Jlekmu 5

TemMa: Memoow U3yueHus Hacj1e0CMEEeHHOCHU Yel06€Ka

(2eHeanocuyuecKuil, OUOXUMUYECKUIL, UUMOZEHEMUYUECKUIL,
OIU3HEU06bLIL, MOSICKYIAPHBLIL)

ubpudosnozuvyeckuu
KnuHuko-eeHeasniocu4yeckuu
briusHeuosebIU
LHumoezeHemu4eckuu
buoxumuyeckuu
Hdepmamoanuguyeckuu
MonekynsipHo-eeHemu4yeckuu (uccriedoeaHue

HHK)



METOAL U3YHEHMA HACNEACTBEHHOCTI YENOBEKA

HA3BAHME METOJA CYWHOCTL METOAA NPUMEPH UCNOTE3OBAHA
[oHEOnOMYECKHA WspieHie pOROCNORKOR CEMsH 30 FOIMOKHO | Y CTONOINGHO HOCNBAOROHKE TOKKX 2000nGRaHNA,
Bonwwee wneno noxonewnd, Nozsonser KOK rGMOGHNNS, AOMTOHKIM H Ap.
YCTOHOBHT XOPOKTBP HOCNGADROKKHA NPHIKO:
KOP, O HMGHNO AOMHUKONTHUR HAH POYBCCH?:
HUH, OYTOCOMHUA HAK CYONNEKKWA ¢ NONOM,
bauzneyosui V3y40Hne HOCNGAORONNA NPHIHOKOR Y 3107 METOA AGMOKCIPHPYSY, Y10 OPMHPOROKHG
OAHOR AYGRLX DNHIHGLOS H ANHAKHI CPOAN HO | HEHOTHNO YENORGYECKOTD OPFOHNIMO 6CT PO2yNeTaT
DEHOTHNINGEKOG NPOTANGKAG NPHIKAKOD AGRCTINS TOHOD H YCAOINR CPOAM, § KOTOPOH palmK:
BOBTCH AQHREN Yenosex.
Uiorenemmeckal | Mceneaosakne nog MUKPOCKONOM XpOMO- | BuABNEHO MHOXECIIO HIMEGHEHHR § CIDYKTYDO
COMHOTO HOBOPA KNGTOK Y6N0IOKA. XPOMOCOM, HX YHC® K paaMepax, floxozawo
XPOMOCOMHOA NPHPOAQ CHHAPOMA JOYHO, CHRAPO-
Ma Knodwcpeniepa, cuiapoma TopHepa H MHOKG-
€100 APYIHX HOCNGACTROHKEX QHOMONHA.
BroXHMHIECKNA MsyMoRie HOCNBACTIOHHUX HOPYWEHAR Bunenonu EHINKETORYPHS K APYIHE dopMY

0bMEHO sELECT.

HOCNBACTRBRKuX 2060n68aNHA (caxophuh Anaber,
COPNOPHAKOKNGTONHOR OHOMNA ).




e TMbpupgonornyecknn metopn (MetTon cKkpelmBaHus)
SIBMSAETCHA OCHOBHbIM Ha MPOTS»KEHUN MHOTUX JET.
Pas3pabotaH . MeHaernem. 3akn4aeTcsi B CKpeLBaHUN
(rmbpuansaunm) opraHM3mMoB, OTNMYAIOLLMXCA ApYr OT Apyra
OAHUM U HECKONbKMMW HacneacTBEHHbIMU MPU3HaKamu,

« C nomoLbto CKpeLmMBaHUs MOXKHO YCTaHOBUTb:

1) OOMMHAHTEH NN PELIECCUBEH UCCIeAYEMbIN NPU3HAK (1
COOTBETCTBYHOLLUN EMY FEH);

2) reHOTUN opraHn3ma;
3) B3auMMo4eNCcTBMeE reHOB U XxapaKTep 3TOro B3anMo4eNCTBUS;
4) cuenneHmne reHoB € NofIoM U T. A.

« MeTog nmeeT oanH HeJoCTaToK — ero Hernb3s UCMosb30BaTh B
nccrnenoBaHUN NoAen, Tak Kak ckpelmBaTb homo sapiens B
SKCrNepuMeHTe He NpeacTaBnAeTCA BO3MOXHbIM.



I'MOpugoI0rHYecKNd MeTO/

OcHOBaH Ha aHaJIM3€ HACJICAOBaHMSA MPHU3HAKOB  IPH
CKPCILIMBAHUU POJAUTEIILCKUX 0COOEH C M3BECTHBIMM I'€HOTHUIIAMHU
(benortunamu).  MeTon MOPEUMYILIECTBEHHO IPUMEHSETCS B
CEJILCKOM XO3SMCTBE (PaCTEHUEBOJICTBO U ’KUBOTHOBOJCTBO).

Hpumep. V ¢enomunuuecku 30oposvix pooumenetr poouncs peberox c
AxXoHOpoONa3uell — pe3Koe yKopoueHue KOCmel HUNCHUX U BEPXHUX
KoHeuHocmeu. Heobxooumo onpedenums 8eposimuocms noemoperus OaHHOU
namoinoauu npu ciedyroujeli bepemeHHoCmu.



@DeHOoTHUNBI 00JILHBIX AXOHAPOIJIA3UEN




M3BECTHO, UTO JaHHAsA NATOJIOTHA BO3HUKACT P HAITUYUHA
JOMHUHAHTHOI0 MyTaHTHOI'O I'€HA JIOKAJIM30BaHHOTO B 4p16.3.

Y 00onx HEeHOTUNHNYECKH 3I0POBBIX POJIUTEICH I€Hbl OTBETCTBEHHBIC 3a
pPOCT TpyOYaThIX KOCTEH KOHEUHOCTEH HOpMaJbHbIC — peleCCUBHbIE, U X
TCHOTUIIBI TOMO3UIOTHBbIE 10 pelleCCHBHBIM reHaM (aa).

Y 00sbHOTO peOEHKA B TEHOTUIIE 00s13aTEIbHO IIPUCYTCTBYET
JTOMUHAHTHBIN T€H (A), KOTOPBIN MOSIBUJICS B PE€3yJIbTaTe HOBOM MyTallMU
(de novo).

OO003HaYMB reHOTHIIBI POAUTEIEH aa U aa U UX TaMeThl ¢ TeHAMHU 4,
MOKHO BUJETh, YTO BEPOATHOCTD MEPEAAYN JOMHUHAHTHOTO I'€HA
OTCYTCTBYET, T.€. paBHa HYIIO %. CieaoBaTelibHO, IIOBTOPHOE POXKICHUE
peOeHKa C aXOHIPOIIa3uel B 3TOM CEMbE MPAKTUYECKU OTCYTCTBYET.
Takne pacyeTrbl BO3MOXHBI IPU MEAUKO-TEHETUYECKOM IPOCIIEKTUBHOM
KOHCYJIbTUPOBAHMUH, KOT/Ia U3BECTEH TUIl HACJIEAOBAHUS AHAIIM3UPYEMOTO
npu3HaKa (MOHOTE€HHOE, C MOJHBIM JIOMHUHUPOBAHUEM ).
[Ipu3HaKku, KOTOPBIE HACIEAYIOTCA MOHOICHHO C IOJIHBIM
JTOMUHUPOBAHUEM U B COOTBETCTBUU C 3aKOHAMU [.MeH1ena Ha3bIBAIOTCS
MEH/CJTUPYIOIIUMH .




Cratucruyeckui (MaTeMaTH4€CKUM) METO/

B pabore I'MeHaensa 3TOT METOJ BOEpPBbIE ObLUI IPUMEHEH IS
KOJINYECTBEHHOU OLIEHKH HACJIEAYEMOCTH OTAEJIbHBIX
MIPU3HAKOB Y aHAIM3UPYEMBIX PACTCHUN (TOPOX), UTO ITO3BOIHIIO
YCTAHOBUTh 3aKOHOMEPHOCTHU HACJIEIOBAHUSA IIPU MOHO- U
AUTHOPUIHOM CKpEIIIMBaHUH.

B Hacrosmiee BpemMs METOJ  Yallle HCIIOJIB3YETCS B MEJIMUKO-
FCHECTUYCCKUX MCCICHOBAHUAX ISl ONPEIACICHUS BEPOSTHOCTH
poxaeHuss  AeTed (OOJBbHBIX WM 3J0POBBIX) B CEMBAX C
OTATOIICHHON HACJICACTBCHHOCTHIO. BEPOATHOCTH BEIPAKACTCS B
IIPOIICHTAX.

MeTtoa IMPOKO IMPUMEHSIETCA IIPU IIPOBEACHUMU MOMYJIALIMOHHBIX
HCCIICIOBAHUU - MONMYJIANMOHHO-CTATUCTUHYECKUH aHAJIM3



IMonmyJasimus — 3TO HEKOTOpas 4acTh BHJA, KOTOpPas HCTOPUUECKHU
OTJICIMBIINCH, OT OCHOBHOTO MAacCHMBa CBOETO BHJA, 3aHsIIA
HOBYIO DKOJOTMYECKYI0 HHUINY U c(opMupoBaia COOCTBEHHBIN
reHo(oH

I'enodona — smo cosokynHocmv 6Ce20 2eHemuuecKo2o
mamepuana 6cex 4ieHo8 00H020 6uoad (reH0(oH
BMAQ) uiu nonyaayuu (reHo(pOHI MOIMYJISIIHH).

['eHodoHa popmupyemes uz coBOKynHocmu OOMUHAHMHBIX U
PeUecCUBHbIX 2€HO8, ONpPeoeAIoWUX 6Ce NPUSHAKU BCeX
Y1eH08 cOObUlecmad.

Hekyto pomo reHodoHaa -  COCTaBISIIOT  MYTAHTHBIC
JOMHUHAHTHBICE  WJIH  PELUECCHUBHBICE  T€HbI, KOTOPLIC
00y CJIOBIIMBAIOT IIaTOJIOTUYECCKHUE IpU3HAKHU

(HacIeaCTBEHHBIE OOJIE3HM YEJIOBEKA) - 3TO I'€HETHUYECKHM
rpy3 reHodoHa BUAA WM IMONYJISIIHH.



[1na onpeneneHna Benn4nHbl reHETUYECKOro rpysa B

nonynaunum Unm 4acToTbl OTAENMbHbLIX NATONOrM4YeCKnX
reHOB B ee reHooHAe NCMOoNb3yeTca MaTeMaTudeckoe
ypaBHeHue,

+2pg+qg°=1unm(100%), roe:
P — OOMWHAHTHbIE reHbl, @ ( — PELLECCUBHbIE reHbI

CyMma BCceEX JOMUHAHTHAaX U BCEX PELIECCUBHbIX NTEHOB
obpasytT reHocdoHa nonynaunun (p+g=1)

p? - yacTtoTa MHOMBUAOB B NOMNYMSALMN FOMO3UIOTHbIX MO
OOMUWHaHTHbBIM reHam (pp);

q? —yacToTa MHOMBUOOB FOMO3UTOTHBIX MO peueccuBHbIM
reHamMm (qq);

Pq —4aCToTa UHOUBWUOOB retepoO3nroTHbIX.

[1na onpegeneHus yncra YreHoB nonynsymmn ¢ pasnmuyHbiMu
reHoTunamMmm Heodxoanmo:

1. YcTaHOBUTb pa3mep Nonynsiumm, T.e. YUCTIEHHOCTb BCEX
YJ1eHOB;

Xapgun-BanHbepra: p



2. Onpegoenutb KONMWYECTBO MHOMBUAOB C pPELIECCUBHLIMU

deHoTMNamMu No aHanNMU3npyeMoMy NPU3HaKy, YTO COOTBETCTBYET
reHOTMMNam roMo3UroTHbIM MO PELECCUBHBLIM reHam (qq Unm g2 );

3. OnpenennTb 4acToTy rOMO3UroT MO PeLLeCCUBHbLIM reHamM cpeau
BCeX urieHoB nonynaumm (N/ n%);

4. OnpenennTb 4acToTy peLeccuBHoro reHa gq= N/n9
5. OnpegennuTb 4YacToTy AOMUHAHTHOIO reHeV.-'_= 1-q
6. OnpegenuTb YacToTy reTepo3nroT - pg

7. ConoctaBndasl 4acToTbl FEHOTUNOB C OOLIEN YNCIEHHOCTbIO
nonynsyun onpeaensaeTcsl Konn4ecTBO reTepo3nroT — CKPbITbIX
HOCUTENEN peLecCUBHbIX TEHOB.

Npumep: B nonynauyuu qucrieHHocmbro 100 000 4erioegeKk y 10
yesiogek duaszHocmupoeaH anbbuHu3m (aymoCcoMHO-
peueccusHbIU rpuU3Hak). Heobxooumo oripedesiums
rnpeoriofiazaeMoe Kosiudecmeo hbeHomurnu4ecku 300p08bIX
Hocumersieu peueccusHbIX 2eHO8, m.e. 2emepo3u20om, Komopble
Moaym riepedame 3mu 2eHbl rMocrie0yroWUM MOKOSIEHUSIM.



MYTaLI,VIM — BHE3allHO BO3HUKaloW e CTOUKMNE N3MEHEHUS
reEHOB U XPOMOCOM, lnepejgarnecd rno HacsegcrtBy.

i —

AnbOMHH3M Y YenoBeka U ¥MBOTHBIX.



deHoTUNbI 60MbHbLIX aXOoHAPOoNIa3nen




1969 r. [1pn3HaKn: mukpouedanus, BeiCTynatLLmMiA o6, LWpokas
nepeHocuLa, aNNKaHT, KOPOTKUIA HOC, POT TPeyronbHom dopMbl, FrMnepnnasns
[€CEH, CKENeTHbIe aHOMarnuu, rmnonnasusa reHnTanui, nopok cepaua v ap. Al

n AP —9q22

Puc. 158. Cunaposm PoGuuoBa: a, o.
HiHpoKas NepeHoCHLa, TMNnorUiasus cpeiaHeil $acTH
POT TPEYTOALHOH DOPMBIZ & —
[MOJOBOro 4ijeHa.

& — Maxkpouedanusa, BBICTYIAFOIIHI 100, FHIIEPTEITOPH3M,

THLA, YKOPOYEHHBIN HOC. WUMPOKMH (MUABTP.
FUHOCPILTasus A€CeH. d — IUIorUIasMs IOJOBLIX I'yD; € — arniasmis



CuvnHppom Mapwanna ([MpusHakn: muonus esicokoli cmeneHu,
Kamapakma, aurnepmernopusm, cedrnosudHbIli HOC, aurornnasusi cpedHel
yacmu fluya CHUXXeHue crlyxa, 3a0epXxKa pedesoao pa3eumusi)

— THTICPTEIOPH3M, MalCHBKHHA KOPOTKHM
FUITOTIJIA3HWSS CpeaHeil YacTH ariia.

Puc. 99. OcobGenHOCTH ITHLIA 1TPpH cuHApoMme Mapmianna: a. o

HOC., 3ATNABIIAN IepeHOCHIIAa, OTKPLITHEIH POT: 6. &



OcTteopucrtpocdusa OnbpanTta HacnencTBeHHas
(Mpu3HaKKW: HU3KUU pocm, O)XXupeHue, Kopomkasi wesl,
Kpyarioe s1uyo, 6paxudakmursiusi, CUHOaKmusiusi,
2unodoHmus u op.)

(-3

Puc. 136. Ocreoancrpodmus OnGpaiira: ¢ —— BHCSIUIHHIT BHJL OOJIBHOTO: . &
TOHKIT» HA riaildbiiax pvik.

orcyrersuce 'V «koc-



CunHpgpom KocTtenno
(Mpu3Haku: HU3KUU pocm, u3bbIMOK KOXU Ha wee,
Kucmsix U cmoriax, XAPAKTEPHOE JINL|O, YMCTBEHHAS
OTCTAJIOCTb)

sy,

& — U30bITOYHAS KOXKA.

Puc. 80. Cunapom Kocrenno. g — OCOBEeHHOCTH nuua; 0, 6, 2.



[[eHeanornyecknmn meton

e 3aKrtovaeTcs B aHanmse podoCOBHbIX, U MO3BONAET
onpenennTb TUN HacnegoBaHUA nNpu3Haka (QOMUHAHTHBIN,
PeLeCCUBHbIN, ayTOCOMHbIN UNMUCLENSIEHHbLIU C NMOJSIOM), a
TakKXKe ero MOHOreHHOCTb UMK NMOSMUreHHOCTb.

* Ha ocHoBe nony4eHHbIX CBEAEHUU NPOrHO3NPYIOT
BEPOATHOCTb MPOABeHNUa n3y4yaemMoro npmsHaka B
NOTOMCTBE, YTO MMeET DorbLIOe 3HaYEeHWE ONs
npegynpexaeHns HacrnencTBeHHbIX 3aboneBaHum; Ans
N3yvyeHns MyTaLMOHHOIo npoLecca, OCODEHHO B cry4vasix,
Korga HeobxogmMMo OTIINYUTEL BHOBb BO3HUKLLUME MYyTaL K
OT T€X, KOTOPbIE HOCAT CEMENHLIN XapaKTep, T. €. BO3HUKIA
B NpeablayLmx nokoneHuax. Kak npasmno,
reHeasniorm4yecknm MeTo CoCTaBAEeT OCHOBY AN
3aKn4YeHn Npm MeanKko-reHeTU4eCKom

KOHCyJ'Ile/IpOBaHVIVI (ecnm peyb HE NAeT O XPOMOCOMHDbIX
Bone’Hax)



[eHeanorn4yeckum meton oCHOBaH Ha coope
aHaMHeCTU4YeCKUX AaHHbIX, Nony4YyaeMbIX OT Npob6aHaa, ero
poauTenen Unu poacTBeHHUKOB.

MeToa no3BonseT yCcTaHOBUTb TUMN HacnegosaHusa natonoruu : ALl, AP,
X-cu, Y- cL.
[Mlpn cbope reHeanornyeckom mMHdbopmauum Heobxoammo cobnogaTb

OOCTOBEPHOCTb N OOBLEKTMBHOCTb CBEOEHUMM O BCEX uneHax
aHanmampyemomn cemMmb.

KoHdomnaeHumansHO nosydyeHHas nHpopmauusa ob nccnegyemom cemMmbe
OOMMKHA WCMOoSib30BaTbCHA TOMNLKO B MHTEpecax MeanKO-reHETUYECKOro
aHanusa 1 He MOXeT ObITb UCMOSIb30BaHa ANa ApYyrux uenen.

Tak ycTaHaBnuMBaloT HacnegoBaHUWe MHOMBUAOYaNbHbIX OCOBEHHOCTEN
yerioBeka: 4epT nuvua, pPocTa, rpynrbl KPOBW, YMCTBEHHOIO W
NCUXMYECKOro CKnajga, a Takke HeKoTopbiX 3abonieBaHun. Hanpumep,
Npyu W3y4eHUM pPOOOCIIOBHOM KOponeBckon auHactum [abcbyproB B
HECKONbKMX NOKOSTIEHMAX MPOCHEXNBAKOTCA BbINSAYEHHAsN HMKHAS ryba u
HOC C rOpOUHKOMN.



CumBoOnbI AN reHeariornyeckoro aHanusa
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Mpumepbl cocTaBneHns PoaOCIOBHOM




LinToreHeTnyeckun metop npegHasHauveHb! Ans
N3y4YeHU A CTPYKTYPblI XPOMOCOMHOIo Habopa

UJIN oTAEeJ1IbHbIX XPOMOCOM

B 1956 r. wBeackue y4veHble k. Tno n A.JleBaH yCcTaHOBUIN, YTO Y

YyerioBeka B COMaTUYeCKUX KIeTkax HaxoauTcs 46 Xxpomocom. B
TeYeHune nocneayrLLnx

3-X NeT aKTUBHbIE UCCIefoBaHUs XPOMOCOM Y OOMbHbIX C
onpeaeneHHbIMU KNMUHNYECKUMU NPOABNEHNAMU YY4EHBIMU Pa3HbIX
CTpaH No3BOMUMNKN YCTAaHOBUTbL XPOMOCOMHYHO Npupoay 6onesHu [ayHa

(Lejeune), cnuHapomos LLiepelueBckoro-TepHepa (Ford), KnanHdenstepa
(Jacobs, Strong), Tpucommnm X (Jacobs).

B 1960 r. Mypxegom c coaBT. ObIn npeasioxeH Metoq
KynbTypbl TMMJOoUNTOB Nepudpepnyeckon KpoBu YenoBekKa,
4YTO NO3BONINIIO NPOBOAUTL LUTOreHeTU4Yeckme
nccrnegoBaHUa Npu MeauKo-reHeTUYeckom
KOHCYINLTMPOBaHUM DONbHbIX C HACIEACTBEHHOM
natosfiormemn.

B 1960 r. gna ngeHtudunkaymm XxpomMocomM B KapmoTtune

4yenoBeKa MpUHATaA MexayHapoaHas [leHBepoBckagd
Knaccudukauung.

B 1970 r. npuHaTa [Napuxckasa knaccudukayma, ocHoBaHHag



LinToreHeTn4eckum meton

* 3aKMo4aeTcs B N3y4eHUn KonnvecTra, popmMbl U pa3mepoB
XPOMOCOM Y XUBOTHbIX U pacTeHuin. OH O4YeHb LIEHEH AnS
N3y4YeHnss Kak HOpMaribHOro kKapuotuna (Moponornyecknx
0CODEHHOCTEN XPOMOCOMHOIo Habopa), Tak u ans
ONarHoCTUKN HacneacTBEeHHbIX 3abofieBaHnU U MyTaLui,

* Hanpumep, Korga Bo BpeMs Meno3sa (aeneHnsa nosioBbIX
KINETOK) rOMOS10rMYHbIe XPOMOCOMbI HE PaCcXOOATCH, TO B
3UroTe OKasblBalOTCA TPU rOMONOrnMYHble (oTBEYarLlue 3a
OOHWU 1 Te e NMPU3HaKku) XpoMoCcoMbl BMECTO ABYX. Ecnu
AaHHasa XxpoMocoMHasa abeppauus (TpMcomuns), oTMEYaeTCcH B
21-1 nape XpoMoCcoM, BO3HMKaeT bonesHb [dayHa:
MOHroriongHoe nNuuo, HenpaeunbHaa gpopma yweun, manbin
POCT, KOPOTKUE PYKU, YMCTBEHHOE HEOOPaA3BUTHE.



[epBoe ycnoBue LMTOreHETUYECKON ANArHOCTUKM - Hanu4une AenslMUXCcs KIeTOK B
LLUTONOrM4YeCcKom npenapare.
BTopbiM METOOMYECKMM YCNMOBUEM LIMTOTEHETUYECKUX WCCMNEeAOoBaHUN SABMNSAETCH

ncnosnb3oBaHuWe Konuemuaa (Mnv KonxmuunHa), paspyLuaroLlero BEpeTeHo AeNeHNS U
OCTaHaBMMBAIOLLIETO KITETOYHOE AENeHne Ha cTaguu meTtadasbl.

N T
(KK KX KR KX XK KK KX

NN KR WK
. R_x | 3

A\

25 M BCHO3ZHOH KPOBH Kapsorun a =
>ororpadhuposanue

F 2\

—d

OxpammBanme
24
Pacnpeaenenmue KIeToK Ha
NPEAMCTHOM CTCKIIC
OraencuHnue IPHUTPOUHTOB nNyTeM packansiBaHusA

N e s —

= JloGasneuue : J\_
} cpeiabt |

ST e o N Dukcauns KIeTOK
ACHKOUMTOB
£
HUnxvGaums = Jodarnenue Oranencuue | M'unoronusaums
- KOJIXMLIHHA AEHKOUMTOB CONMEBBLIM PACTBOPOM

B TEYHEeHMEe 3 - X nHell
npu 37 C



YacToTa XpOMOCOMHOMN NaTonorum y
HOBOPOXAEHHbIX U B KNeTKax abopTycoB

1000 000
IavarTmini
850000 — - A50000.
XMUBOpPOXKOEHWA CrnoHTaHHbIX atopTos
833 009 17 000 75 000
aetTwv nocTHaTanbHbIS HOCUTESNn XPOMOCOMHbLIX
I cMepTym aHomMmanuia
5 165
HocuUTEeIm — 39 000 — TPUCOMUKMN
XpPOMOCOMHbBIX (3 510, tpucomusa 21)
aHomanun:

-1 849 — aHeynnomnb|<1 427 — MY>XHYUHbDbI
Mo NMornoBebIM 422 — >XXEeHLLMHbLI
XpomMmocomMmam

- 13 500 — 45,x

1 041 — cuHapom OayHa — 12 750 — Tpunnouvasl

L1 183 — aYTOCOMHbleé 100 — cuHapom 3Sasapaa
TPUCOMMKMU 42 — cuHgpom Maray
-4 500 — TeTpaniongbi

-1 516 — TpaHcnokaumm

— 5 200 — HocmTenm

npo4YMx aHoMmanunm
117 — nHBepcun P

~-500 — npouune aGeppaunn



MeTon aHanmsa XpOMOCOMHOro annapara B
COMaTUYeCKUX KneTKax Yyenoseka




CTpyKTypa XpOMOCOM 4YerioBeKka npu
anddepeHUNPOBaHHOM OKpaluMBaHUU

11

Pl 1 2 =




MeToabl 00paboTKK KynbTypbl KNETOK YenoBeka
npun guddoepeHuymansHON oKpacke

CnnowHon nnu pyTUHHOW OKpacku Kpacutenem [Um3bl (0ns
oripederieHUs1 Koriudecmea XpPOMOCOM U 8bISI8NIEHUS 2eHOMHbIX Mymauuu
— aHeyrnioudud).

G — MmeTog AavddpepeHunanbHOWU OKpPaCKWU (Kyrnbmypa  Kiemok
npedsapumernibHo  obpabambsieaemcsi  pacmeopoM  mpuricuHa ¢
rnocredyrowum okpawusaHuem Kpacumernem [uUM3bl, 4mo rnpueooum K
crieyucbuyHou  Ons  Kaxxoou napbl  XPOMOCOM  rornepe4yHou
ucyep4yeHHocmu).

R — MeTo — dugbgpepeHyuanbHOU oKpacKku ¢ ceameHmauueu XpoMoCoM
MPOMUBOIIOIOXKHOE KaK ripu OKpacke G-MemoOOoM.

C - wmetono - OuggepeHyuanbHOU OKpacku o3eosnisem
aHanu3aupoeamb MOJIbKO y4acmKu XpOMOCOM C 2emepoxpomMamuHOM,
JloKarnu3o8aHHbIM 8 OKOJIOUEHMPOMEPHbIX obriacmsix OJIUHHbLIX 11/1eY
xpomocoM 1,9 u 16 u Y, a maKxe 8 KOPOMKUX [iedax
aKpoueHmMpu4YeCcKuUx XpoOMOCOM.

Q — MeTon - OuggbepeHyuanbHas OKpacka C UCMo/ib308aHUEM
r1IyoOpOXPOMO8 (aKpUXUH, akpUuxXuH-urnpum, KeuHakpuH u 0p.). [lpu
3MOoM KaxkK0as rnapa 20Mos10208 uMmeem ocoboe ceeveHue.



XpoMoCOMbI YerioBeKa npu pasnmnyHbIX
MeToAax oopaboTKu KynbTypbl KNETOK

R eI

NS - ‘e
e

fis 148 i m sim

—

BBa
O awewe e
ANfng

- SR
Uy

IO T

aENS e ogp
<

& > 4 .
YA B _Ii';'

+% e

N 188 ¢ 8 F Bw 9o 8y P s g f = LTS
;Eiis; Ei’,g i!‘:i !Eéa':‘: ii TR @;hﬂ [
7

14 15 16 17 18



XpoMocOoMHbIe 6one3Hn YenoBekKa.

* XpOMOCOMHbIE BONE3HN — amo
HacrieOcmeeHHas namorsio2usi YHesrl08€eKa,
copmupyrowaroujascs 8 aMbpuoHaribHOM
rnepuooe U rnposiernsawasics rnocrie poxxoeHus.

* XpomMocoMHbIe borne3Hu moaym bbime
criedcmeueM KoriudecmeeHHbIX (aHeyriniououu)
urnu cmpykmyp-Hbix repecmpoek (abeppauyud)
XPOMOCOM.

« Obwas Yyacmoma xpoMOCOMHbIX borie3sHeu
cpedu XXKUBOPOXOEHHbIX 0emel — OKoJ10 1 %.



CVIH,EI,pOM .U,ayHa. OnucaH B 1866 . CUHOHUM : «XPOMOCOMbI 21 TPUCOMUN

CUHOpPOM>» . [1pU3HaKM: YMCTBEHHAs! OTCTaNOCTb, MbILLEYHAs MMMNOTOHUSA, NMIOCKOe
NNLIO, MOHTONOVAHBIV pa3pes rnas, arnKaHT, NITOCKUIA 3aTbINOoK, KOPOTKME NnanbLpbl.

Puc. 194. Cunapom tpucoMuu 21: g — smueble IM3MOPQHH; 6 — MOME€peYHas CKIA/IKa Ha J1aJ0HH.



BepoAaTHOCTbL poXxXaeHnsa pedeHKa ¢ 005ne3HbIo
[layHa B 3aBUCMMOCTHU OT BO3pacTa maTtepu

Bospacr Marepa, aer Yactora chrpowa
102 -
1030 11000
10 30-34 1,6:1000
10 35-39 4000
10 40-44 141000
1043 1 Bbime 23:1000




CuHppom KnanHdensrepa.
(HacTtoTta 1:700 - 1:800 cpean HOBOPOXAEHHbIX
Marb4nKoB)
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Pue.2. Kapuomm Gomsroro T.H.

Curmpom Hnavmbemprepa / 47,XXV /.

Puc.. Bonsmoft T,K. Hapworun 47,X

Connpon Hpafniensrera.



BapuaHT cuHapoma KnanHdgenbsrepa
(kapuoTun 49,XXXXY)

NAE P I LY

1 -= 3
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6 —12

p@0 OB AR A8 a8 AA
13 -15 i6 - 12 - 18

F 8 = a = s A n ~ a 'R“‘-

19 - 20 21L=3as X XXXY

Puc.8. Kapworwn Gomproro M.C.

Bapuanr cunnpoma Knafimbenprepa / 49,XXXXV /

Puc.11. Boxsmo#i M.C.,10 mer.Kapmorun 49,XXXXV.
BapuanT cummpoma Knaiinbenwsrepa.



CuHgpowm LlepeweBckoro-TepHepa.

(YacToTa 1:2500 - 1-3000 cpeaAn HOBOPOXAEHHbIX
aeBoYek)
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6 - 12
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13 -1§5 16 - 1?7 - 18
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Puc.4. Kapnorun Gonenof C.T.

Cunnpom lepemercroro-Tepuepa / 45,X /

Puc.16. Bomsrana C.T.,13 mer. KapworTun 45,X.
Cwrnpou [Mepemercroro-TepHepa.



CuHgpowm LlepeweBckoro-TepHepa.
(KprnOBVI,D,HbIe CKINnaAaKn KOXu Ha wee, KOPOoTKaA Lesd, HU3Koe

OTeKM U noaABbIBUXU B NOJIEHOCTONMHbIX

cycTaBax)

pacnosfioXeHne yuHbIX PaKOBUH,




CuHppom Tpucomum X.
(HactoTa 1:800 — 1:1000 cpean HOBOPOXOEHHbIX JEBOYEK)
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Pue.6. Kapwornn Gomeroit I'.J.

Cvmnpou Tpucommu X / 47,XXX /.

Pne.14. Bompmas T.P.,11 mer.Hapmorun 47,XXX.
CwenpoM Tpmcomum X.



BapunaHTtbl X-xpomocoMHON Mmo3auku ( 46,XX/47, XXX n
46,X Y/47,XXY) y O0rfbHbIX C XPOMOCOMHOMN NaToNOrmeu
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BapuaHTbl XpOMOCOMHOMN NaTONOrNN y
yerioBeka

= HYacrvora
XpomMocoMHEasA KiaumHuIecKk i P — I asubie PEHOTHIITMYECKHE XapakrTre-
opMyJia CcHH oM MCTHEWM
POP3 e aenun e
47 . X X+21 Bosie3zxns 1:700 MOHTOTOMIAHOCTEB. OTKDPBITHIIT POT

mam 47 . X Y+21

Aavua

(v espo-
rIeHMiics)

C DOMBILIHMM SA3LIKOM, VMCTBEHHAaAN
OTCTAIIOCTEL. | /6 4ACTHL DOJTITBbHBIX VMHM-—
pacT B r[IepBhiil roid rnociie po>KJaAeH s

47 . X X+13 T pHicomMms 1:20 000 I nvxoTa, aHOMATHMHM Cepiailia. rnojam—
mamn 47. XY+13 13 (cunnapom AAKTHMIIMS, YyMCTBECHHASN nedeKTuuB—
ITaray) HOCTb
47 . X X+18 TpHucoMIts 1:8000 MHOKECTBEHHLBIC BPDOXKJACH -
Mmiam 47, XY+18 18 (cyvirapom HBIC MOPOKM MHOI'MX OPraHoOB.
Drnsapnaa) VMCTBCHHAS OTCTANOCTE. 90% Sons-
HBIX VMHMPaIOT B rNnepBBic 6 MECsILICB.
HM3BecTeHn cavdyai, Koraa oamiH pebe-
HOK JIOK MUJI 0O S JieT
45.X CuynRapomM 1:3000 KeHIiMHBLl € HEOJOCTATOMH LINM
IHlepenies— IMMOJIOBLBIM pa3sBMiTHEM, KOPOTKOH
CKOro— OUIypoi, HAPpVIUCHMSMH CEpPACYYHO-
TepHepa COCYJIMCTOM CHMCTEMEI
47 .XXY Cuanmnaopom 1:500 My>KuamrMHbLI C HEOJOPA3ZBM THIMN
Kraaitua- TECTHICAMM, HO PASZBHMTOM IpVIALIO,
dhennrepa T FHLVTE VN TOROCOM, AR\ s n
KOHECYHOCTS MM
47. XXX Cununpom 1:700 BonbHBIC X KEHUIMHbBI BHESILITHES
Tpunao-X HES OTAMHAITCH O7T HOPMAaIbLEHbBIX |
HO MX DO TTHMK Vbl HEAOCTATOYHO
PashMThi. Monocipyauyy Hepery-
IASAPH LI
48 XX XX Pasamuanbie JdAannbix AHOMAa IV CKeJleTa., yMCOCTrBEHHAas
48 XX XY MMOJITHMCOMM MW HEeT OTCTANOCTL M APYIHMEe CHMMIITOMBI
48 . X XVY
49 XXX XY

SO, XXXXXX




BnunsHeuoBbLIN MeTO4 —NO3BOSIAET ONpeAesinTb
BIIUsiHNe cpenbl HA O4HOANLEBbLIX OJIM3HEeL 0B, KOTOpble
reHeTU4YeCKku UAGHTUYHbI. ATO NO3BONSAEeT C OONbLLUOU
AOCTOBEPHOCTbLIO OLLEHUTb POSfib BHELWHUX YCITOBUN B
peanu3auuv 0encTBUA reHoB.

1876 r. ®.'ankTOH cdhopmynupoBan
KOHLEMNUMIO «rpupoaa» Uinmn «BOCNmMTaHne»
(Nature or Nurture) B KHUre «brnnaHeupbl, Kak
KPUTEPUN CUNbI HAacNeaCTBEHHOCTU U
cpenbl».

B 1924 r. CumeHCOH pa3paboTan
MEeTOO0NormYyeckme oCHoBbl ONMM3HELIOBOIro
MeToda, cpopmMmynumposan NPUHLUNLI
COCTaBMneHns 6yIn3HELIOBON BbIOOPKU



Bnu3HeLOBOCTb — pe3ynsraTt MHOMroM104HOM
bepemeHHocTW. [NonynaunoHHaa YacTtoTa ABOVHEN B
cpegHem 1:100

* bnnsHeubl ObIBAOT: MOHO3UTOTHbIE (M2)
AN3nrotHble (Dz)

Mz - passusaromcs u3z odHol 3u2omsi - 0rIOA0MEoPEHHOU
Auyekrnemku u nocriedyrouie2o eé opobrieHus .

Dz - o6pa3syromcs u3 Heckonbkux 3uzom (08yx u 6ornee
OMNS10J0TBOPEHHbLIX SUUEKTEMOK).

UpeHTudpmnkauma nmsHeuoB — oripederieHue ux
3Uu2omHocmu

KoHkopOaHmHocmb 651U3Hel08 — cmereHb Ux cxoocmea 8
%

HduckopdaHmHocmb 6/1U3HEeY08 — cmerneHb UX pasfuyusi 8
%



bnunsHeuoBbin MeTod. MaeHTudoukaumna
Ornn3Heuos.




KOHKOpﬂ,aHTHOCTb MOHO3UITOTHbIX N AN3UTOTHbIX

ornn3HeuoB
[Ipu3nak MokosnroTHbie OM3NHeNb! JIn3uroTHble O/M3HENB
Koamgecrso obcae- C, % Komgectso obcae- C,%
JOBAHHBIX AP JOBAHHBIX Nap

Koconarnocts 35 229 135 2,3
BpoxneHHbIH BoIBUX Oenpa 29 41,4 109 2.8
Pacuienurbi rydsl 1 HEDa 125 29,6 236 4.7
Pak 196 17.4 546 10,8
Mwemuueckas 601e3Hb 21 19 47 8.5

cepaua
uaber 181 55,8 394 11,4
ATOIMH 12 50 23 4.4
KemHokaMeHHas 49 26.6 62 6,5

DoNE3HbL
[Tcopmas 31 61 46 13
TyGepkye3s 381 51,6 843 22,2
Capxounos 4 50 11 8.5
Kops 1629 97 .4 2016 94.3
CkapnatuHa 321 54,6 381 47,1




BnusHeuoBbIN MeTon MO3BOMSET  OMNpedenuTb  pPornb
reHeTUYeCcKNX (HacneacTBEHHbIX) UM CcpeaoBbiX (OAKTOPOB
npuBeaLMX K pasBUTUIO BPOXOEHHOW MaTtonorMm y nnoga B

aMOpMoOHanbLHOM rnepuoae.
[lna onpeneneHnsa koadoduumeHta Hacnegyemoctun (H)

ncnonbayetcd popmyna XonbuUuHrepa:
H=(CMz-CDz) /(100 - CDz)

[1lpn H > 0,5 OCHOBHbLIM PaKTOPOM CUHMUTAETCH

reHeTndeckun, a npu H < 0,5 — cpegoBOW.

[ PUMEP: o npusHaky epox0eHHas pacujenuHa eepxHeu 2ybbi U
HEBa KoHKopOaHmMHocmb Mz 6riu3Heuos cocmasurna 30%, a Dz — 5%.
Heobxooumo ornpedenums Kakou chakmop (2eHemuyeckul usnu
cpedosnbill) okasaricsd OOMUHUPYRWUM 8 pazsumuu 0aHHOU rnamorioauu?

[loOcmaernssi 0aHHble KOHKopOdaHmHocmu Mz u Dz 6ru3Heuos 8
ypasHeHue XonbyuHaepa orpedensemH : 30-5/100-5=25/95=0,26

CnedosamernbHo H < 0,5, a amo o3Ha4aem, 4mo OCHO8HbIM ¢hakmopom
dgeriiemcsi 8 0aHHOM crlydae saHeuwHe cpedosou ghakmop.



Bbuoxummnyeckum metona

MeToa nNo3BONsSIeT AMarHOCTMPOBaTb HacrneacTBeHHble 60Mne3Hn obmeHa
(HBO), koTopble pasBuBaOTCS MNOO KOHTPOMEM MYTaHTHLIX FEHOB.
N3BecTHO 6onee 3000 HBO, koTopble  KIMHUYECKU MNPOSIBNSOTCS
pasnUYHbIMKU MpPpU3HaKamm B pesynbraTte HapyleHna 6enKoBoro,
YyrneBoagHoro, NMNUAHOIO , MOHOB METanmoB M Ap. BMOoB obmeHa
OpraHM4YecKnx N HeopraHM4YeCKNX BELLECTB.

,D,.I'IH Onoxmmmyeckoro aHanmaa MOTYT ObITb UCMOMNb30BAHbI: KPOBb, MO4a,
NOT, CJTKOHA, MblLlLUbl N AP. TKAHN N CEKPETbI YEJTOBEKaA.

|_|pl/l OMOXMMNYECKOM aHanu3e BO3MOXHbl Ka4YeCTBEHHbIe,
KoJimndeCTBeHHbIe U NoJiyKoJsfin4yeCcTtBeHHblIe METOObl UCCIieJOoBaHUA.

KayecmeeHHbIe peaKuuu noszsonaioT 0bHAPYXUTb

N30bITOYHbIE KOHLIEHTPaUun cybcTtpaTtoB OnoknpoBaHHONM dbepMEHTHOWN
peakunu nnm nx NpousBoaHbIX, KOTopble HakannueatoTcs npu HBO.



KadeCcTBEHHBIE TECTHI YYBCTBUTEIBHBI, IPOCTHI B IPUMEHECHUH, HE JAKOT
JTOKXKHOOTPUIIATEIILHBIX PE3YIBTaTOB, YTO MO3BOJISIET 3amoao3puts HbO.
OTH TECThI OBIBAIOT YHUBepPcadbHbIe (Ha rpynny HBO)

Hanpumep: kavecmeeHHbIi mecm beHedukma rpu uccriedos8aHuu
MO4YU r1o3eosisem 3arnodo3pums y 6orbHo20 Heckorbko HBO
(ankarnmoHypuro, 2ariakmo3emMuro, 8POXOEHHYIO
HernepeHocUMoCcmb (OPyKMO3bl, flakmasHyto Hedocmarmo4YyHOCMBb,
ouabem, cuHOpom PaHKOHU).

Cneuuquecme TeCTbl - HA KOHKPETHYK MaTtoJI0ornko (TecT Ha
TOMOIreHTU3NHOBYHO KUCJTIOTY — TOJ1IbKO Ha aJ'IKaI'ITOHypl/II'O).

ﬂonykonuqecmeeHHble U KoJiu4deCmeeHHbIe mechmbi
NPOBOAATCS Kak C MOYOM (TOMOLIMCTUHYPUS, MyKOMNonMcaxapmuaosbl
M Op.), TaK U C KPOBbIO (ra3bl KPOBW, TIOKO3a, UOHbI aMMOHUSA,
XONECTEPWUH, MOMNo4YHast Kkucnota wu ap.). Ona atmx uenen
NCMOJIb3YHTCA BbICOKOTOYHbIE  KOJNIMYECTBEHHbIE  METOAObI:
donyopumMeTpuyeckune, XpoMaToOMacC-CNeKTPOMETPMUS,
CNEKTPOOTOMETPUA,  XpomaTorpadous N 3NeKTpodopes,
aMWHOKUCIIOTHbIE aHanNn3aTopbl.



[lnarHocTuka HacnencTBeHHbIX borne3sHen obmeHa ¢
NOMOLLbIO pa3fnYHbIX METOAOB aHanu3a

Kracc HEO

OnpenensieMbie META0OIHTHE

Mervoa ananusa

AMHHOAaIIHIONIATHHA

MuTOXOHOPHATHEHBIC
CostesHM
OprafdiMmuacCKME ALy -
pPHM

Bose3Hu rnypmMHOBOIo
M ITHUPDHUMMIHMHOBOIO
obmMeHa

Bosie3rHu yvriieBOIHOTIoO
oOMeHAa

JIn3zocoMHbIC Dos1e3HA
Bbonre3rm HapylLLIeHHs
MM TOXOHIAPHATBHOTO
B-oxkMCcreHMs

ITepokcHMcCOMHBIC GOoJTE3-
H

AMMHOKHMCIIOTEH]L, ITTEPHIIHHBL™

JlakTaT, mMupyBaT, 3- T MIpPOKCH—
OyTHpaT, allerToaLrierart
OprasdmyecKie KMCIIOTHI

ITypUHBI, TTMPHMMHIMHBI,
MO4YcBasi KMCJ/10TAa

MoHno- 1 aMcaxapriabl

Onmmrocaxapyiabi

Kapuamntiia 1 ero 3dMpsl,
Pa3BCTRIICHHBIC U HCPDA3BCTB-
JICHHBIC IIMKAPOOHOBBLIC KMC—
norsl or C6 no C14
OOILIKK, dbrrrarHoBast KHMC—
J1oTAa, XKEeAJYHbBIC KHMCIIOTHI,
TUIA3BMAIOINCHBI, ITHUIICKOIM—
HOBAasi KMCJIOTA

AMHWMHOKHMCIOTHBIM aHamMu3aTop,
BO>KX, TMC

BO>KX

XMC, BoOAKX, TMC

BEOOKX
B5OKX

BoOKX
BoOKX, XMC, TMC

I'X, XMC, BO2>KX

Bonresrn obmMmerna metasnt- | MoHBI MeTaA/LTOB, CVIIRMAaTORB, BOKX
JIOB aMHMHOKHMCIIOT

HacrneocrBerHHbIe Dostes- | CHanoBbI€e KHMO/IOTHI, XJIODWM/IbLI, BSOAKX
HM MeTabOo/TUTHOIO TpaHG-caxapa

riopra

HacneacreeHnHbie Some3s- | MoHoO- M1 mmcaxapiiuibl BOoKX
HM SKOIIYIOYHO-KHMILISY -

HOTO TpaKkTa

bosie3sHM XonecrepMMHO- XoOosIeCTEepHH M €ro ripomM3Boia- I'’X, XMcC
BOIo obmMmeHa HbBIC, TPHMALIMITJIMLICD MBI

Bbore3sny HeHMpoTpaHc— KarexosiaMHHBI, aMMHOKHMC— BSOACX
MHMTTCPHOIo oomMeHa NOTHI

Bonezrimr oonverna rema m | [NopdupmHe: BoOOKX
rnopdhpHHOB

HaciiencrBeHHBIS DSHI1O- CrTepoHMIaHBIC M THPDCOMIHBLIC BOAKX
KPpHMHOIIATHUM rOpMOHBI

* — npv TokavecrecHHOM PKYVY, mcrones3syercsi Tonsko BOARX.

I'X — razopasi xpomarorpadusi; XMC — xpomarTomMacc-criexkrpomMerpusi; T MC — raHneMHasi Macc-CrieKrpo-

METPMSI

OnpeanecisiceHue ypoBHas OJALIKK BrnioyaeT B ceOsl CACaOyIOLUME ITAITBI: BHECCHME B NMpody BHYTPEHHEro
craHmapra (MeTHIoBOro axhHpa KMCIoTsEl C27); BRIASACHUWE MTUIMMOIHON dpakiivi; 3ITepudKAaALITHMS KMPDHEBIX
KMCJIOT B COOTBCTCTBYIOLIME MCETH/IOBHIC 2MUPHI; BLIACICHMC IMOCASAHMX MNMperaparuBHON TOHKOC/ITOMHOM

xpomarorpadMer M aHANMM3 MOJIVICHHOH (DpakKiiMM Ha rasoBoM XpomMarorpade.



Metoauku omoxumuueckoro anajaunsa HbBO

e I'azoBas xpomarorpadpus  (I'X) — ona onpederenus

KOHUYeHmpdauuu Jjdakmamad, nupyeamd, KemoHOe6blx méejl, UOHO6
AMMOHUA, KUCTIOMHO-UWETIOUYHO2C0 PABHOBECUA 6 KDOBU U ép

* Toxocnornas (TCX) m KoJIOHOYHas xpoMarorpadpus -
011 8blABNIeHUs 0eheKmo8 00OMeHa NYPUHO8 U NUPUMUOUHOS,
Y2ne8o0008, AMUHOKUCAOM, ONU20Caxapudos , Kak Npasulo Ha
PAHHUX d5MANAX CKPUHUHZA.

* BBICOKOBONBTHBIM  3IEKTPODOPE3 ¢ nocredyower
HUcxooauweu xpomamozpaguet aMUHOKUCIOM Ha Oymazce

* Beicokoa(pdekTuBHAS ~ KUIAKOCTHAS Xpomarorpadmus
(BOXX)



Xpomatomacc- cnekrtpometpua (XMC) — dns
KoJslu4ecmeeHH020 U Ka4ecmeeHHO020 aHasiu3a
(ornipederieHuUe seuwecmea, e20 Kosu4dyecmaea, ¢ Kakou
MOJIEKYIISPHOU Maccou rnpucymemeyem 8 aHasusupyemou
npobe .

 TangemHas wmacc-coekrpomerpus (TMC) —

NO360em KOIUYECMBEHHbIU AHAIU3 OOHOBPEMEHHO Oonee
3000 memabonuueckux mapxepos pasnvix epynn HBO u
OXapaKmepuzo8amsv KIACCbl BeUeCM8 U UX MOILEKYISAPHYIO
maccy.

* MoHoOOMEHHAss JKHUJAKOCTHAas Xpomarorpapusi c
ucnoavzosarnuem AMHUHOKHUCIIOTHOI'O aHaJII/IBaT()pa



BnaHku c obpasuamu KpoBY HOBOPOXKAEHHOIO
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He gotparusantece o 0BNacTu BHYTPY KPYXKKOB
He vcnonbaynte noepexaeHHbie TecT-BnaHKm

Kpxknt Ha GnaHke nponmntbisaoT
paBHOMEpPHO, ObUNbLHO U akKypaTHO
MO O4HON Karnm KPOBLD Ha
KPY>XXKEe, B3SATOW OObIYHBIM
crniocobom mna natTkn. Kannm moryT
ObITE NOBCONbLLUE YEM KPYXKUA HO HU
B KOM crniyvae meHble. KpossaHbie
NATHAa BbICYLLUWMBaOTCH Ha BO3ayXe.

Jleu. yypexagenuve

DN O. matepm nort:
O>Ken.
D.N.O. peberika DM)?):'(,

Nara poxaeHunn Bec npwn poxaexHun

Adarta B3aTus npobut

HopmanebHaa 6epemeHHOCTs 7
HepnoHoweHHbn ?

AHTUBMOTUMK ? Acchukuusa ?
CynsdorHamumabl 7 2Kentyxa ?
Whatman GmbH

; ,x d ?a};gg sgra-’f&e '3
° 7586 Dasse
Q EE Cgl Germany

-

He gortparusanteCh 40 O61acT BHYTPM Kp
He ucnonsayite nospexaelHbie TecT-6raHm
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Mykononucaxapunos, Tun 1

Puc. 112, Mykonoancaxapmuaos, Tan I: @, 6, 8 — rpy0Osie uepTsi mina, 2. ¢ — mMakpo- u ckadonedan:
BBICTYITAIONINIT 100; ¢ — BHeUINHI B BoabHOTro ¢ cnnapomom leiie.



Oepmatornudmnyeckmm meton — OPUEHTUPOBOYHbIN
MeToO ANarHOCTUKM XPOMOCOMHOW NAaTOSTOrUu.

Oepmatornudmnyeckum metopn. [lpeamer umsyyeHuns —
PUCYHKM Ha nagoHdaX, nogowsax W nanbuyax. [lpwu
XPOMOCOMHBIX  3aboneBaHUsIX  PUCYHKM  U3MEHSAIOTCH,
Hanpumep, 0be3bsiHbsl CKNagka Ha ragoHu npu 0onesHu
[ayHa.

Ha koHueBbIX (hanaHrax majblleB OMPEACNISACTCS BUJ MaMUUISPHBIX

o0pa3oBaHUM : KPYr WIK 3aBUTOK - W , netist — L (yapHapHas —
Lu wiu paguaneHas- Lr), nyra - A.

OnpenensoTcs TPUHPAAMYChl — YYacTKH , IJI€ HaMMJUISPHBIC
JTMHUHU HE TIEPECEKAIOTCH, IIOACYNTHIBACTCS KOJIMYCCTBO IPpeOHEH OT
IIEHTpa y30pa J0 TpHUpaJnyca Ha Ka)KJIOM Iajblle U OIpeAeaseTCs
rpe0OHeBOM CUET- YKCIIO IPEOECIIKOB.

Onpenensiercs BearnuuHa yriia atd Ha 0OeHx JaoHsIX.



AlepmMarornuduka - 0CHOBA METO/0B _
ARKTUNOCKONMUECKOH M ONOCPEAOBAHHOM
WACHTUCMKALUN NUUHOCTH
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2. CPABHMTENEH0E HELHEAOBIHNE NO
3daum0|( HACTH B OCOBEHHOCTSM

OCHOBHbI€ TUMb! NaAbLLEBbIX y30pOB



UccnepoBaHue [1HK yenoBeka

Npsamon nopxopn OHK-puarHocTukn — HernocpedcmeeHHoe

uccriedogaHue eeHa C Ueribl 8bISA8NeHUS Mymauudul.

(MIHgbopmamugHoCcmMb npu: axoHopornasuu u xopee
[eHmuHamoHa-100%,  ¢beHUnKemoHypuu-80%,  MyKosucyudo3se-72%,

b6one3Hu BurnibcoHa-KoHoearosa -45% ).

KocBeHHble Metoabl OAHK-AnMarHocTukn - koz0a 2eH He
udeHmMugbuUyupoBaH, CII0XKHO op2aHuU308aH, umeem WUpoKUU
Criekmp 803MOXHbIX riamorsioau4deckux Mymauuu e Hem. [lpu
3MOM aHaru3upyromcsi MukpocamerssumHbsie (MoOHomep 00 5
MnH.) U MUHUcamesrnnumHelie  (MOHomMep  5-60 n.H.)
rosiuUMopgpHbIe MapKepsbl, Komophble WUpPOKO
pacrnpocmpaHeHsb! 8 2eHome 4yesio8ekKa. Tak
OUuHyKneomuoHbilu «CA»-rnoemop 8 2eHoMe ecmpevaemcs
yepe3s Kaxkoble 30 mbICSY HyKIeomuoOHbIX nap.



MeTon noniumepasHoOM LenHON peakuumn

(MUP)
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OepmaTtornudmnyecknmn metoa. [NNpeamMeT n3yvyeHust — PUCYHKN Ha NTaOHSIX,
nogoLwsax u nanbuax. [Npu XpoOMOCOMHbIX 3ab0NeBaHUSAX PUCYHKU
N3MEHAIOTCSA, Hanpumep, 06e3bsAHbS CKIlagKa Ha flagoHU Npy 60Me3Hn
HayHa.

NMonynaunoHHbIN MeToa. CoCcTOUT B onpeaeneHnn 4acToThl reHa B
nonynsyum cornacHo 3akoHy Xapan-BanHbepra. Ha ocHoBe gaHHoro metoaa
OLleHMBalOT pacrnpeneneHue ocoben pasHblix reHOTUNOB, aHANN3NPYOT
OVHAMUWKY reHeTU4YeCcKom CTPYKTYpbl NONyndaumMn nog 4eNCTBUEM Pa3SINYHbIX
drakTopoB. Hanpumep, reH gansTtoHM3Ma: NposiBnseTcs bonbLle y My>XYnH —
00 7-8% (y XeHLWUH — 0,5%, XOTa HocUTENAMU reHa ABnaTCcA 13%).

MeTon reHHOM MHXXeHepUun — C ero NoMoLlbr y4eHble NBMEHAKT NFeHOTUIbI
OpPraHnM3MoOB: yaaJidaloT U nepecTtpanBaroT onpeaesieHHble reHbl, BBOOAT
apyrue, COeEAUHAOT B reHOoTune OHOW OCOOU reHbl pa3findHblIX BUOOB U T.4.

MeToa mooenmpoBaHUA —n3y4aeT 60Mnes3HN YeroBeka Ha XXUBOTHbIX. B
OCHOBE 3TOro MeToga NexuT 3akoH BaBunosa.



