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Metoauueckue pa3paboTKM NpeJHa3HAYeHbl MJII CaMOCTOSITENIbHOM paboTh
o0y4Jaronuxcsi Ha MPaKTHYECKUX 3aHATHUAX, a TAKKE JIJIs1 BHEAYAUTOPHOU pabOoThI JJIs
NOATOTOBKH K 3aHSATHUSIM U DK3aMEHY 10 AUCUUILTMHE «buonorusy.

Meroanueckue pa3padOTKH COCTABJIEHBI B COOTBETCTBHUE € paboyel mporpaMmMon
TUCLUUIUIMHBIL, a TAKXe COINIACHO TpeOoBaHusAM DenepalibHOro rocyJapCTBEHHOTO
00pa3oBaTeIbHOTO CTaHAAPTA.



TEMA: Ye0BeK Kak 00beKT FreHeTHYECKOro uccjieoBanusi. MeToabl U3y4eHust
HAaCJIeJCTBEHHOCTH 4ejI0BeKa.

AKTYyaJbHOCTH TeMbl. UETTOBEK CTAJIKMBAETCA C HOBBIMU (DaKTOpaMHU CPEJIbl, paHee
HUKOI'/IA HE BCTPEUYABIIMMHCS Ha NPOTSIKEHUU BCEU €ro 3BOJIIOLIMH, UCIBITHIBACT
OoJpIIME HAarpy3kd COLMAJIBHOTO M  DKOJIOTMYECKOro Xapakrepa (M30BITOK
uH(pOopMaIK, CTPECChl, 3arps3HeHue arMochepsl u 1p.). B To ke Bpems B pa3BUTHIX
CTpaHaX YJy4YIIAETCs] MEAMIMHCKOE OOCITY>KMBAHHUE, MOBBIIIAETCS YPOBEHb >KU3HH,
YTO MEHSET HANpaBJIEHHOCTh W HWHTEHCUBHOCTH oTOOpa. HoBas cpema moxer
MOBBICUTh YPOBEHb MyTallMOHHOTO MPOIIECcCca UM U3MEHUTD MPOSIBIISIEMOCTh reHOB. U
TO U JPYroe MPUBEIET K JOMOTHUTEIHHOMY MOSIBJICHUIO HACIEACTBEHHOM MaTOJIOTUH.
3HaHWEe OCHOB MEIUIIMHCKOW TE€HETHUKH IMO3BOJSET Bpayy MOHUMAaTh MEXaHU3MbI
UHJMBHUIYAJIbHOTO TeueHusi OOJe3HW U BbIOUpAThb COOTBETCTBYIOLUE METObI
neueHusi. Ha ocHOBe MeIMKO-T€HETHMYECKUX 3HAHUW MPHOOPETaloTCs HaBBIKU
JMArHOCTUKH HACJIEJICTBEHHBIX OOJIE3HEH, a TaK)Ke MOSBIISICTCS YMEHHE HAPABIISTH
NAMEHTOB M WICHOB MX CEMEW Ha MEIUKO-T€HETHMYECKOE KOHCYJIbTUPOBAHHUE IS
NEPBUYHON U BTOPUYHON MPODUIAKTUKN HACIEICTBEHHON MAaTOJIOTHH.

Henb 3aHgaTHSA: U3YyYUTh OCOOCHHOCTU F€HETUKH YEJIOBEKA 1 OCHOBHBIE COBPEMEHHBIE
U KJJACCUYECKUE METO/Ibl U3YUEHHS HACJIEICTBEHHOCTHU YeJIOBEKa

dopmupyemble KoMIeTeHUMH. B mponecce wu3yueHus Tembl y OOyHarOIIMXCS
dbopMuUpyrOTCS ~ CIENYIOIIME  yHUBEpCalibHble,  OOHIenpodecCUOHANIbHBIE U
npodeccruoHanbHble KOMIETEHITUH:

- YK-8: CmocobeH co3maBaTh W TMOAJAECPKUBATH B IOBCEIHEBHOW KU3HU U
npoeccHoHanbHON NeITeIbHOCTH Oe30MacHble YCIOBUS KU3HEACSITEIbHOCTH IS
COXpaHEHUsl MPUPOJHON CpeJibl, 0OecreueHns] YCTOMUMBOIO pa3BUTHs OOIECTBA, B
TOM YHUCJIE TPU yIpO3€ U BO3HUKHOBEHUU YPE3BBIYANHBIX CHUTYallMd M BOEHHBIX
KOH(ITUKTOB

- OIIK-2: CnocobeH TpOBOAUTh M OCYHIECTBISATH KOHTPOJb dS()PEeKTUBHOCTU
MEpONPUATUI TTO NMPOPUIAKTUKE MHPEKIIUOHHBIX U HEUH(PEKIIMOHHBIX 3a00JI€BaHUN Y
HaceneHus (nerei), (OPMHPOBAHUIO 30pPOBOr0 00pa3a JKU3HU MU CAHUTAPHO-
TUTHEHUYECKOMY IPOCBEILIEHUIO HACEIICHUS

- OIIK-2: CpoocobGeH BbISABIATH M OLEHUBaTh  MOPGOPYHKUIHOHATBHBIE,
(U3HOJIOTNYECKUE COCTOSTHUSL U MATOJIOTMYECKUE MPOLECCH B OpraHu3Me 4esloBeKa,
MOJIENIMPOBAaTh MATOJOTMYECKUE COCTOSIHUSA 1n VIVO M In Vitro OpH MPOBEICHUU
OMOMETUITMHCKUX UCCIIEA0BAHUM

- OIIK-4: CnocobeH NpOBOIUTh M OCYIIECTBIATh KOHTPOJb 3(P(HEKTUBHOCTH
MEpPOIPUATUNA 1O TpoduiakTrke, (OPMUPOBAHUIO 3TO0POBOTO OOpa3a >KU3HU U
CaHUTAPHO-TUTMEHUYECKOMY MPOCBEIIECHUIO HACEIECHUS

- OIIK-5: Cmnocoben ormenuBath MOpGODYHKIIMOHANBHBIC, (PU3UOIOTHIECKUE
COCTOSIHAS M THaTOJIOTMYECKHE IPOLIECCHl B OPraHU3ME YEJIOBEKa JUISl PELICHHUS
po¢eCCHOHANBHBIX 32124

- OIIK-8: CriocobeH ucnosib30BaTh OCHOBHBIE (DU3UKO-XUMUYECKUE, MATEMaTUUECKHE
M €CTECTBEHHO-HAYUYHBIC IOHATHS U METO/IbI ITPH PEIICHUH NMPO(PEeCCHOHANBHBIX 3a7a4
- TIK-13: CmocobeH mpOBOAUTH, H OCYIIECTBISATH KOHTPOJIL 3S(PGhEKTUBHOCTH
MEpPONPUATUI TTO0 TPOPUITAKTHKE UHOEKIIMOHHBIX U HEMH(PEKIIMOHHBIX 3a00JI€BaHUM Y



HaceneHus (neTeil), (OpMHpPOBAHUIO 3J0pPOBOro o0Opaza KU3HU M CaHUTAPHO-
TUTMEHUYECKOMY MPOCBEIICHUIO HACEJICHHS

- TIK-19: Omnenka wmophodyHKIHMOHATBHBIX, (PU3NOJIOTUIECKUX COCTOSHUMA,
(Gu3HUeCKNX, MATOJOTHYECKUX IMPOIIECCOB U TEHETHUECKNX (DAaKTOPOB B OpraHU3ME
YeJI0OBEKa, yIpaBiICHUE KUBBIM OPraHU3MOM KaK CIIOXKHOW CHUCTEMOM NJis pelieHus
npodeccuoHanbHBIX 3a/1a4

- TIK-20: CnocobeH TpOBOAWTH M OCYLIECTBISITH KOHTPOJb 3PHEKTUBHOCTH
MEpPONPUATUNA MO TPOPUIaKTUKE UHPEKITMOHHBIX U HEMH(PEKIITMOHHBIX 3a00JI€BaHUI
y HaceyieHusi (nereil), GOpMUPOBAHHUIO 3J0pOBOro obOpasza KHU3HU M CAHUTAPHO-
TMTUEHUYECKOMY TIPOCBEILICHUIO HACEIICHUS

CTyAeHT I0JKEH 3HATh:

- CyTh KaXJOr0 METOJa TNeHETHUKH YeJIOBEKa: €ro BO3MOXHOCTH, JOCTOMHCTBA U
HEJIOCTaTKH

- 0COOCHHOCTH YelI0BeKa Kak 00bEKTa UCCIIeI0BaHUM

CTyIeHT JOJDKEH YMETh:

- OMpEENATh TUI HACIIEIOBAHUS

- OCYUIECTBIIATH aHAIU3 POJAOCIOBHOM

- pemaTh 3a/laud [0 WHTEPHPETAlMU PA3IMYHBIX METOJIOB H3YUYECHHUS TEHETUKU
YyeJioBeKa

- paboTaTh CO CHeLHAIbHON JTUTEPATYpOr MO OHOJOTUU

CryneHT JoJKEH BJAAeTh:

- HaBbIKAMH HAy4YHO-MCCIIE0BATEIBCKON paboThI

- BJAJIETh TEXHUKOM W3TOTOBJIEHUS CIAWJOB IO KOHIENTYaJbHBIM BOIpPOCAM
TeHETUKH YeJIOBEeKa

WH®OPMAIIUOHHBIN BJIOK

I'eneTka 4enoBeka — pasfedl TEHETHKH, HW3YYarolluid 3aKOHOMEPHOCTHU
HACJIEJOBAaHWs W WM3MEHYMBOCTH IIPU3HAKOB Yy 4YEJIOBEKAa, TECHO CBA3AHHBIA C
AHTPOIIOJIOTUEN U MEIMIMHON. ['eHeTrKa YeloBeKa n3y4Jaer:
1) reHeTHYecKyl0 JAETEPMHHALNIO  (UBHOIOTHYECKUX, OHOXUMHUYECKUX U
MOP(OJOTUYECKUX CBOMCTB OTIEIbHBIX TKAHEW K OpPraHOB YEJIOBEKa, HEPBHO-
TYMOPQJIbHYIO  KOOPAMHALIMIO ~ €ro  IMCHUXWYECKOM  (SMOLUMOHAIBHOW) U
VHTEJUIEKTYaJIbHON NEATEIIbHOCTH;
2) cTaTUCTUYECKUE 3aKOHOMEPHOCTH PACTIPEAETICHUS T€HHBIX YaCTOT B MOMYJISALUAX;
3) reHeruyeckyro OOYCIOBJIEHHOCTh OOJIe3HEHM, HX mepefadyy B IOKOJEHUSX,
IIPOSIBJICHHE B OHTOI'€HE3€E, PACIIPOCTPAHEHUE B MOMYJIALUAX, BO3MOKHOCTb MEIHUKO-
IFEHETUYECKUX  KOHCYJbTAallud 10  BONpPOCAM  HACJICJACTBEHHBIX  OOJIE3HEM,
reorpauyeckoe pacpoCTpaHEeHUe U T. 1.;
4) ponb HaCIEACTBEHHOCTH U Cpe/ibl B (JOPMUPOBAHUU U PA3BUTUU MTPU3HAKOB.
Pa3BuTHe 1aHHOTO HaIlpaBJIEHUS T€HETUKU MPOUCXOIUIIO CKAUKOOOPa3HO: KaXK bl
HOBBI MPOPBHIB B MEIULMHCKOW T€HETHUKE ObLI PE3yJIbTATOM IMOSBIECHUS HOBOIO
3¢ (}eKTUBHOTO MeTOoJa HUCCienoBaHus. Tak, ONIyTHMOro mporpecca B 00JacTH
MEIUITMHCKON TeHETHKH y1aJI0Ch TOCTUTHYTH B 50-¢ Toap1 XX cToneTws, Korjaa ObutH
pa3paboTaHbl METOAbl KapUOTHUNHPOBaHUS. VIMEHHO B 3TO BpeMsl BBISIBIEHBI U



0XapaKTEPU30BaHbl OCHOBHBIE CHUHAPOMBI, CBSI3aHHBIE C MAaTOJIOTUEH ayTOCOM U
MOJIOBBIX XpoMocoM. OJTHAKO PEBOJIOLNUOHHBIN MPOPBIB CTal BO3MOXKEH Onaromaps
MOJIEKYJISIPHO-TEHETUYECKUM ~ METOJlaM M, TMpexae Bcero, rudpuauzanuu
HYKJIEHMHOBBIX KUCIOT. Meron ammmdukanun JJHK (momyuenune mMHOXkecTBa Komui
HYKHOTO ()parMEeHTa T€HOMa) B 3HAYUTEILHON CTEIIEHH KOMIIEHCUPOBAJI OTCYTCTBUE
TUOPUAN3ALIMOHHOTO  METOJla B MEIMIIMHCKOM  reHetuke. Vcmonb3zoBaHue
MOJICKYJISIPHBIX MOJX0JI0OB MO3BOJIMIIO HE TOJIBKO KapTUPOBATH I'€HBI YEJIOBEKA, HO U
UJIEHTU(PUIIUPOBATH B HUX OCHOBHBIE THIIBI MyTalllii, OOYCIOBIMBAIOIINX PAa3BUTHE
HaCJIECTBEHHBIX 3200JIEBAHUN.

MenuuuHCKasi TEHETUKA SIBJISIETCS YACThI0 T€HETUKHU YEJI0BEKAa, KOTOPYI0 MOXKHO
ONpEeNeNTh, KaK CHUCTEMY 3HAHUW O POJU T€HETUYECKUX (PAKTOpPOB B MATOJIOTUU
YyelloBeKa U CUCTEMY METOJIOB JUArHOCTUKH, JIEYEHUS U MNPOPUIAKTUKH
HACJIEJICTBEHHOW MaTOJIOTUU B LIMPOKOM CMbICIE. 3aaull MEJUUIHUHCKON T'€HETUKHU
3aKJIOYAIOTCA B CBOEBPEMEHHOM  BBISIBICHUM HOCUTENEH  HACJIEACTBEHHBIX
3a00J1eBaHUH, BBIABICHUN OOJBHBIX JCTEH M BBIPAOOTKE PEKOMEHIAMN 110 HX
JICYECHHUIO.

C reHeTnueckoll TOYKM 3pEeHUsS Bce OOJE3HM B 3aBUCUMOCTH OT POJIU
HACJICICTBEHHBIX U CPENOBBIX (PAKTOPOB B MX PA3BUTHU MOKHO TMOJAPA3ICTUThH Ha 3
TPYIIIIHIL.

1. HacnenctBennsie 3a0osieBaHusi. DEHOTUNTMYECKOE MPOSBICHUE MYyTallMM Kak

ATUOJIOTUYECKOT0 (haKTOpa MPAKTHUUYECKU HE 3aBUCUT OT CPEIbl; MOCICAHSSA
MOXET TOJIBKO H3MEHATh BBIPAXKEHHOCTh CHUMITOMOB U TSKECTh TEUEHUS
00J1e3HU. DTO TeHHbIE U XPOMOCOMHbBIE HACJIEACTBEHHbIE 00JIE3HU (reMOopuIIHs,
(beHnIKeToHypurs, MYKOBHCIMA03, Oone3ub Jlayna u gap.). B ocHoBy
FeHEeTUYEeCKON  Kiaccu(UKaluMyM  HACIEJICTBEHHBIX  OOJIE3HEH  MOJIOKEH
ATUOJOTUYECKUN NPUHLMIL: TUII MyTallMd W XapakTep B3aUMOJCUCTBUS CO
cpenoii. HacnmencTBenHbie O0JIE3HU TMOAPA3ACISIOTCS HA S5 TPYII: TEHHBIC
0oJIe3HH,  XPOMOCOMHBIE  OoJie3HH, OOJE3HHM ¢  HaCJICACTBEHHOMU
IPEAPACHONIOKEHHOCThIO (MyJIbTU(PAKTOPUATIbHBIE), TEHETHYEeCKHUE O00JIe3HU
COMATUYECKUX KJIETOK U OOJIE3HU T€HETUYECKOW HECOBMECTUMOCTH MaTepu U
0/a.
Bosie3nu npu HECOBMECTUMOCTH MaTEpH U IJI0/A 10 aHTUIE€HAM BO3HUKAIOT B
pe3yapTare HMMMYHOJIOTHYECKOW peakluhu MaTEepPUHCKOTO OpraHu3Ma Ha
aHTUreHsl mwioga. Hanbonee xopoiio u3y4eHHbIM 3a00JIeBaHUEM ITOU TPYIIIbI
SBIIICTCS TeMOJUTUYecKas Oo0Jie3Hb HOBOPOXKJIEHHBIX, Pa3BUBAIOIIASCS
BCJICJICTBHME HECOBMECTUMOCTH MaTepu U 1ioja no Rh-anturenam. Orta rpymnmna
COCTaBJISIET OKOJIO 1% MaToNI0rnu HOBOPOXKICHHBIX.

2. bone3Hu ¢ HacIeICTBEHHOM MpenpaclooKeHHOCThI0. VX B CBOKO ouepein
MOKHO MOJIpa3/ieliuTh €Ill€ Ha JiBa BUJA. Bone3Hu, HaCleICTBEHHOCTb IpU
KOTOPBIX SBJISETCS JTHUOJOTHYECKUM (HaKTOpOM, HO IS WX TPOSBICHUSA
HEOOXOIMMO JICMCTBHE COOTBETCTBYIOMIETO (DakTOopa BHEIIHEH Cpebl
(mampumep, moaarpa, nuaber). bonesnu, sTnonorndyeckumMu (hakTopamMu mpu
KOTOPBIX SIBJIIFOTCS CPEAOBBIC BIIMSIHUS, OJHAKO 4YacTOTa BO3SHUKHOBEHUS U
TSKECTh TEUYECHUS OoJie3Hen 3aBUCST OT HACJICICTBEHHOMN



npenpacnoyiioxkeHHocT. K TakuM 0oJIe3HSIM  OTHOCATCS  aTepOCKIIEPO3,
TUIIEPTOHUYECKAs 00JIe3Hb, I3BEHHAs 00JI€3Hb, TICOPHA3 U JP.

3. bone3Hu, B MPOUCXOKIACHUN KOTOPBIX HACIEACTBEHHOCTh HE UTPAET POIU. ITO,
HaIMpUMep, TPaBMbl, 0KOTH, HHPEKIIMOHHBIE 0oJie3HU. ['eHeTnueckue HakTopsb
B ATOM CJIy4ae MOTYT BIUATHh TOJbKO HA TEYEHUE MATOJIOTHYECKUX MPOIECCOB
(CKOPOCTh pereHepalny, BbI3JJOPOBICHUS, KOMIICHCAIIUU (DYHKIUN).

YenoBek Kak 00bEKT TeHETUYECKUX UCCIIEAOBAHUMN CIIOKEH U BMECTE C TEM YI00€H.
CloXHOCTh CBsI3aHA C CYIIIECTBOBAHMEM psijla OrpaHUYEHUM, BO3HUKAIOIIUX MPU
MPOBEJECHNUU HAYYHOTO SKCIIEPUMEHTA:

- HEBO3MO>KHO HCIOJb30BaTh OCHOBHOM METOJ| B T'€HETHUKE — TMOPUAO0JIOTUYECKUA,
HEBO3MOXHO CKpEIIMBATh B HMCKYCCTBEHHBIX YCIOBHUAX, T.€. IMPOBEICHUS MPSMBIX
AKCIIEPUMEHTOB;

- CTIO’KHBIN KapUOTHII - OOJIBIIIOE YMCIIO XPOMOCOM B Kapuotwure: 21 — 46

- OOJIBIIIOE YKCIIO TPYII CIEIUICHHS — Y KEHIIUH — 23, y MYK4uH — 24. AyTOCOMHBIX
— 22 1 JIB€ 1O MOJOBBIM XpoMocoMaM: 1o X U Y XpoMocoMawm;

- HEMHOTOYHUCJIEHHOE TOTOMCTBO — HEBO3MOKHO MTPOBOAUTH CTATUCTUUECKUN aHAIIU3.
YenoBek - oMHOIUIONHAS OCOOB (3a OJHY OepeMEHHOCTh, KaK MPaBUIIO, POKIACTCS
OJIUH PEOCHOK), UCKITFOUCHHE - POXKICHUE OJIM3HEIIOB,

- Majo€ KOJUYECTBO JAeTel B Opake,

- HEBO3MO>KHOCTb (POpMHPOBATH HEOOXOIUMYIO CXeMy Opaka, Tak Kak

JI0]IA CBOOOTHO BCTYMAKOT B Opak (B OCHOBE OpakoB JiexKat Jt00ble MOTHUBBHI,

KpOME HayYHO-HCCIIEIOBATEIbCKUX 1IeJIeH )

- TO3JHEE II0JIOBOE CO3pEBaHUE- MPOJOJDKUTEIBHOCTh LHKJIA PAa3BUTHUS 1O
HACTYTUICHHUS MTOJIOBOM 3pEIOCTH,

- peaKasi CMeHa MOKOJICHUI — OJIHO MTOKOJICHHE Y YesloBeKa 25 JieT

- IPOAOIIKUTEIBLHOCTD KU3HU COU3MEPUMA C )KM3HbIO UCCIIEA0BATENS, OTHOBPEMEHHO
MO>KHO HAOJIIOaTh U MPOAHAIU3UPOBATH 3 — 4 TIOKOJICHUS

- HEBO3MOXKHOCTh CO3J]aHUSI OJMHAKOBBIX YCIIOBUI, Cpela JjIsi 4YelloBeka Oosee
HIMPOKOE MOHATHE, YEM JUIsl ’KUBOTHBIX U pacTeHui. Hapsany ¢ nutanuem, KIMMaTom
U Jp. a0MOTHYECKUMU U OMOTHYECKUMH (haKTOpaMu, CPEIOH TSl 9eTTOBEKA SIBIISIOTCS
Y COIMAITbHBIE (PAaKTOPBI, TPYIHO H3MEHSIEMBIE TI0 JKEJIAaHUIO UCCIIEA0BATEIS

- XapakTepeH 00JIbIION TeHOTUTMYECKUM U (DEHOTUIMTMYECKUM ToJIUMOp(PU3M (HaIMuue
B IIpeJiesIaX OJTHOTO BHUJIa PE3KO pa3anyaThCs 0COOel ApyT OT JIpyra)

C apyroit ctopoHbl, OypHOE pa3BUTHUE MOJICKYJISPHON U KJIETOYHOW OMOJIOTUU
CYIIECTBEHHO  pAaCIIUpPWIO  HAIIM  MPEACTaBICHUS O  OMOXMMHYECKHX,
(U3HOTOTUYECKUX, MOJIEKYJISIPHBIX U IPYTUX BAKHBIX MPOIIECCAX, MPOUCXOISAIINX B
OpraHu3Me 3J0pOBOTO  YEJOBEKa, YTO TO3BOJSIET CYAWTh O  TOHKHUX
NAaTOTEHETUYECKUX MEXaHU3Max OTIEIbHBIX KIMHUYECKUX CHUMIOTOMOB U
3aboneBanuii. K mocromHcTBaM (MpeuMyIlecTBaM) 4elioBeKa, Kak O0OBeKTa
TCHETUYECKUX UCCICIOBAHUN MOKHO OTHECTH:

- HCUEPTIBIBAIOIINE 3HAHUSA 110 aHATOMHH U (PU3NOJIOTUH YETIOBEKA,
- OOJIBIIIOE YMCIIO U3YYCHHBIX MYTaIlU, TOTIONHSEMBIX U B HACTOSIIEE BPEMS,
- MHOTOYHUCJIEHHOCTh YEJIOBEUECKON MOMyJISIIUM B I€JI0M, IO3BOJISIOT BCEra
BEIOpATh HY)KHYIO cXeMy Opaka.
MeToabl MEAULIMHCKOW T€HETUKMU:



1. KinuHUKO-reHeaqoruuecKuii MeTo/I.

2. bv3HEeoBkIi METO/I.

3. lluToreHeTH4EeCKUI U MOJIEKYJISIPHO-IUUTOT€HETUYECKUN METOBI.
5. MonekynsipHO-T€HETUYECKHUE METO/IbI.

6. buoxummnueckue METOJIBI.

7. IlonynaiMOHHO-CTaTUCTUYECKAM METOJT U .

KianHuKo-reHeaJornyeckuii Metosn Obu1 mpemioxkeH B 1865 r. @. ['anbpToHOM,
OJIHAKO KaK METOJI M3YUYCHHUsI HACJICICTBEHHOCTH YEJIOBEKA €ro CTaju MNPUMEHSTH
TonbkO0 ¢ Hadaima XX croietud. KiIMHUKO-TeHeaJIOTMYEeCKUI METOJ JacT
BO3MOXHOCTb:

- BBISIBJISITH HACJIEACTBEHHBIN XapaKTep MPU3HAKA;

- ONPEACIISITh TUIl HACTICIOBAHUS,

- OIIPEAENATh IEHETPAHTHOCTh I'€HA;

- U3y4aTh 3aKOHOMEPHOCTH MYTUPOBAHUS OTAEIbHBIX €HOB;

- YCTaHABJIMBATh HOCUTEJIBCTBO MyTAHTHOI'O I'€HA TEM WJIA UHBIM YJIEHOM CEMbH;

- OMpEIENATh BEPOATHOCTh T€HETUUYECKU OOYCIIOBJICHHBIX COOBITUM U PACCUUTHIBATH
PHUCK HACJIeJIOBAHMS MATOJOTMYECKOro reHa (IMpu3HaKa) Npu MEIUKO-TeHETHYECKOM
KOHCYJIbTUPOBAHUH.

KiuHuKO-TeHealoruueckui. MeToJ JICKUT B OCHOBE MEIUKO-TEHETHYECKOIO
KOHCYJIbTUPOBAHMS W BKJIIOUYaeT 3 dTama: cOOp TeHETHYecKol uHdOopMaluy;
COCTaBJICHUE POJIOCIOBHOW; TEHETUUECKUM aHAJINU3 POAOCIOBHOM.

COop renernueckoit MHGOpPMAIUU MPOBOIAUTCS MyTEM OINPOCa, aHKETUPOBAHUS,
augHOTO cobecenoBanus. [Ipu cocTaBieHHH POJOCIOBHON COOp CBEIEHUM O CEMbE
HAYMHACTCSI C 4YEJIOBEKa, KOTOPOTO HAa3bIBAIOT MpoOaHa (OOBIYHO 3TO OOJIBHOM C
u3ydaeMbIM 3a00JICBaHMEM WU TMpu3HakoMm). YeM OoJbllie TMOKOJEHUM yaaeTcs
IPOCTEANTH U YeM O0JIee MOJTHO OXBATUTh WICHOB POJOCIOBHOM TP cOOpE CBEACHUA,
TeM OO0JbIlle BEPOSTHOCTh IMOJYYEHHUS JIOCTOBEPHBIX CBEJACHHM O XapakTepe
HACJEJOBAaHUS HM3y4aeMOro Ipu3HaKa. B pPOIOCIOBHYIO BHOCST CBEIECHHUS O
BBIKHJIBIIIIAX, A00pTaX, MEPTBOPOKIACHHBIX, OCCIUIOIHBIX OpaKax, BHEOpAUHbIX AETAX
u 1p. [Ipu cOope nabOopManmu He0OX0TMMO BHUMATEIHHO aHATM3UPOBATH COOOTIICHUS
00 uH(pEKIUIX U TpaBMax, CIEAYeT YUUTHIBATh I'€TEPOT€HHOCTh M BaPbUPYIOIIYIO
AKCIIPECCUBHOCTh  HACIEACTBEHHBIX  3aboiieBanmii. HeoOXoaumo  BBISICHSTH
aKyIlIepCKUI aHaMHE3, YUYWUTHIBaTh HaJUYUME U XapakTep MNpoQecCHOHATBHBIX
BpPEIHOCTEN, BO3PACT, HAIMOHAJIBLHOCTb, MECTO >XHUTEJILCTBA CEMbH, MPOdecCHuro,
HaJIM4YMe XPOHUYECKUX 3a00JIeBaHUI B CeMbe, IPUUMHY CMEpPTU yMepiux u ap. Ha
OCHOBAaHHUM TIOJYYCHHBIX JaHHBIX COCTaBJISIETCS Tpaduyeckoe H300paKeHHE
ponocinoBHoi. Ha puc. 1 m3o0paxkeHbl cTaHAapTHBIC CHMBOJIBI, IPUMEHSEMbIC MPHU
COCTaBJIEHUH POJOCIOBHBIX (Tipemyioxkero B 1931 r. I'. FOcTtom).
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Puc. 1. CI/IMBOJIBI, HCIIOJIB3YCEMBIC ITPHU COCTABJICHUU POJOCIIOBHBIX

[Ipu cocraBiennn rpadudecKoro M300paKeHUsI POAOCIOBHON BaKHO COOJIIOATH
CJIeIyIOIIME IPABUIIA:
1. CocraBneHue poaOCIOBHONW HAYMHAIOT ¢ mpobOaHma. bpates u cectpsl (cUOCH)
pacnoJiararoTcs B MOPSAIAKE POKIACHUS CIeBa HAIIPABO, HAYMHAS CO CTAPUIETO.
2. Bce wieHbl poJIOCIOBHOM pacnonararoTcsi CTpOro no NOKOJEHHSIM, B OJIMH P,
3. TlokoneHust 0603HAYAIOTCS PUMCKUMH LU(paMH cieBa OT POAOCIOBHOI CBEpXy
BHU3.
4. Apabckumu nHPpamMu HyMepyeTcsl MIOTOMCTBO OJIHOIO MOKOJICHHs (OAHOTO psijia)
cieBa HanpaBo. biarogapst Takoi HyMepaluy KaK bl 4JIeH CeMbU UMEET CBOM U
(manpumep: I-1, I-2, 11-2, 1I-4 u ap.)
5. Yka3bIBaeTcs BO3pacT WICHOB CEMbU (POJIOCIOBHOM), B CBA3U C TEM, UTO HEKOTOPHIE
00JIE3HU MPOSIBISIOTCS B pa3HbIE MEPUOJIbI )KU3HU.
6. OtmMeuaroTcsi JMYHO OOCIEIOBaHHBIE UIEHbI pPOJOCIOoBHON. ['paduueckoe
U300pKEHUE POJIOCIIOBHOW MOXET OBITh BEPTHKAIbHO-TOPU30OHTAIBHBIM WM
pacIoOKEeHHBIM 10  Kpyry (B cllydaeé MHOTIOYMCIICHHBIX JaHHbIX). (Cxema
POJIOCIIOBHOM COTIPOBOXKAAETCS ONMUCAHUEM 0003HAYCHHI O] PUCYHKOM (JIET€HI0M).
3ajaya TEHETHMYECKOr0 aHajiM3a — YCTAHOBJIEHUE HACJIEICTBEHHOI'O XapakTepa
3a00/ieBaHMs M THIA HACIEAOBAHUA, BBIBICHHUE TE€TEPO3UTOTHBIX HOCHUTEIEH
MyTallUOHHOTO T€Ha, YCTAHOBJEHHUE TEeHOTHNAa MpoOaHAa. AHalW3 POJOCIOBHOU
PEKOMEHyeTCsl MPOBOAUTH B CJIEIYIOUIEH MOCIEA0BATEIbHOCTH:



1. YcraHnoBienue, sBISETCS JU JaHHBIA MpU3HAK (3a00JieBaHUE) HACICACTBEHHBIM.
Ecnu npusHak BcTpedaeTcsl HECKOJIBKO pa3 B pa3HbIX MOKOJEHUSIX (MMEET CeMEHHbIN
XapakTep), TO MOKHO MPEAINoJiarathb, YTO MPU3HAK UMEET HACIIEICTBEHHYIO IPUPO/LY.
2. Onpenenenue TUINA HAcAEOBaHUs MpU3HaKa. JJisi 3TOro y4YUTHIBAIOT:

- BO BCEX JIM MOKOJEHHUSAX M KAK YaCTO CPEIU YJICHOB POJOCIOBHOM BCTpeyaeTcs
PU3HAK;

- OJIMHAKOBA JIM 4YacTOTa MpU3HAKa y 0OOMX MOJIOB U €CJIM HET, TO Y KaKOro IoJia
BCTpEUAETCS Yallle;

- IETSIM KaKOTO ToJia MepeaaeTcs: MpUu3HaK OT OOJBHOrO OTIIA U OT OOJIbHOW MaTepH;

- €CTb JI CEMbU, B KOTOPBIX OT OOJBHBIX POJUTENCH POXKIAIOTCS 3I0POBbIE I€TH, WIIH,
HA000POT, OT 3I0POBBIX POJUTENEH POXKIAIOTCS OOIBHBIE ETH;

- KaKas 4yacTh IOTOMCTBA UMEET HACIEyEeMbli TPU3HAK B CEMBSIX, i€ O0JIEH OJUH U3
POIUTETECH.

bau3HenoBbIN _METOA NPUMEHSETCS Uil OLEHKM COOTHOCHTEIBHOW POJIHU
HACJICICTBEHHOCTH W CpPEeIbl B Pa3BUTHH PA3HOOOpPA3HBIX MPU3HAKOB, aHOMAJIUN
CTpOCHUSA, MYJIbTH(PAKTOPHAIBHBIX 3a00JICBaHW W OCOOCHHO TIPH H3yYCHHH
HACJICICTBEHHBIX OOJIE3HEH ¢ HU3KOM IEHETPAHTHOCTHIO. BIM3HENOBBIM METO.
M3YUYCHUSI TEHETUKU YeJIOBEKa BBEJACH B MeAUIMHCKYIO mpakTuky . ['anbToHOM B
1876 r. MoHO3UTOTHBIE (OAHOSHIIEBBIC) ONMM3HEIBI PAa3BUBAIOTCS M3 OJHOM 3UTOTHI
BCIIEJICTBHE €€ JpoOJieHHs ¢ 00pa3oBaHHEM JBYX SMOPHOHOB, MO3TOMY OHH
FEHETUYECKU HJICHTHUYHBL. B CBS3M € 3TUM pa3ivuus MEXIYy OJHOSUIICBBIMU
OJIM3HEIaMU  OIPEACNIAIOTCS TJaBHBIM 00pa3oM (akTopamMu BHEIIHEH Cpe.bl.
HuzurotHsle  Onu3HENBI  (pa3HOSHIEBBbIE) BO3ZHUKAIOT TP OJHOBPEMEHHOM
OIUIOJJOTBOPEHUN JBYX SIMLEKIETOK JBYMSI Pa3HbIMU CIIEPMHSIMHU, I[MO3TOMY OHH
CYILIECTBEHHO PA3JIMYaIOTCSl T€HETUYECKU. J[M3UTroTHBIE OJIM3HEIBI MOTYT OBITh Kak
OJIHOTIOJIBIMU, TaK W pPa3HOMOJbIMH. YacToTa poXKaeHUW OJIM3HEIIOB COCTaBIISET
npumepro 1-2,5 % oT obmiero uucna poAMBINMXCS JeTed, U3 HUX OKojo 1/3
MPUXOAUTCS HA MOHO3UTOTHBIX OJIM3HEIIOB, PEXKE POXKIACTCS TPOWHS — OJIMH CITydaid
Ha 10—15 TeIC. pOAOB U enle MEHbIIE POKAACTCSI YETBEPHS U T.4. Halle poxIarTcs
TW3UTOTHBIE Onu3Henbl W pexe MoHo3uroTHele (1:100). Camas HM3Kas yactoTa
POXKIIeHUs OJIM3HEIOB MPUCYIIIAa MOHTOJIOUIHBIM MOIMYJISIITUSAM, OCOOCHHO B SmoHUM.
[Ipu ucnonp3oBaHUM OJIM3HEIIOBOTO METO/A HYXKHO, MPEXK]IC BCEr0, YCTAHOBUTH THII
WX 3UTOTHOCTH, T.€. SBJISIOTCS JIM OHM MOHO3UTOTHBIMU WJIU TU3UTOTHBIMU. [[7151 3TOTO
MOKHO UCIIOJIb30BaTh Pa3HOOOpa3HbIe KPUTEPUHU, HANMPUMEpP, METOJ OICHKU
KOJIMYECTBA IJIOAHBIX 000JI04eK (IJIAEHThl U XOpHUOHA), HO 4Yalle MCIOJIb3YyeTCs
«METOJ] CXOJ/ICTBa», OCHOBAHHBIN Ha MCCIIEIOBAHUHU Y MAPTHEPOB OJIM3HEIIOBOM Maphl
TFeHETUYECKU OOYCIIOBJIEHHBIX MPU3HAKOB, MaJl0 3aBUCHUMBIX OT BHEUIHECPEIOBBIX
(bakTopoB.

Metoa noJMCUMOTOMHOTO CXOJIcTBa npennoxuin Cumenc u @epuryep B 1924 r.
UtoObl OIIEHUTH CTENEHb CXOJICTBA, CPABHUBAIOT IIBET W pas3pe3 ria3, (Gopmy
OCHOBAHUSI U KOHYMKA HOCA, YIIHBIX PAKOBUH (3aBUTOK, TPOTUBO3ABUTOK, MOUKA yXa),
ry0, mog0opoKa, pa3pesa pra, po(ib CIIMHKK HOCA, BEHYUHY U (POPMY pPECHHUIT U
IpYrux Tpu3HakoB (Bcero 19 mpusHakoB, MPUHATHIX B aHTpomnosioruu). CreneHb
BBIPOKEHHOCTH KKIIOTO U3 (DEHOTUTTMYECKUX MTPU3HAKOB OIICHUBACTCS 1O OaUThHOU
cucremMe. MOHO3UTOTHBIE OJM3HEIBI CXOJHBI MEXAY CO0ON MO BCEM MpHU3HAKaM,




JTU3UTOTHBIE UMEIOT CXOJCTBO TOJBKO IO HECKOJIBKUM Ipu3HaKkaMm. OTcroaa aenaercs
BBIBOJ] O CTEIIEHH CXOJ/ICTBA, KOHKOPAAHTHOCTH, WJIM JUCKOpJIaHTHOCTH. HeocTaTkom
JAHHOTO TOAXOJAa SIBJISIETCS OMNPEACIICHHBIM CyObEKTUBU3M, HEBO3MOXKHOCTh
BHECEHUSI BO3MOKHBIX U3MEHEHHI MPU3HAKOB C BO3PACTOM peOEHKa, TPy HAs OLEHKA
BIIMSHUSL BHEUIHECPEJOBBIX (DAKTOPOB U HEMPUTOJHOCTh €ro y JIeTe paHHEero
Bo3pacta. B CBsI3W ¢ 3TUM JJii JUArHOCTUKH 3UTOTHOCTU HCIIOJNB3YIOTCS APYroi
MOXO0/I, OCHOBAHHBIN Ha OMPECTICHUHU CXO/ICTBA 10 UMMYHOJOTUUECKUM MTPU3HAKAM:
rpynnam kpoBu 1o cucreme ABO, pesyc-pakropy, cucteme MN, ramiorunam
cuctembl HLA u apyruM. DTu npu3HaKu HE MEHSIOTCS B TEUCHUE KU3HU U SBJISIIOTCS
HAJEKHBIMU MapKepaMy MpPH OLEHKE 3UTrOTHOCTU. MHOra I OUEHKU 3UTOTHOCTH
UCIOJIb3YeTCsl MEeTOjA JAepMaroriuduku (UcciefqoBaHue penbeda MalbleB pPYK,
JaIoHeH, omnpeseNeHre aepMaToriupuiyeckux kodgpduurentoB u np.) [Ipakruuecku
OTpe/ielieHNe 3UTOTHOCTH C MOMOIIBI0 METOJ[a TOI00MS MPOU3BOIUTCS B CIIydasX,
KOr/1a OJIM3HEIBI SBJISIOTCS OJHOMOJIbIMU. Pa3zHomosnbie OJIM3HENbI B HOPME BCEra
IU3UTOTHBIE. VICKIIOUEHHE COCTaBISIOT KpallHE pElIKUE CIydau, KOTJa Yy OJHOTO W3
MOHO3UTOTHBIX OJIM3HEIIOB TPOUCXOJUT XPOMOCOMHOE HApYIIEHHWE IO TOJOBBIM
XpOMOCOMaM, HampuMep, Y OJHOTO W3 MaJbYMKOB-OJIM3HEIOB yTpaumBaeTcs Y -
XpOMOCOMa U BCJEACTBUE 3TOrO0 OH (PEHOTUIMYECKH pa3BUBaeTCs Kak AeBouka (XO),
cTpajaroias cuHapomMoM TepHepa. AHaIN3 MOJyYEHHBIX JaHHBIX (AHAMHECTHUECKUX,
KJIIMHUYECKUX, (YHKIHMOHAIBHBIX, OMOXMUMHYECKUX, HUMMYHOJOTHYECKUX U JIp.)
MO3BOJIAET C MOMOIIBIO pa3padOTaHHBIX (POPMYJ OIIEHUTH COOTHOCUTEIBHYIO POJIb
Cpeabl U HACIEACTBEHHOCTH B PAa3BUTHHM TOTO WJIM MHOTO MPHU3HAKA WIM Pa3BUTHU
3a0oneBanus. JJig qoKa3arenbCcTBa POJIM HACIEACTBEHHOCTH B Pa3BUTUU IMPHU3HAKa
CPaBHUBAIOT J0JII0 (KOHKOPAAHTHOCTb) Tap B TPYIIE MOHO3UTOTHBIX M TPYIIIE
JTU3UTOTHBIX OJM3HENoB. Hanmpumep, eciu oMH U3 MOHO3UTOTHBIX OJIM3HEIIOB O0JIeH
mm30dpeHneii, To BTOpoi 3a00JieBaeT ATUM ke 3aboieBanueM B 69 % ciyuaes, T.e.
OHM KOHKOpAaHTHBI Ha 69 %. Eciu oawH W3 NM3WTOTHBIX OJIM3HEIIOB OOJICH
mm30dpeHuneii, To BTOpoi 3aboiieBaeT »TUM ke 3aboneBanueM B 10 % ciyuaes, T.e.
oHU KOoHKOpAaHTHBI Ha 10 %. CrnemoBaTenbHO, U3 3TOTO MOXKHO 3aKJIIOYHUTh, YTO B
rpynmne  TIeHETUYECKM  MACHTUYHBIX  OJIM3HEIIOB  HACIEICTBEHHOCTh  KakK
ATUOJIOTHYECKHH (paKTOP UTpaeT OONBIIYIO POIIb.

bnarogapst  Gim3HenoBoMy — MeToay — ObUla  BBISICHEHA — HAcleJCTBEHHAs
PEAPACTIONIOKEHHOCTh YeNIOBeKa K psAay 3a0ojeBaHuil: mu30(pEeHUU, SMHUICTICUH,
caxapHoMmy auabeTy © JApyruM. bBIHM3HENOBBIM UCCIEAOBAHUSIM MPUHAJICHKUT
3aMETHOE€ MECTO B HW3YYEHMM TE€HETUKH IIOBEJICHMS, B YAaCTHOCTH, TaKHUX
XapaKTEPOJOTUYECKUX (JIMYHOCTHBIX) CBOWCTB JIIOJIEH, KaK arpecCMBHOCTb WIIH
CKJIIOHHOCTh K JIEWCTBUSAM, HANpPABIEHHBIM Ha OTIOpP HACWUIIMIO, ACOLMAIBHOE
(mpecTymHOE) MOBEEHUE U 3aKOHOMOCTYITHOCTb, JBKUBOCTh U HCKPEHHOCTD, a TAaKKe
TeHETUKM KOH(OpPMHU3Ma W JIUJIEPCTBA, MHTEIJIEKTA, T€HUATBbHOCTH. BIIM3HENOBBIM
METOJI OCTAaeTCSd OJHHUM W3 AKTMBHO HCIOJIb3YEMbBIX CIICIMAUCTAMU MO OOIIeH u
MEJIULIUHCKON MTCUXOJIOTHUH.

HonyasiMMOHHO-CTATUCTHYCCKUIA METOA. B MEAMIIMHCKOM T€HETHKE CyIIECTBYET
CHEIUATBHBIN pa3eil, U3y4arolui paclpOCTPAaHEHHOCTh HACIECICTBEHHOM MaTOJI0T U
B 3aBUCUMOCTU OT JeMorpaduueckoid, STHUYECKONM U JAPYrux OCOOEHHOCTEH
MOMYJISIIIUY, & TAKXKE pa3inuuil (haKTOPOB BHEIIHEHW Cpebl. DTOT pa3jiesl Ha3bIBACTCS




MOMYJISIIMOHHON TEHETUKOW WIIM TOMYJISIIMOHHON TeHoreorpadueil HacueCTBEHHbIX
6one3neil. Heo6X0quMoCTh BbIIENIEHUS MOMYJISIITAOHHOTO METO/Ia CBA3aHa C TEM, YTO
pacpoCTpaHEHHOCTh HACJICJICTBCHHBIX 3a00JICBaHHWM Jajleko HE OJMHAKOBA IIO
pPa3HBIM pETHOHAM MUpa WIH JaXe OTAEJIbHOM CTpaHbl uiau tepputopuu. Lllupokue
BApHALlMA KaCarTCSd ayTOCOMHO-JIOMHHAHTHBIX, ayTOCOMHO-PELIECCUBHBIX MU X-
CUCIJICHHBIX  HACJEJCTBEHHBIX  OOJe3HEeW, a Takke  OOJBbIION  TPYIIIbI
MyJIbTU(DAKTOPUATBHBIX 3a0oneBanuii. Hapsamy ¢ Bbicokoil auddepeHimanueit
OTJICNIbHBIX OOJIe3HEH MO cTpaHaM, psg OOJE3HEW BCTPEUAOTCS MPUMEPHO C
OJIMHAKOBOM YacCTOTOM — HUXTHO3, Temoduiaus, muonatus JlromieHa u 1p., 4To
yKa3blBa€T Ha HAJIMYME PABHOBECHUS MEXIY [aBJICHUEM MYyTaluii U OTOOPOM B
KpYIHBIX nomysuusx. [lonyasiiuoHHass TeHEeTUKAa HE TOJIbKO KOHCTaTUPYET pa3HbIE
4acTOThI 3200JI€BaHUI B T€X WM MHBIX PETUOHAX, HO U MBITAETCS OHITH IPUYMHBI UX
HEOJIMHAKOBOT'O PACHPEAEIIEHNUS], BBIACHUTh 3aKOHOMEPHOCTH, BIMSAIOLIME HA YAaCTOTY
U TEHETHUYECKOE pa3HOOOpa3re HacIeACTBEHHBIX 3a00JI€BaHU B PA3HBIX MO CTPYKTYPE
HOMYJISIUSX.
[TonmyIAIMOHHO-CTATUCTUYECKUI METOJI B T€HETUKE YEIIOBEKA MCIIOJIb3YETCS JUIs
peIIeHUS CIEIYIONINX TPooIeM:
1. BblsicHEeHHWE CTENEeHH TEeTePO3UTOTHOCTH W MoauMop(du3Ma YeITOBEUECKUX
MTOITYJISILIAM.
2. 3ydyeHue MEXaHMW3MOB MOJJIEPKAHUS YACTOThI TEHOB B MOMYJISIIIAU.
3. BbiBi€HHUE pa3IUuMil 4aCTOT OTIEIbHBIX T'€HOB W T€HOTUIIOB MEXIY Pa3HbIMU
NOMYJISIITUSMU.
4. 3ydyeHue reHeTUYECKOM CTPYKTYpPhI OIS,
5. 3y4yeHue pacrpocTpaHEHHOCTH HACIEICTBEHHbBIX 00JIe3HEH, COOTHOLIECHUSI MEXKTY
4acTOTaMU FOMO3UTOT U F€TEPO3UTOT.
6. YcTaHOBJIEHUE CTEIIEHHU POACTBA MEXK/Y Pa3IMUYHBIMU pPacaMM YeJIOBEKa.
7. I3yueHne MEXaHM3MOB F€HETHYECKOTO TOMEOCTA3HCA.
8. 3y4yeHune reHeTHYecKux mpeoOpa3oBaHuii B MOMYIAIUIX (MUKPOIBOJIIOIIHS).
CylecTBEHHBIM  MOMEHTOM  HCIIOJB30BaHUS  3TOTO  METOJa  SIBJISIETCS
CTaTUCTHYECKass 00pabOTKa MOJyYCHHBIX JTAHHBIX HA OCHOBE 3aKOHA TEHETUYECKOTO

paBHOBecuss Xapnu — BaitnOGepra, ycranosinenusiii B 1908 r. aHriauiickum
marematukoM I'. X. Xapnau (G. M. Hardy) u nemenikum Bpauom B. Baiitn6eprom (W.
Weinberg).

IluToreHeTn4yeckne M_MOJIEKVJISIDHO-IIUTOTreHETHYECKHEe MeToabl. OgHoil u3
OCHOBHBIX (PyHIaMEHTaIbHBIX 3a7]a4 COBPEMEHHON METUIIMHCKON T€HETUKH SIBISCTCS
U3yYEHHUE 3aKOHOMEPHOCTEH CTpoeHUs H (YHKIIMOHUPOBAHUS MaTepUaTIbHBIX
HOCHUTEJICH HACIeICTBEHHONH WH(pOpMAIMd — XPOMOCOM 4YeJIOBEKa B HOpPME H
natonorud. Hayka, 3anumaromiasics u3ydeHueM (yHKIIMOHHUPOBAHUS XPOMOCOM Ha
BCEX YPOBHSX HX OpraHu3anuu (MUKPOCKOIUYECKOM, CYOMHKPOCKOTTHYECKOM,
MOJIEKYJISIPHOM), Ha3bIBA€TCS LUTOreHeTUKoil. Cpeau MHOTMX METOJOB H3YUYCHHS
HACJIEJCTBEHHOW MAaTOJIOTUU 4Y€JIOBEKAa LIUTOT€HETUYECKUN METOJI 3aHMMAEeT Ba)KHOE
MecTo. C MOMOIIbIO IUTOTEHETUYECKOTO UCCIIEIOBAHUS B TEHETUKE YETIOBEKa MOMKHO
IPOBECTU aHAJM3 KapUOTUIIAa B HOPME U MATOJOTHM, HU3YUYUTh 3aKOHOMEPHOCTH
MYTAIlMOHHOTO ¥ JBOJIIOIIMOHHOTO TIPOIeCCOB. Bce XpoMocomHBIE OOJNE3HH Y
YyeJloBeKa ObUIM OTKPBITHI C TIOMOIIBIO ITUTOTEHETUYECKOr0 MeToja. AHaINu3




KapuOTHIIA YeJOBEKa MPOBOJAT B KyJIbType JUMQPOIHUTOB NepudeprudecKoil KpoBH,
KOXKHBIX (prOpoOIACTOB, KIETOK KOCTHOTO MO3Ta, a TaKKe IOJIOBBIX KIIETOK.
HawnbGonee moctynmubel juisi uccineoBaHuii JTuM@oOnuThl mepudeprudeckoil KpoBH,
KOTOpHIE, B OOJIBIIMHCTBE CIIyYaeB U CIIyKaT 00BEKTOM IMUTOTEHETUIECKOTO aHaIu3a
y 4YeJIOBEKa B MOCTHATAIBHOM Ilepuojie. s uccienoBaHus KapuOTHIIA YEJIOBEKA
JIOCTATOYHO MOJIY4YUTh oOpasel nepudepuyeckoil KpoBu B KojquuectBe 1-2 mut. s
aHaJu3a KapuoTHIIA IUI0Ja MOTYT ObITh UCIIOJIb30BaHbI KJIETKH BOPCUH XopuoHa (9—11
HeJlelisT BHYTPUYTPOOHOTO pa3BUTHA), B O0Jiee MO3JHEM CPOKE IMMTOTCHETHUUYECKOMY
WCCIICIOBAHUIO TIOABEPralOT KIETKH IUIOJA, BBIJICJICHHBIE W3 aAMHUOTHYECKOU
KUJKOCTH, TyIIOBUHHON KPOBU M IUIAUEHTHI. [{UTOreHeTnuecknii aHaiau3 BKIIFOYAET
TPU OCHOBHBIX JTama: KyJIbTUBUPOBAHME  KJIETOK; OKpacka Ipemnapara;
MUKPOCKOTIMYECKHI aHAIU3 Mperapara.

ITocne 3abopa oOpaser; KpoBH ITOMEHIAIOT B IHUTATEIbHYIO COJICBYIO CPEIy C
no0aBieHreM (PUTOTEMArTIIOTUHUHA, CTUMYJIHPYIOMIEro MPOIEecC IEICHUS KIETOK.
Jlist yBenudeHus KoiaumdecTBa MeTadasHbIX KJIETOK 3a MOJITOpa 4aca 0 OKOHYAHUS
KYJIbTUBUPOBAHUS B KYJIbTYpPY BBOJAST KOJIXMIMH, KOTOPBIM pa3pylIacT KIECTOYHOE
BEPETEHO, W TPOIECC JCIICHHS OCTAaHABIMBACTCS Ha craguu Meradasel. OOBIYHO
MPOAOJDKUTENBHOCTh KYJIBTUBUPOBaHUS cocTaBisieT 72 4. Ilociie ero oxoH4aHus
KJIETKU C MUTATENbHOU Cpeaoi HEeHTPU(YTrupyroT U MOMEIIAI0T B TUIIOTOHUYECKUM
pacTBOp XJIOpUJA Kajdus WIM I[UTpaTa HATpPUs, YTO MPUBOAUT K PA3PBIBY SICPHOMU
000JI0YKH M MEXKXPOMOCOMHBIX CBS3€H M CBOOOJHOMY IMEPEMEILCHUI0 XPOMOCOM B
uTomiasme. Ilocine PUKCHPYIOT KIETKH CMEChI0 METaHOJa U YKCYCHOM KUCJIOTHI B
COOTHOLIEHMH 3:1, mociae Yero KIETOYHYH) CYCIIEH3UIO pACKaIlbIBAIOT Ha
OXJIQXKJCHHbIE BIIAXKHBIE TIPEJAMETHBIE CTEKJIa W BBICYIIMBAIOT Ha Bo3ayxe. B
3aBUCHUMOCTH OT UEJEHd MCCIEAOBaHUsA, TO €CTh OT TOrO, KaKOH HMEHHO THII
NEPECTPOEK HEOOXOJUMO BBISBUTh, MOXHO HCIOJIb30BaTh Pa3IUYHBIC BUIBI
OKpalMBaHusA. B  MEIUKO-TEHETHYECKOM IIPAKTUKE MCIIOJB3YyETCsl CBETOBAs
MUKpPOCKOTIUsI (TJIaBHBIM 00pa3oM B MPOXOASIIEM CBET€), B TOM YHCIIE
JIOMUHECUEHTHAsE MUKpOcKonus. JJIsi aJeKkBaTHOrO BBISIBICHHS XPOMOCOMHBIX
aHOMaJuil HEOOXOJMMO MpoaHaIW3upoBaTh He MeHee 30 MeradasHBIX IIACTHHOK.
[{uToreHeTHKY B CBOEH MOBCEIHEBHON pabOTE CPaBHUBAIOT OOPA3IIBI CO CTaHIAPTAMH,
MOJTYYEHHBIMU MPU U3YUYCHUU HOPMAJIBHBIX KAPUOTUIIOB YEIOBEKA.

[Tocnennue ycnexu MOJNEKYJSIPHOM IUTOIEHETHKH YEJIOBEKAa IO3BOJIMIIHU
pa3paboTaTh HOBbIE BBICOKOMH(OPMATHUBHBIE METO/bI M3yueHHs XxpomocoMm. Cpenu
HUX B NIEPBYIO OYEpE/lb CIEeIyeT Ha3BaTh MeTo (IIOOPECIICHTHOW THOPUAN3alUHY 1n
situ, mim Tak Ha3eiBaeMbli FISH-meton. C momompro 3TOro  Merona
UACHTU(PUIUPYIOTCS HE TOJIBKO MHIMBUIyAIbHBIE XPOMOCOMBI UJIU OT/I€IbHBIC TE€HBI,
HO U pacuI(pOBBIBAIOTCS CIOXKHBIE MEXXpOMOcOMHBIe nepecTpoiiku. FISH-meron
HallleJl IUPOKOE NPUMEHEHHUE B KAPTUPOBAHUM I'€HOMA, XPOMOCOMHOM JIOKAIU3ALUN
reHoB u nocnegosarensHoctedt JJHK u PHK, ananusze nnentudukanyum XxpoMoCOMHBIX
AHOMAJIMM, BKJIKOYAs MUKpPOJEICHUMM W MHUKpOAYyIUIMKAuuu. biaromapss cBoen
YHUKQJIBHOCTH U CIEIU(PUUHOCTHA METOJI THOPUIU3AIMU B TTOCIEAHEE BPEMSI ITUPOKO
NPUMEHSECTCS TMPU MPOBEACHUHM MNPEUMIUIAHTAIMOHHOM, NPEHATAIBHON WU
MIOCTHATAJIBHOW JWArHOCTUKHU. Ero WMCHosb3yroT B KIMHUYECKOM IIUTOICHETHUKE,
OHKOT'€HETHKE, TeMaTOJIOTUM, TIPU OLEHKE MYTAreHHbIX BO3JEUCTBUHN ((PU3MUECKUX,



XUMUYECKUX, OWOJOTHYECKUX), TUATHOCTUKE BPOXKICHHBIX TMOPOKOB PA3BUTHUS H
YMCTBEHHO 0TcTanocTi. CoueTaHue MOJIEKYJISIPHO-TEHETUUECKUX U LIMTOJIOTMYECKUX
METOJOB  JIeJIaeT  MOYTH  HEOTPAHMYECHHBIMM  BO3MOXXHOCTU  JUATHOCTUKHU
XPOMOCOMHBIX aHOMAJIUH, KaK OY€Hb CJIOKHBIX, TaK U OYEHb MEIKHUX.

Buoxumuyeckne MeToAbl B TCHETUKE YETIOBEKA UCIIOIB3YIOTCS JIJIsl TUarHOCTUKHU
HacJeCTBeHHBIX OoJie3Hel ooMeHa BeniecTB (HBO). Onu HanpaBiieHbl Ha BISIBIICHHE
AHOMAaJILHBIX OEJIKOBBIX TPOIYKTOB '€HOB MJIU MATOJIOTHYECKUX METa00IUTOB BHYTPH
KJIETKH U BO BHEKJIETOYHBIX KHUIKOCTIX O0JbHOro. OO0BEeKTaMu OUOXUMUYECKOM
JUArHOCTUKU MOTYT OBITh MOYa, MOT, MJIa3Ma M CHIBOPOTKA KpOBH, (hOPMEHHBIC
aJIeMeHTHI KpoBH. [IpenMeToM OMOXMMUYECKON TUarHOCTUKU MOTYT OBbITh pa3InyHbIe
KJIACChl OPraHMYECKUX M HEOPraHMYECKUX BEIIECTB (AMHHOKHUCIOTHI, YIJIEBOJIBI,
JUOUABL, MYKOMOJIMCAXapuabl, HOHBl METAJUIOB W Jp.) U HUX METabOJUTHI,
KOHIIEHTpAIMsI M OTKJIOHEHHUS B aKTUBHOCTH (pepMEHTOB. bruoxmmMuueckue MeToibl
NOAPA3AEISIOT Ha KAYECTBEHHbIC, KOJIMYECTBEHHBIE U IOJYKOJWYECTBEHHBIE.
KadecTtBeHHble peaknuu TO3BOJISIIOT OOHAPYXHUTh WU30BITOYHBIE KOHIEHTPAIUH
CcyOCTpaToB OJOKMPOBAHHOW (EPMEHTHOW peakluu WM HUX TPOU3BOJIHBIX.
KauecTBeHHbBIE TE€CTHI UyBCTBUTEIbHBI, IPOCTHl B IPUMEHEHUH, OTINYAIOTCS HU3KOMN
ce0eCTOMMOCThIO u HE JTat0T JI0KHOOTPHULATEIIbHBIX pEe3yIbTaTOB.
[TomyKOJIMYECTBEHHBIE U KOJIMYECTBEHHBIE TECTHI MPOBOIATCS KaK C MOYOM, TaK U C
KpPOBBIO (Ta3bl KPOBH, IITIOK03a, MOHBI aMMOHUSI, MOJIOYHAsI KMCJIOTA, KETOHOBBIE TEA,
MUPOBUHOIPAHAS KUCIIOTA, XOJIECTEPUH, TPUTIIULICPUIBI) U MOTYT UMETh PA3JIMUHYIO
cTeneHsb cioxHocTh. Hanboiee mpocThie U3 HUX: U3MEPEHUE KOHIEHTPAIIMH JIaKTaTa,
NMpyBaTa, KETOHOBBIX TEJ, MOHOB aMMOHHUS, a TaKXKE ONPEIEICHHE KHUCIOTHO-
IIEJIOYHOr0 paBHOBecHs. Pemaroiiee 3HaueHHE B IMarHOCTHKE HAPYIIEHWH oOMeHa
UrparoT Oosiee CIO0XHBIE M BBICOKOTOYHBIE KOJMYECTBEHHBIE METOJbI, TaKUE Kak
dbayopumeTpuueckue, XpOMaToMace-CIeKTPOMETpHs, cnekTpodoTOMETpHS,
pasznu4HbIe BUJIBI XpoMmaTorpaduu u dekrpodopes raukozamuHorankanos (I'AT).

B Menuko-renernueckom HaydHoMm IieHTpe PAMH paspaborana mnporpamma
CEJIEKTUBHOI'O CKPUHUHIA HAa HACJIEJACTBEHHbIC 00JE3HH OOMEHa BEIECTB C OCTPHIM
TEUCHUEM U PAHHHUM JICTAJIIBHBIM UCXOJO0M. llepBblii 3Tam nporpamMmmsel BKiItodaeT 14
KAUEeCTBEHHBIX M KOJMYECTBEHHBIX TECTOB C MOYOW M KpPOBBIO Ha Oe€JoK, Ha
KETOKHUCJIOTHI, HA ITUCTUH ¥ TOMOILIMCTENH, KPEaTUHHH, HOHBl aMMOHUS U Ap. BTopoii
ATan BKJIOYAET METOJbl TOHKOCJIOWHOW Xpomartorpaduvi MOYM W KpPOBH ISt
BBISIBJICHUS aMHHOKHUCIIOT, ()EHOJBHBIX KHUCJIOT, MOHO- M JUCaXapujoB U JPYTUX
coenuHeHni. C MOMONIBIO AIeKTpoope3a MOUYH BBISBISIOT INIMKO3aMUHOTJIMKAHBI.

MoJjieKyJaSIpHO-TeHETHYECKHEe METOAbl MPEIHA3HAYEHbl JUISl  BBISBIICHUS
BapualuMii B cTpykrype wuccienyemoro ywactka JIHK (amwtens, rena, permona
XPOMOCOMBI) BILJIOTh JI0 paciin(pOBKH MEPBUYHOMN MOCIEI0BATEIIbHOCTH OCHOBaHUH.
B ocHoBe stux meronom Jyexar manunyssanuua ¢ JJHK n PHK. B mMemuumnckon
TE€HETUKE LENbI0 3TUX METOJIOB SIBJISIETCS JUArHOCTUKA MYyTallUMid, UCCIEIOBaHUE HUX
accolMali C  HACIEACTBEHHBIMH  3a00JIEBaHMSIMH, a TaKKe BBISBIICHUE
FETEPO3UTOTHBIX M TOMO3UTOTHBIX HocuTened myrtanuu. IIpenmmymectsom JIHK-
JTUATHOCTUKY SIBIIIETCS HCIIOJIb30BaHWE YHU(DHUIIMPOBAHHOTO Habopa METOOB,
MIPAKTUYECKN HE 3aBUCAIIECTO OT LEJIIE MPOBOAMMOIrO HCCIEIOBAHUS. JTO METOMbI
BoiienieHuss JIHK, TP, snektpodopes, pectpukuus JHK, rubpuauzanus co




cnerupuueckumu JIHK-3onmamu u cexBenupoBanme. Takum oOpa3om, B mpenenax
OJIHOM Jlaboparopuu MOXHO 3aHMMaTbes JIHK-auarHocTHkoi MIMPOKOTro CIIEKTpa
3a00yIeBaHUM.

Hcrounukom renomuoi JIHK moryt ObITh JIFOOBIE SIApOCOACpPIKAIIHME KICTKH.
Breinenennas u3 kinerok JIHK nmpeacrasiser coboil BeCh TeHOM OpraHHu3Ma, IO3TOMY
Takue o00pa3ubl Ha3piBalOT reHomHOM JIHK. Ha mnpakTuke wamie HCMOIB3YHOT
nepudepuuecKyro KpoBb (JEHKOIMTHI), XOPUOH, aMHUOTUYECKUE KIIETKU, KYJIbTYPhI
¢bubpobaacroB. /s omaHOro aHamm3za HEOOXOAMMO HMETh (B 3aBHCHMOCTH OT
UCIIOIb3YEMOr0  METOJla) OT HECKOJIbKUX HAHOTPAMMOB JO  HECKOJBKUX
mukporpammoB JIHK. /I aToro Tpedyercst HeOobI10e KOJIUYECTBO OMOIOTUYECKOTO
Marepuana, Hanpumep, 1 ma kpoBu, 5S—10 mr kyaeTyphl kietok 20—40 mMr xopuoHa,
COCKOO DMUTENHs CO CIHU3UCTOM OOOJIOYKM IIEKH JHOO0 HECKOJBKO BOJIOCSHBIX
aykoBull. O6paboTanHyr0 0coObIM 00pa3om ¢pakiuio BeicokomoeKysipabix JJTHK
OTIIETISIIOT OT HU3KOMOJICKYJIIPHBIX COEJWHEHUHM, TAaKUX Kak (PparMeHThl OENIKOB,
JUTIAJIBI, YTIIEBOIBI, OcaxaatoT u orouparoT JJHK, BeImaBmyro B ocaox.

[Tommmepasnas nenHas peakius. [P — ato meTon ammmdukanmy (YMHOKESHIS )
JJHK in vitro. 3a HECKOJBKO YacOB MOXKHO Pa3MHOXHUTH OIPEICICHHYIO
nocnenoBarenbHocTh [JHK B KOnnMuecTBe, mpeBbIaromeM NCX0JHOE B MAJJIMOH pa3
u 6ousee. Jlnsa nposenenus [P Hy»HO 3HaTh HYKJICOTHUHYIO MOCIIEIOBATEIILHOCTD
ammuuupyemoro  ¢parmenta. B COOTBeTCTBUM €  HYKJICOTHUIHOM
IIOCJIEIOBATENBHOCTBIO KOHIIOB 5° M 3’ MCCIEAYyEMOTO y4acTKa CUHTE3UPYETCS JiBa
OJIMTOHYKJICOTUAHBIX TIpaiiMepa (3aTpaBKu).

Pecrpuxkumuss JJHK na  ¢parmentsl.  OcylecTBisieTcss  pecTpUKTa3aMu
(9HIIOHYKJI€a3aMH), KOTOpbIE CIOCOOHBI pa3pbiBaTh AByxuenodeunyo JHK B
npenenax CTPOro ONPEACNICHHBIX IS KaXIoro (parMeHTa MOociie0BaTeIbHOCTEH
HYKJICOTHUIOB MPOTSHKEHHOCTHIO 4—6 map ocHoBaHuii (peako Oosnbie). [Ipu o6paboTke
reHomaor JIHK pectpukTazoil momydaercs 3aKOHOMEPHBINA ISl TAHHOTO (epMeHTa
Ha0Op GparMeHTOB PA3TUIHON JIJTMHBI.

Onekrpodopes pparmenToB JTHK obecneunBaer pasnmencHue 3TUX (parMeHTOB
IpU UX pacClpe/eICHUH HA MOBEPXHOCTU MOJIUAKPUIAMHUIHOTO Treiia. DparMeHTh
JAHK nBuxyTcs B reiie, NOMEIIEHHOM B IOCTOSIHHOE JJIEKTPUYECKOE II0JIe, OT
OTPUIIATEILHOTO TMOJI0CA K TOJOKUTEIIBHOMY B 3aBHCHMOCTH OT pa3MepoB (d4em
OoJibllle OTHOCUTENbHAsI MOJICKYJIsIpHasi Macca ¢parMeHTa, TeM MEIJICHHEE OH
JIBIDKETCS B dJiekTpudyeckoM moiie). [locrme okoHuanust anekrpodope3a KakIblid
¢parment JHK 3anumaeT onpeneneHHOE MOJI0KEHHUE B BUJE TUCKPETHON MOJIOCHI B
KOHKPETHOM MecTe Teis. JIuHy KaxIoro (gparMeHTa MOXKHO OIpPENeNuTh IyTeM
CpaBHEHUSI TMPOWUJIEHHOTO (parMEeHTOM pACCTOSHUSL C PACCTOSHHUEM, IMPOMJACHHBIM
cranaaptaeiM  obpasuom JHK ¢ wu3BectHeiMu pasmepamu. Busyanuzanus u
uaeHtudukanus ¢parmento JIHK B rene cranoBsTcs MO0 KOHEYHBIM ITArlOM
JTUArHOCTUKHM, JMOO0 DJJIEMEHTOM JajbHediero aHammsza. MueHtudukanuro
KOHKpEeTHBIX (hparmeHTOB B Tene cpenu reHomHor JIHK mposectu Tpynuee. M3-3a
OOJIBILIMX Pa3MEpPOB I'€HOMa 4YeJOBEKa MOCJe PECTPUKIMU 00pazyercsi Tak MHOIO
PECTPHUKTHBIX (PparMeHTOB, YTO arapo3HBIA TeNb MOCJE 3JEKTpodope3a U OKPACKU
ATUIUA OpOMUIIOM B yIbTPadUOIETOBBIX Jydax BBIMJISAUT Oojiee WM MEHee



paBHOMepHO okpameHHbIM. Crnemnduueckue ¢parmentsl JJHK BoisBIAIOT myTem
onot-rubpuanzaiuu o CaysepHy.

3aKJIFOYNTENIBHBIM JTAllOM AHAJIN3Aa MYTAlUW SIBJISIETCS UX CEKBEHHPOBAHUE, T.€.
oTpeIelICHIE HYKJICOTHIHOM nocieaoBarenbHoctu GpparmenTa JIHK.

[IpuHnunuaneHO pasznmuyaroT mnpsmyro ©u  KocBeHHyw JHK-amarnocruky
MOHOTE€HHBIX HACJIEJICTBEHHBIX 00JIE3HEH.

[IpsiMble METOJIBI UCTIONIB3YIOTCS ITPU YCIIOBUH, UTO T€H 3a00JICBaHUS KIIOHUPOBAH,
W3BECTHA ero AK30H-UHTPOHHA Opra"u3anus 15810 HYKJICOTHHAS
NIOCJIEIOBATENBHOCTh NTONIHOpa3sMepHol koMiuiemeHTapHoit JIHK. Ilpu mnpsamoit
JUArHOCTUKE MTPEAMETOM aHAIN3a SIBJISIOTCS MyTalluy reHa. Eciy MyTaluy U3BECTHBI,
TO MOXHO HUX BBIIBIATH JHOO € TOMOIIBIO (EPMEHTOB-PECTPUKTA3, KOTOPHIE
pPacIo3HAIOT CTPOTO OMNPEJCICHHbIE HYKJICOTHIHBIE TOCIEI0BATENIbHOCTH, OO0 Ha
ocHoBe JIHKrubOpuamzanuu. K umciay Takux METOJOB OTHOCAT PECTPUKIIMOHHBIN
aHanu3. Ero cyTb COCTOUT B TOM, YTO PECTPUKIMOHHBIE SHJIOHYKJIIE€a3bl) pa3pe3ar0T
nBorinyto HuTh JJHK B onpeneneHHbIX MOCIEA0BATENBHOCTAX U3 4—8 HYKIIEOTHUIOB.
Pa3spezanue wmyrtantHou JIHK pgaer ydvacTky, oTiMYarmOmuecs IO JUIMHE OT
HOPMAaJILHBIX YYacCTKOB, YTO M BBISBIISIETCSA Ha diekTpodoperpamme. Ecim B cocta
caiiTa peCTpUKIIUHA BXOJUT MOJUMOPGHBIN HYKICOTHI, 3Ty MyTAITUIO0 MOKHO BBISIBUTH
a0CoIIOTHO AOCTOBEepHO. Ecim moauMopdHbIe HYKICOTHIBI JEKAT B HEY3HABACMbIX
PECTPUKTA30M ydacTKax, TO METOJ PECTPUKIIMOHHOIO aHaldu3a HEMPUMEHUM.
Amnenscnienuduunas [P wucnons3yercs s BbIABICHHUS TOYKOBBIX MYTallUid,
HEOOJIBIINX JeNeluid W HHCcepuud B wuccienyeMmblx reHax. [ILP mo3BossieT
MHOT'OKpPaTHO YBEJIMYHMTh YHHKaJbHYI mocienoBarenbHocts JIHK, a 3arem
IpOaHaTU3UpOBaTh €€ Ha mnpeaMer wmyrtanuu. C  MOMONIBIO  crienuruecKux
OJIMTOHYKJICOTUAHBIX MTPaiiMepOB MPOBOIAT aMITU(UKAIINIO KOJAUPYIOIIUX YYACTKOB
reHomaorr JIHK. Hapsiny ¢ nByms pa3oOpaHHBIMH BBIII€ TPSIMBIMH METOJAMHU
JNETEKLINU U3BECTHBIX MyTaluui npoko npumMensiercs [P B peanbHOM BpeMeHH.

Ecnu xapaktep MyTaluu HEW3BECTEH, a KIMHUYECKas KapTUHA 3a00JeBaHUS
MO3BOJISICT MPEAINOJOXKUTh, B KAaKMX TI'€HAaX MOIJIa NPOU30WTH MyTalus, TO B
1a060paTOPHON TUATrHOCTUKE TMPUMEHSIIOTCS CICIYIONUE METOJbl MYTaIllMOHHOTO
ckpuHuHra: asamu3 nepecrtpoek JIHK-6normnrom mno CaysepHy; aHamu3
nonumopdusma koHdpopmaruu oxuouenoyHor JIHK; rerepomyriekcHbil aHamus;
anektpodopes apyxuenodeyHoit JJHK B rpaguente nenarypanra u ap.

[IpenmymecTBa NpAMbIX METOHOB:
- npaktuyecku 100%-1 TOYHOCTh JUATHOCTUKH;
- otcytcTBue HeoOxoaumocTu JIHK-ananu3a Bcex 4ieHOB sSiIEPHON CEMbH;
- BO3MOXHOCTb BBISIBJIEHUSI TE€TEPO3UTOTHOTO HOCHUTEIBCTBA MATOJIOTUYECKUX
MyTalMil y pojuTeseil ymepuiero 00JbHOTO U €ro POJCTBEHHUKOB, YTO OCOOCHHO
aKTyaJbHO ISl Ay TOCOMHO-PEIIECCUBHBIX 3a00JI€BaHUN.

Henocrarku:

- Tpe0yeTcs 3HaHUE TOYHOM JIOKAJIM3AI[MH TATOJIOTMYECKOT0 TeHa B TEHOME, €0 YK30H-
WHTPOHHOU CTPYKTYPHI U CIIEKTPa €ro MyTaIui (Takast nH(popMaIus Ha CeroTHIITHANA
JIEHb JOCTYITHA JAJIEKO HE ISl BCEX MOHOTCHHBIX 00JIe3HEH YeI0OBEKa).

Kocsennbie meronsl JIHK-gmarHocTnky nmpuMEHSIIOT B TOM CiIy4dae, €CIU TEH,

MOBPEXKACHNUE B KOTOPOM MPUBOJUT K 3a00JIEBAaHUIO, HE WECHTU(PUIIUPOBAH, a JIUIIIb



JIOKAJIN30BaH Ha ONPEAECIECHHOW XpoMOCOoMe, uiau Korga meronasl mnpsmout JTHK-
JUArHOCTUKH HE JAI0T pe3ysbTaTa (Halpumep, MpyU 3HAYUTEIbHOU NPOTSKEHHOCTH U
CIOKHOW MOJICKYJISIPHOM OpraHu3aly TeHa, a TakKXke M[IHUPOKOM CIIEKTpe
MATOJIOTUYECKUX MYTAILIUI B HEM).

Kocsennsie metobl JIHK-aquarnocTuky OCHOBaHBI Ha aHAJIM3E CETPETalli B CEMbE
ajuiesie moauMOp(HBIX MapKEepPOB, HAXOASAIIUXCS B TOM K€ XPOMOCOMHOM PEruoHe
WIM TECHO CIEIUIEHHBIX ¢ JIOKycoM 3aboneBanus. I[lomuMopdHbie Mapkephl,
ucIojb3yeMble 111 KkocBeHHoU JIHK-nmuarHocTuku, mpeacTaBistioT cOO0M TOYKOBBIE
3aMEHbI, JeJIelIMK/ HWHCEPLHH, MOBTOPHI, MOJIUMOPPU3M KOTOPHIX 0O0YCIOBIEH
Pa3IUYHBIM KOJIMYECTBOM 3JIEMEHTOB B Osioke. Hanbosee ynoOHbIMH AJ11 KOCBEHHOMN
JHK-nuarHocTuku  mpU3HAHBIMUKpPOCATEIIUTHRIE (MOHOMEpP JO0 S5 T1LH.) W
MUHUCATEJUIUTHBIE (MOHOMEpP TOBTOpa cOCTOMT U3 5—-60 m.H.) noaumMopdHbIE
MapKephl, MHUPOKO pPACHpPOCTpaHEHHbIE B TeHOME uYenoBeka. [[ns OonbmmHCTBA
U3BECTHBIX B HACTOSAIIEE BPEMs MOJIMMOP(PHBIX CAWTOB TAaKOrO THUMA OBUI CTPOTO
IIOKa3aH MEH/ICJICBCKUI XapaKTep HACIEAOBaHUS. TE€XHUUECKHUE MPUEMBI B KOCBEHHOU
JMAarHOCTUKE TE€ K€ camble, 4yTo u B mpsiMou (monmyuenue JIHK, pectpukiuus,
anekTpodopes u T.4.). K sTomMy mpumemy mo0aBiseTcss MaTeMaTHYCCKUHM aHAIIN3
CUEIJICHUS TPU3HAKOB.

[Ipeumymecrna:

- HE TpeOYIOT 3HAHUS CTPYKTYPhI '€HA U CIIEKTpa MyTalluil B HEM, HEOOXO0IUMO TOJIBKO
UMETh CBEJICHHUS O €ro JIOKAJIU3all1H;

- “HGOPMATUBHBI MPAKTUYECKHU VISl BCEX OOpPATUBILIUXCS CEMEH, MOCKOJbKY BCErjaa
€CTh BO3MOXKHOCTb CpEIU TMOJUMOP(PHBIX MApPKEPOB, CIEIUIEHHBIX C JIOKYCOM
3a0osieBaHus1, HAUTH MHGOPMATUBHBIN JJIsl JAHHOW CEMBHU.

Henocrartku:

- Het 100%-# TouHOCTH;

- He0OXOIUMOCTh CEMEMHOTO aHajan3a M 00s13aTeIbHasl YBEPEHHOCTh B KIMHUYECKOM
JIMarHo3e;

- MOTYT OBITh TPUMEHEHBI TOJIBKO JJISI MOHOJIOKYCHBIX 3a00J1eBaHnid M Hed(DPEKTUBHBI
TSI MOHOT€HHBIX MOJIMJIOKYCHBIX OOJIC3HEH.

IlpeHaTajJbHAas JAMATHOCTHUKA HACJICACTBEHHBIX O0O0JIE3HEH — KOMIUIEKCHAs
JOpOJI0Basi JUArHOCTUKA C 1EJIbl0 OOHApy)XeHUsT TNaTOJOTMU Ha  CTaauu
BHYTpUYTpOOHOT0 pa3Butus. [IpeHaraiipbHasi TMarHOCTUKA CBsi3aHa C PELICHUEM psijia
OMOJIOTUYECKUX U ATUYECKUX MPOOJIEM JIO POKIEHUS peOeHKa, TaK KaK MPU 3TOM peyb
UJeT He 00 W3JIeYeHUH OO0JIE3HHU, a O NPEAYNPEKIECHUU POXKIEHUS pPEeOCHKA C
NaTOJIOTUEH, HE MO AatoIIeiics JieueHUIo (0OOBIYHO MyTEeM MPepbIBaHUs OEPEMEHHOCTH
c coryacusi >KeHHIUHBI). [Ipy COBpeMEHHOM YpOBHE pa3BUTHSA MPEHATAIHHOM
JTUArHOCTUKH MOJKHO YCTAHOBHTH JIMarHO3 BCEX XPOMOCOMHBIX OOJIe3HEH,
OOJBIIIMHCTBA BPOXKJACHHBIX MOPOKOB PA3BUTHs, YIH3UMOMNATUH. YacTh U3 HUX MOKHO
YCTAaHOBUTH MPAKTUYECKHU B JIFOOOM CpOKe OEpEeMEHHOCTH (XpOMOCOMHEBIE 0O0JIC3HN),
yacTh — nociie 12-i1 Hegenu (peayKIHOHHBIE TMOPOKM KOHEYHOCTEH, aTpe3uu,
aHsHIePaInIo), 4acTh — TOJBKO BO BTOPOU MOJOBHMHE OEPEMEHHOCTU (TIOPOKHU
cepala, moyek).

[Toka3zaHus it TpeHATAIBHOM TUATHOCTUKM:

- Bo3pacT 35 neT u crapiie (My>K4uH 45 JIeT U cTapiie);




- HaJTM4YKe B CEMbE HACJIEICTBEHHON 0OJIC3HH;

- HEONaronmpuATHBIA aKymIepCKUil aHaMHe3 (TIOBTOPHBIE CIOHTAaHHBIC MpPEPHIBAHUS
OEpEeMEHHOCTH WM POKJICHHE PEOCHKA C BPOXKIECHHBIMH TIOPOKAMU PA3BHUTHS);

- caxapHbIi quadeT, dSuierncus, HHPEKINN y OEpeMEHHOM;

- JICKapCTBEHHAS TEpaIus;

- KOHTAKThI C TEPATOTCHHBIMU (haKTOpaAMHU.

[IpenaranpHas QUArHOCTHKA JOJDKHA BKIKOYATh JBa dTama. llepBblid 3Tam —
BBISIBJICHME M OTOOpP CEeMel C TMOBBIIMICHHBIM PUCKOM HEOJIAronoiay4yHoro B
FEHEeTUYECKOM TIUlaHe ucxoja OepemMeHHOCTU. BTopoit sTtam — yTOouHsAMOIIas
peHaTajlbHast AMarHocTuka. JIroobie METO Ibl YTOUHSIONICH AUArHOCTUKHA TPUMEHSIOT
TOJIBKO Y JKEHIIUH ¢ (haKTOpaMu pHUCKa.

Mertoapl npeHaTanbHON JUATHOCTUKU:

- CKpUHUHTOBBIE (MEIMKO-T€HETUYECKOE KOHCYJIbTUPOBAHUE, ONIPEACIICHUE YPOBHS OL-
deronporenna (A®DII) B CBHIBOPOTKE KpOBU OEpPEMEHHOM, XOPUOHUYECKOTO
roHagoTponuHa (XI'H), HEKOHBIOTUPOBAHHOT'O ACTPHUOJIA, AIETUIXOJIMHACTEPA3bl H
Ap.).

- HeUWHBa3uBHbIE (TpocenBaroniee U yTouHswoliee Y3UW, MarHUTHOpe3OHaHCHas
Tomorpadusi, KapJMOMOHUTOPHOE HCCIIEIOBAHUE CEPACUHON JEATEIHHOCTH IUIOAA C
OJIHOBPEMEHHOM pErucTpalmeil ero JBUraTeIbHOM aKTUBHOCTHM M TOHYCAa MAaTKH).
IIpoceuBaromue Y3U, cornacHo npukasy Munszapasa Poccun, 10JKHBI IPOBOAUTHCS
BCeM OEpeMEHHBIM JKEHIIMHaM TpexkpatHo: B 10-13, 20-22, 30-32 wuegenu
o6epemenHocTy. Bo3moxkHOo ricniosib3oBanre Y3U HaunHas ¢ 6—8 Hemenu.

- UHBa3WBHbBIC (AMHUOIICHTE3, OUOTICHS XOPHUOHA, OMOTICUS TUIAIIEHTHI, KOPIOIIEHTES,
Ouworicusi TKaHEeW miIoga W Jp.) — MPOBOMATCS IO CTPOTHM IOKAa3aHUSAM, IOCIIE
poBeIeHus npocenBaromiero Y3U.

JIy1st HeCKOJIbKMX 0OJIe3HEH yxe pa3paboTaHbl HE TOJIBKO TEOPETUUECKUE OCHOBBI
JUArHOCTUKM (0  pa3BUTUA  KJIMHUYECKOM  KapTHUHBI), HO W  METOJbI
npoduinakTuiyeckoro JjedeHus. I[lockosibKy otTnenbHble (OPMBI HACIEACTBEHHBIX
OoJie3Hel peliku (pacrpoCTpaHEHHBIX TEHHBIX 00JIE3HEH HEMHOTO), JIJIsl X BBISIBIICHUS
JOJKHBI OBITH MPOCTHIE M JEIIEBbIE METOJBI IMpoceuBarouieil nuarHoctuku. C ux
MOMOIIBI0 MOXHO TPOBOAUTH HACHTHU(PUKALUIO HEPACIIO3HAHHBIX OOJE3HEeH ¢
MOMOIIBIO OBICTPO OCYIIECTBIISIEMBIX MPOBEPOK (TECTOB). ITO 0obOecreurnBaeT oToop
JMI] C BEPOSTHBIM 3aboseBaHueM. JItojelt ¢ BBICOKOW BEPOATHOCTHIO 3a00JIEBAHMS
MOBTOPHO OOCJEAYIOT C NMPUMEHEHHEM YTOYHSIONIMX HAarHOCTHUYECKUX METOJIOB,
MO3BOJISIONTUX JTMO0 OTBEPrHYTH MTPEANOIATABIINIICS Ha IEPBOM dTAIe IUarHo3, 1100
YBEPEHHO MOATBEPIUTH €ro. Maes nmpoceunBatromiero oocieoBaHus HOBOPOKICHHBIX
HAa YHAacCJEJOBAaHHYI0 KOMOWHAIMIO ajuliesiel, oOyCIOBIMBAIOUIYID pa3BUTHE
HACJIEJICTBEHHOM 00J1e3HHU, cTaa mpoBepsaThes B 60-x rogax. K HacTosieMy BpeMeHH
YK€ OKOHYATEJIBbHO CIIOKHWJINCh OCHOBHBIC TIOJIOXKEHUS MaCCOBOW JUArHOCTHKH
HACJIEJICTBEHHBIX 00JIe3HEH HA TOKJIMHUYECKON CTaauu (KpUTEPUM HACJIECICTBEHHBIX
00JIe3HEH U JUarHOCTHYECKUE METO/IbI).

Ha ceromnsimnuii neHb NpOrpaMMbl MacCOBOTO CKPUHMHIA HOBOPOMKIECHHBIX
OCYUIECTBJISIIOTCSI B OTHOIICHUM (EHUIKETOHYPUHU, BPOKICHHOIO THUIIOTHUPEO3a,
BPOKJIECHHOM THUIEPIUIA3UM HAJAMOYEYHUKOB, TAJIAKTO3€EMHMM W MYKOBHUCIIMA03A.
OcHoOBHas 1IeJIb 3TUX MIPOTrPaMM — paHHEE BBISIBJICHUE HACIIEICTBEHHOTO 3a00JI1eBaHUs



Ha JOKJIMHUYECKOU (IOCUMITOMATHYECKOW) CTa Iy U OpPTaHU3aIisi CBOEBPEMEHHOTO
PO HIAKTUIECKOTO JICUCHUS.

3AJAHUA JJIA ITPOBEPKH

1. Ykaxkute npaBUIbHBIC BApUAHTHI OTBETA.

1.1. IIpo6ann 3t0:

A) pOJICTBEHHUK OOJILHOTO;

b) Tot, kTO COOUpaeT cBeaeHuUS;

B) yenoBek, pogocioBHYI0 KOTOPOTO U3Y4aloT;

I') yenoBek, U3y4arOUIMi POJAOCIOBHYIO

1.2. bnaromapsi reHeaJIorH4eCKOMY METOTy, ObLIH (0) yCTaHOBJIEHBI(0):

A) CUEIUIEHHOE HACIIEIOBAHUE IPU3HAKOB;

b) crpoenue reHos;

B) MexaHu3Mbl BOSHUKHOBEHHUS T€HHBIX, TCHOMHBIX U XPOMOCOMHBIX MYTaIlHii;
I') Mopdomorust 1 KOTUYECTBO XPOMOCOM B TEHOME.

1.3. C nomouipo ... MeToJa ObUIO MOKa3aHO, YTO MPOAOKUTEILHOCTh XU3HU, U
TBOPYECKHE CHOCOOHOCTH 4YelOBEKa, B OOJbIIEH CTENEHH ONpEeestOTCs
HACJICICTBEHHOCTHIO, a HE BIUSHUEM BOCIIUTAHUS U JEHCTBUEM OKPYIKAFOIICH CPEIbI:
A) reHeaJoruuecKoro;

b) 6nusnenosoro;

B) uurorenernueckoro;

I') GuoxumMuueckoro

1.4. IuCKOpAAHTHOCTH ONIPEACTISECT:

A) CXOIHOCTH 110 MHOTHM MpPU3HAKAM;

b) oTniune mo MHOTUM TIpU3HAKaM;

B) pa3znosiiinioBoCTb;

I') au3UroTHOCTH

1.5. lluToreHeTH4eCKUM METOIOM U3YUYarOTCSI XpPOMOCOMBI Ha CTAJIUH ... MUTO34:
A) ipodassr;

b) meradaszsi;

B) anadassi;

I') Tenodassr

1.6. HacnencrBeHHble 6071€3HM 0OMEHA U3y4aeT METO/;

A) nomyIsSMOHHO-CTaTUCTUYECKUN;

b) Guoxumuyeckum;

B) Onu3HenoBbiM;

I') uuroreneTnueckum

1.7. AMHUOILIEHTE3 - 3TO METOA;:

A) reHeajoru4ecKuii;

b) nepmarornuduyeckuii;

B) npenaranbHON 1MarHOCTUKY;

I') 6u3HEeOBBII

1.8. KapuotunupoBaHue uCnoib3yeT METOA:

A) OMOXUMUYECKUIL;



b) reneanoruyeckuii;
B) nurorenernyeckuii;
') Gnu3HEIOBBIH.

1.9. CeneKkTuBHBIN CKPUHUHT HUCIIOJIB3YETCS MIPU:
A) poBepke OMOXMMHUYECKUX aHOMaJInii OOMEHa y TaIleHTOB;
b) nopo3pennn Ha reHHbIe HACIeACTBEHHbIE 00JIE3HU;
B) nmpoBepka uToreHeTuyecKux 0oJe3Hel;
I') A u b BepHbI

1.10. IToka3aHusi K MPUMEHEHHIO OMOXUMHUYECKOTO METO/1a FTEHETUKH YEJI0BEKa:
A) HENEpPEeHOCUMOCTh HEKOTOPBIX MPOAYKTOB ITUTAHMS;
b) MHOXKECTBEHHBIE TOPOKHU Pa3BUTHS;
B) npuBbIYHbIC BHIKU/IBIIIIN;
I') noo3penust Ha CEMEWHYI0 TPAHCIOKAIUIO.
2. Pemte cuTyanmoOHHBIE 3a/1a4u.
2.1. IIpoGanyg — *xKeHIIMHA, CTpaJaeT axoHaporuiaueil. Ee Opar u cectpa 370pOBHI.
Martb npobanga 60abHa, a otel] 340poB. Jleayiika no JMHUKM MaTepu npodana 0oaeH
Y UMEET 3/I0POBYIO U OOJIBHYIO CECTPY, Y KOTOPOMl €CTh 310p0BbIi ChIH. [Ipageaymka
OoneH, a mpabadymika 370poBa. CoCTaBbTE POJOCIOBHYIO CEMbU U OMPEICIUTE THIT
HacienoBaHus 3a0oneBaHus. Omnpenenutre BEPOATHOCTh POXKACHUS Yy MpodaHaa
310pOBOro peOeHKa, €ClIM 3Ta JKEHIIMHA BBIMJIET 3aMyX 3a 3I0pPOBOI0 MY>KUHHY.
VYKaxuTe reHOTHUIbI BCEX YWIEHOB CEMBHU.
2.2. I1o naHHBIM aHaMHE3a, MaTh 3/I0POBA U IPOUCXOIUT U3 OJIATOMOITYYHOM MO OAHOM
u3 hopm nxtro3a (X-CIerIeHHbIH PEelleCCUBHBIN TUIT HACJIEIOBAHUS) CEMbHU, a OTEll
6oneH 3Toi hopmoit uxtrosa. JJoub ITUX poauTeEIe BBIXOAUT 3aMYK 3a 3I0POBOIO
foHOITy. OmnpenesnTe CTENEHb T'€HETUYECKOTO PHUCKAa POKICHHUS B ITOM MOJIOHOM
cemMbe pebeHka, 00JbHOTO NMaHHOW dopMoil mxTtHo3a. Kakne MeTompl AHarHOCTHUKA
MOTYT OBITb WCHOJB30BaHBl [IJIsi OOHapyKeHHs naHHOro 3aboneBanusi? Kakwue
PEKOMEHAAIMU JOJKEH J1aTh Bpau-reHEeTUK?
2.3. [IpoBenuTte aHAIN3 CAEAYIOIIUX KAPUOTPAMM



L g
\MC L) ¢f {6 ) al
J ™\ 1) it ,ﬁ;\i J‘} i
‘Al ] ]
i . . o $ 1 F a3 4 5
¥ & B - ) .
AN st i iyttt
ViV 01 it ) ‘ ih Poif o
.Y . ' w " ou ® 7 8 a I i 1z
;ié i 14 1 11 £ e i
fHE & 2 L ? : Ea
123 14 1 14 17 l: ’] ‘( :; ‘ o
[P 13 14 15 16 17 18

it T E' L] | Ad £ }x i

8 o] n a2 X L) 19 ] 21 2z ¥
(a) (6)

b )” % N Y F sl M ; . "
1M\ ? \'- < Vi 1% A 1 81\ 1
'L L“'(_‘ 1 J\ f-{‘ \'r':‘l l\ f il !
I\ a A W

' 1 3 & 4
\¢ { { s v Y/ 3/ r'\ NI }n M{ w1

i J 1 } &1 A " -

. r N 4 w0 1 ¥ é 7 8 9 10 11 12
I N < 113 E I U i
1 i i " '

f 13 14 1 16 17 18

» i i1 i 1 i3

: j s B o o ‘11

' » n 7 x ¥

19 0 21 X
(B) (r)

JIMTEPATYPA JJIA ITIOATI'OTOBKH

1. buonorus : yueOHuUK 17151 cTy1eHTOB By30B / M3 PD, I'bOY BIIO Ilepsriit MI'MY
uM. K. M. CeuenoBa; o pea. H. B. UeOnimeBa. - Mocksa : MUA, 2016. - 635 c.ui.
- ISBN 978-5-9986-0229-0.

2. buonorus : yueOnuk : B 2 1.. T. 1 / mox pen. B. H. Speiruna. - Mocksa : [DOTAP-
Menua, 2018. - 725 c.umn. - ISBN 978-5-9704-4568-6.

3. buonorus : yueOnuk : B2 1.. T. 2 / moxg pen. B. H. Spwiruna. - Mocksa : [OTAP-
Menua, 2018. - 553 c.un. - ISBN 978-5-9704-4569-3.

4. buonorus : yueonuk : B 2 1.. T. 2 / B. H. Speirun, B. B. I'nunkuna, Y. H. Bonkos
[n op.] ; mox pen. B. H. fpeiruna. - Mocksa : [DOTAP-Menua, 2015. - 553 c. : uin. -
ISBN 978-5-9704-3565-6. 5. buosorus : yueonuk : B 2 1.. T. 1/ B. H. Spsirun, B. B.
I'muukuna, Y. H. BoskoB [u ap.] ; mox pea. B. H. Speiruna. - Mocksa : [DOTAP-
Menua, 2015. - 725 c. : ni. - ISBN 978-5-9704-3564-9.

6. buonorus : yaeOnuk : B 2 Tomax: T. 2 / mox penakuueii B. H. Speiruna. - Mockaa :
I'SOTAP-Menua, 2020. - 553 c. : un. - ISBN 978-5-9704-5308-7.

7. buonorus : yaeOnuk : B 2 Tomax: T. 1 / mox penakuueii B. H. Speiruna. - Mockaa :
I'S0TAP-Menaua, 2020. - 725 c. : un. - ISBN 978-5-9704-5307-0.



8. [IpakTrkym 1o Ouosoruu: yueoHo-meroanueckoe nocooue / FO.B. Msikumiesa, P.A.
[IlenerxoBa, [{.C. I'pomoBa, A.®. Ilasnos, U.C. ITaBnos, FO.A. Xanutosa ; ®T'BOY
BO CamI'MV Munsapasa Poccun. - Camapa: UJ1 «bu I'pynm», 2023. - 100 c.

9. buonorus. T. 1.: yue6nuk: B 2 1. / mox pea. B. H. SApsiruna. - Mocksa: T'90TAP-
Menua, 2023. - 736 c. - ISBN 978-5-9704-7494-5. - TekcT: 37A€KTPOHHBIN // 9BC
"KoHcCysbTanT cryaeHra" : [caiT]. - URL
https://www.studentlibrary.ru/book/ISBN9785970474945 .html

10. buonorus. T. 2. : yuebnuk : B 2 1./ moa pea. B. H. Speiruna. - Mocksa : '90TAP-
Menua, 2023. - 560 c. - ISBN 978-5-9704-7495-2. - TekcT : 2ME€KTPOHHBIN // SBC
"KoncynpTant cTyaeHra" : [cailT]. - URL ;
https://www.studentlibrary.ru/book/ISBN9785970474952.html



