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UenoBek, Kak 00beKT reHeTUYECKUX UCCrieaoBaHUN.
[ eHeanornyecknn metona.
BbnnsHeyoBbIN METOA.
brnoxmmunyecknn metoa.
NHK-gnarHocTuka.

MOJ'IeKyJ'IFIprIe bone3Hn, MexaHu3mbl UX
BO3HUKHOBEHUA.

LinToreHeTn4yecknm meToa.

XPOMOCOMHBIE DOSIE3HM.
[TonynaunoOHHO-CTaTUCTUYECKUN METOA.
Meauko-reHeTu4eckoe KOHCYIsTUpoBaHMe.



MeanunHckaa reHeTuka




iccneooBaHua HacneacTBEHHOCTU U U3MEHYMBOCTU Yy YenoBeKa
CBsA3aHbl C 60/IbWUMU MPYOHOCMSIMU:
1.HEBO3MOXXHO 3KCNepuMeHTarnbHOe CKpeLlmBaHuE;
2.HEBO3MOXXHO coO34aTb OAMHAKOBLIE YCMNOBUA ONA  YNEHOB
OOHOWN ceMbU, a TEM Donee HECKONMbKUX NMOKONMEHUN;
3.MeaneHHaa cCMeHa NoKONeHun;
4. Mmarnoe 4Yncrio NOTOMKOB B KaXXOOW CEMbE;
5.y YenoBeKa CINOXHbIN KapuUoTun,;
6.60MnbLLIOE KONMUYECTBO rpynn CUENMEHNs;
/.BbICOKAa nMeHeTPaTHOCTb W 3KNPEeCCUBHOCTb T[EHOB, 4TO
NpmMBOAUT K BLICOKOMY MONMMOPEOU3MY NPU3HAKOB.
Ho, He cMoTpa Ha BCe TPYAHOCTU, rEHETUKA 4YerioBeKka yCneLluHo
pa3BMBAETCA. ccnepnoBaTtens, Habnoaas BOosbLUYIO
YeriloBeYEeCKy0 nonynsuuio, MOXeT Bbibnpatb U3 Thica4 OGpakoB
Te, KOTOpble Heobxoaumbl AOnsi reHeTudeckoro aHanusa. Meton
rmopunansaumm comatmyecknx knetok n JHK-aHanunsa nossonsier
aKCnepuMeHTanbHO M3y4vyaTb fiokanusauunto reHoB B XpoOMocoMax,
MX HOPMY N NaTOSMIOrn0, MPOBOAUTL aHanNM3 rpynn cuenneHns.
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AHanu3 poagocrioBHOMU

— AYymocCOMHbIU TN HacneaoBaHUS:
BCTPEYaeTcs 0gMHAKOBO YacCTO Y MYXXYMH U
)KEHLLMH, BO3MO)KHa Nepeaaya oT oTua K
CblHY.
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—[JoMUHaHMHbIU XapaKTep
(Xopes 'eTuHrToHa,
axoHaponnasus,
OpaxunoakTunus):

» BCTPEYAETCHA NO BEPTUKANN U TOPU3OHTarM;

» Y OONbHbIX poanTenen MoryT ObITb
300pOBble OETH;

» Y 300POBLIX poauTernen He MOXeT ObITb
OOonbHbIX nsel‘/'l
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PeueccueHbIU xapaKTep
(MykoBMcLUNO03, PEHUNKETOHYPUA,
anbOVHN3M):
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» BCTPEYaeTcs no
rOpU3oHTanu;

» Y OOSbHbIX
poauTenen HeT
300pPOBbIX OETEWN;

» Y 300POBbIX
poguTenen MoryT
ObITb OOJIbHbIE
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CuensieHHbIU C MOJIOM:
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— Y. [onaHgpuyeckue
npu3Haku. OT oTua
KO BCEM CbIHOBbAM
(rMnepTpuxos,
CUHOAKTUNNA,
NXTNO3).
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— X-domMuHaHmMHoe. (TeMHasi amarnb 3y0oB,
HecaxapHbIn anaber)

» Yallle Y XeHLLNH;
» OT OTLI[a KO BCEM [04YEPSIM.
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— X-peueccueHoe. (remopunus, gansTOHNU3M)
» Yalle Y MY>KUYUH;
» OT MaTepu KO BCEM CbIHOBbSIM;
» OT Aeda K BHyKaM 4Yepes3 300pOoBYyHO0 MaThb.
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Cpeaun notToMkoB Koponesbl AHIMKM Buktopum (B LeHTpe) bbina
pacnpocTpaHeHa remodunug



[luameHmHas Kcepooepma




* MumoxoHOpuasibHble 6os1e3HuU — OT
MaTepu Ko Bcem geTsiM, oT 60nbHOro otua
He nepepatoTcs (cmHapom KepHca-
Cewnpa).
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briusHeuoebIl — oanH N3 Hanbonee paHHUX METOAOB U3YYEHUSI TEHETUKN YerioBekKa.

brnnsHeuoBbIn MeTod nccnegoBaHusa obin npeanoxeHd B 1876 p. ®. MNanstoHom. OH

Bblaenun cpean 6nmsHeLoB ABe rpynmnbl: OAHOANLOBbIE (MOHO3UIOTHLIE) U

OBYyANLOBble (OU3UTOTHbLIE).

Brn3sHeuoBbIN METOO UCNOMb3YETCS B FTEHETMKE YenoBeka Afnd Toro, YTodbl OLEHUTD:

*CTENEHb BNUSAHUS HACNeaCTBEHHOCTU U cpedbl Ha pasBUTME Kakoro-HMoyab

HOPMarsibHOro UMM NaTonorM4YecKoro NPU3Haka,;

*NNEHETPAHTHOCTb U 3KCNPECCUBHOCTb reHa;

*9OPEKTUBHOCTb UCMOSIb30BaHUA NEKAPCTB,;

*3(pPEKTUBHOCTbL METOAOB 0OOYYEHUSI N BOCNUTAHUS;

*koadhbnumeHT 1Q.

ATanbl bnM3HeLoBOro Mmetoaa:
—Ansa HabnoaeHus noabupatoT napbl OIM3HELIOB 0QHOro Nona;
—onpenensitoT 3UroTHOCTb BrM3HELoB.

M3 — pasBuBatoTcs n3 ogHown 3urotbl, umeroT 100% ogmMHaKoBbIM FrEHOTUN

(0AnHaKoBYIO rpynny KPOBW, Mos, PUCYHKN KOXK U T. A4.), 100% npuxmBaemMocCTb

TpaHCNnaHTaHTa.

3 — pa3BnBalOTCS N3 pasHbIX 3UTOT U NMOXOXM Kak podHble bpaTbs N CECTPbI.
—onpenenstoT % cxoacTsa B rpynnax MOHO- U AN3UTOTHLIX OrM3HELOB.

MHOro naTonornyeckmx NpPM3HaKoB YerioBeka sABNSTCA MySbTUdaKTOpManbHbIMN.






PacueT no doopmyne XonbumHrepa

% cxonctBa Mb - % cxoaoctBa [1b
100% - % cxoncTea [1b




Buoxumuyeckuu Mmemoo




buoxumudeckuu memod ocHoBaH A.lappogom B 1902 rogy. OTOT MeTOoA
NO3BOSIFAET U3YYNTb PEHOTUNNYECKNN 3PEKT reHa npu U3aMeHeHUn CTPYKTYpbl
depmeHTaTMBHOrO  6enka. W3meHeHne mocsiedoeamesibHocmu  Unv
Kosluyecmea HykK/sieomuooe e 2eHe NpuBoaunT K HapyweHuro koda [AHK, a
3HAYNT N K HapyweHur cmpykmypbl 6esikoebix Mosnekysn. CneacrBuem
9TOr0  4ABMSAETCA  CHUXeHuUe akmueHocmu ¢epMeHma Wi eao0
omcymcmeue, HakonfieHne HeobblYHbIX NPOAYKTOB OOMEHa, YTO U npueodum
K namosio2uu. bUOXMMUYECKMM METOOOM AMArHOCTUPYIOT Oone3Hn obmeHa
BELWECTB, YCTaHaBMNMBAKT reTepo3nroTHoCTb poautenen. C  nomoulbto
BMoXnMmnyecknx MetTogoB OTKpPbITO Okoro 5000 monekynsapHbix 6onesHen. B
nocriegHne rogbl B pasHbIX CTpaHax paspabarbiBaloTCA U MCMNOSb3YTCA OSS
MacCOBbIX MWCCregoBaHUM cneuuarneHble nporpaMmmbl. [llepBbIn 3Ttan —
CKpPUHUH2-ripo2pamMma (aHrmn. screening — npoceuBaHue). [Onsa atoro arana
OObIYHO MCMONb3yeTca HEDOSbLLIOE KOMMYECTBO NPOCTLIX, AOCTYMHbLIX METOAUK
(3KCrpecc-MeToa0B): XUMUYECKUX UMM MUKpoDMonorndeckux. Tak BblOensawoT
rpynny pucka. Ha BTOpoM 3Tane npoBoauUTCA YTOYHEHME (NOATBEPXOEHME
avarHosa U OTKITOHEHUE MPU NOXKHO-NO3UTMBHOM peakuum Ha rnepeoM aTtane).
Ona  3TOro  MCNomnb3ylTCHA  TOYHble  Xpomartorpaduyeckue,  Macc-
CNEKTPOMETPUYECKNE N OP. METOAbI onpeaeneHns pepmMeHToB, aMUHOKUCIIOT U
T. M.




MonekynsipHo-eeHemu4deckuu memod ([JHK-aHanu3) — 310 onpenenexHue
nocnegosateribHOCTU HykrneotngoB B [OHK, koTOpoe NO3BOMNSET YCTAHOBUTL
NCTUHHYIO NMPpUYnHy 6onesHu. lNpun aTom metoae:

krnoHmpytoT OHK wn nony4vator 6onbwoe uymcno dparmeHToB. UX MOXHO
Ucnosb3oBaTb Of19 NPOBEAEHUS aHanu3a WnM  MNonyyYeHua  akKTUBHbIX
doyHKUMOHanNbHbIX 6enkoB. benkn MOXHO Mcnonb3oBaTb NPU JIEYEHUN TEHHbIX
bornesHen.

N1 OnpedeneHnsa rnokanusaumm reHHom MyTaumm MCNonb3yrT OTAErNbHbIE
doparmeHTbl HK — [1HK-30HAbI (NOCNegoBaTenbHOCTL HYKITEOTUOOB U3BECTHA).
[MpoBoaaT rmbpunansaumio OHK-3o0HO0B 300p0OBOro YenoBeka n obcregyemoro.
Ecrin JHK obcneoyemoro B Hopwme, To rmMbpuamsaums Oyoer nonHon (no
NPUHLNMNY KOMMSIEMEHTAPHOCTU). ECnn eCcTb M3MEHEHMUSA, TO rMbpuagnsaumn He
bynet. Torga metogom anekTpodopesa onpeaenstoT HapyLeHns B CTPYKType
OHK (kaxxkgbin doparmeHT [HK 3aHnmaeT onpenenéHHoe MecTo B BMAE NOMNOCHI
B KOHKPETHOM MecTe rend). B nocrnegHee Bpems 4yauwle ucnosnb3yoT Fich-
aHanus - cneuuarnbHO oKpalleHHble 3oHAbI [HK.

[NHK-aHann3 no3Bonaer He TOMNbKO M3YyYUTb AedEKT reHa, XpoMOCOM, HO W
crneantb 3a 93MPAEKTUBHOCTLID Tepanuu, YycTaHaBnmMBaTb [EHEeTU4ecKoe
POACTBO, COBMECTUMOCTb TKaHen. 3TOT METod He3aMeHMM npu paspaboTke
neYyeHnsa HacneacTBeHHOW NaTofiorMm MeToaoM reHHOW NHXKEHEPUM.
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MemooO ceHemuku
coMamuyecKux KJiemokK




METO/L N'EHETUKU
COMATUYHECKUX KITETOK

OcHoBaH Ha PA3MHOXEHNUN  COMAaTUYECKUX
KIETOK B NCKYCCTBEHHbLIX YCITOBUAX U NMO3BOJIAET
dHaJliIM3npoBatb reHetn4eckmne rnpoueccbl B
oTAEllbHbIX KII€TKaxX W WCIoJib30BadTb WX AOJIA
N3yHeHNHA reHeETU4HEeCKnNX 3aKOHOMepHOCTeI71
LEJTOCTHOIO OPraHnN3Ma.



AXOHOponnasusd




Axonoponnazusn (0T Tped. a — OTpUIATCIbHAS
yactuua, chondros — xpsi u plasis —
(OpMHUPOBAHHUE), UIIH :

BPOXICHHA , HAUMHAIOIas1Cs
BHYTPUYTPOOHO U BHIPAKAIOIIASACI B HAPYIICHUHN
pocTa B 1MHYy. PeOEHOK poxkaeTcs ¢

KOPOTKMMH PYyYKaMHU U HOKKAMH, KOTOPBIE B
JAJIbHEHIIEM JIMOO 3HAYMTEIBHO OTCTAIOT B POCTE,
1100 BOBCE HE pacTyT IPH HOPMAJILHOM POCTE

, [IIE€X ¥ TOJIOBBI. AXOHIPOILIA3Us 4aCTO
COUYETACTCA C APYTUMMH HOPOKAMH PA3BUTHUSA U
IICUXUYECKOU OTCTAJIOCTBIO.



bpaxudakmurnusi
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bpaxuoaxkmuiua (KOpOTKONAJIOCTh) —
AHOMAJIUS PA3BUTHS. YKOPOUCHHUE MAIBIICB

PYK WJIA HOT. HacJeayemas Mo ayToCOMHO-
NTOMHHAHTHOMY THUITY.




CuHopom MapchbaHa




Cunopom Mapghana - HaciaIeACTBEHHOE 3200JICBAHNE
COCJIMHUTEIILHOW TKAHU, IIPOABIIAIONICECS
M3MECHECHUSIMH CKEJIETAa: BLICOKMM DOCTOM C
OTHOCHUTEIIbHO KOPOTKHUM TVJIOBUIIIEM, JJIMHHBIMU
IayKOOOPa3HBIMU HaJdblaMU (apaxXHOJAKTUINA),
Pa300JITAHHHOCTHIO CYCTABOB, YaCTO CKOJIMO30M,
kndozom, greopMausIMi IPYIHON KIIETKH,
apKOOOpa3HbIM HEOOM. XapaKTEPHEI TAKKE
nopaxkeHus ra3. AJl.




DeHunkemoHypus




deHunKemMoHypust HacreagyeTcya no ayToCoOMHO-peLeCCMBHOMY
Tuny. B pe3ynesrate reHHOU MyTauun OTCYTCTBYET UMK Pe3KOo
CHMXKAETCS aKTUBHOCTb doepMeHTa peHmnnanaHnHrinapokcunassbl,
KOTOPbIV KaTannu3npyeT npeBpaLlleHne eHunanaHmHa B TUPO3UH.
He ycBouBWMNCA doeHunanaHnH npespaLlaeTcs BO BTOPUYHbIN
NpoAYKT — EHUNNMUPOBUNHOrpagHyto kucnoty. OHa
HaKanmnBaeTCcs B KPOBU U BblAENAETCHA C MOYOWU. N30bITOK
doeHnnnupoBUHOrpagHoOM KNCNOTbl — 94 AN MbILL U HEPBHbIX
KIETOK. OTO U NpmMBOAUT K 3abonesBaHuntio. [na AnarHoCTmKK
doeHUNKETOHYPUM NPOBOAAT CKPUHMHI aHanus3 — tect [aTtpu
(cneuunanbHble MUKPOOPraHU3Mbl, KOTOPbLIE MOrnoLatoT
deHNNNUPOBNHOrPaaHYHO KUCIIOTY U DbICTPO pasMHOXatoTCS ).
YTOYHSAOT AnarHo3 METOAOM XpomaTorpadpun. 1o 3aboneBaHue
Hanbonee nay4yeHo cpean dpepmeHtTonatuin. OHO BCTPeYaeTcs C
OTHOCUTENbLHO BbicOKon YacTtotomn (1:5000-10000).



ArnbOUHU3M




[Tpn anb6UHU3Me HapyLLAaeTCsl BTOPOE 3BEHO B
broxmmmyeckomn Lenu peakumm (aedekt depmeHTa
TUpo3nHa3sbl). B pesynerate bnokupyetcs
npespalleHne TMpo3nHa B MenaHuH. HacnenosaHue —
ayTOCOMHO-peLeccuBHoe. B cTpaHax 3anagHou
EBponbl anbbnHmnam BecTpedaetcsa ¢ Yactotom 1/25000.
Y anbsbnHOCOB MOMOYHO-0ENMbIN LIBET KOXMN, OYEHb
CBET/1ble BOJIOCbl U OTCYTCTBYET NUIMEHT B paay>KHOW
oboroyke rnas. AribbMHOCHLI UMEIOT NOBbLILLEHHYIO
YYBCTBUTENBLHOCTb K YyNbTPaduoneToBoMy
00sTy4eHU0, KOTOPOE BbI3bIBAET Y HMUX 3aboneBaHns
KOXMW.



AnKarmoHypus




AJTKanmoHypusi HacrnegyeTca No ayToCOMHO-
peLeccuBHOMY Tuny. Hactota BCTpevYaeMOoCTH
1-3 Ha 1 mnH. [Ing AnarHoCcTuKM ankanToHYypun
NPOBOOAT CKPUHUHI-TECTbI: MOTEMHEHNE MOYU
Ha BO3ayXxe (YEepPHble NATHA Ha NereHkax),
peakunsa Mo4YUM C Xropuaom xenesa (nypnypHo-
YepHOoe OKpalLumMBaHuMe).



3akoH Xapaun-BanHbepra (1908)

YacTtoTa reHOB B
naeanbHoOU
nonynauuu
OCTaeTCcH
HEeUu3mMeHHOU u3
nokKoneHue B
nokKoneHue







YacToTa reHoB = naeanbHOU
nonynsauyumM ocCcTaeTcd HEeU3MeHHOU U3
NoKosfieHue B NOKOJieHue

A-p

a-q
(p+q)*=p?+2pg+q*=
A — p*+Y2 2pg=p



