX
MUKpoIehaabsHOi (HOPMBI Yeper, YIUIONICHHOE JIMIO ¢ BBICTYIAIOIINM 0100~
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POJIKOM, pa3IUYHBIC TMOPOKH PA3BUTHS 3PUTEIBHOH CHUCTEMBI M HHTEJUICKTA.
Cpenu HapyIIeHUN 3pUTEIBHON (YHKIIMH MPe00IIalafoT KOJ0OOMBI, KOCOTIJa-
3We, TITO3, HUCTarM, CHI)KCHHE OCTPOTHI 3pCHHS, aTPO(Hs 3pUTEIILHBIX HEPBOB.

XapakTepHbl cBoeoOpas3Hasi ¢opma HOca, pPTa, BBICOKOE TBepaoe HEOO,
WHOT/Ia C PACHICIIMHOM, cBoecoOpa3Has ¢opMa YIIHBIX PAaKOBUH, HEPEIKO CyKe-
HUE WIH aTpe3us Hapy>KHBIX CIyXOBBIX MPOX00B. Hepenko oTMeuaroTes mopo-
KU Cep/lla, MOYeK W HEeIOPA3BUTUE HAPYXKHBIX MOJIOBBIX OPraHoB. MHTEIEKTY-
aJIbHbIE HAPYIIICHUS BApbUPYIOTCS OT JIETKOH (TIOTrpaHUYHON WHTEIUIEKTYalbHOM
HEJOCTATOYHOCTH U Ja’kKe HOPMAaJIbHOTO MHTEJUIEKTA) JI0 OUTOPPEHUH B CTEIIe-
HU UHOTHH.

Cunapowm Ilaray (Tpucomus-13)

K reHoMHBIM MyTalusM OTHOCUTCS Take Tpucomusi-13 — cunopom Illa-
may. Bcerpeuaercss cunapom ¢ dactotoi 1:6000 HOBOpOXIACHHBIX. leTn pox-
JAI0TCS ¢ UCTHHHOW TpeHaTanbHOU runoTtpodueiis B 50% cinydaeB OepeMeH-
HOCTh OCJIOKHSIETCS MHOTOBOJMEM. THIMYHBIM MPU3HAKOM SIBJISIETCS PACIIICITH-
Ha TyOBI U HEOA. JleTn cTpamaroT MOTMIAKTUINCH. XapaKTepHbl TOPOKU Pa3BU-
THS OpPTaHOB 3PCHUsS: KaTapakTa, MUKpO(TaIbMUs, aHOPTAIbMHUS, TUKIOMHI.
Uepen HemnpaBuiibHON (OPMBI, y3KHE IIa3HbIE 111eIM, 3aNaBllIee MepeHOCke, Jie-
(GbopMHpPOBaHHBIE HU3KO PACIOJIOKEHHBIE YIIHbIE pPakoOBUHBIL. (OTMeyaroTcs
«CTOMa-KavyaiaKa», MOPOKH BHYTPEHHUX OPraHOB: BPOXKJACHHbIE TOPOKH CepAlla,
MOYEK, JKENyI0YHO-KHUIIIEYHOTO TPAKTa, MOYEIOJIOBOM CUCTEMBI (pHC. 38).

[Ipo10KUTENEHOCTh KU3HUA Pe3K0. CHIKeHa (95% nereil morubaer B
BO3pacTe 70 roga). B pa3BUTHIX CTpaHaX OTMEYAETCs TEHACHIUS K YBEIUYEHUIO
IPOJIOKUTEILHOCTH JKU3HU TAKUX OONBHBIX: 15% mnerel MOKUBAIOT JIO IISTH-
JeTHero Bo3pacta u 2—3% = 110 JIecsaTuieTHero Bo3pacta. Bo Bcex ciydasix ot-
MEYaETCs BRIPAKEHHOE TICUXHYECKOE HEeJIOPa3BUTHE.

Puc. 38. Cunapom DnuBapica Puc. 39. Cungpowm Ilaray
(Tpucomust XxpoMOCOMEI 18) (Tpucomust XxpoMocoMslI 13)
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Cunzapom Petope (Tpucomusi-9p)

C pa3nu4HBIMH TUIIAMH XPOMOCOMHBIX aHOMAJIUH MOXET OBbITh CBS3aHa-
cunopom Pemope. Ilpennonaraercs, 4To B Ipymie YMCTBEHHO OTCTaJbIX JIeTEH
TPUCOMHUS 10 KOPOTKOMY IUIedy 9-i XpOMOCOMBI 3aHMUMAET MO YacTOTE BTOPOE
MECTO Tociie cuaapoMma JlayHa. J[eBOYKH ¢ JaHHBIM CUHIPOMOM BCTPEYAKOTCS B
JIBa pasa yaille, 4eM MaJb4uKu. Yepen y HOBOPOXKAEHHBIX C YIUIOIICHHBIM 3a-
THUIKOM. POJHHUYKM IIMPOKO OTKPBITHI, UMEETCS JOOHBIM IIOB. XapaKTepHbI
IJIa3HbIE AHOMAJIMHU: MUKPO- WM S3HO(PTATIBLMUSI, KPYITHBIA HOC C IIAPOKUM KOH-
YUKOM, ONYIICHHBIE YIJIbl pPTa, KOPOTKAas BEpXHsA ryda, «KOHCKHUE» 3YOBHI.
VYV 25% nerelr BpOXKIECHHBIE TTIOPOKHU cep/illa. ¥ MCTBEHHAsI OTCTAJIOCTh JUArHO-
CTUPYETCSl Y BCeX OOJIbHBIX. BhIpaXKE€HHOCTh MHTEIUICKTYaJbHOTO jedeKTa Ba-
pBUPYETCA OT JIETKOW 10 TIIyOOKOW. TWMHUYHBI 3MOIMOHATLHAS JaOWIBHOCTD,
MOBBIIIICHHAS TICHXOMOTOpPHAsI BO30YIHMMOCTh, JBHUTATCIbHBIC PacCTpOMCTBA
C HapyIICHUEM KOOPAUHAIINU JIBUKCHUU.

Tpucomusn-8

KnuHuueckas kapTUHa CUHApPOMa TPUCOMUU-8 BIEPBbIE OMUCaHA Pa3HbI-
Mu aBTopamu B 1962 u 1963 rr. y nereit ¢ oTcTaBaHWEM B YMCTBEHHOM pPa3BU-
THUW, OTCYTCTBUEM HAJIKOJIEHHUKA U JIPYTUMU BPOXKICHHBIMU MOPOKAMU Pa3BU-
tus. [lonusie Tpucomuun-8 — neranpHbl. X 4acTto OOHApYKUBAIOT Y MpeHATab-
HO MOTHOMMUX 3MOPHUOHOB M TWIOAOB. Cpean HOBOPOXKICHHBIX TPUCOMUS-8
BCcTpedaeTcs ¢ yactoror He 6onee yem 1:5000, mpeobnagatoT 60IbHBIC MATbYH-
K# (COOTHOIICHNE MAJIbYUKOB U JIEBOYEK 5:2).

Tpucomusi-8 siBngeTCs pe3yinbTaTOM BHOBb BO3HUKILIECH MyTallM Ha paH-
HUX CTaAusix OJIaCcTysbl, 32 UCKIIOUCHHEM PEIKUX CIIy4aeB HOBOW MyTallUH B
ramMeToreHese.

Jletu ¢ TpucomMuei-8 poxkaaroTcs AoHOIeHHbIMU. 1151 601e3un Hauboiee
XapaKTEpHbl OTKJIOHEHHsI B CTPOCHHUM JIMIIA, MOPOKH OMOPHO-IBUTATEIBHOTO
anmnapara ¥ MOYEBOW CHUCTEMbl. ¥ HOBOPOXKJICHHBIX MPHU KIMHUYECKOM oOce-
JIOBAaHUU BBISIBIISIIOTCS BBICTYMAIOIINNA J1I00, KOCOTa3ue, TiyOOKO MOCAaKEHHbIE
rjia3a, BbICOKOE He0O (MHOT1a paciiesiiHa), TOJCThIe T'yObl, BRIBEPHYTAs HUXKHSS
ry6a, OOJBIINE YIIHBIE PAKOBUHBI C TOJICTOM MOUYKOM. [Ipu ynbTpa3BykoBoM 00-
CJICIOBAHUH - BBISIBJISIIOTCS aHOMAJIMU TMO3BOHOYHHKA (400aBOYHBIC IMO3BOHKH,
HETOJIHOE 3aKPBITHE MO3BOHOYHOTO KaHaja), aHOMaUHU (HOPMBI U TOJOKECHHS
pebep winu godbaBouHsle pedpa. [Iporuo3 neuxuueckoro U GU3NIECKOro pa3Bu-
TUS U KU3HHA Y OOJTBHBIX HEOIAronpusITHRIN (MHOTA JOKUBAIOT 10 18 j1eT)

8.6 ®axkTopbI MOBBILIEHHOT0 PUCKA POKIECHUA JeTel
€ XpOMOCOMHBIMH 00JIe3HAMU
B mocnennue aecsaTwieTuss MHOTHE HCCIEAOBATENd OOpaIiaiich K Mpo-
OleMe TMPUYMH BO3HUKHOBEHUS XPOMOCOMHBIX OoJie3Hei. OIHAaKO peaabHO
MPUYUHBI BO3ZHUKHOBEHHUS XPOMOCOMHBIX M T'€HOMHBIX MYTAIMi B 3apObIiie-
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BBIX KJIETKaX WJIM Ha PAaHHUX CTaJAMSIX PA3BUTHsI 3apOBIIIA IO CHX TOp HE pac-
G POBAHBI.

[TpoBepsuch MHOTHE TUTIOTE3I TPUYMH HEPACXOXKIACHUS XPOMOCOM (Cce-
30HHOCTb, PACOBO-3THHUYECKAsi MPUHAIEKHOCTh, BO3pACT MaTepu U OTLA, 3a-
JepKaHHOE OIJI0JI0TBOPEHUE, TOPSIIOK POXKICHUS, CEMEHHOE HAKOIUJIEHUE, Jie-
KapCTBEHHOE JICUEHHUE MaTrepeil, BpelHble ObITOBbIE MPUBBIYKH, HETOPMOHAJb-
Has U TOpPMOHaJbHAsl KOHTpAUENIus, BUpyCHbIe 00JIe3HU Y >KeHIIHUH). B 601b-
HIMHCTBE CJIy4YaeB ATU TUIOTE3bl HE MOATBEPJIUINCH, HO I'€HETUYEecKas Mpe-
pacnoyioKEHHOCTh K 0o0yie3HM He HckiatoyaeTcsi. O0 3TOM CBUIETEIbCTBYIOT
cienyrouue (HaKThl:

1. TloTOMCTBO C TPUCOMHEN MOSBISAETCSA Y OJHUX U TEX K€ KEHILUH MO-
BTOPHO C 4acTOTOM He MeHee 1%.

2. PopcrBennuku npobaHma ¢ TpucoMueii-21 wim QpyruMu aHeyrIou s -
MU MMEIOT HECKOJIBKO TOBBIIICHHBIN PUCK POXKACHUS PEeOCHKA € aHEYIUIONIUEH
(M3MeHeHue Habopa XpOMOCOM — OTCYTCTBUE WM IOHOJTHUTETbHAS KOTIHIS).

3. KpoBHOE pOACTBO poauTenei MOXET MOBHIIIATE PUCK TPUCOMHUU Y
MOTOMCTBA.

4. YacrtoTta 3ayaTHii ¢ ABOWHOIN aHEYIUIOMANEH MOXKET OBITh BBIIIE, YEM
MPEICKa3bIBACTCS, UCXO/I U3 YACTOTHI OT/IEIbHBIX aHEYIUIOUTUH.

K Ouonornyeckum pakropam MOBBIILIEHHS PUCKA HEPACXOKICHUS XPOMOCOM
OTHOCHUTCS BO3PACT MaTEpH, XOTSI MEXaHU3MBbI 3TOIO SIBJICHUS] HEACHBL. PHCK poxie-
HUsI peOeHKa C XpOMOCOMHOM 00JIe3HBI0, 00YCJIOBICHHOM aHEYIUIOUIUEH, C BO3pac-
TOM TOCTENEHHO TOBBIIIAETCS, HO 0cO0eHHO pe3ko mocie 35 ner. [locne 45 ner
Ka/1asi OepeMEHHOCTb 3aBEPILACTCS POXKICHHEM PEOCHKAa ¢ XPOMOCOMHOM 00Jie3-
Hbt0. Hambonee yeTko Bo3pacTHas 3aBUCUMOCTh IMPOSBISIETCS ISl TpucoMuu-2 1
(Oone3np Jlayna). [l aHeymIOWIu#A 110 TTOJIOBBIM XPOMOCOMAaM POJIb BO3pacTa po-
UTene b0 CoOBCeM He MMEET 3HAYCHUS, JTMOO OHA OUeHh HE3HAYUTEIIbHA.

N3 MHOTOYMCIEHHBIX MpEANoaraeMbix (PakKTOpoB TOJIHKO 1B HUMEIOT
3HAUCHUE /I TUTAHMPOBAHUS OCPEMEHHOCTH, a TOUYHEE, SBIISIFOTCS CTPOTHMH
MOKA3aHUSAMU I TIPEHATATBHON JUATHOCTUKH. DTO POXKIACHUE peOeHKa ¢ aHe-
YIUIOMJUEN IO aQyTOCOMAM U BO3pacT MaTepu nocie 35 jer.

8.7 boJjie3Hu ¢ HAC/IeACTBEHHOM MPeAPACIOJI0KEHHOCTHIO
(MmyabTH(aKTOPHATILHbIE)

I'ennbie 1 XpoMOCOMHBIE 3a00JI€BaHUSI CTPOrO JETEPMUHHUPYIOTCA (HAKTO-
pamMu HacJleJICTBEHHOCTU (T€HHBIMHU WJIM XPOMOCOMHBIMH MyTauusiMu). MX BO3-
HUKHOBEHUE MPAKTUYECKU HE 3aBUCUT OT OKPYKAIOIIEH Cpelbl. Y CJIOBUS, B KOTO-
PBIX CYHIECTBYET OOJIbHOM, U JICYEHUE MOTYT TOJBKO U3MEHUTH TEUEHHE T€HHBIX
WA XPOMOCOMHBIX 3a0oJieBaHuid. Tak, nueTorepanus npu (HEHWIKETOHYPHH TIpe-
TYTIPEeKIaeT MOpaKEHNE HEPBHON CHCTEMBI Y PeOSHKA, BBEJICHHUE TOPMOHOB MPHU
cuaapome lllepemeBckoro-TepHepa oOecreunBaeT yBEIHMUESHUE POCTA U IOSBIIC-
HUE BTOPUYHBIX MOJOBBIX MPU3HAKOB. OTHAKO MOHOTEHHBIE U XPOMOCOMHBIE Ta-
TOJIOTUYECKUE COCTOSIHUSI PETUCTPUPYIOTCSA JJOCTATOUHO PEAKO.
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3HAYUTEIBHO Yallle BCTPEYAOTCS O0JIE3HH, Pa3BUTHE KOTOPHIX 3aBUCUT OT
COBMECTHOTO BIIUSIHUS HACIICJCTBEHHOCTH U (haKTOpOB BHemHEW cpeabl. [Ipu
TOM B BO3HHMKHOBEHHH 3a00JICBaHUS MPUHUMAIOT y4aCTHE HECKOJIbKO T'€HOB,
KaKJIbI U3 KOTOPBIX SBJISETCS CKOpEee HOPMAJIbHBIM, Y€M MaTOJIOTHYeCKUM (I10-
JUTeHHOE HacienoBanne). CoyeTaHne TaKUX T€HOB CO3/IA€T ONPEICTICHHBIC He-
OJIaroMpUATHBIE YCIOBUS, TPU KOTOPHIX BpPEIHBIE (PAKTOPHl BHEUTHEH CpEIIbI
NPUBOJAT K (DOPMUPOBAHUIO TTATOJIOTHYECKUX cocTosiHuM. [logoOHbIe HapyIe-
HUS TIONYYWUJIM Ha3BaHUE Oo0Je3Hell C HACAeOCMBEHHOU NPeopachoNONCeHHO-
CcMuio WK Myavmugaxmopuanvhuvix 3abonesanutl (MDB).

I'ensl, ydacTByolMe B MPOSBICHUU MYJbTH(HAKTOPUAIBHBIX 3a00JeBa-
HUH, TIOJyYUIIA HA3BaHUE 2eH08 npedpacnonodicennocmu. OHU KOMUPYIOT OCITKH
C HECKOJIbKO M3MEHEHHBIMH (DM3HKO-XMMHUUYECKHUMH CBOWCTBaMHu. Takue Oermku
YY4acCTBYIOT B pEaKIMiX OpraHu3Ma Ha HEOJaronmpusTHBIC BHEIIHUE BO3JCH-
CTBHUS, oOecrieurBas IETOKCUKAIMIO pa3IMYHbIX BemecTB. KpoMe Toro, Ha reHe-
THUYECKYIO MPEAPACTON0KEHHOCTh K M®b 0Ka3bIBAET BAUSAHUE T'€HOTHUIT YEJIO-
BEKa B I11€JIOM, MOAUDUITUPYIOITUH JEHCTBUE TEHOB MPEAPACIIONONKEHHOCTH.

Daxkmopwvl GHewHell cpedvl, TIPUBOJAIINE K Pa3BUTHUIO OOJIC3HU, JEJIAT,
B CBOIO OYepe/b, Ha cemetinble u nonyuayuonHole. CeMeHHbIe 0COOCHHOCTU TIPH-
BBIYHOT'O TTUTAHMS U YCIIOBUH JKM3HU Y€JI0BEKa MOLYT IIPOBOIIMPOBATH MIPOSIBIICHUE
T'€HOB MPEPACIIOIOKEHHOCTH. Hanpumep, npeanouTeHne KUPHbBIX, CIaAKUX Mpo-
JTYKTOB M CUJSTYETO 00pas3a KU3HU JTacT BOSMOKHOCTh PEaIn30BaTh JCHCTBHE Te-
HOB TPEAPACIIONIOKEHHOCTH K caxapHOMY nuabeTy. CocTosTHUuE 3710pOBbsI YelIOBe-
Ka OMNPEJENSIeTCs TaK)Ke HKOJOTMUECKONH 0OCTaHOBKOM, B KOTOPOH >KMBET €ro I0-
YJISIHS], HAITHOHATGHBIMA TPAIUIASIMA TTUTAHUS U TIOBEICHUSI.

Kpome Toro, Ha mposiBieHrEe 3a00eBaHUsI OKa3bIBAIOT BIMSHUE U KaKue-
au00 ciydyalHble BO3JICUCTBUA. BOJIE3HU C HACIEICTBEHHOM MPEeApaCOIOKEH-
HOCTBIO MOYXHO YCJIOBHO Pa3Ae/IMTh HA TP OCHOBHBIE TPYTITIBI:

1. Bpoowcoennvie nopoxu pazeumus (HampuMmep: CIUHHOMO3TOBAS T'PhI-
’Ka, BPOXKJICHHBIM BBIBUX OeJipa, paciieirHa ryobl U HeOa, 1eQeKT MEX Kely-
JIOYKOBOM MEPErOpOAKU Ceplia U T.1.).

2. PacnpocmpaneHnnvle ncuxuieckue u HepeHvle 00je3Hu (HApUMep:
mu30(ppeHus, IMUIENICUS, PACCESTHHBIN CKIEPO3 U T.1.).

3. Pacnpocmpanenusvie bone3nu cpeoneco ozpacma (Hapumep: TCOpH-
a3, OpoHXHaJIbHAs acTMa, peBMaTU3M | T.J.) Ta0J1.7.

Tabnuna 7
HamGonee yactrie 00JI€3HU C H&CHCHCTBCHHOﬁ npeaApacnoa0XKCHHOCTEIO
['pynnel 1 popmbl 00J1e3HU Pacnipoctpanensocts Ha 1000 yeu.
1.. BpoxneHHble TOPOKU pPa3BUTHS:
A) pacuienuHa ry0osl 1 HeOa 1-2
b) ciuHHOMO3TOBAs TpHIXKa 1
B) cTenos npuBpaTtHuKa 1-3
I') yepenmHO-MO3rOBas TPHIKA 1
J1) BeIBUX Oezpa 2-5
E) xoconmanocTh 5
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2. Tlcuxuueckue U HEpBHBIE OOJIE3HU:
A) mu3odpenus 10-20
b) snunencus 810
B) MaHmnakanbHO-IETIPECCUBHBIN TICUX03 2-5
I') paccessHHBIN CKIIepO3 1

3. Cowmaruueckue OOJIE3HH CPEIHETO
BO3pacTa: 1020
A) icopuas 2-5
b) 6ponxuanbHas actMa 20-50
B) s3BeHHas 0oJe3Hb KeNyAKa W JIBEHAAIATH- 50-100
NEPCTHOMN KHUIIKU 100-200
I') koponapnast 601€3Hb cep/ia 10-20
J1) runepronnyeckas 60JIe3Hb
E) nuaGer

MynbTudakropralibibie 3a00J€BaHUsS UMEIOT ONpeNcieHHble cneyudu-
yeckue 0coOOeHHOCMU.

1. YacroTra Kaxmod OTAeNbHOW OOJE3HU B HOMYJISLUH OOBIYHO MPEBBI-
maet 1% .

2. Jlns HEX XapakTepHO pa3HooOpaswe KIMHWYECKoro TedeHus. Kpome
TOTO, MHOTJIA TPYIIIHI MATOJIOTHYECKUX COCTOSHUM, BOSHUKIITUE OT Pa3HBIX MPH-
YUH, MPOSBISIOTCS, KaK enuHoe 3aboieBanue. Hampumep, caxapHbiii nuabet
BKJIFOYAET KakK MyJbTU(aKkTOpHuambHbIe (OPMBI, 00YCIOBICHHBIE ayTOMMMYH-
HBIM TTOPKEHUEM WJIM MIOPOKOM PAa3BHUTHSI MOMKEITYI0YHOM KEJIe3bl, TAaK U MO-
HOTE€HHbIE HApyUICHUs, BbI3BaHHbIE AedeKkTamMu 0Opa3oBaHuUsl B-KJIETOK, UHCY-
JMHA WM ero peuentopoB. KinAuyYeckue nposBiieHUs] MyJIbTU(PAKTOPUATILHON
NATOJIOTMH OYEHb BAPbUPYIOT Aaxke CPeIu POJICTBEHHUKOB B OJIHOM CEMbE.

3. Jlng Kaxaoro OoTAENBHOTO 3a00J€BaHUs OTHOCUTENbHAS POJb CPeo-
BbIX M TE€HETHYECKUX (AKTOPOB OOBIUHO paznuuaercsa. [Ipm HU3KOM ypoOBHE
HACJIeICTBEHHOM MPepaCcON0KEHHOCTH ISl BO3HUKHOBEHUS TATOJIOTMYECKOTO
COCTOSIHHSI TpeOyeTcs MacCHpPOBAaHHOE BHEITHEE BO3nelcTBHE. B TO ke Bpems,
IPY CHJILHOM CTETEHH MPEAPACIIONIOKEHHOCTH OBIBAET JOCTATOYHO JaXe Clia-
00ro HeOIATONPUATHOTO BIUSHUS.

4. Ilpu mynbtudaKTOpUaTLHON MATOJOTUU TPAHUIIA MEXKTY OOJBHBIMU
JIOJbMU H-3HOPOBBIMH pacIUibiBYaTa. MHOTHE 3a00JI€BaHUS WMEIOT CKPBITHIE
cyOxmHanYeckrue Gopmbl. B TO ke BpemMsi XpOMOCOMHBIE U MOHOTEHHBIE Hapy-
MICHUS XapaKTEPU3YIOTCS YETKUMH KIMHUYECKUMU U JIA0OPATOPHBIMU Pa3InIu-
MK MEX]Ty OOJIBHBIMH U 3JI0POBBIMH.

S. TsokecTh T€YEHUS! U BEPOSTHOCTH MPOSIBIICHUs OOJe3Hel ¢ Haciel-
CTBEHHOU IPeIpacioyioKEeHHOCTbIO 3aBUCHT:

e OT TOJIa 4YelOBeKa (Hampumep: sS3BEHHON OOJIE3HBIO KEyaKa He-
CKOJIbKO YaIlle CTPaNal0T MYXYHHBI, & AyTOUMMYHHOU TMATOJIOTHEH IUTOBU/I-
HOM >KeJIe3bl — )KEHIIUHBI);
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® OT CTEICHH POJCTBA C APYTUMH OOJILHBIMH B CEMbE: UeM 0oJiee OIM3KUi
YJIEH CEMbU UMEET aHAJIOTUYHOE 3a00JI€BaHUE, TEM BBIILIE BEPOSITHOCTh YHACIEO-
BaTh IPYIILY N'€HOB NPEAPACIIONOKEHHOCTH, a 3HAYUT, U Camy MaTOJIOTHIO;

® OT KOJIMYECTBA OOJBHBIX B CEMbE: YeM OOJIbIlIe POJICTBEHHUKOB UMe-
0T OJIMHAKOBBIE HAPYLIEHHUSI, TEM BBIIIE BEPOSATHOCTh UMETh TaKyIO XK€ MaTOJIO0-
TUIO U JIJIS1 3I0POBBIX YJIEHOB CEMbH;

® OT pacOpOCTPAHEHHOCTH 3a00JIEBaHUS B MOMYJISIIUUA: YEM PEXKE OHO
BCTPEYACTCS, TEM BBIIIE PUCK JJIS OJFKAUIIIUX POJACTBEHHUKOB 00JIFHOTO UMETh
TaKyIo e MaTOJO0THUIO;

® OT TSKECTU T€UEHUS OOJIe3HU: YeM 0oJiee BhIpaXKEHbI MATOJIOTMUYECKUE
WU3MEHEHHUS Y OHOTO POJCTBEHHHKA, TEM BBILIE PUCK JJISI APYTUX UMETh aHAJIO-
TMYHbIE HAPYLIEHUS.

6. Jlnsa maoorux M®b yCTaHOBIIEHO MX HECITy4allHOE COYETAHUE C HEKOTO-
peiMU  TIOTMMOpP(HBIME  OenkaMu  yenoBeka. [loo0HOe couyeTraHue MOoTydusio
Ha3BaHUe accoyuayuu. VIX n3ydeHne Hayajaoch elie B NepBoil monoBuHe XX BEKa,
Korja yctanoBuid, uto Joau ¢ O (I) rpynmoil KpoBu Yalie cTpajaroT sI3BEHHOMN
OO0JIE3HBIO KENTyAKA U JBEHAAIATUIIEPCTHOU KUIIKH. Il0o3ke Takas B3aMMOCBSI3b C
rpymnmamu kpoBu cucteMbl ABO Obliia moka3aHa U it MHOTUX JPyruX 3a00seBa-
Huil. OIHAKO 3TH acCONMAIMU OOYCIIOBIMBAKOT. TOIBKO HEOOJBINOE TOBBIIICHUE
puCKa 3a007€BaHUs 1711 HOCUTEISI ONPEICTI€HHON TPYIIIbI KPOBH.

C 70-x rogoB XX Beka cTajl aKTUBHO M3Y4YaThCs IVIABHBIA KOMILUIEKC I'M-
CTOCOBMECTHUMOCTH: 4esioBeueckue Jienkouutapubsie anturedsl (HLA). Anture-
Hbl HLA pacnosnoxxeHsl Ha JIeMKoHuTax u-onpenenstores 4 gsokycamu (A, B, C,
J1) kopoTkoro mieda 6-ii XpoMocOMbI. JIJis KaKJ0T0 UX 3TUX F€HOB U3BECTHO
MHOTO ajiesied, OeJIKM KOTOPBIX UTPal0T BaKHYIO POJIb B UIMMYHHOM OTBETE Op-
raHu3Ma 4eJIOBeKa.

beuto nokazano, yro anturensl HLA 1eMOHCTpUPYIOT CUJIbHBIE acCOIUa-
AU C UEIBIM PSAOM ayTOUMMYHHBIX WM CBSI3aHHBIX C HAPYIICHUSIMU UMMYHHU-
TeTa 3a00JIeBaHUI: AHKWJIO3UPYIOIIUI CIIOHIAIIUT, PEBMATOUIHBIA MOJIUAPTPUT,
caxaphslil nuadet [ Tuna, THpeOTOKCHO3, MUACTEHUS U T.J.

[Ipennosaraercs, yro anturensl HLA Moryr ydacTtBoBaTh B HENocCpen-
CTBEHHOM KOHTaKTE€ C MAaTOJIOTMYECKUM areHTOM WJIA T'€Hbl 3THX aHTUTCHOB
pacmnoJiarafoTes Ha XpoMOocoMe OJIM3KO C IPYTUMU T€HAMH, KOTOPHIE OMPeaeis-
10T Pa3BUTHE KAaKOTO-T1M00 3a001eBaHUS.

[Tockonbky B (popMHpPOBaHUU MATOJOTUUECKOTO cocTosiHus npu M®Db
NPUHUMAIOT YYaCTHE HE TOJBKO I€HETUYECKas MPEAPacHOJIOKEHHOCTb, HO U
(bakTOphl BHEIIHEW Cpelibl, TO, €CJIM OTPAHUYUTh KOHTAKT YesloBeKa ¢ Hebsaro-
NPUSATHBIMHU BO3JCHCTBUSMU, MOXKHO MPEAYNPEIUTh BOSHUKHOBEHUE 3a00/1€Ba-
Hus. [loaToMy OCHOBHOE 3HAaYEHUE UMEET 3/10pPOBbI 00pa3 >ku3Hu. COanaHcu-
POBaHHOE TNUTAHUE, NMPABWIbHBIA PEXUM JHS C palMOHANIbHOU (PU3nyecKkon
Harpy3Kou U JOCTATOYHBIM CHOM, MCKJIIOUEHHE AJIKOTOJIsl, HAPKOTUKOB U Kype-
HUSI, UCTIOJIb30BAHUE 3AIUTHBIX CPEACTB NPH padOTE ¢ BPETHBIMH M3TyUECHUSIMHU
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U BEIIECTBAMHU CO3AAIOT YCJOBHS, MPEIyNpPEKAA0NIe BOSHUKHOBEHHE OO0JIb-
IIMHCTBA MYJIbTU(DAKTOPHAIBHBIX 3a00JIEBaHUMA.

Ha ocHoBaHuu 3HaHMI O CTPYKTYpe U (PYHKIHSIX T€HOMA YEJIOBEKa CTaJIo
BO3MOXKHBIM OOHapy»XeHHe TPYII TE€HOB, OINPEACSIOUINX MPEAPACIONOKEH-
HOCTh K M®B, KoAMpYIOMKX YyBCTBUTEIBHOCTD K (hapMaKOJIOTUYECKUM Tperna-
pataM. B HacTosiee BpeMsi yke MPaKTHUYECKH HCCIEAOBAHbI «T€HHBIE CETH
JUIsL OCTEONOpo3a, OpPOHXHMAIbHOW acTMbI, 3HI0MeTpro3a. OOHApYKEHBl OCO-
OCHHOCTU CTPYKTYPBI T€HOB U JJIsl TaKUX 3a00JIeBaHUM, KaK CaxapHblid JUaldeT,
atepockiiepo3, MBC, runepToHus, HEKOTOpPbIE 37O0KAYECTBEHHBIE M ICUXHYE-
ckue 3a0oseBanus. OnpeneraeHue IpeIpacnoyioKeHHOCTH K 3a00JIeBaHUIO Clie-
JaeT JOCTYMHBIM pa3paboTKy crnenupuyeckux npodUuiakTHYECKUX. MEPOIPUsi-
TUH JUIsI KOHKPETHOTO YeJI0BEKa, PaHHIOI JHATHOCTUKY MATOJIOTMYECKUX U3Me-
HeHUH, 3(HEKTUBHYIO TEPATUIO U IPEAYIPEKICHUE OCIOKHEHU.

8.8 boJie3HH reHeTHYeCKOM HECOBMECTUMOCTH MaTepPH M IJI0AA

CaMOCTOSITENBHYIO TPYIITY COCTABIISIIOT HACAEOCMBEHHO 00)Cl08eHHble
3a001e8aHUs, BOZHUKAIOWUE NPU HECOBMeCIUMOCIU Mamepuy 1 niooa no aHmu-
eeHam epynn Kpogu. TUMMYIHBIM TPUMEPOM aHTUTEHHOW HECOBMECTHMOCTU Ma-
TEPH | IUIO/A SBIIICTCS HeCO8MeCcmumMocms no pedyc-gpakmopy. HacnenoBanue
pesyc-hakTopa 00yCIOBICHO TpeMs MapaMH TECHO CIICIUICHHBIX T'€HOB, PACIO-
JIO’)KEHHBIX Ha KOPOTKOM ruieue 1-it xpomocomel — C, D, K, IMUTHUPYIOIIUX MO-
HOTCHHOE HacyenoBaHue. Pesyc-monoxurenpHbiii gakrop (Rht+) oOycinornen
JTOMHUHAHTHBIMM TeHaMHu (TakuX JroAed cpeau eppomeiineB 85%), a pesyc-
orpunarensHbiil (Rh-) — peneccuBabiMu (15%). [Ipu Opake *KeHIIMHBI, UMEIO-
et rpynmy kpoBu Rh-, ¢ MmyxumnaON rpymmsl kpoBu Rh+ m1bo Bce metu (eciam
MY>K9MHA TOMO3UTOTEH), 00 50% (ecnu My)KYHWHA T'eTePO3UTOTEH) OKaKYTCS
¢ rpymmoi kpoBu Rh+. g opranmsma maTepu OSIKH, ONPEASIISIONINE Pe3ycC-
MOJIOKUTENBHYIO TPYIIy KPOBH, SBISIFOTCS TEHETUYECKH UYKEPOTHBIMH, U B
OTBET Ha TMapeHTEpaTbHOES WX TOMAJaHNe B HEM BBIPAOATHIBAIOTCS AHTUTEIA.
Tak Kak 3pUTPONMTHI TUIQJA YaIlle BCErO MOCTYIAOT B OPTaHU3M MaTEPH B TIO-
clenHue Heaead OCPEeMEHHOCTH WM TPU pojax, TO TepBas OepeMEHHOCTH
O0OBIYHO 3aKaHYMBACTCs OylaromnoydHo. [Ipu moBTOpHON OEpEeMEHHOCTH CEHCH-
OMJIM3UPOBAHHBIA MAaTEPUHCKUI OpraHWU3M BbIpaOaThIBACT aHTUTENA, IPOHUKA-
IOIIMEe Yepe3 TUTALICHTY B KPOBb ILJI0JIa U pa3pyIIaronue SpUTporuThl Rh+.

VY takux nereit HaOMIOIACTCS cemMoNumuyecKkas 60ae3Hb HOBOPOHCOEHHDIX,
JUISL JIGYCHHSI KOTOPOW MPOM3BOAAT OOMEHHOE mepennBaHue KpoBu. C KakIon
HOBOM O0€pEMEHHOCTBIO KOJIMYECTBO aHTUTEN HapacTaeT, B pe3yjIbTaTe Yero re-
MOJIMTHYECKasi OOJIE3Hh MOKET Pa3BUBATHCS B PAaHHUE CPOKU OCPEMEHHOCTU H
WHYIIUPOBATh THOETh YMOPHOHOB WM TUIOAOB. [l03TOMY, NT€BOYKaM U >KEHIIH-
HaM, UMEIOMUM Tpynmny KpoBu Rh-, HM B koeM ciyuyae HeENb3sl TEperBaTh
KpoBb Tpynmel Rh+, Tak kak 3T0 MOXeT moBiedb 3a coboit Oecrioaue. Hecos-
MECTUMOCTh MaTEPH | IJI0/1a BO3MOKHA U 10 ABO-cucteme rpynm KpoBw.
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8.9 OcHOBHBIE MPUHIUIIBI YX0/12 32 00JIbHBIMH
C HACJIE[ICTBEHHBIMHM 3200 1€BAHUSAMH

Jletn ¢ HacICACTBEHHBIMH 3a00JICBaHUSAMH TpeOyIOT OONBIIETO yXOa,
yeM 3710poBbie. UeM paHblie HayaTa peaOMINTAMI TaKuX OOJIBHBIX, TEM OO0JIb-
11asi BEpOATHOCTh MOJOKUTEIBHOTO PE3YJIbTaTa JICUEHUS.

HacnenctBennbsie 00Jie3HM COMPOBOXKIAIOTCA PA3TUUYHBIMU CHHJPOMaMHU.
[Ipu oTcTaBaHUK B YMCTBEHHOM Pa3BUTUU HEOOXOIMMO Oo0jiee YacToe OOIUEHHE C
JNEeTbMU. ITO OyAeT ciocoOCTBOBATh PA3BUTHIO BCEX OPraHOB UYBCTB pedeHKa. Ero
HEJNb351 OCTABIATH OAHOIO HA JUIMTEIILHOE BPEMsI, TaK KaK B ATHX CIy4asX JIETKO
pa3BuBaercst rocrnuTtanuzM. CMeHa 0OCTaHOBKH, UTpyLIEK, Oecena M oOydeHue
MPOCTEUIINM HABBIKAM CITIOCOOCTBYIOT MHTEIUIEKTYAIbHOMY Pa3BUTHIO JIETEH.

BTopbiM BaKHBIM 3JIEMEHTOM yXO/1a 32 TAKUMU JIETBMU SIBISIETCS TTPABUIIb-
HOe KopmiieHue. [Tumia momKHa OBITH MMOTHOIICHHOW M COOTBETCTBOBATH BO3PACTY
pebenka. Ecnu geTv morydaroT TOJBKO YKHUIIKYIO MUIILY U MyYHHCTBIE 0t0/1a, TO Y
HUX PE3KO HAPYIIAeTCsl OOMEH BEIIECTB, MPOUCXOIUT OTCTABAHNE B MACCE U JJTUHE
tena. [To3ke mpucoenHsIOTCS pa3ndHble HHOEKITNU MTUIIIEBAPUTEIHHON U JIbIXa-
TEJIbHON CUCTEMBI U3-32 CHMKEHHOM MMMYHHOM 3alUThI, KOTOPbIE MOTYT IPUBE-
CTH K JIETAJILHOMY MCXOAy. Y JeTel, KOTOpbIEe HE MOT'YT IJ1I0TaTh, KOPMJIEHUE TPO-
BOJIUTCSL 4epe3 30H], OJHAKO COCTaB MU JOJDKEH ObITh COaTaHCUPOBAHHBIM.
Hanpumep, Henb3st peOeHka B BO3pacTe OJHOTO F0/ia KOPMHUTH TOJIBKO MOJIOKOM
WM KamaMu. Pe6eHok 3Toro Bo3pacTa Jake HpU KOPMIIEHUH Yepe3 30H A0KEH
NoJlyyaTh MPOTEPTOE MSICO, MSCHBIE OYJIBOHBI, IPOTEPThie (PYKTHl U OBOIIU.
TonpkO K MOJTHOLEHHOM MMUTAHUKA MOXKHO HAJESThCS HA TOJOXKUTEIBHBIN yCIIEX
BCEX PEeadMIIMTAIIMOHHBIX Meporpusitiii. [Ipy HEKOTOPBIX HACIIEICTBEHHBIX 3a00-
JeBaHUAX ((PeHUIKETOHYPHS, TAIAKTO3EMHS, JTaKTa3Hass HEJOCTATOYHOCTD) JIJIs JIe-
Tel HEOOXOIUMBI CTICTIUATBHBIC TUETHI.

Tepmoperymnsius y jaeTeid ¢ HACICACTBEHHBIMH 3a00JICBAaHUSIMUA MOKET
ObITh HapylieHa. OHU CKJIOHHBI K MEpPErpeBaHUI0 WM mnepeoxiaxaeHuto. Co-
3/1aHUE ONTUMAJILHOTO PEKUMa TEeMIIEPATypPhl OKPYKAIOIIEH Cpeibl, €€ BIaXKHO-
cTy (IpU LIEHTPAJIBHOM OTOIJIEHUHU B MOMEIICHUU OYEHb HHU3Kasi BIAXHOCTB),
MOABMKHOCTU BO3AYyXa — BaXHBIN 3JIeMEHT yxozda. [Ipu BCAKUX OTKIOHEHUSIX
B COCTOSTHUM PEOCHKA HEOOXOAMMO U3MEPATh TeMiiepaTypy Tena. [lpu nosiie-
HUU TeMIIepaTypbl. HEOOXOUMO TIATeIbHOE BpaueOHOe oOcinenoBanue. Eciu
Temieparypa Teia nogaumaercs 10 38—38,5°C, To cpouHOE€ Ha3HAYEHHUE KAPO-
MOHIDKAIOIIUX ~ JIGKAPCTBEHHBIX MpernapaToB He o0s3aTenbHo. OpHako mnpu
CKIIOHHOCTH peOEHKa K CYJAOpPOKHBIM PEAKIUSIM HEO0OXOJAMMO BHUMATEIBHO
HaOMIOaTh 32 €r0 COCTOSIHUEM, CHUYKasl MOBBIIICHHYIO TEMIIEPaTypy.

[Tpu HacmencTBeHHBIX 3a00JEBAHUSAX HEOOXOIWMO CICIUTH U 32 €CTe-
CTBEHHBIMM OTIIPABICHUSAMH. MHOra y 3TUX AETEW MO HECKOJBKO JHEHW HET
CTyJa, XOTs MUY PEOCHOK MOIy4YaeT JOCTaTOYHO. B Takux ciydasx HEoOXo-
TUMO OOpaTUTh BHUMAaHHE HAa MEHIO PEOCHKA M YBEIMYHUTH KOJUYECTBO KIICT-
YaTKH, OBOIIEH, (PYKTOB, COKOB.
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3amep)Kka MOYEHCITYCKaHUH MOKET OBITh CBSi3aHA C HEIOCTATOYHBIM IIO-
CTYIUICHUEM >KUJIKOCTH B OPTaHU3M, HAPYIIIEHUEM JIEITEILHOCTH Cep/Ila, TOYeK, a
Tak)Ke ¢ aTOHHEH MOYEBOro my3bIps. BpadueOHoe oOcieoBaHe peOeHKA ITOMOKET
BBISIBUTH TIPUYNHY 3aICPKKH MOYCHCITYCKAHHS FJTH MOY€00pa30BaHMS.

VY nerel, KOTOPBIE BCE BPEMSI HAXOAATCS B IIOCTENH B JIEXKAUEM MOJIOKECHUH,
MOTYT pa3BUThCS MPOJISKHU. YacTasi cMeHa HaTeNIbHOTO U MIOCTEIBHOTO OelThs, OT-
CYTCTBHE Ha HEM CKJIQJIOK, YXOJ] 332 KOXKEH - BCE 9TO MOXKET MPEIOTBPATUTH TIOSIB-
JICHUE TPOJICKHEN MM CIOCOOCTBOBATh MX JHKBHAamu. [locne nedexamun u Mo-
4eOTeNICHUs HeOOXO0UMO TIOAMBITh peOeHKa, KOKY BBICYIIUTH (HE MPOTHPAThH) U
00paboTaTh MyApOl WM MACISHBIMH COCTaBaMH, KOTOPbIE PEKOMEHIyeT Bpad. Y
TaKUX JETEH KOXa U CKIIAJKU MOTYT IOPaKaThCsl TPUOKaMH, IOATOMY Ha3HAYCHHE
MIPOTHUBOTPUOKOBBIX MIPETIAPATOB OKAKETCS CBOCBPEMEHHBIM.

Hepenko mpu HacienCTBEHHBIX 3a0071€BAHUAX MOXKET OBITh CYIOPOKHBIN
cuaapoM. [Ipy ero TOSIBICHWM CYIIECTBYET OMACHOCTh 3aMaJieHus S3bIKa |
OCTAHOBKH JbIxaHus. PeOeHka Heo0X0IMMO TIOJIOKHUTE Ha OOK, pyKaMU BBIBECTH
YEIOCTh BIIEPE, BBECTH MPOTHBOCYIOPOKHBIC TTPeHapaThl, KOTOPhIC HA3HAUMI
Bpad. Bo Bpems cymopor peOEHOK MOXKET IMa/iaTh; MOATOMY TaKHX JIeTeH HE clie-
JyeT OCTABJISITH OJHUX Ha MBaHE, a B KPOBATKE JOHKHO OBITh OOKOBOE OTPaK-
JeHue (ceTka, J0CKa).

Takum 00pazom, IpaBUIILHOE MUTAHKE OOJTBHBIX C HACTIEICTBEHHOM MaTOJIO-
rvell, THTUEHNYECKOe COJIep)KaHue, BOCIIUTATEIBHBIC MEPOIIPUATHS U CIICIHAab-
HBIE AIEMEHTHI YX0/1a OyayT ctocoOCTBOBATh OBICTpEHIIIeH peabrIuTaIuu 1eTeil.

TEMA 9
BPOKJEHHBIE IIOPOKHU PA3BUTHA (BIIP)

9.1 IlonsiTHe TEPaTOJIOTUH

TeparoJsiornsi — Hayka, M3y4arolias 3THOJIOTHIO, NMATOT€HE3, KIMHUYE-
CKHE MPOSIBJICHHUS, METO/Ibl JUATHOCTUKH, JIEYEHUE U TPO(PUIAKTUKY BPOXKIEH-
HBIX TOPOKOB pa3BuTHs. Bpoxxnennsie mopoku pazsutus (BIIP) usBecTHbI ¢
TITyOOKON JIPEBHOCTH.

OnHOM U3 TepBhIX MyOIMKAIUi, MOCBAIECHHBIX onucanuto BIIP, sBiser-
cd KHMra, uzaanHas B 1616 rony B r. [Tanye.

NuTencuBHOE pasBuTHE Teparosioruu npoucxoaut B XIX Beke u oTHO-
cutcsd K padboram M. Mekkels, KOTOPBIM MOApoOHO omucail MOPQOJIOTHIO U CO-
3Mall TIepBYI0 aHATOMUYECKyro kimaccubukanuio BIIP, a Taxke k paboram
0.2K. Cent-Unep, KOTOpbIA MPUMEHUI SKCIIEPUMEHTAIBHBIN METOA IJId U3y4e-
Hus npuanH BIIP. OgHako moainHHYI0 HAYYHYI0 OCHOBY TE€PATOJIOTHS TIPHOO-
pena B XX BEKE NOCJIE BTOPUYHOTO OTKPBITHS 3aKOHOB HACJIEICTBEHHOCTH.
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B Poccun Hadamo TepaToIOTrHYECKUM HCCIEAOBAHUSM OBLIO TOJIOKEHO
VYkazom Iletpa 1 ot 13 depanst 1718 roga o coznanuu B 1. [letepOypre «My3zes
YPOJIMBOCTEN» B 3HAaMeHUTOM KyHcTKamepe.

IlepBoii pycckoil paboOTOil 1O TeparoJoruv ObuTa OMyOJIMKOBaHHAS
B 1847 romy crates I1.A. 3aropckoro «O603peHNe pa3HOOOPA3HBIX YEITOBEYESCKUX
ypozcTB». B aTOM ke roay Bblnia nepsast MoHorpadus I[1. Iy6osuiikoro «B3risig
Ha YPOJJIMBOCTH BOOOIIE».

KadecTBeHHO HOBBIH 3Taln B pOCCUHUCKON TEPATOJIOTUH CBSI3aH ¢ paboTaMu
H.II. boukoga, O.B. I'tonskeBuua, E.®@. J[aBunenkosoii, I'.1. JIa3toka, npume-
HUBIIMMU B HCCJIEAOBAHUSAX BPOXKIEHHBIX IMOPOKOB METOMIbL. MEIUIIMHCKOU
TeHETHUKHU.

9.2 Xapaxkrepuctuka BITP
[TonsiTHEe BPOKAEHHBIH MOPOK Pa3BUTHSA ITOAPA3YMEBAET CTOMKOE MOP-
¢donornyeckoe N3MEHEHNE OpraHa UM BCETO OpraHM3Ma, BHIXOSIIEe 3a mpee-
Jbl Bapuallui UX CTPOEHUS M COMPOBOXKAaoIIeecs HapyuieHueM pynkuuu. Kak
CHHOHHMBI 3TOTO MOHATHUSA IIPUMEHSIOTCS CIIOBOCOYETAHUS: BPOKICHHBIE MIOPO-
KU, TOPOKH pa3BUTHs (Tab. §).

Ta0Omura 8
[Tpumepbl BpOKAEHHBIX TOPOKOB PA3BUTHUS

Mapuna K., 1,5 mec /luarnos: pacmenuna Hosopoxaennas K., ymepmias Ha 2-e cyTku

ryObl 1 HeOa ciieBa KHU3HU [lMarHo3: CHUHAPOM MHOXECTBEHHBIX
BPOKJCHHBIX IOPOKOB pPa3BUTHSA: CHHIPOM
Onnuca - Ban Kpesenbaa (ykopoueHue KoOHEU-
HOCTEW, IIECTUNANOCTh, PEAKUE, TOHKUE W
CBETJIbIE BOJIOCHI Ha TOJIOBE, OTCYTCTBHE HOT-
ter Ha [I-VI nmanenax cron 1 HeAOpa3BUTHE UX
Ha JIPyrux naiblax, aedopmaius CTOI, BPOXK-
JICHHBIN MTOPOK CEpALA; OTCYTCTBUE MEXKIIPEA-
CepHOM M OONBIION ACPEKT MEHIKEITYA0UKO-
BOM MEPETOPOIOK)
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OO6brar0 BITP Ha3bIBatOT MOPOKH, BO3HUKIITNE BHYTPUYTPOOHO (B pe3yiIbTa-
T€ HaPYIICHUS MPOIIECCOB PA3BUTHS 3apObIIIIa) WM TOCIE POXKACHUS peOCHKa,
B pE3y/bTaTe HAPYIICHHUS MOCTHATAILHOTO (DOPMUPOBAHUSI OPraHOB (HAIpUMeED,
TIOPOKH Pa3BUTHsI 3yOOB, He3apallleHUue apTepHaIbHOTO WK 0aTayioBa IPOTOKA).

Bwmecre ¢ tem k BIIP He cieyeT OTHOCUTB IMOCTHATAJIbHBIE HAPYILICHUS
MPOTNIOPLHI HIIM Pa3MEPOB OPTaHOB, SIBJISIFOLIUXCS MPOSBICHUEM YHIAOKPUHHBIX
paccTpoicTB (runoduzapHas KapJIuKOBOCTh, TUTAHTU3M, aKPOMETaJIHS).

Takum oOpazom, eposcoennbvlit nOpok 3TO TPYObI MOP(OIOrUIECKUIA
(anaToMuueckuil) AedeKT pa3BUTHS, KOTOPbIH B HCTOPHUYECKOM ILJIaHE YacTo
ONPENEIISUIA KaK «YPOJICTBO» UJIU «YPOAJIUBOCTDY.

BpoxneHHble TOPOKM pPa3BUTHSA 3aHUMAKOT OJHO M3 IEPBBIX MECT B
CTPYKType o011ei 3a00aeBaeMoCcTH U cMepTHOCTH. Tak, mo gaaHbM BO3 morry-
nsuuonHas yactora BIIP B oTaenbHBIX cTpaHax koaednercs ot 2,7 1o 16,3%

B wactHoctH, no nanubiM K. Henbcona u JI. Xoameca (1989) cpenu
70000 oOcne0BaHHBIX UMU YKUBOPOKICHHBIX M MEPTBOPOKICHHBIX MJIAJCHIICB
2,3% neTeit UMeIM HE MEHEE OJJTHOTO TPyOOTo MOpoKa pa3BUTHSI.

B noctHataiibHOM MEpPUOJE YUCIIO IETEN ¢ TOPOKAMU MOXKET JIOCTUTHYTh
6% k nByxjieTHemy u 8% — msATUIETHEMY Bo3pacTy. B Poccum B pacuere Ha
1000 poxnenuit BIIP BeisBisitorcsa y 25-35-T1 A€Teld, B TOM YHCJIE OKOJIO TO-
JIOBHMHBI COCTABJIAIOT ciiydyau MHOxecTBeHHbIX BIIP (MBIIP), T.e. mopokos, Jio-
KaJIM30BaHHBIX B ABYX U 00Jiee MOp(POoyHKIIMOHAIBHBIX CUCTEMAaX OpraHU3Ma.

Ipuuunvwl, npusoosawue k BIIP:

® YpPOBEHb OKa3aHUS MEIUIIMHCKOW MOMOINUA OEpPEeMEHHBIM M HOBOPOXK-
JEHHBIM (YeM HI)KE CMEPTHOCTH HOBOPOXXIEHHBIX OT ac(PUKCHUU, POJTOBOM
TpaBMbI, HTHOEKINI 1 TOKCUKO3a OEpEMEHHBIX, TeM OOJIBINNA YAETbHBIA BEC CO-
crapistoT BIIP);

® COCTOSIHUE OKPY’KAIOWIEH cpe/ibl (3arpsi3sHEHUE Cpelbl MyTareHHbIMU U
TE€paTOr€HHBIMH BEIIECTBAaMU OCTENIEHHO BO3PACTAET);

® YBEIMYEHHE YACTOThl KOHTAKTOB HACEJICHUS C UCTOYHUKAMH MOHU3H-
pyrolled paguaiv U XUMUYECKUMHU MyTareHaMu, IIUPOKO NPUMEHSIEMbIMU B
HApOTHOM XO3SHCTBE;

® OTCYTCTBHE >KECTKOTO KOHTPOJSI HA MyTar€HHOCTh U T€PaTOr€HHOCTh
HOBBIX XUMUYECKHX COEIMHEHUM, BKITIOUAsl JICKAPCTBEHHBIE MPEMapaThl;

e HE BCerja ONpaBJaHHbIC TOIBITKA COXPaHEHUs 000 OepeMeHHO-
CTH, TPOTEKAIOIIEN C YTPO30U ITPEPHIBAHUS.

BIIP upe3BbryaiitHo MHOTOOOpa3HbI, UX KOJIMYECTBO UCUUCIISIETCS COTHSIMMU.

K naubonee pacnpocmpanennvim u 4acmo 8cmpeyaouumMcs OMHOCAMCSL
cneoyrowue BIIP.

Aeene3uss — NOTHOE BPOXKICHHOE OTCYTCTBUE OpraHa.

Annazus — BpOXKJIEHHOE OTCYTCTBHE OpraHa ¢ COXpPaHEHUEM €ro COCyAu-
CTOU HOXKKH.

Ampe3us u cmeHo3 — COOTBETCTBEHHO MOJHOE OTCYTCTBUE WIIA CYKEHHE
€CTECTBEHHOTO KaHaja WU OTBEPCTHSI.
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OTcyTCcTBHE OTACNBHBIX YaCTEW opraHa 0003HAYAETCS] MPUCTABKOMN «OJIH-
ro» IUTI0C Ha3BaHHWE MOPAXKEHHOTO OpraHa, HampUMep, OJUTOAAKTUIUS (OTCYT-
CTBUE OJIHOTO WJIM HECKOJIbKUX TAaJIbIIEB), OJUTOTUPHS (OTCYTCTBUE OTACITHHBIX
M3BWJIMH TOJIOBHOTO MO3ra).

Bpooicoennas eunonnasus — HeAOpa3BUTHE OpraHa, mposiBisitoieecs nedu-
IIUTOM OTHOCUTENILHOM Macchl. BoiaensitoT: npocmyro (6€3 HapyleHus CTPYKTYpbI)
U Jucniacmuyeckyro (C HapyIIeHueM CTPYKTYpbl) (POpMbI THIOIIIA3UH.

Bpooicoennas eunompoghusi — ymeHbIIEHUE MACChI T€JIa HOBOPOKACHHOTO
WM TUI0AA.

Bpoowcoennas eunepmpogus (runepruiazus) — yBeIUYEHUE OTHOCUTEIIb-
HOM Macchl (pa3MeEpOB) opraHa 3a cueT yBelnueHus: oobeMa (FunepTpodusi) win
KOJIMYEeCTBA (TUIEPILIA3Hsl) KIETOK.

Maxkpocomus (TUTaHTU3M) — YBEJIMUEHUE JJIMHBI TEIa.

I'emepoconus — HaMM4INE KJIETOK, TKAHEH WM YYaCTKOB OpPTaHa B JIPyrOM
OopraHe WM B TE€X 30HaX OpraHa, r7e B HOPME UX.HE AOJDKHO OBITh, HAPUMED,
kieTkn [lypkuHbe B KOpe MO3XKEYKa, XpAIIeBas TKaHb B JIETKOM BHE CTEHKH
Oponxa.

Oxmonus — CMEIIIEHNEe OpPTraHa B HETUITUYHOE I HETO MECTO, HaIpUMep,
MOYKa B MaJOM Ta3zy.

Yoeoenue opeana (Hanpumep, yIBOSHHE MAaTKH WM TYTH aOpPTHI).

IIpucmaska «noauy nepe Ha3BaHUEM OpraHa 0003HAYaEeT JOMOJHUTEIb-
Hble opranbl. Hanpumep, noiuaakTHIINS, TOJIUTHPUS.

Hepaszoenenue (cnusiHue) OpraHoB WM MOHO3UTOTHBIX OJIM3HEIOB,
HalpuMep, KPaHUO- WM TOPOKOMaru (OJM3HELbI, CPOCIIMecs Yepernamu HWiH
TPYJIHBIMU KJIETKAMM).

B cnydae 0003HaveHHS CIUSIHYS KOHEYHOCTEH WJIM WX 4acTel MpUMEHH-
MBI TIPUCTABKHU «CUH» U «CHUM», HallpUMEp, CHHIAKTUIINS U CUMITOAUS COOTBET-
CTBEHHO HEpa3/eICHNE MaJbIEeB PYK U HOT.

Tepmunnl «au3padus», «apadus» o0003HAYAIOT HeE3apalleHue SMOPHO-
HaJIBHOM 1IeH (pacuieIMHbBI TYOBI U He0a, MTO3BOHOYHUKA W YPETPHI).

Jlucxponus — HapyllieHHe TEMIIOB Pa3BUTHS (YCKOPEHHOE WMJIM 3aMEJICH-
Hoe). OTHOCUTCS K KJIeTKaM, TKaHsIM, OpraHaM WK BCEMY OpPTaHU3MYy.

BIIP MoryT Tak:xe nposiBJISITbCS B BUJIE:

e JoOYy/IsIIMM (IOTIOJTHUTENBHAS JIOJIS JIETKOTO, TIEYEHN),

e BOomgHKU (THAponedanus, ruapoHedpos),

e uHBepcuu (00paTHOE MM 3€PKATIBLHOE PACIIONIOKEHUE OPTaHOB).

Jist peructpauu U ydeTa MajblX aHOMaJUi pa3BUTHS CYIIECTBYET CTaH-
JAapTU30BaHHAs METOJMKA, COIJIACHO KOTOPOM Malible MpU3HAKW JAENAT Ha
3 rpyIIbl: anbTepHATUBHbBIC, U3MEPUTEIbHBIC, ONTUCATEIbHBIE.

K anemepnamusnoti epynne OTHOCATCSA MPU3HAKU, KOTOPHIE MOTYT OBIThH
WU He OBITh (ManmuUIOMbI, HACEUKH).

K usmepumenvHou epynne OTHOCATCA TPHU3HAKH, OINpejernsemMbie adco-
JIOTHBIM WJIM OTHOCUTEJIbHBIM KOJIMYECTBEHHBIM 3HAau€HUEM (yIJIMHEHUE, YKO-
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pOYEHHME, YMEHBIICHUE, YBEIUYEHUE, CMELIEHNE YaCTH Tejla WIA OpraHa, u3Me-
HEHHE KPUBU3HBI TOBEPXHOCTH).

K onucamenvnou epynne OTHOCATCS TPU3HAKHU, JUIsi KOTOPBIX TPYIHO
MIPUMEHUMBI KOJTMYECTBEHHBIC METOJbI M3yUCHHUsI, HApUMep, n3MeHeHus: (op-
MBI MSTKHAX TKaHEW, BETA BOJIOC, KOKHU U JIp. B 1aHHOM ciydyae MpUMEHSIOT
OayTbHAs OIIEHKA MPU3HAKA!

I 6an — cmabo BeIpaKeHHBIN MIPU3HAK,

II 6anna — yeTko onpenenseMblii MPU3HAK,

IIT Ganna — pe3ko BhIpaXKE€HHBIN MPU3HAK (C KpaHUMU 3HAYEHUSIMH ).

PaznuuaroT 4 THNA KIMHUYECKU 3HAUYUMBIX J1Ie(PEKTOB pa3BUTHUS:

1. Ilopox pazeumus unu mopgonocuveckuii deghexkm opeara Win 0OJbIIO-
ro y4acTKa TeJja, BO3HUKIIMKA B PE3yJIbTaTe HAPYLWICHUN PA3BUTUS O JCUCTBHU-
€M BHYTPEHHHX MPUYUH. 3a4aTOK OpraHa u3HayajJbHO aHOMAJICH U €ro pa3BUTHE
HE MOKET MJATH MO HOpMaJibHOMY IyTU. Cro/la OTHOCSTCSI KaK MHOTHE MOPOKH
P XPOMOCOMHBIX CHHAPOMAX (TOJUIAKTUIINSA), TaK M IOPOKH, O0YCIIOBIICH-
HbIC TEHHBIMU MYyTalUAMU (Hampumep, CHHAPOM MeKKes).

2. Juspynyus unu mopgonocuueckuti oeghekm 00Ho20 opeana Wiau OO0Jb-
IOTO y4acTKa Teja, BOSHUKIIUN B PE3yJIbTaTe BO3ACHCTBHSI BHEIIHUX (PAaKTOPOB
Ha U3HAa4YaJIbHO HOPMAaJIbHBIN Mpoliecc pa3BuTus (puc.40).

Puc. 40. BpoxxneHHble HapylIeHHS pa3BUTHUSA, XapaKTEPHU3YIOIIHECS HETOCTATKOM TKaHEH
WJIY TIOJIHBIM OTCYTCTBUEM YIIHOW PAKOBHHBI.
1 — aHoTHS; 2 — [I€YHAs YIIHAs PAaKOBHHA; 3 — COXpAHUBIIASICA TOJIBKO MOYKA; 4 — KOXKHO-
XPSIIEBOM BAJIMK; 5 — Maasl ylIHas pakoBUHa; 6 — OIyIIeHHAas ylllHas PaKOBHHA;
7 — cBepHyTas yIlIHasi paKOBUHA; 8 — COTHYTas YIIIHAs PAaKOBHHA;
9 — mockas ymiHas pakoBuHa; 10 — Bpocmias yirHas pakoBuHa; 11 — ro¢pupoBanHas yiHas
pakoBuHa; 12 — nedext mouku; 13 — mpupocmrast Mouka
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3. leghopmayus — 310 aHOMaIbHAS (hOpMa, pa3Mep WIIH ITOJIOKCHHE YacTH
TEeNa B pe3yJbTaTe BO3JACUCTBUS BHEIIIHUX MEXAaHUYECKUX WM BHYTPEHHUX CHUJT Ha
w10/ BHenHue cuiibl MOryT MPUBECTH K MEXAHUYECKUM CIIABJICHUSIM YPETPBI,
YMEHBIIICHHUIO pa3MepoB H J1ehopMaIiii MaTku, JedeKTaM HEPBHOM, MBIIIICYHON U
COCJIMHUTENBHON TKaHW y IUI0/1a. BHyTpeHHUE CUIIbI MOTYT BbI3BaTh T'MIIOJIMHA-
MHUIO TUI0ZA, KOTOpasi BelIeT HEOOBIYHOMY MOJIOXKEHUIO KOHEYHOCTEW I YacTeid
TeNa M0/, YMEHBILIEHUIO pa3MepoB KOHeuHocTel. Jlegopmaiu MOryT BO3HH-
KaTb U B MOCTHAaTAJIbHOM MEPUOJE, HAPUMEP, aCUMMETpPUS 4Yepena y. AETeu C
BPOXICHHOM T'MIIOTOHUEH, 10JIT0e BpeMs JIeXkKallluX B OJIHOM mo3e (puc. 41).

Cpenu npyrux npuMepOB: aMHHOTHYECKHUE MEPeTSHKKU (UuOpo3HbIEC Ts-
K1) MEXIY TUIOJJOM M OKOJIOTUIOAHOW 000JI0UKOM, MPUBOAsiIME K crenudpuye-
CKOMY CUHJIpOMY, HazBaHHOMY AJ[AM-koMILIEKC.

4. /lucnnazus — HEeHOpMalibHasl OpraHU3alvs KJIETOK B CTPYKTYpe TKaHEH
VI aHOMajusli TKaHEeBOW CTPYKTyphl. Hampumep: cunapom Mapdana, Heco-
BEPILECHHBIA OCTEOTCHE3.

JIJis BbIpaKeHUSI TUIA 3TUOJIOTUYECKUX U TATOFEHETHYECKHUX CBA3EH MEXITY
BIIP mipenyiokeHbl cleayromme MOHATHS. Cle0Cmaue, CUHOPOM U ACCOYUAYUSL.

9 10 11
Puc. 41. BpoxneHHble HapylIEHUS pa3BUTHA,
XapaKTepU3YIOIHUECs TOJIBKO AedopMaliield yurtHOH pakOBUHBI.

1 — octpokoHeuHOE yXO0 (YX0 caTupa); 2 — yriioo0pa3Hoe yxo (yX0 Makaku): 3 — OOJIbIION
JTApBUHOBCKHI Oyropok; 4 — pa3BepHYTHIH (JIEHTOOOpA3HBIi) 3aBUTOK; 5 — 3aTHSST HOKKA
MPO-TUBO3aBUTKA; 6 — TOpUYaIye yiu; 7 — OoibInas yirHas pakoBUHA; 8 — O0JIbIIas MOYKa;
9 — npunaTtku oxkonoyuHsle: 10 — ABe yIIHbIE paKOBUHBI (1TosIM0THA); 11 — monepeunas
pacilenrMHa YITHOW paKoBUHBL; 12 — MpoosibHas pacuieInHa MOYKH
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Cneocmeue — 3T0 TUIl MHOXKECTBEHHBIX aHOMAJIMM, BO3HUKIIIUX B pe3yibTa-
T€ OJHON WM3BECTHOW WM TPEANojaracMoid aHOMAaJIMU, JTUOO B pe3yibTare Jeu-
CTBHSI MEXaHHUYECKOTO (pakTopa. Tak, OCHOBHON MOPOK MOXKET MPHUBECTH K CIIEI-
CTBUSIM: TIapainyy HIDKHUX KOHEYHOCTEH, aTpO(HH MBI, KOCOIAMIOCTH, HH(EK-
ITUSIM MOYEBOTO TPaKTa, MOPAXKEHUIO TOYEK, 3aropam. [I[pumepom ciieacTBus, BbI-
3BAHHOTO MEXAHWYECKUM (DaKTOPOM, SIBJISETCS apTPOTPUIIO3, MATOTeHE3 KOTOPOIro
CBsI3aH ¢ runofuHaMuel rioaa. OHa, B CBOIO OYepe]lb, MOKET ObITh 00YCAOBIIEHA
paszHooOpa3HbiMu puunHaMu (nopakenne [IHC, ManoBosue).

Cunopom — noApa3syMeBaeT YCTOMYMBOE COUETaHUE ABYX MK OoJiee Io-
POKOB Pa3BUTHUU B Pa3HBIX CHUCTEMax OpraHoB. B ocHoBe cuHApoMa Bcerja Jie-
XKUT OJHA MPHUYMHA, KOTOpas MOXET ObITh T'€HHOW MyTalge, XpOMOCOMHOMN
abeppalideil uiu TepaToreHOM.

Korma peus 3axomut o nedekTax pa3BUTHSA, HE CBS3aHHBIX MEXTY COOOM
ATHOJIOTUYECKH U TIATOTEHETHYECKHU, TO IPUMEHSIETCS] CTATUCTUYECKOE MMOHSITHE —
acconmanus. Accoyuayus — 3TO HECTydalHOE COUETaHNE HECKOIbKUX aHOMAJTHIA
pa3BUTHS Y ABYX WU O0Jiee MHANBUIOB.

Hampumep, BbIsIBIIeHHE Y HOBOPOKICHHOTQ THUITOILTA3UU OOJIBIIIOTO MalTb-
11a KUCTH TPE/IoIaraeT He0OX0AMMOCTh €r0 00CTIEI0BAHNS HA HATMYHUE IPYTUX
npuzHakoB VATER-acconmanmm.

DTHONOrUsl TOPOKOB Pa3BUTHs reTeporeHHa. B Mx OCHOBE JeXaT MHOTO-
YUCJICHHbIE IPUYMHBI, KOTOpBIE MO npeioxkenuto ['. . Jlazroka MOXHO yCloB-
HO MOJPA3EIUTh Ha SK30T€HHbIE U DHJ/IOT CHHbIE.

9.3 Duaorennnie npuunHbl BITP

e /3menenus HACAIEOCMEEHHBIX CMPYKmyp (Mymayuu). BOJbIIMHCTBO
WCCIIeIoBaTeNel MoIaraeT, MTO H3MEHEHUS HACJIEICTBEHHBIX CTPYKTYP KICTKH
SIBJISIFOTCSL OTHOM M3 HanOosee yacThix mpuduuH BIIP.

®  DHOOKpuHHblE 3a007esanus u memaboaudeckue doegexmol. U3BeCTHO
TaK)Ke, YTO pa3IMyHbIe TOPMOHAJIbHbIE U MEeTa0OIMYEeCKUE HapylIeHus: y Oepe-
MEHHBIX HEPEIKO MPUBOAAT K CaMOMPOU3BOJBHBIM a0OpTaM WM HAPYLIECHHUSIM
Mopdosoruaeckon u GYHKIIMOHALHOW U(GEpPEHIIMPOBKH OPraHoB I110/a (Tepa-
TOTE€HHBIE CUHAPOMBI), UTO OMPEAEISIET BHICOKYIO PAHHIOIO JIETCKYI0 CMEPTHOCTb.
Tepatorenssiii ekt A0Ka3aH A caxapHOTo auadera, (HEHUIKETOHYPHH, Ta-
JIAKTO3EMUN 'y OEPEeMEHHBIX KEHIUH. Tak, nuabeTndeckas SMOpUOTATHS TIPOSIB-
nsiercst komriekcom BIIP, u3 kotopbix 37% NpuxoauTcss HA MOPOKH KOCTHO-
MBIIICYHON cUCTeMBbI, 24% COCTABJISIIOT MOPOKHU cepAra U cocynoB U 14% — mopo-
ku [THC. HanGonee xapakTepHa KaynaibHas AUCIUIA3Ws (aruia3usi WM THUIIO-
1a3us KpecTa W KOMYHMKA, WHOT/IA MOSCHUYHBIX TTO3BOHKOB M OEAPEHHBIX KO-
creif). [lnaGeruueckass ¢eromatusi MpoOsABIsSETCS OOJBIION Maccol Teia Npu
pOXJieHUU (OTIIOKEHHE KUPOBOW KIIETYATKHU), TUIEPIUIa3ued MOJKETYJOUHON
YKEeJIe3bl, dKUPOBOM AUCTpOoduel eueHu.

o «llepe3pesanue» nonogvix kiemox. «llepe3peBanre» MOJIOBBIX KIETOK
kak npuunHa BIIP npusnaercs MHorumu tepatonoramu. [log 3Tum TepMuHOM
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MOAPa3yMEBAIOTCI U3MEHEHUS B raMeTax, MPOU30LIEAIINE OT MOMEHTA UX MOJ-
HOTO CO3PEBaHUA 10 MOMEHTa 00pa3oBaHMs 3UTOTHL. YeM IIIMHHEe 3TO BpeMms,
TEM HMXKE CIOCOOHOCTh K OIUIOJIOTBOPEHHIO M BBINIE KOJMYECTBO ILIOAOB C
BIIP. «Ilepe3peBanuey» raMmeT MOXKET OBITh KaK unmpaghoaiuxkyisapusim (CBI3aHO
C TOPMOHAJILHBIMU PAacCTPOMCTBAMH, HAMPUMEP, B MPEKIMMAKTEPUUECKOM IIe-
puoe), TaK U akcmpaghoanuxyiaprsim (TIoxas IpoxXoaUMOCTh MAaTOYHBIX TPYO,
NPUBOJAILIAA K 3aJEPKKE MPOXOKIAEHUS CIIEPMATO30UA0B, HEIOCTAaTOYHAS I1O-
JBUKHOCTB criepMaro3ouaoB) [lpeamnonaraercs 4To OCHOBHBIM Pe3yJbTaToOM
«IEPE3PEBAHUS» SIBISIETCS HEPACXOKIECHUE XPOMOCOM.

e Bozpacm pooumeneu. XOpOIIO U3BECTHA CBSI3b MEXKIY HATUYUEM TOPO-
KOB Pa3BUTHs y IOTOMKOB U BO3pacToM poautenen. Tak, cuagpom [llepemesckoro-
Tepuepa, BIIP onopHo-IBUTraTeIbHOTO amnmapara U OpraHoOB JIbIXaHUsI Yallle BbISB-
JISIFOTCSL y JIETEH, POJIMBIIMXCS Y IOHBIX MaTepel (MeHee 19-Tw JieT), 4em y marepeit
B Bo3pacte 22-35 ner. HaoOopoT, y matepeit ctapiie 35-Tu JIeT YBEIUYEHO YUCIIO
nereli ¢ cunapomamu Jlayna, [laray u OnBapca, nopokamu pazsutus [THC.

YcraHoBIIEHA 3aBUCHUMOCTh OT BO3PACTa OTLOB YAaCTOThI PACIICIUHBI T'y-
Obl U Heba, aXOHAPOIUIa3MU W TMPAKTUYECKH BCEX ayTOCOMHO-IOMHUHAHTHBIX
cunapoMoB BIIP. Ilo-BuauMomy, OCHOBHOE 3HAYE€HUE UMEET CTAPEHUE I10JIO-
BBIX KJIETOK (CBOJUTCS K YBEJIMYEHHUIO YACTOThL MYTallHii), U UX Mepe3pEeBaHUE

9.4 Dxk30rennpie npuuuHbl BITP

1. @Qusuyeckue gpaxmopul:

A) Nonmsupytomas paaguanus. Cpean sx3oreHHbix npuuuH BIIP Bemy-
niee MECTO 3aHMMaeT WMOHW3MpYyomas paauauus. Hampumep, 1o aBapuu Ha
UYepnooOnuisckoit ADC uncio BHP B benapycu BHe 3aBucHMOCTH OT ypOBHS 3a-
rpsis3HeHHOE TeppuTopuil paauonyknuaamu (Cs-137) Haxoausioch Ha ypOBHE
3,87-4,72%. Tlocne aBapuu B 1986 romy oOHapyXmiIach WHas KapTHHA: KO3(-
(GUIMEHT TpPHUPOCTa KOJIWYSCTBA TOPOKOB COCTABWJI B 30HE 3arpsi3HCHUS
1-5 Ku/km cocraBmir 0,35%;a B 30He 15 u 601ee Ku/km — 0,79%.

b) Mexanuueckue. Cpeau MexaHUYECKUX MPUYUH, HHaAyLupytomux BITP
W3BECTHBL:

e aMHHMOTHYECKUE cpaiieHus (Tsoku CumoHapa) B pe3yJibTaTe pa3pbiBa
aMHUOHA; CPAIlICHUS TJIOJOBOM MOBEPXHOCTH MOCTEA C MOBEPXHOCTHIO TI0/IA;
JITAM-KOMITIIEKC WM CUHAPOM AMHHOTHUYECKUX NEPETKEK;

® Ype3MEepHOE JaBJICHUE MATKH, (IPU MAJIOBOJIUK) WM OMYyXOJU (KpyIi-
HOM MUOMBI) Ha pa3BUBAIOIINIICS TUIOA;

® CJAaBJICHHE OPTraHOB IUIOAA BPOXKICHHOW OMYXOJbIO WU JIPYTHM HE-
paBUIbLHO CPOPMUPOBAHHBIM OPTaHOM

2. Xumuueckue gpaxmopeoi:

A) JlexapcTBeHHbIE TpernapaThl. bolbliyto rpyrimny TepaTOreHOB COCTaB-
JISIIOT JIEKApCTBEHHbIE npenaparbl. Cpeld HUX:

® TIPOTHMBOCYAOPOKHBIE (TpUMETaAWoH, ¢GeHuTonH, (ernobdapourarn,
KapOaMasenuH),
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reMoTepaneBTUUYECKUE (AHTUKOATYJISHTHI),
POTUBOOIYXO0JEBbIE (IIUTOCTATUKH),

aHaJIbI€TUKH, AHECTETUKH,

HapKOTUYECKHUE BelllecTBa (KOKauH, KOMa3WH, U30TPETUHOMH),
AHTUOMOTHKH (CTPENTOMUITNH, TETPAIIUKIINH ),
TPAHKBUJIN3ATOPHI (TATUIOMMUI),

CTEPOUTHBIC TOPMOHBI,

QJIKOTOJTb.

Hampumep, npu XpoHUYECKOM YHOTPEOJICHUH aJTKOTOJSL BO BpeMs Oepe-
MEHHOCTH B OOJIBIIIMHCTBE CIIY9aeB POXKIAIOTCS JIETH C alIKOTOJILHON (heTomaTu-
eil (BpOKICHHAS TUTIOTUTA3Usl M TIOCTHATATIBHBIN Me(UINT POCTa U MACCHI Tea,
oOmas 3anepxka (PU3MIECKOro U MCUXUYECKOrO Pa3BUTHS, MUKPO- WJIM THAPO-
uedanus, 4epenHo-inieBsle anoManuu). [lpu TanugomMunHoM cuHapoMe (TIpu-
em Tanuaomuaa Ha 4—10-i Henensx OepeMEeHHOCTH) OTMEYAIOTCS AUCMUEITUU
BEPXHUX M HUKHUX KOHEUHOCTEH, COYETAIOUIMECS C aHOMAIUSIMHU Hapy>KHOTO
yxa u ria3 (25% ciy4aeB), IOpOKaMH KeITyJOUYHO-KUAIIEYHOTO TPaKTa, Cepaua u
JIPYTUMU HApYUICHUSIMU PA3BUTHSL.

b) Xumuueckue BeuiecTBa, IpuMeEHsIEMbI€ B IPOMBIIIUIEHHOCTH U ObITY. K
XUMUYECKUM TEPATOT€HAM OTHOCSTCS MPAKTHYCCKU KaXO0€ JECATOC XUMHUE-
CKOE€ COCTMHEHHE U KaXKIbIi BTOpoi nectunu. Ux s dexr 3aBucut or:

® CTaau¥ Pa3BUTHA YMOPHUOHA W IWIONA, HA KOTOPYIO MPUXOIUTCS BO3-
JICUCTBUE;

® J103bl U XMMUYECKOTO CTPOCHUS BEIIECTBA;

e CcrnocoOHOCTH BemecTBa (Tpemnapara) MpeooJieBaTh IUTANICHTAPHBIN
oapnep;

® TIyTH BBEACHUS Ipemapara;

® TEHOTHUNA IJI0Ja (MpUMEHEeHHE (PEHUTOHHA MHAYLUUPYET MpeHaTalb-
HYI0 ¥ IOCTHATAJIbHYI0 33JIEPIKKY pPOCTA);

® TEHOTHUIIA MaTepH (IuadbeTndeckas U (peHIIATAHHHOBAs 3MOPHOTIATHS ).

Brineneno Heckoibko (GopM dMOpHOIATH, CBSI3aHHBIX ¢ METa00IM3MOM
MeTauioB. Hampumep, MHK-3aBUCUMasi SMOPHOTIATHS pa3BUBACTCA TIPU Oe3Msi-
CHOM NTMeTe, IPU CBSI3bIBAHUYU ITUHKA JIEKAPCTBEHHBIMU TpemapaTaMu (areraso-
aMUH, CAMIMJIATHI), HAPYIICHUH aJCOPOIMU MUHKA (P XPOHUYECKUX KOJIH-
Tax). [IposiBasieTcss ymepeHHoO# rumpoiedanueii, paciennHoil Heba, NCKpUBIIe-
HUEM MO3BOHOYHHKA, TPDKAMH M IIOPOKAMU CEP/IIIa

B) I'unokcus.

I') Henonnonennoe nuranue. Cpenu NpUYUH MOPOKOB 3K30M€HHOTO MTPOUC-
XO0XKJIEHUS! HEOOXOJUMO OTMETUTH HEMOIHOLEHHOE MUTAaHUE U TOJI0JIAHUE MaTEPH.

3. buonocuuecxue gaxmopwsi. K Ouonornyeckum ¢GakTopam OTHOCITCS
BUPYCHI repreca, KpacHyXH, TPUIINa, 3MUJIEMAYECKOro MapoTUTa, WH(PEKINOH-
HOTO TernaTuTa, MOJUOMHENNTA, BETPSHOMW OCHbl M NPOTO30HHBIE HHQEKIINU
(ToKcomIazMa).
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ITox TepMuHOM «Kpumuueckue nepuoowly (BrepBbie BBeJeH B 1897 romy
[1.1. BpoyHOBBIM), TOHUMAIOT TIEPUOABI SMOPHUOTEHE3a, OTINYAIOIINECS TTOBHI-
IICHHOW YYBCTBUTEIBHOCTHIO 3aPO/IBINIA K TIOBPEKIAONMIEMY TEHCTBHIO (PaKTO-
POB BHEIIIHEN CPEBI.

I xpuTHYECKNii TEPUOT COOTBETCTBYET BPEMEHU MEHCOY KOHYOM NEPEOU U
Hauanom emopoi Heoensamu bepemennocmu. [loBpexaaroniee BO3IeCTBUE Te-
pPaTOTreHOB B ATOT MEPUOJ B OCHOBHOM BeJIET K TMOEIN 3apo/bllia.

II xpuTHUecKHii IEpUO OXBATHIBACT BPEMSI C mpembeli No Ulechiyio Heoeu
bepemenHocmu, KOT1a IOBPEXKIAIOIIEe BO3ICUCTBUE BEJIET K MMOPOKY PA3BUTHSL.

Oba KpUTHYECKUX TEpUO/a COBMAJAIOT C MEpUOJlaMU Hauboyiee WHTEH-
CUBHOTO (hOPMHUPOBAHUSI OPTaHOB M CBSI3aHbI B OCHOBHOM € IEPUOAUYHOCTHIO
IPOSIBICHUI MOP(POIOTUUECKONW aKTUBHOCTH SIZIEP.

[Toustue «mepamoeennwviti mepmunayuounsiii nepuody (TTII) nogpa3y-
MEBaeT MpeAeabHbIA (KOHEUHbI) CPOK, B TE€UEHHE KOTOPOIr'O IOBPEKIAOIICE
neiicTBUe (TEpaTOTeHHBIN (PaKTOP) MOXKET BbI3BATh JAaHHBIN TOPOK Pa3BUTHSL.

B cBs3u ¢ Tem, 4TO TeppaTOreHHBIA (PAaKTOP MPUBOIUT K PA3BUTHIO ITOPO-
Ka TOJBKO B CJIy4ae €ro BO3JCHUCTBHS 10 OKOHYAHUS (POPMUPOBAHUS OpPTraHa,
KOTOpPO€ HE COBMAJAET MO BPEMEHH JJISI Pa3HbIX OPraHOB, TO KaXKIbli MOPOK
UMeEEeT CBOWM TEPMUHALIMOHHBIN NEepHoJ (Harpumep, A 1edexra Mexnpeacepa-
HOM Meperopoiku — BpeMEHEM J10 55-10 AHs OEPEMEHHOCTH).

TEMA 10
NMPOPUJAKTUKA HACJEJACTBEHHOU IATOJIOTUHU

10.1 Meauko-reHeTnyeckoe KOHCYJIbTHPOBAHME

[TepBble ymoMHHAHHS O TIOTBITKAX HE BIIOJIHE OCO3HAHHOTO BMEIIATEIb-
CTBa B TeHO(DOH | MOMYJSIINN OTHOCITCS K TIyOoKo# apeBHocTtu. Hampumep,
B JpeBHerpedeckoit CrapTe MPHUTrOJHOCTh HOBOPOXKIACHHBIX MIIAJCHIICB MYXK-
CKOTO T0JIa K HECEHHUIO B JAJIbHEUIIIEM BOMHCKOM CITyKOBI OTIpe/IeIsiiach BBISIB-
JICHHEM KaKuX-JIM0O JePEKTOB Pa3BUTUS U B Clydae WX HAIUYUS MIIAJCHIIA
youBau.

[lomobHast «mpoduIaKTHKa» MO3BOJSIIAa YHUUYTOXKHUTH IMaTOJOTUYECKUN
TeHOTHI U MPECTaBIsIa COO0H METO MCKYCCTBEHHOTO 0TOOpa. DTa MpaKTHKa
CIIApPTAHIIEB MMeJa U HeraTHBHBIC mocieAcTBusA. CrapTaHCKoe rOCyJapCTBO HE
nano Diiafie He TOJIbKO BhIAAOMUXCs (GuiaocodoB, XyA0KHUKOB, MMHUCATEIEH,
HO JTa)K€ M TI0-HACTOSIIIEMY KPYITHBIX ITOJKOBOJIIICB.

C tex mop mponuIto MHOTO BpeMeHU. [[OMBITKH TeHETHYEeCKOTO KOHCYIIb-
TUPOBAHUS MPEANPUHUMAINCH Ha TPOTSHKEHWU BEKOB B PA3JIMYHBIX CTPAHAX,
0COOEHHO TIPU BCTYIUICHWH B Opak MOJOJBIX Jironei. Hanmpumep, B HeMEKOM
ropoge Mrouxene B 1917 romy Oblio pa3paboTaHo crenuanbHOe oOpalieHue
K MOJIOJIBIM JIFOJISIM, BCTyMarmuM B Opak: «ToT, KTo 3akirodaer Opak, HE pas-
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y3HaBIIIN 3/I0POB OH WM 00JieH, OepeT Ha ceOsi OOJBITYI0 OTBETCTBEHHOCTH I1€-
pEI CBOMM CYIIPYTOM U MEpe]l IOTOMCTBOM...)».

B Poccun mepBasi MeIUKO-TeHETHYECKAs KOHCYJIbTAIUs OblIa OPTaHU30-
BaHa B 1929 rony C.H. /laBu€HKOBBIM B BO3TJIaBIIsIEMOM UM MHCTUTYTE HEPB-
HO-TICUXWYECKON TTPO(PIITAKTHKH.

3a pyOexoM MPUHATO CUUTATh, YTO CUCTEMA F€HETUYECKOM MPOPMIAKTUKA
BIiepBbIe Obu1a npeyiokena B 1947 rony 111. Punom, onpenenuBiimm ee Kak CoLU-
IbHYIO CITY»KOY TIOMOIIM HacleICTBEHHO OTATOLIEHHBIM ceMbsiM. B1950 romy
UM K€ OBbLIO OIMyOJIMKOBAHO KPATKOE PYKOBOJCTBO MO F€HETUYECKOMY KOHCYJIb-
TUPOBAHMUIO.

B ycroBHsIX KIMHAYECKUX YUPEKICHUN MEIUKO-TCHETUUECKHE KOHCYIIb-
TallMM CTaJu MPOBOAUTHCA 3a pyoekoMm ¢ 1940 roma. B HacTosimee Bpems B MU-
pe HacuuThiBaeTca Oosiee 2000 MeIUKO-TEHETHYECKUX KOHCYJbTAllui, U HUX
yuciao nmocrossHHo pacrer. Hampumep, B CIIA 6onee 500 xoneynbTanuii, AH-
riauu — ooiee 50, B Poccnu — 85.

Menuko-renernueckas ciryx6a (MI'C) oxBateiBaeT 4 ypoBHS:

1. Paitonnsiii (ropojckoil) ypoBeHb. KoHCyibTanuio MNpOBOAUT Bpad-
TEHETUK PallOHHOM (FOpOACKOW) MOJMKIMHUKY. ET0 3a/1aua: BbIABICHUE U YUYET
CEMEM, OTATOILLICHHBIX HACJIEICTBEHHON NAaTOJIOTHEN, U HAIIPABIICHUE UX B PErU-
OHAJIbHOE MEJUKO-TEHETUYECKOE YUPEKICHUE.

2. PernonanbHblil ypoBeHb. MeUKO-TE€HETUYECKasT KOHCYJbTallusg Ha Oa-
3e 00JIaCTHOM, KpaeBOM WM peCIyOIMKaHCKOW O0MbHUIIBI. 3a/1a4i: KOHCYJIbTH-
poBaHHME ceMei M OOJIbHBIX C HACJIECTBEHHONW U BPOXKJICHHOW MaTOJIOTHEH ¢
MCIIOJIb30BaHUEM T€HEAIOTMYECKOTO aHaIW3a, CUHIPOMOJIOTUYECKOTO M IIUTO-
TEHETUYECKUX METOJIOB; TPEHATAIbHAST TUarHOCTHKA OEPEMEHHBIX.

3. MexperuoHaiabHblii  YpOBEHb.  MeEXperuoHaibHas  MEIHUKO-
reHeTHYeCcKas KOoHCyabTaiusa Ha 6aze HMU unm obnactHOM (pecmyOIMKaHCKOM)
MTI'K, ob6cmy>xuBaromiast 3—5 COCSIHUX PETHOHOB. 3a/1au T€ )K€, YTO M Ha PEru-
OHAJIBHOM ypOBHE. JIOMOJIHHUTETFHO MPOBOISIT MAacCOBOE OOCJIEIOBAHHE HOBO-
POXKJIEHHBIX, KOHCYJIbTUPOBAHUE U AUATHOCTUKY CJIOKHBIX CIy4aeB, OpraHu3a-
LU0 JICUCHUS] OOJIbHBIX:

4. ®enepanbHblii ypoBeHb. DeepalibHbI METUKO-TEHETUYECKUIM LIEHTP Ha
0aze Beqymx HUU u knuHuk. 3aaun: KOHCYJITUPOBAHHUE CIOMKHBIX CITy4aeB Ia-
TOJIOTHH, MOATBEPKIAIONIAS [IMTOI€HETUYECKas, OMOXUMUYECKass U MOJIEKYJISIPHO-
IeHETHYECKas IMarHOCTUKA CJIOXKHBIX M PEJIKUX CIIy4aeB HACJIEACTBEHHBIX 00Jie3-
HeH, pa3paboTka, anpoOalysi U BHEAPEHUE HOBBIX METO/IOB TUArHOCTUKH, JICUEHHUSI
U peabuinTaluu, MoAr0TOBKA 1 MOBBIIIIEHUE KBATU(DUKALIUK KaAPOB.

10.2 eaun v 3212494 MeINKO-T€HETHYECKOI0 KOHCYJIbTHUPOBAHUS

Menuko-TeHeTHIeCKOe KOHCYJILTUPOBAHUE — ATO HamboJjee pacmpocTpa-
HEHHBIN 1 3)PEKTUBHBINA MOAXO K TPODUIAKTHKE HACICICTBEHHBIX OOJIC3HEH.

['maBHast yenv cenemuueck020 KOHCYIbMUPOBAHUS — TPETYTNPEKICHUEC
poxzaenust 6onbHOrO pedenka. [1lo mporuo3y 310poBbsl MOTOMCTBAa KOHCYJBTH-
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pOBaHUWE NENSAT HA JABE TPYIIIBI NPOCHeKmueHoe U pempocnekmuenoe. Ilpo-
CNEeKMuUBHOe KOHCYIbmuposatue - 370 Hanbonee 3 (GEeKTUBHBIN BUA TPOQIITAK-
THKW HACIIEJCTBEHHBIX OOJIC3HEH, KOTJIa PHUCK POXKIEHHS OOJILHOrO pebdeHKa
OTIpEIETISIETCS eIle 10 HACTYIUICHUS O€PEMEHHOCTH WJIM Ha PAaHHUX €€ CPOKax.
Pempocnexmugnoe — 310 KOHCYIBTUPOBAHHE TIOCIE POXKIEHUS OOJBHOTO pe-
OEHKa B CEMbE OTHOCHUTEINIbHO 3/I0POBbs OyAYLIUX JIETEH.

B 3agauu MeIUKO-reHETUYEeCKOM KOHCYIIbTAllUU BXOISIT:

® DpETpo- U MPOCHEKTHUBHOE KOHCYJIbTUPOBAaHUE CeMel U O0JbHBIX C
HACJIEJCTBEHHOW WJIM BPOKJIEHHOM ITaTOJIOTUEN;

® TIpeHATAJIbHAS JUATHOCTUKA BPOXKICHHBIX U HACIIECJICTBEHHBIX 3a00J1e-
BaHUI;

® IOMOIIb BpayaM pa3IMUHbIX CIIEIIMATILHOCTEN B ITIOCTAHOBKE TUArHO3a
3a00J€BaHus, €CIH JIJIsl ITOr0 TPEOYIOTCS CelUalbHble TCHETUYECKUE METO/IbI
UCCJIeI0BAHNUS;

® JIOBEJICHHE TMAIMEHTY W €r0 CEMbE B JOCTYITHOU (opMe mHbOpMaIuu
O CTETNEHU PUCKAa UMETh OOJBHBIX JIETe W OKa3aHWE WM TOMOIIY B TPHUHSITHH
pEIICHMS;

® IHCTHAHCEPHOE HAOJIOJCHUE W BBISABJICHUE TPYMIBI TMOBBIIIEHHOTO
pHUCKa Cpely pOJACTBEHHUKOB MHIWBH/IA C HACEICTBEHHOW OOJIE3HBIO.

® [pornaraHja MeIUKO-T€HETUYECKUX 3HAHUN CpeId HACENIeHUsI.

O} pekTUBHOCTh KOHCYJIbTAIMK KaK BPaYe€OHOTO 3aKII0YEHUS 3aBUCUT OT
TpexX paKTOpOB: TOUHOCTH AMArHO3a, TOYHOCTU pacyeTa TeHETUYECKOro prucka u
YPOBHSI MIOHMMAaHUSI T€HETUYECKOI'0 3aKIIOUEHUs KOHCyNbTUpYyromuMucs. [Ipu
OOJBITION BEPOSTHOCTH POXKICHUSI OOJIHHOTO peOeHKa MPaBUILHBIMH, ¢ IPOQU-
JAKTUYECKOW TOYKHU 3PEHUsS, MOTYT OBITh JIB€ PEKOMEHIAINU: JTNOO BO3JEpIKa-
HUE OT JIETOPOXKACHUS, TNOO0 MpeHaTaIbHas TUArHOCTHUKA, €CJIM OHA BO3MOXKHA
IIPY TAaHHOW KJIIMHUYECKON (hOpMe HACIIeICTBEHHOTO 3a00IeBaHUS.

[To maHHBIM OTEUYECTBEHHBIX M 3apyOE€KHBIX aBTOPOB, Kaxmas 8—10 ce-
MbsI, OOpaTHBIIASCS B  MEINKO-TCHETHUYECKYIO KOHCYJIbTAIIUIO, HYXIACTCS
B IIpEHATAIbHON JUArHOCTHUKE.

10.3 IToxkazanus 1Jisi MeAUKO-T€HETHYECKOT0 KOHCYJIbTHPOBAHMS
HaJIMYMe CXOJIHBIX 3a00JICBaHMI Y HECKOJIbKHX YJICHOB CEMbH;
HIEPBUYHOE OECILIONNE CYIIPYTOB;
NIEPBUYHOE HEBBIHAIIIMBAHUE OCPEMEHHOCTH;
OTCTaBaHHE peOCHKA B YMCTBEHHOM U (PU3UUECKOM Pa3BUTHH;
pOKJIeHHE peOCHKA ¢ BPOXKISHHBIMU IIOPOKAMH Pa3BHUTHS;
nepBUYHAs aMeHopesi (OTCYTCTBHE MECSIYHBIX), OCOOCHHO TIPH HEI0-
Pa3BUTHUH BTOPUYHBIX MMOJIOBBIX MPU3HAKOB;

® KPOBHOE POJCTBO MEXIY CYNpPyramu;

® KOHTAKT CyIpPYyroB ¢ MyTareHHbIMU (paKTOPaAMU;
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® KOHTAaKT OCPEMEHHOH B IIEPBOM TPHMECTPE C TEPATOICHHBIMU (haKTO-
pamu;

® [I0J03pEHHE Ha HapylleHHWe pa3BUTUs Ioda npu Y3U B keHCKOMU
KOHCYJIbTaIINH.

OcHogHble nokazanus 0iis NPOBEOeHUs. YUMO2EHEMUUEeCK020 AHANU3A!

e [IpeHaTaJIbHAs JIUAarHOCTHKA I10J1a B CEMbSX, OTATOIICHHBIX PELCCCHB-
HBIMU 3200JI€BaHUSMH, CIIETUICHHBIMH C X-XpOMOCOMOI;

e HenuddepeHuupoBanHas osurodpenus (ciradboymue);

® [IPUBBIYHBIE BHIKUBIIINA U MEPTBOPOKICHUS,

® MHOKECTBEHHBIE BPOXKJICHHBIC TIOPOKH PAa3BUTHS y pCOCHKA;

e 0ecIyiofue y My>KUUHBIL;

e BoO3pacT matepu crapiie 35, otua — 40 ner.

OcHogHnble noxkazanus 0 NPo8eoeHUs OUOXUMUYLECKUX UCCTE00B8AHUIL:

® yYMCTBEHHas OTCTaJOCTh PEOCHKA;

® HapyIlIeHHE IICUXUYECKOro CTaTyca,;

e HapymieHHe (GU3NYECKOrO PA3BUTHS;

® CyJOpOTH, MBIIICYHAs TUTIEP- UM TUITOTOHMS, HAPYIICHUE TTOXOIKH U
KOOPAMHAIIUU JIBH)KCHUH, KENTyXa, TUIIO- WA TUIEePIIUTMEHTAITUS;

® HEMEPEHOCHMOCTH OTJICIbHBIX IMUIIEBBIX POJIYKTOB M JICKAPCTBCH-
HBIX MPEIapaToB, HAPYIICHUS IMUIICBAPEHUS.

10.4 IlnanupoBaHue 1eTOPOKICHUS

[imanupoBaHue TATBHENIIETO TETOPOKICHUS B CEMbE, B KOTOPOU 3aperu-
CTPUPOBAH CiIy4Yall HAacCIICJCTBEHHOTO 3a00JICBaHMS, 3aBHCUT OT IIEJIOTO psaa
dakTopoB. Beaymiyio posib mpy 3TOM UTPAET YPOBEHD PUCKA POXKIACHUS OOJIBLHO-
ro pedeHka. ['eHeTHYeCKUil pUCK 0OBIYHO BBIPAKAECTCS B MPOIEHTAX.

IIpu Huszkom pucke MaTOJIOTUUECKUE U3MEHEHUS MOXKHO OXHUIATh Y 5%
MOTOMKOB. B 3TOM ciiyyae 0OBIYHO HET MPOTUBOINOKA3aHUM IS JadbHEUIIero
neropoxaeHusi. Cpeonuti puck perucTpUpyeTcs, €Cid BEPOSTHOCTb POXKJICHUS
oosbHOTO pedenka gocturaet 6—20%. B Takoil cuTyanuu miaHupOBaHUE JETO-
POXKACHUS ONPEeseTcsl MPeAnoiaraeMon TSKECThIO 3a00JIeBaHUS U BO3MOXK-
HOCTBIO JIOPOJIOBOM AUATHOCTHKH. Bwicoxuii eenemuueckuti puck (6omee 20%)
O0OBIYHO COIIPOBOXKIAETCS HEOOXOJMMOCTBIO HCCISAOBAHMS IUIOAA MpH Oepe-
MEHHOCTH 1L OOHAPY)KCHHS Y HETO MaTOJOTMYEeCKUX M3MEeHeHui. Ecium ke mo-
pOJOBas JTUArHOCTHUKA HEBO3MOJXKHA, a 3a00JICBaHHE SBIISICTCS OUYCHB TSIKEIIBIM,
TO CYIIpyraM He peKOMEHIYIOT JaJIbHENIIIee TETOPOKICHHUE.

Takoe pa3aeneHrne reHeTHYeCKOro pucka Ha HU3KUM, CPETHUM U BBICOKUU
SIBJISIETCS] YCJIOBHBIM, IMTOCKOJIBLKY Ha OTHOIIICHUE K €r0 YPOBHIO BIUSIIOT OCOOCH-
HOCTH TeueHHs 3a0oseBanus. Hanpumep, BeposTHOCTh B 4% pa3BUTHUSI CUHIPO-
Ma JlayHa paciieHMBaeTCsl, Kak BBICOKHM PHUCK M TpeOyeT 00s3aTeIbHOI0 HC-
M0JIb30BAHUSI METOI0B JOPOIOBOM AUAarHoCTUKU. B To ke BpeMs 50%-HbIi pucK

147



MOSIBJICHUS Y PEOCHKA IMIECTUITAIOCTH OOBIYHO HE OTPAHUYUBACT JIETOPOKICHHUE
B CEMbE.

[TOBBIIIEHHBIN TEHETUYECKUM PHUCK YaCTO COMPOBOXAAIOT KPOBHOPOJ-
cTBeHHbIE Opaku. OTKa3 OT pOXKIICHUS JETEH B TAKMX CEMBSIX SBIISETCS MPOQIIIaK-
TUKOW HACIIeACTBEHHBIX 3a0oneBanuii. Ho mst 20% Hacenenus Mupa TpaauiiioH-
HbI Opaky MeXAy ABOIOPOIAHBIMU cuOcamu. B Takux momynsuusx yBelndeHa ya-
CTOTa ayTOCOMHO-PEIIECCUBHBIX 3a00JICBaHUM, MOBBIINIEHA BEPOSITHOCTh MIIAJICH-
YECKON CMEPTHOCTH, YMCTBEHHOM OTCTAJIOCTH U BPOXKICHHBIX TOPOKOB Pa3BUTHSI.

[InaHupoBaHue NETOPOXKACHHUS MOKET COMPOBOXKIATHCS OTKa30M OT Opa-
Ka JIBYX I€TePO3UTOTHBIX HOCHUTEJIEH OJHOI0 MaTOJOrMYECKOTO reHa. 9TO BO3-
MOYHO, €CJIM TTPOBOJIUTCS MOJIEKYJISIPHO-TEHETHYECKOe 00CAeI0BaHuE TOIyIIs-
IIMH, B KOTOPOH PETUCTPUPYETCS BHICOKAS YACTOTA KAKOI'O-THOO MOHOTEHHOTO
3a00JIeBaHUSI.

Bo3spact cynpyroB Takke nMeeT OOJIBIIIOE 3HAYEHUE MPH TUTAHUPOBAHUU
ceMbd. MHOTOYUCIICHHBIMA HCCIICOBAHUSIMU OBIJIO - TTOKA3aHO YBEIMYCHHE
POKJICHHS JeTell ¢ HACIICICTBEHHOM IaTOJIOTHEeH OCOOEHHO y JKCHIIUH CTapIIe
35 net u y myxuuH — crapie 40. [ToaToMy xenareibHO OKOHYUTh AETOPOXKIE-
HUE JI0 3TOT0 BO3pacTa.

OKoHYaTEeJIbHOE PENICHUE CYNIPYTOB 0 KOJIUYECTBE JETEN B CEMbE 3aBUCUT
TAK)K€ OT WX HMHTEIUICKTYaJbHOTO M COUMAIBHOTO YPOBHSI, CTEIIEHU POJICTBA
¢ OOJIBHBIM POJICTBEHHUKOM, KOJIMYECTBa MHIUWBHUJIOB C HACIEJICTBEHHOM MaTo-
JIOTUEUN B CEMBE.

10.5 IepukoHIEeNIUOHHAS NPOPUIAKTHKA
NpH IIAHUPOBAHUM OepPeMEeHHOCTH

[Tpu muranupoBaHUU OEPEMEHHOCTU B MOCJICIHHUE TOJbI IPUMEHSETCS ne-
puxonyenyuonras npoguaaxmuka. OHa TO3BOJSET CHU3UTh BEPOSITHOCTDh POK-
NeHust peOeHKa C BPOXKICHHBIM TTOPOKOM Pa3BUTHS U IPYTUMH 3a00JICBAaHUSIMU.
B ocHoBe 37Ol mpoUIAKTHKY JEKHUT MYyIbTH(GAKTOPHATbHAS MPUPOaa OOJTb-
IIMHCTBA TATOJIOTHYECKUX COCTOSIHMM, BOSHUKAIOIIMX IO/ BIWUSHHEM HACIIEI-
CTBEHHBIX U BHEMIHECPENOBLIX (hakTopoB. OrpaHNYEHUE KOHTAKTA C BPEIHBIMU
BHEITHUMHU BO3JICHCTBHIMH, CO3/IaHUE OJIArOMPHUSITHBIX YCIOBHH IJIs CO3peBa-
HUS TTOJIOBBIX KJIETOK, UMILIAHTAIIUN 3UTOTHI M (DOPMHUPOBAHMS TUIOJA TIPETIAT-
CTBYET MPOSBICHUIO IMaTOJOTUYCCKOTO ACHCTBUS TCHOB.

[TepukoHTIeIIIMOHHAS TPO(PHITAKTUKA BKIFOYACT CJICTYIOIITUE ITAIIbI:

1. Bvibop épemenu 3auamusi. MHOTOYHCIICHHBIMU UCCIICAOBAHUAMU OBLIO
MIOKAa3aHo, YTO PUCK poxacHUS pedernka ¢ BIIP sBisercss 0coOeHHO HU3KHUM, €C-
JIM 3a4aTHe MPUXOIUTCS HA KOHEI] JieTa - Hadano ocenn. Camasi BRICOKasl BEPO-
STHOCTh TOSIBIICHUS OOJIBHOTO TOTOMCTBA PETHCTPUPYETCS MpU Hadaje Oepe-
MEHHOCTH B BECEHHHE MECSIIBI.

2. Obcredosanue cynpyzos 10 OEpEeMEHHOCTH JIJIS BBISIBJICHHUS Y HUX pa3-
JUYHBIX WH(QEKIIMOHHBIX, HIOKPUHHBIX M JPYrux 3aboseBaHuil. ['opMoOHAIb-
HBbIC U3MEHEHUS, XPOHUUECKHE NH(PEKIINU, 0COOCHHO TIOJIOBBIX MyTEH, HapyIIa-
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10T TIPOIIECCHI CO3PEBAHMS MOJOBBIX KJIETOK M, €CJIM OOJIbHA KEHIIMHA, (popmu-
poBaHHe SMOpHOHA W TI0Aa. B 3TuX ciydasx TpeOyeTcs KOPPEKIUs ITHX CO-
CTOSIHUH, 037I0OpOBJIEHUE 000MX CynpyroB. Ha 3ToMm 3Tame mpoBOAUTCS MEIUKO-
TeHETUYECKOE KOHCYJbTUPOBAHUE, YTOUHSIETCS PUCK POXKICHUS OOJBHOTO pe-
O€HKa, ONpEeAestoTCsS MOAXOAbl K J0pOJ0BOM auarHoctuke. CympyraMm peko-
MEHJYIOT OTKa3aTbCsi OT KypEeHHs, aJKOroJjsi, MO0 BO3MOXHOCTH OTpPaHUYHTh
KOHTAaKTbl C BPEAHBIMU MTPOU3BOACTBEHHBIMU (haKTOpaMHu.

3. Ilpuem noausumamurHwvix npenapamos B T€UeHUEe 2—3 MECsAleB A0 3a-
yaTusi. OTU JIEKAPCTBEHHbIE CPEICTBA JODKHBI COAEPKATh (POJTUEBYIO KUCIOTY
10 0,4—1 Mr B CyTKH, aCKOPOMHOBYIO KHCIIOTY, O.-TOKO(EpOo1, BUTAMUHBI TPYyII-
nel B. Paunon nurtanus cynpyroB oboramaercs NpoAyKTamu, COJepKallluMU
(b 0IMEBYIO KUCIIOTY: 3€JICHb, IIOMUJIOPBI, 0000BEIC, neucHb. [lomo0OHas Tepanus
HOpMAaJIM3yeT OOMEHHBIE MPOIECChl B KJIETKax, OOECIeuMBACT MPaBUILHOE
(GYyHKIIMOHUPOBAHUE TEHETUYECKOTO armapara, co3laeT OJIArOmPUATHBIE YCIIO-
BUS JIJISI BHYTPUYTPOOHOTO Pa3BUTHUSA ILJIOA.

4. Ilpuem scenwyunori norueumamurog 1o 10—12-it Hemenm 6epeMeHHOCTH.

5. Habawoenue 3a bepemennocmso, KOTOPOE BKIFOYACT METOJIBI JOPOJIO-
BOU JTMArHOCTUKH, TTO3BOJISIONICH 0OHAPYKUTh 3a00JIEBAHKE Y TUIOIA.

[Ilupokoe pacrpocTpaHeHue Takux HPOPUIAKTUYECKUX MEPONPHUATHH,
CEpPhE3HOE OTHOLIEHUE CYNPYTOB K POXKICHUIO peOCHKa Hapsay ¢ o0IIerocyiap-
CTBEHHBIMH MPOTPaMMaMHU IO OXpaHe OKPYKarolllel Cpeibl U COBEPIIEHCTBOBA-
HUIO 3paBOOXpaHEHUs] OyAyT CIOCOOCTBOBATh YMEHBIICHHUIO Tpy3a Haclel-
CTBEHHOM U BPOXKJICHHOW MAaTOJIOTHUH.

OnHoM 13 caMbIX OCTPBIX IPOOIEM COBPEMEHHOCTH SIBJISIETCS 3arps3HEHUE
MPUPOIHON CPENbl, B TOM YHCIIE MUIIEBBIX MPOIYKTOB M BOJbI, MHOTOOOPA3HbI-
MU TOKCUYECKHMH BENMIECTBAMU (TIPOIYKTHI MPOMBINIJIEHHOTO M XUMHYECKOTO
MIPOU3BOJICTBA, BBIXJIOITHBIE T'a3bl aBTOMOOWIICH, COJU TSDKEIBIX METAJUIOB, pa-
JTMOAKTUBHBIC BEIIECTBA, XMMHUKATHI U Jp.). Bce 3TH BemecTBa SBISIOTCS Tepa-
TOT€HHBIMU (haKTOPaMU; CIIOCOOCTBYIOIIMMH POXKICHUIO JIETEH Pa3HBIMH MTOPO-
Kamu pa3Butus. [10sTomMy OobIIOe 3HAYCHHE MPUOOPETAIOT MEPHI IKOJOTHYE-
CKOM 0€30TacCHOCTH.

® JCKIIIOUEHHUE BO3JICUCTBUSI BPEIHBIX MPOPECCUOHANBHBIX (PaKTOPOB;

® WCKIIIOYEHHE PEHTTEHOBCKOTO OOITYUYEHUS;

® OrpaHWYCHHE MpHEMa JICKAPCTBEHHBIX MPEMmapaToB, Koppekmus (ax-
TOPOB PUCKA PA3JIMYHBIX 3a00JICBAHUI;

e npoduIaKTHKA CTPECCOBBIX CUTYyallUid, (POPMHUPOBAHUE MOJOKUTEIb-
HBIX SMOLIUNA, TOBAapHUIIECKass 0OCTaHOBKA W ONTHUMAJbHBIM MCHUXOJOTUYECKHI
KJIMMAT B CEMbE U KOJIJICKTUBE;

® yCTpaHEHWE TMIIOKUHE3WH, 3aHATUS (PU3UIECKOMN KYIBTYPOU U CLIOPTOM;

® paluoHajJbHOE COalaHCHPOBAHHOE PAa3HOOOpa3HOE MUTaHHE (CYTOY-
HOE MOTpebiieHne OENKOB, )KUPOB, YIIEBOJIOB, BATAMUHOB I MHUHEPAIBHBIX CO-
JIell TOJDKHO COOTBETCTBOBATh HOPMATHBAM MUTAHUS OCPEMEHHBIX U KOPMSIIIUX
YKEHIIIUH);
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porITaKTHKA 0XKUPEHHUS,
paIMoOHAaIBHBIA PEKUM TPy, OT/IIXA U MTUTAHUS;
AKTUBHBIA OTIIBIX;
® TIOJHOIICHHBI HOYHOW COH C WCKJIIOYEHHEM TpHeMa CHOTBOPHBIX
Ipenaparos;
® CTporoe coOJ0IeHUE MPABUI TUYHON TUTHCHBI;
e 3aKaJMBaHUE OPraHU3Ma;

e pemmuTenabHAs 00pb0a ¢ BPEIHBIMH MPUBBIYKAMH (KypEHUE, aiKoTO-
JIU3M, HApKOMaHHS).

10.6 K1uHMKO-TICHXO0JIOTO-TIeIarOrn4YecKas JUArHOCTUKA
OTKJIOHEHHMH B Pa3BUTHUH Y JIeTeHl

Takasi AUMarHOCTHKA SIBJISIETCS Ba)KHBIM STAllOM MEIUKO-FEHETHYECKOIO
KOHCYJIbTUPOBAHHSI.

3ajgadeil TakoW NMATHOCTUKHU SIBJIAETCS YCTAHOBJIIEHUE CTPYKTYpBI aHO-
MaJbHOTO Pa3BUTHUSI, €TO ATHUOMATOIeHE3a U POJIU T€HETUYECKUX (DAaKTOPOB B €T0
BO3HMKHOBEHUH, BBISICHEHHE OCOOEHHOCTEH BOCHUTaHUs, OOyYEHMs, B3aUMO-
JEeUCTBUN B ceMbe U B OJIM>KaiIlieM ceMeHOM oKpykeHuu. [Ipu HeoOxoaumo-
CTU CO3JAETCA WHAMBUIYyalbHAas KOPPEKUMOHHAS MporpaMMma M Ha3HA4yaeTcs
MEJIMKaMEHTO3HOE JICUCHHE.

B ocHOBE ICHXOMOTOPHOTO pa3BUTHS PEOCHKA JICKHUT TeHETHUECKAs MPo-
rpaMma, KOTopasi peaqn3yeTcs MoJ BAMSHUEM Pa3IMUHbIX (DAKTOPOB OKPYKAIO-
e cpenpl. I[loaToMy B Tex ciydasx, korjga peOCHOK OTCTaeT B Pa3BUTHUH He-
CMOTpSI Ha HAJMYHUE CPEIAOBBIX MPEANOCHIIOK, MPEXKIAE BCETO HEOOXOIUMO TPO-
BEPUTH BO3MOXKHOCTb POJIM HACJEACTBEHHOCTH B 3TOM OTCTaBaHUMU.

OOpamaercs BHIMaHUE Ha CHErUpUYECKre OCOOCHHOCTH Pa3BHUTHS pe-
O€HKa, COUETAIOIIUECS C XapaKTepHON BHEITHOCTHIO, U HAIIPABUTh €r0 Ha MEIU-
KO-F€HETUYECKOE KOHCYJIbTUPOBAHUE.

Hapsany ¢ xapakTepHbIM JIMIIOM HEMAJIOBA)XHOE 3HAYEHHUE MMEIOT KOXKa U
€€ IPUAATKH.

[Ipu oOcnenaoBaHuM peGEHKA C YMCTBEHHOM OTCTAJIOCTHIO OOpallaroT
BHUMaHHE Ha OCOOEHHOCTU KOXKHBIX IMOKPOBOB peOeHKa. Takue KoKHbIe Hapy-
HIEHUS OTHOCATCS K CUCTEMHBIM MIOPOKaM Pa3BUTHUS KOKH:

o MHOdMCecmeeHHble Ko@elnble («kKode C MOJOKOM») IMATHA Ha KOXKE,
0COOEGHHO MEJKHWE TSATHA B TIOJMBIIICYHBIX BIIAJIMHAX, XapaKTEPHBIE IS
Herpodudpomarosa (6one3nu PekinuHraysena);

® . gpodicOenHble cocyoucmule namua (KIOPTBEUHOBBIM HEBYCY») Ha JIUIIE,
qamie OJHOCTOPOHHHE C MOPAKEHUEM IJ1a3 U HEBPOJIOTMYECKUMU CUMIITOMAMU,
BhIsBIIsTIOIIUECs nipu cunapome IlITtypre-Bebepa (Crepmxa-Bebepa);

® couemanue 0enUSMeHMUpPOBAHHbIX NAMEH HA KOMdCe C NIOMHbIMU PO-
308aMO-JHceNMbIMU Y3eIKAMU PA3MEPOM C TPOCSHOE 3€pHO Ha JHIE B BUE Oa-
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O00YKM U Ha TMOAOOPOJKE C CYIOPOXKHBIM CHHAPOMOM WM HHTEIIEKTYaJTbHBIMH
HApYIIEHUSIMH, XapaKTEPHBIMU JIsI TYOEPO3HOTO CKJIEPO3a;

® pacIIMpEeHUEe COCYJOB Ha CKIepe, BeKax, JHIE B COYETaHUH C MO3-
KEYKOBOM HEJ0CTATOUHOCTHIO, YTO JUArHOCTUpYeTcs npu cunapome Jlyn-bap;

® 130BITOYHOE OBOJIOCEHHE (TMMEPTPUXO03) B COUETAaHUU ¢ MHUKpoIeda-
auen, cuHoGpU30M (CpociuMucs OpOBSIMU), TYCTBIMU 3aTHYTHIMU PECHUIIAMU -
CHUMIITOMOKOMIUIEKC, XapaKTepHbIX 1151 cuaapoma Kopuenuu ne Jlanre;

® TUpCYTU3M (M30BITOYHOE OBOJIOCEHHE 0 MYXKCKOMY THUHY) B-COYETa-
HUU C KPBUIOBUAHBIMU CKJIQJKAMH II€H, aHOMAJIUSIMU TPYIHON KIETKH, BPOXK-
JIEHHBIMH TIOPOKAMH CEp/Illa, HU3KUM POCTOM BOJIOC Ha 3aTHUIKE, CYOHAHH3MOM,
XapaKTEpHBIMU YepTaMU JIMIA M HAPYIICHUSIMU YMCTBEHHOTO pa3sBUTHUS — OC-
HOBHBIE IMarHOCTHYECKHUE MpU3HaKku cuHapoma HyHan;

® THUPCYTU3M B COUYETAHUU C IIUPOKUM |-M ManblEeM KUCTEH U CTOIl,
crnenu@UUecKuM JIMIOM, YMCTBEHHOW OTCTaJOCTbIO M OTCTaBAHHWEM B POCTE,
YTO XapakTePHO Il cuHapoMa PyOunmTeiina-Teiou.

10.7 MeToabl NpeHATAJbHON JUATHOCTUKY HACJIECTBEHHBIX 00J1€3Heil

[IpenaTanpHast AMATHOCTUKA CBSI3aHA C PEIICHUEM psifia OMOJIOTUUECKHUX U
ATUYECKUX TIPOOJIEM 10 pokeHus pedenka. [loaToMy Ha IepBO€ MECTO CTaBUT-
sl 3a/1a9a MPEAYNPEKACHUS POKICHUS peOeHKA ¢ TAaTOJIOTHUEH, HE O IaI0IeH-
csl JiedeHUt0 (OOBIYHO IMyTEM TpephIBaHUSI OEPEMEHHOCTH C COTJIACHS KEHIIH-
Hbl). COBpEMEHHBIE METOJIbl NPEHATATLHONW AUATHOCTUKU IMO3BOJISIOT JIUArHO-
CTUPOBATh BCE XPOMOCOMHBIE 00JIC3HU, OOJBIIMHCTBO BPOXKICHHBIX MOPOKOB
pazButus. YacTh U3 HUX yCTaHABIMBAIOT Ha JIIOOOM CpOKe OEpeMEHHOCTH (Xpo-
MOCOMHBIE 00JIe3HHU), YacTh — Mocie 12-i1 Heaenu (peayKIMOHHBIE TOPOKHU KO-
HEYHOCTEM, aTpe3nu, aHHIeDAINI0), YaCTh — TOJLKO BO BTOPOM IOJOBUHE Oe-
PEeMEHHOCTH (TIOPOKH Cepilia, MOUEK).

Mertoabl npeHaTanbHOM JUATHOCTUKH JIEISAT HA TPU TPYIIIBL Npoceusa-
rowjue, HeUHBA3UBHbIE U UHBA3UBHbIe. [IN KaX0ro METOJIa €CTh CBOM IOKa3a-
HUSI U MPOTUBOIIOKA3aHUS, pa3pellalonue BO3MOXKHOCTH, OCIIOXHEHUS MOCIe
MPOBEJCHUSI TPOLIEYD.

K npoceusarowyum otHOCATCS METOABI, KOTOPHIE MO3BOJISAIOT BbIICIUTH
YKEHIIMH, UMEIOTIIUX TOBHIIIICHHBIA PUCK POXKIEHUS peOeHKA C HACIEICTBEHHOMN
WM BPOXKACHHON 0oJe3Hbpro. [laTonorus mioga MoxkeT ObITh AMArHOCTUPOBAHA
B_CPOKH, KOTJIa BO3MOXHO €Ille MpepbIBaHUE OepeMeHHOCTH. B 3Ty rpymmy oT-
HOCHUTCS MeOUKO-2eHemuieckoe KOHCYIbmuposaHrue ¢ MPOBEICHUEM I'eHeaJIoTU-
YECKOro aHajan3a BCEX CeMeM, IIaHUPYIoUUX AeTopoxaeHue. Ilpu Menuxo-
T€HETUYECKOM KOHCYJbTUPOBAHUH JKEHILIUHBI HAITPABJISIOTCS Ha MPEHATAIbHYIO
JIMarHOCTHUKY IO CIAEIYIONTUM IMOKA3aHHUSIM:

® HaIM4YMe B CEMbE TOYHO YCTAaHOBJICHHOTO HACIEACTBEHHOTO 3a0oJie-
BAaHUS;

® BO3pacT MaTepu crapiie 37 JeT;
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® HOCHTEIIbCTBO MaTe€phI0 TeHa X-CIIETUICHHOTO PEIeCCUBHOTO 3a0o0Jie-
BaHUS;

® HalMyMe B aHaMHe3€ y OEpEeMEHHBIX CIIOHTAHHBIX a0OPTOB B paHHUE
CPOKHM OEpeMEHHOCTH, MEPTBOPOKICHUMN, IeTe C MHOKECTBEHHBIMH MTOPOKAMHU
Pa3BUTHS U C XPOMOCOMHOM NATOJOTHEN;

® HaIWYME CTPYKTYPHBIX MEPECTPOEK XPOMOCOM (OCOOCHHO TpaHCIOKa-
WA U UHBEPCUI) Y OJTHOTO U3 POJUTENEH;

® TETEepO3UrOTHOCTh 0OOUX POAUTENIEH MO OJHOM Mape ajiene upu rna-
TOJIOTUH C ayTOCOMHO-PELIECCUBHBIM TUIIOM HACJIEA0BAHUS;

e OepeMEHHbIE U3 30HbI MOBBIIIEHHOTO PAIMAIIMOHHOTO (hOHA;

® TIpH OCIIO)KHECHHOM T€UEHHUU OEPEMEHHOCTH (YIpO3€ BBIKAIBIIIA, MHO-
TOBOJIMN);

® [IpU Pa3IMYHBIX MYTar€HHbIX WJIU T€PATOT€HHBIX BO3JEUCTBUAX (HUH-
dekronHbpIe 3a00JIeBaHus, IPUEM JICKAPCTBEHHBIX MPENapaToB, PEHTT€HOBCKOE
UCCJIEIOBAHKE U JIP.);

® B Cilyyae XpOHHMYECKHX 3a00JeBaHUN OEpeMEHHOMN KEHIIMHBI (caxap-
HOTO ArabeTa, TMIIOTUPE03a, IMUIICTICUN).

[Ipu Heuneazuenvix MeTo1aX MPOUCXOIAT 0OCTIENOBaHMSI IJ10/1a O€3 onepa-
TUBHOTO BMEINIATEIhCTBA. B HacTosimee BpeMst K HUM OTHOCHUTCS (DaKTHUECKU
TOJILKO yNbTpa3BykoBoe uccienoBanue (Y3M). Pagno- wim pertrenorpadus mpu-
MeHsuch 20-30 et Ha3a] Ha HaYaJIbHBIX 3TanaX NpeHaTalbHOW JUArHOCTUKH.

Y31 npeanazHaueHO MJi BBISIBJICHHUS BPOXKICHHBIX MOPOKOB Pa3BUTHS.
OOBIYHO TPOBOAMUTCS BO BTOPOM U TPETheM TPUMECTpax OEpPEeMEHHOCTH: Ha
cpokax 18-22 memenu (mepBoe, Hambosee ontumansHoe Y3U), 25-29 nenensb
(Bropoe Y3UN) u 32-36 nenenb (rperbe Y3U mpoBomutcs aiis BeIOOpa OMNTH-
MaJbHOM TaKTUKU BEJIEHUS POJIOB aHOMAJIBbHBIM IIJIOJIOM, OIpeAesieHus 00beMa
HEOTJIOXKHOU MOMOIIM PEOSHKY TOCIIe POJIOB U 1€1€CO00pa3HOCTH MEPEBOA €To
B CIICLIMAIM3UPOBAHHOE OTAelieHue). Ecnu umerorcsa Oosee onpeseneHHble Mmo-
kazanus s Y3U (Hanpumep, npeamnoaraemas peayKius KOHEYHOCTEH! I10/1a),
TO UCCJIEIOBaHNE MOXKHO HauuHaTh ¢ 13—14-ii Henenu. Y3U nHOTAAa UCIIONB3Y-
10T JUISl BBISIBJICHUS 33J€p>KKH pOCTa SMOPUOHA WJIM TUIOJA, HauyuHasg ¢ 6—8-if
Henenu 0epeMEHHOCTH.

Y3 MOKET NPUMEHSATHCS U KaK MPOCEUBAIOLINNA, U KaK YTOUHSIOIINI Me-
toa. B HEKOTOPBIX cTpanax Y3 mpoBomsaT BceM OepeMEHHBIM. DTO IMO3BOISET
IpeaynpenuTh poxaenue npuMmepao 30% Bcex JieTeil ¢ BpOKIESHHBIMHA MTOPOKa-
MU Pa3BUTHUSL.

V3U xak yTOUHSIFOUIMI THArHO3 MPOBOJAT MO CIEAYIOIMIMM MOKa3aHUSIM:

1. IloBbiienHoe coaepxxkanue ADII B cbIBOpOTKE KpoBU Ha 16-18-ii He-
nene 6epeMeHHOCTH.

2. HeGnaromony4yHoe mpoTekaHue OEpPEMEHHOCTH, 3aJ€pKKa pa3BUTHUSA
J10/1a.

3. Poxxaenue npeapayiiero pedeHka ¢ BposKICHHBIMUA TOPOKaMH PA3BUTHSL.
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4. Hanmuume BpOXIEHHBIX MMOPOKOB Pa3BUTHS Y KOTO-THOO M3 CYNPYTrOB
(w1 y pOACTBEHHUKOB 1—3-1 CTENeHu poCTBA MO JIUHUSAM 00OUX CYMPYTOB);

5. Hanwuwme Oone3nedt (amaber, SMUJIETICHUS, AJKOTOJHM3M) Yy >KCHIIHUH,
TOBBIMIAIOIINX PUCK POXKIACHUS peOCHKA C BPOXKJICHHBIMU MTOPOKAMU Pa3BUTHAL.

6. BozneiictBue teparoreHHoro (akrtopa (pamuanuvs, XUMHUYECKHUE Be-
IIECTBA, BUPYCHbIC HH(eKIMHN) B TiepBbie 10 Henenb 0epeMEeHHOCTH.

C nomonipio Y3U BBIABISIIOTCS: NOJUKUCTO3 MOYEK, CKEIETHAs AUCIUIA3us,
pacuieiiHa BEpXHEW TyObl, MSTKOTO U TBEPAOro Heba, BpOXKICHHBIE MOPOKU
cepaua, neeKTbl HeBpaJbHOU TpYOKH, MUKpoledanus, MOPOKH JHIa, HAPYXK-
HBIX ITOJIOBBIX OPTaHOB, MOJIUJIAKTHIINS.

K wuneasuenvim oTHOCAT METONBI, HAPYIIAIONINE IEAOCTHOCTh TKAHEH.
OTUMH METOJaMHU TOJYYaroT KJIETKM M TKaHW SMOpPHOHA W Mmioja B 1-M u
2-M TpuMecTpax oepemeHHocTd. K 3TOM Tpynme OTHOCSTCS: XOpHUOH- U TIJIaIeH-
TOOHOTICHS, TIOTYy4YEeHNE aMHUOTUYECKON KUIKOCTH, OMOTICHS KOXKU TJ10]1a, KOp-
JIOLIEHTE3 U ApYyTHE.

Xopuon u nrayenmobuoncus TPUMEHSIOTCS AJS MOJNy4YEeHUS HEOONbIINX
KYCOYKOB BOPCHH XOPHUOHA WM KyCOYKOB IUIALEHTBI B TIEpHOJ C 7-H TIO
16-10 Henemo GepemenHoctu. [Iporeaypa ocyiecTBiaseTcs: TpaHCaOIOMUHAIb-
HO WJIM TpaHCUEpBUKaIbHO 1oj KoHTpojeMm Y3U (puc. 54 u 55). Ognum u3
OCJIO)KHEHHI XOPUOHOWOIICUU SIBIISICTCS] CIIOHTAHHBIA a0opT (BbIKuabIII). O6-
M€ MOTEPH IJI0JIa TOoCie XOPHUOHOMOICHM COCTaBISAIOT B cpenaHeMm 2,5-3%.
Pannsis xopuon6uoncus (10 8 Hejenb 0EPEMEHHOCTH ) MOKET BBI3bIBATH peoyK-
YUOHHblEe NOPOKU — BPOXKJICHHBIE aMITyTallun kKoHeuHocTel. [Toatomy, ¢ 1992 r.
XOpUOHOMOIICHIO PEKOMEHYETCsl TPOBOUTH MOcie 8- Hejenu OepeMEeHHOCTH,
a mocne 11-i Hemenn — MmIaleHToONOICHIO.

YneTpassyK

Puc. 54. TpancabnomMuHanbHasi XOPUOH- UITH TUIAIICHTOOMOTICHSI.
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Onpeoenenue anveha-gpemonpomeuna (ADII) B aMHIOTHYSCKOM KUIKOCTH
1 CBIBOPOTKE KPOBH OEPEMEHHOM YKEHIIUHBI IIOMOTAeT THarHOCTUPOBATh HEKO-
TOPBIE CEPHE3HBIC TIOPOKH Pa3BUTHUS IUIOAA (OTKPHIThIC Ae(EeKThl HEPBHOU TPYO-
KM, aHPHIeDansI, BPOXKICHHBIC 1e(PEKTHI KOXKH), P KOTOPBIX €r0 COJICpIKaHHE
3HAYMTEIHHO TOBBIMIAETCSA. B ciydasx XpoMOCOMHBIX OOJIE3HEH, KOHIICHTPAIIHS
A®II camxkaercsa. Konnentpanuio APII onpenenstor paAMOMMMyHHBIMH METO-
namu. B HopMme oHa 0OHapyXKMBaeTCs B aMHUOTHYECKOM KUIKOCTH YKe Ha 6-i1
Henene 6epeMeHHocTH. Hanboee BhicOKasi ero KOHIIGHTpalus HaOmogaeTcs Ha
12-14-i1 Henene OEpEMEHHOCTH, a 3aTeM PE3KO CHUXKaeTcs Ha 20-i Hefere.

T

By -
Mo4eson nysbips

Bopcuhkm
XOpMoHa

Orpa
paHusnTenN. Bnaraniuwe Wrpw

Puc. 55. TpancuepBUKaIbHAS XOPHOH- WITH TUIAIEHTOOHOTICHS

Demockonusi — 0EMOTp o2 GUOPOONTHIECKUM SHOCKOIIOM, BBEJICH-
HBIM B aMHHUOTHYECKYIO TIOJIOCTh Yepe3 OPIOLIHYIO0 CTeHKY MaTKu. [Ipumensiercs
Ha 18-23 Henene 6epeMeHHOCTH. MeTo 1 03BOJIIET OCMOTPETh IO, MYIOBH-
HY, TJIAIEHTY, MPOU3BECTU OMOIICHIO M B3ATHE KpOBH I10jaa. DETOCKOMUS CO-
MIPOBOXKIACTCSL BLICOKUM PUCKOM IpEPhIBAaHUS OEPEMEHHOCTU (BBIKUBIIIN B 7—
8%) ¥ TEXHUYECKHU CII0KHA, TOITOMY UMEET OTPAHUYECHHOE IPUMEHEHUE.

buoncus mraneu nnooa Kaxk JTUAarHOCTUYECKAs MpOLeaypa OCYLIECTBIIS-
€TCs BO 2-M TpHUMeECTpe OepeMeHHOCTH 1o KoHTposieM Y3U (paHee 1oy BHU3y-
aIbHBIM (DETOCKOTTUYECKUM KOHTpOJIEM). JIJIsi TUarHOCTUKHU TSKENBIX HACIe-
CTBEHHBIX OOJE3HEW KOXH (MXTHO3, SMUIAEPMOIHU3) NETAI0T OUONCUIO KONCU
nnooda.  Jlanee mpoBoguTcs maromopdoioruyeckoe uccieAoBaHUE (WMHOTAA M
AIIEKTPOHHO-MUKpOCKONMYeckoe). Mopdosoruueckue KpUTEpUH — HATHYUS
HACJIEJICTBEHHBIX OO0JIC3HEW KOXHU IMO3BOJISIOT MOCTaBUTh TOUHBINA JIUArHO3 WIIH
YBEPEHHO
OTBEPTrHYTH €TO.

JIs TUarHOCTUKM MBIIIIEYHON AucTtpoduu J[roreHHa Ha BHYTPUYTPOO-
HOM CTaauu pa3BUTHS pa3paboTaH UMMYHO(IIOOPECIICHTHBIN MeTo . JJis 3Toro
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IMPOU3BOJAT Ouoncuio muiuwiy IIoAa. buonrar oOpabaThiBaeTCs MOHOKIOHAIIb-
HBIMHM MEUCHBIMH aHTHTEIAMH K OCIIKY TUCTPO(MHUHY, KOTOPHIN Y OOJILHBIX HE CHH-
tezupyercs. CooTBeTCTBYIOIIAs (PIIr0OpecIieHTHas 00paboTKa «BBICBEUUBACTY O€-
nok. Ilpm yHaciaemoBaHHWM MATOJIOIMYECKOrO I'eHa CBEYCHHE OTCYTCTBYET. DTOT
pUeM SIBIISIETCS TPUMEPOM JTMArHOCTUKH HACJIEICTBEHHON OOJIC3HM Ha YPOBHE
MEPBUYHOTO MPOAYKTa TeHa. B ciayuyae muomnaruu J[foleHHa Takod METoj JaeT
0oJ1ee MpaBUIIbHBIC PE3YJIbTAThI, YEM MOJIEKYJISIPHO-TEHETHUECKast TUAarHOCTHKA.
buoncusa xopuona — B3aTHE SNIUTENNS BOPCUHOK XOpUoHa Ha 8=10 Henene
oepemenHoctu. MccneayeTcss ToXKe 4TO W IPU aMHHUOIIeHTe3e; kKpome ADII.
C moOMOIIBI0 ATUX METOJOB BBISABIISIOTCS XPOMOCOMHBIE HApYIICHHUS — TPHUCO-
Muu 1o xpomocomaM 3, 18 u 21, X- u Y-xpomocomam; Gosice 100 Gonesneit
obmeHa (ramakrosemus, 6ose3nb Tes-Cakca, runodocdara3us uap. ).
AmHuoyenmes — OJIy9eHHE aMHUOTHUYSCKOH JKMJIKOCTH M KJICTOK TUTOAA TS
MOCIIEAYIOMmEero ananu3a. [TyHKINIo MpoBOAT B HaYajIe BTOPOI0 TpHMecTpa Oepe-
MEHHOCTH Yepe3 OpIONTHYIO CTEHKY, MaTKy W IUIOJHBIC 000I0YKH MO KOHTPOJIEM
YIIBTPa3ByKOBOro o0cienoBanus (puc. 56). CTeprIbHBIM OAHOPA30BBIM IIITPUIIEM
HaOuparor 10-20 M1 aMHHOTHYECKOM KUAKOCTH. JKHIKOCTh HCHOJB3YIOT IS
OMOXUMUYECKUX WCCIIEAOBAHUN (BBISBIISIIOT T€HHBIC MYTaIliHU), a KICTKH — JUIS
aHam3a JIHK (BBISBISIIOT T€HHBIC MYyTAllUH ), HUTOI€HETUYECKOTO aHAJIN3a U BbI-
sBiieHus1 X- u Y-xpoMaTuHa (IUarHOCTUPYIOT TEHOMHBIE M XPOMOCOMHBIE MyTa-
1un). OCI0XKHEHUS MPY ITOM METO/IE UCCIEA0BaHNS HEe TpeBbIatoT 1%.

Puc. 56. AMHUOLICHTER

Kopooyenmes — B3aTHE KPOBU W3 MYMOBUHBI, CTAJ UCIIOIB30BATHCS MIUPE
1ocJie TOTO, Kak 3Ty MPOIeaypy Hadadl OCYIIECTBIATH MOA KOHTposeMm Y3U,
T.€. 06e3 perockonuu (puc. 57). [Iponeaypy npoBoasir B cpok ¢ 18-it mo 22-10
Hepento 6epemeHHOCTH. OOpa3ibl KPOBU SBISIOTCS 00BEKTOM IS ITUTOTCHETH-
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YeCKUX (KyJTbTHBUPYIOTCS JUMQOIUTHI), MOJICKYISIPHO-TEHETU-YECKUX U OHO-
XUMUYECKUX METOJIOB JUATHOCTUKH HACJICJICTBEHHBIX O0JIe3HEH.

Kopnonenres ucnonb3ytoT A AMarHOCTUKH XPOMOCOMHBIX OOJe3HEH,
reMaToJOrHUYeCKUX HACJIEJACTBEHHBIX Ooyie3Hel (reMOoriIoOMHOMATHH, Koa-
TyJIOTIaTHH, TPOMOOITUTOIICHHH ), HMMYHOE(MUIIUTOB, T€MATOJIOTHIECKOTO CTa-
Tyca MpU pe3yCc-CEHCUOMIN3AINI, BHYTPUYTPOOHBIX MHPEKIIHIA.

Puc. 57. Kopaouenres

IIpouenypa ¢ nepBoit monbITku yeneniHa B 80-97% cay4daes. [Ipeumyiie-
CTBO KOPJIOIIEHTE3a MO CPABHEHUIO C AMHUOIIEHTE30M 3aKJIIOUYAETCSI B TOM, YTO
KPOBb SIBJISIETCSI 00Jiee YIOOHBIM OOBEKTOM JIsl UCCIICIOBAHMS, YeM KIICTKH aM-
HUOTHUYECKOUN KUAKOCTH. JIMMGBOMUTHI KyIbTUBUPYIOTCS ObIcTpee (2—3 mHs) U
HaJIe’)KHEE, YEM aMHUOLIUTHI.
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CIIMCOK COKPAILLIEHUH

IHC — ueHTpaiibHas HEpBHAs CUCTEMA

JAHK — ne30kcupuOOoHYKIEHHOBAS
KHCJIOTA

I — ueHTpaIbHBIN UHIEKC

PHK — pubGoHykJIeHOBasI KUCIOTA
HM — namomerp

T-PHK — TpancnoptHas PHK
M-PHK — marpuunas PHK

p-PHK — pu6ocomuas PHK

MDb — MOHO3UTOTHBIE OJIM3HEITBI
Jb — qu3uroTHBIC OJIM3HEIHI

TRC (totae ridge count) — oOMit
rpeOHEBBIN CUET

YIIb — yeTpripéxmnanbiieBas 00po3ia
IgG — ummyHornoOynun G

IgM — ummyHoTNIOOYIMH M

IgA — uMmyHOTrIOOYNIMH A

IgD — ummyHornoOynun D

IgE — ummyHornoOynun E

H® — neitpopudpomaros

H®-1 — nepudepuueckuit Herpohuod-
pomaro3

AT® — anenozunTpudochopHas
KHCJIOTa

MJI — MmuoToHHYECKast AUCTPOGuUs
DOKY — QpeHmnkeToHypusi

AI'C — aipeHOreHUTaIbHbI CUHIPOM
MA® — muoauctpodust JromenHa-
bekkepa

M/I — muoanctpodust Jromenna
MB — muonuctpodus bekkepa
CMB - cunsipom Maprtuna-benna

PKMB — "pBaHble KpaCHbIE MBIIIIEYHbIE

BOJIOKHA" — (heHOMEH

M®Bb — mynsTuhaKkTOpHaAIbHBIE 00JIe3HU

HLA — yenoBeueckue JIEMKOLUTApHbIE
AHTUTCHBI

NBC — nmemudeckast 60J1€3Hb
cepaua

BIIP — BpOoXIEHHBIN IOPOK PA3BUTHUS
MBIIP — MHOXXECTBEHHBIN
BPOXIAEHHBIN TTIOPOK Pa3BUTHUsA

TTII — TepaTOreHHbIN TEPMUHALU-
OHHBIN TIEPUO]T

MI'C — menuko-reHeTr4ecKas ciyxoa
MI'K — MeIUKO-T€HETHUECKOE KOH-
CyJIbTUPOBAHUE

HHUM — HayyHO-HCCNENOBATEIbCKUN
UHCTUTYT

¥Y3U — yibTpa3ByKOBOE UCCIIECI0BAHUE
A®DII - anbpda-heranporenH

BH < BepTHKaIbHBINA HUCTarM

AL — anexTposHLEeanorpadus

M3 — MHOTO3UTOTHEIE OJIM3HEIbI

/3 — Au3uroTHHIC OJIU3HEIIBI

PJIA — paHHui JETCKUI ayTU3M
JII — netckuii uepeOpaibHBbIiA ma-

panny
I'-6-® ]I — rimroko30-6-hocdate-
THIpOTeHa3a

BPAC — BocxoasIast peTUKyJIsipHas
aKTUBHUPYIOIIAs CUCTEMA

MAQO — MOHOaMHHOKCH/Ia3a

MIC — MaHHaKaJIbHO-IEIPECCUBHOE
COCTOSIHHE

MAII — MaHMaKaIbHO-AEPECCUB-
HBIN TICUX03

CIBI' — cunapom aeduiura BHUMA-
HUSI Y TUTIEPAKTUBHOCTH

CT — cunapom Xuns ne nsa Typerra
XT — XpOHUYECKH TUKU
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CBI/IZ[eTeJH)CTBO (0) FOCYHapCTBeHHOfI perucTpanyu B Ka4€CTBEC U30aTCIIsd,
H3rOTOBUTEIIA, PACTIPOCTPAHUTEIIA IEYATHBIX 1/13113}11/1171

Ne 1/255 o1 31.03.2014.

Ortnevarano Ha puszorpade yupexxaeHus o0pazoBaHus
«Burebckuii rocynapcTBeHHbIH yHUBepcuTeT nMeHu [1.M. MarepoBay.

210038, r. Butebck, MOCKOBCKHI TIPOCTIEKT, 33.
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