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BBEJEHUE

MeanuuHekast reHeTHka — Hay-
Ka, KOTOpas M3YYaeT sBJCHUs Hache-
CTBEHHOCTH H H3MEHUHBOCTH B Pa3jiny-
HBIX MONMYAALUHUAX JIOACH, 0COOEHHOCTH
MPOABNCHHA U PA3BUTHA HOPMANLHBIX
H TIATOMIOTHYECKHX NPH3HAKOB, 3aBUCH-
MOCTb 3a00neBannii oT reneTHyeckoji
NPEAPACTIONOKEHHOCTH |
OKPYKaloUiei cpefpl.

B 3a1auu MEIHIIMHCKOM FCHETHKN
BXOIAT H3YyUYEeHHE:

ycnoBuii

1. HacnencTBeHHBIX Oornesnei, 3a-
KOHOMepHOCTEii ux Hacnenosauus, oco-
OeHHocTel NaTOreHesa, eueHus u npo-

dunakTuky;

2. HacnencteenHoii npeapacnoso-

KEHHOCTH U PC3HCTCHTHOCTH K Hacnen-
CTBCHHLIM 60H63H$IM;

3. maTonoruueckoii HacnencTBeH-
HOCTH;

4. TeopeTHueckux MennKko-Ouo-

JOrHYecKuX npobnem (GuocuuTes Bu-

nocrneuudHyeckux OenkoB, cunTe3

HMMYHHBIX aHTHTEN, FCHETHYECKHE pe.
XaHH3MbI KaHueporenesa);

5. BONPOCOB  reHHOi HHHeHe.
PuH, pa3spabarbiBaioueii METOABI .
HYCHUSA  HACNEICTBEHHBIX Donesne;;
NYTEM nepeHoca renop HOpMaHor,
Metabonuzma B HHK' Gonbroro. Mo-
3HaHHe MOJICKYIISIPHO-TeHeTHYeckyy
3aKOHOMepHOCTell siBUNOCH Gasoj uta
YU1YONeHHOro  monuManms MHOrHx
TpoLeCCoB, MPOHCXOASAIINX B Opratus-
M€ 3110poBOro u GoiapHOro YETI0BEK,
NOCTY>KNJI0 OCHOBOH 117 yueHHs o yac.
JIEICTBEHHBIX Oonesmsix, 118 nansuei.
WICro pasBUTHS TaKHX BaskHEHIINX 115
MC/MLHHBL HAyK, KaK MHKpPOGHOIOrHS,
BHPYCOJIOrHs, 3HIOKPHHONOrHS, -
MyHoJorus, hapmakonorus. Ha ochope
HCCNeNoBaHHIT MONeKynapHOii reneti-
KH YIacTCs CO3[aBaTh HOBLIE BBLICOKO-

3¢ deKTHBHBIE NleKapCcTBEHHbIEe  Cpel-
CTBa.

Pucynok. Monexyasipno-zenemuuecxas nabopamopus
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Hemanopaxnoe snaucnue Juist iie-
JICH 31PABOOX PAHCHUS HMCET TAKIKC HC-
CIICJLOBAHE TIPOIECCCOB I'CHETHYCCKOH
pekOMOMIIALINN, B pesynbTaTe KOTOPOI
HPOHUCXOJIUT OOMEI TCHAMU M yUaCTKa-
MH XPOMOCOM. ITH 1IPOICCCHI JICKAT B
OCHOBC BHEAPCHHS I'EHETHYCCKOIO Ma-
TCpUANia psjia BUPYCOB M UX KOIMIT B
XPOMOCOMbBI JKHBBLIX OPI-aln3Mon, BKJIO-
yasi yesioseka. llorromy ux uszyuenue
HEOOX0AUMO TpH pa3paboTke METo/IoB
OopuOBI ¢ BUpYyCHBIMHU 3a00J1CBAHUAMM.
Kpome Toro, 3nanue npoieccon reme-
THUCCKOH PeKOMOUHAIIMM CYHICCTBCHHO
JUI Bbisichenust cnocobos obmena re-
HAMHU MEXJ1y pa3HbIMH OpraiM3mMamu, a
TaKkKe I MOCTPOCHHS TCHETHYECKUX
KapT, B T.U. y UCJIOBEKA.

Meaunuunckas reHeTuka npojosixa-
€T MHTCHCHBHO PacillMpATLCS B pa3HbIX
HanpaBJeHUsAX: TreHOMHKA, LHUTOreHe-
THKa, MOJICKYJIsipHast 1 OMOXHMHUEecKas
reHeTHKa, UMMYHOreHETHKa, reHeTHKa
pa3BUTHS, MONYIALUHOHHAA TIeHETHKa,
KJIMHUYECKasi IeHeTHka, (papmakoreHe-
THKA, PKOJIOrHYecKasi reHeTHKa, HYTpH-
reHeTHKa, TOKCHKOIeHETHKA.

Pa3BuTHe MENHLIMHCKOH TIeHETHKH
CBA3aHO C NPOrpeccoM BO MHOTMX 00-
JIACTAX TEOPETHYECKOH W KIHHHYECKOi
MeAHUMHBI. B MeIHIIMHCKOH reHETHKe
MCIIONIB3YIOTCSA TE€ %€ METO/bl, YTO U B
IeHEeTHKEe YeJIOBEKa, LIHTOrCHETHKE H
MoJsieKynspHo# reHeruke. s ycraHos-
JIeHUs TUNa HacleaoBaHWs 3abonea-
HHS B OCHOBHOM NPHUMEHAIOT reHeano-
FMYECKHiIl METOA.

MogaenupoBaHie HacleACTBEHHbIX
Oone3Heit uejioBeka Ha IKHBOTHBIX,

HIUPOKO HPUMCHAIONICCCH B YKCIICPH-
MCHTAILHOW MCAMIIMHCKOH TeHeTHKE,
NO3BOJACT PEUIATD 1HE TOJBLKO YUCTO Ie-
HETUUCCKUE BOIPOCHI: CYIICCTROBAHKE
I'CHETUUCCKON IeTeporeHHOCTH HEKOTO-
PLIX HACKHCJCTBEHHLIX DONe3ei, reye-
THUCCKAst OPranm3aliisg CIOAHLIX JIOKY-
COB, PCryjsiimsi akTUBHOCTH I'EHOB, HO
M BOIPOCHI TaTorenesa Hacie/ICTBeH-
Hix Gosiesneit, ocobeHo BPOAACHHBIX
ITOPOKOB pa3BHTHSI, U pa3paboTKH METO-
JIOB TeHETHUCCKO uikeHepuu. B no-
MYJISIMOHHONH MCAMIIMHCKONW reHEeTHKE,
rcHeTHYCCKOM aHajiu3e, aHajause clen-
JICHHUS IIHPOKO TIpUMEHSIETCA MareMma-
THYCCKOE MOJICJIMPOBAHHE C HUCIONB30-
BaHHEM KOMIIbIOTEPHOH TEXHHKH.
OtkpeiTHst B obinactH OHOXHUMM-
YECKOH IeHeTHMKH M LMTOreHETHKH 1103-
BOJIMNKM 00HApYKHTh HOBbIE Hacjel-
cTBeHHble anomanuu. Kak npasuno,
BBISIBJIAETCSH, YTO Ta MJA HWHAs U3BECT-
Has paHee HacneacTBeHHas OonesHb

NpeACTaBAseT rpynny  KJIHHHYECKH
CXOHHBIX, HO TEHETHYECKH pa3HbIX
COCTOSAHHK  (ABIICHHE reHeTHYEeCKOii

rereporeHHocTH). Yucio BHOBbL BBI-
ABNEHHBIX  (OPM  HACIAEACTBEHHBIX
OonesHeill yBeJIMUYMBACTCA C KaXJbIM
ronoM. Pacrer konHuecTtBo BnEpBblE
OMHCAHHBIX HACAENCTBEHHBIX 3abo-
nepanuid. Ilo pamusim Mak-Kbiocuka
(V.A.McKusick) Ha 1986 r. onucano
2201 ayTocOMHO-IOMHHAHTHbIX, 1420
ayTOCOMHO-pELEeCcCHBHLIX H 286 NOMH-
HAHTHBIX W pPeLieCCUBHBIX 3a00NIeBaHU,
CUEIUIEHHBIX C noJioM. UpesBblyalHO
BEIMKO pa3HooOpa3ue XpOMOCOMHBIX
Oonesneit: u3sectHo Gonee 800 pas-
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JAHYHBIX  XPOMOCOMHBIX — abeppauui,
YACTHYHBIX HJIH MOJHBIX aHEYNJIOUAHI],
NPHBOAALMX K Pa3HYHBIM HapyLIeHH-
SIM Pa3BHTHS, KaK MPABUIIO, TAXKEJIBIM.

B obnacti renetHki MynsTH(]aKTO-
pHaBHBIX 3a00/€BaHHIi, K KOTOPLIM OT-
HocATCA HIeMHueckas Oone3nb cepaua,
MCHXO03bl, caxapHblii aualet, s3BeHHas
bonesnb, OONBLIMHCTBO W301HPOBAH-
HBIX TIOPOKOB Pa3BHTHS, MO-BHAHMOMY,
HEKOTOpble HH(EeKIHOHHbIE 3abonesa-
HHUs (TyOepkynes, jenpa, peBMaTnim),
HHTEHCHBHO Pa3BHBAIOTCS TEOPETHUEC-
KHE HcclenoBanusa B obnactu ocoboro
HanpapjieHHs MEIMUHHCKON TeHeTHKH
— FeHETHYECCKOH 3MUIEMHOIOTHH.

IlpH HekOTOpBIX HaCIeNCTBEHHBIX
Oonesnsx obMeHa Bewmects GHOXHMH-
4YECKHEe NPOSBJIEHUS MYTAHTHBIX 'CHOB
NPEILIECTBYIOT [OABICHHIO KIIMHHYEC-
KHX CHMIITOMOB; B PAZIE TAKHX Clly4yacs
paspabotanbl Metonsl 3((EKTHBHOrO
TEParneBTHYECKOro KyMUPOBAaHUS KIIH-
HHYECKUX NPOSABIEHHUIT NpH CBOEBpe-
MEHHOM BBISIBIEHUH OMOXHMHYECKOro
nedekra, oOycrnoBnuBarouiero 3adone-
BaHMA. DTH JBa 00CTOATENLCTBA MOCIY-
KMIH OCHOBaHHEM JJs pa3paboTku
MEepBBIX [POrpaMM MAacCOBOIO CKpH-
HHUHTa (IpOCEUBAHHS) HOBOPOXKIEHHBIX
C UeNbl0 BBISBIEHHUS MOTEHIHAJBHDLIX
OO/NBbHBIX HEKOTOPBIMH BHAAMHM HacIe/-
CTBEHHBIX Oone3Heil oOMeHa BelecTs.

IlepBble nporpamMmbl  MaccoBOIo
ckpuHuHra Obink Hauyatel B 60-e rr. 20
B. B OTHOWIEHHWH (DEHHIKETOHYPHH H
rajakrosemun. B Hactosiee BpeMsi Bo
MHOTMX MOMYJIALUMAX LIMPOKO MpPOBO-
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.

JUTCSl CKPHHUHT B OTHOLICHUK (henyy,.
KCTOHYPHH, FHIIOTHPEO3a, BPOM 1€ 110
FHOCPIIA3HI HAMIOUCHIHKOB, Hegy,,.
PBIX HACNENCTBCHHLIX DOJe3neit 0Me.
Ha BCILECTB.

MaccoBblit  ckpuHHHT HONONHger.
Csl IOATBEPYAAIONICH AHArHOCTHKoj] |,
HA3HAYEHHEM  COOTBETCTBYIOUICrO .
YeHus, uTo obecrieynpaer NpaKTHYecky
MONHYI0 peabHIIUTALMIO NOTCHIMay,.
HbIX OonbHbIX. Clenyer Tak ske YKa-
3Tk HA CKPHHUHT CYNPYKECKUX nap
C LENBbIO BBIABICHHS [€TEPO3IUIOTHOr
HOCHTEJILCTBA HEKOTOPBIX MYTaHTHpix
TEHOB. JTOT BWJI CKPHHMHIa, Gymyyy
AOTIONIHEH COOTBETCTBYIOLUMMH MeTo-
AaMH MpeHaTajabHOIl AMAarHOCTHKH, r1o-
3BONSET A (PEKTHBHO CHUXKATH B nony-
JISIUHH YUCII0 OOJILHBIX C OMpEeneHHoil
HaCNeACTBEHHOM NaToJIOrueit.

JIns CKpHHHMHra Cynpyros Ha rete-
PO3UTOTHOE HOCHTENBCTBO BCE ILHPE
npumenstor JIHK-nuarsoctuky. Dtio-
JIOTHYECKasl KOppeKIMs HaclelCTBeH-
HbIX O0J1€3HEl MOXKET GBITh JOCTHIHYTA
TOJIBKO Yepe3 reHHyto tepanuio. Cosna-
bl BCE NPEANOCHUIKH AS MPHMEHEHUS
METOJIOB IEHETHYECKOH HHAKeHepHH
C LCABI0O BBCACHHUS B KJIETKH OOJBHO-
ro opranM3Ma HOpMajbHOro rexa Wi
AaXke 3aMelleHHs MYTAHTHOro rehd
HOpMasbHBIM, OpHako jyis ycrewHo:
r0 HCMOJBb30BaHMsI reHHOM TepanuH ¥
YEJIOBEKA EllEe MpHACTCH pelHTh Pl
NPYHUMNHATBHEIX BONpPOCOB, CBA3AN
HBEIX C obecneuerdeM renernyecko!
Oe3onacHoCTH
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Pasnen 1. BOITPOCHI MOJIEKYJISIPHOU

BHOJOI'HN KIIETKH

1.1 Mouekyasipibie 0OCHOBBI CTPYKTYPbI M (DYHKUHIT KJIETOK

MoJiecKyasipHble OCHOBLI CTPYK-
Typbl M (YHKUHIl KJETOK pa3HbiX
TKaHeil, UX cyOCTpyKTyp, HMX B3aHMO-
NCHCTBHA, NMPOTEKAIOUWIHX B HHUX Mpo-
ECCOB poOCTa, PAa3BHTHA, pa:;r\momemm
1 rubesn, naToNorHveckux HapyueHHi
X JKM3HEACATENbHOCTH OINpenaesiorT
KNTHHUYECKHE nposiBfeHHs Oone3Hed H
HMEIOT BaXkHelilllee 3Ha4YeHHe s JHa-
FHOCTHKH H JeueHus, HarnaausiM npu-
MEpPOM AOCTHXEHHIi 3Toil obnactu sB-
NsIeTCs 3aBeplueHne npoekra «l'eHomy,
NO3BOJIHBIIINE, OOBEAUHEHHBIMH YCH-
JIMAAMH YYCHLBIX pAaa CTpaH, YCTAHOBHTL
MOJHYI  [MOCJIEeN0BaTeIbHOCTh  HYK-
NIEOTHAOB  HEe30KCHPHOOHYKJIEHHOBOMH
KHCIIOThI, 0Opa3ylouled reHoM YesoBe-
Ka. DTH CBeJCHHA 3HAYHTENBHO pacilln-
PHJIH BbISBIEHHE H XapaKTEPHCTHKY Te-
HOB, KOJIMPYIOLIHX MHOTHE (DEPMEHTBI H
Jipyrye KH3HEHHO-BaXkKHbIE OENKH, YTO
yraybua0 MoHHMaHHe He TOJILKO HOp-
ManbHBIX IPOLIECCOB KH3HEAEATENb-
HOCTH, HO M WX HapyLIEHHi, STHOJIOTHH
H naTtoreHe3a MHOTrHX 6one3Hei, B 0co-
OEHHOCTH HacJeICTBEHHBIX.

OcCHOBHbI¢ KOMITIOHEHTbDI
PHOTHYECKOH KJIETKH:

Ina3monemma (kjeToyHas o6o-
NI0YKa, [TIMKOKaJMKC) — LHTOMjIa3Ma-
THueckas MembpaHa, Oapnep ais pac-
TBOPHMBIX B BOJIE MOJIEKYJ, KOTOPBIi
OTACAECT BHYTPEHHEE COACPKHMOE
KIeTkH oT BHewHed cpeasl. OHa coc-

IyKa-

TOWT W3 JABYX TNapajulelbHbIX PSAI0B
¢oconunumos, KoTtopele 00pasyloT
ruapo(poOHYI0 JIMMTHAHYIO MPOCIOHKY
MesKaY ABYMsl THAPO(HIBHBIMH CIIOIMH
13 ¢ocdarupix rpynmn. Ilnasmonemma
NpOHH3aHa pa3IHYHBIMH OeJIKaMH, THI-
poobHBIE YAcTH KOTOPLIX HAXOAATCA
BHYTpPH OHMIMIIHOHOrO CJOfA, a THIApO-
(uIbHBIE — HA BHELIHEH W BHYTPEHHEH
NoBEPXHOCTH MeMOpaHEI.

[nTonsiasmMa — COCTOMT H3 rejie-
oOpa3Horo yumo3onsd, CONEpPKaUIero
3anackel TIHKOreHa, INMHAHbIE BKparje-
HUA U c60000HbIE pubocomsl. L{umo3ons
MPOHH3aH psaAaMH B3aUMOCOEIHHEH-
HEIX BOJIOKOH H Tpybouek, 00pa3youHx
yumockenrem. L{umockenem 00pasyroT
MHKPOTPYOOUYKH, MHKPO(HUIAMEHTBI H
npoMexytounsle (¢uiameHTbl. Opea-
Houobl obugezo Hasnayenus (IHAONIAZ-
maruyeckas cetb (JI1C), annapar ['ons-
JUKH, JIH30COMbI, KJIETOUYHBIH LEHTP,
MUTOXOHAPHH, pHbocoMmbl). Mumoxon-
Opuu — caMmble KpynHble H HauOonee
pacnpoCTpaHEHHbIE B LMTOIJa3Me Op-
raHesbl, OCHOBHOH (YHKUHEl KoTo-
PBIX CIYXHT o0ecneueHHe OpraHdh3Ma
sHepruei nocpeactBoM cuHresa ATO.
B wmutoxonapusx copepxarcs JIHK
H puOOCOMBI, a TaKK€ MPHCYTCTBYIOT
¢epmeHThl HeoOxoaumbie ans (yHK-
LIMOHUPOBAHHSI LIMKJIA TPUKApPOOHOBBIX
KHCJIOT, @ TaK)xe OOJIBILOE KONHYECTBO
()epMEHTOB, Y4acTBYIOLU[UX B OKHCe-
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S d e LAY
LEHTp CHHTE3a OeNKOB M JIMIUOB, KO- ', (pec“‘ UKH, KTYTHKH, MHKDOBOPCHHKy,
TOpbIC TAKXe CIYXKUT HayaJbHBIM 3Ta- - Myﬁllcpg‘(bntipmm u Ip.).

TOM CEKPETOPHOTO MyTH 6enkos. AIIC /! 2’*"..1?51)1'1)0 “(XpoMatuH, snepHbI cok,

MIPacT BaXKHYIO POJIb B HEHTPANM3alMK  SAPBILIKH, SAepHas 000J10uKa) — krer.
TOKCHHOB. bBeNKkd CHHTE3upyemble B KM CHYKHT XpaHHIHIIEM OTPOMHOrg
HeH, 3aTeM [0NaaroT B KoMIuieke [one-  o6beMa reHeTHyeckoii MHpOpMaLuy
JUKH — P3Nl PACTONOKCHHEIX PYT HAall  OJHOBPEMEHHO LEHTPOM €€ aKTHBHoj
APyroM CIUTIOCHYTBIX Be3ukyl. Iloc- skcmpeccun. Cymectsyer Oonbmoe
i€ 3TOro Oenku JENOHUPYIOTCA HAH  KOJMYECTBO Pa3IMYHBIX THUMOB KieTok
NOTA/AIOT CEKPETOPHBIE BE3UKYIBI 1 (KIETKH SIHUTENHs, TIEYCHH, HEPBHEIX
OCYLECTBICHHUS SK30LIMTO3, T.C. BBIBE-  BOJNOKOH M JIp.), 0COBEHHOCTH MeTabo-
/ICHHS M3 IJIETKM B OTBET Ha BHEINHEE JIM3Ma KOTOPEIX 0GYCIOBIEHEI Haxofs-
BO3NEHCTBHE. Up2anoudel cneyuanvho- IMEMUCS B HX LUTOIIa3Me OpraHena-
@0 Hasnauenus NPHUCYTCTBYIOT TONBKO MM, a TAKIKE MHOXKECTROM PacTBOPHMBIX

B CICLMAIM3UPOBAHHBIX KJIETKAX OT- (Gepmenros, XapaKTEPHBIX I KAXKI0ro
ACIBHBIX THUIIOB MPEACTABISIOT COOOH  BHIA KIETOK
BBIDOCTB! LUTOIIA3MbI, B KOTOPOM Ha-

Pucynok. Cmpoenue sykapuomuueckoii knemxu !
I - sdepnas obonouxa, 2 - adpo, 3 — adpwuuro, 4 - muxposopcunxu, 5 - am;cjz]éafg ;
Tonvdorcu, 6 - gesurynor (nuzocomut - 00un u3 6udos ee3uxyn), 7 - enadkas G,
wepoxogamas 3I1C, 9 - yenmpuonu, 10 - eaxyonu, 11 — nnazmonemma,
12 - mumoxonopuu, 13 - nnacmudet, 14 — pubocomel (pacnonogicenvt
na wepoxogamoii OI1C)
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1.2 Crpoenne u pynxkuun xpomocom. Kapuorun yesioexa

XpoMocoMa — CTPYKTYpPHBIH 3Jie-
MEHT KieTo4yHoro sapa. Kaxkmas xpo-
MOCOMa COCTOMT M3 O4YEHb JJIHHHOI
Monekynsl JIHK, cesizanuoit ¢ PHK wu
OenkaMu, oOpasyolleil BEIIECTBO H3-
BECTHO Kak XpomaruH. CnocoOHOCTh
K OKpalllMBAaHHIO HCMONb3YIOT B JIHAr-
HOCTHYECKHUX LENSX Ul BH3YallbHOro
HCCIIENOBAHHUS XPOMOCOM, WX HJEH-
THU(PHUKAUHU U BBISBICHHUS NaTOJIOTH.
Pa3znuualor cnabo okpalleHHbIE YacTH
(ayxpomarun) u obnactu ¢ 6onee BbIpa-
YKEHHOH OKpacKoii (reTepoXpoMarHH).

['eHetnveckas wuH(popmauus (re-
HOM) 3akiioucHa B Monekyne JIHK wu
KOAMPOBAHA OMNpENeNEeHHOH MOCIEeN0-
BaTEeJIbHOCTBI0 Aa30THCTBIX OCHOBaHHUH
B JTHK. OcHoBHas yacTthb 3Toi MH(pOp-
MalM{ HaXOQUTCS B COCTaBe XPOMOCOM
B spe KJIETKH, a Taloke Hebombuioe
konuuectso JIHK B Bume cBOOOOHBIX
LIENOYEK JIOKATU30BaHHBEIX B MHTOXOH-
ApUSX LHATOINA3MEL Slnpa nmpucyTcTBy-
10T IIPAaKTHYECKH BO BCEX KJIETKax Op-
raHu3Ma vejoBeKa, 3a HCKIIOYEHHEM
SPUTPOLIMTOB M KJIETOK XpYCTaJHKa.

Bce XpoMOCOMBI HMCIOT LEHTPO-
Mepy WM TMEPBUYHYIO MEPETHKKY, ABE
TenoMepsl W ABa meya. Lenmpome-
pa — OueHb BaXKHas 4acTh XPOMOCOMB,
onpenensouas ABHKEHUE XPOMOCOMBI
u umeromas cnoxkaoe crpoende. JHK
LEHTPOMEpHI OTIIHYAETCA XapaKTepHOii
MOCJIEA0BaTEIbHOCTHIO HYKJIEOTH/IOB H
cneuuduueckumy Genkamu. B 3aBuch-
MOCTH OT PacloJIOKEHHs LEHTPOMEPBI
pa3nuyaloT aKpoLUEHTPUUECKHUE, cyOMe-
TalEHTPHYECKHE H METaleHTPHYECKHE

XpoMocoMbl. Lenmpomepa npencras-
nsieT cob0il HeyNIHIUPOBaHHBIN yJac-
ok JJHK, kotopas aynnuuupyercs B Ha-
yase aHaga3sbl MUTO3a.

Kunemoxop — opraHenna, KOTO-
past JOKanu3oBaHa Ha KaxIoit cro-
pOHE KaXJ0il LIEHTPOMEpEl B IEPHOX
panHeil mpodas3sl MUTO32 U obneryaer
TNIONMMEPH3alHI0 IMMEPOB TyOyIuHa,
HeoOXonuMY10 Anisi 00pa3oBaHHA MHK-
poTpyOOUEK MHUTOTHYECKOTO BEpETEHa
(BepereHa JgeneHus ).

Tenomepoil HA3BIBAIOT CIEIUANIH-
3MPOBAHHBI Y4aCcTOK KOHLIA XpPOMOCO-
Mbl. K HEH NpUKpenjsioTcs TeloMep-
cneuuduueckue Oenku, obpasyromue
«lIANnoyky» (cap) Inst 3aluThl KOHLA
XpoMocoMbl. Tenomepsl NpPeAnoNoxKH-
TENBHO MPEMATCTBYIOT NaTONIOrH4ecKo-
MY CIIMAHHIO KOHITOB XPOMOCOM KOHEIl B
KOHeL[, 006eCneynBaIoT [TONHOTY PEIlIH-
KalHy, YYacTBYIOT B 00pa30BaHHH MNap
XpOMOCOM BO BpeMs Meiio3a M HOMo-
raloT BOCCTaHaBIMBAaTh BHYTPEHHION
CTPYKTYpY Sipa Ha CTaJHH HHTep(a3sl
NyTeM IPHCOETUHEHHS XPOMOCOM K
syiepHoit MeM6paHe.

XpoMOCOMBI, UMEIOLHE ONHHAKO-
Bblii MTOPSIIOK FEHOB, HAa3bIBAKOT 20MON0-
2uynbimu. Y HUX OJWHAKOBBIE CTPOEHHE
(nnuHa, pacnoJOKEHHE LEHTPOMEPHI
H T.J.). HeroMonornyneie XpoMoCOMBI
MMEIOT pa3Hblii reHHBI Habop M pa3sHoe
CTpOEHHE.

Kapuomun — puninouaHsiii Habop
XPOMOCOM, CBOMCTBEHHBIH COMaTH4e-
CKMM KJIETKaM OpraHu3MOB HaHHOIO
BHJA, ABIAIOUIMIICA BUAOCTEUUpHIEC-
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Paszden 1. Bonpocu MonexynspHoi buonozuu knemxu

KHM TPM3HAKOM H XapaKTepH3YIOLLHHi-
cs onpeeseHHbIM YHCIOM, CTPOEHHEM
1 reHETHYECKHM COCTaBOM XPOMOCOM.
WuguBuayalbHblE ~ XPOMOCOMEL,
KOTOpBIE COCTABNAIOT 23 mapsl CHJIBHO
pasnMyaroTcsA M0 pasMepam M pacio-
JI0YKEHHIO LIEHTPOMEPBL. XPOMOCOMBI
OKpALINBAIOTCSA ClEeLHaNbHBIMI KpacH-
TensaMH Ul onpeleneHHs pasHHULbI B

MX COCTaBE.

OpaHoM U3 OCHOBHBIX 1esei uccie-
J0BaHMs TeHoMa YeloBeKa SBJISIETCS
[I0CTpOeHHe TOUHOH H noapo6HoM Kap-
TEI KadcI0M XpoMocombl. Ha reHeTHHeC-
Koif KapTe MOKa3aHO OTHOCHTEIBHOE
pacronoXeHHe reHoB 1 OpyrHX FeHeTH-
yecKHX MapKepoB Ha XpOMOCOME, a TaK-
-ke OTHOCHTENBbHOE PacCTOAHHE MEKIY
HHUMH.

[eHeTHUECKHM MapkepoM i CO-
cTaBIeHHA KapThl TOTEHIHAIbHO MOMKET

@OnOpUILIE]
XpOMaTHHA

HyxneocoMbl

JIBoinas
«HHTD OyC»

crnupaib

IMetiu GuOpHILT
XpoMarHHa

OpITH J11000H HaciaeAyeMbIH MpH3HaK —
nBer ras Win JaHa gpparMentos JTHK,
[iaBHOE NpH 3TOM — HATHYHE JIETKO BL-
qpJisfeMBIX MEKHHANBHIYANBHBIX pas-
ugHil paccMaTpHBaeMBbIX MAPKEPOB.

K HacroAlleMy BPEMEHH JUIsi Beex
XpOMOCOM UENIOBEKA [IOCTPOEHbI MEJ-
coMacIuTabHble TEHETHYECKHE KapTEH ¢
paccTOSHHEM MY coceJHUMH Map-
kepaMu B 7 — 10 MJIH nIap OCHOBAHHUI.

Mutoxonapuanpias JHK  npex-
crapnseT co00if HEOONBLIYIO KOMbIe-
BYIO MOJIEKY.TY juinHoit 16 569 map oc-
nopannii. B orinune ot JJHK saepHoro
regoMa OHa He CBs3aHa C penkamy, a
cyLiecTByeT B «HHCTOMY suze. B mu-
TOXOH/|PHANIBHBIX T[E€HAX OTCYTCTBYIOT
MHTPOHBI, 8 MEKIECHHBIC TIPOMEIKYTKH
oyeHb HeBelHKkH. DTa HeQonblIad Mo-

neKyljia COAEPXKHT 13 reHoB, KOAHPYIO-
X OenkH H 22 resa TPHK.

[TnorHO

ynaKo-

BAHHEIE
XPOMOCOMSI

VI0THEHHBIH
reTepoXpoMaTHH
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B 1960 rogy B aMepHKaHCKOM IO-
pone Jensepe Oblia co3naHa mnepsas
MexxnyHapoaHasi CHCTEMA LIUTOTEHETH-
YyeCKOH HOMEHKJIATYphl XPOMOCOM Ye-
noBeka, obecrieuuBUIasi MEXIYHapoOA-
HYIO CTaHJApTH3aUUI0 HCCIEA0BaHHMH
XpOMOCOM €lli¢ Ha HayalbHBIX 3Tanax
CTAHOBJICHHS LIUTONEHETHKH YEJOBEKa.
B ocHoBy J[enBepckoii kiaaccugu-
KalMH XpoMOCOM OEBINa MoJjioxeHa uX
mopdonoruueckass  XapaKT€pPHCTHKA:
pasmep, ¢opMa U MONOXKEHHE NepBHY-
HOIl IEPETSKKH — LIEHTPOMEDBL.

INapmwxkckan kaaccupukauus. B
1971 rony B Ilapuxe Ha 1V MexayHa-
POIHOM KOHrpecce 1o reHeTHKE YeJIoBe-
ka Oplja coriacoBaHa eiHas CHCTEMa
HIeHTH(HUKALNH XPOMOCOM YeJIOBEKa,
yuuThIBaBIIAs JU(GHEepeHIIHPOBKY Xpo-
MOCOM 110 JUTHHE.

1. Homenxnamypa xpomocom ue-
aoeexa. CraHAapTHas HOMEHKJArypa
XpOMOCOM YeJIOBEKa HCIONb3YyeTCd Kak
ennHas (GopMa CUMBOJIHYECKOH 3alIMCH
KapHOTHUIIOB YeJOBeKa B HOPME H IIpH
xpomocoMHoH naronorud. 1. Cumso-
navyeckKas 3anuch HOPMAJILHOTO KapHo-
THIA: yKa3biBaeTcs obluee YHCIIO Xpo-
MOCOM M Habop NOJOBBIX XPOMOCOM:
a) HopManbHbIA KEHCKHH KapHOTHIL:
46, XX. 6) HopmanbHblii My»XCKOH Ka-
puorum: 46, XY. 2. CumBonnyeckas 3a-
MCh KAPHOTHIIOB C AHEYNJIOMIHEH IO
TIOJOBBIM XpOMOCOMaM: YKa3bIBaeTCs
ofliee YHCI0 XpOMOCOM M Habop mnoJio-
BBIX XpoMocoM. [Ipumepst.

a) XeHckuid KapHOTHI C OTCYT-
cTByloLeii X-xpomocomoii: 45, X.

6) Myxckoil kapHoTunm ¢ J100a-

BOYHOH Xpomocomoit X: 47, XXY 3.
CuMBoONHYecKas 3anKuch KAPUOTHIIOB C
aHeyIIOMJIMEH ayTOCOM: YKa3hlBaercs
obLiee yucno xpoMmocoM, Habop rosno-
BBIX XPOMOCOM, HOMep A00aBOYHOI1 ay-
TOCOMBI 3HAKOM «1», OTCYTCTBYIOUIEH
— 3HAKOM «-. :
[Ipumepsl. a) JKeHCKHI KapHOTHII C
nobaBoyHOi xpomocoMoit 21: 47, XX,
21+. 6) My:xkckoii kapuoTtHn ¢ 1o6aBoy-
HOM, HeHJIeHTU(ULHPOBAHHON XPOMO-

- comoii u3 rpynnel J: 47, XY, I+.

2. Homenxnamypa xpomocomiblx
nepecmpoex

[IpruuHOi mEepecTpoek (Xpomo-
COMHEIX a0eppaluii) sBJSIOTCS pa3psl-
BBl XpOMOCOM B OJHOM WIIH HECKOJb-
KHX MecTax H o0pa3oBaHue CBOOOIHBIX
(pparMeHTOB, KOTOpPbIE MOTYT TIPHBECTH
K pa3JIMYHBIM HapyLICHUSIM B CTPYKTY- °
pe xpomocoM. HomeHkiarypa Xpomo-
COMHBIX MEpPECTPOEK CONEPKUT CUMBO-
nuueckue obosuauenud. del — nenenmu
(notepu yacTu XpomMocomsl). dup — my-
TIMKauuu (yaBoeHus: (parMeHTOB Xpo-
MOCOMBI). t — TpaHCJIOKauuu (1epeHo-
cbl ()parMeHTOB XPOMOCOM C OJIHOI Ha
JpyTryio, He TOMOJIOIHYHYIO0, C YJIHHE-
HHEM U YKOPOUYEHHEM IIIeY XPOMOCOM),
inv — HHBEPCUH (MOBOPOTHI ()parMeH- -
TOB XpoMocoM Ha 180 rpanycos).

r — KOJlbLEBbIE XPOMOCOMEI (00pa-
3yIOTCA B pe3yJbTare pa3pbiBa XpoMo-
COMBI Ha YpOBHE LIEHTpOMEpHI ¢ 0bpa-
30BaHHEM JIBYX XPOMOCOM, COCTOSILIHX
U3 UAEHTHYHBIX TUIEY).

CHMZonnqecrcoi?l 3aMuch KapHOTH-
TIOB ¢ XpPOMOCOMHBIMH NEPECTPOHKAMH:
,ylcasbm_alerca oblliee YuCI0 XpOMOCOM,
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[10JI0BBIE XPOMOCOMBI, HOMEP XpOMOCO-
MBI C TepecTpoiiKoif, MIe0, XapakKrep
nepecTpOHKH. Tlpumepsl. a) YKeHckHil
KapHOTHII C 46 xpomMocoMaMH H nene-
nueif KOpoTKOro mieya xpomocombl 18:
46, XX, del 18p. 6) MysxcKoif KapHOTHII
¢ 46 xpomocoMaMH H KxoJIbLIEBOIT XPO-
Mocomoit 3: 46, XY, 3. B) MeHckHit
kapoTHI ¢ 46 XpOMOCOMaMH H yMIH-
HenHeM JUTHHHOTO Tiieya XpOMOCOMBI
1: 46, XX, 1g+. 1) KeHckHii KApHOTHI
¢ 46 XxpoMOCOMaMH, € HOpManbHOi Ofi-
Hoit xpomocomoit X H H30XPOMOCOMOH
[0 JUTHHHOMY TiIedy ApYroi XpoMoco-
moif X: 46,XX, XiXq.

3. Homenxnamypa XpOMOCOMHbIX
ceaMeHmoG.

3anuch KAPHOTHIOB C XPOMOCOM-
HEIMH CErMEHTaMH TPOH3BOAUTCA B
OCE0BATEBHOCTH:  YKa3bIBaeTCH
HOMEp XPOMOCOMBI, I1E40, PaiioH, Cer-

MeHT. [IpHMepEL.

a) Kapuotnm ¢ TepMHHAJBHOH Jie-
nenueit B IJTHHHOM IUTIEYE XPOMOCOMBI
1 Ha ypoBHe paiiona 2, cerMenTa 1: del
1g21.

6) Kapnorun c¢
MeKIY KOPOTKHM ILIEYOM XPOMOCOMBI
7 Ha ypoBHe paiioHa 2, cerMedTa 2 H

_ KOPOTKHM T/1€4OM xpOMOCOM;f 10 nHa
ypoBHe paifoHa 1, cermenTa 1:t (7p22;
10p11).

4. Homenxnamypa opyzux xpomo-
COMHBIX 8aPUAHMOB

Mo3zaunusm. K Mo3ankam orHocsar
oco0eil, OpraHu3M KOTOPhIX COCTOHT U3

TpaHCIOKaIHen

IByX WIM Oonee reHernyecky pasy
HBIX KJIETOYHBIX TIONyNALuii, 3an:q.
KapHOTHIIA C XPOMOCOMHO]i M03quHc5
CTBI0: YKA3bIBAIOTCS MOMYNALKH ke, (;).
C HMEIOLLIMMCA XPOMOCOMHEIM Rafig) 0::
: X

p;:fes PA3RETUTENLHBI 3HAK. [Ty,

a) Mosauk XO/XX — xenckyji oo
PHMOTHII, MO3aHYHBIi 110 XpOMocoyme X

6) Mo3sauk XXY‘/‘XY — MyXckoj
KapHOTHII, MO3aHYHBI 110 XpoMocoye
b, 1

HnTepcekcyalbHOCTE. [To knpyy.
yeckoll KIIaCCH(MKALMU HHTepCekcy-
aIbHOCTE ITIOAIPA3JENAIOTCA Ha HCTHY-
HBIii repMa)pOAMTH3M — C HAIUYHeM B
OIIHOM OPraHU3Me MYXCKHX H KEHCKHX
roHaf, ncesgporepMa@poaUTH3M — ¢ Ha-
JMYHEM B OPTaHH3ME HIIH CEMEHHHKOB
HJIH IHYHHKOB.

[[uToreHeTHYECKass KapTHHA HH-
TepCeKCYalbHOCTE MOXET MMETh pas-
JNIUYHBIE XPOMOCOMHEIE BAPHAHTEI H He
COBMAAaTh C KJIMHUYECKHMH HpOsBIe-
HUAMH.

a) XpOMOCOMHEIE BAPHAHTEIL:

46, XX — HHTEpPCEKC C MYMCKHM
(eHOTHIIOM

46, XY — uHTEpCEKC C KEHCKUM (e-
HOTHIIOM

6) Mo3sanunpie BapHaHThl: 46,
XX\M6, XY - unrepcekc ¢ (peHOTHIOM
HCTHHHOTO TepMa)poIUTH3MA, MYXK-
CKOro nmncesgorepMa)poauTH3Ma HIH
CMellaHHast (popMa >KEHCKOTo ICEBJO-
repMa(pogHTH3IMA.
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1.3 lMousiTie 0 rede

T'en — 310 yuactok JJHK, Hecyunii
HH(OpPMALIHIO O CTPYKTYpe onHoro ben-
Ka M OTBEYAIOLHIl 32 HaclenoBaHie
OIHOTO MpH3HAaKa. [€H ABNAETCH OCHOB-
HOIl CTPYKTYpHOIi M (hyHKLMOHANbLHOI
eHHHIElH HacnencTseHHocTH. Mugop-
MauHg o cTpykrype 6enkoB u PHK 3a-
nuckeiBaeTcs B yyactkax JJHK.

Ha reHHoM ypoBHE MPOHCXOQHT
UHAHBHAYaJbHOE HaclIeJOBaHHE MpH-
3HAKOB H CBOHCTB KieToK. B oprannsme
4eJl0BeKa HACUYMTHIBAIOT 0kon0 30 ThI-
CSY MEHOB.

Iucrpon — yyacrok JIHK, koaupy-
HOLIHI{ OHY MOJHNENTHIHYIO LIEMb.

benok MOXXeT cOCTOSTh H3 HECKOJIb-
KHX pa3sHBIX IOJUNENTHAHBIX LeMne
(cyObenuuuu), Toraa €ro reH COCTOMT
H3 HECKONBKHX LMCTpOHOB. M3yuenue
XUMHUYECKOH OpraHuM3aluy  Hacnuen-
CTBEHHOI0 MarepHaa H MpoLecchl pea-
NH3alUH TeHeTHYeckol HHpopMalHu
npuBeNno K (GOpMHPOBAHHIO NpE/ACTaB-
JIEHUS O reHe Kak o ¢parmeHTe Moe-
kyasl JIHK, TpanckpuOupyromemcs B

JHK

Bujic Monekynsl PHK, koropast kopupy-
€T aMHHOKHCIOTHYIO NOC/IeA0BaTelb-
HOCTb [IENTHAA WJIH HMEET CaMOCTOSf-
tenbHoe 3HaueHue (TPHK u pPHK).

[eH Hecer OTBETCTBEHHOCTh 3a
¢opmupoBaHHe M TiepeAayy [0 Hac-
NIEACTBY OTAENBHOTO TMpH3HAKAa HJIH
CBOIfCTBA KJICTOK, OPraHH3MOB JJAHHOTO
BHaa. Kpome Toro, H3MeHEeHHE CTPYKTY-
pbl reHa, BO3HHKAIOLIEe B Pa3HBIX €ro
y4acTKax, B KOHEUHOM HTOre NPHBOAHT
K H3MEHEHHIO COOTBETCTBYIOLIETrO 3Je-
MEHTApHOrO NpH3HaKa.

Taxkum o6pa3om, Ha TEHHOM YpOBHE
OpraHH3alMH HACIEACTBEHHOIO Mare-
pHana obecneyHBaoTCs HHAHBUIYANb-
HOE HacleOBaHHE H HHIHBHAYAJIBHOE
HW3MEHEHHE OTHENbHBIX TNPHU3HAKOB H
CBOHCTB KJIETOK, OPraHH3MOB AAHHOIO
suja. Ha JIHK mexny renamu Haxoasrt-
csl HEKOAMPYIOLIHE YYacTKH — cmeiice-
b1, BEITIONHAIOLUIME CTPYKTYPHYIO POJIb
NMpH YKJIAAKe HYKJIEOCOMHOH Lenu B
BBICLIHE CTPYKTYPhl XpOMaTHHA H Jpy-
rHe (D)YHKLIHMH.

Kouan- 1| Perymarop- 111
pylomas | Hag 20Ha : PONOTR |
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BoneummHeTBO mMpomeccoB  Mera-
Oonu3Ma B OpraHusMe KaTajlu3HpyIOT-
ca OenkoBeiMH (epmentamu. Kpome
TOro OenKH — OCHOBHEBIE CTPYKTYpHBIE
KOMITOHEHTBI Tena yejoBeka. AMHHO-
KHCIIOTHEIE TOCIEI0BATENBHOCTH BCEX
6enkos sammudposausl B JJHK a mpo-

liecC IpeBpalleHHA 3aKOAHPOBAHHON -

uH(pOpMaLHH B caM OeJIOK BKJIIOHACT €€
TPAHCKPHIIINIO, TPAHCIIALHIO.

B oTiiuHe OT IIPOKapHOT Y/2yKapH-
OT GOJIBLIMHCTBO TeHOB HMEIOT y1acToK
JTHK, xoTOpEIil TpepbIBaCT KOHPYIO-
Iy I0C/€N0BaTeNbHOCTD. JlaHHBIE
HeKOXUpyIOIIHe (parMeHTsl HA3bIBAIOT
unmponamu, B TO BpeMs Kak JpYyTHE,
KOIMPYIOLIHE YIACTKH — 9K30HAMU.

¥ ‘ :-(..‘ v \
3 YenoBedecKas

JAHK

Cynepenupalb o3

[eHpl, KOTOPBIC KOOHpYIOT Oerok,
Ha3bIBAIOT «CTpYKTYPHBIMH reHaMHY,
HX TpaHCKpHIUHA POHUCXOMMT MpH
y4yacTHH PHK-nommmepassl Il Yuac-
TOK, pacnonomermmi'f chnocpe,ucrgeﬂ_
Ho rmepell KORUpYrOLicH NOCJIE0Ba-
TeNbHOCTBIO HA3BIBAIOT HPOMOTIOPOM.
aKTOphl TPAHCKPHIILIHH — 6en‘x’m, TpH-
gperuisiolHecs K POMOTOPHOH nocjie-
10BaTeNBHOCTH H zarmycKalolue Ipo-

Jiecc TPaHCKpHILAH.
Benki — OCHOBHEIE CTPYKTYPHEIC

KOMITOHEHTBI TeJa UCJIOBCKa, OHH Ka-
TaTH3NPYIOT 60NBLIHHCTBO TIPOLECCOB

meraboau3mMa.

XpOMOCOMA  pyvTpH XPOMOCOMBDI
<3
CBepTBIBAHHE SR - XpoMaTHH
BHYTpH cIMpaIH [ ==Hierao
X e
XpoMaTHHOBOE
BOJIOKHO
i JHK
@ ITentpaabHEIH Hyxneocoma
r'HCTOH

-~ |
t /( 2. J ‘
e JIICA nBoiiHast cnypansb

Pucynox. Ynarxosxa [[HK e xpomocomy
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1.4 MyTauuu — npuy4mHa HaCJleﬂ(ETBLHHI;IX NATOJIOrHH

Mytaunn JHK Bkniouaior xumu-
yecKHe H3MEHEHHsl OCHOBAHHUI, a TaKxke
NECTPYKUHIO, JIEeNEeUNI0O HIH nepecra-
HOBKY KPHTHYECKM BAXXHBIX I0CIEIO0-
BaTeNIbHOCTEH. MexanusMbl penapauuu
OOBIYHO HCOPABAAIOT  OOJBLIHHCTBO
OIIMOOK, ONHAKO B HEKOTOPHIX Clyuya-
X BO3HHUKAIOT HOBBIE alJIeNH, KOTOpHIE
3aTeM MepefaloTcs INoToMkam. Myra-
IIHOHHBIC HM3MCHEHHA B OOIBIUMHCTBE
CBOEM MOTYT HE UMETh KaKHX-JINOO Bbl-
paXKEHHBIX IPU3HAKOB HIH OBITh BpeO-
HOCHBIMH, TIPH 3TOM NOSIBIIEHHE KaKHX-
1100 none3HbIX amnened NPOHCXOAMT
OYeHb 1 04eHb peaxo. I1o 3Toil npuunHe
HeoOXoMMo Besiuecku u3berars hakro-

pOB, MOBBILIAIOIHX BEPOATHOCTH MyTa-
LM, MYTauHMOHHBIX (akropos. Bpern,
HaneceHunln AHK coMaruueckux kie-
TOK, TIPUBOJAT K HX HEKOHTPOJIHPYEMO-
MY JeJICHUIO 1 00pa30BaHMIO ONyXoueii.
OueHb YacTo M0 NpUYHHE JAECTPYKLHH
OIYyXOJIH €€ KOMIIOHEHTEI pPa3HOCATCS
110 BCEMY OPraHU3MY, B pe3yJIkTaTe yero
TNPOMCXOANT (JOPMHUPOBAHHE BTOPHY-
HBIX onyxoneii (MeracTazos).

MyTauuu — 3T0 H3MEHEHHS B reHe-
THYECKOM amnnapare Ha BceX YpPOBHAX
OpraHM3alHH: FTeHHOM, XPOMOCOMHOM H
reHOMHOM. MyTauyy BO3HHUKAIOT BHE-
3aMHO U CKaukooOpa3Ho. MyrtareHes —
MeXaHH3M 00pa3oBaHUH MyTalMH.

Cxema. Knaccughuxayus mymayuii

MyTammiin
ITo 1o
ITo ypoBHI0 y [To xapaktepy
AJLNEeNpHBIX B3a-
BO3HIIKHOBEHHSA 02 3 TIPOSIBIIEH1IS
HMOJIEIICTBIL
1. 'enyete 1. PerieccHBHbLIE l.'rnno.\:op(pnuc
2. XPOMOCOMHBIE 2, JIOMIHAHTHBIE 2. AMopdubie
3. T'eHoMHBIE 3. AHTnMOpQHBIE
4. HeoMopurre
[To BymsTHINO 1A ' Mo denornmitec-
ITo mponcxox- ITo Mecty
AII3HecI10co0- KoMy
4 JIEHIII0 BO3HIIKHOBEHIIS »
HOCTB ocobeil TPOSBIEHIIIO

1. CioHTaHHbIE
2. lInayunposanusle

1. Jletannubie

2. Bpeausre

3. HeitrpansHsie
4. ITonesunie

1. I'enepatnpHbIe
2, CoMaTiveckre

1. buoxuMHyecKHe
2. QIBIONOTHIECKHE
3. Mop(onornyeckne

XaHbIM YXOFaphbl

KITATIXAHA

JA KONNenxXm
Lxaevnl cepikTecTir
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Taénuna. Buov: mymayuii

T
MyTauun XapakTepHCTHKA
CnoHTaHHBIE BO3HHKAIOT CAMONPOH3BOJIEHO, 6€3 BHAWMBIX NPHIHH
S |
Hunyuuposaiiele | Bo3HHKaIOT NpH neiCTBHH H3BECTHBIX (haKTOpOB
B e TaMencHIE KOMMYECTBA XPOMOCOM Ha YPOBHE FeHOMa e
TeHoMHEIE i : P Hayp Sana B.oTiens.
HBIX XpOMOCOM , 2 Ll
XpOMOCOMHBIE M3meHeHHe CTPYKTYpbl XpOMOCOM s
I'eHHbIe Wamenenue crpyktypsl rena (QHK). - - 0
JIOMHHAHTHBIE ITposBnsiOTCA B reTEPO3HIOTHOM COCTOAHHH
PelieccHBHBIE [1posBNAIOTCS B TOMO- H TEMH3HIOTHOM COCTORHHH
Bo3HHKAIOT B MOJOBBIX KJIETKaX M NepeAaroTcs CeayOIHM Iio-
[eHepaTHBHBIE P TN 0
KOJIEHHSM
BO3HHKAIOT B COMaTHYECKHX KJIETKax OpraHH3Ma, He Hacieny-
ComaTH4yeCcKHe
10TCS
OcabiAloT AeiicTBHE reHa, CHHKAIOT KOJHYIECTBO Oeska, cHHTe-
I'nrmoMopdHbIe
3HpYeMOro JaHHEIM I€HOM
He o s MyTauHOHHBIH TeH cHHTEe3HpyeT OeJoK, OTIHHALIHHCA 10
P CTpyKType H GYHKLUHH OT NEpPBOHAYAILHOIO Genka
VHaKTHBHpYeT AefCTBHE reHa, 670KUPYIOT CHHTE3 KONUPYEMOro
AMop¢HEIE ‘
um OeJka
AHTHMOD(HBIE JleiicTBYIOT MPOTHBOIIOIOAKHO FEHAM JHKOr0 THIIA
JleransHble [TpuBoAAT K ruben MyTaHTa it :
Bpenusie CHHIKAIOT KH3HECTIOCOOHOCTE MYTaHTA -
HeiirpanbHele He BIHAIOT HA XH3HECTIOCOOHOCTE H IUIOOBATOCTD OpraHusMa |
IMonesHeie [TOBBIIIAKOT XKH3HECTIOCOOHOCTD H MJI0A0BHTOCTE ocobeil
Mopdonorudeckue | Bamusior Ha opMHpOBaHKE MOP(OIOrHIECKUX MPHIHAKOD
_ St f
dusnonoruueckue | BauAior Ha pyHKIHH TeX HIM MHBIX CHCTEM OpraHoB
R 1
Buoxumuueckue BausiioT Ha xapaktep 6HOXMMHYECKHX ITPOLIECCOB
__-__-__———'-
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C1aOMIBHOCTL T€HETHYECKOro arl-
mapara — JMIb OfiHA CTOpoHa OHoNo-
FHYECKHX 3aKOHOMepHocreil. [lpyras
— M3MEHUHBOCTb. HacnepcrBeHnocts u
M3MCHUHBOCTb B COBOKYIHOCTH ofec-

NEYHIIH COXpaHEHHE KH3HH Ha 3eMmie,
Ouonoruyeckyrossomonmio.  Hacnen-
CTBEHHOE MHOrooOpasne uejgoBeka —

3TO pPE3yNbTAT JIHMTENbHOMH -3BOMIOLHK
YKMBOH Marepu.

Tabnuna. Mymazennvie haxmopeor

Ou3nyeckne

BCE BHIBI HOHM3HPYIOMHX H3Ny4eHHH, YD-myuu, GOTOHEI, Temre-
paTypHbIe, MEXaHHYECKHE BO3ACHCTBHA

XHMHUYeCcKHe

CHJILHBIE OKHCIUTENH HIIH BOCCTAHOBMTENH (HHTPATEI, HUTDHTHI,
AKTHBHbIS (JOPMBI KHCIIOPOA); MIECTHLMABI; HEKOTOPIE MHLIEBEIE
N00aBKH; NPOAYKTHL NepepaboTku HedTH; OpraHH4€eCKHE pacTBOPH-

TENH; JIEKAPCTBEHHbIE CPEICTBA (IMTOCTATHKH, COAEpKaLIie prry'rb
CPEACTBA, HMMYHOJEIIPECCAHTEI); -

BHogornueckne

BHDYCHI (PETPOBHPYChI), TOKCHHBI TIAPA3HTOB, IJIECHEBEIX rpudos

B npouecce sBomounu uenorex
npruobperan M HexenarenbHble MNpH-
3HAKH, MUMEIOIIME MPSIMOE OTHOILUEHHE
K NaToNOTHH. BosbIIMHCTBO MyTalumii
YBEIHYHBAIOT MOAMMOpP(H3M uesoBe-
YECKHX Momylaunii (rpynma Kposw,
LBET BOJIOC, POCT, pa3spe3 a3 u jp.),
HO HHOIJa MyTalHH 3aTParuBaloT JKU3-
HEHHO BaKHble (yHKLHH, a 3TO MpH-

BOAMT K Oone3nu. Takum obpazom, Ha-
CIEACTBCHHAsA IATONOrHS — 3TO YacTh
HaClIeICTBEHHOH W3MEHYMBOCTH, HAKO-
NHBIIECHCS 32 BpeMs SBOMIONHM YelIOBe-
Ka.

MyTauun SBISIOTCS HCTOYHMKOM
HOBBIX T'€HOB B Nomymaalusx. Myrtauuu
CMOCODCTBYIOT YBENHYEHHIO T€HEeTHYEC-
KOro pa3snoobpasus (nonuMopdusma).

1.5 Knetounslii uukn

Poct Tena yenoseka oOycnobieH
YBEJIMYEHHEM pa3Mepa M KOJIMYecTBa
KJIETOK, NIPU 3TOM MocnenHee obecre-
YMBAETCS IPOLECCOM JENEeHUs, WM
muTo30M. IIponudepauns knetox npo-
HCXOJIMT 110J BO3ACHCTBHEM BHEKIIETOU-
HBIX ()AaKTOpPOB poOCTa, a CaMH KJIETKH
NPOXOAAT Yepe3 MOBTOPAIOLLYIOCS M0-
CJIEZIOBATENbHOCTh COOBITHH, H3BECT-
HYIO KaK KjeTouHslii muki. Pasninyaior
yeThipe OCHOBHBIE (Da3pl KICTOYHO-
ro uukna: Gl (npecuHTeTHUECKas), S

(cunternyeckas), G2 (MOCTCHHTETH-
yeckass) 1 M (MuTOTHUecKas). 3arem
CIEAyeT pasle/ieHHe UMTONIasMel MU
nnasMaTHueckoi MeMOpaHsl, B pe3yib-
TaTe 4Yero BO3HUKAIOT JBE OJMHAKOBLIE
nouepuue knetku. Pasel Gl, S, G2 Bxo-
JAT B cocTaB HHTep(a3sl. Pennukanus
XPOMOCOM NPOMCXOIUT BO BPEMsl CHH-
TeTuueckoil ¢aspl, unu S-azel. Bonb-
IUMHCTBO KJIETOK HE TIOABEPXKEHO aK-
THBHOMY JENEHHIO, HX MHTOTHYECKAas
AKTHUBHOCTb TIOIABIACTCSA BO BpeMs
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¢a3s1 GO, Bxoasuei B cocTas (assr G1.
ITpomomxHTeNbHOCTE M-(ha3sl cocTaB-
nsier 30 — 60 MHH, B TO BpeMs KaK BECh
KJIETOYHBIH I[UKJI TTPOXOAHT NMPHMEPHO
3a 20 u. B 3aBHCHMOCTH OT BO3pacTa
HOpMaJIbHEIE (HE OTyXOJIEBbIE) KJIETKH
yeJI0BEKa NMpeTEPeBaroT 10 80 MUTOTH-

yeCKHX ITHKJIOB.

G,-¢paza
G -paza — mpoMexyTo4Has  cTa-
ausi Mexay M- H S-cpasamu, BO BpeMA
eTMYeHHE KO-

KOTOpO# TIPOHCXONHUT YB

UyYecTBa IIHTOMIA3MBL. K
xorue ¢assl Gl pacronoxeHa nepBas
KOHTpOJIbHAs TO4Ka, Ha KOTOpOH TpO-
{cxoOsT pernapauti JIHK u npoBepka
ycoBHH 0pr>i<aromeffi cpexsl (ROCTa-
TOYHO JTH OHH GraronpHATHBI 4718 1EPE-
xona k S-¢aze). B ciy4ac eclH AaepHas
[I0BpEXKAEHA, ycuMBaeTcs aKTHB-
wocrs Genxa p33, KOTOpBIii CTHMYJIH-
pyeT TpaHCKPHITLHIO g2l [TocneaHUi
cBA3bIBAETCA CO cnequ()HIECKUM LIHK-
nuH - LI3K - KOMIUIEKCOM, OTBETCTBEH-
HEIM 34 TIepeBoll KICTKH B S-asy, 4
TOPMO3HT €€ jelieHHe Ha CTanHy Gl-
thaspl. DTO MO3BOIACT penapalHOHHbIM
(hpepMeHTaM HCTPABHTH OBpeX ICHHEIE
(hparMeHTBI JTHK. Ipn BO3HHKHOBEHHH
[aTonorHil Genka p33 pemHKals Ac-
(heKTHBHOH JIHK mpopoibKaercs, HTo
[T03BOJISET AETAUMMCA KIeTKaM Hakal-
JIMBaTh MyTallud H cnocobCcTBYeT pas-
BUTHIO OITYXOJEBBIX MPOLIECCOB. HmeH-
HO 1109TOMY 6€JI0K p53 YacTo Ha3bIBAKOT
«cmpaoicem 2eHomay.
G,-pa3a
ITponudepauus KIETOK y MICKOMH-
TAIOLIMX BO3MOXKHA TOJIBKO TpH Yy4ac-
THM CEKPETHPYEMBIX JPYTHMH KJIET-

pome TOTO, B

20
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KaMH BHEKJIETOUHBIX (pakTOpOB pOéTa,
KOTOPBIC oKa3bIBaloT CBOE BO3/EHCTBHe
yepe3 KacKafHyl0 CHTHAJBHYIO Tpaic-
JYKITHIO [pOTOOHKOTCHOB. Ecan o
ppems (pa3bl G1 xnerka HE ToOyuaer
cOOTBETCTBYIOLIHX CHUCHAJIOB, TO OHa
BBIXOHUT 13 KJIETOYHOTO LUKJIA H nepe-
XOJIHT B CcOCTOSIHHC G0, B KOTOPOM Mo-
sxeT HaXOAHTHCA HeCKOJIBKO JIET.

Briox GO mpOHCXOAUT [pH TIOMOLLH

6el1KoB — Cynpeccopon MHTO34, OJHH 13
61aCTOMHBII Oenok

KOTOpBIX — PETHHO
(Rb-6enorc), KOIHpYEMBIH  HOpMAlb-
4 reHa peTHHOOmacTo-

HBIMH aJU1e]sIM
Mpl. JIaHHBIHA GesoK TPHKpEnIAeTcs K

0coOBIM  PETY/ATOPHBIM IpOTEHHAM,
Groxupys CTHMYIALHIO TpaHCKPHITIHH
reHoB, HEOOXOMHMBIX JUId npoiudepa-
[MH KIeTOK. BHEKJIETOUHBIC (paxTOpH!
pocra paspylaioT OI0K NyTEM aKTHBA-
LHH G1-cnenu(pHIECKHX yuxmun-13K-
KOMIIJIEKCOB, KOTOPBIC dochopHpyeT
Rb-6esioK H H3MEHSAIOT €ro KoH(popMa-
[HI0, B pe3ylpTare Hero pa3phIBacTCd
CBA3b C peryasaTOpHBIMH Genkamu. 11pH

3TOM ITIOCIEAHHC aKTHBUPYIOT TpaHc-
YEMBIX MMH T'€HOB, KO-

KPHUIIHIO KOJHP
¢ mponHQepa-

TOpBIE 3aIlyCKaloT NpoLee

[HH.
S-a3za
CranzapTHoe KOJIH4ECTBO J1BOi1-

upix cnupaneit JJHK B Kaxcoi KIeT-
ke, COOTBETCTBYIOILEE JAITIOHAHOMY
Habopy ONHOLEMOYECUHBIX XpoMOCOM,
NpUHATO 0603HAYATh KaK 2C. Ha6op 2C
coxpaHsieTcs Ha MpOTAXKEHHH ¢azs! G
u yapausaercs (4C) Bo BpEMA S-¢aspl;
KOIJia CHHTE3HPYETCS HOBas XpOMOCOM"
nast JTJHK. Haunnas ¢ KOHLA S-(pa3sl #
10 M-(assl (BTrodas pasy G2) xax

TS J}'1E‘|" I

1 e s
g it llw"h Iy
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mas BUAMMAs XpOMOCOMA COIEPIKHT
JB€ TJIOTHO CBA3aHHbIE APYT C IPYrom
monekynsl IHK, na3siBaemele cectTpun-
CKHMH XpoMaTuaaMu. TakuM oGpasom,
B KJETKaX 4ejlOBeKa HauMHasg C KOHLa
S-asel u o cepenunsl M-(asel npu-
CYTCTBYIOT 23 napsl XpoMocom (46 BH-
IOUMBIX eaMHUL), HO 4C (92) mBoiinble
cniupanu saepuoit JJHK.

B mpomecce MHTO3a MpOMCXOOHUT
pacnpeneneHie OINMHAKOBBIX HaGOpOB
XPOMOCOM M0 JBYM JOYEPHHM KIET-
KaM TakuMm o0pa3oM, uTOOBI B Kax-
HOH M3 HUX COAEPXKAaNOCh Mo 23 napsl

bHoxumuyeckne peakuuu Kie-
TOYHOIrO LMKJIA

Knerounsii LMKI — 3T0 mepuop,
CYLIECTBOBAaHUS IKJIETKH OT MOMEHTa
e€ oOpa3oBaHMs MyTeM AE/ICHUS Mare-
PHHCKOH KJIETKH 10 cOOCTBEHHOro Ie-
JIeHHS UM rubenm.

Ilpotiecchl  KIETOYHOrO  LMKIA
KOHTPOJIUPYIOTCS N0oCne0BaTe lb-
HO IIOBTOPSIIOIIMMUCA AaKTHBAalMEH H
MHAKTHBAaLMEN KIIOYEBLIX (JepMEHTOB,
Ha3blBaeMbIX  HHKJHH32BHCHMBbIMH
nporenHkuHazamu (L[3K), a Taxke ux
KO(QakTOpoB — HHMKJAHHOB. [Ipu 3ToM
noz BosnekcTeueM docdoxunas u doc-
¢oras npoucxomar ¢ocdopuaHposa-
HHe U pedochopunupoBaHyue 0COOBIX
UHKIMH-1[3K-kommnekcoB, OTBETCBEH-
HBIX 34 Hayajo TexX UIH HHBIX (a3 LHK-
na. Kpome Toro, Ha COOTBETCTBYIOIIHX
cragusax nogooueie LI3K-0enku BEI3bI-
BAlOT YIIOTHEHHUE XPOMOCOM, pa3phiB
siepHOi 000JI0YKK M PEOPraHU3aLHUIo
MHKpOTPyOOYeK LMTOCKEIETa B LETAX
()opMHpOBaHUs BepeTeHa feIeHus (MH-
TOTHUYECKOI0 BEPCTEHA).

2C-monexyn JJHK. Cnexnyer otmeTHTs,
yro (a3sr G1 u GO — enuHCTBEHHBIE
(pa3el KIETOUHOro LHKIA, BO BpeMs Ko-
TOPBIX B KJI€TKax 46 XpoMOcoMaM COOT-
BercTByeT 2C-nabop Monekyn JTHK.

G2-jaza

Bropas koHTponmpHas Touka, Ha
KOTOPOH TNMpPOBEPAETCS pa3Mep KIETKH,
HaxoauTcsa B koHue (aser G2, pacmo-
JIOKEHHOM Mexny S-¢a30H U MHTO30M.
Kpome Toro, Ha naHHO# cramguu, mpe-
KJe YeM NepelTH K MHTO3Y, [POHCXO-
JMT MPOBEPKA IMONHOTEI PEIUTHKALMH H
uenocrHoct JIHK.

A
TTonmmmnornmia —'T'f-'_'I\'IHOI‘OHIIthHOCTB

Gy - thaza, unn daza nokos
(cTBONOBEIE KIETKH)

Huddepenuupopka
(cmemuan3amnis KieTox)

\

Knerounas cMepth
(cTapeHHe KJIETKH IUIH arlonTo3)

Pucynok, Cmena ¢ghaz xnemounozo yuxna.
B ¢hazax knemounozo yuxna xonuvecnigo
cecmpunckux xpomamud uzmensemcs

[
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- Tabauua. Pa3bI MHTO032

detbas_a

B sape KIIeTKH KOHEHCHPYIOTCS Xpo-
mocomal. Kaxcas xpomMocoma Conep-
JKHT JBE MpPUIEraiolHe ApyT K ApYyry
xpomatyiel. B aToil (pasze cecTpHHCKHE
XPOMATH/B! CBA3AHHBI APYT C JAPYIoM
BO MHOTHX MeCTaXx ¢ Momolsio Ges-

KOB KOre3uHOB. JSlnepHai obonouka |

pacnagaercs. AHaJIOTHYHBIH - TIpouecc

npowcxoauT a uuronnasme: IC n an- |
napar [onpKH TaKKe rpac;nlanamfrcsi.
Ha BE3HKYNEI. JlBe IMIUIOCOMBL (TTapa

LIEHTpHONEH) PAacXOAATCA O NONHCaM
KJIETKH M Y4acTBYIOT B )OpPMHpPOBAHHH

| BepeTeHa neNneHHd. - .

. AXpOMITIIIODOE BEPETEHD

Henrpuiom, -
=i

Meradasza

XpOMOCOMBL JIOCTHrarOT MAaKCHMallb-
HOIf CTEITEHH KOHAEHCAllMH H BBICTPaH-
BAIOTCA B 3KBAaTOPHANBHOMH IJIOCKOCTH
KIeTKH, oOpasys MeradasHyio Iac-
THHKY XPOMOCOM, HJIH MarepHHCKYIO
3pe3ay. IlocTemeHHO pa3pylIaloTCs
KOre3HHOBBIE KOMILIEKCHI MEXTY cec-
TpuHCKUMH  Xpomarupami. Ilyrem
nonuMepusaunu Oenka TyOymHHa 3a-
Bepiuaercs (OpMHpOBaHHE BEpETEHA
aenedus. B ero coctaB BXOIAT MHKpO-
Tpy6oykH 3X BH/IOB: KHHETOXOPHBIE,
[ONAPHBIE H aCTPAIIBHBIE.

Anadaza

XpOMATHJIBI, COXPaHSis MAKCHMATBHYIO
CTeNeHb KOHJEHCaLHH, TEpAIOT CBA3b

IpYT C OpyroM H HanfHaI{')T pacxomuT-

¢s K rmojiocaM KIeTKH. JIBe XpoMatH-

Ibl Kax10H xpoMoco‘vfu pacxomarTcs K |

TIPOTHBOIIOIOXKHEIM/ TIONIOCaM, TI03TO-
My o0e JoYepHHE KJIETKH IOJNyYaroT
NOJIHBIE H paBHble HabOPEI OIHOXPOMa-

THIHBIX XPOMOCOM. JIBIIKEHHE XpOMO- |
coMm obecrnieynpaercas MUKpPOTpyOouKa- |

MH 1 OelikaMU- TPAHCNIOKATOpaMH. © -

e

et 29




Pazoden 1. Bonpocel monexynspnoii 6uonozuu xiemxu

$909.5.00,8 8090 9800000080 P00 0008000000208 0,0 00800000 svoassosonoeassve'ssseeoes

MH.

Kaxnuiii Habop pacxopsiiuxcs ogHo-
XPOMAaTHAHBIX XPOMOCOM, NpHONH3HB-

IHCh K «CBOEH» aumocome, ocra-| . 7
HaBnHBaeTca. BHoBb dopmupyetcs N p.{ - b /-
AlepHas  000NOYKa BOKPYr Kaxaoii :‘i-'-‘z%(( % / \y"
Tenodasa | nunnocomsr, hopmupys asa mouepHux k @ ) !\Q | B
anpa. XpoMOCOMBI NOCTENEHHO JEKOH- | /’/\_J \,_/
AeHcupylorcs. B mospneii Tenodaze | — ’ AN

NIPOHCXOJMT LMTOTOMHS (LHTOKEHE3)-
paszieNieHne Tena KIEeTKH MexX/y sapa-

-
~
N
.
P

Perynaumnsa kierouynoro umkia.
Poct Tena yenoseka o6ycnosnen ysenu-
YEHHEM pa3sMepa H KONWYeCTBa KIIETOK,
IIPH 3TOM TmociieHee obecrneynBaercs
IIPOLECCOM JENIEHHS, MIH MHTO30M.
llponudepanis  KNETOK NPOHCXOMMT
[1071 BO3NICHCTBHEM BHEKIIETOUHBIX (ak-

KJIIHHOB (HHKHHH A, Huxnun B, I{uk-
nuH E, Huxanna D). TIpuauun paborst
KoMILIekcoB UHKIHH-Cdk:

A) BbIBE/IEHHE H3 IIHKIA KOMIUIEKCa
uMKinHH-Cdk npenpinyineii craguu

B) crumynauus coGbithii cBoeit
CTaiuu

TOPOB POCTa, a CaMH KJIETKH NPOXOAAT
4YEpPE3 TIOBTOPAIOIIYKCA TOCIEN0Ba-
TEJIbHOCTh COOBITHH, H3BECTHYIO Kak
KJIETOYHBIH IHKIL.

B) obpasoBanne xommnekca cie-
AYIOLLIEH CTaguH.
Muro3 crumynnpyrommii  gakrop

(MPF) sto xommnekc, cocrosmmii u3

ViMeeTcsa HECKONBKO pasHBIX M- nukiuHa B u Cdk-1.

Hukmm B
Cdk2
Huxmu B it B
k2 Cdk1 e Berok p21
Mirros (MPF)
Iukaua A
Cdk2 GG
Iukmuu E uxnun D E:*;R[')!IIGNK 4:
Cdk2 \ Cdk4,6 s

Beaku KIP1:
p21, p27, p57

Pucynok. Komnnexcer yuxnun — Cdk
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1.6 I'nMeTorenes

Kaxpmas comaruueckas kieTka B
OpraHi3Me YeJioBeKa HMEEeT IBOIIHOI
HabOp XpPOMOCOM — OfHH OT OTLA M
OOWH OT MatepH. Ero HaspiBaioT: AuI-
nounueiM. ITpouece obpazopakus ran-
JIOUJHOro Habopa W3 IMMIOMAHOrO,
PH (POPMHMPOBAHHH TONOBEIX KIETOK,
Ha3bIBAIOT MeHo3oM. [Iporcxomut cHa-
Yalia peIyKUHOHHOE aeneHue (Meiios I),
a 3aTeM 3KBALMOHHOE JieNenne (Meiio3
IT). Kpoccuurosep mexny XpoMpcoMa-
MM OTLIa M MaTepu obecneyusaer nepe-

" TPYNIHPOBKY T€HETHYECKoil urpopma-

LUK MEXIY TOKOJeHHAMH. Bo Bpems
OIJIOAOTBOPEHHS NIPOUCXOIUT CIUSIHHE
TanjouJHBIX HAO0POB XPOMOCOM Criep-
Maro3ouia 1 AUIEKIIETKH, TaKuM 00pa-
30M B 3HIOTE€ BOCCTAHABJIMBAETCS IMII-
JIOHIHBIH Habop.

Meiio3s I

Meiio3 I umeer mHoro o6bmero c
MHTO30M, OIHAKO 3T0 OoJiee CIOXKHBII
H TIPOJOJ/KHTENBHBINA Npolecc. Meiio3

.~ '; NEPBHYHEIX CTEPMATOLHTOB H OBOLH-
-, 7/.TOB HayMHaercs nocie a3l G2 MHTO-
““ . 3a, a IOTOMY OHHM MMEIOT JHILIOHIHBI

Habop XpomocoM (2n), conepxallHx

- perutaiHpoBadHylo JIHK B cocrase
. CECTpHHCKHMX Xpomatul (4c). Ilpoda-

' 3a BKJIIOuaeT 060I0MHEIH 0OMEH MeXIy

 XpOMaTHAaMH MaTepy H OTLa IpH Io-
MOIIH KPOCCHHIOBEpA.
IIpoghaza I
Jlenmomena. XpOMOCOMEI Mpen-
| CTaBJIEHE! B BUIIE JUTMHHBIX HUTEH, IPH-

/"' KpeIUTeHHFIX KOHIAMH K sSIepHOii 060-

- JIOYKe.
3uzomena. XpOMOCOMEI COKpa-

matorcs, o6pasyloT mapsl H rOMOJIOTH

24

THIABl HAYMHAIOT pasnensrcs. Ij

CIMNAIOTCS APYT ¢ ppyro. :
cic). aHHbI nponece Xapakre
TOUHOE COBMEIIIEHHE Xpopogy,, lge
TeHY HA NPOTSKEHHM Beery reHo\?K
Lph sToM y meparasix cnep,‘,m;o?'
J0B XpPOMOCOMEI X 4 Y Oﬁpagy*ﬂ'fcg CHI
HAlICHC TONIEKO KOHIAMH CRopy KOPOT:
KHX Teyeit.

axumena. Cectpunckye Xpoya.

CHH&I],

apy
TOMOJIOTHYHEIX  XPOMOCOM, Haskpge.

Mble OMBAIICHTaMH, HMEIOT Mo gery,
pe nBOiHBIX crpamu JJHK (Terpana),
Onua v 06e XpoMaTHaE! Kaxnoi
OTLIOBCKHX XPOMOCOM CKpEIIHBaloTey
¢ MaTepHHCKHUMH. Kaxnas mapa xpoyo-
COM IIpETEPIEBAET XOTs ObI OAHH Kpoc-
CHHroBep.

Hunnomena. TIpoucxonut pasnene-
HUE XPOMATH], 33 HCKJIIOYEHHEM YyacT-
KOB KPOCCHHIOBEpaA, HIH XHa3M. Xpo-
MOCOMBI BCEX IEPBHYHEIX OBOIHTOB
Haxo[ATCsA B TAKOM COCTOSHHH BIIIOTh
J10 OBYJISILTHH.

Huaxene3. PeopraHn3oBaHHEIE Xpo-
MOCOMEI HAYHHAIOT pacxoauTcs. B ator
MOMEHT Ka/Iblii OHMBaJIEHT COMEpKHT
YETHIPE  XPOMATHABI, COEIHHEHHEIE
0OBIKHOBEHHBIMH LIEHTPOMEpaMH, H He-
CECTPUHCKHE XpOMAaTHAbl, COECIHHEH-
HBIMH XHa3MaMH.

Memadhaza I, anaghaza I, menoga-
3a I, yumoxenes I,

JlaHHBIe cTagHH Meifo3a ToAOOHH!
(pasam MuTO3a. OCHOBHOE OTIHYHE:
BMECTO pazbeAHHEHHs HeCceCTPHHCKHX
XPOMATHJI IIPOUCXOIUT pacIpeAcneHHe
M0 AOYEPHHM KJIETKaM MapHEIX Kpoc:
COBEPHBIX CECTPHHCKHX XpoMaTHl
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coeJMHEHHBIX LEHTpomepaMu. B kon-
ue meiio3a I BTOpHYHBIE CIIEPMATOLUTE
1 OBOLMTHI HMEIOT 23 xpomocom (1n)
KaKaass H3 KOTOPBIX COCTOMT H3 JIBYX
xpomarnj (2c).

Meiio3 II

IMpu Meiiose II Bo3HMKaeT Kparo-
KOBpEMeHHass HMHTep(dasa, BO Bpems
KOTOpPO#l HE NMPOHCXOAMT PEIUIHKAlHH
XpoMocoM. 3areM clieflyeT mpoasa,
meradasa, aHadaza, tesodasa U LHUTO-
keHe3. CXOXecTh KaxIoi (¢a3el meiio-
3a II ¢ monoOHOI €l mpH MHUTO3€E 3a-
KJIIOYaeTcs B TOM, YTO Mapbl XpOMaTH,
(OuBaseHTHI), COEJHHEHHEBIE B 00IacTH
LIEHTPOMEp, BBICTPAUBAIOTCS B JIMHHUIO
1 06pa3yloT MeradasHylo INIACTHHKY, a
3aTe€M pPacXOAATCS MO JOYEPHHM KIET-
KaM, T0CJe Yero cleayeT peruKauus
JHK uentpomep.

B xonue meiiosa II B kierkax co-
aepxurcs 23 xpomocomsl (1n), kaxnas

H3 KOTOPEIX COCTOMT M3 OHOH XpoMa-
Thasl (1c).

3Hauenue meiio3a

1. Junnonnusiit Habop XpoMocoM
COMATHYECKHX KIJIETOK CHHXAeTcs 10
TarIoOHJHOrO B TIOJNIOBBIX KJIETKaX — B
CIIEpMAaTOreHe3€e H OBOreHese.

2. OTLOBCKHE H MATEPHHCKHE XPO-
MOCOMEI  TIOABEPraloTcsi MEepEecOpPTH-
POBKE, B pe3ynsTare 4ero KOMMYECTBO
BO3MOXKHBIX KOMOMHAIMif BO3pacTaer.
ITepecopTHpoBKa OTI[OBCKHX H Marte-
PHHCKHX aJJiesieii BHYTPU XpOMOCOM
CO3/1aeT MeXIY ramMmeTaMH 6ecKoHeUHOe
KOJIMYECTBO M€HETHYECKUX BapHALIUM.

3. Omnbxy, BO3HUKAIOLHE BO Bpe-
Msi KOHBIOTallHH XpOMOCOM U KPOCCHH-
roBepa, MOTYT BEI3BaTh TPaHCIOKAINH,
pasfeNieHue MM PacXokKIeHHe XpOoMo-
COM, YTO YacTO CTAaHOBHTCS MPHYHUHOM
aHEYIUIOHH.

- Cxema. Cnep.uamoeeuw it ogozenes

Cl[ILP\IA l OF I‘.HE3 (4) H OBOT'EHE3 (E)

" PAIMIIO-
ﬁ"ll:

Daza pazmMHOdICCHNA:

JMrinongHele KNETKH MHOTOKpaT-
HO JenaTcss MHTO30M. VX HasbIBaioT
oeozonuu U cnepmamozonuu. Habop
XpOMOCOM 2n.

Daza pocma:

CymHocTb 310H (ha3sl — poct cnep-
MaToroHuii U OBOTOHHI, KpOME TOrO,
B 9Ty (pa3y NpPOMCXONUT perIHKaLus
JHK, xaxnaas xpoMocoMa CTaHOBHTCS
nByxpoMatHaHOH (2n 4c). Obpa3osas-
IIMecs KJIETKH Ha3bIBAIOTCS 0801 UNIbI
1-20 nopadka u cnepmamoyumo! 1-20
nopsoxa.
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Pasnen 2. OCHOBBI OB1LEA TEH

MeiiHCKas reHeTHKa (HIH reHe-
THKa UeJIOBeKa, KIMHNYECKas reHeTnKd,
reHOMATONOrHs) — 06nacTb MeAHLHHBL,
HayKa, KOTOpas HM3yyacT SBICHHA Ha-
CIICNCTBEHHOCTH H H3MCHUHBOCTH B
pasINU4HBIX MOMyJALHAX moaeii, 0co-

1865 [en — onpeaesser pasBHTHE oT-
MeHzeib)-

JEeLHOTO MpH3HAKa (T.
yKJIEHHOBBIX KHC-

1871 OTKppITHE H

not (®. Muuep)-
1900 Odmunanb}{mii roJ po

repeTHKH. TIOBTOpHO OTKPBITEL 3aKOHO-
MEPHOCTH Hacne10BaHHA (I". ne OpH3, K.
KoppeHc, 9. Yepmak).

1909 CgopmynHpoBaHbl MpEACTaBs-
JleHHs 0 «reHoTHIe» H «(PEHOTHIE (B.

HoraHceH)-
1933 Tomacy MopraHy 3a OTKpHITHE

pONH XpOMOCOM B HacneACTBEHHOCTH
Gruta npucyxaena Hobenepckas npeMia

10 (pU3HOTIOTHH H MEAHLHHE.
1944 THK xak reHeTHIECKHH Mare-

puan (OBepH, MaxkJleon, MaxKapth).
1953 Pacund)poBaHa CTpyKTypa MoO-

nexynst JIHK (Yorcon 1 KpHk).

1957 CtpyKTypa HYKJI€OTHAOB H HY-

KIIeoTHACOAepKaLHE KOQEepMEHTEI

1958 Hobenesckasd npeMHs 3a OT-

kpeiTie pekomOuHauuu y 6axrepun (/1.

Jlenepbepr).

1961-1966 Pacmudposka renetiye-

ckoro xozxa (M.Y. Hupen6epr).

1972 Cunresuposan red TPHK (Ko-

paHa u ap.).

1973 IlonuMepasHas uenHas -

s (TILIP) (K. Miosuc). e

1977 MpepsiBucrocts rexos y 3yKa-

yKOEeHHA

6eHHOCTH

Tabruya. fanel 6 ucmop

nposiBIEHHS  H Pa3BHTHy
popMasIbHBIX J NATONIOTHUECKHX MpH3-
HAKOB, 3aBHCHMOCTD 3a00neBaHHit or
reneﬂmecxoi’l npenpacvnonon{ennot;m
H ycoBHil OKpY>KAroleH CPEbL.

ui 2enem KU

1994 Ony6nHKOBaHBL reHeTHYECKHe

1 QH3HYECKHE KapThl XpPOMOCOM YE/I0Be-

Ka
F€HOMOB

1995 CexBeHHPOBaHHE

GaKTepHii.
1997 KnoHHpOBaHHE MJIEKONKTAIO-

HUX H3 ,umbd)epeumipoaaﬂﬂoﬁ COMaTH-

yecKoi KJIETKH.
7003 CexkBeHHpPOBaHHE I€HOMA He-

JIOBEKA.
2002 W3yyeHHe reHeTHKH H MOJICKY-
JNAPHBIX MEXaHH3MOB arlonTo3a (C. bpen-
nep, Jix. CantcoH 1 P. XopsH1).
2004 Hauato KOMMEPUYECKOE KIOHH-
poOBaHHE KOLUEK.
2008 Hauato KOMMEpPYECKOE KIIOHH-

puor (I1. A. Illapn, P.JI. Pobeprc).
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posaHue cobak.

Pucynox 100. [pezop Hozann Menoeb
(1822-1884)
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OcHoBubIe TEPMHHLI H NIOHATHS B reHeTHKe

| HIIHHCKaA
' Menuu Vi3yyaer HacneICTBEHHOCTh U H3MeHYHBOCTS 4eJioBeKa
reHeTHKa i
s yuacrok Monekynsl JTHK, xotopeiii xpanur HHpopmaumio o |
CTPYKType OiHOro Geka 1160 GynxunonansHoii PHK.
9T0 ynakoBaHHAs NP NOMOWM CNELHATH3HPOBAHHBIX 6ETKOB |
Xpomocoma 3 P
Monekyna JIHK !
s 00JIaCTh MOKANH3aLNH reHeTHYECKOro dneMeHTa (rena) Ha xpo-
0
Ky MocOoMe
T'omMonoruyHeie
XPOMOCOMBI, OHHAKOBBIE 110 HAGOPY COCTABISIOLINX HX FEHOB
XPOMOCOMBI

PACIIONAraroTCsA B OAMHAKOBBIX JIOKYCaX TOMOJIOTHYHBIX XpOMoO-
AnnencHbIE FreHbl
COM H OTBEYAIOT 33 HacJieI0BaHHE OQHOTO NpH3HaKa

Mopdonoruyeckoe, GpU3HONOTHYECKOE, GHOXHMHUECKOE M T.I.

Ilpu3nak CBOHCTBO OpraHM3Ma WIH O0COBEHHOCTH CTPOEHHA Ha JoboMm
YPOBHE OpraHH3alHH.
COBOKYTIHOCTL I'€HOB, NOJIYYE€HHBIX OT POAMTENEH, BCS reHeTHYe-
Ao cKkas HHopMalHs OpraH13Ma !
e BHCILIHEE NPOABIEHHE CBOHCTB OpraHH3Ma, 3aBHCALLMX OT ero re- |

HOTHMNA U (aKTOpoB OKpyKaioweii cpessl. :

COBOKYITHOCTB XpPOMOCOM B IZipe COMAaTHYECKOit kneTkn. [eHeTu- |
YECKHii NACIOPT, KOTOPHIii HE MEHAETCS B TEYEHUH BCEIl WHIHH, |
Kapuotun

B nopme y 4enosexa 46 xpomocom (1o 23 XPOMOCOMBI OT Kax- |
JOT0 U3 poauTeneit).

KiieTka (OprauiaM), CofepiKamasn 1sa OAHHAKOBBIX ATENT B KOH- |

|
T'omo3urora KPETHOM JIOKYCE FOMOJIOTHYHEIX XPOMOCOM. (OXHHAKOBEIE alTe- |
nu: AA, aa) |
KJIeTKa (OpranHusM), Coiepykallias JBa pasIHIHBIX A/ B KOH- g
I'ereposurora

KPETHOM JIOKYC® FOMOJIOTHYHBLIX XpPOMOCOM (pasHsle aenu: Aa) |

COCTOSIHHE OPraHM3Ma, MPH KOTOPOM KaKOH TO reH NPEeACTaBIEH |
I'eMu3urornocts "
‘ B OJTHOH XpOMOcCOMe

HomMuHauTHEI TNPEUMYILIECTBEHHOE TIPOSBJIEHHE TOBKO ONHOIO asiens B ¢op- |
NpU3HaK MMPOBAaHHH NPH3HAKA Y FETEPO3UIOTHOTO OPraHu3Ma, |
Peneccupumiit HeydacTue ayuiens B ()OPMHUPOBAHHH NPH3HAKA Y T€TEPO3HIOTHO* ’
- Ipu3Hak IO OpraHu3sMma. .
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2.1 3axounbl MeHaest

3aKOHOMEPHOCTH MOHOTHOPHAHO-
ro ckpeluBanus Gbliy ycTaHOBICHE! B
1865 rony.

Menens nokasai, YTO Hacneao”
BaHHE TIPH3HAKOB MOXHO OMHCATE npH
[IOMOILK  TPOCTOH MaTeMarHyeckoi
TPOTOPLHH. Monozubpuonoe  CKPe-
wueanue. [Tp1 CKpelHBaHHH ocobei,
HMEIOIMX XKeNThIE ceMeHa, C oco0sMH,
JMEIOLIMMH 3eJIeHbIC CeMeHa, B 11epBOM
[OKOJICHHH THOpHAOB OBLIHA noJy4eHb!
pacTeHus TOJIBKO C JKeJTBIMH CeMCEHa-
Onn e OyaydH CKpELLCHbI MEXAY

MH.
coboif, aamH NOTOMCTBO, cocTosALIEC
j13 pacTeHHi KaK JKCITHIMH TaK H 3ele-

JKENTHIX

HpiMu ceMeHamH. OTHOLICHHE
ceMsH K 3eJeHbIM ObL10 POBHO 3:1. B
pesyasTare 0Go0LEH s ONBITOR OBIIH
chopmupoBalbl  OCHOBHBIE 3aKOHBI
Menzens. 3axon edunooopasus zuopu-
doe nepeozo noxonetn. IIpu CKpeLIH-
BaHMH ocobeH, OTIHYAIOIHXCS ApYT OT
Apyra 1o OJHOMy NpH3HaKy B IIEpBOM
[OKOJIeHHH THOPHAOB [0y4aloTCs e1H-
HO0Opa3HbIE IIOTOMKH, CX0HE TOJIBKO C
onHuM 13 poauTeseil. [TposBUBLUMKACS B

riepBOM 110KONeHHH rUOPHIOB TIPH3Hak
4a3p1BAETCS AOMHHAHTHBIM, @ Herpog.
BHBLIHHACA — peLieCCHBHBIM TPU3HAKoy,
Jaxon pacuienaeniii, KOTOPBIH  Tio-
KazpIBaeT, YTO BO BTOPOM TIOKONCHMY
rubpHAoB ocobei ¢ OMHHAHTHEIMH y
peLiecCHBHBIMH NpH3HaKaMH B COOTHo-

menun 3:1.
B ocHOBE MOHOT€HHOr'O HACIIE10Ba-

HUs JIEKHT TPHHIHAI MOHOTHOpHAHOrO
cKpelLHBaHus. Baxon uucmomsl 2q-
Ment; y T€TEpO3HIOT IPH rameTaobpa-
30BaHHH AJLIEIbHBIE TCHBI HE CMEIIHBa-
{OTCS, & PACXOAATCS B IaMeThl B NOMHO
ypcTOTE, 00pasys paBHOE YHCIIO ramer
C JOMMHAHTHBIM M PELECCHUBHBIM aJljle-

JJEM.

Ananusupyroujee
[Ipn mOIHOM JOMHHHMPOBAHMH IEHOTH-

el AA B Aa JalOT OJMHAKOBEII (heHo-
tur. J{nsa onpeneaeHusi TeHOTHIA Hyk-
HO CKpelIMBaTh MCIBITYEMYIO 0colb ¢
FOMO3MIOTHOI pelieccHBHOH (aa). Io
MOTOMCTBY OIpEJENsaioT TE€HOTHI (ro-
MO3HTOTHBIil ¥ F€TEPO3UIOTHBIH).

CKpetyusanie.

CxeMma. 3aKoH eqHHO0DOpA3HA THOPHIOB NIEPBOro noxoneu'ml (F )

Pomgutenn P: QAA

['aMeTnI;

ITotoMcTBO: Fi

Kenrtriid

X - Qaa

- JKENTDIA L

KenToiit

B
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Pomurenn P
TaMeThI:

AA
1AA
JKENTBHIH

ITotoMctBO: F)

Cxema. Pacmensienite Npu3sHakoB y ruépunos BTo

QA:

- Aa Aa aa

~ JKeNTHhIit
Paciuennenne: mo renorumy: 1:2:1 (25% : 50% : 25%).

no denoruny: 3:1 (75% : 25%)

poro nmoxoacuns (8 Fs)
X SAa :

@ @Ihk'on TIRCTOTERI FaMeT

2Aa 1aa

3eJIeHBI

A)P. QAA X Jaa
ameTrI: @ @

Fi Aa
Pacnrennienus et

Cxema. Ananmsupyiomee ckpemmusamie

A) HlcnbITyeMblit TEHOTHIT — FOMO3UTOTHEI
b) HcnuiTyeMslii TeHOTHO— reTEpO3UIOTHBII

B)P. QAa X
00
N

Aa aa
Pacumiermnenne 1:1

Huaubpuonoe u  nonuzubpuonoe
ckpewjueanue. JIurubpuaHoe ckpeuiu-
BaHHE — CKpELUWBAHHE IOMO3HTOTHBIX
ocofei, pa3mHYaloIKXCA [0 JBYM
napaM  ajJbTePHAaTHBHBIX INPH3HAKOB,
TPUrHOpHAHOE — 1O TpeM Mapam, Io-
JUTHOPHIHOE — 110 HECKOJNILKHM Iapam
AJIETEPHAaTHBHBIX TPU3HAKOB. B pesyns-
TaTe MccnenoBaHUi MO AUTHOpPHIHO-
MY H NOJUrHOpUAHOMY CKpEeLIMBAHHIO
Meunens chopmynuposan saxon nesa-
6ucumozo nacnedosanun npusnaxos 11
3akoH Menpens. CyuHoCTb ero CBOANT-
CA K TOMY, 4TO NPy CKpeHBAHHH TOMO-
SHIOTHBIX 0cobeif, pa3nMyaroLIXCs 110

IByM H Oonee mapaM ajbT€pPHATHBHBIX
[IPH3HAKOB, BO BTOPOM ITOKOJIEHHH ITpO-
MCXOIHT HE3aBHCHMOE HaCleqOBaHHe
KQOXKA0H mapel npu3HakoB. IIpu sTom
pacuienjieHHe 1o KaxaoH mape nmpouc-
XOOHUT B COOTHOIIEHHH 3:1.

HesaBucuMoe pacuienjieHue BO3-
MOXKHO JIMIIB B TOM CIy4ae, €CJIH ajl-
JIENIbHEBIE Te€HBl, KOHTPOIHPYIOLIHE TIPH-
3HAKH, JIOKAJIM30BaHbl B pasHeIX napax
rOMOJIOTHYHBEIX XpomocoM. Bo Bpems
MeHo3a rOMOJIOTHMYHBIE Tapel XpOMo-
COM PacXoIATCs NPOU3BOJIEHO B PasHbIe
rameTsl, 00pasys pa3nHuHbEIe KOMOHHAa-
I[UH T'€HOB.
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T 'oMO3UroTHI AAI0OT OIH THII raMeT.

AaBbLCe 2B1= 8§ Tinos

G e Aasci) (CamE

AaBbCc 2[2)= 2 TumoB
G ABC ABc AsC

AaBbCe 2= 2 Tinos

G ABC ABc

Oco0eHHOCTH oH- H l'IO.TIIIl"Hﬁ-

PHIHOTO CKpeLIHBAHHS.
1) ToMO3HTOTHBIC ocobH, 06pa3y1oT
1 THO raMeT.
2) Ierepo3UIOTHBIC ocobu 0bpasy-
JOT pa3HOe KOJIHYECTBO IaMeT B 3aBHCH-

MOCTH OT YHCJIa Nap ajuIeNbHbIX.
3) Ilpn ckpemHBaHHH TOMO3HTOT

He3aBHCHMO OT 4Hcia map aibTepHa-
THBHBIX TPH3HAKOB THOpMBI NMEPBOTO
oxonerns F1 IposBiISioT eIHHO0Dpa-
3He 110 reHOTHILy H QeHOTHITY.

4) IpH cKpelHBaHAH THOPHIIOB B
Mesky coboii B noroMcTBe F, MOABIIs-
1oTcs 0coOM ¢ HOBBIMH COYETaHUAMH
TIpH3HAKOB B CPaBHEHHH C FOMO3HIOT-
HBIMH POIHTEIIAMH.

3uauenue uccnedosaruu Menoens
COCTOMT B J0Ka3aTeJbCTBE TOr0, UTO

.--cco..‘."'

a306aHUE

re [fi]— YHCIO0 TETEPOSHIOT.

asC ABc Asc aBc anc

ABC

Ka)KZIOMy TPH3HAKYy COOTBETCTBYET OT-
jenpHas ~ HACNENCTBEHHAS  E/MHHLA
(ren). IIpH3HAKH, KOHTPOJIUPYEMBIE OlI-
HO# Tapoil TEHOB, HA3BIBAIOTCA MOHO-
reHHBIMH. Takue MpH3HAKH HACIEAy-
jorcs 110 3aKoHaM MeHzies, y 4enoBeka
TakHe NpH3HAKK HA3BIBAIOTCS MCHACIH-

PYIOLLHMH.
MckitrodeHHs M3 3aKoHoB Menaeds.
« Ilpu3HaKH, OIOCPENOBAHHEIC
MOJIOM.
« MHUTOXOHApHANbHAS  HACIEI-
CTBEHHOCTB.

« CueneHHe reHoB.
o TlonureHHbIE COCTOAHHA.

« HenonHas neHETPaHTHOCTE-
e T'eHOMHBIH HMIPUTHHL.
 JluHamMuyeckHe MyTalHH.
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2.2 HacyienoBanue reneruueckoro mMaTepuaJia

HachieACTBEHHOCTh — CBOHCTBO
sKMBBIX OPraHu3MOB, TiepeiaBaTh MpH-
3paKH M3 NTOKOJICHHS B ITOKOJICHUE,

H3MenYHBOCTh — CBOHCTBO )KHMBBIX
opraiu3mMoB MpHOOpeTaTh HOBbIC NPU3-
HAKY M KauecTBa M NPEAoBaTh UX U3 Io-
KoNeHusl B IOKOJICHHE,

Hacnenosanue - cnoco6 riepeaayu
reneruyeckoit unpopmauun (renery-
HECKHX IPU3HAKOB) OT OLHOIO MOKOJe-
HUs1 OPraHU3MOB K ipyromy.

B 3aBucumoctv or noxanusauun
FCHOB B KJIETKE 3yKapHOT pa3NHyaioT

ANEPHOE M LHUTOMIA3MaTHYECKOE Haclie-
JOBaHHue.

Tabnuua. Hacnedosanue 6 3asucumocmu om pacnonooicenus
2eHemuecko20 mamepuana

SApepuoe

IIuTronnasmaTuyeckoe

HacJeACTBEHHbIN MaTrepuan
HaXOANTCA B AAPE KIETKH, B
XpoMocoMax

HacnencTBeHHbIi MaTepHan HaXOAHTCS B LIUTOIUIA3ME
B BHJie KonbLieBeIX Monekyn JIHK Mutoxounpuii u
IIACTH, 8 TaKXKe JPYTrUX BHEAAEPHBIX FeHETHIECKHX
aneMeHToB. lluTonnasMarnueckoe Hacle0BaHHE He
NIOQYHHAETCA MEHIENIEBCKHM 3aKOHaM H MPU3HAKH
HACJIEYIOTCS 110 MaTEPUHCKOH JIHHUH

Haubonee HarnsigHbIl MeTon U3y-
yeHHUs pacrpenenseHus OoNbHBIX JOAEH
B CEMBE — COCTaBJI€HHE POJIOCIOBHOI,
H3 KOTOPOH cpa3y CTaHOBUTCH IOHAT-
HBIM MEXaHM3M HaclieZjoBaHus 3aboe-
BaHMS.

CocraBJjieHHe PO0CIOBHOM: XEH-
CKHii IToN1 0603Ha4alOT B BUJE KPYXKKa,
MYCKOH — B BHJE KBajpara, Ipe/cTa-
BUTeJIel HeonpeaeJeHHOro Moja B BUAE
pomba. MHAMBHIYYMOB C HapyllEHH:A-
MH HOPMAalbHBIX (YHKLUMH OTMEYaIOT
3aKpalleHHBIMH (UrypamH, 310pOBBIX
— He3akpallleHHbIMU. B IpOCTBIX pO-
JOCNIOBHBIX Opaku HMMEIOT BUI TOpH-
3OHTANBHBIX JIHHUHM, COEIHHAIOUIHX
ocofell KEHCKOro M MYIKCKOro IIoja.
TloToMKH moka3zaHel B NMOpsSAKe MOSB-
JIEHUs. Ha cBeT (cieBa Hanpaso) MOX

CUMBOJIaMH 0003HAYAIOUIUMH pOAHUTE-
neif, ¥ CBA3aHBI ¢ HUMH BepTHKAIbHEI-
MU JHHHAMH. Hymepauuio npoBomsT
apabckumu 1MppaMH CcleBa HamNpaeo
(1, 2, 3 u T.a.). [lokonenne obo3HavaeT
pumckumu udpamu (I, 1L, 1II u T.0.) B
HanpaBleHHH cBepXy BHH3. Camoe pa-
Hee TOKOJIeHHe OTMevaroT nudpod I
[TIpo6aH0M Ha3BIBAIOT MTAMEHTA, H3-32
KOTOpPOr0 Ha4MHAOT H3yYeHHe pPOHOC-
sioBHO#E. Ero 0603Ha4aroT CTPENKOH HIIH
6ykBoil «II». IlepBoe MaToIOrHYECKOe
COCTOSHME, [ M3yYyeHHEe KOTOpOro
NPUMEHHIIA METOJl H3Y'eHUs! HaceNo-
BaHMs, - OpPAXHAAKTHIIHS, XapaKTepHOH
yepToif KOTOPOH CIYHT KOPOTKOIMA-
70cTh (MATOJIOTHYECKH KODOTKHE AHC-
TalbHEIE CyCTABBI MATBLEB PYK H HOT).
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Cxeva. Haciedosanue s0eprozo zenemugecinzg Mamepuaia

—— Moacsemmoe ———

Xinemes==oe

LIRS — Hacoeomeasme - — 3
——— leoremmpe ——
Rz S Teosemws
Ymmree—ne
(o=

Tovw=yayeoe

2.3 Tunsl MOHOTeHHOTO HACIeI0BAHNS OPH3IHAKOB

AYTOCOMHO-I0MHHAHTHOE Hacie-
JoBaHHE 3a0o0/1eBaHHII — BHI Hacie-
J0B2HHS, NPH KOTOPOM ICHETHYECKas
o0vCI0RIeHHAS 00IE3Hb NPOSBISCICE B
cIvyae, eclIH y 9e10BSKa eCTh XOTH On
OMH COOTBETCTBYHOIHI el «aed@ext-
HEIID TeH, MpHYEM 3TOT I'eH He CoIep-
AHTCS B mo0BBIX (X H Y) xpomocomax.
TeHeTHYeckHii Je@exT MO®ET OHITEH
VHac/1eI0BaH OT J11000ro H3 poIHTeleii.
Ma1syuky H 1eBOYKH OO0IEHT C OTH-
HakoBoOif uactortoil. Kaxiamli moToMox
HMeeT OOMBHOrO poamTens («BepTH-
Ka-TbHas» MOJeIb IKCIIPECCHH B POJOC-
10BHO#). [Ipsmas nepenada 4epes TpH
TNOKOIEHHs — [PH3HaK JOMHHAHTHOCTH.
HM3sectHo oxomo 4000 ayTocoMHO-10-
MHHAHTHLIX HapylleHHH, HEKOTOPBIC
H3 HHX BeTpeyaetcs ¢ yactoroii 1:1500,
HX Ha3bIBAIOT «4acThiMH». B cioydae
ayTOCOMHO-OMHHATHEIX 3a00/1€BaHHH
OCHOBHBIE TPOIYKTHI 3KCIPECCHH IO-
BPEAICHHBIX [€HOB — HE (DEpPMEHTHBIE

Ocaxm. Hamboiee ma=mme nzramore-
9eCKHE COCTOSHES I3HHOIO THEEZ —
avoETponuasns, CcE=IpoM Mapdes=z
CeMeHHAS MMICPI0ISCTCPHERMES

A}TOCD}IEO-JOMEE B TOBSEES

Oren A==
(Oozea) {3zoposa)
_E in
B 3zopos=E
_| boms=odE = — -

~g BB on
Cime Gz = To=
(Ganen) (opos)  (Gom=)
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.;\_wocomuo-peueccunuoe uacjae- Yy pereii B 2,5 pasa BbILLE, yep y
noBaAHHE saGosieBANMIi — BIJL HACJC-  POXCACHHLIX B pesyiitare nepom,{l?m"'
;OBAHUS, TP KOTOPOM TEHETHUCCKIL  HbIX Opakos. They.

SveropiicHHas Oonesub NpPOABIACT-
QUYGIORIIGHY P AYTOCOMHO-PCIECCUBNOE Hacse
cs B TOM 1l TOJILKO B TOM Cliydae, Ccilit Nonany,
«nedeKTHbID TeH ObUl YHACICAOBAH
oT 000X pOANTENEHt 1t [IPH ITOM HE CO- “ 1
nepxuTes B NOJOBLIX (X 1 Y) Xpomo- ]h (
HU

Oren
(nocriTens) /7

Mary,
(Hocmcm,)

|
i

coMmax. ManbuHKH 1 eBOUKH OONeloT ¢
omiHaKoBOii uacTotoii. B ponocnoBHOi
CyWECTBYET MePepbIBbl, & XaPAKTEP HA- [ 3;0pon
CI€NOBaHHA HOCHT OOBIUHO «IOPH30H-  [] Bonen
TansHbliy xapakrep (ponusie Opates (11 Homrr}.ﬁl S

H cecTpbl MOTYT OBITH GONBHBIMY, B TO

BpeMS KaK pOXHTENH — HeT). [1pimepst:

[a30KOKHBIT anbOHHU3M, BpOXKIACHHAA ) ’

TIyX0T4, MYKOBHCLHAO3, (HEHHIKETO- “ ﬂ ﬂﬂ ( ‘S ]ﬂ
Fn H% l{ It
il h

Hypus u ap. B cayuae Opaka MexaIy il
JBOIOPOAHBIMH OpaThsMH H CECTpaMH C iy it e F
% BIH 0'b BIH Hous

BEPOATHOCTHL B X
P 2] POXCICHHBIX TATOIOTHH (3mopoB) (mocHTens) (HociTens) (Gomha)

C =
uerlJleHHOE ¢ noJioM Hac'“en()Ba X-cuenemnioce pencccnBuoC Haciicaopaime
Hie (X-CuemnyieHHOe HacJel0BaHHE)

X-XpoMOcOMa MpPHCYTCTBYeT B KapH- Ol Mars
< (3mopos) 0 (1ocirrenm)

OTHIIE K&XOOH 0COOH, MOITOMY MpPH- ¥
3HAKH, OINpenesseMble TIeHaMH OTOi gg ”“
XpOMOCOMBI, (POPMHPYIOTCH Y MpeACTa- ll EH
BHTEJEH KaK JKEHCKOIr0, TaK H MYXKCKOro l{x XX
noa. —~ [ ‘

oJia i1 & 3n0pos

Y yesoBeka MY>KCKOI1 10JI IONyYaeT [ Gonen

X-clenneHHbIe TeHbl 0T MaTepH U nepe- Hocuren
maet ux gouepsM. [Ipu sTom MyxckoH $o

I10J1 HUKOTIAa HE HAcJEAYeT OTIIOBCKOIO
X-CLENIeHHOro Npu3HaKka 1 He nepeaa-
€T €ro CBOMM ChIHOBBSIM.

Tak kak y roMoraMeTHoro mnoja
npusﬂairc Pa3BUBAETCS B pe3yibTare B3a- JJ'.O'"; Crnt
HMOJCHCTBHUA AJICILHBIX TCHOB, pas- (3mopos) (3mopoma) (srocHTED) (ﬁO.ﬂCll)
nuyaT X-CUEMIEHHOe JIOMHHAHTHOE
1 X-CLENIeHHOEe peLeccHBHOE Haclne-

JIOBaHHE.

34



winle 8 8.0

Y-cuenyieHHoe (roJaHapHiecKoe)
yacaeqopanme. [eHBI Y-XPOMOCOMBI,
He UMEIoIHe anuenei B X-xpomocoMme
MpOSIBIAIOTCS ()eHOTHITHYECKH U Iepe-
falorcsi W3 TIOKONCHHS B TIOKOJNCHHE
HIb Y TIPEACTABUTENeH reTeporamer-
yoro monma (XY). Y-xpomocoma sBis-
eTci camoil MAJEHBKOH XPOMOCOMOH.
B Heit BhIABIEHO Gonee 35 reHos, W3
KOTOPBIX 7 BBI3HIBAIOT HACHIENICTBEHHEIE
Gone3un (MTATMEHTHBIH DETHHUT, JUC-
XoHzpocTeo3 M Ip.). Tak, y denoBeka
[pM3HAK THIIEPTPHX032 YIIHOH PakoBHU-
HBl («BOJIOCATBIE YIUM») Habomaercs
UCKJIIOYMTENBHO Y MY)KYMH M Haclemgy-
eTcst OT OTLIA K CBHIHY.

2.4 IlnTonnasmMaTu4ecKoe Haclle-
noBaHHe. SIBIEHWE LUTOIIa3MaTHYeC-
KOTO HacleJoBaHHs, CBS3aHO INIaBHBIM
obpa3oM ¢ AByMsi KIETOYHBIMH Opra-
HEJIaMH, JIOKAJTM30BaHHBIMH B IHTO-
MiasMe: ¢ XJIOPOIIaCTaMH y PacTeHHH
¥ C MUTOXOHAPHAMH.

MUTOXOHOPHH KJETOK YeloBeKa
umeror cobersennyio JJHK, B xoTopor
JIOKanu30BaHO HeOONBIIOE KOJIMUECTBO
TEHOB, KOAUPYIOLIUX HEKOTOpbIe OeNKH
MHTOXOHJPHH.

['eHpl Haxomsipecs B MHTOXOH-
APUSX MepealoTcs, TOJIbKO Yepe3 HeH-
CKME rameTnl, B SHIEKIETKAX HacyH-
ThiBaloT Oojmee 1000 MUTOXOHApPHIA, a
B Crnepmaro3ongax MHTOXOHAPHH Kak
paBuno Her. B 3urore HaxoAATCS TONb-
KO MHTOXOHAPUH NOJIyYEHHBIE OT SHIle-
IJICTKH,

luronnasmaruueckoe Hacnenosa-
HHC He momumysercs 3akoHamM Mewje-
sl MHToxormpHanLHme HacJeICTBEH-

Paszden 2. Ocroewr obugeti zenemuxu
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] ropMa '
[] MyTanus

donsHoif cuy JA0POBAA &

Oovub

palelzy

HEIe OOJIE3HH OTHOCATCH K OOJE3HSM C
HETPaJHLIMOHHEIM THIIOM HAaclen0Ba-
HUA.

MnarToxoHapuaIbublii

3nopoBelii bonsHas  BonwHoit 3moposas
MaTh

MaThb oTeH

))

OTCIT
o

BonbHble AeTH 3:10poBHIE 1ETH

31opoBHlil
[] BossHoit

Pucynox. MumoxoHopuanbHoe
nacnedosanue
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2.5 Feniokonuu M (JeHOKONHH — 0CHOBBI FeHETHYECKOro "0““M09tl)ugma
HaCJIEACTBEHHbIX Do/1e3Hel

Tenokoniu — CX0AHbIE (DEHOTHIIBI,
c(opMHpOBABIIHEC MOA BIMSAHHEM
pa3HbIX HealIeNbHBIX reHoB. To ecTh
3TO ONMHAKOBBIE HM3MEHEHHs (hEeHOTH-
na, o0ycnoBJIEHHbIE aJUIENIMH Pa3HBIX
TEHOB, 4 Takke HMEIOLIIEe MECTO B pe-
3yJbTaTe Pa3NUYHBIX TEHHBIX B3aUMO-
JEHCTBUI MIIM HapYyLIEHUHA pa3siH4YHbIX
3TANoB OJHOT0 OMOXMMHMYECKOro TMpo-
Lecca ¢ mpekpauieHneM cuHtesa. I1po-
sBIseTcs Kak 3(exT omnpeneneHHbIX
MyTalHii, KONHPYIOIIHX JeHCTBHE re-
HOB HJIM MX B3aUMOJIEHCTBHE.

@DeHOKONUY — H3MEHEHHUs (PeHo-
THIIA IO/l BIMAHUEM HEONarompusTHBIX
(hbakTOpOB Cpempl, IO NMPOSBIEHHIO I10-
XOXHE HA MYTAIlHH.

Hopyaauienii
renoTH

Haromorusecrnii
derorTin

B memuumie (Genokonyy _ Hek
CJIEJICTBEHHBIC 60NE3HH, cxonpye 5 Ha:
CJICICTBEHHBIMH,

P?CIIpOCTpaHeHHaﬂ NPHYHHA (eyyq.
KOMMW y MICKOMHUTAIOMNX — fiejicrpye
Ha 6epeMEHHBIX TepaToreHop pasnuy.
HOH TIPHPOMBI, HapyLIAION[KX IMOpH-
OHAJILHOE DA3BUTHE IIOAA (emoryy
Cro NpH STOM He 3aTparusaetcs). ITpy
(heHOKOMUSX, M3MEHEHHBIH mfox pejr-
CTBUEM BHEIIHHX (aKTopoB, mpusmax
KOIIHPYET NPH3HAKH JPYroro reHOTH
(HanpuMep, y uesoBeka NpuéM akoro-
1151 BO BpeMst GepeMEHHOCTH npuBouT
K KOMIUIEKCY HapyLIeHHi, KOTOpbIe 10
HEKOTOPOH CTENEHH MOTYT KONHPOBATS
CHMITOMEI Oone3nu J{ayHa).

Myramwmsrii
CCHOTI

= Haronoruuecrui

emorun

Pucynox. ®enoxonuy

CrnoxHnle Mexrennge B3auMofelic-
TBHS B TCHOTMITE OKa3EIBAIOT cyme-
CTBEHHOE BIMSHUE Ha (JeHOTHNHUECKoe
NPOABIICHHE MPU3HAKOB. DEHOTUI ecTy,
PC3YJIbTaT B3aUMONECHCTBHS TeHOTHMA ¢

36

haxropamu cpenpl. I'enorun — 210 €AH-
Has cliokuBILascs cucrema IEHOB, B
KOTOPO# MejreHHple B3aMMOAEHCTBAA
TPOABIIAIOTCS Ha ypoBHEe MPOAYKIOB
ACATENBHOCTH TeHOB ¥ 3aBUCAT OT ACH"
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cTBUA oxcpyncamlueifi cpenbl. Ins ma-
TOMOTHA HACHEJICTBEHHOCTH YejoBeka
pKHOE 3HAUEHHE HMMEIOT TOKas3aTeny

”'_”___'___._._____.”“_.Pai'deﬂ‘?-Ocnosbzoﬁzqeﬁzenemmcu
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IKCIIPECCUBHOCTH M NEHETPAHTHOCTH
I'CHOB, r€HOKONUHU U (I)CHOKOHHH.

2.6 Buabl B3anmoneiicTBus aJ]JIEJ'AHle reyon

MHOTOUMCICHHBIE ONBITHI IOATBEp-
JMAM TIPaBUILHOCT YCTaHOBIIEHHBIX
MenaeneM 3aKoHoOMepHocTeil. Bmecte
c TeM, TIOABHIMCH (DaKTHI, TTOKA3LIBAIO-
1ie, YyTo nonydyeHHele Mennenem uuc-
JIOBbIE COOTHOLUEHHS [IPH paclllerIeHHH
rHOpHIHOrO NOKOJICHHS CcOoOMonanuch
HE Bcerga. OTO YKasbIBajo Ha TO, 4TO
B3aMMOOTHOLICHHUS MEXKAY TeHaMH WU
MpU3HaKaMH HOCAT O0JIee CI0XKHbIN Xa-
pakTep. BBIACHHMIOCH: OOMH M TOT XKe
reH MOXET OKAa3blBaTh BIMSIHHE HA pa3-
BUTHE HECKONbKMX IPH3HAKOB; OAMH
U TOT € TPH3HAK MOXET pa3BHBATHCS
TNOA BIHSHUEM MHOTHX T€HOB.

YcraHoBNEeHBI BHABI B3anMOZEii-
CTBUS aJuIeNIbHBIX TeHOB (IOJIHOE JI0-
MHHHDOBAHUE, HENOJHOE JIOMHHM-
POBaHKE, KOLOMMHHMpPOBAaHHE U Ap.) H
HeallleIbHbIX TeHOB (KOMIIIeMeHTap-
HOCTB, 31IMCTAa3, NONUMEpHUS H Ip.).

IosHoe fOMUHMpOBaHME — TaKOe
B3aUMOJEACTBHE aJUIeNIbHBIX TEHOB,
IpH KOTOPOM INPOSIBJICGHHE OJHOTO M3
anjenei (A) He 3aBUCHT OT NPHCYTC-
TBHS B TeHOTMIE Jpyroro ajjens (a)
U TeTeposurorsl (Aa) ()eHOTUMHUECKH
HC ominyaloTcs or romosuror (AA).
HPHMCpOM MOJIHOTO JOMHHUPOBaHMUS
Y HClOBeKa MOXKeT OLITH HAC/EOBaHHE
MCHAENHPYIOUIMX NPU3HAKOB: TEMHBIX
BOIlOC, kapux rna3, Haiuume BECHYILEK,
MHOTonanocty, HexoTopsx (opm Gim-

30pykoctu u 1.1, Henosmoe pomunu-
poBanue Habmoaaercs, korna heHoTun
TreTepo3uroT (Aa) oTnuyaercs ot deHo-
THIIA TOMO3MIOT (AA) IpOMeKyTOUHBIM
NPOABICHUEM TpH3HaKa. DTo 0ObACHS-

- €TCS TeM, YTO aJuIeNb, criocobHas chop-

MHPOBaTb HOpMalbHbIH TpHU3HAK, Ha-
XOAMTCS B ABOMHOH [J03€ Y TOMO3MIOT,
Y MPOSIBISIETCS CHIBHEE, YEM B €UH-
CTBEHHOH s03e y rerepo3uror. Takue
TCHOTHIIBI OTNHYAIOTCS 3KCIPECCHBHO-
CTBIO, T.€. CTENEHBIO BHIPAKEHHOCTH
npusHaka. [IpumepoM Takoro B3aumo-
HEHCTBHsA TEHOB MOTYT OBITh MHOIO-
YHCJIEHHBIE 3a00NICBaHUA Y YeloBeka,
MPOSIBISIOINECS KIHHUYEC-KU Yy rere-
PO3UTOT N0 MYTAHTHEIM T€HaM, a y To-
MO3UIOT, 3aKaHYMBAIOLMECS] CMEpPThIO
(Tamaccemus).

KonoMuHupoBaHHe — PeICTaBIIA-
€T Takoe B3aHMOJCHCTBHE IOMHMHAHT-
HBIX allIEJIbHBIX [EHOB, NPH KOTOPOM
KaKIplil ajuieb MposBIseT CBOE JeH-
cTBMe B mpu3Hak. B pesynsrare (op-
MHUpYeTCsl HOBbIH BapHaHT NpH3HAKA B
CpaBHEHHH C BapPHAHTaMH, ONpe/iense-
MBIMH KK BIM aJ1JIeJIeM CaMOCTOATENb-
1o. Hacnedosanue zpynn kpogu. I1pu-
MEpOM  B3aMMOAEHCTBHS AJLICIIBHBIX
[eHOB #BISETCS HAcIeNOBaHHE TPyl
kpopu. Pasmuyaror 4 rpynmel KpOBH
yejoBeKa No CucreMe ABO. B oboinou-
Kax SPUTPOLMTIOB Pacronaralorcs ar-
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Pasoen 2. Ocnogel obuyeii 2eHemuKu
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. DIIOTHHOTEHBI (A, B, AB), a B nuiasme
* KpOBH HaXOAATCS AHTHTCIIA Antu-A()
1 Antu-B(p).

I rpynna kposu (0): B SpUTPOLH-
Tax OTCYTCTBYIOT aHTHICHbI, B [1a3MC
Haxo#daTcd ABa BHJA AHTHTCI AHTH-
A(e) u Autu-B(B). II rpynna (A) B
SPUTPOLUTAX — AHTHIEH A, B IUIA3ME
_ anturena Autu-B(B). I1I rpynna (B)
— B PHTPOLUTAX aHTHreH B, B masme
antuTena Auti-A(c). IV rpynna (AB)

........ll..lll'...lll.l.....
LY
e,
.

— B OPHTPOLMTAX HMEET aHTHreny A
u B, B n1a3Me aHTHTEN HE uMeer, [y
rpynna rpynna KpoBH SBISeTcs mpy.
MEPOM K(inommmponanun, Korma kag
B3aHMOZIEHCTBUE JOMHHAHTHEIX anje.
neit A 1 B (OpMHPYET HOBLIH Bapuayy
npu3sHaka — IV rpynma kposu. B 1o pe.
MS KaK, 110 OTAENBHOCTH OHH AeTepMy-
HHpPYIOT 00pa30BaHHE IPYNM KpoBH A
(I1) nnu B (I1I).

Ta6auya. Tpynnet kposu wenosexa (AB0)

" Ipynia O(D Tpynna A(D Ipynia BN I'pyuna ABAV)
IpiTpounThI

b Y
Aururenn B /\\\l% ‘}\\YJJ ’\g% ‘*’\Y/"

- N

wIa3Me J\/\ ,/{ \\ ,/( | ,/( \b

Aurn-A u Auti-B Aumi-B AHIII-A Her
ANTHICHBI B @ ] @
IPHTPANHTAX Her A anmiren B auniren An Blmnlur:'uu__

Tabdnuya. Boamodicnbie 2enomunsl
I'pynna KkpoBH IeHs! Bo03MOHbIE T€HOTHITBI
1(0) I% I°1°
11 (A) A TAJA, TA]®
111 (B) I8 IB[BZ]B]° i
IV (AB) [A]B AR 7

PassutHe (eHOTHMHYECKHX TNpH-
3HaKoB (()eHOTHIIa) BO MHOTOM 33aBUCHT
OT B3aUMOJEHCTBUS T€HOB MEXIY CO-
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6oit. Cresiyet moHUMarh, 4TO Ha CaMOM
Ziene B3aUMOAEHCTBYIOT He caMH retbl
a NPOOYKTHl MX aKTHBHOCTH — OenKH.
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q)cm)'muuucc;mi«i opexr  aciicrnus
rella XQPAKTCPHYCTCH  CHCLYIONIHMH
nposBJICHHAMMN:

1) nenerpanTioCTh; 2) oKenpee-
cipiocTb; 3) mIcHOTpONNS.

[Tenempanmuocmo  —  OTpaxacr
yactoTy (JCHOTHIHYUCCKOrO  11posiBic-
11, MMCIONICTOCS B TEHOTHIIE reha,
Oua COOTBCTCTBYCT IIpolienTy ocolei,
y KOTOPBIX AOMHHANTILI T¢I NPOABHII-
¢ B NPU3HAK 110 OTHOUICHHIO KO BCCM
yocutesiaM 9roro reua. Ilenerpanr-
HOCTb - 1OKa3arelib (JeHOTHITMUCCKOTO
npoABICHUs ajyiess B nonynsiuuu. Ha-
npuMep, NeHeTpanTiocTh BPOXK/ACHHO-
ro BLIBHXa Oc/ipa y uenoBeka cocranis-
er 25%, T.¢. 00JIec3HbIO CTPAACT TOJILKO
1/4 peueccHBHLIX FOMO3MIOT.

Dkenpeccugrocms — CTENeHbL Bbi-
PaXCHIIOCTH I'€Ha B NpH3HAK, 1IPH ero
peann3allii B pa3iHYHBIX YCIOBHAX
cpepl. DKCMPECCHMBHOCTL — CTEINEHD
nposieieus B (DEHOTHIIE Da3IHUIIBIX
ocofeit 0HOro M TOro Ke aJjels onpe-

....nc-ac--a-c---o-ploolooon...,.'...'
.
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Pazden 2, Ocnog ooueli cenemury
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Aeatimoro rena, Konmyeernensmie rro-
KA34TCIIN DKCnpeceunlocTy H3MEpsI07T-
CH 118 OCHoBe CratnueTuueekux nanmmnx,
Hanpumep, annenu rpynn xkposu AB()
Yy 'CIOBCKA UMCIOT NOCTOANNYIO Hke-
NPECCHBHOCTH  (BCerna npoABnsIoTCy
a 100%), a amenu, onpenensionpme
OKPACKy I3, — H3MEHUUBYIO IKCHIpec-
CHBHOCTD.

IIneiiomponus - Muoxecrsenioe
Aciicraue rena. Y uelioneka rem, onpe-
ACHAIONHIT  PBIKYIO OKpacky BoJioc,
oanonpemMenno obycnosnupacr Gosce
CBCTIIYIO OKPACKy KOXKH M IOSBICHHE
Bechyniek.  Mapecren  OMHHAHTHBII
rell, BLI3LIBAIOIIKHA LENbIH  KOMILICKC
NaToJIOrMii, KOTOPLIA Ha3bIBACMCS CHH-
Japom Mapdaua. ¥ Takux aioneil orme-
yaeTcs MTEbHbIH pOCT KoHeyHocTedH,
HeHOpMaj(bHO UIMHHBIC NaJIbLbLI PYK U
Hor (nqytlbu nanblipl), AepopmaLHy
NMLA, A¢(EeKT XpyCTaIMKA [11a3d, MOPOK
cepua, nporpeccupyiolas ¢ Bospac-
TOM IJ1yX0Ta U Ap.

Cxema. Pacnonosicenue aiienblivlx i Hneannenvnnix 2enoe
@ 20MON02UUTIBIX XPOMOCOMAX

M

M

L]
p

MM, NN, Ff - annenpipic renst; MN, NF, MF

— HeaiellbHbIC I'CHBI.
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2.7 Buap! B3aUMOAEHCTBHS HEAJLICBLHLIX reHoB

KomnnesenmapHocnib — ABICHHC,
xorga OOBEAMHMBIIHMECS B reHOTH-
e J{OMHHAHTHbIE HEalIeNbHbIC TCHEI
(popMHpYIOT HOBBIil IPH3HaK. JTO B3a-
JMHOE JOTONHEHHe AeiCTBHA T'CHOB.
Hanpumep CHHTE3 uHTEp(epoHa y 4e-
JI0BEKA HAXOAUTCS MOJ KOHTPONECM JIBYX
KOMIUIEMEHTApHBIX JMOMHHAHTHBIX T€-
HOB, PACIONIOKEHHBIX B PA3HBIX XpOMO-
comax. KoMmieMeHnTapHOCTh (MIIH KOM-
TIEMEHTapHOe B3aUMOICHCTBHE TEHOB)
TposBAsSeTCd TOINa, Koraa JielicTBHE
OIHOTO TeHa JIOMONHACTCA JeiCTBHEM
Apyroro, T.e. Juis (opMHpOBaHHS TIpH-
3HaKa HeoOXOOMMO HalIH4He B IeHOTH-
e 1BYX JOMHHAHTHBIX HeallleNbHBIX
T'eHOB.

KoMIieMeHTapHoe B3aHMOZEii-
CTBHE TEHOB Y YeJO0BeKa MpOABIACTCA
npH (OPMHPOBAHHH 3pEHHA H cayxa:
pa3BUTHE HOPMANILHOTO CIIyXa o0ycoB-
JIEHO JBYMsI JOMHHAHTHBIMH HEaJlIC/Ib-
npiMu reHamu D 1 E, 13 KOTOPBIX OIHH
(D) onpenenseT pasBUTHE YIMTKH, a
apyroit (E)- ciyxoBoro Hepsa. Hop-
MaJBHBIH CIYX MMEIOT JIIOAW C TeHO-
tunom: DDEE., DdEe, DDEE. I'myxue

JIOAH MMEIOT TeHOTHNEL D dee, dde
ddEE, ddEe.

InucTa3 M THIOCTA3. Dnycyg,
— 970 TaKOe B3AUMONECHCTBHE Heay.
NENBHBIX TEHOB, MPH KOTODOM oy
reH MOJABJIAET JEHCTBHE APYIoro me.
anIeNBHOTO TreHa. YTHETEHHE Moryr
BBI3bIBATH KAK JOMHHAHTHBIE, TaK y.
penieccHBHble reHbl (A>B, a>B, B>A,
B>A), ¥ B 3aBUCHMOCTH OT 3TOr0 pa3-
JIMYAIOT Snucmas  OOMUHAHMHbIL
peyeccusnpiil.  TIoaBnAlolMit e
monyuua Ha3BaHWE HHTHOMTOpA HiH
cynpeccopa. [eHbI-HHTHOUTOPE! B OC-
HOBHOM H€ JeT€pPMHHHDYIOT pa3BHTHE
oTpeieNieHHOro NpH3HaKa, a JIHLb 110-
JABJISIOT JeiicTBHe Apyroro rexa. Ecm
reH-CyNpeccop PelecCUBHBIH, TO BO3-
HUKaeT kpunmomepus (Tped. XpHilTal -
TaiiHpIl, CKPBITHII). Y venopexa TakuM
pUMEPOM MOXKET 6bITh «BoMOercKHi
(eHOoMeH». B 3TOM ciyuae pekHii pe-
LleCCHBHBII aleNs B TOMO3HIOTHOM
COCTOSHHH TIOLABIAET aKTHBHOCTb reta
B (onpenensowuii B (11T) rpynny Kpo-
Bu cuctembl ABO).

e!

Tabnuya. IIpumep peyeccusnozo ancmasa

Bom6eiickuit reHoMeH

Bentectno I

T

NN Amens 9

Annenn I"/ :\n:j\:m, BN
R

4

Anmrcin A Awmreu B |
ApHTpOLT
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e oBpasyeTcH, CIEAOBATEALLO,
arrnrenst A u I oe
MOCYT B14Th CHINTESHpOBATIL —~

onpeaeaseren rpymia kposu O
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[TosiMepiisi — OAHH 13 BHIIOB B3a-
oelicTBISE HEMLICHBHBIX  TeloB.
[Toumepis — SABICHHE, KOTAA OAMH M
7oT K€ IPH3HAK ONPCJCIIACTCS HECKOIb-
it annensivu, VX 1eiCTBHE CBOANTCS
« Hakoriennio aQdexra NeHCTBHA ITHX
renoB. Hapsiiy ¢ OTAEILHbIMH IeHaMH,
npeCTaBleHbIMIL MHOXECTBOM (hopM,
CylleCTBYIOT 1 NIOTHTCHHbIE NPH3HAKH,
r.e. NPU3HAKH, KOHTPOIHPYeMble MHO-
IHMH FeHaMH, HaXOIALIHMHICA B Pa3HbIX
yuacTKax XpOMOCOMbI, 8 HHOT/A AaXKe M
B pa3HbIX Napax XpOMOCOM. Y 4elloBeKa
cpefilt H3BECTHBIX HaM MPHMEPOB 3TOTO
pofa MOKHO Ha3BaTh TaKHe NPH3HAKH,
KaK pOCT, YMCTBEHHbIE CIOCOGHOCTH,
TENOCIOKEHHe, a TaKXKe LBEeT BOJOC
¥ 1uBer koxu. [IpuMepoM NnonumepuH
ABNSETCS HACJIENOBAaHHE 1BETA KOXKH Yy
yenoBeka. OTOT NMPH3HAK OMpEAEIeTCs
YETHIPbMS F€HAMH, OTBETCTBEHHBIMH 32
BHIPaOOTKY MHUIMEHTa MenaHHHa. Uem
fonbie aKTHBHEIX T'€HOB, 3allycKalo-

.......||!IOOIOIlIl.l..lll||.|.
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Pa:ic)efl 2 .L?c.uocm 06uyeli 2enemyxy
LHX CHHTC3 MCNIAHHHA, UMCCTCA B KIIET-
KC, TEM TEMHee ee okpacka. DTH remy
JIOKAIIH30BANBI B YETHIpEX napax pas-
HBIX XpOMOCOM. VY Jitofieii ¢ camoit Tem-
HOIl OKpackoii KoM HMeercs Bocems
aJneneil 5THX reHos (nockonbky Kier-
KH aunnouausl): P1P1P2P2P3P3P4P4
(TeHbl AeHCTBYIOT OmMHAKOBO, M03TO-
My HX 0003HA4alOT ORHOM M TOif sKe
OyxBoif). ¥ uenoseka ¢ camoii caetoit
KOXX€H HET HH OJIHOr0 aKTHBHOIO aJuie-
aa: plplp2p2p3p3pdpd4. etn Takux
ABYX NIOAEH MOJTyYaT YeTHpe aKTHBHBIX
(IOMHHAHTHBIX) ajjeNs OT ONHOTO M3
pojHTeNnel 1 LBET HX KOXH Oyner npo-
MexyToyHslM. [eHoTun nereii Oymer:
Plpl, P2p2, P3p3, P4p4.

B 3aBHCHMOCTH OT YHCla JOMH-
HAHTHBIX '€HOB B F'eHOTHIIE MOXeET (hop-
MHupoBarbcs Ooiee cBeTbIH HiH Oonee
TEMHBIHI LBET KOXKH. Takoi THIT B3aUMO-
IEHCTBUA TEHOB Ha3bIBAETCA KyMY/s-
THBHOH NOJNHMEpHEI.

TIIOJIMMEPHSI

HACJIEJIOBAHHE [IPH3HAKA [IPH B3AUMOJIEIICTBHH
HEAJUIEJILHBLIX TEHOB

P17 CHHTE3 MEJIAHITHA B (
P, | KJIETKAX KOXII A
o (-UEJIOBEKA, AEMICTBIE {/ 1 \
P3 | BcEx rEHOB Py

OIJHOFHAYHO

= b
.

P1piPapaPapsPaps /
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Pazoen 2. Ocrogul obujeil 2eHemuxu
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D¢ dexT NnoJioKeHHs

D¢dexr nomoxeHuss — BUI B3au-
MojIeiicTBHs HealllelbHBIX I'CHOB, 06-
YCIOBJIEHHBIH MECTOM IMONOKEHHS TeHa
B renorune. IIpuMep — HacIen0BaHHE
Genka Rh-daxTopa (pe3yc-(akropa). Y
85% espomeiileB pesyc-(akrop HMe-
erca (Rht), y 15% — ero Her (Rh-).
DPUTPOLMTAPHBL aHTHTEH — pe3yc-
hakTop KpOBH UeNOBEKA MONYYHIT CBOC
Ha3BaHHe IO aHAJIOTHH C 3PHTPOLH-
TapHBIM AHTHTEHOM, KOTOPBIH BHA9ale
OB BbIIEJIEH H3 KPOBH MaKak — pe3yc.
Onpexensercs pesyc-haxrop Tpems J0-
munanTaeiMu redamu (C, D, E), pacnio-
JIOKEHHBEIMH B XPOMOCOME PsiIoM Jpyr
¢ apyrom. J[Ba uenoBeka ¢ OJHHAKOBBIM
reqorunom CcDDEe 6yayT HMeTh pas-
Hple (PEHOTHITHI B 3ABHCHMOCTH OT BapH-
aHTa PacroNOKEeHHs aJUIeIbHBIX ICHOB
B rape rOMOJIOTHYHBIX XPOMOCOM: B Ba-
puanTe A — MHOro anTHrena E, Ho Mao
anturena C; B BapuanTe B —Majio aHTH-
rena E, Ho mHoro anturena C. Cunres
anTurena Rh KOHTponupyetcs Tpemst
napaMH TECHO CLETIEHHBIX TQMHHAHT-
peix renos CDE, oTcyTCcTBHE AHTHIEHA
00yCIIOBIEHO pPEeLECCHBHBIMU TeHaMH
cde. Pesyc (aktop Hacinenyercs Kak
MeHeIHPYIOLIHIT NPU3HaK 110 onpexe-
asronuM reHam D u d. T'pynna xpoBu
Rh+ moxer 6pTh TomMo3urorHoi (DD)
u rerepo3uroTHoii (Dd), Rh- Toneko ro-
mosurorHoii (dd). B HopMe y pesyc-0T-
pHIIATENBHBIX JIIONEH He BbIpabaThIBa-
IOTCS AHTHTENA IPOTHB COOCTBEHHOro
AHTUIeHa, HO MOTYT BbIpabaThIBaTHCA
NpHU NEepeIUBaHHH PE3YC-ITONOXKUTEIb-

“; ° HoH KpoBH. [ToaToMy 3TO TOMKHO yuH-

® 4 5 5 8 0 0 5 00 00505080,
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THIBATECS  TIPH  TEPENUBAHMY  kpop,
Henonycme) MEPENMBAHHE pesye.,.
JIO)KHTEijHOPI KPOBH K De3yc-orpyy,
TenpHOM. Ecni y Oyaymux mamoue,
¢ Rh+ npobiem ¢ 6epementoctsyg
BO3HHKAET, AAKE TOIMIA, KOT/IA HX My
umetoT Rh-, To y Mamouex, umeroryy
Rh-, npo6ieMbl BIOJHE MOTYT Gy,
DTo TaK HA3BIBAEMBIH Pe3yc-KoH(muxr
Ecau  pe3yc-OTPULATENbHAs  KeHmy-
Ha OepeMeHHa DPe3YC-MOIOKHTENbHbI
TJIOIOM, PE3yC-aHTHTEHbl IUIONA vye-
pe3 IUIAleHTy MOTYT IONAacTh B Mare-
PHHCKHII KPOBOTOK H BBI3BATh CHHTe3
AHTHpE3yC-aHTUTEI. AHTHTENa yepes
NJ1aleHTy MOTYT IEepeTH B KpoBb mio-
71a M BBI3BAaTh THOENB 3PHTPOLHTOB. K3
reMorio0HHa pa3pyLIEHHBIX 3PHTPOLH-
TOB B OpraHu3Me I1J10/ia CHHTE3HpYeTca
[UrMeHT OMIIUPYOUH, KOTOPBIH MOXET
BBI3BAaTh N'EMOJIHTHYECKYIO XKEITYXY, 110-
paKeHHs] TIOAKOPKOBBIX JBHraTe/bHbIX
ueHTpoB. [Ipy HEBBICOKOH KOHLEHTpa-
I[HH aHTHTE] PeOEHOK MOXKET POAHTBCA
HOpMaJIbHBIM. BBICOKas KOHLEHTPALHA
AHTHTE MOYKET BbI3BaTh rHOENb IO
HIM TeMOJIMTHYECKYlo 0o/ie3Hb HOBO-
poxzennoro. ITpocTo TeM, y KOro pe-
3yc-(hakTop oTpHIaTeNIBHBIi, OyayH B
MHTEPECHOM TIOJIOMEHHH, HEOOXOMIMO
PETYNSpHO KOHTPOJMpOBATh YyPOBEHD
antTen B opranuame. HeoOXOMHMO
NMOMHHTP M O TOM, YTO CymecTByloT
MEepBl TIPEOCTOPOKHOCTH, a TaKKe i
npounakTHueckne Meromsl 60psOH
cpesyc - koHpauxToM. MHorad, HanpH-
Mep, npuberaror k Hpe)KIIeBpeMeHHOM)’
POOpA3peIeHHIO WK K TiepeuBatiid
KPOBH POAMBILEH KeHIHHE, a NpH BE



o6XOMMMOCTH, KPOBB TEPETHBAIOT 1
HOBOPOXKCHHOMY. Kpome Toro, B mo-
criefiHee BPeMs BCE Uallle HCIONb3YIoT
BaKIHHY aHTH-pe3yC-UMMYHOITI00Y-
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JIHHA, KOTOpy10 crassr CILIE HA CcTaguH
ITAHUPOBAHUA GepeMeHHOCTH, d TaKxe

BO BpeMs OepeMeHHocTH 1 naxe nocie
POJIOB. :

Cxema. HacnienoBauue pesyc- gpakropa
D — nOMUHAHTHEIH TeH (Halnyue Genka-pesyca)

d — penieccHBHBII reH (OTCYTCTBHE Oenka-pesyca)
I'enorun uenoseka ¢ Rh+ - :

T'omosurotHeli — DD, reteposurorssiii — Dd
I'enorun yenoseka ¢ Rh-: dd

Tabnuya. Bapuanmol nacnedosanus pesyc-gpaxmopa

Pesyc-¢akrop Ma- Pesyc-(axrop otua—
Tf:p}i ! Rh + (DD) Rh+ (Dd) Rh - (dd)
T e Rh+ (DD) - 50 %
(OD) | Rh+(DD)-100% | oot DD 210 | Rnt (D) - 100 %
Rh + (DD) - 25 %
R Rh+(DD)-50% | (DD)-25% 1 ph+(Dd) - 50 %
Rh + (Dd) - 50 % O 530 % T S0y
Rh - (dd) - 25 % s GiER0 90
: Rh+ (Dd) - 50 %
Rh - (dd) Rh + (Dd) - 100 % Rh-gc[l)d))-zs o | Rh-(dd)-100%

2.8 OcHOBBI MOMYJISILHOHHOI FEeHETHKH

Hayka, usyyaromias reHeTHYECKHE
NpoLiecchl M reHeTuyeckoe pazHoobpa-
3UE B NONYyNALMsX, 38KOHOMEPHOCTH
M3MCHEHHsT 3TOro pasHooOpasus BO
BPEMEHN M mpocTpaHCTBE Ha3blBAETCH
nonmynAuMoHHas reHeTHKa. B aHTpO-
fOreHeTnke momynaiueil  HA3HIBAIOT
TPynny monei, mpoxupaiomux Ha o6-
LWeH TeppuTOpHH M CBOGOIHO BCTYNAl0-
I‘iz’;:TgfaK. M3onsunonnsie 6apbepsl,

BYIOLIME BCTYILIEHHIO B Opak
HOCAT BhIpaceHHBIl COLMANBHBIA Xa-

paktep (HanpuMmep, pasjH4Hs B Bepo-
MCIIOBEJaHH M), T03TOMY B HOpMHPOBa-
HHH TIOMNY/ISUHH IIaBHYIO POJb HIpaeT
He 0OIHOCThL TEPPUTOPHH, @ POACTBEH-
Hple CBA3H. [Jemozpadhuyeckumu noka-
3amensmy TIONY/ISUMM JIFOAEH SBIAIOT-
cs: BeJIMUNHA, YPOBEHb POX/IAEMOCTH H
CMEpPTHOCTH, BO3PAaCTHOH COCTaB, JKO-
HOMHUECKOE COCTOSIHHE, YKJIaJ H3HH.
Tenemuuyeckue noxkazameny NOMyIAUUH
moneli TeHoQOHNI, TeHETHYECKHH 1o
nuMop(dH3M, FEHEeTHYECKoe eMHCTBO
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Pazden 2. OcHogbl obuyeti cenemuK

nomynsAlud. Tlomynalyuy HeaoBekd 1o
YHCIIEHHOCTH JeNATcs Ha KpYMHEIC,
Manble (CyOMOMyIAUMH) WK JeMBl H
u30714TH1. bonplye 1o pasmMepaM nomy-
nsun (Gonee 4000 yenoBex) COCTOAT
06BIYHO W3 HECKONBKHMX aHTPOIOIOTH-
yeckuX TPYNIN, MMEIONHX pasjfHyHoe
NpouCXOK/eHHE. B TakiX HOI‘[yhﬂLIHHX

" pacmpefeneHHe YacToT ajielei B TeHO-

THIAX MOKOJCHHUIT MOAUHHSETCA 3aKOHY
Xapnn-BaiinOepra, 4T0 HCIONB3YeTCA
B MeJUKO-TeHeTHYEeCKOH NpaKTHKe AT
pacyeTa o/ TeTepO3NTOT — HOCHTENeH
perieccHBHOrO annend. 3akoH Xapau-
Baiinbepra. I'enetHuyecKkas reTeporeH-
HOCTh TMOMYNSIMHA [pU OTCYTCTBHH
IABJIECHHS SBONIOLHOHHEIX (HaKTOpPOB

"' ocraercsi HEH3MEHHOI, HAxomsICh B

OINpENecIeHHOM pPaBHOBECHH. ,HBMBI =i

" TIONYJSIHH YHCIEHHOCTHIO MPHMEPHO

1500-4000 uenosek. U30n4TH — camble

- ManeHbKHe nomysuiH — He 6oree 1500
‘" yemoBeK. J[J1 1EMOB U U30JIATOB Xapak-

TEPHBI CJIEAYIOIIHE NPU3HAKHU: HU3KHH
(1-2) npoueHT JuL, MPOUCXONAILMX H3
pa3HBIX aHTPONOJOrMYECKUX TPy,
BEICOKAS YaCTOTA BHYTPHIPYNIOBBIX
opakoB (80-90%) v He3HAYHUTEILHBIH
TIPUPOCT HaceleHHs - okono 20% 3a 25
net. B u3onaTax yactora BHYTPHUIPYII-
noBBIX OpakoB MoxeT poctHrath 90%
1 Oonee. B TakoM u3onsATe, eciu OH
CYLUECTBYET HE MeHee 4-X TNOKOJEHHi
(oxono100 seT), Bce uNeHBl SBISIOTCS
He MeHee YEM TPOXOPOAHBIMH OpaThsiMu
H CECTpaMH.

B Hacrosmiee Bpems B ITONyNSIUSX
Y€JIOBEKA IPOMCXOMAT TAKHE MPOLECCHI:
1) paspymenne 6pauneix u30msTOB; 2)
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Cpe/10Basi FOMOTEHH3ALKS, KOTopas oy
xaer ne})BH‘IHBIe NPHYHHBL pacopyy
pasiuumi; 3) 3aMeHa oHuX hopm 6.
ne3Helt ApyrHMH (IIEpBoe MecTo ¢ Heko-

 TOPBIX TOp 3aHUMAIOT J1Be Gonesny “yy

BUJTH3ALHN” — CEPAEYHO-COCYRHCTH
OHKOJIOTHYECKHE 3a00JIEBaHN BMmecry
HH(OEKLMOHHBIX U aTUMEHTApHEIX, Dy
NMpoLIeCChl B COBOKYIIHOCTH Benyr g
YHCJIEHHOMY YBEIMYEHHIO MOMyNsiyii,
IToo udeanvHoll nonyasiueii TOHUMaKOT
6eCKOHEUHO OOJIBIIYIO IO YHCIIEHHOCTH
TOMYNALHIO, KOTOpas XapakTepH3yer-
cs1, TTOJIHOH TMaHMHKCHEH, OTCYTCTBHeM
MyTaLHi, MUTPAlHH H ECTECTBEHHOro
orbopa. B npupone Taxux nomynsumit
HET, HO OOJIbIIHE TI0 YHCJIEHHOCTH T0-
MyJISALUUH 110 CBOMM XapaKTepHCTHKaM
NIpHONHAKAIOTCS K HACANIBHOH.

I'enernueckas XapaKTepHCTHKA
HONYJIAUUH  OOyCNIOBIEHA CHCTEMOi
OpakoB M (haKTOpaMH, H3MEHAIOUIHMH
YacTOTHl T'eHOB (MyTaluH, 0TOOp, MH-
TpaluH, n3onsnus, apeii¢ rexHos). Je-
MorpaduueckKne moKa3areiu BIHAIOT Ha
reHo)OH yepe3 cTpykTypy Opakos. B
NONYIALMAX YeloBeKa pacrpoCTpaHe-
HBI Pa3JIMYHEIE THITBI OPaKoOB.

Tunel 6pakos

Aymbpuounz — Hen3OHpaTelbHBIC
bpaku. B ocHoe Takux Gpaxos — MaH-
MHKCHS (TAaHMHKCHS - CBOOOAHOE CKPe-
muBanue). ITpu TakoM THIE CYLIECTBY-
€T paBHas BEPOATHOCTH BCTYIIEHHA B
Opak ciyuaiiHbIX HHAUBHAYYMOB MOMY-
naun. PesynsraToM MX sBISETCS IeTé
PO3HIOTU3ALMS MOTOMCTBA 110 MHOTHM
JIOKycaM, Beayllasi K IMOBBIICHHIO JKH3-
HecnocobHOCTH ocobeii.



Hunbpuoune ~ —  M30MpatenbHble
Gpaky. B OCHOBE 3THX OpakoB sexur
repernueckoe  poacTeo. Kposuopog-
creHHble OPaKH MPUBOASAT K T'OMO3UTO-
TH3aLMA MOTOMCTBA MO MHOIHMM JIOKY-
caM M HHOPEIHOM IenpeccHs, KoTopas
npoABIAETCS B CHIKCHHH JKH3HECHO-
coGHOCTH, TOBBILIEHHH CMEPTHOCTH.
[lokasareneM CIYXHT ko3 (HLUUeHT
un6punnira (F). K usbuparensusim
OTHOCATCA ~ accopmamuenvie  bpaku
— OpakH MEXAY HHIAMBHAYYMAaMH CO
CXONHBIM TEHOTHNOM H (EeHOTHIOM
(BHICOKOPOCIIEIE NIOAH ¢ (HH3MYECKUMU
HENOCTATKaMH H T.JI.), UMEIoLlHe orpa-
HHYEHHBIE BO3MOXKHOCTH BBIOOpa mns
BCTYTUIEHHSA B Opak.

3anpemnvle Opaxku MeEXAy poa-
CTBEHHMKaMH NepBOH (BTOPOIf) cTeneHu
POZICTBA: MEXY POAUTEJISIMH H JIETBMH,
POIHBIMH (ZBOIOPOAHBIMU) OpPAaThAMH U
cectpamu. IloroMcTBO B Takux Gpakax
OKa3bIBAETCS C THKENOH CIIEACTBEHHOM
NaToJI0rKeii. :

Oco6eHnocTn peiicrBus 3B0JIIO-
UHOHHBIX ()AaKTOPOB B NOMyJsILUSIX
Jioaei

C BO3HMKHOBEHHEM WYellOBeKa Kak
COLHaneHOro cyuecrsa OuomoOrnyec-
KHe (haKTOpEl 3BOMIOLMH IIOCTENEHHO
0CIA0NAIOT cBoe melicTBUE M Benylee
SHaY€HHE B pPa3sBUTUM YeNOBEYECTBA
IpHOOpeTaloT colualbHble (AKTOPBL.
Onnaxo, wenopex xakx Guonornueckoe
CYWECTBO momunHsieTcs 3akoHaM, meii-
CTBYIOLINM B 5KHBOI IPHpOJE PA3BHTHE
"4€noBseyeckoro OpraHu3ma, nmpoaOKHU-
TENLHOCT KH3HY K Ap. B cBsA3H ¢ 9THM,
TeHO(GoH L1 nonynsauui aoaed HUCIml-
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ThIBAK pakee K npoxomkaroy MCTIBITHI-
BATh 'ren)i’pb AeHcTBHe BJIEMEHTapHEIX
330n10u701—ml,1x (akTopos. Onnako co-
UHAILHAA CYLIHOCTS yenopekq BHOCHT -
eiicTBue ONpeeNeHHyI0 crre-
U HKY.

: MyTaumnounsiii Npouece — 3B0JI0-
LHOHHEIH akTop, koTopsiif COXpaHsieT
CBOC 3HAaYEHHE B YeNOBeyecKoM obiie-
ctBe. Ero nmeiictue cxonno ¢ Takosmn
¥ ApYTHX OpraHM3MOB MO CpeHeil yac-
TOTE MYTHDOBaHHS, 1O TeHETHKO-(u-
3HOJIOTHYECKHUM XapaKTepHCTHKAM, Ha-
JMYHIO aHTUMYTAaUHOHHBIX GaphepoB.
B Hacrosiiee BpeMs maBnenme MyTa-
LHOHHOTO NpOLEcca Ha reHodoHN ye-
JIOBEYECTBA YCHIIUBAETCS B Pe3y/ETaTe
NCHCTBUS MHIYLHPOBAHHEIX MyTalMi,
KOTOpble  OOYCIOBJIEHEI  MpPOH3BOA-
CTBEHHOH JEATENbHOCTHIO YEIOBeKa B
YCJIOBUAX Hay4YHO-TEXHHYECKOH peBo-
nound. MyTanuy BO3HHKAIOT KakK B [10-
JIOBEIX, TAK U B COMaTHYECKHUX KJIETKaX.
WuayunpoBaHHble MyTaUWH, Kak npa-
BHJIO, [IPUBOAAT K HACJeJCTBEHHOH ma-
TOJNOIUH (TeHepaTHBHBIE MYTAIMH) HIIH
K YBEIMYEHHIO YaCTOTBHl pa3lM4HBIX
3a0oJieBaHUH, npex/ie BCero 3j10kadec-
TBEHHBIX ONYyXO0JIeH (coMaTHYeCcKHe My-
TaIUN). -
TTonynsunoHHEe  BOTHEL  (BOMHEL
JKM3HH) elle B CPABHMTENBHO HCJAB-
HEM IIPOLIJIOM MIpajld 3aMETHYIO pOllb
B pasBUTHH uenoBeyecTBa. TeMil nph-
pOCTa HaceNeHHs M3MEHSICA HEPaBHO-
MepHO. YBenuueHHe TeMIIOB NPHPOCTa
YHC/IEHHOCTH COBIAiaeT C JOCTHXKe-
HHSMH 4eJIOBEYECTBa - PA3BHTHEM 3EM-
nepienys, MEAyCTpHanusauuei. Haomo-
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JlaeTcsl HEpaBHOMEPHOE pacrnpeaeiieHie

. momeit Ha mianere. Ha done obmeit
" TeHHEHIWM K TIOBHIIIEHUIO YHCIICH-

" HoCTH miofieil MMeH MECTO CHIKEHHS

" aToro Moka3arens. Bo Bpems sSnHAeMHi
XOJIEPBI H YyMBI BCETO JINIIEL HECKOJIBKO
COT JIeT Ha3aj HaceneHue EBpOMEeI COK-
paTHIOCh B JIECATKH pa3. Takoe cokpa-
IIEeHHe MO0 OBITH OCHOBOM JUIA psfa
CHy‘IaﬁHf;IX HeHarnpaB/leHHBIX NpOIEC-
COB H3MEHEHHs reHo(oHJa HaceneHHs
OTHAEIbHBIX PailOHOB.

HM3onauusg, Kak 3BOJIOIHOHHBIM
¢axTop, B MPOLIOM OKa3blBaja Cylle-
cTBeHHOe 3HadeHue. [Ipupona n3onsuu-
OHHBIX 0apbepoB MEXIy NOMYIALHIMU
mopeii connanbHas. CrnennpuIecKuMH
IUIS YelIOBEYECKOro odmecTsa sABMISIOT-
ca (OpMBI M30NALIHH, 3aBHUCSIIHE OT
pa3sHoobpa3us KyJIbTyp, JKOHOMHYEC-
KHX YKJIa[I0B, PETHTHO3HBIX H MOpaJlb-
HO-3THUECKHX YCTAaHOBOK. PazobmieHue
JOfIeif MO COLIMANBHBIM, PEIMTHO3HEIM
TpHYHHAM MPUBOAMT K 0Opa3oBaHHIO
SHIOTEHHEIX Ipynn B OONBIIMX Topo-
nax. EBpen B TeueHHEe MHOIHX BEKOB
nepxanuck 06ocobleHHo, 10 CBOEH
reHETHYECKOH CTPYKType OHHM OTJIHYa-
IOTCI OT CBOMX 3€MJIIKOB IPYTHMX Ha-
[HMOHAJIbHOCTell. PenieccHBHBIE TIeEHBI
(6one3np Tes-Caxkca, Tes-T'owe) Bcrpe-
YalTCS MpPEUMYILECTBEHHO Y €EBPEEB,
TOrga Kak reH ()eHUIKETOHYPHH ABISA-
eTcs PelKUM Y IpeJCTaBHTENEH ITOH
'HAaLlMOHANBHOCTH. BEBICOKas CTeneHb
H30/IALHH MAIOYUCICHHBIX YeloBeyec-
KHX MOMYIALHHA Ha MPOTHKEHHH MHO-
rUX MOKOJIEHHIT co3aBaa yciuoBus I
npeiida reHoB. I'eHeTHKO-aBTOMATH-
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HeCKHe MPOUECCHl, Wi Apeiigy
NPHBOMAT K MOABIEHUIO cryy
HE CBf3aHHBIX C OTOOpOM Pa3nKyy;;
MEXy H3onaTamu. Ipumepoy Ipeiighy
TEHOB CIYXHT 3(dekT PONOHaYA Ly,
Ka.uOH BO3HHKAET, KOT/la HECKOMbko cp.
MEH CO3/IAI0T HOBYIO TIOMyNsiuHo, yy,
CIocoOCTBYET ciyyaitHomy 3aKpensie.
HHIO B €€ TeHO(OHIE onuux anneneji
H yTpate ApYTHX. Tak, umes cexyy
amumed mrara [leHcunbBanug npo-
H3OLUIH OT TPEX CYNpyKEcKux nap,
MMMHIDHPOBaBLINX B AMepHKy. B atoy
M30JISITe 3aPETHCTPHPOBAHO 55 cryva-
€B KapIMKOBOCTH C MHOTOMANOCTbIO,
B TO BpeMs KaK B MHPOBOIl IpakTike
ONHCaHBl EIWHHYHBIE Clydau. Bepo-
ATHO, CPEAHM OCHOBAaTeseil Haxommics
HOCHTEJIb PELIECCHBHOTO MYTAHTHOrO
annens KapiHKOBOCTH - POLOHAYalb-
HUK COOTBETCTBYIOLIEro (exoruna. C
Pa3sBHTHEM CPEIICTB MacCOBOTO NEpeMe-
IIIEeHHS JTIIOEeH Ha mnyaHeTe BCE MEHbIIE
OCTAeTCs FeHETHYECKH H30JHPOBAHHBIX
rpynn HaceneHds. Hapymenune H30-
JIAIHOHHEIX GaphepoB HMeeT OoiblIoe
3HaYeHUe JUIS oborameHus reHopoHna
nonynsudid. B manpHemeM 3TH Tpo-
neccs Hen30exHo GyayT npHobperarh
BCe boJsee MHPOKOE 3HAUCHHE.
EctectBenHplit otbop B NpHPOAE,
B Tpolecce BHA000pa30BaHHA nepe-
BOJMT CIy4aifHylo - HMHAWBHAYanbHyo
H3MEHYHBOCT B GHONOrHUECKH NONE3”
HYI0 TIOMY/ISLHOHHYI0, BHA0BYI0. CME-
Ha GHoNOrHuecKuX (paKTopos passHTHA
COIMANBHBIMU NpHBeENa K ToMY, 910 #
YeoBeueCKHX MoMysiHsx oT6op YTP
THI (PYHKLHIO BHA00Opa3oBaHiA. B0
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6bl, OMHAKO, HEMPABUILHO TOTHOCTEIO
OTpHIATH CyLIECTBOBAHNE 0T6::>pa B ye-
jopedeckom obuiectse. OH neficrByer B
OCHOBHOM BO BpeMs BHYTPHYTPOOHOro
pa3sBHTHS, HIPACT SHAUHUTENLHYIO POIb
p Takix (OpMax, KaK HECOCTOsBLIAas-
¢ GepeMEHHOCTh, CIIOHTAHHBIH abopr,
MEpTBOPOKIEHHE, ~ ICTCKass  CMepT-
HOCTB, CTEPHIILHOCTE M BBITIOJIHSET W3-
BECTHYIO CTaOMIH3UPYIOILYI0 ponb. B
mone3y AEHCTBHA cTabMIM3HpyroLueii
(hopMBEI OTOOpA CBUIETENBCTBYET OOJIB-
n1asg CMEPTHOCTb CPeI HEJOHOIIEHHBIX
H TEPEHOLIEHHBIX HOBOPOMKIEHHBIX
o CPaBHEHUIO C NOHOIIEHHLIMH. Ha-
npaBneHne oTbopa 3aBHCUT OT 0Omieit
#u3HecnocobHoctd.  OTpuuarenbHEL
orbOp MOXHO TPOMILIIOCTPUPOBATH
Ha IpHMEpE CHCTEMBI KpOBH “pesyc”.
IIpu Rh-orpunarensHom deHorune ma-
Tepy Rh-nonoxurensusiit muaon Bcer-
Jila TETEPO3UrOTeH. DTO O3HAYAET, YTO
CO CMEpThI0 MHAMBHIA U3 reHodoHaa
YAQJISETCS paBHOE KOJHYECTBO JOMM-
HaHTHBIX M PELECCHBHBIX aJlICiICH.
Otbop wampasnen nporus rereposu-
ror. OtpuuarensHblit 0T6Op JekcTBYET
B OonblIMHCTBE monmysAuuii doaeit o
AlIEIAM aHOMAJIBHBIX IeMOIIOOMHOB,
OH HarpaBjieH NpoTHB roMo3urot. Ilpu
3TOM  yCTpaHsIOTCS aJjIeld  ORHOIo
Buna. OrpuuarensHpiii 0T60p MPOTHB
TOMO3MrOT mnepekpeIBAETCS MOL[HBIM
TONOXHTENHLHBIM OTOOPOM FETEPO3UTOT
Onaronaps ux Beicoxoit sxusHeCIOCOG-
HOCTM B ouarax Tpomuueckoil Mals-
PuH. I'eneruueckoe pasHooGpasue B
nonynsuusx sopeii. enernyeckuii
TPy3. I'eneTnyeckas rereporenHocThb

Pa3c)e;z 2 .(?CHOBbl obuyeir eenemukuy
NONyJAUMH — 3T0 Hanuuye y ocobeii
MQHHOH TIONYNAUMHM HECKONBKHX gy
JIENIbHBIX BapHaHTOB (MUHEMYM JIBYX)
M0 TEHETHYECKHM JoKycam (renam).
Ona noxuepsxusaercs 3a CYET MyTaLMIi,
nporecca pekoMOHHaLHy. ITpoucxons-
1as IpH IMOJIOBOM Pa3MHOXEHHH KOM-
OuHaTopuka reHernueckoro Mmarepuaa
Na€T HEeOrpaHNYEeHHBIE BO3MONHOCTH
AT CO3NAHMST TEHETHYECKOro pasHo-
obpasus B nonynsuun. Ipu CKpeluBa-
HHM 0co0eH, pasnnyaroumxcs B o0O11eit
caoxHocTH 1o 1000 mokycam, kaxapid
M3 KOTOPBIX npezcrapnieH 10 amensmy,
YHCJIO BO3MOXXHBIX HACJIE€ACTBEHHEBIX
TCHOTHIIOB B IIOTOMCTBE COCTaBJSeT
101000, T.e. MHOrOKpaTHO NpPeB3OHAET
YHMCJIO BJIEKTPOHOB B M3BECTHOM HaM
BCEJIEHHOH. DTH TOTEHLMAJIBHBIE BO3-
MOX(HOCTH HHKOIZla HE peanu3yloTCH.
yeM Oonptue 3amac TeHETHYECKOH H3-
MEHYMBQCTH B JAHHOH NOIYIALMH, TEM
Jeryue eg[ aJlafnTUpOBaTLCA B HOBOM cpe-

ne. JlaOopaTopHEIE 9KCIIEPUMEHTEI I10-

Ka3aJd, YTO 4UeM BEIILIE YPOBEHb U3MEH-
YHBOCTH IOMYIIALMH, TeM ObICTpee OHa
SBOJIIOLIHOHHPYET.

Pesynerarom 9BOJIIOLMOHHOTO
mpolecca  ABIAETCH  BHYTPHIIONYJI-
LIMOHHBIA HIM HACIENCTBEHHBIH II0-
NUMOP(H3M — 3TO TAKOE COCTOSHUE I10-
NyNsLKK, KOTa B Heil Ha NPOTAMEHHH
MHOTHX TIOKOJIEHUH COXpaHsfeTcd IBE
WK Gosiee pasHbIX TeHETHUECKHX (OpM
B JJ0CTATOYHOM KONHYECTBE (HE MEHES
1%).

Paznuuaior e (opMbl HACICA-

CTBEHHOTO NOIHMOp(H3Ma:
1) 2K0NIOrHYECKIH (amanTauKOH-
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HE1i{) TTOMHMOP(PH3M. ITpu 3TOM ABE HITH
HecKoNbko TEHETHUECKH PpasTHIHBIX
dopM BHYTpH ITOMYIAUHH roaBepra-
[OTCS OTOOPY B Pa3sHBIX IKOJOrHUCCKHX

yciopusx. Hampumep, BOSHHKHOBEHHE

pacOBBIX Pa3NHYMii yemoBeKa B poLec-
ce aHTpOnoreHesa.

2) reTepO3UrOTHBIH MOTHMOPHHIM
YCTaHAaBJIMBAETCS B PE3YNbTATC JAaBJIc-
HHS HA TOMYJSALHIO ITOJIOXHTENBHOTO
oT6opa reTepo3HroT.

UeioBeyeCTBY CBOMCTBEH BEICOKHH
ypOBEHb HACIENCTBEHHOIO pasHoobpa-
3ps. JIronu oTuuaroTcs (eHOTHIHYEC-
KM IIBETOM KOXH, IJIa3, BOJIOC, (GOpMOH
VIIHOH pAKOBHHBI M [p. BEISBICHEI
MHOTOYHCIEHHEIE BapUaHTHl OTAEIIb-
HEIX OEJIKOB, KOTOpEIE OTPaXKaroT IeHe-
THYECKYI0 KOHCTUTYLIHIO OpraHH3Ma.
V mozieii He COBMAJaloT IPYMNIILI KPOBH
10 CHCTEMaM SPHUTPOLIUTAPHBIX aHTHTE-
HoB “pe3yc”, ABO, MN. U3secTtHO G0-
nee 10 BapuaHTOB reMoniobunHa, 6onee
70 BapuaHTOB (epMEHTa INIIOK030-6-
¢ocar-gernaporeHassl. Y yeaoBeka B
uenoM He MeHee 30% reHoB, KOHTPOJTH-
PYIOIUX CHHTE3 (DEPMEHTHEIX CHCTEM,
MMEIOT HECKOIBKO AJUIENBHBIX (hopM.
BapuabenpHOCTh 4acTOTHl amneneii B
NOMYJIALHAX JIONEH 3aBHCHT OT Heii-
CTBHS JBONIOLMOHHEIX (DaKTOPOB: My-
TalMOHHOTO TMpolLlecca, eCTECTBEHHO-
To 0T0O0pa, reHeTHKO-aBTOMATHYECKHX
TNPOLECCOB, MUTPALH.

['eHetnueckas reTEPOreHHOCTh
CHIXACT peaybHyI0 MPUCIOCOONEH-
HOCTp nonynauuii. M3-3a HakomnneHus
B TeHO(OH/Ie NOMyIIALHH PELIECCHBHBIX
aleneH, IPUBOASIINX B TOMO3HTOTHOM
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COCTOSIHHH K CHIKEHHIO NpHcrocos.
JNIEHHOCTH OTHENBHEIX 0COBei, npoyc.
XO[IUT CHHIKEHHE NPHCMOCObNeHH ey,
[OMYJIALIHA B LICJIOM. l"eHemqecxHﬁ
rpy3 — 3TO H €CTh Pa3lIH4He B NpHcro-
CODJIEHHOCTH MEXAY CYIIECTByIomej;
M HMIEAIBHO TPHCIOCOONEHHOl 1p-
MynsiAed, Tak Kak BCEraa Mpowcxo-
utT rubene 4acTH ocobelt momynsuuy
BCJIEACTBHE HMX MEHBLICH INpHCHoco6-
JIEHHOCTH.

IeneTHueckHii rpys — 310 «ipo-
UrphI” MPHCIOCOBNEHHOCTH Ha JaH-
HBII MOMEHT, HO OJHOBPEMEHHO 3T0
BO3MOXHOCTE OyIyIIEH 3BONIOLHH H,
ClIEIOBATENBHO, BBDKUBAHUE IOMyIS-
IIMH B LeJIOM. DTo, Kak Obl, miuara 3a
BO3MOXHOCTb SBOJIOLIHOHUPOBATE.
Pa3nnyaloT CIEAYIOIHE BHABI TEHETH-
4eCKOro rpysa:

a) o ciocofy o6pazopanus: 1) My-
TAlHMOHHEI (B pe3ynsTarte MyTalHii 1
oT60pa); 2) pexkoMOMHALHOHHEIH (TOsB-
JIEeHWEe HOBBIX I'€HOB H T€HHBIX COYETa-
HHI{ IIPH KPOCCHHTOBEPE);

6) mo HampasleHHio mepefadn: 1)
cerperanyoHHbIH (pa3Has BEpOATHOCTD
nepefiay pasHeIX ajened Mmocienylo-
IIIUM TIOKOJIEHHSIM); 2) MHTPALOHHBII
(B pesynbTaTe BHEAPEHUS APYTHX Opra-
HU3MOB B ITOMYJISIHIO).

BpeMs reHeTHueckoro rpy3a 4eno-
BEYECTBA MOXKHO OLIEHHMTH, BBEAS TIOHA"
THE JIETaNbHEIX 9KBUBAJIEHTOB.

I'eHeTnueckan crpykrypa 10
nyasiquii - yesosexa. CyumHoCTb 1
3HAYeHHe 3aK0HA reHeTHYecKor?

paBHoBecust momyasiuuu. [Tomymiis
— D3JIeMeHTapHas eIHHHIA GuoNIOTH
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(ecKOro BHJA, ABIACTCH cTabUNIBHOM
cTpyKTypOil 110 OTHOCHTENBHLIM YacTo-
aM reHoB. B TONYJISUMH NPOHCXONUT
[ocToSHNAs Nepeiada FeHoB 13 I0KoJTe-
yisl B IIOKOJICHHE 110 MEXaHH3MaM, Moji-
JepKMBAIOIHM ~PaBHOBECHE TEHHBIX

Pc.zsden 2. Ocnogbi 0byeir 2eHemuxy
"aCTOTBI F'€HOB U T€HOTHIIOR ocTaorcy,
TCHETHYECKOE paBHOBecHe AefcTByer
TOJIEKO B Pa3HOBECHBIX MIIH HUIeaNbHBIX
NOMyNALHSIX, OTBEYAIOLHX onpesienex-
HBIM TpeDOBaHHAM: cBOGOIHOE CKpe-
IHBaHHE HIIH MAHMHKCHS, OTCYTCTBHE

[

4acTOT TIPH YCIOBHH NaHMHUKCHH. B ro-
nyAswHn NPOHCXOAHT MOCTOSHHAs Ile-
pefiaya TeHOB H3 MOKONEHHS B TIOKOJe-
yie GnarofapsAd MEXaHH3MaM, KOTOpEle
NOMEPKUBAIOT PABHOBECHE TIEHHBIX
yactoT. OMHH M3 TaKUX MeXaHW3MOB
nojuiepykaHus TEHHBIX YacTOT ABNSETCS
3akoH Xapau-Baiinbepra, cyTsb koropo-
ro CBOAMTCH K TOMY YTO: B JIOCTATOYHO
GoNBIIMX MOMYAALHUAX HE IMOIBEPIKEH-
HBIX IEHCTBHIO 0TOOpA, OTHOCHUTEIBHEIE

TIPHTOKA K OTTOKA I'€HOB 3a cyeT MHrpa-
LMK 0CO0ei, OTCYTCTBHE eCTeCTBeHHO-
ro orbopa ¥ MyTaumii, papuas T1010-
BHTOCTE 'OMO3HIOT U reTepo3uror. [Tpu
TaKMX YCJIIOBHSIX PaBHOBECHE I'eHOB IO
ONHOH annensHol nape (A — a) HacTy-
TIAET Yepe3 OZIHO NOKOJIEHHE U COXPaHs-
CTCS TAKOBBIM BO BCEX TOC/IENYIONIHX.
Ecnu yactorsr omunantHoro u perec-
CHBHOTO TeHa 0003HauYHuTE Yepes p | q,
TO coracHo 3akony Xapau-BaiinGepra:

1. CyMMa 4acTOT reHOB OIHOM aJUIENBHOI Napsl B ONYIALHH €CTh BeTHIHHA
NOCTOSHHASL:

p + q=1(100%) unu pA + qa =1(100%)

2. CymMa 4acTOT '€HOTHIIOB 110 OJ{HOMH aJUIeNbHOH nape B NONYISLHH TakkKe
BEJHYNHA IIOCTOSAHHAS, 4 paclpenesIeHHe UX ONpeeNnseTcsl ypaBHEHHEM:

(p + q)*=1(100%) unu p*+2p q*> =1(100%)

3. YToOB! onpenenuTh YacTOTE TEHOTHIIOB 110 OJHOM AIIENEHOMN Tape reHoB
AA, Aa Vi aa HYHO JONYCTHTB, YTO B PABHOBECHOI TIOMY/ALIMH JKEHCKHE H MYX-
CKHe ocobu Aal0T OJUHAKOBOE YMUCIO ramMeT no AOMHHAHTHBIM H PELECCHBHLIM
renaM. Torga yacToTEI BceX reHOTUIOB OYAYT CKIIAABIBATECS H3 IPOH3BEACHHS qu
CTOT reHOB, 3aKJIIOYEHHBIX B TaMeTax Bcex ocobeit monynauu, a (jopmyna npuo
PETET cnenyronuii BU;

(PA + qa)* x(pA + qa)=p*AA+2p qAa+q*aa=1(100%)
rae,

P’ — 4acTOTa JOMHHAHTHEIX TOMO3HIOT,
2p q - yacrora rerepo3uror,
q* - 4acTOTa pelecCUBHBIX FOMO3HIOT.
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Pazden 2. Ocnosut obujeti zenemuki

Hcnonb3ys 3akoH Xapau-Bainoep-
ra, MOXXHO NPOrHO3HPOBAThH HACKHIILECH-
HOCTB MONYJISIIHHU ONPeAeNeHHbIM reHa-
MH. B MeIMUMHCKOH IpaKTHKe MHOTAA
BO3HHKaeT He0OXOMMMOCTb YCTAHOBUTD
KOJTMYECTBEHHbIE COOTHOLUEHUS JIOAEH
C pa3IMUHBIMH FEHOTHNAMH 10 KaKOMY-

Tpumep onpedenenus 2enemuyeckoll Cmpykmypol RORYASYUL Ho 2en

axmopa.
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MO0 amiento, BKmoyay narong
KHE TEH WIH 4YacTory BCTpeyy
9TOro reHa Cpean Hacenemnys. b
psl TAKHM HCCJIEAOBaHUsM On1
Ha redHoreorpadus psga pacy
HBIX Oone3Hei B monymnsupsy

THygc.
EMocTy
Tarop.
4 H3yye.
ClCTRey.
CI0Beky.

Y pesyc-

3apava 1. B HaceneHHOM NyHKTe npH 00CIeq0BaAHHH HACEIEHHS Ha pesyc-gak-

TOp OKa3anoch 16% yuu ¢ pesyc-oTpuuarenbHsM (paxTopam (Rh) u 84% —

C pe-

3yc-nonoxutenbHbiM pakropom (Rh*). M3pecTHo, uto pesyc-(akrtop Hacnenyercs
MOHOTCHHO 110 3yTOCOMHO-IOMHHAHTHOMY THITy IpakTHyeckH. Eciu ammensayio
napy reHoB 0003HauuTh yepe3 D u d, To Hocurenn Rh* 6ynyT uMmers renotumg
DD u Dd, a nocurenu Rh- - dd, Ho xakast yacte Rh* GyayT romo3sroramy, a kaxas
rereposuroramu? [lo 3akony Xapnu-BaiinOepra BO3MOXeEH pacCyeT 4acToT reHoB
D u d u resornnos: JIJ1, n, ax no ¢popmyne:

p’> DD+2p qDd q? dd =1(100%),
YHacToTa roMO3HIoT MO peLeCCHBHBIM TeHAM H3BECTHA, OHA COCTABIISET
q*2=16%=0,16, omcrooa q=1, 16=0,40 111 40%
Tax xak p + q = 1, omcioda p = 1-q = 1 -0,40 = 0,60
OcraeTcs BBIYMCTUTE YacTOTH reHoTunoB DD u Dd:
P2 = (0,60)* = 0,36 (36%0)
2pq=2x0,60 x 0,40 = 0,48 (48%)

Wtak, B HCCIENOBaHHOI TIpymnmne
moned Rh* — roMosurorsl cocTaBMIH

Cornacho 3aKoHy Xapau-
Baiinbepra B paBHOBECHOI NONyJIALHH
YacTOTHl F€HOB M 4YaCTOThl I'€HOTHIIOB
COXPaHAITICSI B psaay IOKOJIEHHI].
CooTHOILEHHE TE€HOB MW TEeHOTHIIOB
MOXET MEHSAThCA B TOM, CIy4ae,
€CJIH TIONMYNALHs TepseT pPaBHOBECHE.
Hapyuienue paBHOBeCHS MOXKET OBITh
BBI3BAHO PA3HEIMH (pakTOpamu.

50

36%, Rh* — reteposurotsi — 48%, R -
16%.

Onuu (pakTopsl OCTABAAIOT B M0~
NyISuUio Hosele amnend. K HAM OTHO:
CATCS MMMMIpaLus M MyTaLiOHHH
TpoLlecc, KOTOphle BhI3HIBAIOT NEPBUY
Hbl€ M3MeHeHHs reHeTHyeckoil CTPYK
TYPBI IONMYJISILUHA.

Hpyrue ¢akrops H3MEHAIOT cooT-
HOLIEHHE Pa3NHYHBIX TEHOTHIOB B 10°
nmynsuuu, K nuM oTHOCcaTCS aMHrpatii

i
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oco0oit 13 MOMYJISUHH, oT60op B MOJNB3Y
[OMO3UIOT HJIM TETEPO3HIOT, HHOpH-
T, ApeiiQ) reHoB. MisMeHeHus yactor
[eHOTHITOB H3MEHSIIOT H YaCTOThI [EHOB,
HO He BBI3bIBAIOT MOSBJICHHS HOBBIX aJl-
neneii. Takue ABJIEHUA MOKHO OTHECTH
K BTOpPHYHBIM npoueccaMm H3IMEHEHHA
reHeTHYECKOH CTPYKTYPBI MOIMYJIALHH.

B 4yenoBeYEeCKUX MONYIALHUIX Hau-
ponee pacpoOCTPaHECHb! IAHMHKTH- Je-
ckue Opaku. OIOHAKO BCTPEYAKTCH U
KpOBHODO/JCTBEHHBIE Opak# WM HH-
OpHIHHL.

B nonynsLugx 4€JI0BeKa CYLIECTBY-
10T pasH4HbIE GOPMEI HHOPHIMHTA:

a) MHLEeCTHbIE (3anpeTHsie) Opaku
— MeXIy POACTBEHHHKAaMH NIEPBOH CTe-
TeHH POLCTBA;

6) KpOBHOpOZACTBEHHEBIE OpakH, 00-
YCIIOBIEHHbIE TEPPUTOPHANBLHOH H30-
JIMPOBAaHHOCTBI0 HEOOJNBIUMX OIS~
LIHHA — H30JIATOB;

B) KDOBHOPOACTBEHHbIE Opaku, 00-
YCIOBIEHHBIE COLIHANIBHOH H30JAUUER
B HEKOTOPBIX TpyNnax HaceleHHd, I10-
OLUpsiEMBIE SKOHOMHUECKUMHU WIH pe-
JTUTHO3HBIMH MOTHBaMH.

Pazden 2. Ocnogws obwyeit 2enemuray
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[eHeTHueckag CTPYKTypa MaaouHc-
JICHHLIX nonysnsumit dopmupyercs 3a
CHET BNMAHUA HHOpHOHMHTA H CIIyy4aii-
HBIX KONeOaHH# KOHUeHTpaunH aniers-
HBIX I'€HOB JH00 JOMHHAHTHBIX, JHOO0
PELECCHBHBIX, TIO3TOMY OZHH ajlleiH
MOTYT HCHe€3aTh, ApyTHe BO3pacTarh
M3 TIOKOJIEHHS B IMOKOJEHHE. DTO SB-
JICHHE Ha3bIBaeTCs — Apeii() reHoB Wian
T'CHETHKO-aBTOMaTHYECKHE MpPOLECCEHL,
PacnpoCTpaHsIOLIHECs Ha BCIO MOMYIIs-
1HI0. Pe3synsTaTtoM MX sBIfercs mocte-
NEHHass TOMO3WIOTH3al[Hd TEHOTHUIIOB
ocobeil momymsimuu. Tak NpPOHCXOXHT
HaKOIJIEHHE O4YaroB ayTOCOMHO — HO-
MHHAHTHBIX HJIH ayTOCOMHO-PEIECCHB-
HBIX 3aboneBaHuil B u3omsTax. Otdop
B YEJIOBEYECKUX MNOMYIALHSX IMPHBE
K CYLIECTBOBaHHIO TaK HAa3hIBAEMOIO
OasaHCHPOBAaHHOTO  HOAMMOpP(pH3MA.
Cucrema OanaHCHPOBaHHOIO MOIHUMOP-
bu3Ma IMOANEPKHBAET T'€HETHYECKYIO
reTEPOreHHOCTh YEJOBEYECKHX MOIy-
NAUMH H oDecrneuyHBaeT, YHHKaJBHYIO
TEHOTHIHYECKYI0 H (DEHOTHIIHYECKYIO
HHIHBHAYAIBHOCTh YEI0BEKa.

2.9 OcHOBBI 3KOTeHeTHKH, (papMaKOoreHeTHKH

JKonoruyeckas reHeTHKA YeloBeka
H3y4aer BNUsHUe (akTOpOB cpelbl 00H-
TaHus Ha HacnexctBeHHOCTh. Ha mpo-
TAKEHUH MHOTMX TBHICAY JIET YENOBEK
fIpucnocabnupancs k IOCTOSHHO Me-
HAlowelics okpyxaromeiics cpene. Ha
TONYTAUHOHHEIX YPOBHSAX MIPOHCXOLUI

or6op reHotunos. OKpyxaromas cpeaa
oOecreynBana 0Toop, BEDKHBAHHE, ITPO-
[(BeTAHUE OIS HITH TPyIITT JIoNeH
B 3aBUCHMOCTH OT HX HACIeICTBEHHBIX
XapaKTepHCTHK. JBOJIOLHS Hel0Beka
mna uepe3 SBOMIOIHIO €ro reHOTHA.
®opMHpOBAJIach OHONOTHUECKAS Tpu-
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Pazoen 2. OcHo6vl obuyjetl 2eHeMuKU

pojia, 1 4eMOBeK JIOCTiITO‘lHO NPHCII0CO-
6uicsd K Opr}Ka[O]_[IeH cpeae He TOJBKO
CcOLHAIbHO, HO H OHOTIOTHHECKH.

IIpu BO3MIEHCTBHH (hakTOpOB OKpY-

Jaloleil cpelbl Ha 4enoBeka MOIyT
HabOnomaTbCs HeXelaTelbHbIC addex-
7hl. 1) Mi3MeHeHHs B TEHETHYECKOM arl-
napare (UHOYYUPOBAHHBIL MYMayuol-
Hylll npoyecc). ITOT NPOLECC BEAET K
[TOBBIIIEHHIO TEMIIOB HACIEICTBEHHOH
M3MEHYHBOCTH 4eJIOBeKa Ha HHAUBHAY-
aJILHOM M TOIYNSALIHOHHOM YPOBHAX;
2) ITaTonOrH4ecKHe peaKiui Ha CreLH-
duueckne (aKTophl CPefibl. Y YenoBeka
- Ha MHIUBHAYJILHOM YDOBHE B BHIE
TaTOJIOTHYECKHX peakuuit (onesneit),
a Ha MOMYJISLIIMOHHOM YPOBHE — B BHJIE
Gonpluel WK MEHbIIEH MPUCTIOCODIEH-
HOCTH (ajanTaius, aKKIMMaTH3aLMs).
3) MUameHenus reHo(oH1a NOMyIALHHi B
pe3ynsTaTe HapylleHHsl TEHETHYECKOro
PaBHOBECHS MEXIY OCHOBHEIMH I1OITY-
JSIHOHHBIMH TpoleccamMu (MyTaLHOH-
HEIH npouecc, 0T00p, MUrpauus, Aperd
T'€HOB).

MHOyupoBaHHbI MYyTalHOHHBIN
nporuecc. McToYHHKOM HACIeACTBEHHOH
M3MEHYUBOCTU KaK OCHOBBI 3BOJIOLIHH
cIy’KaT MyTauuH. MyTalHOHHBIH Npo-
LiecC — O[]HA M3 CYILLECTBEHHBIX Xapak-
TEPUCTHK YeoBeKa KaK OUOJorHYecKo-
ro Buga. IToCcTOSHHBIH, ONTUMAaNLHBIHA
IUISl YENOBEKA YPOBEHh MYTALHOHHOIO
npoliecca, MOXET TMOBBILIATECH TIOA
BIIMSHUEM MHOTMX ()M3UYECKHX, XUMH-
YECKUX ¥ OMOOrHyeckix (paKTopos.

MyTauuu B 3apoAbILIEBEIX KIETKaX,
TO IOBBIIIAETCS YaCTOTA HACIENCTBEH-
HOH MAaroJordu. Myrtauuu B KieTkax
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MPHCMOCODJICHHOCTH 6

Ka, MOBBILIEHHIO qacmi:,a]y:;z:uziﬁe“‘
TIOPOKOB Pa3sBHTHSA, rubeny BMGP]::;?;
WIH TJI0Aa, BHYTPHYTPOGHoij 3anep.
K€ pocTa. MyTauHoHHbI Npouece 5
COMATHYECKHX KIIETKAX B NOCTHargy,
HOM MEPHOZE MOBBILIAET YACTOTY po,.
HUKHOBEHHS 3/OKAUCCTBEHHBIX Hopo.
00bpa3oBaHuH, HAPYMIAET HMMykyye;
00yCIIOBIIHBAET NPEXALBPEMEHHOe cra:
penne. B nenom buonormueckyio i ye.
JMUAHCKYIO 3HaYHMOCTb TOCHefcTRyj;
MYTALHOHHOTO TIPOLIECCa y Yenopeky
Ha COBPEMEHHOM 3TaNe Hajio paccya-
TpHBATh IO TIOKA3ATENAM MyTareHesa,
KaHIEpOreHe3a 1 TepaToreHesa,

Ha npotshKeHHH 3BONIOLUH B ye-
JIOBEUECKHX TMOMYMALMAX B CBA3W C
MOCTOAHHO TEKYLUHUMH MYTAIHOHHBIM
M TEHETHKO-aBTOMATHYEeCKHM (mpeiid)
I€HOB) [pOLIECCaMH, a TaKke Iof
BIUsHHEM oTOopa  copmuposaics
IUMPOKUH HACNIEACTBEHHBIH OanaHcupo-
BaHHBIA onuMop(u3M. MHorouncnex-
Hble BapHauMH B (DEPMEHTHBIX CHCTE-
MaxX, TPaHCIIOPTHBIX OeNkax, aHTHIeHaX
M peLenTopax KJeTkH 00ycnoBiHBaioT
MHAUMBUIYyaNbHBIE OCOOEHHOCTH Me-
Tabonnu3Ma XHMHUECKHX BELIECTB, pe-
aklMi Ha Ouonoruueckue areHThl WM
dusnueckue (axropsl. Oxazanocs, 4To
HACJICACTBEHHBIE pa3NU4Hs MOTyT Mpo-
SBJISITBCSL B PEAKLMAX HE TOJBKO Ha JIt-
Kapcrsa, HO M Ha (u3uueckue (Paxro-
pbI, HA THLIY W 0COOEHHO Ha MHLIEBHIC
106aBKH, Ha 3arps3HeHHs arMochepeh
npod)eccuonabHble BpenHooTH. KoH-
LENUUs JKOreHeTHKH O0fycaoBIuBaACT



sae e

4eOOXOMMMOCTD  H3YUCHHS  JIeHCTBHs
pHelHHX (PaKTOpoB (0CODEHHO HOBEIX)
¢ 1eJBIO BBISBICHHS HACIENCTBEHHO
o6yCTIOBIEHHBIX TNATONOrHYECKHX pe-
axiif. DTO OYIET OCHOBOH CO3jaHus
ananTHBHoﬁ Cpenbl AJs KaXI0ro Yyelio-
gexa (moabop WHINBHAYANBHON JHETHI
y KIMMara, HCKIIOYEHHE OTpaBleHHs
yieKapcTBaMH, obocHoBaHHe Tnpodec-
cioHanpHOr0 o1Tbopa M T.JA.), YTOOEI

TpeoTBPATHTE PEXAEBPEMEHHYIO
cMepTb, WHBAIMIH3ALMIO, TOCIHTAIH-
33IHIO.

Ha ocHOBe 3aJIOKEHHBEIX Iporpec-
coM TEHOMHKHM UYENOBeKa CBEIEHHit
copMHpOBaJIach BaXHEHIEe Harpas-
JieHHe B 3KOJIOTHYECKOH TeHETUKE Yeso-
BeKa — TOKCHKOTeHOMHKa. ba3bl TaHHBIX
0 TFeHOMY 4YENOBeKa H COBPEMEHHEIE
MOLIHEIE HH(OPMALMOHHBIE TEXHONIO-
MM TIO3BOJIAIOT TIPOrHO3HMPOBATh TOK-
CHYECKHE TPOSIBIEHUS OTAENLHBIX (ak-
TOPOB CPEABI Y JIML[ C ONpeIeIeHHEIMA
renotunamy. Haubonee u3ydyeHHas
MyTauus, 00yCIOBIHBAIOLIAs PEAKIHIO
Ha 3arps3HeHHe aTMOC(epsl, - HEA0CTa-
TOYHOCTH @l-aHTHTpHIICHHA. DTOT Oe-
JIOK CHIBOPOTKH KPOBH Ha3bIBaIOT TAKKE
MHrHOMTOpPOM NpoTeHHas. B HopMme ero
KOHLEHTpaLis MOBBILAETCS NpH pas-
NTHYHBIX COCTOSHHAX (OEepeMeHHOCTb,
BOCIaJIeHHe, BBEICHUE ACTPOTEHOB).

IIunieBsle BewiecTBa W IHLIEBLIE
RobaBkyu. CHHAPOM HapylUeHHOTo Bca-
ChIBaHMs y JieTeil CBA3aH ¢ HEMepeHo-
CHMOCTBIO rimioTeHa (OemoK MIIeHHLIBI
H Jpyrux 3nakoB). 1o 3aboneBaHHE
HaseBaercs nenuvakued. JletH TsKe-
110 330011€BalOT, KAK TONBKO HAYMHAIOT
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TONyYaTh NPUKOPM MaHHOM Kaweii,
ITpu uekmouennu 3nakossix NIPOYKTOB
(xne6, MaHHags Kallla) Takue netH pas-
BHBAIOTCSl HOPMaJIBHO.

Konckne 60651 BrisBIBAIOT remMo-
M3 y JIHL C HAaCNeACTBEHHOI Hexoc-
TATOUHOCTBIO  TIMIOKO30-6-(ocdarse-
THAporeHassl. Ecnu cBoespemenno ne
TIPHHSATBl MEPEI, 32 TEMOJIM30M ClEIyeT
NOpaXkeHHe ToYeK.

Teepno ycraHoBneHE! HHOUBHIY-
aTbHBIE W PACOBBIE PA3IHYHS PeaKuu
Ha  yneTpaduoneTtoBoe  obmyueHwue.
Kpafiuuii npumep rexernueckoii uys-
CTBHTEJIBHOCTH — PEJKast ayTOCOMHO-
peuieccuBHas  0Oone3Hb TMIMEHTHas
KCepoJepMa: Mo BO3AEHCTBHEM CON-
HEYHOT0 CBETa BO3HHKAIOT OXOTH, 3a-
TEM S3BEHHBIE MOPAKEHHS KOXKH H,
HaKOHell, 3/10Ka4eCTBEHHEIE HOBOOOpa-
30BaHHA.

YCKOpEHHBIH HAYYHO-TEXHHYECKHIT
nporpecc 0e3 yuyera 3KOJOTHYECKHX
npobieM MOXKET MpUOIH3UTH YeNoBe-
YECTBO K HapyLIEHHI0 OHOJIOTHYECKOH
rapMoHuu co cpenoit. [Ipu upesBreryai-
HOM 3aTrpsA3HEHHH OKDYKAIOIEH Cpelbl
MOXXET HapyIUHTHCS PABHOBECHE TEHE-
TMUECKHX MPOLECCOB B MOMYIALHAAX

DapMaKoTeHEeTHKa, ABNISACH YaCThIO
JKOJOrHYeCKOH TEeHETHKH YeJloBeKa,
M3yyaeT 3HAYEHHE HACIeICTBEHHOCTH
B peaxiu¥ OpraHM3Ma Ha JieKkapCTBsa.
10 HanpaBleHUE KaK pa3zes 9KOJIOTH-
yecKoi MeJUIHHCKOH FEHETHKH W KIH-
HUYecKkoil ()apMaKoJIOTHH 3apOJHIOCH
B pesylsTare IpaKTHYECKOH notped-
HOCTH pa300paThCs B OCTOKHEHHAX JIE-

KapCTBECHH Oro JieycHHs.
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Pa3zden 2. Octiogol obuyetl 2eHemuKu
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B navuane 50-x rogos XX BeKa [ |
jieyeHHs TybepKyne3a CTant NIPUMEHATE |

Hopoe 3((eKTHBHOE CPENCTBO M30HH-
' MUHAMMKA ero neicrsus OCYmecy,

aguy. OnHAKO y HEKOTOPBIX OOJBHBIX
npu NpUMEHEHHH CTaHAAPTHBIX [03
HAOIONANHCh TOKCHUeckne 3(QeKTsl,
COOTBETCTBYIOLLME MPEBBILIEHHUIO 03B
BO MHOro pa3. MexaHu3M TOKCHYECKO-
ro feiicTBUA H30HUA3N/IA B ITHX CEMBAX
oKkazajcs O4YeHb TNPOCTHIM: BBIBEACHHE
npenapara U3 OpraHusma 3amMeUIeHHO.
I[Ipu peryisipHOM NOCTYIUICHHH JIeKap-
CTBA B OPraHU3M €ro CHIKCHHOE BBI-
BefcHHe obecreyuBaeT KyMyJALHIO
M HAKOIUIEHHE N0 TOKCHYECKOH 03Bl
JTio6rle  (hapMakoreHeTHYEeCKHE peak-
LIMH Pa3BHBAIOTCA HAa OCHOBE LIMPOKOro
reHETHUYECKOr0 MOMTMMOop(H3Ma B Yeno-
BEYECKHX MOMYJIALUAX, DBOJTIOUHMOHHO
c(opMHpOBABLIErocss OO0 MNOABICHHUA
HOBBIX ()aPMOKOJIOTHUECKHX CPE/CTB.
Cyanba JiekapcTB B OpraHusme
onpeneNseTcs BCACHIBAHHEM, pacrpe-
nenedyeM (1o oprasam, KiueTkam, opra-
HeauaM), B3aHMOAEHCTBHEM C KIIETOY-
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BblBequHeM
.l Bce CTYIIEHH KMHETHKH JIeKapcry,

i

BIAKOTCS C TIOMOIIBIO CIIEwHhHyecyy,
M HecTeLMDHUECKHX (epMEHTOB i Gy
KOB.

YyuThIBasl IUMPOKHHA OHOXMMHyec.
Kiii ONMMOP(HU3M YenoBeyeckux .
MyNAUMA, MOXHO IPEANoarats, yg
cynp06a KaIOro N€KapCTBa Ha KaKoM-To
(papMakOKHHETHYECKOM HIIH hapMako-
JMHAMHYECKOM 3Tale CBfA3aHa C Molu-
mopdHo#t cucteMoit (epmenTa, Geixa,
peuenTopa M JAPYTHX KIETOYHBIX MH-
weHeii. 910 U 00yCIOBIHBAET BEChMa
PasHOpPOAHbIE PEAKIMH HHOMBHIOB Ha
JleKapCcTBa.

B npodHiaKTHYECKOH MeIHLHHE
KOHLIETILIMA 3KOJOTHYECKOH TeHETHKU
yeJIOBEKAa BaXKHBI, TaK KaK OHH Harpas-
JISIOT HA CO3/laHKe ONTHMAIBHOM CPeibl
(muia, JexkapeTsa, padoTa) A Kanio-
ro MHIMBHJA C LIEJAbi0 Ipemynpexic-
HHUs1 [IATOJIOTHYECKOTO MPOSBICHHA.
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Pasnen 3. TEHETHKA PASBUTHSI

3.1 OuTorenes

Ounrorene3—(oTrpeu. ontos - cyuiee
i genesis — NPOHCXOXICHHE, pasBHTHE)
mpouece (ucTopHs) HHAHBHAYAJBHOIO
pasBHTHs OPrAHU3MOB, B OTMINHE OT
(i1oreHe3a — HCTOPHH Pa3sBHTHS (3Bo-
MEOLIHIT) MHPA XHBBIX OPraHH3MOB.

TepMiH OHTOTEHE3 BBEJI HEMELIKHH
soonor E. Texxens B 1866 .

OHTOreHETHKA H3y4aeT NeHeTHYeC-
ke OCHOBHI HHIHBHAYANBHOIO pas-
BHTHS MyTEM H3Y4YeHHs MOEHCTBHA Ha
oOMeHHBIE H MOpP(QOJIOTHYECKHE MPO-
liecchl B CHCTEME OHTOIeHe3a.

M3 HEeCKOJBKHX THIIOB OHTOIEHE-
3a HanOosee H3y4EHHBl TPH — JTHYHHOU-
Bl (pa3sBuTHE C METaMOp(O30M, HIIH
HENpAMOE), HEeIHYHHOYHBIH (mpsnMoe
pa3BHTHE, NpH KOTOpoM (OpPMHpPOBa-
HHE MPOHCXOMHT B Aiile) H BHYTpPHY-
TpoOHBIi (QopMHpOBaHHE JETEHEBILIA
A0 POKIEHHS MPOHCXOAUT BHYTPH Ma-
TEPHHCKOr0 OpraHH3Ma, B giilleBojax
H Matke). [Tocnenuuii THN OHTOreHe3a
— Haubonee coBepienHOiT GOPMEI — Y
[UIaUEHTApHBIX MJIEKOMTHTAIOIMX.

MHorokneTounstii OpraHHu3M pas-
BHBACTCH M3 OmIOAOTBOpEHHOM  Aii-
HCKNETKH (3HroTa) He TONBKO MyTeM
;";{;";;‘;ﬁ;; KOIMHYecTBa KJeTok (mpo-
——— H YBEIMYEHHs] MacChl 3a-
et CCT)' OnHOBpeMeHHO ompe-

ol Hpoueyﬂbﬁa OTHENBHBIX KJIETOK.
aug, gy, CC H3BECTEH KaK AEeTepMH-
" ACTCDMHHHUPOBAHHBIE KJIETKH

Clle
IIH&J]HBpr}oTCH (.HH(I)(I)GPCHHHIJOB-

Ka), T.e. TPHOOPETAIOT KOHKPETHYIO
MOP(GONOTHIO H OKa3bIBAIOTCH CIIOCOO-
HBIMH BBITIOJIHATE KOHKPETHYIO (DyHK-
110, OQHOBPEMEHHO OCYILECTBIIAETCS
Mopcdorexes — GopMIpOBaHHE OPraHOB
H apXHTEKTYpsl Tena. Takum olpasom,
neTepMuHanHs,  aH(p(epeHLHpOoBKa,
MopcdoreHes, nponugpepaws, pocT, MH-
rpauus KNeTok, rudens KNeTok, T.e. pas-
HBIE MOp(OreHeTHUEeCKHE MPOLIeCCH H
COCTAaBJIAIOT CYTh Pa3BHTHS MHOTOKIJIE-
TOYHOTO OpraHH3Ma.

HMHauBHIyanbHOE pa3BUTHE XKHBBIX
OpPTaHU3MOB TIPOTEKAacT B PpE3yNbTare
B3aHMOJEIHCTBHS [EHOTHIA, TONYYEH-
HOTO OT POAMTENEil Uepe3 raMeThl, H YC-
NIOBHIT BHEIIHEH Cpelbl.

W3 onHOit-eqMHCTBEHHOH KIETKH —
OTUIONIOTBOPEHHOIO fHUA — BO3HHKAET
MHOTO pa3JIHYHBIX THIIOB KIJIETOK, 006-
pa3ylolUX TeNa MHOTOKJIETOYHBIX Op-
raHH3MOB.

OpraHu3M pa3BHBAETC B pe3ylb-
tare oOMeHa BELIECTB: €ro Mopdoo-
THYECKYIO OCHOBY COCTABJIAIOT Jeje-
HHE KJIETOK M pOCT HX 4YHCIIEHHOCTH,
yBeJIHYEHHE pa3MEpoB, BO3PACTAHHE
Macchl BHEKJIETOYHEIX 00pa3oBaHHil.
I[Ipouecchl pocma (yBenHieHHe Macchl)
u audppepeHnnanui (Ka4ecTBEHHOE yC-
JIOYKHEHHE CTPYKTYPBI, (PyHKLHH H MOp-
(honorHYEeCcKUux pasjiHyuii) MEIOT BaXk-
HOe 3HAuYEeHHE JUIsS OHTOTEHE3a JKHBBIX

OpraHu3MOB U pacTeHHil.
Bompocsl H3y4eHHs MEXaHH3MOB




Pasden 3. Tenenuxa paseuimu

OHTOreHe3a BBI3bIBAIOT TOBBIILIEHHBIH
MHTEepeC YUEHBIX, TaK KaK CBA3b MEKIY
HOpMANbHBIM Pa3BUTHEM OpraHH3Ma,
37I0KaUECTBEHHBIM  TEPEPOXNCICHHEM,
MMMYHOTEHE30M, CTapeHHeM SBIACTCA
aKTyaNbHO} B COBPEMEHHOH MEHLIMHE.
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Ewme onHa mpUYHHA Takoro TIOBE.
1IEHHOr0 MHTEpPeca — 3TO yCrexy g,
JNIEKyNnApPHOH OMONIOTHH N TeHeTHky,
KOTOpbIE€ CO3JIaJIM CTPOHHYIO cucTeMy
NMpEACTABIEHAN O MEXaHM3Max mpogp.
JIEHHs TEHOB U PEryJSIUNH HX JeiCTRyy,

3.2 Ilepuoabl OHTOreHe3a

OHTOTeHe3 4YeJOBEKa BKIIOYAET B
cebsi; 1) sMOpHOHAIBHBIH (1OPOAOBBIH
WIM aHTeHaTaNbHEI) 1 2) TocT3MOpHO-
HanbHBIH (TOCIEPOOBEIH, MOCTHATAIIB-
Hplii) nepuofsl. CyIIECTBYIOT pasHbIe
KraccuUKalMH  OHTOrEHETHYECKOIro
pasBHTHS, B KOTOPHIX BBILEJSIOT Tpe-
THi BUZ — Npe3MOpHOHAIEHBIN HIIH Tie-
pHOA rametoreHesa. OMOPHOHANBHBIH
MepHOJ HaYHHAETCs ¢ MoMeHTa 00pa3so-

BAHHUS 3UTOTHl 10 poXKaeHHd. ITocray-
GpHOHAbHBIH (TIOCTHATANIBHEIN) Mepy-
Ol C POXACHHUS 0 CMEPTH OPraHu3Ma,
H3yueHue BOMPOCOB OHTOrEHE3a ero
TNIEPHOJOB, MEXaHH3MOB OyneT paccuma-
TpUBaThCsl MOAPOOHO HA T'UCTONOTHH,
MBI 3aTPOHEM JIMIIbL HEKOTOPBIE MOMEH-
THI IJIsl TIOHMMAaHHUs oOIueH KapTHHEI
OHTOreHe3a YeJoBeKa.
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JIpo6nenue Bracryma Factpyna Heiipyna I'ncrorenes Opranorenes

Pucynox. Ilepuodwsr onmozernesa
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1. IMOEpHOHAJILHBIH nepHos.

Onnodomeopernie — TPOLECC CIUSHUA SHLEKIeTKH u CIIEpMaTo30Haa B pe-
syBTATe HEro 0OpasyeTcs 3UroTa — ONHOKIETOUHBIH 3apopiwl, Berpeua cnepma-
7030MA ALIEKIETKOH MPOHCXOIUT B MaTOYHOI Tpy6e, 3necy NPOUCXOAMUT orito0-

10T BOPEHHE.

"o 20000

T'onoBka
. ¢ CTIEpMaTo30HAa (n)

Cnusnne snep
afinexnerxn (n) u
<2 cr:epmro:oum (n)

Q‘
K I[eneuue I monsproe
’¥ 1 mossipHoe \ NOTAPHEIX Temkue (n)

%  Tensle (n) @ \teney
(2n) O

] oolkUT

3urota

(2n)

JipoGiieHne — 3TO PSA NOCIEA0BATENbHEIX MUTOTHYECKHX JeJEHHH 3HrOTEL,
3aKaHYMBAETCA 00pa30BaHHEM MOPYIIBI, KOTOpas BEIXOAHT B IIOJOCTH MaTKH M3 Ma-
TOYHOI TPYOBI.

dostoniesnie TPYORI

Martka

Mm"oa

OmrozoTBOpeHHE

Pasputne
q;ommxynos

\

Bracmoyucma — posuuxaer c nossnenyem 6nacrowens (3anoneHHoi xHKoC-
TBI0 NIONOCTH) K eTBEpTEIM CyTKaM MOCIE OIIOLOTBOPEHHSL.
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_ yaunHaercs B KOHLE BTOPOH HEICNH PAa3BHTHS 1 Xapairep,
KJIETOK CIIOCOBHOCTH MepeMeLCHIIM. T'acTpyna — wyq
epMa, SHTOZIepMa 1 M€301epMa).

Tacmpynayua
3yercsl MOABICHHEM ¥
cNIOHHBIH 3apOABI (IKTOA

O 0 O

3urora Cranusi Cranus Cranns
" 2 GnacToMCpoB 4 Gr1acToMeEpPOB 32 Gaactomepos

Lestee., . bHacToOLETH

Heppuas L,
MNACTHHKA

i Mesoaepma
~Jlonocip_--
) OEPBHYHOH "Xy >
"""" & KHIIIKHA
Pannag Helpyaa Heitpyma

e

Pucynox. Jpobnenue 3uzomel u 06pasosantie 3apooeluia

Opranorene3 — 00pa3oBaHHe OT/AENBHLIX OPraHoB.

CBs3b MEXKIY HHIUBUAYaNbHEIM H HCTOPHYECKHM pasBUTHEM OpraHH3MOB
@.Miomnep (1864) u 3.I'exkens (1866) BEIpasuan B GHOreHETHUECKOM 3aKOHE, KO-
TOpBIii MOKA3bIBACT, YTO Kakaad 0co0b B CBOEM WHIHBHIYAILHOM Pa3BHTHH II0-
BTOpAET UCTOPHYECKOE Pa3BHUTHE CBOETO BUAA (OHTOreHe3 — Kparkoe MOBTOPEHHE
dunorenesa). B rabiuLe MOKa3aHO Yepe3 KakHe CTaflu POXOAHT IMOPHOHANIBHOS
pa3BUTHE YEJIOBEKA.

Tabnuua. OmbpuonanvHbolii nepuoo

43
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Priba Pentnnus

58



..._.,--cvoc-lnlo-con.uo..---a-oo-o----..
e *

Japodviutessie aucniku (3apozsiie-
pple MIacThl, JIaT. folia embryonalia) —
crioM TeNa 3apOMIbILIa MHOMOKJIETOUHBIX
-KHBOTHBIX, obpasylolHecs B npoliecce
racTpyNSUMH M JAIOIIHE Hayano pas-
HbIM OpraHaM H TKaHAM. O6pa3soBaHue

Pa3aen .3. T'enemuxa pazsumus
3aPOMBIIEBEIX JIMCTKOB — NepBbIif npu-
3HaK auddepenuuposku 3apopsima. Y
GonbuuHeTBa opranmsmon obpasyercs
TPM 33pONBIIEBBIX JINCTKA: HAPYsKHBIT
- slcronepuma, BHYTPEHHHIi — SHTONIEpMa
U CpeHHi — Me3onepMa.

Tadnuya. IIpou3eoonsie 3apodsiuiesbix nucnikoe — pesynsmant oughpepenyuposxu

[ 3apoabimesnbie I
JHCTKH poH3BOAHLIE
HepBHaxunnacmHKa, Alarollas Hayallo LEHTPanbHOi 1 nepHpe-
PHYECKOH HEPBHOH CHCTeMe, raH[IMO3HAs MIACTHHKA, H3 KOTO-
poii (OpMHUPYIOTCS raHmIHM BEreTaTHBHOIN HEPBHOI CHCTEMBEI,
1. DkTogepMa KJIETKH MO3rOBOTO CI05 HaANOY€YHHKOB, MUIMEHTHBIE KIIETKH,

KOMIIOHEHTBI OPraHOB 3peHHs, CiyXa, OOOHSHHS, IHAEPMHC
KOXH, BOJIOCBI, HOI'TH, TIOTOBBIE eJe3bl, CAllbHEIE, MIIEYHBIE,
3Majib 3y00B, SMUTENHI1 POTOBOIT MONOCTH H NPAMOil KHIIKH.

2, Me3ogepma

XPAWEBOA H KOCTHBIN CKEJIET, COENHHUTENBHEIH CIIOH KOXH U
CKEJNIETHBIX MBI, OpraHel KPOBEHOCHOH, BBICIHUTENBHON H
NI0JIOBOH CUCTEM OpraHM3Ma.

SMUTENIHH KHIICYHHKA, CBA3AHHLIC C HUM NEYCHB, IMOKEIIY10Y-

3. Duronepma

Haf xele3sa, 3MHUTENHUH JIETKUX U AbIXaTeJIBHBIX HYTEH.

2. [TocTaMOpHOHAJILHBIH MEPHO]

[TocTambpHoHanbHOE pa3sBUTHE Ha-
YUHAETCS C MOMEHTA POXKIEHHS Opra-
HM3Ma H MPOJIOJKAETCS BIJIOTH 10 TH-
bemy. IlocTambpHOHAIBHOE pa3BUTHE
conpoBoxaaercs pocrtoM. Pasnuyaior 2
OCHOBHBIX THIA NOCTAMOPHOHAIBLHOTO
PasBUTHA: npaAMoe pa3gumue N passi-
mue ¢ npespaiyenuem, WIA MEMaMop-
hozont (wenpamoe pazeumue).

Tpamoe nocmambpuonanvroe pas-
Gumie — THII pa3BUTHs, NP KOTOPOM
PORMBLIMHCS  OpraHM3M OT/JIHMYAETCA
OT B3DOCNIOr0 MEHBLUIMMM pPazMepaMH
" HemopassuTHeM opranoB. B cryuae

Vs, & _
Bt oyt R AT v ga b LT LA i e R ey

OpsMOro pa3BUTHS MoOJIOAast 0co0b
MaJjlo YeM OTJIMYAETCS OT B3POCIIOro Op-
raHH3Ma U BEAET TOT K& 00pa3 JKH3HH,
YTO M B3pOCHBIE, DTOT TUI Pa3BHTHA
CBOHCTBEHEH, HallpUMED, IPECMBIKAI0-
IUMCS, NTHLUAM, MJIEKOIHTAIOIHM.
Ecmb 3 nepuoda nocmambpuonanbho2o
pazeumus; a) 10BEHUIBHBIH (O OKOH-
yaHHs 10JIOBOTO CO3PEBaHMs, JOPENPO-
nykTuBHbIil); 6) myOeprarHbii (3aHH-
MaeT OONBLIYIO YacTh MKU3HH, TIEPHON
N0OBO 3PeJOCTH PENPONYKTHBHABIN);
B) CTapeHue (mocTpenpoyKTHBHBIH,
110 cMepTH). YeTKHX rpaHull Mexay ie-

pUONAMH HET.
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Pazden 3. I'enemuxa pa3ew.n.ufz. SRR

[Tepexon OT OJHOrO NEPHOA K ApY-
rOMy XapaKTepH3yeTcsi MOCTEeNeHHLIM
yracanueMm ()yHKUHH opranu3ma v oT-
IEeNbHBIX OPraHoB.

CrapeHne — MHOrO3TanHbli npo-
Liecc, BKIIOYAIOLINiA BIHsAHKE ()aKTOpOB
BHEILHEH 1 BHyTpeHHei cpeasl. Crape-
Hue oOuebHonoruueckast 3aKoHoMep-
HOCTh «YBSIZAHHUS» OpraHu3Ma, CBOM-
CTBEHHasl BCEM JKHBBIM CYLIECTBaM.

CrapocTh — eCTECTBEHHBIH 3Tan
OHTOreHe3a, 3aKaHYMBAIOILIHICA CMep-
Tb10. CTapoCTh — CIEeACTBHE CTApEHHUSL.

........ou-loolo--vo-co---o-.......
.

YV pastpix OHOJOTHYECKHX BHI0p
NPONOJIKHTENLHOCTD JKM3HH Dasiiiyy,
(naxe y BHIOB, 3aHAMAIOUIMX Cxop.
HbIE JKOJIOTHUECKHE HHILUH). Ioatomy
NMPOO/DKHTENLHOCTD JKH3HH SBJIseTcy
BHIOBOf OHOJIOTHYECKON HHAMBHLY-
anbHOCTBIO, CIOXKHBILEHCS B XOfi€ 3Bg.-
JIOLHOHHOTO [poLecca, KOHTPOodupy-
eMOif reHeTHUeCKH. B npenenax Bupy
BO3MOXKHBI OTKJIOHEHHS JIo 50% cpep-
HeH MPOJOKUTENLHOCTH KH3HH B 0fe
CTOPOHBI.

Tabnuua. Ilepuodusayus nocmuamansHozo onmozenesa y yenosexa

Iepnoa Myxckoii mon Kencknii mon
HoeopoxneHnocTn 1-10 ngHeit 1-10 xueit
I'pynHoii 10 gHeit - 1 rog 10 nueii - 1 ron
Paunero nercraa 1-3 rona 1 -3 rona
Herctsa (I nepuon) 3-6 ner 3-6 ner
Jerctra (11 nepuon) 6-12 ner 6-11 ner
[TogpocTKoBEIii 12-16 net 11-15 ner
OHowmeckuii 16-21 rox 15-20 net
3penelii (I nepuon) 21-35 ner 20-35 ner
3pensiii (I nepuon) 35-60 ner 35-55 net
ITosxunoi 60-75 ner 55-75 ner
Crapuyeckuii 75-90 ner 75-90 ner
Jonroxureneii cBeite 90 ner cBbille 90 ner

3.3 JuddepenunanbHas aKTHBHOCTL FeHOB — 0CHOBA mMopdorenesa

B nmpouecce MHAMBHAYaJIBHOTO
PasBUTHS OPraHM3M 3aKOHOMEPHO Me-
HAET CBOM XapakTepucTuku. OcobeHHo
MHTEHCHUBHBIE M3MEHEHHS TIPOHCXONAT
B OMOpDHOHANBHOM TIEPHOE OHTOTE-
Hes3a, KOrja M3 3urotsl (opMupyrorcs

60

CTPYKTYPbl MHOTOKJIETOYHOrO0 Opra-
nusma. Ilpu atoM Bce MHOrooGpasue
KJI€TOK, BBINOJHAIOIINX B OpraHusMe
pasfinyHble QYHKUMH, NIPOMCXOAUT H3
OHOH IJIETKM TNYTEM MHTOTHYECKOTO
neneHus. Tak Kak B pesynsrare MHT033



jouepHAC KJIETKH T0JIyYaloT [OJHO-
LeHHYIO HaCJEACTBEHHYIO HH{OopMa-
110, zaK/1I04eHHYIO0 B KapHOTHIIE, BCe
(ieTkH OpraHn3Ma B IEHOTHIHYECKOM
OTHOWICHHH paBHOLICHHBI. Hekoropsie
pagiuHs, ORHAKO, HabniomaoTes 3a
cyer LUTOMIA3MATHYECKUX TEHOB, Ha-
npHMEP MHTOXOHAPHAIBHBIX, KOTOPEIE
pacnpenenmoTcn MpH IENEHHHU HE CTPO-
ro paBHOMEPHO. YeMm ompenensiorcs
moponornyecKHe, (Gu3HoNIOrHUecKre
i GHOXMMHYECKHE DAsIHiHs, NOABIS-
jolecd MEXLy KIETKaMH B Xofle pas-
putHa? B mpoliecce 0BOreHesa B LUTO-
nasMe AHLEKIeTKH HaKamInBaloTCs He
toipko Oorarble SHEPrHed BELIECTBa,
ofecrne4ynBaIoLHe PAaSBUTHE 3apO/bILIA,
no 1 MPHK ns cuHre3a 0enkoB, He-

Tactpyma

3uroTa Binactouucra
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O0OXOIMMBIX Ha campix PaHHMX cTagngy
aMOpHOHaNEHOr Pa3BUTHA. Pacnpe-
AIGICHAE OTHX BewecTs B LUHTOINIa3Me
IMLICKIIETKN OKa3bIBaeTCy HepaBHOMep-
HbIM. IIpoHuKHOBeHKe CIiepMaTo3ou-
lla B AHUEKNETKY Bhi3piBaer nepepac-
HPCACICHAE OTAENBHBIX KOMMOHEHTOR
B 00beMe KiIeTkH, B cB3y ¢ UeM yiKe
MPH NEPBLIX MENCHUAX 3UTOTH B f0-
HCPHUX KIETKAX OKa3BIBAeTCS LUTO-
TUIa3Ma € pasHBIM COCTABOM BEIIECTR.
Baaumopneiicteue MEXIY KOMIIOHEHTa-
MH IIHTOIIA3MBbI U SAPOM MPUBOAMT K
depenpeccuu onpeNeNeHHsIX TeHoB. x
NIPOAYKTEl ONpPEAENAIOT AanbHelllnee
yrIyONeHue pasnnuuii Mexy pasHbiMu
HacTAMH 3apoAbliua, T.e. Oupdepenyu-
DOGKY.

Muero- Tnanwo-
METHIE LTS,
KIJSTRH

-t b i .
Kapano-  Crkenernas Smyreni
MUOWMTH MBI

i, _hmmmemi
KIeTRA
Me3sonepma — JK301epMa—
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MOYEYHRIX  3PITPO- TOHKOTD

KIHATBHED TI073

M . hrsvra i
%—lmne.'um Snirreant

{KInett HRLX helie?

Anbgeo-
JTOLLFITRY

Cervarea

Hefipons

CERpeTOp- RuAepMHC

Pucynox. Jupghepenyuposra knemox

Bosunkatone pasnuuns mopox-
AAIOT HOBEIE B3aHMOLEHCTBUS MEXIY
COCCAHMMH KNETOUHBLIMH TPYIIaMH,
KOTOphie BhI3BIBalOT JEpenpeccHio HO-
BBIX TGHOB, BCIEACTBHME Uero MeHAET-
C4 CIeKTP aKTHBHEIX TEHOB M, CIEIO-

BaTENbHO, TEHETHYeCKas Iporpamma .
HA TOCIENYIONMH OTpe3oK Impouecca
passutis. TakuM 00pa3oM, B XOAE HH-
JMBHMyaJbHOTO pasBUTHA TeEpBOHA-
YaJbHO  PENpeCcCHPOBaHHBIHA reHoM
3MOTHl MOJABEPraercs IMOCTENCHHOH
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Pazoen 3. enemuxa passumui

Jepenpecchy, MpUYeM B PasHBIX Hac-
TSX 3apoAbllla  JIepernpeccHpyloTes
pasubie Tpynns! renos. Habop akTHBHO
(YHKUHOHHPYIOLIMX IEHOB ONpe/eNnscT
cBoeobpasue criekTpa 0enkoB, KOTOpBIe
CHHTE3UPYIOTCS KIETKaMH, BBIMTOJIHAIO-
UMH pasnuuHble QyHkiud. Kak ot-
MeyaJIoch BBIIIE, B IPOIECCE OHTOre-
He3a B KJIETKaX OpraHu3mMa NpoHCXONHT
cMeHa AaKTHBHO (PYHKIHOHHPYIOMIHX
reqoB. [eHBl, TPaHCKpHOHPOBABLIMECH
B OMOpPHOHAIFHOM NEPHO/IE, K MOMEHTY
POSKIIEHHS HITH HEMOCPEICTBEHHO 0CIe
HEro pernpeccHpyiorTcs, B TO Xe Bpems
aKTHBUPYIOTCS TEHBI, ONpENENAIOIHe
cienduueckue (QYHKIHH KIETOK BO
B3pocioM opranusMe. Hepeako Beme-
cTBa, MPOAYLHPYEMBIE ONPENETCHHBIM
THOOM KJIETOK B pa3Hele IEpUOMABI OH-

TOoreHesa, HECKOJbBKO pasiu4a TCSl 110

CBOHM cBoiicTBaM. Mi3MeHeHHe CBOHCTB
JUKTYeTCs HU3MEHEHHEM YCIo Hit cy-
I1leCTBOBAHHMS OpraHM3Ma, HarnpHMep B
SMOpPHOHATLHOM H NoCTaIMOpHOHATIb-
HOM IIepHOJIax pa3BUTHs. ITH pasuyus
o6BsIcHsIoTCS cMeHoil (yHKIHOHHPO-
BaHHs OMH3KHMX, HO HE HACHTHYHBIX TI0
saKIfOUeHHOil B HHX HH(OpMalMH re-
HoB. Takye reHsl B psjie clyuacs obpa-
3yIOT TPYNIBI, NOMYYHBIIME Ha3BaHHe
MYJIETHTEHHBIX CEMEHCTB. [TpuMepoM
TOMY CIIy><ar T'eHBI reMornodbuHa.

b Mynemuzennoe cemeticmgo — 3TO
; |Tpymma reHoB, O4eHp ONHM3KHX MO HyK-
" NeoTHAHBIM TOCIENOBATENLHOCTAIM, CO
" cxomupiMH  (peHOTHIMYECKHMH  (YHK-
~ 1uaMu. Yucso reHoB B pastibIX ceMeid-
| CTBaxX y npejcTaBuTeNneil pasHbIX BUIOB
.- /BAPBUpYET OT eMHHL{ A0 HECKONBKHX
. ‘coten. K npumepy, uHcno [eEHOB
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I'HCTOHOB Y Pa3HbIX BUJOB B OTHAENp-
HBIX cemeiicTBax Konebnercs ot 10 mo
1200, renos TPHK — ot 6 mo 400, re-
Hos 5SPHK — ot 200 mo 24000, rexop
a-ro6uHoB — or 1 10 5, (B-rnobunos
— ot 2 ao 7. K yucny 0enxos, koaupy-
eMbIX MYJIETHIEHHBIMM CEMEHCTBaMy,
KpOMe YKa3aHHBIX BBIILE, OTHOCATCS aK-
THHBI H TyOYJIMHBI, HTPAIOIIHE BAXHYI0
poJNib B MOABMKHOCTH KJIETOK, KOJlnare-
HET COEIHHHTEIBEHOH TKAHH, HEKOTOPBIE
feNKH KIETOYHBEIX MeMOpaH U CBIBOPOT-
KH KPOBH.

MybTHreHHBIE — CEMEHCTBA  Mo-
ryT OBITH OpraHWU30BaHbl B TEHOME
no-pasHomy. Tak, 4JIEHbl ceMelHcTsa
nnentnunsix resoB PHK y uenose-
Ka pacrioaraloTcs B BH/JE TaHIEMHBIX
MOBTOPOB, B KOTOPBIX CTPYKTypHbIE
reHbl pasfieneHbl HEKOAHUPYIOHMH —
cneiicepnoimu — ydacTkami. OnHako
reHpl ceMeiicTsa He BCceraa HICHTHYHEL
Hanpumep, B cemeiiCTBaX [IOOHHOBBIX
reHOB TAHIEMHO CLEIeHsl ONH3Kue,
HO He OJIMHAKOBBIE re’bl. B cinyyae ruc-
TOHOBEIX TI'€HOB y HEKOTOpBIX BHJOB
TAaHIEMHO TMOBTOPAIOTCS LEJbIE Make:
Bl (KNacTepbl) HEMACHTHUHBIX TEHOB,
OMpeeNAIONNX CHHTE3 PasHBIX BUI0P
[HCTOHOB, YTO MOXET OBITh OMHCAHO
dopmynoii H2A — H3 —H2B - H4 -HI
_. Bo3moxuo Tarxe AuQ(pysHoe pac
npezaeneHHe reHoB cemeiicTBa 10 HEC-
KOJIBKUM XpoMocoMam, H4TO roka3ato
JUISl FeHOB aKTHHOB M TyOYNIHHOB.

Taxum 06pa3oM, H3MEHEHHC X&°
paKTepuCTHK (heHoTHMa OpraHsM Ha
pasHbIX CTAIHAX OHTOreHe3a sBnAETC

pe3ynsTarToM  peryllii sxcrmpeccht
reHOB, KOTOpas HMeeT LeNbIo B onHHX
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& yqaﬂx HaanLHBBHHG INPpOAYKLIHH
onpeﬂf’fﬂeﬂ‘“’”‘ OeNKoB, a B JpYIHMX —
Hepexoll OT ciHTe3a ogHoro Oenka K
cypTe3y Oenka fosiee COOTBETCTBYIO-
HET0 J3MEHSIOLIMMCS YCIIOBHSAM CyLue-
cTBOBaHNSL.

Pa3guTHE MHOIOKJIETOYHOIO  Op-
raun3Ma TPOHCXOAUT Onarogapsi Kie-
TOYHBIM TIPOLIECCAM: A) Pmmugwcenue
i nponupepayus. VI3 ONHOM Kiet-
«i — 3UrOTHl BO3HHKAET MHOTOKIICTOY-
ypiii opraHn3M. TIPOMCXOUT KOHTPOIE
HOpMAJILHOH nponndepauuH KICTOK.
K cTHMYJATOPaM KIETOYHOTO ACICHHA
oTHOCATCA (PMTOreMarrlioTHHUH, He-
KoTopble TOPMOHBI, HPOMYKTbI pacna-
1a TKaHEeH. Ectp BellecTBa, KOTOPBIE
[T0@BNSIOT HIH 3aMEIAIOT CKOPOCTh
jeneHus — HHTHOUTOPEI KJIETOYHOTO
nenenus. KonuyecTBO KIETOUHBIX Ae-
NeHuii y pasHbIX BHUAOB I'€HETHYECKH
NeTepMHHHPOBaHO (NPENONpEENeHo).
Korna pasMHOXEHME KIJIETOK IIOJ BO3-
neiicTBieM pasHO0OpasHbIX (haKTOpOB,
B TOM YHCJI€ MyTal1i, CTAaHOBUTCA He-
KOHTPOJIMPYEMBIM, MOTYT BO3HHKaTh
3n0KayecTBeHHEIe onyxond. Hexocra-
TOK CTHMYJIATOPOB NMPHBOAUT K THMO-
Tpo()MH OpraHoB, 3aMeAJIEHHIO TPOLEC-
COB pereHepaliiy 1 3aXKUBIEHHS PaH.

B) Muzpayus xnemox. Murpauus
KIETOK MM KJIETOYHbIE IMEPEMELLEHHA
OCYLIECTBAAIOTCA Ha paHHUX OJTalax
aMOpHorenesa u obecredMBalOT IIPO-
leccni ractpynsiuu, Moporenesa. Ha-
PYWIEHHE MUTpaLMH KIIETOK B XO[€ M-
Opnorenesa mpuBoguT K OTCYTCTBHIO,
HEL0pa3BUTHIO WM HEOOBIYHOMY MEC-
Ty JloKanu3auuu COOTBETCTBYIOLLENO
Oprana (rereporomuu). B) Hzbupa-

Pas@en -3: .I“fzuemuxa pazeumus
menvhas - copmupoexa. B mpouecce
3MOpHOreHe3a KieTku MUIDHPYIOT, a
TAKKC «Y3HAIOT» ApPYr Apyra, T.e. 06-
PA3yeT CKOMIICHHE TONBLKO ¢ ompefe-
JICHHBIMH  KIIETKAaMH. 3TO XapakTepHo
A neprona ractpynasuud. Heobxo-
AHMBIM YCIIOBHEM COPTHPOBKH KIETOK
ABISIOTCA CTENEHb MX MOABHKHOCTH.
H3buparenbnas COPTHPOBKA CMOCO0-
CTBYET 00pa30BaHHIO 3apOZBILIEBBIX
JIUCTKOB, COCTOALUMX M3 OJHOTUIMHBIX
knetok. Hapymenne wusbuparenshoii
COPTHPOBKH NMPHUBOAMT K HAPYIIEHHAM
OHTOI€HETHYECKOT0 Pa3BUTHS, HAIpH-
Mep OecropsaoYHOE MOBENEHHE KIETOK
3JI0KaYE€CTBEHHOH oOmyxon# oO0ycioB-
JIEHO TIOTepe UMM 3TOH COCOOHOCTH.
I') Anommnosz unu gusuonozuuecxan 2u-
benrv wknemox. Anonto3 obecrieunBaer
HOpPMaJIbHO€ OHTOT€HETHUECKOE pPa3BH-
THEe. Y 4eJoBeKa NpUMEpaMH amonto-
3a SBJIAIOTCS ACreHepalus BOJb(OBBIX
TIPOTOKOB Y 0CODEH >KEHCKOro moJia, H
MIO/UIEPEBBIX MPOTOKOB — Y, MYPCKOTO
1noJja, HcuesHoseHne pedep y 7-uei-
HOro II03BOHKA, OTMHpAHHE KJETOK
MEXMaNbLEBOro MpocTpaHcTBa. Y ye-
JIOBEKa HapylleHHe TPOLECCOB aron-
To3a (MYTareHHOTO WJIH TE€PATOT€HHOIo
NPOMCXOXK/ICHHA) NPHBOAHT K BO3HHK-
HOBEHHIO TaKHX BpPOXIEHHBIX MOPOKOB
pa3BHTHA KaK CHHAAKTHIIHS (cpaiueHue
NanblieB KOHEYHOCTeH), HEeNpOoXOonH-
MOCTb KuuIedHuka u apyrue. OTKpsIT
reH, KOHTpONMpylownii npouecc Ona-
KHpOBAHHs KJIETOYHOTO IENeHHA M 33
Mmycka MeXaHW3Ma anonrosa. MyTauus
resa p53 MOXET NpPHBECTH 3J10Kauec-

TBEHHOMY HCPCPO}KJIBHHK) KJIETOK.
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3.4 Bpoxaennbie nopoxn passutist. Tepatorenes

ITox TepmMHHOM «Bp())l{llell]-‘lblﬁ no-
POK PasBUTIA» MOHHMAIOT MOP(OIIOTH-
UECKHH JEe(EeKT OpraHa, 4acTH OpraHa
niu OGonblioll obnacti Tena, BexyLIHii
K HapyweHuio (yHxuun opraHa(os).
Bpoxnenneie mopokn passuTHs — pe-
3YJIETAT HAPYUIEHHON0 OpPraHOreHesa.
Mopdorenes — 310 peanuszauus rele-
THYECKOH TMPOrpaMMBl B TPEXMEPHOM
TIPOCTPAHCTBE M BO BPEMEHH, OCYIIIEC-
TBISIEMAs T01 BIMSHHEM MHOTHX (hak-
TOPOB cpeasl. B cTporo onpenenenHsiit
nepHon Brinmonnenuwe MopdoreneTH-
YECKOH IpOorpaMMel HauHHAETCs C Ofl-
JIONOTBOPEHHs, HMHTEHCHBHO NPOAOI-
’KaeTcd BO BHYTPHYTpoOHOM mepuoze,
a 3aTE€M B JIETCTBE H JaXe BO B3pOCIIOM
COCTOSIHHH.

Knaccupukauus wu
BPOIEHHEIX TIOPOKOB.

Knaccudukanys BpOXKAEHHBIX MO-
POKOB pa3BHTHSA IPEACTaBICHA B KHH-
re «KinHnueckas reHetuka» boukosa
H.I1. HauGonee 0OBEKTHMBHBEIMU KpH-
TEPHAMH KJIAaCCH(MKALMH SABJIAIOTCA
JIOKANMH3aLKMs M 3THOJOrHMsS IIOPOKOB.
TepMHH «BPOXIEHHBIH»  03HAYaer
GIPHUCYTCTBYIOWMHA MPH POXACHHH» H
OXBAaTBIBAET BCE «BPOXKICHHEIE ITOPO-
KH Pa3BHTHA» BHE 3aBUCHMOCTH OT HX
NPHUYHHEL.

BpoxneHHbIE IIOPOKH PasBUTUA
0 pa3AesIoT Ha:

a) usonuposannvle (B ONHOM Opra-
He, HATPUMEP CTEHO3 NPUBPATHHKA);

6) cucmemnbie (B NPEAENaX OXHOH
CHCTEMBI OpraHOB, HalpHUMep XOHIPO-
OUCIINIa3HH);

ATHOJIOTHS
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8) MHOdICCCMBenHbIE ( 0Py
AByX cucrem u Goiee).

ITo aTHoNIOrHKU BpOXACHN G opo.
KH Pa3sBUTHA MOTYT OBITh:

a) HACJICACTBEHHDIE;

0) oK30reHHbIE;

B) MyJIbTH(AKTOPHANBHEIE (MHgrg.
(pakTOpHEIE).

a) Hacnedemeenno obycnogney,.
Hole BPOXCHHBIE TIOPOKH  pasBuyy
BO3HHKAIOT JIHOO TNPH TEHHBIX Myra.
uusX, 3(pQeKT KOTOPBIX NposBIsercy
B BHJE OMOPHOHAIBHOTO JAHCMOp(o-
reLesa, JHO0 MNpH XPOMOCOMHEBIX y
FEHOMHBIX MYTauusax (XpoMOCOMIg
Gonesnu). MyTalMu B OIPENENEHHbIX
JIOKycax MOTYT Hapyliath Ipoiece
Mop(oreHe3a B OMOPHOHANLHOM i
NMOCTIMOPUOHAIBHOM  NepHofax, J1o-
MY €CTb MHOTOUYMCJIEHHEIE T0Ka3aTelh-
CTBA, MOJYYEHHBIC B 3KCIIEPHMEHTAD:
HOH reHeTHKE 1 KIIHHHKO-TeHETHYECKOIl
npaxtuke. Hapymenus mopdorenesa
(mucMop(oreHes) MOryT OBITE BBIpaKE-
HEI B pa3HOit CTEMEHH 1 pa3Tuyarhes 1o
crrerpyuuHocTH. MyTanuu B ompene-
JIEHHEIX JIOKycax BeLyT K HacJeACTBeH-
HBEIM CHHIpPOMaM BPOKIEHHBIX OPOKOB
pa3BHUTHS,

0) Ix30zenno obycnosnennuie 10
POKH Pa3BHUTHS CTAHOBATCS CIIEACTBHEM
HeMCTBHS TEpaTOreHHbIX (aKTopoB B
SMOPHOHANLHOM TIEpHOAe, KOorna 0cy-
lecTBiIseTcs opraHorenes. Mexanu\
HX NelCTBHS BO MHOrom HesiceH. It
pamozetibt MOTYT OKa3BIBaTh LHTOMOY
pex¢raoniee AeHCTBYE, BHI3BIBATE i
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cHHE ﬂmp(pepeﬂuupoaxu KJICTOK B

raHOB HITH MYTaLHH).
¢haxmopet  bviea-

pywd
334aT. Kax Op

Tepamoeeﬂﬂble
om:
1) usuyeckue (noHH3MpyIOLIas
pagHalUis, Y®-iy4d, TEMIEpATypa,
ﬂﬂBﬂCHH@) JI0Ka3aHo jeparorennoe
eifcTBHE HOHM3HPYIOICH PaHALIHH

2) xumudeckue (xMMHYECKHE Belle-
cTpa) eKapCTBCHHBIE BEIICCTBA (Tasn-
joMH, CTPENTOMHIHH, CTCPOHIHBIC
ropMOHbI H fp.), HHKOTHH, &JIKOIOIb,
HEZ0CTATOYHOE MTHTaHHS (neHUHT BH-
TaMHHOB H MHKPO3JIEMEHTOB)

3) buonozuyeckue (BHpYCBI, TOKCH-
Hbl MapaskToB, OakTepuii) Teparoren-
Hoe JefCTBHS OKa3bIBAIOT OOJIE3HH BO
BpeMs OHTOreHe3a (KpacHyXa, LHTOMe-
raims).

[IpoMeAyTOK BPEMEHH B TEYEHHE
KOTOPOro MOBPE/KAAIOLHHA (aKTop Mo-
KeT BbI3BaTh B OpraHe pasBUTHE MOpo-

LR R P

Pa3c)a7 '3. Tenemuxa pazsumus
Kd, HasblBAIOT TEPMHHAIHOHHEIM [fe-
PHOZOM. YyBCTBHTENLHOCTD 3aKiazok
Pa3HBIX OPraHoB K JEeHCTBHIO 3K30reH-
HBIX (DaKTOpOB B pasHbie CPOKH Ipe-
HATAIbHOTO OHTOreHe3a (KpHTHYeCKHit
TICPHOA pa3sBHTHA) CHiIbHO. KpuTHuec-
KHe nep)‘fonm Pa3BHTHA: KOHEL NEPBOii
HENIETH|TECTAlHH H MEXIY TpeTheii u
mecroil'{ HeaeasMu. M3 pucynka «Tepa-

- TOT€HHBIE TCPMHHALHOHHbIE TEPHOIBI

IUIA pa3HbIX OPraHoOBY» BUHO, YTO PaHb-
1€ IPYTHX OPTraHOB H CHCTEM Hapylia-
€TCA Pa3BHTHE LEHTPAIbHOH HEPBHOMH
CHCTEMBI H cepana. BreipakeHHbIE HO-
POKH pa3BHTHS BCEX OpraHoB (opMHpY-
IOTCs BIIEPBBIE 7-8 HEAenb NpeHaraib-
HOro pa3BHTHA. B 3KcmepHMeHTax Ha
“KUBOTHBIX 1107l BIHAHHEM TEPATOr€HOB
NOJY4€HBl IOPOKH Pa3sBHTHS, CXOOHEIE
¢ HacleAcTBeHHBIMH. X Ha3bIBalOT ghe-
HOKONUAMU.
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BPOKEIHBIE TOPOKH l MITKPOAHOMATHH

PA3IBHTHA

Pucynor. Tepamozenoie mepmuHayuoHHoie nepuoobl on

1 pA3HbIX opearnos
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OnHako B KJIHHHYECKOH NpaKTH-
Ke NOCTOBEpHBIX CIyUaeB (eHOKOmHH
BPOMCIEHHBIX TIODOKOB PasBUTHS TeH-
HOJ MM XPOMOCOMHOH 9THOJIOTHH HE
OTHCaHO.

¢) Mynomucpaxmopuanvnsvimit
BPOXKIEHHEIMH [TOPOKaMH Pa3sBUTHA Ha-
3pIBAIOT TAKHE TOPOKH, KOTOPEIE BbI3Ba-
HBI COBMECTHBIM JIeHiCTBHEM Haclen-
CTBEHHBIX H 5K30TeHHBIX ()aKTOpOB,
npHUeM HE OJWH H3 HUX caM 1o cele He
ABJISETCS MPUUUHOI NOPOKA.

B 3aBHCHMOCTH OT CTaAHH OHTOIE-
He3a, Ha KOTOpOM IeHCTBOBAJ MATOTEH-
HBIH ()aKTOp, BPOXKJEHHBIE TOPOKH pas-
BUTHS OBIBAIOT CJIEICTBHEM:

1) rameronaTui

2) brmacTonaTHi

3) smOpuomnarui

4) peronaruii

Takue COCTOSHHS, KOrAa B raMeTax
ecTh MYTAllHH, HapyIIaioLIHe HOpMab-
HOE pa3BHTHE OpPraHH3Ma, Ha3bIBAKTCH
rameronaTHaMu. IIopokH, BO3HHKarO-
mpe B pe3yibrare IopaxeHds Onac-
TOLIMCTBI, HAa3bIBAIOT OJIACTONATHAMH
(nepBble 15 nHEH mociie OMIOAOTBOPE-
Hus). DMbpHonariy — HapyweHne (15
JIeHb — 8 Hemenst) pa3BHTHs 3apO/BIILIA
(ambpuona). K BMGpHOHaTH'ﬂM 1ene-
c000pa3HO OTHOCHTH JIHIIL TOPOKH

TepaToOreHHOH NpPHpPOALI, T.e, T MOPOo-
KH, KOTOpbI€ BO3HMKAIOT B PE3YJIbTaTe
meicTBUs MoBpexaaoIero (axkropa B
nepuox oT 15-ro AHs mocjie OrJIofnoT-
BOpEHMsl N0 KOHL@A 8- HENeNnu BHY-
TpUyTpoOHOTrOo pa3sutHs. ITopoku HiH
aHOMaNIMH, BO3HUKAIOLIME HA IIJIONHOM
(beranbHOi) cTagMM pa3sBUTHA, Ha-
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spiBatoTcs (peromatusmMu (9 weneyy _
poxpl). K (eronatuam oTHocsTey .
pyIIEHHs Pa3BUTHS TLIOJA, BHI3Baly,
MHTOKCHKAaUMEH y MaTepu (auaberiye,.
Kas, ajKorojbHas, HHOEeKuHoHHayg), g
IJIOTHOM MEPHOAIE AEHCTBHE TepaTorey,.
HBIX (haKTOPOB (POPMHPYET B OCHOBHqy,
(pyHKUMOHANBHBIE HApyLIEHHS. Taye.
TONaTHK ¥ 61aCTOMaTHH — MPeaMOpHo.
HaJbHBIE MOPOKH PAa3BHTHSA, KOTOpge
0OBIYHO MPUBOAAT K BBIKHIBILIY, mu6y
NOJBEPTraloTCs PenapaLu, a moTomy
NpEIHMIIAHTALMOHHBIE  HapyllieHyy
OTMEYAIOT AOCTATOYHO PEaKO. IMOpHo-
HansHbIe TOPOKH. CaMbIM OTIACHEIM fg-
PHOIOM TIPH Pa3BHTHH TLIOAA CYUTAIOT ]
TpuMecTp 6epeMeHHOCTH (2-8 Hezens),
Hanbonee ys13BUMEIE OPraHBI B 3TOT Ie-
puox — HeOOo u IyOBl, IJ1a3a, Y1 , TON0B-
HOM MO3T, HepBHAas TpyOka U cepyue,
TO BpeMs Kak HapylieHus (opMupo-
panus [{HC, rmas, ry0, cpenueit tper
Jauna, 3y00B U TIOJOBEIX OPraHoB Mo-
T'YT TPOM30HTH HA MPOTSIKEHHH BCEN
nepuojaa 6epeMeHHOCTH. BpoxcaeHHsle
TIOPOKH pa3sBUTHs, BO3HHKAIOIHE B
TJIoAHOM cTagud. TsoKensle BpPOXKIACH-
HbIe MOPOKH pa3BUTHA (0OLIas 4acToTd
Bo3HukHOBeHus 30-40:1000 HOBOPOX-
JleHHbIX). B Tabnuue npuBefeHs! HE:
KOTOpBIE NPUMEPBL MOPOKOB B MUIOAHOT
CTaJlHH.
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Tabnuia. Bpoazcaenuwe NOPOKU passumus, 6o3nukaonue g 100K crmaduy

'E"o"r’/— T'os10BHOIT MO3F Heppnas tpyoxa Cepaue (8:1000)

Bonubs MacTk (10:1000) Pacuteruncine Hedexr

s e T'uapouedanus O3BOHKOBBIX J{yT MEXOKENYI0uKOBO]

e e Makpouedans Ananuedanus neperoponku
Mukpouedanus Hesapamenpe
Jluccanuedanus Gorannosa nporoka
3ajiepKka Hedexr
YMCIBEHHOIO MexnpencepaHoit
pa3BHTHA TIEPEropoaKu

Hapywenusi GOpMHPOBAHHUS Op-
raHa HJH BCero OPraHu3Ma B LIEJIOM

MpOABISIOTCS B hOPME:

|, Azene3uu — NOJTHOM BPOXIEHHOM
OTCYTCTBUHM OpraHa (Cepiue, KoHed-
HOCTH).

2. Anaasuu — BPOXIEHHOM OTCYT-
CTBHH OpraHa c COXpaHEHHEM ero cocy-
JHCTOH HOXKH (OIIMTONAKTHIIMSA, OJIUIO-
rHpus).

3. Bpooicoennoil aunonnazuy — He-
JI0pa3BUTHE OpraHa (IOYKH, YILH).

4. Bpooxcoennoui cunompoghuu (ru-
NMOMNa3HH) — YMEHBIIEHHH MacChl Teja
HOBOPOXAEHHOI'0 MJIM Tuioga. Y neTei
bonee crapiiero Bo3pacta IposIBIISIOT-
1 B HaHM3Me (KapJHKOBOCTh, MHKpPO-
COMHS1). !

5. Bpoocoennoit  2unepmpoguu
(runepnmasun) — yBenH4YeHNH OTHOCH-
TENLHON Macchl MM pa3Mepa OpraHa 3a
CHET yBenuuenus obwema KkieTox (ru-
NepTpohust) MM KONMUECTBA KIETOK

(l‘Hneprmaam).

6. Maxpocomuu (ruraHTusm - yBe-
THYCHN Maccel M AnuHEI Tea.

Iopoxn passurus MOT'YT TIpOSIB-
JATECY B BHIE:

/) ceémepomonuu — HaluuKue Kie-

TOK, TKAHEH MIM UENBIX y4yacTkoB oj-
HOIO OpraHa B IpyroM Oprae, MiH Tex
30HaX TOTO e Opraua, Irie B HOpMe Hx
HC NIOJKHO OBITH (TeTepoTomnus KiIerok
CEporo BELIECTBA rOJIOBHOTO MO3ra B
Oenom Bewectae);

2) axkmonuu — cMeweHuy opraHa
HJIH €ro pacloloXeHHH B HEOOBIUHOM
MecTe (3KTOMus TIoUeK, Cep/La;

3) yosoenuu (ymHoxenuu) Toro
WM VHOIO OpraHa (yIBOEHHMH MaTKH,
MOYETOYHHKA, MONHIAKTHIIH);

4) ampesuu — MONHOM OTCYTCTBUU
KaHalla WJN €CTECTBEHHOIO OTBEpCTHS
(nnmeﬁgﬁa, ayca);

J) qmenose — cyxennu KaHana uim
oTBepCTUs (CTeHO3 12-mepCcTHOM KHIl-

' KH, Mo&e'mtnmxa);

6) nepcucmuposanuu — coxpase-
HUH SMOPHOHAJIBHBIX CTPYKTYp, HC-
Ye3alolKX B HOPME K OMNpEZIeeHHOMY
TepHoay pasBUTUs (MEpCHCTHPOBAHME
ApTEepHalbHOTO TMPOTOKA, OBAJIBHOIO
OKHa Cepiua y AeTedl crapuwe 3 Mecs-
ues). K ognoii u3 (opm nepcucTupo-
panus oruociT auspaduu (apadum)
oMOpHOHANBHOI Iend  (PaclieHHbI
rybbl, Heba, OCTHCTBIX OTPOCTKOB MO-

3BOHOYHHKA, YPETpbl).
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3.5 CTBON0BBIE KJIETKH, MPpHMEeHeHHe B MeIHLIHHe

CrBoJioBEIE KJIETKH — Heaudde-
peHIMpOBaHHbE (He3pensie) KIETKH,
HMeloIIecss Y MHOTHX BHIOB MHOIO-
KJIETOYHBIX OpraHu3MoB. CTBOJIOBEIE
KJIETKH CNOCOOHBI caMOOOHOBIATHCS,
o0pa3ys HOBElE CTBOJOBBIE KJIETKH,
JIETTUTHCA TIOCPENCTBOM MHTO3a H AH(]-
(pepeHUHpPOBATECS B CHELHANU3HPOBAH-
Hbl€ KJIETKH, TO €CTh NpeBpallaThCs B
KJIETKH Pa3NHYHBIX OPraHOB M TKaHEH.

Pa3BuTHE MHOTOKIETOYHBIX Opra-
HH3MOB HaYMHAETCS C OHOM CTBOJIOBOH
KJIETKH, KOTOPYIO MpPUHATO Ha3bIBaTh
3WroTol. B pesynerate MHOrOYHCIEH-
HEIX LIUKJIOB JelieHus U npouecca aud-
(hepeHUHPOBKH 00pa3yloTcs BCE BHIBI
KIETOK, XapaKTepHBIE I JaHHOTO
OHojornyeckoro BHja. B demoBeyec-
KOM OpraH{3Meé TaKUX BHJIOB KIIETOK

. Omnonorsopenne CrBononsic

Gonee 200. CTBONIOBBIE KIETKH Coxpy,
Hs10TCA U (DYHKIIHOHHPYIOT H Bo B3poc.
oM OpraHu3Me, 61aroxaps um mose;
OCYIIECTBJIATECS OOHOBIEHHE W poe.
CTaHOBJIEHHE TKaHe# 1 OpraHos,

C BO3pacToM KOMMYECTBO CTROq.
BBIX KIIETOK B OPraHH3Me Karactpogy-
yeCKH CHWXaeTcs. Bee knerku Gmacry- |
JIBI SBNAIOTCSA CTBOJNOBEIMH KIETKaMu, y
HOBOPOXJIEHHOTO OTHOIIEHHE CTBON(Q-
BeIX K1eToK 1:10 000, k 20-25 rogay -
1:100 000, x 30 - 1:300 000. K 50-ner-
Hemy Bo3pacty 1:500 000. Hcroimenye
3amaca CTBOJIOBBIX KJIETOK BCIENCTBUe
CTapeHHs WM TAXKENBIX 3a0oJieBanuii
JIMIIAET OPTaHWU3M BO3MOXHOCTEH ca-
MOBOCCTaHOBJIEHHA. M3-3a 3TOrO 3u3-
HEJIEATENBHOCTD TEX MIIM HHBIX Opra-
HOB CTaHOBHTCS! MeHee 3P eKTHBHOIL.,

(OO MarepuHokas —r Gt
L D CTROOBAT J =
2D !.’ g, ICTRA / C1BONOBEE

KIETKH
Cnemlmuaamm

Heupon
s}&

‘k-

I

Knerxa
MBIEY-
HoiT TKaui

Knerka amirnepmuca

Pucynok. Knemxu paznuyunsix munoe - npousgodnsie cmeonoswix kiemox

CrBoNOBEIE KJIETKH MMEIOT MOLL-
HEIH ToTeHLHan AuddepeHupoBaTses
BO BCE THIBI KJIETOK opranusma. Jo-
MUnOMeHmHoCcms — HOTeHuuaﬁ €aUH-
CTBEHHON KJIETKM Pa3sBHTECS B IEMbIH
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OpraHusM. [lnioponomenmuocms — BO3

MOXXHOCTh KIETKM JaTh Hauajo BCeM
THIaM KJIETOK B TeNe. Mynomunomenni-
HOCM1b — 3TO BO3MOXXHOCTE KJIETKH JaTh
Hayano HEOONBIIOMY KOIHUECTBY Pas:




sepit®

gHuHblX THNOB KJICTOK. Yuunomenm-
Hochb (reMOMOETH'ECKHE CTBOJIOBLIE
(jeTkil, MC3HHXCMAJBHBIC CTBOJIOBbIE
<JieTKI, CTBOJIOBDIE KICTKH KOXH, HEpB-
pic CTBOJIOBBIC KIICTKH, SNHTEANbHbIE
CTBOJIOBBIE KJNETKH) — BO3MOXHOCTh
¢neTki AaTh Hayano TONBKO ONHOMY
THOY KJIETOK.

CTpONOBbIC KJIETKH MOXHO pasje-
JHTh HA TPH OCHOBHBIC IPYTINIEL B 3aBH-
CHMOCTH OT HCTOUHHMKA HX TOJyYeHHS:
yMOpHOHABHBIE, (peranbHEIe M MOCTHA-
ranbHble (CTBOJIOBBIC KJIETKH B3pOCIIO-
ro oprannama). SMmopuonansHvie cmeo-
pogble knemku 00pas3yioT BHYTPEHHIOIO
KIETOYHYIO Maccy MM 3MOpuobact,
Ha paHHeif CTajgud pPa3BUTHSA 3MOpuo-
na. OHU ABIAIOTCS TUIIOPHUIIOTEHTHBI-
M. @emanvivie cMBONOBble KNemKU
— KJIETKH IJioAa mocne 15 Hepens pas-
puTHA OSMOpHOHA 10 poxcaeHus. Ilymo-
BHHHAs KPOBb B OCHOBHOM CONEPXHT
reMOTIO3THYECKHE CTBOJIOBBIE KIIETKH,
a TakKe MYJbTHIIOTEHTHBIE MeE3eHXH-
ManbHple, HO B HEH NPHUCYTCTBYIOT H
Ipyrie yHHKalbHBIE Pa3HOBHIHOCTH
CTBOJIOBBIX IKJIETOK, IPU OMNpPENENIEH-
HBIX YCIOBHAX crocoOuble aAu(Qe-
PEHUMPOBATLCS B KJIETKH Pa3lHYHBIX
OpraHoB M TKaHed. [emonosmuueckue
cmeonogvle KAemku — MYJILTHIIOTEHT-
HBIE CTBOJIOBBIE KJIETKH, AAIOLHe Hava-
JI0 BCEM KJIETKaM KPOBHU MHEJIOMJHOTO
(MoHOLKTEI, Makpodary, HeiATpousl,
Oasounel, 303uHOQMIEL, 3PUTPOLIH-
Thl, MerakapuouMThl M TPOMOOLIUTEI,
ACHAPUTHBIE KJIETKH) U JUM(OUAHOrO
PAnoB (T-num@ountsl, B-muMQpOLHUTE!
H CcTecTBeHHble Kuuepsl). [TocmHa-
Manviole cmeonogvie knemxu. Y B3-

’”.,.....-.......o-o-.-...-..,_.......Pa306113.F@Ié‘l)lllkapa_qgumuﬂ
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Ie, BKJioyas Gep eumﬂ ik
MOOMIM3A UMY T L K behpy
£ PYAHHEI U fpyrue koc-

Kpoye TOro, oHM OOHapyxenp g
KHPOBOH TKAHHU W Psife Apyrux Tramei
C XOpOLIHM KPOBOCHAGKeHHEeM,

Mynbrunorentusie mesenxumman.-
HBIC CTPOMANILHBIC KIETKH — Mymb-
THMOTEHTHBIC  CTBOJNIOBBIE  KJIETKH,
Crocobuele maddepenunposatecs B
ocTeobnacTbl (KIETKM KOCTHOH Tka-
HH), XOHAPOUMTEI (XpALIEBbIE KJIETKH)
1 aJMMOLUTEl (JKHPOBEIE IJIETKH), Kap-
JHOMHOLMUTEI, HEPBHAs TKaHb, TENaro-
LIMTBI.

IIpenuiecTBEHHUKAMU  MYJIBTHIIO-
TCHTHBIX ME3€HXHMAJIBHBIX CTPOMAb-
HBIX KJIETOK B SMODHOrEHHBIH meproy
Pa3sBUTHSA SBISIOTCA ME3eHXHMaJbHbIC
CTBOJIOBBIE KIeTKH. OHH MoOryr OBITH
oOHapy)eHbl B MeCTax paclpocTpa-
HEHHUsI ME3EHXUMBI, TO €CTb 3apOfbl-
IIEBOH COEAMHHUTENbHON TKaHH. Tka-
Hecneyug)uynvle Npo2eHUmopHole
xknemiy  (KJIETKU-IPeILIECTBEHHHMIBI)
— ManonugdepeHIHPOBaHHEIE KIIETKH,
KOTOpPbIE pacloyNaralorTcsi B pasiIMyuHbIX
TKAHsX M OpraHax M OTBEYaloT 3a 00-
HOBJICHHE HX KIETOYHOW IIONMYIALHH,
TO €CTh 3aMeLIal0T MOTHOIINE KIETKH.

B coBpeMeHHOH MEIHIHHE CTBOJIO-
BbIC KJIETKH 4€JIOBEKA TPAHCIJIAHTHPY-
IOT, TO €CTh NIEPECAIKHBAIOT B JIEYEOHBIX
nejsix. Hampumep, TpaHCIIaHTalKA
FEMOITOATAUECKUX CTBOJOBBIX KICTOK
TIPOM3BONMUTCS Ul BOCCTAHOBJICHHA
TpoLecca reMornodsa (KpOBETBOPEHHA)
TIpH JICISHHH JICHKO30B H nuMGoM.
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Pasnen 4. HACJTEJCTBEHHBIE BOJIE3HUA

OcofeHHOCTH XapaKTepHbIe IS
HACJICACTBEHHOI NMAaTOJIOTHH:

1. Pannee nposgnenue. BpoxaeH-
et xapaktep. Okomo 25% Hacien-
CTBEHHEIX 3aboyieBaHMH TMPOSBIAIOTCA
HEMOCPEACTBEHHO TIOCHE  POXIACHHS
pebenka; oxono 70 % - k TpeM roiam
su3un, 90 % - K KOHLY ITyOepTaTHOro
nepuoza.

2. Xponuueckoe meyenue. TedeHHe
3a60neBaHNsl C MOCTOSHHBIM YXyALIE-
HHeM o0lero cocTosHua M ¢ HapacTa-
HHMEM HETaTHBHBIX CHMITOMOB y TMallH-
eHTa. XpOHUYECKHIT XapaKTep TeeHHs
Haclle[ICTBEHHBIX 0oJIe3HEH omnpenens-
€TCs MOCTOSHHBIM (PYHKLHOHHPOBaHH-
eM MYTaHTHOTO reHa. :

3. OmmnocumenvHas pesucmenm-
Hocmb K nedenuro. XOpolIHe pesynbTa-
TBI IOCTUTHYTHI B JICUEHHH OIpE/IeIeH-
HBIX (DOpM HacNEeACTBEHHOU rra'r TIOrUH.

. SIpkwuii Tomy npamMep ¢eﬂunxemﬂypﬂﬂ

a[IpEHOTEHHUTANbHbIA CHHAPOM H Jp.

4. Mnoowcecmeenrocme nopadice-
nus. VI3BectHo, yto 6onee yem mnpu 60
% HacnencTBeHHbIX 3a00/1eBaHUi B Ma-
TOJIOTHYECKMH TpollecC BOBJIEKAGTCS
Oornee o1HOH cHCTEMBI OpranoB. Hanpu-
Mep, TIpH cHHpoMe Mapdana nopaxa-
I0TCS OITOPHO-JBHraTebHbIH anmapar,
CepAIe1HO-COCYIHCTas CHCTEMa U opra-

- HEI 3peHus, Y OOJBHBIX C CHHIPOMOM
JlayHa BHISBISIOTCS CHMOTOMBI IMOpa-

KEHHUS CEPIEUHO-COCYIUCTOM CHCTEMB,

- KEITYNOYHO-KHIIEYHOTO TpaKTa, ornop-

HO-JIBUraTeJIbHOTO anrapara, HepBHOii,

ABIXaTeNbHOH U HMMYHHOI CHCTeM.
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5. Cemelinviit xapaxmep 3abonegq-
nus. Eciv mpu cOope aHeMHesa Brige-
HSAIOTCS CXOJHBIE ClyyaH 3aboneBanus
B CEMbE, TO ITO CIYXKHT NPAMBIM Yka-
3aHHeM Ha HACJE/ICTBEHHbIH Xapaktep
Oone3HH.

6. Knunuueckuit nonumopghuzn,
MHOromIaHoBOCTE  KJIMHMYECKHX |
na0opaToOpHBIX IPOABJIEHUH NF0Goro
3a00JIeBaHHs OXBATHIBAETCS OTHM IIO-
"satueM. Harmpumep, y 4actH O0JBHEIX ¢
cuHApOoMOM Map(daHa MOXHO AHarHo-
CTUPOBaTh CO CTOPOHBI CEpAEYHO-CO-
CYIHCTOH CHCTEMBI IPOJIaNC MHTPAb-
HOTO KJIalaHa, a y ApYTMX — aHEBPU3MyY
aopTel, Co CTOPOHBI OpPraHOB 3pEHHs

- MOXKET OTMEYATbCs INOIABLIBHX XpYCTa-

JHKa, HAOMIOOAaThCs MHOMHA Claboi
CTENEHH H T.1I.

H3BectHO yxe oxosio 5000 Hacnen-
CTBEHHBIX OonesHei. [Ipumepno 5-5,5
% nereit poxIAIOTCA ¢ HACJIEACTBEHHbI-
mu Gonesusmu. [Tocne 20-30 et HauH-
HAIOT NPOSBATECA 00JI€3HH ¢ Hacnel-
CTBEHHOM IMPeJpacroyIoKeHHOCTHIO.

IMosoBHHA CNOHTAHHBIX abOPTOB
o0ycJioBIeHa reHeTHUYeCKHMMH TMpHYH-
HaMH, ,

He menee 30 % nepunaranpHOd H
HEOHATAJIbHON CMEPTHOCTH 00YCNIOBIC:
HO BPOXIEHHBLIMH TOPOKAMH pa3BHTHA
M HACJIEACTBEHHEIMH O0JIe3HIMH.
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Tabnuna. Knaccudiuxayus nacnedcmeennvix bonesneil uenosexa

1. TenHble WIH MeHaECBCKHE GoesHH

BbI3BAHBI Myrauuci‘{ OJIHOTO reya

2. XpoMOCOMHBIC fose3uu (aHeyIIonanH,
GoneslH, BbI3BAHHBIC  XPOMOCOMHBIMH

abeppalHaMH)

obyciioBiieHbl XpOMOCOMHBIMH aHOMAJIH-
AMH (M3MEHEHHS CTPYKTYphl WM 4Hcna
XPOMOCOM)

3, MynsmdakTophansHeie 3aboneBaHis
(Gone3nyn C HAcNeACTBEHHOH mnpeapacno-
JI0/KEHHOCTBIO, MOJIHIEHHKIC)

pe3y/bTaT B3aHMOAEHCTBHA reHeTHYEeCKHX
H cpe/loBbIX ()aKTOPOB

4. BonesHy ¢ HeTpagHLUHOHHBIM THIIOM Ha-
cnenoBaHus (60J€3HH MMIPHHTHHIA, MH-
ToxoHApHATBHBIE 60JIE3HH)

HeTHNHYHOE Hac/leqOBaHHUE IIPH3HAKOB

5. Ienetnyeckne OoNe3HH COMaTHYECKHX
KIeTOK

HOBOOOpa30BaHus, CTapeHHe, ayTOHMMYH-
Hble OoIe3HH.

4.1. I'ennbie 00J1e3HH

Hauano nmaroreHesa 1000 reHHOH
Gosie3HH CBA3aHHO C INEPBHYHBIM (-

(heKTOM MyTaHTHOIO aJuless:

KJIETKH — OpraHbl — OpraHy3M.

~ MyTauTHBI# aj1ens — [1aTOIOrMYeCKUii TIepBHYHBIH MPOAYKT (Ka4yeCTBEH-
HO WM KOJMYECTBEHHO) — LieMb oCIeyIolnX OHOXHMHYECKUX NpOLeCCoB —

B COOTBETCTBHH C 2eHeMUYECKUM
npunyunom KIacCU(pUKaLHH TEHHBIC
Gose3HH MOAHO MOAPA3IEIHTh 10 THILY
HACJICIOBAHNSA: aymOCOMHO-0OMUHAIM-
nete (cunppom Mapdaua, Helipoduo-
poMaro3, axoHaporuasus, OonesHb
Tentnirrona, NOAMIAKTHINSA), dAymo-
comno-peyeccugivle  ((PeHHIKETOHY-
pus, ans0MHKU3M, CEpIOBHAHO-KIIETOY-
Has aHemus, cupapom Oinepca-[laHio,
Gonesup Tesg-Cakca, MyKOBHCLHMIIO3,
X-cyennennvie (remouiusi, paxur
runoocpareMuyecknii,  MbleHad
auctpoua [iouwena), Y-cyennennvie

(Tuneprpyuxo3 yLIHOH pakoBuHsbI). Ila-
Mozenemu4eckas Kadccuukayus Ha-
ciiefCTBEHHBIX Oone3Hei IOKa3bIBAET
OCHOBHOE TaTOreHeTHYecKoe 3BEHO:
Hapyluenue obmeHa BELIECTB, aHOMa-
nui Mopdoresesa HIH KOMOHHALHMIO
TOr0 WJIK ApYyroro.

10 KAuHIYECKOMY RPUNIUIY TeH-
yple Oone3Hd KIacCH(QULUMpYIOTCA ©
yyeroM CHCTEMbl HJIH OpraHa, Haubo-
llee BOBJICYEHHOro B MATONOTHYECKUH
npouece, HanpuMep: Haciae[CTBCHHEIC
HepBHble 00NE3HH, HEPBHO-MBILICTHEIC
KO3KHBIE H IasHbie H T.A.
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IMaToreHeTH4yeckas kaaccHGHKaLHs

T'eHHble 60JI€3HH MO THNY HApyLIeHNns o0MeHa BewecTs

1. Buszusmonamua. B ocHOBe 3H3H-
MOMATHii Jnexar nub0 H3MEHEHHs aK-
THBHOCTH ()epMeHTa, MO0 CHHKEHHE
MHTEHCHBHOCTH ero cuHresa. He mpo-
SIBJISIETCS Y TETEpPO3UIOoT 3a cq£ KOM-
MeHCALIHH HOPMAIIBHBIM anenen.

2. I'emoznobunonamuu -/ rpynna
HACJIEACTBEHHBIX 3a00NeBaHUH, BBI3BI-
BaeMbIX TEPBHYHBIM Oe(EKTOM Tiern-
THOHBIX LIenei reMornobuHa u CBsi3aH-
HbIE C 3THM HapyLICHUEM €r0 CBOHCTB U
¢ynknuii. [IpumMepsl: MeTreMorodune-
MHH, 3PHTPOLIUTO3EI, CEPIIOBHIHO-KIIE-
TOYHAs aHEMUS, TaacCeMHsL.

3. Konnazenogwvie oonesnu. I'eue-
THUeCKHe Je()eKTsl GHOCHHTE3a U pac-
naga xonnareHa. K artoi rpynne oT-
HocaTca: Oone3np Jmuepca-Jlannoca,
6oneszns Map@ana.

4. Hacnedocmeenuvie bonesnu c
HeBBIACHEHHbIM NEPEUYHbIM OuOXU-

MUYECKUM Oeghexmon. Tonarnsionye,
4HCII0 MOHOTEHHBIX HACNENCTBeHyy,y
Oone3neid —3To bonesuu ¢ HEU3BECTH,

. MEPBHYHBIM OHOXMMHYECKHM edek

TOM. JIJ1s1 MHOTHX H3 HHX YCTaHoBNeyy,
T€ MM HHBIC OOMEHHBIE HapylIeHyy g
OpraHH3Me Ha YPOBHE IaTONOTHueckyy
MeTabO0JIMTOB, ONHAKO, OCTalTes .
ACHBIM MECTO OOHapYXHBAEMLIX Gyig.
XMMHYECKHX OTKJIOHEHHH B Maroreye.
3e OONE3HH WM TMOCNENOBATENBHOCT,
OTKJIOHEHHH, B apyrux cinyuasx mer
HHKaKUX CBENEHHH 0 OMOXMMMYECKuy
OTKJIOHEHUSIX B opranusme. Kax npasy-
10, HEBBISICHEHHOCTh OHOXMMHYECKo]
TIPUPOJBI MYTALWi CONPOBOXCIACT TNa-
TONIOTHIO TAKHX (DYHKLHH, U151 KOTOPBIX
OCTaeTCsl A0 KOHIIA HEBBIICHEHHO uX
Onoxumuyeckas ocHoBa. Ilpumeph:
aXOHIPOINA3Us, MYKOBHCLHAO3, MHO-
OUCTPO(HH.

Tabnuya. Tunel u npumepsl IH3UMONAMIUIL

Tederkrsr

IIpumepnl

1) OOMmeHa yrieso-
i (0):!

I'aakTo3eMHs — HapylUEHHe TPEBPaIleHus rajJaKTo3sl B MIIOKo-
3y, B pe3yNbTaTe MyTalMH CTPYKTYPHOIO reHa MYKOTOJIHCAXapH-
L0361 — HAapyLIEHHE PACIIENIIEHHS TIOTHCAXAPHIOB.

'2) ObmeHa THIHIOB
| ¥ IUNOMPOTEHHOB
'. Ha, JELHUTHHA.

CuHroMMn1a03s — HapylIeHHe pacLieryIeHus1 CTPYKTYPHBIX JiH-
NM/O0B; HAapylleHHe OOMEHa JIMMUAOB IUIa3MBI KPOBH, COIpPOBO-
JKIAIOUHECs YBEIHYEHHEM HIIH CHH)KEHHEM B KPOBH XOJEeCTepH-

e

'3) Obmena aMHHO-
| KHCJIOT

DeHUIKETOHYpHS ~ HapyIleHHe oOMeHa (enunananyHa; ansoH-
HH3M — HapyIIeHHe CHHTEe3a MENaHWHA W3 TEPO3UHA.

'4) ObmeHna BUTaMH-
HOB

TomonucTurypus — gedexr koepMenTa BHTAMHHOB B,uB,,

.

- 5) ObmeHa mypHHO-
'BBIX M NHPUMH/IH-

Cunpnpom Jleura-HafistHa — cBs3anmsiii ¢ HemocTaTouHOCTHIO (EP-
MEHTa, KaTATU3HPYIOIIMI peBpaleHHe CBOOOHBIX Ty PHHOBBIX

HOBLIX  @30THCTBIX P e
i BaHH
OCHOBaHHH H B HYKJICOTHIBI.
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Pasden 4. Hacredemeennwie bonesnu
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Sl et
6) BuociHTe3a rop-
MOHOB

AZlpeHOreHHTaNbHBIH CHHApOM
HaX, KOHTPONHPYIOLIHE CHHTE3 aHIPOreHoB.

— BBI3BAaHHBIH MYTalLUsAMH B re-

7) epMEHTOB JPH-
Tpol[liTOB

Hekotopeie reMonutHYeckie HectepouuTapHsie aneMHu Xapak

A z i

TCPH3YIOLIHECS HOPMANBHOMA CTPYKTYpOii reMomIobuHa, Ho Ha-
£}

pyIIeHHEM (epMEHTHOIT CHCTeME!, yuacTsyiomeii B aHa3pobHOM
pacuieruIeHHH IIOKO3HL.

Ta6auua. Fennbie 601e3HH 110 ayTocom-
HO-1OMHHAHTHOMY THITY HAaCJIE10BAHHSA
Cundpost Mapghana

CumMnOToME! cHEApoMa Mapgana

P,

o | S~ Tayusi

pe’ O Y,

Hegop- | - "‘; T masmelel

Mainia | 7t BN e

pymaofil, 5 Ay

KICTEH. | £+ v ;,'Zf, AHeBpirMa
! &8 a0pTHI

Cundpom Mappana — munuynsiii npusep
N1e0mponuu, Xapaxmepuzyemcs nopasice-
HUEM HEeCKONbKUX CUCMeM Op2aHuiMa, 6
ocobennocmu kocmell ckenema, cepdya u
2nas.

Tun nacnedosanus — ayTOCOMHO-IOMH-
HaHTHBIA.

Jlokanuzayusn 2ena — 15q 21
Pacnpocmpanennocme - 1:10000-1:15000
Smuonozus, namozere3 — CHHAPOM BbI3-
BaH MYTalHIMH F€HOB, KOOHPYIOLIHE CHH-
Te3 IUKonpoTenHa GubpuinuHa-1, u 18-
nseTcs wieiforponHbIM. 3aboneBaeMocTh
XapakTepH3yeTcs pa3iHYHOH NEHeTpaHT-
HOCTBIO H 3KCTIPECCHBHOCTBIO.
®enomunuueckue npusnaxu: Ckener. Y
OONBHBIX BO3HHKAET pa30oNTaHHOCTh CY-
CTaBOB, CHIXEHHE MpOMOPLHH BEPXHEH
U HIKHEH YyacTH Tena COOTHOLIEHHH pa3-
Maxa pyK K pocTy Nalu{eHTa MpeBBIIacT
1,05. U366ITOYHBIH POCT KOCTHOH TKaHH
00yC/IOB/IEH PACTAXEHHEM HAJKOCTHHLEL.
Cepaue. [Tponanc MHTPIBHOIO Kilanaa.
AHeBpn3Ma aopThl. ITmasa. B 60/bIIMHCTBE
ciyyaes naiuHera OIi30pykH, a npuMep-
HO Yy TOJIOBHHBI OTMEYAIOT 3KTOMHIO Xpy-
cTaiika. JUTHHHBIE TOHKHE KOHEYHOCTH U
ManbLE], Bianas rpyab («rpyAb CaroxHH-
ka»), JIuua ¢ CHHAPOMOM Map@dana BHI-
COKH (nonnxomeuomnnuﬂ), HMEIOT YAIH-
HeHHbIe KOHEYHOCTH, BBITIHYTHIC MallbLIbl
1 HeZI0pa3BHTHE XKHPOBOI KIETHATKH.
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Ta6anua. Fentibie Goe3HH M0 ayTocoM- AT
10-J1OMHHANTIOMY THILY HAC/IC0BAHNS
Axondponnazus Tun nacnedosanuss — ayTOCOMHO-NOMy

TR~ HAHTHBIH

S £ Jlokanusayus 2ena — Xxpomocoma 4
Pacnpocmpanennocms — 1:100000
Omuonozus, namozenes — OTHOCHTCSH
HacNeCTBEHHBIM OONe3HAM C HeBbisc-
HEHHBIM TNEpPBHYHBIM OHOXHMMYECKU)
nedekrom. 3abonesanne KOCTHOM CHcTe-
MBI, HaGJilo,ualoTcs{ AHOMAJINH Pa3BHTHg
XpALIEBOH TKaHH NPEHMYILIECTBEHHO B
anu¢uzax TpybUaTHIX KOCTEH M KOCTAX
OCHOBaHHSA yepena (YKOPOYEHHE KOHey-
HocTeid).

Denomunuyeckue NPUHaKU - IUCTIPO-
TMOpUMOHANBHAA  KapIHKOBOCTh  (poct
120-130 cm) 3a cueT YKOPOUEHHS KOHEy-
HocTeii, OONBLIOH yeper, KHCTH LIMpo-
KHE W KOPOTKHE, YKOPOYEHHE OCHOBANHUS
yepena. ;
ITanbupl Ha pykax KOpOTKHe, npuiu-
3UTENIBHO OOHOM MIHHBL KcKpHBNeHHe
Hor: MoryT npuoGperars X-00pasHylo
unu O-obpasuyio ¢opmy. bonbuas ro-
JI0BA M BBIMYKIBIi J100, HOC IIHPOKHi, ¢
HHU3KOHM BIABNEHHON MepeHOCHUEH, Bbl-
cokoe, apkoBuaHoe TBepaoe neba. Ot-
craBaHue B (h)MU3MHECKOM pasBHTHH. 20
% ciyyaeB Hacienyercs OT ponureneii,
80 % ofycioBleHbl HOBbIMH MYyTalus-
MH. AXOHApONIa3us — TEHETHUECKOE 3d-
Gonepanue, pH KOTOpPOM Ha0miofaerci
yKOpOueHHe KOHeuHocTeil B coueTaHHl
C HOPMAIBHO} JUIMHOA TyNOBHILA. Xa-| |
paKTEpPHBIMH OCOOEHHOCTAMH ABNAIOTCA | |
pmskuit pocr (130 1 MeHee CM.). |
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Pasden 4. Hacnedcmeennure boneznu

[ Tagmuna. Fennbie 601e3n1 no ayrocom-
HO-IOMHHAHTHOMY THILY HACJICAOBANNS
Boneznv I'enmunzmona (xopes
Tenmunzmona, Xaumunzmona)

Tun nacnedosanus — ayTOCOMHO-JIOMH-
HaHTHBII]

Jloxanuzayus 2ena - 4p
Pacnpocmpanennocms — 10:100 000
Smuonozus, namozenes — obHapyxen
JeXalHH B OCHOBE 3a601eBaHus reke-
THYECKHI nedexT (moBTopsiowascs mo-
CJICIOBATEILHOCTE HYKJIEOTHIOB B 4-ii
XpoMocCoMe).

Denomunuyueckue npusnaxu — y mopei
CPe/IHero BO3pacTa, MOABIAIOTCA MEPH-
OIMYECKHE MBbIILIEYHEIE TOAepruBaHHs
HJIH CrasMbl U POMCXOANT MOCTENEHHAs
JiereHepauus MO3rOBBIX KIETOK W yXyl-
IIEHHEe HHTEJUIEKTYaNbHBIX QYHKLHIL.
XapakTepHbl uacTble, BHe3arnHele, He-
PUTMHUYHBIE  CYHOPOXKHBIE  JBHIKEHHUA
KOHEYHOCTEH WA TyNoBHUIA. Bo3moix-
HBl CMasMbl JIMLEBOH MYCKYJaTypHl,
BCXJIMITBIBAHUS, HApYILEHHS AapTHKYJs-
uud. Crpajaer KOOpAMHALMA [BHKe-
HUH Tipu Xonn0e: MOXOAKAa CTAHOBHTCA
«TaHuylowei» (xopenueckoit), ITamste
OCTaeTcsi COXPAHHOW BILIOTH A0 TNO3A-
HHX cTaauii 3a0oneBaHMA, ONHAKO BHHU-
MaHHe, MEILJIEHHEe H HCIOJHUTENbHEIE
()YHKUMH HapyLIAIOTCS y)Ke B CAMOM Ha-
yane 3abonesanus. Yacto HabOmopaercs
JenpeccHs, amarHd, OTYYXIEHHOCTb,
paspaXKHTENLHOCTb,  IIEPHOAHYECKAs
pacTopMoxeHHOCTb. [Jlemenuus, obcec-
CHBHO-KOMITYJILCHBHBIE  PACCTPOMCTBA.
[TponomxutensHoCcTh 3a00neBanHus pas-
JIWYHA, HO B CPEHEM COCTaBINSeT 15 JeT.

75



Pazoen 4 Hacnedcmaeeninvle bone3nu

.
s % 9 00 &80
e P RO LT HCRC AL RO

LR
PR RO

....0.!!00.v-.t----............-
.

COM-
Ta6auua. Fennpie 00J1€3HI 110 ayTO \ “11
110-A0MHHANTIIOMY THIIY HACJICAOBAHHS
Heiipohubpomamos-1

3 I :
fu‘n uﬁfl;';a_c’iﬂeéideamm - @YTOCOMHO-ZOMy-
HaHTHBIHA

Joxanuzayus zena - xpoMocoma 17, Bo.
Jiee MOJIOBHHA CITYYAeB SBNSIOTCSA Pesyip-
TaTOM HOBBIX MYTAlIHH.
Pacnpocmpanennocms - 1: 3000-1:4000
Jmuonozus, namozene3 - u3Bectyg
CeMb HO30J10THYeCKHX (opM Heiipoduy-
6pomaroza (H®), cpenu koropeix Hob.|
(nepudepnyeckuii HeHpodnGpomoros)
3aHMMaeT Beayuiee mecto. e Hp-]
IOJTHOCTBIO pacuIM(poOBaH, B HeM of-
HapyxeHo Gosee 100 myTtaumit (Tpanc-

JOKalUuH, AeNEeUMH, BCTABKH, TOYKOBEIe
3aMEHBI).

———

Denomunuveckue npusnaxu — QOpmo
M3 CaMBIX PaclpOCTPaHEHHBIX Hacnep-
CTBEHHBIX 3a00NeBaHMH, Xapakrepusy-
IOIEECs BO3HUKHOBEHHEM OMyXoneil y
GonbHoro. Ot10 3aGonesanue NpOsABIIA-
€TC C POXICHUS MM B NEPBOM Jecs-
THJIETHH KH3HH 00pa3oBaHMEM Ha Koxe
TIUTMEHTHBIX NATEH TUMa «kode ¢ Mo-
JIOKOM», YHCJIO M pasMep KOTOPHIX Mo-
CICNEHHO HapacTaeT, WX IUaMeTp OT
0.5 cM y peGenka u 1.5 cm Y B3pOCIOr0.
Heiipogubpomel npepcrasnsior coboit
MArKHE y3CNIKH, IpY HaNaBIHBAHUH KaK
Obl NpoBaNHMBaIOLINECH B KOXKY- CHMIITOM
«KHONKH 3BOHKa». B psine cnyuaes npo-
HCXOZIUT O03J1aKOYECTBNICHHE OMyXoleil.
Ilourn y Bcex GonbHEIX Habnynaercs
KOCTHOH cHCTeMB1 — Ku(os, ckouuos,
TICCBNOAPTPO3bI, JIOKAJIBHBI TMraHTH3M,
HeCTelMUUECKHEe  YepemHO-THIEBHE
aHOMaNUH. 3aTpynHeHUs B 0OyueHHH Ha-
Gimonaercs y 30 % GonuHpx.
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Ta6anua. lennbie 6osesnn no ayrocop-
HO-AOMHHAHTHOMY THIY HAC/ICAOBAN Iy
Ionudaxkmunun (Mitozonanocny,)

Tun nacnedosanuy - ayTOCOMHo
HaHTHEI}

Hoxanuzayus 2en4 - Tpl4.1
Pacrpocmpanennocny, - 1:3000
Omuonozus, hamozenes — nonupaxtinug
BO3HHUKAET Ha paHHuX Cpokax Gepemen-
HOCTH, KOrla NIox HeneIThiBay Kakoe-To
TOKCHYECKoe Bo3felcTRUe (Hanpumep,
TIPUEM HEKOTOPLIX NleKapcTB, obnanaio-
IIHX TEepaTOreHHBIMH CBOMCTBaMH, TO
€CTb CMOCOOHOCTRIO BBI3LIBATE Hapyie-
Hue (opMupoBanus OpraHoB M TKaHei),
Taxoe Bo3zeiicTBue Ha OpraHusM pefen-
Ka BEET K TOMY, YTO NpPOMCXOMHMT 3a-
ACPKKa 3anporpamMMHpOBAHHOI THOETH
OIHHX KIETOK M M3NHIUHAA MPOAYKUHA
APYTHX KIETOK, MCNONB3YIOLIUXCA I
(hopMHpOBaHKE MOMOMHUTENBHBIX Nanb-
LIEB.

HakoHel, monupakTHnns Moxer ObITh
CcleacTBHEM 0Opa3oBaHHA BHYTpH 000-
JIOYKH, OKpysxalolleil mnoa (aMHHOHA)
CIaekK, YTO MOXKET MEXaHHYECKH MeLIaTh
NpaBUIIBHOMY pa3BUTHIO peGeHKa.
ITonupakTunus 4acto HabnomaeTcsa npu
HEKOTOPEIX XPOMOCOMHBIX 3abolieBaHH-
AX, COYETA’ACh C PAJOM JApPYrHMX NMpH3Ha-
KOB.

@enomunuyeckue npusnaxu - nedopma-
IUA KOHEUYHOCTH, XapaKTepH3YHIHECH
HAJHYHEM JOMOJHUTENbHBIX MajbLEB HA
kHeTsaX u cronax. [IpH nojHAaKTHIHH Y
pebeHKa OTMeYaioTCA nobapoyHbIEe HOP-
MaJbHO Pa3BHTHIE MaMbLBl HIM HX DY-
JIMMEHTApHEIE TIPHAATKH HA pykax WiH
Horax; 4acTo UMEeT MeC’I‘O“CHHllaKTHﬂHH
u Gpaxupaxrins. OnHOH H3 NPHHHH
BO3HHKHOBCHHS TIONHAAKTHIIHH ABIACTCA

HacJIeACTBEHHOCTb.

-10MH-
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Ta6anua. Fennbie 00J1€3HK MO AyTOCOM-

1HO-pEeCcCHBHOMY THITY HACAe10BANNS
Denunxemonypus (Qenunnuposunozpao-
nas onuzogpenus)

—

Tun Hacnedoéais - ayTOCOMHO-pelec-
CHBHBIH

Jloxanuzayusa 2ena - xpomocoma 12
Pacnpocmpanennocmp - 1:10000
Dnuonozua, namozene3 — HENOCTaToy-
HOCTBH NeYeHOYHOro (yepMeHTa, (eHHna-
JIAHMHTHAPOKCUIIAa3hl, BEAY UM K Hapye-
HHIO THAPOKCHIIHPOBAHUA (eHHIANaH A
B Tupo3uH. HapymeHne GopMupoBans
MHEJIHHOBOI 000JI0UKH BOKPYT aKCOHOB B
ITHC. B ocHoBe (eHUIKSTOHYPHH JIEKHUT
neuuuT ¢eHnnanaHmH-4-ruIPOKCUasLI,
(pepMeHTa, KOHTPOJNHPYIOLIETO IpEBpa-
menune GeHnIalaHHHa B THPO3HH.
Denomunuyeckue NPUIHAKU - NETH POX-
NaI0TCS 3A0POBLIMH, HO B IIEPBHIE MECAL(B!
CBSI3M C MOCTYIUIEHHEM (eHWIanaHuHa ¢
MOJIOKOM MATepH, NpU OTCYTCTBHM (ep-
MeHT2 BO3HHKAaeT (eHHIaNaHHHEeMHS,
TIOSIBNIAETCA MOBBILIEHHAsT BO3OYAHMOCTE,
runeppedieKkcus, TMOBBILIEHHBIH TOHYC,
anunentudopMusie mpunankd. OT 60ib-
HOro peOeHKa MCXOAMT CBOEOOpasHblit
«MBIIUKMHBIA 3anax». K nonyroauio BEl-
ABJIETCA  3a/IepiKKa  IICHXOMOTOPHOTO
passutus. TeueHue Gonesnn Oes nede-
HHUS- YMCTBEHHAs OTCTAJIOCTh TAXKENOH
creneHd. IlpodunakTuyeckoe JeYCHHE
— UCKYCCTBEHHOE BCKapMJIHBAHHE, CIELH-
anpHas auera. DeHMIKETORYPHS — ApKUH
npHMep HacleACTBEHHOro 3aboneBaHus ¢
xopomuM d(eKToM paHHero npogpunax-
THYECKOIO JieueHHs, KOrAa paHHsAs [ua-
rHoCTHKa 3aboneBanus ¥ cnenuduyeckal
Tepanus (pe3koe OrpaHHyeHHe YMOTpe-
Gnenus QeHuNananuna) c nepsoro MecAld
’KH3HH pebeHKa npenoTBpallaeT pasBHTAC
YMCTBEHHOM OTCTaJ0CTH, HapylweHHe Mo”
BeJIeHHs M JIpyTHe mposiBieHue OonesuH:
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Ta6nnua. Fennelie 60ae3nn no ayrocom-
HO-PEUeCCHBIIOMY THIY HAC/IeA0BaAHNS
Myxosucnyuoos

Creura BO3AYIUHOIO KaHa1a

| Cmmncras obonouka
=l T :

m;_Eian C KpPOBEIO

nansusl YEI0BEKa
C MYKOBIICIIIJIO30M

Tun nacnedosarnys - ayTOCOMHO

., -peneccus-
HBII 5 u

Tokanuzayus zenq - Xpomocoma 7 (7q31-

32). B rene MYKOBHCUMIO03a obHapyskeHo
okono 1 000 myTarui;.

Pacnpocmpanennocmy, - 1:2500
Omuonozus,  namozeney — NpH  oTCyT-
CTBHH CHHTE3a NepBHYHOrO TIpOAIyKTa
IreHa (TpchmeMGpaHHoro perynsTopa),
HapyIIaeTcs TPaHCIOPT XNOPHOR B 3My-
TCIHANBHBIX KneTkaX., OTo npusogut
H30LITOYHOMY  BBIBeZEHMHIO XJIOPHJIOB,
CNIEAICTBHEM Yero sBISETCS rumepcekpe-
MM TYCTOH CIU3H B KJI€TKax 9K30KPUHHOH
HaCTH MOKENYAOUHOI JKeNe3bl, SUTENHH
OponxoB, cnu3ucTOl 06oNOUKe Kenynoy-
HO-KHILIEYHero TpakTa. PepMeHTH momie-
TYAO4HOM-)Kee3sl He MOCTYNalT B Ipo-
CBET KHILEYHHKA. :
Tunepnpoaykuin ciusu B GPOHXHANEHOM
ApeBe BEIET K 3aKyINOPKE MeNKHX GPOHXOB
M IOCNEAYIOIEMY NPHCOEIHHEHHIO WH-
dexuny. B moToBOil XKHAKOCTH NMOBBIIIEHA
KOHLIEHTPAL{HA HOHOB HATPHS M XJI0pPa, 4TO
I SABJIAETCS OCHOBHBIM JAHATHOCTHYECKHM
nabopaTopHBEIM TECTOM.

Denomunuyeckue NPUHAKU — PasiHualoT
clieayIoliie KIUHUYeCkHe (OpMBI MYyKO-
BHCLH/03a; CMEIUaHHas (JeroYyHO-KHIIeY-
Hadg — 65 — 75 %), NpeuMyILECTBEHHO Jie-
rounas (15 — 20 %), npeHMyLIECTBEHHO
knueyHas — (5 — 10 %);

TIpu poXkASHHH MPH3HAKH NOJIHON KHIIEH-
Hoii nenpoxomgumocTH. Kumeynas gopma
3a601eBaHUs H3-32 HEAOCTATOYHOCTH TaH-
KPHOTHYECKHX (DePMEHTOB BEACT K CHIDKE-
HHIO TIHTAHHS, K OTCTABAHHIO PASBUTHA.
Bpomxuanbhas ¢popMa NPHBOIUT K THOM-
HO-00CTPYKTHBHEIM OPOHXHTAM, TAKEILIM
[IHEBMOHHMAM HECKONBKO pa3 B rofi. IIpo-
[HO3 SKH3HH TIPH BCEX (OpMax MyKOBHCLIA-
11032 6€3 CrIELHANBHONO JIeHeHs, HEOMATo-

NpUATHBIH
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Pazoen 4. Hacneocmeenuvie bonesnu

Ta6anua. Fennpbie 60J1€3HH 110 AyTOCOM-
HO-peLeCCHBHOMY THILY HAC/IEI0BAHMS
CepnoguoHO-Kemounan anesus

CHMnToMbl AHesun

Moar
- Yetanocrt

- FonoBokpy#ecHHe
- Obyoeporx

Taa3n
= IMoxenarenne

Kowa
- [lo0acanenue
- IMoxearenie

Kponenocisie cocyanl
- Hitaroe RpoBatoe
JanIcHue

- Xonomian
—— Cepane
. = CepnucGuenne
llggmmc "+ = Yyanienne
- OanmRa - CCpACYHOrO PHIMA
4t « Boak B IpyaM

.- CreHoxapans
% - boan B cepane
- Crabocts 1 ¥

Kumeunnk __#%

- Hasenerme \}4! #
nseTa CTYIA fid i 1

CeprioBHIHEIC

QopMHPOBAHHC CCPIOBHAHBIX
IPHIPOLLITOB

Hopuaisuue
IpHTpOLHTOB

IPHTPOLLLTE]

CepniosiLifable
l\'pﬂﬂlblé Kponnumc
KIETKH

HopmanbHbie
KpacHble KPODAHEIE
KIETKH

——

Tun nacnedoganusi - ayTOCOMHO-penec-
CHBHBIA ‘
Jloxanuzayus zena - 11p15.5
Pacnpocmpanennocma - 1:625
Dmuonozus, namozeHe3 - HACIENCTBEH-
Hass reMornoOHMHOMATHA, 3TO 3aboneBa-
HMe CBA3aHHOE C HapyLIEHHEM CTPOEHHe
Genka remMorio0HHa, NpPU KOTOPOM OH
npHobOpeTaeT ocoboe KpHUCTALIHYECKoe
CTpOeHHE — reMOrJIoObMH S BMECTO HOp-
ManpHOro remMoriodouHa A, MOJ MUKPO-
CKOTIOM 3PUTPOLHT C reMornnobMHOM S
pMeeT XapaKTepHYylo ceprioobpasnyo
dbopMy.

denomunuyeckue NpusHaKu — KOKHBIE
IOKPOBBI TPHOOPETAIOT JKEJTHI OTTe-
Hok. IIposaBnAeTCA IHIIOKCHYECKHH CHH-
JipOM, pa3BHBAETCA renaTocrjeHoMera-
7Hs, TTPOHCXOAHT TpomO03 BHYTPEHHHX
OpraHoB yBelIHIeHHa cene3eHKa.
[ToTeps 31aCTH4HOCTH KPACHBIX KJIETOK
KpOBH 3aHUMaeT LIeHTpajbHoe MECTO B
NaTO(QH3UONOTHY CEPMOBUIHO -KJIETOY-

Hoit anemun. HopMaIbHbl€ KpacHe Kpo-

BAHBIE KJIETKH JJOCTaTO4HO 3J1aCTUYHH],

5TO TO3BOJAET UM H3MEHATE dopmy A
Toro, YTOOBL MPOHTH Yepes KarHjuIApbL.
Ilpu ceprIOBu,uHo-KneTquoﬁ aHeMHH,
HeJIOCTATOK  KHCJIOpOA2 crnocoOCTBYET
06pa30BaHHIO cepnoamnno-xnemqnblx
SPUTPOLIUTOB, [lOBTOpEHHE TaKHX TPO"
1[eCCOB NMPUBOAHUT K NOBPEKAEHHIO KIE”
ToyHOii MemOpaHbl H CHHIKEHMIO

THYHOCTH KJIETOK.

3Jac-
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W. Iennblie 6071€3HH 110 ayTocoM-
;10-peLleCCHBHOMY THITY Hac/le10Bam s
Cundpom Inepca-flaino

Tun Hacaedosanus -

dyTOCOMHO-periec-
CHBHEI}

Jloxanzayus zenq - XpoMocomsl 7 i §
Pacnpocmpanennocmy, - 1:100 000
Omuonozun, namozenes — NposBnsercs
3a0oneBaHue BPOKIEHHOI rHneppacTH-
KHMOCTBIO COEZTHHHTENBHON TKaHW B
CBA3H C HADYLIEHHAMH CHHTEe3a KoJiare-
Ha, 00YCO0BNEHHBIMH MyTaLHAMH B pas-
HEIX TeHax KojiareHa.

Peaxoe Hacnencrsenmnoe 3aboneBanue
COCIMHHTENLHOM TKaHH, KOTOpoe Xapak-
TEPH3YETCA NATOJOrHYECKOI MOABHKHO-
CTBI0 B CyCTaBax, H30OBITOYHOIT 3MacTHY-
HOCTBIO KOKH H XPYTIKOCTBIO TKaHeit.
Mbieynas runoronns, KH(OCKOIHO3,
OTATBMONOTHS, NPONANC MHTPATLHOrO
Kilanaha, aHeBpH3Ma aOpThl JHBEPTHKY-
Jibl MULIEBO/IA, BEIBHX XPYCTANIHKA, aHO-
MaJIuy 3y00B.

Denomunuveckue npusHaku — THIEp-
PaCTHAKHMOCTb COETHHHTENHHOI TKAHH
(HapylieHHe CHHTe3a KOILIareHa); Koxa
TOHKaA Kak Oymara; neperHoanue nmaib-
LEeBBIX CycTaBoB Ha 90, a jokTeBOro u
KOJIEHHOro cycrasoB Ha 10% mnopoku
BHYTPeHHUX opraHoB. Knuunuecks, ouo-
XMMHYECKH, MOJEKYIAPHO-TeHETHYECKH
uaeHTHGHUHpoBaHO 10 THMOB CHHApO-
Ma Dnepca-Jlanno. ['eHeTHKY cuHApOMa
Onepca-Jlanno HYXKHO pacCMarpHBarTh
pasfensHo i kaxaoro u3 10 THmos.




Pazoen 4. Hacneocmeenivie boneznu
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Ta6nmua. Cenubie Gonesnu no ayrocom- | Tun nacnedosanus - AyTocomno-@
HO-peueccHBHOMY THIIY HACAEA0BAHNHA CHUBHBIH

Bonesny Tea-Caxca

Jlokanuzayus zena - 15q, MyTauus B rege
HEXA. 3a6oneBanue BEHI3BAHO MyTalyej;
B rede HEXA. BepoatHocTs poxuenys
GonpHOro peOEHKa BO3MOXHA TONLKO g
clydyae, Korga oba poauTens ABNfTCy

HOCHTENSAMH MYTAHTHOTO I'€Ha, H COCTap-
nser 25 %.

PacnpocmpatenHocms - YacToTa  Bo3-
HukHOBeHns 1:3600 y eBpeeB awkenasy,
1:2500 B cpegHeM y fp. HapomoB 1:250000
Omuonozus, namozenes - KINHHYECKas
KapTHHA pa3BHBaeTCs Ha (OHE reHe-Tuye-
ckoro aedexra, BBI3BIBAEMOIO MyTalueii
rena HEXA, oTBeTcTBEHHOro 3a cuHres
(hDepMEHTA TeKCO30aMHHMAA3EI A — XMMH-
YeCKOI'0 KaTaln3aropa-nocpeHtKa, Haxo-
IAIIETOCs B IM30COMAaX U NPHHUMAIOLLEro
yyacTHe B YTHUJIH3AIHU TAHDIHO3MIOB B
IOHC. B cayyae orcytctBusi depmenra,
raHNTHO3M Bl HAKAILUIMBAIOTCS B HEHPOHaX
Mo3ra, Hapyuias ux paGoTy, a Brocnes-
CTBMU M paspyuias ux. OeHoTHNHYECKUE
NPU3HAKW - PEJKOEe HACleACTBEeHHOE 3a-
OoneBaHHe, MOpPaXalOIee LEHTPANbHYI0
HEPBHYI0 CHCTEMY (CTIMHHOM W TONOBHON
MO3T, @ TAKXKe MEHHHTeTbHEIE 000I04KH).
OTHOCHUTCS K rpynIe JU30COMHbIX Oones-
Hell HaKOIJIeHHs.

HoBOpoX/IEHHBIE B NEPBLIE MECALBL K13
HH pa3BUBAlOTCA HOpMaibHO. OfHAKO,
B BO3pAacTe OKOJIO TMOJYrofa BO3HHKACT
perpecc B NCHXHYECKOM H (hu3HUECKOM
pa3sutuu. PeGenok TepseT apenue, oayX,
CocoGHOCT [OTaTh. TloABIAIOTCS CYA0"
porit. Meipl aTpodupyeTcs, HacTynack
napanuy. JleTanbHblit Hexon HacTynaeT ®
BO3pacTe JI0 4 ner. :

Bonesus Tes-Cakca sriepsbie 0b1Ia OTME-
yena B espeiickix cembsx (1:2500).

/
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— TaGanua. Fennbie Gone3nn no
X-cleneHHoMY AOMHHAHTHOMY
THIY HACJIE/I0BANKS
Paxumt 2unogocpamenuneckuii (6uma-
sun D-peaucmenmuvtii paxuni)

Tun nacnedosanus - X- cuennennsit go-
MHUHaHTHBIH

Jlokanuzayus - XpoMocoma 22.1
Pacnpocmpanennocme -
1:25000

Jmuonozus, namozeHez - 3a CY4ET MO-
JIOMKH T'€HOB HapyliaeTcs peabGcopbums
docdopa (T.e. obpatHoe BcackiBanue
¢ocdopa U3 nepHUHOIT MOYH B KPOBB) B
NPOKCHMAJIBHBIX TMOYEYHBIX KaHAJbIAX,
4TO MPHUBOLHUT K norepe docdopa u3 op-
ranusma, Heocrarok docdopa sensercs
NPHYUHOH HapylIeHHs MHHEepaIH3aLUH
KocCTeii ckenera U 3y00B, YTO MIPHBOAHUT K
Pa3BUTHIO paxuTa.

Denomunuyeckue HPUHAKU -  ITO
caMas vactas ¢opMa BUTaMHH-D-
pe3ucTeHTHOro paxuta. Ero mpossie-
HuA - runopocdareMus ¢ U3OBITOYHOH
akckpeuei pocdaroB ¢ MOYOIi, paXUT H
HHM3KOPOCTIOCTE.

I'unodocdareMuss pa3BHBAETCI BCKOpe
riocie poXKIEHHs; Koraa pebeHOK Hady-
HAeT XOHOMTH, TIOABNAETCS HCKPHBIICHHE
Hor. XapakTepHbl 3ajlepXKKa pocTa 3a
CHET HEMPONOPLHOHAILHO KOPOTKUX HOT,
1037Hee Mpope3biBanue 3y00B H nedop-
Malus yepera. Y JeBOYEK 3a0o0JIeBaHHE

IIPOTEKAET Jier4e.

1:20000-
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Ta6anua. Fennbie 60JIC3HH MO
X-cuenJieHHoMYy peneccHBHOMY THITY
HACJICAOBAHHSI ’
Muooucmpogua Jiowen-bEexxepa

i.&u./;/./f«,, o

-Ilporpeccupyromasn muoaucTpodus
HKPOHOKHBIX MBI,

Hcelmarlmeproc[mn

bl Oeapa — Ta30BbIA MOAC — MIIEYEBOH

)

Tun nacneoosanua - X-CUCIJIEHHBIH pe-
1IECCUBHBIN
Jlokanuzayus eexa
Xp21.2 —p21.1
Pacnpocmpanennocms - 1:3000
Smuonozua, namozene3 - NMpH MyTaluuy
B reHe AUCTpodHHa MOABIACTCA MyTaHT-
HBIi, HEeHOPMAaJIbHBIH OeNoK, KOTOPEIH He
TMOIUIEP>KMBAET LIEJIOCTHOCTE  MeMOpa-
HBI CapKOJIEMMBI M TIPUBOAUT K rubenn
MuOGHOpHILL. MEILIEUHbIE AMCTPOdIH
XapaKTepe3yloTCs MPOrPeCCUPYIONIMMHU
HereHepaTUBHBIMU M3MEHEHHSMH B 10-
NepeyHoii-MoJI0CcaToH MyCKyIarype.
denomunuyeckue npusnaxky — Muozuc-
tpobus JolleHa BCTPEYaeTCa y Malb-
4yuKoB. IlepBble CHMIITOMBI IIOABISAIOT-
csi B BO3pacTe Jio 2 NeT: IETH T03IHee
HAauMHAIOT XOAWTH, HE YMEIOT Oerars W
npeIrate, K 3 rogaM — M3MeHEHUd mo-
XOOKH «YTHHas» IOXOJKa, MCEeBA0runep-
Tpo(hra HKPOHOKHBIX MbIL. IIpouecc
apTpO()MM MBILIL{ TOCTENEHHO NpHOOpe-
TAeT BOCXOASIIEE HalpaBlIEHHE: MBI

- X Xpomocoma

nosic — pyku. Y JeTedl pa3BUBAOTCA 110-
ACHHYHBIA JIOp/103, GONBHBIE C TPYAOM
pacnpsMIsIOTCA, ONEpsAsACh Ha KOMNEHH.
Atpoduuecknii mpouecc pa3BHBACICA
u B cepaue (kapadomuonarus). Ocrpad
cepeuHass HEAOCTAaTOYHOCTb — MpHYH-
Ha JeTaJbHBIX HCXONOB. 3aMe/ljeHHOC
YMCTBEHHOE Pa3BHTHE MPHUMEPHO ¥ 30%
NALMEeHTOB, MOBbILIEHA KpeaTnHpocho-
KHHa3a B CBIBOPOTKE KPOBH.

84



Pasden 4. Hacpeg

cmeennvie bonezyy

L
ll.ll..l.lll..'l
LA

Ta6anua. Lennbie 6onesnn no
X-cleIICHHOMY PELCCCHBHOMY Tiily
HacJjaeJ0BaHMs
Temochunun

IapeBny Anekceii, coin Huxonas 11,

nocaeanero Hmneparopa Beepocceniic-

KOro, cTpagaJ/i 3THM HaCJCACTBCHHbIM
3a0osicBaHHeM.

Tun Hacnedoganus - X-
LICCCHBHDII

JHokarnusayus zeng - reMounns nospnser-
Csl U3-33 H3MeHCHHs opHoro re
come X,
Pacnpocmpanennoemy - 1:2500
Imuonoaus, namozenes - peaxoe Hacnep-
CTBEHHOE 3abonesanue, ces3annoe ¢ Hapy-
INEHHEM KOAryNALHH KPOBH H3-3a aeduun-
Ta aHTHreMo(HBEHOrO rnobynuna, Ilog- u
BHYTPH KOXKHBIE KDOBOTEYEHHS; KPOBOM3-
JHSHUA B KPYIHBIC CYCTaBbl, MOAKOYKHbIE
H MEXMbIUIEYHBIE TeMaTOMBI, reMaryphs,
CHJIEHOE KPOBOTEYEHHE NIPH TpaBMax.
melluTnﬁnqecxne NPU3HAKH - BEayIH-
MM CHMIITOMaMH TeMO(UIHH SABISIOTCA
NOBBILEHHAS KPOBOTOYHBOCTL C MEPBBIX
MECSLEB JKH3HH; NOAKOKHbIC, MEXMBIIIEY-
Hele, cybdacunansisie, 3abploWHHHEIE
reMatoMsl, 00ycloBleHHbIE yIIHGaMH, Mo-
pe3amH, PpasHYHBIMH XHPYPrHYECKHMH
BMELUIATE/ILCTBAMHU; TeMaTypus; OOH/IbHBIE
IIOCTTPaBMAaTHYECKHE KPOBOTEYEHHs; re-
MapTpo3bl KPYNHBIX CYCTaBOB, C BTOpUY-
HEIMH BOCHAQJIHTENbHEIMH H3MEHEHHAMH,
KOTOPEIE NPUBOAAT K (JOPMHPOBAHHIO KOH-
TPaKTyp H aHKHJIO30B.

OOb14HO OONE3HBIO CTPafalOT MY)KUHMHBI,
JKEHILUMHBI Ke OOBIYHO BBICTYNAIOT KaK
HOCHTEJLHHLBI TEMOQHIHH H MOIYT po-
ZMTH GONBbHBIX CHIHOBEH WM Aouepeii-Ho-
curenphii. Hanbonee pacnpocTpaHgHHOe
3a6nysKACHHE O FEMODHIHH — 3TO TO, HTO
GoNbHOI reMoHIHeil MOXKeT HCTeb KPO-
BLIO OT Mauneiileii LapanuHpl, YT0 HEBEP-
Ho. ITpobnemy cOCTaBJIAIOT KpYIHEIE PaHe-

HIISL M XHPYPTrHYECKHE OTIEPALiH, YIAICHHE

3y60B, @ TaKKe CIOHTAHHBIC BHYTPEHHHC
aBBl, 00y-

KpOBOHM3IHAHHA B MBILILbI H CyCT
CcJIOB/IGHHBIE, T10-BHAUMOMY, yﬂsanmocrflo
CTEHOK COCY/I0B Y OOJbHBIX reMouaHeH.

CUCTIEHHBIH pe-

Ha B Xpomo-
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Ta6nuua. Fennpie 60J1e3HH 110
Y-cuenyieHHoOMYy (ronanapuyecKomy)
THIY HACJEeA0BAHHHA
Tunepmpuxo3 yuinoii pakoguist

—

Tun nacnedosanus - Y-CUCTUICHHBIH (ro-
NaHApUYEeCKHi)

Jokanusayus zena - M3-3a HeDOIbIIOMO
KOJIHUECTBA FeHOB Ha Y-XPOMOCOME YHciio
Y-cuenneHHbIx Gone3Heii HEBEIHKO.
Pacnpocmpaneniocme - BEPOATHOCTE
poskzieHus GonbHOro MankinKa'y OonbHo-
ro otua pasta 100 %.

Dmuonozus, nhamozeHe3 — B HACTosAllee
BpeMA B Y-XpPOMOCOME BBIAB/ICHA JIOKAIH-
aanus okono 20 reHoB, B TOM YHCIIE TEHOB,
JeTepMUHUPYIOIMX ~ Pa3BUTHE  CEMEH-
HHKOB, OTBEYalOLIMX 32 CIIEPMAaTOreHes,
KOHTPONUPYIOLIMX HHTEHCHBHOCTE POCTR,
onpeaeNaoLUnx OBOJIOCEHHE YIIHOH pa-
KOBHHBI, CPEAHUX (ajaHr KHCTeH, 1 HEKO- | .
TOpbIE APyTHe MPH3HAKH.
denomunuyeckue npusHaxu - B pe3ylb-
TaTe MYyTAUHH OSNUTENHATBHBIX KICTOK,
MeHsieTcsl HX CTPYKTypa H MpHOOpeTaior
CBOICTBA AITHAEPMEL.

IHrepTPUX03 YIUIHOA PaKOBHHBI - 3TO aH0-
MaJibHBIi pocT BOJIOC.

1. BonbHEIE BCTPEYAIOTCS B KAKIOM 10-
KOJIEHHH.

2. BoneloT TONbKO MY KYHHBI.
JinTensHoe  BpeMA nojjaraiy, 410
Y-XpoMOCOMa COREPHHT TOIBKO retepox-
poMaTH3HpOBaHHbIE, T.C. reHeTHYeCKH He
AKTHBHBIE, y4acTKH. BmecTe ¢ TeM ucere-
JOoBaHHUA 110 KIIHHUYECKOiT LIHTOreHETHKE
MoKa3aJH, 4To, ECIH B KapHOTHIC cofiep-
skuTcs XoTa OBl O/1HA Y-xpomocoMa, 0P
FAHM3M PA3BUBAETCA MO MYKCKOMY THIY
faxe B Cciayuasx XXX X Y-KkapuoThi

10 CBWETENLCTBYET O HanuyuH :
0
Y-XpoMOCOMe TeHeTH-4ecKiX (hakTOpe™

onpenensolux My>KCKoil 1O v
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4.2 Xpomocomusie Gonesny

Xpovocomiivie Oonesnu — Hacnej-
crpennbic 3a00neBatys, ofycnoBnen-
ypie H3MEHCHHEM YHCIIa HITH CTPYKTY PhI
XpOMOCOM. K XpOMOCOMHEIM OTHOCSAT-
cq Gonesti, OOYCIOBICHHbIE TE€HOM-
HBIMH MYTAUHAMH MIH CTPYKTYpPHBIMH
H3MEHEHUAMH OTJAENBHBIX XPOMOCOM,
XpOMOCOMHBIC 60J1i33m1 BO3HUKAIOT B
pesyilbTaTe MyTalliil B TONOBEIX KIIET-
Kxax ofHOro M3 poaurtenei. M3 mokone-
HHA B OKOJIEHHE TiepealoTcs He Oonee
3-5 % 13 HUX.

XpoMocoMHBEIE 0ONE3HH JHensTcs
Ha /1Be-TPYNMBI: AHOMATHH YUCha Xpo-
MocoM (aHEyIUIOMOMH) M HapyLIEHHS
CTPYKTYpBl XpoMocoM (OonesHu neie-
1, AYMIHKALMH, HHBEPCUH, TPaHCIIO-
KalliH, KOJIBLIEBBIX XPOMOCOM, H30XpO-
MOCOMHH).

B nacrosmee Bpems y yenose-
ka u3pectHo Gomee 700 3aboneBanwuii,
BLI3BAHHBIX H3MEHEHHEM YHC/Ia HIIH
CTPYKTYpel XpomocoMm. Oxono 25 %
TIPHXO/IHTCS HA AYTOCOMHBIE TPHCOMHH,
46% - Ha naronoruio MoNOBEIX XpOoMo-
COM. CTpykTypHble MEPECTPOHKH CO-
Cransior 10%. Cpegs XpoMOCOMHBIX
fi€pecTpoek Hanbonee uyacto BCTpeya-
10TCH Tpancokatmy 1 gesewuy,

XpomocoMusie amomamin umeror
WHpoKKit CIEKTD KIMHHYECKHX Ipo-
ABNCHR. Qpy MOTYT ObITH MPUYUHOMN
BpOXnEHNEIK NOPOKOB  Pa3BUTHUS, II0-

BTOPHBIX CaMOIPOM3BONBHELX abopros,
cn)‘/’qaeﬂ MEPTBOPOXIEHHS, HeOHATA}-
HOH CMepTHOCTH U Gecronusy.

I'naBHBIMM adpexTamu XpOMOCOM-
HBIX AHOMAIH SABJSIOTCA JeTanbHOCTE
H BPOKICHHBIE MOPOKH pa3BuTHs. [a-
TOJIOTHYECKAS POJIb XPOMOCOMHBIX aHO-
Manuil HAYMHAeT MPOABNATHCS yXe co
CTajuu 3uroTel. Mx neranbuetit spdext
ABIACTCA OLHUM M3 INIaBHEIX (haKTOpOB
BHYTPHYTPOOHOI rubenu. CyMMapHs1it
BKIIal XpOMOCOMHBIX aHOMAanHii RO
BHYTPHYTPOOHYI0 rubens (mocne mum-
NJIaHTAllKH) Y YENOBeKa cocTaBiser 45
%. Y IByX-yeThIpeXHeAenbHbIX abop-
TYCOB XPOMOCOMHEIC aHOMAJIHH OOHa-
pyxusaercs B 60-70 %. B nepsom Tpu-
MecTpe OepeMEHHOCTH XPOMOCOMHKIE
aHOMaNMK BeTpevaiotes y 50 % abop-
TYCOB, BO BTOPOM TDHMECTPE TakHe
aHOMaJIMH HaxozAaT B 25-30 % cnyuaes,
a y nnoaos, norubmux nociue 20-i He-
Iend BHYTPHYTPOOHOTO pa3BUTHS, - B 7
% cnyudaes,

Yacrora xpomocomusix GonesHeii
Cpeld HOBOPOX/EHHBIX COCTaBIfET 5
: 1000 — 7 : 1000; cpenn HOBOpPOXIEH-
HBIX H JETEH, YMEPIIUX B BO3POCTE JI0
roaa, - 2/2/: 1000.

OKOfl‘IaTeJIBHBIﬁ JIMarHo3 XpoMmo-
COMHO}i; NaTOJIOTHH BO3MOXKEH TONBKO

‘TTOCHE NPOBEACHHA IIUTOTCHCTHYECKOTO

aHanu3a (KapHOTUMHPOBAHHS).

87




Paszden 4. Hacnedcmeennvie boneznu

'-'-I-O---oonl-|u.--c----uoo-l---uo..---...----o-cou.--ololol--;...

&
Tabnuna. boseinn HapymeHHs KoJiH-

yecTBa Xpomocom. Tpucomun
Cundpom Jayna Kapuomun (47, XY, 21+)

‘ Pacnpocmpanennocmb — 4actora 1:700
e ks e v s Dmuonozus, nanmozene3 — NPUMEPHO B 95
TPHIOAHATHIC BOEPX % cly4acs BO3HUKAET HEHACJIEACTBEH-
cromtemie 34 | 1yt pappaHT GONE3HH — MPOCTAs noj-
Has TPUCOMHUSA 21 XpoMOCOMBI, o0ycnos-
JeHHas HEepacXOXJEHHEM XPOMOCOM Bo
BpeMsl Meiio3a NpH 0Opa30BaHUH ramer
(saieKneToK H CriepMaro30H/IOB) B pe-
3y/npTaTe Yero peOeHOK NOJYYaeT OT Ma-
tepu (B 90 % ciyuaeB) MM OT oTua (8 10
% Ciy4aeB) NWIIHIOIO 21-yI10 XpOMOCOMY.
CooTHOLIEHHE MATBYNKOB H [eBoyek 1:1,
denomunuieckie NpU3HAKU — MOHIO-
nounHBIA paspes mas, Gpaxeuwdans,
SIMKAHT, Ae(pOPMUPOBAHHbIE YIIHbIE pa-| |

\g( )( t( “ “ KOBHHEL. BpOXKIeHHBIE MOPOKM Cepaed-

1 a1 s+ 5 | mo-cocymmcToll cucteMsbl (aedext mex-

Q:mrHOMHAs CRNAIKA HA JA10HH
("o6e3paHnsa") Al i
YROPOUCHHBLA IATBIHE VA
DAICI, MOBEPHYTHIT
BHYTDb.

Jateko oTcTaBASHBLIA
Goneioil nanewu i
=51 PA3BHUILIC KOALDbLE
S CKIMLIRN HA CTYIIHG

\) ‘t 1‘ "‘ i{ LEAE] | JKENyI0YKOBOH  HIIH MEXKIIpeacepaHol
% 9 10 1 \» | meperopoaky, aHOMaJHi KPYIHBIX CO-
/ IEY ; CYIOB), TIOPOKM OPTaHOB NHIEBAPEHHS
2 4 J ‘13‘ ‘13 ‘1! im‘ 117' ';'si (aTPesnx MW CTEHO3 JIBEHAJLATHICPCT
9 W o Eaf M % KHIIKH, MHLEBO/IA, TPSIMOH KHILKH),

19 20 21 22 XY HeIIOCTaTO‘lHOCTL peﬂpo,HYKLIHOHHHX
cucteM. Jlnsa Boex GONBHBIX XapakTepHa
YMCTBEHHAs OTCTAIIOCT, TPOTHO3 FKU3HH
onpezieNaeTcs HaJMyueM MOpOoKoB passi-
tus. I[Tpu cunapome Jlayna n 1o Jpyroe
safiepuBaercs. Poct B3poCHblX oue-
HbIX Ha 20 oM Hike cpenero. 3anePR
Ka B YMCTBEHHOM pa3BUTHH nocTHracT
NMOEMIBHOCTH, ECITH HE npumeﬂmoTCﬂ |
crienmanbHbple MeTonsl obyueHud: Jlet |

l

|

M-
¢ cungpoMom JlayHa JACKOBBIC, BHHﬂp]{
. “TeJIbHBIE, TIOCIYIIHEIC, TeprenBbIC
/ 00yueHHH. g
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Paszoen 4. Hacnedcmeennpie bonezny

PR R B B SR Y ]
..n--oaocoo ..l..-.l.'....-..'..
*e* s s
LA B B A
LR B ]

..,.00'

— Taganua. BoJic3Hi HApYIICHHST
onHYecTBa XPOMOCOM. Tpucomun Kapuomun — 47 (13+)
Cunopom Ilamay (cunopom Pacnpocmpanennocmp — yacrtora 1:6000
13-mpucomuu) OTHONOrHS, NaToreHes- oCHOBoI ﬂ;lx pas-
BUTHA CHHIpoma Ilaray cmysxur NpUCYT-
CTBHE B KapHOTHIE AOMONHHUTENBHON KO-
nuu 13-0it xpoMocomsl. B GomsimmHCTRe
cny4aes (75-80 %) umeer Mecto mpocras
InojiHasa TPHCOMHH, CBA3aHHas C Hepac-
XoxxeHHeM 13-oif xpomocomsl B Mmeiiose
Y OQHOIO M3 pomMTeNei (yamie y Matepn).
I'enernyeckHii c60if MOXeT NpOH30HTH BO
BpeMsi (JOPMHPOBAHMS MJIM YXKe Ha JTame
00pasoBaHUsA 3UTOTEI.
Deromunuyeckue npu3Haky — P CHHAPO-
me Ilaray HabniomaeTcs TSKENbIE BPOXK-
IeHHble MopokH. JleTu ¢ cuaapomom Ilaray
POXIAIOTCS C MAccoii Tena HHXe HOPMBL
VYV HHX BBIABIAIOTCA YMEPEHHasd MHKpOLE-
¢anus, HapyLIEHHE Pa3BHTHA PasIHYHBIX
otaenos IITHC, Hu3KHI CKOLUEHHBIH 1100,
CyJKeHHble DTasHble  LUETH, PACcCTOAHHE
MEXly KOTOPHIMH YMEHBIIEHO, Ae(OpMH-
| pacmennenie pOBaHHBIE  YIIHBIE  PAKOBHHBI, pACIIEIH-
fTy6r1 1 (L1H) HeDa ; Ha BepxHeil ry0sl H Heba, MONHAAKTHIHA,
?E; q:;f::f::g::::e (1eKcopHOE NOJIOKEHHE KHCTe#H, KopoTKas
mes. Y 80 % HOBOpOXGAEHHBIX BCTpeyad-
JOTCS TIOPOKH PasBUTHA Cepaua: Ileli)elﬂ'bj
Me}OKETYA0UKOBOH . H MEXKIIpeACEPAHOH
MeperopofoK, ‘TPAHCTIO3HIHH _COCYnOB H
T np. Habmozarorcs (bnfipomcmsnme u3Me-
Jomierma | ot powenysoskoll mEns, fobsos
HEIe CeNe3eHKH, IMOPHOHANBHAS MYTI0HHAL
AHOMA/BHBIC rpeika: IToukn yBEJIHYEHBI, HUMEIOT mOBbI- ."-'« i3
FEHHTANHH [LIEHHYIO JOJIBYATOCTE H KHCTEI B KOPKO- s
BOM CJIO€, BEIABIIOTCA MOPOKH PasBHTI
O0BEIX OpraHoB. XapakTepHa JancpRKa
YMCTBEHHOIO Pa3BHIHA. B csisH © TAKC"| O
JIBIMH BPOXIEHHBIMH TIOpOKaMH PTB?*,T“" i
GonsmHeTEO AETel yMupaioT 93 70 M |
paor o L rord). ‘




Pazoen 4. HacneocmeéeHnbie bone3nu

Ill.ll..ll.ll..I.'.I.l'..l.......-.‘....
...

Ta6anua. Bosie3un napyumeHs
kosnuecTBa xpomocom. Tpucomuu
Cunopom Josapoca (cunopom
18-mpucomuu)

—_—

Kapuomun — 47, XX,18
Pacnpocmpanennocns - 1:5000 - 1:700
BonbHblE OEBOYKH POXKIAIOTCA B 3 pasa
yaie.

Omuono2us, nhamozenes - pPA3BUTHE cyy.
apoma Onpapica 00bACHAETCS XpoMocoy,.
HBIMH HApYLIEHUSMH, TPOMCXONIiHAyy
Ha CTAJUM rameroreHesa (OBOTeHe3a yy
criepMatoreHesa) JH60 npobnenms 3yr.
Thl U TIPUBOASAIIMMHU K YBEIHYEHHIO Ynena
xpoMocoMm 18-i1 mapel,

Denomunuueckue npusnaku - MHoxecT-
BEHHbIE BPOXKIEHHBIE TOPOKH Pa3BHTHe
JIHLEeBOil YacTH Yepena, cepaua, KOCTHoj
CHCTEMBI, MOJIOBBIX OpraHos. B mepayi
oyepenr obpawaer Ha cebs BHHMaHHe fo-
nuxouedannyeckas Gpopma yepena ¢ mpe-
obnajaHHEM TNPOJOJNILHOTO pa3Mepa Haj
TNoNepeyYHbIM, HH3KHIT 1100, BRICTynaounii
3aThIJIOK, MAJEHBbKHIi pOT, MHKpOGTa:-
Mus. Y perell ¢ cuHapoMoM Ojsapica
YacTo BCTPEYAIOTCA pPaclleNMHBI BepXHeil
ry6ul 1 HEGA, SMHKAHT, NTO3, 3K30(TANBY,
Kocornasue, KOpoTkas wes ¢ H30bTouHol
KOXKHOH cKnankoii. Tunuuuele nedopua-
LUHH YHIHBIX PAKOBMH BKMIOYAKOT MaseHb-
KHE MOYKH, OTCYTCTBHE KO3EJIKOB, Y3KIi
CIIyXOBBI€ TPOXOJbl, HH3KOE pacronoxe-
HHE yLueif.

Buewnnit obnuk mereii gononuserca xa-
PAaKTEPHBIMH 1A cuHapoma Jasapacd
AiepOpMaIAME CKeleTa - CKpelIeHHBINH
nanbuaMu  kucrefi, ykopouensoii rpya
HOl, aHOManuaMu peGep, BpPOXKACHHHN
BLIBHXOM Geqpa, koconanocTsio, «cTonoit
Kayankoi», cuupakrtunueii cron u np. y
MHOTHX neteii MMcloTcst remaHrHombl !
NamUINOME! KOxH. JeTH ¢ CHHAPOMOM 331
BapAca yMHpaloT B paHHeM BO3pACTE (90 :
1 ropa),

/
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TaGnuua. Bone3n ¢ H3MeHeHnem
CTPYKTYPbI XPOMOCOM

Cundpom Koliaube2o Kpuxa (5p-)

Kapuomun - 46, XX 5p-
Pacnpocmpanennocm, - qacTtora 1:45000
Amuonozus, namozenes - IUTOreHeTHYec-
KHC BAapHAHTEl BAPBHUPYIOT OT YaCTHYHO
AO TMOIHOH [eNeuMH KOpOTKOro mieya
XPOMOCOMEL 5. JInst pasBUTHA OCHOBHEIX
NPU3HAKOB CHHApOMa GOoNbILOE 3HAYeHKE
MMECT cerMent - 5plS. Kpome mpocroii
ACICLUHH  OTMEYEHB! KOIbLEBBIE XpO-
MOCOMBI 5, MO3anuHOili (dhopMEl, a Takxe
TPaHCJIOKALHK MEXKIY KOPOTKHM ILTeYoM
XPOMOCOMBI 5 (¢ moTepeili KPHTUYECKOTo
CErMeHTa) H JPYroi ayToCOMOii.
Denomunuieckue NPuHaKy - HeoOBLIYHEL
nj1ay AETCH, HalOMUHAIOWIMI MsAyKaHbe
WIM KPHK KOWIKH. DTO CBf3aHO C MaTo-
JIOrMei TOpTaHH MJIH TOJOCOBLIX CBS30K.
HeTH ¢ CHHAPOMOM KOIIa4bero Kpuka npo-
T'PECCUPYIOT B CBOEM YMCTBEHHOM pa3BH-
THH, HO CHJIBHO OTCTAIOT OT CBEPCTHHKOB.
* Huskas macca Tena npu poXXIeHHH
*  YMCTBEHHas OTCTaJOCTh
* 3arpyAHEHS IPH INIOTaHUH
e Ilna4y noxoXHuu Ha KPUK KOLLKH
. Hapnﬁromammm
»  Mukpouedanus
» Kocoma3sue
*  YpoIJHBEIE YN
« Bcrpeualorcs BpPOXICHHBIE TMOPOKH
cepAlla M HEKOTOPBIX JAPYTHX BHYT-
PEHHUX OpraHOB, H3MEHEHHMI KOCT-
HO-MBILIEYHOH CHCTEMB], MblLUEYHAS
FUIIOTOHHUSA
 TIponoyKHTENBHOCTE  KH3HH 60J1b-
HBIX 3aBHCHT OT TSXKECTH BPOXJEH-
HBIX TIOPOKOB BHYTPEHHHX OpTraHos.
BoBIIHHCTBO OOJNBHBIX YMHpAIOT B
riepBble TOABI, OKOIO 10%0:00/BHEDE
nocruraiotr 10-1€THero Bo3pacta.
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Tat6nnua. bonesun uapylﬁemm
KOJIHMECTBA MOJOBLIX XPOMOCOM
MoHocoMHH
" Cunopom Ulepeiuescrozo-Tepiepa

—_—

Kapuomun - (45, X0)
Pacnpocmpatienitocie - 4actora 1:200(.
1:5000.

Dmuonozus, namozenes — Yy SMOpuoya
flepBHYHBIC TIOJIOBBIC KNETKH 3aKnajsina-
JOTCA MOYTH B HOPMAJIBHOM KOJMYeCTe,
HO BO BTOpOH NOJIOBHHE GepeMenHocTy
NPOMCXOMIUT HX OrICTpas HHBOMIOLHS (06-
paTHoe pa3BuTHE), H K MOMEHTY poize-
upst pebEHKa KOMHUECTBO (ONTHKyos 5
qUUHMKE MO CPaBHEHHIO C HOPMOH pe3ko
YMEHBLIEHO HIIH OHH TIOTHOCTEIO OTCYT-
CTBYIOT. OTO TPHBOIMT K BBIPAKEHHOI]
HEJOCTATOYHOCTH  KEHCKHX  TMONOBBIX
TOPMOHOB, TIOJIOBOMY HEJOPa3BHTHIO, y
GoNBIIMHCTBA GONBHEIX — K MEpBHUHOl
ameropee (OTCYTCTBHIO MEHCTDYyalliii) u
fecrnoauio. BO3HHKIIHE XPOMOCOMHbIE
HapyLIeHUs SABIAIOTCA NPUYHHON BO3HHK-
HOBEHHS [TOPOKOB Pa3BHTHS.
denomunuyeckue NpuskaKu — CHHIPOM
TpOSBISETCA B TPEX HANpaBNeHHAX:

1) rumoroHajuaM, HE/0pa3BHTHE TOI0-
BBIX OPTaHOB M BTOPHYHBIX MONOBBIX NpH-
3HAKOB;

2) BpOXCHHEIE TOPOKH Pa3BHTHS,

3) HH3KHil pOCT. |

Co CTOpOHBI MOJIOBOM CHCTEMBI OTMEHACT-
Csl OTCYTCTBHeE TOHaJl, THIIOMLIa3usa Marki
W MaTOuHBIX TpyO, nepBHUHAsA aMEHOPER,
CKyAHOE OBOJIOCEHHE J00Ka I MOAMBILLIEH:
HEIX BMaJuH, HEIOpasBHTHE MOJIOYHBX
senes. KOpoTKas C KOKHBIMH CKIaaKa"
MU 1ues, THM(pATHUECKHH OTEK KucTeil i
cton, orcraanua B pocte (135 CcM), HH-
TennexT coxpanen, Huskuii pocr, nopot
cepaua, NOPOKH pa3BHUTHA MOUEK, BBICOKOC
He60, KpLUIOBHAHEIE CKJIAIKH HA ee.

4__—-/
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Pazden 4. Hachedcmeeirvie 6one3nu
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4.3 MyabTHdakTopuaabHbie (00J1€3HH € HACIEACTBeH i
npeapacnoioKeHHOCThIO)

Mynsrudakropnansueie  601€3HH
— 3TO pe3ynbTar B3aHMOAEHCTBUS Hac-
nencTBeHHBIX (PakTopoB (MOHO- WIH
TIOJIMTEHHBIX) € (paKTOpaMu cpefibl. ITH
Oone3Hn MMEIOT pa3fHyHs B MpOsBIeE-
HHH U TAXKECTH TEUEHHS B 3aBHCHMOCTH
OT 10Ja U BO3pacTa.

MHorue 3 QeHOTHITHYECKHUX MPU3-
HAKOB 4YeJI0BEKa KOHTPOJIHPYHOTCS O0Jb-
IIUM KONHYECTBOM reHoB. Kaxaplil U3
OTHX T'€HOB JEHCTBYET HE3aBHCHMO OT
npyrux. OnpenenéHHbli BKIag B HOp-
MaJIbHOE pacnpeaeieHHe TeHOB BHOCST
BHeIlHe cpenoBeie (dakTtopel. B Goib-
IIHHCTBE CTy4aeB U3MEHYHBOCTB (DEHO-
THITHYECKUX TNPH3HAKOB B NOMYJSLMH
OTpaxaeT COBMECTHOE IEHCTBHE COBO-
KYIMHOCTH TeHOB H (paKTOpOB BHEIIHEH
cpensl. J[aBHO M3BECTHO O CYIIECTBO-
BaHUM «CEMEHHOH» MpeapacoioKeH-
HOCTH KO MHOTHM PaclipOCTPaHEHHBIM
3a00JIeBaHHAM, TAaKHM Kak aTepocKIIe-
po3, UBC, caxapHslit auaber, 310Kavec-
TBEHHbIE OMyX0JIH, OpOHXHabHAs acT-
Ma, s3BeHHas Oone3Hb, aprepHalbHad
THIEPTEH3U M Jp., OJHAKO HX TeHe-
THYECKHH KOMIIOHEHT HE HaclexyeTcs
B COOTBETCTBHH C 3akOHaMH Menzens.
DTH 3a00neBaHus pa3BHBAIOTCA KaK pe-
3yNbTaT B3aUMOJEHCTBHA Pslia TCHOB C
MHOTOYHCIIEHHBIMH CPEL0BEIMU (aKTO-
pamu. Takoil THIT HACJI€IOBaHHA HOCHT
Ha3BaHHe MYJbTH(PAKTOPHAJIBHOIO.

B MynsTH(AKTOpHANBHBIX T€HETH-
yecKux 3aboneBaHMsaX Bcerga IpHCyTC-
TBYET TOJIMTEHHbIH KOMIIOHEHT, COCTO-
AIMA U3 TIOC/IeAOBAaTENBHOCTH TEHOB,

94

KYMYJISTUBHO B3aHMO,£[eucTByK)me
Apyr ¢ apyroM. Hupausmup, YHacneqq.
BaBUWHI COOTBETCTBYIOLIYI0 KOMGHig.
LHMIO OTHX TEHOB, MEPCXOAHT «mopq
PHCKa», H € 3TOT0 MOMEHTA Yike Koy,
HEHT OKpYKaloulei cpeapl onpenenser
BO3HHKHET JIH 3a0osieBanue y AaHHorg
JIMLA ¥ HACKOJIBKO OHO OYAET BEIpasey.
HEIM.

BapuabensHOCTs  HacnencTeemojy
NpeapacoioKeHHOCTH K 3a00nesayy.
aM oOycrioBieHa (EHOMEHOM renery.
yecKoro moaumopdusma. Ionumopg.
HBIMH HA3bIBAKOTCA TEHBI, KOTOpEle
TpEe/ICTABIEHBl B TOMYNIALMH HECKOMp-
KHMH pPa3sHOBHIHOCTAMH — aUTe/Ismy,
Paznuuus Mexny annensiMu OmHoro y
TOTO K€ TeHa, KaK TMPaBHIIO, 3aKIoya-
I0TCS B HE3HAYHTENBHBIX BaPHAIHIX
ero TreHeTHYECKOTO KOJIa, MpHYEM Toc-
JIEAHHE MOTYT KaK He OTPaKaThCs, TaK i
OTpakarbCs Ha (PEHOTUMHYECKOM YpoB-
He (BIJIOTH O KIIMHUYECKHX HpOSBIe-
Huii). [lpu HeGnaronpHATHOM coyeTa-
HHH ONpENENEHHBIX aened MOKeT
BO3pacTaTh PHUCK pa3BUTHs Pa3/IHYHBIX
3aboseBaHui. JlaHHBIE accolHalMH MO-
I'yT HOCHTb KaK IpAMOH Xapakrep, ecii
AJJIENIBHEBIH MONTMMOP(U3M 3aTparuBact
(DYHKLMIO IeHa, TaK U UMETh «MapKEp-
HYIO» TIPHPOAY, TO €CTh IPOSABIATHCA B
pe3ynpTare cuermenna K&KO]"O-JIHGO an-
nens ¢ He6naroanﬂTHBIM ‘ BapHaHToM
HCTHHHOTO «reHa 3a00/1eBaHum.

TlonuMopuamM  HyKIEOTHAHEX
noceioBaTenbHOCTel  0OHapyKeH B
BCeX CTPYKTYPHBIX OJeMeHTax TeHo
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. xa0Hax, HHTPOHAX, PETYIATOPHLIX
J2x 4 T.I. BapHallH, 3aTparuBaio-
lla(ﬂI]{{z:*,);ocpeﬂcTBeHHo KOAHPYIOLIHE
m::me[ﬂbl rena (3K30HBI) H OTPaXKaio-
jecd Ha aMHHOKHCIIOTHOH Tocieso-
E:nenbﬂocm HX TIPOAYKTOB, Habiiona-
0T OTHOCHTEJIEHO PEJLKO. BonsuxHcTBO
cayyaeB nonuMop(H3Ma BBIPAXKAIOTCH
mi6o B 3aMCHaX OIHOTO HyKIEOTH.a,
6o B BaphalMi KOIHYECTBA MOBTO-
pAIOLIHXCA ()parMeHTOB. ;
[lonureHHas npHpoaa GonesHeit

¢ HACNEACTBEHHOI TPENPacHOI0oKeH-
HOCTBIO MOATBEPHAAETCA € MOMOIIBIO

Paat)eﬂ 4. Hacnedcmeennpie bonesnu
FeHeanoruyeckoro,  6nusnenoporo H
MOMYJIALUNOHHO-CTATHCTHYECKOTO  Me-
TONoB. [locTarouno o6mekruper "
1YBCTBHTENEH GuM3HELOBLIT MeTon, C
MOMOILBIO  6IM3HELOBOrO MEeToAa mo-
KasaHa Hacnencrsenmas mnpempacrio-
JIOMEHHOCTh K HEKOTOPBIM HH{eKIH-
OHHBIM  3aboyieBaHUAM (TyGepxynes,
NOJIHOMHENNT) U MHOTMM pacnpocrtpa-
HECHHBIM OonesHsam (HueMHueckas Go-
JIC3HB CEpALQ, PEBMATOMIHBIA apTpHT,
CaxapHblit nnabet, sA3BeHHas Goneswn,
IIH30(penns u ap.).

TIpumepsl O0JIE3HEH C HACIENCTBEHHOH NPEAPacIOIMKEHHOCTEIO

o I'pynnel PacnipocTpanennocts na 1009
H ‘YeJloBeK (B COOTBETCTBYIOLIEI]
HozonornyecKue Gpopmol BO3PACTHOI rpymne)
Bpox/eHHbIE TOPOKH Pa3sBHTHs:
pacuieniHa rybs! H Heba 1%2
CNHHHOMO3roBas rpbika 1
CTEHO3 NMPHUBPAaTHHKA 0.5-3
aH3HuedanHa H YepernHo-Mo3ropas rpbiKa 1
BhIBHX bespa 2-5
riapouedanus // 0:;5
rHIocnanus ', :
K0conanocTs ',
lenxuyeckue u HepBHBIE GONIE3HM: —
__Wmodpenus
__dnuiencus 8-10
- MaHHakallbHO-lenpecCHBHBIH I1CHXO03 - 022'_50 -
—PaccesnHelii cknepo3 : :
Lomamnyeckue Gonesnn CpEAHEero BO3pacTa. =
—LCopua —
Mﬂinbﬂan acTMa
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Paiden 4. Hacnedemaennvie bonesny
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g3pennag 60se3Hb KeNyIka ¥ IBeHajuaTuiepeT- 2(:\
HOi KMUIKH )-5()
HieMuyeckas 60ge3Hn cepiiia 50-100
runepronuycckad bonesnn 100200 ———
nauaber 025 e
T ——
‘
Tabauna. MyabTHdakTopnaibibie e
3abonesanus Jloxanuzayuz — yuactaysor Gosee 3() TEN0E, 1y
Bponxuansnan acmma 4,5, 6,7, 11, 13, 14 xpomocomax. Knaccyye,

KO# MOJICIBIO TOJIMTEHHO HacTenyempx Boaes
Hel apnaerca OpouxuansHag acruma,
Pacnpacmpanennocms — 02-18 % po peey,
mupe. Cemeiinad OTAromesHocTs amepruyec.
KuMy 3a6051CBAHMAMY BHIABIAETCA v 50-86%
jerel, crpagaomyx O6poHxHanbHOi actuoi,
Y MOHO3MrOTHBIX ONIM3HELOB PHCK paseyTHz
OpOHXHANLHOH aCTMBI BO MHOTO Pa3 Npesbiliz-
€T TaKOBOii Y IN3UTOTHBIX DIH3HELOB.
dmuonozus, namozewes — a) reHETHYECKHe
dakTopel (npeapacnonaralolise TeHbl); 6)
BHelHHe (akTopsl (annepreHHsl, MHbekims,
KypeHue, nuraHue M 7p.). B ocxoee Opos-
XUaNbHOHM acTMbl, KaK M3BECTHO, JIEKaT HM-
MYHHEIE MeXaHu3Mbl. Y OObIUMHCTEA JHL,
cTpajfiaolmx OpoHXHANBHOH acTMOMH, 00Hz-
pyAHBalOTCA creuupUyeckne aHTHTENd ¥
Pa3sMYHBIM allepreHaM. D710 3a00/1€BaHHE, B
OCHOBE KOTOpPOIO JIEKHT a/llepruyeckoe Boc-
najeHue AbIXarelbHbIX MmyTei, NpHBOALICE K
Pa3BUTHIO OCTPOro criazma OpOHXOB M YCHIC

fu et o1 2 HHIO CEKpelMH CNH3U. DTH H3MEHEHHA BBIH

P AnOHK0B
BAIOT HapylleHHe HempoxoauMocTH OpoH
— 6poHxHanbHy0 00CTPYKLHIO.

Denomunuveckue npUHAKU — nmpH3HaKaMH
OpoHXHaNBHO aCTMbI ABJIAIOTCA:
* Kauiejib — MOKeT OBITh YacThiM,
/ HBIM U ITOCTOSHHBIM;
| * aKkcnMparopHas (¢ mpeuMyLiecTBer
/ TpyAHeHHeM BBII0Xa) OAbIKA — CBH
XPHIIBI;

* YAyIIbE, e

My HTETE

HBIM 33
cTANIHC
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Tabauua. MyasTH)AKTOPHANLHBIE
ja0osieBansA
Caxapustit Ouadem

~1Twnna

U ycaoeHue

/\mwmm

. HOpManbHi ypoBeHb |
* . TAIOKO3H B KPOBH |

[

HegoCTATONHOE

f/"\ ycsoeHHe

; . rNKKoIb
f’ Hegocratox ;. NoBuILUEHHE YPOBHA
HHMCYNHHA W, FAKKO3bl B KPOBH
U7 AVABET 1 THNA

i ot |
e, S

Jloxanuzayus — nedexramu
JIOXEHHBIX B 6-1f Xpomocon

Pacnpactpanenuocry — 4
Thl

pana reuos, pacio-
e.

% nacenenus nnawue-

E)mononm, naTore’es — myrauus T€Ha, oTBe-
HaloIIero 3a BLIPOGOTKY HHcynuua, Maccopas
rHOENb SHAOKPHHHBIX KIieTok MOJRKENYNO4HOI
PKEIIE3BI MOXKET HMETH MECTO B Ciiyuae BHpYC-
HBIX MH(EKUH, oHKonormuecknx 3aGonena-
HRUH, MaHKpeaTHTa, TOKCHuECKHX mopaxeHui
MOKENYNOUHOM KENe3bl, CTPECCOBLIX COCTO-
SAHWH, pa3IHYHBIX ayTOMMMYHHBIX 3abonesa-
HHTH, TIPH KOTOPBIX KNAETKH HMMYHHOIt CHCTe-
MBI BBIPADATHIBAIOT aHTIITENA NPOTHB B-KNETOK
TOJIKEMYNIOUHOI JKenesbl, paspywas ux, Ca-
XapHbiii quaber — ayroummyHHoe 3afonesa-
HHE 3HJIOKPHHHON CHCTEMBI, OCHOBHBIM J(Ha-
THOCTHYECKHM MPH3HAKOM KOTOPOTO SBAAETCS
XPOHHYECKas THNEPIINKEMHS — MOBBILIEHHEII]
YPOBEHb caxapa B KpOBH, MONHYPHS, CHIIBHOE
ofuiee yTomneHne opranusma; Gonm B XKHBO-
TE; MPH JUIMTENILHOM TPOABNEHHH GonesHH u
OTCYTCTBUH JHArHOCTHKH 3a00neBaHHA Hauu-
HAeTCs OTPABIICHHE OpraHH3Ma MPOAYKTaAMH
pacraza JKUpOB - YacTO TPOSIBISETCH B BHAE
3amaxa aleToHa OT KOXH, H30 pTa.
(DeHOTHITHYECKHE NPH3HAKH - CHMIITOMBI JHa-
oera | THNA: CHIBHAA KK, YENOBEK NLET 10
3-5 JIHTPOB KHAKOCTH B CYTKH; 3anax aleroHa
B BbIJLIXaEMOM BO3ZyXe; Y OONBHOrO noBbI-
IIEHHBIH arleTHT, OH MHOTO €CT, HO NPH 3TOM
BCE PaBHO Pe3KO Xy/EeT; uacroe H obmnbHOe
MOUEHCTyCKaHHe (3TO HA3LIBAETCS TONUYPHA),
0cOOEHHO 110 HOYAM; PaHbl TJIOXO 3aXHBAIOT,
KOJKa YeLeTcs, yacTo GbIBaloT rpubKn 1 Gy-
PYHKYJIBL. g

B ominuKe OT MOHOIEHHBIX 00/1e3Hel A7 MYJb-
TH()aKTOPHANBHBIX 3a00NeBaHHIt Xa PAKTEpHO
HACJIE0BAHNUE NIPEAPACTION0KEHHOCTH, 3aBHCA -
1e# OT 3HAYHTEJIBHOTO UHCIa [CHOB C cymmap-
HEIM 3 excron 1 T akTopos Brewtell Cpeae.
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4.4 bone3nu ¢ uerpammuo:ian 1 (hemaccnqecxum)
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Ta6anua. Hose3nn ¢ HETPAANUHOHHBIM |
(HeKsIaceHICeCKUM) THIIOM HAC/ICA0BA-
nus. Mutoxonapuaabibie 0oj1e3inn
Ampodghus 3pumensnozo nepea Jlebepa

ATpodus 3pHTEJBLHOT0 HEPBA

ik

Tun nacnedosanus — MUTOXOHAPHATbHEj;
Jloxanu3sayus — reHbl MUTOXOHAPHI]
Pacnpocmpanennocms - B EBpone cocrag-
aset ot 1: 30000 mo 1: 50000.
Omuonozua, namozenes - atpodus 3py-
TensHOro Hepsa Jlebepa aBnaercs Hacneg-
cTBEHHOH (Tepeaaérca OT MaTepH K MoToM-
CTBY) MHTOXOHZApPHAIBHOIT JereHepaupeit
FaHIIHOHAPHBIX KJIETOK CETYATKH H HX aK-
COHOB, UTO MPHBOJHUT K OCTPOH HJIH mOYTH
OCTpO#i MOTEPe LUEHTPATBHOIO 3peHus. 310
B/IMSET INPEHMYLIECTBEHHO HAa MONOJRIX
Myx4HH. B ocHOBe 3a0oneBaHHA JIEKHT
toukoBas mytauus MTJHK.
Denomunuyeckue npuznaxy. Manudecra-
1us 3aboneBaHHs] MPOHCXOLHT B BO3PacTe
ot 6 1o 62 yet ¢ Makcumymom B 11-30 ner.
Pa3BHTHE HOCHT OCTPEIH MJIH NOZOCTPHIi
xapakrep. HacnencrseHHas ONTHYECKad
neiiponarus LHON JleGepa nii aTpogud
3putensHOro Hepepa Jlebepa, octpoe Hava-
JIO IIOTEpU 3pEHHs, CHayajaa B OJHOM ITia-
3y, a 3aTeM Yepe3 NPOMEXYTOK BpEMeHH 0T
HECKOJIBKHX HEJeJs 10 HECKOJBLKHX Mecd-
1IEB — B IpyroM. DTOT [IPOLECC HOCHT Npo-
rpeccHpyIoIHii XapakTep, OJHaKo MOIHas
cnernora passuBaeTcsi pexko. [locie ne-
PHOJZIA PE3KOTO CHIDKEHHS OCTPOTHI 3peHHA
MOTYT HACTYTIHTh PEMUCCHS H Jiaxe yny4
menue. Y yacTu GONbHBIX OJHOBPEMEHHO
MOTYT OTMEYaThCcs OoNH B [1a3HBIX a010-
Kax npu HX nswxennn. CHipkeHue 3pe
HHA YacToO coyeTaercs ¢ HeBponoruqecKOH
CUMITOMATHKOI1.
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TaGanua. ocsiu ¢ HeTpauunonnLIvm

(uexnaccu‘lccmm) THIIOM HACJCH0BA-
s, METOXOHAPHAJBILIE Dosiesnn

Cunopom MELAS

P I MUTOXOHIpHif
acnpocmpaneniocms — Tounas yacrora
3abonesanus Heu3BeeTHo,
dmuonoeus,  namozenes - MyTaiun
MTIHK,  xonrponupyommx  muixaresns-
HYIO Liernb MUTOXOHIPHIA, CONpOBOXIaI0T-
Csl HAapyIICHHUEM MPOLECCOB OKHCIHTESIb-
Horo (hochopunupopanus - paskueiiero
HCTOYHHIKA SHEPrUH JUIS MeTaboHYecKnx
npoLeccoB B KieTke. ToukoBble MyTa-
unu MtIHK, 3arparusaiomme (hynxumio
TPHK, nopaxaior cuures npakruuecku
Bcex Genkos, xoaupyemuix MTIHK, npu-
BOAS K MX COYETAHHOIT HEZOCTAaTOUHOCTH.
Cungpom MELAS (MuTOXOHOpHANBHASA
sHUE(AIOMHONIATHSA, JaKTaTauHao3, HH-
CYNETONONOOHLIE COCTOSAHNS)
XapakTepu3yercs MporpeccupyloLei Mu-
TOXOH/IPHANIBHON  3HLE(anoMHoNmaTHeH;
NMAapOKCH3MANbHBIMK COCTOSTHHAMH, HAIMo-
MUHAIOLMH HMHCY/LTBI; JIAKTaT-aLHI0-
30M.
DenomunuuecKiie npusnaky - 3abone-
paHMe HAuMHAeTcs B BO3pacTe 5-35 JIET
JuB0 MHCY/KTONONOCHEIMHE COCTOARUAMH
(KOpTHKANbHBIH K CyGKopTHKaJ}BHBlﬁ
uHpapir), MO0 3JIOKAUECTBEHHOH MH-
rpenbi0. OCHOBHEIMH HEBPOJIOTHYECKHMHU
CUMIITOMAaMHU SABMSIOTCA: PasHIHEIC MU~
jerTHYeckHe NpPHCTYNEL, MO3KEUKOBBIC
paccTpoiicTBa, MHOMOHY‘J'W““;"G;’;
KopKoBas AarHo3us, MHCpeHCHOfIODHEA
FOJIOBHEIMH 60AMH H [0/IKOPKOBBIMH ,’;2_
pyureHuaMy (MpILICHE] IHCIOHKE T

NTHUHBIE BUABI FHHBpKHHGSOB.

L e
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Pasoen 4, Hacnedcmeennwie bonesnu

mm_onemu ¢ HETPAAHUHONNEIM
aGnLAa.

(uelcnaccnqecmm) THIIOM HAaC-
nen0BaHHSL. HoJsie3nn reioMioro
JMAPUHTHITA OAHOPOANTENLCKAS
JucoMIIs OTCYTCTBYCT MaTepHICKasn
ypoMOCOMa - AKTHBHA OTUOBCKAs
Cunopoy Anzenvmana

Tun nacnedosanus — renomumii HUMIIPHH-
THHT

Jokanzayus — peneups u HHaKTHBa-
1 reHOB Ha 15 xpomocome. B o6nacTy

ql1-q13 15-ii xpomocomsr. Kapuorun 46
XX umn XY, 15g-.

Pacnpocmpanennocms — 1:10 000

Imuonozus, namozenes — CHHApPOM AH-
TelbMaHa SBIAETCA KIIACCHYECKUM MNpH-
MCPOM reHOMHOI0 HMIPHHTHHra. [TpHyn-
HaMH BO3HHKHOBEHHSs 3a00/IeBaHUS MOTYT
OBITh ONHOOTLIOBCKAS HHCOMUS, TpaHcIo-

Kaluus HIH MyTauMs OJHOrO reHa B 3TOif
o0mnactu.

Penomunuyeckue npusnaku - 8 75 %
NPOONEMEI C MHTaHHEM, 0COGEHHO ¢ IPyA-
HBIM BCKapMJIHBaHHEM, TaKHE MJafeHLbI
TJ10X0 HabupaloT Bec;

* Je}HUNT BHHMAHHA H THIEPAKTHB-
HOCTE;

* anuiencus (80 % cnyuaes), Hapyuie-
HHS BBISBJIAIOTCA TAKXe NPH MEKTPO-
sHuedanorpapuu;

*  Y4acThlit cMex 0e3 nosoxa;

*  Xozb0a HA HErHYLIMXCH HOrax — u3-3a
3TOii 0COOEHHOCTH JieTell C 3THM CHH-
JAPOMOM HHOT/Ia CPABHHBAJIH C MapHO-
HETKaMH;

Tskenast 3afiepaka yMCTBEHHOTO H MO-
TOPHOIO0 pa3BHTHA, aTaKCHs, THNOTOHMS,
NIPUCTYNL]  HEKOHTPONHPYEMOTO CMexa,
XJlonaHbe B Najolun, MHkpobpaxuueda-
JINS ¢ YIIOLICHHBIM 3aTBUIKOM, Oonbiuas
HIOKHSI YeJIOCTh, NPHOTKPBITBI POT €
BLICTYNAIOUHM A3BIKOM, MaKPOCTOMHH,
penko pactywme 3yObl, THNONHTMEHTa-
LHH.
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OMATHYECKHX KJIETOK

TeneTH4ecKHE Gosie3HI COMATHYECKHX
KJIETOK

[enetnueckue OONE3HM  COMaTHYeckyy
KIIETOK BBUIENEHb] B OTACIBHYIO rpymny
HacjeCTBEHHOH IaTONIOTHH  Hexasyo,
[ToBomoM K ITOMY MOCIYXHIO 0GHapy-
skeHHe TIPH 3JI0Ka4eCTBEHHEIX HOBOOGpa-
30BaHHAX crelH(PHIECKHX XPOMOCOMHEIX
MepecTpoeKk B  KIETKaX, BBI3BIBAKILIHX
AKTHBAIHIO OHKOIeHOB (peTHHoOnacTo-
Ma, omyxonb Buibmca). DTH H3MEHeHHs
B reHeTHYECKOM MaTepHaie KIETOK ABis-
JOTCS JTHOMATOTEHETHYECKHMH U1 3710-
KayeCTBEHHOIO POCTa H IOJITOMY MOIyT
6bITh OTHECEHEI K KaTeropHH IeHeTHyec-
KOif IAaTOJOTHH. YK€ HMEKOTCS NepBhe
J0Ka3aTeIbCTBA TOr0, YTO CHOPAjIHYECKHe
ciyyad BPOXJIEHHBIX TOPOKOB Pa3BUTHA
SABJISIOTCA PE3YNBTATOM MYTallHil B CoMa-
THYECKHX KIETKaX B KPHTHUECKOM IIEPHO-
ne ambpuoreHesa. CnenoBaresibHO, Takue
ClyyaH MOKHO pacCMaTpHBarTh Kak reHe-
THYECKyl0 OOJie3Hb COMAaTHYECKHX KIe-
TOK. BecbMa BEpOSTHO, YTO ayTOHMMYH-
Hble TIPOLECCH M CTapeHHe MOryT OBITh
OTHECEHBl K JTOif Jke KaTeropHH TEHETH-
YeCKOM MaToNOTHH.
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paznen 5. METOIbI U3YUEHUSI TEHETUKH YEJIOBEKA "
JIABOPATOPHAST JMATHOCTHK A

HACJIEACTBEHHBIX BOJIE3HE{

——

M3yyeHHE TEHETHKH 4eJIOBEKa 06-
nafaeT LEMbIM pANOM ocobeHHocTed,
He T03BOJIAIOIMX NPHMEHATEL THOpUIO-
fornyeckiiii METol reHeTHYECKOrO aHa-
ni3a. Bo-NepBBIX, HENb3d TMPOBOLHTH
kakye-MHOO TEHETHYECKHE 3KCrepu-
MEHTHl Ha Jofsax. Bo-BTOphIX, HH3Kas
MNOLOBHTOCTE. B-TpeTbHX, ANHTENBHAS
cMeHa NokoseHHH., B-ueTBepThIX, Hanu-
yie B reHoMe OO0JIBIIOro YHCIa rpymnin
cLerUIeHHs FeHOB (23 y KeHUIMH 1 24 y
MYKUHH), @ TAKKe BBICOKOI CTENeHbIo
()eHOTHITHYECKOTO nonuMopdusma,
CBA3aHHOIO C BIIMSIHHEM CPE/IbL.

['eneTHKaMu pa3paboTaHbl IPHEMEI,
NO3BOJIAIOIIHE H3YYHTHh HacleIoBaHHE
H H3MEHYHBOCTH NMPHU3HAKOB Y 4YellOBe-
Ka, HECMOTPS Ha NEPEYHCIIEHHBIE BhILIE
OrpaHHYEHHSL.

MHorne ¢opmbl HacleaCTBEHHOM
NMaToJIOTHH  INPOSBNSIOTCS  HACTOJNBKO
cnetGuyeckuM (JEHOTHITOM, YTO KIIH-
HHYECKHiIl aHalu3 ¢ CHHIPOMOJIOTH-
YECKHM NOAXOAOM IO3BOJISET YCTaHO-
BUTH TOYHBIH auarHo3. B mononHeHue
K METOAaM KJIHHHYECKOI MUArHOCTHKH
NPUMEHSAIOT TeHeallorHYeCKHil METON,
KOTOpEIH ewe Oonplue MOBBILIAET Be-
POATHOCTE MpaBHJIBHOrO  JAMarHosa.
Onnaxo wmpokuii KUHKHYECKHIT TOMH-
MOpGH3M HacnencTBeHHBIX OoONe3HEH,
HX (beHOKONHUHM, YacTHYHOE COBITAJICHHE
CHMITOMOB pa3HbIx 3aboneBaHuii (Hac-
NCACTBEHHBIX M HEHAcJe[CTBEHHBIX),
HeobXomMMocTE  BBIBNEHHS TeTEpo-

AR TS . o e o f

SHTOTHBIX HOCHMTeNell unuM Hocureneii
GanaHcupoBanupx TPaHcNoKauuit (uu-
BEPCHii) TpebyIoT npuMenemus nabopa-
TOPHBIX METONOB JHATHOCTHKH, KOTO-
PBI€ NIpH HaClIENCTBEHHON NATOIOrMH
BCerzaa 0onee TOUHE, ueM KIHHHYeCKHe
METO/IBL.

JlaGoparopuas anarnoctuka mac-
NEACTBEHHBIX Oonesneit (deno- wuam
PCHOTHIIHPOBAHHE MHJHUBHUIOB) MOXET
ObITh Hanpaenena Ha MAEHTH(UKALUIO
OZIHOH M3 Tpex cTyneHeil 6one3uu. Bo-
IIEPBBIX, 3TO BHIABIECHUE IPHYHUHEI HAC-
NEACTBEHHOI1 ATONOTHH, WK XapaKTe-
PHCTHKAa TEHOTHNA, T.€. OMpeneleHHe
KOHKPETHOH MyTauu (TeHHO, XpoMo-
COMHOH, T€HOMHOI1). DTH I[eNH JOCTHU-
raloTCs C MOMOLIBIO ITHTOrEHETHUECKUX
WJIH MOJIEKYJIAPHO-TEHETHYECKHUX METO-
noB. Bo-Bropsix, naboparopueie (6uo-
XHMHUYECKHE H HMMYHOJIOTHUECKHE)
METObl TO3BONAIOT PErHCTPUpPOBATH
NepBUYHBIA NMPOAYKT reHa. B-TpeTbux,
BO3MOXKHA perucTpanus creunugHyec-
KHX MeTabO0JHUTOB, BO3ZHHUKIIUX B IpO-
ecce MaTroJOrH4ecKoro AEHCTBUSL MY-
tauuH. Takass perucTpalds BO3MOXKHZ
Ha ypOBHE JXHAKOCTe# (KpoBb, MOua,
cekper) win KieTok. Cie/oBaTelbHo,
Ha 3TOH CTYMEHH MOXHO TNPHMEHATH
OGUOXUMHUYECKHE, HMMMYHOJOIM4ECKHE
H L{ATOJIOTHYECKHE METOABI, YTO M Halll-

J10 TMOATBEPXKACHHC B KJIHHH‘IBCKOHl

ITPaKTHUKE.
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5.1 MeTtoan! H3y4eHHsI FeHETHKH Yel0BeKa

(l. Ienieajornyeckuit

S P
———

CocTajieHHe H aHATH3 POLOCIOBHOH T,

2. ban3nenoBLIii

W3yuenne 3akoHOMEpHOCTEIT HacenoBanng o

% PH3n
napax OfiHO-ABysAiLEeBbIX ONN3HELOB i

3. llonyasiuHOHHO-
CTATHCTHYECKHI

H3yyenne nacnecTBEHHbIX IPH3HAKOB B ﬁm
[1aX HaceJIEHH, B OJHOM HJIH HECKOJILKUX noxonenu,,pyn-
X.

4. Meton aepmarorsingu-
KH H HaJbMOCKOMHH

W3yueHue KoXHBIX IpedelKoBLIX y30pos rram;m
NOHeit, e

5. MeToabl reHeTHKH CO-
MATHYECKHX KJIETOK

H3yuenne HacneicTBEHHOCTH H uamentmaomm
YECKUX KJIETOK

6. IluToreHeTH4YecKHe
MeToABI

—

Ha MHKPOCKONIHYECKOM YPOBHE H3YYaeT XpOMOCOME] B
KJIETKax 4YeJIOBECKA

7. BoxnuMHuuecKHe
METOAbI

—

BrisBieHue AedexTa NEPBHYHOTO TEHHOTO TPOAYKTa
(¢epMEHTOB, CTPYKTYPHBIX, TPAHCIOPTHBIX WM HHbIX
Oenkon)

Amnanus nocnegosarensHoctd JJHK unu PHK ¢ noMousio

8. MoJsieKyasipHO-TeHeTH-
YyecKHe MEeTOAbI

meronos ITLIP u cekpennposanua JJHK

1. l'eHeaslorn4uecKHii MeToj

(I. ¥Oct, 1931). CocrapneHue H
aHanu3 popocinoBHex. Kak meron musy-
yeHHs] FEHETHKH 4eJlOBEKa 3TOT METO[
CTaJH NPUMEHSTH TOIBKO ¢ Hauama XX
CTONETHA.

PonocnoBHas HeceT B cebe onpese-
JIeHHYIO TEHETHYECKYI0 HH(OPMALIHIO 1
N03BOJISIET YCTAHOBHTE!

 XapakTep Hac/eJOBaHHA IIpH3-
Haxa (HaclIeJCTBEHHBLH WM HE Hacle]-
CTBEHHBIH)

e THN HacleaoBaHNuA
ka (ayTOCOMHO-JIOMHHAHTHBIH, ayTO-
COMHO-PELIECCHBHEIH, X-cuenaeHHbIH
NOMHHAHTHBI MM  PELECCHBHBIH,
Y-cLeneHHbIH)

* reHoTHm npobania

*  BEpOATHOCTD NPOSBJCHHSA NPU3-
HaKa B cJeayIoleM ITIOKOJIEHHH.

npu3Ha-
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CeMmeiiHblil aHeMHe3 — IIepBoe, UTo
HHTEpECYeT JOKTOPOB, NPENOCTaBIIsl-
I[MX TEHETHYECKYI0 KOHCYJETALHIO,
TouHas W IOJHAsA POLOC/IOBHAs, IEHE-
aJlOrMYecKoe JpeBO, IpeoCTaBier
Hanbonee MOCTOSHHBIA HCTOYHHMK HH-
(opmanun.

OCHOBHYIO YacTh MH(opMaLHH 33-
MECBHIBAKOT CO CIIOB YeNOBEKa, KOTOPOMY
HeoBX0qUMa TeHETHUECKas KOHCYIbTd"
st (npo6an). Ecau anst mocTpoeHit
POAOCIIOBHOI! HY)KHO OMPOCHTD ApyIHX
YeHOB CeMbH, HEoOXOuMO Npeay”
Mpeaurh HX 3apaHec H Adlb BpeMsA Hvﬂ
MOArOTOBKY HEOOXOAUMBIX ceeacHAH:
UndopmanHio cieayer cobuparp 10
00eHM JIMHHUAM CEMBH.

[IpaBuna  IOCTPOCHHA poaoc-
noBHbIX. Jns o0o3HaYEHHA JKeHILHH

MCTIONB3YIOT — KPYXXKH, My’ KUHH

]
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gpanparbl, niopen HEH3BCCTHOTO N1071a
oMGb1. BONBHBIX JIOACH OTMCYAIOT 3aK-
qeHHBIMH CHMBONIAMH, @ 310DOBLIX
_ yesakpallicHHBIMH. I“opm?mam,uaﬂ
yepTa, coeHHsIoIas JIoAeH MYMCKO-
ro 1 JKGHCKOrO 013, o6o3Hayaer Gpak
ey HHMH (My>xuHHa 00BIYHO pac-
nonoxeH cnesa). JlerH 1mokasaHsl Hixe
pomnencﬁ cneBa HamnpaBo B nopﬂnxf
POAICHHS, COC/MHEHBI C pORHTENBCKO
napoil BEPTHKAIBHOH TMHHEH 1 NPOHY-
MepoBaHbl ClIeBa HAMpaBo apabcKuMu
nH(pamMH (1, 2, 3 v np.). [lns Hymepa-
i TIOKOJICHUH NPHMEHSIOT PUMCKHE
wadpet (1, 11, 111 1 ap.) B nanpaniexu
cBepXy BHHM3, DY 3TOM CaMmoe MepBoe
nokonenue obosnauator kak I. M3yuas

Ocnosur obwyeit 2enemuncu

L L R R I R T I T PR

POMOCIIOBHYI0, MOMKHO ONPEUENHTE THIT
HaclcnoBanus npusHaka (3abosepa-
1), KaK Hanpumep, remMo(unug. Dto
3abosnenanne Hacenyeres cuemsenio ¢
X-Xpomocomoii, pereccusHo. 3abose-
BAHHC BCCT/A MPOSIBIACTCS Y My’KUMH,
HMCIOLIMX TakoH ren. Ilpusuak nepe-
Aaercs oT OOoNbHOrO oTua yepez ero
(heHOTHMHYECKUIT 3710pOBBIX noyepeit
IMOJOBHHE €ro BHYKOB. 3aboneBanue
HUKOIa HE MepeaaeTcss OTLA K ChIHY.
lapckas muHactis PoMaHOBBIX HOCH-
na B cede penkyio (Ghopmy remoduiuy.
IIpuMep ponocnoBHOl npeacTaBiaeH Ha
pucynke (PomocnoBHas Asekces chiHa
Hukonas II, nocnepnero Mmneparopa
Bcepoccuiickoro).

O- AeHIHI O—-—-D - siclipanunag ceain
JIOPOLLE

D = MYAUHNa
O M D - npobiana
7

<> = 1101 HEHIBeCTeH

A = BEIKILLLINL

‘ - MCIHIHMHCKHI{ a00pT

‘ - Mcpmnpua(ﬂemum

~—O - Gpuk

Opak

O

- KpoBHOpocTBEHHLI

——O - nonToprnii Opak

[ﬁ C% ~ MOHUSHIOTHETE
OnHaneLL
- JUNHIONILE
OnmINeIL

- Geenaomumaii Gpak

- BHeOpaHbIe
TIOTOMCTBO

. . - DoJsIbHEIE
I: O - r¢TEpPOIHIOTHLIC
- HHOCHTENH
¥ ]PeLleCCHBHOTO TeHa
- JIHYHO
I ofcnelonaHLIC

i @ - yMepiime

Pucynox. 3naxu u 0603nauenus 2eHean02uieckozo Memooa
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Koponepa

Brkropus 0 =]
B AHMIHK .—r.

I'eModunuk
}Kemumla-nocmenr,

Bukropus Dnyapn VII
Anuca (I)pem.pnx
Brmbam

Jlcononsn Bcalpncca

OO0E BE OF OOIUIOH B &

I’Ipem A:lefccaﬂnpa Huxonaii Il Avca Bukropua-| Ansdornco XII Mopue

B [ QQQO@ OB |

Anekceil
B Poccuu

Bomsaemap Fer
B IIlpyccun B Ipycenn

Esrenns |8 Uenanuy

Bucronr OO Ij

TpemaTan

le(bonco
B Henanny

Pucynok. Podocnoenas Anexces coina Huxonas 11,
nocnednezo Fimnepamopa Bcepoccuiickozo

2. Bin3He0BbIi MeTO]

DTOT METOJ 3aKII0YaeTcs B U3yue-
HUM 3aKOHOMEPHOCTH HAaclel0BaHHs
IIPU3HAKOB B Iapax ONHO- M IBYAHLO-
BEIX 61M3HenoB. OH npemoxed B 1875
r. [ansroHOM. BIM3HELOBHIH METOA
TIPUMEHAETCS 1714 TOro, YTOOb! OLIEHHTD
3HaycHHE HacJeACTBEHHBIX (PaKTOPOB
1 (pakTOpOB BHEUIHEH CpEMBl B pa3BU-
TUM Npu3HakoB (bose3neit) y yenoBexa.
CyTs MeTofa 3aKJIO4aeTcss B CpaBHE-
HUM TIPOSIBJIGHMS NPH3HAKa B pasHbIX
rpynnax OJIHM3HENOB IIPH y4ere CXO-
CTBa WJIM Pa3lInyMsi UX F€HOTHUIIOB,

' Tlo nDpoHCXOXKACHHIO OIM3HELDI
MOryT OBITb MOHO3HIOTHBIMH (OAHO-
SALIOBBIMH) M JAM3UIOTHBIMM  (ZABYSIA-
1OBbIMH)., MOHO3MUIrOTHBIE ONU3HELB]
Pa3BHUBAIOTCA U3 OJHOH ONIOLOTBOPEH-
HOM SMLEKIETKH — 3UTOTHI B peE3YJbTa-
TE€ pasfieNeHus 3aponpllia HAa PaHHHX
aTanax amMbpuoreHe3a. OHM WICHTHYHE]
FeHOTUNHYECKH (Tak kak umeroT 100%
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0O1MX Te€HOB ) H ()EHOTHITHYECKH, pa3-
BHBAIOTCS B CXOIHBIX YCIOBUSX Cpefisl
BO ‘BpeMsl BHYTPHYTPOOHOTO pa3BuTH
H [I0CJIE POXKIEHHUSI.

JIn3urotHele ONHU3HELHI pa3BHBa-
IOTCSl M3 IBYX OIUIOJOTBOPEHHBIX fiilie-
KJIETOK, T.e. U3 JABYX 3UIOT. [€HOTHIH-
yeckd U (H)EHOTHIIMYECKH OHM CXO/HBI
He Goiee, ueM OpaThs U CECTPBI, POAHB-
LIMecst 0T OJHOI pomiTeJIbcxoﬁ Taphl.
JIns HMX TaK)Ke XapaKTepHO CXOAICTEO
YCIIOBHii cpefibl, B KOTOPBIX OHH pasBi-
BAIOTCSL.

Cxonperso OMM3HELIOB IO MpH3Ha-
KaM HOCHT HA3BAHHE KOHKOpJAHTHOC"
TH, B TEHETHYECKHX HMCCIE0BARNEY
6JM3HELIOB CPABHUBAIOT M0 crenchl
KOHKOPJAHTHOCTH TIPH3HAKOB. Bic0”

g TOro
Kas KOHKOPAAHTHOCTb OJWHOTO 3
JKe [PH3HAKA Y MOHO3HIOTHBIX EuH3HC
x Gu3HeLo?
110B Y HU3Kas y AU3UIOTHDI e
CBHUICTEILCTBYET O reeTHYECKOH




cOB/ICHHOCTH NPU3HAKA, OAHHAKOBAS
(OHKOPIAHTHOCTE MPH3HAKa y MOHO-
suroTHEIX OMH3HELOB 1 JIH3HTOTHBIX
pnu3HeloB — 0 MNPEHMYLIECTBEHHOM
qunH (paKTOPOB CPEbI,

TpyRHOCTH OJIM3HELI0BOTO METo/a
cps3aHbl C OTHOCHTEJIBHO HH3KOH ya-
cToTOl POKICHHSA ONH3HELOB B MOIY-
guuH. JacToTa MOABIEHHS Onu3HeroB

BJIH
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Y Jnoned cocrasnser okono 1% (173
ONHOAHLEBRIX, 2/3 PasHosiLEBBIX); Mo-
AaBnsioniee OONBIIMHCTBO GNM3HeNOB
ABNACTCA ABOHHAMM.

Hecmorpst na tpynoemxocts 6us-
HELOBOro METoJa, BEICOKAS 0OBEKTHB-
HOCTb BBIBOJIOB JIENaeT €ro OJHHM M3
IIHPOKO NMPHMEHSEMBIX METONOB reHe-
THYECKHUX HCCIIEN0OBAHHI Y YesloBeKa.

genkaM (y-To0ynTHHY).

Inst upeHTHGUKAIME MOHO3UTOTHOCTH [IPUMEHSIIOT:

1. TTonHcHMITOMHBI METON CpaBHEHHs (LBET IVa3, BOJIOC, KOXH, dopMme
yuei, Hoca, ry0, HOTTeid, Tesla, NaJbLEeBLIM y30pam).

2. Meronbl, OCHOBaHHBIE HA MMMYHONIOTHYECKOH HAEHTHYHOCTH ONH3HEL0B
110 3PUTPOLUTAPHEIM aHTHIEHAM (cucrema ABO, MN, pesyc), 110 CBIBOPOTOYHBIM

3. TpaHCIIAHTALMOHHEIH TECT C NPUMEHEHHeM nepexpecmon niepecanku
Koy 6IH3HENOB — Hanbosee JOCTOBEPHLIH KPUTEPH.

3. ITonysiUHOHHO-CTATHCTHYECKHH MeToA

C moMOLLBIO TONYyJIALHOHHO-CTa-
THCTHYECKOTO MeEToJia M3y4aloT Hac-
JefCTBEHHblE IIPH3HAaKM B OONBLIHX
rpynnax HacelleHHs, B OLHOM HJIH HEC-
kopkHX mokojeHuax. Tlomynsanus, Kak
JUTHTEJIBHO CYIIECTBYIOIAs 3IeMEHTap-
Has eNMHMUA OHOJIOTHYECKOro BHIA,
BngeTcs crabMIbHOI CTPYKTYypoOH No
OTHOCHTENBHBIM YacToTaM reHoB. Jlnd
H3yyeHHs TOMyJIAUMi HCIHONMBL3YIOT 3a-
kon Xapau-BaiinGepra. CyTb 3aKoOHa:
«B mocratoyno 6ONBIIMX MONYIALHAX
HE MOABEPIKEHHBIX JEHCTBHIO oroopa,
OTHOCHTENIbHEIE HOJH T'€HOTHIIOB 0CTa-
I0TCA NMOCTOAHHBIMM W3 IIOKOJICHHA B
MOKOJIEHHE TIPH YCJIOBUH NMaHMUKCHH.
O no3songer W3YYHTh MYTaLHOHHEIH
nponecc, ponp HacieACTBEHHOCTH H

cpensl B ()OpMHPOBAHHH (HEHOTHIH-
YECKOro IoNUMopQu3Ma 4YenoBeKa 10
HOpMaJbHEIM TpPU3HAKaM, a TaKkKe B
BO3HHKHOBEHHH Ooje3Hel, 0COOEHHO ¢
HAcJIEACTBEHHOH MpeApacnoNoKeHHOC-
THIO. 3HAUEHHE MHKPOIBOJIOLHOHHEIX
MPOLIECCOB Ha MOMYJIALMOHHO-BHI0BOM
ypOBHE sl 31paBOOXpaHEeHHs onpene-
nsieTcsl HAMYHEM HAC/IENCTBEHHEBIX 00-
nesueii, 3a001eBaHU C HACIEACTBEH-
HOJl NpeNpacrooKEHHOCTBIO, & TAKKE
0CODEHHOCTAMH TeHO(OH/I0B paaﬂmx
[OMy/IsALH JIOfeH. :
B nonyasudd IPOHCXOINT TOCTO-

' AHHasA nepejada TeHOB H3 MMOKOJICHHUA B

MMOKOJICHHE H ﬁnaronapﬂ MEXaHH3MaM,
KOTOpBIC MOAAEPKHBAIOT paBHOBECHE
FeHHBIX 4acTOT. CT&THCTH‘-ICCKHH aHa-
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NM3 PaclpOCTPAHEHHs OTAENbHBIX HAc-
JIEACTBEHHBIX MNPH3HAKOB (IEHOB) B
NOMyNsAUUAX JIIOAEH B pasHBIX CTpaHax
TNO3BOJISET ONPENENHTh aNaNTHBHYIO
LIEHHOCTh KOHKPETHBIX TE€HOTHIIOB.
OpnHax<apl BO3HHKHYB, MyTalH{ MOTYT
TiepeaBaThCsl IOTOMCTBY Ha MpOTsXKe-
HHH MHOTHX MMOKONEHHH. OTO NPHBOIAUT

K TOIUMOPOU3MY (remery

 MONYJNAUMAX HAXOLHTCH 3H

LY
DII...-.
bR}
.
.
e

! i YeCKoi
OHOPOAHOCTH) "eﬂOBeqecmXK{," e
HOI‘[y_

NAUHH. B reteposnrorioy COCTORy
Hif g

a‘lHTean%
a.HJ]EJ]ei‘l (re‘

KOJIHYECTBO PELECCHBHbI)
HETHYECKHH Ipy3), obycy

Pa3BUTHE PAa3NHYHBIX Hacney
3a00JeBaH M.

[0 OpraHoB OBIXAHILA
[0 Bome3un rima3a

O Hpyrie

[0 Mouenonosoii ciicteMel  [] KocTHO-MEIIIEUHOIT

B CrncreMs1 KpoBooGpaineHiis
[[] OpraxoB mineBapeHis

CHCTEMEI

Pucynok. Juazpamma 3abonesaemocmu Hacenenus 20poda—X 3a 2015 .

4. Metox gepMATOrTH(PHKH U MAJIbMOCKOIHH

B 1892 r. ®. ['ansTOHOM OB IpEN-
JIOKEH METO[ H3y4YeHHs KOXHBIX TIpe-
OELIKOBBIX Y30POB NAJIbLEB H JIAJIOHEH,
a TaioKe crudarenbHBIX NagoHHBIX 0o-
po3a. OH yCTaHOBMJI YTO YKa3aHHBIE
Y30pBI SBIAIOTCA HHAHUBHAYaJIbHOH Xa-
paKTEpHCTHKON YeoBeKa ¥ He U3MEHS-
€TCs B TEUEHHE €ro JKU3HH.

JepmaTornu(uyeckue HccieoBa-
HHS B@XKHBl NPH HAEHTH(HMKALMH 3H-
TOTHOCTH OJH3HELOB.

H3yuyenue nwofed ¢ XpOMOCOMHEI-
MH OOJIe3HSMH BBISBUIIO Y HUX CIIEIH-
(uueckue H3MEHEHUS HE TOJbKO DH-
CYHKOB MaJIbLIEB U JIaJlOHEH,

108

HO M XapaKTepa OCHOBHBIX CrHOa-
TeJBHBIX 60p031 Ha KoxXe anoHel. Xa-
PaKkTepHBIE U3MEHEHHA 3THX IOKasaTe-
neii Habmonaercs npu Gonesnn Jlayrs,
npu cunapomax Knalingenbrepa, [Mle-
penesckoro — Tepuepa. Onpenensiorts
cienrduyeckne JepMaTornuedeckic
M3MEHEHHS TIpH HEKOTOpBIX XpOMO"
COMHBIX abeppauusx, Harmpamep Pt
CHHJPOME «KOLIaYbero KpuKa». Menee
W3yyeHsl JAepMaTornH(pHIECKIC H3Me-
HEHMsl TIpH TEHHbIX GOMe3HAX. OJIHN:‘;
ONHCaHbl creludpHIecKre OTKHOHE::H,
yTHX roKazaTeell mpH Lm3oPpe
MUACTEHHH, JTHM(OHAIHOH nefikeMit

e el
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JepmaTorngika — HayKa 00 0cobenHocTsix koskmoro pesibed
a

. Y30POB Ha NlanonsX 1 nanpuax PYK nipo-

“ TPHYTPOOHOTO pasputis, a 3aKaHYHBaeT-

HocaT k 1892 r,, korna ommu u3 opuru-

3aknanka AepMaTornudHuecknx
HCXOOHUT MexAy 6- 1 19-it Henensmu BHY-

CAH
X (popM'npOBaHue K 5-6-My Mecsny
* Mepmarornuduka — nocrarouno
MOJIOAAsT HayKa: ee BO3HHKHOBEHHE OT-

HanbHeHwHX 6HoNoroB cBoero BPEMEHH
- ABOKoponHsii Opar Yapnsza Jlapsuna
cap Ppencuc T'ansTon BeIMycTHN CcBOIR
TENEPhb yXe KNacCHYECKHit TPy 0 naib-
LIEBBIX OTIIEYATKAX.

5. MeToabl reHeTHKH COMATHYECKHX KJIETOK

OTH METOABl M3Yy4aloT Hacien-
CTBEHHOCTH H M3MEHYHBOCTH COMa-
THYECKHX KIETOK. MeToibl TeHETHKH
COMAaTHYECKHX KJIETOK OCHOBaHBl Ha
pasMHOXEHHH KJIETOK B HMCKYCCTBEH-
HBIX YCJIOBHSAX, MO3BOJAIOT aHAJIH3HPO-
BaTh FreHETHYECKHE IPOLIECChl B OTAEb-
HbIX KJIeTKax opraHu3ma. buaronaps
ObICTpOMY pa3sMHOXKEHHIO Ha IHTATENb-
HBIX Cpefax COMAarTH4eCKHE KIECTKH
MOryT OBITh MOJYYEHbl B KOJIHYECTBAX
HeoOxonuMpIXx anst  aHanu3a. OHH
YCIEIIHO KJIOHUPYIOTCA, JaBas NeHeTH-
YECKH MIEHTUYHOE MOTOMCTBO. PasHbie
KIETKH MOryT cnuBasch 00pa3oBBIBaTh
rubpuanbie 1ionst, OHH JIErKo NoaBep-
TaloTes cenexyuu Ha cneyHabHBIX IH-
TAaTENbHBIX cpefiax v AONT0 COXPAHSIOT-
Ci nNpu rnyGokom 3amopaxkuBaHuy. Bee
9TO NO3BOJISIET HCMONB30BATh KYJIBTYPBI
COMAaTHYECKUX KIETOK, N0Ny4EeHHbIE H3

MmarepHana OHoncHii (nepudepuueckas
KPOBB, KOXa, OIyX0JICBasA TKaHb, TKAHb
3MOPHOHOB, KJIETKH H3 OKOIOIUIOAHOI
MHJKOCTH), JJIA FEHETHYECKHX HCcle-
NOBaHHH YeJloBeKa, B KOTOPBIX HCIONb-
3yI0T CllefyIonHe npHeMel: 1) npocmoe
Kynbmueuposariie — Nojlly4eHue 10cTa-
TOYHOI'O MarepHana Ul LHTOTCHETH-
yecKHX, OHOXHMHYECKHX, HMMYHOJO-
FHYECKHX 1 APYTHX HMCCIENOBaHHI; 2)
KNOHUPOBGHIUE — TIONy4eHHE TNOTOMKOB
OflHOIl KJIETKH; 3) cenekyua comamu-
yecKuxX Kiemoxk — C NOMOLLBI0 HCKYC-
CTBEHHBIX Cpel OTOHpaeT MyTAHTHbIC
KJIETKH C OIpeaeJeHHbIMH CBOICTBaMH;
4) 2ubpuousayus coMamuieckux Kne-
MOK — OCHOBaHa Ha CIIHSHHH COBMECTHO
KyJIBTHBHPYEMbIX KIICTOK pasHbIX TH-
(0B , 00pa3yIOLX THOPHAHEIE KIICTKH =%

co cBoiicTBaMH 000HX pOAMTENBCKHX
pijioB. Brmaronaps METOAOM TEHETHKH
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COMATHIECKHX KIETOX MOAFO p3yuars  y9arb HX NZTOreHe3 Ha OHOXHMdeckp,,
yewzErIMEl NEPEHYHOID geficteHA H H KICTOTHOM vpoBHAX. Pa3BuTue i
szpvoIcHcTEAZ TeHOB, PETYIAIHID WeTo10B ONpeIeTHIO  BO3MOAHOCT,
reszoi zxrussocTi. OHH DO3BOAAIOT TO4HOH AHArHOCTHKH HACI€ICTBeHAk
CVIHTS O reseTH9ecEDd TeTepoTcHI- Go:1e3Heil B MPSHATAILHOM NEPHOze,

EOCTH E2CIeICTBEHHHX Soge3seH, H3-

[ - T B -
AMEIOTEIECEZL {ozoz0TT03=21) Bisrme mpodu srcmb Kymnypa

Pucynok. Ionuenue Kyabmypsl K1emox

6. IlnToreHeTHIecKHIi MeTOI

[[rTOoreHeTHYecKHH METOI OCHO- B npoOHPKY C KPOBBIO C ITHTATEIb-
PAH HA MHKPOCKOIHYECKOM H3Y9JeHHH HOH cpenoii jobaBiseTcs QuroreMar-
XpoMOCOM B KIeTKax 4U€IOBeKd (kapu- rmoTHHHH OTA juid CTHMYIAIHH MiF
omnna). Hayky, H3y4aionyio CTpOCHHE TO30B MHM(OIHTOB.
¥ KOJHYECTBO XpOMOCOM, Ha3bIBaIOT JIns8 MOAroTOBKH BHIHMOIO Kaph-
[MTOreHeTHkoi. TPaIMIMOHHO B IM- OTHNA TNPHMEHSIOT YTHCTEHHC Aene-

TOreHeTHKe MCIONB3YIT XPOMOCOMBI  HHS KJIETOK Ha CTalHH meragassl. [l

HA CTATHH MHMTO33a. B 3aBHCHMCTH OT 3TOro 00padaThIBAKT HX KOJIXHL{HHOM,

lleeil Hecae0BaHAs KYIBTYPH KIETOK — HAapymIalomuM 00pa3oBaHHe BepeTe-
NO;Ty9al0T M3 KJIETOK KOKH, KOCTHOIO —Ha JEJNEHHs, MOMEIIAT Ha npeaMer-
03ra, IMOPHOHANGHEIX TKAaHEH, XOpH-  HOE CTEKNIO H OKpaIIHBalOT peaKTHBOM
OHa, KIETOK XOPHOHA H aMHHoTHYeckoii 1o ['mse. Panbuie nocne 3TOrO ACTd
sunkocty. Uame BCero HMCIOAB3YIOT JIH TIO3HTHBHBII CHHMOK rpenapara 1
auM@oLHTH NepHGHPHYECKOH KPOBH.  pacrpeleisii HeobxomiMble OTPE3KH
Mertoayka NpHroTOBJEHHS W OKPaIllH-  XpOMOCOM MO pasmepy HIH uHoraa no
BaHHA NpenapaToB MeTadasHeIX Xpo- obmenpHHsThM rpynnam A—E. B €
MOCOM YeJOBEKAa METOJOM KIETOYHBIX BpPEMEHHOH MpaKTHKe AaHHYIO cTajio

#1% i
g:ngp BKJIIOYaeT B cebst CHENYIOIHE 3aMEHSIOT LH(POBOH CHEMKOH.
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B CYCIIEH3HIO

JIefiRoIITon

Kapnotnn

Pacnipcacnenne xietox Ha 4 >
TIPEZIMETHOM CTeK/e

Qrae/CHIIC 3PUTPOLIITOB  TIYTEM PACKATILIBAHIIA
/‘7@‘.7

[‘:BOGHBHCHHE

Hukybauns KO.TL‘U]L[HH'IED J?e?ﬁc?eﬂf LRI A

B Tevelme 3 aneit é LHTOB COJICBLIM PacTBOPOM
npu 37°C

Pucynox. Memoduka npuzomosnenus yumozeHemu4eckux npenapamos nymem
KYbINUGUPOBAHIA TUMPOYUMOB nepugepuyeckoll Kposu

d’omrparlmpona:-me

Okpanuganie

4

Drikcanmy wietok

7. BuoxuMHu4yeckmii METOO

Bnepsbie Guoxumuueckuii MeTox
CTAIH NPUMEHATh OIS JAHArHOCTHKH
TeHHbIX GonesHeil B Hauane XX Beka.
C nomowio GHoxuMHuecKoro MeTo-
Aa omucana Gonee 1000 BpoKAEHHBIX
bosesneii obmena sewects. HanGonee
PaclipocTpaneHHBIMM CpefH TAKHX 3a-
Oonesannii smnsiores Gomesum cas-
JalHbE ¢ nedyeKTHOCTHIO (hepMENTOB,
CIDYKTYPHBIX, ~ TpaHCHIOPTHBIX MM
HHLIX Gejkop.
neui%s:)emm HaNpaB/eHb! HA BBIAB-
o };mmuqecxoro (penoTuna op-
"epnuq;m ;ognmuqe(ime HIoKa3areiu

CIIKOBBIH NPOAYKT IEHa,

HaKomjeHue OHomoruueckux Merabo-
JIATOB BHYTPH KJIETKH H BO BHEKIIETOY-
HBIX JKHAKOCTX). buoxuMmuueckue Me-

TOABL: AeKkTpodopes, xpomororpadus,

crnektpockonus. Marepuan: Moya, NOT,
T1a3Ma, ébIBopOTKa KpOBHU, JOPMEHHEIC
97eMEHTHl KpOBH M T. J. IIporpammel
TIePBHYHOM OHOXUMHYECKOH AMarHoc-
THKH HACJICACTBEHHBIX one3Hei MoryT
OBITE MAaCCOBBIMH H CEJIEKTHBHBIMH.
TUnUYHBIM TPUMEPOM  BPOXKACH-
HOTO HapyuwleHHs OOMeHa BCIIECTB
CIYIKHT T1a30KOXKHBIH anpOHHU3M, TPH
KOTOPOM K3-32 HElOCTATOuHOCTH THpPO-
3MHKHHA3bI (I[O(I)A-J:Lexapﬁorccnnaabl)
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cHIDKaeTcsl CHHTE3 [MUrMEeHTa MeJaHu=
na. OnpencneHHe NpOJYKTOB meTado-
au3Ma — HeLOpOroH, HO ,IIOCTE[TO‘!HS)
qyncmmenbﬂmii n crneuupuuecKHH
wmeron auarHoctiku. Ecid paHplIe 1
JMArHOCTHKH (eHnnKeTOHYpHH npHuMe-
HSNM peaKluio ¢ pacTBOPOM xJIopHza
sxenesa (FeCl,), KOTOpKIH AaBaJ 3ee-
HOe OKpalHBaHHE C MOKPBIM oary3-
" HHKoM pebeHKa, TO B HaCTOAIICE BpeM
HCIONB3YIOT METOA poCTa GakTepHH IO

7 SR

Pucynox. I'naznoxodicHblii anoOUHUIM

IIll'll'.l‘.'...'-'.........-......-t
L
LN}
[]
ta

Tarpn. OH 3aKJIIOYACTCH B Hapece,
06pa3LoB KPOBH H3 TMATKH peﬁe}mam"
IHCKH M3 (DMIIETPOBAIIEHON GyMamHa
foMeUIeHHH HX Ha KYNBTypy (')Hpe;l:
JeHHbIX OaKTepHi, KOTOpEIE He Moryy
pacTH MpH HEJOCTaTKe (peHHnanamma
B 5TOM clydae aKTHBHBI PocT Gagre.
puii BOKpYT JIHCKa Oyner ykasuipary, Ha
BBICOKOE COIIEPKaHHE B KPOBH (heHy,.
JaHWHA.

fioenny .
Pucynok. Juaznocmuxa ghenunxkemonypul

8. MoaeKkyJsipHO-reHeTHYeCKHE MeTO/bI

OTUMH METOAaMH AaHAJIU3HPYIOT-
Cs KOHKpETHBIE I0CJIEe0BaTeIbHOCTH
AHK umn PHK — nanpumep, te wiu
' MHBIE TeHBl. BBICOKOYYBCTBUTENBHBIMH
MOJIEKY/IIPHO-TEHETHYECKHH  aHalu3
BAXEH HE TOJNBKO INA 0OoJieé TOYHOIA
JIMarHOCTHKH ~ MHOTHX saﬁoleeBaHHi»i,
HO M JUIL MHOTHX ApPYTHX LIeNIeii; Harl-
PHUMED, IUI1 KOHTPONS MHHHMAJbLHOI

]
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OCTATOYHOI OoJie3HH U MaKCHMalbHO
paHHero oOHapyXeHHs peLu/iHBa nei-
KO3a, Koraa HeMHOTO4YHCIEHHBIE nejike-

. MMUECKHE KJIETKH elle Henp3a 00Hapy-

)KUTh CTaHAAPTHBIMH METO/IaMH.

OcHOBa MONEKyJIAPHO-TEHETHIEC"
KOTO aHanu3a — METON n()JthapF:BHO*Ul
nenxoit peaun ([TLIP). Textonors
I[P nosBonser momyyars MHOOTH
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(Higic WICHTHILBIC KOIMH HYMHHOIO Monekynsipras AHATHOCTHKA:

et :
Iero I10C -

30Tk JIHK, nocne Jen0Ba *  Juarnocruka Skl
7eNbHOCTD JJHK Ha 9TOM Y4acTKE MOX-  OoJeBanuii X3 8

o onpeaeniatb 0OBIYHBIMH METOJAMH, *  JuarnocTuga OHKONOTHYE SRltrE
Meron T1LIP M03BOAAET AOCTHYb BRICO-  3aGonepannii CRUX' s s
yaiieii TOYHOCTH H MYBCTBHTEIBHOCTH *  Juarnocruka TEHETHYECKH Mo ‘
JHarHOCTHKH. ANUIAPOBAHHEIX Opranusmop -

R s SRt S B S W P S = S

Oransl IHK-ananu3a:

* Bwigenenue JHK

. TILP .
* Pectpuxuusa THK na dparmenTs

* Onextpogopes ¢pparmentos JTHK

* Busyanusaumnsa v ppestudnxanus pparmentos JHK i
* CexBeHHpOBaHHE

e A AN,

Tubnuya. Snexmponnvie 6azvl dannslx nacredcmeenHblx Gonesiel

baia pannpix Pecypcenl : Sl Onucanne
Menneanpyiomast | Murepuer Bepcus «On-Line | 310 - MHOpPMaLOHHO-TIOHCKO-
HaciieacTBen- Mendelian Inheritance in|Bas MynsTHMeauiiHas v cucTeMa.
HOCTB YeJioBe- Man-OMIM»: http://www/ | OMIM nononxsercs exemecad-
ka (Mendelian ncbi.nlm.nih.gov/omim Ho, ceiiuac B Hem Oomee 11000
Inheritance in Man, ' " | npu3ssakos. Kaxslii Mewnenu-
V.A. McKusick, pyiolii TpPH3HAK HMEET lile-
COKpamgenno- MIM) * | cTu3nauHelii HOMEp, 3a Ha3Ba-

HHEM 'NpU3HaKa U CHHOHHMaMH
CNCAYIOT JIAaKOHHYHOE OINCAHHE
GoJIe3HH 1 ee TEHCTHKA, BKIovad
caMyl0 B&XHYIO JHTEpaTrypy Io
e | | viss | reMen i
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TO UHCTPYMEHT nnﬁm
KOl JHarHOCTHKH BpomleHH:;
aHOMAJIHH H HEHpOreHeTHyecy,,

cuHpomoB. B 0aze nanugy np;:
BEJIEHEI TIEPEYHH CHHAPOMOB, yy
ONHCAHHE, THTEPATYPA H dory.
rpauu. ITporpamMma noseopger
MPOBOAMTH TOHCK CHHIPOMOB o
Ha3BaHHIO H MO MpH3HakaMm, Cp.
IEPKUT HH(pOpMALHIO Golee yey
0 5500 HEXPOMOCOMHEIX CHHIpo-
Max C MHOXXECTBEHHBIMH MOpOkay
Pa3BUTHA U HAC/EACTBEHHEIX Ha-
pymennsx [THC u I[THC,

HnnmrocTprpOBaHHAs HH(boppE
[IMOHHO JTHATHOCTUYECKAS CHCTe-
ma 1o 2000 cuHapoMaM.

WH(hOpMALIHOHHO - ITOHCKOBag
jcTeMa MO HapyUIEHHSM pa3BH-
THA XPOMOCOMHO# 3THOJIOTHH

Oxcdopackast cocTOHT M3 2x 6a3 aHHBIX:

mequipHcKas 6232 JlospoHcKoii 06a3el JAHHBIX

nannbix (Oxford o ausmopdonoriy 1 Jlon-

Medical Database) JIOHCKOH neifporeHeTH €~
cKoii 6asbl AaHHBIX: http://
dhmhd/mdx/ac/uk/LDDB/
1ddb.html

CHHT'EH- CHHZPOMBI F€HETHIECKHE

SYNGEN

XPOAMC- XPOMOCOMHBIE AH3MOp(QHH

CHRODYS

MEJTEH-2000 UndopMalHOHHO-TIOHCKO-
Bas CHCTEMA

[To3BoJaser JIMarHOCTHPOBATH
penxue 3aboNeBaHus, B Heil omi-
cayo OGonee 4000 HacnencTeeH-
HBIX OONIE3HEN.

5.2 MeToabl NpeHaTAIbHOI JHATHOCTHKH HACAEACTBEHHBIX fone3HeH

IIpenaransHoe 00ciieJOBaHHE ILIO-
Jia TIPOBOJIAT B ciiyyasx: 1) obHapy:xe-
HUSL CTPYKTYPHBIX IEPECTPOCK XpO-
MocoM (TpaHC/IOKAlKi) y OXHOro H3
ponuTenei; 2) Npy HaJMYHU y POAUTE-
neil JOMHHAHTHOTO HACIEACTBEHHOTO
3abonesaHus; 3) NpU HATHYHH B CEMbC
JeTell ¢ peleccHBHbIM HacleJCTBEH-
HeIM 3a00JieBaHHEM, 4YTO CBHAETENL-
CTBYET O T€TEPO3UTOTHOCTH POJAHTENEH;
4) npu Bo3pacTe MaTepH crapiue 35 Jer,
YTO MPOrPECCHBHO ITOBHILIACT BEPOAT-
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HOCTb POXIOEHHS y Hee IMOTOMCTBA C
HaCJIECTBEHHOH mnaronoruei; 5) mnpH
MPUBBIYHBEIX BBIKHABILIAX, BbI3bIBAIO-
IHMX [O03PEHHE Ha HECOBMECTUMOCTD
Marepy W IUI0ZA 1O SPHTPOLHTAPHEIM
aHTHreHam; 6) NpH Halu4dd B CEMbe
neTell ¢ BpOskAEHHBIMHM NMOPOKaMH pas-
BHTHSI.

Brarogaps paspaGotke Crioco008
TPEHATANBHON [UArHOCTHKH YAaeTed
COKPAaTHTb YHCIIO POXCIAIOILMXCS C HAC-
JieNCTBEHHBIMHU 3ab0neBaHUAMH.

,l:] “ |f |
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K naubonee PaclpoCTPAHCHHBIM
HCIIONB3YEMBIM IS MCCle-
MeTona;i’nm{ [IMAarHOCTHKH reHeTHyec-
ﬂOB'aHa:iiomaHHﬁ y I1jioga, OTHOCATCS
;;::Tpagayxoaoe uccnenoBanue (Y3HM),
Onpcﬂeneﬂue coAepXKaHud MapKepoB
(anpHMep, aanta-(be'ronpo'reuua) B
xpopi GepeMCHHOH JKEHIMHBI, aMHHO-
jieHTe3, HCCICAOBAHHE Bf)pCHH XO0pHo-
ya i B3ATHE TIYTIOBUHHOH KPOBH depe3
KOKY.

HenHBa3HOHHBIE METOMBI UCCIIEL0-
paHHs: YIBTPO3BYKOBOE CKAHHPOBAHHE,
PEHTTCHOBCKOE HCCIIE/I0BAHHE, MATHUT-
Ho-pe3oHaHCcHas ToMorpagus, Hccie-
j10BaHIE KPOBH MaTEPH.

VnpTpa3ByKOBOE  HCCIGIOBAaHHE
(Y3H) Bo Bpemsi OEPEMEHHOCTH — OYEHB

PacnpocTpanenyag npoxenypa; oua ye

UMEeT HMKakux N0GOYHEIX 3bdexros
AL XKEHIUMHBL Wiy T1ona. Beem iy ge-
PEMEHHBIM KeHunHay CIENyeT nenars
Y3U - cropumi BOIpoc, ckopee pee-

T'0, TaKoe ucenenopanye HE Tpebyercy
BO BCeX ciyvasx. Y3H TIDOBOASITCS Bo
Bpemst GepeMenHoCTH Mo MHOTHM Ipy-
4uHaM. B neparie 3 Mecsna Y3U noka-
3BIBACT, XXUBOH JIM MmTog, Kakoro OH BO3-
PacTa 1 CKOJIBKO pa3BuBaeTCs TIO/IOB.
ITocne Tpersero Meciaua Y3U moxer
OOHapyXUTh TpyGere BPOXXIEHHBIE TO-
POKM CTPOEHHS TeNa, yKasars, rie pac-
II0JIOXKEHA NIAlleHTa M aNeKBaTHO JIH KO-
JIMYECTBO ' aMHMOTHYECKON KHIKOCTH.
Ilon nioma 06s1uHO MOXKHO OTPEAENHTE
nocne 20 Hefens GepeMeHHOCTH.

I

pemMeHHOCmU
Pucynok. Ynompaseyxosoe uccnedosanue (Y3H) 60 epems bey

Penmzenoacroe uccnedosanue. Vs
3 BLICOKOrO MyTareHHOro BO3AEHCTBHA
PeHTreHOrpaduio Bo Bpems GepeMeH-
HOCTH cnienyer Besuecku u30erarnb, oft-
HaKO B nopsiake wckiiouenus AAHHBIA

TBEPKICHUS
METOJ l'fp}fIMeHﬂIOT IULsL TIOATBED

CKENeTHBIX JUCIIIa3uH.

Muaznumno-pe3oHancuas  momo-

‘ epagpusn (MPT). B Hacrosiliee Bpems

T-
[1OABHJIMCE JOCTATOYHO OBICTPBIC MP
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MeTOMIbl, KOTOpbIC MPEMEHSIOT JUIs 1PC-
jaTanbHOil JAMArHOCTHKH BHYTPCHHHX
[OPOKOB, TAKHX, Kai HapyIICHHC pas-
BUTHS MO3Ta.

Hccnedosanue Kpoel
CbIBOpOTKa KPOBH MaTCpH MOXET CO-
Jepkarh HEKOTOpbIC OH4EHDL BANHDIC
WHHKATOPE], HANpHMep NPHU3HAKK CHH-
apoma Jayna n Dasapica — H3MCHEHHC
yposun A®I], XOpHOHHYECKOrO roHa-
JOTPONHHA M HECBSIBOHHOIO SCTPHONA.
Vpenuuenne konuuecrsa AQII wame
Bcero cp3aHo ¢ AedeKramy HepBHOH
Tpy6ki. IIpucyTCTBHE SACPHBIX IpH-
TpouuToB M TpodobnacTos mnioia B
KpoBHM MaTepH (Ompeiensior Gnaronaps
HOBEHIIHM HMMYHOJIOIHUYECKUM METO-
Jam) TOBOPHT O aHeymnuoJHH U pe3yc-
KxoH({exTe.

Hueazuensie Memoodsl 1ccaedosa-
nua: Guoncus 6opcun xopuona, amHu-
oyenme3, kKopooyenmes, (hemockontis.

ViHBa3uBHEIE METOABI JHArHOCTH-
KM MOKa3aHbl JIMIIb B TOM cjly4ae, eclii
PHCK BO3HHKHOBEHHS MOPOKOB pa3BH-
THS y IUTOJa HE YCTYynaeT PHCKY BbI-
KHABILA [0 TpPHYMHE MPOBEAECHHBIX
manunynsunid. K TakuM COCTOSTHHAM
OTHOCAT HEeH30eKHOCTb MEPTBOPOXKIE-
HYs MJIM PaHHEH CMEpTH, a TaKxke Mpo-
IPECCUPYIOLIYIO HIIH MHOXECTBEHHYIO
3a[ICPXKKY Pa3BUTHI.

mamepi.

Buoncua eopcun xopuon. Ilo no-

CTOAHHBEIM Y3-HabniofeHneM B Kaue-
cree Guoncnu Ha 10-12-it Henbrne re-
cTauuu orbupaiot obpasen ’I‘K&}‘H.
Amuuoyenmes. AMHHOLIEHTE3
0COOEHHO BaxeH MPH OnpeleNeHHH Ha
16-18-ii negene yposns ADII 1 akTuB-
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HOCTH auem‘flxonmisc'repaam B Clyyge
MOBLILICHNON ONACHOCTH Pa3BUTHy .
(pexcroB HepBHOH TPY6KH. ITocne orpe.
jleielns  pacrioNokeHHs  Mianeyry,
nocpeactsoM Y3W B aMHHOTHYCCKy)q
M0JI0CTh Yepe3 OPIOLIHYIO CTCHKY Mare.
PH BBOJAT CTEPHIIBHYIO UITTY H OTGHpg.
jor 10-20 mn xupKoctH. JTanuas npo-
Lefypa ConpshkeHa ¢ JAOMONHHTENb by
0,5 % pHUCKOM BLIKH/BILIA,
KopnoueHnre3. Obpasel kposu mio-
1a MOyKHO B3ATh ¢ 18-if Henenu recra.
ypu. st 9TOr0 uepes OpIoLIHYIo cTey-
Ky MaTepy B TNALEHTY BBOASAT TOHKYIo
crepuibHylo Hriy. ITpoueaypa mpoxo-
JAT TOJ KOHTpONEM (DETOCKOMUH My

VY3-cKaHHPOBAHHA.
demockonus. PeTOCKONUA MO3Bo-

NseT YBHAEThb IIIOJ Yepe3 3HI0CKom,
TIpumeHsIoT Ana OHONCHH TKaHel npu
TSXKENbIX 3a00/€BaAHUSX,

OcHoBHbIE NpedMyLUecTBa npe-
HATAJBHON AHATHOCTHKH:

1) moaTBEpHKAEHHE HOPMAJBHOIO
TeyeHns: OepeMeHHOCTH, KOTa pesylb-
TaThl HAXOAATCS B MpeEZeax HOPMBI;

2) oueHka NpHOIH3HTENBHOTO PH-
CKa JUTs poJuTesed, KOTOpble HHaue He
CMOTYT 3ayaTh pebeHKa;

3) ICHXONOrHYecKas IOAroToBKa K
[OABJIEHHIO HA CBET DONLHOTO PeOeHKa;

4) cBOEBpEMEHHOE MpPEAyNpene:
HHE sl MeIepcoHaa OTACNeH s Hh-
TEHCHBHOI Teparnuu,

5) undpopmarnust 0 BepOATHOM PHCKC
JUlsl POMTENEli, KOTOpble XOTAT MpH-
HATB PEIICHHE O NpepbIBAHHH OEPEMEH-
HOCTH.
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MoucBoi ny3uipn

2 Ipancobaanmnams ey
&\ AMHHOLHATE3
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TpancuepBuKanbHbIH ~—
matoj OHOMCHH
popCitH XOpHOHA

AMHHOTHYeCKas I010CTh

Bopenntarsiii XOpHOH

[lynounmrit kanatux

‘ [ciika MaTKH [Ipaman kumxka

Pucynox. Memodu: ouaznocniuxu 6 nepuod enympuympobinozo pazeumus

Tabnuya. Memodw npenamansnoii duazHocmuxu

HEIPAMBIE TTPSIMBIE
(oDcacaosainte 6eperentioii) (o6enegopatue wioga)
HEHHBA3HBHBIE | | WHBA3MBHBIE |
1. Kmnurieckoe
(arqu)cm-mncmnonmccxoc) 1. V15Tpa3ByKoBoe [NOJIYUEHHE IT HOIIHQI‘O
2. Baktepito- 1l ceponorireckoe CKAHHPOBAHIIE MATEPHAIIA

3. Memigo-reneTireckoe

2. Dnextpokapmiorpadus 1. XopuonOuonens (1 Tpimvectp)

* IcHcalonricckoe 3. Penrtrenorpadms 2. Maauentodnoncna (11 TpadecTp)

¢ LITOTCHETIMCCKOS 3. AMHHOUEHTE3 ‘

¢ MOJEKYZISPHO-0HONOTHYECKOC . pamii (13-14 1. 6').
4. A amGpuoncnetidsmecking JIABOPATOPHBIE s 0GBITHBIL (1}22 H.0.).
dexoB 1. ITnrorcHeTireckie 4. Xopnoueute3 (111 tpinectp)

* a-geTonporenn 2. Mo:1eKynspHo- 3, borockormua (1I-111 TpimecTp) 2

¢ XOpHOHIMecKHI{T TOHAZZOTPOIIHH IeHeTHIeCKIIe 6. huonchs TkakHeit Iwoa (Koxa, ‘;* i.‘_

¢ CTpHEn 3. BHOXIMIMCCKHE MBIIIIIBY, TiEYeHb, CENIEICHKR H N1p.) 3T
£59% ApyrHe 4, leiynomrruxmul-lcgmc (II-1II TpinecTp)

5.3 MeguKo-reHeTH4eCcKoe KOHCYIbTHPOBAHUE

B Gopw6e ¢ nacnencrBenHOM MaTo-  Xapakrep HOCST MEPONPHATH, Ha“piz:
lorHeii ocHoBHAs posib OTBOAMTCA MPO-  JICHHbIE HA O3LOPOBJICHHE Osz{}i{;ce-
dunakrike poxeris anomanpHoro mo- e CPeb, °H°C06CTBy}OHéngZM Ha - S
TOMCTBA, OBumii mpoduiakTHUCCKUil HHMIO €€ MyTAreHHOIo BOSA ot
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HacJIeICTBEHHBIH MaTepHal yeJIoBeYeC-
koro opranumsma. IeHeTHUECKas KOH-
CyJIBTaLHs — cinyx6a 31paBoOXpaHeHHS,
xoTopas 00ecneyHBacT HH(popMalHIO

U TIOIIEPXKKY JIONeH, KOTOpBI€ HMEIOT,

UM MOTYT HMETh PHUCK reHeTHYECKHX

OTKJIOHEHHH.
MeUKO-TeHETHYECKOE KOHCYJIBTH-

posanne: 1) AMarHo3 (KITHHHYECKHH,
6HOXMMUYECKHH, KapHOTHITHPOBAHHC,
JTHK-ananu3); 2) obcaeaoBaHie CEMbBH;
3) cocTaBlIeHHE pPOJIOCHOBHOH; 4) aHa-
U3 ponocnoaﬂoﬁ; 5) mIaHupOBaHHE

IpO(HUIaKTHYECKHX H JIE‘ElBﬁHBIf Mepo-.

TpHUSATHH.
|
Bpay-reHeTHK B JIOCTYIHOH (Qopme

0OBICHAET CeMbe CTENEeHb I'GHETHHEC-
KOTO PHCKa POXIEHHSA HACIENCTBEHHO
aHOMATBLHOTO IIOTOMCTBA, CYIIHOCTB
TpeHaTaNbHOM AMarHOCTHKH 1 TIOMOra-
eT PHHATH [[PaBUIbHOE PELICHHE B OT-
HOILIEHHMH AeTopoxkaeHus. Ecinn'y HHIH-
BMJla MAaTHOCTHPOBAHO TEHETHYECKOE

PP B St B RCRCHC B RS R RCRE SR RU I
"6 a,
"8,
e,
by
.
LAY

3a00NeBaHHE, MEAUUMHCKyif

JlaeT MauuenTy HEYOpMaLo OP:::{BT
arHo3e, paccKasblBaer, Kak “pougg R
HacJeNOBaHHE 3TOTO 3a60ne;3aHH;”Jl0
LIAHCAX Ha MIEPENady aHHOTO oy, d
HHHuﬁyﬂ}’U.IHM TIOKOJICHHUSIM. Meﬂuu:&
CKHMH NeHETHK HHUKOTIa He Oyner: a)]::
BOPUTh MHAHBHAY KaKoe pelueke ¢y,
creayer aenark; 6) coBeToBars Mape Hz
MMETH JETEH; B) PEKOMEH/0BATS, YTO6;
KEHIMHA NPOAOJLKHIA MM TIpepsays
GepeMEeHHOCTb; JI) TOBOPHTH KOMy-rq
uTOOBl EMY HEOOXOAMMO NpOHTH reke.
THYECKHE TECTHl Ha TEHETHYECKHe 3a-
DoseBaHuA.

[Ilupokoe TPUMEHEHHE MENHKO-
TeHETHYECKOI0 KOHCYJIETHDOBAHHS,
paspaboTka CIOCODOB IPEHATANbHOI
JIHMATHOCTHKH HACIENCTBEHHBIX 3a0one-
BaHMI{ MO3BOJIAET CYLIECTBEHHO YMEHb-
LIATB BEPOSTHOCTH TIPOSIBIEHHUS IOTOM-
CTBa C HACJe[CTBEHHOH MaToJOruei B

OTOEJIBHBIX CEMbAX.

PHC)’HOK. Meouro-zenemuueckoe KOHCYNbIMUPOBAHUE
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e 5411
B HACTOALLEC ppems  Gnaroaaps
eoM M CyLICCTBEHHOMY
" porpecey TeopHTHYECKOH H KIHHHYEC
< peHLHHDI MO)KHO YTBEPXATH,
s ‘¢ MHOTHE yacjencTBeHHbIE 00~
Ezgufycnemuo neuarcd. Takas ycTa-
opka oA OBITE Y Bpa4a.

[Tpu neyeHHH Hac/eTBEHHBIX 60:
Jeaeit 1 Goe3Heil ¢ HACcHeJCTBCHHOU
npeﬂp{]CﬂOHO)KEHHOCTbI‘O MOXHO BBI-
qeanTh 3 MOAXOAA K JeYEHHIO: CHMII-
ToMATHYECKHI, naroreHeTHYCCKUH,
yriorponHpiii, TIPHMEHHTEIBHO K Hac-
jencTBeHHBIM O0NE3HAM B OTACIBHYIO
rpynny MOHO BBIAC/IHTE XHpypruyec-
xii¢ METOfbl, IIOCKOJbKY HHOIAA OHH
pLNOAHSIOT (YHKLHH CHMIITOMaTH4€EC-
koil TeparniH, HHOIAa — NaToreHeTHYec-
koif, HHOT1d — M TOH H APYTOM.

CumnroMaTH4ecKoe JeyeHue
HalpaBeHo Ha KOPPEKIINIO KOHKpeT-
HHIX KIMHMYECKHX IpOSABICHHI Ha-
cnefcTBeHHOH OonesHH M HHMYEM He
OTIHYaeTCs OT AHAJIOTMYHOrO JIEYCHHS
NpH HEHacNEeACTBEHHOM MaTOJOIHH.
Hanpumep, npu Gonax HasHayaroTCs
AHANBrETHKH, BMHUIICIICHH — MPOTHBO-
CYI0pOXKHBIE nperaparsl, apTepHalb-
Hoit THNEPTEH3HU-THIIOTEH3HBHBIE
fpenaparsl, peopMaluax KOCTeH-XH-
Pypriyeckoe neyenne u T.4. I1pu 3TOM
Cobionaercs ocHoBHOI NpUHIUNTEPA-
i nevar Gonphoro, a He 60/1€3Hb.

cnexaM B 1

pHHIHIEL JleveHHst HACJIEACTBEHHBIX osie3Hei

IlaToreHeTH4ecKoe JieyeHHe Hall-
paBJIeHO Ha BOCCTaHOBJEHHE, IOJHOE
HJIH YacTHYHOE, OHOXHMHYECKHX H (PH-
3MOJIOTHYECKHX MPOIECCOB.

Bri6op MeTOnOB JIeueHHS 3aBUCHT
OT KOHKPETHOTO MEXaHH3Ma DPa3sBUTH
KIIHHHYEKHX CUMIITOMOB.

Ecnu 3aboneBaHue 00YCIOBIEHO
HapyLieHMeM YTHJIN3aluH cybcTapara,
TIOCTYNAIOILEro C MUILEH, TIPHMEHAETCA
JMeToTepanus, HanpaBJIeHHAsA Ha Orpa-
HHYEHHE WJIH I[IOJIHOE IIpeKpalleHHe
NOCTYIUIEHHs] NIPOAYKTA, NIPEBPALICHHS
KOTOpPOro HapylLIEHBI B Pe3ylbrare Ae-
¢exra pepmeHTa.

KnaccHueckumu Ipumepamu 3¢-
(pexTUBHOH [JHETOTEpANHH SBIAIOTCA
(peHnnKeTOHYpHA U rajakrozemus. Ha-
3HaueHHe OONBHBEIM AHMETHl, HE COmep-
Kaleil COOTBETCTBEHHO deHUNanaHu-
Ha M JaKTO3Y, B TIEPBBIE HE/IEIH JKHU3HH
pe6emca' IpeaynpexnacT pa3BUTHE
KJIMHAYECKHX TIPOsBIEHHH OONE3HMU.

DTHOJIOrHYECKoe JieHeHHe Ha-
CIeACTBEHHEIX O0JIe3HEH ABIAETCSA HaU-
Honee nepCeKTHBHBIM H () PEKTHBHBIM
criocobOM KOpPEKLHMH TeHEeTHYECKMX
HapyuieHuii. OHO HanpasJIeHO Ha HOp-
MAJIH3ALHI0 CTPYKTYPBl H  (QYHKIHH
MYTaHTHOrO TeHa, KOTopoe 00o3Haya-
eT Kax 2eHomepanuio («MONeKyNapHoe
npomesuposanuey). Komnencayus He-
docmamourotl dKcnpeccul 2eHoe (BBe-
NeHHe JOMONHUTEIBHBIX KONUH resa).
VrHeTeHHe W30BITOUHOH 3KCIPECCHH
reHoB (BBEJICHHE TE€HOB-CYMPECCOPOB).
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T'ennan Tepanns neueHue nacue-
CTBEHHBIX OoJe3Heil uenoseka spiser-
Csl LENbI0 MPOBOAUMLIX B HAcTosLIce
BPEMsl MECIHKO-TEHETHUECKHX MCClie-
nosaunii, Pax wapywenuii MeraGonus-
Ma MOXHO KOPPEKTHpPOBAThL CIELHallb-
HOM JHeToli, BBENEHHEM BHYTPHBEHHO
onpejeneyHoro Oenka 3amMeHsIOLIETro
nedexTHblii Geok u .1,

Ha3nauenue GesananuHoBoii nue-
TBl YMEHBIIAET CUIITOMBI NPH (heHHIIKe-
TOHYPHH.

B 1990 r. 6su1a npennpunsra nep-
Bast NOMBITKA HCIIONB30BAHHS FeHOTEpa-
MUK NPH JIEYEHHH TAKENIOTO KOMOHHU-
poBanHOro uMmyHoneduuura (SCID).
K 1997 r. 6b110 nposeneno Gonee 200
HCNBITAHHHA TEHHONl Tepamuu TIemo-
(unun, CITAIa, MykoBHCUMIO3a, TH-
NEPXOJIECTEPHHEMHH, Pa3HBIX BHIOB
3JI0KQYECTBEHHBIX  HOBOOOpPA30BAHHIA
H T.A. TeHHas Tepanus HampaBsieHa Ha
KOPPEKLHIO TFEHETHYECKHX Ae()eKTOB
TOJILKO COMATHYECKHX KIIETOK, II03TOMY
TaKyl0 NpoLenypy HeoOXoIMMO BHOBb
M BHOBb IIDOBOAMTE B KAXJOM IOKOJEC-
HHH.

I'ennas Tepanus ex vivo npenycma-
TPHBaET: 1) NoNnyueHue KIeTok ot 60J1b-
HOro; 2) MCMpaBNeHHE TeHETHYECKOTo
AedekTa ¢ MOMOMIBIO MEpeHoca Hyx-
HOr0 reHa B M30JIMPOBaHHBIE KIIETKH,
3) orbop M pasMHONKEHUE FeHETHUECKH
«HCTPABIEHHBIX» KIETOK; 4) uH(]y3us
MJIH TPAHCIUIAHTALHS TaKHX KJIETOK Ma-
LIUEHTY.

'ennas Tepanus in vivo npenycma-
TPUBAET JIOCTABKY «TeparneBTHUECKO-
ro» reHa B KJIETKH TKaHH MalHEHTOB.
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JLus oTux Leneif HCNoNL3y1op |
CHCTEMbI IOCTABKH: PeTpop
BCKTOPLI,  aAeHOBUPYCHpe Re
BEKTOPLI Ha OCHOBE afieiiog o,

7 CCOMHpq,
BAHHBIX BHPYCOB, BEKTOpp! yiq OCigy
BHpYCa MPOCTOTo repreca, :

B paspaGorans; HeBy
CHCTEMBI JIOCTABKH TeHop p
nauueHToB. OmUH M3 Tagpy MeToqy
BKJIIOYACT TIPAMOE BBeeHue NyTey
unbekuid JHK- konctpykuuy g Kiler.
KA TKaHM-MHWIEHW. B mampueiye,,
BO3MOXHO WCTIONB30BAHKE B Kayegqy
BEKTOPA MCKYCCTBEHHBIX XPOMOCON ye.
JIOBEKa, COAEPKALLMX KOHLEBHIE yyacr.
Ku (Tenomepsi), LIEHTPOMEDPY U oy
WHHLUHALUH PETLITHKALUH,

B uensx rexHoit Tepanuu wcnop.
3YI0TCSI HeboIbILHE OJTUIOHYKI€OTH,
KOTOpPBIE MOTYT THOPHIM3MpORATHCS C
MPHK wmu Tpancnsumn v ymensuas
KOJIMYECTBO  CHHTE3HUPYeMOro Gesnxa
(Mpu pake, BOCMAJEHMH, BHPYCHBIX H
MapasuTapHeIX HHQEKUHsX), Kora Ha-
Gmonaercs runepyHKIMS HOpMATHO-
ro Genxa.

«AHTHCMBICTOBBIEY MPHK, KoTO-
pbIe MOT'YT MCIIOJIB30BATHCS B KA4eCThe
JIEKapPCTBEHHBIX CPEJCTB, CBA3BIBAIOT-
¢ ¢ MPHK u nozmasnsior TpaHCIaLyIo
kopupyemoro eio 6enkxa. Bo3MOKiHO
HCIIONB30BAHME W «AHTHCMBICIOBBIX)
OJIMTOHYKJIGOTH/IOB KaK  JIEKApCTBeH:
HBIX CPENCTB IJIsl JiGueHHs BHDYCHBIX
MH(eKuuii, Manspun, WK dacTHIHO
TONABJISIOT BKCIIPECCHIO IeHoB HACleh
CTBEHHBIX O0Je3HeHH, paapaGaTblsaloTC’f
MOAXONB K KOppEKIMH reHeTHyecKit:
ned)eKTOB ¢ MOMOILIBIO ONMroHyKIeo!

Hpyciyy,
prc!")]e

PYychie
Knergy
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0B, 3AMEHAA napy HyKJIEOTHIIOB B My-
TAHTHOM T€HE Ha E[y}KHYIO napy.
[eHeTHUECKHH IHAarHO3, KIHHHYeC-
«ie JaHHBIE O COCTOSIHHH GoNbHOro ¥
pcs [IMHAMHKA OONE3HH onpenensior
roBeieHHE Bpaia Ha NMPOTHKEHHH Bce-
ro MEepHOAA JIEYEHHS C TOCTOSHHBIM W
cTpOrHM COOMIONEHHEM THIOKpPATOB-
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CKOTO NpHHuuna e Haspenuy. Tlpyu

JICYEHH N HaCJIeCTBeHHRIY Oonesueii
Hano OwiTk BHHMATEe/IbHBIM B cobmone-
HHH 3THYecKux JEOHTO,

JIOTHYECKHX
HODM: YacTo 3TH 60JIBHI:IC HMEIOT Tsxe-
JIY10 XpOHI‘I‘JECKyIO NIATONOr IO ¢ HeTc-

KOro Bo3pacra.

5.5 OcHoBbI NnpoduIaKTHKH HaCJIeICTBEHHOIT NaToTormy

C npodHIaKTHYECKOH TOYKH 3pe-
HHUS BCIO HACJIEACTBEHHYIO MaTONOTHIO
MOXHO ITOAPAs/eIUTh Ha 3 KaTeropuu:
BHOBb BOSHHKAIOLUME MyTaumu (B rep-
BYIO OYEPEH ITO AHEYIUIOHIMH U THKe-
nbie JOPMBI IOMHHAHTHBIX MyTauwui);
Y HacnelOBaHHBIE OT NPeNBIAYILHX
MOKOJIEHUH (Kak T€HHBIE, TaK ¥ XPOMO-
cOMHBIE); OONe3HH C HacnenCTBeHHOM
NPEAPACTIONOKEHHOCTBIO.

Pasnuvator 3 Bupa npodunakTiky
HaCJIeICTBEHHOM MaTONOrHH.

ITon nepBuuno# npodunakrukoit
TNOHMMAIOT JEHCTBHA, KOTOPHIE MOJIK-
HBl TIDEAYNpEeNUTH 3ayaTHe OONBHOrO
PebeHKa; 3TO MIAHMPOBAHUE JIETOPOK-

ACHHA ¥ yny4imieHue cpeasl o6HTaHUS
YesoBexKa.

Inanuporanwe AETOPOXICHUS
BKIIIOYaeT 3 0CHOBHBIE MO3ULUK:
~ ONTHMANBHBIA  pPenpoyKTHB-

HLIH BO3pacT, KOTOpOM AIS JKEeHIIUH
c0CTasnser 21-35 ner (Gonee pamHue
I MO3/1HMe GepeMeRHOCTH yBeaHdH-
SAIOT BEPOSTHOCTE poKIeHHs peberka
€ BpOXKIEHHON matonorueii u XpoMo-
COMHBIMY Gonesnsmu);

OTKa3 OT NEeTOpOXACHHS B ciy-
HaAX BBICOKOTO PHCKa HACNENCTBEHHOI
" BPOXXICHHOMH Matonornu (npu orcyt-
CTBHH HAIEXHBIX METONOB J0poJI0BOit
AHATHOCTHKH, JIEYCHHSA, ajanTaluuu u
PeabunuTaLu GoNnbHEIX);

- OTKa3 OT JETOPOXIEHHS B Opa-
KaX C KPOBHEIMH pOJACTBEHHHKAMH M
MENCY ABYMS I€TEPO3MIOTHBIMH HOCH-
TEJSIMH TIaTOJIOTHYECKOrO reHa.

Yiyuwenne cpensl obutauus ue-
JIOBCKA JIONKHO ObITh  HAnpaBNeHO
TIaBHbIM 00paszoM Ha mpemynpexne-
HHE BHOBb BO3HHKAIOLIMX MYyTaLHii
IIyTEM XECTOKOTO KOHTPONSi Cofepika-
HHUsl MYTAr€HOB H TEPATOTEHOB B OKpY-
XKarowel cpene. 310 0COOEHHO BaxHO
Iist npo(hHIaKTUKH BCE rpymnel co-
MaTHYECKHX TIE€HETHYECKHX OonesHeit
(BpOIK/IEHHbIE TIOPOKH Pa3BUTHS, 3/10Ka-
YECTBEHHBIE HOBOOOpPa30BaHUS, HMMY-
HOAC(PULUTHI U T.IL.).

BropuuHas npodunakrika COCTOUT
B NpeprIBaHiH OepeMEHHOCTH NPU BhI-
COKOI BEPOATHOCTH 3a00JIeBaHMs IJIO-
4 WM MPEHATaNbHO AHArHOCTHPOBaH-
HoM Oonesnu. [Ipepsars OepeMEHHOCT
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MOXKHO TOJILKO COIVIACHS JKEHLHHBI,
OcHoBaHWeM ISl MHMHHALUH dMOpPH-
OHa WJIH IO SABJISICTCH HACIEACTBEH-
Hasl O0JIE3HE.

[IpepeiBanne GepeMEHHOCTH — He
caMmoe Jyyilee peuieHue, HO NMoKa 3To
CAHHCTBEHHBIH TMPaKTHYECKH IIPUIO/-
HBII METOA NpH GONBIIMHCTBE TAKENBIX
H CMEPTENBHBIX TeHETHYECKUX Hefiek-
TOB.

Ion TperHyHol npouUNaKTHKOI
HaCIeACTBEHHOMH NaTOJI0rUH IOHUMAIOT
KOPPEKIHIO IPOSABJICHHS MAaTOJIOrHYeC-
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KHX r€HOTHIOB. DT0 Mg Hazpayy,
HOPMOKONHPOBAHHEM, NOCKoLKy np:
IaTOJIOTHYECKOM T'€HOTHIe CTPeMsey
TOJYIHTb HOPMAJIBHBIH (eHoTyy

Tpetuunas npodunakTukg Npogg.
AUTCS KaK TNpH HaClI€ACTBeHHpx 00-
JIC3HSX, TAK H IPH Oonesusx ¢ Hacney.
CTBCHHOH NpEAPacoNoKeHHOCT I,
€¢ [OMOLLBIO MOXHO A0BHTbCS Mongoj
HOpMaNH3auuK GYHKUMI UK chyye.
HHsl BBIDOXXEHHOCTH MaTONOMHYeckory
npotecca.



Jlanoe yyebHoe nocobue CO371aHO
ja OCHOBC marepHana Kypca JIeKLHH
10 AUCHHTUTHHE «MonekynsipHast 6uo-
sornA H MEIHLHHCKAs TEHETHKA) pas-
paOoTaHHOTO apropoM. YueOHblii MaTe-

jaj1 JaHHOTO nocobus HeoOXomUM ISt
HOATOTOBKH CTYACHTOB K TIpaKTHHEC-
< 3aHATHAM 110 JHMCUATLIHHE «Mo-
jieKyIApHas GHOJNIOTHS U MEOHIIHHCKAs
reHETHKAN. :

JuTerpHpOBaHHbIA MOAXON NPEro-
[aBaHus JAHHOH AHCUMIUIHHBL B ME-
MUMHCKHX By3aX BKIIOUAET CO3/AHHE
reoperHueckoil 6a3bl A TIOHHMAHHA
MONIEKYNSPHBIX OCHOB  MEIHIMHCKOM
reHeTHKH, HOPMAJIbHBIX H TaTOJIoTH4ec-
KHX TPOLECCOB JKH3HEICATENIBHOCTH,
onpeeNAIoUIHX IPHYHHBI BOSHUKHOBE-
His MHOTHX 3a00J1eBaHHi, B TOM YHCIIE
HacNeACTBEHHBIX, CBA3AHHBIX C MYTa-
LHSMH.

Jlannoe yyebHoe mocobue ABIAET-
csl HOMONHEHHEM K OCHOBHOMN pEKOMEH-
NYEMOH NIUTepaType 1O MOJIEKYIAPHOH
OMOZIOrMM M MEAUIMHCKOH TEHETHKE.
JtH nyONHKAUMK PacCMAaTpHBAIOT Lie-
NBIH pAf hyHRaMeHTAIBHBIX BOTIPOCOB
MONeKynsipHoi OHOJNIOTHH M MEIULIHHC-
KOl FeHeTHKH, HO MPH HTOM, HE paccMa-
TPHBAIOT OTAENbLHBIE BONPOCH M3 TH-
MOBOK NporpamMMEl 1o MONEKYJIAPHOIL
Oronoriu u MegMuMHCKO reHeTHEe.

Marepran moco6us  cucremaru-
SMPOBaH cormacHo THIOBOM Yy4eGHOIL
Tporpamme, cxkar u ananTHpPOBaH IJIs

3axniovenue

....'.....II-.Q'.Il.....l..ll.lIl.ll...................

3AKIIOYEHHUE

BOCHPHATHA cTyaeHTaMu. ITocobue co-
NEepXHUT MHOXKECTBO MJLTIOCTpALHH,
Tab/NL, cxeM 00JNerJaloIux yCBOeHHe
yuebHoro marepuana. B mocoGun pac-
CMAaTpHBAIOTCS BONIPOCHI CTPOEHHS 3Y-
KapHOTHYECKOH M IPOKapHOTHYECKOi
KJIE€TKH, KIETOUHRIX MeMOpaH, BHYTpH-
K/IETOYHBIX OpraHe, LHTOCKeJeTa
H MUTOXOHZAPUH, KIIETOHHOE MAEJICHHUE
Ha MOJEKYISpHOM YypOBHe, Tpolec-
Chl MEXKJIETOYHOr0 B3aUMOAEHCTBHA,
Pa30upatoTcs BONpOCH CTPYKTYPHOH
OpraHU3alMi TeHeTHYEeCKOro amnmnapara
KJIEeTKH, OMOCHHTe3 OeNka, HyKJIeHHO-
BBEIX KHCIOT. PaccMmarpHparorcst BOII-
POCHl MEIULHHCKOH FE€HETHKH, 9KO- H
(apmakorenetuxu. IlpencrasieH pas-
J€N reHeTHKa pa3BUTHSA, TIE YACIEHO
BHHMaHHe NH(PepeHLHaNbHOH AKTHB-
HOCTH T€HOB, CTBOJIOBBIM KJIETKaM.
OcsellieHsl  BOMpPOCHl  TEPaToreHesa,
BpOKIEHHbIE MOPOKH pa3BUTHA. Pasnen
HaCJIEACTBEHHbIE OOJIE3HH INPOHILIIOC-
TPUPOBaH, 4YTO YIYYIIHT 3aNOMUHAHHE
CTyNeHTaMH OTHEJBHBIX Hacle[CTBeH-
HBIX Oone3nd. B naHHOM yyeOHOM IIO-
coBGMHM TIpeCTaBNeHbl KOHTPOTBHO-00Y-
yaIoI[He BOTPOCH B (JOPME TECTOBBIX
3alaHui, CHTYalHOHHBIX 3a[a4 U CIIO-
Bapsl TCPMHHOB.

YyebHoe mocobue Gymer cnocob-
cTBOBATH (POPMUPOBAHHIO y CTYICHTOB
(pyHIAMEHTATBHBIX 3HAHUH, HeoOXO0IH-
MBIX JUIA OCBOEHHS MEJHKO-OHONOIH-
yecKHX M KIMHHYECKHX JTUCLHILIHH.
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KOHTPOJIbHBIE BOIIPOCHI U 3AJTAYH

TecroBble 3a4aHHA

1. Vkazarb CHHAPOM aHCYMIOHAHH

Mo ayTocoMaM:
A) cuappom Ilaray
B) cUHAPOM KOLIAYLEro KpHKa
C) cunIpoM Knaiingensrepa
D) remorobHHOMATHSA
E) deHHIKETOHYPHA

2. Ilpouecc ofpasoBanMs H3MCHE-
HHil B reHOTHIIE:

A) napreHoreHes

B) rameTtoreHes

C) oorenes

D) myTareHes

E) Teparorenes

3. YmeHnblIeHHEe XPOMOCOMHOIO HA-
Gopa na 1 xpomocomy (2n-1):

A) MOHOCOMH

B) Tpucomus

C) TeTpocomus

D) nonucomus

E) HynHCOMHSA

4, Cuugpom c¢ MoHocommeii-X y
JKeHILHH HA3bIBACTCH:

A) cunapom Mopuca

B) cunapom Knaiingensrepa

C) cunapom Illepemesckoro-TepHepa

D) cunnpom Ilaray

E) cuHapoM J10MKOi# X-XPOMOCOMBI

5. PacmmgpoBaTth KApHOTHII
46,XX,5p-:

A) cuaapom Ilaray

B) cunapom kolaynero kpuka

C) cunapom Tes-Cakca

D) cuaapom Mapgana
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E) cHH/IPOM KOPOTKOi XpOMocomy

6. CHHApDOM C KapHOTHNOM 47
XXY y My:K4YHH Ha3BIBACTCS: :

A) lllepewesckoro-Tepnepa

B) 2naBapaca

C)Knaitndensrepa

D) Mapdana

E)/layna

7. Texomuas MyTaWHs NPH CHHApO-
me Jdayna:

A) MoHOCOMHSA 21

B) Tpucomus 21

C) nmonucoMHs

D) moHocomus 18

E) Tpucomus 13

8. Tenorepanis — HOBOE HANpAaBJIe-
HHe B JieMeHHH HAC/eACTBEHHBIX 0oies-
Heill myTem:

A) DBroigBneHHA TNPHYHHBI Hacnel-
CTBEHHOMH 00JIE3HH

B) Beik/toueHHs MyTaHTHOTO reHa

C) JlocraBka 30pOBEIX [€HOB B KICT-
ki GONBHOTO, AAlOIUX JedeOHbIH 3pdexT

D) ITonyuenus oGpaTHbIX MyTauHii ra-
TOJIOrHYECKOro reHa

E) BrisBieHns narorexnesa 0omnesHu

9. Ilepsas rpynna xposu I (O) no
cucreme ABO nMeer reHoTHnm:

A)IBIB

B)IAIB

COIBI°

D)I*I°

E).I°T°
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10 3abosieBanisl, BOSHHKAIOWIHC B

ym,ra'rc XPOMOCOMHBIX H FCHOMHBIX
pCS

TH
pyTau
4 A) lentipie Oonestu

B) XpoMOCOMHBIC Done3Hu

C) MyIETHOAKTOPHABHEIE Oonesun

D) bone3nn reHeTHYeCKoil HecoBMec-
iMOCTH MaTepH 1 Inoja

E) MHTOXOHAPHANIBHEIE GONe3HI

11. BosesHn ¢ HapyUIeHHEM IHTO-
II23MATHYECKOr0 TEHETH'ECKOro anma-
para:

A) T'ennbie 6onesnu

B) XpomocomHbIe 6one3Hu

C) MyneTndakropHansHele 6one3Hu

D)bone3nH reHeTHYECKOH HecoBMec-
THMOCTH MaTEpH H II0/a

E) MuitoxoHapHanbsHele Gone3nn

12. Kaprnornn,
cuuapomy Ilaray:
A)47,21+
B) 47, 18+
C) 47, 13+
D) 47, XXX

E) 45, X0

COOTBETCTBYIONIHIi

13. KapsoTin,  coorsercTByIommii
r CHHIPOMY «KOWAYbero KPHKA»:

A)47,21+

B) 47, 18+

C)47, 13+

D) 47, XXX

E) 46, 5p-

14. Kapuorun,  coorserctsyrommii
tHiapomy Knaiindenprepas

A)47,21+

B) 47, Xxv

C) 47, 13+

D) 47, 18+

E) 46, 5p-

Tlrurm
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15. Kapuorun,
Cnuapomy Mayna:
A)47,21+
B) 47, XXy
C) 47, 13+
D) 47, 18+
E) 46, 5p-

COOTBETCTBYIOMHIi

16. Kapuorumn, COOTBETCTBYIOMIHif
cunapomy Tepuepa-Illepemesckoro:

A) 47,21+

B) 47, XXV

C) 47, 13+

D) 47, 18+

E) 45, X0

17. Kapuorun,
CHHApOMY DaBapaca:

A) 47,21+

B) 47, XXV

C) 47,13+

D) 47, 18+

E) 45, X0

COOTBETCTBYIOMIHI{

18. K muTOoXoHApHANBHBLIM GoJie3-
HSIM OTHOCSITCH :

A) Cunppom [ayna, ciungpom [laray,
CHHApPOM 3aBapaca

B) ®enunkeToHypus, reMoriod1Hona-
THUS, FAJIAKTO3EMHS

C) Caxapueiif quaber, actMa, LIH30()-
PEHus

D) Arpodus 3putensHoro nepsa Jle-
Gepa, MHOMATHsI, NEYeHOUHas HEI0CTaToY-
HOCTb

E) BousiHka HOBOPOXIEHHBIX, JKENTY-
Xa HOBOPOX(ICHHBIX, aHEMHS HOBOPOXCIEH-
HBIX ;

19. I MoHoreHHbIM 00JIE3HSIM OTHO-

cATCA:
A) Cunnpom [ayHa, CHHAPOM Iaray,

CHHAPOM JaBapjca
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KonmponsHbie 6011pocbl U 3a0ayu

B) deHUIKETOHYPHA, remMor/ioOHHOMNA-

TH, FaJJaKTO3EMHs
C) CaxapHbli nuabert, acTMa, WN30(-

peHHs
D) Arpodus 3pHTENLHOTO nepna Jle-
Gepa, MHONATHs, NEUCHOUHAA HEJI0CTaTo!-
HOCTB

E) BonsHka HOBOPOKAEHHDIX, JKEITY=
Xa HOBOPO/EHHbIX, aHEeMHs HOBOPOXK/CH-

HBIX

20. K mynsTHGAKTOPHAIBHLIM 0o-
JIe3HAM OTHOCHATCS:

A) Cungpom [layHa, CHHAPOM [Taray,
cuHApOM DaBapaca

B) ®enunxkeToHypHs, remMoryiobuHONa-
TH, FaaKTo3eMHs

C) Caxapublii auabet, acTma, mmsod-
peHns

D) Atpodus 3pHTENBHOro HEpsa Jle-
6epa, MHOTIATHA, NIEYEHOIHAs HEAOCTATOY-
HOCTB

E) BonsHka HOBOPOXIEHHBIX, HKEITy-
Xa HOBOPOJKIEHHBIX, aHEMHs HOBOPOXK/ICH-

HBIX

21. K xpoMocoMHBIM 00JIe3HAM OT-
HOCSTCH:

A) Cungpom [layHa, cunapom [laray,
CHHApOM JnBapaca

B) denukeToHy pHs, reMoriobHHona-
THS, ranakTo3eMH

C) Caxapuulii auabet, actMa, WH30(-
pexus

D) Arpo¢us 3putensnoro Hepsa Jle-
Ocpa, MHONATHS, NEYEHOYHAs HEJ0CTaToY-
HOCTb

E) Bongnka HOBOPOKAECHHDIX, JKENTY-
Xa HOBOPOXKACHHbIX, aHEMHsA HOBOPOJKIEH-
HbIX

22, OeHUIKETOHYPHA HACJIERYyeTcs:
A) Ilo ayTocOMHO-AOMUHAHTHOMY
THILY
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B) Ilo ayrocomHo-peneccusromy ™

C) JIoMHHaHTHO, CLETICHO ¢ X“XPOM(K
COMOH

D) PeueccHBHO, CUEMIEHO ¢ X-Xpopo.
COMOId

E) CuernneHo ¢ Y-XpoMocoMoi

23. I'emodiiiust HACTEAyeTCs

A) Tlo ayTOCOMHO-ZIOMHHAHTHOMy
THITY

B) I1o ayTocOMHO-PELIECCHBHOMY THMy

C) JIoMHHaHTHO, CUEIICHO ¢ X-XpoMo-
COMOH

D) PeueccHBHO, cLiemieHo ¢ X-xpomo-

COMOi
E) CuemieHo ¢ Y-XpOMOCOMOii

24. FunepTpHXx03 HACJIEAyeTCA:

A) Ilo ayTOCOMHO-IOMHHAHTHOMY
THILY

B) I1o ayToCOMHO-peLIECCHBHOMY THITY

C) JIOMHHAHTHO, CLETUIEHO C X-XPOMO-
COMOI

D) PeueccuBHO, CLEMIEHO C X-XpOMO-

COMOH
E) CueruieHo ¢ Y—XpOMOCOMOH

25. JIafbTOHH3M HAC/IeAyeTCs:

A) [Ilo ayTOCOMHO-HXOMHHAHTHOMY
THITY

B) ITo ayTocOMHO-pEleCCHBHOMY THITY

C) JIoMHHAHTHO, CLIETIEHO C X-XpoMo-
COMOIH

D) PelieccHBHO, CLEMIEHO ¢ X-XpOMO-
coMoil

E) CuemieHo ¢ Y-xpoMOocoMoif

26. OcHOBHBIE KJIHHHYECKHe CHM-
nTombl cunapoma layna:

A) 3azepika NCHXOMOTOPHOTO pa3Bil-
THS, THIIOMIA3HA CKENETHOH MYCKynarypl
H NOIKOXKHO# JKUPOBOii TKAHH

B) Mukpouedanwus, Tpuroxouedanii,
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pacuiemiHa rybsl 0 Heba, cHHpaKTHIHg
wcreii (47,131)

C) YnjoulcHHOE JIHLO, MOHronoiia-
yplii paspe3 113, SMHKAHT, KOPOTKHii Hoc,
[10CTOAHHO OTKPBITBI POT, TONCTEIE TyGhi
(47,214)

D) Henopa3BiTHe NMONOBLIX OpraHos,
KBITOBUAHBIC CKNAAKH KOXH Ha lilee, Hu3-
xuit poct 140 cm (45,X0)

E) EBHYXOMAHBIil THIT CTpOEHHS Tena,
BHICOKHIT pOCT, Habmonaerca onurogpe-
Hug, THIONNasHu suyek (47,XXY)

27. OcHoBHBLIC KIHHHYECKHE CHMII-
tombl cinapoma Knaiindensrepa:

A) 3anepika [ICHXOMOTOPHOTO pa3BH-
THS, THIIOTINA3HA CKENIETHOH MYCKynaTyphl
H TIOAKOKHOM XHPOBOH TKaHH

B) Mukpouedanus, TpuroHouedanus,
pacmenuna rybst M HebGa, cHHIOAKTHIMA
kucreii (47,13+4)

C) VYmnowenHoe nuLo, MoOHromoiig-
HBli paspe3 mias, SMHKAHT, KOPOTKHii Hoc,
poT nonyoTkpsIT (47,21+)

D) Henopassurie monoseix opraHos,
KPBUIOBH/IHBIE CKIAAKH KOXH Ha 1lee, HU3-
kitlt poct 140 cM (45,X0)

E) Nmetor esryxonmuslii TN cTpoe-
Hus Tena, Habmonaercs onuroppeHus, ru-

nornasuu sHyex, Habnionaercs Gecrmonue
(47,XXY)

28. OcHoBHbIE KJIHHHYECKHE CHMII-
ToMbI cuupoma lepewesckoro-Tepue-
pa:

A) 3ajiepXKa TICHXOMOTOPHOTO Pa3BH-
THS, THTIONNIAa3Hs CKENETHOM MYyCKynarypel
" IOAIkOXKHOIT sKHpPOBOIt TKaHH

B) mukpouedanns, Tpurosonedanus,
Paclennya ry6er u He6a, CUHAAKTHIHA
Kucreii (47,13+)

C) ynmnouennoe JIHL0, MOHTONOM THEI{T
Paspes rnas, INHKAHT, KOPOTKHi HOC, por
MONYOTKPLIT (47,21+)

HEMOpa3BHUTHE MONOBEIX OpraHos,
KPBITOBHAHEIE CKIagky kosKu Ha lliee, Hy3-
KHii poct 140 cm (45,X0)

E) nmeior enyxonmmmii THI CTpoe-
HHUA Tena, nabnionaercy onuropenus, ru-
nornasnu suyek (47,XXY)

29. OcnoBuble KJIHHHYECKHEe CHMII-
TOMBI CHH/IPOMA «KOMIAYLero KPHKa»:

A) XapakrepHho cneuuduueckuii niaq,
NyHooOpasHoe nuuo, AHTHMOHTOJIOHAHBIf
Paspes ras, Mukpouedanus, nabnionaercs
YMCTBEHHOE OTCTANIOCTE

B) Muxpouedanus, TPHroHoUe(anus,
paclienyna ry6el M Heba, CHHOAKTHIHS
kucreii (47,13+)

C) Vmnowennoe muuo, MOHTOJIOH -
HBIH paspe3 11a3s, AMHKAHT, KOPOTKHit HoC,
POT nonyoTkpsIT (47,21+)

D) Henopa3ssutue monossix OpraHoB,
KPLIIOBHIHBIE CKNIaAKH KOXH HA 1I1e€, HH3-
Kuii poct 140 cm (45,X0)

E) Mmetor eBHyxouaubIii THIT CTpoe-
HH# Tena, Habnionaercs onurodpenus, ru-
nomnnasuu auyex (47,XXY)

30. K nepBuuHOii npoduaakTHke
HACJIeJCTBEHHBIX GoJe3neii oTHOCHTCS:

A) BnusHenosbrii

B) buoxuMuyeckuit

C) Menuko-reHeTHYEeCKOe KOHCYJBTH-
poBaHue

D) Knunuyeckuii

E) Hepmarormuduxu
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3agaui AJisl IPAKTHYECKHX 3ansITHIl M0 MeAHLHHCKOI reHeTHie

3agaua 1. Tony0orasas XKEHIHNA, POAHTCIH KOTOpPOii UMENN KapHe riasy

Y
BBIILIA 3AMYJK 32 KApEIVIa30ro MYXKHIHY, y OTLIA KOTOPOro rasa ObLIH roNy6bie, 3 y
matepH — kapue. Kakoe MoToMCTBO MOXHO OXHAATh OT 3TOr0 Opaka, eciu uspecr-

HO, UTO IeH KapHX I1a3 IOMHHHPYET Haj| reHOM rony6nix?

3apaua 2. Y uejoBeka yMEHHE BNaJeTh MPEHMYLUCCTBCHHO MPaBOH pykojj
JIOMUHHPYET HaJi yMEHHEM BJIafieTh NPEHUMYIIECTBEHHO J1eBOi pyKoit. Myxuupa
NpaBslla, MaTh KOTOPOTO ObUTa JICBIIOH, KEHHIICA Ha XXEHIUHE TPABLUC, HMEBLIejj
Tpex GparbeB U cECTep, ABOE H3 KOTOPBIX — JIEBILH. Onpenennte BO3MOXHEIE Te-
HOTHIIB] XXEHIHHBl U BEPOSATHOCTE TOTO, YTO AETH, POAMBIUHUECS OT 3TOrO Opaka,

OyayT JeBLIAMH.

3angaua 3. MHOILIErHs IEPEIAETCs 110 HACIEACTBY Kak JOMHHAHTHBIH NPU3HaK.
OnpenenuTe BepPOATHOCTh POXAEHHs NeTell ¢ aHOMAIHAMHM B CEMbe, IIe Marb
TeTepO3UIOTHA, a OTEl| He CTPAaeT MHOILIErHEH.

Jagaua 4. OeHUIIKETOHYPHA HACIeNyeTCs KaK PelleCCHBHbI npusHak. Kaku-
MH MOT'YT GBITh IETH B CEMbE, TAC POAHTE/IH TETEPO3UTOTHEI 10 3TOMY NMpH3HaKy?

3agaua 5. V uenoBeka reH NONHAAKTHIMH JAOMHUHHDYET HaX HOPMaJbHBIM

CTPOEHHEM KHCTH.
a) OnpenennTe BEPOSTHOCTE POXKAEHHS IECTHNANBIX nerei B ceMbe, rae oba

POAUTENS €TEPO3UTOTHBI.
6) B cembe, Iyie OOHH N3 POAUTENEN HMEET HOPMaJbHOE CTPOEHHE KHCTH, 3

BTOpOIi — IIECTHIAIbIH, FeTepPe3UrOTHBIM.
Kakoe moTOMCTBO MOXXHO OKHAATh?

Bagaya 6. Ot Gpaka MyXOHEMOH KEHIHHBI ¢ HOPMAJIBHBIM MY>KYHHOMH poauI-
cs IIyXoHeMoii peGerok. OnpeaennTe reHOTUITBl POAUTENEH.

OnHa 13 GopM reMepaonuy Hacaenyercs Kak JOMHHAHTHBIIH MPH3HAK.

a) KakoBa BepOATHOCTb POXKAEHHA AETEH, CTpafaloL1X reMepaJionues, ot re-
TEPO3UrOTHEIX OOJIbHBIX POAMTENEH? _

6) KaxoBa BeposSTHOCTb POXKAEHHUS HeTell ¢ aHANMU3NPyeMOH aHoMasHeH B Ce-
Mbe, 1€ OfMH H3 POAUTENIEH CTPaiaeT HOYHOMH CEeNnoToMH, a Apyro# HeT, eClH 3~
BECTHO, YTO 00a cynpyra roMO3MroTHe!?
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Zapaua 7. [UIAKTO3EMHS HACIIEAYETCS! KAK Ay TOCOMH b PCLECCHBHEI Mpu3HaK
KakoBa BCPOATHOCTL POMCICHHSA GONBHBIX aeteii p CeMbe, rae OUH M3 cyrlpyr‘or;
rOMO3HIOTCH 110 TCHY TAUIAKTO3EMHUH, & BTOPOIi reTeposHroTen no ranakrosemmn?

3apaua 8. bonesus Bunbcona macnenyercs kai PELECCHBHBII ayTOCOMHBII
npu3niak. Kakopa BEPOATHOCTL POXACHUS GONLHBIX HeTeii B CEMbE, TJE OOHH W3

cynpyrop CTPAJAcT aHal3UpyeMbiM 3aConeBanneM, a apyroii 3nopos, 310pOBBI
GLUIH TAKIKE E€ro poAUTENH, OpaThs 1 cecTpr?

3apaua 9. AHHPHJINS HACNENYETCS KaK ayTOCOMHBII JOMUHAHTHEI NPHU3HAK.
KaxoBa BEPOATHOCTE POXCACHHS 3N0POBLIX ETEii B CEMbE, TIE OAMH U3 ponuTeneit

cTpajaeT aHHPHIMCH, a APYroil HOpMaeH, ECIIH H3BECTHO, UTO y 6onbHOrO ponu-
TeMs OTY AHOMAJIHIO HMEIN TONBKO oTen?

3apaua 10. 'nnodocdaremus nacnepyercst kax ayTocOMHbIN peLeCCHBHEL
npu3Hak. KakoBa BEpOSATHOCTE POXKAEHHS AeTeil GONLHBIMY B CeMbe, T ONHH U3
pojiuTeNeil FeTepo3HTOTEH, a APYTOii FOMO3HIOTEH 110 3TOMY NPU3HAKY?

3apaua 11. Jlerckas (opma amaBpoTHueckoii cemeliHoi nanotuu (Taii-Cakca)
HACJIEAYETCS KaK ayTOCOMHBIH PELIECCUBHBIN TPH3HAK M 3aKAHYHMBAETCSA O0OBIYHO
CMepTeNbHBIM HCXOoM K 4 — 5 rozam. [TepBriii pebeHok B ceMbe yMep 0T aHaIH3H-
pyemoii 6071€3HH B TO BPEMs], KOTla JOMKEH POIHTHCS BTOPO.

KakoBa BEpOsSTHOCTHL TOrO, YTO BTOpOH peOeHOk OymeT cTpamars TOH ke
bonesHsl0?

3apaua 12. IIneue-nonarouHo-iuLeBas (opMa MHONATHH HACIENyeTCs Kak
JNOMMHAHTHBII ayTOCOMHBIH npH3Hak. KakoBa BeposiTHOCTE 3aboneBanus neTel B
cembe, rae oba poguTens cTpajaloT 3ToH aHoManuel (06a reTepo3HroTHEL).

3apaua 13. AnsOMHH3M HacleqyeTcs Y YENI0BEKa KaKk ayTOCOMHBII pelecCcHB-
HBI npusHak. B cembe, e ONHH U3 CYNnpyroB ansOMHOC, a Apyroil HOpMAaeH,
POMMIHCE pa3sHOSHUOBEIE OJIM3HELB], OXHH M3 KOTOPBIX HOPMaJieH B OTHOLUEHHH
aHaJn3upyemoi Gosesnu, a apyrod ansOuHoc. KakoBa BEpOATHOCTE POXKACHHSL
cnenyiouiero peberka anpouHocom?

3agaua 14. Axouppornyasus nepeiaercs Kak AOMHHAHTHBIH ayTOCOMHBI
pusnak, B cembe, rme 06a Cynpyra CTamaior aXOHApOINIa3yei, poaucs
HOPManbHEIi peGenok. KakoBa BEpOSTHOCTH TOTO, YTO CHEYIOLIHIE pebeHok Oyzner
TOXE HOPMaJILHBIM?
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3anaua 15. OTCYICTBHE MAIIBIX KODCHHEIX :2‘69@ fliacne,uye"rca KaK JOMHyqyy
|

i W A 0 A
HBIil ayTOCOMHBIH NPH3HAK. KaxoBa BEpOATHOCT lg(j»lc‘ enHst ZeTeil C atowaney :

ceMbe, riec oba ponUTEA rOMO3UTrOTHBI ﬁO'aHall]d3preMOMy npnaﬂaKy?
g ! [Feitited

3apaua 15. Marts ¢ I rpynmoii KpoBH HMCECT peberika ¢ I rpynnoit kposu, Yer
HOBHUTE BO3MOXKHBIE TPYIIIBI KPOBH OTHA.

3amaua 16. Y marepu I rpynna KpoBH, y OTLA IV. Kaxas rpynna KpoBu Moxer

6BITH y OeTei?

3apaua 17. Y mansunka I rpynma KpoBH, a y €ro CECTpbl IV. Onpenaenure rpyn-
TIBI KPOBU POHTENEH.

3anaua 18. Ecnu Kaperasblii (IOMMHAHT) MYyA(YHHa — JIEBLIA (peueccuB) se-
HuJICA Ha rony0ornasoi XeHIHHE, Jyqlle BAajelollel IpaBoii pYKoH, YeM JIeBoii,
M y HEX poauics roxy6ornassii peOeHoK neBllIa, TO, YTO MOXHO CKa3aTh O FEHOTH-

Tle MaTepH, oTLa ¥ pebeHKa?

3anaua 19. Eciu orel| IIyXOHEMOi (peLieccHBHbI PH3HAK) C OEMBIM J10Ko-
HOM HaJi0 160M (IOMHHAHTHBIi NPH3HAK), MaTh 310pOBa U HE MMCCT Oenoit mpsay,
a peOEHOK pOAHMIICS IIyXoHeMoi M ¢ O6enbiM JIOKOHOM Hazo 7160M, TO MOXHO Jii

CKa3aTh, 4YTO OH YHAcCIea0BaJl NMpHU3HAKH orua?

3amaua 20. OTell ¢ KypyaBbIMH BOJIOCAMHU (HOMHHAHTHBII PU3HAK) 1 O€3 Bec-
1 BOJIOCAMH M C BECHYILKAMH (IOMMHAHTHBIH NPH3HAK)

HyLIeK, a MaTb C IPAMBIM
BOJIOCHI. HanHIuuTe

MMEIOT Tpoux AeTeii. Bce qeT HMEIOT BECHYLIKH H KypuaBhl€
TEHOTHIIB POSUTENEH 1 nereii.

3agaua 21. EciM sKeHIIMHA C BECHYLIKAMH W BOJIHHCTBIMH BOJIOCAMH, OTEll,
KOTOpHIH He MMEJ BECHYLIEK H MMeJl NpPAMBIC BOJIOCHL, BBIXOIHUT 3aMYXK 33 MYX-
yiHy C BECHYNIKAaMH M NPAMBIMH BOJIOCAMH (06a ero ponuTess HMEIH TaKHE xKe

NMPH3HAKH), TO KaKHe AETH Y HAX MOryT OBITE?

aJIbHBIM

3amaua 22. Y uenoseka Giausopykocts (M) AOMHHHPYET Hal HOpM
uTenei

3peHueM, a kapue rasa (B) Han rony6siMi. Y 61M30pyKHX KaperiasblX poA
poanJics peGeHOK ¢ roiyOsIMH Ia3aMH. YCTaHOBHTH TEHOTHIIEI BCEX TPOHX yJIeHOB

CEMBH.
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3apaua 23. Y YENOBEKA HAMYHE B SPHTPOLHTAX aHTHIeHa pesyc-taxrop (de-
yorimn Rh) 00yCJI0BJICHO IOMHHAHTHEIM TeHOM - M. Ero amnens d obycnasnupaer
OTCYTCTBHE ITONO aHTHIEHA (Q)e;{omn Rh').ul" el I rpynnet kposu (I°) peueccusen B
ornowenny renos ILrpynmet (I%) u Tpeteeit (1%). Mva nocnennux amens KOZOMH-
yanthbl, H HX coderanue (I*1°) obycnasmusaer IV IPYNIy KpoBH.

a) Tenotun mMysxa ddI*I°, sxenst DAIPI®. KaxoBa BepostrocTs POXAEHHS pesyc-
nonoxuTensHoro pedenka IV rpynmer?

6) B Gpax BCTYNAIOT JKEHIHHA C OTPULATENBHBIM pe3yc-(hakTopom i | Ipym-
nofi KPOBH H MY)K'HHA C ONOXHTENLHBIM pesyc-hakropoM u [V rpymmoii kpos,
OnpejieHTE BEPOATHOCTH MMMYHHOTO KOH(MHKTA y feTeii H BoamoxcHyo Tpymmy
KpOBH TIPH 3TOM, €CITH H3BECTHO, 4TO y MaTepu My)a KpoBb Gbila pesyc-oTpuLa-
TenbHas.

3apaya 24. Y ofHoii u3 cectep-6musHenos c 111 TPYNIOii KpOBH Habmromancs
npH3HAaK MATEpH - BPOXKIAEHHOE OTCYTCTBHE PE3LOB. Y BIOPOii CEcTphl aHOMaHs!
pa3BuTHs 3y0OB OTCYTCTBOBANIA, rpynna ee KposH - II. V obonx pomurencii 65i1a
IV rpynna kpoBH. OTHOCATCS CECTPBI K OAHOSHIIEBLIM GIH3HENAM HIIH pasHOsiiLe-
oM Oy3HeiaM? OnpeaenuTh FeHOTHITHL YIEHOB CEMBH,

3amaya 25. B Opaxk BCTynmaloT Kapernasele, HMelOLIHe BECHYIIKH JIHOIH
(MpH3HAaKH NOMMHAHTHLIE), Y HHX DONMICS TronyGomiasmii u 6e3 BECHYIILIEK
coii. OnpeziennTe BEPOSTHOCTh POXK/ICHHA CIIENYIOLIEro peOeHKa, MOXOKEro Ha
poAMTENEH.

3apaua 26. CocraBsTe POAOCIOBHYIO 10 JaHHBIM anamHesa. [TpoGany — 6o1b-
Has nmsodpeeii sxkexiwuHa. Ee Opar u cecrpa 3nopossi. Oten nmpo6anza 310poB.
Co cTopoHBI OTLIA HMEIOTCS ClIEYyIOLIHE POACTBEHHUKH: GONBHOI mu3oppenner
AAJIA M JiBE 3MI0POBBIC TETKH, OAHA H3 HUX UMEET TPOMX 30POBBIX HETEH, BTOpas -
3p0posoro cerHa. Jen u 6abka co cropoHsl oTua 3n0possl. CecTpa 6abku Gonena
wu3odpenueit. Mare npobanza, nans, xex u 6abka c MaTepHHCKOH CTOPOHBI 3/10-
PoBbL. ¥ nanu ABa 310poBbIX pebenka. CocTaBbTe POIOCIIOBHYIO, ONIPENEIIUTE 110
Kakoif IMHMU MepeaeTcs MpepacoNnoKeHne K 6one3nu?

3anaua 27. Cocraskre pontoc/oBHYIO GONBHOTO JMHIENCHe! MyKuHHbL. Po-
AuTenH npobaupa, ero Gpar u CecTpa — 370poBbl. J[Be TETKH IO JIMHUH MaTepH
3AOPOBEI: 06e 3aMy>KeM M HMEIOT 110 OHOMY 340pOBOMY peberky. len n 6abka o
MATEPUHCKOMN NTHHUK 310poBsl. [To oTIOBCKOI NUHHH: ael, 6abylka ¥ TETKH 311(3-
POBLI, Jletu fisu (Chilt M J10uB) - 3OPOBHL. Y TETKH — CEIH GONBHOR dNMIEICHEH.

0CTaByE POIOCIIOBHYIO, ONpe/eiuTe, 110 KaKOH JIMHUHU MepelaeTcs Npeapacioo-
HCHHOCTE K Gonesnp?
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28. CocTasbTe pol0Ci10BHYI0 Eeatbu CO CYHAEM BPOXIeHHON i
paxThl. [Tpodana — MYRYHHA, cTpanaromii KaTapaKToil, KoTopas Obina Tal-a;am
marepH H Jel1a 0o MarepHHCKOi JTHHIH. Jlsind, TETKA CO CTOPOHBI Matepy y Cy
1BOIOPOIHBIX OpaTa OT S 310POBEL. Oren npobaHza, TETKa M0 OTUOBCkoj; i
{HI, 2 TAKoRe ezl i 0a0Ka CO CTOPOHE oTla — 310poBsl. JKeHa npobaHza, ee ce b8
1Ba e Opara H pOAHTEIH HKEHbI 3nopoBsl. FI3 ABYX nereii npobanaa, chin 3M0pos
04 CTPAAET BPOAIEHHOI KaTapakToii. »d
a) CocTaBHB POXOCIIOBHYIO (ueThipe MOKOJIEHHS), ONPEACTHTE THII Hacneog,

Hist O01e3HI B 3TOH CEMBE. :
6) Vkaiime ICHOTHIB TeX WICHOB CEMBH, Y KOTOPBIX TEHOTHIT MOXET Gy,

YCTAHOBICH JOCTOBEPHO.

3ajaua

3anaua 29. [TpobaHa — HOpMabHas KEHLHHA — HMECT TATh CECTEP, IBE H3 Ko-
TOPHIX OIHOSILOBEIE OTH3HELBL, ABE — nBysiinoBsie Onu3Hens. Bee cectpsl nmelor
mecTh NaibueB Ha pyke. Martb npo6Gaka HOPMATbHA, OTEL — LIECTHNANbI. Co
CTOpOHBI MaTepH BCE MPEJKH HOPMATBHEL. V orna nsa 6para H YeThIpe CecTpy -
see nsTHOatse. badymika mo JTHHHHA 0TUA IecTHNanad. YV Hee ObBI0 ABe HIeCTHNa-
-Ible cecTpHL H 01Ha naTHnazas. Jlefymka rno JHHHH OTHa i BCE €r0 POJICTBEHHHKH

HOpPMATHHO MATHIATHIE.
Onpeae1sTe BEPOATHOCTE POKIEHHS B CEMBE npobanyia MEeCTHNANkIX Jeteil

IpH YCIOBHIH, €CTH OHA BHIHIET 3aMYK 33 HOpMAIBHOTO MYK4YHHY.
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pUJIOKEHHUSL. Teneruueckue repmung, (Bouxon H 11.)

Afeppanus xpomocomia (MM Xpomocomuas aHOMAUTHs
q3BaHNe jmoforo 13 THIIOB XPOMOCOMHBIX MyTaumii:
{ .

1 meponi, JymHKaIiil J1oraa 0003HaYal0T M reHoM
i

) — 0606uennoe
ACJICHUH, Tpancnoxaumi,

© MyTaumu (aneynnompuny,
rpHcoMHi H T.1.).

Annenb — OAHA M3 ABYX WIIH 60nele AIIBTEPHATHBHEIX (hOpM reHa, Kaxnas u3
(oTopHIX XAPaKTEPH3YETCA YHHKANBHOH NOCIIeNIoBaTeNLHOCTBI0 HYKJIEOTH OB,

Annenbibie 2eHbl — PaCTONIAraloTCs B OAUHAKOBBIX JIOKYcax TOMOJIOTHYHBIX
xpOMOCOM 1 OTBEYQIOT 32 HACMIE/IOBAMHE O/IHOTO NpH3HaKa

AM""oqelljll@ — TIPOKOJ AMHHOTHYECKOTrO MEWIKA C Iebio TOJIyYeHHs
AMHHOTHYECKOH XKHJIKOCTH. :

Amnauukayua — yBEIUYEHHE YHCNA KOMMUii onpenenenHoro gparmenta
JIHK.

Aneynnouous — W3MEHEHHbI HAGOp XpomocoM, B KoTopom omHa um
HeCKOJIbKO XPOMOCOM H3 00BIYHOro Habopa MM oTcyTCTBYeT, MM NpeCTaBIeHbl
[OTOMHHTENBHBIMH KOIIHSMH.

Accopmamugnsle 6paru — Opaku, 1pu KoTopbfX BeI60p 6pagroro napTHepa 1o
OIHOMY HIIH HECKONILKHM IPH3HAKAM HECIy4aeH.

Aymocoma — mobas HEMONOBas XpoMOCOMa. Y ueNoBeka HMeercs 22 napsl
2yTOCOM.

Aymocomno-00MuHAHINHOE HACNE006AH Ite — THII HACTIEAOBAHKS, IPH KOTOPOM
OZHOT0 MYTAHTHOTO aJlIelNs, JIOKAIM30BAHHOIO B AyTOCOME, JIOCTATOYHO, YTOOEI
one3Hb (MM NIpH3HAK) MOT1a OBITh BEIPAXKEHA.

Aymocomno-peyeccusnoe nacnedoganiie — TAN HACIENOBAHHMS PU3HAKA UIH
Oone3HH, IpH KOTOPOM MYTAHTHEIH anJieNb, JIOKANH30BaHHEI B 2yTOCOME, A0MKEH
ObiTh yHacne10BaH OT 000MX poxHUTeNei.

buoncua xopuona — npouenypa, ocyuectBisemas Ha 7-11-it Henemu
OepeMEHHOCTH, ¢ LIeJIBIO MOJYYEHHs KIETOK JIs PEHATABHOI AHAarHOCTHKH.

Bnom-zubpuousayun no Caysepuy — vunentuduxanus yyacrka JIHK, conep-
Kallero HCKOMYI0 HYKJIEOTHHYIO NOCICI0BATENbHOCTD, MyTeM THOPHAH3ALHH
Pa3NENEHHBIX Trenb-2NeKTpofope3oM M (PUKCHPOBAHHBIX HA TBEPAOM MAaTpHKCE
Gparmentos JTHK ¢ MeueHEIM koMIuiemenTapisiM JIHK-30n10M. %

Bexmop — marepuan, npuMenseMslii s IepeHoca B KIETKY TeHETHHCCKOM
Hdopmanun. HauBonee uacto MPUMEHSAIOT BUPYCHI (DETPOBHPYCHL, a/leHOBHPYCBI
1 1p.) BosMoxHo npuMenenne CHHTETHYECKHX KOHCTPYKITHH.

Bexmop onn Knonuposanusa — nobas Hebonbas nIasMHia, (ar mu JIHK-

COlepXAmM BUPYC KUBOTHBIX, B KOTOPEE MOXET ObITh BCTPOCHA YyKepOoAHas
JIHK.
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Bpooicoennsle Goneznu — 60ne3HH, UMEIONUECH TIPH POAIICHHH.
Tamema — 3penas MojoBas KJICTKa.

Tannoudnstii — conepKauHii onuHapHblii HabOp XPOMOCOM.

[annonun — KOMOHHALMA KOHKPETHBIX aJUIeNeH CLETICHHBIX JIOKYCOB (retiop)

Ha OJJHOH XpOMOCOME.
Testuzuzomuociy — COCTOSHHC OpraHu3Ma, NpH KOTOPOM KaKoH-To rey

MpeACcTaBlIeH B ONHONH XPOMOCOME. ]

Temuzuzommnslii op2anuzm — Ha3blBAIOT TUIUIOMAHBIM OPTaHH3M, Y KOTOporo
HIMEeTCs TOJIBKO OIHA aJLIEN b IaHHOrO reHa UIH OXHH CErMEHT XPOMOCOMBI BMecTo
0OBIYHBIX ABYX.

I'ent — yuactok monexynsl THK, KOTOpBIH XpaHUT HH(OPMALHIO O CTPYKType
onHoro Genka nmbo gynxunonansHoil PHK. TTocnenosaTenbHOCTE HYKIEOTH0B
B JIHK, xoropast 00yCIOBIHBAET OMPEAENCHHYIO (YHKLHIO B OPraHU3Me Wiy
obecrieunBaeT TPAHCKPHIIIHUIO APYroro reLa.

Tenemuueckasn accoyuayua—n0CToBepHas B3AHMOCBS3b Mexcay 3aboneBannenm
H onpe/eSeHHBIM aJlIeNaM H3y4yaeMOoro rexa.

Tenemuyeckuii mapxep —nonumopdHsiit yaactox JIHK cTporo onpeneneHHoi
JIOKANM3ALIMH, pa3HbIe AJUTENH KOTOPOro Mo3BoNseT AU PepeHIHPOBATH pasiniHEIe
ITO TIPOMCXOKIEHHIO XPOMOCOMBI H @HATH3HPOBATh UX CErperalio B POZOCIIOBHOIA.

Tenemuueckuii puck — BEpOITHOCTb IMOSIBICHUS ONPEIEIEHHOT0 HAaCJIC/ICTBEH-
Horo 3abonesBanue.

Tennas unsicenepus — COBOKYIHOCTb IIPHEMOB, METOJIOB M TEXHOJIOTHH TIony-
venus pexomOunanTHeix PHK u JTHK, BeiieneHns reHoB H3 Oprannsma (kJIeToK),
OCYILECTBIEH!s MaHHNYIALMH C reHaMH ¥ BBEEHHS UX B IPYTHE OPTaHU3MBI.

Tennana mepanusa (zenomepanusa) — BBENCHHE TNEHETHYECKOTO MarepHana
(ITHK unu PHK) B xietky, QyHKUHIO KOTOPOH (MM (DyHKLUIO OpraHH3Ma) HiMe-
HAET JaHHBII I'eH. :

I'enoouaznocmuxka (AHK-Ouaznocmuxa) — COBOKYNMHOCTb METOMOB IO
BBISBIIEHHIO MYTallUi, MPUBOAAUINX K HACIEACTBEHHON NaTOJIOTHH.

TIenokonus — KIMHUYECKUH CHHIPOM, MaHH(ECTUPYIOLIMI 1101 MacKoH H3-
BECTHOI0 HacJe/ICTBEHHOro 3a00JIeBaHHUS C YCTAHOBJIEHHOH reHeTHYeCKoH MpHpo-
Hoii, HO 00yCITOBIIEHHBIH MyTalMel B IPyToM reHe (JIoKyce).

TI'enom — nonnas nocnenosarensHocts JJHK opranusma; obuias renernyeckad
HH(opMaLHs, COOEpKallaics B KJIETKaX OpraHu3Ma, WM reHeTHuecKHil cocTaB

knerkd. TepMHH «reHoM» HHOrga yrmorpebnser ans o003HAYEHHS TarioHJHOro

Habopa XpOMOCOM.

Tenomun: 1) Habop reHOB MHMBHIA WITH BCS reHeTHYecKast HH(opMaLus 0p-
raHu3Ma; 2) KOHKpEeTHas Iapa ajieneil, KOTopele HHAWBHA UMEET B JAaHHOM y4acT-
ke reHoMa. COBOKYIIHOCTE F€HOB, MONYYEHHEIX OT POJUTENE]t.
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o — K1€TKa (1 OpraHH3M,) COAEpIKaLIas [1Ba pa3lHYHBIX aJljIels
I pmepo3ieo Kyce FOMOJIOTHYHbIX XPOMOCOM.
BKOHKPGTHOM ﬂ‘:}mmﬂ opzanu3m — OPraHu3M, IMCIOLIUHA 1Be pasIn4HEe GopMEI
I‘eme];oxtlzoagﬂme annend: Aa) B TOMOJIOTHYHBIX XPOMOCOMaX.
HOT‘;ZC:::H(E&“M — HaNMy{e B KJIETKAX HOPMANbHBIX U MYTAHTHBIX MOJIEKY
gfgnﬁpuanbﬂoﬁ JHK.

Mmremel’ oXpoMANIIL— Oexras reHaMu 067acTh XpOMOCOMEI (MHOTZA AaKe Lenas
| — coma), IMEIONLas TIOTHYIO KOMIAKTHYIO CTPYKTYpY B uHTepdaze. :
5 fpuduzanus (peHarypanus) — B3aMMOJCHCTBHE Komnnememapﬂflx uenein
THK, (i JIHK 1 PHK), npuBozsiiee k 00pa3oBaHuiO ABYXLENOYEYHOH MOIEKY-

aH

JBL. e i
TuGpuonsayus in situ — rudpuzn3anus MeXAY aeHatypuposantoii [[HK xie-

| 1ok HA IPEAMETHOM CTEKJIC X MCUCHHOM PaiMoOHyKINAAMH1 I HMMYHO(IIFOOpEC-

| LeHTHHIMH coelHHeHHAMH oaHouenoveuHoit PHK wiu JTHK.

f Tonandpuueckoe nacinedoéanie — HACIENOBAaHHE, CIELJIEHHOE C Y-xpomo-

i COMOIA.
Tomo3uzoma —KneTKU (MM OpraHu3Ma), CofiepKallas 1Ba OAHMHAKOBLIE aJlie]ist

B KOHKPETHOM JIOKYCE€ FOMOIOTHYHBIX XpPOMOCOM. ‘
T'omosuzomitutii opeanuzm — OpraHn3M, HMEIOLIMH JIBE OJMHAKOBBIE QOPMEI :

JIaHHOTO reHa (OIMHAKOBEIE alnenu: AA, aa) B TOMOJIOrHYHEIX XpOMOCOMaX. - fetima
Tomonozuunvie xpomocomur — NPUONMINTENLHO OJMHAKOBOI IUTHHBL, C OHHA-

KOBbIM MOJIOKEHHEM LIEHTPOMEPBI, MX TeHEBI B HAGHTHYHBIX JIOKYCaX NPEACTABIAIOT ~ -

c000it anyienbHbie rensl. XpoMOCOMBI, ONHHAKOBbIE [0 HaOOpYy COCTABNAIOUIMX HX
TEHOB. :

Tomonnazmua — nanuume B KieTkax OHOrO BHJa MUTOXOHApUansHoil JHK :
(HopManbHOI ik MYTaHTHOM).

I'pynna cyennenun — nce TE€HBI, J1OKAIM30BaHHbIE B O[JHOI XpOMOCOME.
| Aeneyus — i XPOMOCOMHOH MyTaliH, IPH KOTOPOH yTpauuBaeTCs y4yacTOK
| XPOMOCOMBI; THII reHHOMN MyTauuu, IpH KOTOPOH BBINAJAET YHACTOK MOJEKYJEI
119 .
| Aenamypayus — nepexon moJekyasl JJTHK n3 nsyxuenounoii ¢opMel B OHO-

Henoueynyio Benencrame paspbiBa BOAOPOMHEBIX CBA3EH MEKAY KOMILIEMEHTAPHEI-
MH OCHOBaHMsIM Y.

Aunnoudnpyii — coaepxauuit nBoitHoit Habop XpOMOCOM.
ﬂHI(-nwnmepam — (hepMeHT, OCYIIECTBIAIOIMA KOMIIIEMEHTAPHBIM CHHTE3

(peUHHKaumo) JHK.
: OMEH — y4acToK AMHHOKHCIOTHOM MOCAeA0HaTENbHOCTH benka, CBA3aHHBLH C
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Jomunanmublit npU3HAK — NpeUMyIIECTBEHHOE NPOABIIEHHE Topg OllHor
ayienst B YopMHPOBAHHH NPHU3HAKA Y reTepO3UrOTHOrO OpraHu3Ma, 9
Jlpeiigh zer06 — U3MEHEHHE 4acTOT ICHOB B pARY TIOKONEHHH, 06yciopy eHle
CITyyaifHBIMH COOBITHAMH MHUTO34, OIUIONOTBOPEHHSA H PAa3MHOXEHHSI.
Jynnuxayus — T XpOMOCOMUHOﬁ MyTaLUHH, IPH KOTOp?ﬁ YABOGH KaKoif 5,
Y4aCTOK XPOMOCOMBI; THIT IEHHOH MYTallHH, npH KOTOPOH YIBOGH Kakoii nyg,
yuactox JTHK.
3on0 zenemuueckuii — xoropoii orpesok JHK nmn PHK (16-30 m.1) napecy,
HOit CTPYKTYPHI WM (DYHKLIHH, MeUeHHBLIT KaKHM-JTHO0 PaJHOAKTHBHBIM HIIH dyyyo.

0.-.‘
.

OpPECLEHTHBIM COETHHEHHEM.
Hymynogniwopecyenmusie 30HO0b! — CM. 30H FEHETHYECKHUH,

Hmnpunmunz zenomustii (TeHHBIH HIA XPOMOCOMHBIH) — MEXaHu3M, ¢ fo-
MOIIbI0 KOTOPOTO PasiHyaeTcs akTHBHOCTb TOMOJIOTHYHBIX ICHOB (MM yuacTkop
XpOMOCOM) Y HHIHMBHJI2 B 3aBHCHMOCTH OT XpOMOCOMEI, YHACJIEI0BaHHOM OT Ma-

TepH HIH OTIIA.
Hudpeonsie opaxu — 6paku Mexxy KpOBHBIMH POJICTBECHHHKAMH I u ppyrux

cTerneHel poJCTBa.
Hueepcus — TAI XPOMOCOMHOH MyTalMH, IIPH KOTOPO# IOCITe10BaTeIbHOCTE
reHOB B Y4acTKe XPOMOCOM M3MCHEHa Ha 0DOpaTHYIo; THI TEHHOH MyTaluH,

IpM KOTOPOH B OMpPEHENCHHOM YYacTKe JTHK mociie1oBaTenbHOCTh OCHOBaHHMII

U3MeHeHa Ha 06paTHyIo.
Humpon — cerment JIHK B rexe, He Conepxailuii HHQOPMALIHIO O CTPYKTYpe

OenKoBOro MpoayKTa reHa.

Hupopmamuenaa cemova — ‘ceMbsl C HacJIeACTBEHHBIM 3aboyieBaHHEM, B KO-
TOpO# MMeETCs NOCTAaTOYHOE YHCIO OONBHBIM M 31M0POBBIX POACTBCHHTHKOB H3
pasHEIX nokoneHuil (HHpOpMAaTHBHBIE Meiio3B1), YTO MO3BOJIAET OLIEHHWBATh pac-
XOKIEHHE IPH3HAKOB B M3y4aeMOl PONOCIOBHOH IPH aHalH3e [E€HETHYCCKOro
CLEIIEHHUS. '

Kapuomun — XpoMOCOMHB]H HabOp KJIETKH MM OpraHH3Ma. CoBOKYINHOCTb
XpOMOCOM B sijipe comamq:{{wﬁ KJIeTKH. I eHeTHYecKHi MacIoprT, KOTOpBHIi HE
MeHseTCs B TeYeHHH Bceil xM3HH. B Hopme y uenoBeka 46 xpomocoM (1O 23
XPOMOCOMEBI OT Ka>KIOro U3 pojuTeneii).

Kapmupoeanue — onpeeneHue JOKaIA3allMU T'eHa Ha XPOMOCOME:!

eenemuyeckoe — ONpeeeHHe PACIIONOKEHHS H3y4aeMOoro IeHa o OTHOIEHHIO
K APYTHM T'€HaM B ONpEAeIEHHON XpOMOCOMHOIT obnacTu;

(uzuyeckoe — YCTAHOBIEHHE TOYHOH MOCIEI0BATENLHOCTH caiitoB (cM.) H
qmsﬂqecrcgro PacCTOSHUA MEXAY HUMH (MCUHCISIEMOro B mapax oCHOBaHHH) B
H3y4aeMOH XpOMOCOMHOI1 obnactH.

Knon — reHeTHYECKH ONHOPOIHOE IOTOMCTBO OZHOIH KIIETKH.
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nonydyeHue HEOOXOIMMOrO 4YHCIa (MHIJLIHOHOB)

que 2ena —
{uit ONpPEAENEHHOTO yuactka JJHK ¢ ucronp3oBaHHeM Ul 9THX

oopralmsmon. ;
eil , gnean — ey, KaKIBIH M3 KOTOPBIX NpOSBIAETCS B
Kaz)mmuaunmm

oy janpiMep, TPynna KpOBH I10 CUCTEME ABO).
rerepo3H yeMeHTapHas eIHHALa reHeTHYECKOro KO, COCTOSILAs U3 TpeX ps-
Km)oﬂﬂmnxcﬂ ocHOBaHHH, 00ECTICYHBAIOLIHMX BKIIOYEHHE OJIHOrO aMHHOKHC-
[10M naXO;ICTaTKa p MONHIENTHAHYIO LETb, n100 CHrHaJl Hayana UM 3aBEpLICHUS
noTHOfO

|
paHCKpHILHH.
Kommyuo-zemepo:iuzomuocmb — COCTOSHHE OJrAHH3Ma, TIPH KOTOPOM OfIHH H

0T e JIOKYC Ha OMOJIOTHUHBIX XPOMOCOMAX NIPE/ICTABNEH PasHBIMHU MyTAHTHEIMH
qnneaMH. :

KommieMeninapnas JHK (xTHK) — NOCIIEA0BATENBHOCTD JHK, nonyuennas
¢ TIOMOLLBIO 06parHOH TPaHCKPHIITA3BI C uH(popmarronHoi PHK.

Komnaemenmapnocms — crmocoOHOCTh HYKJI€OTUIOB 00pa30BbIBATh MApPhI MO
npasiy A-T, C-G B pesyssTare (HOpMHPOBAHUS BOﬂ?pOﬂHLIX CBSI3EH MEK/Iy HUMH
B IBYXLENOYEYHOH MOJIEKYTIE JIHK nnu B THOpHAHO#M Moneicyne JIHK/PHK.

Kopdouenmes — mpoLiefiypa B3ATHS KPOBH U3 IYNIOUHOU BEHEI 1110/

Koappunuenm unbpuounza — BEPOATHOCT TOTO, YTO y ORHOTO HHIUBUJA 1Ba
alens B JaHHOM JIOKyCe TIPOHCXOJIST OT OXHOIO NpeKa. :

Kpoccunzosep — o6MeH y4acTKaMH MEX 1y TOMOJIOTHIHBIMH (HE cecCTpHHCKH-
Mi!) XpoMaTHAaMH B NIpoLECCe MeHo3e.

Jaiionuzauus—cnyyaitnas HHAKTHBALUS OHOH U3 IBYX X-XpOMOCOM BIKEHCKOM
coMaTiueckoit keTke, Gnaroaaps Kotopoii obecneunBaercs cOanaHCHpPOBaHHOCT
IeHETHYECKOro MaTeprana y HHAUBHIOB MY?KCKOI0 M XEHCKOro 1oa.

Jusocomnvie Gonesnu —TpyIa HACIEACTBEHHEIX OoMe3Helt ¢ yHacIe0BaHHOH
HEA0CTATOYHOH NPOAYKIHMEH TH30COMHBIX ()EPMEHTOB.

JMunocomur — ceprueckie YaCTHIEI, HCKYCCTBEHHO ITOJy4aeMbIe Ha OCHOBE
Onmonekynapuoro cios nUNKUKOB.

Jlokye — no3uumg rena Ha xpomocome. O6J1acTh JIOKATH3AUUH ONPEAENEHHOr0
TCHETHYECKOro 3IeMEHTA Ha XPOMOCOME.

M“P'fep — anyens (MM NpU3HaK), HaclieOBaHHWE KOTOPOro NPOCIeKUBACTCA B
NoToMcTBe.

M“’7f3 —~ 1Ba TOCHeoBaTebHBIX (1-e H 2-€) JeNeHus sApa 3apofibIIeBOH
gﬁzzi(;lfnemu TpH OJIHOI LMKJIE PEMIIMKALUH, B PE3yNETaTe Yero obpasyrores

€ KIIeTKH,

Muccenc-mymayuu — cm. Myrauus.

MMXanoxoquuanbuoe Hacnedoeanue — HACIeOBaHIE IPH3HAKOB, NIEpefiaBae-
“epe3 THK muroxonmpHmii.
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Mhnosicecmeennsie annenu — HaM4Ke B TONYIAUHH (Hny y BUJIa) 6,
aJIENTH OJYHOTO H TO e JIOKyCa. Ice
Mo3aux — AHAUBUL, Y KOTOPOTO €CTh KIETKH C Pa3NUYHEIMy XPoMogy
HabopaMHu. My
Mo3saunusm — HalM4Ue y MHAMBH/A KIETOK C JBYMS H Gogee Bapug |
XPOMOCOMHBIX HaDOPOB HJIH TEHHBIX MyTaLHH. Hany |
Monocomun — cOCTOsSHHE KIETKH, TpH KouTopOM Kakas—mibo xpgy
TIpE/ICTABIEHa B SAMHCTBEHHOM UHCIIE,  HE NapOH TOMOIIOTHYHEIX Xpomog,
Mopdozenemuuecxue sapyanmol 6poaicdennble (MUKPOaHOMamyy paseyy
NPU3HAKH HIIH CTUTMBI nncamﬁPMoreHesa) — OTKIIOHEHUS B Pa3BUTHH, Bmxoﬂﬂmna,
3a IIpefieIbl HOPMaNBHBIX BAPHALMH, HO HE HapyIIalolHe (YHKLMU Opragg, L
Mynsmugaxmopuansusie 6one3nu — 601€3HH, KOTOPEIE Pa3BHBAIOTCY g . f
3y/IbTaTe B3aUMONCHCTBHS ONpeleleHHEIX KOMOUHALIMK ameneii pasugx JIOKyCoj
H CrieH()HYECKHX BO3AEHCTBHH ()aKTOPOB OKpYXKalowIeit cpe/pl. s
Mymanm — opranusm, HeCyLHi MYTaHTHBIH annens.,
Mymayus — u3Menenue B Hacle/ICTBeHHBIX cTpykTypax (JHK, ren, xpomoco.
Ma, TEHOM):
2enHas — W3MEHEHHEe MOCIeN0BaTeIbHOCTH 'HYKJIEOTHJIOB B ONpefeNenHon
yuactke Monekyisl JJHK; |
2eHOMHAA — U3MEHEHHE YHCIIa XPOMOCOM (KPaTHOE TarIOnAHOMY — IIONHIIOH-
IS, HEKpaTHOE — aHEeyNIOHIUS);
XpomocomHas — Moboe HapyLIeHHe CTPYKTYPbI XPOMOCOM (IeNel s, IylaKa- |
I1s, ’HBEPCHS1, TPAHCIIOKaLHs).
Hacnedcmeennan 6onesns — 601e3np, 171s KOTOPOH STHONOTHUECKUM (akto- |
POM SIBJIIE€TCS TeHHAas, XpOMOCOMHas HJIA TeHHas MyTaLusl. ;
Hacnedyemocms — yacts o6weli (eHOTUTHYECKOH H3MEHYHBOCTH, 00YCIOB- |
JIEHHOH reHeTHYECKUMHU ()aKTOpaMH. :
Hepasnosecroe cuyennenue — Heclly4aiiHOe pacrpeie]eHHe YacToT ajleneil
reHEeTHYECKHX MapKepoB B MCCIIELYeMOi Tpymie JHI II0 CpaBHEHHIO ¢ o0uled
NONyNSIHEH.
Honcenc-mymaynu — cM. Myranus.
Hopma peaxiquu — TpaHuLbl BEIPRKEHHOCTH ()eHOTHIIOB IPH OJHOM H TOM XE
TCHOTHIIE B Pa3NUYHBIX YCIOBHUAX CPEIBL,
Hocumens — viaaBy1, IMEIOINI OIHY KOITHIO F€Ha, KOTOPBIH 00yCnOBIHBACT
peLeccHBHYIO O0NE3HB, H OXHY KOMUIO HOPMAJIBHOTO aJIJIeNs.
Obpamnas mpancxkpunma3sa — GpepMenT, oCyIIeCTBISIONHI TePEBOL MOJICKY-
net MPHK B Montekyiny kJHK (o6patHas Tpanckpumius).
Odnonykneomuonsiiinonumopguim (SNP)—BapHaHTHIIOCIEN0BATENBHO
JHK y pa3sHbIX JIt0€i ¢ BOBTEYeHHEM OHOI naphl 0CHOBAHHI, 13cheanoumeC’I ;
TIOMYJIALHY C YacToToi Gonee 1%.

|
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|
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) Koponmﬁ y4acToK JHK (16—30ln.H.), ruOpHIN3aLHUs C KOTOPHIM
mzzow"e eIbHBIX 18P OCHOBaHHH.

_ KopOTKas ONHOHHMTEBas MOJEKyIa JHK u PHK (16-30

re npuﬂumalomuﬁ yuacTHe B NO3UTHBHOM KOHTPONE KIETO4HO-
1 - ’
juIeHne IKCNpeccHH OHKOTGHOB MIpaeT BAKHYIO POJIb B Pa3sBUTUH

n.]l.)-
Qnroze!

0 [HKD3; nosb

oneil. S : ‘ v
HY}?z,muchuH — cnyyanHbld nonGop UL, BCTYNAOLIHX B Opak, B Ipeacnax BCeH
Ho.
pomyAll
Hencmpaunmocmb
\HipyemMoro OMHHa
CTOSSHHH.

_yacTOTA POsiBieHNs ()eHOTHNA (IPH3HAKA HITH 0os1e3HN),

HTHBIM ajuielieM HJIH pelecCHBHBIM ajneneM, HO B

geTep
OMOSHTOTHOM €O
[Tepoxcucomnvie Gonesnu = HacleCTBeHHbIe 6ONe3HH OoOMeHa BelIECTB,

oGycnoBACHHEIC HapylueHneM OHorenesa uit (pyHKLHH IEPOKCHCOM.

[Ineiiomponnochb—BIAAHAC OJIHOrO TeHa Ha Pa3BUTHE ABYX (EHOTHIHYECKHX
pH3HAKOB HIH Gonee.

[onuzennvie npusnaku — TPH3HAKA, 0OyCJIOB/IEHHBIE MHOTMMH T€HaMH,
kaIblil H3 KOTOPBIX OKa3bIBACT JIMLIb HeGoMp110€ BIHSHUE HA CTETIEHb SKCIIPECCHH
JAHHOrO MPH3HAKA. : :

[lonumepasnas yennaa peaxuia (TTLIP) — MeToA LMKJIHYECKOro CHHTE3a in
vitro OTpOMHOFO YHC/IA KOTIHi{ CTPOrO ONPEACICHHOIO y4acTka JHK nauHo or
JECATKOB J10 HECKOJIBKMX ThICAY 1ap OCHOBaHHIi:

xonuyecmeennas — peaxius, Mo pe3yisraram KOTOpOi#l OLIEHHBAETCH KOJH-
yeCTBEHHEIH BBIXOJ MPOAYKTOB aMIVIM(QUKALMH C NOMOLIBIO COOTBETCTBYIOLIHX
CKaHHPYIOLUMX YCTPOHCTB,;

Mynomunnexcuas (MynbTHIIpaiiMepHas) — O\HOBpEMEHHAs aMIInQHUKanus B
O/IHO# peaKMH HECKOJIBKHUX YYaCTKOB HCCIElyEMOro IreHa,

obpamnompaHckpunmasnas — peaxkuus, B II(OTOpOﬁ MaTpuLei Ciyxar
Monekynel K JHK.

Hlonumopghusm onun pecmpuKkyuUOHHbIX drpaz'memnoa (IIAP®) — yyacTKH
JIHK pasnoit miuss nocne o6pa6orku JHK onpeneneHHOH PECTPHKTA30H.

Honunnoud — xnerka (TKaHb WM OPTaHM3M), MMeIOL@s 3 XPOMOCOMHBIX
Habopa uinu Gonee. ]

lonoguvie xpomocomsr — XPOMOCOMBI, OIpe/eNAIomUe Mon HHAUBHIA (y
4enoseka X- 1 Y-XpoMOCOMEL). :

Homeps zemeposuzomuocmu — BO3HUKHOBEHHE MYTAlUHH WM JIETCUHH B
Z;“;’::{E:;leﬁ KJIETKE B TOM JIOKYCE TOMOJIOTHYHOM XPOMOCOMBI, 10 KOTOPOMY

TEPO3UrOTEH.

pr aiiyep — ONUTOHYKIEOTHL, BHITONHSIOLLHI pOJIb «3aTPABKID) i HHHIIMHPYIO-

LMK cnTes nonunykneotuaHoi neny Ha JJHK— unu PHK—-MaTtpHuIe.
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ITpedpacnonosicennocms zenemuyueckaa — KoMOMHaLuy alle
JIOKYCOB, Mpepacroaralonx K 6oee paHHEMY BO3HHKHOBeHuo
noJ BIUSHHEM (JaKTOPOB OKpyzKaloulei cpenst U Oonee TAKETOMY 1x

Ilpenamanwvnan Ouaznocmitka — NHArHOCTHKA HacleacTeeyH

WJIH IPYTHX HapyIIEHHH B MIEPHOJ BHYTPHYTPOOHOrO pa3BHTHSI.
uIIpu3uatc — Mop(onoruyeckoe, (hHU3HONIOrHYECKOE, OHOXMMHYecKge H Tx
CBOHCTBO OpraHH3Ma WM 0COOEHHOCTh CTPOEHHS Ha JII0OOM ypoBHe oprann3au;;, '
IIpoband — nuno, ¢ KOTOPOro Ha4nHaeTcs cOOp PoaOCIOBHOI, ¢

IIpoznocmuueckoe (npedckazamensuoe) THK-mecmuposarne — MpoBeenye
L[HK~aHaJm351 y mnuuqecxuumopoaom HUCJIOBCKA C LIENBIO YCTAHOBHTE erg
TEHETHMECKUH CTaTyC, KOTOPBIH MOET NPHBECTH K PA3BHTHIO HACIIECTBeHHoj
Oonesnu unu 6one3Hu ¢ HaceACTBEHHOH MPeapacioN0KeHHOCTEIO. ;

IIposmomop — perynsTOpHLIA yYacTOK reHa, ¢ KOTOPBIM CBA3bIBaeTcs PHK-
NoJMMepa3a nepes HayalnoM TPaHCKPHITIHH.

IIpoceusanue — cM. CKpUHUHT.

Hpomeom — nonueiit Habop 6€1KOB, KOTHPYEMBIX TEHOMOM.

Ilpoyeccunz PHK (cospesanue PHK) — npolecc npeBpalleHHs NeEPBUYHOro
PHK-tpanckpunra B Monexyny 3penoii MPHK myrem ynaneHus HHTpoHOB u
NONMHaIeHHJIMPOBaHHS.

Icesdozen — yqactoxk JIHK, oueHb CXOOHBIH 1O IMOCIENOBATEILHOCTH OCHO-
BaHMI C M3BECTHBIM [€HOM, HO HE BBINOJHAIOIUI TaKylo QYHKLHIO 00 H3-33
NIOTepH CHUTHANH3ALUU TPAaHCIALUH (TPOMOTOPHOH IMOCIENOBATeNIEHOCTH), JHO0
HECYIIUI MyTaLHI0, KOTOPasl NpeJOTBPAILAET TPAHCISLIHUIO.

Pexombunanmnan JJHK — monexyna JIHK, «cobpanHas» B npobupke npH
ucrons3oBadnu cerMeHToB JJHK U3 IBYX pa3snuyHEIX HCTOYHHKOB.

Penamypayus — cm. I'nbpunguzanus.

Penapayus — vicnipaBienue nospexaeHuid B Monekyne JJHK u BoccraHoB—
JIeHHe ee HaTHBHOM NEepBHYHOH CTPYKTYpHI.

Pecmpuxmasa (pecmpuxyuonnas andonyrkneaza) — GepMeHT OaKTepHaIbHO-
ro MPOUCXOXIEHHS], PACIIO3HAIONIMI CIeH(HYECKYI0O HYKJIEOTHAHYIO TIOCIEN0Ba-
TeJbHOCTh AMMHOM oT 4 10 10 map ocHOBaHMi K pa3pe3alolIHii IBYHUTEBYIO MOJIE-
kyny JJHK B aTom Mecre.

Pecmpuryuonnstii ananns — merox ananusa JIHK ¢ ucrons3oBaHHeM pecT-
PHKIIMOHHEBIX 3HIOHYKJIEas,

Peyeccusriocms — cBOHCTBO (NPHU3HAK) COOTBETCTBYIOIIEro ajness MmposB--
JIITBCS TOJIBKO B.TOMO3UTOTHOM COCTOSTHHH.

Peyeccuenotii npusnax — Heyvactue amens B (OpMHpPOBaHHM NpH3HAKa Y
reTepo3HroTHOrO OpraHu3ma. |

PHK-nonumepaza — (bepMeHT, ocymectBsomui cuate3 PHK Ha JTHK-
MaTpHLE.

Heﬁp{ Pazygyy
Teyey HI,

1S ﬁoﬂfﬁneﬁ

140 ;

& Firt 3 A e - 4
LR TR amaatu i (10 11 BATHMT- a0 S 1O 106 A0 0 4, S0 1 408 A RV et T T R B [l PR N



szmoafcenuﬂ. Feuemuqecxue mepmuip;

Podocaosnas — CXeMa, IOKA3LIBAIOWIAS POACTRO Mexcy WICHAMK of1HOI cepmpy
B pHJIy NOKOJNEHHH.

Caiim — OTIPEACTICHHOE MECTO (MO3uIus
pecmpuryuy — cneunduyeckas Hykieo

ses st e e PP TE L LENIEE SN GS L
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)B Monekyne JTHK:
THIIHAS mocye

AOBaTeNbHOCTE fpyoj; |
4-10 1.H., PACTIO3HABACMAsN PCCTPUKTA30; :

AMHUHOKHCIIOT B MoJiekyne Oenka,
Cemeitnvie 6onezny — Gonesnun, HaOmrop,

AIOLIMECH Y HECKONBKMX YieHoRB CEMbU
B OHOM MJIH HECKONBKMX MOKOJIEHNUSIX,
Cubcut — 6parbs 4 CECTpHI.

Crpununz (npoceueauue) — 0bcne
1100 coctosuus (Gonesuu uy
Gonesneii;

AOBaHne OONBLIMX rpymn Moneii na Kakue-
H HOCHTEeNbCTRO) ¢ uelyﬁmo AKTMBHOHN mpoMnaKTuky

BLISIBIEHHE He ,uuamocmpoaaunoﬁf panee Gonesnu ¢ mnomompio
NPOCTBIX METONOB, NAIOIKX ObICTpPEIii OTBeT,

Crnnaiicunz — npouece ynanesms NHTPOHOB U 00bEAMHEHUS DK30HOB B 3penyio
MPHK.

Cmon-rooon — HYKIICOTUIHBINA T

PHIJIET, ABNSIOWINICS CHIHANOM OKOHYAHMS
TPAHCISALMM,

Cyennenue zenoe — copvecrnas nepenaya reHos (NMPU3HAKOB).
Tanoemnuie 11061MOPb! — MHOXXECTBEHHEIE M PACTIONOXKEHHBIE IPYT 32 APYIOM
5 BT
KONUKN onpenenenHoil nocnenosarensHoctH JIHK, uncno koropeix Bapb}{pyT R))-’
PA3HBIX HHAMBHIOB (BapLUPYIOLLIEE YHCIO TAHAEMHBIX IIOBTOPOB — aHTJL. VaNecmc;
; UCTIOJIB3YIOTCH B Kay

Qunyrneomudnsie —u3 2 nykneoruos (066raHo CA); 1 y

TCHETHYECKUX MapKepoB;
; CNIaHCHA

Mmpuitykneomuonie — 13 3 1yKIICOTHAOB; YBENHUCIHE UX 4HCIa Sal;mqecmu)a
TIPUBOOMT K HAcleACTBEHHBIM O00JEe3HAM HEPBHOH CHCTEMBI (AM
MYTaLuH).

i HH.

Tenoua Bappa — nonosoit xpomarih. - atolleecs B NEPEHOCE B FeHOM

Tepanua zennasn — neuenne Oone3ne, 3aKoy -
KJIETKM OIpe/leIEHHBIX TEHOB. Hetione TeHHO} Tepan#i; BKIIOYAIOT B

€HOCHMBI
Tpanczen — reu, nep

COCTaB BEKTOpA.
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Tpanceennsie opzaiuMbl —KHBOTHBIC, PACTEHHS, MHKPOOpranyy, b, gy,
TeHETHYCCKas MPOTPaMMa KOTOPBIX H3MEHEHA C MOMOIIBIO Merggop l“enus:{
HIDKEHEPHH.

Tpanczeno3 — npouenypa (WK npouecc) nepefayn AONONHHTE Rk j; Uy
pONHOI reHeTHYECKOi HH(OPMALUH B OPTaHH3M, KIIETKY. &

Tpancoyxkyus — BBelieHME B KIETKY T€HAa W KaK CleacTBie H3MeHenye g
TeHOMa.

Tpanckpunyus — CUNTHIBAHHE HACTEACTBEHHOMN HH(OPMaLyH py IKeMpecey,
reHa.

Tpancnoxanus — XpoOMOCOMHAs MYTAUHS C H3MEHEHHEM TON0keHHs Cermeny
XPOMOCOMEI,

Tpancnanus — nepefaya HACIENCTBEHHOH WH()OPMALMH; cHHTes 6enkonoj
MOJICKY/ILL HIIH TIEPEBOJ TMOCNEN0BATENbHOCTH ocHOBaHMH MPHK B nocnepop,.
TENBHOCTh AMHHOKHCIIOT B MONHNENTHIHOH LIEIH.

Tpucomus — no6aBouHass XPOMOCOMA B KAPHOTHIIE AUILIOMIHOIO OpraHusma;
B TIOJTHCOMHH, TIPH KOTOPOM MMEIOTCS 3 FOMOJIOTHYHBIE XPOMOCOMBI (wHpHBYg ¢
TPHCOMHEN Ha3bIBAETCSA TPHCOMHKOM).

Daxmop mpanckpuniin—GeNOK, CBA3bIBAIOLIHIICH C PErYJIATOPHON 00MacThg
reHa ¥ PETYIHPYIOLHI{ €ro IKCIIPeCCHIO.

Papmarozenemuxa — pasjien MEIUIUHCKOM TeHETUKH, H3YYalOMIHi} Hacren-
CTBEHHOCTb B PEaKLMAX OPraHH3Ma Ha JIeKapcTBa.

Dapmarozenomura — Co3NaHHE HOBBIX THIIOB JIEKAPCTB HA OCHOBE TEHOMHOI

HH(i)OpMaL‘lHH; NpeACKa3aHUE BO3MOXKHEIX OTBETOB OopraHH3mMa Ha JIEKApCTBa Ha
OCHOBE aHaJIi3a reHoMa.

@enoxonus — KIAHAYECKHIT CHHAPOM, CXOMHBIH 1O TIPOSIBIEHUAM ¢ Haclesl-
CTBEHHBIM 3a00ICBAHHEM, HO HMEIOLIIHI{ HETEHETHYECKYO TNpUpPOAY.

@enomun — TIPU3HAKH, TIPOSBISIOUIMECS B PE3yNLTATE NEHCTBHS [eHOB B
OMpENENCHHBIX YCIOBHAX Cpebl. BHewHee nposiBneHne cBOHCTB oprammaMa,
3aBHCSIIHX OT €T0 TEHOTHIIA H ()aKTOPOB OKpYkarouleil cpesL.

@emocKonus — npoleaypa, NO3BONAIOLIA BH3YaIbHO OBCIENOBATS TIION B
MATKE NIPH NOMOLIH BOJIOKOHHO-ONTHYECKON TEXHUKH.

Demomepanua (nnodnas mepanus, npenamanbnan mepanus) — NeveHue
TUI0/IA 10 POKICHUS.

Xpomocoma — 310 ynakopanHas TIpH IMMOMOIIH CIIELHaTH3HPOBAHHEIX OEJKOB
Moiekyna JIHK

Xpomocomuasn Mymayus («beppayus) — isMeHenye B CTPYKTYpE XpOMOCOMEBL.

Xpomocomuuiii nabop — COBOKYITHOCTE XPOMOCOM B SIIpe TaMeThI, 3UrOTHI HIIH
COMAaTHYECKOH KJIETKH.

X-cuennennoe nacnedoeanue — tun HacJIe10BaHUs NIPU3HAKOB, T'eHBI KOTOPHIX
JIOKalIH30BaHEI B X—XpoMocoMme.,
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PHKéKcﬂ aucus MpUIYKICOMUONUIX NOGMOpog — 1ig;
yyicaa KoMHii BHYTPHICHHEIX TaHf[eMHI)lX nocnenona’renbﬂocreﬁ, COCTOSAMX 13 3-x
JyKICOTHAOB; 3TOT THII MyTAUHI Ha3LIBAIOT TaKKe IMHAMHYe CKppyg My At

Jxcnpeccusnocns — CTeneHb eHoTHIMYeckoj BBIpaXkeHHO Ty (npoxanenm)
relleTHYECKH ICTEDMHHHPYEMOTO NpH3HaKa,

xenpeccupyemas  Kopomkxas nocnedogamensnocmy, (aHrm, expressed
sequence tag — EST) — KOpOTKad riocnenosarentuocrs, (100-500 m.1.) 00bI9HO y3
oQHOr0 KOHLA KJ]()HHp(?'BaHHOPI JHK; HCHonL3yercs nng upe
aNBTCPHATHBHOTO CILIAHCHHIA M pacnipenenenus

Jkcnpeccus 2ena — aKTHBH3aIus TPaHCKpHIUMY rena, g Tipouecce kotopoif na
cmpicriooit HUTH JIHK cunTesupyercs MPHIK.

nexmponopanua — Iipolieaypa nepetHoca YYyXXepoaHoii JAHK B KIETKHU.

Jynaoudus — Hanuuue y HHIUBH]

4 LIOJIHBIX HAaboPOB Xpomocom,
Jyxpoyamun — Goratele reHaMu yuacTiy XPOMOCOM.

OJIOI'H‘ieCKOE YBGJIH'JEHHB

Iipexm ocrosamens — Bricokas yacrorg HICHTHYHBIX I0KYCOB Kak pesymstar -
HAc/eA0BAHUs! OT €IHHOTO TpeKa. i

g exm nonoincenun (cena) — ameneuune IKCNPECCHU TeHa NpH ero nepe-
HOCE M3 HOPMAJILHOI'O XPOMOCOMHOI'O OKPYXEHUA B HOBOS (Hanpumep, B o6nacts
reTepOXpoMaTHHa).

Ilpusnaku Aucmopdorenesa o

Azenesus (annasus) — nonuoe BPOXKJCHHOE OTCYTCTBUE OPraHa UjM €ro YacTi.
AKpomurpus — nenponopuKONaNEHO ManeHLKHe KUCTH U CTOIBI.
Axpoyedanusa («GamennbIity YEpeIl) — YEPEI C BRICOKUM JIGOM, CIIaXeHHEIMU

HaﬂﬁpOBHbIMPl H  BHUCOYHBIMH BBICTYIIaMH BCII€ACTBHE NPEXIACBPEMEHHOTO
3aKpPLITHA BEHEYHOro U 3aTbIJIOYHOIO IIBOB.

Anoneyus — nonnoe unu yactTudHoOE OTCYTCTBHE BOJIOC HA rOJIOBE.
Anupuous — orcyrernue panyrHoit 060N0UKY,

Antodonmus - orcyTcTBHE NOCTOSHHBIX 3yboB g
Anonuxun — spoxxnennoe OTCYTCTBHE moﬁor? YHCNIa HOTTEMH.
Anogmanvmun — BPOXXIEHHOE OTCYTCTBHE 1)‘2331"101"0 sbmoxka.

: [10J1aralTCs
Ammmonzo,uom)nbtu paspes 2na3 — HApYXHBIC YIUIbL I71a3 pac
HHxe BHYTPCHHUX.

it MHHAs JIaloHb C
Apaxnodaxkmunusn (maykooOpasHble MalpLpl) — y3Kas A
ATHHHBIM K najablaMu.
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Apl!lpOZpllllO&’ — MHOKECTBEHHBIC BpOXXAEHHBIC KOHTPAKTYpEI CyCTaBog,

Amenua — OTCyTCTBHE COCKOB.
Ampe3us — TIOJHOE OTCYTCTBHE KaHAaJIa HJIH ECTECTBEHHOTO OTBepCTHy,
Agpaxaus — OTCYTCTBHE XpyCTIIHKA.

Bnegapogurmo3 — KOpOTKaA H y3Kas rnasHas Leib.

Bpaxudakmunus — yKopoueHHe NaIBLEB Py HIH HOL.

Bumunuzo — o4arosas J€MHTMCHTALHA KOKH.

Bopmueest Kocmo4Ku — BCTaBOIHbIC KOCTO‘I‘I.‘(H B uepere.

T'emepoxpomusn padyscki — HEOTHHAKOBLIH [IBET Pa3IHYHBIX Y4YacTkop Pa-
JYHKH.

Tunepodonmus — HaNHYHE CBEPXKOMIUICKTHBIX 3y00B.

Tunepmenopuss — WHPOKO PacCTaBIEHHEIE ITa3d (oueHHBaloTCA MO Mexop-
GUTANEHOMY HHJIEKCY: B YHCIIHTEJNIC — PACCTOSHHE MEXKIY OpOHTaMHU B CaHTHMet-
pax, ymHoskenHoe Ha 100; B 3HaMeHarene — OKPYXHOCTb rONOBbI B CaHTHMeTpay,
TIpH rHMepTeNopH3Me MEXOPOUTAIBHBIH HHICKC oonee 6,8).

Tunepmpuxo3 — 3aMeHa ITYIIKOBEIX BOJIOC rpyOBIMH ITHIMEHTHPOBAHHEIMK
BOJIOCaMH.

Tunodonmus — yMeHbIIEHHOE YHCIO 3y0OB IO CPaBHEHHIO C BO3pacTHoii
HOPMOH.

Tunonnaszusa — HeOPa3BUTHE OpraHa, NPOABISAIONIEECS A€DHIUTOM OTHOCH-
TeJIbHOH Macchl HIIH pa3Mepa.

Tunocnadua — HyKHSS pacIlelIMHA YPETphl CO CMEIIEHHEM Hapy»XHOIo OT-
BEPCTUS MOYEHCITYCKATENILHOIO KaHala.

T'unomenopuzy — 61M3K0 pPacnoNOKEHHbIE IJ1a3a; MEXOPOUTANBHBINR HHIEKC
meHee 3,8 (cM. [uneprenopusm). .

TI'unompuxo3 — peqkye BOJIOCH! BCIEACTBHE HEAOCTATOYHOIO HX POCTA.

TI'upcymuam — upe3MepHOE OBOJIOCEHHE MO MYMKCKOMY THITY Y MEHII[HH.

Huacmema — npoOMeXYTOK MEKAY BEPXHHUMH HJIH HHXXHHMH LEHTDPAIBHBIMH
pe3uamu 3 MM H Gosee.

Huckopus («xomaunii rmasy) — weneBHAHBIH 3payokK.

HAucmuxuaz — nBoitHON psiyifpecHHL. '

Honuxocmernomenus — JUTH{HEIE TOHKHE KOHEYHOCTH.

H3o00axkmunua — npumepHe pasuas amuna 11, 111, IV u V nansnes.

Kamnmodaxmiunus — crubarenbHas KOHTPaKTypa B Mex(astaHroBbIX CycTaBax
NanbLeB KHCTH. :

«Kapnuii pomy» — pot ¢ onymenHsIMI yriiamu pra u nyroo6pazHoii BepxHeil
ry0oii.

Knunodaxkmunusn — JIATCPANbHOE HIIH MENHATTBHOE UCKPHBJICHHE NAJBLA.
Knioeoguonutii noc — noc B BHJIE ITHYHETO KJIIOBA.
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Kono6oxa padydicki — WENCBHAHEIH fedexT panyicHoii o6onou; I

: asa,
Konckas cmona (pes equinus) — KOHTpaKTypa TOJICHOCTOMHOTO CycTapa npH

’
goTOpOii cTOMa (hUKCHPOBAHA B MONOMKEHIH YPE3MEPHOTo TIOJBELIEHHOTO0 CTHBAHUS

Kopomxuit musuney (cumnmom [iobya)
cxnazky KoHUEBOi dananru IV nansua.

Kpanuocmeno3 — yMeHblIEHHe o0bema uepena c 3aJICPXKKOH  pa3BUTHS
FONOBHOTO MO3Ta BCIEACTBHE NMPEXIEBPEMEHHOTO 3aKPLITHS LIBOB,

Kpunmopxusm — OTCYTCTBHE OIHOTO HJIil 0GOMX SHUEK B MOLIOHKe, 0bycoB-
jeHHOE 3a/EPXKKOH HX BHYTPUYTPOOHOTO MepeMewiens i3 3abplounHHOro mpoc-

TpaHcTBa. SIMUKH MOTYT PacIoNaraThCs B MaXOBOM KaHAIe WIH B OprotuHoii mo-
JOCTH.

— KOHer MH3HHLIA He HOCTHUraer

Kpuiroguonsie cknaoxu (nmepuzuu) — BepTHKANBHBIE KOKHBIE CKIAKH Ha
6OKOBBIX TTOBEPXHOCTSAX IIEH.

Jlazoghmanbrs — HETIONHOE CMEIKAaHHE BEK.

Makpoznoccus — yBEITUUEHHBIH A3LIK.

Maxpoopxu3ss — yBENTNYEHHBIE THYKH.

Maxpocomus —Upe3MepHO YBEIHUEHHbIE pa3Mephl X Macca Teja.

Maxpocmomusa — Ype3MepHO LIKUPOKast POTOBAS ILEIb.

Maxpomus — yseiueHHbIE YIIHBIE PAKOBHHBL.

Makpodhannoc — yBenM4EHHEIH MOJIOBOH UJIEH.

Makpoyegpanua — uepen, ysenuueHHsIH Oonee uem Ha 10% Bo3pacTHOM
HOPMEI.

Mukpozenus — ymeHbIIEHHAs HUKHSIS YENIOCTb.

Muxpoznoccus — yMeBbIIEHHEBIR S3BIK.

Mukpoznamus — yMeHblIEHHAS BEPXHSAS YENIOCTb.

Mukpomenus — ykoOpoue€HHbIE KOHEUHOCTH, HMEIOLIHE BCE CErMEHTEI.

Mukpoopxu3zs — yMEHbLIEHHbIE THUKH.

Mukpocomus — ape3mMepHO yMeHbILEHHEBIE pPa3Mephl M Macca TeJa.

Mukpocmomus — yMeHbBIICHHas pOTOBas LIENb.

Muxpomus — ymeHblIeHHBIE pa3Mepbl YIIHOH PaKOBHHBIL.

Muxkpogannoc — ymeHbIICHHBI IONOBOH WIEH.

Mukpogmansmun — yMeHblIEHHbIE Pa3MepBl INIA3HOTO sib710Ka.

Muxpoyegpanus — yepern, ymeHblIeHHBIH Oosee ueMm Ha 10% 10 cpaBHEHUIO ©
BO3pacTHOM HOPMOM.

Monzonoudnstii paspes 2naz — HapyX<Hsie yribl a3 pacrIonaI‘aIOTCﬂ BhILIE
BHYTpPEHHUX. :

«Mbic 6006b1» — KIIHHOBUIHBIH POCT BOJIOC Ha JIOY.

Okcuyegpanus — acummerpudHas akpouedanus (CM.) HIH CMEIICHHE «barH»
‘ICpena B oqHy CTOPOHY.
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Onuzooakmuaua — yMEHBLICHHE YHCIA [ajbpLEB HA KHCTAX HIIH CTOmay,

[Tananocxu3 — pacuieniia néoa.
«Ilanupocnvie) pyoysl — pyO11Bl, HAIOMHHAIOIIHC nan1upocHyio Gymary,

Haxuonuxusa — yTONEHHE HOTTEi.
Hunonuoansviasa AMKa (cakpanbHBIH CHHYC) — CJIENO 3aKaH4YHBAIONHiicy

KaHa B MEKBSTONHYHOI CKIIaJKe y KOIIHKa,
Inazuonegpanua — aACUIMMETPHA npaBoif H JIEBOH CTOPOH Yepena.
IThamuieganus — yepen ¢ IIOCKHM CBOAOM.
[onan cmona (pes excavatiis) — 4pe3sMEpHO BBICOKHH CBOJ CTONBI.
[TonuoaKmuaus ROCINAKCUATbHAA — NOTOTHUTCIBHEIC MATIBIBL CO CTOPOHEL Vv

Taaplia KHCTH MJIH CTOIIBL.
Honudaxkmunua npeaxcuanbias —
Manpla KACTH HIH CTOIIBL.

Ionumenua — H30BITOYHOE YHCIIO COCKOB.
Honepeunaa 1a00HNIAA cknaoxa («o0e3pAHbA CKNajKa) — IIOMepeyHas

6opo3za, Hayllas 4epes BCIO JIaI0Hb.

Ipeaypuxynapiivie nANUAL0MbI
COYKOB BIIEpPE/IH YLIHOH PaKOBHHBI.

Ipeaypuxynapivie Quemyasl (#MKi) — CIIeTI0 OKaHUHBAIOL[HECA XO/bI IIEPEN
YLIHO} PAKOBHHOM (pymumeHT I sxabepHoi JIyTH).

Ipozenus — BBICTYNAIONIAA HHKHSA YCIIIOCTb.

pozitamus — BHABHHYTAA BEPE BEPXHSS YEIIOCTb.

ITmo3 — onylieHue BeKa HIH BHYTPEHHHX OPraHoB.

Iamounas cmona (pes calcaneus, BRICTyNaoLias MATKa) — KOHTPAKTypa roie-
HOCTOMHOrO CYCTaBa ¢ (puKcalueii CTONbI B IONOXEHHH pa3srHOaHHsL.

Pacienuna noseonounuka (spina bifida) — Henonnoe 3akpsITHE 103BOHOYHOIO

JIOTMOJIHUTENBHEIE NAJIBLIBI CO CTOPOHH! |

= ,I(OG}JOKBHCCTBCHHLIC ONYXOJNH B BHJE CO—

KaHana.
Pempoznamus — cMelleHHe BEPXHel 4elocTH Ha3aZ.

Ca::daneatzoriaﬂ 1eny —00nb10oi mpomexyTok Mexay I u I naneuaMH CTOMBI.
Ceodnosudnsiii noc—BnaauHa B CpeHei YacTH CIMHKH HOCA C BBICTYIAIOLIHMH
Bl’ICpCCJI HdOBIIPﬂMH 13-3a HEOPAa3BUTHS KOCTHOH YacTH HOCOBOI! meperopoiKH.
UHOAKIMILTUA KOJNCHAA NIU KOCHINAA — ¢
—YaCTHYHOE HJIN T ©
Al OTJIbLHOE CpaLIECHH
Cuno — i
: rlipllf poct GpoBeii Hajg mepeHoCheM, CO3ZAAOIHI 00BeAHHEHHYIO
nunamio 6poBeid (CIMBLINECA HIH cpocLinecs OpoBH)
HMCm«éoue:fmmm (manbeoOpastblii uepen) — yanuHeHHbli yepen ¢ BHICTYNalo-
il C'rpc: HEM Ha MECTE NPeXIEBPEMEHHO 3aKPBITOTO CArHTTAILHOTO 11IBA
IMONA-KA4a1IKa — CTONA C TJIOCKOBEBINYKJION MOAOLIBEHHOH MOBEPXHOCTBIO H
BEICTYMAIOLLEH K331 IATKOIH. PX
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Cmput — JIMHEHHBIE [TOJIOCKH HCTOHYUCHHOI KOjKH,

Tenexanm — NATCPANLHOC CMCIUCHHE BHYTPEHHNX YIVIOB MastbiX Leseii npH
1OpMANLHO PACTONOKEHHBIX OPOHTAX H IMIA3HBIX A6OKaX.

Tpuzonouedanus — paclllupeHHe Yepena B 3aTeLIOUHON | CyxKenue B no6uoii
yacTH. S,

Tpucmuxuas — TPOMHOH PSJT PECHHLL,

Y30eurka A3LIKA KOPOMKAA — YKOPOYEHHE MIH TPHKpENcHHe Y3eUKn B
o6nacTH KOHYHKA A3bIKA, PHBOAALIEE K OrPAHHUYEHHUIO €rO MOABIHIKHOCTH.

@unvmp — PaCcCTOSHHE OT HIKHEH TOUKU HOCOBOI Meperopoku 10 KpacHoit
KaiiMbl BEpXHeii I'yObl.

Yepen ¢ ghopme mpunucmiura — BrICOkuii BuGYXaiouii 106, MI0ckuit 3a-
TbIJIOK, BRINAYHBAHHE BUCOUHBIX KOCTEH C BAABNCHHEM B MECTaX UX COCIHHEHHS C
TEMEHHBIMH KOCTIMH.

Lllanesudnan mouionka — MOUIOHKA, OKPYIKAIOLIAS BATHKOM CII HHKY MOJIOBOTO
yJeHa.

IK30¢hmanvim — CMEUIEHHE [IA3HOTO 00K Briepex ¢ pacumMpeHHem rnasHoif
1LeJTH.

IKmpodaxkmunun — KIEWHEBHAHLIE KHCTH WIH CTOMBl H3-3a OTCYTCTBHSA
OZHOIO HIIH HECKOJIbKHX MAJIBIEB.

Auogmansm — cMelleHue IasHoro A6noka Haszan, Gonee rnybokoe, ueMm B
HOpMeE, PAacMoJI0KEHHE IN1a3HOTro 0JI0Ka B IVIa3HHILIE.

Jnukanm — BEPTUKANbHAA KOXKHAS CKIAfKa, NPHKPHIBAIOWAs BHYTPEHHH
YToJI IMa3HoMH 1LIENH.

Anucnaoun — BepXHss paclleNIMHa YpeTpal.
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B.C. Mambernaena

BOITPOCbI
MEJUIIUHCKOU TEHETUKH

YuebHoe nocobue

®opmar 70x100 1/16. [TevyaTs odceTHas.
Ilew. macToB 9.5. 06bem 152 crp.
. Tupax 1000 aks.

HIl «Ms3paTensctBo AKHYP», 100017
PK, r. Kaparanpa, yi. Mycraduna 2/1
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