Hucmpykuus: ebtﬁepume O0OUH UJIU HECKOIbKO npasuibHoblX omeemoes

HeaupeKkTUBHBIN XapakTep MeIUKO-
reHeTHYeCKOr0 KOHCYJIbTHPOBAHUSA
npeanoJaraer: 1.IlpexocraBienue nanmeHTamMm
TOYHOM, IIOJTHOM M HeNpeAB3ATOH HH(POPMALUH;
2.IloHuMaHue, COMYBCTBHE H OKa3aHHe MOMOIIHU
NanMeHTaM B BbIpa0oTKe COOCTBEHHOI0
pemiennsi; 3.0xka3zaHue NCUX0JI0THYEeCKOH
noaaepxku nanueHram; 4.Coodimenue
NanueHTaM ToJbKO Toii uHopMannu, KoTopas
NMOATOJIKHET UX B K NPABUJIBHOMY, C TOUKH
3peHusi Bpaya, peuieHuIo.

IIpaBo Ha reHeTHYeCKY0 HHGOPMAIIHIO O
nanueHte umeet: 1. KpoBHBIE POICTBEHHUKH,
HMeIoIIHe PUCK PAa3BUTHS HACJIEICTBEHHOT0
3a00/1eBaHMsl WIN POXKAeHHUs 00JBLHOI0 pedeHKa;
2.Cynpyr (mapTHep), ecJiu MJIAHUPYETCsI
poxnenue aereii; 3.Cynpyr, He3aBHCHUMO OT
JIAHMPOBaHus JeTopo:kaeHus; 4.CTtpaxoBasi
KOMIaHUsl, OCYIIECTBJISIONIAS CTPAXOBaHUE
30POBbSI.

eab0 npeHATAIBLHON IMATHOCTUKH SIBJISIETCS:

D= T - -~ I

D= N - - R O ]

Ecnu npaBwibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibHb! 0TBETHI 1 11 3
Ecnu npaBuibHbI OTBETHI 2 1 4
Ecnu npaBuiibHbIN OoTBET 4

Ecnu npaBwibHbIlM OoTBeET 1, 2, 3, 4

Ecnu npaBuibHbI OTBETH 1, 2, 3
Ecin npaBuiibHbI OTBETHI | 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnn npaBuiibHbIN OTBET 4

Ecnu npaBuibHbi oTBET 1, 2, 3, 4

[IpenoTBparenne poxkaeHUs peOeHKa
C TSDKEIIOM HaclIeICTBCHHOM
MaToJIOTHUEH

[Toryuenune undopmanmu
POAUTENSIMHA M BpayaMHu O COCTOSIHUU
310POBbS 101

[Tony4yenne nHbOpMATIT
POAUTENSAMH O TOJIE TI0Aa



IIpoBenenne mpeHaTAJbLHON IUATHOCTUKH
HACJIEJCTBEHHOI0 3200JIeBAaHUS B CEMbe C
BBICOKHM FeHeTHYeCKHUM PHCKOM, MPH 0TKAa3e
poauTeieil OT npepbIBaHNs OepeMEeHHOCTH,
A0JKHA poBoauThLesi: 1.11pu Hanuvyun
MeIMIMHCKUX MOKA3AHUN U NPH KeJJAHHU CEMbH
NpeHaTAJbHAS IMATHOCTUKA J0JIKHA
NMPOBOIUTHLCSI BHE 3aBUCMMOCTH OT ee
OTHOIIIEHUSI K MPePbIBAHNI0 OepeMeHHOCTH;
2.Hy:XHO 0TKa3aTh B IPEHATAJIbHOM
AHATHOCTHKE M3-32 HEPAIIMOHAJIBHOTO
HCMOJIb30BAHMSI CPEACTB 3IPABOOXPAHEHHS;
3.JIpenarajbHasi AMATHOCTUKA J0JZKHA OBITH
NMpoBeIeHa, YTOObI KAaK MOKHO PaHbIlle 0Ka3aTh
00JIbHOMY pe0eHKY MeIUIUHCKYIO IOMOUIb;
4.IlpeHaTaJIbHYI0 JUATHOCTHKY B TAKOH ceMbe
MOZKHO IIPOBECTH, €CJIH POAUTEIHN ee OIJIATAT.

)= - A~

I'enernyeckoe TecTMupoBaHUE NPOU3BOIAUTCS
asa: 1. MeIMUMHCKUX HAYYHBIX HCCJICI0OBAHMI;
2.1loaTBepxaeHNs KIMHUYECKOT0 TMArHO3a
HACJEeICTBEHHOIO0 3a00JieBanus; 3.BrisaBiaeHus
reTepO3UroTHbIX HOCHTE e MaTOJIOrHYeCKUX
myTtaumii; 4.Co3ganus 6;1aronpusTHbIX
COLMAJILHBIX YCJIOBMM JIS JIMIL C
MOBBIIICHHBIMHM HHTE/UICKTYAJIbHBIMH
CIIOCOOHOCTSIMH.

D= T - - - I

IIpenaTtanbHOE TECTUPOBAHUE
OTLIOBCTBA

Co3paHue COBEpIIEHHOT0 O0IIECTBA C
MIOMOILBIO UCKYCCTBEHHOTO 0TOOpa

Ecnu npaBwibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibab! 0TBETHI 1 11 3
Ecnn npaBuiIbHBI OTBETHI 2 1 4
Ecnu npaBuiibHbI OoTBET 4

Ecnu npaBunbHbii oTBET 1, 2, 3, 4

Ecnu npaBunbHbl 0TBETHI 1, 2, 3
Ecnu npaBuibHEI oTBETHI | 1 3
Ecnn npaBuiibHBI OTBETHI 2 1 4
Ecnu npaBwiibHbIN 0TBET 4

Ecnu npaBunbHbiii oTBET 1, 2, 3, 4



K 0cHOBHBIM 3THYECKHM NMPUHIUNAM
reHeTHYeCKOro TeCTUPOBAHMUS OTHOCATCSH:
1./lo0poBosibHOCTD; 2.UHpOpMUpPOBaHHOE
corjiacue; 3.HeaocTynmHOCTDH pe3yJibTaTOB /I
«TPeTbHUX CTOPOH»; 4.MeauKO-reHeTHYecKoe
KOHCYJIbTHPOBaHHeE MOCJe MOJTy4YeHus!
pe3yJbTaToB TecTa.

H oM o®m o

B 3ajaum nuuTOoreHeTM4eCKoOM JadopaTopun
BxoAAT: 1. YTOouHeHHe JMArHo3a
HACJIEICTBEHHOI0 3a00/ieBaHHS O0MeEHA
BemecTB; 2. [IpoBeeHue HUTOreHETUYECKOTO
00cjIe1oBaHuA ceMel U 00JbHBIX €
NM0/J03peHHEeM HAa XPOMOCOMHYIO ATOJIOTHIO; 3.
OO0bsicHeHHe pe3yJabTaTOB 00C/Ie10BAHUSA
KOHCYJIbTUPYIOIIUMCS B TOCTYIHOM IJIS HUX
¢opme; 4. YuacTre B BeJleHHH perucTpa cemeit
U 0O0JIbHBIX C BPO:KIEHHOH M HACJIeACTBEHHOM
naToJIoTHueii.

D= N - - R O]

B 3agaum 1a0opaTopuii HEOHATAIBHOTO U
OMOXMMHYECKOI0 CeJICKTHBHOI0 CKPUHHHIA HA
HACJIeICTBEHHBIE 00JIe3HH 00MEHA MEIUKO-
reHeTHYeCKOM KOHCYJIbTAIlNM BXOISAT:
1.CenekTHBHBIH OMOXMMHMYECKHII CKPMHHHT
(npoceuBanue) Ha HBO B cembsix;
2.0pranmusanusi 1 NpoOBeJAeHHE MacCOBOIO
ckpunuHra Ha HBO; 3.IloarBepxkaenue
AUATHO32 (DEHUJIKETOHYPHUH M BPOKICHHOI 0
THIIOTHPE03a y ieTeil, BbIABJICHHBIX IIPH
HEOHATAJIbHOM CKpUHHHre; 4. bnoxumuveckui
KOHTPOJIb 3a JieYeHHeM 00JIbHBIX
(penunnkeronypueu.

a
0
B

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibab! 0TBETHI 1 11 3
Ecnu npaBuiibHbI OTBETHI 2 1 4
Ecnu npaBuiibHbIi OTBET 4

Ecnu npaBunbHbIl OTBeET 1, 2, 3, 4

Ecnu npaBuibHbI OTBETH 1, 2, 3
Ecin npaBuiibHbI OTBETHI | 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnn npaBuibHBIN OTBET 4

Ecnu npaBuibHbi oTBET 1, 2, 3, 4

Ecnu npaBuibHEI OTBETHI 1, 2, 3
Ecnu npaBuiibHbI OTBETHI 1 1 3
Ecnu npaBuibHbI OTBETHI 2 1 4



Ha3oBuTe criennaanucToB, KOTOPbIE N0JKHbI
OBITH IPUBJICYEHbI K KOHCHJINYMY [LJIsI
onpeeJeHUs TAKTUKH BeJeHHs1 OepeMeHHOCTH
NPH NOATBEP KIEHUH NAaToJI0ruu moga: 1.Bpay -
reHeTnk; 2.Bpa4 yiabTpa3spykoBoi

AUATHOCTHKM; 3.Bpay akyuiep — rHHEKO0JIOr;
4.CnenuaJucT APyroi cnenuaabHOCTH (110
MOKA3aAHUAM).

HasoBure Bce XAPaAKTCPUCTHKH TI'CHETHYECCKOIO
Koaa:

Onpenenure npuMepHoe KOJIHYECTBO T'€HOB B
KJIETKAaX JYKapHOT:

B siape KJeTKH XpaHUTEJISAMH IeHeTHYECKOM
nHpopmannu ssiasiroresi: 1. I1HK; 2. beaku; 3. m-
PHK; 4. T-PHK.

r
a
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Ecnu npaBuiibHbIA OTBET 4
Ecnu npaBunbHbIl OTBeET 1, 2, 3, 4

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibHbl 0TBETHI 1 11 3
Ecnu npaBuiibHbI 0TBETHI 2 1 4
Ecnu npaBuiibHbIN OTBET 4

Ecnu npaBunbHbIl OTBeET 1, 2, 3, 4

Crneunduueckuid, TPUILIICTHBIH,
YHUBEPCAJIbHBINA, NEPEKPBIBAOLIUNCS

He crienuduueckuii, yHuBepcaibHbIH,
HE TEPEKPhIBAIOIIHNNCS,
BBIPOKJICHHBIN

TpuIUIeTHBIN, YHUBEPCAIBHBIN, HE
MIEPEKPBIBAOLIUINCS, BBIPOKIACHHBIN

VYHUBepcalbHbIN, crienupUIECKui,
TPUILIETHBIN

BBIpOKI€HHBIN, TPUILIETHBIH,
MIEPEKPBIBAOIINICS

1000

5000

10 000

25000

60 000 u 6oJtee

Ecnu npaBunbHbl 0TBETHI 1, 2, 3
Ecnu npaBunibHbI oTBETHI 1 1 3



Mouaekyaa THK cocTouT U3 ciieqyromux
XHUMHYECKHUX COeIMHEeHMI:

OcHOBHBbIE XUMHYECKHE CBSA3H, YYACTBYIOIIUE B
(opmupoBaHMN B3aMMOACHCTBUSA MEXKIY
koMmIieMeHTapubiMu nensavu JHK:

Casi3u, yiep:KiuBaloIue enu B IBOHHOI
cnupasn JTHK o0pasoBanbi:

OcHOBHbBIE XUMHYECKHE CBSAI3H, YYACTBYIOIIHE B
¢GopMupoBannu B3auMoeiicTBUS MeKILY
HykJjeoruaamu B uenu JJHK 31o:

CoxpaHeHne reHeTH4ecKoii HH(pOPMaLUH B PSILY
KJICTOYHBIX IIOKOJICHHH INPOMCXOIHUT B
pe3yJbTare:

D= R - - R O]

D= R - - R O]

oMo oo

Ecnu npaBuiibHbI OTBETHI 2 1 4
Ecnu npaBuibHbIN OTBET 4
Ecnu npaBunbHbiii oTBeT 1, 2, 3, 4

AMMHOKHUCIOT

Caxapa (pu6o3b1), pochaTHbIX TpymI
Y a30TUCTBIX OCHOBAHUI

Caxapa (1e30KCcupu0O035bI),
dbocdaTHBIX TPYIIT U a30TUCTHIX
OCHOBaHH

AMUHOKHCIIOT, (pochaTHBIX TPy U
A30THCTOI0 OCHOBAHUS

Caxapa (pu003b1), aMUHOKHUCJIOT

Bonopoansie cBsizu
dochonudrpupHbIE CBAZH
[TonmunenTuaHbie CBSI3U
JloHOpHO-aKLENTOPHBIE CBSI3U
HNonHbIe B3aUMOIECTBUS

[Tapamu docdaron

[Tapamu a30THCTBIX OCHOBAHUI
ITapamu HUTpaTOB

docdarom u caxapom

CaxapoMm 1 a30TUCTBIM OCHOBAaHUEM

Bonoponnsie
dochoandpupHbie
[TonunenTuaHbIe
JloHOpHO-aKIIENTOPHBIE
KoBasientHbie



IlonsiTHEe «<HOPMAJILHOM IKCIPECCUS TEHOBY
Brjouaer: 1.Tpancasuus; 2. Tpanckpunuus;
3.Cnnaiicunr; 4.IlpoueccuHr.

Cunre3 HoBoii nenu IHK Ha orcraromeid HUTH
B Ipolecce PeIVIMKAIMU OCYIIeCTBISACTCH:
1.luckperHno; 2.HenpepsbiBHo; 3.C nomombio
¢pparmenToB Okacakm; 4.Y ckopeHHo.

Cunre3 HoBoii nenu JHK na nuaupyromei
HHUTH B NIpollecce PeriuKaluu OCyIIeCTBISETCS:

ITociaenoBaTeIbHOCTh AMHHOKHCJIOT B
NOJIAIENTHIHON Lenu onpeaeaseTcs:

D= B - - ) O )= - - -

oMo o

D= I - - R ]

CrutaiicuHra
Pemnukamuu
Tpanckpunuuu
Tpaucnauuu
[Ipoueccunra

Ecnu npaBuibHb! 0TBETHI 1, 2, 3
Ecnu npaBuiibHbI oTBETHI 1 1 3
Ecnu npaBuiibHbI OTBETHI 2 U 4
Ecnu npaBuibHBIN OTBET 4

Ecnu npaBuibHbii oTBeT 1, 2, 3, 4

Ecnu npaBwibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibab! 0TBETHI 1 11 3
Ecnu npaBwibHbI OTBETHI 2 1 4
Ecnu npaBuiibHbIi OoTBET 4

Ecnu npaBwibHbIM OoTBeT 1, 2, 3, 4

HenpepsiBHO

JuckpetHo

OtcpoueHo

C nomorsio pparmenToB Okacaku
YckopeHHO

Kondopmarnueit pub0coMHBIX OETKOB

[TocnenoBaTenbHOCTHIO HYKJIEOTHI0B
MPHK

[TocnenoBaTenbHOCTHIO HYKJIEOTHI0B
TPHK

AKTHBHOCTBIO (DEpMEHTOB
HNOCTTPAHCIIAIUOHHON MOTU(DUKAIIIH



B cuHTe3€ mosIMnenTUaHON Henyu y4acTBYIOT:
1.Pu6ocompbri; 2. TPHK; 3.MPHK; 4.J/Iu3ocomMbl.

Peryasiuusi cuHTe3a 0esika BO3MOKHA HA dTanax:
1. Tpanckpunuuu JHK; 2.Co3peBanus
npo—PHK; 3. Tpancnopra PHK u3 sixpa B
nuromiasmy; 4. Tpancasunu MPHK.

Hpoueccnﬂr - 3TO:

B npouecce cnuialiciHra mpoMCXoauT:

CexBenupoBanue JHK npeacrapisier codoii:

" o®m o
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HOCHGHOB&TGHBHOCTBIO HYKJIGOTI/IILOB
pPHK

Ecnu nmpaBuibHBI OTBETHI 1, 2, 3
Ecnu npaBuiibHbl 0TBETHI 1 11 3
Ecnu npaBuiibHbI OTBETHI 2 1 4
Ecnu npaBuiibHbIN OTBET 4

Ecnu npaBunbHbIl OTBeET 1, 2, 3, 4

Ecnu npaBuibHab! 0TBETHI 1, 2, 3
Ecnu npaBuibHbI oTBETHI 1 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnu npaBwibHbIN OTBET 4

Ecnu npaBuibHbi oTBET 1, 2, 3, 4

Cas3pIBaHMe penpeccopa ¢ 0enKom

Y nBoenue JJHK

Cozpesanue npo—PHK B saape
Acconuanust 60JbLION U MaJION
CyObeTMHUI pUOOCOMBI
CBs3pIBaHNE TPAHCKPHUIIIMOHHOTO
¢bakTopa ¢ IPOMOTOPOM

Y nBoenue JJHK

Cunte3 PHK

BrIpe3anrie HHTPOHOB U3 TIEPBUYHOTO
TPAHCKPUIIIIMOHHOTO MPOIyKTa

Cuures Oenka
Cunres AT

Omnpenenenue Mocnea0BaTeIbHOCTH
AMHUHOKUCIIOT B O€JK

OnpeneneHue NociIe10BaTENbHOCTH
HykseotuioB JJHK



B MeTtoz “copTUpOBKH” XpOMOCOM
UccnepoBanue B3aumoericteus JJHK
¢ Oenkamu

A HccnenoBanue uaeHTUGUKAIIAN
OcIKOB

B cocTtaB HykJI€0cOM BXOJAT:

a J[HK u rucronoBsie Oenku H2A,
H2B, H3 u H4
JAHK u puboHyKI€OIPOTEH IBI
PHK u HEerucToHoBbIe OCIIKH
PHK u ructonoBsle Oenku H2A,
H2B, H3 u H4

A JIHK u rucronoBebrit 6emox H1

B cocTtaB XxpoMocoMBbI Yes10BeKa BXOAAT
cTpykTypsl: 1.IlenTpomepa; 2.KopoTkoe mieqo;
3. Jnunnoe mieuo; 4. Tenomepa.

a  Ecnu npaBuwibHBI OTBETHI 1, 2, 3
0 Eciuu npaBuibHbI OTBETHI 1 U 3
B Ecnu npaBuibHbI OTBETHI 2 U 4
r Eciu npaBuibHbINA OTBET 4
A Ecnu npaBunbHbIl oTBET 1, 2, 3, 4
B cocTraBe xpomocombl pazinuawt: 1.Koporkoe
mwie4o; 2.Cpennee mie4o; 3.JJiMHHOE MJ1€40;
4.MaJoe miievo.
a  Ecnu npaBunbHBI OTBETHI 1, 2, 3
0 Ecnu npaBuiibHbI OTBETHI 1 1 3
B Eciu npaBWIbHBI OTBETHI 2 U 4
r Ecnu npaBuiibHbIi oTBET 4
a  Ecnu npaBunbHbIN OoTBET 1, 2, 3, 4
Y 4esl0Beka B HOpMe Pa3jJMYAOT THIIBI
xpomocoMm: 1. AKpouieHTpHYecKue;
2.MeTraneHTpuYecKue;
3.Cyomeranentpuydeckue; 4.Iloaurenubie.
a  Ecnu npaBunibHBI OTBETHI 1, 2, 3
0 Ecnu npaBuibHbI OTBETHI 1 1 3
B Ecnu npaBuiIbHbI OTBETHI 2 U 4
r Ecnu npaBuibHBINA OTBET 4
a  Ecnu npaBunbHbIN OoTBET 1, 2, 3, 4



HenTpomepa —310: 1.Ilepersikka, pazgesiromas
XPOMOCOMY Ha JBa mJjie4a; 2.Y4acToxK
NPUKPeINJIeHUs BepeTeHa ejleHus; 3.Y4acTok,
UTPAIINI TJIABHYIO POJIb B [IeJICHUH KJIETKH;
4.KoHUEBOIl y4aCTOK XpOMOCOMBI.

a  Ecnu npaBuibHbI OTBETHI 1, 2, 3
0 Ecnu npaBwibHBI OTBETHI 1 1 3
B Eciu npaBuibHbI OTBETHI 2 U 4
r Eciu npaBuibHbINA OTBET 4
a  Ecnu npaBunibHbIN OTBET 1, 2, 3, 4
DyHkuueil TeJoMepbl ABJIACTCH:
1.00ecnieyeHue TOYHOM PeNJIMKAIMUA XPOMOCOM;
2.00ecnieyenne cTAOMJIbHOCTH XPOMOCOM;
3.MMoaaepxanne JUHEHHOH CTPYKTYPbI
xpomocoM; 4.CoxpaHeHHe CTPYKTYPHBIX I'€HOB.
a  Ecnu npaBwibHBI OTBETHI 1, 2, 3
0 Eciuu npaBuibHbI OTBETHI 1 1 3
B Ecnu npaBuiibHbI OTBETHI 2 U 4
r Eciuu npaBuibHbINA OTBET 4
A Ecnu npaBunbHbIl oTBET 1, 2, 3, 4
B coctaB xpomocombl yesnoBeka Bxoaut: 1./IHK;
2.I'ucronoBble 0eku; 3.HerucronoBblie 0eJIKH;
4.PHK.
a  Ecnu npaBunbHBI OTBETHI 1, 2, 3
0 Ecnu npaBuiibHbI OTBETHI 1 1 3
B Eciu npaBWIbHBI OTBETHI 2 U 4
r Ecnu npaBuiibHbIi oTBET 4
a  Ecnu npaBunbHbIN OoTBET 1, 2, 3, 4

I'ereporamerHbIM Ha3bIBAETCH:
a [lous, B IMIIONMIHON KJIETKE KOTOPOTO
HMMEIOTCSI IBE OJIMHAKOBBIE IOJIOBBIE
XPOMOCOMBI

0 [loxn, B IMIUTIONAHOM KJIETKE KOTOPOTO
MUMEIOTCS IBE pa3HbIe MOJIOBbIE
XPOMOCOMBI

B OpranusMm ¢ GeHOTUITNYECKUMU
IIPU3HAKaMU MYXCKOTO I1oJ1a

r OpranusM ¢ GEeHOTUITHYECKUMU
IIPU3HAKaMU KEHCKOTO I10J1a

A OpraHu3m ¢ XpOMOCOMHBIMHU
IIepeCTPONKaMH MOJIOBBIX XPOMOCOM



Ha noJsro xpomocombl X yes10BeKa MPUXOAUTCS:

Muto3 — 310 c10Cco0 1e1eHus IYKAPUOTUIECKOM
KJIETKH, KOTOPbIA MOKHO ONMHKCATH OTHUM M3
croco0oB: 1.KoHcepBaTUBHBIM THII 1€ IEHUS;
2.PeayknuonHoe gesaenue; 3.MHOrocraaniHbIi
npouecc; 4.PeBo/IIONUOHHBIN THII eJIEHHSI.

IIpomeradasa — 310 cTagusa MUTO3a, HA
KkoTopoii: 1.hcue3zaer ssnepuasi MemOpana;
2.Bo3Hukaert 60po3/aa aes1eHHsA, KOTOpast
pa3naessier KJeTky nomosam; 3.Hutu Beperena
ACJTCHUA MPOHUKAIOT B MIPOCTPAHCTBO, B
KOTOPOM paHee HAXOAWJIOCH SIAPO;
4.XpoMoCcOMBI pacnoJiaralorcs B
IKBATOPHAIBHOM IMJIOCKOCTH KJIETKH.

)= - A - I

)= A - I

Menee 1 % Bcero reHeTHYECKOTO
Marepuaa, CoOACpPKaIIErocs B KIIETKE

[TpubnusurTensHo 5 % Bcero
TeHETUYECKOTO MaTepHaa,
COJIEpIKAIIETOCs B KIIETKE

bonee 20 % Bcero reHeTUUECKOTO
Marepuaa, CoAepKaIIErocs B KIETKE

bonee 50 % Bcero reHeTHYCCKOTO
Marepuana

KommuecTBO reHeTHIeCKOTO
Marepuaia, KoTopoe CUILHO
KOJIEOJIETCS B KJIIETKAX OJHOIO
OopraHu3Ma B 3aBUCUMOCTH OT CTaJHH
OHTOTr€He3a U THIIA KJIETOK

Ecnu npaBunbHbI 0TBETHI 1, 2, 3
Ecnu npaBuiibHb! 0TBETHI 1 11 3
Ecnn npaBuiIbHBI OTBETHI 2 1 4
Ecnu npaBuiibHbI OoTBET 4

Ecnu npaBunbHbli oTBET 1, 2, 3, 4

Ecnu npaBunbHbI 0TBETHI 1, 2, 3
Ecnu npaBuibHbI oTBETHI | 1 3
Ecnu npaBuiibHBI OTBETHI 2 1 4
Ecnu npaBwiibHbIN 0TBET 4

Ecnu npaBunbHbiii oTBeT 1, 2, 3, 4



Jais1 MuTO3a cipaBelsIUBO yTBep:xkaeHue: 1.B
npodase NPOUCXOAUT MHTEHCUBHbI CUHTE3
PHK; 2.Ha nBa TaKTa AejeHNs KJIETKH
npuxoauTcs oauH TakT penimkanuu AHK; 3.B
npodase peryJsipHo NPOUCXOAAT 00MEHbI
reHeTHYeCKMM MaTepHaJoM MeXKIY
roMoOJIOTHYHBIMU XpoMocomamu; 4.Ha onnn
TAKT /leJIeHUs] IPUXOAUTCS OUH TAKT
pemsiukanuun JHK.

Meiio3 — 3T0 c110co0 jJejieHUs IYKAPUOTHYECKOM
KJIETKH, KOTOPbIii MO:KHO onucath Tak: 1.Tun
JeJIeHHsI, B X0/1e KOTOPOIro MPOUCXOAUT
peayKIUs YUCJIA XPOMOCOM;
2.MHorocTraguiiHblii mpouecc;
3.PeBoIIOUOHHDII THII JieJIeHHS;
4.KoHcepBaTUBHBIN THII /IeJI€HHS.

Meiio3 y yesioBeKa — 3TO BU/ IeJICHUS KJIETKH, B
pesyabTate Kotoporo: 1.U3 oniogorsBopénnoi
AWLEKJIeTKH Pa3BHBAeTCHd MHOIOKJIETOYHbIN
opranusm; 2.B smOpuorenese BO3HUKAIOT
0co0BbIe 3aKJIAIKH, JAI0IIHE HAYAJIO0 10JIOBbIM
opranam; 3.®opmMupyOTCH
BBICOKOIH((pepeHIUPOBAHHbIEC TKAHH
4.00pa3y1oTcsl raMeThbl.

B unTepdaze mexxkay 1-m u 2-M JeJIeHUSIMU
Meii03a, IPOMCXOAUT:

H oM o®m o
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)= A - I

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibabl 0TBETHI 1 11 3
Ecnu npaBuiibHbI 0TBETHI 2 1 4
Ecnu npaBuiibHbIN OTBET 4

Ecnu npaBunbHbIl OTBeET 1, 2, 3, 4

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuibHbI oTBETHI 1 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnu npaBwibHbIN OTBET 4

Ecnu npaBuibHbi oTBET 1, 2, 3, 4

Ecnu npaBunbHbl 0TBETHI 1, 2, 3
Ecnu npaBuibHEI oTBETHI | 1 3
Ecnu npaBuiibHBI OTBETHI 2 1 4
Ecnu npaBwiibHbIN OTBET 4

Ecnu npaBunbHbiii oTBET 1, 2, 3, 4

Perunkanus XxpoMocow;
Pennukanus He UMeeT MeCTa;



B [Ipoucxomut numunynus (noreps
onpeaenéHHON YacTH ) XpOMaTHHA;

r IIpoucxoauTt KpOCCUHIOBEP

a  Ilpoucxonut cnimpanuzanus
XpPOMOCOM

UYmncsi0 Xua3m, BbIAIBJIsIEMbIX B HOPMeE B

auakuHese, Mmetadase 1-ro MmeiioTH4IECKOT O

JAeJIeHHs1 Y YeJIOBeKa, COCTABJIsIeT MPUMEPHO:

1-2 Ha KJIeTKYy;

5-6 Ha KIETKYy

Oxkouo 50 Ha KIIETKY;
Oxkono 200 Ha KJIETKY;
bosee 1000 Ha kneTky

H oM o®m o

B meTradasze nepBoro MeiioTH4€eCKOro JejieHust
rOMOJIOTHYHbIE XPOMOCOMBI YI€PKUBAIOTCS
BMecTe, 00pa3ysi 0MBaJICHT, ¢ IOMOIIbIO:

a HCHTpOMep, HC 3aBCPIIMUBIINUX

pEIUIMKalHio
0 CHHaNTOHEMHOIO KOMIUIEKCA
B Oco0Opix cupaneit JJHK
r Hykneocom
a  Xwuasm
HcTouynnkomM reHeTH4ecKoro pasnoodpasusi B
Mmeiioze siBasercs: 1.HesaBucumoe pacxoxxaenmne
HEroMOJIOTHYHBIX XPOMOCOM B XO0J1€
PEeAYKIHMOHHOrO AeseHus; 2./ luMunynus
XpoMaTHHAa B HHTepdase mexay 1-M u 2-m
aenenuem meiio3a; 3.Kpoccunrosep;
4.CnioHTaHHBIC MYTAllMH, YACTOTA KOTOPBIX
MHOTOKPAaTHO YBEJIHYHUBACTCS NPH BCTYIJICHUH
KJICTOK BO BTOpPOEe MeHOTHYECKOe [eJICHHE.
a Eciu npaBuibHBI OTBETHI 1, 2, 3
6 Ecuu npaBuibHbI OTBETHI 1 1 3
B Ecnu npaBuiibHBI OTBETHI 2 U 4
r Ecnu npaBwiIbHBII OTBET 4
A Ecnu npaBuibHBIN OTBET 1, 2, 3, 4



Jliis1 onucaHus raMeToreHe3a y sKeHIuH
crnpaBelJINBO yTBep:kIeHue: 1.3aBepmaercsi BO
BpeMsl BHYyTPUYTPOOHOI0 pa3BUTHS;
2.1IpoTrekaeT CHMMETPHYHO: U3 OJIHOM KJIETKH,
BCTYNIHMBIIIEH B Meii03, B pe3yJibTare ABYX
CJIeIYIOIIUX O/THO 32 APYTUM JAeJIeHu i
oOpasyrorcs 4 aiinexkiaeTrku; 3.Jaurcsa 0koJ10
ABYX MecsinieB; 4./leBouka poxnaercsi, Koraa eé
00UMTHI 1-ro MopsAKa HAXOAATCSH B CTAAMHU
AUKTHOTEHBDI.

Jiis1 onucaHus raMmeToreHe3a y My K4nH
crnpaBeJinBO ciaeayomee: 1. 3apepmaercs Bo
BpeMsi BHYyTPUYTPOOHOI0 pa3BUTHS;
2.I11IpoTrekaeT CHMMETPUYHO: U3 OJIHOM KJIETKH,
BCTYNUBILIEH B Meli03, B pe3yJbTarte IByX
CJIeIYIOIIUX O/THO 32 APYTUM JAeJIeHu i
o0pa3sywrcs 4 cnepmaro3onaa; 3. Majabunk
pPoXKIaeTCsl, KOI/1a ero cnepMaTouuThbl 1-ro
NOPSI/IKA HAXOASTCHA B CTAAUM TUKTHOTEHBI; 4.
JiMTes 0K0J10 IBYX MecsilieB.

Puck poxnenusi y HeMoJ1010i MaTepu pedénka ¢
cunapomomM Jlayna, 00yc/10BJIeH 0COOEHHOCTAMU
raMeToreHe3a y sKeHIIMH:

D= B - - ) B

D= N - - R O ]

Ecnu npaBuibHb! 0TBETHI 1, 2, 3
Ecnu npaBuiibHbI oTBETHI 1 1 3
Ecnu npaBuiibHbI 0TBETHI 2 U 4
Ecnu npaBuibHbIN OTBET 4

Ecnu npaBuibHbii oTBeT 1, 2, 3, 4

Ecnu npaBuibHbI 0TBETH 1, 2, 3
Ecin npaBuiibHbI OTBETHI 1 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnn npaBuiibHBIN OTBET 4

Ecnu npaBuibHbi oTBET 1, 2, 3, 4

Beicokoii mponudepaTuBHOii
aKTUBHOCTBIO OOTOHHEB,
COTMPOBOXIAIOMIEHCS OMMOKaMU B
pabote JIHK-monumepassr;
Bonbiiol AMUTENBEHOCTHIO CTaIUN
JTUKTHOTEHBI Y HEMOJIOJIBIX KEHIIIH,
COIMPOBOXKAAIOIICHCS POCTOM
BEPOATHOCTH HApYILICHUH ammapara
BEpETEHA JACJICHUS

Bo3pacrannem 4acToThI HEpaBHOTO
KPOCCHHIOBEPA B TaAMETOT€HE3E Y
HEMOJIOIbIX JKCHIINH;



Bropu4yHoe HepacxoskaeHHe XPOMOCOM — 3TO:

IlepBu4yHOE HEpaCX0KAeHHE XPOMOCOM — 3TO:

OO0muM BO3pacTaHUEM 9acTOTHI
TOYKOBBIX MYTallU{ y KEHIIUH
crapuie 35 ner

Hapymienuem cuctemsl penapanuu
JIHK

Hepacxoxnenne xpoMocoM BO
BTOPOM [ICJICHUU MEN03a;

JIBa cregyrommx aIpyr 3a Jpyrom
HEPACXOXKJIEHHSI XPOMOCOM, CHaJajia -
B [IEPBOM, a 3aT€EM — BO BTOPOM
JICTICHUT MEi03a;

Hepacxoxaenue XxpoMocom B Meio3e
Yy UHJUBUAYYMA, YK€ UMEIOIIETO
XPOMOCOMHYIO [1aTOJIOTHIO;

Hepacxoxnenne xpomocom BO
BTOPOM JICJICHUU APOOJICHHS 3UTOTHI;

Hepacxoxnenue XxpoMoCOM B Meo3e
y HOCUTEIsl poOEPTCOHOBCKOM
TPAHCIOKAUK (KOTOPasi BO3HUKAET
IPU HEHTPUUYECKOM CIIUSHUU JIBYX
XPOMOCOM).

HepacxoxaeHre XxpoMocoM B IEPBOM
JIEJIIEHUN MEN03a;

Hepacxoxnenue XxpoMocoM B Melo3e
y KapuOJIOTHYECKU HOPMAJIBHOTO
UH/IMBUIYYMa;

HepacxoxaeHue XxpoMOCOM B IEPBOM
JIeJICHUU APOOJICHUSI 3UTOTHI;

Hepacxoxaenune XxpoMocoM BO
BTOPOM MEMOTHYECKOM JIEICHUH;
OZIHOKpaTHOE HEPACXO0XKICHUE
XpOMOCOM B Meiio3e (Wiu B 1-M, win
BO 2-M MEHOTUYECKOM JICJICHUH ).



AHeyIUIOMIHAS KJIETKA MOKeT BO3BHUKHYTh B
pe3yabTrarte: 1.0TcTAaBAHMS OTHOH XPOMOCOMBI B
aHadase; 2.9KCIEePUMEHTAJIbHOI0 BO31eCTBUSA
Ha KJIETKY MUTOTHYeCKUM siiom; 3. Hapymenus
JAeJIeHHs] IeHTPHOJIel, KOTOpoe NMPUBeJIo K
BO3HMKHOBEHHIO TPEX MOJIIOCOB JieJIeHUs B
MuTO3€; 4. 9HI0MHUTO3A.

Ecnu npaBuibHb! 0TBETHI 1, 2, 3
Ecnu npaBuiibHbI oTBETHI 1 1 3
Ecnu npaBuiibHbI OTBETHI 2 U 4
Ecnu npaBuibHbIN OTBET 4

D= B - - ) B

Ecnu npaBuibHbii oTBeT 1, 2, 3, 4

JlJ1s1 BOSHUKHOBEHHS POOEPTCOHOBCKOI
TPAHCJIOKAIIMUA HEOOXO0AUM:
a  OauH XpOMOCOMHBIN pa3pbIB;
JIBa XpOMOCOMHBIX pa3phiBa;
He MeHee Tp€X XpOMOCOMHBIX
Pa3pbIBOB;
r  XpOMOCOMHBIE pa3pbIBbl HE HY)KHBI.

A MHOXeCTBEHHbIE XPOMOCMHBIE
pa3pbIBbI

Cragus KJIETOYHOrO JejieHust HanOoJiee yao0Hast

JJIS1 M3YyYEeHUS XPOMOCOM:

[Tpodaza
Meradaza
Amnadaza
Nurtepdaza
Tenodaza

)= - A - I

IIpu kyasTHBHpOBaHNHU B npucyTcTBuun ®I'A

AeJIATCH KIeTKH KPOBH:

MonouuTsl
OpUTPOLIUTHI
Heiirpodusr
JlumponmTsr
MpleqHbIe KIETKH

)= A - I

KosxunnHoBasi HHAKTHBaLMs BepeTeHa

0CTaHABJIMBAeT MUTO3 HA CTAIUMU:

Amnada3zsl
Mertadassl
Tenodasbr
WNuTtepdass

Lo I - - B ) W~}



Jl1s1 3yXpoMaTHHA XapaKTepPHbI:

DaKyJbTATUBHbII reTepoOXpOMaTHH
XapakKkTepu3yercs:

T'en —9To0:

B cocTaB rena, Kak eIMHHIbI HACJIEICTBEHHOM

HHpopManuu, BXOIAUT:

[Tpodassr

Cnupanuzanus B uHTepdasze
ConepxaHue CTPYKTYpHBIX T€HOB
NutencuBHoe okpamuBanue mo G-
METO/MKE

HeaktuBHas koHdopmanus
BosbIioe KOIM4ecTBO TaHJEMHBIX
MOBTOPOB

IToBcemecTHOM
pPacIpoOCTPaHEHHOCTBIO 110 BCEM
XpOMOCOMaM

PanHuM BpeMeHEM peIuInKanuu B
S—nepuoae KIeTOYHOTO UKJIIA
BBICOKOH TPaHCKPUIILIMOHHOM
AKTUBHOCTBIO

@opMUPOBAHHUEM JIMIIH HA
ONPENIETCHHBIX CTAUAX KU3HU
opraHusma B IIpejiesax TOJIbKO OJHOU
13 Mapbl TOMOJIOTHYHBIX XPOMOCOM

JleKOHIEHCHPOBaHHBIM COCTOSIHUEM B
uHTepdaze

VYuacrok JTHK, xonupyronuii
MOJUIIENITUAHYIO LEMb

@parMeHT MOTUIIENITUAHON LENN
Anbda-caremnuTHas
nocaenoBarenbHocTh JIHK
IToBTOpstrOIIascs
nocienoBarenbHocTh JIHK
ITocnenmoBaTeIbHOCTS,
PacCION0KEHHAs 10 CTApTOBOM TOUKH
TPAHCKPUIILIUU

IIpomoTOp, HTHULIMUPYIOIINI KOJIOH,
9K30HBI, UHTPOHBI, TEPMUHUPYIOIUN
KOJIOH

OK30HBI

NuTpoHnsl

IIpomMoTOp, HHTPOHBI



A IIpoMoTOp, MHULIMUPYIOLIUHI KOJOH,
MHTPOHBI, TEPMUHUPYIOIUI KOJJOH

I'enom 4esioBeka - 3T0:

a  benkoBbIM anmapar KJIETKH,
COJZIepKaIII COBOKYITHOCTb BCEX
MOJIEKYJI CTPYKTYPHBIX OCITKOB H
bepMeHTOB

0 HacneacTBeHHbIl anmapar KJIETKH,
cojiepxaIiuii Becb 00beM
uH(popMauu, HEOOXOTUMOM IS
pPa3BUTHS OpraHu3Ma

B DHEpreTUYeCKui anmnapar KJIEeTKU

r CoBOKYITHOCTb BCEX
HKCIIPECCUPYIOLUXCSI MOJIEKYIT B
KIIETKE

A COBOKYIHOCTB BCEX
METHUIIUPOBAHHBIX
MOCJIEN0BATEIBHOCTEN B KIIETKE

IIpuzHakamMu ayToCOMHO-TOMHHAHTHOIO

HacJIe/l0BaHus ABJAOTCA: 1.BepTukanbHbIi

XapakTep nepeaayu 60J1e3HH B POIOCIOBHOI;

2.I1posiBJjieHHE MATOJOTHYECKOT0 COCTOSIHMS,

He3aBHCUMOe OT noJja; 3.BeposiTHOCTH

poxaeHus 60JIbHOT0 pedeHKa B Opake 600JIbHOI0

U 310poBoro cynpyroB 50%:; 4.BeposiTHOCTH

poxaeHus 60JIbHOTO pedeHKa B Opake 60JIbHOI0

U 3I0POBOI0 cynpyron 25%.

Ecnu npaBunbHb! 0TBETH 1, 2, 3
Ecin npaBuiibHbI OTBETHI | 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnn npaBuibHBIN OTBET 4
Ecnu npaBuibHbIi oTBET 1, 2, 3, 4

D= N - - R B ]

Myrauuu - 310: 1.U3meHeHnune
MOCJIeI0BATEJIbHOCTH HYKJICOTH/I0B BHYTPH I'eHa
(renoB); 2.i3MeHeHHE YUCJIa XPOMOCOM;
3.A3MeHeHne CTPYKTYPBI XPOMOCOMBI
(xpomocom); 4. EnHMYHBIE CIy4an AyTOCOMHO-
peneccuBHBIX 3a00/IeBaHUI B TOTOMCTBE OT
Opaxa ABYX 3/10pPOBBIX CYIIPyIOB.

a Eciu npaBuibHBI OTBETHI 1, 2, 3

0 Ecuu npaBuibHbI OTBETHI 1 1 3
B Eciu npaBuiibHBI OTBETHI 2 U 4



I'ennast myTanus - 310: 1.3aMeHa 0THOT0 HJIH
HecKoJIbKkNX HykieoTua0B JIHK; 2. [lenenns
(BbINaJIeHHE) OTHOT0 UJIH HECKOJIbKHX
HYKJ1e€0TH10B; 3.BcTaBKka (MHCepUMs) OHOTO
WIN HECKOJbKUX HYKJIe0TH10B; 4.IlepectanoBka
HYKJICOTH/IOB BHYTPH reHa.

I'mOpuausanus in situ ¢ MeyeHbIMHU 30HIAMHU
MO3BOJISIET:

I'mOpuamn3anms in situ c JJokyc cnennpuyeckuMu
npodamMu 1mo3BoJisieT:

IIpuuunoi Bo3HUKHOBeHHs1 cuHapoma Ilpanepa-
Buiu siBasiercs: 1.MaTepcTHIIHAIBHAS
penenusa 15q11-13; 2.0xHOopoauTEIbCKAS
aucomus 15 xpomocombl; 3.HapylIeHHs B
LHeHTpe UMIPUHTHHTa; 4. MyTanuu B reHe
SNRPN.

r
a

H oM o®m o

a

Ecnu npaBuiibHbIA OTBET 4
Ecnu npaBunbHbIl OTBeET 1, 2, 3, 4

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibab! 0TBETHI 1 11 3
Ecnu npaBuiibHbI 0TBETHI 2 1 4
Ecnu npaBuiibHbIN OTBET 4

Ecnu npaBunbHbIl OTBeET 1, 2, 3, 4

Jlokanu3oBaTh MOCIEA0BATEIbHOCTh
30H/J1a Ha XpOMOCOMC HJIM B €€ JIOKYCC

N3yunTth peCcTpUKTHYIO KapTy 30HAA
HccnenoBarh HyKJICOTUAHBIN COCTaB
30Ha

HccnenoBarh paccTosiHUE MEXKIY
30HJaMHU

OrnpenenuTts Nociaea0BaTeNbHOCTh
pPacIoa0XeHUs FT€HOB B XpPOMOCOME

N3yunTth KapuoTui 60JbHOTO
[TomyunTs MHGOPMAILUIO O
nepecTporKax UCClIeyeMoro JIoKyca
y 00JIbHOTO

[TosryuuTh MHPOPMAIUIO O MyTALIUIX
B I'€HE

Onpenenuts [TJIPD

Onpenenutb HyKIEOTUAHBINA COCTaB
HCCJIETyeMOro JIOKyca

Ecnu npaBuibHbI OTBETHI 1, 2, 3



0 Eciu npaBuibHbI OTBETHI 1 1 3
B Eciu npaBuiibHBI OTBETHI 2 U 4
r Ecnu npaBuibHbII OoTBET 4
A Ecnu npaBuibHBIN OTBET 1, 2, 3, 4
IIpruyuHO# BO3HUKHOBEHHSI CHHAPOMA
AHrenbmana siBiasiercsi: 1.AHTepcTunnaabHas
aeaenmns 15q11-13; 2.0xHOopoauTEIbCKAS
aucomus 15 xpomocombl; 3.MyTanuu B rese
UBE3A; 4.Hapyumienusi B ieHTpe HMIPMHTHHIA.
a Eciu npaBuibHbI OTBETHI 1, 2, 3
0 Ecuu npaBuibHbI OTBETHI 1 1 3
B Eciu npaBuiibHBI OTBETHI 2 U 4
r Ecnu npaBuibHbII O0TBET 4
A Ecnu npaBuibHBIN OTBET 1, 2, 3, 4
K nemenaeaupymomemy THILYy HACTE0BAHUSA
otHocutcs: 1.HacnenoBanue G6oJie3Hei
umnpuntunra; 2.Hacaenosanmue
MHMTOXOHAPHAJIBHBIX 00J1e3Hel; 3.X-cuenjieHHoe
HacJe10BaHue; 4.AyTOCOMHO-IOMMHAHTHOE
HacJe/l0BaHue.
a Eciu npaBuibHbI OTBETHI 1, 2, 3
0 Ecnu npaBuiibHbI OTBETHI 1 1 3
B Eciu npaBuiibHBI OTBETHI 2 U 4
r Ecnu npaBuiibHbIi oTBET 4
a  Ecnu npaBunbHbIN OTBET 1, 2, 3, 4
Jist pyHKIMOHMPOBAHUSI HMIIPHHTHPOBAHHBIX
PaliOHOB B HOpPMeE XapaKTEpPHO:
a  buannenwpHas 3KCHpeccus
6 OTtcyTCTBHE IKCIIPECCUU
B Annenbcrennduueckas sKCIpeccus
r [IloBslmeHHas dKCpeccus
A CHUXKEHHE dKCIPECCUH
Eciau mMIpMHTHPOBAHHBIN I'eH
JKCIPECCHpyeTcs ¢ 0THOBCKOI XpPOMOCOMBI, TO
HA MATEPUMHCKOH XpOMOCMe 3TOT I'eH:
a He skcnpeccupyercs
0 lmeer MOBBIIICHHYIO KCIPECCHIO
B Toxe akcnpecupyercs
r Ero skcnpeccusi HECKOJIBKO CHI)KEHA



ONMUTreHOTHI UJIH HMIIPUHT — 3TO:

Jloka3aTrejbCTBOM TOI'0, YTO Pa3BUTHE PaKa
CBSI3aHO C MOBpeKAeHHEeM reHOMA KJIeTKH
sapasierca: 1.Hannmume MHOro4mcjJeHHbIX
NOBPeXKIeHUI HACJIeICTBEHHOI0 annapara
KJIETKH B ONyX0Ji51X; 2.OHKOreHHoOe JeiicTBHe
BHPYCOB, crioco0HbIX BecTpanBathes B IHK;
3.CyuiecTBOBaHME HACJIEACTBEHHBIX GopM paka;
4.KaHueporeHHoe JeiiCTBHe Pa3JIMYHBIX
MMTOIEHOB.

Hapyumenune paBHOBeCHS MEKILY
CTUMYJIMPYIOIIMM AeHCTBHEM OHKOIE€HOB U
0JIOKHPYIOLIMM J1eiiCTBHEM I'eHOB-CYIIPEeCCOPOB
HA KJIEeTOYHBI MUK MOZKET IPUBECTH K:

IIpu cnopagnyeckoM pake ONMyxoJb BO3ZHHKAeT
B pe3yJabTaTe:

O o®m o

Loe - - ) N ]

Xapaktepusyercsi OTCPOYEHHOM
AKCIpeccuen

[ToTepst XpOMOCOMHOTO MaTepuaia Ha
OTILOBCKOM MJIM MaTEpPUHCKOU
XpOMOCOME

Crnenuduueckas MapKHPOBKa
POAUTENBCKUX aJIEIIeH
Hyxneorunusie 3amensl B JJHK
POAUTENBCKUX aJIENICH
CTpyKTypHBIE U3BMEHEHHS OTIIOBCKOM
WJIM MAaTEPUHCKON XpOMOCOM

[T/IP® OTHOBCKOW WJIKM MAaTEPUHCKON
XpPOMOCOM

Ecnu npaBunbHbI 0TBETHI 1, 2, 3
Ecnu npaBuiibHb! 0TBETHI 1 11 3
Ecnn npaBuiIbHBI OTBETHI 2 1 4
Ecnu npaBuiibHbI OoTBET 4

Ecnu npaBunbHbii oTBET 1, 2, 3, 4

XPpOMOCMHBIM ITEPECTPOUKAM
Passutuio omnyxoau
[TosiBnEeHNIO MyTalMy B reHe
WMHakTUBaMu I'EHOB,
PacoJIOKEHHBIX B
MMIIPUHTHPOBAHHBIX palloHax
CHUKEHHIO T€HHOU SKCIIPECCUH



IIpu HaC/IeICTBEHHOM paKe OIMYyX0Jib BOZHUKAET
B pe3yJbTare:

ITo ayTOCOMHO-peieCCHBHOMY THILY
HacJe1yeTcs:

AYTOCOMHO-IOMHHAHTHOE HacCJeI0BaHHE
XapaKTepPHO IJIs:

C X-XpomMocoMoii ClienJIeH I'eH:

D= R - - R ) O]
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I'epMuHAIBHON MyTallMK B T€HE
ComaTHnyecKol MyTaluu B T€HE
Haxonnenus B KJIeTKE MOBPEKIACHUN
B Pa3JIMYHBIX T€HAX, PETYIUPYIOIIUX
KJIETOYHEBIN ITUKII

AJNenbHOM Jeennu JIOKyca
XPpOMOCOMHOM ITEPECTPONKHU

I'epMuHAIBHON MyTallK B TEHE

ComaTHuyecKoil MyTalluu B IeHe
HakoruieHus B KJIeTKe OBPEXKICHUN
B PA3JIMYHBIX I'€HAX, PETYIUPYIOIIUX
KJIETOYHBIN UK

AJNIenbHON JIeNIe U JIOKYyca
I'unepakcnpeccun resa

Xonapoauctpohuu
DEHUIIKETOHYpUH
Heiipodubpomarosza

Xopest ['eHTHHTTOHA
Cunpapoma Dnepca—/lannoca

Jleninuuo3a

Xopeu ['enTHHTTOHA

Cunapoma
Jloypenca—Myna—bapne-bunns
DEHNIKETOHYPUHT
CepnoBUIHO-KJIETOYHON aHEMUH

AJIPEHOT€HUTAILHOTO CHHAPOMA
'emodumun A

Cunapoma Knaitndensrepa
Cunnpoma Hlepemesckoro-TepHepa

CuHIpoMa reMopparuueckoin
TeJeaHTUIKTA3UU



K naub0os1ee 4acTbIM XpOMOCOMHBIM

a0eppanusiM B MaTepualie u3

CaMOIIPOM3BOJIbHBIX BBIKH/bILICH N1EPBOro

TpUMeCTPa OepeMEeHHOCTH OTHOCATCH:

Tpurmonaus
Terparmnonaus

Tpucomus 21 xpoMocoMbl
Tpucomust 15 xpomMocoMbl
CrtpykTypHbIe abeppaiuu

D= B - - ) B

MyabTHdakTopraabHasi NPUPOIA U3BECTHA NPHU

CJIECAYIOIIMX BPOKICHHBIX

anomasmsx:1.AnsHuedanusn u spina bifida;

2.Pacuiesimnabl ryonl 1 HéOa; 3.1Insopocrenos;

4.AXoHaponJia3us.

Ecnu npaBuibHbI OTBETHI 1, 2, 3
Ecnu npaBuiibab! 0TBETHI 1 1 3
Ecnu npaBwibHbI OTBETHI 2 1 4
Ecnu npaBuiibHbIi OoTBET 4

Ecnu npaBwibHbIM OoTBeT 1, 2, 3, 4

D= - A~

Bo Bpems miiogHoro nepuoaa popmupyercs:

o

He3zapamenue ryos
CHHIAKTUINSA
3ajHee He3apalleHue TBeporo Heba

AHodTanbMust
AndHIEhaTHS

K manbdopmanusam oTHOCHTCS:

«JIuno [Morrep»

KuneBuanas rpyaHas kieTka

Kocomanocts

[TapaTecTukynsipHas JOKalIu3aLuus

CEJIE3EHKHU

A 3anepxKa BHYTPHYTPOOHOTO
pa3BUTHSA JI0Ja

Lo I - - ) W ]

KoMiuieke usMeHeHHi B BHAE KOCOJIANIOCTH
HHKHUX KOHEYHOCTel U HapyueHus (pyHKIUH
OPraHoB MAaJIOro Ta3a y pe0eHKa O CIINHHO-
MO3Tr0BOM IpbIKel CJIelyeT PAaCUEeHUTh, KaK:

a Accomuamnurpo
Cunapom
CekBeHIHIO (TI0CIICI0BATEIbHOCTD
WJIU CJICJICTBHE)



r Mansdopmanuio

A Jlu3pynuuro

K MukpoaenenmoHHbIM CHHAPOMAM OTHOCATCS

3a0oseBanus: 1.MykoBucuunos; 2. Bexo-kapauo-

¢panmanbHbiii cunapoM; 3.CuHapOM

¢pparnnbHoii X-xpomocombl; 4.CuHApOM

Buabsimca.
a  Ecnu npaBuibHbI OTBETHI 1, 2, 3
0 Ecnu npaBwibHBI OTBETHI 1 1 3
B Eciu npaBuibHbI OTBETHI 2 U 4
r Eciuu npaBuibHbINA OTBET 4
a  Ecnu npaBunibHbIN OTBET 1, 2, 3, 4

MexaHn3MOM BO3HMKHOBEHHS CTAHIAPTHBIX
MHUKpO/JeJIelni ABJIAETCS:
a HeromMmonorngnoe KOHIIEBOE
MIPUCOCTIMHEHUE
0 HeamrenpHas roMoNIOTHYHAS
pEeKOMOMHAIIHS
B [lepexitoueHne MaTpuIlbl B Ipoliecce
perIMKaluu
r DKCIaHCUs TPUHYKJICOTHUIHBIX
MIOBTOPOB
A CnusiHue TeoMep

IIpuynHOi BO3BHNKHOBEHUS] CHHIPOMA
AHreabmaHa saBjsiercsi: 1.MaTepcTunHaIbHAS
penennsa 15q11-13; 2.0xHopoauTebCcKas
aucomus 15 xpomocomsbl; 3. Myranuu B rese
UBE3A; 4.Hapymienusi B ueHTpe HMIIPMHTHHIA.

Ecnu npaBuibHbI OTBETH 1, 2, 3
Ecin npaBuiibHbI OTBETHI 1 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnn npaBuiibHBII OTBET 4

Ecnu npaBunbHEeIl OTBET 1, 2, 3, 4
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K 3a00/1eBaHusIM, CBAI3aHHBIM C YKCIIaHCH e
TPHHYKJICOTHIHBIX IOBTOPOB OTHOCHTCH:
a JlennuHo3
Xopes ['entunrrona
Cunapom
Jloypenca—Myna—bapne—buns
DEeHUIKETOHYPUS
n  CeprnoBUAHO-KIETOYHAST aHEMUS



Onpenenute 1MarH03 HacJeACTBEHHOI 0
3a00J1IeBaHMA 110 CJIEAYIOIIHM KPUTEPHAM:
apaxXHOAAKTUJIMSA ¢ MHOKeCTBEHHbIMHU
BPOsK/IEHHbIMU KOHTPAKTYPAaMH CYCTaBOB
KHMCTH, KOJICHHBIX H JIOKTEBBIX CyCTABOB:

Y peGenka HU3KHI POCT, HEOOBIYHOE JTUIL0
(rumepTesIopu3M, KO-POTKHI HOC €
pa3BepHYTHIMHU HO3APSAMU, TJIUHHBIA QUIBLTP,
MOJIYIITO3), yMepPEeHHas1 OpaxuJIaKTHINS KUCTel
¢ JIerKoii CHHJIAKTHJINElH, CBHCAIOIIUE 3aBUTKH
YIIHBIX PAKOBHH, KpUNITOPXU3M H HEOObIYHASA
“mmajgeBuaHan” momounka. Takoi
CHUMIITOMOKOMILIEKC XapaKTepeH 1Jisl CHHAPOMA:

Co4eranue MOCTAKCHAJIBHON MOTHAAKTHIHA
KHMCTH M CTOINBI C He3apalleHneM HUKHeH
YeJII0CTH (CUM(HU3 KOCTHOM 1yru) u/Miu
AHOMAJIMSIMU HMKHHMX Pe3l[0B XapaKTepPHBbI AJIs:

OnurogakTUIINS XapaKTepHa JJisi CHHApPOMaA:
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Cunnpowm Jlapcen
Cungpom buiica-I'exta
ApTtporpunos

Cungpom boysna-Konpaau
Cunnpom Hynan

Hynan
Aapckora
Jy6oBuriia
LEOPARD

Koxkxkeiina

DKTOEpMaTbHON AUCIUIA3UN
Opo-daruo-TuruTaabsHOro CHHAPOMA

AxpoanuanbHOro 1M30¢T03a
Cunnpoma Dmmca-Ban Kpesenpna

Cungpoma biyma

Mekxkens

Onnuca Ban Kpesenbna
Harepa
Cwmura-Jlemnu-Onuria
Xonr-Opama



CouveTanue nmporpeccupyouieii jereHepanumn
CeTYATKH € 0’KMPeHHeM, Iporpeccupylomiei
HeHPOCEHCOPHOH TYTOYXOCThI0 H CAXaPHBIM
Aua0eTOM XapaKTepPHbI JJI:

CoyeraHue M03:Ke4KOBOI aTaKCHH,
TeJeAHTHIKTA3UH KOKM M CJIU3UCTBIX IJ1a3,
UH(eKIY BEPXHUX AbIXaTeJIbHbIX MyTeH,
CHHMKEHHUEe WJIN OTCYTCTBHE CHIBOPOTOYHOI0
HMMYHOIJI00yJJMHA A 1 UMMYHoAehuIUT
Ha0JII01aeTCs NPH:

AJIPEHO-TeHUTAJTbLHOMY CHHAPOMY
COOTBETCTBYET OJHO M3 CJIeAYIOIIMX
YTBEePKACHHUH:

Cunzapoma
Jloypenca—Myna—bapne—buns
Cunnpoma Anbctpema

Cunapoma Bonsgppama

Cungpoma Cmurta—Jlemnun—Onurna

Cunapowm [lpanepa-Bunamn

HacnencrBenHoit arakcuu

Cunapowme Jlyn-bap
HacnenctBeHHOM KOMOMHUPOBAaHHOM
UMMYHOAEQUIIUTE

Cunapome Ju-/xopmxe
Cunapome Jlayna

JletH, Kak MpaBUIIO, POKAAIOTCS C
HU3KOH Maccoit

V OOJIBIIMHCTBA JeTel HAOMI0Iar0TCs
BPOKJICHHBIE TIOPOKH PA3BUTHS

VY MalpYuKOB OTMEYAETCS
YBEIIMYEHUE B pa3MeEpPaX TECTUKYII

CtpoeHue BHYTPEHHUX M€HUTAIUN Y
HOBOPOJKJECHHBIX JIEBOYEK C
BBIPAKECHHOU BUPUIIU3ALUEN
HapYy’>KHBIX [TOJIOBBIX OPIaHOB HE
HapyILIEHO

B ny6epTatHOM BO3pacTe MalIbYUKH C
aJpEHOT€HUTAIBHBIM CHHJIPOMOM
OBICTPO PACTYT, IEPETOHSIS CBOUX
CBEPCTHUKOB I10 POCTY



HecooTBeTcTBHE reHETHYECKOIO U

(eHOTHIIMYECKOTO M0J1a HADJII0a€eTCH NPH

CHHApOME:

KiaitndensTepa

Tepuepa
Jloypenca-Myna-bapae-buns
TectukynspHoit peMuHU3aIIH
Hynaun
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JJ1s1 001bHBIX € CHHAPOMOM MOJTHOM
TeCTUKYJISIPHOI (heMUHM3AIUN XapAKTEPHbI:
a J[ucmeHopes
OTCcyTCTBUE MOJIOUHBIX JKEJIE3
OTtcyTcTBUE NPOU3BOAHBIX
MIOJIJIEPOBBIX IPOTOKOB
Hwuskuii poct
A YMCTBEHHas OTCTalIOCTh

YMCTBeHHas1 0TCTAT0CTh B COYECTAHUM C
paciuienieHueM TBep/0-ro He0a ¥ BepxHeii ry0bl
XapakTepHbI Ui cuHapoma: 1.Mekkeus;
2.Anemun ®ankonu; 3.Podeprca; 4.Anepa.

Ecnu npaBuibHbI 0TBETHI 1, 2, 3
Ecnu npaBwibHbI oTBETHI 1 1 3
Ecnu npaBuiibHBI OTBETHI 2 U 4
Ecnn npaBuibHBIN OTBET 4

Ecnu npaBuibHbi oTBET 1, 2, 3, 4
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