11. 3yObl: HempaBWILHOE pPAaCIMOJOKEHHUE, HENpaBWiIbHAas (Qopma, BPOXKIAEHHBIN
M30BITOK WM BPOXKIAEHHOE OTCYTCTBUE OJTHOTO MJIM HECKOJBKUX 3y0OB, THITOILIA3US
SMaJIH, JracTemMa (BEpXHsIsl, HUKHSIS), TPEMBL.

HCIIPABUJIBHOC
PaCIIOIIOKCHHNC




HeTpaBUIbHAS
dopma
[HIunoBuIHBIE 3yObl
(LIMIIBI).




JInacrema -
paccTosIHUE,
IPOMEKYTOK,
WHTEpBaN), MIepou
Ha.



TPEMBI




12. Illesi: KOpoTKast, NJIMHHAS, KPUBOIIES, KPbUIOBUAHBIC CKJIAIKH, HU3KAS JIMHUS
pocCTa BOJIOC.




13. I'pynHasi KJeTKa W TYJOBHUIIE: JOJMXOCTCHOMENUS, BOPOHKOOOpa3Hasil,
KWJICBU/IHAS, T0OABOYHBIE COCKM (IMOJIUTENHS), TUIIEPTEIOPU3M COCKOB, CKOJIHO3,
J10p2103, K03, MUI0-HU1aJIbHAS IMKA.

Cunaopom MapdaHna:
BbICOKWUI POCT,
acTeHun4yeckoe
TENOCNOXEHNE,
OONUXOCTEHOMENUS




14. KoHEeYHOCTH: YKOPOYEHHBIC, YNIMHEHHBIC, MOJUIAKTUIINAS, OJIMTOJIAKTHIINS,
OpaxuAaKTUIUs, YKOPOUCHHUE OTICIbHBIX MaJIbIIEB, apaXHOJAKTUIINS, CUHAAKTHUINA,
KIMHOAAKTHUIWS, KaMIOTOAAKTHIWS, IMUMpokud | mamen, runomiazusg [ mansbha,

TpéxdanaHroBbiii I manem KucT.

ApaxHoj
AKTHJINSA
- «TIay4bH
MaJIbIIBI»




KiauHomakTuiiusa — BpOXIEHHBIN 1ehEKT Kamnromaktumnus - crudarenbHasi KOHTpaKTypa 5
pPa3BUTHS MAJbIEB. BHEIIHE MPOSBIAETCS B UX  Majiblia, JOKAIU3YIOMIAACA HA YPOBHE MPOKCUMAIIBHOTO
MCKPUBJICHUH WJIM UCKOKCHUHU WX TOJIOKEHUSI  MEX(aJaHrOBOTO CyCTaBa.

OTHOCHTEJIbHO OCH KOHEUHOCTH (TIajibiibl

CKOILIEHbI MEIMATIbHO WJIH JIATEPAJIBHO).

Chldrens-H




MeToabl MEAUIIMHCKON T€HETUKM.

B pa3suTun M.1. MOXXHO BBIJIEIUTH TPU NEPUOAA.
B mnepBom mnepuoge (Havaso 20 B.) NOPOUCXOAWIM HAKOIJIEHHWE W AHAJU3
(haKTUUECKUX JAHHBIX MO HACIEIOBAHUIO MATOJIOTUYECKUX MPU3HAKOB.

Bropoit mepuox  pa3sBUTUA  MEIUIUHCKOM TEHETUKU  XapPaKTEPU3YETCs
MHTCHCUBHBIM HM3YYEHHEM IMATOT€HE3a HACJEACTBEHHBIX OOJIE3HEW W OO0JIE3HEH, a
TAaK)X€ MyTallMOHHOIO IIpoLecca.

Tperwmii, Hauboyiee THTEHCUBHBIN niepro pa3Butusi M.r. Havasics B CIIA,
BenukoOpuTaHuK U HEKOTOPBIX APYTHX CTpaHax IOCJE€ BTOPOl MUPOBOI BOMHHBI.
JlocTrxenust M.I. CTajiv UCIIOJIb30BATHCA B MPAKTUYECKUX LEJIAX MEIUKO-
T€HETUYECKOTO KOHCYJIBTHUPOBAHUS.

B MeIMIMHCKOM NeHeTHUKE MPAKTHYECKH HeT CHeu(pu4ecKux
METOA0B MCCJIeJ0BAHUSA.



MeToabl MBYUeHUS IeHeTUKHA
ye/I0BeKd.

[InTeIOrnuecKmni;

["HGpUAOIOr e CKII;

[InToreHeTHUEeCKIAN;
['eneanormueckmnn;
bhnmsHenoBsI;
[TonyIanoHHO-CTaTUCTHUE CKIN;
MaTeMaTHueCKNN;

Broxmmmnie ckinm;
OHTOreHETUUECKIAN.




KJWHUKO-TEHEAJIOTHYECKHUU METO/]

['eHeanorust B IMPOKOM CMBICTIC ClIoBa — POAOCTOBHas. T eHeaTornyeckuii MeTo 1
— METOJi POJIOCIOBHBIX, T.€. MPOCJECKUBAHUE OOJE3HU (MM MPU3HAKA) B CEMbE
UJIA POJY C YKa3aHUEM THIIA POJICTBEHHBIX CBA3EH MEXIAY YICHAMHU POJOCIOBHOM.
B MeIMIMHCKOW T€HETHMKE ATOT METOJ Ha3bIBACTCS KIMHUKO-I€HEAJOTHY€CKHUM,
MIOCKOJIbKY p€4b MAET O HAOJMIOACHUM MATOJOTMYECKUX IPHU3HAKOB C MOMOIIBIO
IPUEMOB KIIMHUYECKOTO 00CIIeI0BAHMS.

COop CBEICHUI O CEMbE HAUMHAETCS C KOHCYJIBTUPYIOIIErOCs WK C TPOoOaH/Ia.
KoHcynbTupyrommMcst Ha3pIBaeTCA JIMIO, OOPATUBIIEECS K Bpady WIJIM IIEPBBIM I10-
MOIaBIIEE B MOJIE 3peHus uccienonarens. [I[podana — O0IbHON WM HOCUTEIb
M3y4aeMOro npu3Haka. Bo MHOTHX Ciiydasix KOHCYJIbTUPYIOIIUICS U TPOOaH
ABJIAIOTCS OJJHAM U TEM XK€ JIMLOM. J[eTu OOHON POAUTENBCKOM Mapbl HA3bIBAIOTCS
cuOcamu (Opaths u cecTpbl). CEMbEN B y3KOM CMBICIIE HA3bIBAIOT CYIIPYIKECKYIO
napy M Ux JIeT€, HO MHOTAA U 00JIe€ MIUPOKUN KPYT KPOBHBIX POJACTBEHHUKOB, XOTSI
B IMOCJIEAHEM CJIy4Yae JIy4Ill€ UCIOIb30BaTh TEPMUH PO/I.
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IlepBas 3a1a4a npu aHajM3e POAOCTOBHON — YCTAHOBJICHUE HACIEICTBEHHOIO
Xapakrepa npusHaka. Eciv B poI0CI0BHOM BCTPEYAETCA OJIMH U TOT KE MPU3HAK
(11 00JIE3HB) HECKOIBKO Pa3, TO MOXKHO AYMaTh O HACJICACTBEHHOM NPUPOIE.
OpnHako HaJ0 MPEXkK/IE BCEro UCKIOUNUTh BO3MOKHOCTh (DeHOKonuK. Hampumep,
€CJIM MaTOTeHHbIN (PaKTOp JEUCTBOBAJ Ha JKEHIIMHY BO BpEMs BCEX OEPEMEHHOC-
OEpEMEHHOCTEM, TO Yy TaKOW JKEHIIMHBI MOTYT POJUTHCA HECKOJIBKO JETe ¢
OJIMHAKOBBIMUA BPOXIAEHHBIMU IIOPOKAMU. Jlpyron mnpuMep: OIHU U TE KE
npodeccruoHaabHbIE BPEIHOCTH WM BHEIIHHE (PAKTOPhI MOTYT BBI3BIBATh CXOJHBIC
3a00JICBaHKsl Y YJCHOB OAHOM ceMbH. EciM uCKItoUaeTcs ACHCTBUE CXOIHBIX
BHEITHUX (PaKTOpoB (a JJIg pa3HbIX ITOKOJIECHUM OHO MCKIIOYAeTCs C OoJbliei
BEPOSATHOCTHIO), TO TOBOPSIT O HACJIEACTBEHHOM XapakTepe 00JIE3HHU.

IIocjie Toro kak Oyaer OOHapyKeH HAacCJeACTBEHHBIN XapakTep
NMpU3HaKa (00J1€3HM), He00X0IMMO YCTAHOBUTD THII
HACJIeIOBAHMS.



boJie3nu ¢ AYTOCOMHO-JOMHUHAHTHBIM THUIIOM HACJICA0OBAHUA

OTOT THII HACIEAOBAHUS XapaKTEPHU3YETCS TEM, UTO JJISI Pa3BUTHUS
0OJIE3HHU JIOCTATOYHO YHACJIeI0BaTh MyTaHTHBIN aJlieb OT OJHOTO U3
poauteneit. [l 00Jb-

OOJIBIIMHCTBA  OOJE3HEH  ATOro  TUMA  XapaKTepHbI  TaKue
NaTOJOTUYSCKUE COCTOSHHUS, KOTOpbIE HE HAHOCAT CEPhE3HOIO
yiiep0a 340pOBbIO YEI0BEKAa U B OOJIBIIMHCTBE CIIy4aeB HE BIMSIOT HA
€ro CII0COOHOCTh UMETh ITOTOMCTBO.

Haubonee 4yacto B IIHPOKOM TMPAKTUKE Bpadyed BCTPEHAIOTCS
CJIEAYIOIIUE T€HHbIC OOJIE3HM C AyTOCOMHO-IOMHHAHTHBIM THIIOM
HaclegoBaHus:  HeWpoduOpomarod  1-ro  Tuma  (00JIC3HB
PeximHrxaysena),  cuHapombl  Mapdana,  Dnepca—/lanio,
AXOHAPOIIa3us. HECOBEPIICHHBIA OCTEOreHE3, MHMOTOHUYECKAs
auctpodus, xopest [ eHTUHTTOHA.



Bpaxungaktunusa
— aHoManus
pPasBUTUNA PYK NN
HOr, YKOpPO4YeHune
nanbLes.







BoJ1e3HH ¢ ayTOCOMHO-pPeleCCHBHBIM TUIIOM HACJIe0BAHUS
3a00sieBaHMs C JAHHBIM TUIIOM HAcCJIE0OBaHUS MPOSBISIOTCS TOJBKO
y TOMO3HUIOT. Ie€TepOo3urorsl (PEHOTUMUYECKH (KIMHUYECKH) HE
OTJIMYAIOTCS OT 3A0POBBIX JIMIL C ABYMSI HOpMaJbHBIMU AJIJICJISIMHU.

Haubonee tunuyHbiIMu OOJE3HSIMH C ayTOCOMHO-PEIECCUBHBIM
TUIIOM HACJICAOBAaHUS SBIISIIOTCS MYKOBHUCIUI03, (DEHUJIKETOHYPUSI,
rajJjakTo3eMHsl, TCIATOJICHTUKYJISIpHAs  JereHepauus  (00JI€3Hb
Bunbscona—KoHoBaioBa), aJIPpEHOTEHUTAJILHBIN CUHIPOM,
MYKOIOJIUCAXapUI03Hbl.






HacJsenoBanue, cuernyieHHoe ¢ X — XpOMOCOMOU

OcobeHHOCTH HacaeIoBaHUs dTUX 00JIe3HEeH 00yCI0BIEHBI TEM, UYTO
y JKCHIMUH JaBE X-XpPOMOCOMBI, a y MYXYHWH OjHA. JKEeHIuHAa,
YHacJaeq0BaB OT OJHOI0 W3 POAUTEIIEW MNATOJOTMYECKUU aJlIE]lb,
ABIISIETCA TE€TEPO3UTOTON, & MY)KUMHA — TEMU3ZUTOTOM.

K X-cuerieHHbIM PELEeCCUBHBIM OO0JI€3HSIM OTHOCSTCS YMCTBEHHAs
OTCTAJIOCTh C JIOMKOH X-XpOMOCOMOM, reMo(uins, MbIIICUHAs
aucTpodus JlronieHHa—bekkepa, CUHIPOM XaHTtepa
(Mmykonoiucaxapuao3 11 tuna).



Y-cuemieHHbLIN THUII HACJET0OBAHUSA

Hogelime ucciie1oBaHus TO3BOJIUIN OOHAPYXKUTh U JOKAIU30BaTh B Y-XpOMOCOME
P TEHOB: IETEPMUHUPYIOLINN PA3BUTHE CEMEHHUKOB, OTBEYAIOIIUI 3a CIIEpMAaTO-
criepmaToreHes3 ((pakTop a3z00CHEPMHM), KOHTPOJIUPYIOIMIU MHTEHCUBHOCTh POCTA
TeJla, KOHEYHOCTEW M 3y0OB, OMNPEACNSAIONIMNA OBOJIOCEHHE YIITHOW PAKOBHUHBI.
[Ipu3Hak mnepena€rcss BCEM MajbyuMKaM. ECTECTBEHHO, YTO MATOJIOTHYECKHUE
MyTallMy, 3aTparuBaroinye (OpMHUpPOBAHWE CEMEHHHUKOB WJIA CIEPMATOIEHE3,
HACJIEIOBATHCSA HE MOT'YT, IOTOMY YTO TAKUE UHIAUBU/IbI CTEPUIIbHBI.
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MI/ITOXOH)]pI/Ia.]II)HaH HACJICACTBCHHOCTD

MUTOXOHIpUN TIEPEHAOTCS C IMATOILUIA3MON SULEKIECTOK. B Kaxon
AMLEKIETKE comepxuTca okono 25 000 muroxonapuu. Kaxmas
MHUTOXOHJIpUS HMMEET KOJIBIIEBYIO XpOoMOcCOMYy. OmnurcCaHbl MyTalyuu
PA3JIMYHBIX  T€HOB  MHUTOXOHApWH. [e€HHBIE  MyTauud B
mutoxoHapuajibHor JIHK oOHapykeHbl mpu aTpoduu 3pHTEIBHOIO
HepBa JIebepa, MUTOXOHApHUATBHBIX MUONATHIX, 100pPOKaYe€CTBEHHOM
OMyXOJIX (OHKOITUTOME), IIPU IIPOTrPECCUPYIONIUX OPTATbMOILICTHSX.
J1JIs1 MUTOXOHIPUAIbHOM HACIIEACTBEHHOCTH XapAKTEPHBI CIECAYIOIIUE
ITPU3HAKHU

1. bone3np nmepeaacTcss TONbBKO OT MaTEpPH.

2. DbOJbHBI M JIEBOYKH, U MATTBYUKH.

3. boJbHBIE OTIIEI HE TTEpEAAIOT 00JE€3HN HU JOYEPSIM, HU CHIHOBBSIM.



IHHUTOI'EHETUYECKHUE METO/1bI

MUKpOCKOIMUYECKHUE METOAbl H3YUYEHHUs XPOMOCOM 4YE€JIOBEKa
npuMeHsSIOTCA ¢ KoHIa XIX Beka. COeMHEHUE ITUTOJIOTUYECKOTO
HaOJIFOICHUSI XPOMOCOM C T€HETUYECKHM aHAJIM30M CErperanuu u
CLEIUICHUS T€HOB IPUBEIIO K POXKICHUIO IIUTOTCHETUKHU. TepMUH
CIUTOTEHETHKA»  BBeIEH  B. Cartonom B 1903 T.
Llutorenernueckue MeETOAbl TNPEAHAZHAUYEHBI I WU3YYEHUS
CTPYKTYPbl XPOMOCOMHOIO Ha0Opa WJIA OTIEIbHBIX XPOMOCOM.
Haubomnee pacnpocTpaHEHHBIM METOOM B IIMTOINEHETHUKE YE€I0BEKA
ABJISIETCS CBETOBAsA MUKPOCKOIIUS.

OOBEKTOM  IIUTOTCHETUYECKUX  HAOMIOACHUHW  MOTYT  OBITh
NEAIMECS COMAaTUYECKUE, MEHOTHYECKHE U HHTep(da3HbIe
KJIETKHU.
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bin3HenoBLIM METOA B MEIUIIMHCKOU T'eHEeTUKE

[IpuHIUO OJIM3HELOBOIO METOIa IPOCT U 3aKIKYAECTCS B CpaBHEHUM
MOHO- W JM3UTOTHBIX OJIM3HENOB. biam3Henbsl - MMOTOMCTBO,
COCTOSIIIIEE M3 OJHOBPEMEHHO POAMBIIMXCS OCOOEH Yy OTHOILIOAHBIX
MJICKOIIMTAIOIKUX  (4YelloBeKa W KUBOTHBIX). MOHO3UIOTHEIE
OJIM3HEIbl Pa3BUBAIOTCS M3 OJHOM OIIOAOTBOPECHHOM SMIICKICTKH U
uMeroT 100% 00X TE€HOB, T.€. BBISIBIISIEMBIC MEXK1y HUMHU Pa3JIndusl
HE CBSI3aHbI C HACJIECACTBEHHBIM (PAKTOPOM. /[M3UTOTHBIC OIM3HELBI
Pa3BUBAIOTCSA W3 Pa3HBIX SIMIIEKIECTOK, OILIOJAOTBOPEHHBIX Pa3HBIMU
cuepmusimd. OHu uMeroT 50% o0O0IMX T'€HOB, KaK OOBIYHBIC CHOCHI,
HO, Oaromaps OJHOBPEMEHHOMY pOXICHHID M COBMECTHOMY
BOCIIUTAHUIO HMMEIOT OOIHE CpeloBbIe (PAKTOPBI, CIEAOBATEIBHO,
CTEICHb MX pa3nyus OINPEACISICTCS CTEINEeHbID HECXOJCTBa
TCHOTUIIOB



Pe3ynbTaToM cpaBHEHUS ABYX IPYIIT OJM3HEIOB SBISCTCS pacueT
IPOICHTa HACHTHYHOCTH WM KOHKOPJAAHTHOCTH  Pa3IdYHBIX
IPU3HAKOB WM OOJIC3HEH, MPOSBIISIONIMXCS Y KaXXIOro W3 Maphl
Onu3HenoB. YeM OoJibllle HAcaeICTBEHHAs COCTABIISIONIAS IIpU3HAKA
WU 3a00JI€BaHMS, TEM BBIIIIC 3HAYCHUSI KOHKOPAAHTHOCTH, HO CaMOe€

IJaBHOC — OOJBIIE YPOBEHb PACXOXKACHHS MEXKIY MOHO- U
IU3UTOTHBIMU OJIN3HEIIAMU.

KonnuectBeHHOU OLICHKOU JIOJIN HacJIeJICTBEHHOU
00yCJIOBJICHHOCTH IIpH3HAKa SIBIISICTCSA KO3 UITIECHT

Hacineayemoctu (H), paccuurthiBacMbIl 110 cleAyromien (opmye,
PEIIIOKEHHOU XOJIBIIUHTEPOM:

H = (KMb — KJ1b)/(100- K/1b),
e KMb u KJ/Ib — BbIpak€HHass B NPOLEHTAX KOHKOPIAAHTHOCTH
IPU3HAKA JJISI MOHO- M JIM3UTOTHBIX OJIM3HEIIOB COOTBETCTBEHHO.



Bcero B mupe xmByT 60 MMnnMoHoB 6nmn3HeLoB



buoxuMuYeCKU ¥ UMMYHOJIOTHYECKUUA METOAbI

OCHOBAaHbl HA AaHAJMU3€ PA3JIMYHBIX KJIACCOB OPraHUYECKUX U HEOPTaHUYECKUX
coeIMHeHMH, Ne(EeKTHBIX MPHU Pa3HbIX HACICACTBEHHBLIX 3a00JICBaHHUSIX, B IEPBYIO
ouepenb, MPH HACICACTBEHHBIX OO0JIE3HAX OOMeHa. bumoxuMmuyeckue HapyIlIeHHS,
KaK MpaBUjIO, MPEAIISCTBYIOT MOSBICHUIO KIMHAYECKUX CUMIITOMOB 3a00JI€BaHUS
U SBISIFOTCA 110 CPaBHEHHUIO C HUMH 0Oo0Jee KOHCTaHTHbIMHU. lIpeamerom
OMOXUMHMYECKON IUArHOCTUKH MOTYT OBITh OCIIKH, aMHUHOKHCJOTHI, YIJIE€BOJBI,
JAMNW]Ibl, UOHBI METAJJIOB U JIP., @ TAKKE UX METAOOJIUTHI.

KiroueBas  pojib B MaroreHe3e  JIOOOr0O  MOHOIEHHOro  3a0oJieBaHUS
IPUHAJICKUT NEePBUYHOMY Ouoxummu4veckomy jedexkty — ToMy O€IKYy, KOTOPBIH
KOJIUPYETCSI MYTaHTHBIM TeHOM. MpaeHTudukanus © aHaIu3 MNEPBUYHOIO
OMOXMMHUYECKOTO  J1eeKTa,  ONpEACIICHHE  MNEPBUYHOM  MATOJIOTMYECKOM
MeTa00JINYECKOM IIeNU — BOT IJIABHBIC HEJIM OMOXMMHYECKOW T€HETHKH, PEIICHUE
KOTOPBIX SIBJISIETCS OCHOBOM IS pa3pa0OTKU IMAaTOr€HETHMYECKUX METOJIOB
npoUIIaKTUKHU U TepaluK HACTEICTBEHHBIX 3a00I€BaHUH.



Buoxnmmnuecknn metoq (npuMep)

AHannzs aMUHOKNCIOTHBIX
MOC/AeaoBaTe/ sHOCTEN
MyTalVOHHG N3MEHEHHBIX
benkoBLIX Lernen reMoiobnHa
MO3B0OJINI BEIABUTE HECKOJIEKO
Hac/ieacTBEHHBIX AEhEKTOB

[ileMorobHo36I- 3ab0JieBaHNs, B
OCHOBE WX JIEMaT N3MEHEHWNS T ceeS——
OefkoBLIX Lernen reMoriobnHa

IiaKk, npy ceprioByAHO-KIETOYHON

aHEMUN Y YEeSIOBEKa aHOMallbHBIN

FEMOJI0OVH BCAEAGTBME MyTaln i e e o
OTJINYAETCH OT HOPMAaJIEHONO "j L
3aMeHoM TOJ'IbKO( ofHON . |
aMuHokucaoThl (FyTaMnHoOBOW b A e o
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