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OcHoBaTelnb reHeTUKu

e [perop Menpgensb (I'perop NoraHH
MeHpgenb) (1822-84) —
aBCTPUNCKUIN
ecTecTBouUcCnbITaTeNb, Y4eHbIN-
BOTaHUK N PENUIMO3HbBIN AEATENb,
MOHaX, OCHOBOIMOMNOXHMWK YYEHUS
O HacreacTBEHHOCTU
(MmeHgenusm). Npmumenus
cTaTUCTUYECKNE METOoAbI ANd
aHanmaa pesynsraTtoB Nno
rmépuamsauum copToB ropoxa
(1856-63), cdhopmynuposan
3aKOHOMEPHOCTU
HacrnegcTBeHHocTU ([perop
MeHngens poauncs 22 uwons
(Fperop NoraHH MeHaenb)
(1822-84) — aBcTpumncknn
ecTecTBouUCnbITaTeNb, Y4eHbIN-
BOTaHUK N PENUIMO3HBIN AeATENb,
MOHaX, OCHOBOIMOMNOXHUK YYEHUS
O HacneacTBEHHOCTU
(Mengenusm). Nprumenus
cTaTUCTUYECKNE MEeTOAbI ANd
AHAMN3Aa bel’lvinkTaToR MO




[ eHeTunka

e - HAYKA O 3aKOHOMEPHOCTAX
HacrieacreBeHHOCT U UISMEHYUBOCTH
XUBbIX OPraHM3MOB.




MeTtoabl nccnenoBaHuA
reHeTUKN Yerioseka



[ eHeanornyeckmm merton

e JTOT METO[ NO3BOJIAET, NCMNOJIb3yA
AaHHbIE MO YJ1IEHAM HECKOJIbKUX
POOCTBEHHbIX CEMEUCTB, onpegerintb TUr
HacnegoBaHUA Kakoro — rnnobo NPN3HAaKa.



[TonynaymMoHHbIN MeToq

o [MoONynsAUMOHHO — reHeTn4yeckune
nccrnenoBaHUA 3aKnioyarTca B
onpeaeneHnn 4YacToTbl BCTPE4YaeMoCTU
r€eHOB W reHOTUMNOB B NOMYNALUMN.
NccnengoBaHus no3BonsOT OLEHUTb
BEPOSATHOCTb poXaeHnsa pebeHka ¢
onpeaeneHHbIM NPU3HaAKoOM B JaHHOM
nonynayum.



brnni3HeuLoBbIM METOA

e llccnenoBaHua 3aKkno4aloTCcs B U3y4EHUN
Pa3HOANLIEBBLIX N OOHOAWLOBBLIX OfIM3HELOB
B pa3fnNYHbIX YCNOBUSAX.



LiInToreHeTn4yeckmn meton

e 3akno4aeTcsa B M3y4EHUN XPOMOCOM MpU
MOMOLLIM MUKPOCKOTAa U NO3BONSAET
ONpeaennTb X YNCno n dopmy.



bunoxummnyecknm meton

o [lo3BONsIET ONpegennUTb MECTO U XapaKkTep
MyTaLMX NO UBMEHEHNAM B COCTaBE
3aTPOHYTbIX MyTaLUmen 6enkos.



3aboneBaHus

[ eHeTnyeckue XPOMOCOMHbIE







CuHopom MapdbaHa

(bonesHb MapdaHa, Marfan syndrome, apaxHogakTunma, 4ofMXOCTEHOMESNNSA) -
3abonesaHne 13 rpynnbl HAaCNeACTBEHHbIX KonnareHonatnin, 3abonesaHni
coeguMHUTENbHOW TKaHW YenoBeka. HacneacrteeHHoe 3aboneBaHue, BXOOUT Noja
HomepoM 154700 B cuctemy Tabynaumm MakKetocuka OMIM. 3abonesaHue nmeet
nosiMopraHHble npoasneHns. NomMmMmMo xapakTepHbIX U3MEHEHUI B OpraHax OnopHo-
aBuraTenbHOro annaparta (YorMHEHHbIe KOCTU CKeneTa, rmneprnogBuMXHOCTb
CycTaBOB), HabnogaeTcsa NaTonornsa B opraHax 3peHus U cepaevyHo-CocyamncTomn
CUCTEMbI, YTO COCTaBIISAET KlaCCUYECKY0 Tpraay.




DeHUNKETOHYPUSA

(cbeHunnuposuHozpadHas onuzoppeHusi) — HacnencTtBeHHoe
3aboneBaHue rpynnbl depMeHTONATUN, CBSA3aHHOE C HapYyLLUEHNEM
MeTabonmama aMMHOKUCIOT, raBHbIM 0bpa3oMm peHunnanaHuHa.
ConpoBoxaaeTcda HakonneHmeMm doeHunanaHnHa n ero TOKCUYECKNX
NPOAYKTOB, YTO NPMBOAUT K TshKENomy nopaxeHuto LIHC,
NPOSsIBNSAIOLLEMYCS, B HACTHOCTU, B BUAE HapyLUeHNs YMCTBEHHOIO
pas3BUTUSI.




AnbOVHN3M

(ot nart. albus — 6enkIn), OTCyTCTBUE HOPMArbHOW MUIMEHTaLNN: Yy
XXMBOTHbIX W NIOOEN — KOXU, BOSIOC, pagy>XHon 000So4KM rmasa, y
pacTeEHNN — 3EeNEHON OKPACKU BCErO pacTEHUS UNU OTAENbHbIX YaCcTeN
(MecTpONUCTHOCTL). A. — HacneacTBEHHbIN NMPU3HaK, 3aBUCALLUA OT
Hann4nsl peLeccmnBHOro, T. €. nogaBnaemoro, reHaA. — HacrneaCTBEHHbLIN
NPpU3HaK, 3aBUCALLNN OT HaNM4nsa PeLEeCcCuUBHOrO, T. €. No4aBNSEMOro, reHa,
Gr10KMpYHoLLEro B roMO3UrOTHOM COCTOAHUN (CM. [OMO3UIOTHOCTBA. —
HacrneaCcTBEHHbIW NPU3HaK, 3aBUCSLLNK OT HaNMM4ns peLeccuBHOro, T. €.
nogaBnsieMoro, reHa., 6n0|<|/|ov+ou.|.ero B rQMO3Ur TWHMM (cm.
[omMO3UroTi TOB (Y p

XXMBOTHbIX







CuHapom [ayHa

(Tpucomust no xpomocome 21) — ogHa U3 opM reHOMHOM NaTosiIorun, Npu
KOTOPOM Yallie BCEro KapmoTmun(Tpmcommsd no xpomocome 21) — ogHa us3

doopM reHOMHOM NnaTosiornun, NP KOTOPOW Yalle BCEro KapuoTur

npeacrasneH 47 xpoMmocomMmamu(Tpncommsa rno xpomocome 21) — ogHa m3

doopM reHOMHOM NnaTosiornun, NP KOTOPOW Yalle BCEro KapuoTur

npeacrasneH 47 XpoOMOCOMaMn BMECTO HOpMarsibHbIX 46, MOCKOSbKY

XPOMOCOMbI 21-11 napbl, BMECTO HOPMarnbHbIX ABYX, NPeACTaBNeHbl TPEMS

KOMMamMu (TDI/ICOMI/IFI(TpI/ICOMI/IFI no xpomocome 21) — oaHa n3 gopm

reHOMHOW NaTosiIornun, NPu KOTOPOW Yalle BCero Kagymmn nnencTarneH 47

XpOMOCOMaMn BMeCTO HOopMarsibHbIX 46, NOcKorbl
BMECTO HOpMarbHbIX ABYX, NpeAcTaBneHbl Tpems,
Takke [1nonaHocte). CyuiecTByeT ewle ase gop
TpaHCcnokauust XpoMocoMel 21 Ha apyrme Xpomoc
Ha 14, ewe pexe Ha 21, 22 n Y-xpomocomy) — 4¢
BapuaHT cnuHgpoma — 5%.

1 napbl,

A9, CM.
VER
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CuHgpom KnanHdensrepa

OTO NposiBeHne HenpaBUnbHOro pacrnpeneneHns XpoMocom, rnpu KOTOpPoMm
K HopMarnbHoMy My>ckomy (46,XY) Habopy XpOMOCOM NPUCOEANHSETCS
aononHutenbHas X-xpomocoma (47,XXY) Bo BCeX UNu B BONbLUMHCTBE
KITIETOK OpraHu3ma.



«CUHOPOM MAYKaAHUA»

o MPUYUNHA - OAeneuna YacTtm S5-u
XpOMOCOMbI. [1posBneHne: pa3BNBaAETCS
crnaboymune, HapyLLeHO CTPOEHNE FOpTaHU
N TONOC NMMEET criabbin TeMOP.



Meauko-reHeTudeckune
nccnenoBaHUA

Menounko-reHeTn4yeckasa KOHCynbTaums COCTouT 13 4 3TanoB; AnarHos,
NPOrHo3, 3aknt4yeHne, coBert. [1pn 3ToM HeEODX0OMMO OTKPOBEHHOE U
nobpoxenarenbHoe obLLeHne Bpava-reHeTuka ¢ cembein 60mbHOro.

KoHcynbTMpoBaHue Bcerga HauyMHaeTcs ¢ YTOYHEeHUA aMarHosa
HacrneacTBeHHOW 6oNe3Hn, No-CKOMbKY TOYHbIN AMarHo3 sIBNSIETCS
HeobxoaMmMoun NpeanochINIKon NMobon KoOHCynsTaumn. Jlevaimm
Bpady, npexae 4emM HanpaBuTb NauneHTa B MeagunKo-reHETUYECKYHo
KOHCYyNbTaLuo, AOSMKEH C MOMOLLbIO AOCTYMHbLIX eMY METOA0B
MaKCMMarsibHO YTOYHUTb AMarHo3 1 onpenennuTb Lenb KOHCYNbsTauun.
Heobxoanmo elle npumMmeHeHne reHeanorn4eckoro,
LMTOrEHETUYECKOrOo, BMOXUMUYECKNX U APYrnX cneunarnbHbIX
reHETUYECKNX METOO0B (Hanpumep, onpenennTb cuenieHne reHoB
NI NCNONb30BaTb MOSEKYNAPHO-TreHETUYECKNE METOObI U T. 1.).



3akntodyeHune. ['eHeTuka cerogHs.

21 BEK -BEK reHEeTUKW... ANS YerioBeka OHa akTyasibHa..T.K. BO-NepBbIX
MHOrne 3abeneBaHuss UMEKT HACNeACTBEHHYIO NMpeapacrnonoXeHHOCTb. .
3Has Kakue reHbl, KOMOMHaLUWNM reHOB, Mbl MOXeM NpeaBULETb T€ UM UHbIE
3aboneBaHus..Tak HaNPUMep y>xe TOYHO M3BECTHO YTO 3CCeHLMarbHas
rMNepPTOHNSA Y NNL, C HAacNeaCTBEHHOW NpeapacrnonoXeHHOCTb UMeeT
HanOOosbLUYIO BEPOATHOCTb MNOABNEHUS..

BO-BTOPbIX , FEHETUKA YenoBeKka akTyasnbHa C ToYkM 3peHnsa IKO.. mbl
MoXeM noabupatb byaywiemy pebeHky nodble NpusHaku..BCcTpaneaTh UX B
reHOM SNLIEKITETKM N nonyyaTtb pebeHo4Ka,c NnpusHakamm KoTopble bbl Ham
XOTENOCb UMETb.. BCA CNOXXHOCTb TYT B 6rnaronony4yHon nmnnaHtauum aTom
FIIZ%GKJ‘IGTKI/I N garnbHenwem pasBuTUK..HO Ha, 3TUM MoKa BeyTbCH
paboThl..

MOC KO BCEMY.. MEAUKOTEHETUYECKME KONbCYHTUPOBAHNSA aKTUBHO
BEOYTbCS..Aa)e Y HAac B MOCKBE..B FTEHETUYECKOM LIEHTPE.. Ha KalluupKe
BpOAeE.. TyAa NPUXOAAT CEMENHbIE Napbl U 00CYXAat0T BO3MOXHbIN PUCK
NnosiBNeHnsa pebeHka ¢ TeMU N MHbIMW NATONOTUSIMU... HA OCHOBE
reHeanorm4yeckoro MeToaa 1 LIMTOreHeTUYECKOro NccreaoBaHus.



TecT No reHeTHkKe

Kakon metoq ncnonws3oan . MeHaenb:
Kakoin n3 gByx reHoB nogasnsaeT 4eNcTBme apyroro:

CKonbKo TUNOB raMeT obpasyeT retepo3nrota npu MOHOrMbpmnaHom
CKpeLmnBaHuu:

CKonbKo TMNOB raMeT obpasyeT romo3urota npu aurnbpmgHom
CKpeLmBaHunu:

Ecnn B npouecce TpaHcKpunumn n3 monekynsl matpmiHon PHK Bbinan
OOWH HYKNeoTud, TO Takas MyTauus OTHOCUTCS K:

Ecnu HabBop NonoBbIX XPOMOCOM (FreTEPOCOM) Y MYXXCKOro nona XY, To
TakKoW MY>XCKOW NOJ ABNSETCS:

Kak Ha3bIBalOTCA HEMOMNOBLIE XPOMOCOMbI YeNnoBeKa:

CkonbKo reHoTMnoB obpasyetcs B F2 npn moHormbpmaHom ckpelumBaHuUu:
Ckonbko cbeHoTUNOB 0bpasyetca F 2 npu agurnbpuaHoM CKpewmBaHUN:
Ckonbko heHoTUNOB 0bOpasyetcda B F 1 npu HEMNONTHOM JOMUHUPOBAHUM:



INnTepatypa

o A.A.KameHckun, E.A. KpukcyHos, B.B.
[Tace4yHuk YuebHuk ononormn 10-11 knacc.
Nag.: dpodpa, 2008r.



