LinToreHeTn4yeckmun metoa
N3y4yeHna HacneacTBeHHOCTU
yenoBekKa.

XPOMOCOMHbIE DONE3HM.
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KpoccuHrosep - Crossing-over — o6mMeH roMmonoru-HbiMm
y4yacTKamMu XpomMocoM. Pesynbrart - pexkombuHayus — NOARNEHNE
HOBbIX COMETAHWWA HAcCNeCTREHHbIX 384aTKOB B XPOMOCOMaX



LinToreHeTn4yeckmnm mertoa

C nomoLLb JaHHOro MeToga MOXHO n3y4vaTb
HacnegCTBEHHbIN MaTepuarn KNeTKK:

*COBOKYMHOCTb XPOMOCOM B LIENOM
(KapunoTnupoBaHue)

*HanMM4yme " Koin4ecTBo X-XpOMOCOM
(onpeaeneHne NOfIOBOro XxpomatuHa — 4Yncno
rMblOOK NONOBOro XpomMmatuHa unu teneu bappa).

lccnegoBaHme NpoBOAUTCSA C MOMOLLLIO CBETOBOIO
MUKPOCKoNa (M3rotoBneHne n naydeHue
MUKponpenaparTos).
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Puc. 56. I lootemoBaTerTbHOCTD JIEVICTBUM [1J1s1 TIOJTYYeHMs KaproTHUIIa YeJtoBeKa:
1. I'TomerieHme JIMM@POLIUTOB (JIEMKOIIUTOB) B Cpely ¢ PUTOreMarrIFOTUHVHOM
(PI'A). 2. KynnpTUBUpOBaHMe KIETOK (MUTOTUYECKME IeJIeHMs KJIeTOK).

3. OcraHOBKa MUTO3a Ha CTainyv MeTad a3kl ITyTeM BBeIIeHUs B Cpey
KOJIXMLIMHA.

4. ObpaboTKa rMIIOTOHMYECKM PacTBOPOM, M3IrOTOBJ/IEHMe MUKpOIIperiapaTos,
rojrydeHme Mukpodororpadpmnm MmetadpasHbIX IVTAaCTUHOK (KapMOTUIIOB).
5. CocrasrieHVe MHAVBUIIYAJIBHOIO XPOMOCOMHOTI'O KOMITUIEKca (KapvorpaMMBl)



[lonoBon XxpomMaTuH

B KkneTtkax My>X4uH (Kapuotun 46, XY) X-xpomMocoma
BCeraa BbINOJSTHAET aKTUBHYI (OYHKLNIO, @ Y XXEeHLLMH (46,
XX) ogHa X-XxpomMocoMa ABNAeTCa akTUBHOW, a gpyras X-
XpOMOCOMa HaXxoAUTCA B HeaKTUBHOM, Cnpann3oBaHHOM
cocTtosAHMn. OHa BbIABNSETCSH B BUAE KOMMAKTHOU TEMHOW
MblOKM B MHTEPdPA3HOM A4p€E COMATUYECKMX KIETOK
HOpMarlbHbIX XXeHLWH U Ha3blBaeTcd TenbuemM bappa nnu
NOJIOBbIM X-XPOMAaTUHOM.

MHaKkTnBaumna ogHou 13 AByx X-XpOMOCOM MPOUCXoauT B
amMmbpuoreHese, NPMYemM 3aKOHOMEPHOCTU B MHAKTUBALNW
OTLIOBCKOW UNN MaTEPUHCKON XPOMOCOMbI HET (rMnoTe3a
JlanoH). [Npn ntobom yncne X-xpomMocom B aKTUBHOM
COCTOSHUU BvAaeT TONLKO ONHA cnenoratTenkHo nonorou X-



MonoBBIE XPOMOCOMIs
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NMOoNoBbIE XPOMOCOMbI XXEHLWWHDBI MOoNoOBbIE XPOMOCOMbI MY>X4YUHbBI

Mapy XpOMOCOM, KOTOPOW XXEHCKWUIA NON OTNUYaeTCA OT MYXXCKOro, Ha3biBaloT NOnoBbIMU
XpoMocoMaMu. Y XeHLUH NonoBbie XpOMOCOMbl 0AMHaKoBble — Ux o6o3HavaloT XX, a B KneTkax
Yy MY>X4UH OHU pasHble — X 1 Y.



[lonnoBoOn XpomaTuH
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Tabauya 12
[1610km monoBoro X-xpomaruHa (tesibua bappa)
B AAAPaX COMATMYECKMX KJIeTOK YesI0BeKa

Hopmasibreiin myxunsa (XY) win XeHIMHA ¢ CMHIPOMOM
[Ieperesckoro-Tepuepa (XO)

HopmasibHas xeHiyHa (XX) v MyxXumHa ¢ CHH/IPOMOM
Kinanudensrepa (XXY)

1@

y

3

XKenimyna ¢ Tpucomment X (XXX) mn
My>kurHa ¢ cvapoMom KnartHdersrepa (XXXY)

¥

.

Keniyna ¢ normcomuent X (XXXX) v myxumHa ¢ cuHjI-
pomom Kanudenstepa (XXXXY)




[lpeHaTanbHasa AnarHocTuKa

[MpeHaTanbHaga gnarHocTuka NpoBOANTCA OO0 22 Heaenu
6epeMeHHOCTUN N ABNAeTCa OOHUM N3 METOA0B NePBUYHOM
npodunNakTUKM HacneacTBEeHHbIX Oone3Hen.

MeToabl oensaTca Ha TPy rpynnbl:
npoceunBatloLime,
HeMHBA3nBHbIe,

MHBa3uBHbIE (C nocneayrLwen nabopartopHom
ONAarHOCTUKOWN).

[1na Ka)xnoro Metoaa eCcTb CBOWU Noka3aHua u
NPOTUBOMNMOKa3aHUA, paspeLuaroLime BO3MOXKHOCTH,
OCNOXHEHUA Nocrie npoBeaeHns npouenyp. Beibop meToaa
CTPOro MHANBMAOYanmM3npoBaH B COOTBETCTBUMN C KOHKPETHOM
cuTyaumen B CEMbe U COCTOAHMEM 300p0BbsS bepeMeHHOW



[lpeHaTanbHas AnarHocTuka

* [IpoceunBatowme MeToAbl NO3BONAIOT BbIABUTbL XXEHLMH, UMEIOLLNX NOBbILLEHHbIN
PUCK poXXaeHua pebeHka ¢ HacneacTBeHHOW naTonormen (Bo3pact marepu — 35 net
N cTapLue, NOBTOPHbIE CMOHTaHHbIE NpepbiBaHNS bepeMeHHOCTU 1 Ap.). K aTum
MeTo4aM OTHOCATCA: onpeaeneHne KoHueHTpauun anbga-gpetonpotenHa (ADI) B
CbIBOPOTKE KPpOBU DEpPEMEHHON (BbISIBIIAIOT BPOXAEHHbIE AedEKTbI HEPBHOM
TPpybKKM); ypOBHA XOPUOHNYECKOrO roOHa4O0TPOMNMHA (NOBLILLEH NMpu cuHapome [JayHa)
N HECBA3AHHOIO acwmona (yMeHbLUeH npu cuHgpome [layHa); ynetpa3ByKkoBOE
obcnegoBaHue (Y3W).

 HeHBa3nBHbIE MeTOAbI: 00CieqoBaHMe nnoda 6e3 onepaTnBHOo
BMeLLaTEeNbCTBA C NOMOLLbLIO yrbTpa3BykoBoro oocnengosaHusa (Y3W). Nposoantes ¢
6 00 23 Headenu ¢ Uenbio BbIABNEHUA BPOXAEHHbIX MOPOKOB pa3BUTUSA (peayKLns
KOHEYHOCTeN, OTCTaBaHMe B pOCTe, aH3HLedanua n ap.).

 AHBa3MBHbIE MeTOAbI: XOPUOH- U NMraueHTobuoncus (nony4vyeHmne HedonbLLINX
KYCO4YKOB BOPCUH XOPMOHa U KyCOYKOB NiaueHTbl C 7 1Mo 16 Heaernto bepeMeHHOCTH
TpaHcabgoMUHaNbLHO UNn TpaHcLuepBukanbHoO nog KoHtposnem Y3W), nonyyvyeHune
aMHUOTNYECKOW XNOKOCTU N KNETOK nrioaa Ha 15-18 Heaerne bepeMeHHOCTH (puc.
57), buorcma Koxu nrioga, KopaoueHTes (B3ATME KPOBU N3 NYNOBUHLI NOA
kKoHTponem Y3W ¢ 18-22 Heagenu 6epeMeHHOCTH).

[ony4eHHbIN MaTepuan NoABEPraeTcs LMTOreHETUYECKOMY, BUOXMMYECKOMY,
MOJEKYNAPHO-FEHETUYECKOMY NCCIEAOBaHUIO. Pe3ynbraTbl MCNONb3yoTCA B
npeHaTanbHON ANarHoCTUKE XPOMOCOMHbBIX U reHHbIX Oone3Hen, onpeaeneHmm nona,
BbI9BNEHYV MODOKORB DA3BUTUS



aMHMOTHUYecKasa
KUJIKOCTh

CrryieHHbIN
SIIUTEJINN
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Puc. 57. AMHuonieHTes 11 OMOIICHs IVIAlIeHThl: 4 — I10JIyYeHMe aMHMOTUYeCKOM
KUJIKOCTY C KJITeTKaMM 3MOpmoHa (Tuto1a) Vv KJIIeTOK TIUTAlleHThI;
0 — wccilefoBaHMe MaTepuaia OMOXMMMYECKMMM U IUTOr€HeTUYeCKMU
MeTOlaMM



Knaccudgukayma XpoMoCcoM YenoBeka

XPOMOCOMHbIN HADOP (KapnoTUmn) COMaTU4YECKON
KNEeTKN XapaKTepuayetca opMon XpPOMOCOM, UX
KONMMYECTBOM, pa3mMepamMu, XapaKTepHbIMU ANS KaXXaoro
BUAa.

[lpenapaTbl XpOMOCOM MOXXHO NMPUTOTOBUTbL U3 BCEX
TKaHEeW U KNEeTOYHbIX CyCneH3nn, cogepKaLlmx
aenawmnecs KrneTku.

Hanbonee yacTto npenapaTtbl METAda3HbIX XPOMOCOM
rOTOBAT U3 NTUMAGPOLUTOB Nnepmndepmnyeckomn KpoBH,
KOTOpble nNpeaBapuTenbHO KYNETUBUPYIOT B MPUCYTCTBUN
CTMMYynATOpa MMTO30B — MUTOrEHa

doutoremarrnroTuHMHa (PIlr'A), Tak Kak KneTku
nanuchenmuecroil KNORIA He nanaTea



[leHBepcKkasa knaccuukayms

Knaccugukauma n HoMeHknatypa paBHOMEpPHO OKpaLleHHbIX
XPOMOCOM (CTaHOapTHOE OKpaluMBaHWE) Obina pa3paboTaHa Ha
MeXxayHapoaHbix coBellaHuax B [leHBepe (1960), JIoHaoHe (1963) n
Unkaro (1966). CornacHo pekoMeHaauusm aTux KOHpepeHLUN,
XPOMOCOMbI pacnosiaratoTcs B nopsgke yMeHbLUEeHNA UX ANMnHbI OT 1
00 23 XpPOMOCOMb.

OHM pasgeneHbl Ha 7 rpynn, KoTopble 0603Ha4YeHbl bykBamu
aHrnumckoro andgasuta ot A go G.

Bce napbl XpoMOCOM NpeasioXkKeHO HyMepoBaTh apabCcknmu
umndopamu: rpynna A 1-3, B 4-5, C 6-12 n X-xpomocoma, D 13-15, E
16-18, F 19- 20, G 21-22, Y-xpomocoma (Tabrn. 13).

[MTpn 3TOM XPOMOCOMbI Pa3NNYHbIX FPYMNN XOPOLLO OTINNYaTCH
OPpYr oT Apyra (Kkputepun: pasmep n popma — MeTaLeHTPUYECKME,
cyOMeTaUeHTpUYecKme, akpoLeHTPUYECKIME), B TO BPEMS KaK BHYTPU
rpynnbl UX CIIOXKHO Pa3nnyunTb, 3a UCKIKYEHNEM XPOMOCOM rpynrbl A



Tabauya 13

HeHBepcKas KjiaccmddmKarmsi XpoOMOCOM

I'pynima xpomocom

No xpomocom

XapakTepmMcTMKa XpOMOCOM

A

1-3

CamMble KpyITHbIE XPOMOCOMBI, XPOMOCOMBI
1 v 3 — MmeraueHTpudeckue, 2 — cyomMera-
LIeHTpu4JeckKas

KpymnHbie cyOMeTalieHTpM4YecKe XpoMo-
COMBI

6-12, X

Xpomocomsl 6, 7, 8,11, 12 — cpermHMe cyOmMe-
TalleHTPMKM, X-XpOMOCOMa I1I0 pasMepaM M1
MOPdPOIIOrnm CXomHa ¢ XpoMocoMmamMm 6 m 7

13-15

AKpOLIeHTPpUYEeCKMEe XPOMOCOMBI CpeIHMX
pa3zMeposB

16-18

JTOBOJIBHO KOPOTKHME XPOMOCOMBI. XPOMO-
coma 16 — meranieHTpUK, 17 1 18 — cyO-
MeTaLlleHTPUKU

19-20

Camble MaJIeHbKME MeTaLIeHTPUKM, MEeX/LY
coDoOM He pa3JIMYMMBbI

21-22, Y

21 1 22 — camble MeJIKMe aKpOlLleHTpu4de-
CKME€ XPOMOCOMBIL. Y-XpPOMOCOMA BbII1EJIsI-
eTCcd KaK caMOCTOsITeJIbHAasl, OHa OOJIbIIIe

| UOée™n1T XDOONMOCONMEI TDODOVYVIONTm




[TapwuXckaqa knaccmukaumnsa XpoMocom

B Hauyane 70-x rogoB XX BeKka ObIn paspaboTtaH meTtoa
AnddepeHUMnanbHOU OKPaCKN XPOMOCOM,
BbIABMAOLNN XapaKTePHYI0 cerMmeHTauunio, KOTopbIn
NO3BONINM MHOUBUAOYANM3NPOBATL KaXXayto XPOMOCOMY.

Pas3nun4yHble TUMbl cerMeHTOB 0O03Ha4aloT No MeToaaM,
C NOMOLLbIO KOTOPbIX OHM BbISBAIOTCA Hanbonee
OTYETNNBO (Q-CErMeHThl, G-CErMeHTbI, [-CEerMeHThl, S-
cermMeHThbl). Kaxkgaa Xxpomocoma YyenoBeka cCoaepKXuT
CBOWUCTBEHHYIO TOSIbKO €M nocrieaoBaTesribHOCTb
NONOC, YTO NO3BONAET UOEHTUMPULNPOBATL KaXayto
XPOMOCOMY.
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Pric. 58. XpoMocoMbl HeryToBeKa Impm JimdrdepeHitmaiLbHOM OKpacKe:
1-22 — 1TTOPHJIKOBBIITT HOMED aVTOCOMBI; X, Y — TTOJTOBBI€ XPOMOCOMBI;

ES

X



[1pn onncaHum KapuoTtmna:

eyKa3bIiBaeTCH 00LLEE YNCITIO XPOMOCOM U HADOP NOMOBLIX XPOMOCOM,
MeXxay HUMU cTaBuTca 3andaras (46, XX; 46, XY)

*eOTMEYaEeTCA Kakasd XpoMOCOMa NMULLUHASA UINN KaKoW He XBaTaeT (3To

yKa3blBaeTcHa ee HOMEpPOM 5, 6 1 Ap., unn byksamu gaHHom rpynnsl A, B
N Op.); 3HAKOM «+» yKasblBalOT HA YBeNMYeHne Konmyectsa XpoMoCcoMm,
3HAKOM «-» YKa3bIBalOT HAa OTCYTCTBNE JaHHOW XPOMOCOMGI - 47, XY,+ 21

*My1e40 XPOMOCOMbI, B KOTOPOM NPOU3OLLITO USBMEHEHME (YOIIMHEHNE
KOPOTKOrO nJsieya ykasblBaeTcs CUMBOSIOM (p+); YKOopoyeHue (p-);
yannHeHue ANMHHOIo nnedva ykasblBaeTcd CMMBOJIOM (g+); YKOpo4eHue
(9-);

*CMMBOJSIbl NEPECTPOEK (TPaHCNoKaumsa obo3HavaeTca t, a geneunsa —
del) nomeLaloT nepeg Homepamy BOBI1I€YEHHbLIX XPOMOCOM, a
nepecTpoeyHble XPOMOCOMbI 3aKo4YaloT B CKOOKU. Hannuune aByx
CTPYKTYPHO-aHOMarsbHbIX XPpOMOCOM 0003Ha4YaEeTCA TOYKOM C 3arnsaATomn
(;) nnn HopmarnbHOM ApobbLIO (15/21).



Cuncrema 3anmcm KapmoTurnos

46, XX — HOpMarnbHbIWN KapuoTun 2>|<eHu_u/|Ha)
46, XY — HOpMarbHbIA KApUOTUM My>KLWIHaz

45, X — cnHgpom Llepeluesckoro-TepHepa(TonbKo XeHLMHa)

47, XXY — cnHapom KnanHdpenstepa(TonbKo My>X4YMHa)

47, XXX — CUHOPOM «TPUCOMUU MO X-XPOMOCOME»(TONbKO XKEHLLNHA)
47, XYY — cuHgpom Ban-Bau

47, XX, + 21 — cnHapom LayHa (KeHLnHa)

47, XY, + 21 — cnHgpom LayHa (My>K4nHa)

47, XX, + 18 — cnHgpom SaBapaca (KeHLmnHa)

47, XY, + 18 — cnHgpom QaBapaca (My>x4mHa)

47, XX, + 13 — cuHgpom [latay (keHLinHa)

47, XY, + 13 — cuHgpom [aTay (Myx4unHa)

46, XX, t (9/22) — XPOHUYECKUN MNENOSIENKO3 (KEHLLNHA)

46, XY, t (9/22) — XPOHUYECKNN MUESIOSIENKO3 (MYXUKMHA)

46, XX, t (15/21) — TpaHCHOKauMOHHbMElayH (>KeHLWnHa)

46, XY, t (15/21) — TpaHCNoKauMoHHbIX [ayH (My>X4mnHa)

46, XX, del (5p-) — cCMHOPOM KoLLa4ybero Kpuka (KeHLmnHa)

46, XY, del (5p-) — cMHQPOM KoLaybero Kpuka (My>x4ynHa)

46, XX, del (13g-) — cnHgpom Opbenu (KeHLwunHa

46, XY, del (13g-) — cuHgpom Opbenun (My>x4nHa)



Rh 6

9

3 4

5]

T

P

2 2

I

3

1 2

1

Puc. 59. PuicyHOK cerMeHTal[M1 B II€PBOWL 1 2

XpomMmocome B cooTBeTcTBUM C Ilaprokckom

KJlaccudpukanmen: 1 — nopsiikoBbii HOMep %

ayTOCOMBL; P — KOPOTKOe€ IUIeHO;  — JIMHHOEe 5 3

TUTEYO; B P U  TUIeYax BBIIEIISTIOTCS I HyMEPYIOTCS 9 4

pavioHBbl (OT HEHTPOMEPHI K TeJIoMepaM), T—

KOTOPBbIE COCTOST M3 CeTMEHTOB — CBETJIbIX 3 1

VI TEeMHBIX I1OJIOC (HyMepalLysi CeCTMEHTOB TaKXXe 2

uaeT ot LeHTpoMepsl). CerMeHT MOXXHO YCIIOBHO 1 1
IIPUHSTH 3a T€H 3 4




XPOMOCOMHAasa Teopust HacneacTBeEHHOCTH
CdopmynumposaHa T. MopraHom, OCHOBHbIE MONOXEHUA KOTOPOU

CBOAATCA K cneaytoLlemy:

* TEeHbl HAXOOATCS B XpOMOCOMaX, KaXablX reH 3aHUMaeT B
XpoMocoMe onpeneneHHoe MecTo (FTOKYyC);

e [EHbl B XPOMOCOMaX pacnoraratoTcsl TIMHEeNHO;

e Kakgasi xpoMocoma npeactaBnsaeT codbon rpynny cuenneHus
reHoB;

* YKUCNO rpynn CLUENNEeHNs y Kaxxaoro Buaa paBHO ransionaHomMy
Habopy XpOMOCOM;

e MeXOy roMOoNIorMYHbIMMU XpOMOCOMaMM B nNpoLiecce
KPOCCUHIroBepa nponcxoant oomMmeH annenbHbIMU reHamMu, YTo
npuBoauUT K POPMUPOBAHNIO HOBBLIX COYEeTaHUN annenen B
rpynnax cuenneHus;

e paACCTOSAHME MeXOYy reHaMn B XpOMOCOME MponopLnoHanbHO
NPOLIEHTY KPOCCUHIoBepa Mexay HUMM.



[ eHeTn4ecKkmne KapThil

[eHeTu4yeckas kapTa — 3TO CUCTEMA 3NEMEHTOB reHOMa, ynopsgodYeHHas Ha
OCHOBE XPOMOCOMHOW NPUHAANEXHOCTN N B3aMMHOIO PacroroXXeHNs reHOB B
npegenax oTaernbHbIX XPOMOCOM, T. €. OHa onpeaenseT NpMHaANeXXHOCTb reHOB
K XpPOMOCOME U X pacrnonoXXeHne oTHOCUTENbHO Apyr Apyra. BoamoxkHoCTb ee
NOCTPOEHUsI 00yCNoBeHa NMHENHBbIM XapakTePOM JIoKann3aLunm reHoB B
XPOMOCOMaXx U OTHOCUTENbHOM CTabUNBbHOCTBLIO UX PACMONOXKEHUS.

BbioensitoT cnegyrowmne reHeTu4eckne KapTbl:

* KapTbl CLENJIEHNS,

* UMTOSTIOrMYECKME KapThil,

* UUTOrEeHEeTUYECKNE KapTbl MHOMBUAYaNbHBIX XPOMOCOM,
* PECTPUKLMOHHbIE

* CEKBEHCOBbIE KapThl.

OHM pasnuyarTcd eanHuLamMmn U3MepeHunsa (MopraHnaa, napa HyKneotnaos —
n. H., Mmerabaza — 1 MnH OCHOBaHUW) 1 HAOOPOM 3NEMEHTOB reHoMa.



XpOMOCOMHbIe 60rie3Hn (CMHAPOMbI)

BO3HMKHOBEHME XPOMOCOMHbIX DOE3HEN CBA3AHO
C XPOMOCOMHbIMU abeppaumnsimm n reHoOMHbIMIA
MyTaunamun. Ina HUX xapaktepeH onpeneneHHbIn
KOMIMJIIEKC CUMMTOMOB, YTO BXOAMUT B NMOHATUE
«CUHAPOM». OHN HE UMEIOT TUMNYHOIO Ha4ana,
Pa3BUTUA U OKOHYaAHUSA, NOITOMY TEPMUH «CUHOPOMY
HOCWUT YCNOBHbLIN Xapaktep. CUMHOPOMBI
XapaKTepusyrTcsa onpegeneHHon 4YacToTou
NPOSABNEHUSA, COKpaLLEHMEM NPOAOIMKNTENBHOCTH
XXU3HU DONbHbIX, TAXXECTb Te4YeHUa DornesHu.

B ocCHOBHOM CUMHAPOMbI BOZHUKAKOT CIMMOHTAHHO,

<N LIANA LITfAImAarlmvNI\IATr~MRYO



XpoMocoMHBIe D0OJIe3HU

Tabauya 14

ITos. X- Hduarmocruka
Kapwmo-
Cunagpom . xpoma- | IIpmumna | MexaausMm | Ilon DeHOTUIL npeHa- IMOCTHa-
TUH TaJIbHas TaJIbHasA
1 2 3 -+ 5 6 7 8 9
Kiranmn- 47, XXY 1(2) l'enomnas | Hepac- Myx. | Hapymenue pas-
denpTepa 48, MyTalus | XOXJIeHue BUTWS TIEPBUYHBIX U
XXXY ITOJIOBBIX BTOPWYHBIX ITOJTOBBIX
XPOMOCOM NPU3HaKOB (ITOHU-
B aHada- JKeHHBbIVI CllepMaTo-
selull reHes), eBHYXOUIN3M,
Meno3a y DecIuiome, BBICOKMI
JKeHIIIVH U POCT, HEeITpOIIOPLIV-
MY >KUYMH OHAJILHO UIMHHBIE
KOHEYHOCTU
Hlepe- 45, X 0 l'enomuaga | Hepac- XKen. | Hemopassurue Kapuorunmposanue,
IIeBCKO- MyTalusl | XOXJIeHue ePBUYHBIX U BTO- oripe/iejieHre I1oJI0BO-
ro-Tep- ITOJIOBBIX PUYHBIX ITOJIOBBIX ro XxpomMaTuHa.
Hepa XPOMOCOM npusHakos. Huskuin

B aHadhase
I menioza y
JKEHIIMH U
MY KUMH

poct (10 150), Gec-
I10/1Mie, KpbUIOBU/I-
Has CKJIaj/IKa Ha 111ee,
nvMmdaTryeckme
OTeKM Ha Horax, Ha-
pylileHue opueHTa-
LIV B IIPOCTPAHCTBE,
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Puc. 71. PeHoTnIl 1 Kapuorpamma 0osibHOro ¢ cuagpomomM Kilanmudersrepa
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Puc. 72. Kapuoruil 1 KapuorpaMmMa
OOJITBHOTO C JIBOVTHOM aHOMAaJIVen Puc. 73. KapuoTnrit i1 kapuo-
(ATATITTPHOM K T atiraache mTeTrera T4 cTAETTHO R mamMMa OOITBPHOTI C CUMHIIDOMOM



wuRndpoONIbl LUCPCLUCBCUROIO-1CPRCPA,
TpaHcnokaunoHHoro 1avHa
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Puc. 69. KapuorpamMa G0OJIBHOTO ha 6< Ilﬂl 42 &4 L8
C TPaHCITOKAITMOHHBIM CHUMHIIPOMOM 13 14 15 16 17 18
JdayHaa (TpaHoIOoKalmsa 21 xp. Ha rx 3% Aa sa 2
15 xp.) 46, XY, t (15/21) 19 20 21 22 Y
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IIpodosxerue maba. 14
1 2 + 5 6 7 8 9
HeyCTOMYMBOCTHh Ha-
CTpOeHMsI, M3MeHe-
HUe JepMaTorimndpm-
4eCcKOro pucyHKa
Tpwuco- 47, XXX I'enomnas | Hepac- XKen. | Hapymenue pyHK-
MV I1O MyTaLlisl | XOXXIOeHue v roHazn,. ViHorgoa
X-Xpomo- I1OJIOBBIX Jerkas onurodpe-
come XPOMOCOM HVs, BHeIlTHe 0e3
B aHadpasze V3MEeHeHUN
I menosa y
JKeHIIMH
Banm-Ban 47, XXX I'enomnuas | Hepacxox- | Myx. | Beicokum pocr, Kapuorurnmposa-
MyTalus | JieHuve Y- MHOT/la arpeccMBHOe | HUe, orlpe/iesieHue
XpoMaTwu/], IoBegeHme Y-xpoMocom
B aHadpasze
IT memio3za y
MY>K4YMH
ITaray 47, XX, l'enomuasn | Hepac- Ken. | I'lpu poxpennn
(Tpuco- +13 MyTalus | XOXOeHue | My>XX. | MHOXXeCTBeHHBbIe
MWL 1O 47, XY, ayToCOM VPOICTBa, HEXKM3He-
13 xp.) +13 (13 nmapw) criocobeH (rpoJ1osi-
B aHadase JKUTEITbHOCTD JKU3HU
I menosa J10 HECKOJIBKMX

MecCs11eB)




CuHapowmel [atay, OaBapaca, ayHa
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Puc. 66. KapmoTHil v KapmorpaMMa
dorrpHOTO ¢ cuHIOpoMoM [laTay
(rpycomms no 13 xp.) 47, XY + 13

Pric. 67. KapuvoTHmIil M KapmorpaMmMa
SOJIBHOIO C CMHIAPOMOM DaBapiaca
(rpucomms 1o 18 xp.) 47, XY + 18
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DaBapaca 47, XX, I'enom- Hepac- XKen. |IIpu poxageHun
(Tpuco- + 18 Hasl XOXJ[IeHre | My>XX. | MHOXXeCTBeHHBbIe
MWL 110 47, XY, MyTalus | ayToOCOM ypoacTBa, He>KM3He-
18 xp.) #:18 (18 mapn) CcrtocoOeH (IIpomoII-
B aHadase JKUTEJTbHOCTD >KU3HU
I memo3za 1O HECKOJIBKMX
MecCsI1IEeB)
HayHa 47, XX, I'enom- Hepac- XKen. | I'lltockoe jtmito, MOH-
(Tpuco- +21 Hast XOXKOeHne | My>K. | TOJIOVIHBIV pa3pes
MU T1O 47, XY, MyTalmus | ayTocoM rjias, rnorepeyHast
21.xp:) + 21 (21 mapmnl) CKJIajIKa Ha JIaJIOHW/,
B aHadase yMCTBeHHasl OTCTa-
I memosa JIOCTh
JlayHa 46, XX, Mexxpo- | I'lepe- XKen. | TunmmaHble CUMITTO-
(Tpancio- | t (15/21) MOCOM- MellleHue | My>K. | Mbl cuHapoMa [layHa,
KalimMoH- 46, XY, Has abep- | yuacTka 21 BO3MO>KHBI I[TOBTOP-
HBbIN) t(15/21) paList XPOMOCO- Hble cJIydau B CeMbe
(TpaHcitO- | MBI Ha 15
Karms)
CungpoMm 46, XX, Xpomo- IToTeps XKen. |ID1agd HarmomMmmHaer
«KoOIIa- del. (5p—) COMHas KOHIIEBOTO | My>K. | MsilyKaHbe KOIIIKH,
Yybero 46, XY, abeppa- dparmen- JIVLIO C LIMUPOKO
KpUKa» del. (5p—) 1usd (J1e- | Ta KopoT- paccraBiieHHBIMU
JIeLIVist) KOTrO IUIeda rjiasaMv, oTcraBaHue

5 xpomoco-
MBI

B pa3sBUTUM, HU3KUN
BeC ITpv POXJI€eHUU,
HEe>XM3HeCcI1ocodbeH

Kapwn-
OTUIIU-
posBa-
HUe.

KapwuoTu-
IpoBa-
HUe.




Oxonuanue maba. 14

1 2 4 5 6 7 8 9
OpGernu 46, XX, Xpomo- | [loteps Xen. | BpoxmeHHble TOPOKU
del. COMHasl | KOHLIEBOTO | MyX. | MHOTMX OPraHoOB,
(13q-) abeppa- | dpar- 0CcOOEHHO CTpaJaioT
46, XY, 1 (1e- | MeHTa OpraHbl 3peHus —
del. jgenys) | JUIMHHOTO peTrHOOIAacTOMA
(13g-) rreva 13 (3/10KavecTBeHHas!
XPOMOCO- OITyXOJIb I'Jla3a)
MBI
Xponuue- | 46, XX, Mexxpo- | Ilepe- Xen. | Peskoe yBenueHnne
ckvvi Mu- | t.(9/22) MOCOM- | MeIlleHWe | MyX. | KOJIMJecTBa JIeVIKo-
ertotenikos | 46, XY, Hasi abep- | ydacTka 22 LIMTOB Ha (poHe 13-
t. (9/22) parms XPOMOCO- MeHEeHHOV (POpMY/JIbl
(TpaHcI1O- | MBI Ha 9 KpOBU
Karys)

[Tpumeuanme. [Tpu pe3ko BbIpaXeHHOM M3MeHeHUN AepMarorndndeckoro pucyHka (cuuapom Hayna, [lepe-
111eBCKOTO- TepHepa) I AMarHOCTUKM B IIOCTHATAIbHOM ITepuofie IIPVIMeHeTCsl MeTOI, IepMaTOrI(PUKIA.



KapunoTtunsl, KaDI/IOFDaMMbI
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HomotamuTe

26. Kapuorun Knamidensrepa MmoXkeT ObITh Kak 47 XXY, Tak ¥ ...... .

27. llnTosiorM4deckKkue KapThl COCTaBJISIIOTCS Ha OCHOBaAHMWM M3yde-
S B XPOMOCOM.

28. CekBeHCOBBIEe KapThl cojiep’XaT JJaHHBIEe O TIToc/IeIoBaTeThHO-

29: TlepBhie KaPThI CIEIIICHME COCTABIICHBI tiivssvasvmd s vss ssavvais ;
30. XpomocoMHOe oIllpellel/lieHue I1oJila IIPOMCXOAMUT B MOMEHT

.................

................... 1 peHoOTUIIMHeCKas.

32. Y-TTOITOBOM XPOMAaTHH SIBJITAETCS Y-XpPOMOCOMOM, a Ternbite bappa —
............. XPOMOCOMOVA.

33. Hmcimo X-XpoMOCOM ITPpM TpeX IMIbIOKax IIOJIOBOro XpoMaTuilia paB-
1 | o JRN— .

34. KapmoTur y B0TBHBIX ¢ CMHIIpOMOM Moppumca ............... :

35. KosixuiimH 100aB/IsiIOT ISt OCTAHOBKM MUWTOTUYECKOTrO e/ IeHMsI

B KJIeTKe.

Hponc;urre AHAJIN3 KAPDHOTHIIOB H pelIIHUTE 3a/1aYH

37. I'lpoananu3smupywmTe IIpeacTaBICcHIIYyIO KapuorpaMmy (cM. puc. 15—
24), OTBETMB Ha BOTITPOCHI:

1) I'lo xkakon kilaccudmKalM cocTaB/leHa KapuorpaMmma?

2) OB111ee 9MciTo XPOMOCOM?

3) Ywucrio ayrTocom?

4) KormmaecTBO TTOITOBBIX XPOMOCOM M KaKMe MMeHHO?

5) I'lost?

6) Ywmcrro rabIiOoOK MMOJTOBOro XpoMaTuHa?

7) bonesubs iyt HoOpMma? Ecrim GortesHs, TO j1amTe HasBaHME.

38. Permrmre 3ajiadm:

1) T'mrepTpmx03 Kpasi YIITHOM paKOBMHBI ITepe/laeTcs 110 Hac/lelICTBY KakK
npmsHak (G), CrieTuTeHHBI C Y-XPOMOCOMOM. My>X4dmHa C TUTIEPTPMXO30M
Kpasi YIIHOV PaKOBMHBL >KeHIWICH Ha JIeBYIlIIKe, BCe WIeHbl CeMbll KOTOPO
He MMeITv JTaHHOoro Ipu3Haka. Kakoro moromMcrsa crrefiyeT oXXmaaTh OT 3TOTO
Opaka? CocraBbTe POIOCIIOBHYIO, KAKOB T€HOTUIT M (PEHOTUIT BCeX WIeHOB

l“D\JLI/‘? V::I(nua P Tt Tl s B raTea s M TR "R ra IS A V2" Y I~ RE S V"] ﬁo'z TT AT IETLNTA VLT LIR L2 T T AYA



2) BUutaMmHOYCTOMHYMBLINT paxXmT OTTpeJIeIaeTCs JIOMMHAHTHLBIM FreHOM
(D), cuervieHHBIM ¢ X-XpPOMOCOMOM. [1o4b 310pOBOro MYy>X4MHBbI, OOJIeB-
Hiasi BUTaAaMMHOYCTOMYMBBIM PaXmUTOM B JIeTCTBe, BbllIUla 3aMy>X 3a 3J/10-
POBOTO IOHOIILY M OT 2TOro Opaka poawiack SonbHas Jepouka. CocraBbTe
ponociiosHyo. KakoBbl reHOTUITIBI M (PeHOTUIIBI BCeX YIeHOB ceMbu, Oy-
OYIIVX JleTer M KaKoBa BepOSTHOCTE POXKIeHMs CJIe/lyIollero pebeHKa
3TOPOBBIM?

3) OTrcyTcTBMe TTOTOBBIX JKeJjle3 y JesToBeKa OITpesiesTaeTcs perieccms-
HBIM TeHOM (a), CIIeTUTIEHHBIM ¢ X-XPOMOCOMOW. 30pPOBBINT IOHOIIIa >Xe-
HMJICA Ha 3]TOPOBOM AeBYIITKE, OTeI] KOTOPOW ObIUT JIUITIEH ITOTOBBIX JKeJTes.
CocTaBbTe poagocsioBHYIIO. KakoBbl re HOTUTIBI M (PEHOTUITHI BCeX YUJICHOB
ceMbM, OyaymmxX geTer M KaKoBa BEPOATHOCTHL POXICHMS OOIIBHOTrO
MaJibumKa?

4) HopmasibHBIEC B OTHOILLIEHWM 3PEeHMs MY K4YMHAa M >KeHII[MHAa MMEIOT
ChIHAa-Ja/IbTOHMKA VM HOPMa/IbHYIO J104Yb, KOTOpas MMeeT OT Opaka ¢ HOp-
MaTbHBIM MY>XYMHOWM CchIHa-JTaTbTOoHMKa. CocTraBbTe posiociiosHyro. Ka-
KOBBI TEHOTUTTBI M (PEHOTUTTET BCEX UITeHOB CEMbM?

5) JToups majibTOHMKaA BBIXOAWT 3aMy>K 3a CbIHAa JaJ/IbTOHWMKA, IIpUYeM
JKeHMX M HeBecTa pa3jiMdaroT 1iBeTta Hopmanbio. Kakmm Oymer spenue
vy nx geremn? CocraBbTe poaoc/IioBHYyIO. KakoBbl reHOTUIIBI 1M (PeHOTUITBI
BCEX YWICHOB C€MbH, KaKOBa BE€POATHOCTb POXXIEHMA 3[IO0POBBIX deTen?

6) Orew; 1 cbIH cTpagaloT remModwiIineri, MmaTh 3goposa. CocraspTe po-
noc1oBHy10. KakoBbl reHOTUIIBI M (PeHOTUIIbL BCeX YIEHOB CeMbU, OyiLy-
LIVX JeTer 1 KaKOoBa BePOsATHOCTb POXKIEHMs 310POBOM [1€BOYKM ?

39. Hanmmiuure LinToreHeTn4deckre oopmMyJibl JIOKaJIM3alliuy reHa:

1) T'en pacriojioXeH B CeIbMOV XPOMOCOMeE, B II€pPBOM CerMeHTe, BTO-
pPOoM paroHe JUITMHHOIO IJIeya.

2) T'en pacriosto’)keH B JIBe€HAJIIlaTOM XPOMOCOMe, KOPOTKOM Illede,
TPpEeThEM CerMeHTe IIepPBOro paroHa.

3) I'ex pacriosio>keH BO BTOPOM CEeIrMEeHTE TPeThero paroHa, JJIMHHOIO
Iieda BTOpOM XpPOMOCOMBI.

40. Paciuudpyire LUTOreHeTndYecKre QoOpMyJibl JIOKa/IM3allum re-
HoOB: 4pl12; 2q21; 3p23.



