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BBEAEHUE

[aHHOe yyebHO-meToauyeckoe nocobue npegHasHadYeHo ONns CTyaeH-
TOB negarormyeckux cneumanbHocten BY30B u sBnseTcs OONOMHEHWEM K
Knaccm4yeckum yvyebHukam no kypcy « OCHOBbI reHETUKM», NO3TOMY OHO 6a3u-
pyeTca Ha 3HaHWW CTYOAEHTOM OCHOBHbLIX MPOLIECCOB U 3aKOHOMEPHOCTEN
obLwen n nonynsaunoHHon 6nonorum, MONEKYNSPHON reHeTUKK, BrageHum oc-
HOBHOW TepMuHonornyeckon 6ason No 60Ky MeankKo-6MonorMyecknx ancum-
NIvH (aHaToMnsa 1 PU3nonorus YenoBeka, BbicLWasi HepBHaAa OeATENbHOCTD,

obLLIaa reHeTunka, aKororus Yyenoseka v ap.).

[Mocobue cooepXxnT TeopeTudeckme CBeeHNd U MeToanyeckne ykasa-
HUS K NPOBEAEHUIO NEKLMOHHO-NPAKTUYECKNX 3aHATUN U OpraHn3aunm camo-

cToaTenbHOM paboTbl CTYAEHTOB AHEBHOM N 3a04HOMN (POPM 0Oy4YeHus.

TeopeTuyeckas MHopmauus, npeacTtaBneHHas B nocobuu, BkoyaeT
COBpPEMEHHbIe Kraccudmkauum HacneacTBEeHHbIX NaToONoruni, NPUYNH UX BO3-
HUKHOBEHMS1, OPMbl NPOSIBNEHNSI NaToreHesa, NpuU3Haku Ans onpeneneHus
cuMnToMaTUKM 3aboneBaHuin, a Takke pasgen C pekoMmeHZauusiMm no co-
CTaBMNEeHM0 reHeanormyeckoro (pPogoCcCnoBHOMO) ApeBa YenoBeka 1 npasunam

NPOrHO3MpPOBaHUSA HAacNeACTBEHHbIX Oone3Hen.

He Tonbko MeguuMHCKue paboOTHWKM, Bce npodpeccuroHansl, paboTato-
LMe C AeTbMU U NOAPOCTKAMWU — BOCMMTATENM, YUUTENS, KOPPEKLMOHHbIE Me-
aaroru, noroneabl, NCUXONOrn, U Apyrue cneunanncTsl passusatoLlen coepsi
B CUCTEMe [OMONHUTENBHOro obpasoBaHnsa, a Takke obpa3oBaHHble poau-
Tenu, oba3aTenbHO AOIMKHbI BlageTb OCHOBHbIMU 3HAaHUAMU O 3TUOJOTUM,
naToreHese 1 nNpusHakax HacneacTBEHHbIX 3aboneBaHnii, Tak Kak YNCIO KO-
NOro-aHTPOMNOreHHbIX (PaKTOPOB, BO3AEWCTBYIOLLMX Ha XPYMNKMe MeXaHW3Mbl

pPenpoayKLMN N OHTOreHe3a HEeYKNOHHO pacTeT, a COCTOsIHWE 3[00pOoBbs Ha-
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cenexHusi, ocobeHHO OeTCKOoro, HEYMOJIMMO CHUXaeTcd, He CMOTpA Ha BCe
Mepbl, npearpnHiaMaemMble B nocrneaHmne gecAatunetnda co CTOPOHbI 34paBo-

OXpaHeHusi U rocyaapcTBa.

OpaHa 13 cepbe3HENLNX MPUYMH 3TOro 3aKMN4aeTcs B HU3KOM YypOBHE
paHHen OMarHoCTUKM 3aboneBaHu B LIESIOM, U paHHEW npeHaTtasnbHOW auar-
HOCTUKN BO3MOXHbIX MaTONOMMNU pasBUTUA N HAacneacTBEHHbIX HapyLeHun, B
YacTHOCTU. HacrneacTBeHHble HapylleHusi, B OTnvyMe OT MpuobpeTeHHbIX
3aboneBaHUn, 3TO HEM3MEHHbIE MATOSIOrMK, KOTOPblE MOrYT NPOosABUTL cebs
Kak B paHHEeM OHTOreHese, Tak W B nocriegyowune nepmobl XXU3Hn, B pasHon
CTeNneHn (OU3NYECKOro U NMCUXMYECKOro HapyLLueHus pasBuTtusa (0T Hes3ameT-
HOM MpeapacnonioXXEeHHOCTN A0 TshKenbiX oopM), Yepe3 HECKOSIbKO MOKosie-
HUN N gaxe BeKoB. B G0NbWINHCTBE CrnyyaeB HapyLleHUs HacnegCTBEHHbIX
CTPYKTYP COMPOBOXAAKTCA TakMMKU NpoLeccaMn Kak cepbesHble naTonoruu
OpraHoB 3peHus, peyn, HepBHOW CUCTEMbI B pesynbTaTe cTpagaeTt BCH Nny-
HOCTHO-couunarnbHas cepa pa3utus pebeHka n vyenoseka. B cBs3n ¢ aTum
HeobXoaMMO yMeTb Ha paHHen cTaguu pasBuTusa 3aboneBaHusi pacrnosHaTb
ero npusHakm n obpaTuTbCs K crneumnanucTy COOTBETCTBYHOLLEro npoduns,
3HaTb BO3MOXHbIW XapakTep HacredoBaHUs Takoro rnpusHaka B nocrenyto-
LLIMX NMOKOMNEHUsX, yMeTb COCTaBUTb POLAOCMOBHY, YTO MONe3Ho caenatb u

019 CBOEWN CEMbM.

[MpakTnyeckass YacTb Nocobua cooepXuT cneumanuanpoBaHHble 3aja-
HUA N MeToAnYecKne pekomMeHgauuu no BbIMOMHEHUIO NpakTUyYeckux paboT
no kypcy «OCHOBbI reHeTUKM» (B COOTBETCTBUMU C y4ebHbIMN obpa3oBaTernb-
HbiMy nporpammamu n FOC). Nporpamma Kypca npeanosiaraeT nsyyeHue He-
CKOMbKUX HarnpasreHnn reHeTUKU, 3HaHUS MO KOTOPbIM MOXHO 06beauHUTL B
ABa bonblnX pasgena: «OCHOBbl TEHETUKM U OHTOreHeTUYeCKoro pasBuUTUSA
yerioBeka» U «OCHOBbI KITMHUYECKON N MeOULMHCKOW reHeTukn». [Nporpamma
paccynTaHa Ha 72 4aca, U3 KoTopblx 36 OTBE4EHO Ha ayauMTOpHY paboTy (9
NEKUMOHHBIX 1 9 NpaKTUYEeCKnX 3aHATUM) U 36 Ha caMOCTOATENbHYO paboTy

CTYOEHTOB.



[na opraHusaumn npakTUY4eCcKUX 3aHATUN U CaMOCTOATENbHON PaboThl
CTyAEHTOB B nNocobuun npeanoxeHbl nnaHbl 11 npaktndecknx paboTt ¢ 3aga-
HUSIMW, TEMbl U OCHOBHOE coAepXXaHne CEMUHAPOB C NEpPeYHEM TEeM BbIHO-
CUMbIX Ha 0OBCYyXOEHNE N TEM KOHTPOSIbHOrO TECTUPOBAHUSA, a TakKe TecTo-
Bble 3alaHusa U reHeTU4Yeckme 3agayvm CoCTaBfieHHble B COOTBETCTBUM C Te-
Mamu nporpammbl. Tectbl cogepxat oT 15 go 30 Bonpocos, obliee 4yncno
KOHTPOMbHbIX eanHuy 250, B pesynbTaTe Yero npenogasaTtefic UMeeT BO3-
MOXXHOCTb BbIOMpaTh Kak TeMbl TECTOB, TaK U rpynnMpoBaTb BONPOCLI HA CBOE
YCMOTpPEHNE, B 3aBUCUMOCTN OT YPOBHSI OCBOEHUSI MPOrpamMmbl y4alLMMUCS.
Mocobue cooepXnT BONPOCHI KOHTPOSbHbLIX PaboT U OCHOBHLIE TEMbI pede-
paToB C pekoMeHZ4aunaMmn No MUx BbIMONMHEHUID, BONPOCHI AS11 CAMOKOHTPOJIS
3HaHWUK Mo mMaTepuanam nocodbud, BOMPOChLlI K 3K3aMeHy, CMUCOK OCHOBHOM
y4yebHoM nutepaTtypbl U OOMONHUTENBLHOM NUTEpaTypbl: SHUMKIONELNYECKOMN,
nepuoanyecknx n3gaHuin, MHTEPHeET pa3aernos.

B pesynbTate umsydeHus aucumnimHbl « OCHOBbI FEHETUKU» CTYOEHT
AOJMKEH 3HATb: OCHOBHbLIE MOHATUSA, MOJSIOKEHNS U TEPMUHONOINMIO COBPEMEH-
HOW rEeHETUKWN; LUMTONOMMYEeCKNE U MONEKYNSAPHbIE OCHOBbLI 3aKOHOMEPHOCTEN
HacnegCTBEHHOCTU, U3BMEHYMBOCTU, NPOLIECCOB HacrneaoBaHUSA; OHTOreHeTu-
YyecKkne 3aKOHOMEPHOCTM pa3BUTUS OpraHM3aMa W TepaTOoreHHble nepuoabl B
OHTOreHese; MeTobl U3y4YeHUss HacneLCTBEHHOCTU, CNOCOBbLI ANarHOCTUKU U
NPOrHO3NpoBaHMA HacneaCcTBEHHbIX 6one3Hen; meToabl MHAWUBUMAYaNbHOIO
pacyeTa pucka NposiBIEHUS1 Y NMOTOMKOB HacneacTBEHHOW NaTonoruu; co-
CTaBfneHne MHOMBMAOYyarbHOW reHeasiorm4eckon KapTbl; anroputm npoBene-
HMUS KOMMJIEKCHOM OLEHKM UM Kraccudumkaumm naTonormndecknx COCTOSHUN,
aHaTOMO-PM3NONOrMYECKNE N NCUXONOrMYeCcKMe OCOBEHHOCTU MPU HanNnUyum
onpederneHHbiX reHeTUYeckux naTonormnm u aHomanun pasBuTUS; BO3pac-
THble OCODEHHOCTM Pa3BUTUSA HACNEACTBEHHbIX NATONOrMn N GonesHen; nNpu-
3HaKN M1 CUMMNTOMbI HacneacTBeHHbIX 6onesHen, aHoManunm pasBuUTUS; OCHO-
Bbl Megarorm4eckon n MeAuLUMHCKON FeHeTUKU; cnocobbl U MeToabl Npodu-

NaKTUKN HacneacTBEHHbIX Done3Hemn



MABA 1. POJIb HACJIEACTBEHHOCTMU B MNMATOJIOIMA

1.1. Bsaumodelicmeue HacsieOcmeeHHbIX U cpedosbix (haKkmopoes.

B reHeTuke npuymHbl Bbi3biBalOLWLME pa3BUTME NATONOMMU UM GonesHu
YCIOBHO pasfenstoT Ha rpynnbl: 3K30reHHble (BHEeLWHWe) NpuYnHbl, 3HAOrEH-
Hble (BHYTPEHHME) M CMOHTaHHbIE (HEYCTAHOBIIEHHbIE).

Cpeaun BHYTPEHHUX MPUYMH pa3BuUTUS 3aboneBaHuin BbiAENAT Hacnea-
CTBEHHYIO NPeApacnonoXeHHOCTb U FeHETUYECKY NHOMBUAYAITbHOCTb.

HacnedcmeeHHasi ripedpacrionioXXeHHOCmMb NPOSIBNSAETCSA B U3MEHEHUN
HOPMbI peakuuu opraHmamMa Ha [encTBuve (PakTOpoB BHeLUHeW cpeabl. Ha-
npumep, y Nvy ¢ HacneacTBEHHOW NpeapacrnorioXeHHOCTb K anabeTy ms-
MEHeHa HopMa peakuuu Ha Takume ObblyHble MULLEBbLIE BELLECTBA, Kak Kpax-
Man u caxap. 9T COeANHEHUS CTaHOBATCS Ype3Bbl4aHbIM (PaKTOPOM, Bbl-
3blBalOWUM  TSHKerioe paccTpoMCTBO yrneBogHoro u  obwero obmeHa
BellecTB. HacnepctBeHHas npenpacnosioXEHHOCTb K MUIMEHTHOW Kcepo-
Aepme obycroBrneHa MOBbILEHHON YYBCTBUTENbLHOCTLIO K ynbTpaduoneTo-
BbIM nyyam. [laxxe HenpogormkutenbHoe AeNCTBUE COMMHEYHOrO CBETa Bbl3bl-
BaeT y Takux Iogen XpoHUYecKoe BOocCrarneHue KOXuW C nocneayrowmm pas-
BUTUEM KCepodepMbl U OHKOSOrMn. OTO NpuMepbl NpeapacnorioXeHHOCTUN K
BonesHaMm, 3aBUCALLMM OT MyTauMn €OUHUYHOMO reHa, — fvwb O4HO U3 Mpo-
SABNIEHUI HacneacTBEHHOro pasHoobpasuns YyenoBeyecTsa.

UTOoObl MOHATL OCHOBbLI 2eHemuyeckoU UHOUBUOQYarlbHOCMU, HY>XXHO
YyYeCTb, YTO FEHOTUN KaXOOro 4enoBeka COO4EPXUT MHOrME TbICAYM pasfnny-
HbIX JTOKyCOB, oOycnaBnusawLme HacneacTBeHHble npuaHaku. Haxogsuime-
CA B HUX annienun (opMbl CyLLLEeCTBOBAHUS OOHOrO M TOro Xe reHa) coyeta-
I0TCS B OpraHmamax no-pasHomy. Hanpumep, noacynTaB YMCIIO BO3MOXHbIX
coyeTaHu no 17 He3aBUCMMO HacnegyeMblM CeporiormyecknM peakunam
(peakummn KpoBM), MOXHO MoKasaTb, YTO YUCAO Pa3fNUYHbIX rEeHOTMNOB, OBY-

cnaenuearoWmMx 3TN peakumn, y nogen npesbiwaet 100 000. Ecnu xe



Yy4eCTb BCK COBOKYMHOCTb HacCnNeacTBEHHbIX NMPU3HAKOB, TO Hago NpuU3HaTh,
TO B FEHETMYECKOM MilaHe OCHOBY WMHAMBWAYaNbHOCTU COCTaBMISAOT HE Mpo-
CTO reHbl, a ux becumncrneHHole KoMOMHauun. f'eHeTuyeckasa MHOMBUAYamNb-
HOCTb NMPOSIBNSETCA B MHOroobpasHbiXx Bapuauusix CTPOeHuUsa opraHoB, dou-
31MONOrMYecKknX PyHKUNN, BUOXMMUNYECKUX peaKLINi.

Y 300pOoBbLIX NIOAEN CYLWECTBYET MHOIO pasnuyuin, u HabnogatTcs pas-
Hble peakuun opraHm3amMa Ha BO34encTBME naTtoreHHbiX dpaktopos. [ns ogHMx
niogen gencteme kKakoro-nmbo paktopa onpeneneHHom UHTEHCUMBHOCTU SiB-
naeTca 4YpesBbl4aHbIM M MATOreHHbIM, a Anga apyrux — 6esspegHbiM. He
TONbKO HacneacTBEHHble, HO U Ntobble BOMe3Hn, B TON UM UHOW CTENEHMN,
AeTEePMUHMPOBAHbI reHeTUYECKN. BO3MOXHOCTb MX NPOsiBNEHUSA, CUMMOTOMa-
TUKa, Te4YeHne n mucxopn 3aborneBaHns oOycnoBreHbl B3auMOLENCTBUEM WH-
anBuayanbHbIX reHeTUYeCKUX hakTopoB, KOHKPETHLIX YCITOBUI OKpYXatoLLemn
cpeabl U ANUTENbLHOCTLIO NPebbiBaHNA B HUX. A Takke CrNoCOOHOCTLIO opra-
HM3Ma NPOSIBNATbL TakMe CBOMCTBA XMBbIX CUCTEM KaK agantaumsa U KOMMNeH-
caums.

Ponb HacneacTBeHHbIX M CpeaoBbiX dakTopoB MNpu BO3HUKHOBEHUWN pas3-
Nn4YHbIX 3aboneBaHnin HeoamHakoBa. Tak, Npu ogHMx 6onesHsx (Hanpumep,
MHJEeKUNAX) Beaywas ponb NpuHaanexuT gaktopam cpefbl, a npu Opyrux
(Hanpumep, bepMeHToNaTMSAX) — HacNeACTBEHHbLIM dpaKkTopam.

MyTaHTHbIE FreHbl MOTYT XEeCTKO NporpaMmmMmpoBaTthb Ty UMM UHYKO NaTosio-
rmio. OgHako B 60MbLUMHCTBE CnNyvyaeB MyTaHTHbIA annenb obycnaenuBaeT
TONLKO MpPeapacnonioXEeHHOCTb K BonesHu, T.K. reHbl Bcerga npuxogaTt oT
ABYyX poautenen. Hanpumep, npu nogarpe HacneacTBEHHO OOYCNOBEHO
HapyLleHne obmMeHa MOYEeBOM KNCMOTbI, NMPU KOTOPOM MOBbILLEHA €€ KOHLEH-
Tpauma B kpoBu. OgHako M3 Takux nuuy Tonbko 10% 3abonesatoT nogarpon B
Bo3pacte 30-40 net. BO3HUKHOBEHME U TSXKECTb OONE3HM 3aMETHO 3aBUCAT
OT YyCrnoBM BHELLUHEW cpedbl (nepeefaHue, 3noynotpebrieHne MsiCHoW nu-
Len, BMHOrpagHbiMM BMHaMM, NOBbILLEHHOE cogepKaHne monudaeHa B npo-

AyKTax).



He meHbllee 3HayeHne MMeeT M NPOTUBOMONOXHOE ABMiEHNE — Cneumn-
dmyeckaa HacneacTBeHHasi Pe3MCTEHTHOCTb (YCTOMYMBOCTL) K onpeaerieH-
HoMy 3aboneBaHuo. Hanpumep, HacneacTBeHHasi Pe3UCTEHTHOCTb K Mans-
puKn: B HEKOTOPbIX panoHax KOro-soctouHon Asumm, CpeamnseMHoMopbs (Ma-
napumrHblx panoHax) 20-40% HaceneHna HEBOCMPUNMYMBBI K Manapuu, T.K. Y
HUX M3-3a FEHHOW MyTauun U3MEHEHO CTPOEHUE IPUTPOLMTOB MU MOJSIEKYI re-
mMornobunHa (HbS — cepnoBuaHOKNETOYHas aHeMus). OTa MyTauus OO CUX
nop MMeeT OrpOMHOE 3BOJTIOUMOHHOE 3HaYeHue — MO3BONSAET BbPKMBATL a3u-
aTCKMM Nonynsauusim.

N3BecTHa n mnHOouBuayanbHas pe3vCTEeHTHOCTb K Tybepkynesy. Cpeau
noTomcTBa O0snbHLIX TYOEPKYe3oM oaHu 3aboneBatoT, gpyrme 300pOBbIl, He-
CMOTPS Ha KOHTaKTbl C DONbHBLIMN.

deHOMeH npeapacnorioXeHns ocobeHHO XapakTepeH ANA NONUreHHbIX
(MynNbTUdaKTOpPHbIX) BONe3Hen, K KOTOPbIM OTHOCATCSA aTepOCKIepos, rmnep-
TOHN4Yeckast 6onesHb, WK3oMpeHnsa 1 ap. Tak, rmnepToHndeckas 60res3Hb
BO3HMKaeT B pesynbTaTe CroXHOro B3auMMOLEWCTBUA HACNeACTBEHHOro
npeapacnonoXeHus N ycrnoBun cpeabl (HEPBHO-NCUXNYECKOE NepeHanpsixe-
HWe, oTpuuaTernbHble 3MOUMW, KOHMMUKTHbIE cuUTyauuun). TN akTopbl
BHELLUHEN cpebl BbI3blBAOT MNepTOHMYECKyto 6onesHb y nuy ¢ Hacneact-
BEHHbLIM MNpeapacrnofnioXeHneM, a gpyrme nogu rnpu Taknx xe cutyauusix oc-
TalTCH 300POBbIMMU.

B3anmogencrene reHeTnyeckux pakTopoB M BHELUHEW cpedbl MOXHO
npocneanTb Ha MHOIMX HacreACTBEHHbIX BOME3HAX N aHOManMax pasBUTUS.
Hanpumep, 6nmM3opykocTb (MMONKUS) — LUMPOKO pacnpoCcTpaHeHHasi naTosio-
s 3peHNs, B ee OCHOBE JNEXUT HacneacTBeHHas npeapacnosioXeHHOCTb, O
4YyeM roBOPUT aHarnu3 poAocCrioBHbIX (reHeanorndyecknn aHanus). OgHako BO3-
HUKaeT OHa NoA BANAHUEM MNepeHanpsXXeHUs 3pEHNs, 0 YEM CBUAETENbCTBY-
eT TO 06CTOATENBbCTBO, YTO B MSafWNX Knaccax geTen ¢ MMonuen MeHblue,
4YyeM B CTapLmx. B ogHMX 1 Tex e afeKkBaTHbIX YCoBUAX 6IM30pyKoCTb pas-

BMBAETCA TOJIbKO Yy TeX, Yy KOro eCtb HacliieaCcTBeHHasdA npeanpacnosioxXeH-
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HOCTb. A BOT €CIN B TEX & HOPMarbHbIX YCMNOBUSAX OTKITOHEHUS CO 3pEeHMEM
HauyMHalT pa3BMBaTbLCA Y AETeN «HacneACTBEHHO 300POBbLIX» MO 3TOMY MO-
KasaTeno creayeT 3adymaTbCs O BO3MOXHOW COBOKYMHOCTWU BO3AENCTBYHO-
LLMX cpeaoBbix DaKTOPOB, HanNpPUMep: CTPECC, HapyLLUEeHNe NUTaHUsA, HexBaT-

Ka BUTaMWNHOB.

1.2. O6bwee npedcmaesieHUe O NamozeHe3e HacsiedcmeeHHbIX 3aboJie-
eaHuu.

K HacnencTtBeHHbIM 3aboneBaHUAM OTHOCUTCS OBLUMPHBIA Kpyr 6ones-
HeW pasfnYHbIX HO30510rM4Yecknx GopMm. IOTO MHOrodYucrneHHole 60nesHu
BHYTPEHHMX OpraHoB, obmMeHa BellecTB, KPOBWU, SHAOKPUHHON CUCTEMBbI, KO-
XW, rnas, MOYENosIOBON CUCTEMbI, HEPBHbIE N NCUxmnyeckme 3aboneBaHuns u
T.A4. HecmoTps Ha MHOroobpasne atnx 3aboneBaHWn, B UX naTtoreHese ecTb
obLlme 4yepThbl.

[MepBOHaAYanbHO OOMKHO MNPOU3OUTN N3MEHEHME B reHe — Mymauyusi, Ko-
Topoe GyaeT nepefaBaTbCsa M3 NOKOSMEHUST B NokosneHue. B pesynbtate my-
Tauun, TO eCTb KONMMYECTBEHHbLIX UM Ka4eCTBEHHbIX M3MEHEHUN FreHOTUNa,
nepegaBaeMblX OT poauTenen K MOTOMKaM, BO3HWKaeT MyTaUMOHHas Ha-
CNeacTBEHHOCTb.

B cooTBeTCTBMM C TpEMSA YPOBHSAMW OpraHM3auumn reHeTUu4yecKkoro marte-
puana pasnuyaroT MyTauun: 2eHHbIe, XPOMOCOMHbIe, 2eHOMHbIE.

["eHHbIE Mymauuu — cBA3aHbl C UIBMEHEHNAMMW CTPYKTYPbl OTAENbHbIX re-
HOB, B OCHOBE KOTOPOM NnexaT eAUHUYHbIE NI TOYKOBbIE (TOYEeYHble) MyTa-
UMK BKIKoYas: gedekTbl 3K30HOB (3aMeHa, feneuusi, UHBepCus, BbiNageHue
U BCTaBka), AedeKkTbl UHTPOHOB (BHYTPU MHTPOHOB UIN OKOSO rpaHuL, Me-
XOY UHTPOHaMM M 3K30HaMU), AedekTbl riaHknpyowmx obnacten reHa (3a-
MEHa B curHane nonvagpeHunmpoBaHusd), B LESIOM NpUBoOASLLNE K U3MEHE-
HUIO cocTaBa WM nopsagka Hykneotngos B Morekyne [OHK, HapylieHuto

TpaHcnaumm reHetudeckon nHgpopmaumm ot AHK k PHK n ot PHK Ha pubo-
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COMbI, YTO B KOHEYHOM MTOre NpMBOAUT K U3MEHEHUIO MOCeaoBaTeNlbHOCTU
aMWHOKMCIOT B nonunenTngHon 6erikoBon Lenw.

[MockonbKy (PYHKUNA reHa COCTOUT B ynpaBreHuM CUHTE30M onpeaeriex-
Horo doepmeHTa nnu 6enka, To BO3HUKaKLee Nocre MyTauum reHa Kayect-
BEHHOE WUIN KONMYeCTBEHHOE HapylueHne cuHTes3a Oernka (cbepmeHTa), npu-
BOOUT K UBMEHEHUIO UIM HapPYLLIEHNIO pasBUTUA OTAESbHbIX NPU3HAKOB opra-
HM3Ma, BO3HMKaeT CINOXHas KNuHUYeckass KapTuHa. Ecnv  mytauum
nogseprnuct yyactkm OHK, nmetouime BTOpOCTENEHHOE 3HAYEHME, TO OHU
Cepbe3HO He BIIMSAIOT Ha XMU3HECNOCOBHOCTb opraHMama, ero pyHkuumn. Ecnu
Xe UCKaXKeHbl NpUHLUMNNAaNbHO BaXKHble Y4acCTKW, TO BO3HUKAKOT Cepbe3Hble
paccTpoucTBa (PyHKUMW, HaApyLIEHUS PasBUTUS, YTO MOXET MPUBECTU opra-
HU3Mbl K TMbenn, B T.4. BO BHYTPUYTPOOHOM pasBuUTUN (CaMOMNPOU3BOSIbHbIE
abopTbl, MEPTBOPOXOAEMOCTb). €TEPO3UTrOTHbIE OpPraHNU3Mbl OKa3blBatOTCS
Bbonee *nM3HecnocobHbIMU, YEM FOMO3UTOThI.

Taknm obpasom, pasBuUTME HacNeaCTBEHHbIX NPU3HAKOB NPOUCXOOMUT MO
cxeme: reH — pepMeHT — Broxmmmnyeckas peakumns — npusHak. Ymcno 3BeHb-
€B 9TOM uenn HepeaKko 3HaYUTENbHO yBenn4MBaeTcs.

XpOMOCOMHbIE Mymauuu — 3TO CTPYKTYpHble NEPECTPOMKN XPOMOCOM,
NPUBOAALLNE K MHOXECTBEHHbIM MOPOKaM pa3BUTUA.

BonbWMHCTBO XPOMOCOMHbLIX 605ie3Hen (XB) BO3HMKAET B OL4MHOYHbLIX
cnyyasix, B pesyrnbrate XpOMOCOMHOW MyTauun WK FEeHOMHOMW, B rameTtax
300pOBbIX poauTenen unuM npu nepsBbiX OeneHUsX 3urotbl. XpOMOCOMHbIM
bonesHsM CBOMCTBEHHa 4pe3mepHas peHoTunuyeckasa (KrvHW4Yeckasl) Ba-
pnabenbHOCTb: MPU OAHUX U TEX K€ XPOMOCOMHbIX aHOManusaX KNMHUYeckmne
NpuU3HaKn MoryT BbITb BblpaXeHbl No-pasHOMY Y pasHbix nvu. Hanpumep, npu
bonesHn [layHa HabnogatoTCA HapyLUEHUS MCUXMKUA Pa3HOW CTEMNEHU Tsxe-
cTn (0T 4ebunbHOCTM OO NOUOTUN).

['eHOMHbIEe Mymayuu — N3MeHeHWe Yucna XpoMocomMm B Habope 6e3 ns-
MEHEHUN CTPYKTYpbl CaMUX XpPOMOCOM, obycnasnmeatoLiee OCHOBHble ¢hop-

Mbl XPOMOCOMHbIX bonesHen.
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B reHeTuke cylLLLeCcTBYeT HECKOMbKO Knaccudukauuin MyTaumin, Mbl npea-

naraem Hanbonee npuemMmnemyto B KITMHUYECKOW NpPaKkTuke:

MOHOreHHble 6one3Hun (MB unn moHodakTopHbie). Mx obwiee uyumcno
npesbiwaeT 4 500 HO30M0MMYECKNUX eanHul. ITo BONe3Hn, Npu KOTOPbIX
reHeTMyeckun gedekT cBs3aH C MyTauuen B eANHUYHOM JIOKYyCe XPOMO-
COMbI; Hanbonee pacnpocTpaHeHbl No pasnuyHbiM gaHHbiM 700-900 Ho-
3onormyecknx eguHuy, novytn gna 350 6onesHen BbISICHEH XapaKTep reH-
HOW MyTauuu U COOTBETCTBYIOLWMIM ydacTok monekynsl OHK; myTtaumn, ns-
MEHSALWMe nocrneaoBaTenbHOCTb aMUHOKUCIIOT OTBEYalT MPUMEPHO 3a
50-60% cny4yaeB Bcex reHHbIX OonesHen, ocTasnbHble B OCHOBHOM OO6Y-
CNOBIIEHbl MyTauusaMK, 3aTparmBaroLLMMU reHHy akcnpeccuto. lNpu vac-
Tote MB 1:10000 n Bbllwe — 3aboneBaHWa KracCUMUUMPYIOT Kak 4acTo
BCTpevatowmecs, a meHee 4eM 1:100000 — oTHOCAT K peakum doopmam;

XPOMOCOMHbIe 6one3Hun (Xb unn cuHapomel). N3sectHo 6oree 100 Ho-
30M10rnM4ecknX eguHuL, Taknx 6onesHen, a Takke okono 900 TMNOB XpPOMO-
COMHbIX HapyLLUeHUN, BbiABMsiEMbIX Y YenoBeka; Xb Bbli3dBaHbl aHOManus-
MM, 3aTparnMBatoLLMMM YUCITIO XPOMOCOM U UX CTPYKTYPHYIO NEPECTPONKY;

nonureHHble (M®b, MynbTUdakTopHble UM MynbTU(aKTOpPUanbHbIE)
BbonesHn, obycrnoBreHHblE COBOKYMHbLIM OEACTBMEM MyTauUW B HECKOIb-
KMX nokKycax XpoMmocoMm. B nocrnegHem cnydae reHeTudeckun gedpbekr
00bIl4HO BbI3bIBAET NpeapacnosioXeHHOCTb U B6onesHb ABNseTcs cnenct-
BMEM CNOXHOIo B3aMMOOENCTBUS FEHETUYECKUX U CPenoBbiX (DaKTOpPOB.
O™ 6ornesHn, obycnosrieHHble agauTUBHBLIM (CyMMapHbIM) OeNCTBUEM
reHeTu4eckux u cpenoBbix daktopoB. MOB 6one3Hn HasbiBalOT Takke
BonesHs MK C HacneaCcTBEHHOW NPeApPacnoNOXXEHHOCTLIO UMW NOLBEPKEH-
HOCTbI0. Ha ux gonto npuxoautcsa 92-93% Bcex criydaeB XPOHUYECKOWN He-
MHGEKUMOHHOM NaTonornn Yernoseka. Cioga OTHOCATCH LUMPOKO pacnpo-
CTpaHeHHble 3abonieBaHuns, Takne Kak: peBMaTtndeckme 0onesHu, nwemu-
yeckad 6onesHb cepgua, rmneptoHndeckast 6ones3Hb, A3BeHHas OonesHb

Xenygka v ,D,BeHa,EI,LlaTVIHepCTHOVI KULLKW, 6p0meaanaﬂ acTMa, caxaprm
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anabet, wnsodpeHns n adpdekTnBHble NCMX03bl, Ncopuas n gp. AT 3a-
boneBaHNA Ha3bIBaOT BOMNE3HAMU B3POCION XN3HW;

e Oonbwune N manble BpoXaeHHble aHomanuu passutua (BAP n MAP
COOTBETCTBEHHO); TpaguUMOHHOe Ha3BaHue BAP — BpoXaeHHble MOpOKM

passutua (BIP).

Heobxoanmo pasnuyaTb NOHATUA BPOXAEHHOW M HacreacTBEHHOW na-
TONOrNMW.

K 8pox0eHHOU namosio2uu OTHOCATCA He TOMbKO HacrneacTtBeHHble 6o-
nesHu, HO u Nobble BonesHn n aHomanuu, NPOABNAKLLMECH MPU POXOEHUN,
K HUM OTHOCATCA, Hanpumep, NOPOKU NULLEBOro Yepena (pacluenmHbl Heba u
ryobl, KOTOpble Ha3blBAKOT «BOJMYbA NMacTb» U «3aa4ybs ryba»), ckeneta Kuc-
Ten pyk (NONMOAKTUNUA, CUHOAKTUIIUA), HEKOTOPbIE MOPOKU cepaua U BHYT-
pPeHHMX opraHoB. [MpuynHOM aHOMannn MoXeT OblTb NaTONOrM4YecKUn My-
TaHTHbIN FeH, U Torga MUxX HacnegoBaHue NpPocneXmnBaeTca Ha POL4OCIOBHBbIX.
OpHako HepenKko CXOAHble MOPOKM BbI3bIBAKOTCH BpeAHbIMU (bakTopamu cpe-
Abl, BO3OENCTBYOLLMMUY Ha NSIO4 B KpUTUYECKME Nepuobl pasBUTUA TOro Unu
nHoro opraHa (nnu TTI — TepaToreHHble nepuoabl). K aTum paktopam OTHO-
CUTCS TMNOKCUSA Nfoga, OCTpble aBUTaMUHO3bl U BUPYCHble MHdekuun. Cne-
AoBaTesibHO, TEPMUH «BPOXAEHHble BONe3Hn» He MOEeHTUYEH TEPMUHY «Ha-
cneacTBeHHble BONE3HU», TO eCTb He BCE BPOXAEHHble BONe3Hn ABnATCS
HacneacTBEHHbIMU, @ He BCe HacCNeOCTBEHHble — BPOXAEHHbIMU, TaK Kak
nposBnsTcs B 6onee no3gHemM Bo3pacTe.

CnegyeT Takke OTMETUTb, YTO TEPMUH «BOfe3Hb» MO OTHOLUEHUIO K
XPOMOCOMHbIM aHOMarnusM He COBCeM cripaseanuse. bonesHb — 3To npouecc,
TO eCTb OHa UMeeT pa3BuUThEe BO BpeMeHU. A XPOMOCOMHbIE aHOMasnum — aTo
KOHCTUTYUWOHarbHasi, He Nporpeccupyollasa BpoXXaeHHasa natonorus.

HacnedcmeeHHasi namorioausi NposiBNAeTcs B pasHoM Bo3pacTte. MHo-
rme HacneacTtBeHHble ©OMNe3Hn U MOPOKU pPasBUTUSA BO3HUKAKOT B aMOpuUO-

HaribHOM nepuoae. Ll,pyrme npoABNAKTCA B NOCTHaATaribHOM nepuoge, 4atilie
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B AETCTBE, HO HEPEOKO B 3pESfIOM M Aaxe B NOXWUIIOM BO3pacTe. Tak, ceMen-
Haa aTtakcus dpuapuxa nposiBngeTcs y getenm B 6-12 net, mMo3xedkoBas
aTakcusi obHapyxusaeTcs y Monoablx nogen B sospacte 20-30 net, nogarpa

nposABndeTcd B 3pefioM BO3pacTe U AaxXe B CTAapPOCTH.

1.3. pynnblI HacnedcmeeHHOU NnamoJsio2uu

MeouuuHckasa reHeTuka pacrnonaraet Metogamu, no3sBondarowmmmn ycra-
HOBUTb COOTHOLLEHME POSIN FEHETUYECKNX (PaKTOPOB U (DAKTOPOB BHELLUHEWN
cpenbl B naTtoreHese noboro 3abonesaHns, HO OONA UX y4acTUSA NMPU Kaxkgou
bonesHu pasnuyHa. MOXHO BbISENUTL TPU rPynnbl HACNe4CTBEHHOW NaTono-
MK, Mexgy KOTOpPbIMU HET pe3KuUX rpaHul,.

pynna 1 — cobCTBEHHO HacneacTBeHHble BONe3Hu; OCHOBHas Posb B
aTnonormm aTnx 3abonesaHun — HaACNeACTBEHHOCTb, @ POSib Cpeabl NULb B
Moaudmkauum nposasneHnin. K aton rpynne OTHOCATCS BCE XPOMOCOMHbLIE
bonesHun (bonesHb [ayHa, cuHopom TepHepa-LlepelueBckoro, MHOXeCTBEH-
Hble NOPOKN PasBUTUSA U ApYyrMe) N MOHOreHHble BONe3Hn (NUrMeHTHasa Kce-
pogepma, apyrue doepmeHTonaTum, a Takke remopunus).

[pynna 2 — ToXe HacneacTBeHHble BONEe3HN, HO Ha UX NPOSABNEHNE Che-
umMcpunyeckn BosgencTeyeT cpega (Hanpumep, ocTpasli remonuTnuyeckas aHe-
MUWS, KOTOpas pa3BMBaETCS TOMbKO MPU MOHWKEHHOM MapuunanbHOM aasrie-
HUWM KMCropoda unu nog BNusaHUeM rnpmemMa cyrnobaHuiammaos).

[pynna 3 — 9T0 NogaBnsALLEE YMCHO pacnpoCTpaHEHHbIX 3aboneBaHui
3penoro 1 noXunoro BospacTta (rMnepToHnyeckaa 6GonesHb, uwemunyeckasd
bonesHb cepaua, s3BeHHas 6GonesHb, WKU30MPeHUs, caxapHbli guabeT u
ap.). MNMpun atnx 3aboneBaHAX rmaBHbIA 3TUONOrMYECKUA PaKTOp — BO3AEN-
CTBMEe cpefbl, a MO HacneacTBy nepefaeTcs npenpacnonoXeHHocTb. Kak
y)Xe€ OTMeyvanocb paHee, ata rpynna 3aboneBaHuUn — NOIUreHHbIE NN MYIb-
TUaKTOpHble GonesHn. Ha BepoATHOCTb NPOsiBieHUs 3TUX 3aboneBaHuin

BNUSAIOT TpU pbakTopa:
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- CTeneHb POACTBA C NOPa)KeHHbIM YNIEHOM CEMbU, NOCKOSbLKY 3TO onpe-
aensaeT Yncno obLnX reHos;

- 4nucno BOonbHLIX POACTBEHHUKOB. Hanpumep, npu caxapHom gnaberte,
ecnn boneH oanH poauTenb, puck 3abonetb 10-20%, a ecnu 60nbHLI 06a
poauTens, To puck Bo3pactaeT go 40%.

- CTeneHb TSKeCTM DONes3HN NopaXeHHOro POACTBEHHMKA, TaK Kak CcTe-

NeHb TAXXeCTN 3aBUCUT OT CyMMapHOro OENCTBUS HECKOSTbKUX FEHOB.

1.4. Cmamucmuka ezeHemu4eckux 3abosiegaHull.

HacnegcrteBeHHas naTtosnorns npeacraBrneHa npakTu4yeckn BO Bcex 00-
nacTtax KnMHUYEeCKOn MeauLUnHbl U KOPPEKLUMOHHOM Negarornku.

Tak, npuynHon getckon cnenotbl B 70% crnyyaeB sBNSOTCA HacnencT-
BeHHble hakTopbl. HacnencrseHHoe npoucxoxaeHue nmetoT 40% crnyyaes
OETCKOW rryxoTbl, B TOM 4ucne ceblwe 1/3 n3 HUX NpeacTtaBfieHO CUHAPO-
ManbHOW FNyXOTOW, coYeTaloLWwenca ¢ gpyrumn aHomanusamun. B HeBponornm
BblaeneHo 6onee 350 HO30MOMMYECKNX €OMHUL, MOHOIMEHHbIX hopMm, a B Ob-
Tanbmonorum u B gepmartonorin 6onee yem no 250 coopm.

Mo paHHbIM BO3 B HacToswwee BpemMda B Mupe poxgatTcsa 3-7% neten
¢ MB, 0,3-1% peten c Xb, 2,5-3% neten c BI1P.

B Poccun B pacyete Ha 1000 HoBopoXaeHHbIX 42-65 aeten nmetot Mb
(4,2-6,5%), pnetenn ¢ Xb 6-8 Ha 1000 (go 1%), 25-35 peten — BI1P (2,5-3,5
%). Y 82-108 cny4aes Ha 1000 poxaeHun (8,2-10,8%) BbissnatoTca MOb.

[Mo gpyrMm ctatucTnyeckum AaHHbiM B pacyeTte Ha 1000 HOBOpOXaeH-
HbIX YacToTa XPOMOCOMHbIX nepectpoek (Xb) coctasnset 6,9-7,1%, B TOM
yucne: Tpucomumn aytocom — 1,7%; cbanaHcupoBaHHbIE NEPECTPONKM ayTo-
coMm — 1,9%; npoumne aHomanum — 0,4%; aHomarnum no NonoBbLIM XPOMOCOMaM
npu my>xckom deHotune — 1,8-2,0%; npu xeHckom ceHoTtune — 1,1% (MyTo-
BuH .P., 2001).

Cpean BCeX XPOMOCOMHbIX CMHAPOMOB 25% 06ycrnoBneHbl ayToCOM-

HbIMU TpUcommnsamu, 35% — HapyLLeHUAMU NonoBbiX XxpomocoMm, 40% — cba-
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NnaHCUpoBaHHbIMK N HecbanaHCUPOBaHHbIMU CTPYKTYPHBIMU NEpPECTpomnKamm
xpomMmocom. B 1959 rogy 6bino TOYHO U3BECTHO TOSMBKO 4 XPOMOCOMHbIX CUH-
apoma, Tenepb 6onee 100 1 3TO YMCNO NOCTOSIHHO BO3pacTaeT. YCTaHoBMe-
HO, 4TO Ha 100 6onbHbIX ¢ XB y 95 BbISBNAOTCS rEHOMHbIE (YMCNOBbLIE) MY-
Tauumn, U TONbKO Y 5 YyenoBek CUHOPOMbI OBYCNOBIIEHbI CTPYKTYPHBIMU MyTa-
LMSIMU XPOMOCOM.

[Mpn OTArOWEHHOM aKyLepckoM aHamHes3e (NOBTOpHble CMOHTaHHbIE
abopTbl, MEPTBOPOXAEHME, POXAEHME OETEN C NOPOKaMU pasBUTULA) Yy Cyn-
pyXecknx nap ¢ yactotom go 5% y ogHoro mnu oboux poauTernen BbISBMS-
toTCA cbanaHCMpPOBaHHbIE NMEPECTPONKN XPOMOCOM.

3a nocnegHme 20 — 30 neT Npom3oLWo pes3koe yBenudeHne BKnaga
HacneacTBEHHOW NMaTosiormm B CTPYKTYypy obLien cmepTHoCcTu aeten. Cpean
peten oo 5 net cmeptHocTb oT Mb pocturaet 10-14%, Xb — 3-4%, M®b —
35-42%, TO eCTb Ha reHeTu4eckue MpUYMHbl CMEPTHOCTU npuxoanTca 48-
60%. MnageH4yeckasa cmepTHocTb B Poccumn coctaensiet 21-25 Ha 1000 Ho-
BOPOXOEHHbIX NPOTUB 5-11 B pas3BuUTbIX CTpaHax.

Cpean geten LIKOMbHOrO BO3pacTa YyacToTa MOSIHbIX ayTOCOMHbIX TpU-
comumn ymeHbLuaeTcs go 1,4%, 1o ecTb B 5 pa3 (B OCHOBHOM 3a CHET CMepPTH
AeTen paHHero Bo3pacTta ¢ Hanbonee pacnpocTpaHeHHbIMU XPOMOCOMHbBIMU
CUHOPOMaMM).

CerogHs B getckne 6onbHUMUbI BCe Yalle nonagarT OeTu C paHee He
ANarHoCTUPyEMbIMU HaCneaCTBEHHbIMWU nNaTonorusamun. Tak, y oganHoro u3 15
aeten nmeetca MOHoreHHoe (reHHoe) 3abonesaHue. C y4eTOM XpPOMOCOM-
HbIX cnHgpomos, BIMP 1 mynbTudakTopmanbHbix 6onesHen Kaxabln YeTBep-
Tbi HAXOAAWMINCA B CTauMoHape pebeHOK nMeeT HacneacTBEHHY naTono-
Mo, a B cneunanmanpoBaHHbIX B6OSbHULAX — 3TO KaXKabl TpeTun pebeHoK.
Cpean ncmxuyeckn 6orbHbIX OeTEN YacToTa XPOMOCOMHbIX aHOManuin goc-
Turaet 12%, neten c onurogpeHnen — 15%, geten ¢ HapyLLeHneM rnonoBom
anddepeHumposkn — 20-50% (B nonosuHe criyvyaeB obHapyXuBaeTcsi Mo-

3amuunam).
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[Mopokn pas3BUTUA M XPOMOCOMHblE abeppauun y 3apodblllen 4acTo
NPUBOAAT UX K rmbenn n cnoHTaHHOMY NMpepbiBaHUO 6epeMeHHOCTN BNepBbIe
28 Hepenb BHYTpUyTpobHOro passutnd. OT obLiero yicna 3ayvatum rmbenosto
3apoabllia 3aBepliaetcsa oo 60—70%, a n3 3amMOpPUOHOB, UMEKLLINX aHOo-
ManbHbIA KapuoTun, 90% noasepratoTcs OTOOPY Ha paHHWUX cTagusax Gepe-
MeHHOCTW. 1o Mepe Bo3pacTaHuUsl CPOKOB BepPEMEHHOCTU NPSIMO NMPONOPLINO-
HanNbHO CHMXaeTCsa KONMYECTBO 3apoblllen, MMEKLWMX BPOXKAEHHbIE MOPOKU
pasBUTUA N UBMEHEHNSA XPOMOCOM.

OTnonorms camornpoun3BosibHbiX abopToB MHoroobpasHa. OHM MoOryT
OblTb OETEPMUMHMPOBAHbI KakK FEHEeTUYECKUMU (MMMYyHOMOrm4yeckas Heco-
BMECTMMOCTb, F€HHblE U XPOMOCOMHbIE MyTauuun), Tak U cpeaoBbiMu (3abo-
neBaHuUst matepun, puU3MYeckne MU XUMUYECKUEe BO3OENCTBUS) dhakTopamu.
MHorne u3 atmx (pakTopoB OOHOBPEMEHHO ABMNSAKOTCA TepaTOreHHbIMWU Ans
amMbpuoHa, 1 B 3aBUCMMOCTU OT BPEMEHWN BO3OENCTBUS HA HErO MOryT Npwu-
BecTu k 6rnactonatmam, ambpuonaTtusam, petonaTusim.

BcemupHaa opraHmsaumsa 3sgpaBooxpaHeHust (1970) pekomeHgoBana
BblOendATb Tpu nepuoga rmbenn sapogpiwen: paHHun (4o 20 Heagenb), cpea-
Hun (20 - 28 Hepenb), no3aHWA (OT 28 Hedenb).

Cpean npuynH BHYTPUYTPOBHOW CMEPTHOCTU Nfoga aHoMarnuMm Xpomo-
COM 3aHMmMaloT nepsoe mecto, 85-90% npu oueHke obuien neTanbHOCTU 3U-
roT ¢ MOMEHTa OnnoaoTBOpPeHUs. B cpeaHeM aHOManbHble XPOMOCOMHbLIE
Habopbl cpean KNUHUYECKN 3aperncTpupoBaHHbIX DepeMeHHOCTEN BbISBIIS-
toTca y 42-45% abopTycoB. HUem paHblUe HacTynun Cpok npepbiBaHna bepe-
MEHHOCTW, TEM BblLLE NMPOLEHT aHOMarbHbIX OPraHM3MOB.

Tak, npM camonpon3BOSIbHOM NpeKpaLlleHnn BepeMeHHOCTU Ha CpoKax
2-4 Hepenwn 4ncno aHomanbHbIX 3apoabiwen gocturaet 70%, B 10-12 He-
aenb — 53%, Bo BTopom TpumecTtpe — 30%, 20-27 Hepenb — 6,6% (H.IM. Ky-
newos, 1982).

K cuyactblo y opraHuama CyLIEeCTBYKOT M 3alUUTHbIE MEXaHW3Mbl: Mpu

,El,pO6J'IeHI/IM 3UroTbl, ee nMnriaHTaunn, a Takxke B 3M6pmoreHe3e n (t)eTOI'eHe-
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3€ BbICOKa SCt)(t)eKTVIBHOCTb 0T6opa NPOTUB N’€EHOMHbIX N XPOMOCOMHbIX MY-

TaHTOB.

MABA 2. KNACCUDUKALIUA MYTALUIA

LinToreHeTn4yecknin aHanua no3BONsieT BblAENUTb 2 BonblUMX Kracca
N3MEHEHMN XPOMOCOM: FreHOMHbIe (YMCIIOBbIE) 1 XPOMOCOMHbIE (CTPYKTYp-
Hble) MyTauuu.

A reHOMHble, 1 XPOMOCOMHbIE HApPYLLUEHUS MOTYT BO3HMKATb CMOHTAHHO
UM MHOYUMPOBATLCS KaK B 3apOoAbllLEBbIX, TaK MU COMATUYECKMUX KIeTKax.
Ecnun aTn HapylieHnsa peructpupyrotcs B metadase Mnutosa, TO HET MPUHUK-
NUanbHbIX MOPMONOrMYeckux pasnmynin B 3aBUCUMOCTM OT TOro, rAe OHWU
BO3HUMKAIOT: B raMeTax uim comatnyeckux knetkax. OgHako y HUX pasnundHas
Buonornyeckas 3Ha4MMOCTb. Tak, aHOManuMM B rametTax BeayT K pa3HOO0O-
pa3HON BPOXOEHHOW NaTONOMNN.

[MonaratoT, 4YTO CTPYKTYPHblE MNEPECTPOMKU WUrparT BaKHYH pPoONb B
9BOMOUMM reHoTuna, npeacraensas cobon oanH M3 MeXaHU3MOB reHHOW ne-
pekoMbuHauuM Kak BHYTPM XPOMOCOMbLI, Tak U Mexdy HEeromosorMyHbIMu
XpOMOCOMaMMU.

Bo3Hukatowme npun Xxn3HM aHoManmm B COMaTUYECKUX Knetkax He nme-
IOT 3HAYEHUSI B SBOSIOLMM N HE BbI3bIBAKOT KaKMX-NMOO BblpaXKeHHbIX NaTosio-
r’MYECKUX N3MEHEHUWN, XOTS Hepeako cBA3aHbl ¢ HUMKW. OgHAKO MX Hakonse-
HMWE B COMATUYECKMX KINeTKax MOXeT BbiTb (akTopoM, CTUMYNUPYHOLLMM pas-
BUTME KITIOHOB 3JI0KQ4YeCTBEHHbIX KIIETOK, a BO3MOXHO, W MpoLeccoB

cTapeHud.

2.1. leHOMHbIe (4Yucnosble) Mymauyuu.

[[eHOMHbIe MyTaunn — HapywarT HYHNCITO XPOMOCOM U NPUBOOAT K
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e nonunnouMaum (KpatHoe yBENUYeHuMe rannongHoro Habopa XpoOMOCOM
bonee yem B 2 pasa), cosgaBasi TpMNNoOUAHbIE, TeTpaniongHble OpraHus-
Mbl — 3TO OUMTIOUOHbLIU HAbop XPOMOCOM.

e MOSIMCOMUU N MOHOCOMUU (YBENMYEHNE UNN YMEHbLUEHNE 4YMCNa XPO-
MOCOM B Habope) — 3To aHeyrnIoudHbIl Habop XPOMOCOM.

Cpean nonncomuin BolaensaoT:

nosiHble Vnu peayrisipHble (yBennyeHne Ha ueny unm gobaBoyHyro
XPOMOCOMY: TPUCOMUS, TETPACOMMUS, NEHTACOMUSA).

B ocHOBe reHOMHbIX MyTauuin, Kak MpaBuIio, NEXUT HepacxoxneHue
nnn aHacasHoe oTcTaBaHMe XpomMocoM. [1pn 3TOM HapywaeTca ux pacrpe-
OerneHne no goyepHUM Krnetkam. XpOMOCOMbI OCTalTCA COeAMHEHHbIMU Y
BMECTe OTXOAAT K OAHOMY nositocy. Ecnn HepacxoxgeHue npoucxoauT B
ABYX 1 bonee nocnegoBaTenbHbIX AEMNEHUsX, TO BO3HUKAOT Tpu-, TeTpa-, u
neHTacoMuu.

Mo3auy4Hble (aHeynnoungHble COCTOSHUSA, Koraa opraHnam copmMupo-
BaH M3 ABYX-TPEX N Bonee KNeToYHbIX KITOHOB).

HapyLweHne npoucxogut B xoae OpobreHns 3urotbl, BO3HUKLLIEN U3 ra-
MeT C HopMasibHbiIM Habopom xpomocoM. B pesynbTtaTe passBuBaeTcs mMo3a-
UYHbIU Op2aHuU3M, 4acTb KMEeTOK KOTOPOro MMeeT HopMarnbHbiA (gunnouna-
HbI), @ Apyras 4acTb — aHOMarsbHbIi HAbOpP XPOMOCOM (yBENVMYEeHue wunu
YMEeHbLLUEeHNe UX Yynucna).

PasnunyatoT onanonorndeckuim n naTtosiorm4eckni Mo3anLmam.
gu3suonoasudeckul mMo3auyusmMm — runepnyonans B Merakapu-obnacrax u re-
naToumTax, paccMmaTpuBaemasi Kak npucnocobrieHne K ycrioBuaM pesKo Mo-
BblLWEHHOW (PYHKLUNOHANbHOW aKTUBHOCTMU;
rnamojsioauyeckuli Mo3auuu3m pacnpocTpaHseTCcsa Ha Ntodble KIETKN U MOXET
NPUBECTN K PasBUTUIO OMyxonenm nNubo K CTEPTON KapTMHE XPOMOCOMHOIO

CUHOpOMa.

2.2. XpOMOCOMHbIe (cmpyKmypHbie) Mymauyuu.

20



XpomocomHble abeppaumm OTNnYatoTCs OT NepecTpoek raMeTU4ecKoro
npoucxoxaeHnsa. OHu Takke OendaTca Ha ABe rpynnbl:

e abeppaunmn XpOMOCOMHOro TUMa (BOBfeYeHa BCA XpOMOCOMa).
CornacHo oblwenpuHATOMY MHeHWo, abeppayuu XpPOMOCOMHO20 mura
OTpaxarT rnoBpexgeHne XpoMoCcoOM B NpefCcUHTEeTUYECKOM CTagum MUTO-
Tnyeckoro yukna (G1-nepuopn), korga Xpomocoma pearmpyet Ha MoBpex-
AeHne KaK ofHOHUTYaTas CTPYKTypa;

e abeppauuu XxpoMaTUAHOro TUMa (BOBeYeHbl TOMNbKO XpoMaTuapl).
BosHukaloT npu noBpexaeHnn XpoMoCcoMbl Ha ctaguu AByX HUTen. OgHa-
KO B Criydae noBpeXOeHUs WOEHTUYHbIX Y4acTKOB 00eux XpomaTua OHU
MOryT BbIrMsAeTb Kak XpOMOCOMHbIE. B Takmx cnyyasx roopsit o6 ayxpo-
MamuoOHbIX paspbiBax, MOPEOSIOrM4eckn He OTNIMYUMbIX OT abeppauui
XPOMOCOMHOrO Tuna.

B cBolo ovepenb 1 Te, U gpyrve nogpasgensioTca Ha npocTblie 1 06-
MeHHble (TpaHcnokauuu). Cpean o6MeHHbIX abeppauuin BblgensdoT 2 ca-
MOCTOSATENbHbIX TUNA:

e BHYTPUXPOMOCOMHbIe (bbIBalOT BHYTPUMIEYeBble N MeXNNeveBble):
desteyusi — yTpaTa 4YacTu XpomMmocombl (pparmeHTa). Cpean HUX Bbige-
NAT KOHUesble (NOTepsa Ternomepbl) U UHmepcmuyuarnbHble (yTpaTa
Kakoro-nmbo yyactka unu cermeHTa BHYTpU nrieya XpoMOCOMbl);
dynsiukayusi — yoBOoeHne cermeHTa XpoMocoMbl. B pesynbTarte knetka
NN OpraHM3M CTaHOBATCHA TPUCOMHbLIMU (MONIMCOMHbLIMW) MO LaHHOMY
cermeHTy. Ecnu gynnukauma HaxoouTcs 3a UCXOAHbLIM OyniivuupoBaH-
HbIM Y4aCTKOM XpOMOCOMbIl — 3TO maHdeMHasi Oyrukayusi.

BonbwnHCTBO Aeneunn M Oynnukauun netanbHbl (€Crv gaxe opraHusm

Xn3HecnocobeH, ToO UX HOCUTENN BCE PaBHO HE MOTyT OCTaBUTb MOTOMCTBO);
U30XpomMocomMa — XpOMOCOMa C ABYMSA UOEHTUYHbIMU nrieyamn. Toudka
pas3pbiBa HAXoOUTCS B LEHTpPOMEpPE UNKN OY4eHb BrM3KO OT Hee U He MOo-

XeT BbITb TOYHO yCTaHOBJIEHA,
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UHeepcusi — NOBOPOT y4acTka xpomMocoMbl Ha 180 rpagycoB ¢ nocne-
AyLWMM coegMHeHeM pas3pbiBOB B HOBOM nopsake. MHBepcumn noa-
pasfensarTca Ha repulyeHmpuyecKkue U rnapauyeHmpuyeckue B 3aBUCU-
MOCTW OT TOro: ogHo unu oba nneya BoBIieYEHbI B NEPECTPOWKY;
UHcepuyusi — BCTaBka B Xxpomocomy. MoxeT BbITb npsamou u uHeepmu-
posaHHoU. MoXeT BKMYaTbCA B OOHY XPOMOCOMY WUNU MexXay ABYMS
XpomMocomMamu;
Konbuyeesasi xpomMocoma — obpasoBaHMe XPOMOCOMbI B BMAE KofbLa
CBSI3@HO C YyTPaTon ee TerIOMepHbIX CErMEHTOB;
aueHmpu4eckue ppacMeHmMbl — (pparMeHTbl XPOMOCOMbI, HE CcOaep-
Xawjme ueHTpoMepbl Unn ee YacTy;
peKkoMbuHaHmMHasi XxpoMocoMa — 3TO aHOMarbHas Xpomocoma, obpa-
30BaBLUAsACA B pesynbTaTe KPOCCUHroBepa B Yy4yacTKe WMHBEPCUU UMK
TpaHCrokaumMm mexgy aHoMasnbHOW XpPOMOCOMOW WU ee HOopMasbHbIM
roMOrfiorom, 4To BegeT K HecbanaHCMpoOBaHHOMY XPOMOCOMHOMY Habo-
py.
¢ MEXXPOMOCOMHbIe (CUMMETPUYHbIE U1 aCUMMETPUYHbIE).
CumMmMempu4yHbIMU TPaHCOKaUMN HasblBalOT, KOrga XpPOMOCOMblI OCTaltoTCH
MOHOUEeHMpUYeCcKUMU, TO eCTb UMEIT OOHY ueHTpomepy. Ecnun xe noasns-
eTcs rnosiuyeHmpuyeckass XpoMocoma, TO UX HasblBalOT acuMMempuyHbIMU
TpaHcnokaumsamu. Beligensior:
peyurnpokHbie nnn cbanaHcMpoBaHHble (B3aMMHbI OOMeEH yYyacTkamu
6e3 noTepu HacneaCcTBEHHOrO Matepmana);
HepeuurnpokHbie NnNn HecbanaHcUMpoBaHHbIE (MEPEHOC yYacTka O4HOWM
XpPOMOCOMbI Ha ApYryto XpOMOCOMY C noTepen unu npunbasneHnem Ha-
CNneacTBEHHOro MmaTepuana);
MyTauuun Tuna yeHmpuUu4YecKko20 CrUsSHUSI unn pobepmcoHOB8CKO20 TU-
na (nocne paspbiBOB XPOMOCOMbI B OKOJSIOLlEHTPOMEPHOM panoHe CO-
edNHAITCA OBa (bparMeHTa C LeHTpoMepamMu, KOTopble CMBaKTCHA B

O4HY; Npnyem oaHa N3 UeHTpomMep VIHaKTVIBMpyeTCFI).
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N3BecTHO Takke nogpasneneHme XpoOMOCOMHbIX NEPECTPOEK Ha:
e cbanaHcupoBaHHble (NPUCYTCTBYIOT BCE FEHHble FOKYCbl, OOHAKO WX
pacnosioXXeHue OTNnYaeTcs OT UCXOLHOro HOPMarnbHOro);

e HecOanaHcupoBaHHbIe (yTpaTa Unn yaBoeHUe y4acTKOB XPOMOCOMbI).
2.3. O603Ha4YeHUs1 XPOMOCOMHbIX MepPecmMpPOEK.

Ansa 3anucu myTtauum n obnerdyeHust NpouTeEHNsa Knaccudukaumm reHe-
TUKaMn NPUHATBI cnegyowme cmaHdapmHbie CUMBOIbI:
MO3anLUM3M KINeTOYHbIX FIMHUM ( / ) — yKka3aHO COOTHOLLEHNE O0SIEN KIETOK
C HOpMarbHbIM YU U3MEHEHHbIM KapuoTunom, 46,XX/47,XXX (30%/70%) nnn
46, XX/47 XXX (75%/25%);
AobaBoyHasa xpomocoma (+) — 47,XX,+21, kapnotmn ¢ 4o6aBOYHON XPOMO-
comowm 21,
yTpaTa XpOMOCOMbI UM ee YacTu (geneuns) (-) — 3Hak pagom ¢ CUMBOSIOM
KOPOTKOro Unuv AnNnHHOro nneva p- unu q-. inu (del), cMHapom «kowaybero
Kpuka»: 46,XX, 5p-nnbo: 46,XX, del 5 (p13)
TpaHcnokaums (t) — HecbanaHcnpoBaHHada TpaHcnokauus, unu (dic) To ecTb
ANUEHTPUK, B Cryyae OULEHTPUYECKON XpOMOCcoMbl. HecbanaHcupoBaHHas
TpaHcnokaums mexay LeHTpuyecknmm xpomocomamu: 46,XX, t (14; 21) unn
46,XX, dic (14; 21) (p11; 922);
peuunpokHas TpaHcnokauus (rep) — 46,XX, rep (2; 5) (q21; q31).
pobepTcoHOBCKas TpaHcnokauusa (rob) — 45, XX, dic (21; 21) (q11; g11)rob
— TpaHcnokauuoHHas popma [ayHa;
nsoxpomocoma (i) 46,X, i (Xq) — oABa ANUHHLIX Nnevya X-XpoOMOCOMbl UMEIOT-
CS B HANU4Mm n pasgeneHsbl LEHTPOMEPOW;
mHBepcus (inv) 46,XX, inv (3) (p25; q21) — nHBEPTUPOBAH Y4aCTOK XPOMO-
COMbI 3, pacnosiIOXXeHHbIN MeXay TouKaMu pa3pbiBOB: p25 n p21;
MHcepuus (ins) — 46,XY, ins (16) (p12-pter) BCcTaBKa B KOHLE KOPOTKOro ne-
ya; ter — KOHeLl;
aynnukauma (dup) — 46,XY, dup (3) (q21-qgter), gynnukauma no TepMmHarb-

HOMY KOHUY OJTMHHOIO rrie4ya,
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KonbLeBasi Xxpomocoma (r) 46, XX, r (13).

MABA 3. TEHOM YEJIOBEKA

3.1. UccnedosaHue u codeprkaHue 2eHOMa 4Yeslo8eka.

B 1988 rogy 6bin co3gaH npoekT «'eHoMm 4yenoBeka» HaumoHanbHOro
nHctutyta 3goposbs CLUA. maBon paboT No MNOMHOMY CEKBEHUPOBAHWUIO
(pacwmdpoBke) reHomMa YyernoBeka ctan Hobenesckun naypeat [xenMmc YoT-
coH. OgHoBpeMeHHO B Poccumn ¢ aTon xe ngeen BbicTynun akagemuk A. A.
Baes. ocynapcTtBeHHass nporpamma «[leHom 4denoBeka» Obina npuHSTa B
aTom Xe rogy B Cosetckom Cotose. [lo3gHee K nporpamme noAakIoYmnuch
Apyrue cTpaHbl, U LMpoKomMacwTabHble KOOPANHMPOBAHHbIE UCCrenoBaHUS
cTanuM nNpoBOAUTLCA MNOL 3drnMagon MeXayHapogHoW opraHudaumm Human
Genom Organisation (HUGO). B Poccuun uneHamu aton opraHmsaumm sensi-
toTca cerogHs okono 80 poccunckux ydeHblx (npeacenatenb Poccunckoro
coBeTa No reHoMy 4vernoBeka akagemuk J1. J1. Kucenes). N3 24-x xpomocom
reHoma 4yenoseka yyeHble Poccum B OCHOBHOM KOHLIEHTpUpOBanucb Ha 3-W,
13-n n 19-n xpomocomax, HenocpeacTBeHHO cekBeHnpoBaHuem OHK oHu 3a-
HUManMCb Marno, OCHOBHOE BHMMaHue Obino obpalleHO Ha CTPYKTYpHO-
dyHKUMOHanNbHbIE UCccnegoBaHNsa reHoma.

[MoacyeTbl 0bLLEero Yncna reHoB B reHoMe 4yerioBeka He3aBMCUMMO MPo-
BOOWMN HECKOSNbKO MeXAyHapoaHblX KomMaHg. [1o oueHkam KommnaHum
«Celera» (2001 roa) obuwee 4ncno reHoB B reHOME 4erioBeKka cocTaBnsieT
0126383 no 39114. cpegHun pasmMmep reHa OLeHMBAETCH paBHbIM NPUMEPHO
3000 napam HykneoTngos (To ecTb N.H.). iccnegosaTtenu ns HaumMoHanbHOro

MHCTUTYTa reHoMHbIX nccnegosaHnin CLUA Bo rnaBe ¢ dpeHcmncom KonnuH-
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30M nony4ymnu cxogHoln pesynbtaT — 32000 reHOB coepXXUTcsa B reHoMe Ka-
XOOW KNeTKM YernoBeka.

[To oueHkam Opyrux 4YacTHbIX uccnegosatenen reHos ot 120 go 140
TbiCAY, OAHAKO packpbiBaTb 3Ty WMHAOPMALUUIO HaAy4YHOW OOLLECTBEHHOCTU
OHW MOKa He TOpPONATCA.

Ecnu npuHaTte 3a cpegHee 4ncro reHoB Yy vernoBeka 30000, To Ha Kax-
Abin reH npuxoamtca okono 3000 n.H. HETPYAHO NogcyuTaThb, YTO B KOOUPO-
BaHuM 6enkoB npuHUMaeT yyactne meHee 1,5% xpomocomHon [HK, a reHe-
TUYECKNE MHCTPYKUMM NO dOPMMPOBAHUID YENTOBEYECKOW NIMYHOCTU 3aHUMa-
0T He bonee 3 caHTUMETPOB Ha AByxMeTpoBon monekyre AHK.

Ha cerogHAWHWN eHb yYeHbIM M3BeCTHbl pyHKUMn Bcero 8-10 Thicad
reHoB. Ho gaHHble O CTPOEHUM N (PYHKLMOHNMPOBAHUN FEHOB YenoBeKka CBU-
AeTenbCTBYIOT O TOM, YTO Y YesioBeKa, B OTSINYMM OT LPYrMX OpraHn3MoB Ha
Hallen nnaHeTe, OYeHb BbICOKAsA CMOXHOCTb MpPOTeomMa — MNofHoro Habopa
dyHKUMOHanNbHbIX BeNKoB B KeTke, KoTopas obecneynBaeTcs He TOSbKO 3a
CYET KPYMNHOro pasmepa reHoma 1 60nbLIoro Yncna reHos, a 6narogaps Bce-
BO3MO>XHbIM MHHOBALUMAM, CBA3aHHbIM B (PYHKUMOHMPOBAHNEM FeHOB U dhop-
MupoBaHnem 6ernkos: GonbLUOE YNCAO LOMEHOB-MoAynen, Bonee BbiCOKas
KoMOUHaTOpuKa aTuX moaynen B 6enkax, akTMBHOE UCMONb30BaHME anbTep-
HaTMBHOIO CrflanCUHra N MHOroe Apyroe.

YcrtaHoBneHo, yto PHK cuHTesnpyetca nuwb Makcmmym Ha 25-28%
HYKNEeOTUAHbIX NocrnenoBaTeNlbHOCTEN reHOMa YenoBeka, a Ha KogupoBaHue
benkos BoobLLe ncnonb3yetca 1-1,5% reHoma. Takum obpasom, 6onee 70%
reHoma He UMeeT, No-BUOAMMOMY, HUKAKOrO OTHOLLUEHUS HU K KaKUM reHam U
MHEepPTHa B rnpouecce TpaHCKpununn. BeposiTHO, 3TN y4aCTKN HE KOOUPYHOT HK
Benkun, HK Kakyro-nnmbo PHK Boobuie, TO eCTb He OTHOCATCHA K reHam wunu
dyHKUMOHMpYOWKUM Ha ypoBHe PHK HykneoTtngHbiM nocnegoBaTesibHOCTSM.
[Mpn NONHOM CEKBEHMPOBaAHUN FreHOMa onpeaeneHa nocnenoBaTenbHOCTb He
TONbKO FEeHOB, HO N 3TUX ydacTkoB. Ho, Takaa OHK HenTpanbHa, Ha Hewn 3a-

NMNCaHbl OJNMMHHbIE TEKCTbIl, CMbICIT U MPOUCXOXOEHNE KOTOPbIX NMOKa HE BbIAC-
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HeH. 3a4yem HY>KHbI KINneTke 3TN «He pa60Tarou.|,|/|e» Y4acCTK1 elle npeacrtonT
YCTaHOBUTb, OAHAKO MOHATHO, YTO HWYEero JInwHero B npunpoae He OOJNKHO
ObITb. Buanmo 310 MMeeT BaXkHOE 3BOSIOLMOHHOE 3HAYEHME U HE B MEHbLLEN
CTENEHN CBSA3aHO C KOHLUEMNUUEN HakanInBaHUs reHeTUYECKOro rpysa B 4eJsio-

BeYeCcKou nonynsaumu.

3.2. O6bwas xapakmepucmuKka XpOMOCOM.
Xpomocoma 1

Camaga 6onbwas no gusandyeckum pasmepam u no cogepxanHuo OHK
XpoMOcCOMa YyenoBeka, Ha ee gonto npuxoautcs noyvytn 10% Bcero reHoma. B
Hen cogepxntcs b6onblue Bcero reHoB (okoro 3000) n Gonble BCero cHur-
co8, MO ecmb MoSIUMOPGHBIX Y4aCTKOB. [€Hbl U CHUMNCbI PacnosoXeHbl He-
paBHOMEPHO BAOJIb XPOMOCOMbI, OHU MPaKTUYeCKN OTCYTCTBYKT B 0b6nacTtu
LeHTpomMepsbl. B xpomocome 1 umeetca nopsagka 160 reHoB, CBSA3aHHbIX C TS-
XernbiMu 3aboneBaHnsaMmn Yyenoseka: 6onesHb AnbLrenmepa, nemponaTtma-2a,
b6onesHb [owe, cnHgpom Yeamnaka-Xuracu, pak NnpOTOKOB MOSTIOMHOM Keneabl,
KapauomuonaTus, KaTapakra, akToaepmMarnbHas gucnnasusi, Hempobnactoma,
pak npocTtaTtbl, aTepocKnepos, ocTpas numcobnacTHaa nenkeMmmnsi, NenUnNHO3
(bonesHb C 3anaxoM Mo4M, HaNnOMWHAET 3anax KfeHoBoro cupona. [etepo-
reHHasa rpynna, Mb nokanusyetca B 1p31.2 - tun 2, 6p22.2 - Tvn 3, a B
19913.1 - Tun 1. Yactota 1:90000-120000, pegkoe 3aboneBaHue), rmnoTu-
poOMAN3M UNN TMNOTUPEO3 BPOXAEHHbIM (YacToTa MbB 1:3500-4700. Hes06-
Hble doopmbl B 1p13 1 14931, B xpomocome 8 - 8924.3 — reHeTudeckue, T.€
nepBuyHble popMbl ToYHast nokanusauus ogHon ns gopm, obycnosrieHHas
HapyLleHNEM CBA3bIBaHUS B Xere3e OopraHM4eckoro noga C coyetarolencs
rnyxoton — cuHgpom lleHapena, 0O KOHUA He ycTaHoBreHa. YactoTa BTO-
PUYHOrO rMNOTUPEOD3a, OCHOBAHHOIO Ha Pas3BUTUM MATOSTIOMMYECKUX MPOLEC-
COB B LMTOBUOHOW Xerese C HapylweHnem cuHTeda TupeotponuHa (TTIM
ropmoH) 1:25000, a TpeTUYHOro, CBSA3aHHOIO C NOBPEXAeHNeEM runoTanamyca

W HapyleHWem CuHTe3a TUPEeOoTPOrnHoro penuauHr-ropmoHa (TTPT)

26



1:250000. 3Tn hopMbl, Kak 1 MPUOBPETEHHLIN TMNOTUPEO3, HE OTHOCAT K re-
HeTuyecknm). bonesHb lowe (MB 1921.2. CduHronunuaos - HapylueHue
obmeHa chuHronnMnNuaoB, BXOAALWMX B COCTaB KNETOYHbIX MeMBpaH rosiloBHO-
ro Moara, Brie4eT reHepanmanpoBaHHbIA pacnag raHrfiMo3HbIX KIETOK, pa3Bu-
TMe BTOpUYHOM gemuenuHmsaumm c nopaxeHuem LIHC, yactoTta 1:360000,
Kpome 6onesHn Tes-Cakca y eBpeeB. K aToM Xe rpynne OTHOCAT MyTauuu
reHa 1p32, ¢ pasHoBugHocTaMun bonesHen — batteHa n Kysca).
Xpomocoma 2

BTopaa no pasmepam xpomocoma. Hambonbliaa nnoTHOCTb CHUMCOB
MMeeTCHa B paMloHe LIeHTPOMepbl, a Ha eguHULY OfWHbI B HEW COLEPXKUTCS
3aMEeTHO MeHbLUE reHoB, YeM B XpoMocoMe 1 1 psige Opyrnx XpomMocom. Tem
He MeHee, Yncno 3aboneBaHnK, CBA3aHHbIX C MyTaUUAMN B FeHax 3TON XpPo-
MOCOMBbI, AOoCTaTOYHO Bornbluoe: cuHapomMm AnbcTpema, guctpodpua donblue-
6epuoBOM MbiLLbl, ayTOCOMHO-PELECCMBHAA rryxoTa-9, ANCTpodus MbiLL,
KOHEeYHOCTU 2b, pak NpSMON KULLKW, LUMUCTUHYpuS, anabet, dombpomaTosuc,
rmnoTMponansm B criydae MoavHTUpeongasHon HegoCTaTOYHOCTU LWUTOBUA-
How xene3bl (Mb 2p16.1), oxnpeHue, 6onesHb MNMapkMHCoOHa, TpoMbodunus,
cvmHgpoMm BanneH6epra, cuHgpom 'mnbepTa, oTCyTCTBME TpaHCrnopTa TPWr-
nuuepuaoB U3 TOJNCTOrO KULLIEYHMKA M NEeYeHW B pesynbTaTe pas3BMBaeTCs
AeduunT NIMNONPOTENHOB HU3KOW NIIOTHOCTU B nnasme kposu (MbB 2p24) n
Ap.

Xpomocoma 3

TpeTbsa goBonbHO 6osbllas xpomocoma. B oTnmyme ot XpomMocomsbl 2 'y
Hee HanbonblLee KONMYECTBO CHUIMCOB PACMOfIOXKEHO OnMKe K KOHLAaM 3TOW
XpPOMOCOMbI, @ Hanbonbllee YUCIO reHOB Ha KOPOTKOM nredve. [eHbl, aToun
XPOMOCOMbI CBsi3aHbl ¢ bornee 4yem ¢ 90 pasnuyHbIMM 3aboneBaHuUsiMU, cpe-
AN KOTOPbIX MOXHO OTMETUTb Takue, Kak KapamomumonaTusi, pak npaMon KuLL-
KW, KonopekTanbHbl pak, avabeT, remonutnyeckass aHeMud, runokanbLe-
Mua, B-knetoyHaa numdoma, MMENonaHbIM eNKOo3, MMOTOHNYEeCKas OUCTO-

HUA, KapumMHOMa MNOYKN, LLII/ISO(*)peHMFI, PE3NCTEHTHOCTb K TUpEOUJHOMY
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ropMmoHy (MB 3p25.3), 6onesHb Mopkuo (mykononucaxapugos — MIC IV tu-
na, noatun B B 3p21.1; umeetca noatmn A, oba noatuna cBsa3aHbl C Nopaxe-
HMe cKkeneTta N HenponopuUnoHanbHO HU3KMM POCTOM). MaHrMnMo3naossl, 7 Tu-
noe (rpynna ccpuHronunuaosos, Mb - 3p21.2, B MO3re HakaninBaeTCs raHr-
nmosmg B 100-300 pas Bbiwe HOPMbI, MNOABSETCA runepakysvs —
B3gparnBaHme MmrageHueB OT BHe3amnHoro Lyma, 3aTeM M cygoporn ¢ onu-
CTOTOHYCOM B OTBET Ha MUHMMarbHbIN pasgpaXuTenb, XapakTepHbl MUKPO-
uedanuna n «kykonbHoe nuuoy. Jlokanusauyust BoamoxHa B 15922.4, B 5q13.2
— 6ones3Hb CaHoxodda, B 11p15.3 — 6onesHb HumaHa-INuka, 6onesHb
Wonbua B 22913, 6onesHb ®abpu B Xg21.6,).
Xpomocowma 4

[[eHbl, NOBTOPbLI U CHUMCbLI pacnpeneneHbl 4OBOSIbHO PaBHOMEPHO, HO
obLee 4Mcrno reHoB 34eCb MeHbLUE, YEM B CPEOHEM Ha eauHuLY ONWUHbI re-
HomMma. Cpean 3aboneBaHuin, acCoOLMMPOBAHHbLIX C MyTauusIMN B reHax 3Tou
XPOMOCOMbI, MOXHO OTMETUTb Takue, Kak gucubpuHoreHemmns, CUHOPOM
onnuca — BaH-Kpesenbga, xopes eHTuHrtoHa (4p16, yactota 1:12500-
25000, HO ropasgo Bbille B M30SIMPOBAHHLIX MOMYNSAUUNAX), rMnoxoHaponna-
314, TrMNOroHagnu3m, MaHHO3Mao03uc, bonesHb NapknHcoHa, cuHapom Purepa,
OCTpbIN UMMyHOOEeUUNT, cuHAPOM Bonbgpama, CKNOHHOCTb K ankoronms-
My, cuHgpom Bonbda-XupixopHa (Xb, geneuuns 4p16 ¢ yactotom 1:40000).
deHunketoHypua (PKY) mnu HapyweHne obmeHa aMWMHOKUCIIOT (HasBaHUS:
aMuHoauungonaTus, ammHoauuaypua, aumaos tkaHen) (Mb ®KY ¢ gedpuum-
TOM gurngpontepuanHpeaykrasbl nokanmsyetca B 4q15.1, yactota B €Bpo-
Nenckux ctpaHax oveHb Bbicokaa 1:4560 B UpnaHausa, benapyccusa 1:5600,
"epmaHna 1:6700, Poccusa B cpegHem 1:6350, B Mockse 1:11800. OTta ¢op-
Ma PKY BnuseT Ha CUMHTE3 camMoro oeHunanaHnHa U aMMHOKUCNOT TPUMTO-
draHa n TMposunHa. Elwe pasnunyatot knaccmyeckyro oopmy OKY, nokanusyert-
cda B 12924.1 n cea3aHa ¢ mytaumen reHa PAH, HexBaTka oeHunanaHuHrna-
pokcunasbl, obecneumBatrollen npeBpaweHne deHnnanaHnHa B BaXXHYH

AMUHOKUCIIOTY TUPO3UH. OnucaHbl POPMbl C HEOOCTAaTOYHOCTbIO APYruX

28



depmeHToB), cuHgpom lypnep (Mb, MIC | tnna, 4p16), cuHgpom Llene
(MB, MINC V Tuna, 4p16) v ap.
Xpomocoma 5
BOMbLWMHCTBO rEHOB CKOHLEHTPMPOBAHO B ABYX 06ractsax AfMHHOro
nreya n OQHOM panioHe KOPOTKoro 6rvke K ero KOHUy. [1Ba panoHa, BOKpyr
LeHTpoMepbl oboraweHbl cHuncamu. Tspkenble 3abonesaHuna: Meranonna-
CTUYEeCKasi aHEMUS!, KONOpPEKTarbHbIA paK, KanunnapHas remaHrmoma, guc-
Tpodomsi poroBuLbl, ayTOCOMHO-AOMUHAHTHAA riyxoTta, cuHapom [apaHepa,
bonesHb [uMpLICNpyHra, KeToauuTos, OCTpas MNPOMUENIOUUTHAS nenkemus,
MmMenoamcnnacTM4eCcKMin CUHAPOM, MblllevHas gucTpodusi, actMa, CUHOPOM
Mapoto-Jlamn (MB, MIC VI Ttuna, 5911.2), cMHOPOM «KOLLA4Ybero Kpukax»
(XB, peneuunsa 5p15, 90% peten NpakTUYECKN HE XKUBHECMNOCOOHbLI, C MHOXe-
CTBEHHbLIMU TsXenbiMu nopokamn. Yactota 1:50000, HO cpeau neTen C ym-
cTBeHHoW oTcTtanocTtbto 1:350. BcTpeyaeTca xapakrepHada cuHgaktunmsa 2 v 3
nanbLeB HOr) 1 ap.
Xpomocoma 6
[TNOTHOCTbL rEHOB N CHUMNCOB Hambonbluad B HECKOSIbKMX panoHax Ha
KOPOTKOM rriede 3ToM XpOMOCOMbI, a NMOBTOPbLI pacrnpenenieHbl BAOb XPOMO-
COMbl JOBOSIbHO PaBHOMEPHO C MMHUMYMOM B obnacTtu ueHtpomepsbl. C re-
HaMn XPOMOCOMbI 6 CBA3aH psa4 natonorun Yyenoseka: gnabet, cnnHouepeo-
panbHasi aTpodusi, reMonnTnyeckad aHeMns, ANUCIIEKCHA, renaTouensonsp-
Has KapuwmHoma, nenkemus, nenumHosd (Mb 6one3Hb ¢ 3anaxom KreHOBOro
cupona. 6p22.2 — tun 3, a B 19913.1 — vin 1, B 1p31.2 — TUN 2), MHOXeCT-
BEHHasi Mmenioma, 6onesHb [MapknHcoHa, TpoMbodmnus, YyBCTBUTENBHOCTb
K TyOepkyneay.
Xpomocoma 7
[TNOTHOCTbL CHUNCOB Hanbonbllaa B NPULEHTPOMEPHON obnacTtn AfnH-
HOro nsieya, a reHbl pacnosioXXeHbl PpaBHOMEPHO BAOJSIb XPOMOCOMbI, HO B Ce-
peavHe OSIMHHOMO nneda ux cogepXxutcs Hanbonbliee konnvectso. C reHa-

MW XPOMOCOMbI 7 CBA3aHbI XpOHVIL-IeCKVIIZ rpaHysiomMaTtos, pak I'IpFIMOVI KULLKW,
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KMCTO3HbIN (pnbpo3, ayTOCOMHO-OOMUHAHTHAs NyxoTa, BAnasa Koxa, 3puT-
peMusi, reMmonnTuyeckad aHeMusl, KapsIMKoBOCTb, PaMUITbHbIA TMNEPUHCYIIN-
HMU3M, BPOXAEHHAs MUOTOHWUSI, HECOBEPLLEHHLIA OCTeoreHes (nNposiBnsieTcs
Kak ocTteonopos, 7q21.3, 4yactota 1:15000, ectb u B xpomocome 17q921.4)
naHKpeaTuT, TPUNCUHOreHoBasi He4OCTaTOYHOCTb, BOIe3Hb KOPOHaApPHOW ap-
Tepun, aprmHuHsiHTapHas aumaypua (Mb 7q11.2, peakaa dopma 1:300000).
Mykosucumaos nnu cystic fobrosis-kmctodpndpos nnu nartonorna MHoXecTsa
xenes (reH Mb B cermeHTe 7q32.1 1 kogupyeT 6enok-perynsatop TpaHCMEM-
OpaHHOM npoBoAUMMOCTM MOHOB xfiopa unm CFTR - KMCTO3HO-bMOBPO3HbLIN
TpaHcmeMbpaHHbIn perynatop. Cpeam Bcex mytauun reHa vaie scero 70-
85% 3aboneBaHne cBaA3aHO C Aeneumen kogoHa eHunanaHnHa B 508 no-
noxeHun reHa, 1o ectb delF508, ogHako cywecteyeTt o 5000 myTtaumn atoro
reHa. Yactota gnsa CesepHon EBponbl, CeBepHon Amepukn, AHrmMm n Poc-
cumn 1:2000, B DuHnaHgmn 1:40000, a B Asum n Adpuke 1:170000. B Poccun
B rog poxagaetca 700-750 geten, B MockBe o 50, a MeanKo-reHeTUYECKNM
KOHCYNbTUpOBaHNEM oxBayeHo Tornbko 10-15% aton Taxenenwen 6onesHn).
Xpomocoma 8

BOoNbLWNHCTBO CHMMNCOB B 3TOW XPOMOCOME CKOHLUEHTPUPOBAHO HAa KOH-
Le KOPOTKOro nrieva, a Ha KoHue ASIMHHOro nreva nmeetcs obnacTtb, CUNTbHO
oborawieHHasa reHamu. YnMcno reHoB, acCoLMMPOBAHHbIX C 3aboneBaHnsiMU, B
XpoMocome 8 OTHOCUTENbHO HEDONbLLIOE, HO MyTauuM B HUX NPUMBOASAT K Ta-
Knm 3aboneBaHnaM, Kak: XOHOpPOCapKoMa, SNUencust, rmnoTUpeos BpPOXaeH-
HbIn (8924.3, yactota MB 1:4700. JlokanusyeTca U B Opyrmx XpoMocomax,
npun He300HbIX dpopmax B 1p13 n 14931), cungpom lNdpaddepa, BOCNPUNM-
4YMBOCTb K aTepockneposy, cuHapomMm BepHepa, numdoma bepkutTa, cdepo-
umnTo3, Tpucommus 8 sctpevaetca 1:50000 v conpoBoxaaeTcs TAKENON yMCT-
BEHHOM OTCTanoCTbHO.

Xpomocoma 9
30€eCb CHUMNCbI, MOBTOPbLI U reHbl pacrnpenerieHbl 04eHb HEPABHOMEPHO

BOOJIb XPOMOCOMBbI. Xpomocoma 9 oborauieHa cHuncamun no CpaBHEHUIO C
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Apyrummn xpomocomMmamu (Npu pacyeTe UX yYucrna Ha eanHuUy OSMHbI). CKOH-
LEHTPUPOBaAHHbIMM B MNpeLeHTpoMepHon obnactu anuHHoro nneya. OgHo-
BPEMEHHO 3Ta Xe obnacTtb, HaobopoT, obeagHeHa noBTopamu. C myTauusamm
B reHax XpoMocombl 9 cBsi3aHbl: anbObMHN3M, KapunHOMa BasarbHbIX KNeTok,
TOP3VMOHHAsA OUCTOHUSA, 3AnuUTennoma, rmneprinumHeMmnsi, HegoCTaTO4YHOCTb
KapHUTUHaueTunTpaHcdepasbl, MenaHoma, nopdupusi, aHrMoMmonunoma,
ranakroszemuna (Tsokenoe MB ¢ oTcyTcTBMEM dhepMeHTa ranakros3o-1-
docdaT-ypnanntpaHcdepasbl, YTO AeflaeT HEBO3MOXHbIM BCKapMSiMBaHue
MMageHLa MOSIOKOM, T.K. B OpraHn3Me HakannnBaeTCs ranaktos3a n NnpoaykThbl
ee MeTabonuama, Bbi3blBas TSXKEOE€ OTpaBneHne, ogHako npu paHHemM o6-
Hapy>XeHUN N UCKIMIOYEHNN ranakTosbl U3 MUKW, YTO BO3MOXHO NPU UCKYCCT-
BEHHOM BCKapMIiMBaHuUW, NporHo3 bnaronpusiteH Jlokanusauma 9p13.1, vac-
Tota 1:35000-50000), xpoHnyeckass muerniongHas nenkeMmms, CToMaToLUTO3,
cnHgpom Bankepa-Bapbypra, cungpom Petope (Xb, Tpucommusa 9p ¢ 4acTto-
Ton 1:7000. ocHOBHasa nMpuynHa TpaHCnoKauuu y poauTenemn, BCTpeyarTcd
BrepBble BO3HMKLUME TpaHCNoKauun ¢ BOBMevYeHuem 15 unmn 22 xpomocom.
Mpn oTcyTCcTBUM TPYyObIX NOPOKOB MPOAOSTKUTENBHOCTL XU3HU U3MEHEHA He
3HaYMTESNbHO, XOTH NOPOKU Cepaua A0BOSbHO YacTbl. [laxe ecnn y nHamemnga
dom3ndeckoe pasBuUTUE 3a[ep)KaHO HE3HaAYMTEerNbHO, YMCTBEHHOE cTpagaeT
CYLLECTBEHHO, YTO 3aMETHO Y>Xe C NepBOro MecsiLia >XU3Hn).
Xpomocoma 10

ABngaeTcs cpedHen no YMcrny coaepKallMxcsa reHoB, MOBTOPSHOLLMXCA
Yy4aCTKOB W CHUMNCOB Ha euHULY ONVHbBI U pacnpegeneHne nx no XpomMocome
[aneko He paBHOMEPHOE: HECKOSIbKO y4aCTKOB Ha ONMMHHOM nriede CUIbHO
oborawieHbl reHaMmn KU cHuncamm. MoXXHO OTMeTUTb Takue 3aboneBaHus, Kak
KapguomuonaTus, nodevHas runepnsnasnd, katapakra, 6onesHb 'mpuicnpyH-
ra, cmHgpom [bxekcoHa-Bewncca, octpasa T-kneTodHasi nenkemusi, 6onesHb
BonbmaHa (MB, 10923.5, rpynna cdwuHronmnngosos), rnuobnacroma, ru-

I'Iep(beHI/IJ'IaJ'IaHI/IHeMI/Iﬂ, OHOOKPMHHAA Heorna3nd, HacneacrseHHas He17|po-
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naTusi, ageHokapumHoMma npocTtaThbl, Wn3dHUedanus, opHUTUHAMUHOTPAHC-
depasHas HegoCTaTOYHOCTb.
Xpomocoma 11

Ha kOHUe KOpOTKOro nneya v B NPULEHTPOMEPHOM panoHe ASIMHHOro
nreya 9TOM XPOMOCOMbI MMEEeT MeCTO KOHueHTpauusi reHoB. CoaepxaHue
CHWUMNCOB MOBbILLEHO B palioOHEe KOHLUA KOPOTKOro nrieya, a BAoSb XPOMOCOMDbI
OHO OTHOCUTESNbHO oamHakoBoe. OT obLuiero Yncna reHoB 3TON XPOMOCOMbI
A0MNA reHoB, C KOTOPbIMW acCOLMNPOBaHbI pasrnyHble naTonoruu, 3aecb oa-
Ha 13 HambonbLIKMX, C HUMN accoUMNPYOTCA anbbUHN3M, aMUNonao3, 3oKa-
YeCTBEHHas aHeMWsl, HEXOKKMHCKas numdoma, pak rpyau, pak MoyeBoro
ny3blpsi, pak MNpocTaTbl, rAyxoTa, 3pPUTPEMUS, OCTPbIA KOMOUHMPOBAHHbLIN
UMMYHOLEMUUMNT, MYXCKoe becnnogue, MHOXECTBEHHast Muenoma, runep-
npoTpombnHemns, aHomanua [letepca, Tanaccemuss beta (Mb 11p15.3,
BCTpeYaeTcsl B 3HAEMUYHbIX MO Manspum pernmoHax, dopma anbga nokanu-
3yetca B 16p13.1), TpombBouMTONEHUS, NUIMEHTHAA Kcepoaepma, agpeHo-
KOpTUKanbHasa KapumHoOMa, cepnoBUAHO-KNeTovyHaa aHemus unu HbS (MbB
11p15.3, B OkBaTopuanbHon Adpuke n cpeam amepukaHckmx Herpos 1:400),
HacneacTBeHHas aHrougemMus, rmneprnpouHCYNMHEMUS, naparaHrivoma, na-
paTMpouaHbIn ageHoMaTo3, OCcTeornopos, onyxonb Bunbmca (MB 1 tuna —
11914.2, n 2 Tuna 11g15.3, yactota 1:10000), aTakcus-TeneaHrmakTasnga unm
cuHgpom Jlyn-bap (Mb 11923.1, yactoTta 1:3000, nHorga 1:50000).

Xpomocoma 12

XpomMmocoma aBnsieTcsa cpefHen no ODONbLINMHCTBY NapaMeTpoB, ee reHbl
pacnpeneneHbl B HeW BecbMa HepaBHOMepHO. C HMMU accoummpoBaH pag,
3aboneBaHun: agpeHonenkoancTpodus, ammnomaosnc, 3rokavyecTBeHHasd
HEeXOKKMHCKas numMmcoma, pak NpsaMOn KULLKK, amdusema, 3Hypes, 3aepx-
Ka pocTa, reMoniMTu4eckas aHeMusl, kepatogepma, nnMnomMma, MHOXECTBEHHbIN
nuMnomMmaTos, HacneAcTBEHHasi MuonaTusi, OCTeoapTpo3s, (OEHWUSTKETOHYPUS
(OKY, 12924.1, ato Mb nmeetcsa B xpomocome 4. Hactora 1:10000), ageHo-

Ma CIIOHHBIX XXenes, cuHapom BarHepa, 6onesHb dooH BunnebpaHpa, ructu-
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anHemua (MB 12g21.4, vactota peakas 1:23000), cuHgpom CaHdowmnnmno
(MB, MIC Il Tuna, 12913.4) v gp.
Xpomocoma 13

KopoTkoe nnevyo a1oM XpOMOCOMbI NMOKa MIoOX0 CEeKBEHMPOBAHO. Mme-
€TCA KOHUEHTPauusi CHUMNCOB B paviOHE LEHTPOMEpPbl Na ASIMHHOM Mneve.
Xpomocoma 13 OTHOCUTENBHO APYrnx Xpomocom obegHeHa reHamu (Ha 1
MIH. 6yKB B HEW B CpegHEeM NpuxoauTcsa BCEro okono 5 reHoB). Hanbonbluee
NX KONMYECTBO COOEPXKMTCSA Ha 0BOMX KOHUAX OfMHHOrO nneva. Tem He me-
Hee, pag Tshkenblx 3aboneBaHU accouMMpoBaH C MyTauMsiMK B FreHax 3TON
XPOMOCOMBbI: paK MOYEBOro My3blps, rnyxora, He4OCTAaTOYHOCTb (PaKTOPOB
ceepTbiBaeMoctn kposu VII n X, MbilweyHasa gucTpodms, naHKpeaTunyecKum
areHesuc, pak nomgpkenygovyHonm xenesbl, NMHeanoma, petnHobnactoma (Mb
13q14.2, yactota 1:14000), 6one3Hb BurncoHa, nurMeHTHas Kcepogepma,
cungpom [Matay (Xb, Tpucommna 13, vyactota 1:6000, TpucomHaa dopma y
75%, TpaHcnokauuoHHaa y 20% u 5% mosanyHasa. B 70% Bcex cnyyaes
BCTpeyaeTcs Tpuaga NnpM3HaKoB: pacllennHbl rybol 1 Heba, MukpodTanbmums,
NoNMOaKkTUNKNS, 4YacTo NOSIMKUCTO3 NoYvek. Bo Bcex cnyvadax Tskenble nopa-
xeHus LUHC, B pepmatornnduke xapakrepHa «obe3bsiHbs CKragka»), CUH-
apom Opb6enun (Xb, yactuyHas moHocomus 13-, BcTpedaetca 1:100000, ge-
neumus cermeHTa q14 nnu ero ytpaTa B pe3ynbtate o0bpasoBaHUs KONbLEBOW
xpomocombl 13) n ap.

Xpomocoma 14

[Mo KapTuHe pacnpegeneHnsa reHoB, NOBTOPOB U CHUMNCOB 3Ta XPOMO-
coMa HarnomMunHaeT xpomocomy 13, HO YnCno reHoB B XpoMmocomMme 14 Ha eau-
HULY ASIMHBI NPUMEPHO B ABa pasa bonblue. B aTon xpomocoMe coaepaTtcs
reHbl, BaxkHble N paboTbl MMMYHHOW cucTeMbl. C MyTaumMsiMu B ee reHax
(nx okono 60) ceasaHbl 3aboneBaHna: paHHAa opma 6onesHn Anburenme-
pa, pasHble oOpMbl NOTEPU Cryxa, KapanomMmonaTus, AUCTOHUS, ANNUATOLM-
TO3, mbpoaucnnasuvs, rMNEPTUPOMAN3M, rMNOTUPEO3 BpoOXAeHHbIn (MbB

14q31, He3o00Haa dopma, vYactota 1:4700), chepounTtos, heHNNKETOHYPUS,
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TMpougHaa ageHoma, TemrnepaTypodyBCTBUTEMbHBIA anonTo3, arammarno-
BuHemMua, HegocTaTOYHOCTb anbda-1-aHTuTpuncuHa gpepmenta (Mb 1432,
yactoTa 1:3000 B yganeHHbIx pernoHax 1:20000).
Xpomocoma 15
OTa XpoMOCOMa CekBeHMpoBaHa He nonHocTbio. ObnacTtu, oboralleH-
Hble CHUMNCaMM 1 reHaMn pacnosioXKeHbl Ha pasHbIX ydacTKax ANMHHOMO nne-
ya. Mukpogeneumn B onpenerieHHOM panoHe XpoMocombl 15 npuBOOAT K
BO3HMKHOBEHWUIO CUHOpPOMa JWHMXKenmeHa u cuHgpoma [lpagepa-Bunnw.
BoisiBnieH 6onblwon cnektp 3abonesaHuin, accoumMmMpoBaHHbIX C MyTaunamMm B
reHax 3ToM XPOMOCOMbI: anbbuHmnam, cnHgpom bapTttepa, cuHapom bnioma,
rMHEKOMAacTus, ocTpasi rMnoMesiaHo3, NPoMUenounTHas nenkemusi, Mbllled-
Has guctpodus, wmsodpenna, TuposnHemmna (Mb 15922.5 — tun 1, tTun 2
nokanunsoBaH B 16q23.2. cpegHsas 4vactota pegkas 1:900000), anunencus,
bonesHb Tea-Cakca (Mb, 15922.4, yactota ans eBpees-awkeHasn 1:3600,
HO B Apyrux nonynsauusax sctpedaetca peako 1:360000, rpynna cuHronm-
nnao30B), 1 pag ap.
Xpomocoma 16
B aTonm xpomocome coepxaHue reHoB Ha eauHuUy AJMHbI Bbllle
cpefHero no reHomy. bonbLUMHCTBO reHOB U CHWUMNCOB CKOHLEHTPUPOBaAHO B
5-6 obnacTax XxpomMocoMsbl. BeisiBNeH psag cepbesHbix reHeTudeckmx 3abone-
BaHUM CBA3aHHbIA MyTaUUAMMU: paK rpyau, pak xenygka, cuHgpom [urtens-
MaHa, XPOHUYECKUNIA rpaHyriomMaTos, apuTpounTos, 6onesHb pblbbnx rnas, re-
naTUYEeCKNN rrMKoreHes, anbda-TanacceMmsi, NofMKMCTO3Has OonesHb Mo-
yek, MuenougHas fenkemus, KapuMHoMa dAWYHUKa, CcnacTuyeckasd
napannerusi, TUPO3MHEMUS, MYKOMofMcaxapouaos, cuHgpom Jlvggna, 6o-
nesHb Mopkuno (mykononucaxapugos — MIC IV tuna, nogtnun A. NmeeTtcd
nogtvn B — B 3p21.1) n ap.
Xpomocoma 17
30ecb Takke MMeeT MeCTO OOBOSIbHO BbICOKOE coepXaHue reHoB no

CpaBHEHNIO C OAPYITMMN XpOMOCOMaMUn (I'Ipl/l nepecyeTe Ha eaunHULY D,J'IMHbI).
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BbisiBEeHHbIE TEHbl, MOBTOPbLI U CHUMCHI, pacnpeaenexHbl BAOb XPOMOCOMbI
HepaBHOMEPHO. BONbLNMHCTBO CHUMNCOB COOEPXKUTCA B panoHax OSIMHHOIO U
KOPOTKOro nre4ven, npunexawmx K ueHtpomepe. AccounmpoBaHHble 3abone-
BaHWSA: criopagunyeckui pak rpygu, pak npssMon Kuwkn, anabet, 6ynnesHbin
ANUAEPMONU3, reMoniMTuyeckas aHemusi, dcceHuuanbHasa rmnepToHusi, ocT-
pasi IenkemMus, MbllleyHas OUCTPOdUs, MMOCTEHNYECKUA CUHOPOM, MUESO-
nepokcugasHas HegOCTaTOYHOCTb, pak A3blka, pak AWYHWKA, HacneacTBeH-
Hasi MMOTOHUS, HempobnacTtoma, Henpodunbpomatos PeknuHrayseHa tvn 1
(MB, 17g11.2, yacTtoTta 1:3000, nmeetcs TMn 2 akasynctundeckmin B 22q11.2),
cuHgpom BaTcoHa, n ap.
Xpomocoma 18

O6Lee 4yMcno reHoB 1 YUCIIO FeHOB, MyTaL MK B KOTOPbIX CBA3aHbl C na-
TONOrnMaAMK YernoBeka, B HEM OTHOCUTENbHO HeBenuko. B obnactn ueHTpome-
pbl NPaKTUYECKM OTCYTCTBYHOT FeHbl, MOBTOPbI U CHUMCHLI. MOXHO OTMETUTb
KOHLEHTpaLMI0 CHUNCOB B NPULIEHTPOMEPHON 061acTu KOPOTKOro nreva 9Tou
xpomocombl. Cpeaun 3aboneBaHuii, accoLMMPOBaHHbIX C 3TOM XPOMOCOMOW,
UMEKTCA aMunongos, pak nNpPsIMON KULWKKW, O©ynnesHbln anuaepmonns, B-
KnetoyHasa nenkemusa/numcoma, apuTponoaTuyeckaa npotonopoupus, pak
noaxenynovHou xenesbl, cuHgpom dasapaca (Xb tpucomusa 18g11 ¢ yacto-
Ton 1:7000, y 10% 13 HUX MO3anyHas popma, a TpaHCOKaunoHHasa BCTpe-
yaeTtcsa penko. B 95% cny4yaeB aTOro cnMHapoma XapakTepHbl gonmxoueda-
nuyeckmn Yyepen n nekcopHoe crmbaHme KUCTU C HaNoXeHUEM yKasaTeslb-
HOro nanbua Ha 3-n, a 5-ro Ha 4-1; BO BCEX 4acTsX Tefla BblpaKeHHbIN
ancmopduam, «Ctona-kavanka». o 1 roga goxusatoT Tonbko 10% peten),
cnugpom ge Mpywn (Xb, moHocomusa 18p-, ¢ yactoton 1:60000. ocHoBHas
npuynHa geneuma B rametoreHese y OAHOro u3 poautenen. [MopaxeHus
LIHC c rpybon n 6e3 rpybon natonornm ronoBHOro Mo3ra oT Yero 3aBUCUT U
NPOAOITKNTENBHOCTL XN3HU (A0 60 neT), ANCNNacTUYHOCTb Tena, CUHOAKTU-
NnA 1 «CTomna-kayanka») n ap.

Xpomocoma 19
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NHK, Bxogsiwas B 3Ty XpOMOCOMY, UMEET pa3mMep OKOJSI0 67 MIIH. n. H.
OHa Haubonee 6orata Ll-mnapamn HykneoTMaoB NO CpaBHEHUIO C APYrMMU
XpoMocomMamu YyernoBeka. B Hen Takke cogepxutca bonbluee, Yem TeopeTu-
YeCKN MOXHO ObIfno paccynTaTh, YACHO reHOB M NOAOBHLIX UM y4acTKOB (9KC-
NpeccupyroLLnXca nocnegoBaTenibHOCTEN, Tak HadblBaeMbix ESTS), yTo Ha-
XoauTca B cooTBeTCTBUM C BbicokuM [LI-conepxaHnem OHK aton xpomoco-
Mbl (Ha 1 MSH. M. H. NpuxoanTCcAa 23 reHa npu cpegHeM 3Ha4YeHumn rno reHomy
okosio 10). Ewe ogHO oTnnydmne 3akrovaeTcs B TOM, YTO B HEN UMELOTCA No-
cnegoBaTenbHOCTU, KOTOPblE FOMOSOIMMYHbLI NOcneaoBaTeNbHOCTSAM, pacho-
NOXEHHbIM Ha WecTHaguaTu Apyrmx Xpomocomax 4enoseka. Kpome Toro,
Anst Xxpomocombl 19 xapaktepHa HanbonbLluasa NiIoTHOCTb PACMNONOXEHUS MU-
HucaTennuToB. AccouunpoBaHHble 3abonieBaHus: runepTpoduyeckasa Kap-
avommonaTtus, pak NpsaMon KULWKKW, uepebpanbHada aptepuonaTusi, caxapHblii
nguonaTnyecknn guabet, rMnepnunonpoTeMHEMUS, HAcneaCTBEHHbIW TUMOo-
TMponamsm, octpasa numdgobnactHas nevkemus, nenunHod (Mb 6onesHb c
3anaxomMm KrneHoBoro cupona. [eteporeHHada rpynna, MB rnokanusyetca B
19913.1, a Takke B 1p31.2 — ™vin 2, 6p22.2 — TMn 3. Yactota 1:90000-
120000), mnoToHn4eckasa guctpodusa (MmmotoHna TomnceHa, 19q13.6, yacTto-
Ta Bapbupyet 1:1000-10000), apuTpouMTO3, aTEPOCKIIEPO3 KOPOHAPHON ap-
Tepun n MHorue ap.

Xpomocowma 20

Xpomocoma 20 ctana TpeTben rno BPpEMEHU MOSTHOCTbID CEKBEHUPOBAH-
HOW XpoMocoMmou Yyenoseka. 1o pasmepy coctaBndeT BCero okono 2% reHe-
TUYECKOro Koda reHoma 4enoseka. ['eHbl, NOBTOPbI U CHUMCLI pacnpeneneHsbl
BOOSb XPOMOCOMbl HEPABHOMEPHO. BbisiBneHo, 4To B Xxpomocome 20 Hapsaay
c 600-700 reHamun, pacnosioXeHHbIMWU B HECKOSNbKMX OCHOBHbLIX 0bGnacTsx,
cogepXutca MHoxectBo (okono 170) nceBAoreHoB. [€Hbl 3TOM XPOMOCOMBI
HecyT MHopMaumio 0 psae 3aboneBaHUn YeroBeKa, HaunHas OT OXKUPEHUS
N 3K3eMbl U 3akaH4MBasa crnaboymmem m KkaTapakTon, C MyTauusiMn CBA3aHbI

TSHKENble HapyLeHUs UMMYHHON cucTeMbl (Hanpumep MB - Tsxkenblin KoMGK-
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HUPOBAHHbLIN UMMYHO4EMUUMT UM HELOCTATOYHOCTb (PepMeHTa ageHO3MH-
aesamuHasbl, 20q123.1, peakaa dpopma 1:500000), 6onesHb Kpentudensaa-
Akoba, 6bones3Hn cepaua, actMa, CKeneTHasi gucnnasus, renatonsieHomera-
nus, guabet u ap.

Xpomocoma 21

ABnsieTca camMon MarneHbLKom no pasmepam U MHPOPMAaLUMOHHOWU EMKO-
CTW, Ha ee gont npuxogutcs He 6onee 1,5% oT Bcero reHoma 4enoseka. Ho
CeKBeHMpoBaHa oHa Oblfa TONbKO BCrepn 3a XpoMmocomon 22. Ynucno reHos B
Xpomocome 21 oTHocuTenbHO HeBenuko. MNpu pasmepe okono 50 MAH. N. H. B
Hen obHapyXeHo noka Tonbko okono 200 reHos. [Ina cpaBHeHUs, 22-aa Xpo-
MocoMa npu 4yTb Bonbwem pasmepe (56 MrH. n. H.) cogepxmnt noytn 500
reHoB. MHorga roBopsAT, 4To 21-ad9 xpomocoMa npeactaBnseT «reHOMHYH
nycTblHIO». B Hen, Hanpumep, eCTb y4acTOK ASIMHOW B 7 MISH. M. H. (3TO
bonblie nonHoro reHoma Gaktepuun Escherichia coli), cogepxawuin Tonbko
OOMH reH. Mimetowmecs reHbl KOHLEHTPUPYHOTCA B OCHOBHOM Ha KOHLE AJINH-
HOro nfeYya, a CHUMCbl — B 0611aCTU LLEHTPOMEPHI.

[Mpyn HanNuuuKM B KreTkax Tpex ee Konum Bo3HuKaeT 6onesHb dayHa (Xb,
21921. vyactota 1:550-650, cpean ymcTtBeHHO oTcTanblx BbiaBnsetca y 10-
12% 6onbHbIX. B 95% BCex cnyyaeB cuHapoma Habnogaetcsa npoctas (pe-
rynapHasi) Tpucomus 21, B 4% HabntogaeTcsa TpaHcnokauunsa 21 XpoMOCOMbI
Ha 15 unn 14 xpomocomy, pexe 22 un Y. Mo3anyHbIii BapnaHT cocTaBnseT
okono 1% Bcex cnyyaeB cuHapoma). pegnonaraeTtcs, 4TO U3-3a Maroro
yucna reHoB B 3TOW XpoMocome noaun, bonbHble cnHgpomom [layHa, JoOXu-
BalOT OO0 B3POCIOro COCTOSIHWA, TOrda Kak AeTu C TpeMs KOMUsMu Lpyrnx
XPOMOCOM, KpOME MOosioBbIX XpPOMOCOM X 1 Y, nocne poXxaeHns XX1UBYT BCEro
Heckonbko gHen. Kpome cuHgpoma [dayHa myTaumm acCouuMmpyroTCa C CUH-
apom Yuwepa, rononposaHuedanmen n HekoTopbiMKU dhOpMaMK 31I0Ka4vecT-
BEHHbIX OMyXOmnen.

Xpomocoma 22
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OHK aTon xpomocombl Obina cekBeHnpoBaHa nepson (aekabpb 1999r.),
NnoaToMy OoHa M onucaHa bonee nonHo. B xpomocome 22 octanucb Hepac-
LUNPPOBAHHBIMU BCEro HecKorbko yyacTkoB, meHee 3% anuHbl [HK. Ona
cogepxut okoro 500 reHoB u 134 nceBgoreHa. Bce 91K reHHble nocnegosa-
TENbHOCTU BMECTe C BHYTPUr€HHbIMW HEKOOVPYHOLLUMMU paloHaMu HUMpo-
Hamu cocTtaensaoT Bcero 13 mnH. n. n. Cpean reHoB B XpoOMocoMe 22, nme-
IOTCA Takue M3BECTHble, KaK reHbl UMMYHOrno0lyrMHOB, reHHble CEMENCTBA,
Koaumpywme pasnuyHble pepMeHTbI, anosiMnonpoTenHbl N KPUCTaNSINHBLI.
CpenHuin pasamep reHa aTon XpomMocombl — 19,2 TbIC. N. H., XOTS CaMbli Ma-
NEHBLKUI COCTOUT NULLb U3 1 ThIC. M. H., @ camMblin 6onbLION — U3 583 ThIC. M. H.
Heckornbko reHoB cogepXaT TONbKO OOAMH 39K30H, HO, C APYron CTOPOHbI, UMe-
€TCH OrPOMHbIN reH, COCTOSALNNA N3 54 9K30HOB. BennymHbl 9K30HOB Bapbu-
pytoT oT 8 0O 7,6 TbIC. N. N. YCTAHOBMEHO, YTO [Ba U3BECTHbIX reHa fokanu-
30BaHbl B MPOTSXKEHHbBIX HUTPOHAX ABYX APYrMX FEHOB — «reHHble MaTpeLu-
Kn». Ha ponto ncesgoreHoB npuxogutcs Bcero 204 TbIC. M. H., NPUYEM
BGONbLUNMHCTBO — 3TO NPOLIECCUPOBAHHbIE MCEBOOMEHbI, TO €CTb Y HUX OTCYT-
CTBYIOT HUTPOHbLI. [lceBaoreHbl XpOMOCOMbI 22 B OCHOBHOM OTHOCSATCSA K Ce-
MencTBamM MMMYHOrNo0YnMHOB, KpUCTaiiMHOB, unToxpomoB n ap. OOHapy-
XeH TOMbKO OAWH KnacTtep, COCTOAWMN M3 26 nceBOOreHoB, PsiAOM C LEH-
TpomepHon obnactbto. Ewe onpegeneHbl He BCe TEHbl M MNCEBOOrEHbI
Xpomocombl 22. lNoBTopsitowmecs nocnegoBaTesibHOCTU, He Kogupylowme
6enkn, coctaBnsaT 11% aton xpomocombl. Alu-noOBTOPbI POPMUPYIOT BNOKK
B panioHe LEHTPOMEPDI U LeHTpa ASTMHHOIO nneva.

[Ans Xxpomocombl 22 B HacTosiLee BpeMSA YCTaHOBMEHbI PYHKUUU Npu-
MEPHO nonoBuHbl reHoB. Okono 160 reHoB, pacnonoXeHHbIX HA XPOMOCOME
22, rnoKasblBalOT 3HAYUTENbHY FOMOSIOMMID C reHamu Mblwn. HecmoTps Ha
cBOW HebornblUME pa3Mepbl U Manoe YMCro reHoB, ee NaTosiornga ycTaHoBre-
Ha NPU HEKOTOPbIX NrEHETUYECKMX U OHKONorndyecknx 3abonesaHmax. Cendac
n3BecTHo 27 3aboneBaHui, BbI3BaHHbLIX HAPYLUEHUSIMU B pa3HbIX reHax Xpo-

MOCOMbI 22 4enoBeka: OT paka (MVIeJ'IOM,EI,HaFI J'IGVIKGMI/IFI) 4O npeagpacnorsno-
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XEHHOCTU K LLUM30MPEHNN U MAPKMHCOHN3MY, a TaKKe CEepPbe3HbIX aHoOMarnumn
cepua v HepBHOM cuUCTEMbI. 3BECTHbI MHOrOYUCIEHHbLIE FTEHOMHbIE U XPO-
MOCOMHbIE MyTauun: TPUCOMUS XPOMOCOMbl 22 BbI3blBA€T CUHOPOM «KO-
Wwaybero rnasa» (Xb, konoboma pagyxHon 0605I04KM, KPOME ITOro Bbi3biBa-
eT aTpe3uto aHyca, Tshkerble NOPOKU PasBUTUA U YMCTBEHHYIO OTCTanocTb).
Brnnset Ha passutne 6onee 20 cuHapomoB — BnaemaHHa-beksuta, AHrenb-
MaHa, Annagxuna-YotcoHa, [apgHepa, HeHuca-Ipawa, JlaHrepa-I'manoHa,
Munnepa-Oukepa, KopHenun pae Jladre, [lNNannuctepa-Kunnuana, TPOC-I,
WAGR.

Tpucomusa 22 — BTOpad MO 3HAYEHUIO MPUYMHA BblkMAbIWeEN y bepe-
MEHHbIX. BblnageHue (Ooeneumsi) OOHOrO M3 paMoHOB ASIMHHOIO nredya
(22911.2) npusoaut K cuHapomy [n [DKOpOoKn, KOTOPbLIA CONPOBOXOAETCS
annasuen Tumyca, nopokamu cepua v aHoManMamMn pasBUTUS, HECOBMEC-
TUMBIMN C XXWU3HbIO, @ ecnu geneunsi MEHbLUMX pa3MepoB, K Beno-kapamo-
daumanbHOMy CUMHOPOMY C XapaKTePHbIMW NOPOKaMKU cepaua U KpYnHbIX CO-
cynos. lpn nenkosax n nMM@omax Takke BblABNEHbl TPUCOMUM U MOHOCO-
MWW, OBMEHbI y4acTKaMi (TpaHCNoKaunmn) pasnnyHblX XpOMOCOM U XPOMOCO-
Mbl 22. Cambl U3BECTHbIN npumep — hunagensumnckas xpomocoma, obpa-
30BaHHada B pes3ynbTaTte TpaHcnokauuum mexagy Xpomocomammn 9 un 22. B
CONMMAHbIX OMYXOSisIX TaKkKe AOCTaTOYMHO 4acTo OBHapyXMBalT pasfnuUyHble
TpaHcnokaumMm ¢ BOBNeYeHnemM XpoMocomsbl 22. HenpogpunbpomaTtos PeknnH-
rayseHa akasyuctmyeckmn tun 2 (Mb, 22g11.2, yactota 1:3000-5000. Tun 1
pacrnonoxeH B 17911.2), A Takke peTMHobnacrtoma M octeocapkoma, MHO-
XEeCTBEHHasi 3HOOKpMHHAgA Heonnasus (Tun 2A), Henpodumbpomatos (Tun | n
[I).

Xpomocoma X

OTO XeHckasi nonosasi Xxpomocoma. Hanunumne gsyx X (XX) onpenenser
XeHckun nos. MNapa xpomocombl X y MyXYUH — OMepTBeBLUAadA N KopoTkasa Y-
XpOMOCOMa. Y XEeHLNH B OOHON N3 2 XpOMOCOM X MPOUCXoanNT MHaAKTUBaLUSA

BCEX TeEX NreHoB, KOTOpble HE MMEIOT MNMapbl HA XPOMOCOME Y. B xoge 3M6pVIO-
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HanbHOro pa3BUTUS 3Ta XPOMOCOMA Ha BCEX HYXKHbIX ydYacTKaxX NoKpbIBaeTCs
0CoObIM MHaKTUBMpPYOLWNM Benkom Xist nnu cxmmaetca «neneHkony» benka-
MCTOHA TaK TYro, YTo He MOXeT paboTaTb. [eHOB B XpoMocome X HEMHOrO,
OHU cOoCpeaoToYeHbl B OCHOBHOM B ABYX 0611acTsx: NpULEHTPOMEPHOM pain-
OHEe KOPOTKOro rnsieya 1 Ha KoHue AJSIMHHOro nrieda. CHUMNCbI KOHUEHTPUPYIOT-
Cs B cepeanHe OANWMHHOMo nfieya XpoMocombl. ACCOLMUPOBAHHbIE C reHamu
XpoMocombl X 3aboneBaHus: MblwleyHass auctpodpums (mumogmnctpodums) [ro-
weHHa n bekkepa (Xp21, yactota 1:3000-3500 gns myx4uH), cugepobna-
CTUYeCKasl aHEMUS, pak rpyau, pak npocraTbl, KapguomuonaTus, xopmonge-
peMus, Ouckepartos, dnunerncus, rmuueponkuHasHas HegoCTaTOYHOCTb, O-
HaZoTponuHOBasd HeLOCTaTO4YHOCTb, NXTNO3, CUHOPOM BaprTa,
Mykononuncaxapongos-2. N'emocpunma (Mb, dpopma A nokanmnsosaHa B Xq28,
a oopma B B Xq25.3, yactota 1:10000 gnsa myx4mH). Cungpom MapTuHa-
benn (pparmnbHaa X-xpomocoma unm cuensieHHas ¢ X-XpOMOCOMOW YMCT-
BEeHHas oTcTtanocTtb; reH 3aboneBaHuss FMR1 mnmeeTt mapkep fraxXq27.3 -
Knaccudyeckas popma obosHavaeTca FRAXA 1 o3HayaeT, 4To B NpemMyTaumnm
B HOpMme 4ucno nostopoB Tpunneta [T konebnetca ot 2 oo 54, a ecnu no-
BTOpOoB 200 — nposABnseTcs nofHas MyTaums cO BCEMU KITMHUYECKUMWU NpU-
3Hakamu. Nepexoq oT npemMyTayum K NOSIHOM MyTauuM Ha3blBalOT AMHaAMUN4e-
CKOW MyTauuen, n OCyLeCTBISIETCS OHa TOSbKO NpWU nepefadvye reHa oT mMa-
Tepu. JKcnaHcus (yBenudeHne konuim) 3ameTHo Bonblue nposaBnseTcs npu
nepenayvye ot MaTepu K CbiHY, 1 MeHee OT Mmatepu Kk govyepu Yactota Mb 0,3-
1:1000 n 0,2-0,6:1000 Ans »EHLNH, YTO COMOCTaBMMO TOSNbKO C 4YacTOTOU
cuHgpoma [ayHa 0,55-0,65:1000. y Mmy>x4mH 80% OGONbHBIX MMEKT KITMHUYE-
CKMEe W unToreHeTndeckme npusHaku, a 20% TakoBbIX NPU3HAKOB HE MPOSAB-
NAT, OAHAKO Nocre nepefayv mytauum CBOUM OeTsSM MOryT MmeTb 0onb-
HbIX BHYKOB. TakuUX MYXYMH Ha3blBAOT mpaHCMummepbl, TO eCTb nepenart-
YUKW  HEIKCNPeccUpyemoro MYTaHTHOrO T[eHa, KOTOpbIn CTaHOBUTCH
aKcnpeccupyembli (NOBTOPSEMbIV) MPpWU darbHEnLWen rnepegadvye nocreqyto-

WM MnOoKOoNneHnAmM B pO,EI,OCJ'IOBHOIZ. |El,OL-IepI/I N poAdHble CeCcTpbl MYX4YUH-
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TPAHCMUTTEPOB KakK MpaBuUSi0 reTepPO3UroTHblIE HOCUTENWN, UMEIT KITMHUYe-
ckme npusHakm B 35% cnydaeB). HegocTtaTOYHOCTb  NHOKO30-6-
aervaporeHasbl (nokanusyetcsa B Xq28, peakun aTHM4eckun sapuaHt Mb, Ho
B HEKOTOPLIX MOoNyndauusax vactota Ans Myx4dmH coctasndeT 1:4-20), CuH-
apom XaHntepa (MbB, MIC |l Tuna, reH B cermeHTe Xq25.3).

HapyweHna no umcny X n 'Y XpoMOCOM OTHOCAT K 20HOCOMHbIM CWH-
apomam. YHalle Bcero 31o NosIMCOMUS Mo X-XpOMOCOME C MY>KCKUM UIN XKeH-
CKMM (PeHOTUNOM, HO BbiBaeT 1 nonimcoMma no Y -XpoMocome.

Tpunno-X (Xb, 47,XXX ¢ yactoton 1:770 HOBOPOXAEHHbLIX AEBOYEK).
OnucaHbl nonncomMmun, BrNoYarowme 7-12 X-xpomocom, npu 3Tom Habnoaa-
eTcsa npsiMasi 3aBUCUMOCTb C TSXKECTbIO KITMHUYECKUX MPOABIIEHUMA U YMCT-
BEHHOM OTCTanoCTbHO.

EQVHCTBEHHBIN NpUMep NOSTHOM MOHOCOMUK MO X-XPOMOCOME SBRdAeT-
ca cuHgpom Lepeweckoro-TepHepa, 4vactota kotoporo 1:1430 HOBOPOX-
AEHHbIX AEeBOYEK, XPOMOCOMHbIN Habop 45,X0O — knaccuyeckun BapunaHT, Co-
ctaBnseTt 55% Bcex cnyyaeB. Hanbonee xapaktepHbl AMCNNACTUYHOCTb Te-
na, 3agepka nosioBoro co3peBaHns, KPUTUHU3M.

OpHako, npyv MNOAMCOMUU MO X-XPOMOCOME C MYXXCKUM (PEHOTUMOM
BCTpeyaTca opmbl ¢ g06GaBOYHOM X-XPOMOCOMOW, Hanpumep CUHOPOM
KnanHngenstepa (Xb, 47,XXY - knaccuyeckasi popma, coctasnset 80% Bcex
cnyyaeB cuHgpoma, npu 4actote 1:500-700 myxumH. Pegko 6biBaeT
48,XXXY n BapuaHTbl Mo3anyHon dopmbl: 46,XY/ 47, XXY). [1na Bcex xapak-
TepHa Tpuaga NpU3HaKoB: NTMHEKOMACTUs, atpodus unm rmnonnasnsa TecTu-
Kyn n 6ecnnoame. A Takke MOBbILWEHHbIA YPOBEHb FMOHA4OTPOMMHOB, a300C-
nepMms Unn onurocnepMmns, aytuam, MHQAHTUIN3M.

Y-xpomocoma

OTa ManeHbkasi nofioBas xpomocoma onpegenset Mmyxckon non (XY) y
yenoBeka. Coaepxalumecsa B Hel nocnegoBaTenlbHOCTM paccMaTpuBaloT Kak
OYeHb «Hble». CKOpPOCTN MyTaLMW B 3TOM XPOMOCOME B 4 pasa Bbllle, YeM B

XpomMocome X. eHbl, NOBTOPbI N CHUMCbI BbIABJIE€HbI MWL HA NeBOM KOHLE

41



9TON XPOMOCOMbI (NpaBbl NOKa He MOSHOCTbID CEeKBEHWpPOBaH). 34ecb Co-
AepXuTcsa BonbLLOe YUCIIO rnasluHOPOMO8, NO 3TON NPUYNHE MOSIBUIOCH Aaxe
BblpaXxkeHune: «Y-xpoMmocoma — 3an 3epkan». A BOT reHOB B HEW HEMHOIO, UX
MakcumarbHoe yucrno He gocturaet u 100, a Ha 1 MNH. BYKB-HYKIEOTUAOB B
cpefHeM NpuxoauTcsa Bcero okosio 5 reHoB. OCHOBHas posib TEX FEHOB, KOTO-
pble MMEITCS, 3aKNiyaeTca B KOHTPONMpoOBaHUN AN depeHLMpoBKM Nona,
dopmMmmnpoBaHun An4ek K crnepmartoreHesa. B 4acTtHOCTW, OCHOBHOWM reH
«camLoBOCTM», Ha3BaHHbIN SRY (Sex-determining Region of Y), kogupyet
6enok, KoTopbIn BKoYaeT B paboTy MHOrMMe reHbl Apyrux XpoMOCOM U TeM
CaMbiM BbI3blBae€T Kackaj OMOXMMUYECKMX peakuuir, KOHEYHbIM pesyribTar
9TNX npoueccoB — obpasoBaHue andek. eH SRY npakTuyecku OAMHAKOB Y
BCeX nofen, HO B fecATb pa3 boriee oTnuyeH y nogen n obesbsH, 4Yem Bce
apyrme ux reHbl. MIHbIMW cnoBaMu, Ha CErofHAWHUN OeHb 3TO CaMbl KOH-
cepBaTMBHbIN reH BHYTPU BUAA N CaMbll JUHAMUYHBIA MeXY BUOAMM.

OTmeyeHbl crniydan nonmcomumn no Y-xpomocome (47/XYY — yactoTa
1:1000; 48/XYYY un 49/XYYYY — 1:250000). XapaktepHbiMU Npu3Hakamu Ta-
KO XpOMOCOMHOM NaTosiorMm SBNSAITCA Yalle BCero yBenmyeHve nponosb-
HbIX pa3MepoB YacTen Tena, acoumarnbHOe NnoBedeHne N pasnnyHble NCUxo-
norn4yeckne HapyweHus, xapaktepHole ana 35% 6onbHbIX. CTeneHb yMCT-
BEHHOW OTCTanoCcTu TakKXe yBernnymMBaeTCsa C 4ucrioM Y-xpomocoM. CoBcem
HEMHOro reHoB B XpoMOcoMe Y accouumpoBaHo ¢ BonesHssMu YernoBeka, oc-
HOBHble — roHafHbIA ANUCreHe3 n cMHApoM kneTok CepTonu.

N3BECTHO, YTO MUTOXOHAPUM coepXaT CODCTBEHHYIO KOJSIbLIEBYHD MO-
nekyny mwutoxoHgpuaneHon [OHK (mTtOHK), ewe umeroT cneunduydeckme
MPHK 1 TPHK 1 cobcTtBeHHbIe pbOCOMbBI, KOTOPbIE MEHbLLE LMTONNasMaTm-
yecknx pmbocom. Hncno mutoxoHgpum B krnetke ot 1 go 100000, Hanpumep:
B oouuTax, Oyaywmx sruekneTkax, UX O4eHb MHOro, HO B crniepmMaro3ounge
BCEro 4, N OHM He MPOHUKAKT B ANLEKITETKY Mpu onriogoTBOpeHun. VIHbimu
cnoBamu, BCe MWUTOXOHAPUM BO BCEX KneTkax nwboro uHaveBMaa UMeEroT

TOJIbBKO MaTepuHCKOE NpounucxoxageHume. He cnepnyert 3abbiBaTb, YTO B Ha-
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cTosllee BpeMsa cywlecTByeT bonbliasa knaccudpukauma 6onesHen cBsi3aH-
HbIX C U3MeHeHUsaAMU MutoxoHgpuansHon OHK vnu oyHKUMKM MUTOXOHOPUA.
Hanbonee pacnpocTtpaHeHbl TOYEYHbIE MyTaumn reHoB 1 geneumn. OnucaHol
HacneacTBeHHble N NPUoBbpeTeHHbIE COCTOSAHUSA, nopsiaka 10 kaTeropun CUH-
APOMOB, KaXAblll U3 KOTOPbIX UMEET MHOrorpaHHble KNMHUYECKNE NposiBre-
HUS1, HO NPaKTUYECKN BCE COMPOBOXOAOTCA cygoporamu, aTpomnamMmm HepBoB
N KOPbl FOSIOBHOMO MO3ra, MblLLEYHOW criabocTblo, napanMyamu, nopaxeHnem
COCyaO0B, paHHEN CMEPTHOCTbIO U T.O. ITO 0OYCNOBMAEHO HapyLUEHWEeM OcC-
HOBHOM (PYHKLUMN MUTOXOHOPUA — OKUCIIEHWE OPraHUYecKUX MOJSIEKYST C UC-
nosib3oBaHMeM kucriopoga u BblpaboTkon aHeprum ATP. NHbiMK crnosBamu
MUTOXOHAPUN 3TO «IHEPreTUYECKNEe CTaHUUKU KNEeTKU» N HapyLUEeHUsl CBA3aH-
Hble C HUMWN HECYT TAXKerble U He n3revynmble NocnencTBUS.

(CokpalleHune «M.H.» — 03Ha4yaeT nap HyKNneoTuaoB, U OTNIMYAETCS OT CIOBO-
coyeTaHus «byKB-HYKNeoTUO0B» MO KOSIMYECTBEHHOMY NoKa3aTento).

NMABA 4. BPOXOEHHbIE MOPOKU PA3BUTUA

Tepatonorusa (ot rped. Teratos — ypoa, 4yaoBuLLe) — Hayka 06 aTMono-
run, NnaToreHese 1 NPOSBNEHUSX BPOXAEHHbIX nopokos pa3sutna (BIP). Te-
partonorna crtana passmBaTbCs ¢ Hadana XIX B., HO Tonbko B 50 — 60-x rr. XX
B. OblIM cUCTEMATU3NPOBaHbLI MMeKLMeCcs Mo pasHoobpasHbiM ypoacTBam
AaHHble N NpeanoXeHO Ha3BaHue «Tepartonormsa». KnnHuyeckaa tepaTtono-
s Takke n3yvaeT KIMHUKY, OMarHOCTUKY, MeTOAbl NIeYeHUsa 1 MpodunakTnku
3aboneBaHuK, cBsA3aHHbIX C NposaBneHnem BIP.

Moa TepMUHOM «8pOoXAeHHbIU Nopok pazsumusi» (BIP) cneayet no-
HUMaTb CTOMKMe MOPAONorMyeckne U3MeHEeHUs opraHa unm BCEro opraHms-
Ma, BbIXo4sLWME 3a npedesibl Bapuaunm nx CTpoeHun. BpoxxaeHHbIe MOpoKu
pa3BUTUSA BO3HUKAKOT BHYTPUYTPOOHO B pes3yrnbTaTe HapyLlleHUsl npoueccoB
pa3BUTUA 3apoabia unm (MHOro pexe) nocne poxaeHns pebeHka Kak cnea-

cTBMe HapyLweHus AanbHEWLWero (bOpMMpOBaHMFI OpraHoB. Kak CMHOHUMBI
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BIMNP mMoryT npMmeHsaTbCA TEPMUHbBI «BPOXAEHHbLIE aHOManMny, «BPOXOEH-
Hble MOPOKNY, «MOPOKN PasBUTUA» U «ypOaCTBaY.

TepMUH «8pPOXXOEeHHblIe aHOMaJsiuu» WCNONb3yKT Toraa, Korga XoTdar
0603HaunTb BIP, kOoTOpble HE CONPOBOXAAKTCA HapyLeHnemM yHKUUKN op-
raHa (Hanpumep, gedopmaumm yLIHbIX PakoBUH, He obe3obpakusaroline
nnua n cywecTBEHHO He oTpakatoLmnecsa Ha BOCNPUATUN 3BYKOB).

TepMUHbl «BPOXAEHHbIE MOPOKM» U «MOPOKU PasBUTUAY YynoTpebnsatoT,
korga obosHa4datT BIP, cBsdaHHble CO CTPYKTYpPHbIMM MepecTaHOBKaMu
XpoMocoM. Ypoactesamu HasbiBatoT BI1P, koTopble 06e306paxmnBatoT 4acTb
UM BCe Teno u obHapyXuBalTCs YyXXe Npu BHelHeM ocmoTpe. cxogs us
NPUHLNNOB AEOHTONOMMMU, 3TUM TEPMUHOM JyyLlie He NoNb30BaTbCA.

Cpegu BIP pasnuuatot 6osbwue (BAP) n manbie (MAP) aHomanuu
pazsumusi. BAP — 310 rpybbinn mopdosniorndyecknin gedekT (Mnu aHaTomuye-
CKMI) BbI3blBaOLLMA CTOMKOE HapyLUeHWe (PyHKUMK opraHa unu BCero opra-
HMU3Ma. Taknme NopoKM BO3HUKAKOT B OCHOBHOM B pe3yribTaTe HapyLleHUsl M-
BGpuoreHesa Unm HaMHOro pexe geToreHesa 1 NOCTHaTanbHOro opmMmnpoBa-
HUS opraHoB (NOpPOKM pa3suTUA 3y6oB, HesapauleHne BaTannoBa NpPoOToOKa,
oBanbHoro otBepctus). K BAP He cnegyeT oTHOCUTL MOCTHaTasbHbIE Hapy-
LLUEHMS NPOMNOPLUMIA NN pa3smMepoB OpraHoB, CBA3aHHbIE C HapyLeHnem pabo-
Tbl 9HOOKPUHHBIX Xenes, Hanpumep rmnodusapHas KapfinkoBOCTb, rUraH-
TU3M.

MAP — 310 cTomnkoe mMopdonornyeckoe N3MeHeHne opraHa He BbIXOAsi-
LLlee 3a npeaensl Bapyaunn Unn Haxogsuweecd y KpanHux rpaHul, sBapvaumm
CTPOEHMUS N He conpoBoOXaaroLeecs HapyweHnemMm PyHKUNN (CUHOHUMBbI: ANC-
reHe3ns, OM33aMBpMoreHeTUYeCKU Npu3Hak unu cturma, gncmopdonormye-
CcKas 4depTa, gucnnactmyeckas CTurma, MUKpOMNpu3Hak, MUKpoLereHepaTus-
HbIN Npu3Hak). Yalle Bcero aTo HapyLweHne Ha KOHEYHOW CTagun pasBuUTUS,
TO eCTb HapywleHue ructoreHesa 6e3 HapylleHus oyHKUMN opraHa. Tepmu-
HOM MAP pasHble aBTOpbl NpPeuMyLecTBEHHO 0603Ha4alT MUHUMArbHbIE

KNMMHNYEeCKMNEe OTKITOHEHUA OT MOpd)OJ'IOFMI/I nin CUMNTOMaTUKK.
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[Ons o6o3Ha4YeHNa BTOPUYHbLIX MOPOKOB Pa3BUTUS, BO3HUKAKOLLMX B pe-
3ynbTaTte OAHOro M3BECTHOrO WUNU npeanoriaraeMoro nopoka, unu Teparto-
reHHOro BO3AEWCTBUSI UCMONb3yeTcsi NOHATUE aHomasiad. Hanpumep, crno-
pagndeckun aHomanag lNbepa PobeHa, xapakTepHbl: MUKpPOreHusi (peskas
rMNONMasusa HWXHEN YerntocTn), a cneacTeme 3Toro — rrnocconTos (3anageHne
A3blKa), YMEHbLUEHNE POTOBOM MNOSIOCTU U O0bpasoBaHune pacwenunHa Heba. K
aTomy moryT gobasnsateca gpyrue BIP. Npun cnHgpome MoTTep manosogue
SIBNSETCS NaTOreHeTUYECKMM MeXaHM3MOM, a aTmonormus obycrnoBneHa reHe-
TUYECKUMN MPUYNHaAMN (aYTOCOMHO-PELECCUBHBIA MOMMKMUCTO3 MOYEK) Unun
MexaHn4yeckumMn (caaBnmBaHue MOYEeTOYHMKA), a BNOCNeACTBMM pa3BMBaeTCS
arHesusi nodek y nnoga.

Takue aTMonornyeckne n naTtoreHeTU4ecKMe CBA3UM Mexay pasHbiMU TU-
namMuM aHoManuim pasBuUTUS HasbiBalOT csedcmeueM. A Hecny4vyamHoe code-
TaHWe HECKONbKNX aHOManum passutna y AByxX u bonee MHAMBUMOOB Ha3blBa-
0T accoyuauyued.

4.1. Haubosnee pacnpocmpaHeHHbie BAP (BI1P).

AreHe3us — NonHoe BpPOXOEeHHOE OTCYTCTBME OpraHa (areHeausi NoYKu,
areHe3unsi NO3BOHOYHMKA, areHe3ns royloBHOro Mosra).

Annasua — norHoe BPOXOEeHHOEe OTCYTCTBME OpraHa C Hann4nem ero
cocyamcTon Hoxkn. OTcyTCcTBME OTAEMbHbBIX YacTen opraHa uHorga obosHa-
YyaeTcs TEPMUHOM, COCTOSILLUMM U3 rpeyeckoro crnosa oligos (manbln) N Ha-
3BaHMUA MOPaXEHHOro opraHa (Hanpumep, ONUrorMpusd — OTCYTCTBUE OT-
AeNbHbIX N3BUIMH MO3ra).

ATpe3unsa — nonHoe OTCyTCTBME KaHana unm 3apalleHne ecteCTBEHHOro
OTBEPCTUSI.

BpoxaeHHas runonnasuvsa — Hegopa3BUTUE OpraHa, KoTopoe MnposiB-
naeTtca oeuumMToM OTHOCUTENBHOW MaccChl UMK pasmMepoB opraHa. OTHocK-
TenbHas Macca — 3TO OTHOLLUEHNE abConTHOM MaccChbl opraHa K abcontoTHOM
Macce Tena pebeHka (nnoga), Bblpaxatowascs B npoueHTax. PasnuyatoT

NpPoOCTyo rnnonnasunio, bes HapyLleHUA CTPYKTYpbl opraHa, U guncnnacrtmnye-
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CKYIO TMnonnasuio, C HapyLleHMeM CTPYKTYpbl opraHa (rmnonnasus noyku, rm-
nonnasus nerkix u ap.).

BpoxaeHHas runeptpodusa (runepnnasuva) — yBernmyeHne OTHOCU-
TenbHOM Macchl (MNW pa3mMepa) opraHa 3a cHeT yBenunveHusa Konumyectsa (ru-
nepnnasus) unm obbema (rmneptTpodusi) KNeTok (rmnepnnasmsa 6onbLInX Mno-
nywapum, runepnnasusa matkm, 6poHxoB n gp.).

BpoxaeHHas runotpocpua — ymeHblleHMe Maccbl Tena nnoga wunu
HOBOPOXEHHOTO.

FeTepoTonusa — Hanuune KNeToK UM TKaHeW OAHOro opraHa B OPYrom
WM B 30HaAX TOrO Xe opraHa, rae ux ObITb He JOMMKHO (HanpuMep: OCTPOBKU
Xpsia 6pOHX0B B NErknx, To €CTb BHE CTEHKN BPOHXOB, KNeTkn MNypKuHbE B
KOope MO3Xeuka).

FeTeponnasua — HapylwweHne ANPPEPEHLMPOBKN OTAENbHbBIX TUMOB
TKaHen Unun pasBuUTne Kakon-rmbo TKaHn B HECBOMCTBEHHOM AJ151 HEE MeCTe C
3aMeLLeHneM eto HopMasibHOW TKaHW.

M'mapouedanuna, rmapoHecdppos — obpasoBaHMEe BPOXKAEHHLIX BOAS-
HOK.

Aucnna3ua — nameHeHne mMacchbl onpeneneHHoro opraHa (Hanpumep:
nvua, novek n ap.).

Ouspacdua nnu apadma — HezapaweHne aMOpPMOHaANbLHOM LEeNn N Ka-
KOR-NnMbo aHaTOMMYECKOW CTPYKTypbl (pacwenunHa rybbl, Heba, ypeTpbl, Nno-
3BOHOYHMKA).

OucxpoHusa — HapylleHne TeMMoB pPasBUTUSA, UX YCKOPEHWE WUNu 3a-
measieHne. OTHOCAT K KIieTkaMm, TKaHAM, OpraHam unm Bcemy opraHusmy.

MHBepcua — obpaTHoe (3epkanbHOe) pacnorioXeHne opraHoB.

KpnTopxusm — OTCYTCTBME B MOLLUOHKE OOHOro unm oboumx Aundex,
0o0ycnoBneHHoe 3afep>XKon MUX BHYTPUYTPOBHOro nepemelyeHus m3 3abpto-
LLUMHOrO NPOCTpaHCTBA.

Jlobynauma — gononHuTenbHasa gons ferkoro unm nevyeHn. BoamoxkHbl

yBeJIM4eHmne ninn ymeHblueHmne AOren Nerkoro, rofloBHOr0 Mo3ra Umnm NeYvYeHmu.
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MeTanna3ua — BTOpUYHOE M3MeEHeHne AnddPepeHUMPOBKN TKaHEN B
pesyrnbTaTe XPOHNYECKOro BoCnaneHus.

Makpocomus (rmraHTusm) — yBenmyeHHasa anvHa tena.

Mukpocomus — ymeHbLLEHHAdA ANNHA Tena.

HepasgeneHue (cnvsiHne) opraHoB UNKN OBYX CUMMETPUYHO UMW accu-
METPUYHO pPasBUTbIX OQHOANLEBLIX BNM3HeLoB 0603HaYalOT TEPMUHOM «Ma-
a2u» (OT rpey. pagos — NPUKpenSIeHHbIN) — Hepa3aenuBLLIMECs ABONHU; ANs NX
angepeHumpoBaHms obasnalT TepMUH, obo3HaYaloWwWmn Mecto Ux npu-
KpenneHus (Topakonarn — coeguHeHHble B 0obractu rpyaHoOn KneTku, Kpa-
HWonarn — cpocLUMecs Yyepenamm).

HaseaHune BI1P, onpegenswowmnx HepasgeneHne KOHEYHOCTEW UM UX 4ac-
Ten, HA4YMHAKTCA C rpedYecknx NPUCTaBOK Syn-, Sym- (BMecTe), Hanpumep:
cvHOakTunus (cnuaHue) n cumnoaus (HepasgerneHve) narnbLes.

Maxucomma — yBennyeHne unmM yTOrLLEHME opraHa UMM ero 4acTtemn
(«rmaxu» - OoT rpey. pachys — TOMCTbIN, HAaNpPUMep: NaxMrnpus — yTosrieHne
N3BUIMNH MO3ra, NaxugakTuinga — yTosieHne nansues 1 ap.).

MepcuctnpoBaHme — coxpaHeHne amMbproHanbHbIX CTPYKTYP, B HOpMeE
ncyesarLmx K ornpeneneHHomMy nepnoay oHToreHesa, TO eCTb 3amMeSIeHHoe
obpaTHOe pas3BuTME opraHa, B HOpMe nogseprawouierocs atpodum (Hanpum-
Mep 6aTannosa NpoToKa UM OBasfibHOro OTBEPCTUS Y pebeHka cTaplle Tpex
MecsiLeB, Hanndne TmMmyca B Bo3dpacte ctapue 20 ner).

Monucommua — yaBOEHME UMM yBENUYEHME 4YUCNa OpraHoOB WM ero
yacTten. HassaHne HekoTopbix BINP, onpegensaiowmnx Hanmume gonosTHUTENb-
HbIX OpraHoOB, HA4YMHAKTCSA C NPUCTaBKN «rosiu» (OT rped. polys — MHoro, Ha-
npumMep: NONUrMpUs, NOANLAKTUNUS, NOSUCMNIEHNS WX OOMOSNHUTENbHAsA ce-
neseHka u ap).

CTeHO3 — CyXeHue KaHarna unm oTBepcTusi (CTEHO3 YCTbA aopThbl, CTe-

HO3 NIero4yHom apTepun, CtTeHo3 noveyHblxX KaHarnbueB U ,El,p.).
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JKTONUA — CMeLLeHne opraHa, To €CTb pacriosyioXXeHmne ero B Heobblu-
HOM MecCTe (Hanpwmep: pacnorsioXxeHne rnovykn B TaszoBon obnacTtu, cepaua —

BHE rpyaHOW KIeTKN).

4.2. Knaccugpukayuu MAP u noHssmue 2eHemu4yeckue MapKephbl.
BkntoyaeT 3 cTaHgapTHbIE rpynnbl:

AnbTepHaTtuBHas npusHakm — ato Te MAP, KoTOopble unu ectb, UNn nx
HeT (nanuniombl, Haceyku, AedeKkTbl ckanbna n ap.);

U3ameputenbHasa rpynna — MAP, onpeagensiemble abCcoONOTHbIM UK
OTHOCUTESIbHbLIM KOSIMYECTBEHHbIM 3Ha4YeHneM (YOnnMHEHNE, YKOpOYeHue, ns-
MEHEHMe KPUBU3HbI NOBEPXHOCTU 1 Ap.). [pn aTom yuuteiBatoTcsa Te MAP, y
KOTOPbIX OTKMIOHEHWE OT cpefHeapudMeTnyeckoro 3HavyeHnsa 6ornblue mnu
MEHbLLE YEM HA 2 CUTMbI.

OnucarenbHasa rpynna — 310 MAP, onsa KoTopbiX TPygHO NPUMEHUTb
KOSIMYECTBEHHbIE METOAbl U3Y4YEeHUs, HanpuMep U3MeHeHne PopMbl MSTKUX
TKaHen, LUBEeT BOJSIOC, KOXK U Ap. B aToM cnydae ncnonbayoT 6anbHy0 OLeH-
Ky: 1 6ann - cnabo BelpaxxeHHaa MAP, 2 6anna - 4eTko onpegensemaa MAP,
3 6anna - pe3ko BblpaxeHHass MAP ¢ KpaHUMW 3HAYEHUSAMMN.

Mo gpyron knaccndukauyum, cneumnanmncTsl AMCMopdosiorn, B OCHOBHOM
3apybexHble, BbIAENAT 4 TUNa KNUHUYECKN 3HAYMMBbIX BPOXOEHHbBIX aHOMa-
NN pasBUTUSA:

NOPOK pas3BUTUA — MopdoaedekT opraHa wmnm OONbLLIOIO y4yacTtka,
BO3HUKLUUW NO 3HOOrEHHbIM NPUYMHAM U3 N3HaAYanbHO aHOMAasIbHOro 3avart-
Ka, U ero pasBuTne rno HopmarsibHOMY MyTM HEBO3MOXHO (XPOMOCOMHbLIE CUH-
APOMbI U FeHHble MyTauun);

Aanspynuma — mopdoaedekT opraHa unm 60sbLIOro yyacTtka, BO3HUK-
LWMA NO 3K30reHHbIM NpUYMHaM M BO3OEMCTBOBABLUMIA HA W3HAYarbHO HOP-
ManbHbIN npouecc pasBuTUA. Oun3pynuuio OYeHb TPYOAHO OTOENUTb OT nep-
BWUYHOrO MopokKa, Hanpumep annasuvga fly4eBOW KOCTWU Mpu cuHapome XonT-

Opama 3TO MOPOK, a npu TanmgoMmmaHom cCMHApomMe — 3TO AN3PYNLUUA.
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Aedopmauma — aHomanbHasa opma, pasmep, nosioKeHme vacten Te-
na (opraHoB) BO3HUKLIAs B pe3yribTaTe BO3LENCTBUA BHELLUHUX (Heauspyn-
TMBHbIX) MeXaHU4yecKnx cun (caasnvBaHWe ypeTpbl, AedopMauus MaTkm)
UM BHYTPEHHUX (rMnoguHamus nnoga npuBOaUT K pasBuUTUIO apTporpunosa
— HEeOoObIYHOro NMOMOXEHNA KOHEYHOCTEW UMM YacTen Tena nnoga, ux garnb-
Henwee 3aMeffieHHOe pa3BUTME C YMEHbLUEHMEM pa3MepoB, crmbaHnsa cyc-
TaBOB, BMNMOTb A0 UCKPUBEHNA MO3BOHOYHMKA NO TUNY Kudpockonuosa. Mpu-
Mep paHHeun nocTHaTasnibHOM aedopMaunn — acCUMMETPUSA Yepena y neTen c
BPOXXOEHHON MbILLEYHOW TMNOTOHUEWN, OOMroe BPEMS Nexawmx Ha OOHOM
CTOPOHE rOJI0BbI)

Aucnnasua — aHoManmsa TKaHEBOW CTPYKTYpbl (Hanpumep aKToaepMbl —
cnHgpom MapdaHa, HecoBepLUEHHbIN OCTEOreHe3).

B kayecTBe mMapkepoe HEKOTOpbIX HacnedCTBEHHbIX 3aboneBaHuin K
CUHOPOMOB MCMNOSb3YyHTCA KoMnnekceol n3 4-5 n 6onee n MAP, B HUX y4nTbI-
BaeTcs:

konuyecmeo MAP. Hanpumep, nonvaakTunus, runeptenopusm rnas u
COCKOB, JOMONHUTENbHbIE COCKM — 3T MAP npegnonaratoT U HanMymMe nopo-
KOB MOYEBbIAENUTENTbHON CUCTEMBI.

C TeTtpagon ®anno 4Yacto coveTarTCs: aHTUMOHronougHbln paspes
rnas, anvKaHT, nNrockasi nepeHocuua, Bblcokoe Hebo, auctpodua 3ybos, He-
npaBurbHbIN NPUKYC, Bopo3aa Ha sA3blke, AUCNNIAaCTUYHOCTb YLHbLIX PaKOBUH,
n3MeHeHne opM 4Yepena, KINMHOA4AKTUINA N pasHas ONMHA MU3UHLEB PYK,
nyockocTonue.

[ns pacwenuHbl rybbl 1 Heba XxapakTepHbl — aHOManuMm (poHTanbHbIX
3y6oB BepxHeun 4YesncTn, atunndHas dopma 6OKOBbIX pe3L OB U KITblKOB, Bbl-
COKOe rotmyeckoe Hebo M KopoTkoe MsArkoe Hebo, KOCTHble M3MEeHEHNS Heb-
HOro cermeHTa, cybmMyko3Hasa pacliennHa (pasgBoeHune) a3blvka, NPSIMON Unn
nepekpecTHbIM NPUKYC, aCUMMETPUS HOCOBOM Neperopogku, pydew Ha Bepx-
Hewn rybe n anbBeONsAPHOM OTPOCTKE, HECUMMETPUYHOE CHUXKEHME KPbIITbEB

HOCa.
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coyemaHue MAP. Hanpumep, npu cuHapome BapaeHOypra coveTatoT-
CS TeneKaHT, rmnepxpoMmnsa pagyxku, cpoclinecs 6posu, 6enasa npsiab Bonoc
Hag nbom, a npu cuHgpome [layHa — MOHrofnongHbIA paspes rnas, anuKaHT,
nonepeyHas cknagka nagoHun, 6paxu- M KIMHOOAKTUNUS, caHfaneBuaHas
Lwenb, rerpadonyeckum s3sbik.

kayecmeo MAP, To eCTb Hanuune npusHaKkoB, KOTOpble cpean 3400p0-
BbIX MaUMEHTOB He BCTPEYaloTCs: KPbUIOBMAHbLIE CKNadkuh wweun (CUMHOPOMBbI
LLlepeweBckoro-TepHepa M HyHaH), nocTtakcuanbHas nonvaakTunmnsa (CuH-
apom bappe-buans), rmnonnasma vnu annasus rpygHoro cocka Ha OAHOW
cTopoHe (cuHapom [lonaHpa), BepTuKarbHble HAaceykn Ha MoO4ke yxa (CUH-
apom bekBuTa-BugemaHa). Ota rpynna mmeeTt Haubonbluee AnarHoCTuYe-

CKO€e 3Ha4eHune.

Kpome Toro, HekoTopble MAP MOryT MaMeHATbCA BMSIOTb A0 UCHE3HO-
BEHUS NO Mepe pocTa U pa3BUTUA pebeHKa: KanunnsapHble reMaHrMombl Len
N NosiCHNYHOM obnactu, ceanoBmgHas dopmMa Hoca, YMEpPEHHast KOXHasi
CUHOaKTUNKUA 2 1 3-ro nanbueB HOr, BbicOTa Heba.

Tak e cnegyet OTMETUTb, YTO BblpaXXeHHOCTb HekoTopbix MAP 3aBu-
CUT OT HauMOHanbHOM MPUHAOMNEXHOCTU MauueHToB. Hanpumep, anukaHT
BcTpeyvaeTcs y 60-65% MyX4nH, NpoXmnBarLLmMX B pasfinyHblX cTpaHax A3uu,
y 57% lNoBomkcknx Tatap un 'y 25% KasaxoB, HO OYeHb peaKo BCTpe4yaeTcs B
AscTpanuu, MHgun n HooHe3nn, n NpakTU4YecKn He BCTpevaeTCa Yy PYCCKUX.
[ns nuuy MOHronoMaHOM pachkl XapakTepHa y3kas rrnasHas wernb, H1U3kasa ne-
peHocuua 1 BnNu3ko nocakeHHble rnasa. AHanornyHble MpusHaku, HO yXe B
coveTaHun C Kpyrnon ynsoweHHOW popmMon nuua v LWNMPOKO pPacrosioXKeH-
HbIMW rnasamu, HU3KMM POCTOM W KynornoobpasHbiM CTPOEHWEM TpPyaHOW

KNeTKMN — XapaKTepHbl AN KopeHHbIX abopureHos Cesepa.

4.3. Knaccughukayuu ep0oxOeHHbIX MOPOKOE8 pa3eumusi.
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BIMP uvcuucnsoTcs ThicA4aMy U pasnuyatroTcs No fokanusauun, pac-
NPOCTPaHEeHHOCTN, NocrneaoBaTeNbHOCTM BO3HUMKHOBEHUSI B OpraHvMame, Mo
BpeMeHM U 0ObeKTy BO3AENCTBUS TepaToreHHoro dpaktopa, no aTuorornye-
CKUM npusHakam. Bce aTo 3aTpyaHsieT knaccudukaumio. Hanbonee pacnpo-
CTpaHeHbl KnaccudurkaLun, KOTOPblE OCHOBBLIBAlOTCA Ha 3TUOMNOrMYECKOM

npuHUnne un riokann3auunin.

Knaccudmkaumsa BINP no atmonornyecknm chakropam

HacnepncrtBeHHble AK30reHHble MyanmbaKTopMaanble

(40%), nopoku passu- | (10%),06ycnoeneHs | (50%), 3TO MHOrogakToOpHbIE

TUS, BO3HUKLINE B pe- | HebnaronpusaTHbIM | MOPOKKM, Npou3oLleaLume oT

3ynbtaTe MyTauuu, BO3aencTBmeM dpak- | COBMECTHOIO BO3AENCTBUS

CTOMKUX U3MEHEHUN B | TOPOB BHELLIHUM reHeTUYEeCKMUX N 9K30MreHHbIX

3urote unu nonosbix | cpeabl (PBC), no- drakTopOoB.

KrneTkax. [lensarca Ha BpexgeHne sm-

reHHble N XpOMOCOM- | OproHa TepaTorex-

Hble. HbIMW (pakTopamMu.
Knaccudmkauusa BI1P, B 3aBMCUMOCTb OT 00bEeKTa U BpeMeHuU
BO3eMCTBUSA BpeaHbIX hakTopoB
FameTonaTtumn BnacTtonatum AMmbpuonaTtum PeTonaTtum
BO3dencTBuUsA Ha | (unu 6nacTtosbl), | (3MOpMO3bI), NO- | NOBpeXaeHue

MONOBbIE KMETKN
(rameTbl), C Ha-
pyLUEHMAMU Ha-

cneacrtBeHHbIX

CTPYKTYP.

nopaxeHue 3a-
poAblwa B nep-
Bble 15 CyTOK

nocrie onnogoT-

BOPEHUS.

BpeXaeHNs aM-
O6punoHa oT 16-ro
AHSA 0o 8 Hepenu
(44 cyTok nocne

OnriodoTs.).

nnoaa B nepuoa
oT 9 Hegenu Ao
OKOHYaHM4A po-

J0B.

Knaccudukauma BIP B 3aBUCMMOCTU OT nocrieaoBaTeNibHOCTH

BO3HUKHOBE€HUA B opraHn3me
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NMEPBUYHbIE NMOPOKU

BTOPUYHbIE
NOPOKU

O6ycroBneHbl BO34EeNCTBUEM TepaToreHHoro dpaktopa. | AsnswTcs oc-

Mo pacnpocTpaHeHHOCTN X B opraHn3mMe rnogpasgesia- | NoxKHeHnem

HOTCA:

nepBnYHbIX, NN

U3onupoBaHHble | CuctemMHble | MHOXeCTBEHHbIe ABMAKOTCA «MNO-

(0OMHOYHbIE, 110- NOPOKU B NOPOKK, NToKanuso- POKaMn nopo-

KaJ'IbeIe) NOPOKMH, npeanenax BaHHbIE B OpraHax KOB»

NoKanu3oBaHHbIEe B | OHOW CUC- | ABYX M Gonee cuc-

O4HOM OpraHe TeMbl opra- TEM

HOB

Knaccudmkauma BINP no aHaTomo-chnsanonornyeckomy npusHaky

[aHHaga knaccudukaums pekomengosaHa BO3 v Hanbonee ynobHa.

BINP opraHoB u cucrtem

MHoXxecTBeHHble BI1P

. Mopokn LHC

. NMopokun opraHoB 4yBCTB.

. Mopoku nuua un wewn.

. MNopoku cepoeyHO-coCyaNCTON CUCTEMDI.

. MNopokn gbixatenbHOW CUCTEMBI.

1

2

3

4

)

6. lNopoku opraHoB nuLLEBAPEHUS.
7. TIopOKN KOCTHO-MbILLEYHOM CUCTEMBI.

8. Mopokn Mo4veBbIAENNTENBHON CUCTEMBI.
9. lNMopokn pas3BnTUS NOMOBbLIX OPraHoB.

10. [lopoku KOXK 1 ee NpuaaTKOB.

11. TMpoune nopokun (SHOOKPUHHBIX XKenes,

nocnega, cpawuBaHne OBOVHU U Ap.).

1. XpOMOCOMHbIE CUHOPO-
Mbl.

2.[ eHHble CMHOPOMBI.

3. CuHapoMbl, 0BycnoBneHx-
Hble 3K30reHHbIMU PaKTo-
pamu.

4. CUHOPOMbI HEYCTaHOB-
NEHHON 3TNOMOINN.

5. HeyToOYHEeHHble MHOXeCT-

BEeHHbIE MNMOPOKN.

l. BpoxxaeHHble nopoku pa3sutua LLHC n opraHoB 4yBCTB.
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911 BIMP no yactoTe 3aHuMaloT nepBoe MecTo cpean apyrmx NP un
BcTpevatoTca B 30% cnydvaeB cpean Bcex BINP. Hanbonee 4actble NpuynHbI
9TUX NOPOKOB — 3K30reHHble hakTopbl (BUPYC KpacHyxu, BUY, Bupycel repne-
ca, BMpyC uutomeranuu, Bupyc Kokcaku, ankoronb, fydyeBasi 9Heprusi, rmnok-
CVs1) M 3HOOreHHble pakTopbl (FreHHblIe MyTauun).

BMNP LHC ronoBHOro mo3sra xapakTepuayeTcsl YpesBbldarHbIM MOSn-
MOP(MPU3IMOM HEBPOSIONMYECKMX CUMMNTOMOB, XapaKTep KOTOPbIX 3aBUCUT OT
nokanusaumm un creneHn nopaxeHus LIHC. KnuHunyeckas kapTuHa ualle
npeacTaBfieHa napesamMmu, napanuyamm, MO3KEYKOBLIMU HapPYLUEHUSIMU, CYy-
aoporamu, a Takke onmroopeHnen pasHom CTeneHu.

K ocHogHbIM Hauborniee msxxernbiMm eudam BlP LIHC omHocsim:

1. aH3HUedanna — oTcyTcTBME BOMBLLIOrO MO3ra U MSArKUX TKaHeW, KOCTeun
cBofa 4depena (OTCyTCTBUE NepedHux, CpeaHux U 3agHuUX OTAESoB, Npo-
AonroeaTbI U CMIMHHOW MO3r NPy 3TOM COXPaHEHbI);

2. MUKpouedanua — yMeHblleHMe MacCbl U pa3MepoB FOSIOBHOIO MO3ra
(bonee 4em Ha 5 cm);

3. makpouedanua (Merauedanua) — yBenM4YeHne mMaccbl U pasMepoB ro-
NOBHOIO MO3ra, KOTOpOe COMPOBOXOAETCA HapyLUEeHUEM pacrofioXXeHUs
N3BUNWH, ovaramu retepotonun B 6enom Bewectese. MoxeT ObITb YacTny-
HOW, Korga yeBenuynmBaeTcs O4HO M3 Bonblunx nonywapuin. Hacto conpo-
BOXJaeTca onuropeHmneu;

4. MUKPOrMpma N NOSINTUPUSA — YBENTUYEHNE YNCNa MO3TOBbIX U3BUMUH MpU
YMEHbLUEHNUN UX BeNnuyuHbl (DONbLIOE YUCNO MESIKUX M aHOMarbHO pac-
NONOXXEHHbIX U3BUIMH BOMbLUNX NONyLapuin);

5. naxurupusa — yToseHne un ynnoTHeEHNE OCHOBHbIX N3BUITMH MO3ra;

6. BpoxaeHHaa ruapouedanusa (BpoxageHHas BoAsiHKa rofloBHOro mosra) —
ype3MepHOEe HaKOoMSEHNe B BEHTPUKYNSAPHOM WAM nognayTUHHOM Mpo-
CTpaHCTBE CMUHHOMO3rOBOW XMAKOCTWU, KOTOPOE COMPOBOXOAETCA aTpo-
domen mosrosoro Bewectsa. OCHOBHbIMU NMPU3HaKaMn ABMSIETCA yBenunye-

HUWe pa3mMmepoB ronoBbl, pacxoxgeHne n NCToH4YeHune KOCTen ceoga yepe-
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na, BblbyxaHne poaHNYKOB U Pe3Koe HECOOTBETCTBME MEXAY pasMepamu
NNLEBOro N MO3roBoro Yyepena;

7. TPbDKU rOSIOBHOro U CMMHHOIO MO3ra — BbiMsl4MBaHME BellecTBa Mo3ra
n ero obonoyek Yepes aedeKkTbl KOCTEN Yepena, UX LWBOB Y NO3BOHOYHOIO
KaHana;

8. amuenusa — nonHoe OTCyTCTBME CANHHOIO MO3ra;

9. anna3sus, rmnonna3susa Mo3Xeuyka;

10. KMCTO3HOe paclyensieHue No3BOHOYHUKA.

[MporHo3 4alle HebnaronpusTHbIN. Xupypruyeckaa koppekums addek-
TMBHA B HEKOTOPbLIX Cry4YasX MO3roBbIX U CIMHHO-MO3roBbIX rpbiK. [puynHa-
MW CMEpPTU 4YacTO CTaHOBUTCSH NPUCOeOMHEHME WHADEKUUIA, Hanpumep, npu
rpbbkax — 9TO rHOMHAas MHMEKUNA C pasBUTUEM THOMHOrO MEHMHIMTa U Me-

HUHroaHueddanunTa.

Il. BpoxaeHHbIe NOPOKU pa3sBUTUA OpPraHOB YyBCTB.
BlIP u aHomanuu ana3s
Hepeako BcTpeyatoTcs noaun, y KOTOPbIX OOMH rfa3 OT POXAEHUS BU-

OUT XyXXe OpYyroro Unv He BUAWUT BOBCE BCIeACTBME HeOopasBUTUS TOW UMK

MHOW ero 4YacTtu (Xpycranuka, pagyXKku, 3puTenbHOro HepBa, PECHUYHOIo Te-

na). MNpuynHom Kocornasmst MOXeT CIYXUTb, Hanpumep, OTCYTCTBME KaKOW-

nnbo rnasHon mMblwubl. BoamoxHbl 1 Takue MNP rnas, kak:

1. aHohTaNbMMUA — OTCYTCTBUE rMasHbIX A610K;

2. uMKnonua — eguHbI UnNn yaBOEHHbIN rna3s B 0gHOM opbute (TO ecTb Ha-
nuyne ogHOro Mnu AByx rnasHblx A6510K, pacnofoXXeHHbIX B OOAHOW rnas-
HuUe ¢ ogHoBpeMEHHbIM NP Hoca n 06oHATENBHOW O0NN FOIOBHOIO MO3-
ra);

3. Konoboma — o4yaroBoe OTCYTCTBME (LLEeNEBUAOHbLIN AedEKT) TON U UHOW
obono4kn rnasa;

4. mukpocptanbmua 1 meranodtanbMmUsi — YyMEHbLLEHNE UK YBENUYeHne

pa3MepoB rma3Horo abnoka;
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5. Mmonusa — yanuHeHue rnasHoro s6noka, B pesyrnbTaTe 4yero nsobpaxeHue
nagaet Bnepean cetyaTkun (6nmn3opykocTb);

6. rmnepMeTponuA — yKopoyeHue rnasHoro sibnoka (aanbHO30pKOCTb).

BIIP opeaHa cnyxa

1. MNP ywHbIX pakoBUH (Manas v bonblas BennynHa yLWwHOW pakoBUHbI, J0-
BGaBOYHbIE YLIHbIE PAKOBUHbI, OTCYTCTBME YLUHbIX PAKOBUH)

2. TIP cnyxoBbIX KaHanoB (3apalleHne Hapy>XHOro CriyxoBOro npoxoga B
obnact HapyXHoro yxa (Hag HAM WK NO3aaun Hero); OKOSOYLWHble na-
NUNOMbI, NpeayLHble PUCTynbl, CBULLN (KabepHble OTBEPCTUS)).

Bl'P opeaHo8 ocsi3aHus
Koxxa pasBuBaeTca U3 aktogepMbl (dnMaepmMmc U Npon3BOaHbIE KOXU —

BOJIOCbI, HOI'TU, Xeneabl). Cob6CTBEHHO KOXa (aepmMa) pa3BmBaeTCs N3 Me3€eH-

xumbl. BIP koxu n ee npuagatkoB HabniogarTcs 4acto U MOryT ObITb Kak

N30JTINPOBaAHHbIMWN, TaK N COHEeTaTbCA C NOPa>KeHNAMU OPYrmx opraHoB.

lll. BpoxxaeHHbIe MOPOKU pa3BUTUSA NULa U LLIEen
dopmMMpoBaHME NMUa HaYMHAETCa Ha paHHMX cTagmax ambpuoreHesa,
2-3 Hefenu, n NPouUCXoauT B pesynbTaTe B3auMoLenCTBUS MHOMMX CTPYKTYP:
XabepHbIX ayr, HEMpPOKpPaHManbHOM 4YacTu rofioBbl, NepegHen YacTu BTOPUY-
HOM KULLIKW.

HapyweHusa pa3sutna nuua, ywHOW pakoBMHbI U LeN BeCbMa pasHoob-
pasHbl Kak No 3TMONOrMn, Tak 1 Mo YacTtoTe U cTeneHun Tskectn. OOHU N3 HUX
COMPOBOXOAKTCA NUWb KOCMEeTUYeCKUMn fedekramn (Hanpumep, OBONHAS
ryba) unm BoBce OCTalTCH He3aMe4YeHHbIMWU (3NUKAHT), Apyrve BeayT K T4-
XernbiM (PyHKUMOHANbHbIM pacCTPOMCTBaM YXe B HeoHaTallbHOM rnepuoae,
obycrnosnueas BbICOKYK neTanbHOCTb AeTen. OTu NP oyeHb 4acTo coyeta-
IOTCA C HapyLUEHNAMMU Pas3BUTUS OPraHoOB APYrMX CUCTEM, OT TSXKECTU KOTO-
PbIX BO MHOFOM 3aBUCUT >XU3HEHHbIA NPOrHo3.

BonbwunHcTBO BIP nuua npeacraeneHo paclienMHamm, Kotopble obpa-

3YKOTCA B pe3ysibTaTe HapyLweHnA cpactaHnA 3M6pVIOHaJ'IbeIX CTPYKTYp Unun
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OCTaHOBKM UX pa3BuTUs. B CBA3M C 3TUM pacLUefniMHbl TIOKanmM3yTcs B onpe-

AEeneHHbIX MecTax.

Haubornee pacripocmpaHeHHble criedyrowue BlP nuya:

1. pacwennHbl BepxHen ryobl («3aa4ybs ryba») — HesapalleHue, Wwernb B
MSATKUX TKaHSIX ryobl;

2. paclwenunHbl Heba («BONYbA NacTby) ObIBAaeT NOSHOW (B MANKOM U TBEp-
OOM Hebe), YaCTUYHOWN (TONMBbKO B MSATKOM WUIIN TONbKO B TBEPAOM Hebe),
CpeanHHOW, 0OgHO- N ABYCTOPOHHEWN, CKBO3HOW MNU NOACIN3NCTON;

3. CKBO3Hasl pacluernimHa BepxHen ryool n Heba — wenb rybol, Heba n anb-
BEOSIAPHOro OTPOCTKA;

4. pBoMHasa ryba — cknagka crnm3ancton obonioyuku, Kotopasi pacnonaraeTcs
napansienbHO KpacHOM KanmMe BEPXHEN rybbl;

5. Kocaa pacwenuHa nuua — 3To BokoBas pacliennHa nuua, valle ogHo-
CTOPOHHSASA, KOTopasa MoOXeT ObITb NIMbo HocornasHom, NMMBo pPOTOrfiasHoOn
doopMbl;

6. makpocToMusa (60nbLION POT) U MUKPOCTOMUA (Marnbl POT) — TO Ypes-
MEPHO YBESNTIMYEHHANA UM YMEHbLLUEHHAA pOTOBas Lenb.

7. CBALLU HWXKHEWN ryObl npencrasnisgoT co60on NpPOTOKM J0OABOYHbLIX CIiv-
3UCTbIX Xenes;

8. y3aeyka BepXxHeu ryobl — HU3Koe NpUKpenneHne y3aeykm BepxHem ryool,
AOoCTUratoLen OCHOBaHMSA LEeHTpanbHbIX Pe3LoB;

9. ABOMHOMN POT — ITOT NOPOK NposiBAAeTcs 406aBOYHON POTOBOW LUEMbIO U
BCTpeYaeTcs JOBOSIbHO pefKo;

10. po6GaBOYHbLIN HOC — UM XODOTOK, NpeacTaBnseT cobomn BbIPOCT B BU-
ae TpyOku, pacnonaratroLwemncs y KOpHs HOCa;

11. BpOXAEHHOe OTCYTCTBMUE MOJSIOBUHbI HOCA — 3TO annasus Kpbina u
BOKOBOW MOBEPXHOCTM HOCa B npegeniax XpsweBon YyacTu, Npu 3TOM CO-
XpaHMBLLAsCA YacTb HOCa rmMnonmasnpoBaHa;

12. konoboma KpbifibeB HOCa — NonepeyHasi, Hernybokas ogHoO- Unu ABy-

CTOPOHHAA LWerlb cBOO6OAHOrO KpaAda Kpbliia HOCAa;
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13. WNCKpuBRNeHne HOCOBOW NeperopoaKu;

14. runoTtenopuUsM W rUNepTeniopusm — 3TO YMEHbLUEHHOEe WUnun
yBeJIMYEeHHOEe PacCTOAHNE MeXay BHYTPEHHMMU KpasMu rnasHuu,;

15. nporHaTtusi BepXHAS — Ype3MepHOEe BbICTYMIEHNE BEPXHEN YENCTU C
CUSNbHBLIM HaKITOHOM Brepen nepeaHux 3yo6os.;

16. nporHaTMa HWXHAA XapakTepusyeTcss MacCUBHbIM No460POAKOM,
ype3MepHbIM PasBUTUEM HUXKHEN YENtoCTy;

17. MUKPOrHaTus — HeOpa3BUTME BEPXHEN UMW HUXKHEN YENioCTH;

18. arHaTtusa — annasus HUXHEN YerncTy;

19. arnoccusi, MUKpPOrnoccusi UM Makporsioccuss — 3TO OTCYTCTBUE,
ype3MepHOe YMEHbLLEHNE UM Ype3MepPHOEe yBeNnyeHne A3blka;

20. po6aBOYHbLIN A3bIK — HanNUune y KOpHSA A3blka 06aBOYHOro Crvsu-
CTO-MbILLEYHOro BbICTYNa;

21. y3peyka fi3blka — MpuUKpensneHne ysgedkm B 06factu KOHYMKa A3blka
N ee yKkopoyeHue, NpuBoOLsLLEE K OrpaHUYEeHMI0 MOABWXKHOCTU A3blKa,
4YTO 3aTPYyAHSAET cocaTeribHble OBUXEHUS Y rpyaHbIX OeTewn;

22. nopoku 3yb6oB enaTcda Ha rpynnbl: 1 - aHomanum Yucna, 2 - pa3amepos
n opmbl, 3 - HapyLIEeHUs CTPYKTypbl 3y6oB, 4 - aHOManMn NONOXeHUS,

HapyLUEeHMs1 CPOKOB NpPOpe3biBaHNs U pocTa.

HapyweHuna passutna nuvya Moryt dopmupoBaTb psn aHoMarnajos,
BXOAALMNX BO MHOMME CUHOPOMbI MHOXECTBEHHbIX MOPOKOB HEXPOMOCOMHOW
9TNOMOrMM N MNPaKTUYECKM BO BCE XPOMOCOMHble GOMesHun, KoTopble 00y-
CNOBJIEHbI U3MEHEHNAMMU B CUCTEME ayTOCOM.

AHOManapg — Kak yke roBopusiocb, 3T0 KOMMSEKC NOPOKOB, Bbl3BAHHbLIN
ofiHOW owmnbKon MopdoreHesa (04HMM NEPBUYHBLIM MOPOKOM).

AHomanag 1-1 xxabepHon Oyrn xapakTepusyetcs TaKMMuU NOCTOSHHbLIMW
npu3Hakamu: OAHOCTOPOHHEE Hedopa3BUTME JULIEBbLIX TKaHEN (HMXKHAS W

BEPXHSAS YENOCTU, CKyroBasi KOCTb, KOCOW MPUKYC), HEOOPa3BUTUE MSATKUX
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TKaHen nvua (keBaTefnbHble MblWLbl, BONbLUME CIIOHHBIE Xenesbl), Makpo-
cTOMUS.

Y aHomanaga 1-1 un 2-i xxabepHbIX A4yr OCHOBHbIE NPU3HAKKN Te Xe, YTO U
npn aHomanage 1-n xxabepHon Oyrn, TO €CTb OAHOCTOPOHHSAS TMNonsasus
MSATKUX TKaHen N KkocTteun, popmupyromxca us 1-n xxabepHoun gyrn. OgHako B
Takux crnyyasx ywHas pakoBMHa U HapPY>XHbI CIyXOBOW NPOX0 MpakTU4YecKu
OTCYTCTBYIOT.

Hanbonee pacnpoctpaHeHHble BIP wen — 310 BpoXxaeHHasa MblllevHas

KpuBoLleAa N KOpoTKasA LLed (CM. nanee).

IV. BpoxaeHHbIe NOPOKM pa3BUTUA cepaAeYHO-COCYAUCTON CUCTEMDI
Mo vactoTe BIIP CCC 3aHumatoT BTOpoe Mecto nocne BIP LIHC. MNP
cepAua n KpynHbIX cocynoB BcTpedatoTes B 6-10 cnyyasx Ha 1000 HoBoOpOX-

AeHHbIX. [MpnynHbl 3TKX MNP pazHoobpasHbl U He CBA3aHbl C BIIMSSHUEM KaKUX-

nnBo onpeaenieHHbIX 3K30reHHbIX (0akTOPOoB, a 3aBUCAT OT reHHbIX MyTauumn u

XPOMOCOMHbIX abeppaunin. PasBntne nopoka CBA3aHO C BO3OENCTBMEM MO-

BpexaatloLlero areHTa Ha aM6puoH ot 3-n go 11-1 Hegenu BHYTPUYTPOBHOro

pa3sntus. Hanbonee BaXXHbLIMU, HO HEMOCTOSHHLIMU NPU3HAKaMN SBNSAKOTCS

LMaHO3, oAblllKa U WyMbl NPpU ayCcKynbTaummn cepaua, KoTopble NposiBASAKTCS

cpasy nocne poXxaeHnsa unn B Te4eHUe XU3HN.

BapuaHmei nopokos CCC:

1. MaKpoKapausa U MUKpoOKapaus — cepue pesko YBENMYEHO UMNN YMEHb-
LLEeHO; akapAausa — OTCYTCTBME cepAua, BCTpeyaeTcs peako;

2. 3KTONUA ceppaua — pacrosiokeHne BHe rpyaHon KneTku. BeTtpevaetcs
NpaBOCTOPOHHEE NOSIOXEHNEe cepAlua B rpygHoM nosioctu (pekctpocus),
4YTO COMPOBOXAAETCA HANM4YMeM NPaBOCTOPOHHEN aopPThl.

3. TPAHCNO3ULIMM COCYAOB — XapaKTEPU3YIOTCS OTXOXAEHMEM aopTbl OT
NpaBoro enygoyka, a fiero4Hon apTepun — OT NeBoro xenyaodka. Bos-

MO>Hbl U ApYyr1e BapuaHTbl HEMNPaBUNBHOIO PaCMoNoXeHNs1 COCYya0B.
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4. HapylweHue aeneHus NosrfiocTen cepaua — Hanbonee pacnpocTpaHeHb!
AedeKTbl MexokenygoyYkoBOM N MeXnpeacepaHon neperopogok. 3To Aoc-
TaTOYHO YacTble AedeKTbl, NMPU KOTOPbIX OETU, Kak npaBusio, XU3HECMNo-
COBHbI, HO YacTo TpebyeTca onepaTUBHOE BMeLLATENbCTBO.

5. HapyweHne aeneHus apTepuaribHOro cTBona — [BoVHasa gyra aopThl;
Cy)XeHue nepellenka aopTbl (KoapKTauusa) BNNOTb 4O ero atpesunn; nos-
Haa TpPaHCNO3MUMA NEeroYyHon apTepun U aopTbl; CTEHO3 U aTpe3uns neroy-
HOW apTepum uNM aopTbl; He3apalleHue apTepuanbHoro (6atannosa)
npoToka.

6. KoMOuHMpoBaHHble BIP — couyeTaHne HeCKOSTbKUX MOPOKOB, OCHOBHbLIMU
oOLWKMMKN NpU3HaKaMn KOTOPbIX SBISKOTCA: TOK KPOBWM CnpaBa HaneBo;

CHUW>XeHne KpoBOTOKa B MaJ1OM Kpyre KpOBOO6paLLI,eHVIF|; T’MMNOKCuA.

K kombuHuposaHHbIM BINP CCC omHocsimcs:

e Tpuapa Panno — xapakrepusyeTcs codeTaHMEM Tpex NPU3HaKoB, a
UMEHHO: aedeKkTa MexnpeacepaHon neperopoakn, KrnanaHHoro cre-
HO3a NeroYyHom apTepun U rMNepTPoOOUN NPaBOro Xenyaouyka;

e TeTpaga dPanno — 3T0 coyeTaHne CTeHO3a Jlero4Horo CTBosia, Bbl-
COKOro gedekra Mexokenyao4koBon nNeperopoakn, npaBocMeLeHHO-
ro YyCTbsl aOpThl, «CMAALLEro» Haa AedekToMm, 1, Kak cneacTemne Bce-
ro 9T0ro, rmnepTponn NPaBoro Xenyagouka;

e neHTaga Panno — 9T0 codeTaHue TeTpagbl danno c mexnpen-

cepaHbIM OedEKTOM.

V. BpoxaeHHble NOPOKU pa3BUTUS OPraHoB AbIXaHUs
Yawe BINP opraHoB AbixaHusi BTOPUYHbLI, 00yCnoBeHbl YMeHbLLEHNEM
obbema rpygHoun KreTku Mpu NOXHbIX AuadparmarnbHbIX rpbhkax.
K Hum omHocsamcsi makue [P, Kak:

1. annasuvsa u rmnepnna3us 6pOHXOB N Nerkux;
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2. BpOXAEHHble KUCTbl OPOHXOB M nerkux (oKpyrrble MOMOCTU PasHbIX
pa3MepoB, OrpaHNYEeHHbIE OT OKPYXalLWMX TKAHEN Nerknx npMMUTUBHO
NOCTPOEHHOW CTEHKON BpOHXA);

3. BpoxaeHHaa amcpusema (yBenumyeHne obbema OONn, pexe CEerMeHTa,
BCreaCcTBME MOBLbIWEHNSA OaBMNeHUs B pecrnmpaTopHOM OTAerne Nero4Homn
TKaHW);

4. BpOXAEHHbIE NOPOKU FNErkux;

5. BpoxaeHHble AauadparmanbHble TpbiKKU (NepemMelleHne opraHoB

OpPIOLLHOM MONOCTM B rPyAHY0, MOTYT ObITb UCTUHHBIMU U FTIOXKHBLIMMN).

VI. BpoxaeHHble NOPOKU pa3BUTUS OpraHoOB NULLEeBapeHuns
911 BIMP coctaBnatotT npumepHo 20 % Bcex [NP. Hanbonee vacton

NpUYnHOM aBnsaeTca anabetndeckas ambpuonaTus.

OcHosHble BlP nuwesapumeribHoO20 mpakma:.

1. aTpe3uu U CTEeHO3bl NULLEeBapUTeSIbHOro TpakTa — Yyawe HabnogarTcd
B nuwiesode, ABeHaALaTUNEPCTHOW KULLKE, NMPOKCUManbHOM OTaerne To-
LLEen KULIKW, AUcTaribHOM oTAerie noAB3AO0LWHOM KULWWKK, B obnactn nps-
MOM KULLKW M aHanbHOro oTBepcTuda. ATpesnmm N CTeHO3bl MoryT BbITb Kak
OAMHOYHBLIMW, TaK U MHOXECTBEHHbLIMU U MPOSABNATLCA B pa3HbiX BapuaH-
Tax.

2. yABOEeHMe OTAeNIbHbIX Y4YaCTKOB KULUEYHMKaA — 4Yaue crnmsncton obo-
NoYKkM (Mpy 3TOM MblwevyHaa obonoyka ObiBaeT obuen). ATO MOXeT Bbl-
3BaTb TakKMe OCMNOXHEHUS, Kak KPOBOTEYEHUS, BOCNaneHus, HeKpo3sbl.

3. MOPOKU NULLEeBapuUTerIbHOro TpakTa, CBAA3aHHble C COXpPaHeHUeM He-
KOTOPbIX 3MOPUOHANbHbLIX CTPYKTYP — OTHOCATCA rpbhka Mynka, KACTbI
N CBULLIN.

I'pbpka nynka — nedekT nepenHen OpPrOLWHOM CTEHKM B obnactu nyrnka ¢
BbINsiYMBAHMEM MONYNPO3PAYHOro rpbhKeBOro MeLlka, 0bpa3oBaHHOro ny-

NOBUHOW N aMHNUOHOM, KOTOpbIE codep>KaT NeTrin TOHKOW KULLUKW. OTO OOMH
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N3 cambix YacTbIx [P 6ptoHON CTEeHKN. KnnHnyeckaa kKapTuUHa 3aBUCUT OT
pa3mMepoB NynoYHoro KorbLa. MNpn HebonbLUMX ero pasmepax NOCTOAHHbIX
BHELLHMX MPOSIBAEHUA MYNOYHON MPbBKA MOXET He ObiTb. Jluwb npu 6ec-
nokoncTee pebeHka nosiBnseTcs BbinA4MBaHWe B obnactu nynka. [Npu
3HaYMTESbHbLIX pa3Mepax MynoYHOro Kofibua MOCTOSAHHO BUAHA NPUMyX-
nocTb B obnactu nyrnka, kKotopasa ysennumBaeTcsa npu HatyxmnsaHumn. Co-
AEPXMUMbIM MYMNOYHOW TPbDKU SABMAATCA MNETNU KULEeYHUKa, CBODOAHO

BnpaBnsowmecs B GpoLLHY0 NONOCTb.

OcHosHble BIIP xernyOka, nedyeHu U xesyHbIX rnymeu OmHOCAMCcs:

. TMnepTpodnYecKMn NUIOPOCTEHO3 — caMbln YacTbin 1P xenyaka, npo-
ABNSAETCA runepTpodmen NMNOpPUYECcKoro oTaena >Xemnyaka C CyXeHnem
ero npocseta. KnuHuyeckn atot [P nposBnseTca ynopHOM pPBOTOW
BMMOTb 4O PasBUTUS KOMbl OT NOTEPU XNOKOCTMW.

. aTpe3usa U CTeHO3 BHEMEeYeHOUYHbIX XeNYHbIX NPOTOKOB B OQHOM Un
BO BCEX TPeX MpOTOKax;

. areHe3msi U rvnonsasmsa BHYTPUNEYEHOUYHbIX XXeJTYHbIX MPOTOKOB —
CHWXEHWe 4ucrna Wnu noriHoe OTCYTCTBUE >KeN4HbIX MPOTOKOB 4alle
BCneacTBue Bupyca renatuta. B atux cnyyasax pebeHok MoxeT 4OXUTb A0
5 -7 mec.;

. BpPOXAEeHHas runepnnasvmsa BHYTPUNEYeHOUYHbIX XeJTYHbIX NPOTOKOB —
nposaBnsaeTcs NpuYyanmBbiM M3ObITOYHBIM paspacTaHUEM Xen4YHbIX Mpo-
TOKOB C npeobriagaHnemM CoeANHUTESTbHON TKaHW;

. MOJNIMKNCTO3 NeYeHUn — 3TO MHOXXeCTBEHHbIE KNCTbl PA3HbIX pa3MepoOoB.

VIl. BpoxaeHHble NOPOKU pa3BUTUSA KOCTHO-MbILLEYHOU CUCTEMBDI
M onopHo-ABUraTesibHOro annapara

Bl ckeneta M MbIWLEYHON CUCTEMDI BCTpe4yarTCA AOOBOJIbHO 4acCToO.

BpoxgeHHble nopoku passutus BMP OOA mMoxHO nogpasgenuTb Ha:
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A) 3aboneBaHnsi KOCTEN — B CBOO oyepenb, OeNiATCA Ha CUCTEMHbIE U

N30/1MpoBaHHbIE MOPOKN CKEIEeTa.

3.
4.

b) 3aboneBaHMst MbILLEYHOM CUCTEMBI.

K cucmemHbIim ropoKam ckesiema OMmMHOCAMCA.

. ocTeoxoHAaponucnna3un — rpyrna BI1P, Xapakrtepusyruwadaca MHUTESb-

HbIM YKOPOYEHMEM M YTOSNLWEHNEeM KOHeYHocTel. Hanpumep, axoHOpo-
nnasns — yKOPOYeHUe 1 yTOorlLLEeHNE KOCTEN KOHEYHOCTEN C HapyLLEHUEM

pPa3BnNTUA NUUeBbIX KocTewn;

. HecoBepLEeHHbIN OCTeoreHe3 (HeCOBEPLUEHHOE KOCTeobOpasoBaHME) —

reTeporeHHoe 3aboneBaHue, KOTOPOE XapakKTepusyeTcs NaToKM U YeCKOW
BPOXOEHHOMN JIOMKOCTbIO KOCTEM B COYEeTaHUW C OpYyruMn aHoMasnusmu
(BpOXOEHHbIE NepernioMbl C UCKPUBIIEHMEM KOHe4yHocTen un pebep, ceoA

yeperna rnoCcTpoeH TOJNMIbKO U3 coeANHUTENbHOW TKaHW, HabnwgaeTca rna-

pouedanus);

. BpOXXAeHHasA MpaMopHasa 605ne3Hb — BblipaXXeHHbI OCTEOCKNepo3 € oa-

HOBpEeMEeHHbIM HapylleHNEM pPa3BUTUA KpOBeTBOpHOIZ TKaHW Hacneacrt-

BEHHOro xapakTepa.

K U3os1upo8aHHbIM MOPOKamM cKesiema OMmMHOCAMCH.

BINP n aHomanun passntna Nno3BOHOYHMKA U MIOCKNX KOCTEMN:

. KVIdZ)O3 — UCKpumBIeHne no3BOHOYHUKa BbIMYKITOCTbO K3adWu, MOXET ObITb

TOTAallbHbIM UM NOKAllbHbIM;

. rmnepnoao3 — McKkpumsrieHne no3BOHOYHMKA BbINYKITOCTbIO Knepeau, nio-

cKasi CnuHa — ynrolleHne n3noriormyecknx n3rnbos NO3BOHOYHUKA;
CKonmno3 — DOKOBOE MCKPUBIEHME MO3BOHOYHMKA (4acTO C TOPCUEN);

yBEJIM4EHNE HNCI1a NMO3BOHKOB;

AHomanuu nonatku, pebep, KnounLbl, rpyanHbI, TPYOHONM KNEeTKWU, KocTen Ta-

1.

3a, Hanpumep:

KpblnnoBnaHaA nornaTka,
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BOpOHKOOBpa3Hasa rpyap;
nrockas rpygHasa KneTka;
KnnesuaHas rpygHas KreTtka;
WH(PaHTUNBbHbLIN Tas,;

rnybokasi BepTnyxHada BnaguHa;

K BlIP 8epXxHUX U HUXHUX KOHEYHOCMeEU OMHOCAMCS makue, Kak:

1. BPOXOEHHLIN BbIBUX Beapa;

2. aucnnasuga Bcex KOMNOHEHTOB Ta3obeapeHHbIX CYCTaBOB;
3. KOCOonarnocTb;

4.
5
6

NATOYHAA CcTona,

. KOHCKa4d cTona;,

. apTpOrpunnos;

PedykuuoHHbIe nopoku — amo [P, 8 ocHoBe KOMopbix Haxodumcsi ocmaHo8-

—

Ka ghopmuposaHus yacmel ckeriema, Harnpumep:

. NMNOJIHOE OTCYTCTBUNE KOHEYHOCTEW;

. KOPOTKOJ1anoCTb,

3. cpaweHne HMXHUX KOHEYHOCTEN U ap.;

K aHomanusam u rnopokKam pa3sumus mbiliy OMHOCAMCA.

1. OONONHUTENbHbIE MbILLLbI NN NX CYyXOXUnuna,

2. annasusi NonHaga Unu YacTuyHas;

3. occuuUMpyoLWMA MUO3UT, TO €CTb 3aMeLLeHNe MbILWL, U CYXOXUITUIA KO-

CTHOW TKaHbIO.

K usonupogaHHbIM ropoKam MbIle4YHOU cucmeMbl OMHOCSIMCS

. BpoXaeHHaAa MbllleYvyHasa KpuBoweda — yKopodeHue rpyanHo-kKrno4YnyHo-

COCLIeBNOHOMN MbIWLbI BCreacTBue odaroBoro mbposa, B pesyrnbraTe ye-
ro ronioBa pebeHka HakfoHEHa B MOPaXXEHHYK CTOPOHY. [MpuynHa 3ame-

WeHNA y4acTKa MbllLbl COEeaMHUTENBbHON TKAaHbH HEN3BECTHA.

. BpoOXAeHHble JJMaCbpal'Maﬂbele MCTUHHbLIE U NTOXHbIE IFPbIXA.

K cucmemHbim rnopokKkam MbILWEYHOU cucmeMbl MOXHO OmHecmu
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3. bone3Hb OnneHreMma — runonnasus nornepeyvyHonosnocaTtblX MbllL, 4YTO

—

npmnBoanT K runonna3nn AbiXaTelibHbIX MblLL, a, cneagoBaTtesibHoO, K NHeB-

MOHUMN.

VIil. BpoxaeHHble MOPOKU pa3BUTUS MOYEBbIAENUTENTbHON CUCTEMBI

K Brl1P noyek omHocsamcs:

. areHe3uss — OTCyTCTBUNE ogHon unun obeunx rnovex;

2. runonnasus — YMEHbLUEHNE MACCbl U obbema noYkm unmn obemnx noYex;

3. aucnnasusa — runonnasmsa c oAHOBpEeMEHHbIM Hann4dmem B MOYKax 3SM-

OpunoHarnbHbIX TKAHEN;

. KPYNHOKUCTO3HbI€ MNO4YKN — 3TO OBYCTOPOHHEE 3HAYUTEJIbHOE YyBEIIN4e-

HUEe no4ek C O6pa3OBaHMeM B UX KOPKOBOM cCIJ10€ BonbLworo ymncna Kpyn-

HbIX KUCT C NPO3paYHbIM CoAep)KaHNEM;

. MEeNKOKUCTO3HbI€ NO4YKN — 3TO IBYCTOPOHHEE 3HAYNTESIbHOE YBEJIMHEHUNE

noYyek c O6pa3OBaHMeM MEINKnNX KNCT B KOPKOBOM 1N MO3roBOM CJ104X NMOYEK

(«kpynHornopucTas rybka»);

6. cpalleHu1s MoYek;

7. AUCTONUSA no4yek HabngaeTcd Toraa, Koraa noyka He nogHMMaeTcsl Ha

cBoe 0OblYHOEe MEeCTO.

Cpedu BIP moyegbigodswux rnymeut MOXHO 8bI0esIUMmhb:

1. vyABOeHUe NNoOXaHOK U MO4YeTO4YHUKOB,

2. areHesuio, aTtpe3unto i CTeHo3 MO4YeTOYHUKOB, SKTOMUIO UX YCTHEB.

3. artpesus unu CTeHo3 ypeTpsbl.

Bce atn NP BeayT K HapylleHUo OTToKa Moun U 6e3 Xmpyprumyeckon

KOPPEKUUN MOTryT MPUBECTU K MOYEYHOW HeOgoCTaTOYHOCTM, OOpasoBaHuio

KaMHeWn, ruapoHedposy, NUerioHepuTy.

IX. BpoxaeHHble NOPOKU pa3BUTUSA NONOBbIX OPraHoB
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BI'1P nonosbix opaaHo8

Uawe cBsizaHbl ¢ 3aboneBaHnsiMu QHOOKPUHHBIX XeJle3 (Ha,EI,I'IO‘-Ie‘-IHVI-

Kn, runocms) matepu v nnoaa.

1.

o~ 0N

KPUNTOPXM3M — 3TO aHOManMn PacrosioXeHNa sauyek, rnpu KoTopbix oba
AMYKa UNU OOHO He OMyCKaltTCHA B MOLLUOHKY, a 3aJepXuBarTcs B OproLl-
HOW NOSIOCTU UMM B MaXOBOM KaHane;

runonnasusi Unu aTpesus ANYKa;

aTpesus Wenkn MaTkn 1 Bnaranuiia unm sindHuka (pexe obenx);
yOABOEHWe MaTKn 1 Bnaranuiia;

repMadpoanTM3M — OHOBPEMEHHOE Hannyne npusHakoB oboero nona y

OoAHOro nuua.

X. BpoxxaeHHble NOPOKU pa3BUTUSA KOXU U ee NpUAaTKOB

MO>XHO rnoapa3gesnintb Ha HECKOJIbKO noarpynmn:

HapyweHu,q pocma 807J10C:

1. dTPUXO03 — MNOJIHOE OTCYTCTBUE BOJIOC;

2. rMnepTpmMxo3 — N3bbITOK BONOC;

3. aHOManuuM CTPOEHUS BOJIOC — WCTOHYEHUE, NepekpyymBaHue BOKPYr

NPOAONbHOM OcK, B3AyTHE BOJIOC.

HapyweHue nuameHmauyuu:
anbOMHNU3M — OTCYTCTBME WNM 3HAYUTENbHOE CHMXKEHWUE COAEp)KaHUs
MenaHMHa B KoXe, Boriocax 1 pagykHon obonoyke rnasa (koxa v BOnochl

Benoro uBeTa, pagyxHas obonovka po3oBaTo-KpacHas);

. MenaHnM3Mm — yMepeHHad runepnmrmeHTaumna, Kotopaa ycurnmBaeTcA C

BO3pacToM (Yalle NposIBMSIETCS Ha nNuue, MecTax CAaBfliEHUA, HAaTSXKEHUS
— JTIOKTW, KOSTEHN 1 ap.).

HapyweHue KepamuHu3auuu:

. XTUO3bIl — rpynna HOpa)KeHVIVI KOXW, pa3syindyHaa no KrimHMUKe n rnporHoay.

Hanpmmep, reHepanmn3oBaHHoO€E rnopaxXeHne KOXHOIro rnokKpoBa, rnpu KoTo-
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POM KOXa MOKPbIBAETCH TONMCTbIM POroBbiM MaHUMpem 0Oenoro useta C
rNyboKMMUM KpaCHbIMU TpELLMHaMK;

7. NAXMOHUXUA — MOPaAKEHNE HOITEBLIX MIIACTUH: HOMTKM CTAHOBSATCS NMOT-
HbIMW, MYTHbIMU;

8. KepaToaepMuUsi — 3puUTEMATO3HbIE OYaru LLenyLLIEeHNs KOXN;

9. runepkepaTo3 — Ny3bIipy 1 KpynHoniacTMHYaToe OTCIOEHUE annaepmMmca
Ha y4acTKax runepuMmpoBaHHOM KOXMU.

Lucnnacmuyeckue 3aboriegaHusi: epyrirna ¢ codemaHHbIMU rnamoJsio2usmu:

10. rMNOTPMUXO3 — OTCYTCTBMEM NOTOOTAENEHUS;

11. WNCTOHYEHUEM KOXMU;

12. HapylleHue pocTa anuaepmMuca u npuaaTtkoB Koxu. Bce aTo 4acTto co-
NpoBOXOaeTCcs OTCyTCTBMEM 3yDOoB, 1 Ap.

AHOManuu coeOuHUMeIbHoU mKaHu:

13. runepanacTU4YHas KOXa — MNOBbIWEHNE 3NAaCTUYHOCTU, NOABUXHOCTMH,
PaHNUMOCTU KOXMW;

14. BAANas Koxa — cBMCaHue apsibnon KoXu B BUAE KPYMHbIX CKIagok.

OnyxonegudHble 0bpa3o8aHUsi KOXU:

15. HeBycC (poavHKa vUnu rnagkuim HeBYC) — OrpaHUYeHHbI eddekT pa3Bu-
TUS KOXW N MOrPaHNYHON C HEWN CRM3UCTON 060M0YKK. DTO Nrockue, cner-
Ka BO3BblLLUAKOLLNECS HA KOXEN NMUITMEHTHbIE NATHA;

16. OopogaByaTbil HEBYC — BO3BbiLlAlOWEECd Hag KOXen MUrMeHTUpO-
BaHHOe obpas3oBaHMe C LIEepOXOBaATOM COCOYKOBOM MOBEPXHOCTbLIO C rpy-
ObIMN TEMHbLIMW BOSIOCaAMMU;

17. nannunoma KOXwu — 3T0 AoOpokavyecTBEHHOE paspacTaHue anuaepMum-
ca, Yalle B MecTax cpacTaHna aMOpPUOHanbHbIX CTPYKTYP.

Lpyaue nopoKu Koxu:

18. KWUCTbl — BHYTPUKOXHbIE N NOAKOXKHbIE ONMYXONN KPYrion Unn oBasibHOM
dopMbl pasHOW KOHCUCTEHUUM (OHM MOryT ObITb 3arnofiHEHbI KEpaTUHOM,
KOXXHbIM casiom);

19. nonumacTua — N30bITOYHOE KONMYECTBO MOJSIOYHbIX XKenes.
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5. COCTABJIEHUE U AHAJIN3 POOOCIJIIOBHbIX

5.1. lNoHssMue o 2eHeasio2u4yecKoM memode.

["eHearnoau4yeckulti MemooO, nnn MeTod aHannaa poaoCNOBHbIX, ABMSETCA
Hanbonee pyHaaMeHTanbHbIM N YHUBEPCANbHLIM METOLOM U3YyYeHUs Ha-
CNeacTBEHHOCTU U N3MEHYMBOCTU YenoBeka. OH 3aknyaeTcs B U3y4eHUU
Kakoro-nmbo HopmMarnbHOro nnu vawe NnaTonorn4eckoro npuaHaka B nokosne-
HUAX Jogen, KOTopble HaXoOATCHa APYr C OPYroM B POACTBEHHbIX OTHOLLEHU-
ax. CyTblo reHearnorm4eckoro Metoaa siBfseTcs CoctaBfieHne U aHanua po-
AOCNOBHbLIX. B MeanumHe aTOT METOA YacTO Ha3bIBaKOT KIUHMKO-
reHeasnormyecknmMm MeTogoM, NMOCKOSbKY UCCrefOoBaHMIo NoaBepratTca pas-

H006pa3HbIe ©ones3Hu nnu natonorndeckmne NPU3HaKN.

['eHeanornyeckumn aHanns pOJJ,OCJ'IOBHOVI no3BosdeT pewnTb MHOTne

TeopeTnyeckmne u npuknagHblie 3agadn, OgHMMMN N3 KOTOPbIX ABJTAKOTCA:

ornpenenntb: HacneayeTca Jin BooOLLlEe MSyL{aeMbIVI NPU3HaK;

OOMWHaHTHbLIM NN peueCcCUBHbIM ABIAETCA I/I3y‘-laeMbII7I NPU3HaK;

B ayTocome, X-xpomocome nIiun Y-xpomocome HaxoaunTcd MSyHaeMbIIZ reH;

onpenenntb reHoTun Toro UM MHOro 4YreHa pOD,OCJ'IOBHOIZ;

COCTaBUTb MPOrHo03 N OUEHUTb BEPOATHOCTb POXAEHUA Y TOIO UM UHOTO
YrieHa pO,EI,OCJ'IOBHOVI pe6eHKa Cc TéM UIMN NHbIM anbTeEPHATUBHLIM MPOAB-

JleHneM npu3Haka,

TexHn4eckn reHeanormyecknum MeToa BkrovaeT B cebst ABa nocnegosa-

TeJlbHbIX 3Tana.

- C60p cCBedeHNN O 4rieHax pOJJ,OCJ'IOBHOVI N COCTaBlieHne croBecHOro
onmncaHud pO,ElOCJ'IOBHOVI; croBecHoe onuncaHue pOD,OCJ'IOBHOVI C yKalaHunem
poactea U Hannmydmem uiin OoTCcyTctBuemM mdy4yaemoro rnpu3Haka Ha3biBaeTCH

nereHaou;

67



- COCTaBrieHune rpacbmquKoro M306pa>l<eHMF| pO,EI,OCJ'IOBHOVI, ee aHalnm3 ”

COoCTaBJ1IEHME MNMPOrHo3a.

CocTaBneHne poaocrnoBHOM Ha4YMHaeTcs ¢ npobaHda — nuua, obpa-
TUBLLErocs K cneumanucTty-reHeTuky. MNpun coctaBneHnM pogocrioBHON Uc-

NonNb3yTCA crieunarnbHble cMmBorsbl (puc. 1.).

1 [ d‘b [ﬁmdﬁ 9 | Pnc. 1. CumBonbl, ncnonb3yemole npu
2 O A o0 COCTaBNeHUN rpadpuyecknx

I ¢ N306pakeHnin pogoCIOBHbIX.

4 [ HFO ‘ 12

s (O é ©

S0 @
son B
s W

® 17

1 — 0CcoBb MY>CKOro rnosia He nmetroiasi UydaemMoro rnpusHaka; 2 — ocobb
YKEHCKOro nosa He umetoLasi nsay4aemMmoro npusHaka; 3 — rnosi HeM3BecCTeH; 4 —
Bpak My>XYMHbI U XEHLUNHBI; 5 — BNM3KOpoaCTBEHHbBIN Bpak; 6 — AeTn ogHOM
poanTenbCKON napbl (CMOCHI); 7 — MOHO3UTOTHbIE BJIM3HEL bl XKEHCKOro Ui
MY>XCKOro nona; 8 — ocobb My>KCKOro rnosna umMmetoLlas ndyvyaemboln npuaHak; 9 —
ON3UTOTHbIE Brn3Heubl 04HOro unu pasHoro nona; 10 — Beikuaeiw; 11 — abopr;
12 — mepTBOpPOXAEHHbIE; 13 — 6e3aeTHbIN Bpak; 14 — reTepo3nroTHas HOCK-
TenbHMUA peLeccmMBHOro ansensa X-xpoMocoMbI (reTepo3nroTHOCTb yCTaHaB-
nuBaeTcsa npu aHanuse); 15 — paHo ymepuwune; 16 — npobaHa; 17 — ocobb KeH-

CKOro rnosa MmMeroLLias n3y4yaemblii NpusHak.

Ha rpadomnyeckom nsobpaxxeHnun Bce YrieHbl poLOCIOBHOW CBA3aHbl ApYyr

C ApYyrom ropm3oHTtasibHbIMU UJITN BEPTUKaAIIbHbIMA JTMHUAMMW, OTpPa>KatoLLNMN
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POACTBEHHbIE UM BpayHble OTHOLLIEHUS (MYX - XXeHa, poauTtenu - getu). Bce
NHANBUAbLI OOHOMO MOKONEHWsI pacroniaralTcs CTPOro B oauH psa. Mokone-
HMS1 0603HaYarTCA PUMCKUMU Ldbpammn cBepXY BHU3; 0ObIYHO LMdpbI CTa-
BATCS CeBa OT POAOCNOBHOW. ApabCckummn uudpamm HyMepyrTcs Bce UHAON-
BMAbl OAHOrO MOKOMIEHUS CNeBa HanpaBo, NocneaoBaTenbHO B KaXXAoM psay
nokoneHun. bpaTtbs 1 cecTpbl pacnonaratoTcs B pOAOCIIOBHON B NOpsiAKe

DOXIEHNS! (DUC. 2.).
: o1,
, W O B0 00 0 Ol
Y Yt YaT TatolRull i “NieYalonm=
. ®
/!

15

1 2 3 4 3 &8

Puc. 2. Npaduyeckoe wnsobpaxeHne pOAOCHOBHOW, BKIovatowen B cebs
npeacraBuTenen 4-x NOKOSIEHUN.
[‘padnyeckoe nsobpaxkeHne poAOCNOBHbLIX CyLEeCTBEHHO obrieryaeT no-
cneaywoLwmnn aHanus: onpegernieHne Tuna HacnegoBaHus, reHoTuna npobdaHga
N BEPOATHOCTU poxaeHnda y npobaHaa pebeHka ¢ TeM MHbIM anbTepHaTMB-

HbIM 3Ha4YeHMEM TMPU3HaKa.

5.2. OcHoeHbIe munbl HacsieQo8aHUsl U XxapakmepHbie OJis1 HUX podo-

CJ/1I08HbIe.

3Has TeopeTn4yeckme OCHOBbLI 3aKOHOMepHOCTel7I HacnegoBaHmdA, MOXHO
OTHOCUTEJIbHO JIETKO onpenesnntb TUMn HacneagoBaHUAa U3y4aemMoro rnpmr3Haka

N reHoTurnbl MHOIMX 4YJ1€HOB pOJJ,OCJ'IOBHOVI B MPOCTbIX TUMUYHbIX CITy4adX.

Y noaen n3BecTHbl cneayolle OCHOBHbIE TUMNbI HAacNeAOBaHUA:

1) dyTOCOMHO-OOMNHaAHTHOE HacliegoBaHue,

2) ayTOCOMHO-peLieCCUBHOE HacnegoBaHue;
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3) OOMMNHAHTHOE cuernJyieHHoe C X-XpOMOCOMOIZ HacnegoBaHue,

4) peueccnBHoe cuereHHoe € X-XpOMOCOMOVl HacnegoBaHue,

5) cuenneHHoe ¢ Y-XpoMOCOMOW, U ronaHapuyeckoe, HacnegoBaHUe;

6) 4YaCTU4YHO cuensieHHoe C rnosyioM HacrnepgosaHune: arnesin ny4aemoro

reHa HaxogdATcAa B rOMOJIONTMYHbLIX OPpYyr Apyry y4YacTKax X-XpOMOCOMbI

N Y-XpOMOCOMBbI;

7) untToryiaamMmatnyeckoe HacrnegoBaHue: n3dydaemble reHbl HaxoadaTCcA B

OHK mutoxoHgpui,

8) ayTOCOMHO€E HacliegoBaHue, 3aBUCMMOE OT NnoJsia: ayTOCOMHbIE TeHbl

MNo-pa3HOMY NPOABIIAIOTCA B ('beHOTI/II'Ie Y XEHLLUNH N MYX4YUH;

9) ayTOoCOMHOE HacregoBaHue, OrpaHUYeHHOE MONoM: N3yYyaembin Npu-

3HaK hopMupyeTcs TONbKO Y ocoben oaHoro nona.

Ha puc. 3 npeacrasneHbl rpadouyeckne n3obpaxkeHust HECKOMbKUX poao-

CNOBHbIX C Ppa3HbIMN TUNaAMN A0epHOro HacnegoBaHUA.

A O——0
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A — ayTOCOMHO-peL/eCCUBHbIN TUM

HacrnegoBaHUS:;

reHoTun npobanga — aa;

B — JOMWHAHTHbLINW, CLENNEHHbIN C

X-XpOMOCOMOW TUMN HacrnegoBaHu4,

reHoTun npobanaa XAY:.

B — AyTOCOMHO-4OMMWHAHTHbIV TUM

HacnegoBaHUS;

reHoTun npobanga — Aa

" — cuenneHHbIn ¢ X-XpOMOCOMOW
NN ronaHapu4ecknin TMN Hacneno-

BaHUA,

reHoTun npo6anga X Y* (unn XY?);
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[1 — peuecCcuBHbIN, CLENSIEHHbIN C

X-XpPOMOCOMOW TUM HacreaoBaHUS;

reHoTun npoGanaa X Y.

Puc. 3. Npadunyeckoe n3obpaxeHne poaoCcnoBHbIX NMPY pasHbIX TUNaxX aaep-

HOro HacJsiegoBaHNA N3y4YaemMoro rnpur3Haka.

CneumanucTbl, COCTaBAS U aHanNM3npysa pOAOCIOBHLIE, BCEeraa y4mTbl-
BaloOT criegyowmmn akt. Ecnv B po4oCnoBHOM OOUH U TOT Xe NpU3Hak (Mnu
BonesHb) BCTpeyaeTCs HECKOSbKO pas, TO MOXHO AyMaTb O HacneacTBeH-
HOW NpupoAae n3yyaemoro npuaHaka (unu 6onesHn). Ho npexae Bcero, He-
006X0ANMO UCKINYUTE BO3MOXHOCTb (peHokonun. Tak, Hanpumep, Yactad
BCTPEYAEMOCTb NpM3HaKa MOXeET BbITb CBsi3aHa CO cneaylowmnMm npuyinHa-
MMU:

- OOWH W TOT Xe NaTOreHHbI dakTop MOr 4ENCTBOBATb Ha XEHLUMHY BO Bpe-

MA BCEX ee 6epeMeHHOCTeIZ;

- OHU 1 Te e npodeccnoHanbHble BpeaHOCTN Unn hakTopbl BHELLHEN cpe-
Obl MOTIN AEeNCTBOBATb HA MHOIMX YIIEHOB CEMbM M NPUBECTU K Pa3BUTUIO Y

HUX OOHOW U TOW e 6onesHu.

5.3. Kpumepuu ocHOEHbLIX Munoe siI0epHo20 Hacs1e08aHuUs.

[na ycnewHoro onpeaeneHns Tuna HacrneaoBaHusa B KOHKPETHOW poao-
CNOBHOMN, HEOBXOANMO 3HATb XapakTepHble 0COBEHHOCTN, KOTOpPbIMK Obna-
AaeT poAoCnoBHAA KaXaoro U3 OCHOBHbIX TUMOB HacrneaoBaHus. TN 0Co-
6eHHOCTN 00yCnoBNEeHbl PacnonoXeHNEM reHOB B XpPOMOCOMax U 0CObeHHO-

CTSAMU B3aMOLENCTBUS Mexay nx annendamu.

CyLLI,eCTByI-OT cnenywumne Kpyutepmun OCHOBHbIX TUMOB AO0epHOro Hacrne-

[OBaHUSA.

A) AYTOCOMHO-peLIeCCMBHoe HaclnegoBaHue.
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1) Npu3Hak BCTpeYaeTCcsa OTHOCUTESIbHO PEeaKO, HE B KaXKOOM MOKONEHUH;
2) ecnun npusHak nmeetcs y obonx pogurenen, To 3TOT NPU3HaK UMEKT BCe UX
netu;
3) NpM3HaK BCTpeYvaeTca 1 y AeTen, poauTenn KOTOpbIX He NMEKT N3y4yaemoro
npusHaka;
4) MY>XUMHbI N XEHLWMWHbI C U3y4YaeMbIiM MPU3HAKOM BCTpevaroTcs ¢ npnbnmsn-
TesIbHO OANHAKOBOW 4YacTOTOMN.

E) AyToCOMHO-AOMUHAHTHOE HacrefoBaHue:
1) NnpM3HaK BCTpEeYaeTCs 4acTo, B KaXXAOM MOKONEHWUMU;
2) MpU3HaK BCTpevyaeTcsa Yy AeTen, y KOTopbIX XOTa Obl OOWH M3 poauTenen
NMeeT U3yvyaembl NpU3Hak;
3) MY>XXYMHbI U XEHLLMHbI C U3y4aeMblM NPU3HAKOM BCTpeYaroTcs ¢ npubnunan-
TenbHO OAMHAKOBOW YaCTOTOMW.

B) CuenneHHoe ¢ Y-XpoMocomMou (roraHapuyeckoe) HacrneagoBaHue:
1) Npu3HaK BCTpPeYaeTCs 4acTo, B KaXKOOM NOKOSIEHUM;
2) Npu3HaK BCTpeYaeTCs TOSbKO Y MY>XUUH;
3) Np13HaK nepegaeTcs Mo MY>XCKOW JIMHUK: OT OTUa K CbiHY U T.A.

') PeueccuBHoe cuenneHHoe ¢ X-XpOMOCOMOMW HacneaoBaHue:
1) Npu3HaK BCTpevaeTcsl OTHOCUTENBHO PeaKo, HEe B KaXXOOM MOKONEHUH;
2) Npu3HaK BCTpevaeTcs NMPENUMYLLLECTBEHHO Y MYXXYMH, NPUYEM Yy UX OTLIOB
npu3Hak obbIYHO OTCYTCTBYET, HO MMEETCH Yy AeaoB (Npagenos) No MaTepuH-
CKOW NMUHUWN;

3) Y XKEeHLLUWH NpuU3HaK BCTpe4aeTCd TOJIbKO Torga, Kkorga oOH MMeeTcd Uy Ux ot-

ua.

1) oMunHaHTHOe cuensieHHoe ¢ X-XpOMOCOMOM HacnegoBaHUe:
1) Nnp13HaK BCTpeYyaeTCcs YacTo, B KaXKOOM MOKOSIeHUH;
2) NPU3HaK BCTpeYaeTcs y AeTen, Y KOTOpbIX XOTA Obl OAMH U3 poauTenen nve-
eT U3y4daeMbln NPU3Hak;
3) NpU3HaK BCTPeYaeTCsa N Yy MYXUYUH, N Y XKEHLWMH, HO XEHLMH C TakuM Mpu-

3HaKOM NpuMbNM3nNTEnNbLHO B ABa pasa bonblue, YHeM MYXKUUH;
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4) ecnv nsy4aemblii MpuU3HaK UMeeT MyXXdMHa, TO BCE ero Aodepu 6yayT MMeTb

JTOT NpU3Hak, a y BCeX ero CbIHOBEN 3TOT NPU3HaK 6y,£|,eT OTCYTCTBOBATb.

B KOHKpEeTHOI ceMbe COOTHOLLEHMNE UHANBUAYYMOB C U3y4YaeMbIM Npu-
3HaKoM 1 6e3 npusHaka MOXeT 3HaYUTENbHO OTNMYAaTLCA OT TEOPETUYECKN
OXNAaeMblX COOTHOLLEHWI, XapaKTepHbIX ANA onpeAeneHHoro Tuna Hacne-
noBaHus. ITo 0ObSACHAETCH rMaBHbIM 06pa3oM CryYyalHbIM XapaKkTepom
pacnpeaeneH1st XpOMOCOM B NpoLecce rameToreHesa. Tem He MeHee, Xa-
paKkTep poaoCroBHON, 0COBEHHOCTU Nepeaayn npusHaka (3abonesaHus) U3
MOKONEHUS B NMOKONeHne, COOTBETCTBME POOOCIIOBHOW KPUTEPUAM Hacneao-
BaHWA TOrO UMM MHOTO TUMa No3BONAT caenaTh onpeaeneHHbIN BbiBOA, O

TUNe HacnegoBsaHnA NpuU3Haka (I'IaTOJ'IOI'VIl/I) B KOHerTHOVI ceMbe.

YcTaHoBneHMe Tuna HacrnenoBaHus 3aboneBaHnsa YacTo ABNSETCS pe-
LALLM B MOCTAHOBKE NPaBUITbHOIO AMarHosa 1, crieqoBaTenbHo, B BbIOO-
pe ahPEKTUBHOTO NeYeHUs1, NPOBEAEHUN afeKBaTHbIX NPOMUIaKTUYECKUX

MepOI'IpVIﬂTI/II7I 1 Oade ornpaBsaaHHbIX MeOUKO-TreHETUYECKUX peKOMeHﬂauMﬁ.

5.4. PekomeHOayuu no cocmaesieHuro poAoCsI08HOL.
[Mpy peleHnn yyebHbIX UM NEPBUYHbLIX KMMHUKO-ANArHOCTUYECKNX 3a-
Aad, Heobxoguma crieyrowlas nocrneoBaTenNbHOCTb 4ENCTBUMN:
1) No cnoBeCcHOMY ONMCaHWMIO COCTaBUTb rpadmnyeckoe n3obpaxxeHme
POAOCIOBHOW; COCTaBUTb 3annUCb-NiereHay 0 pOACTBEHHbIX NUUax;
2) onpenenuTb TUM HacnegoBaHUSA U3ydYaeMoro rnpusHaka (unm bones-
HW);
3) onpenenuTb reHoTUN NpobaHaa;
4) paccunTaTb BEPOATHOCTb poXaeHus y npobaHaa pebeHka ¢ TeM unm
WHBLIM anbTepPHaTUBHbLIM NPOSIBIIEHUEM U3yHaeMOro Npu3Haka.

AnaopumM onpe@eneHu;l munrna HacrnedosaHusl rpu3Haka.
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1) Onpegenunte, OOMMHAHTHLIM UMW PELIECCUBHbLIM ABNSIETCA U3yyae-
MbI MPU3HaK.
Ecnu niogm ¢ nsyyaembiMm npmM3Hakom BCTPEYaAKTCS B POAOCIIOBHOW pea-
KO, HE B K&XX[,OM MOKONEHUN, N eCniv NPU3HaK BCTpeYaeTcs y YenoBeka, po-
AUTENnn KOTOPOro He MMET U3yHaeMoro rnpusHaka, TO MOXXHO AyMaTb, YTO

l/I3yL-IaeMbIl7I NPU3HaK ABNAETCA peleCCUBHbLIM.

Ecnun, HaoGopoT, noan ¢ n3y4yaembiM NPU3HaKOM BCTPeEYalTCs B poo-
CMNOBHOW YacTo, B KaXAOM MOKONEHUN, U eCrnn AeTU C TakuM NPU3HAKOM POXK-
[aloTCA B TEX CeMbSX, rae XoTsa Obl 04MH U3 poanTenei UMeeT AaHHbIA Npu-

3HaK, TO MOXHO AyMaTb, YTO |/|3yL|ae|v|b||7| NPU3HaK ABJ1AeTCA AOMUHAHTHbLIM.

2) Onpegenute, B ayTOCOME UNKM B NOSIOBOM XPOMOCOME HaxoauTCs
reH, obycrnosnuearoLLnn opMmMpoBaHMe N3y4aemoro npuaHaka.

Ecnun ocobu pasHoro nona, umetoLmMe ndyvyaemoli Npu3Hak, BCTpeyaroT-
csl NPUBNN3NUTENBHO C OANHAKOBOM YaCTOTOWN, HAaNnpMMep, OANHAKOBO YacTo
UM OOMHAKOBO Peako, TO MOXHO AyMaTb, YTO U3yYaeMbln NMPU3HaK ABMSETCS

ayTOCOMHbIM, TO €CTb 00YCMNOBMMBAIOLLNIA €0 FEH PACMONIOXEH B ayTOCOME.

Ecnun ocobu pasHoro nona, umeroLme ndyvyaemoli Npu3Hak, BCTpeyatoT-
CH C pa3HOW YacToTOW BNNOTb 40 OTCYTCTBUA NpU3HaKa y npeacrasutenemn
OAHOro nona, To MOXHO AyMaTb, YTO N3y4aeMblil NPU3HaK cuensieH ¢ no-
nom: obycrnoBnMBaloLLKnIM €ro reH pacronoXeH B NosioBon xpomocome. AHa-
nn3 nepegaym Takoro reHa U3 NokosieHnsa B NOKOSIEHNE NO3BONSET onpeae-
NUTb, B KAKOM UMEHHO NOSTIOBON XPOMOCOME — X UNn Y - pacriofioXXeH aToT

reH.

3) Ecnn reH HaxoauTca B NOSIOBOM XPOMOCOME, TO OrpefennTe: B Kakom
MMEHHO NOSI0BOM XpomMocome — X unu Y — HaxoauTcs reH, obycnosnveato-
LN oopMMpPOBaHME MU3ydHaeMoro npusHaka. [py 9ToM BO3MOXHbI Creayto-

e BapuaHThbl.
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a) Ecnn NPU3HAK BCTpeYaeTCA TOJIbKO Y ocoben MY>KCKOro rorna u rniepe-
AaeTcd TOJN1bKO OT OTua CbIHY, TO MOXHO AyMaTb, YTO Vl3y‘-laeMbIl71 reH

HaxoamTcsa B Y-XpomMocoMme.

6) Ecniv B KOHKpPETHOM POAOCIOBHOM PELECCUBHBIN NPU3HAK BCTpeYvaeT-
CH TOJIbKO Y 0COBEen MY>XCKOro rnona, y oTLoB KOTOPbIX JaHHbIN Npu-
3HaK OTCYTCTBYET, HO UMeeTCA y AeoB Uy Npagenos no MaTepuH-
CKOW JIMHUK, TO MOXHO AyMaTb, YTO PeLEeCcCMBHbIN annenb, 0bycnos-
NMBaoLWKMN pasBnTUE N3yHaemoro npmusHaka, pacnonoxeH B X-

XpOMOCOMe.

B) Ecnn cpean ocoben ¢ JOMUHAHTHBIM NPU3HAKOM OCOOW XXEHCKOro no-
na BCTpevaroTcs NpubnmnanTenbHO B ABa pa3a 4valle, Yem ocobun myx-
CKOro nomna, u y MyXYmHbl C ZOMWHAHTHbIM MPU3HAKOM BCe [oYepu
TOXe UMEeIKT 3TOT NPU3HAaK, a Y BCEX ero CblIHOBEN 3TOT NPU3HaK OT-
CYTCTBYET, TO MOXHO AyMaTb, YTO OOMWHAHTHbIN annenb, obycnos-
nuBawLWMn  pasBUTUE WN3Y4aeMoro npusHaka, pacrnofiokeH B X-
XpomMocome.

4) YcTaHOBMB TUN HacnegoBaHWA M3y4daeMoro rnpusHaka, npoBepbTe:
obnagaet nv aHanusnpyemasi pogocsioBHad TeMU MpusHakamu, KoTo-
pble XapakTepHbl Ans BbiIbpaHHOro BaMmu Tuna HacrnegoBaHud. 3atem
ybeanTecb, 4TO poaocroBHas He obriagaeT KOMMIEKCOM NPU3HAKOB,
XapakTepHbIX Ang Apyrnx TUNOB HacregoBaHUS.

Onpegenue TMN HacnegoBaHUSA U3yHaeMoro npuaHaka, MOXHO Jerko

BbISICHUTb reHoTuUN npobaHga n caenaTtb NPOrHo3 O ero BEPOSITHOM NOTOMCT-

Be.

OnpedeneHue eeHomuna npobaHoa.

Mpn onpegeneHnn reHotuna npodbaHga HeobxoaMmo 3HaTb OCHOBHbIE
3aKOHOMEPHOCTU HacnegoBaHUs FTEHOB M XPOMOCOM U NMOMHUTL, YTO pebeHOoK
MOXET MMETb B CBOEM F€HOTUMNE TOSNbKO Te reHbl, KoTopble Obinn y ero poau-
Tenen n KOTopble OH B XO4e OnfnoA0TBOPEHMS NOMyYuM OT HUX B COCTaBe Mo-

JTOBbIX KINEeTOK.
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Onpegensasa reHoTun nNpobaHga, Mbl PakTUYEeCKN pellaem NpPOCTENLLYHO
reHeTU4ecKkyl 3agady Ha MoHornbpuaHoe ckpewmBaHue. Bo usbexaHue
owmnbkn B onpegeneHnn reHotuna npobaHga pekomeHayeTcst onpeaensTtb He
TONbKO reHoTun npobaHga, HO U reHOTUMbI BCEX YNEeHOB ero brnvxanwen po-
aocrnoBHoW. [MocnegoBaTenbHOCTb AENCTBUN:

1. Pagom c rpaduyecknm msobpaxxeHmem poaoCiOBHOW HanULIMTE Ha-
3BaHMe arnbTepHaTMBHbIX MPU3HAKOB M OBycnosnuBawowme WX annenu, To
ecTb n3obpasnte Bugon3ameHeHHyo Tabnuuy “NpusHak - reH”.

2. YuyuTbiBasi NapHOCTb XPOMOCOM, MApPHOCTb asnmnenen ny4yaemoro ay-
TOCOMHOIO reHa u 0COB6EeHHOCTM pPacnofioXeHUs1 reHOB B MOSIOBbIX XPOMOCO-
Max, 3anuwuTte Oyayuwmn reHoTun, UCNonb3yst TOYKKU Anst 0003Ha4YeHus an-
nenen. MNpeaBaputensbHasa 3anncb reHoTuna dyaeT UMeTb cneayroLwwnn BUA:

- ONA ayTOCOMHOIO HacrneaoBaHus: * *;
- ONg cuensieHHoro ¢ X-xpoMoCcoMon HacnegoBaHuS: XX* 1 X'*Y;
- ONns cuenneHHoro ¢ Y-xpomocomon HacnegoBaHma: X X n XY™,

3. TeM uneHam pogoCriOBHOW, KOTOPble UMEKT N3yvYaeMbln Npu3sHak, no-
CTaBbTE€ BMECTO TOYKM COOTBETCTBYylOLLEee obOO3HayeHwe annens reHa —
CTPOYHYIO U 3arnaBHyto OYKBY:

- NS ayTOCOMHOro N CUENMEHHOro ¢ X-XpoOMOCOMOW JOMUHAHTHOIO Hacre-
AOBaHUSA: oanH annenb A,

- ONsi ayTOCOMHO-PELIECCMBHOIO HacrnenoBaHus: ABa annens a;

- ONA PEeLLeCcCUBHOro CLUEeneHHoro ¢ X-xpoMocomon HacnegoBaHusa: X2X? u
xX2Y:

- ON1S1 cuenneHHoro ¢ Y-XpoMOCOMOW HacriegoBaHUst MOXHO MCMONb3oBaThb
noboe nsobpaxeHne GykBbI.

4. CootBeTtcTBylOLlee 0DO3HavyeHWe annerns reHa nocraBbTe BMECTO
TOYKM TEM YfieHaM POAOCNOBHOW, Y KOTOPbIX U3y4YaeMbli NMpuU3HaK OTCYTCT-
ByeT:

- 011 ayToOCOMHO-AOMNHAHTHOIO HacriegoBaHusA: ABa alJiend a,
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- AN ayTOCOMHOroO U CLENSIEHHOro ¢ X-XpPOMOCOMOW peLiecCUBHOrO Hacre-
AOBaHUSA: oanH annenb A;

- AN JOMWHAHTHOrO CLIEMNIIEHHOro ¢ X-XPOMOCOMOW HacnenosaHusa: X2X? u
xX2Y;

- ONSA cUenfeHHoro ¢ Y-XpoMOCOMOW HacreaoBaHus crieqyeT Mcnonb3oBaThb
n3obpaxeHne BykBbl, OTAINYHOE OT UCMONb3YEMOro Asfisi 0603HAYEHUST reHO-
TMna ocobu ¢ nsyvyaemMbliM MPU3HAKOM.

5. Onpegenunte annenu B Tex reHoTMNax, KOTOpble Hemnb3sa onpeaennTb
no NUYHomy doeHoTuny ocobm, HoO MOXHO onpeaennTb Mo reHOTUNy ee poau-
Tenen nnun geten. MNpn aToM HEOBXOAMMO YYUTbLIBATb, YTO B reHOTUNe ocobu
MOFyT ObITb TOMbKO Te anmnenu, Kotopble ObinNnM B reHoTUne ero poauTenen.
Hanpumep, ecnu npu ayTOCOMHO-PELLECCMBHOM TUME HaCNeAoBaHUSA XEHLW-
Ha He MMeeT n3y4yaemoro npusHaka, Ho 3ToT nNpusHak 6ol y ee oTua, To re-
HOTMM 3TOW XEHLUHbI ByaeT cogepXxaTb pPeLecCUBHLIM annenb a u éyaer
nmeTb Bua4 Aa. Annenb A Mbl HAWNK NO PEHOTUMNY XEHLNHbI, a annesnb a —
No reHoTUNy ee oTua. YKaXuTe CTPenkon HanpasneHne nepegadn HangeHHo-
ro annensa ot poauTens Kk pebeHky.

Pacuem seposimHocmu poxOeHus y rpobaHda pebeHka
C meM usnu UHbIM aslbmepHamueHbIM rposiefieHUeM rpu3Haka.

BakHenwunm atanom reHeanorn4yeckoro metoga siBNSieTcsl NporHo3npo-
BaHMe notomctBa npobaHaa. B npocTtenwmnx criydasx oHO 3aknodaeTcsa B
BbIYMCIIEHUN BEPOATHOCTU poxaeHuna y npobaHaa pebeHka ¢ TEM MU UHbIM
anbTepHATMBHbLIM NPOSAABNEHMEM MPU3HaKa.

BepodaTtHocTb poxaeHusi pebeHka ¢ TeEM UAN UHBLIM anbTepPHATUBHLIM
NPU3HaAKoOM OnpenensieTca Kak gond AeTten ¢ 3TU Npu3HakoMm cpeau rnoTom-
KOB, MMEKLLUNX BCE (PEHOTUMbI, KOTOPbIE TONbKO BO3MOXHbI Y AeTen aHanu-
3MpyeMoun poanTenbCckon napbl. Hanpumep, npy TakoM OXngaemom pacluen-
NeHun NoTomMcTBa No peHoTumny, Kak 3 6onbHble : 1 300pOBbIe, BEPOATHOCTb
poxaeHuns bonbHoro pebeHka OyaoeT paBHa ¥, a BEPOSATHOCTb POXAEHUS

3gopoBoro pebeHka — Va.
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PacueT BeposiTHOCTM poxaeHus pebeHka C TeM UM UHbIM NPU3HAKOM
pekoMeHayeTCH Npou3BoAMTL B CrieaytoLlen nocrneaoBaTenbHOCTY:
1. HanuwwuTe reHoTunesl pogurtenen.
2. HanvwwuTe TUnbl rameT, KOTopble NPOU3BOAAT poauTEN.
3. Hanuwwnrte pacwenneHve (cooTHoweHue) notomkoB F4 no reHotuny
n oeHoTmny.
4. Paccuntante BEpPOATHOCTb poXaeHUs pebeHka ¢ MHTepecyoLwnm Bac

dpeHOTUNOM (MPU3HAKOM).

NMABA 6. METOOAMYECKHUE YKASAHUA K TMPOBEOEHUIO
MPAKTUYMECKUX 3AHATUA N OPFAHU3ALMUMN CAMOCTOATEIbHOMN
PABOTbI CTYOEHTOB

[MpakTnyeckas padota Ne1. «KneTtka — cTpykTypHas n oyHKUMOHanNbHas egu-
HuLa Bcero »ueoro. CTpoeHne, BoxmmMmyecknumn coctas, QYHKLUMY.
[MpakTnyeckaa pabota Ne2. «[leneHune knetkn. MnTo3 n menosy.
MpakTnyeckaa pabota Ne3. «XpaHuUTenun HacneacTBEHHOM MHdopMaLn.
MpakTnyeckaa pabota Ned. «Knaccudumkaumsa dakTopoB OKpyXKalLlen cpe-
Abl 1 UX BO3OENCTBME HA YeSIOBEKaA.

MpakTnyeckaa pabota Ne5. «Knaccudumkauus mytauui, mx ocobeHHOCTU U
3Ha4yeHuey.

MpakTnyeckas paboTta Ne6. «Anroputmbl pelieHns MeHgeneBcknx 3agad».

MpakTuyeckas pabota Ne7. «HapylieHus BHyTPUyTPOGHOrO OHTOreHes3a.
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MpakTnyeckaa pabota Ne8. «XapakTepuctmka pacnpoCTPaHEHHbIX U peaKknx
dopm MOHoreHHbIx 6onesHen (MB)».

[MpakTnyeckasa pabota Ne9. «XpomocomHble 6one3Hn n nx natoreHes (Xb)».
MpakTnyeckaa padbota Ne10. «Knaccudukauma mynbTudakTopmanbHbiX 60-
nesHen n aHomanuu passutnsa (AP n MAP)».

Mpaktnyeckaa pabota Ne11. «Knaccudumkauma HacneacTBEHHbIX NaTONormm
cnyxa, 3peHusi, peumy.

[Mpy BbINONHEHMN MPAKTUYECKMUX U CAMOCTOSTENbHbLIX paboT pekoMeH-
AyeTcsl UCnosib3oBaTbh TEOPETUYECKME MaTepuarbl, PUCYHKU, CXEMbl WU Tab-
NNLbI OCHOBHbIX y4ebHMKOB. HekoTopble 3aaHus U BOMPOCHI 3TUX y4eOHu-
KoB 06sa3aTenbHbl AN BbIMOSTHEHUS, OpYrMe peKoMeHAOBaHbl ANl CaMOCTOSI-
TenbHoW paboTbl. [Ona 9Toro npu BbINOMHEHUM MpakTUKymMa, B nriaHax
npakTUyecknx paboT ykasaHbl HOMepa U CTpaHuULbl 3TUX 3a4aHuUA, PUCYHKOB
n cxeMm. Hanpumep: (AcaHos A.FO., ¢.15-18, puc.1.2.; unkoe B.ll., c.44,
eonp.:1.1; 1.6; 1.9).
6.1.MMnaHbl NpakmMu4Yyeckux 3aHImudu.

1. UUTONOIMMMYECKUE U MOJIEKYJIAPHBIE OCHOBDbDI
HACINEOCTBEHHOCTMW.

BeoOHas yacme.

CxemaTuyHO 3apuncoBaTtb OCODOEHHOCTU KNETOK, Hpe,D,CTaBMTeﬂeVI BCeEX

LapcTB Npupoabl:

PlllcyHOK-CXGMa KNeTKn

8upYyChI 6akmepuu epubsbl pacmeHusi | XUBOMHbIE

OTnnunTenbHble 0COBEHHOCTU

YKa3aTb OCODEHHOCTM W MEeCTOHaxOXOeHue B HUX HacneCTBEHHOW
MHgopmaumn (B agpe, B untonnasme, B agpbiike, B cnupanu OHK sBupyca),
a Takke B opraHomgax — MUTOXOHOPUSAX U nnactungax. BelgBUTb OTNMYKMA Ha-
xoxaeHnsa OHK y monogbix n ctapbix (yTpaTUBLUNX SAPO) KNETOK.

(LYunkoe B.T1., ¢.51-63, puc. 2.1-2.8.).
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BbinonHeHue npakmu4yeckux, 1abopamopHbix pabom.

Mpaktnyeckans pab6ota Ne1. «KneTka — cTpykTypHass u cpyHKuMo-
HanbHas eAuHuUa Bcero Xusoro. CTpoeHue, GUOXMMUYECKUA COCTaB,
byHKLUNY.

[MpakTnyeckas paboTa BKIOYaET ABE TEMbI:

«CTpoeHne un QyHKUMM opraHongoB KreTku». Wcnonb3ya Tabnuuy
«CTpoeHne KneTkn» paccMOTpeTb OpraHouAbl U akueHTUPoBaTb BHUMaHWE
Ha 0COBEHHOCTAX B CTPOEHUU, CBA3AHHbLIX C OCHOBHOW (DYHKLMEN opraHomnaa.

3anonHuTb Tabnuuy.

HasBaHue op- OcobeHHOCTHU OCHOBHbIe PucyHok

raHounga CTpoeHus (byHKLI,VIVI

(AcaHos A.1O., ¢.15-18, puc.1.2.).

«KM3HEHHbIN UMK KNeTKn». NMOBTOPUTL 1 3aKpenuTb 3HaHUS O cTagmsax
XM3HEHHOrO LMKNa KrneToK - MHTepdasa, npodasa, aHadasa, metadasa, Te-
nodasa; Bpemsi geneHus. 3apucoBaTb MOCreaoBaTeNibHY0 CXeMy, 3anors-
HUTbL Tabruuy.

Ocoboe BHMMaHWe ygenuTb MNpoueccy pacnpeneneHuss XpoMocom B
Kaxgon dase M nocneacTBusM BO3MOXHbBIX HapPyLUEHUI PacXOXOEHUs Ha-

cnegcrtBeHHOro Mmatepmarna B 3aBUCUMMOCTU OT 3Talla AeJIEHUA KIEeTKN.

da3a XXU3HeHHOoro OcobGeHHoCTH PMCYHOK-CxeMa

LuKna

(AcaHos A.1O., ¢.31-32, puc.2.1.).

MpakTnueckas paborta Ne2. «[leneHune knetkn. MUTo3 n menos».

CocTaButb CXemy «Cnocobsbl pa3MHOXeHUNA XNBbIX OPraHN3mMoB».

80



3apucoBatb cxeMy pacnpeneneHus HacrneacTBEeHHOro maTepuana nonbay-
Acb Tabnuuen: «MuTo3» n «Meiio3». YkasaTb MECTO KOHbHOrauum, KpOCCUH-
roeepa 1 peaykumm xpomocoM. CaenaTtb BbIBOA O CXOACTBax M OTNMYUSX

ATUX NpoLEeCCOB.

®da3a ge- MwuTos3 Mewnos

NneHuA

(AcaHos A.1O., ¢.33-38, puc.2.2., 2.3.).

OpeaHu3auus camocmosmesibHoU eHeayoumopHoU pabombl cmyO0eHmMos

(3a0aHue Ha OoMm).

1. 3aKkpenuTb NEKUNOHHbIM MaTepuasn CoCTaBNeHNEM B TETPAaUN CXEM:
«OCHOBHbIE OTpacnu 1 HanpasreHna COBPEMEHHOM reHeTukn», «Knaccude-
CKME N COBPEMEHHbIE METOAbI N3YyYEeHUS1 HAaCNeaCTBEHHOCTUY .

2. Hantn gononHuTenbHyo nHopMauuto 1 nogpobHO N3yynTb Takue co-
BPEMEHHbIE MeToAbl AMarHOCTUKK, Kak dontoopecueHTHas IN SITI rubpugm-
3auus mnu FISH-meton, [HK-3oHooBaa guMarHoCcTuKa, nonnMmepasHasi peak-
umsa IN SITI unn PRINS-meToa, nonumepasHas uenHasa peakums unn MNUP-
mMeTop). [NoaroToBuUTb CoOOLLEHUS 1 pedrepaTsbl.

3. BoinonHutb 3aganna (Lunkoe B.[1., ¢.81-83, eonp. 2.9-2.12, 2.16.,
2.18, 2.21, 2.23., 2.25, 2.26., 2.27., 2.29., 2.3. C.94-95, eonp. 3.1., 3.5., 3.7-
3.9., 3.11-3.14. [ns peweHus 3aday ucronb3ytume mabn. 2.1 Ha c. 64).

4. CaMOCTOATENbHO MOBTOPUTL TEMY «XMMMUYECKasi OpraHn3auns KneTku

n obmeH BelecTB». [1na 3akpenneHus 3anonHnTbL Tabnuuy:

HasBaHue XumMmn4yeckoro | Posib B opraHuame

ANleMeHTa

5. MNMoaroToBKka K TECTUPOBAHWUIO.

MpakTnyeckasn padota Ne3. «XpaHuTenu HacneaCTBEHHOMN
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uHdopmauuny. lNpakTnyeckan paboTa BkNOYaeT ABE TEMbI:

«CTtpoeHune u knaccudpukaumsa xpomocom. Kapuotun yernoseka». A3y-
YNTb NOAPOOHO BHELLHEE U BHYTPEHHee CTPOEeHMEe XPOMOCOMbI, NocreaoBsa-
TernbHO 3apucoBaTb ee cocTaBndAwwme. Boinucatb OTNNYMA NOMNOBbLIX U CO-
MaTUYECKNX KITETOK.

Ncnonb3ys pasgaTodHbli Matepman «KapnoTtmn 340poBOro 4erioBeka,
MYXCKOW W XEHCKU», BbIABUTb OTNNYUSA NO MONOBOW XPOMOCOME, onpene-
nUTb rpynnbl U BUAbI XPOMOCOM, caernaTb BbiBOA. 3006pa3nTb cxeMaTuyHo
Habop XpoMOCcOM 4YenoBeka B TeTpagu, cobniogas npornopumMoHanbHOCTbL U
Knaccudukaumio (puc. ykasaH B JaHHOM nocodum).

(AcaHos A.1O., ¢.39-48, puc.3.1, 3.2. lljunkoe B.H., c.144, mabn. 7.1.).

«CTpoeHne n dyHKuumn reHos. ['eHeTnyeckaa opraHusauus OHK v KoH-
Tponb npoueccoB BuocuHTE3a». 3apucoBaTtb MosnekynsipHoe ctpoeHune [QHK
n reHa. M3yuntb cBoncTBa reHetnyeckoro koga. O3HaKOMUTLCH C reHeTu4ve-
ckon kapton OHK no pucyHkam ydebHuka. PaccmoTpeTb nocrnenoBaTesibHO
cxeMy OuocuHTesa 6erka, 3apycoBaTb TPAHCKPUMNUMIO U TpaHCcnsauuo (KpaT-
KO).

BeinucaTtb nocneacTtBna HapyweHUn Ha JaHHOM dTarne XusHegeaTerb-
HOCTU KNeTKN 1 opraHu3ma, caernartb BbiBOJ.

(AcaHos A.fO., ¢.51-73, puc. 3.11. puc. 4.14., 4.15., 4.16.).

OpeaHu3auus camocmosamesibHol eHeayoumopHoU pabombl cmyO0eHmMos

(3a0aHue Ha OoMm).

1. BeinonHnte 3aganuna (Lunkoe B.[1., c.44-47, eonp. 1.1., 1.6., 1.8.,
1.13-1.18. [ns peweHusi 3a0a4y MOXHO UCrofb3o8ampe 0aHHble mabn. 1.2. Ha
cmp. 18.).

2. Hantu gononHMUTENbHYO MHGOPMaUNIo ANa AoKagoB U coobleHumn

no coepeMeHHOMY COCTOAHUIO nccrnenoBaHnn npoueccos bunocnHTesa bernka.
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2. OCHOBHbIE 3AKOHOMEPHOCTU U MEXAHU3MbI
HACJNEQOOBAHUA.

BeoOHas yacme.

TectnpoBaHue: 30 BonpocoB ANt NPOOHOro TeECTUPOBaHMSA NO TEMaM:
«OT1pacnu reHeTukn. MeToabl AMarHOCTUKN HacneacTBEHHbIX Bone3Hen»
«CTpoeHne 1 PyHKUNKM KNETKM», « XMMUYECKasi opraHm3aumst KNnetkm n obmeH
BellecTBy. B3anMOKOHTPOMb pe3ynibTaToB, MX aHanmM3 u OLeHKa.

O3HakoMUTbCA C anroputmMamum peleHnss MeHOeneBcknx 3agady W
oboCcHOBaHMEM OENCTBUSA 3aKOHOB HacneaCTBEHHOCTUM U HacnenoBaHus. Ha-
cneacTBeHHas HopMa peakuumn.

OCHOBHbIE 3aKOHbl HacneacTBeHHOCTU: 1 — 3aKOH reHHou OeTepMuHa-
UMn; 2 — 3aKOH OTHOCUTESIbHOIO MOCTOSIHCTBA FEHOB; 3 — 3aKOH anmfesibHOro
COCTOSIHUA FEHOB.

3akoHbl . MeHgens. 'mbpuaonornyeckuin MeToq N3yvyeHnsa Hacnencr-
BEHHOCTU. | — 3aKOH pacLliennenns u npasuno eanHoobpasnst NOTOMKOB 1-ro
NOKONeHus. Ycnosus Aencteust | — 3akoHa MOHOrMGPUOHONO CKpeLimMBaHus
(3:1).

Il — 3aKOH HE3aBNCMMOrO pacLUenfieHnsi FreHOB N KOMOMHMPOBAHUS MPU3Ha-
KoB (pekombuHauus). PaccmMoTpeTb UUTOMNOrMYeckne OCHOBbI AUrMdpuaHoro
ckpelwmBaHms (3:9:9:1).

3anucaTtb anropuTMbl pelleHns 3agad ¢ ykasaHMeM OCHOBHbIX (OOpM U
COOTHOLLEHMI Y NOTOMCTBA HacneaCTBEHHbIX NPU3HAKOB.

(AcaHos A.1O., ¢.78-92. lljunikos B.I1., ¢.97-112).

BbinonHeHuUe npakmu4yeckux, nabopamopHbix pabom.

MpakTuyeckasa pabota Ne4. «Knaccudumkaumsa dakTopoB OKpy-
Xawluen cpeabl U UX BO3AEeUCTBUE Ha YeroBeKay.
Mcnonb3ysa 3HaHMa B 06nacTu 9KONOrMm 1 AoNONHUTENbHbBIN MaTtepuan

KpaTKO 3amnoSfIHUTb CXemy:

q)aKTOpbl cpeabl U UX BO34EeNCTBME Ha YeroBekKa
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abunoTtnyeckme 6uotnyeckune aHTPOMNOreHHble

Ocoboe BHUMaHME yoenuTb cpean abruoTndeckmx daktopoB - NpMpoa-
HOW paguvauum 1 ee UCMNoNb30BaHUIO, SNEKTPOMArHUTHOMY U MOHU3NPYLOLLE-
MY W3Ny4YeHuto, paspsigaMm MOSMHUK, TEMNNIOBOMY WU3MYYEHUIO, MPUPOAHOMY
LIYMY, NNOTHOCTW cpenbl, XMMNUYECKOMY MOCTOSIHCTBY CpeAdbl U T.4. CPaBHUTb
3TN aKTOpbl C TAKOBbLIMWU XE, HO NPOM3BOAMMbIMU YENTOBEKOM B aHTPOMO-
reHHOW cpeae, HanpuMmep - 3reKTpoMarHMTHble Nons B BbITY M Ha NPOU3BOA-
CTBE N UX MOLLHOCTb, MO CPaBHEHMIO C NPUPOAHBIMU; LLYMOBOE 3arpsi3HeHME,
pagnaumsa B MeguunHe — peHTreH, paguvoTepanua. YkasaTb npeaenbHo Oo-
nycTUMble 3Ha4YeHust dakTopa.

Cpean akTopoB XMBOW Mpupoabl OTMETUTb MYTALMOHHYK aKTuB-
HOCTb, PE3UCTEHTHOCTb U MPUCNOCOBNSAEMOCTb HMU3LWNX POPM XKU3HU; BUS-
HMue BUPYCOB N BGaKTepuin Ha YenoBeka, a TaK XXe napasnToB, U UX TOKCMHOB.
PaccMoTpeTb CKOPOCTb MyTauuMu, Pa3sMHOXEHNSA N Nepefayn HOBbIX NpU3Ha-
KOB OTAENbHbIX rpynn HU3WKWUX OPraHM3MOB M YerioBeka, nog BO3OEeNCTBUEM
HeafeKBaTHbIX PAKTOPOB cpedbl (TOKCUYHOCTb, pagnauusi, NevyeHne aHTu-

BuoTukamu u np.).

MNMpakTuyeckasa pabota Ne5. «Knaccucpumkauma myrtauum, mx oco-
GEeHHOCTU U 3HaYeHUue».

[MoBTOpPUTL onpefeneHus: BuUA, NOMNyrsuns, eCTeCTBEHHbIM U UCKYCCT-
BEHHbIN OTHOP. BhinucaTtb NOHATUS HAacnNeaCTBEHHOCTb, M3MEHYNBOCTL. Pac-
CMOTPETb CTPYKTYPY U 3PPeKTbI reHEeTUYECKOro rpysa B nonynsumu.

[MoapobHO 03HAKOMUTBLCA C BMAAMU MyTareHoB, U MeXaHu3mMaMu Mnpo-
NCXOXOEHUSA TEeHHbIX, XPOMOCOMHbLIX W T[E€HOMHbIX MyTaumn. CocTaBuUTb
0606LLeHHY0 KnaccuduKaumMoHHyo Tabnuuy «Tunbl MyTaumn M UxX Kpatkas

XapaKkTepucTuKkay.

TMN MyTauumn KpaTKas XapaKkTepucTukKa cxema MyTauum

84




[[eHHble MyTauuu

XpOMOCOMHbIE MyTaLnn

[[eHOMHbIe MyTaunm

PasobpaTtb n 3apncoBaTb B Tabnmue OCHOBHblE CXEMbl MyTaLM: NOMN-
nouaun; TpaHcrnokKauum u TpaHCNo3uunn, MHBEPCUN, MHCEpPLUMU, Oeneunu,
aynnukaunmu; BeinageHne, BCTaBka, 3aMeHa a30TUCTbIX OCHOBaHUM U NpoLec-
Cbl HApPYLIEeHNsA cMHTe3a H6erkoBbIX MOSEKYyI.

OTMETUTb XM3HEeCNOCOOHOCTb opraHnamMa npu Hanuuuu mytaumm B re-
Tepo- N rOMO3UTOTHOM cocTosiHun. CaenaTb 3akn4veHne o0 Buonorndeckom
3Ha4YeHUn myTaumin.

(AcaHos A.FO., ¢.93-107, puc.4.3., 4.5., 4.6. Llunkos B.ll., ¢.126-133,
puc.5.2., 5.5., 5.6. ).

MNMpakTuyeckas pabota Ne6. «KAnroputmbl peweHna MeHaeneBCKUX
3apgayr.

Pasobpatb MexaHu3Mbl 1 COCTaBUTb CaMOCTOSTENBHO anropUTMbl Ha-
cnefoBaHUsA: nomna, rpynn KpoBuW, pesyc-haktopa, M HEKOTOpPbIX MyTauuu

(HbS, deHunkeToHypun, remodomnum, cuHgpoma dayHa v gp.).

OpeaHu3auuss camocmosimesibHouU eHeayoumopHoU pabomsbl cmyO0eHmos.

PykoBoacTBysicb pasgenom «3agaHnsa onsg camocTosaATenbHOM paboThbl.
[eHeTMyecKkne 3agaumn», pasgaTtodHbIM UM OOMOSMHUTENbHLIM MaTepuanom
pewnTb 3agadn N 3akpenntb YyMEHME NPOBOAUTbL TEOPETUYECKMIA pacyeT Be-
POSATHOCTM HacnegoBaHUs MOTOMKaMu aHOMarnbHbIX MPU3HAKOB.

3apgavu:

- Ha NpuHUMN KOMMNNMMEHTaPHOCTU a30TUCTbIX ocHoBaHu OHK n PHK
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- Ha MoHormépuaHoe, AurMbpuaHoe ckpelmBaHue. BbisiBUTbL eanHoobpa-
3Me NOTOMKOB MEPBOro MOKOSIEHUS!, pacllensieHne npu3HakoB B Mnocrie-
AYOLLNX NOKONEHUSX

- Ha B3aMMOAEeNCTBME reHoB

- Ha aHanusupytoLllee ckpeLimBaHue

- Ha HacnegoBaHME U3MEHEHHbIX reHOB 1 3aboneBaHuin

Hantn gononHUTenbHy0 MHGOPMaLNIO O MyTaumsax, TOKCMHaxX U MyTa-
reHax NPMpPoOOHOro U aHTPOMNOreHHOro NPOUCXOXAEHNA, N NX BO3OENCTBUN Ha

HacneacTBEHHbIE CTPYKTYPbl U penpoaykuuto vyenoseka. NoarotoButbe Coob-

LLIeHMs, Npe3eHTauuun.

Beinonuntb 3aganus (Lunkoe B.I1., ¢.113-116, eonp. 4.5., 4.8. (Oonori-

HumesnbHO mabn. 2.3. Ha c.71), 4.13., 4.17., 4.20., 4.22.).

3. UHOMBUAOYAIIbHOE PA3BUTUE YEJNTOBEKA
N HACNIEACTBEHHbBIE NATOJNOINN.

BeoOHas yacme.

®poHTanbHasa 3akpenutenbHas Gecepa-onpoc: «[puynHbI HacneacT-
BEHHbIX HapyLLeHuiA. MyTauumy.

[MpoBepka BbINOSTHEHUS MPAKTUYECKMX M CaMOCTOSATENbHbIX paboT Ha
BbISIBIIEHNE YPOBHS 3HaHUI no Teme «OHTOreHes yenoseka. Mepuoabl pas-
BUTUSAY, 0DOPMIEHMS MPAKTUKYMa U MMCbMEHHbIX OTBETOB Ha BOMPOCHI

OsHakomneHve ¢ popMoi NpoBeAeHUss ceMuHapa, Temamm onpoca U

TeCTUPOBaHUSA

BbinonHeHuUe npakmu4yeckux, 1abopamopHbIx pabom.

NMpakTuyeckas pad6ota Ne7. «HapyweHnss BHyTPpUyTPOOHOro OHTO-
reHesa».

Ocoboe BHMMaHWe yaenuTb nocrnegoBaTefibHOMY pasBUTUIO HA CTagu-
AX 6nacTtynbl, racTpynbl, Henpynbl. CoctaBuTb Tabnuubl: «lepuoabl pa3su-

T4 opraHn3amMma mn unx 0COBEHHOCTNY, YKa3aTb 3apodbllleBble CTPYKTYpPbI - TKa-
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HW N OpraHhbl, O6pa3OBaHHbIe n3 HuX. Beinucatb KPpUTN4eCKkmne CpokKu (TepaTo-

reHHble I'IepVIO,EI,bI) and pa3Bntnda opraHoBs, CUCTEM OpraHoB U opraHn3mMa.

Mepuopg pa3sutus, | PUCYHOK - OcobeHHOCTUN Nnepuoga
CpOK (AHEN, He- CxeMa | ya kneTovyHoM, TKa- | Ha YHKLUMOHAnNb-
Aenb) HEeBOM W OPraHHOM | HOM YpOBHE
ypOBHe

CpoenaTtb BbIBO4, K YEMY NPUBOLAT HapYLUEHUSA Ha paHHUX 3Tanax pas-
BUTUS1, pACCMOTPETb CXEMbI U PUCYHKN B Y4EOHMKAX.
(AcaHos A.1O., ¢.18-30, puc. 1.2., 1.5., 1.8., 1.9).

OpeaHu3auus camocmosamesibHol eHeayoumopHoU pabombsl cmyOeHmos

1. MNMonb3yAcb y4ebHMKamu 1 NpakTMKyMOM NOBTOPUTbL TeMbl «MeToabl
N3y4YeHns reHeTUKN YyenoBekay», « eHeanorndyeckun metoa». Pasobpatb npa-
BUNa COCTaBIIEHUS U aHanu3a poAoCrOBHOM YeroBeka, U3yuYnTb CUMBOJSIUKY,
TUMbl HacneLoBaHUSA NPU3HAKoB, CNOCObbI NPOrHO3NPOBaHUA.

BoinonHute 3apanus: (lpakmukym TornopHuHa H.A, CmeosiuHckas
H.C. (2003) eonp. ¢.11-13 3anonHums 8 mempadu. AcaHos A.fO., ¢.123-141.
unkoe B.H., ¢.162-168, ¢.189., sonp. 8.1., 8.2.)

2. Hantn B gononHutenbHOW nutepaTtype MHdopMauuio O «LapCKuX
bonesHsax». PaccmoTpeTb MexaHU3Mbl HacrneLoBaHUSA pasfnyHbIX NaTonornm
nyTeEM W3YyYEHUS POAOCIOBHbLIX APEB 3HAMEHUTbIX AWHACTUA MOHapPXOB
(Mabcbypros, MBaHa NposHoro, PomaHosbix, Hukonas Il, N.C. baxa v gp.).

3. 3apaHue Ha 4 Hepgenu. CobpaTb NO BO3MOXHOCTU Boree MNosiHyH
MHopMaUnio 0 cBouX poacTBeHHuKax (PO, rog n MecTo poxxaeHua v ap.),
TO €CTb reHeariorm4yeckyto nereHly. YCtaHoBuTb 1 3anucatb Hanboree apkue

CbeHOTI/II'II/I‘-IeCKI/Ie NMPU3HAKMN KaK MOXHO bonbLero konu4yecTea poacTBEHHU-
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KOB (LBET BOSOC, a3, KOXW, POCT, poaAnMbIE MSATHA, BECHYLIKKU, B T.4. MY3bl-
KarnbHbIM CryX WU BOKasnbHbIA rofoc, peyeBble NaTtosiornmn 1 T.4.) U FeHOTUMNU-
Yyeckne NpU3HaKkn, ecnu ecTb BPOXOeHHble HacneacTBEHHblE NaTONorMu, Ha-
nnyne GonesHen (HanpMmMep Muonus - *, 4anbHO30PKOCTb - **, AaNbTOHU3M -
&, onabert - #, a3Ba xenyaka n T1.4.). BbISCHUTL NPUYUHBI CMEPTU NpenKoB
(MHMapKT, MHCYNbT, OHKOSOrMA CMepPTHOCTL Ao 1 roga, ap.). PekomeHayetcs
ncnonb3oBaTh AN 3HAKOB fiereHapbl UBETHbIE KapaHgallu.

®opma omyema: COCTaBUTb CBOE POAOCIIOBHOE APEBO B COOTBETCTBUMN
CO BCEMW npaBuriamu reHeanorm n NpPoOBECTU aHanuM3 BO3MOXHOIo Hacrne-
OO0BaHUS NMPU3HAKOB.

be3 cocTtaBneHHOro poAocCiOBHONO ApeBa M €ro aHanmsa CTYOEHT He

gonyckaeTcs [0 3adeTa no npeamety. [laHHada pa60Ta (bopMleyeT Ooa4HO 13

Hanbosiee BaXXHbIX YMEHUN crieunanncta noronega - ymeHme BbIaBUTb Y Ma-
uMeHTa n aHanusanpoBaTb NPUYUHBbI BO3HUKHOBEHUA OnpeaerneHHbIX naToso-
TMn n 3aboneBaHUn, xapakTep UX TeYEHUsl, MexaHu3Mbl HacrnegoBaHUSA U
MHoroe gpyroe. Onpegenutb Kpyr HeobxoaMmbiX Ansa Koppekuuun, Hanbonee
paunoHarbHbIX N afekBaTHbIX B KOHKPETHOM criydae, METOAMUK.
4. CEMUHAP: OCHOBbI TEHETUKWU u 3AKOHOMEPHOCTHU
OHTONEHETUYECKOIO PA3BUTUA YEJTOBEKA.

®poHmanbHO-uHOueuodyasbHbIU ONMPOC Mo memMam:

1. LuTonornyeckne n MonekynsipHole OCHOBbI HACre4CTBEHHOCTM.

2. OCHOBHblE 3aKOHOMEPHOCTM U MEXaHM3Mbl HacnegoBaHuUA.

3. NHanBuayanbHoe pasBuTUE 4YerioBeKa M HacneAcTBEHHble naToso-

rmn.
TecmupoeaHue:

1. «OTpacnn reHeTukn. MeTtoabl OMarHOCTUKM HacneacTBeHHbIX 60-

nes3Heny.
2. «CTpoeHne N YHKUMN KNETKNY.
3. «XumMn4yeckasi opraHmsaums KneTkn 1 obMeH BeLEeCcTB.

4. «[leneHue knetok. buonorus MHOMBUAOYyaribHOINro pa3BUTUA».
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5. «Pa3MHOXeHne n HacneaCTBEHHOCTbY.
Ob6uiee konnyecTBo TecToBbIX BornpocoB — 100 eanHu.
lNodeedeHue umoezos:
1. OueHKa 3HaHuin yYalumxcsl, aHanua onpoca.
2. [poBepka TeCTUPOBaHUA METOLOM B3aMMOKOHTPOMA, OLUEHKa pe-
3ynbTaToB.
3. [poBepka BbINOSIHEHUSA NpPaKTUYECKUX paboT No NponaeHHbIM Te-
MaMm (y BCeX).
4. lNpoBepKka BbLINOMHEHUS 3adaHMN ANd CaMoCTosTeNbHON pPaboThbl
BbicTaBneHne oueHok, 6annos, 3a4eTta nNo Temam.

PaboTta co cnabo ycnesatowmmm ctygeHtamn. [JononHUTeNbHbIE 3a4aHust.

5. MOHOINeEHHbIE BOJIE3HMW.

BeoOHas yacme.

Onpoc no nekunmoHHOMY MaTtepuarny:
«lMpuunHbl HacneancTBeHHbIX HapyweHun», «MyTtauumny», «Knaccundgpukaums,
ATNOMOrMs U naToreHe3 MOHOreHHbIX 6onesHeny», «OCobeHHOCTN TeyeHus
HacnegcTBeHHbIX 6bone3Hen obmMeHa BeLecTBY.

BbinonHeHuUe npakmuyeckux, nabopamopHbix pabom.

MNMpakTnyeckas paborta Ne8. «Xapaktepuctuka otaenbHbIX pacnpo-
CTpaHEeHHbIX U peaKknx popm MoHOreHHbIx 6onesHen (MB)».

1. CocTaBuUTb MMaH-CXeMy: MOHOreHHble U XPOMOCOMHble 6051e3Hu,
B6onblive U Manble aHoManuu pasBuUTUs, MynbTudakTopuanbHble 605e3Hu,
MHOXECTBEHHbI€ BPOXAEHHbIE MOPOKN PasBUTUS.

2. 3anonHuTb Tabnuuy:

1 [OOMWHaHTHbIE NPU3HaKK 2 peueccuBHbIE NPU3HaAKN

3 4

3. MNoapobHo pasobpaTtb otaenbHble opmbl MB, X OCHOBHbIE anar-

HOCTU4eCKne npnu3Hakm n NnpnHnHLI.
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N3yunTb 1 BbINUCATb KPaATKYK XapakKTEPUCTUKY OTAESbHbLIX pacrpo-
CTpaHeHHbIX dpopm MbB: MykoBUCLMO03, BPOXOEHHbIA TMNOTUPEO3, PeHUIIKe-
TOHYpUs, ranakrosemusi, cuHgpom MapTtuHa-benn, [woweHHa, MapdaHa,
Xont-Opama, bapage-buaona v gp.

O3HakoMnTbCA C OOLLEN XapaKTEpPUCTUKOW penKo BCTpedarLmxcd
dopm MB: rnukoreHosbl, MyKononmcaxapmaosbl, MyKOnonunuao3sbl, CHUHIo-
NUNUAO03bI, MUTOXOHAPWUarnbHble 60Ne3Hn, NEPOKCUCOMHBIE HOE3HMN.

3anonHuTb Tabnuuy: MeToabl AMarHOCTUKM HacneacTBEeHHbIX bones-
Hen Yenoseka. 3Hakamu (+) u (-) 06o3HaYbTEe MeToAbl, MPUMEHSeMble OS5

ONarHoCTuKn nepevmncrieHHbIX 3aboneBaHun.

Ha3BaHue OMoxmmumnyeckme | reHHas gmar- | LUTOreHeTn4ec-

Mb MeToAbl HOCTHMKA Kue metoAabl

PeHUNKeTOHYpUS
HbS-aHemus
["anakTo3emus
MykoBucumaos
LLlepelueBckoro-

TepHepa

3anonHnTb Tabnuuy: 'eHHble bonesHn Yenoseka, X BuoxmmMmmnyeckme

NpPpM3Hakn U TN HacriegoBaHUA.

HasBaHue 6one3Hn, | AedeKkTHbIN hepMeHT | TUMN HacrnenoBaHUA

cuHppoma Mb Mb

YkasaTb cuHgpombl: Mopkuno, ®obca-Kopu, Jlewa-HuxaHa, Tes-Cakca, lNowe,
HumaHHa-luka, IN'ypnepa, Kpurnepa-Hansapa, ®eHnnketoHypus, [Manakrose-
mMusi, PpykTosemusi, AQpeHOreHnTanbHbIN CMHAPOM (MO XXEeNaHu 1 gpyrme
cnHgpowmbl). (AcaHos A.FO., ¢.142-147).

OpeaHu3auus camocmosamesibHolU eHeayoumopHoU pabombsl cmyOeHmos
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PelleHve 3agay Ha HacnegoBaHWME MOHOreHHbIX 3abonesanuii (Lun-
koe B.H., c.189., 8.3 -8.11., 8.20., 8.21., 8.26., 8.27.).

[MogroTtoBka pedepaToB U COOOLLEHUN.

6. XPOMOCOMHbIE BOJIE3HMU.

BeoOHas yacme.

3akpenuTb NpeacTaBneHne o0 reHe U XpoOMoCcoMe, HacneLCTBEHHOCTU U
N3MEHYMBOCTN.

Onpoc no nekuMoHHOMY MaTepuany:
«Knaccudgmkaumnsa XpoMOCOMHbIX BonesHeny», «XapakTepucTuka OTAeSbHbIX

pacnpocTpaHeHHbIX U peaknx opm Xb».

BbinonHeHuUe npakmuyeckux, nabopamopHbix pabom.

MpakTnyeckasa pa6ota N29. «XXpomMoCoOMHbIe 60ne3Hu, UX NnaToreHe3».
1. PaccMoTpeTb Ha pUCyHKax KONMMYECTBEHHbIE U CTPYKTYPHbIE Hapy-
LLEeHMs1 XpomocoM. Pa3obpaTtb cxeMy HacnegoBaHUs annenbHbIX U Hean-

J1eJiIbHbIX Tr€EHOB.

Ha npumepe HanGonee pacnpocTpaHeHHbIX CUHAPOMOB PacCMOTPETb

BapnaHTbl XPOMOCOMHbIX HapymeHvu?l N nx nocrieacreuA.

Pa3p860TaTb N 3anoJIHNTb Ta6nmuy-|<naccmq)mumo XPOMOCOMHbIX Ha-

pyLLUEHUN.

Ha3saHue Konuyecmeso Kapuomun | Beipa)xeHHbIU

aymocom lNonosbix XpPOM. rpu3Hak

AyTOCOMHbIEe cuHApoMbl: CuHapom [ayHa (TpMcoMUsa Unu TpaHcnoka-
ums no 21 xpoMocome, Mo3anydHbIn BapuaHT cnHgpoma [layHa). CuHgpom
MaTay (Tpucomus 13, TpaHCcNoKaumMoHHasa n Mmo3anyHaa popmbl). CUHOPOM
oaBapaca (Tpucomua 18 1 TpaHcnokaunoHHasa gopma). CuHgpom Peteope
(Tpucommum 9P - BTOpasa no yacTtoTe cpean aeten onurodpeHos nocrie [ay-

Ha). CnHapom Tpucommmn 8. CUHOPOM «Kowaybero Kpuka» (geneuust 5). CuH-
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apom Bonbda-XupwxopHa (geneumsa 4). Cusgpom Opbenn (YactmyHas Mo-
Hocomua 13q). CuHgpom ge Npywm (moHocomus 18p). CUHOPOM «KOoLIaYbero

rnasa» (4actmyHaga Tpucommns 22).

[(OHOCOMHbIE cMHAPOMBI. CUHAPOMbBI C MY>XCKUM DEHOTUMOM: 1- NoSun-
comus no X-xpomocome CuHgpombl KnanHgenetepa, KannmaHa v Pen-
deHwTenHa. 2 - nonucomma no Y-xpomocome. CUHAPOMbI C KEHCKNUM (PeHO-
TUMOM: nonmMcoMus No X-xpomocome (47/XXX). NonHasa MoHocoMna no X-

Xpomocome unu cunapom LLlepelwiesckoro-TepHepa.

(AcaHos A.1O., ¢.147-158).

2. Coenante pacumdpoBKy 3anncen Kapuotmnos BONbHbIX NIOAEN:
Bap. A: 1) 46,XX,1p+; 2) 46, XY,14q-; 3) 46, XX, 14p+; 4) 46, XX,del(1)(q21);
5) 46, XY,1(2:5)(q21:q31); 6) 46,XX,r(18).
Bap. B:1) 13p13; 2) 3q29; 3) 3p26; 4) 4p14; 5) 4926; 6) 4913.

OpeaHu3auus camocmosamesibHolU eHeayoumopHoU pabomsbsl cmy0eHmos

PeweHne 3agay Ha HacnegoBaHMe XPOMOCOMHbIX 3abonesaHunn (Lur-
koe B.H., c.7.2., 7.4., 7.7-7.9., 7.12-7.14, 7.19-7.22.).
[MoBTOPUTL TeMbl M3 Kypca BO3pacTHOW duaunonorum: «CtpoeHune u
dyHKLUM aHanM3aTopoB».
7. MYNIbTUPAKTOPUAIIbHbIE BOJIE3HU (M®B). AHOMAJTUA
PA3BUTUA.

BeoOHas yacme.

Onpoc 1 noBTOpeHne matepuana no teme «buosnorna nHanenayanbHo-
ro pasBuUTUAY.

[MpoBepUTb KayecTBO BbIMOMHEHUA OOMALUHEro 3ajaHus Ha MnoBTope-
Hue no Temam: «CTpoeHue n pyHKUMM opraHa cnyxa», «CTtpoeHne u (yHk-

LN opraHa 3peHna».

BbinonHeHuUe npakmuyeckux, nabopamopHbix pabom.
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MpakTnyeckas pabora Ne10. «KKnaccudcdpukauma mynbtTuhakTopmanbHbIX
Gone3Hen n aHOManuMu pasBUTUAY.

1. CocTaBuTb KnaccuukaunoHHyo Tabnuuy-cxemy: Mapkepbl Hacnea-
CTBEHHbIX 3aboneBaHun. [lo HanpaBnNeHNAM: NaToONOrMm KOHEYHOCTEN (KUCTU
M CTONbI, NanbLeB), KOCTEN U CYCTaBOB; M3MEHeHUs (PopMbl Yeperna n ero
yacTten (NMUEBOWN, 3aTbINTOYHON, BUCOYHOWN); N3MEHEHUSI CTPYKTYP OpPraHoB u

TKaHewn; (*)yHKLI,VIOHaJ'IbeIe HapyLleHU4.

naTonornda unun BblpaxeH- NP KakKux cnHapomax Haunobonee

HbIN NMPU3HakK 4acToO BCTpe4vaeTcCs

Hanpumep: eeozacpuyeckut | CuHOpom [ayHa u m.O.

A3bIK

nnonudakmusnusi

Mapkepbl HEKOTOPbIX HacneacTBEHHbIX 3aboneBaHMn U CUHOPOMOB
MMBP: paktunna (M3amMeHeHns popMbl U KONnyecTBa NanbLeB), rmnepTesno-
pn3M (MHOXECTBEHHOCTb) a3 U COCKOB UNn Mx annasud. PacluenuHbl rybol
n Heba, BbICOKOE roTmyeckoe TBepaoe Hebo, KOpoTKkoe MsArkoe Hebo, «BOMYbLS
nacTby», «3asa4bsa rybay», aHomanum 3yb6oB 1 Npukyca, cybmMyko3Has pacLienu-
Ha unn pasgBoeHune Asblka, «reorpaduyecknin a3blk». smeHeHne dopmbl
HOCa W NUUEBbLIX KOCTEN, «Kapnun poT», «MpamMopHasa Koxa». AHTUMOHIOSO-
MOHbIA paspes rnas, 3MuUKaHT, TeSleKaHT, TMNepxXpoMna pagyxku, atpodus
3pUTENBbHOrO HEPBA, rMasHble aHoManun. IcnnacTUYHOCTb YLIHbIX PaKOBUH,
«00e3bsiHbE YXO», «BOSMYbE YXO», BEPTUKAlIbHble HACeYKN Ha MoYKe yxa. [lo-
nepeyHas nagoHHasa «o0be3bsiHbA» CKragka, KpblIOBMAHLIE CKMAAOKW LUEW.
Kpuntopxusm, dpumos. llaTtoniormm KOCTeM M CyCcTaBOB, «CTOMa-kadankay,
ANCNIAaCTUYHOCTb TENOCNOXEHUS, TOHYC MbILLL, KapSfIMKOBOCTb U TMraHTU3M.
[MaTonornn 4epena, HapyLlleHNe CTPYKTYp MO3ra, MUKPOreHUsl, MUKPOrMpus.

N3ameHeHunsa ronoca. |_|OpOKVI OpraHosB.
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MoopobHO paccmoTpeTb Npumepbl pacnpocTtpaHeHHbix BAP un MAP:
arHesud, annasusi, aTpesnn U CTeHO3bl, oNurum (OTCyTCTBMUE), rMNonnasvn u
rmnoTpodun, reTepoTonus U 3KToTonusd, amspadua (apadus), OUCXPOHUS,
Makpocomusi, Nodynsauum n UHBEPCUM OpraHoB 1 ap.

2. PaccMoTpeTb CXeMy reHeTUYeCKOro KOHTpona Hag npoLeccamMmm poc-
Ta N pas3BUTUA CKeneTa U MycKynaTypbl YyenoBeka. Yaenntb ocoboe BHUMa-
HWe ponu rmnodursa n WUToBNOHOM Xenesbl. CxeMy 3apucoBaTb.

3. PelweHve 3agay Ha KaprMKOBOCTb, TMraHTU3M., HacrnegoBaHue Yyepes
NOKOSIEHNS.

(LYunkoe B.H., c. 200-206, sonp. 10.1., 10.2., 10.3., 10.9.).

Mpaktnyeckaa paborta Ne11. «Knaccudmkauma HacnencTBeHHbIX
naTosiornm criyxa, 3peHusi, peum».

1. PaccmoTpeTb cxemy-knaccndpukauuio «latonornm aHanusnpyrowmx
CUCTEM OpraHusmay. 3anucatb KpaTKO NaToSfiormMnm M UX NPUYUHLL. YOEenuTb
BHUMaHWE HapyLUEHUAM OPYrMX aHanuaumpyroLwwmx cucteM: oOOHSAHUS, Ocsa3a-
HUS, BKyca. [MpoaHannanpoBaTtb, Npu Kaknx 60nesHsaX, B TOM YuCre Hacnea-

CTBEHHbIX, BCTpe4arTCA JaHHble HapyLUeHU.

PaccmoTpeTb Knaccuukaumoo CTOMKUX HapyLUEeHWn cryxa. AHOMannm Hapy»Horo yxa: Mo-
HOreHHast ayTOCOMHO-peLieCCMBHAsA U ayTOCOMHO-OOMUHAHTHAs TYrOyXxoCTb, MUKPOTUS C aTpesunen
Hapy>XHOro crnyxoBoro npoxoga. CuHapom Yiwepa u BpoxaeHHasa HermpoceHcopHas riyxoTa. lNpo-
BoAdLLas rnyxoTa npu cuHgpome KpysoHa n cungpome Tpudepa-KonnuHsa. CuHgpom AnbnopTa,
HacneACTBEHHbIV HE(PUT NOYEK CBA3AHHbIN ¢ rnyxoTon. CuHgpom lMNMeHapena u codeTaHue rnyxo-
Tbl C 3HOOKPUHHBIMK naTtonornamu. CnHapom Pudapaca-PaHgans, codyetaHune rnyxoTbl ¢ naToso-
rmammn HepBHoOW cuctembl. Cungpom Xapeenna u JlaHre-HunbceHa B coveTaHun ¢ HapyLLIEHUAMM
cepaeyHo-cocyaucTon cuctembl. CUHAPOM MHOXECTBEHHbIX NEHTUIO, HEMPOCEHCOPHas rnyxoTta u
nopaxeHus koxu. CnHgpom BaapaeHOypra nnu codetaHme rnyxoTbl ¢ anbouHnamom, 6enon nps-
Obto Boroc. HacneacteeHHble dhakTopbl B 3aboneBaHUsIX cpedHero yxa (OTOCKNepos, AedeKThbl
CNyxoBbIX KOCTOYeEK). MaTonornn BHYTPEeHHero yxa (OTCyTCTBME M Hegopas3BuTUe nabupuHTta, Ha-

pyLLleHUs KOpTMeBa opraHa). ATpodus, AucTpodus n geMMENMHN3aLNS CrlyxOBOro Hepea.

eHeTnyeckn obycrioBneHHble OpMbl AETCKOW cnenoTtbl U crnaboBuaeHus. HapyweHus
pedpakunn rnasa (rMnepmMeTponusi, MMonns), LBETOBOCMPUATUSA (0aNbTOHM3M) U CBETOOLLYLLE-
HUsi. ATpodusi 3pUTENBHOIO HepBa, U3MEHEHMSI MUIMEHTHOrO ANUTENuUs ceTyaTku. KaTtapakra,

rnaykoma. MaTonornn Bek, rnasHoro a6noka, CKnepbl, poroeuubl, XpycTtanuka. CVIH,EI,pOM Pmrepa,
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cMHOpoM ArnbCcTpema coyeTaHue C UHCYNMH3aBUCUMMbIM caxapHbiM gnabetom. CuHgpom JleHua.
CoyeTaHua natonorum 3peHuss U cnyxa. BpoxaeHHble kaTapakTbl. I3MeHeHne opraHoB 3peHust
npy GonesHsix HapyweHua obmeHa BewecTtB (HBO). HeHacnegyemble HapylleHuss CryxoBblX,

3PUTENbHbLIX aHaNMn3aTopoB, NX NMPUYNHbI N KOppPEeKUUA.

2. NMoBTOpUTL KNaccudpukauuo «llatonorm opraHos peun». PaccmoTt-
peTb BapuaHTbl HacnegoBaHUs Ha nNpumMepe Hambonee 4acTto BCTpe4YaeMblX
natonorun. icnonb3oBaTb 3HaHUA B obnactu noronegmn. CoenaTtb BbIBOAbI

O POJIN TEHETNYECKNX (t)aKTOpOB B BO3SHUKHOBEHUA paCCTpOI;ICTB pedn.

OpeaHu3auus camMocmosimesibHouU eHeayoumopHoU pabomsbl cmy0eHmos

1. PaccmoTpeTb HacneacTBeHHble hopMbl HapyweHnin OJA (KoCTHO-
MbILLEYHON cUCTEeMBI). [laTonorMu pasnuyHbIxX rpynn Mbiwd,. Matonornm NMueBbIX MbILWLL U KOCTEN
W X CBA3b pasBuTMEM peyveBon dyHKuuen. MNMpoaHanusanpoBaTtb Npu3Haku cuHapomos lpagepa-
Bunnun, AHrenbsmaHa nnm «c4acTnmMBon Kyknbl», Buneamca unu «nnuo ansda», KapHenu ge Jladre
n PybuHwTenHa-Tendbu. Coenatb BbIBO4 O YacToTe codeTaHuss YMCTBEHHOW OTCTanoCTU U Aus-

MOpd)VI‘-IeCKVIX CUHOPOMOB.

YkasaTb porib reHeTUYeCcKnx pakTopoB B HacneLCTBEHHOMN NpeapacnosioXeHHOCTH
K coMaTU4ecknm 3aboneBaHUsaM: rmnepToHunaA, Beretococygncrtasda agquCcTtoHus, caxaprM
,1:u/|a6eT, 3aboneBaHus U.I,VITOBWJ,HOIZ Xeneabl, 3aboneBaHus Cepﬂ,e‘-IHOCOCWJ,I/ICTOVI CuUcC-
TEeMbI, UHCYNbTbI, 3aboneBaHns Noyek, cuHapom Ppennu (BpoXaeHHbIn UMMyHoaedu-
LT NOYKN).
2. CaMoCTOATESNbHO COCTaBUTbL B TeTpaau cxemy: «ObecnevyeHne meam-
KO-FEHEeTMYECKOr0 KOHCYIIbTUPOBAHUS HAceneHns», BKIKOYUTb B HEE BCE He-
obxoanMble 00LLLECTBEHHO-COLMAnbHbIE CyXObl.

3. 3anonHntb obobuatouyto Tabnuuy 3Hakamm (+) u (-):

CUHOPOM HapyLweHuA

cnyxa 3peHunsA peyuun

4. PelweHne 3agay Ha HacrnegoBaHue rMMyXOTbl N TYTOYXOCTMH, HaprJeHVIVI

3peHus. MNoarotoBka pedepatoB n coobueHnn. (AcaHos A.FO., c. 194-202.)
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8. CEMUHAP: OCHOBbI KNTMHNYECKOW
U MEOULMHCKOW FrEHETUKM.
®poHmanbHO-uHOueuodyaslbHbIU OMPOC M0 MemMam:
1. MOHOreHHble U XPOMOCOMHbIE BOMNE3HM.
2. MynbTugaktopmarsnbHble 6051e3HN U aHOMasIMnN Pa3BUTUA.
3. HacneactBeHHble hOpMbl MHTENSNEKTYaNbHbIX HAPYLUEHUN.
4. HacnefncreeHHble pOpMbl HapyLUEHW OMOPHO-ABUraTesibHOro an-
napara.
5. Ponb reHeTnyecknx ¢oaktopoB B BO3HUKHOBEHWUM PACCTPONCTB CIly-
Xa, 3peHns, peyn.
TecmupoesaHue:
1. «3aKOHOMEPHOCTN HACcnNeaCTBEHHOCTUY.
2. «3aKOHOMEPHOCTN U3MEHYMBOCTUY.
3. «HacnencrtBeHHble 60Me3HN YernoBeka 1 NaTonornMmn pasBUTUSA Y.
4. «PopMbl U METOAbLI NPOMUIAKTUKN HACNeACTBEHHbIX NAaTONOMN.
O6Lwee konnyecTBo TeCToBbIX BonpocoB — 100 egmHuL,.
lModeedeHue umozos:
1. OueHKa 3HaHu yYalumxcs, aHanus onpoca.
2. lNpoBepka TecTUpoBaHMA METOOOM MNEPEKPECTHOrO0 KOHTPOSS, OLEHKa
pesynbTaToB.
3. MNpoBepkKa BbINOMHEHUS MPAKTUYECKMUX U CAMOCTOATENbHbIX paboT.
BbicTaBneHne oueHok, 6annos, 3a4eTta No TeMam.
NHanBnayanbHas oueHka paboTbl yyHalmnxcs B Te4eHnn y4edbHoro cemectpa.

PaboTta co cnabo ycnesarowmmm CTygeHTaMu.

9. NTOIOBbIU 3AYET MO NPAKTUKE. 3ALLUTA PE®EPATOB.
1. PelleHne KOHTpOrbHbIX 3a4a4 Ha HacnegoBaHue Npu3HaKkoB Yy YerioBeka
(MHOMBMAOYarnbHble 3a4aHnA No KapToykam). PelleHre no anroputmam:

- MOHOFI/I6pI/I,EI,HO€ CKpewunBaHue,

- QurnbpuaHoe cKpelLuMBaHue;
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B3aMMOOENCTBUE MEHOB;

cuenJyieHHoe HacrneagoBaHUe,

HeMnoJsiHoe pacxoxgeHne XpomMmocom,

HenosfiHoe AOMUHNPOBaHME.

2. OTyeTbl MO COCTaABNEHUIO CEMENHOW POAOCIIOBHOM U ee aHanuay (MHOuBK-

ayarnbHo).

3. 3awuTa pecepaTos.

4. O3HakoMIrieHne ¢ popmon nposeaeHna 3adeTa no npegmety «OCHOBLI re-

HETUKMY. PekomeHaauum no noaroToBKe.

6.2. 3adaHus Ansi camocmosimesibHolU pabomail.

KOHTPOIJIbHAAS PABOTA Net

. XpOMOCOMHasa Teopusa HacneacTBeHHOCTU. HacrnegosaHue reHoB U npu-
3HaKoB.

. N3ameHumBOCTL HacneacTtBeHHOro martepuana. Buabl M3MeHYMBOCTU: Ha-
CneacTBEHHAA M HeHacrneACTBEHHas, reHoTunuyeckas n dgoeHoTunuye-
cKasi.

. MyTtauuu, ux HacrnegosaHue B rnpouecce MmTo3a M Meunosa. [1puymHbI
KIMMHWUYECKOro 1 reHeTU4ecKoro nonnmopdmama nprusHaKkos.

. Bsaumopencteme reHoB: KOMMNIMMEHTAPHOE anucTaTUyecKoe, NonMmepus,
MHOXEeCTBEHHOe (nnenoTponHoe). [NpoasneHne 4eENCTBUSA FeHOB.

. JOMVHNpOBaHWE U MHOXECTBEHHbIN annenuam. fABrneHue CuernieHHoro
HacnegoBaHus.

. Knaccudumkaumna daktopoB oOkpyxatowen cpefbl (abunotmnyeckue, 6uotm-

Yeckne, aHTpPONOreHHble). BnuaHue ¢akTopoB BHeELWIHEN (9K30reHHOM) U
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BHYTPEHHEN (3HAOreHHOM) cpefbl HA HacneaCTBEHHbIE CTPYKTYpbl opra-
HU3Ma.

7. TOKCUHbI U MyTareHbl. BnuaHue 3g4opoBoro obpasa KM3HM Ha penpoayk-
TMBHbIE (PYHKUNN U HACNeaCTBEHHOCTb.

8. BHYTpUYyTpOGHbIN (aHTEHaTarnbHbIN) Nepuos pPasBUTULA: FePMUHATUBHbIN,
aMbpuoHanbHbIM 1 NNOAHbIN nepuodbl. MHTpaHaTanbHbIM Nepuoa pasBu-
TUS - poAbl, Kak (pakTop pucka BO3HUKHOBEHMSA MPUOBPETEHHLIX MaToso-
TUN.

9. HapyweHuns BHYTpUYTPOBHOro OHTOreHesa: Gnacrtonatum, ambpuonatuu,
deTonatun. 3agepxka BHYTPUYTPOOHOro passutusa nnoga. duarHoctuye-
CKMe NpU3HaKu, Krnaccugukauma n yactota BpOXLEHHOW rmnoTpodomn.

10. TlpunyunHbI N paKkTopbl pUCKa BPOXOEHHOM rmnotTpodun nnoga. BHyTpu-
yTpoOHOEe MHpULMpOoBaHMe Nnoga, nopaxeHme HEPBHON U UMMYHHOW CUC-
TEM.

11.  ®dopmbl HacneacTBeHHbIX natonornin: Mb - MoHoreHHble 6onesnun, Xb -
XpOMOCOMHble 6onesHn (cuHapombl), BAP n MAP - 6onbwune 1 manble
aHomanuu passutus (mnu BIP - BHyTpnyTpOBHLIE NAaTONOrMK pasBUTUS),
M®b - mynbTudakTopuansHele 6onesun, MBIP - MHOXXeCTBEHHbIe BPOX-
AEHHbIE MOPOKN PasBUTUSI.

12. MeToabl aHanUTUYECKON OMOXMMUK, MONEKYNAPHO-LUNTOreHeTu4eckme
n mMonekynsapHo-é6uonorndyeckne metoabl (pnoopecueHtTHasa IN SITI rmb-
pugauma unn FISH-meTtoa, QHK-30oHOoBasa anarHocTuka, nonumepasHas
peakuusi IN SITI nnn PRINS-meToa, nonumepasHas uenHas peakumsa nnm
MUP-meton).

13. OCOBEHHOCTN NCKYCCTBEHHONO OMMo4OTBOPEHMUS, MIOCbl U MUHYCbI C
TOYKN 3peHns reHeTukn. CoBpeMEHHbIE METOAbI ANArHOCTUKN U KOHTPOJIS
KayecTBa HacneacTBEHHOro MaTepuana.

14. [eHeTnyeckue «onepauum», UX posib B SlieYeHUN HacnencTBeHHbIX 60-
nesHen. BnuaHne 30XK matepu n oTua Ha opmupoBaHME MMMYHHO-

reHeTn4ecKoro 300opoBb4A pe6eH|<a.
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15. AHTeHanbHasi oxpaHa matepuHcTBa U getctea B Poccun. etn KO -
HoBas nonynauus. NpumeHeHne metoga B Poccum n B TromeHckon obnac-
TW.

16. BnusaHue BUPYCHbIX MHEKUUM Ha HapyLUeHUst HacrneacTBEHHOW WH-
dopmaumn B opraHmame. TOKCUHbI BakTepuin N BUPYCOB, KaK MOLLHbIE MY-
TareHbl 4NS XMBbIX OPraHN3MOB U YerioBeka.

17. OCOBEHHOCTN HEKOTOPbLIX HaTypanbHbIX NpenapaToB XXMBOTHOMO U pac-
TUTENBHOrO NMPOUCXOXOEHUS U UX CNOCOOHOCTbL BANATDL Ha BKIOYEHUE re-
HEeTMYECKNX MEXaHM3MOB 3aLLNTbLlI OpraHn3mMa.

18. TOKCMHBI U MyTareHsbl, Bbi3biBalOLMe rpybble HapyLleHus B pasBuUTUU
LHC. BnuaHve Ha HacneOcTBEeHHble CTPYKTYpbl YerioBeka pasfuyHbIX
rpynn nekapcTBeHHbIX NpenapaTos.

19. HacneacTtBeHHble HEOOPA3BUTUA PeYeBbIX LIEHTPOB rOfIOBHOMO MO3ra,
cnocobbl nx onpeaeneHns.

20. HacnencrtBeHHble BonesHn ¢ NporpeaneHTHbIM XapakTePOM TeyeHus.
OcTpble HapylweHns obMeHa BeLLECTB, Kak hakTop pucka mMrageH4Yeckon
N OETCKOM CMEPTHOCTM.

21. [pybble BpOXOEHHble aHOManuu pasBuUTUSA, NPEnATCTBYOLWME Oby4e-
HUIO OeTel C MNOMHOM WHTEenneKTyarnbHOW COXpPaHHOCTLI. (Hanpumep:
BPOXOEHHOE OTCyTCTBME nNanbua, KUctn, crtonbl M T1.4. [lcuxonoro-
negarormnyeckme n Meauko-coumasbHble acrnekThbl).

22. @opMbl HapylLleHu ronocoBOro annapata U uMx HacnegosaHue. Ha-
cnefoBaHWe NaTosNiormMn CriyxoBOro aHanuaartopa.

23. OcobeHHOCTU pa3BUTUSA TBOPYECKUX CNOCOBHOCTEN Yy AeTen C Hacnea-
CTBEHHbIMW BONE3HAMMN.

24. O6yyeHue geTen C HapyLleHUAMWU UHTerNeKTyanbHoro passutng. Pas-
BUTUE peYn y AeTen ¢ reHeTu4ecknmm cuHgpomamn. HacnegosaHue pas-
NUYHBbIX  (bopM  3aumkaHuMda, OCOBEHHOCTM  BNUSHUA  Ha  MCUXO-

AMOLIMOHalIbHOE COCTOAHUNE HEeJTOBEKA.
KOHTPOJIbHAA PABOTA Ne2
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. Obwaa apakTepucTMka OTAENbHbIX PacrnpoCTPaHEeHHbIX POPM MOHOreH-
HbIX Bone3Hen: MyKOBMCUMAO3, BPOXOEHHbLIM TMNOTUPEO03, DEHUNKETOHY-
pus, ranakrosemus, cuHgpom MaptuHa-benn.

. OBLwasg xapaktepucTuka pegkmx opmMm MOHOreHHbIX 6onesHen: rmuKoreHo-
3bl, MYyKOMoOJSsiMcaxapugosbl, MyKOnonunuaosbl, CPUHroNUNMA03bl, MUTO-
XoHApuanbHble 60ne3Hn, NePOKCUCOMHbIE BOE3HMU.

. XpOMOCOMHbIE CUHAPOMbI - ayTOCOMHbIE N FTOHOCOMHbIE, MoKa3aHus Ond
LUMTOreHo-AMarHOCTUKM.

. AyTocomHble cnHgpombl: CuHgpom [ayHa, MNaTtay, 3aBapaca, PeTteope.
CuHapom Tpucomun 8. CnHOpOM «kowavbero kpukay». CuHagpom Bonbda-
XupwxopHa, Opbenun. CUHOPOM «KOLLIA4bero rrasay.

. [oHOCOMHbIe cnHApPOMBbI. CUHOPOMBI C MYXCKUM (peHoTunom: 1- nonmco-
M no X-xpomocome CuHapombl KnanHdpenotepa, KannmaHa n Pewn-
deHwTenHa. 2 - nonmcoMmms no Y-xpomocome. CMHAPOMBI C XKEHCKNUM doe-
HOTMMOM: nonucommsa no X-xpomocome (47/XXX). NonHas MoHocoMUs No
X-xpomocome unu cuHgpom Lepewesckoro-TepHepa.

. BpoxgeHHble aHoOManum pasBuTUS: 3TUONOMMA U Knaccudpukauma. NMprme-
pbl: arHesus, annasus, aTpesnn U CTeHO3bl, ONuruM (OTCYTCTBME), TUNO-
nnasmm n rmnoTpodumn, reTepoTonua U aKToTonud, amspadus (apadwus),
ANCXPOHUS, MaKpoCOMUSA, NIoBynsaLnmn N MHBEPCUN OPraHoB, ap.

. Mapkepbl HacneacTBeHHbIX 3aboneBaHn N CUHOPOMOB: OAKTUANA, rmnep-
Tenopuam, AUCNNACTUYHOCTb YLLUHbIX PAKOBWUH, «0Be3bsiHbe YXO», «BOSNYbE
yXO», BepTuKarnbHble Haceykn Ha Mouyke yxa. [NonepeyHas «0b6e3bsAHbA»
CKnazkKa, KpblSIOBUOHbIE CKITadKu LUEMW.

. PacwenuHbl n aHomanuu rybbl n Heba, «BoNYbSA NacTby», «3as4bsa rybay,
aHomanuu 3y6oB M npuKyca, CyOMyKo3Hasi pacluennHa 43blka, «reorpa-
don4eCKUm A3bIKY.

. \ameHeHne popmMbl HOCa 1 NUUEBLIX KOCTEN MPU pasnuYHbIX NaTosiormsx,

«Kapnum poTy», «KMpamopHas Koxay.
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10. TlposiBNeHne pyaMMEHTOB M aTaBM3MOB MNPU HacneacTBEHHbIX 6ones-
HAX: aHTMMOHIONOWAHbBIN pa3pes rnas, ANuKaHT, TENEeKaHT u ap.

11. HacnencTtBeHHble M NpuobpeTeHHble aHOManuuM 3peHus: rmnepxpomMms
pagyXkn, aTpounsa 3puTeNbLHOro HepBa, rnasHble aHoMaruu.

12. HacnegcrtBeHHble OOPMbl HapyLWeHU KOCTHO-MbILLEYHOW CUCTEMbI: Na-
TONOrMM Pasnn4YHbIX rPynn MblWL, KOCTEN U cycTaBoB. «CTona-kayankay,
ANCNIaCTUYHOCTb TEMNOCNOXEHNS, KAPSIMKOBOCTb U MTMraHTU3M.

13. [llaTtonorun yepena, HapyLweHne CTPYKTYp MO3ra, MUKPOreHns, MMKporu-
pusi. BnusiHne ypoBeHb YMCTBEHHOIO pa3BUTUA.

14. TlaTonorMm nNUUEBbLIX MbILWL, U KOCTEN N UX CBA3b pPeyvyeBOn (PYHKLMEMN.
CuHppowm [lNpagepa-Bunnun, AHrensmaHa vnu «cyacTiimBon Kykribl». CUH-
apom Bunbamca nnu «nuuo anbga». CuHgpom KapHenu ge Jlanre n Py-
OVHWTENHa-Tenbu.

15. YMCTBEHHas oTCTanocTb Npu AN3MopdrUYEeCKUX CUHOPOMAaX.

16. Ponb reHeTU4Yecknx paktopoB 1 NpeapacnonoXXeHHOCTb K
coMaTUYecKMM 3aboneBaHnAM: TMMNePTOHUS, BereTococyamcTaa AUCTOHMS,
caxapHbln guabeT, 3aboneesaHnsa LUMTOBMAOHOW >Xenesbl, 3aborieBaHus
cepaevyHOCOoCYyaNCTON CUCTEMbI, MOYEK, UHCYMbThI, CUHOPOM Dpennn.

17.MoHoreHHas ayTOCOMHO-peLiecCuBHass U ayTOCOMHO-AOMUHAHTHAsA Tyro-
YXOCTb, MUKPOTUA C aTpe3nen HapyXHoro cryxoBoro npoxoga. CvHOpom
Ywepa n BpoxgeHHasi HempoceHcopHas rnyxoTa. lNpoBogsias rnyxoTa

npu cunapome KpysoHa un cuHapome Tpudepa-Konnuuaa.

18. CunHOpPOMBbI U UX CBA3b C coMaTuveckmmu 3aboneBaHnamn. CuHOPOM
AnbnopTa, HacneacTBEHHbIN HEPPUT NOYEK CBA3AHHLIN C rIyXOTON. CUH-
apom [leHaopena n coyeTaHne rMyxoTbl C SHOOKPUHHBIMW MAaTONOMMSAMM.
19. Co4veTaHue rnyxoTbl C NATONOrMSIMU HEPBHOW CUCTEMBI, CUHAPOM Pu-
yapaca-Pangans. CumHgpom XKapsenna v Jlanre-HunbceHa B coveTaHum ¢

HapyLlweHnaMn Cepﬂ,eHHO-COCyJJ,VICTOVI CNCTEMDbI.

101



20.CMH,EI,pOM MHO>XEeCTBEHHbIX JNEHTUr O, HeﬂpoceHcopHaﬂ rmyxota un nopaxe-
HUA KOXWN. CVIH,D,pOM Baap,quGypra Unm coyetaHune rnyxotbl C anbbuHN3-

Mowm, 6enon npsiablo BOSOC.

21.HacneacTtBeHHble hakTopbl B 3aboreBaHUAX cpegHero yxa (0Tocknepos,
AedeKTbl CNyxoBbIX KOCTOYeK). [1laTonornn BHyTpeHHero yxa (oTcyTcTeue
N HepopassuTMe nNabupuHTa, HapylleHust KopTueBa opraHa). ATpodus,

,EI,VICTpO(*)VIFI n aemMmmnesimnHmn3auna CciiyxoBoro Hepsa.

22. ['eHeTn4yeckn obycrioBrneHHble opMbl CrenoTbl U criaboBnaeHus: CUH-
apom Purepa, cuHapom AnbCTpemMa coveTaHue C UHCYSTMH3aBUCUMbIM Ca-
xapHbiM gunabetom. CuHapom JleHua. CoyeTaHMsa naTosfiornMm 3peHnsa U

cnyxa. BpoxaeHHble kaTapakTbil.

23. N'ameHeHne opraHoB 3peHuns npu 6ornesHax HapyLleHuss obMeHa BelLecTB
(HBO). HeHacnegyembie HapyLIeHUA CIyXOBbIX, 3pUTerNbHbIX aHanu3aro-

POB, UX MPUYMHBI U KOPPEKLIMS.

24. Ponb reHeTn4ecknx pakTopoB B BO3HMKHOBEHUN PACCTPOUCTB peyn. Jlo-

rOHEBPO3bl.
6.3. TembI peghepama.

1. FleHOM 4ernoBeka, HOBble MCCreaoBaHUs. [eHeTUYeckMe Koppekunn, ux
NSIOCbl U MUHYCBI.

2. OcHOBHble HanpaBneHns ganbHenLWero pa3suTnsa reHeTukn XXI Beka.

3. ®apmakosniormsi n reHeTuka, nevyeHne 6e3 aHTMOBMOTMKOB. HOBbIE OTKPbITUS
B FrEHHOW NHXEHEPUM.

4. bnotexHonorma n reHHas HXeHepusi - HoOBblE OTKPLITUA N JOKa3aTeNbCT-
Ba HacneacTBeHHOCTN.

5. [locTWKeHNA COBPEMEHHON TeHeTuKM B obnactu TpaHCniaHTaLMOHHOM

XUPYPruu.

6. OBonounoHHoEe pa3BuTHne L',HC M TOJTIOBHOIoO MO3ra 4YesrioBeka. Teopvwl NnoABNEHUA UHTENTIEK-

Ta.
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7. Ctapyeckue 6onesHn? A MOXEeT NporpeccupoBaHne reHeTUYECKUX Hapy-
LeHnn?!

8. Kak coxpaHuTb MONOAOCTb UMM reHeTUYECKUNE MEXaHMU3Mbl CTapeHNS.

9. [lenctButenbHO Nn «Npupoaa OTAbIXaeT Ha AETSAX reHNEB?».

10. HacneactBeHHble BONe3HN agnHacTUn Bennknx Koposien npoLusioro.

11. WcTtopudeckne npumepbl HacnegoBaHUs YHUKambHbIX (My3blKanbHbIX U
ap.) cnocobHocTen.

12. [eHeTuKa MHTennekTyasnbHbIX HapyweHun. bonesHb [ayHa - Kak crno-
MaTb CTEPEOTUMN O HEMOJTHOLLEHHOCTM.

13. YaOBoeHHasd noyka - B YeM CyTb Npobrembl.

14. T[lopok cepaua - HacrneacTBeHHas n NpuobpeTeHHasa NaTonornu.

15. HbS - cepnoBmgHoOkneToyHas aHeMUd, yHUKanbHas ponb 60riesHn B
9BOMIOLNM OPEBHErO YerioBeka.

16. [eHeTMyeckne mexaHu3mbl 0O6pas3oBaHNA PakoBbIX OMYXONeNn.

17. [eHeTn4yeckme, MeToabl AMAarHOCTUKN U NEYEHNST B OHKOOMMN.

18. OHkonormyeckne 6onesHN U uUx HacnegoBaHue, Kak rnodanbHasi npo-
bnema yenoBe4ecTBa.

19. CoBpeMeHHble MeToabl AMarHOCTUKN HacneacTBeHHbIX GonesHen, npo-
rpamMmmebl Mo UX BHEOPEHWUIO.

20. CoBpeMeHHble MeToabl auvarHocTuku: drnoopecueHTHas IN SITI rnb-
puansauus unn FISH-metoa.

21. CoBpeMeHHble meToabl anarHocTtukn: PRINS-meToa un MNLUP-meTon).

22. [OHK-3oHOooBasi AgMarHocTuKa, HanpasreHust 1 0cCobeHHOCTN MeToaa.

23. [eHoTepanus 1 ee yHUKarnbHble 0CO6EHHOCTM.

24. Mepgunko-reHeTnyeckne cnyxbol B r. TromeHn, NnpodunakTndeckoe n me-
AVLMHCKOE HarnpaBslieHUS.

25. Bnunanue Ha 3gopoBbe Gyayulero pebeHka ynotpebneHms maTtepbto U
OTLOM HapKOTUYECKUX U MCUXOTPONHbLIX cpeacTtB. OTKasHble AETU - noye-

MY UX TaK MHOro?
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OcHoeHble mpeboeaHusi kK oghopmMsieHUro peghepama.

PedepaT gomkeH bbiTb CTPYKTypupoBaH: TutynbHbln nucTt; Coaepxa-
Hue; BBegeHue (1-2 cTp.); Janee OCHOBHOE coAepXaHue, umeroLiee Ha3Ba-
HWe (BO3MOXHO AerneHne Ha rnasbl U NyHKTbI, Bcero 12-15 ctp.); 3akntoyeHve
(vnn BbIBOAbI, Beero 0,5-1 c1p.); Cnncok nutepatypbl (He meHee 10 UCTOYHU-
KOB, B T.4. 3a nocnegHue 5 ner); NpunoxeHus (ecnu ectb).

Kaxxgasa ctpaHuua HymepyeTtcsa B NpaBoM BepxHeM yrny. CyeT Hymepa-
UMM BedeTCa C TUTYSIbHOro Nnncta, Ha KOTOPOM LMdpbl HE MNPOCTaBNAKTCS.
Mona cnesa — 3cm, cnpaBa — He MeHee 1cMm. CBepxy U CHU3Y MO 2 CM.
Wpndt 14, Times New Roman. WHTepBan - ognHapHein. Obbem BBEOEHNS,

OCHOBHOW YacTu 1 3akndeHusa coctasngeT 12-15 nucTtoB nevyaTHOro TeKkcTa.

Tema pedpepata MoxeT bObiTb BblOpaHa CTyAEHTOM CaMOCTOATENbHO,
Ha OCHOBE CBOMX BO3MOXHOCTEN, HO TpebyeT cornacoBaHus ¢ npenojasaTe-
nem.

PedepaTt xpaHuTca Ha Kadeape nnu B y4ebHOM YacTn He MeHee 3 ner.
PedepaT MoxeT BblgaBaTbCA aBTOPY UMM MHbIM Nosib3oBaTensam ans pado-
Tbl HA Kadpeape, NPy COOTBETCTBYIOLLEN 3aMnUCH.

6.4. Bonpochbl O5isi caMorpoe8epKuU.

1. KakoBa posnb HacrneacTBEHHOCTU B pas3BUTUKN YerioBeka?

2. Ha3oBuTe KneToYHble CTPYKTYpPbl, y4acTBYHOLLUME B HACEeACTBEHHOCTH.

3. B yem 3aknwo4aloTca HacneacteseHHas npeapacrnosioXeHHOCTb U reHeTu-
yeckasd nHANBNAYyanbHOCTb?

4. KakoBa ponb HacnencTBeHHbIX U CpedoBbiX (PaKTOPOB B BO3HUKHOBEHMUU
3aboneBaHnn?

5. OxapakTepusyinte HopmarnbHbI KAPUOTUM YerioBeka?

6. YTo npeactaBnsieT n3 ceba reHom Yenoseka?

7. KakoBo Ha COBpPEMEHHOM 3Tane pas3BUTUS TEHETUKN COCTOSIHUE MO U3y4e-
HUIO N pacluNdpOBKE reHeTUYECKOro Koaa YeroBeka (reHoma)?

8. lNepeuncnute U ganTe KpaTKyl XapakTEPUCTUKY KIMHUYECKUX MEeTOOO0B
nccrnenoBaHnd, NPUMEHSIEMbIX B reHETUYECKOM MpaKTUKe.
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9. Kakme meToabl nccrnenoBaHust OTHOCATCS K FTeHETUYECKUM MeToaam?

10. B 4eM 3akniyaeTcd CMbIC reHeanormyeckoro Metoga nccrnegoBaHmsa?

11. KakoBa uenb nonynaumMoHHO-CTaTUCTUYECKOro MeToda uccrnegoBaHus?

12. HasoBuTe OCHOBHOE 3Ha4YeHne BNM3HEeLoBOro MeToaa UCccrneaoBaHus.

13. B yem 3akntovyaeTcd ocobeHHOCTb Takoro MeToda UccreaoBaHUSA Kak
aepmartornnduka?

14. Kakume MeToabl uccnegoBaHust OTHOCATCS K Mopdonormyeckmum?

15. Y710 Takoe vHBa3MBHble U HEWMHBA3WBHblE METOAbl AMarHOCTUKWU. [Npun-
BeAUTE NpUMepbl TAaKOBbIX B NpeHaTanbHOW AWarHoOCTUKe?

16. [na onpegeneHna kaknx 3aborieBaHnn uccnenyroT KpOBb Ha aMbpuoc-
neundunyecknin 6enok (AlNed peakuna)?

17. B 4eM 3aknioyaeTcd oTnnmymMe aMHUoUeHTe3a n kopaoueHTesa?

18. [Ons 4ero HeobxoguMma WMNMAAHTAUWMOHHAs AuMarHOCTMKa nnoga npu
OKO (skcTpakopnopanbHOM OMNIOA40TBOPEHNN?)

19. [anTte xapakTepuUCTUKY LUTOreHeTUYECKOro MetToga AnarHoCTukn?

20. Ha yem ocHoBaHbl MMMYHOSIOrMYECKME U DMOXMMYECKME MeTOoObl UC-
cnegoBaHusi, NpuBeauTe NPUMeEpPHI.

21. Yto Takoe gontoopecueHTHas in siti rmbpngnsauusa (FISH-meTon)?

22. [lepeuuncnute ocHoBHble MeToabl JHK-gnarHocTukn, nx ocobeHHOCTUN n
3Ha4yeHue.

23. Yto Takoe peakuus MNLP? [Ona onpegoeneHus kakux 3aboneBaHun u
NPU3HaAKOB MOXXHO MCMNOMb30BaTb 3TOT METOA.

24. PacckaxuTe o metogax reHoTepanumn 6onesHen YenoBeka.

25. Kakue Bbl 3HaeTe BapuaHTbl U TUMbl HacrnegoBaHUA reHoOB U NpU3Ha-
KOB?

26. B 4em 3aknioyaeTcd M3MEHYNBOCTb HAcneaCcTBEHHOro maTepunana?

27. Oxapaktepuaymnte NoHATUA reHoTUN U eHoTUN?

28. KakoBbl OCHOBHblE MPUYNHLI BO3HUKHOBEHUA MyTauum 1N ponb MyTauum
B 3BOMOLMN YeroBeka?

29. [aunTe NOHATUA reHeTUYeCKUn rpys, cerperaumoHHbIn rpys, MyTauMOH-
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HbIN U CYBCTUTYLMOHHbIN Fpy37?

30. Oxapaktepusynte MOHATUE MyTauMOHHAA U3MEHYMBOCTb, CMOHTAHHbLIE
N MHOYUMPOBAHHbLIE MyTauuu, ux Yactota? lNepeuncnute Buabl MyTauu.

31. YT0 nogpasymeBaeT MOHATME TOYKOBble MyTaumm? [MpUYMHBI UX BO3-
HMKHOBEHMSA N CreaCTBUA.

32. [llpuBeante Knaccudukauuio XPOMOCOMHbIX HapyLUEeHUM N uUX 3Hade-
HUe.

33. OxapakTtepusynte OCHOBHbIE MOSMOXEHNA NaTOreHesa HacneaCTBEHHbIX
3aboneBaHun.

34. KakoBbl OCHOBHbIE KMnacchl U rpyrrbl HACNeaACTBEHHOW NaTtonornn?

35. B uyem pasnuuus mexay HacrnenCTBEHHOW N BPOXAEHHOW natonornen?

36. KakoBbl MOryT 6bITb NPUYMHBI NONIMMOpPdU3Ma NPU3HaKoB?

37. OxapakTepusymnTte NoHATUS 3TUOSOrNA, NnaToreHes?

38. [lepeuncnute BHELIHNE U BHYTPEHHNE MPUYMHBI 3aboneBaHni.

39. KakoBa porsb nospexgatoLiero oakropa v 3allnTHbIX peakunn B pa3Bu-
TUn 3abonesaHnin?

40. [anTte onpeneneHne rnoHATUSM «TepaTosiornsa» U «BPOXAEHHbIN MOPOK
pa3sutnsa» (BlP). HazoBuTe OCHOBHblE CMHOHUMbI TEPMUHA «BPOXOEH-
HbIN NOPOK Pa3BUTUS.

41. UYt0 0603HauvaT TepMuHbI BAP 1 MAP?

42. HasoBuTe 3 OCHOBHbIX Nepuoaa rmbenn 3apoabllLen.

43. YTO Takoe TepaTOreHHbIN TEPMUHALMOHHBIN nepunoa?

44. [lante xapnakTepucTuKy noHaTuam brnacrtonatuum, ambpuonatnmn n derto-

natmm?

45. [lanTte onpegeneHne noHATUS «aHoManag». lNpueegute npumepsi.

46. Kak knaccnduumpyroTcsa BpOXOEeHHbIe MOPOKU pa3BUTULA MO 3TUOMOMU-
YeckuM hakTopam?

47. B 4em 3aknovaeTcsd OCHOBHOE OTnnYne mMexay nepBuYHbIMU U BTOPUY-

HbIMW NOPOKaMu pasBUTUS?
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48. Kak no pacnpoCTpaHEHHOCTU B OpraHu3Me noAapasgensitoTcs nepBuy-
Hble NOPOKN pa3BUTUA?

49. lanTe KpaTKyto xapakrepucTtuky BINP nuua.

50. HazosuTe Hanbornee pacnpocTpaHeHHbIE NOPOKM 3y60B.

51. Oxapaktepusynte Mmukpouedanuio, Mmakpouedanuio, Naxmrnpuo.

52. MNepeuncnnte ocHoBHble BINP CCC n HasoBUTE OCHOBHbIE MPU3HAKK
(knnHnyeckas kapTtuHa) BINP CCC.

53. Yto Takoe «TeTpaga danno»?

54. MNepeuncnnte Hanbonee pacnpocTpaHeHHble [P opraHoB NULWEBapEHUsI.

55. UT0 Takoe MenKokMcTosHast N KPYNHOKMCTO3HAas rnoyka?

56. K yemy moryT npmuectun NP moyeBbiBOOALWLNX NyTEN?

57. lNMepeuncnute Hanbonee pacnpocTpaHeHHble [P opraHoB AbiXxaHus.

58. HazoBuTe n3onnpoBaHHbIE N CUCTEMHbIE MOPOKN ONOPHO-ABUraTEeNbHOIro
annapara.

59. [lante onpegeneHne NOHATUA «BPOXAEHHas MbllLeYyHas KpuBoLles».

60. YTo Takoe KpnNTopXxmnam?

61. UTo 0603Ha4al0T TEPMUHLI «areHe3us» U «annasusa»?

62. Yto 0603Ha4aeT TEPMUH «runepTpoduns»?

63. Kakumn TepmuHamm obO3Ha4alT yBenn4yeHne U yMeHbLUeHUEe OSIMHbI
Tena pebeHka unu nnoaa?

64. Kakumn TepmmHamm 0603HaYaloT MOSIHOE OTCYTCTBME E€CTECTBEHHOrO
KaHana unm ero cyxeHue?

65. UYTO Takoe reTepoToOnUA U reteponnasnsa?

66. Kakum TepmnHoM 0603Ha4aloT cMelleHne opraHa?

67. B 4em 3aknoyaeTcs NOHATUE NEPCUCTMPOBAHNE opraHa?

68. UYto 0603Ha4valoT npucTaBkm «nonuy» (polys) n «cuH» (syn)?

69. Kakum TepMmmnHom 0603HavaroT HepasaenuBLUMECS ABONHN?

70. YTo Takoe 3epkanbHOE pacrnonoXeHne opraHoB?

71. Yem onacHO BHYTpUyTpoOOHOE WHUUMPOBaHWE nNfoda, MNopaXxeHue

HEepPBHOM N UMMYHHOW CUCTEM nnoga?
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72. KakoBO COBpeMEHHOe COCTOsiHWEe pPenpoayKTUBHOM (PYyHKUMM yenoBse-
Ka?

73. OxapaktepusynTte MOHATUA cerperauus, BpeMa MaHudecTaunu, nosu-
CUCTEMHOCTb NOpa)XeHusi, NPorpeaneHTHOCTb.

74. TllpmnBegute npumMepsbl Knaccudukaumm MOHOreHHbIx bonesHen. Ha ka-
KX MPUHLMMIAX OHN OCHOBaHHbI.

75. [NanTe KpaTKyl XapakTepuUCTUKYy OTAESNbHbIX pacrnpocTpaHeHHbIX dopM
MOHOTreHHbIX BonesHen.

76. KakoBbl gnarHoCTU4Yeckne npmMsHakm XpoOMOCOMHbIX CUHOPOMOB?

77. B 4em 3aknoyaeTcs OoTfivdmMe ayTOCOMHbIX U TOHOCOMHbIX CUHOPOMOB?

78. [llpuBeante npumepbl U OanTe KpPaTKyl XapakKTepuUCTUKY pacnpocTpa-
HEeHHbIX ayTOCPMHbIX CUHLPOMOB.

79. Y10 03HavalT TEPMUHBLI TPUCOMUA, MOHOCOMUA? NpuBeanTe npumepsbl
3aboneBaHun, CBA3aAHHbIX C TAKUMWN HAPYLUEHUSIMU FTEHETUKM.

80. Oxapaktepusynte rpynny MynbTudaktopuanbHbiXx 6GonesHen, Kakosa
BEPOATHOCTb UX BO3HUKHOBEHWUSA U HacrnegoBaHNA?

81. Kakyl cTaTUCTUKY Bbl MOXETE MPUBECTU MO pacnpoOCTPaHEHHOCTU pas-
NNYHBIX HacneacTBEHHbIX 3aboneBaHn B nonynauum yenoseka?

82. KakoBa gmHamuka pacnpoctpaHeHHocTn BIP B pasnuyHbIX Bo3pac-

THbIX rpynnax?
6.5. KoHmposnbHbIe 80NMPOCHI K 3K3aMeHY.

1. OCHOBHbI€ NMOHATUA, NOJIOXKEHUA, MeTOoAbl COBPEMEHHON rFeHEeTUKM,
ee 3HaYeHue Ons yernoBevyecTBa.

2. Npepnctaenenns o HacnencrteseHHocTu o . MeHngena. Tpydbl OoTevecT-
BEHHbIX YYEHbIX B rEHETUKE.

3. OcHOBHble HanpaBneHus, TeopeTUYeCcKMe U NpPakTU4eckne 3agadn reHeTu-
K.

4. Knaccuyecknme M COBPEMEHHbIE MEeTOAbl U3yYeHUA HacreaCTBEHHOCTU U

M3MEHYNBOCTMN.
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5. eHeanornyeckuin mMeToAd, €ro 3Ha4yeHne N NpUMEHEHNe B Hayke n meau-
umHe. Cnucrema ob03HaYEHUN.

6. Knetka, ee ctpoeHne un oyHKLMN.

7. XpoMocoma, ee CTpoeHue n knaccuukaums, rpynnbl. CTpoeHne n gyHk-
uum agpa. KapmnoTun.

8. XKN3HEeHHbIN UMK KNeTKN, 0COBEHHOCTN pacnpeaenieHns XpoMOCOM B Ka-
Xooun dase.

9. MuTO3 N Menos, nx cxoacrea N oTnnyus. KoHbroraumsa n KpOCCUHIoBep.
3Ha4veHue.

10. T'eH. CTpoeHue n pyHKunKM reHoB. AnsenbHble reHbl. [eHoM YernoBeka.

11. TleHeTnyeckasn opraHmsaums OHK n koHTponb npoueccoB GuocunHTeasa.
HapyLweHnsa buocuHTesa.

12. [eHeTM4yeckuin Kod, CBOMCTBA N ero 3HadeHue. NoHsaTne reHotun n e-
HOTMI.

13. [mbpmgonornyecknn MeTon U3ydeHust HacneacTBeHHOCTU. 3akoHbI [ .
Menpens.

14. LUwuTonormyeckne OCHOBbI MOHOMMOPUOHOIO U AUTMOPUOHONO CKpeLun-

BaHN4A.
15. lNposiBneHne gencrTema reHoB. Baanmoaencreme reHos.

16. [domMuHmMpoBaHWe N MHOXECTBEHHbIN annenusaMm. HacnegcreeHHas Hop-
Ma peakumn.

17. XpOMOCOMHasi TeOpusa HacreaCTBEHHOCTH.

18. WV3mMeH4MBOCTb HacnencTBEHHOro MaTtepuana. Buabl "aMeH4YNBOCTN.

19. Knaccudukauma akTtopoB OKpyxatowen cpenbl, BNUsHWE Ha opra-
HU3M. TOKCUHbI N MyTareHsbl.

20. MyrTareHes 1 ero npuynHbl. Y4yeHue o Mytaumsax. 3HadeHne MmyTaumn.

21. Knaccudgukauma mytauuin, 4actoTta, npuyumHbl u criegctemne. CTPyKTyp-
Hble U3MEHEHNA XPOMOCOM.

22. OHTOreHes yenoseka. [Nepunoabl pa3suUTms N X 0COHBEHHOCTM.

23. HapyweHus BHYTPUYTPOOHOro oOHTOreHesa. [loHATME TepaToreHHbIn

TepMMHaLlMOHHbIVI nepunoa.
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24. Knaccudukaumsa 3agepXkm BHYTPUYTPOOHOro passutus. KnuHuveckue
ocobeHHocTn geten ¢ 3BYP.

25. BHyTpuyTpobHOE MHGUUMPOBaAHWE Nnofa, NopaXeHne HEPBHOW N UM-
MYHHOW CUCTEM.

26. HacneagcTtBeHHble NaTonornMn. TUOMOrNS U naToreHes, AMarHocTuka um
neveHwue.

27. OCoBeHHOCTN ANArHOCTMKM U NPUHLNMbI fIeYeHns HacneacTBEHHbIX Na-
TONOMUMN.

28. MoHoreHHble 6onesHn Mb (Mnu reHHble): 3aTUoNornMa U Yactota BCTpe-
4aeMocCTH.

29. Knaccudukaums MoHoreHHbix 6onesHen. NMokasaHus onsa nabopatop-
Hon gmnarHocTukn Mb.

30. AyTOCOMHO-AOMUHAHTHbIE N ayTOCOMHO-PeLeCccBHbIE 3aboneBaHns.

31. X- cuenneHHble N Y- cuenneHHble 3aboneBaHnsi, AOMUHAHTHbIE U pe-
LeCCMBHbIE.

32. Xapaktepuctuka pacnpocTtpaHeHHbix Mb: mykoBucumMaos, oeHusnkeTo-
HYpWS, ranakToseMmus u ap.

33. O6wasa xapaktepuctnka pegkmx popm Mb: rnmkoreHo3bl, MyKonosmca-
Xapuaosbl 1 ap.

34. XpOMOCOMHbIE HapYyLUEHUs Yy YernoBeka, 3TUOMOorMsa 1 naToreHes.

35. XpOMOCOMHbIE CUHOPOMbI - ayTOCOMHbIE U FOHOCOMHbIE, MOKa3aHUs
Anst AMarHOCTUKN.

36. AyTOCOMHblIE CUHOPOMbI, KpaTkas XapaktepucTtuka: [HayHa, [latay,
«KOLLUa4bero Kpuka» un ap.

37. [OHOCOMHbIE CUHAPOMbI. CUHOPOMbI C MY>XCKMM U XXEHCKUM (heHOTn-
NnoMm.

38. MynbTtudakropunansHslie 6onesHn (MPB) nnu 6onesHn ¢ HacneacTBEH-
HOW NpeapacnonoXeHHOCTbIO.

39. Pwuck M®B B 3aBMCUMOCTM OT umcrna 60MbHbIX nuy, B cembe. MOB y

Onn3HeLuoB.

110



40. BpoxaeHHble aHomanun passutus (BINP): ctpykTypa 3aboneBaemocTty,
aTuonorua. Knaccudgukayms.

41. Tlpumepsbl pacnpocTtpaHeHHbix BAP 1 MAP. lNoHaTue «reHetudeckue
CTUTMbI».

42. Mapkepbl HacneacTeeHHbIX 3abonesaHun n cnHgpomos MBIP.

43. [eHeTMKa 3MOLMOHOJSIbHO-JIMYHOCTHbLIX PacCTPOUCTB M OEBUAHTHOIO
noBeaeHus.

44. YMcTBeHHasi OTCTanoCTb NPU XPOMOCOMHbIX HOSIe3HSAX N MOHOIEHHbIX
BbonesHsix.

45. MynbTudgaktopumanbHO 06ycrnoBrneHHas yMCTBEHHAs OTCTanoCTb.

46. 3apgepxKa NCMXMYECKOro pasBuTua geten. lNegarorndyeckas reHeTuka.

47. HapyweHusa peun geTepMMHUpPOBaHHbIE reHeTU4YeCckn. PaHHUN OeTCKuin
ayTnuam, MyTU3M.

48. TlloHaTMe gucmopdoreHesda. YMCTBEHHAA OTCTaNoCTb Npu AmM3mMopdu-
YeCKNX CUHOpPOMaAX.

49. HacnenctBeHHble OpPMbl HapyLleHUs TNyxXoTbl U TYroyxoctu B AeT-
CKOM BO3pacTe.

50. Knaccudukauma CTOMKMX HapyLLUEHUW crnyxa, codeTaHue C natosiorns-
MU OPraHoB N CUCTEM.

51. [eHeTnyeckn obycnosrieHHble PopMbl crnenoTbl U craboBuaeHus, co-
yeTaHWe C NaToNornAMN.

52. Ponb reHetnyecknx akTopoB B BO3HWUKHOBEHWM PACCTPOWUCTB peuMn.

JloroHeBpoO3blI.

53. Matonorun LUHC n BHC cBA3aHHble C HapyLUeHUAMU peyeBOn, 3pUTENBHON, CIyXOBON OyHK-

LUNN.

54. PacueTbl pucka npu 60ne3HaX ¢ HacneacTBEHHOM NpPeapacnonoXKeHHO-
CTblO.

55. XapakTtepucTtuka otaenbHbIX BUOOB NPOUAKTUKN U NIeYeHnss Hacnea-
CTBEHHbIX 6one3Hen.

56. Mepguko-reHeTn4eckoe KoHcynbTMpoBaHne B Poccuun. [lonoxeHune B

TromMmeHckon obnacTtu.
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57. MeToabl npeHaTtanbHon gnarHoctukn (M4) n nx ocoboe 3HaveHue.
58. Xapaktepuctuka OTOENbHbIX COBPEMEHHbIX METOAOB NpeHaTanbHOM

ONarHOCTUKN.
59. CDapMaKOJ'IOFW-IGCKaFl reHeTuka. MMMyHOFeHeTVIKa. "eHOM yenoBeka 1 HOOTEXHOSOMNM.

60. BnusHune 300pOoBOIro 06pasa XUSHN N 3SKOJIOTMKN Ha penpoaykKTUBHbIE

pYHKUMM M HACNeaCTBEHHOCTb.

MMABA 7. SA0DAYN U SAOAHUA NO FrEHETUKE YEJIOBEKA

MoHozaubpudHoe cKkpewusaHue
1. Y 4yenoBeka reH OanbHO30PKOCTU OOMUHUPYET Ha reHOM HOpMarsibHOro
3peHuns. B ceMbe MyX 1 XeHa CcTpagaloT 4anbHO30PKOCTbIO, OAHAKO MaTepu
oboux cynpyroeB UMenum HopmMmaribHO€E 3peHue.
A. CKorbKko TUNOB raMeT obpasyeTcs Y XeHbl?
B. CKonbKO pasHbIX reHOTUMOB MOXET ObITb ¥ AeTen B JaHHOW ceMbe?

B. Ckonbko heHOTMNOB MOXET ObITb Y AeTen B AaHHOMN CEMbE?
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[". KakoBa BEpOATHOCTb poXxaeHnsa pebeHka ¢ HopMaribHbIM 3pEHNEM?

[1. KakoBa BEpPOATHOCTb POXAOEHUS B 3TOW ceMbe pebeHka, CTpaaloLlero
AanbHO30PKOCTHIO?

2. CepnoBuaHO-KNETOMHas aHeEMUSA HacneayeTcsl Kak HEeMnoSIHOCTbH AOMU-
HaHTHbIM MPU3HaK. Y peLecCUBHbIX FOMO3UroT pa3BMBAETCS CUSbHas aHe-
MUS, NpuBoasLLaa K ObICTpon CMepTU, a y reTepo3nroT aHemMusi NPoABNSET-
ca B nerkon dpopme. ManapunHbin nnasmogmn He MOXeT ycBamBaTb U3Me-
HEHHbIA reMornobunH, NO3ToOMy NIOAN, UMEKOLLUME FeH CePNOBUOHO-KITETOUYHON
aHemuun, He BonetoT mMansapuen. B cembe y obonx cynpyroB nerkas gopma
aHemMuu.

A. CKkornbko TMMNOB raMeT obpasyeTcs y Kaxgoro cynpyra?

b. Ckonbko pasHblx (beHOTUNOB MOXET BbITb Cpean AeTen 3Ton napbl?

B. KakoBa BepOATHOCTb poXaeHus pebeHka, KoTopbiv yMpPET OT aHEMUN?

[". KakoBa BEPOATHOCTb poXaeHns pebeHka, KoTopbln ByaeT XuTb, He onaca-
SICb Manapum?

[1. KakoBa BepOATHOCTb poXaeHnsa pebeHka, KOToOpoMy NpuaeTcs onacaTbecs
Manspumn?

3. Myx4nHa c nonugakTunven (NUWHUA Nanew Ha pyke) XEHWUIca Ha Hop-
MasibHOW XeHLWNHe. Y HUX poausiMcb 5 Marnb4YMKoOB U BCE C MONUAAKTUIIUEN.
HekoTopble U3 HUX BNOCNEACTBUM XEHUMNCb HA HOPMAarbHbIX XXEHLLUUHAaX N 'y
HUX POOMIOCL MHOIO OETEN.

A. KakoBa BEPOSATHOCTb POXAEHUS Y HUX OETEN C NULLHMMUM Nanbuamm?

B. OnnwunTe crioBamu reHoTUN MY>XYUHbI.

B. OnuwmnTe cnoBamu reHOTUN XEHLWMHbI U TeHOTUMN 5 Marib4YMKOB.

. MoXHO nn ogHO3HA4YHO onpeaennTb reHoTUn Nbdoro Yyenoseka C NULLHUM
nanbyem?

E. Ecnn y 06ounx reTepo3nroTHbIX CynpyroB €CTb AaHHbIN AeMEKT, TO C Kakon
BEPOATHOCTbLIO Y HUX MOTYT pOANTLCS HOpMarbHble 4eTn?

4. Y 4yenoBeka cCrnocCoOBHOCTb ouwylate BKYC eHuntmomoveBuHbl (PTM) —

AOMUHaHTHbIA NpusHak. Jlioau, oluyLiaolmne 3TOT BKYC, BOCNIPUHUMAKT HU3-
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Kne KoHueHTpauun ®TM Kak o4eHb ropbkue, a He oLlyliatolmne — He BoCrpu-
HUMaIOT BKYC 3TOro BellecTBa Aaxe B BbICOKMX KOHUEHTpaunsXx.
A. OnuwMte crioBamu reHoTUNbI Cynpyros, ecrnv oHu owyLatoT Bkyc ®TM, a
OAVH N3 Tpex AeTeun B CeEMbe — He OLlyLlaeT.
B, MoxeT nn oavH n3 pogurtenen ObiTb rOMO3UTOTHBLIM MO 3TOMY NPU3HaKy?
B. C kakon BepOATHOCTbIO MOXHO OXMAaTb YKasaHHble (PeHOTUNbl B NOTOM-
CTBE OT CKpelunBaHUs OBYX reTepo3nroT?
. C kakon BEPOATHOCTbIO MOXHO OXWAaTb YKas3aHHble (PeHOTUMbl B MOTOM-
CTBE OT CKpelMBaHWUS reTepo3uroTbl C rOMO3UIrOTOM, OLUYyLLAoLWEen BKYC
dTM?
. C kakon BEPOATHOCTb MOXHO OXMAaTb yKaszaHHble PEHOTUMbl B NOTOMCT-
Be OT CKpeliMBaHWUS reTepo3uroTbl C rOMO3UIrOTOW, He OLlyLlatoLen BKYC
dTM?

LuaubpudHoe ckpeuwusaHue
5. Y yenoseka OOMUHUPYET CNOCOBOHOCTL BNageTb npaBon pykon (A) nydule,
4yeM NneBoun, a kapuin ueT rnas (B) gomuHmpyeTt Hag ronybobiMm. B Bpak BCTy-
NUNU Kapernasbln My>XXYMHa-npaswa wu ronybornasas >XeHLWmMHa-npasLla.
MaTb MyX4MHbl Obina ronybornason neBLOW, N OTel, XeHWWHbl 6bin neB.-
LLIOW.
A. CKonbKo TMNOB raMeT obpasyeTcs y My>XUNHbI?
B. Ckonbko TMNOB rameT obpasyeTcs Yy KEHLUNHbI?
B, CkonbKko pasHbix eHOTUNOB MOXET BbITb Y NX AeTen?
[". CkonbKO pasHbIX reHOTUNOB MOXET ObITb Y UX AeTen?
M. KakoBa BepOSATHOCTb poXXaeHnsa pebeHka-nesLmn?
6. Y yenoseka kapuu useT rnas (A) AOMUHUPYET Haf ronybbiM, CnOCOBHOCTb
nydyuwe BrnageTb NeBOM PYyKOM peLeccMBHA MO OTHOLUEHUKO K MpaBOpPYKOCTU
(B). Y MyXuuHbI-npaBwn c ronybbiMn rnasamMmm 1 Kaperrnason >XeHLUMHbI-
neBLwwn poauncs ronybornasbii pebeHok-nesLwa.
A, Ckonbko TUNoB raMeT obpasyeTcs y matepu?

b, Ckonbko Tnos rameT obpasyeTcs y otua?

114



B. Ckonbko MOXeT ObITb pasHbIX PeHOTUMNOB Y AeTen?

[". CKOSbKO MOXET BbITb pa3HbIX reHOTUMNOB y AeTen?

[1. KakoBa BEpPOSATHOCTb POXKAEHUSI B 3TOM CEMbE rofybornasoro nesLwmn?

E. KakoBa BEpOATHOCTb POXAEHUS ABYX TakMx eTen noapsa?

K. KakoBa BEpOATHOCTb pOXAEHNA TpeX Takux geten nogpsa?

3. C kakon BEPOATHOCTbIO B 3TOM ceMbe ByayT poXaaTbCs OETU C Kapumu
rnasamm?

7. Y 4denoseka koconanoctb (A) JOMWUHUPYET HaL HOPMasbHbIM CTPOEHUEM
CTOMbl, @ HOopManbHbIn 0bmeH yrneBonoB (B) — Hag anabeTtom. XXeHLmHa,
HOpManbHasa MO 3TUM MpU3HaKam, BbilSa 3aMyX 3a MYX4YMHY C KOconano-
cTbto, 6onbHOro anadbetom. Poaunuce OBoe AeTen, y 04HOro passunach Ko-
conanocTb, a 'y apyroro — guaber.

A. Kakon umcpon oTMeYeH HMXKE reHOTUN matepu?

B. Kakon umnpoin oTmeyeH HuxKe reHoTmn otua?

B. OnuwunTe cnoBamu reHoTun pebeHka, bonbHoro aAnabdeTom.

. C Kakon BEpOSITHOCTbIO B 3TOM CEMbE MOXET poauTbCcsl pebeHoK, Hop-
ManbHbIN MO 3TUM ABYM Npu3Hakam?

. bygeT nn oH HocuTenem reHa guabeta?

E. C kakon BEPOATHOCTbIO B 3TOM CEMbe MOryT noAapsia poavuTbCs ABa U Tpu
Taknx pedbeHka?

1) AABB; 2) aabb; 3) AAbb; 4) aaBB; 5) AaBb; 6) AaBB; 7) Aabb; 8) AABD; 9)
aaBb.

8. Y yenoBeka bnunsopykocTb (A) AOMUHUPYET HaL HOpMarnbHbIM 3peHueM, a
kapue rnasa (B) - Hag ronybbimMu. EQMHCTBEHHBbIN pebeHOK BrM30pyKux Ka-
pernasbix poguternen uMmeet ronybole rnasa n HopMmaribHOe 3peHue.

A. Kakon umcpon oTMeyeH Huxe reHoTun otua?

B. Kakon umnpoin oTMeyeH HuXKe reHoTun matepu?

B. Kakon umgpon oTtmeyeH Hmxe reHoTun pebeHka?

. FameTbl MYyXXUMHbI, OOHOBPEMEHHO codepalume reH 6rmnm3opykocTn U reH

I'OJ'Iy6bIX rnas okasanucb He CnocobHbIMU K onfioaoTBOPEHUIO. Kakoe pacLue-
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nneHne no peHoTUny MOXHO oXuaaTb B MOTOMCTBE, eCnn y poautenen by-
JeT MHoro geten?

. Kakum OygeT pacluenneHue, ecnm y MyX4umHbl NOrMbHyT elle n rameTsl,
Hecylne Ba peLecCUBHbIX reHa?

1) AABB; 2) aabb; 3) AAbb; 4) aaBB; 5) AaBb; 6) AaBB; 7) Aabb; 8) AABb; 9)
aaBb.

9. Y myxoro otua (b) c 6enon npsigbto B Boriocax (A) U 300poBoN MaTepu
6e3 3TUX NPU3HaKOB poauncs rnyxon pebeHok ¢ 6enon npsabto.

A. MoxHo nu ckasaTb, 4To 6enyto npsab B Bonocax pebeHok yHacnegosarn
oT oTua?

B. MoxHO nn ckasaTb, YTO rMyxoTy pebeHoK yHacnegosan ot otua?

B. Ckonbko Tnnos rameT obpasyeTca y otua?

[". CKoNnbKo TMNOB HaMeT obpasyeTcs y maTepu?

. PebeHok BbIpoC 1 BCTYNWn B 6pak C 4esloBEKOM, MMEKOLLMM HOPMaSTbHbIN
cnyx. Ecnn aToT 4Yenosek reTepo3nroTeH rno 3ToMy reHy, To C Kakon BeposAT-
HOCTbIO Y TaKOW napbl MOXET poaUTbCA rnyxon pebeHok?

E. MOXHO N1 ¢ yBEpEeHHOCTbIO OonpeaennTb reHoTUn riyxoro pebeHka c be-
Non nNpsabo?

10. HepewuTtenbHbIN(A) My>XYMHA-NEBLUA XXEHUTCH Ha PEeLUUTENbHOMN XEH-
LWMHe, Yy KOTOpoW npaBasd pyka pabortaet nyyuwe (B), yem nesas. B cembe
poauncsa pebeHok-neBLla ¢ peLunTeribHbIM XapakTepoM.

A. Kakoi unpoi oTMeYeH HUXe reHoTUn matepu?

B. Kakon umcpon otmeyeH Hmxe reHoTun oTua?

B. Kakor ungpon oTtmeveH Huxke reHoTun pebeHka?

[". Kakoe pacLuensieHne no beHoTuny AOSMKHO ObITb Yy eTeN B 3TON CEMbE?
. Kakumn umndppamm ob603Ha4eHbl reHOTUNbI, KOTOpble MPU yKasaHHbIX UC-
xoaHbIx doeHoTunax gagyt B F 4 pacwennenune 1:17?

E. C kakon BEpOATHOCTbIO B 3TOM CEMbe peluuTenbHble OeTU-NeBlwmn MoryT

poanTbCA ABa pasa noapsan?
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XK. C Kakon BEpOATHOCTbIO B 3TOM CEMbE peELUNTENbHbIE OEeTU-NEBLUM MOTyT
poauTbCH TpW pasa noapsa?
1) AABB; 2) aabb; 3) AAbb; 4) aaBB; 5) AaBb; 6) AaBB; 7) Aabb; 8) AABDb; 9)
aaBb.

HacnedoesaHue, cuernneHHoe ¢ rnosiom
11. Y 4yenoBeka CIMLLKOM TOHKMI crion 3y6Hon amanu (rmnonnasusi) oby-
CNoBMneH JOMWHAHTHbLIM reHoM (A), pacnonoXeHHbiM B X-XxpoMocome. YKeH-
LLMHA C HOpManbHbIMK 3y6amMu BbIXOAUT 3aMy>XX 3a MY>XYMHY C 3TUM 3abore-
BaHWEM.
A. CKONbKO TUMOB rameT 0bpasyeTcd Y XeHLNHbI?
B. Ckonbko TMNOB rameT obpasyeTca y My>X4YnHbI?
B. CkonbKko pasHbIx peHOTUNOB MOXET BbITb ¥ AeTen B 3TON ceMbe?
[". KakoBa BEpOATHOCTb, YTO Manbymku OyayT nviieHbl 3Toro gedekra?
[1. KakoBa BEPOATHOCTb POXAEHNSA B 3TON CEMbE 300POBON Ao4epn?
E. Ecnu geBo4ku, NOB3pOCHEB, BbIMAYT 3aMyX 3a 340POBbIX MY>X4MH, TO C Ka-
KOW BEPOATHOCTbLIO 3TOT AeeKT MOXET NPOABUTLCA Y UX AeTen?
K. Kakoro nona 6ygyTt ux getm c atum 3aboneBaHnem?
12. Y yenoBeka aHupuamsa (OTCYTCTBUE pagyXHoW 06OMNo4YKkM rnasa) onpe-
AensieTca AJOMUHAHTHBIM ayTOCOMHbIM reHoM (A), a 4anbToHU3M (Hecnocob-
HOCTb MpaBuUrbHO pasnuMyaTb LBeTa) — peueccuBHbIM reHom (b), pacnoro-
XeHHbIM B X-XpoMocome. MyXunHa-ganbTOHMK XXEHUIICA Ha XeHLWMHE C aHu-
puaven, y KoTopon oTel, Takke UMen aToT AedekT, a maTb 6bina 3goposa U
npoucxoguna n3 ceMbn, B KOTOPOW ONMUCAHHbLIX HEAOCTAaTKOB HUKorga He Obl-
no.
A. CKosbKo TMNOB raMeT obpasyeTcs Y XXeHLUHbI?
b. KakoBa BepOATHOCTb poXxaeHna pebeHka ¢ aTuMn HegocTaTkamn?
B. CkonbKko pasHbIX peHOTUNOB MOXET BbITb ¥ AeTeN B 3TON CEMbE?
. KakoBa BEpPOSATHOCTb TOro, YTO B 3TOM CEMbe poauTCHa OOYb Oe3 onucaH-

HbIX HEJOCTaTKOB?
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13. Y 4yenoseka rmnepToHMs (NOBLILLEHHOE KPOBSIHOE AaBrieHWe) onpeae-
naeTca JOMMHAHTHLIM @ayTOCOMHbIM reHom (A), a onTuyeckas atpodums (ge-
doeKT 3peHust) Bbi3blBaeTCsA peLeccuBHbiM reHom (b), cuenneHHbIM C MOSIOM.
XKeHuwmHa ¢ ontnyeckon atpoduen n HopmarnbHbIM JaBNEeHUEM BbIXOAUT 3a-
MYX 32 MYXXYUHY-TUNEPTOHMKA C HOpMaribHbIM 3peHnemM. OTel, 3TOro MyXx4u-
Hbl TOXe CTpadan rmnepToHnen, a ero MmaTb Oblna nsbasneHa OT 3TUX HEJOC-
TaTKOB.

A. KakoBa BEpPOATHOCTb poXAeHus pebeHka ¢ aTMMu AByMs 3aboneBaHus-
Mn?

b. Kakon non 6yget y Takoro pebeHka?

B. Ckonbko TMNoB rameT obpasyeTcs y XeHLNHbI?

[". CKOSMbKO TMMNOB raMeT obpasyeTcsl y My>XUNHbI?

. KakoBa BEpOATHOCTb pPOXAEHUs B Takoh ceMbe pebeHka 6e3 aTux OByX
HegocTaTkoB?

E. Kakon y aTtoro pebeHka dyaget non?

XK. C kakon BEpOSATHOCTbIO MOTYT pOAUTBLCA ABa Takux pebeHka nogpsa?

14. Y 4yenoseka kaTapakTta (3aboneBaHue rnas) 3aBUCUT OT AOMUHAHTHOIO
ayToCOMHOro reHa (A), a nxtnos (3abonesaHne Koxu) — OT PeLeCcCMBHOIO re-
Ha (b), cuenneHHoro ¢ nonom. XKeHwmHa, 6onbHaAA UXTUO3aM, BbIXOAUT 3a-
MY>XX 3a MY>XYMHY, CTpaZaloLLero Katapakton. Y MyXX4nHbl MaTb TOXe cTpaga-
na KaTapakTton, a y oTua 3Tux 3aboneBaHuin He 6bIno.

A. CKoMbKo pasHbIX (peHOTMNOB MOXET ObITb ¥ AeTeN B 3TON CEMbE?

B. Ckonbko TMMNOB rameT obpasyeTcs Yy XEeHLUHbI?

B. KakoBa BEpOATHOCTb pOXOeHUA B 3TOM ceMbe pebeHka, npeapacnosio-
XXEeHHoro kK obomm 3aboneBaHnAM?

I". KakoBa BEPOSATHOCTb POXOAEHUS B 3TON CEMbE 340POBOIO ChblHA?

[1. KakoBa BEPOSATHOCTb POXAEHUS B 3TOM CEMbE 340POBOM JoYEPU?

E. KakoBa BEpOSATHOCTb POXAEHUS ABYX 340POBbLIX JoYepen noapan?

15. Y 4yenoBeka rmnepTpuxos (YpesmepHoe pa3BUTUE BOSTOCAHOIO NOKPOBa)

ornpegendeTcd reHom, pacnorfoXeHHbIM B Y-xpomocome, a oTcyTCcTBME NoTO-
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BbIX >Xenes3 3aBuCUT OT peueccumBHoro reHa (b) , pacnonoxeHHoro B X-
XpomMmocome. MyxxymHa ¢ NOTOBbLIMU Xene3aMn N TMNepTPMXO30M XKEHUTCH Ha
XEHLLMHEe, HOpMarbHOM MO 3TUM MPU3HaKaM, HO Y OTLA KOTOPOW He Bbino no-
TOBbIX XXenes.

A. CKONbKO TUMOB rameT 0bpasyeTcH Y XEeHLNHbI?

B. Ckonbko pasHbIX peHOTUNOB MOXET BbITb ¥ AeTeN B 3TON CEMbE?

B. KakoBa BepOSATHOCTb poOXaeHust pebeHka ¢ runepTpuxo3om?

I". KakoBa BEpOATHOCTbL poxaeHnsa pebeHka 6e3 NoToBbLIX Kenes?

[. bygeTt nn y godepen B ceMbe XO0Ta Obl OAUH N3 ONUCaHHbIX AedeKkToB?

E. JOMWMHAHTHbLIM UK peLLecCUBHbIM reHOM onpeaenseTca rmnepTpuxos?

16. Tlemopunna (HecBepTLIBAEMOCTb KPOBM) KOHTPONUPYETCH peLieccus-
HbIM reHOM (a), pacnosioXXeHHbIM B X-XpOMOCOME, a caxapHbln anabeT — ay-
TOCOMHbIM peLeccuMBHbIM reHoMm (b). Y 300pOoBbIX CYrpyroB poOAWIICA CbiH,
BbonbHoM remounuen n gnabeTom.

A. Ckornbko TMNoB raMeT obpasyeTcs y matepn?

b. KakoBa BEpOATHOCTb, YTO B 9TOM CEMbE POAUTCA 340poBast 40Yb?

B. Ckonbko pasHbiX peHOTUNOB MOXET BbITb ¥ AeTen B 3TON CEMbE?

[". CKONbKO pasHbIX reHOTMNOB MOXET ObITb y AeTeln B 3TOM ceMbe?

[1. KakoBa BEpOATHOCTb pOXAEHUS AoYeEpPU C ABYMS 3TMMK 3aboneBaHnaMmn?

E. Ckonbko 6yneT y oeten HENOBTOPSAKOLLUNXCA reHOTUMNOB?

17. CnocobHoCTb YyBCTBOBaTb BKYC heHuntnokapdbammaa (PTM) onpeae-
naeTca AOMWHAHTHbIM a@yTOCOMHbIM reHoMm (A), a ganbToHM3M (Hecnocob-
HOCTb pa3nunyaTtb HEKOTOpble LBeTa) — peueccuBHbiM reHom (b), cuenneHHbIM
C nonom. Y cynpyroB, CNocobHbIX, 4yBcTBOBaTb BKyc ®TM 1 He cTpagatoLmx
AanbTOHNU3MOM, POAUIICA CbiH-AanbTOHUK, HE oLwyatowmii Bkyc ®TM.

A. CKOJSbKo pasHbIX (peHOTMMNOB MOXET ObITb B 3TOMN CeMbe Yy LeTeN?

B. CKonbKko pasHbIX FreHOTMMOB MOXET ObITb B 3TOMN CEMbE Y AeTEN?

B. KakoBa BEpOSITHOCTb POXAEHUSA 4OYEPU, MOXOXKEN HA MaTb?

[". CkOnbKO pasHbiX PEHOTUNOB MOXET ObITb B 3TOM CEMbE Yy JoYepen?

[1. CkonbKo pasHbiXx eHOTUNOB MOXET BbITb B 3TON CEMbE Y CbIHOBEWN?
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E. kakoBa BEPOATHOCTb POXAEHMS B 3TON ceMbe pebeHka-ganbToHnKa?

18. Tlemounna (HecBepTbIBAEMOCTb KPOBU) — NPU3HAK PELIECCUBHLIN (a),
CLENSIEHHbIN C NOSIoM, a pe3yc-MoNoXnTenbHOCTb KpoBu (B) gomuHupyet
Hag pe3yc-oTpULAaTENbHOCTBIO U ONpeaensieTcs ayTOCOMHbIM reHOM. Y 3[0-
POBbLIX PEe3yC-MONOXUTENbHbIX PoaUTENen poauncs pesyc-oTpuuaTesbHbIN
pebeHok, 6onbHOM remounmnen.

A. Kakown non y atoro pebeHka?

B. OueHnTe BEPOSATHOCTb POXOAEHUS TAKOro pebeHka.

B. CKkonbKO pasHbIX reHOTUMNOB MOXET BbITb Y CbIHOBEN B JaHHOW ceMbe?

I". KakoBa BEPOSATHOCTb POXOAEHUS pebeHKa C reHOTUNOM MmaTepu?

. CKonbKo pasHbIX eHOTUNOB MOXET BbITb Yy JoYepen B 3TON CEMbE?

E. Ckonbko pasHbiX eHOTUNOB MOXET BbITb ¥ CbIHOBEN B 3TOW CEMbE?

19. PeueccuBHbIM reH ganbToHM3Ma (a) HaxoguTtcsa B X-xpomocome. OTely
AEBYLLUKA CTpagaeT fanbToHM3MOM (@) Haxoautcs B X-xpomocome. Ortel
AEeBYLUKM cTpadaeT AanbTOHU3MOM, a MaTb, Kak U BCe ee nNpeakun, pasnuyaeT
uBeTa HopmarnbHO. [leByulka BbIXOAUT 3aMyX 3a HOHOLLY C HOpMaribHbIM 3pe-
HUEM.

A. Y Bcex nn go4vepen B 3TON ceMbe DyaeT HopmarbHOe 3peHne?

b. Y Bcex nu cbiHOBEN B 3TOM ceMbe OyaeT HopmarbHOe 3peHne?

B. Bce nn getn atux coliHoBen ByayT 300pOBbIMUM B Crlydae ux bpaka co 300-
POBbLIMU XEHLLUNUHaMN?

I". MoryT nn y ogHon n3 govepen Bce getn obiTb 300pOBbIMU?

. MoryT nn y Bcex govepen Bce et ObiTb 340pOBbIMU?

E. Ecnu HocuTenbHMUa reHa ganbToOHM3Ma BCTYNUT B 6pak ¢ JanbTOHMKOM,
TO C KaKkon BEPOSATHOCTbLIO B cCeEMbe eTn byayT fanbTOHMKaMN?

XK. kakou non 6yayTt nmeTb 3TN AeTn?

20. Temoununa (HecBepTbIBAEMOCTb KPOBU) — pPeLLECCUBHbBIN NpU3HaK (a),
CLENSEHHbIN C nonoM. 300poBas XeHLKWHa, oTel KoTopon Obin BoneH re-
MOuIIMen, BbIXOOUT 3aMyX 3a 340POBOI0 MY>XYUHY.

A. MoxeT nn y Hee poanTbcs 6OMbHON MarnbYnK?
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B. MoxeT nn y Hee poauTbca 6onbHas geBo4vka?

B. C kakon BEPOSAITHOCTbIO OHa MOXET poanTb BoNbHOro pebeHka?

[". C Kakon BEPOATHOCTbLIO ee Aoyepun ByayT HOCUTENbHMLAMN FreHa 3TOro 3a-
boneBaHua?

[. CKONbKO pasfnnyHbIX EeHOTUNOB MOXET ObITb y ee aeTen?

E. Morna 6bl 3Ta XeHLWNHa poanTb 300pOBbIX AeTEN B cryyae bpaka ¢ 60nb-
HbIM MY>XYNHOWN?

K. C kakon BEPOATHOCTbIO 3TO MOISI0 NPOUN30UTN?

21. Y yenoBeka uBeTOBasi cnenoTta — CUENSIEHHbIA C NOSIOM PeLeCCUBHbIN
npusHak (a). B bonblon cembe y Bcex Joyepen 3peHne HopmaribHoe, a Bce
CbIHOBbS! MNOX0 pasnuyatroT uBeTa.

A. MoxeT nn maTb BbITb reTEPO3UrOTHOW NO 3TOMY FeHy?

B. EcTb nn gedekT 3peHna y otua?

B. Mornu 6bl y 300pOBbIX poauTenen poautbca 4ETN C 3TUM AedekToM?

[". C Kakon BEPOATHOCTbIO 3TO MOISI0 Bbl CNYyYUTHCA?

O. MoryT nn XXeHWMm HbI CTpagaTtb LBETOBOMW CrenoTon?

22. Y 300poBOM XeHLNHbI ecTb bpaT, 6onbHOM ankoronnamom. Peueccus-
HbI reH (a), onpegensowmnn 310 3aboresaHve, cuensieH ¢ nonomMm. JTa
XEHLUMHA BbIXOOMT 3aMYy>XX 3a 340POBOI0 MY>KUYMHY.

A. MoxeT nn y Hee poanTLCA CblH, CO CKITOHHOCTbLIO K 3TOMY 3abonieBaHunio?
b. C kakon BEPOSATHOCTbLIO 3TO MOXET NPON3ONTN?

B. MoXxHO nn gaTtb TOYHbIN OTBET, €CMN BbISCHUTCS, YTO Y 3TOW XXEHLLMHBbI
ABa poaHbIx 6bpata 60sbHbI ankoronmamom?

O. MoxHO nn gaTb TOYHbIN OTBET, €CMN BbISICHUTCS, YTO Y KEHLUUHbI eCTb
OpaT 1 cecTpa, cTpagatowme ankoronanamom?

E. MoxHo nn gatb TOYHbBIN OTBET, €Ccnn y Hee oauH bpaT 6orneH, a gpyrom -
3400poB?

K. Kak B nocrnegHem criydae MOXxHO 6yaeT Ha3BaTb reHOTUM KEHLLNHbI?

3. MOXHO N1 Taknmm crioBamm onucatb reHoTun bpaTa-ankoronunka?
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23. AnbbuHM3M (OTCyTCTBME NMUIrMEHTA) 3aBUCUT OT ayTOCOMHOro peuec-
cuBHOro reHa (b), a remocunusa (HecBepTbIBAEMOCTb KPOBU) — OT CLErfeH-
HOrO C MOSIOM PELECCUBHOIO reHa (a). My>X4nHa-anbbuHOC C HOpMarbHOW
CBEPTbIBAEMOCTbIO KPOBM XXEHUTCS Ha 300POBOM TEMHOBOSIOCOM KEHLUMHE.
Otev, aTON XeHwWMmHbl bonen remodunuen n Obin TEMHOBOSOCLIM, a ¥ ee Ma-
Tepu He ObINO NUrMeHTa B BOJIOCax, HO KPOBb CBepTbiBasiaCb HOPMasnbHO Y
BCEX ee NnpenKkos.

A. Kakoe gomkHo 6bITb pacliensieHMe no heHoTUny B CeEMbe Y CbIHOBEN?

b. Kakon gomkHo BbITb pacuienneHme no eHoTuny B 3TOM cemMbe govepen?
B. Bo CKONbKO pa3 TEeMHOBOJSIOCLIX 3[0POBbIX Marb4MKOB [OOSMKHO OblTb
6onbLle, YeM CBETIOBOMOCHIX N BOMbHbLIX reModunmnen?

[". Bo ckonbko pas 300poBbIX TEMHOBOSOCHIX AeBOYEK AOMKHO BbITh HorbLue,
4YyeM TaKuX e Manb4ynKoB?

. C kakon BepOSATHOCTbIO MOXET poaUTLCS CBETIIOBOSIOCHIN Manbyuk 60orb-
HOM remodonnmen?

E. C kakon BepOATHOCTLIO MOTYT POAUTLCHA TEMHOBOJSIOCHIE AT C HopMarib-
HOW CBEPTbIBAEMOCTbLIO KPOBU?

24. Y 4yenoBeka ganbToHM3M (LBeToBasi crienota) obycrnoBneH peueccus-
HbIM FeHOM (a), pacrnonoXeHHbIM B X-XpOMOCOMe a Tanaccemusa (oauvH U3
BUOOB reMoSIMTUYECKON aHeMUN) — OOMWUHAHTHBLIM ayTOCOMHbIM reHom (B).
JMogun ¢ reHoTunom BB nornbatoT Ha aMGpuoHanbHOM CTagun pasBuUTUS, a B
reTepo3nMroTHOM COCTOSHUKM 3TO 3aboneBaHue NposBseTca B nerkon ¢op-
Me. XKeHwuHa-aanbTOHUK, reTepo3nroTHasl No reHy TtarnaccemMun, BbIXOAUT
3aMyX 3a MY>XYUHY TOXE reTepo3nuroTHag rno reHy, Ho ¢ HopmarbHbIM 3peHU-
eMm.

A. CKOJbKo pasHbIX (peHOTMMNOB MOXET ObITb ¥ AeTen B 3TON cemMbe?

B. CKONbKO pasHbIX reHOTUMNOB MOXET ObITb Yy AeTen B 3TON ceMbe?

B. Ecnv oguH 13 CbIHOBEW XXEHUTCA Ha AeBYyLUKe — HOCUTENbHULE reHa anb-
TOHM3Ma, TO C KakOW BEPOSATHOCTbIO Yy HUX ByayT poxaaTbCsa OEeTU C HOp-

MalribHbIM 3peHMeM?
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. Ecnn ogHa 13 godepen BbINAET 3aMyX 3a 340POBOro YerioBeka, TO MOXeET
N OHa poanTb pebeHKa-aanbTOHUKa?

[1. C kakon BEpOATHOCTbLIO 3TO MOXET NMPONU30onTn?

E. Kakon non 6yget y atoro pebeHka?

25. Y yenoBeka B Y-XpOMOCOME BCTpeYaeTca reH, onpeaensiowmmn passu-
TME NEPENOHKM MEXAY BTOPbIM N TpeTbUM Nansuammn Hor. Kpome, Toro, ectb
N ayTOCOMHbIN peueccuBHbIN reH (b), KOTOPbIN KOHTPOSIMPYET YETKOCTb peyun.
B cembe y oTua nepenoHka Mexay narnbuamMn U o4eHb YeTKas pedb, a MaTb
He OYeHb MOHATHO MPOU3HOCUT CIIOBa N NEPENOHKN MeXay nanbuamMun y Hee
HeT. Y maTepu Bce Npeaku roBopunn o4eHb HepasbopumBeo.

A. C kakon BEPOSATHOCTbIO B CEMbE MOXET poAUTbLCA pebeHOK C NepenoHKom
Mexay nanbuammn?

b. C kakon BEpPOSATHOCTbIO MOXET poanTbca pebeHoK ¢ AedekTom peun?

B. MoxeT nn B ceMbe poanTbCa AeBOYKa C NEPENOHKON?

. Ecnu geBoyka 13 3TOM CEMbU CO BPEMEHEM BbINLET 3aMyX 3a YerioBeka,
reTepo3nroTHOro Mo reHy YeTKOCTU pPeyn, TO C Kakou BEPOATHOCTBLIO Y Hee
MOXET poauTbca pebeHoK, CNocobHbIN B ByayLiemM cTaTb ANKTOPOM?

[. Kakon non 6yget y atoro pebeHka?

26. Y venoBeka ganbTOHM3M (LBETOBas CrienoTta) — peueCccmuBHbIM NMPU3HaK
(a), cuenneHHbIn C nNonom, a anbbuHMamMm (OTCYTCTBME MUIrMeEHTaumn) oby-
CNOBIIEH ayTOCOMHbIM reHom (b). Y pogutenen, HopmarbHbIX MO 3TUM Mpu-
3HaKaMm, poauncs CbliH — AanbTOHUK U anbbuHoC.

A. MOXHO N 0gHO3HAYHO oNpeaenuTb reHoTUN poauTenen?

B. C kakon BepOATHOCTbLIO B 3TOM CEMbE MOXET NePBbIM POLAUTCH MarnbyuK?
B. C kakon BEpOATHOCTbLIO 3TOT Manbyvk 6yaeT cTpagaTb 4aNbTOHU3MOM?

. Onpegenute BEPOATHOCTb POXAEHUS Manbuvka C ABYMS OMNMCaHHbIMU
aAedekramm 0gHOBPEMEHHO.

. C kakon BEPOATHOCTBO ABa TakKMX MalibdUKa MOryt poamtbCA OAUH 3a

apyrum?
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27. AnbbuHM3M (OTCYTCTBME MNUIMEHTa) onpefensieTcsa ayTOCOMHbIM pe-
LEeCCUBHbLIM reHoM (a), a remounusa (HecBepTbIBAEMOCTb KPOBU) — peuec-
cvBHbIM reHom (b). Y poauteneun, HOpManbHbIX MNOST 3TUM MNpU3HaKkam, pPo-
ANIICA CblH — AanbTOHUK U anbbuHoC.

A. MOXHO N 0gHO3HAYHO oNpeaenuTb reHoTUN poauTenen?

B. C kKakon BEpPOATHOCTbLIO B 3TOW CEMbE MOXET NepPBbIM POAUTLCA ManNbymK?
B. C kakon BEpOATHOCTbLIO 3TOT ManbyuK OyayT cTpagaTb JanbTOHU3MOM?

. Onpenenute BEpOATHOCTb POXOEHUS Manbyvka C OBYMS OMUCAHHbLIMU
AedekraMmv 0OQHOBPEMEHHO.

[. C kakon BepOsITHOCTbI [Ba TakMX MaribyvMka MOryT pOAUTbLCHA OAMH 3a
apyrum?

28. AnbbuHu3M (OTCyTCTBME NUIMEHTa) ornpenensieTcsas ayTOCOMHbIM pe-
LEeCCUBHbLIM reHomM(a), a remounusa (HecBepTbIBAEMOCTb KPOBM) — peuec-
CVBHbIM reHoM (b), cuenneHHbiM C nosioM. B cembe y oTua remocmnusa u
anbbMHM3M, a MaTb SBMSETCA HOCUTENbHULEN 3TUX FEHOB, HO 3TU NPU3HAaKM
Yy Hee He NPOoSBUIUCH.

A. KakoBa BEpPOATHOCTb POXAEHUS B 3TOM cemMbe pebeHka, cBOOOAHOro oOT
9TUX ABYX HEOOCTATKOB?

b. KakoBa BEpOATHOCTb poxaeHusi pebeHka C HopMmaribHOW CBepTbiBAeMO-
CTbO KpOBU?

B. KakoBa BeposaTHOCTb poxaeHus pebeHka ¢ HopManbHOW NMMrMeHTaunen?
[". KakoBa BEpOATHOCTb poxaeHna pebeHka ¢ 3TuMu ABYMS HacneaCTBEHHbI-
MU gedekramm?

. MoXXHO nu TOYHO NpeackasaTtb Nos Takoro pebeHka?

29. [loTpebHocTb B KypeHuu Tabaka 3aBUCUT OT peLiecCUBHOro reHa (a),
CLIeNnSIEHHOro ¢ nosiomM, a noTpebHOCTb B ynoTpebneHnn ankorona — OT AO-
MUHaAHTHOro peleccmBHOro reHa (B). Kypawum myxXdmHa n HeKypsLasa XXeH-
LWMHa co3gatoT ceMblo. Oba 4acTo MbIOT ankorofibHble HaNUTKU. My>x4nHa re-

TEPO3UTOTEH MO reHy, ornpeaendrwemy yn0Tpe6neH|/|e allKoroJibHbIX HaNUT-
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KOB, @ XEHLUNHA — roMo3nroTHa. YKeHLluHa retepo3nroTHa no reHy, onpene-
NALEMY KypeHue.

A. MoryT nn B 910N cCeMbe poauUTbCA OeTU, paBHOLYLIHbIE K ankorosn?

B. MoryT nn B 9TON ceMbe poanUTbCSA OAETU, HE CKIOHHbIE K KYPEHUIO?

B. C kakon BepOATHOCTbLIO 3TU AeTun, byayT aeBoykammn?

. Ecnu 3T OeBOYKKM, NOB3POCHEB, BbINAQYT 3aMyX 3a HEKYPSLMX MYXYMH,
MOTFYT Sl OHM OXMAaTb POXOAEHNSA OETEN, CKITOHHbBIX K KYPEeHU0?

[. C Kakon BEPOSATHOCTbIO Y 3TUX OEBOYEK POAATCS OETU, CKINOHHbIE K Kype-
HUIO?

30. [anbToHu3M (LBeTOBas crienoTa) — NpusHak, 3aBUCALLUIN OT peLeccus-
HOro reHa (a), cuenseHHoro ¢ rnosioM. Y MyXa W XXeHbl 3peHne HopMarsibHoe,
O[HaKo, N3BECTHO, YTO OTEL, XXeHbl CTpagan AanbTOHU3MOM.

A. MoryT nn B 9TON ceMbe poauUTbCA OeTU-0aNbTOHUKN?

b. C kakon BEpOATHOCTbIO POAUTLCA MaribyYnK C HopMaribHbIM 3pEHNEM?

B. C kakon BEpOATHOCTLIO MOrYT NOAPSAS, POAUTLCA ABa TaKMX Marnbymka?

[". C Kakon BEPOATHOCTbLIO MOTYT POAUTLCA ABa TakuxX Manb4vvka nogpag?

[. Bo ckonbko pa3 6bina Obl 6onblle BEPOATHOCTb POXAEHUS OeTen-
OanbTOHUKOB B 9TOW ceMbe, ecnn Obl y MyXa Oblna usetoBas cnernorta?

E. Kakoe Obino 6bl B 9TOM cny4vyae COOTHOLUEHME MOSIOB Yy OeTen-
JanbTOHUKOB?

31. T[emopparnyecknn guates (HacnencTBeHHOe anneprmyeckoe 3abone-
BaHME) HaxoauTCA NOA4 KOHTPOMEM peLecCUBHOro reHa (a). Annenu reda
pacnosiaratoTca kak X, Tak u B Y-xpomocome. B cembe xeHa 3g0poBa, a y
My>xa nposiensietcs 3abonesaHne. O6a roMo3nroTHbI MO 3TOMY rEHy.

A. MoryT nn ux getn sabonetb?

b. KakoBa BepOSTHOCTb TOro, 4TO BCe AeTn ByayT HOCUTENAMM 3TOro reHa?
B. lNoB3pocnes, go4epn U3 3TOM CEMbU BbIXOOAT 3aMYXX 32 MY>XYMH, Y KOTO-
PbIX 3TOr0 peLeccuBHOro reHa Het. C Kakon BEPOATHOCTLIO remopparnyeckni

anartes MOXeT MPOABUTLCA Y UX OeTen?
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[". C Kakon BEPOSATHOCTbIO remMopparn4eckmin gnates MoXeT NPosSBUTLCH Y UX
aeten, ecnu oHM ByayT CbIHOBbSMU?

. Ecnu Obl XeHwunHa bbina retepo3nrotTHa no 3ToMy reHy, To C Kakon Bepo-
ATHOCTbLIO 3Ta 60ne3Hb NposiBunack 6bl y ee geten?

32. Y 4yernoBeka HacrnencTBeHHoe 3aborieBaHune (remopparnyecknin anates)
nposiBNsieTCs Nog BO34ENCTBMEM PELIECCUBHOIO reHa (a). Annenun aToro reHa
pacnonaratTcsl Kak B X-XpoMocoMe, Tak U B Y-XpoMmocoMme. B cembe XeHa
B6onbHa, a My 3gopoB. Oba roMO3UroTHbI MO 3TOMY FEHY.

A. MNposeuTCca Nn y aeten ato 3abonesaHne?

B. C kakon BepoATHOCTbLIO AeTu ByayT HOCUTESSIMU 3TOrO reHa?

B. MNMoB3pocnes, 4o4YepPU BbIXOOAT 3aMYX 3a MY>XUYMH, Y KOTOPbIX 3TOro peLec-
CUBHOIo reHa HeT. C Kakon BEPOSTHOCTbIO Y HUX MOTYT poaUTbLCSA 340POBLIE
neTtn?

. CoenanTe Takom ke NpPorHo3 Ans CbIHOBEN?

. Ecnn Obl XeHwmHa Oblna reTepo3vroTHOM NO 3TOMY FeHy, TO C Kakon Be-
POATHOCTLIO 60Me3Hb NposiBunack obl y ee geten?

33. [oBOMbHO peaKko y 4yerioBeka B Y-XpOMOCOME BCTpedaeTcs reH, ornpe-
OEenNsLWnn passBuTrue nepenoHkn mexay nanbuamu Hor. Kpome Toro, ectb u
ayTOCOMHbIA OOMWHAHTHBLIN reH B, KOTOpbLIM KOHTPOSIMPYET YeTKY peyb. B
ceMbe Yy oTua, KoTopbln paboTaeT OUMKTOPOM Ha TeneBUOEHUW, eCTb nepe-
MOHKa Mexay nanbuamu Ha Hore. Bce ero npegku roBopunn oyveHb pasbop-
4ymBo. MaTb B 3TON CEMbE HE OYEHb NMOHATHO MPOU3HOCUT CroBa N NEPENOHOK
MeXay nanbLuamMn HOr y Hee HeT

A. C kakon BepOsiTHOCTbIO B 3TON CEMbE MOXET poanTbCcs pebeHoK ¢ nepe-
NMOHKOW Mexay nanbuamm?

B. C kakon BepOATHOCTbLIO B 3TOM CEMbE POANTLCSH AeBOYKa C NepPernoHKON?
B. Ecnu geBsoyka BbINOET 3aMyX 3a YerioBeka, reTepo3nroTHOro Mo reHy YeT-
KOCTU peyn, TO C KakoWn BEPOSITHOCTbID Yy HEee MOXeT poauTbcsa pebeHok, C

TPYAHOCTSAMM B MPOU3HOLLEHUN?
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. C kakon BepOSsITHOCTbIO AETU C TakMMU NpuU3Hakamu MOryT poauTbCs ABa

pasa nogpsia”?

[, C kakon BEpOATHOCTbIO AETU C TaKUMW NMpu3HakaMmm MoOryT poamnTbCa Tpu

pasa noapsia”?

['eHHbIe U XpOMOCOMHbIe 6or1e3HU

1. B ogHom cembe nmeeTcsa pebeHOoK Cco creaywmumMmmn npusHakamm: ymcT-

BEHHasi OTCTanocTb, MMKpouedanus, “MbllMHBIA” 3anax NOBbILWEHHbIN TOHYC

MbILL, CYAOPOXHble 3NUNenTU(OpPMHbIE MNpunagkn, crnabass nUrmeHTauus

KO>M 1 BOSIOC.

1) kakoe 3abonesaHne MOXHO NPeanoSIOXKUTL?

2) Kak NoCTaBuUTb AnarHo3?

3) KaKkoBa BEPOATHOCTb NOSIBIIEHUS B 3TOM CEMbE crneayroLlero peber-
Ka C Takowm e natosiornen?

2. B cembe y 300poBbIX poanTenen, siBAAOWMXCA TPOpoaHbIMK cubca-

MW, POAUNCH OOHOLEHHbIN pebeHOK, KOTOPbIN BCKapMnBarncs MOSIOKOM Ma-

Tepu. B npouecce pas3Bntus y HEro NosiBUNUCL PBOTA M MOHOC, XenTyxa, yM-

CTBEHHasl OTCTarnocTb, YBENMYEHUE MEYEHN U cenie3eHkun, oblias ancTpo-

dus, kKaTapakTa, BblpaXXeHHOCTb KOTOPbIX MOCTENEHHO yCunneanach.

1) kakoe 3aboneBaHne MOXHO NPeanoSIOXKUTL?

2) kakme nabopaTopHble UccnegoBaHus crieqyeT npoBecTn?

3) Kak npegoTBpaTUTb AanbHenwee pa3BuTme 3abonesaHna?

4) KakoBa BEpPOSITHOCTb POXAEHUS B 3TOM CEMbE BTOPOro GONbHOro
pebeHka?

3. Y noxunbix pogutenen (keHa — 47 net, myx — 49 net) poausica OOHO-
LWWEeHHbIN pebeHokK. Mpn obpalleHnn B MeUKO-TEHETUYECKYHD KOHCYIbTa-
unio y pebeHka OOHapyXunu: nrockoe nuuo, HU3KUW CKOLUEHHbIA 100,
BGonbLUyK ronoBy, KOCOW paspes rnas, CBETMbIE NATHA Ha padyXke, TOs-
CTble rybbl, TONCTbIN, BbICTYNalOWMN U30 pTa A3blK, AePOPMUPOBAHHbIE
HWU3KO PacnosioXXEHHbIE YLLUHbIE PAKOBUHbLI, BLICOKOE HEDO, HENPAaBUIbHbLIN

pocCT 3y6oB, AedeKkT MexXnpeacepaHon Neperopoaku, Ha NafoHax YeTbl-
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pexnanbLeByto 60po3ay, rmaBHbli NafoHHbIA yron 69°, paguanbHbIi nNeT-
NN Ha 4-oM 1 5-0M nanbuax pyk, 3a4ep>XKy YMCTBEHHOIO pa3BUTUSI.
1) kakoe 3aboneBaHne MOXHO NPeanoSIOXKUTL?
2) Kakme MmeTodbl crnegyeT UCMonb3oBaTb AN MOCTAHOBKM OKOHYa-
TenbHOro anarHosa?

3) Kakon NporHo3 ganbHenwen Xn3HecnocobHOCTM 3TOro pedbeHka?
4. Y BONnbHbLIX UMeeTCca Heaopa3BUTUE CEMEHHUKOB, OTCYTCTBME cnepma-
TOreHesa, pa3BMBAETCHA ACTEHUYECKUA NN €BHYXOUAHbIA TUM Tenocnoxe-
HUS: Y3KMEe NeYn, LUMPOKUIN Tas, KUPOOTIOXEHUE MO XEHCKOMY Tuny, crnabo
pasBuTa MycKynaTtypa, CKyaHas pacTUTenbHOCTb Ha nuue, 0bbIYHO pa3BuBa-
eTCH YMCTBEHHasi OTCTanocTb. bonbHble 4OCTAaTOYHO XKM3HECNOCOOHbI. Kaknm
3aboneBaHnem cTpagatoT 60mnbHbIE?
5. K Bpauy npuwra nauueHTka. Y Hee ObIio oBHapyxeHO cnepgyoLlee:
HeJopa3BUTME SANYHUKOB, HEOOMbBLLIOWN POCT, LUMPOKNE MNSIeYU, Y3KUI Tas, YKO-
POYEHHbIE HUXHUE KOHEYHOCTN, KOPOTKAasA Lesi CO CKnagkaMn KOXu naywmmm
OT 3aTblfIka, HU3KUIK POCT BOJSIOC Ha 3aTblfIke, BHYTPEHHME Yriibl a3 pacmno-
NOXEHbI Bbile HapYyXHbIX, UHPAHTUITBHOCTL 3MOLNA, HEYCTOMYMBOCTb Ha-
cTpoeHusi, becnnogue.

1) kakoe 3abonesaHne MOXHO NPeAnoSIOXUTb Y NALUEHTKN?

2) YTO HYXXHO caenaTb 4NA NOCTaHOBKM OKOHYaTEeSIbHOro gmMarHosa?
6. [Mpn n3yyeHun kapmotmnna 6onbHOro, cTpagaruwero cuHapomom JayHa,
Obino BbIABNEHO 46 xpomocoMm. OgHako geTanbHbI aHanu3 XpPoOMOCOM Mo-
3BOSIUN BbISIBUTb MYTaUUIO, SBUBLLYHOCA MPUYMHOM pasBuTus cuHgpoma [ay-
Ha. B yem 3akntoyanacbk ata mytaumsa?
7. N3BeCcTHO, 4TO [JanbTOHM3M — pPeLeCcCUBHLIM CUENSIEHHbIN C  X-
XpOMOCOMOW MNpu3aHak. Kak MOXXHO OB6bACHMUTbL AanbTOHW3M OOHOroO rnasa u
HOpMarnbHOE LBETOBOCNPUATUE OPYroro rnasa, ecnu Takon Mo3anuusm Ha-
bnogaeTca y KeHLWmH?
8.  [anbTOHU3M — peLeCCUBHbLIN CUEMMEHHbIN C X-XPOMOCOMOW MPU3HaK.

JKeHLwuHa ¢ CNHOPOMOM LIJepeLueBCKoro-TepHepa CTpagaeT JalfilbTOHN3MOM,
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X0T4 y ee oTua U matepun 3peHne HopMalribHoe. Kak 3TO MOXXHO 00BbACHUTBL?

Y Koro u3 pOJJ,VITGJ'IGVI Nnpon3oLno HepacxoxxgeHue XpOMOCOM?
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