MEJNINHCKAA I'TEHETHUKA

IIman nexuuu:
BBenenue B MEIUIIMHCKYIO T€HETHUKY.
Baxxueiinime ocTHKEHUS.
3amauy MEIUIIMHCKOH T€HETHUKH.
Knaccudukanms v ceMHOTHKA HACIIEICTBEHHBIX 3a00JICBaHU.
MeToapl MEIUITMHCKON IT'¢HETHKH.

ko E

I'EHETUKA, nayka, udyyaroiiasi HacJIeICTBEHHOCTb U U3MEHYMBOCTh — CBOMCTBA, IPUCYIIHNE BCEM
KUBBIM Opranm3MaM. beckoHeuHOe pa3HOOOpa3ue BUIOB PACTCHUM, KUBOTHBIX M MHUKPOOPTaHW3MOB
MOJJICP>KUBACTCS TEM, UTO KaXKABIA BUJI COXPAHSET B Psiy MOKOJEHUI XapaKTepHbIE JJi HETO YepThl: Ha
xonomHoM CeBepe W B KAPKHX CTPaHAX KOPOBa BCETJa POXKIACT TEJICHKA, KypHUIla BHIBOJUT IBIILIAT, a
MIIEHNUIIa BOCIIPOU3BOAUT MuieHully. [Ipu 3ToM KuBble CcyliecTBa MHAUBHAYAIbHBI: BCE JIIOJU Pa3HBIC,
BCE€ KOIIIKH YeM-TO OTIUYAIOTCS APYT OT JIPYra, U JakKe KOJIOCKHU IMIIEHUIIBI, €CIU MPUCMOTPEThCS K HAM
MMOBHUMATENbHEE, UMEIOT CBOM OCOOCHHOCTH. J[Ba 3TH BaxkHeiIllne CBOWCTBA JKUBBIX CYLIECTB — OBIThH
MOXOXMMH Ha CBOMX pOJIUTENCH ¥ OTIUYAThCI OT HHUX — H COCTaBJISIIOT CYTh TOHSTHMA
«HACJEICTBEHHOCTb» U «U3MEHYUBOCTH.

XPpOHOJIOTHS BAXKHEHIIINX JTOCTHXKEHHUI B 00JIACTH T€HETUKHU

1865 I'perop Mennens aenaet Aokiaan ONbITH HAA PACTUTENBHBIMU THOpHAaMU (OMYOJIMKOBaH B
1866 r.)

1903 BprickazaHO MPEANONOKEHHE O TOM, YTO XPOMOCOMBI  SIBISIIOTCS  HOCHTEISIMU
HACJICJICTBEHHOCTH.

1905 Yunbsam batcon B mucbme Kk Anamy ComKBUKY BBOJIUT TEPMHH I'eHETHKA.

1910 Tomac Xant Mopras TOKa3bIBaeT, YTO F'CHBI PACIIOIOKEHBI B XPOMOCOMAX.

1913 Anbdpen CrépreBaHT cOCTABISIET NEPBYIO FTEHETUYECKYIO KapTy XPOMOCOMBI.

1918 Ponanpa ®dumiep nydaukyer padoty On the correlation between relatives on the supposition
of Mendelian inheritance, koTopas 3HameHyeT Ha4yaao paboT Mo co3maHuio CHHTETHYECKOW TEOPUH
IBOJIFOIIVIH.

1927 Jlns o603HaueHUsI U3MEHEHHH B reHaX BBEJICH TEPMUH MYTallU4.

1928 dpenepuk [puddur oOHapyKHMBaeT MOJCKYIy HACICICTBEHHOCTH, KOTOpasl MepelaeTcs OT
OakTepuu k 6akrepuu (cMm. DkcnepumenT ['puddura)

1931 KpoccuHroBep kak npudrHa pekomounaiwu (cM. bapbapa Mak-Kinuntok u [luroreHeTrka)

1941 DnBapa Tevitym u JDxopk bumn moka3siBaroT, 4TO B reHaxX 3aKoAHpoBaHa MHGOpMAIUs O
CTPYKType OEJIKOB.

1944 Ocanba OBepu, Komun Maxkneon u Makinn Makkaptu uzonupyior JHK (torma ero
Ha3bIBAJIU TpaHChHOpMUpYIOMUM HavdaioM (transforming principle)).

1950 DOpBun Yapradd mokassiBaer, uTo, XOoTs gons HykaeotunoB B JIHK He moctosHHa,
HAOJIIOTAIOTCS  OTIPE/ICIICHHBIC 3aKOHOMEPHOCTH (HAlpUMeEp, 4YTO KOJIMYECTBO aJIeHWHA, A, paBHO
konuuectBy Tumuna, 1) (IIpaBuino Yapradda). bapbapa Mak-KinHTOK 00HApYyKUBAeT TPAHCIIO30HBI Y
KYKYPY3BIL.

1952 DkcnepumeHT Xepiun-Yeiiza qoka3pIBaeT, 4To reHeTHYecKas nHpopmalus daktepuodaros (1
BCEX JIpYrux opraHu3mMoB) coaepxxurcsa B JIHK.

1953 Crpykrypa JIHK (nBoitHas cnmpans) pacmugpoBana [DxeiiMmcom YorcoHoM u PprHcHcoM
Kpukom ¢ nomomipto Pozannn @paHkinH

1956 Jo Hin Tjio u AnGept JleBaH BrepBble BEPHO YCTAaHABIMBAIOT XPOMOCOMHOE YHCIIO YEJIOBEKaA:
46 XpoMOCOM B JUILJIOUIHOM Habope.

1958 DOkcmepument Mesenscona-llltans  moxkasbiBaer, uyto yaBoenue JIHK  wHocur
ITOJTYKOHCEPBATUBHBIN XapakTep.

1961 BrlsicHeHO, YTO T€HETUYECKUHN KOJI COCTOUT U3 TPUILIECTOB.

1964 Tl'oBapa Témun Ha mpumepe PHK-comepikamux BHPYCOB ITOKa3all, 4TO IEHTpaIbHAs JIOTMa
YorcoHa He Bcerja BepHa.

1970 Tlpu m3yuennn Oaktepuu Haemophilius influenzae oOHapykeHbl (hEpMEHTBI PECTPUKTA3HI,
KOTOpBIE MO3BOJISIFOT BBIPE3aTh M BCTpauBaTh yyacTku momekyn JTHK.
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1977 JIHK cexBeHupoBaHa BmepBbie HezaBucuMo Dpernom 3anrepom, Youarepom [minbeprom wu
AnnanoMm Makcemowm. JIaGoparopust 3aHrepa MoJIHOCTBIO CeKBEHUPYET reHoM Oaktepuodara P-X174;.

1983 Kopu bonke Mémnuc otkpeiBaeT [loimMepasHyIO MEMHYIO PEaKIHi0, OTKPHIBAIOIIYIO
BO3MOKHOCTH MPOCTON M ObicTpoit aMmmummdukanuu JTHK.

1989 Bnepswie cekBenupoBaH reH udenoBeka (Ppancuc Kommune u Jlan-Ye Ilywm). 'en xogupyer
6enok CFTR. JlehekThl B mOCI€10BATEIBHOCTH T'€HA MPUBOJIAT K PA3BUTHIO OIYXOJIEH .

1995 BrepBbie MOJTHOCTHIO CEKBEHHPOBAH I'€HOM OpPraHHU3Ma HEBUPYCHOM MpPHUPOJbI — OaKTepuu
Haemophilus influenzae.

1996 BrmepBbie MOTHOCTBIO CEKBEHUPOBAH TIE€HOM JYKAPUOTHOTO OpraHu3Ma — IEKapCKUX
nposkkei Saccharomyces cerevisiae.

1998 BriepBbie MOTHOCTHIO CEKBEHHPOBAH T€HOM MHOTOKJIETOYHOT'O 3YKAPHOTHOTO OpraHu3Ma —
Hematosb! C. elegans.

2001 OOHapomoBaHbl IEpBbIE HAOPOCKH TIOJHOW IOCJIEIOBATEILHOCTH T'€HOMA YeIOBEKa
oxHoBpemenHo [Ipoektom «['enom yenosekay (Human Genome Project) u Celera Genomics.

2003 (14 ampens) IIpoekT «['eHOM YesioBEeKa» yCIEIHO 3aBepiueH: 99% reHoMa CeKBEHHPOBAHO C
TOYHOCTHIO 99.99%.

MEJUIUINHCKAS T'EHETUKA - pa3znmen oOmieil reHEeTHKH, M3y4alolluil HacleqCTBEHHbBIC
3aboneBanus 4enoBeka. OHA WrpacT BaXHYIO HHTETPHPYIOIIYIO POJb B KIMHHUYECKONH MEIHIIMHE,
MPOTUBOCTOUT PA3ACICHUI0 WHTEPECOB IEIUATPOB, TEPANEBTOB, AaKYIIEPOB, CTaBi IPEBBIIIE BCETO
WHTEPEChl CEMbH M 3J0pPOBbE TMOMYJANMU B I1ejaoM. HaciencTBeHHBIMH Ha3bIBalOT 3a00J€BaHUSA,
00yCIIOBJICHHbIE U3MEHEHHUSIMH F€HETHYECKON HH(OpManuy, BOHUKIIUMH Ha PAa3IMYHBIX dTanax (uio-
YW OHTOrEHEe3a BCJIEACTBHE MYTAllMM MPU BO3JACUCTBUU PA3JIUYHBIX DHIO- W SK30TCHHBIX NpUYWH. B
JIETCKOM BO3pacTe, HA4MHAs C MEepHojJa HOBOPOXKICHHOCTH, MposBisieTcs Oonee 2000 HacIeICTBEHHBIX
3a00JIeBaHU, MHOTHE M3 KOTOPBHIX BO3MOXKHO JMATHOCTUPOBATH €IIe B IMPEHATAIHHOM MEPHOAC M Ha
paHHUX 3Tanax 3MOpuoreHne3a. Kpome toro, 6onee 50% XxpoHHUECKHX 3a00J€BaHUIA JETEH M B3POCIBIX
UMEIOT T€HETHUYECKYIO JACTCPMUHAINIO. DTUM OOBSCHSICTCS BaKHAs POJIb 3HAHWUH BOMPOCOB OOMICH U
KIIMHUYECKOW T€HETUKH B MIPAKTUKE aKyIIEepPOB, MEANATPOB U Bpadyeil pa3inyHOM crielnaibHOCTH.

3AJJAYN MEJUIIMHCKOM TEHETUKH

1. U3yuenue HaACIENCTBEHHBIX OOJIE3HEHM, 3aKOHOMEPHOCTEH HX HAaCIEAOBaHUS, OCOOCHHOCTEH
MaToreHes3a, JIeYeHHs U MPO(PUIaKTHKH;

2. H3ydyeHume HACIEICTBEHHOTO TMPEAPACIIONONKEHUS W PE3UCTEHTHOCTH K HACIIEICTBEHHBIM
00JIe3HSIM;

3. N3yuenune naTosoru4eckoil HacJIeICTBEHHOCTH;

4. Uccnenosanue TEOPETUIECKHUX MEINKO-OMOIOTUYECKUX npo0iem (buocunTE3
BI/II[OCHGIII/I(l)I/I‘IeCKI/IX 6CJ'IKOB, CHUHTEC3 UMMYHHBIX aHTUTEC]I, TCHCTUYCCKHUEC MCXAHN3M bl KaHueporeHe3a);

5. U3y4yenne BompocoB reHHOW MHKEHEPUHU, pa3padaThIBalOIIe METO/IbI JICUSHUSI HACIEICTBEHHBIX
OoJe3Hel myTeM nepeHoca reHoB HopMalibHOTro Metabonu3ma B JIHK GonbHOTO.

HACJIIEACTBEHHAS I[TATOJIOT'UA

HacnencTBeHHas maTosiorus uMeeT clieAyronme GopMsi:

I. Xpomocomubie 6oJie3nn (Xb) niau cuaapomsl. Onucano 6onee 100 HO30IOTMUECKUX €IUHMIL,
IIPU 3TOM U3BeCTHO 0K0JI0 1000 TUITOB XpPOMOCOMHBIX HApYIIEHUH, BBISIBISIEMBIX Y UEJIOBEKA;

Il. Monorennbie 6oje3un (MbB). Mx o6miee uncio npesbiraet 4500 HO30JIOTHYECKUX €IUHUIT,

1. MyabTudakTopuaabHbie 00Je3HHM (MHOrO(AaKTOpHBIC, TIOJUTCHHBbIE, OOJIE3HU C
HACJIEICTBEHHOW MPeApaclooKEeHHOCTbI0) - 00Je3HH, OOYCIOBJIEHHBIE aJIMTUBHBIM (CyMMapHbIM)
JeiCTBUEM FeHETUYECKUX U CPEJIOBBIX (haKTOPOB.

IV. Boabine U Majible BPOKI€HHbIE AHOMAJHMH Pa3BUTHA. BoJbine TpaguIIMOHHO HA3BIBAIOT
BpOXIeHHBIMU Nopokamu pa3Butus (BIIP), manbie - cturmamu au3sMOpuorenesa, aucMopgoreHesa.

|. KITACCUOUKAILIMA xpoMocoMHBIX 3a00J1€BaHUI OCHOBaHA HA HECKOJIBKUX MPUHIIUIIAX:
A) OTHonornyeckuii, T.e. XapakKTepUCTHKa XPOMOCOMHOM MJIM TEHOMHOM MyTalluu:
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http://ru.wikipedia.org/w/index.php?title=%D0%9B%D0%B0%D0%BF-%D0%A7%D0%B5_%D0%A6%D1%83%D0%B8&action=edit
http://ru.wikipedia.org/w/index.php?title=CFTR&action=edit
http://ru.wikipedia.org/wiki/1995
http://ru.wikipedia.org/w/index.php?title=Haemophilus_influenzae&action=edit
http://ru.wikipedia.org/wiki/1996
http://ru.wikipedia.org/wiki/Ð�Ñ�Ð¾Ð¶Ð¶Ð¸
http://ru.wikipedia.org/wiki/1998
http://ru.wikipedia.org/wiki/Ð�ÐµÐ¼Ð°Ñ�Ð¾Ð´Ñ�
http://ru.wikipedia.org/w/index.php?title=C._elegans&action=edit
http://ru.wikipedia.org/wiki/2001
http://ru.wikipedia.org/w/index.php?title=%D0%9F%D1%80%D0%BE%D0%B5%D0%BA%D1%82_%C2%AB%D0%93%D0%B5%D0%BD%D0%BE%D0%BC_%D1%87%D0%B5%D0%BB%D0%BE%D0%B2%D0%B5%D0%BA%D0%B0%C2%BB&action=edit
http://ru.wikipedia.org/w/index.php?title=Celera_Genomics&action=edit
http://ru.wikipedia.org/wiki/2003
http://ru.wikipedia.org/wiki/14_Ð°Ð¿Ñ�ÐµÐ
http://ru.wikipedia.org/w/index.php?title=%D0%9F%D1%80%D0%BE%D0%B5%D0%BA%D1%82_%C2%AB%D0%93%D0%B5%D0%BD%D0%BE%D0%BC_%D1%87%D0%B5%D0%BB%D0%BE%D0%B2%D0%B5%D0%BA%D0%B0%C2%BB&action=edit

I. XpomocomHbie 00Jsie3HHM, CBSI3aHHBIE C AHOMAJIUSMHU YHUCJIa XPOMOCOM IpPU COXPAaHEHHHM HX
CTPYKTYPBHI.

1) bone3nu: oOyCIOBIIEHHBIE YWCIOBBIMH aHOMATHAMHU MOJOBBIX (X U Y) XpomocoM (6ose3HH
[lepemeBckoro-Tepuepa, Knaiindensrepa).

2) bone3nu, 0O0ycIOBIEHHBIE YMCIOBBIMH aHOManMsIMH ayTtocoM (cunapomsl J[layna, Ilaray,
DnBapjca).

3) Bone3nu, o0ycinoBiieHHbIE YBETUYEHUEM KPAaTHOCTU IOJHOTO TaryIoONIHOTO Habopa XpOMOCOM-
MIOJIUIUIO U H.

II. XpomocoMHbIe 00J€3HH, OOYCIOBIICHHBIC CTPYKTYPHBIMH TIEPECTPOMKAMH XPOMOCOM. Busi
XPOMOCOMHBIX abeppanuii:

1) TpaHciokaiuu - IepeHoc y4acTKa XpOMOCOMBI .

2) NuBepcum - pa3BopoT ydacTka XxpoMocombl Ha 1800.

3) Jenenuu - OTphIB y4acTKa XpOMOCOMBI.

4) JlyruiMkanuu - yIBOGHHUE y9acTKa WIIH 1IeJI0H XPOMOCOMBI.

B) Onpenenenue tumna KiaeTok, B KOTOPbIX BO3HUKJIA MyTallus (B raMeTax WM 3UT0Te):

- [ameTnueckue MyTaluy BeAyT K MOJTHBIM (DOPMaM XPOMOCOMHBIX OoOJie3HEH. Y TaKuxX WHAMBHJIOB
BCE KJIETKM HECYT YHACJIEIOBAaHHYIO C TAMETON XPOMOCOMHYIO aHOMAJIUIO.

- Comarnyeckue MyTallUd - €CJIM aHOMAJMS BO3HHMKAeT B 3UIOTE€ WJIM HAa PaHHUX CTaIHsIX
IpOOJICHUS, TIPU 3TOM PAa3BUBAETCS OPTaHU3M C KJIETKaMHU Pa3HOl XpOMOCOMHOW KOHCTUTYIMU (1[Ba TUIIA
u Oonee). DTo SBJICHHE HA3bIBACTCS MO3AHIIM3M, a POPMBI XPOMOCOMHBIX OOJIe3HEH - MO3anyHbIMU. [is
TOro, YTOOBl MO3any4Has (opMa Mo KIMHUYECKOW KapTHHE COBIAJAajia C MOJIHOM, HEOOXOIMMO HUMETh HE
MeHee 10% KiIeTok ¢ aHOMaJIbHBIM HAOOPOM.

C) Bpems BO3HUKHOBEHHSI MyTalluH (B TIOKOJICHUH):

- Cnopanuyeckue ciydyad - MyTalMsl BOHHMKJIA 3aHOBO B raMeTax 370POBBIX POJIUTENEH WM Ha
CTa/IN¥ 3UTOTHI.

- Hacnenyempie (cemelinbie) GopMbI - KOT/Ia POJUTENHN YK€ UMENU MTOI00HYI0 aHOMAJIHIO.

Il. KITACCUOUKAILIM S MmoHOTeHHBIX 00JIe3HEW OCHOBaHA HAa HECKOJIBKHUX MPUHIIUIIAX

1. ITo Bemymielt CUCTEMHOM NMATOJIOTHH - IO OPTaHHOMY U CUCTEMHOMY THITY.

2. ITo stnonorun. B 3TOoM ciiyuyae BbIACTAIOT 2 Kilacca 3a00JI€BaHUMN:

- 00JIe3HU C YCTAaHOBJICHHBIM IMEPBUYHBIM MOJIEKYJSIPHBIM (OHOXuMHYeckuM) nedekroMm. Yucio
Takux 00Je3HEeH MPOJO0KAaeT HEYKJIIOHHO pacTH: eciu no kaTtanory Makkbtocuka B 1990 r. aToT Kiace
cocraBui okoio 100 Gonesneit, To Ha KoHel 1993 1. ux 6pu10 yxe 328, a k 2001 r. HACUUTHIBAIOCH OKOJIO
500 (10-11% Bcex MB);

- 0OJIE3HU C HEYCTAaHOBJICHHBIM MEPBUYHBIM MOJEKYISAPHBIM (Onoxumudeckum) nedexrom. Ha stu
3a0omneBanus npuxoautces okono 90% Bcex Mb.

[lepBUUHBII MONEKYISIPHBIM JedeKT MoApasyMeBaeT oOmpeaelieHue ne(eKTHOro TreHa |
YCTAaHOBJICHUSI BHJIa €T0 KOHKPETHBIX WM3MEHEHHWM, TOSBIEHHWE W Tepefadya KOTOPBIX MO HACIEICTBY
orpeJiesIgeT pa3BUTHE 00JIE3HHU, T.€. pedb UJEeT 00 U3MEHEHUAX B TEHETHUECKOM JIOKYCE.

[TepBuuHbIil OnoXuMUYecKuil 1eeKT moapa3yMeBaeT YpOBEHb NMPOCTON OMOXMMUYECKON peakuuu
(pyHKIMH), B OCYIIECTBIEHUH KOTOPOW y4acTBYeT OENKOBBIN MPOAYKT HOPMAaIbHOTO T€Ha U KOTOpas
MEPBUYHO HAPYILIAETCs U3-3a COOTBETCTBYIOIIETO JeeKTa B CTPYKType Oemka.

3. Ilo Tuny HacnegoBaHUs MATOJIOTMYECKOT0 IpU3HaKa (CM. B pazaene «MeToabl MeJl. TeHETUKN»):

- ayTOCOMHO-10MUHaHTHbIE (/]),

- ayrocoMHoO-peneccuBHble (P),

- CLIETUUICHHBIE C MTOJIOBOM XpOMOCOMOH, TOMUHAHTHBIE U PELIECCUBHbIE

- MUTOXOH/IpUAIIbHEIE.

4. Tlo nmpeuMyIIECTBEHHOMY MOpPaXXEHUIO TOTO WJIM HHOro BHAa oOmeHa. bmaromapst stomy
npuHnuny MHorue Mb Ha3bpiBaroTcs HacnencTBeHHbIME Oose3HssMu ooMeHa BemiecTB (HBO). Cpean Hux
BeIZiesieHo Oosee 700 dopm, B ToM ymcie 200 ¢ ycTaHOBICHHBIM OMoXxuMmHu4ecKuM aedexktom. Cpenu
HBO BeinenstoT:

4.1. 6one3nun amuHOKHKCcI0oTHOTO 0OMeHa (DKY, Tpo3nHo3, ankanTonypusi, TIEHITMHO3 U Ip.);

4.2. 60€3HH YTIIEBOJAHOTO 0OOMeHa (TaJlakTO3eMHUs, TTTMKOT€HO3bI, MyKOTIOJIUCaXapua03bl);

4.3. Oo0ne3HM JHUMHAHOTO OOMEHa (ICCEHIMAIBbHBIC CEMEHHBIC JHMMUAO03bI, TaHTJIHO3UI03HI,
CUHTOIHUIHI03bI, IEPEOPO3HUI03bI, TEUKOIUCTPODUH, TUTIEPIUTUICMHU U JP.);



4.4. 0oJie3HN OuocuHTE3a KOPTUKOCTEPOUJIOB (ampeHo-TeHUTAIbHBIN CHUHPOM,
TUI0ANIbIOCTEPOHU3M U JIP.);

4.5. 60J1€3HU MyPUHOBOTO U MUPUMHUIMHOBOTO 0OOMEeHa (OpOoTOBas aluaypus, rmojarpa 1 Jp.);

4.6. Oone3Hu MOPPUPUHOBOTO M OWIMPYOMHOBOTO OoOMeHa (cuHapombl KunbOepa, Kpuriepa-
Haiisipa, mopdupun u np.);

4.7. 6one3nu osputpoHa (aHemuss DaHKOHH, TEMOJIMTUYECKHE AaHEMHUH, ACPULIUT TIFOKO30-6-
dbocdaraeruaporenassl u ap.);

4.8. 6onesnn meramioB (6one3nu Bunbcona-KonoBamoBa, MeHkeca, CeMEHHBIA MEPUOTAICCKUI
napaiud 1 ap.);

4.9. OosiesHu TpaHcmopTa cucteM Imodek (Oone3nr ae Tonu-J/leOpe-Pankonun, BuTamMuH D-
PE3UCTEHTHBIN paxuT, TyOyJIonaTuu U Ap.);

4.10. 6one3Hu TUMGPOLUTOB U JIEHKOIUTOB (HEIOCTATOUHOCTh aICHO3UH/IE3aMUHA3bI, CENTHUECKUN
rpaHyJeMaTo3 U 1p.).

Kpome Toro, B pamkax HBO otrnenpHO BBIIEHSAIOT OOJIC3HM HAKOIUICHHS (TE3aypHCMO3bI). JTa
rpynmna 3a0oNieBaHUM, BBI3BIBAEMBIX HEIOCTATKOM JH30COMATBHBIX (DEPMEHTOB H TPOSBIISIOIIUXCS
MIPOrPECCUPYIOLIUM OTIOKEHUEM BEIIECTB ONPEACIEHHOr0 THUIa (0OOBIYHO MPEAICCTBEHHUKN PEAKIIHii) B
KJIETKAX Pa3UYHBIX TKAaHEH - TIIMKOTEHO3BI, IEpeOPO3HU 1036l U JP.

1. KTIACCUOUKALMNIO mynbTrudakTopraibHbIX 00NE€3HEN C ONpeIeeHHON J10JIel YCIOBHOCTH
MO’KHO Pa3/IeIUTh Ha:

1) BpoXxaeHHbIE IOPOKH Pa3BUTHUS,

2) pacpocTpaHEHHbIE TICUXUYECKUE U HEPBHbIE O0JIE3HH,

3) pacnpocTpaHeHHbIE 00JIE3HU «CPETHEr0Y» BO3pacTa.

IV. KIIACCU®UKALUSA (maubonee pacmpocTpaHEHHas) H30JMPOBAHHBIX W CHCTEMHBIX
BPOX/ICHHBIX IMOPOKOB PAa3BUTHUsS OCHOBaHA Ha aHATOMO-(PM3HOJIOIMYECKOM MPUHIMIE AEJICHUS Tela
YeJIOBeKa Ha CHCTeMbl OpraHoB. MIMEHHO MO 3TOMYy NOPHHIMIY TocTpoeHa kiaccudukanus BO3,
peKOMeHI0BaHHas [yl ydyeTa Ooje3Hedl M mpuuuH cMmeptu, npussras XXIX Bceemuphoii accambGneeit
3npaBooxpaHeHus B 1975 r. MuoxectBennbie BIIP nienecoodpa3zHo noapasaenars Ho 3THONIOTHYECKOMY
npuHiuny. Takum oO6pa3zom, mpesyiaraercs cienyromas kiaccupukanus BIIP:

A. BpoxaeHHbIE IOPOKH Pa3BUTHUSI OPTaHOB U CUCTEM:

. Ilopoxku [THC n opranos 4yBcTB

. [lopoku nuna u men

. Ilopoku cepaedHo-coCyIMCTON CUCTEMBI
. [lopoku apIxaTeabHON CUCTEMBI

. Ilopoku opraHoB nuuieBapeHus

. [lopoky KOCTHO-MBIILIEYHON CHCTEMBbI

. Ilopoku MoU4€eBOM CHCTEMBI

. [Iopoku 1OJIOBBIX OpPraHoOB

. Ilopokn sHIOKPUHHBIX JKETIE3

10. TTopoku KOXH U €€ MPpUIaTKOB

11. ITopoku nocnena

12. TIpoune nopoku

b. MHOeCTBEHHBIE BPOKICHHBIE TTIOPOKHU:

1. XpoMOCOMHBIE CUHIPOMBI

2. I'enHbIE CUHIPOMBI

3. CunApOMBI, 00YCIOBICHHBIC K30T€HHBIMU

¢daxTopamu (MHOTO(aKTOPHBIE)

4. CuHIPOMBI HEYCTAHOBJIIEHHON ATHOJIOTUH

5. MHOXkeCTBEHHBIE IOPOKU HEYTOUHEHHBIE

OcCHOBHbBIE MPUHIUIBI B3aUMOCBSI3M MEXKIy BO3JECHCTBUEM Ha IUJIOJ KakuX-TMOO (aKTOpoB H
(dbopMHpOBaHUEM MTOPOKA!

- Cneuuduunoctb TeparoreHa. TepatoreHuslii ¢akrtop (Td) BeI3bIBaET BO3HUKHOBEHUE
cneunpuyeckux BITP uay mopokoB onpeneneHHoro THIa.

O 001N DN K W~
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- Bpemsa BozgeiictBust T®. CymiecTBYIOT TEpMUHALIMOHHBIE MEPUOJIBI I PA3JIMYHBIX OPraHOB U
CHCTEM, M TOJIbKO BO3JCHCTBHE B 3TOT KPUTHYECKUH mepuon mnpuBeAeT K ¢opmuposanuio BIIP
COOTBETCTBYIOIIErO OpraHa, CUCTEMbI WM Psijia CUCTEM, €CIIM TEPMUHALIMOHHBIE IEPUObI COBITAIAIOT.

- Jlo3a Tteparorena. lns MHorux TX cymecTByeT HOpor KOHUEHTpPALUU, HHUXKE KOTOPOIrO
CTaTUCTUYECKasi BEPOSTHOCTh TEPATOTEHHOT0 d(PPeKTa HUUTOKHO Maja.

- I'eHermyeckass KOHCTUTYLUsT MaTepd U IUI0Jla BO MHOIOM OIpPEAEIseT YCTOMYMBOCTh K
BozneiictBuio T® (mampumep, Toiapko y 11% wmarepeil, nmpuHMMaBIIUX BO BpeMs OepeMEHHOCTU
TUGEHWITHIAHTONH, PAa3BUIICS TUJAHTOMHOBBIA CHHIPOM ILJIOJA).

Brinensitor TepaTorennbie pakTopsl Ononorundeckoi (MH(EKIMOHHOM), PU3NUECKOW U XUMHUYECKOM
MIPUPOJIBIL.

KIIMHNYECKA KITACCUOUKALINA
Knuanyeckast kinaccuuKanysi HacaeICTBEHHBIX 3a00JIeBaHUI MOCTPOEHA MO MPUHIIMITY BEAYIIEH
CUCTEMHOH MaTOJOIUH.

MVYTALIUUA.

[TpuunHO#l PopMUPOBAaHUS HACIEACTBEHHBIX HApYIIEHUH CHIy)XaT MyTallid - HapylIIeHHS
CTPYKTYpBbI, KOJUYECTBA HACJEACTBEHHOI'O MaTepuana W/Wiu ero (PyHKIMOHUPOBAHUS HA Pa3IMYHBIX
YpOBHSX opraHu3anmuu (TeH, xpomocoma, reHom). [Ipomecc QopmupoBanuss Myramnuii (MyTarcHes)
IPOUCXOJUT MO/ ACUCTBUEM MYTareHoB ((hU3HYECKUX, XUMHUECKUX, ONOJIOTUYECKUX ).

MyTauuu, BbI3BaHHBIC (akTopaMu (U3NYECKOH, XMMHUYECKOH WM OHOJIOTMYECKOW MPUPOJIBL,
3aBE€JIOMO  IPEBBINIAIOIIME II0 HHTEHCUBHOCTM BO3ACUCTBUS  JONYCTHMbIE Mpeaeibl, - 3TO
HHAYUMPOBAHHbIe MyTanuu. MyTaluu, KOTOpble MOTYT MpPOSIBUTHCS CIIOHTAaHHO, 0€3 BHJIMMBIX
BHEIIHUX MPUYMH, HO IOJl BIMSHMEM BHYTPEHHHUX YCIOBUH B KIETKE U OpraHuU3ME€ B LEJIOM -
CIOHTAHHbIE MyTaluy. BHOBb BO3HHKIIKE MYTAallM¥ Ha3bIBalOTCS MyTanusmu de Novo. Myramuu ot
HOPMAaJILHOTO I'eHa K MaTOJIOrMYECKOMY Ha3bIBAIOTCS MPAMBIMH, OT ITATOJOTHYECKOTr0 K HOPMAJIbHOMY -
o0paTHpIMU. MyTanuy B COMAaTMYECKMX KJIETKaX Ha3blBAalOTCAd coMaTHyecKMMH. OHU IPUBOIAT K
(GOpMHPOBAHHIO TATOJIOTMYECKUX KIETOYHBIX KJIOHOB, U, B Cllyyae OJHOBPEMEHHOIO IPHUCYTCTBUS B
OpraHU3ME€ HOPMAJbHBIX U IATOJIOTMYECKHUX KIJIETOYHBIX KJIOHOB TOBOPSAT O KJIETOYHOM MO3auLU3ME.
Hekotopble comaTHuyeckue MyTalMM JeKaT B OCHOBE 3J0KaYECTBEHHBIX OOpa30BaHUil, B IOJIOBBIX
KJIETKaX OHU Ha3bIBAIOTCSI TePMUHATUBHBIMHM. OHU BO3HUKAIOT B IIPOLIECCE TAMETOrE€HEe3a, BCTPEUAIOTCS
peKe COMATUYECKUX, MEPENAIOTCA M3 IOKOJEHHS B IOKOJIEHHE M JIE)KAT B OCHOBE HACIEICTBEHHBIX
Oosne3Hen.

CoBpeMeHHas Kiaccu(uKalus MyTaluid BKIKOYaeT:

1. reHHBIe WIN TOYKOBbIE MYTAllUU - U3MEHEHHE B OJJHOM T'€HE (B JIF000H €ro TOUKe), MPUBOASIIEE
K TMOSIBICHHIO HOBBIX ajuieneil. Takoe H3MEHEHHME MOXKET 3aTparuBaTh OAHY Iapy OCHOBaHUW -
HYKJICOTH/IHAsI 3aMe€Ha, HO MOXET ObITh jenenueit (yrparta), WHceplued (BCTaBKa), IyIUIMKAIAEH
(ynBoenwue), uaBepcueit (mosopot Ha 1800) BHyTpH 0OAHOTO T€HHOTO JIOKYCA.

ToukoBble MyTalMu - @pPUYMHA MOHOTEHHBIX 3a00J€BaHMI, HAcIEAYIOTCS KaK IpPOCThIE
MEHJIelIeBCKHe MpU3HakU. Berpewarores ¢ paznuunoil yactotoil. Yacto (opMUpYyIOTCS Kak pe3yabTar
omm6Oku B xozxe perukauuu JIHK, npu stom Ha 99% wncnpaBisitoTcsi ¢ MOMOIIBIO pernapanMoHHbIX
CHUCTEM,;

2. xpomocomMHbIe MyTari. OHM HAPYIIAIOT CTPYKTYPY XPOMOCOMBI (TPYIIY CLEIUICHHUS! TEHOB) U
IPUBOAAT K (OPMHUPOBAHUIO HOBBIX TIPYII CLEIJIEHUs. DTO CTPYKTYpHBIE MEPECTPOMKH XPOMOCOM B
pe3ynbTaTte Aeneuu, TyIUIMKalluY, TPaHCIoKaluu (IepeMelieHre), THBEPCUH U MHCEPIUU B 00beMe
ydacTka XxpomocoM. YactoTa XpoMOCOMHBIX MyTanuu coctasiseT 1:1700 KIeTOUHBIX AeIeHul;

3. TeHOMHBbI€ MYTalluu - BEAYT K TOSBJICHUIO HOBBIX T€HOMOB WIIM MX YacTel myTeM 00aBICHUS
WIM yTpaTbl LEIBIX XpoMocoM. Jlpyroe ux Ha3BaHHWE - aHOMAJIMM 4YHCIA XPOMOCOM B pE3yJbTaTe
HapyILIeHUs] KOJMYECTBAa FEHETUYECKOro Marepuana. ['eHoMHble MyTalllK SBIISIOTCS HanboJiee 4acThIMU
U3 BCEX KJIaCCOB MYyTalLlUH.

CEMUOTHKA HACJIEACTBEHHBIX 3ABOJIEBAHUN
Cemuoruka - ydyeHue o 3Hakax. CeMHOTHKAa HACIEICTBEHHBIX OOJIE3HEH - y4E€HHE O CHMIITOMAax
Oosie3Hel, MPaBUIBHOM 0003HAYEHUH HMX Kpyra, MOp(pOJOTrHYecKUX U (PYHKIIMOHAIbHBIX HM3MEHEHHSX
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OpPraHoB W yacTed Tena, AMHAMUKE KIMHUYECKUX HPOSIBIECHUH, T.€. 3TO HEOOXOAMMOE YCJIOBUE IS
YCIICIIHOM TUarHOCTUKHU 3a00JIeBaHusl.

OrpoMHOe pa3zHOOOpa3ue HaCleACTBEHHBIX 3a00JI€BaHUM, CHHIPOMOB, IIOPOKOB Pa3BUTHUSA
XapaKTepU3yeTcs pa3IMYHbIMU COUETAHUSMHU OTJAEIbHBIX IPU3HAKOB (CHUMIITOMOB), OOIIEE YHCIIO
KOTOPBIX, 110 HEKOTOPbIM OL€HKaM, IpPEeBbIIIAeT TpPU ThIcA4M. [l0 YETKOCTH perucrpanuu OHH
[IO/IPA3AEIIAIOTCS Ha TPU IPYMIIbL:

1. anpTepHaTHBHBIE: JHOO €CTh, MO0 HET (IpUMEpHl - MpeaypUKyIsSpHbIE MANUIIOMBI, IIEHHbIE
(buUCTyIBI, YeThIpeXaNblieBas CKJIAAKa JAJ0HH U T.11.);

2.  u3MepuTeNbHbIE:  IPU3HAKH,  ONpeAeseMble  a0COMIOTHBIM  MJIM  OTHOCUTEIIbHBIM
KOJINYECTBEHHBIM 3HaueHUEM (YAJUMHHEHUE, YKOPOUYEHUE, YBEINYEHNUE, YMEHBIIEHUE U Jp., IPUMEpPHI -
apaxHOJAKTWINA, OpaXUAAKTUIIHS, MAKPO- U MUKpOLeQaus U T. 11.);

3. onucarenbHble: MPU3HAKU, XapAKTEPU3YIOLINECS U3MEHEHUSIMU KOXKH, BOJIOC, MATKUX TKaHEH U
Ip., K KOTOPbIM TPYIHOIPHUMEHUMBI KOJJMYECTBEHHbIE OLIEHKU. B oTiiMuue OT MpU3HAKOB NEPBOM IPYIIIIbI
OHHU TpeOyIOT B CBOEM 0003HAYEHUHU CPaBHUTENbHBIX XapaKTEPUCTUK (IIPUMEpHI - MIATHA HA KOXE LBETa
«Ko(e C MOJIOKOM», MaKJIe00pa3HbIe BOJIOCHI, KIIFOBOBUIHBII HOC, BOPOHKOOOpa3Has rpyIHas KIETKa U T.
).

[TaTonornyeckuii (PEHOTHUN OMPENEICHHOTO HACIEICTBEHHOIO CHHAPOMA CKIIAJbIBaeTCS U3 Ooee
WIA MEHee YCTOHYMBOIO COYETAaHUs OTAEIbHBIX CHMITOMOB (MHHMMAalbHbIE JUArHOCTUYECKUE
MPU3HAKH), CO3JAIONIMX B COBOKYIHOCTH cHenu(duieckoe «PEeHOTHIHYECKOe sIpo» 3aboseBaHus,
SBJISIIOIIEECS] OCHOBOM JUIsl yCTAHOBJICHHSI JUarHo3a.

CHUHAPOM - COBOKYIHOCTH BHEHIHMX M BHYTPEHHHX, MOP(OIOTHYECKHX M (YHKIMOHAIBHBIX
aHOMAaJIUM U BPOXK/IEHHBIX TIOPOKOB, BBI3BAHHBIX €IMHBIM MOP(OIOrHUECKUM (PAKTOPOM.

OOBIYHO TOT WJIM MHOUM CHHAPOM MMeeT OoT 1-2 1o 5 (peako 6oliee) COOTBETCTBYIOMIMX IPU3HAKOB.
3agaya Bpaya COCTOMT B TOM, YTO Obl YBUAETH JaHHBbIE aHOMAJIUU U MPABUIBHO MX MHTEPIPETUPOBATD.
CnoXHOCTh 3aKJIIOYAeTCsl B TOM, YTO HEPENKO OTCYTCTBYET MapaluieIu3M MEXIy 3HauMMOCThbIO (B
CMBICJIE TSDKECTH) CUMIITOMA JIJIsl MalMeHTa U €ro AMAarHOCTMYECKOW LIEeHHOCTH (MH(OPMAaTHUBHOCTH) - B
CMBbICJIE BO3MOKHOCTH YCTaHOBJIEHUSI JuarHosa. Tak, Hanmpumep, B ciydae cuHapoMa Aapckora (Juie-
HaJble-TeHUTAJIbHbII CHUHIPOM) OCHOBHBIM IIOBOJOM JUIsl OOpalleHHs SBISIETCS 3alep’KKa pocTa,
HEPEJIKO COYETAIOUIAasCsl ¢ KPUIITOPXU3MOM, - JOCTATOYHO LIMPOKO PACHpOCTPAaHEHHBIE COCTOSHHUSA, a
JMArHOCTUYECKH 3HAYMMbIM (BBICOKOMH(OPMATUBHBIM) CHUMIITOMOM JAaHHOTO CHHIpOMA SBIISETCS
HeoOBbIYHAsE (OopMa MOIIOHKH, OKPYXKAroIlas B BHJEC BalWKa OCHOBAHHME IIOJIOBOTO 4JIEHA peOeHKa
(waneBuHas MOIIOHKA) - BHOJHE Oe300uaHbIi mpusHak. [Ipu cunapome BaapnenOypra oCHOBHOM
XKaJoOOM SIBNISIETCS CHU)KEHME ciyxa (BapUaHT BPOKICHHOW HEWPO-CEHCOPHOM TYrOyXOCTH 3a CYET
TMIIOIJIa3UU KOPTHEBA OpraHa), a OCHOBOH YCTaHOBIIEHMs JMarHo3a SIBIAIOTCA OOHapyXHBaeMble Ha
BOJIOCHCTON YacTH T'OJIOBBI U JIMLE Majlble aHOMAJIMU: ceasl Mps/ib BOJIOC, aHOMaJIbHO KOPOTKHE TJIa3HbIe
eI 3a CYeT JIaTepaJlbHOTO CMELIEHHWsS BHYTPEHHMX YIJIOB TIJ71a3  (TeJeKaHT), MeIUalIbHO
pacmupsitoniecss OpoBM € TEHICHIMEW K CpalleHHI0O Ha MEepeHOoChbU (CHMHO(QPHU3), TeTepOXpPOMHUS
pay’)KHbIX 000JI04€eK, IUPOKUN KOopeHb Hoca. M MmOoJOOHBIX MPUMEPOB MOXKHO NPHUBECTH MHOXKECTBO.
Hapsiny ¢ BbICOKOMH(QOPMATUBHBIMU CUMITOMaMHU B CTPYKTYpE HACIEACTBEHHBIX CHHIPOMOB OOBIYHO
INPUCYTCTBYIOT U (DOHOBBIE NPU3HAKU: CUMITOMBI, YACTO BCTPEYAIOLINECS MPU MHOTHX HACJIEICTBEHHBIX
CHUHJpOMaX (a TaKXe U B OOIIeH MOMYJSIUN), CO3/IAl0IINE B CBOCH COBOKYITHOCTH (DOH JAUCIIIACTUYHOTO
pa3BuTHs pedeHKa (CTUIMbI JU33MOpHOreHe3a - 3T0 HeOOoJIbIINEe OTKIOHEHHUS, KOTOpPbIE HE CKa3bIBAIOTCS
CYIIIECTBEHHO Ha (DYHKIIMU OpraHa ¥ HE YPOIAYIOT BHEITHOCTh OOJBHOTO): SMUKAHT, AehOpMAaIIHs YIITHBIX
pPaKoBHMH, BBICOKOE HE0O, M3MEHEHHas JepMaToriau(uKa, KIMHOAAKTUIMS, pa3IUYHble BapUaHThI
CUHAAKTHIUMNH U T.1. [luarHoctuueckas 3HAYMMOCTh OTAEIBHO B3STOrO TMpPU3HAKA STOW TPYIIIbI
OTHOCHTEJIbHO HEBEJIMKA, OJHAKO HEJOOICHMBATh MX TAaKXKE HE CIIEAYeT, 0COOEHHO, KOraa K peOeHKy
ecTb OoJiee Cepbe3HBIN MOBOJ M «IIPETEH3UI» B BUJE 3aJ€PKKU (PU3NUECKOT0, UHTEIEKTYaIbHOTO U
MOJIOBOTO Pa3BUTUA U T. A. OOHapyxeHue IByX U Oosee (B oTedecTBEHHOW meauarpuu - 7-10) Manbix
aHoMaiuii (cturm) y OOJNBHOIO CIYKUT IOKa3aHHWEM JUIsl MPOBEIEHHUS THIATEIBbHOTO KIMHHUYECKOTO
obcnenoBanus. Kimuuko-mopgonoruueckoe oOcnenoBaHue (MAacmoOpTHas IUArHOCTUKA) TaldeHTa
MIpeioJiaraeT OMpe/eNIEHHYIO MOCIeI0BaTEIbHOCTh, MPUMEpPHAsl CXeMa KOTOPOTO MpPE/CTaBIeHa HUXKe
(T.H. KapTa peHoTHUTIA).

OTAIIBI IIOCTAHOBKHU JJTUATHO3A



X0/ MOCTAHOBKH AUAarH03a HAaCJIEICTBEHHOIO 3a001€BaHuUs [TOJTAITHBIA:

[lepBbii sTan - ofmee KIMHUYECKOE OOcienoBaHHe OOJNBHOrO, BKIIOYAIOIEE aHAIU3
HACJIC/ICTBEHHOI'O  aHaMHE3a, CHUHAPOMOJIOTMYECKMH aHalW3 NPU3HAKOB OOJE3HM, BBISBICHUE
MHUKPOaHOMAJIN;

Bropoii stan - Heo0X0 UM HpHU MOA03PEHUH Ha KOHKPETHYIO HACIEACTBEHHYIO 00JI€3Hb (II0 UTOTaM
niepBoro). C 3Toi 11eJbI0 MPUBIIEKAIOTCS OCHOBHBIE METOIbI UCCICAOBAHUS MEIUIIMHCKOW T€HETUKH.

METO/1bl MEJULIMHCKOM TEHETUKHU (OBILIEE)

B knuHMYeckoW TeHeTHMKe MAJii JAMAarHOCTUKHU PAa3lIUYHBIX (OpPM HACJIEICTBEHHOM MaTOJIOTUU
MPUMEHSIIOTCS: KIIMHUKO-TEHEATIOrMYeCKU METOJ, CHelHalbHble M JOMOJHUTEIbHbIE (71a00paTOpHBIE,
WHCTPYMEHTAJIbHBIC) METO/IbI UCCIICIOBAHUS.

Cpenau crnenuagbHBIX METOJOB JMArHOCTUKU BBIACISAIOT IIUTOTEHETHYECKUN, OMOXUMUYECKHI,
MOJICKYJIIPHO-TEHETUUECKUH W HMMMYHOJIOTHYECKU MeToabl. Cpeau OMOJHUTENbHBIX METOJI0B
3HauyaTcsl  YJIbTPa3BYKOBOE HCCIEAOBAHHE BHYTPEHHUX OPraHoB, peHTreHorpadus, MarHuTHO-
pe3oHancHast Tomorpadusi, snexkrpomuorpadus, K[ u np. [Tokazanust s IpUMEHEHUS dTHX METOJIOB
pa3InyaroTCs B 3aBUCUMOCTH OT IIOCTaBJIEHHBIX LEJIE€H MU 3a1ay, OAHU METOAbl IPUMEHSIOTCS 4Yalle,

JPYyTHUE PeKE.

T'EHEAJIOTMYECKUI METO/]

['eneanoruss - 3TO yueHHMEe O poJOCIOBHBIX. CyTh TI'€HEaJOrMyecKoro MeToJa CBOJAUTCS K
BBISIBIICHUIO POJIOCIIOBHBIX CBSI3€H M MPOCICKUBAHHIO TIPU3HAKA WM OOJIE3HH Cper OJMM3KHUX U JaTbHHUX
IPSIMBIX ¥ HENIPSMBIX POJCTBEHHUKOB. TEXHUYECKH OH CKJIA/IbIBAETCS U3 JIBYX 3TAIIOB:

1) cocTaBieHue pOJOCIOBHON CXEMBI;

2) cOOCTBEHHO I'€HEAIOrNYECKHUI aHAU3.

IIpo6ana- iuuo, C KOTOPOrO HAUMHAIOT COCTABJIEHUE POAOCIOBHOW. OOBIYHO POAOCIOBHAs
COCTaBJIICTCSI 10 OJHOMY WJIM HECKOJbKUM HpHU3HAKaM 3alosieBaHus. MokeT OBbITb IOJHOW WM
orpaHuyeHHONU. PUrypsl B poI0CIOBHOI pacrioyiaratoTcs o nokojaeHusM. Kaxnoe nokojieHue 3aHUMaeT
OT/ENbHYIO CTPOKY, 0003HauaeTcs cieBa pUMCKON LU(Ppoil. Apabckumu HuppaMyu HyMEpYKOTCS YICHBI
OJIHOTO TOKOJIEHUS (BeCh psij) CieBa HAIpPaBO B IOPSAIKE pOXKIACHUS. Bce MHAMBUAYYMBI JOJIKHBI
pacroyiarateCsi CTPOrO IO IOKOJEHUSM B OAuH pAd. Ilockonbky OOJBIIMHCTBO HACIEICTBEHHBIX
3a00JeBaHUN TPOSBIISIETCS. B JIETCKOM BO3PacTe B OCHOBHOM HPOHM3BOJUTCS PACCIPOC POAMTENEH
npobana (darie Bcero marepu). [locie nmomyueHust macOpPTHBIX IaHHBIX Bpay J0JKEH BBISICHUTB!

1) anamHe3 HacTosIIIIero 3a00JIeBaHMs, €r0 HA4allo, TEUEHHE, XapaKTep kKajaoo;

2) TIIATENbHBIH aHaMHE3 XM3HM peOeHKa, BKIIouYas 3[0POBbE M BO3pAcT POJUTENCH, TeueHHe
OepeMEHHOCTH U aKyIIEepCKUil aHaMHE3 MaTepH:

- cilydau abopTOB, MEPTBOPOKACHUH, paHHEN I€TCKOW CMepTH,

- TOUHBIE CBEJICHUSI O KPOBHOM POJICTBE CYIIPYIOB,

- BO3MOYKHOCTh BHEOPAYHOT'O 3a4aTHs.

bonburyto ponp wWrpaer BCKapMJIMBAaHUE Ha IEPBOM TOAY JKU3HM, TEMIIbl (DHU3MUECKOTO U
IICUXOMOTOPHOT'O pa3BUTHsI peOeHKa.

3) cBenenus o cubcax npobanaa (MOPSAIKOBBIM HOMEp POXKACHUS, BO3pACT, COCTOSTHUE 3710POBbsI);

4) nanHble 0 pojacTBeHHUKaxX nmpodanma [ u Il creneneit poacTaa.

[Tocne cocTtaBieHHs POAOCIOBHOM (OOBIYHO JOCTATOYHO TPEX-MATU IMOKOJIEHHH) MEepexoisT K
TEHEAJOTUYECKOMY aHAIIU3Y.

['eHeanormyeckuii MeToJ OTHOCHTCS K HaumOojee YHUBEPCAIbHBIM METOJaM MEAMIIMHCKON
reHeTuku. OH IMUPOKO MPUMEHSETCS IPHU PELICHUH TEOPETUUYECKUX U MPUKIIAIHBIX POOIeM:

1) ans ycTaHOBJIEHUS HACJIEICTBEHHOTO XapaKkTepa IpU3HaKa;

2) npu ONPEEICHNN TUIIA HACJIEI0BAaHUS U IEHETPAHTHOCTH I'€Ha;

3) npu aHaNM3€E CLUEIJICHHUSI T€HOB U KapTUPOBAHUU XPOMOCOM;

4) npu U3y4yeHUH UHTEHCUBHOCTH MYTAallHOHHOTO ITPOLIECCa;

5) mpu pacmmppoBKe MEXaHU3MOB B3aUMOJICUCTBHS T€HOB;

6) IpU MEAUKO-TEHETUUECKOM KOHCYJIbTUPOBAaHHUH.

THurbsl MOHOTE€HHOT'O HAClI€ZIOBAHMUS, BBISBIISIEMbIE C IIOMOILBIO T€HEAIOTHYECKOT0 METO/1a:



1. AyrocoMHO€ HacieAoBaHUE: T'€H, OTBEYAIOIIMI 3a HMCCIEAYEMbId MPHU3HAK JIOKAJIU3YeTCs Ha
ayToCOMeE:

a) ayTOCOMHO-JOMHUHAHTHBINA TUI HACJIEOBAHUS:

- 3a0oneBaHre HAOIIOAAETCS B KaXIOM IOKOJICHHM, T.€. MPOCIEKHUBACTCS B POJOCIOBHOH IO
BEPTHUKAIH (KpOME CIydaeB HOBOM MyTaluu). MyTaHTHBIHN IreH, CBSI3aHHBIN C ayTOCOMOIA, IPOSIBIISIET CBOE
JeCTBUE KaK B TOMO3UTOTHOM, TaK ¥ I'€TEPO3UTOTHOM COCTOSIHUU.

- PUCK pOXkJIeHus 00JIpHOr0 pebeHKa, MpH OAHOM O0JIBHOM poauTene, coctanisier 50%.

- 3/10pOBbIE HHUBU/Ibl UMEIOT 3JOPOBBIX IIOTOMKOB.

- y 00JIbHOTO MHAMBH/IA OOJIEH OJMH U3 POJUTENIEH, KPOME CIIydaeB HOBOM MyTallUH.

- 00a 1moJia mopakaroTcsi C OAMHAKOBON 4acTOTON

3aboneBanus: cHHIpOM Mapdana, cunapom PeknmuHrxayseHa, axoHIpOIUIa3us U JIp.

0) ayTOCOMHO-PELIECCUBHBII TUIT HACJIEJOBAHMUS:

- Ipu Opake ABYX reTepO3UTOTHBIX HOCUTENECH OJHOTO U TOTO e MYTaHTHOTO PELIECCHBHOTO T€Ha B
cpennem 50% pereil (EHOTUNIMYECKH MOTYT OBITH 30POBBI, HO SIBJISIOTCS HOCHUTEISIMU MYTaHTHOTO
PELIECCUBHOIO T'€HA;

- 25% perell moyiydaT MYTAHTHBIM pPELIECCUBHBIM reH OT 000uX poauTeneil u OyayT HOpakeHbI
HACJICJICTBEHHBIM PEIIECCUBHBIM 3a00JI€BAHUEM (TOMO3UTOTHI);

- 25% OynyT 310pOBbI (PEHOTUITNYECKH U TEHOTUITUYECKH;

- 00a moJia mopa)karoTcsi OJIMHAKOBO;

- B POJIOCJIOBHOM MPU TaKOM HACJIEIOBAaHUU 3a00JIEBAaHUE MOXKET MPOCIICKUBATHCS 110 TOPU3OHTAIIH,
MIOBTOPSITHCS UEPE3 OJIHO UJIM HECKOJIBKO MOKOJIEHMI;

- y OOJILHOTO POAMTENS POXKIIAIOTCS 3I0POBBIE JCTH;

- B CJly4ae KPOBHO-POJACTBEHHBIX OpAaKOB MEXIY POIUTEISIMU IpoOaH1a HaOII01aeTCsl yBEIMUEHUS
qrciia O0JbHBIX B POJIOCIOBHOM.

3aboneanus: AI'C, ranakrozemusi, mykoBuciuaos, KV, ranaccemus etc.

2. HacnenoBaHue, CHEIUIEHHOE C TMOJIOM (TOHOCOMHOE) - KOTJia MYTaHTHBIM T'€H PaclojOXKEeH B
OJIHOM U3 MOJIOBBIX XPOMOCOM - X- WIH Y -XpOMOCOME:

a) X-CICTUICHHBI JOMUHAHTHBIA THIT:

- y 60JIbHOTO TIpOOaH/Ia 00s3aTeIFHO OOJICH OJIMH U3 POJUTEIICH;

- y OOJIBHOTO OTILIA BCE 1I04YepPHU OOJBbHBI, @ CBIHOBbSI 3/I0POBBI;

- y 00JIbHOM MaTepH paBHO BEPOSITHO POXKICHHE OOJIBHON JJOUepu U OOJIHLHOTO ChIHA;

- Y 3I0pOBBIX POAMTENEH BCEe IETH OYAYT 3/10pOBBI;

- OOJIbHBIX KEHIIMH B 2 pa3a Oojblle, 4eM OOJbHBIX MYX4MH. 3aboneBaHus: Qocdarauader,
cuapom Perra, Koppuna-Jloypu, 'onbua u ap.

0) X-clieTyIeHHbIN PEeLleCCUBHBIN THII:

- 3a00sieBaHNe HAOIIOIAETCS Y MY>KYHH-POJICTBEHHUKOB MTPOOaH/1a 0 MaTepUHCKON JTMHUH;

- CHIHOBbSI HHUKOI/IA HE HacleAylT 3a00JieBaHME OTIA; BCE €ro J0Yepu 3J0pPOBBI U SBISIOTCS
reTepO3UTOTHBIMU HOCHUTEISIMU ITaTOJIOTHYECKOTO IEHa;

- €CJIM JKEHUIMHA SIBJISETCS] F€TEPO3UTOTHBIM HOCUTENEM MaTOJIOTMYECKOro reHa, TO MOJIOBUHA €€
CBIHOBEH OOJIbHBI, @ BCE JOUYEPH 3/10POBBI, IPUYEM MOJIOBUHA Jlouepei

- TeTEepPO3UTOThIE HOCUTENIN MAaTOJIOIMUECKOro reHa. 3a0ojieBaHus: HecaxapHbIi nuabder, neduuut
TIII0K030-6-ocdar-aeruaporenassl, MplmedHas puctpodus [romena, remodunus A, B, wuxtnos,
CUH/IpOM Aapckora u Jip.

B) Y-CIICIUICHHBIH THII:

- B Y-XpOMOCOME HAXOJATCS TEHBI: JETEPMUHHUPYIOIIUN PAa3BUTHE CEMEHHHMKOB, OTBEUYAIOIIHMN 3a
ciepmaroreses (pakTop a300CcnepMuu), KOHTPOIUPYIOUINI HHTEHCUBHOCTh POCTA TeJla, KOHEYHOCTEH U
3yOOB, ONpeAeAIONINi OBOJIOCEHUE YITHONW PAKOBUHBI.

- IPU3HAK MEPEAACTCS BCEM MaTbUHKaM.

- IPU3HAK MPOSBIIAETCS TOJIBKO Y JIULl MY>KCKOT'O 0.

- TaTOJIOTMYECKUE MYTalluW, 3aTparuBaroiiye (popMHUpOBaHHE CEMEHHUKOB WJIHM CIEpMaTOTeHE3,
HACJIEIOBAThCSl HE MOTYT, TAKU€ WHIAUBHU/IbI CTEPUIIbHBI.

r) MUTOXOHIpHATBLHBIN THII:

MUTOXOHJIpHH TIEPEAIOTCA C IMTOIUIA3MOW SHIEKIeToK (B Kaxkmou sinekierke - 25 000
MUTOXOHJIPHH, COJEpKAIIUX KOJBIEBYI0O XpoMocoMmy). ['eHHble MyTanuu B MuTOXoHApuanbHoU JIHK
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oOHapyeHbl MpH aTpOopuU 3pUTEIbHOrO Hepsa Jlebepa, MHUTOXOHAPHAIBHBIX MHONATHSAX,
JT0OpPOKaYECTBEHHOM OMyX0JH (OHKOLIUTOME), ITPH MPOTPECCUPYIOMIMX O()TAIEMOIUICTUAX.

- 00JIe3HB TIepeAacTCs TOJIBKO OT MaTepu, OOJIbHBIE OTIIBI HE TIEPEIatoT O0IE3HU JCTSIM.

- 00JICIOT U ACBOYKHU, M MAJIbUHKH.

TOITYJIALIMOHHO - CTATUCTUYECKHU METO/I

MeTtoa HaxOOUT IMIMPOKOE NMPUMEHECHHUE B KIMHUYECKOM T'€HETUKE, T.K. BHYTPUCEMEWHBIN aHAIU3
3a00J1€Ba€MOCTH HE OTIEJIMM OT M3Y4YEHUs HACIEICTBEHHON MAaTOJOIMM KaK B CTpaHax C OOJbIIUM
HACEJIEHUEM, TaK U B OTHOCUTENIBHO U30JIMPOBAHHBIX MOMYIISIIMOHHBIX TPYIINAX.

CyIlHOCTh METOJIa 3aKJII0YACTCs B M3YYEHHUH (C IMOMOIBIO METOJOB BapUALMOHHOM CTATUCTHKH)
YacTOT TE€HOB M TE€HOTHUIIOB B PAa3IUYHBIX MOMYJSALMOHHBIX TIpyMNIax, 4YTO JaeT HeoOXOAUMYIO
MHPOPMALIMIO O YacTOTE T'eTEPO3UTOTHOCTH M CTENeHH noiauMopdusma y denoBeka. B dacTHOCTH, B
IeTepPO3UrOTHOM COCTOSSHUM B MONYJSILMAX HAXOAWUTCS 3HAYUTEIBHOE KOJIMYECTBO PELIECCUBHBIX
ajuienieif, yTo o0yCIaBIMBACT Pa3BUTHE PA3IMYHBIX HACIEICTBEHHBIX 3a00JIeBaHUI, 4AaCTOTa KOTOPBIX
3aBUCUT OT KOHIIEHTPALMU PELECCUBHOIO TI€Ha B MOMYJSALMU M 3HAYUTEIBHO IOBBIIMIACTCS IPU
3aKJIIOYCHUN OJIM3KOPOACTBEHHBIX OpakoB. MyTanuy MOTYT IepelaBaThCsi MOTOMCTBY BO MHOTHUX
MOKOJIEHUSAX, YTO NPUBOJUT K TE€HETHYECKOW I'eTepOreHHOCTH, JIeXkalllel B OCHOBE MomMopdusMa
MO YJISALIAMN.

CornacHo 3akony Xapau-BaitnOepra (1980) - B mnomynsuuu COXpaHseTCS IMOCTOSHHOE
COOTHOIIIEHHE YaTOTHl TEHOTUIIOB U3 MTOKOJICHUS B TIOKOJICHUE, €CIIM HUKaKue (GaKkTOpbl HE HAPYIIAIOT 3TO
paBHOBECHE.

®opmyna Xapau-Baitnoepra (cooTHomenue reHotunoB AA, Aa, aa): (P+g)2 =P2+2Hg+g2

P - yactoTa, ¢ KOTOpOI1 BCTpeyaeTcs TOMUHAHTHBIN reH "A";

g- 4acToTa, ¢ KOTOPOM BCTPEUaeTCsl peLleCCUBHBIN auiens "a".

Cymma P+g Bcerna paBHa

1. Cratuctuueckuil aHaiu3 pPACIPOCTPAHEHHOCTH OTAEIBHBIX T'€HOB U KOHTPOJUPYEMBIX HMHU
IPU3HAKOB B MOMYJISALMOHHBIX TPYNNax MO3BOJIAET ONPEACIUTh AJANTUBHYIO IIEHHOCTh KOHKPETHBIX
reHotunoB. Cpenu JoJeil HEBO3MOXXKHO HAWTH T'€HETUYECKH OJMHAKOBBIX JIMIL (32 HCKJIIOYEHHEM
MOHO3UTOTHBIX OJIM3HELOB, A KOTOphIX mnpeanosaraercss 100% oOmux reHoB), X0Ts OOLIHOCTb M'€HOB
XOPOLLO MPOCIEKUBAETCS Yy ONM3KUX U JAIbHUX POJICTBEHHUKOB.

METOA AEPMATOI'JINMOUKN

JlepMatorinuguka — M3ydeHHE OTIIEYATKOB KOXKHOTO pUCYHKa jajoHell u crtom. CBoeoOpa3Hbie
WU3MEHEHHUs OTIIEYaTKOB NANbIEB U y30pa JaJ0HU OTMEUYEHBI IIPU PSAJE HACIEICTBEHHO-AET€HEPATUBHBIX
3a0oyieBaHUi HEpBHON cucTembl. [lanuiuisipHble PUCYHKHM MMEIOT WHAMBUAYAJIbHBIM Xapakrep U
HaXOJATCS M0J] TEHETUYECKUM KOHTpOJeM. /I KIMHUYECKUX LEJIel UCTIOIb3YIOT:

1. XapakTep y30pa KOHIIEBBIX (pajlaHT.

B HopMme uacToTa metieBbIX y30poB 62%, KpyroBbix - 32%, ayroBsix - 6%. IIpu Ooneznu JlayHa
YBEJIMUMBAETCS YMCIO TETIEBbIX Y30pOB, O0COOCHHO ynpHapHble netmiu — 80%. Ilpu Tpucomumn
IIPEUMYIIECTBEHHO MPOSBIISIOTCS 1YTOBBIE Y30Pbl, UTO PEIKO BCTPEUAETCS B HOPME.

2. Yucno 60po3 .

B Hopme, npu nozacuere 60po3 y MyKUMH MX BbIgBisieTcs 145, y sxenuus — 127. Ilpu Gone3Hu
Knaiingensrepa ux yucio ymensiaercs a0 118.

3. Benuuuna yria adt.

VYron adt B Hopme Menee 57°, npu Oone3nu [layHa oH yBenumuuBaercss 10 81°, mpu TpUCOMUH —
108°, 6one3nu Knaitndensrepa — 42°.

B Hacrosee BpeMsi METO1 IPUMEHSIETCS B OCHOBHOM B Cy/1€OHON METUIIMHE.

BUOXMMHNYECKHUE METO/IbI

OTH METO/bl MOMOTaloT OOHAPYXHUTh LENbI psi 3a001eBaHUi C HapylIEHUsMU OOMEHa BEIECTB
(oH3umoniatum). MccnenoBaHuio mOJUIeKaT KpoOBb, MOYa, JIMKBOp, ITYHKTaTbl KOCTHOI'O MO3Ia,
aMHHOTUYECKas )KUJIKOCTh, CIIepMa, MOT, BOJIOCHI, HOT'TH, KaJl U JIp.

Ha nepBom »tame oOcnenoBanHusi (dKcCHpecc-IHMarHOCTHKA) MNPUMEHSIOTCS METOIbl MacCOBOTO
OMOXMMHYECKOro CKpUHHUHTra: mpoOsl PDennuHra (Ha (EeHWIKETOHYpHUIO), AJlbTray3eHa (TJIMKOT€HO3bI),
benenukra (ranakrozemus, GpyKkTo3eMus), mpoda Ha TUIIEPAMUHOAIIUAYPUIO, MUKPOOHOJIOTHUECKUI TeCT
latpu (®KY u np. amunoanumonatun). Pa3paboTansl mpocThie KaYeCTBEHHBIE OMOXMMHUYECKHE TECTHI
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UL BKCIepcc-AMarHOCTMKM TMIIOTHPE03a, MYKOBHMCLHUIO3a, JUIsl BBISIBIECHHS HapylleHHl oOMeHa
ounnpy6una, 6one3nu Tes-Cakca, renarosnieHTHKY/IsIpHON nereHeparuu, AI'C. OTu npoObl JOCTaTOYHO
MPOCTHI ¥ UCIIOJIB3YIOT JIETKO JOCTYITHBIN OMOJOTHYECKU MaTepral (KpOoBb, MOYA).

Ha BrOopoMm »sTame (yTouHsOLash AMArHOCTHKA) IMPUMEHSIOT MOJIEKYIISIPHO-IIUTONEHETUYECKUE,
MOJIEKYJISIPHO-0MOJI0IMUECKHE METO/Ibl, 00JI€€ CI0MKHBIE METO bl AHATUTHUECKOW OMOXUMUM:

- HWCCIIeZIOBaHME METa00IMYEeCKOTO IMyTH (KOJUYECTBEHHOE ONpEAeNiCHHEe METa0OJIUTOB, HX
KUHETHKHU U HAKOIJICHUS);

- IOpsIMO€ W3MEPEHHE KOHIEHTpaluuu (MMMYHOXMMHUYECKUE METO/bI), AKTUBHOCTH (3H3UMO-
JMArHOCTHKA), GU3UKO-XMMUYECKMX U KUHETHYECKUX [IapaMeTPOB MyTaHTHBIX OCJIKOB;

- HCCIIeI0BaHME MYTAHTHBIX OEJIKOB C IOMOILBIO HArPYy304YHBIX IIPOO MeueHbIMU cyOcTpaTamMH U
rHOpUIN3AIMHA COMAaTHYECKUX KIIETOK;

- HCCIIEI0OBAaHUE CTPYKTYPBI MyTAaHTHOT'O I'€HA METOAAMH PECTPUKIIMOHHOIO aHAIN3a.

Bonbmre nepcnekTUBBl OTKPBHIBAIOTCS ¢ MPUMEHEHUEM XUAKOCTHOM M Ta30BOW XpoMaTorpadum,
MO3BOJIAIOIIEH ONpeAeIUTh aMUHOKHUCIOTHBIM COCTaB MCCIENyeMOro cyocTpaTa B TEUEHHE HECKOJBKUX
MUHYT.

[Toxa3zanus 111 OMOXUMHUYECKOTO UCCIIETOBAHMSL:

1) yMcTBEHHasl OTCTAIOCTh, ICUXUYECKUE HAPYILIECHUS;

2) HapyuieHue (U3MUYECKOro pa3BUTUS - AHOMAJIBHBIH POCT M CTPOCHHE BOJOC WM HOITEH;
HEIPABUJIBHBIN POCT C UCKPUBIICHHEM KOCTEH TYJIOBMINA U KOHEYHOCTEH, YpE3MEPHOE OTIIOKEHUE JKUPA,
TUNOTPO(Us WK KaXEeKCUsl, TYTOIOABHKHOCTh MM pa300ITaHHOCTh CYCTaBOB;

3) ru10xoe 3peHHe WM MOJIHAS CIIEN0Ta, TYTOyXOCTh WM ITyX0Ta;

4) cyaoporu, MblllIe4Has TUIIOTOHMs, TUIEp- M TMIONMIMEHTalus, (OTO-4yBCTBUTEIILHOCTD,
KEINTyXa;

5) HEeNnepeHOCUMOCTb OT/ENbHBIX MUILEBBIX MIPOAYKTOB M JIEKAPCTBEHHBIX MPENapaToB, HapyIIeHUE
MUIIEeBapEHus, 4acTasi pBOTa, JUapesi, KUAKUHN CTYI, TenaTo- U CIUICHOMETalus;

6) nouyeyHo-KaMeHHas 00JIe3Hb, X0JIeCTas;

7) TEMOJINTUYECKUE AaHEMUHU U JP. COCTOSTHUSL.

MUTOI EHETUYECKHII METO/I.

Metoa TO3BOJSIET MACHTU(OUIUPOBATh KapuOTUN (OCOOEHHOCTH CTPOCHHUS W YHUCIO XPOMOCOM),
nyTeM 3alucu Kapuorpammbl. LluToreHermueckoe HCCIENOBaHUE MPOBOAUTCS Yy NpobOaHAa, ero
polauTenel, poACTBEHHUKOB WIM IUIOJA IpU IMOJO3PEHUM HAa XPOMOCOMHBIM CHHIpOM JHOO Apyroe
XPOMOCOMHOE HapyllIECHHUE.

Jlns onpenenenrs KapuoTUIIa UCIIONIB3YIOT KaK MpsIMbIE, TaK U HETIPSIMbIE METO/IbI HccieioBanus. B
MIEPBOM Cllyyae MaTepHall, B3AThIi U3 KOCTHOTO MO3ra, TUM(PATHYECKUX y3JI0B, SMOPHOHATIBHBIX TKaHEH,
XOpPHUOHA, KJIIETOK aMHMOTHYECKOMN JKUJKOCTH WM JAPYTUX TKaHEH, U3Y4aloT cpa3y >Ke MOCIe MOITYYEeHHUS.
OnHako mpsiMOM MeToJ MH(OPMATHUBEH TOJBKO TOTAa, KOTJAa B MaTepHale HMEEeTCsl JI0CTaTOYHOe
KOJIMYeCTBO Meraga3 MHUTO3a, TaK Kak TOJIBKO B 3TOM (haze XpoOMOCOMBI IPUOOPETAIOT MPUCYILHE UM
0COOEHHOCTH CTPOEHHS M BO3MOXHAa MX TOuHas uAeHTUUKanus. B HacTosiiee Bpems LIMPOKO
MIPUMEHSIFOTCS] HETIPSIMbIE METO/IbI UCCIIEI0OBAHUSI.

MeTtox npuroroBieHusi MeTaasHbIX IUIACTHH. B3aryio  Kynbrypy  (IMMGOLMTEI
nepudepruyeckoil KpoBU M Jp.) MOMEIIAIOT B MUTATENbHYIO CpeAy AJs KyJIbTHBHpOBaHUs. B HOopMme B
nepugdepuyeckoil KpoBM He HAOIIOAAeTCs] MUTO3a JUM(OIMTOB, MO3TOMY MCIOJB3YIOT Ipenaparsl
(puTOremMarriOTUHNH), CTUMYJIHUPYIOIINE HUMMYHOJOTHYECKYIO TpaHCHOpMalUi0  JIUM@OLUTOB M HX
neneHue. BTopbsIM 3Tanom sBIsSETCS OCTAHOBKAa MUTOTHUYECKOTO JINIEHHs KJIETKU Ha CTaauu MeTadasbl.
Jlocturaercs 3To myTeM J00aBlIeHUs B KYJIbTypy TKaHed 3a 2-3 yaca 10 OKOHYaHHS KYJbTUBUPOBAHUS
IIpenapaToB KOJIXULIMH WK Koanumen. Ha TpeTsem 3tarne, ucnonb3ysi TMIOTOHUYECKU pacTBOp XJIOpUaa
KaJIbIUsl WM LIUTPAT HaTpHsl, TOOMBAIOTCS TUIIOTOHU3AIMN KJIETOK, B pe3yJIbTaTe yero KjieTka Habyxaer,
saepHas 000JI04Ka Pa3phIBAETCs, MEKXPOMOCOMHBIE CBS3U PBYTCS, M XPOMOCOMBI CBOOOJIHO IUIaBaIOT B
nuroriazMe. Jlagee mosydeHHas KylbTypa (UKCHPYETCS CMEChI0O METaHOJa M YKCYCHON KHCIIOTHI,
HeHTpudyrupyercst 1 Mmensercst pukcarop. Cycrnensus ¢ (GUKCaTOPOM HAHOCUTCS HA YHCTOE MPEIMETHOE
CTEeKJO, /e MeTadasHas IUIACTUHKA paclpaBiseTcs U B €€ NpeJesax paclojiarailTcsi OTIENbHO
nexamue xpoMocombl. [lo Mepe BbIchbIXaHUS (PUKcaTopa, KJIETKa MPOYHO MPHUKPEIUIIETCS K CTEKIy.
TakuM o00pa3oM, HE3aBUCHMMO OT KYJIbTYPbl KJIETOK, W3 KOTOpPbIX ObUIM IOJy4eHbl MeTadasHble
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IUIACTUHKM ~ OOWIMII MNPUHLUMI TOJIY4YEeHUs IpenapaToB CIEAYIOIUI: HakoIuleHWe MeTadas,
TUITOTOHU3AIMS, (PUKCAIHS, PACKAIIBIBAHUE HA IPEIMETHOE CTEKIIO.

Okpacka mpemnapata. Okpacka NpenapaTroB SBJSIETCA CICAYIONIEH CTaaWell MOociae MOJy4eHUs
MeTada3HbIX TUIACTUH U JETUTCS Ha mpocTthle, auddepenunpoBannsie u (aoopecuentasie. Kaxnas us3
BUJIOB OKpAIlIMBAaHUs MIPUMEHSETCS JJIS BBIBICHUS TOJIBKO ONpPEENICHHbIX U3MEHEeHUH kapuoruna. [Ipu
MPOCTOM OKpacke (METOJ OKpacKu 1mo I'mm3e), BO3SMOXKHO JIMIIb TPYIIOBas UACHTUDHUKAIMS XPOMOCOM,
MIO3TOMY JIaHHBIH METOJ| UCHOJb3YeTCs sl OPUEHTUPOBOYHOI'O OMNPEAETICHHUs YHUCIOBBIX AHOMAJIM
kapuotuna. IIpocrasg okpacka HIIMPOKO NPUMEHSETCS ISl U3YyYEHHS] XPOMOCOMHOIO MyTareHesa Ipu
npoBepke (aKTOPOB OKpy’Karolled cpeabl Ha MyTaHTHOcTh. Kpacurens I'MM3bl OkpammBaeT Bce
XPOMOCOMBI PABHOMEPHO 110 BCEH JIMHE, KOHTYPUPYS IPU 3TOM LIEHTPOMEPY, CIIlyTHUKU U BTOPUYHBIE
neperspkku.  Jnddepennnansnoe oxpammBaHue OOYCIOBICHO CIIOCOOHOCTBIO K HM30MpaTebHOMY
OKpAIllMBaHUIO 10 JJUHE M OOECIEeYMBAETCS CPABHUTEIBHO NPOCTHIMH TEMIEPaTypHO-COJEBBIMU
BO3JCUCTBUSMH  Ha  (UKCHUPOBAHHBIE XpOMOCOMBL.  IIpm  3TOM  BBIABISETCS  CTPYKTypHas
muddepeHIMpoBKa XpPOMOCOM IO  JUIMHE, BbIpaXKamolleecs B BHUAE 4YepeloBaHHUA dy- U
reTepOXpPOMATHYECKUX PAiOHOB (TEMHBIE M CBETJBIC), KOTOPbIE CHEIM(PUYHBI IS KAKI0W XPOMOCOMBI,
COOTBETCTBYIOLIETO Iule4a 1 pailoHa. Haubonee yacto ucnons3yercs G-okpacka. Ilpu aTomM XpoMocombl
IpeaBapUTEeIbHO 00padaTHIBAIOTCS MPOTEA30i MIIM COJIEBBIM pacTBOPOM. J[iIst M3ydeHus: MyTalMOHHOTO
mporecca y ueloBeKa HIMPOKO HCHONb3YyeTcsl MeToX Au(QepeHIHaIbHOH OKPaCKU CECTPUHCKUX
XpoMaTHJl, OCHOBaHHBI Ha CIIOCOOHOCTH BKJIIOYATCSI B IIOCJIEA0BATENbHOCTh PEIUIMKALIMM XPOMOCOMBI
aHajora THMUIUHA-5-OpOMIC30KCUYPUIMHA. YYaCTKU XPOMOCOMBI, BKJIIOUMBIIME 3TOT aHAJIOT,
OKpAIIMBAIOTCS TI0XO0, TIOATOMY HMCIIONB3YS ATOT METO/ MOKHO MACHTH(PHUIIMPOBATEH JIOOYI0 XPOMOCOMY
WA XPOMOCOMHYIO IIEpPECTPOUKY.

HcciienoBanue moJioBoro xpoMaruHa. MeToja ompenesneHusl MOJIOBOr0 XpoMaThHa ObICTpee H
Ipolle, 4eM HCCcieoBaHhe Habopa XpoMocoM (KapHOTHIIA), IIO3TOMY OH IPUMEHSETCS B KauecTBe
OJIHOTO M3 CKPUHHUHI-TECTOB IIPU MACCOBBIX 00CJIEI0BaHUAX HacelaeHHUs. B HOopMme B KieTKaxX JKEHCKOIO
OpraHu3Ma IIpU OIpPEJeNICHHBIX CIIOCO0axX OKPACKU BOJIU3MU AepHOH MeMOpaHbl 00pa3yeTcsi HHTEHCUBHO
OKpalllMBaeMoO€ TeJblle — II0JIOBOM XpoMaTuH, WM Teiblle bappa, kxoTtopoe oOpa3yercs OIHOM,
HeakTHUBHOH X-xpomocoMoii. J[pyras X-XxpoMocoma B KJIETKaX KEHCKOI0 OpraHu3Ma siBJII€TCsI aKTUBHOM.
Y MyX4yuH UMEeTCs JIMIIb OJHa X-XpoMOcOMa, M OHa BCErja akTUBHA, IO3TOMY B sipax KIETOK
MYKCKOT'0 OpraHu3Ma I0JIOBOW XpoMaTuH He omnpezensercs. i uccieaoBaHus N0JI0BOro Xpomaruia X
00BIYHO OepyT COCKOO cO CIM3HUCTOM mojiocTH pTa. Hanbomee pacmpocTpaHeH SKCIPECcC-METOI OKPACKU
no Canzepcy ¢ HCHOIb30BaHMEM 2% pacTBOpa YKCYCHOKHCIIOTO all€TOOPCEMHA C IOCHIENYyIOUIEH
MMMEpCUOHHOM MHKpockonueil. Kpome Toro, B 3penbiXx HEHTpoduiaax KpOBU BBISBISETCS €lle U Tak
Ha3plBaeMas OapalaHHas Majoyka, MpUYEM TeJlell XpoMaThHa M OapabaHHBIX MajJO4YeK Ha EAMHHUILY
MeHblIe uuciaa X-XpoMocoM. B HelTpoduimax y MyKUYUMH BBIABISIIOTCS TakKe OKOJIOSAEpHBIE
00pa3oBaHMs B BUJE «HUTOYEK» U «BOJOCKOBY». VICUE3HOBEHHE Yy JKEHIIUH HEAKTHBHOM X-XpOMOCOMBI
BEJIET K OTCYTCTBHMIO MOJOBOrO XpomaTvHa. [losiBieHHE y MYXUMHBI JTOMOJHUTEIBbHOU X-XPOMOCOMBI
HNPUBOAUT K (POPMHUPOBAHUIO TEIbIIA ITOJIOBOI'O XPOMATHHA.

IToka3zauus ISt HUTONEHETHYECKOT0 00CiIe0BaHUsI OOJILHOTO:

1) MHOXecCTBEHHbIE TOPOKHM pa3BUTHA (C BOBJEUEHHEM Tpex MU Oosiee cuctem); Haubosee
MIOCTOSIHHBIE HAapYIIEHUs - TIOPOKU P3BUTHUS TOJIOBHOI'O MO3T'a, ONIOPHO-ABUTATEIbHON CUCTEMBI, CEp/La U
MOUYEIOJIOBOM CUCTEMBI;

2) yMCTBEHHasi OTCTAJIOCTh B COYETAHWU C HApYIICHUSIMH (U3UYECKOTO Pa3BUTHUS, TUCIUIA3HIMMU,
TMITOT€HUTATIM3MOM;

3) croiikoe nepBUYHOE OECIIOUE Y MYKUUH U Y JKEHIIMH MPU UCKIIOUEHUU THHEKOJIOTUYECKON U
YPOJIOTUUECKOM MaTOJIOTHH;

4) npUBBIYHOE HEBBIHAIIMBAHNE OEPEMEHHOCTH, OCOOCHHO Ha PAaHHUX CTa/IUAX;

5) HapyllIeHHE TI0JI0BOTO pa3BUTHs (TUIIOTOHAINU3M, ITOJIOBbIE HHBEPCHH);

6) HeOobIas Macca pebeHKa, POXKIACHHOTO TIPU TOHOIEHHON OEpEMEHHOCTH.

[TpruMeHeHNne IUTOTEHETHYECKOTO METO/Ia B KIIMHUYECKOH IreHeTHKe 00YCIOBUIIO pa3BUTHE HOBOTO
HaIpaBJIEHUs - KIMHUYECKOM IUTOT€HETUKU, KOTOpasi MO3BOJISET:

- YCTQHOBUTb IIPOUCXOXJIEHHE CTPYKTYPHO IIEPECTPOCHHBIX XPOMOCOM M HUX TOYHYIO
KJIaccu(puKanmro;

- BBIJICJIUTH CUHJPOMBI, 00YCIIOBIIEHHBIE TMCOATaHCOM 0 YYaCTKaM WHAMBHIYaIbHBIX XPOMOCOM;
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- HaKalllIuBaTb CBCACHUS 00 H3MEHEHHIX XpOMOCOM B ONYXOJIEBBIX KIIETKAX, Yy OOIBHBIX C
HaCJICICTBCHHBIMHA 3a00JIeBaHUSIMU KpOBH U T.AO.

METO/ BbISIBJIEHU S T'ETEPO3UT'OTHOI'O HOCUTEJIBCTBA
J51s yenoBeka, 4be reTepo3UroTHOE COCTOSHUE TI0 TOMY HJIM HHOMY 3a00JI€BaHUIO YCTAaHOBJICHO,
Ype3MEPHO BAKHO HE BCTPETUTHCS B Opake C HOCUTEIEM MOJ00HOTO PEIeCCUBHOTO I'eHa, T.K. PHCK
POXKIeHHs Y HUX 00JbHOro pebeHka coctaBisieT 25% Kak npu NepBoi, Tak U MOCIEAYIOLIUX
O0epemeHHOCTAX. [IpeanonoxeHus o reTepo3UroTHOCTH JKEHITUHBIL:
1) ecnu y KEHIIMHBI TOPa)KEH OTEl HACJIEACTBEHHHON O0JI€3HBIO;
2) ecny KEHIIMHUHA POAUIIA IBYX UM HECKOJIBKHUX MOPAKEHHBIX CHIHOBEH;
3) eciu y KEHIIMHBI IOpaXXeH Opar (Wim Opaths), W, KPOME TOTO, OHA UMEET MOPAKEHHOTO ChIHA
WU BHYKA (OT JJ0UEpH);
4) eciiv KEHIMHA UMEET JBYX JI0UYEPEeid, MPUUYEM y KaXI0W U3 HUX POAWICS MOPAKEHHBIN ChIH (MIIH
CBIHOBBS).
Ilytn uccinenoBanus:
1. Knuanueckoe n3ydyeHrne MUKPOCHMIITOMOB 3a00JIeBaHNs C BBISIBICHUEM aHOMAJINI pa3BUTHSL.
2. Hcnonp3oBaHWE HArpy304YHBIX TeCTOB (mpreM (EHUIIAIAHWHA BBISBIISCT TOBBIIICHHE €ro
COJIEp>KaHusl B KPOBH - IPEIIONIOKEHNE O TETEPO3UTOTHOCTHU MO (DEHUIIKETOHYPHUN).
3. MUKpOCKOIIUYECKOE UCCIIEI0OBAaHUE KIETOK KPOBH U TKAHEH.
4. buonoruyeckoe OIpeneiIeHHe AKTUBHOCTU TOTO WJIM HMHOTO (epMeHTa, MOCTPaJaBILIero B
pe3yJsibTaTe MyTaluy reHa.

MOJIEKYJIAPHO-LIUTOT'EHETUYECKUWE 1 MOJIEKYJIAAPHO-BMOJIOT MYECKUE
METO/IbI

Oto Oonbllasg U pa3HOOOpa3Has rpymnmna METOAOB MCCIEA0BaHUS MOJIEKYIsIpHON cTpykTypsl JHK,
OCHOBHBIE Ju(PepeHInaTbHO-IUATHOCTUYECKUE TECThl, HEOOXOAUMOCTh pa3pabOTKU  KOTOPBIX
00yCIIOBJIEHAa TeHETUYECKOH MPUPOION HACIEICTBEHHBIX 3a00JE€BaHUH, UX BHIPAKEHHBIM KIMHHUYECKHM
MOJIMMOP(PHU3MOM, a TAKKE CYILIECTBOBAHUEM I'€HOKOMHI U (DEeHOKOMHIA.

Ocob6oe mecTo B 37O Tpymnme 3anumaroT metoasl JJHK-aunarnoctuku (30H710B0M). OHU MO3BOJISIOT
JMarHOCTUPOBAaTh 3a00JIeBaHWE HAa YPOBHE MEPBHUYHOTO MOJIEKYJISIPHOTO Je(heKTa - MaTOIOTHYECKOTro
reHa. Ee TOYHOCTD B yCTaHOBJICHUN MPUYHUHBI HACTIEICTBEHHOTO eexTa abCoMoTHA.

Cpenu ocHOBHBIX MeTo10B JIHK-narHocTuky BhIAEIAIOTCSA:

- I030BBI OJIOT-TUOPUAN3AIMOHHBIN aHAIIN3;

- aHAJIM3 NOJIMMOpP(U3Ma JJTUH peCTPUKIHMOHHBIX (hparmeHToB (IIAPD);

- nosiuMepasHas nenHas peakuus (I1LIP);

- aHAJIM3 NOJIMMOP(PHU3Ma MUKPOCATENTUTHBIX MOCIEI0BATEIBHOCTEH.

bnaromaps »TMM MeTodaM y Bpaued NOSIBIWINCH YHHUKQJIbHBIE BO3MOXKHOCTH 3(()EKTUBHOTO
INPUMEHEHMS B Pa3IMUHBIX 00JIACTSIX MEIUIMHBI CaMbIX COBEpIICHHBIX TEXHOJOIMHA. B HacTosee Bpems
B JIHK-nuarnoctuke Boiaenstor 4 moaxoaa. OHU IPUMEHSIOTCS] B 3aBUCUMOCTH OT TOTO:

1. u3BecTeH UM HE U3BECTEH I'€H JIaHHOTO 3a00JIeBaHus,

2. xioHupoBaH win Het 3ToT red wim JIHK-kxormust ero TPHK wmm xomupyromeit JIHK,

3. U3BECTHA WJIM HET MPUPOJA MyTaIliH, BbI3bIBAIOLIEH 3a00eBaHue,

4. HACcKOJBKO IIMPOKO pAacHpOCTpaHEHA JaHHAs MyTalUs B PAa3IMYHBIX CIy4asx JaHHOTO
3a00J1eBaHUs B JaHHOW MOMYJISIIIMU, JaHHOM TeorpauueckoM peruoHe.

Buasr JJHK-nuarnoctuku:

® [OATBEPKAAIOIIAS,

® [IpecUMNITOMaTHYECKas,
® HOCHUTEIIbCTBA,

e [peHaTalibHasil.

[TpyHIMNIHATIBHO PA3IUYalOT NPSAIMYI0 U KOCBEHHYI0 TUarHOCTUKY MOHOTE€HHBIX HACJIEICTBEHHBIX
Ooe3Hen.

[Tpsimble METO/ABI BOZMOXHBI JIMIIb IPU YCIOBUHU, YTO T€H 3a00J1€BaHMs KIIOHUPOBaH, U3BECTHA €r0
DK30H-MHTPOHHAs ~ OpraHu3alus WIM  HYKJICOTHJHAs  IIOCJIEJOBATEIbHOCTh  ITOJIHOPAa3MEPHOU
kommuieMentapuoid JIHK. Tlpu mpsiMoii nuarHOCTUKE MpPEeIMETOM aHaldu3a SBIAIOTCA MYTalluyd TeHA.
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['maBHBIM TPEUMYIIECTBOM MPSIMBIX METOJOB AHAarHOCTUKH siBisierca modytu 100% 3¢QexkTuBHOCTD.
[Tpsimbie MeToapl OcHOBaHBI Ha TexHonoruu III[P. OmHako B OONBIIMHCTBE CIy4YacB HACIEICTBEHHBIX
3a0o/ieBaHUN T'eH He KJIOHHPOBAaH WU 3a00JieBaHUE SIBISETCS TEHETUYECKH TI€TePOreHHBIM, T.€.
00yCIIOBJICHO TIOBPEXKJICHUEM B Pa3HBIX T'€HAX, JIMOO MOJICKYJsIpHAs OpraHU3alus TeHa HE TO3BOJISET
HCIIO0JIb30BATh MPSIMBIE TE€HBI.

OTU TPYAHOCTH MOTYT OBITh MPEOJIOJICHBI ¢ MOMOIIbI0 KOCBEHHBIX MeTon0B JIHK-nmarnoctukw,
OCHOBaHHBIX Ha HCIIOJIb30BAHUM CLEIUICHHBIX C TE€HOM MOJIUMOPQHBIX MapkepoB. B aToM ciydae
OMpEJIESETCSl TalUIOTUIl XPOMOCOMBI, HECYIIE MYTAHTHBIA T€H B CEMbSIX BBICOKOTO PHCKa, T.€. Y
ponuTeneld OOIBHOTO M ero OJMKalIIuX POJCTBEHHUKOB. Takoil moaxo] BO3MOXEH MPAKTUYECKH IS
BCEX MOHOTEHHBIX 3a00JeBaHUIl ¢ W3BECTHOH JioKanu3aluei reHa. OCHOBHOM HEJOCTATOK KOCBEHHBIX
METOJIOB JIMarHOCTUKH - 00s3aTeNbHOE MPEIBAPUTEIHLHOEC W3YYCHHE TEHOTHNA (TalIOTHIIA) XOTS OBl
OJIHOT'O MOPa>XKEHHOT'0 POACTBEHHUKA. B ciiyyae 0oTCyTCTBHSI HOPaXKEHHBIX POJICTBEHHUKOB, «10CTYITHBIX)»
It 00CTIeIOBaHMsl, IPOBEACHUE TUATHOCTHKY (32 PEAKUM UCKITIOYCHHEM) CTAHOBUTCS HEBO3MOKHBIM.

CKPUHUPYIOUIUE ITPOT'PAMMEBI

OCHOBHOM IEJIbI0 CKPHHUPYIONIMX (IPOCEUBAIONIMX) MPOTPaMM SIBIISICTCS BBIABICHHE TOTO WU
MHOTO 3a00JIeBaHUs B JOKJIMHHUYECKOW cTaguu. [Ipexke Bcero 3To KacaeTcsi HaCJleACTBEHHBIX O0Ne3HEeH
oomena. OHHM BKIJIFOYAIOTCSI B MPOrPaMMbl MacCOBOT'O MPOCEHBAHMS, OTOMPAIOTCS MO Py KPUTECPHCB
(K. A.Kpacnonomnbckas, 1986):

1. 3aboneBaHusi, MPUBOIAIINE K BBIPAKCHHOMY CHW)KCHHUIO JKU3HE- U TPYIOCIOCOOHOCTH 0e3
CBOEBPEMEHHOTO BBISIBIICHUS U JICUCHHUS.

2. 3aboneBaHus, JOCTATOYHO PACIPOCTPaHEHHbIE B momyisnuu (yactora He Menee 1:50 000 - 200
000 HOBOPOXK/ICHHBIX ).

3. 3abosneBaHus, KOTOPHIC MOJAIOTCS JICYCHUIO C AOCTHKEHHEM MPUHIUIUAIBLHOTO dddeKrTa s
MAIMeHTa, Ui KOTOPBIX pa3paboTanbl 3 (EKTUBHBIE METO Bl TPOPUITAKTUKH.

4. 3a0oneBaHus, ISl KOTOPBIX pa3padoTaH aJleKBaTHBIN MPOCEUBAIOIINN TECT.

CeromHsi B uHMCIe CKPUHUpPYeMbIX 3a0ojieBaHMi: MykoBHcuuao3 (uacrora - 1:1,5-2 000),
BpokeHHbIH THnotupeo3 (1:4,7-5 000), HemoctaTouHOoCTh anbda-l-anturpuncuna (1:5 000),
¢denmnkeronypus (1:10 000), ructunuaemus (1:23 000), ranmakrozemus (1:35-50 000), nefiuros (1:90-
120 000), aprunun-sarapraas auuaypust (1:300 000), tuposzunemus (1:900 000), HEZOCTATOYHOCTH
anenozunnezamunaassl (1:1 500 000), 6omezns Tes-Cakca (4acToTa B MOMYJNSAINUN €BpeeB-alkeHa3u - 1:3
700) 1 T.71.

Crnenmyer Mog4epKHYTh, YTO MpOIleypa CKPUHUHTA He 00eCTieunBaeT OKOHYATEIBHOTO JHarHo3a, a
BBISIBIIIET ~ TPENINOJOKHUTEIbHBIX  «OOJBHBIX», ~ KOTOPBIM  Ha  BTOPOM  3Tame  TpedyeTcs
CTIEMANM3UPOBAHHOE YTIyOJIeHHOE 00CiIeIOBaHNE C MCIOIh30BAHUEM OMOXUMHUYECKUX, MOJICKYISIPHO-
TEHETUYECKUX U KIMHUYECKUX METO/I0B IMarHOCTUKH.

JIUTEPATVYPA:

1. «ATonmuyeckuil nepMATUT Yy JETEW: JAMArHOCTHKa, JiedeHHWe U mnpoduiaktukay. HaydnHo-
npaktudeckas nporpamma. M.: 3A0 «Mudopmaruk», 2000. - 76 c.

2. banaxonoB A.B. Ommu6ku passurus. - JI.: U3a-Bo Jlenunrp. yu-ta, 1990. - 280 c.

3. bapanoB A.A. u coaBT. «bosne3Hu netTeil paHHero Bozpactay (pyKoBOACTBO /IS Bpaueit), Mocksa-
Hsanoso, 1996 r.

4. bouxoB H.I1. Knunuueckas reHeTuka: yueOHUK. - 2-€ u3fl., nepepad. u gom. - M: I'DOTAP-ME]],
2001. - 448 c.: nn. - (XXI Bek).

5. Benbrumes O.E., u coast. Ilporpecc renetuku u ero 3HadeHue i neauarpun// Poc. BecTH.
MepuHAT. U eauatp., NeS. - 2001 r. - ¢. 6-13.

6. «I'enetuka u MmequuuHa». [lox pegakuuen akagemuka H.I1.boukoBa, 1979 r.

7. HemuxoBa H.C. u coaBt. KomnbloTepHas cripaBoyHO-HH(OpMAalMOHHAs cHCTeMa MO METoJlaM
UCCIIeIOBAaHHUM MPU HACJIeICTBEHHBIX HapylIeHUAX oOMeHa BemiecTs// Poc. BeCTH. mepuHar. u neauarp.,
Ne6. - 2001 r. - c. 47-49.

8. Kampanos H.U., Kamupckas H.}O. Aktyansnbie npo6iemsl mykoBucuuao3a// Ilenuatpus, Nel -
1998. - c. 61-66.

13



9. KnuHuueckas AMAarHOCTHKAa BPOKICHHBIX IMOPOKOB pa3BUTHSA. Metoauueckoe mnocobdue ams
cTyAeHToB MeauMHCckuX BY3oB u Bpaueit. - M.: 'OY BYHMII M3 P®, 2001. - 32 c.

10. KoznmoBa C.M. c¢ coaBr. «HacnencTBeHHble CHHAPOMBI M MEIUKO-TEHETHYECKOE
KOHCYJbTHUpOBaHue». M, 1996 r.

11. Kynpusinos B.B., CroBuuek I'.B. JIuio yenoBeka: anaromusi, MUMHKa. - M.: Menuuuna, 1988. -
272 c.: uin.

12. Jlaswok I'.H., JIlypee N.B., YepctBoii E.JI. «HacneacTBeHHbIE CHUHAPOMBI MHOKECTBEHHBIX
BPO’KJCHHBIX IIOPOKOB pa3BuTUsi», M, 1983 r.

13. Jlunbun E.T. u coaBT.«MenuiuHckas reneTuka Jijist Bpauein». M, 1990 r.

14. Mazypun A.B., Boponmos .M. IIponeneBtuka nerckux 6omaesneit. - CI16: UKD «DomuaHTy,
2000. - ¢. 671-730.

15. MKbB-10/ MexayHnapoHas craTucTHUYECKas Kiiaccuukamnus 0oie3neld U mpoosieM, CBsI3aHHbIX
coc 3mopoBbeM. Jlecsateiii mepecmotp. Tom 3 - AndasButHbid ykazatens// BO3, XXenema -
M:»Memumuaay, 1998. - 924 c.

16. MyroBun I'.P. OcHOBBI KIMHHUYECKOH TeHeTUKU. Y4yeOHoe mocoOue Uit Mea. U OMOJ. CIHell.
BY30B - U31. 2-¢, nepepad. u gom. / M.:»Beictias mkonay, 2001, 234 c., ui.

17. Myxuna FO.I'. OcobennocTu nenuakuu y aereid./ Jlewammii Bpaa, 1999. - Ne6. - ¢. 8-10.

18. HacnenctBenHsie OONE3HM UM MEIUKO-TEHETHYECKOE KOHCYIBTUPOBAHME: PECIyOIMKaHCKUN
cOOpHHK Hay4HBIX TpyaoB / mox pen. wieH.-kopp. AMH CCCP npod. Illabanuna B.H., npod. Cepooii
JLI. - M.: MOHUMKMH, 1991, 108 c.

19. Hanwmonansnas mnporpamma «bponxuanbHass actma y jgaereid. Crparerus JiedeHUs U
npodunaktukay/ Mocksa, 1997. - c. 23-24.

20. IMaitikoB B.JI, Xaukens C.b., Opman JI.B. I'actposHTeposiorus JeTCKOro Bo3pacra B CXemax U
tabnuuax: CropaBoyHoe pykoBoacTBo. - CII6: «CrenmanbHas autepatypa», 1998. - ¢. 274-300.

21. llegmatpus: nep. ¢ anrn. gon.// ['m.pex. Bonogun H.H., mayun. pen. Bynaros B.I1., Pokuikuit
M.P., Yaym6ekoB 3.I'. / M.: TDOTAP, 1996. - c.205-244.

22. IlepcuiektuBbl MenuHcKoi renetnku / [lox pen. boukosa N.I1. CoBmectHoe uznanue CCCP -
HPB - BHP - I'IP - ITHP - UHCCP - M..: Meaununa, 1982, 400 c.

23. Pesnora O.M., Jlaiin X.b. Kiuandeckue acriektsl nienuakuu y aeteit/ [enuatpus, 2000. - Ne5. -
c. 107-110.

24. PeibakoBa K.JI. MyrareHHOe W TepaTOreHHOE JAciCTBHE (AaKTOPOB BHEIIHEH CpeIasl Ha
opranusM uenoBeka ABropedepar aucc. ... kKaHa. Mea. Hayk / Mocksa, 1981, 32 c.

25. Teparonoruss denoBeka. PykoBomctBo st Bpauei.//Kupmimosa W.A., Kpasmosa I'.U.,
Kpyuunckuii I'.B. u ap.: [lox pex. Jlaztoka ['.W. - 2-e u3z., nepepad. u gom. - M.: Meaununa, 1991. - 480
C.: WL

26. Tpomnn B.M., PagaeBa T.M.«Menuunnckas renetuka», H-Hosropon, 1992 r.

27. ®usnonorunyeckas reHetuka / mox pen. Jlobamesa M.E., Unre-Beutomou C.I'. / JI,
«Meaununay, 1976, 472 c.

28. Xogoc I'. « Manble aHOManuu pa3BUTHS U UX KIIMHUYECKOE 3HaueHue», Upkyrck , 1984 r.

14



