T unbel HAaCJIETOBAHUS U UX
OCHOBHBIC KPUTEPHHM.



| Toccapun

Koncynomupyrowuiics - 310 JIM110, 0OpAaTUBIIEECS K Bpady WX NEPBHIM
MTOMNABIIIEE B I10JIE 3PEHUS UCCIIETOBATEIIS.

IIpobano - 00JILHON MW HOCHUTEIIb M3y4aeMOT0 IPU3HAKA, C KOTOPOTO
HAYMHAETCS MMOCTPOCHUE POAOCIOBHOM.

Cubcot - 1€TH OJTHOM POJIUTEIBCKON TAPHI.
Cembst - B Y3KOM CMBICIIE CYIIPYKECKAS Mapa v UX JCTH.

Poo - 0oiiee MUPOKUN KPYT KPOBHBIX POACTBEHHUKOB, YEM CEMBSI.



| eHeanoruueCKuu METO IIPUMEHACTCH:

. JUIS YCTAHOBJICHUSA HACJIEACTBEHHOIO XapaKTepa MPU3HAKA;

. TIpH OMPEAECICHUU TUIIA HACJICIOBAHUSA U IICHETPAHTHOCTH I'€HA;
IIPU AHAJIN3E CLEIJIEHUS T'€HOB U KAPTUPOBAHUU XPOMOCOM;
IIPU U3YYEHUU UHTEHCUBHOCTH MYTAIIMOHHOTO IIPOIECCA;

IIpH pacIIu(PPOBKE MEXAHU3MOB B3aMMOJICHCTBHUS T€HOB;

S o

IIPpU MCAUKO-I'CHCTHYCCKOM KOHCYJIbTUPOBAHHNH.



IToBTOpEHNE NPOMIECHHOIO MaTepuana
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Kakue 3HaKu 1J1s1 HOCTPOECHUS
T€HEAJIOTHYECKOI0 JIPEBA BaM
3HAKOMBI !



IToBTOpEHNE NPOMIECHHOIO MaTepuana
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10

11

12

13

14

15

|- TUIIO MY»KCKOTO MoJa; 2- JIMIO KEHCKOTO MO0,
3- moJy1 Heu3BeCTEH; 4 - Opak;

5 - Opak KpOBHOPOJACTBEHHBIN; 6 - CUOCHI;

7 - MOHO3UTOTHBIEC OJIM3HEIIBI;

8 - IU3UTOTHBIC OJIM3HEIbI; 9 - BHIKUIBIIII,

10 — MeAUIIUHCKUN a0OPT;

11 - MEPTBOPOKIEHHBIM;

12 - Ge3aeTHbIN Opak;

13 - reTepo3UTrOTHAsA HOCUTEIBHUIIA MYTAHTHOTO
reHa B X-XpoMOCOME;

14 -ymepmue; 15 - mpobanz.



IToBTOpEHNE NPOMIECHHOIO MaTepuana
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CuMBOJIBL, HANOOJIEE YaCcTO

HCII0JIb3YEMBIE IIPH COCTABJICHUH
POJIOCIIOBHBIX:

7 - eIMHOYTPOOHBIE CHOCHI;

8 - €AMHOKPOBHBIC CUOCHI;

15 - ymepiue;

17 - reTepO3UroTHLIC UHIAUBUIBI;
19 - 6epeMEeHHOCTD;

20 - OecIuIoaHBIN OpaK;

21 - 1nyHO 00CJIEN0BaH



IToBTOpEHHE NPOMICHHOTO MaTepHraa
(http://oftalmic.ru/genealogy.php)

Beaopyveensn Poccnia  Kasaxcrau
rtle,r;};,luE Ka Ba(gluxa ,".Ie,'lg'olfma g-l%ymka \3 ’/' - B CeMBe TpH ﬂoqepn
C;:g: ::’T:l:ﬁ Pak Toncroit Pak rpyau % =\
’ . 1 68 . - -
KIKIL | BuABTCH B : P|P) <>> - bepeMeHHOCTB: MATBMHK, ACBOYKA,
A é /L ' I[TOJI HEM3BEECTEH
Brixiapim I ;
SogcH <) D“(! 8, L] I:EI
Jansa Te'm Oreu Mats Naas -4 >
62 ® s - [TpuéMHEBIT WwiIeH ceMbH MYAKCKOTO poaa
\onecrepmi 1A P v
' a
I_Cl) é} |£ /] - Poacrsenuux yMep (VKaselBaeTcA
O |‘_|_F-O O / NPHYHHA CMEPTH)
AeBoropoarsie I\\ 3IHA BpaT C ecrp a Bbl CBoaHAA  pasyogiineBble
OpaThs M CeCTPhI cecTpa G HeLsT O / B
1 - bpak pacTopruyvT

30 - 40 ner (o Mane) 20
553 \°

ITnemauHnk [TeMsIHHILA
2 6 mec



IToBTOpEHNE NPOMICHHOIO MaTepuana

(htt
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oftalmic.ru/genealo

Poccnia Kasaxcrau

Heavwka | Badyuka Heaviuka gaﬁyuncn
65 85 60" 70’
Cepreussint .
npHeTYN Pak Toncroit Pak rpyau
’ KIIIKI BbIABJIEH B 68
A I
Brixaiapim J\ l
swen [ 1O [ 0 [0
Jans Te‘m OTeu Mats Jaan
62 9 :
1Xos 1ec7epm| 1A HpEeaEEA)
47
]@ O &FO é) & O
ABoropoaHbre f\\ 3HHA BDJT C °°Tl)‘ Ber  Cropuas  pasyosiinensie
OpaThs 1 CECTPbI 15  cecrpa GJaNHebI
30 40 ner (1o Mane) 20
24

553

ITnemauHnk [TeMsIHHILA

2

6 mec

[IpaBuiibHO

hp)

COCTaBJICHHOE
reHeajoruyeckoe JepeBo  Barmei
CEMbU IIOMOXKET B HECKOJIBKO pa3
IOBBICUTh TOYHOCTHb JIMarHo3a H

Cy3UTb TIOMCK NPUYUHHOIO TEHA
00JIE3HH, TaK KaK pa3Hble TIE€HBI
UMEIOT pPa3HbIX XapakTep
HaCJICIOBaHUS. [ToaTOMy
BHUMATEIILHO coctaBbTe  Bamy
POJIOCIIOBHYIO. Pexkomenayercs

OOHOBJIAATH €€ pa3 B 2 roja.



[loBTOpEHME NPONOEHHOIO MaTepmana.

l L@
| : [IokoneHus 0003HA4YaKOTCS PUMCKMMH  LUdpamu

CBEpPXy BHM3, OOBIYHO OHH CTaBATCA Cj€Ba OT
poaociioBHoM. IlocneaHee mokojieHHWE MOPEIKOB, IIO
| KOTOpOMY coOpaHa uH(opMalus, 0003HayaeTcs Kak I
&] && . MOKOJIeHHE. ApaOCKUMU IIM(ppaMH HYMEPYIOTCS BCE
6 1 8 s 1 1 DJIEMEHTBHI OJHOTO IIOKOJCHUS (BECh PpPsAJa) CleEBa
HampaBo, MOCJEa0BaTelbHO. bparks U  cecTphl

pacmojararoTcss B POJOCIOBHOHM B IOPSJIKE

poxaeHuss. Takum  oOpa3oMm, KaXIbli  YJeH

| POJOCIIOBHOM MMEET CBOM KOOPJMHATHI, HAIPUMED B
40: O POJIOCIIOBHOM, IPEACTABICHHON Ha PUCYHKE JCAYIIIKa

P I3 Tlpuseep cocrameitun sretiereckolis posociostioft. JiGorerae— prnoOaHga MO MaTrepuHcKou nuHuu — II-3, Oolen

C AYTOCOMHO-PCHCCCHEHLIM THIOM HACHCIOBAHHA

TEPOIMIOTIL (-~ FOMOMTOTHMA WA HEUPOHHUOPOMATO3OM.




[loBTOpEHMEe NponaeHHOro Mmartepuana.

Bce  UMHAWBUABI  OJHOTO  IIOKOJCHHUS  JIOJKHBI
pacmoiararbCs CTporo B oauH psj. «IloapemmBanue
CHMBOJIOB MEXKAY pSJaMUd IIOKOJICHHH SBISCTCS
rpy0oii omunbOkoi. Ecinu pomociioBHas oOlIMpHA, TO
MTOKOJICHUS MOYKHO pacmojararhb HE
TOPU30HTAILHBIMUA PSAJaMHU, a KOHICHTPHUYCCKHUMH
Kpyramu. B pomociaoBHOM Ba)XHO OTMEYaTh JIMYHO
0oOCIeIOBaHHLIX  HAa  IIPUCYTCTBHE  MpPHU3HAKA
3a00J1eBaHUs UM 3a00JICBaHUS.

Hccnenosarenb JTOKEH CTPEMUTBCA K TMOJNYYEHUEO
OOBEKTUBHOIO TIEPBUYHOIO MaTepuajia, KOTOPBI
KJIaJ1eTCs B OCHOBY CTAaTUCTUYECKOTO "
T€HETUYECKOTO aHaIu3a.




IloBTOpEHME IPONAECHHOIO MaTepraia

Jlerenga poaoCIOBHOM SBIISIETCA 00S3aTEIIbHBIM 3JIEMEHTOM OIMCAaHMS POoAOCIOBHOM. OHa
BKJIIOYAECT:

1) mogpoOHOE ONMCaHNE KaXI0ro YjeHa pOJ0CIOBHOM, CBEICHUS O KOTOPOM 00S3aTEeIbHBI
WA CYIIECTBEHHBI IS MOHUMAaHUS XapaKTepa HacjeaoBaHus 3a00jeBaHus (IpU3HAKA)
WA OCOOCHHOCTEHW KIIMHUYECKOIO IMPOSBICHMS;

2) mnepedyeHb MCTOYHMKOB MEIMIMHCKAX M JAPYTHMX CBEACHUHW C COJEPKATEIbHOM
MH(pOpMaIUEH;

3) yKa3aHue Ha XapakTep NaTOJOTHYECKOro MPpOIECcCca UK €ro JIOKAIU3ALUIo (Hanpumep, y
HEKOTOPBIX YJIECHOB POAOCIOBHOM JWArHOCTUPOBAHA M30JIMPOBAHHAS 3JIOKAYECCTBCHHAS
OIYXOJIb JKEIYJIKA, Y APYTUX — MHOKECTBECHHBIC HEOIIA3UM );



IloBTOpEHME IPONAECHHOIO MaTepraia

Jlerenga poaoCIOBHOM SBIISIETCA 00S3aTEIIbHBIM 3JIEMEHTOM OIMCAaHMS POoAOCIOBHOM. OHa
BKJIIOYAECT:

4) ykazaHue Ha BpeMs Hadasia 3a00JIeBaHUS 1 OCOOCHHOCTH TCUCHMS;
5) ykazaHue Ha BO3pacT U IIPUIUHY CMEPTH;

6) omucaHWE METOAOB JUArHOCTUKHA M MACHTU(MUKAIUM (HAaIpUMEpP, KaueCTBEHHBIM WU
KOJINYECTBEHHBIN XapaKTeP OMUCHIBAEMOTO (IIPU3HAKA).

Takum oOpazoMm, «JlereHga pogoCIOBHON» - 3TO MH(POpMalMI O YiIeHAaX POAOCIOBHOM C
NOAPOOHBIM M3JIOKEHHUEM JIIOOBIX, HO 0053aTe€lIbHO CYIIECTBEHHBIX I aHaau3a
CBEJICHUM.



[loBTOpEHME NponaeHHOro martepuana.
OWwnbKM B NOCTPOEHUN POOOCITOBHOM.

| O




[loBTOpEHME NponaeHHOro martepuana.
OWwnbKM B NOCTPOEHUN POOOCITOBHOM.

Jletn poxaroTcst oT Opaka

, O MY>KYMHBI 1 KCHIITUHEL.
1 2
OjHa )KECHIIMHA WJIW OJINH

1@ i i a) MY>K4YUHA POOUTH

2 s " ° CaMOCTOSITEIILHO peOeHKa He

MOTYT.

MO O O Y

i3 JN L 7 Y4UuTHIBaIOTCS MPU3HAKH,

; 6} nepelaBaeMbIX 110 HACIIEACTRY,

Eauiris OT 00OUX POAUTEIICH.



[loBTOpEHME NponageHHOro martepuana

Kakue THIIbI HacaeqOBaHUS IIPU3HAKOB YE€I0BEKA BBl 3HACTE?

K xakoMy THITy HACJI€IOBaHUS OTHOCSTCS NPUBEACHHBIC HUKE
POZIOCIIOBHBIE?

Kakune npru3Haky IMoCTPOECHUSA T€HEATIOTHYECKOTO JIPEBA COOTBETCTBYIOT
KQXXJOMY THUITY HACJIEIOBAHUA?

[IpuBeauTe MpuMeEpHI 3a00JI€BaHUN C JAHHBIMH THIIAMH HACJICAOBAHMS
IIPU3HAKOB.



[loBTOpEHME NponageHHOro martepuana

Tunel Haen €A0BaHUA

= T

MoHoreHHoe MNonureHHoe
— —
AyTocomHoe foHocomMHOe
PO
AoMHHaHTHOe PeyeccueHoe CyemreHHoe ¢ X || CyenneHHoe ¢ Y
- XpPOMOCOMOM - XpOMOCOMOM
MpomexyTouHoe e g

AomMHuHaHTHOe PeyeccueHoe
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| eneanornueckoe apeBo Ne 1:
OIIPEACINTE TUIl HACIECAOBAHUA
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[ lpu3Hakn ayToCOMHO-AOMUHAHTHOIO
Tuna HacrnegoBaHUSA

1.

bone3Hp BcTpeyaeTcs B Kax10M [OKOJIEHUM POJAOCIOBHOU, YTO HA3bIBAKOT

nepeaadei 00JI€3HU M0 BEPTUKAJIH.

2.
3.
4,
5.

CoOoTHOIIIEHHE OOJILHBIX W 310POBBIX NpUOIMKaerca k 1:1.
Y HOpMaJIbHBIX POAUTEIECH BCE J€TU HOPMAJILHBIE.
CooTHolleHrEe 00JIbHBIX MAJIBYMKOB U ICBOYEK PABHOEC.

boabHbIC MY?K4YHUHBI U KCHIIINHbI OANHAKOBO IICPCAAIOT 00JIC3HL CBOUM ACTAM —

MaJIBHUKaM U JICBOYKaM.

6.

YewMm Tsxennee 00J1€3Hb OTPaKaETCs Ha PENPOAYKIMHU, TEM OOJIbIIIE HPOIOPILIUS

CIIOPAUYECKUX CITydaeB (CydalHbIe MW €IMHUYHBIE CITyYan = HOBBIE MYTAIMN ).

7.

[ OMO3UrOTHI MOTYT POXKAATHCS OT JABYX OOJBHBIX poauTescii. bone3Hs y HUX

pOTEeKaeT OOBIYHO TSXKEJIEE, YEM Y TeTEPO3UTOT.



OCHOBHBIE€ TPUYHMHBI BOBHUKHOBCHUS
CIIOpAJUYCCKUX 3a00JICBAHUI:
1 )HeltposHAOKpHHHBIE U3MEHEHHS B OPTraHU3ME.
2)Hapyiienus HopMaabHOIO YMOPHUOrEeHE3a.
3)I1aromorust 0epeMEHHOCTH (B YACTHOCTH
OKKJIFO3HUOHHBIE TTOPAKEHUS COCYIIOB).
4)CrioHTaHHbBIE MYTAIIUHU.




I Ipn3Haku ¢ ayTOCOMHO-TOMUHAHTHBIM
TUIIOM HACJICOBAHUA
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OKTPOJAKTUINS Cunzpom Mapdana
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IIpu3Haku X-CHEMJICHHOTO PELECCUBHOIO
TUIIA HACJICIOBAHUI

1. BoJIbHBIE — TOJIbKO MAJIBYUKH (MUCKIIOUEHHE - JICBOYKH ).

2. Okoo 2/3 caydaeB «IpOUCXOAUT» OT MaTeperi-HOCUTENbHULL, 1/3 — 3a cueT
HOBBIX MyTallMi B X-XpOMOCOME MATEPH.

3. B yHacienoBaHHBIX CIydasX y OOJIbHBIX MAJIBYUKOB MOTYT OBITh OOJIbHEIE
OpaThs U 15111 110 MATEPHU.

4. HoBrle MYyTalluHX ABJIOTCA CIIOPAANYCCKUMHU WIN U30JINPOBAHHBIMU CJIYHAJAMMH.

5. Cectpsl O0IBHBIX OpaThEB MPH YHACICAOBAHHBIX CIydasx UMeroT 50%
BEPOSITHOCTh OBITh TOXKE HOCUTEIbHUIIAMU MAaTOJIOTMYECKOTO aJIjaeIsl.

6. Cecrtprl-HOCUTEAbHUILBI IepeaatoT redH 50% ceiHoBel (oHM 0oJibHBIC) B 50%
nodepen (OHU HOCUTEIIBHHUIIB ).

7. 310pOBBIE MY>KYMHBI HE IIEPEAAOT OOJIC3HU.



Ecnn penpoaykius pu JaHHOKW 00JIE3HM HE HapylleHa (reMopuins,
HEJI0CTAaTOYHOCTh INIFOK030-6-(pocdaTaernaporesasbl), TO
HACJICJOBAHUE XAPAKTEPUIYETCS CIEAYIOIUM 00Pa30M.

1. JloJsist yHaciie1OBaHHBIX ciy4daeB Oosee 2/3.

2. boabHBIE MYXKYHWHBI IEPEAAIOT MTATOJIOTUYECKUN AJUIETb BCEM CBOUM J0YEPSM U
HUKOMY U3 ChIHOBEHM.

3. Bce ¢peHoTHIMYEeCKHN HOpMAJIBHBIE JOYEPH OOJBbHBIX MY>KUMH SIBJISIFOTCS
HOCHUTEIIbHUIIAMH.

4. B Opake »KEeHIIUHBI-HOCUTEIBHUIIBI C 00JIbHBIM MYKUunHOM 50% nouepeit
0onbHbI, 50% HOcuTenu, 50% ceiHOBel 00abHEI, 50% 370pOBEIE.

5. I/IHOI‘I[a I'CTCPO3UT'OTHBIC KCHIITUHBI MOTI'YT OBITH OOJILHBEIMU B CBSI3HU C IreTcpo-
XpOMaTHHHBaHHeﬁ XPOMOCOMBI C HOPMAJIBbHbBIM AJLJICIICM cnyqaﬁHO BO BCCX HNJIN
I104YTH BO BCCX KIICTKAX.



[ Ipn3HaK ¢ X-CIEIIIEHHBIM PEIIECCUBHBIM
TUIIOM HaCJICIOBaHUS

Ha ¢poTo Manpunk-caMOKaHHHOA1 — OOBIYHOE SIBJICHUE NpU CUHApoME Jlelna
Huxana



[ Ipn3HaK ¢ X-CIEIIIEHHBIM PEIIECCUBHBIM
TUIIOM HaCJICIOBaHUS

lMpumepei: Q X aXa

» [OanbTOHU3M,
» remounus,

» MYCKynbHas guctpodus, a
» MOTEMHEeHMne amanu 3yoos, C? X l

» ogHa u3 bopMm arammrnobynuHemMum



TecT HA TAIFTOHU3M

S it
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[ Ipu3HaKK ayTOCOMHO-PENECCUBHOIO THIIA
HaCJICIOBAHMSA

1. Poaurenu 0OBIYHO KIMHAYECKHA HOPMAaJIbHBI.

2. Uewm Oomblie aeTe B CEMbE, TEM Yallle BCTpedaeTcs 00JIee OJHOTO 00JILHOTO
peOEHKa.

3. UYewm pexe BCTpeuaeTCsl MyTaHTHBIN T'€H B IOMY/ISIIMY, TEM Yallle POAUTEIIN
00JIbHOTO peOEHKA SABISIOTCI KPOBHBIMU POJICTBEHHUKAMM.

4. Ecau 601bHBI 00a cynpyra, TO Bce €T OyayT OOJILHBIMU.

5. B Opake 00JIbHOTO CO 3J0POBBIM POXKIAIOTCSI HOPMAaIbHBIC I€TU (€CIU
3JIOPOBBI HE T€TEPO3UTOTEH).

6. B Opake 00JILHOr0O ¢ HOCUTEJIEM MYTAaHTHOTO ajiess poxaaroTcs 50% 00abHbBIX
JICTEH, UYTO HIMUTHPYET JOMHHAHTHBIN THII HAaclIeTOBaHHS (IICEBIOIOMUHUPOBAHHE).

7. (O0a mona nopaxkaroTcsl OJUHAKOBO.



MasioaeTHOCTh COBPEMEHHBIX CEMEU
3aTPYIHSCT YCTAHOBIICHHUE PELICCCUBHOIO
THUIIA HACJICAOBAHUS OOJIEC3HU, HO dTOMY
CIIOCOOCTBYIOT ABa OOCTOSTEIILCTBA:

1. poxaeHue peOéHKa B KPOBHOPOJCTBEHHOM Opake;

2. BBISBJICHHE OMOXMMHUYECKOro Ac(eKTa y 000UX POAUTEIICH, €CIU
IIpH 3a00JI€BAHUM NU3BECTECH NEPBUYHBIN OMOXUMHUYECKHUH IC(EKT.



I Ipr3HaKu ¢ ayTOCOMHO-PENECCUBHBIM THIIOM
HaCJICIOBAHMSA

bone3nr Buiscona-KonoBaioBa Jlenmuo3



O - 3J0pPOBaA
ACHIITHHA

| eneanornueckoe apeBo Ne 4.
OIIPEACINTE TUIl HACIECAOBAHUA
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I Ipu3Haku X-CLEIIEHHOTO TOMUHAHTHOI'O
TUIIA HACJICIOBAHUA

1. IlopaxxaroTcsa U My>KYHUHBI, M )KCHIIMHbBI, HO OOJILHBIX JKEHIIMH B 2
paza 0o0Jibllle, YeM MY>KUMH.

2. DBOJBbHBIC KEHIIUHBI B CPEAHEM IIEPEAAIOT MATOJOTHYECCKUN AJLICIIb
50% ceiHOBeN 1 50% modepen.

3. bonbHOM MYy)XUKHA MEPEIAET MATOJOTHYECKUN aJJIE]Ib BCEM
JIOYEPAM Y HE MEPEIAET ChIHOBBIM, IOCKOJBKY IIOCIEIHUE TTOJIyYarOT OT
OTLA Y -XPOMOCOMY.

4. B cpenHeM KEHIIMHBI (OHU TE€TEPO3UTOTHBI) OOJCIOT MEHEE TSIKEIO,
4eM MY>K4YMHBI (OHM T'€MHU3UTOTHBI). bone3Hns 0ojiee BapuadenbHa 1o
KJIIMHUYECKUM MPOSIBICHUSIM Y T€TEPO3UTOTHBIX JKCHIIHH.



IIpn3Hak ¢ X-ClUEMIEHHBIM JOMHUHAHTHBIM
TUIIOM HaCJI€TOBaHUS

A

CUHIpPOM HEAECPKAHUS ITMTMEHTA



IIpu3Hak ¢ X-CUEIUICHHBIM JOMHUHAHTHBIM
TUIIOM HAacCJICAOBaHUI

Mpumepsi:

» HepoCTaTOYHOCTb OpraHu4YecKoro hocdopa B KPOBU, UTO NPUBOAUT K
pasBUTUIO paxuTa, KOTOPbIV He NoafaeTca OObIYHOMY NeYernto,

» pedekT 3y6oB, NPUBOARLLNI K NOTEMHEHUIO 3Manu 3y0os.

o XAXA;XAX* ¢ XYY
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IIpu3Haku Y-CUEILIEHHOIO
(rOJIaHAPHUYECCKOr0) THIIA HACICIOBAHUS

1. IlpusHak nepeaa€rcs 1Mo My»KCKOUW JIMHUM,

2. llaromornyeckue MyTaruu, 3arparuBaroIme
(GOpMHUPOBAHUE CEMECHHUKOB HJIM
CIIEpMAaTOr€HE3, HACJIEI0BATHCSI HE MOTVT,
[IOTOMY YTO TaKWE€ MHAUBUIBI CTEPUIILHBI.



IIpu3Haky ¢ rojlaHApuYE€CKUM THIIOM
HaCJICIOBAHUS

lMpumepsi: |

» obnbiCceHUE;

» TUNepTpuxo3 (OBONOCEHEHWNE KO3EnKa |
YLHOW pakoBUHbI B 3pENOM BO3pacTe); .

» Hanu4ue nepernoHOK Ha HUKHUX
KOHEYHOCTAX;

» UXTUO3 (Yelyn4yaToCTb U NATHUCTOE .
YTOMLEHUNE KOXKMU). |

CUHAAKTHIYS MaJbIEB HOT (IMMEPENOHKA MEXY 2 M 3 HaJIbLIEB HOT Y
MY>KYHH).



) - opons I eneanornueckoe apeBo No 6.
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HpI/IBHaKI/I MHUTOXOHAPHAJIBbHOI'O THUIIA
HACJIICAOBAHUA
1. bose3np nmepemaaércs TOIbLKO OT MaTEPH.

2. DOIBHBI U IEBOYKU, U MAJIBYHKHU.

3. boibHEIE OTLEI HE EepeaaroT 00JIE€3HU HU 10YEPSIM, HU CHIHOBBSIM.



I Ipn3HaK ¢ MUTOXOHAPHUAIBHBIM TUIIOM
HaCJICIOBAHUA

PucyHok 1. BonsHo# K.

Cunapom Kepuca-Ceipa.

OTmeuaeTcs HapacTaHWE MTO3a ITPU HAarpy304HbIX MpoOax. JIBUKEHHUS TIa3HBIX
010K He orpaHnyeHbl. Ci1aboCTh M aTpoPrsi MUMHAYECKUX, )KEBATEIHHBIX MBIIIII]



HpI/IBHaK C MUTOXOHAPHAJIbHBIM THUIIOM

HACJICAOBAHUA

HepBHaA cucrema

INUNPHCTYNBI, CNA3MBL, 3AAEPXKKN
PAZBMTHR, FTNYXOTA, AEMEHUNR, MHCYNLT
(uacro po 40 ner), pederra 3puTensHoN
cHCTeMbl, Hapylwerna GanaHca,
npobnemst ¢ nepHdeprUUecKiM HepaaMu

Cepnue

Kapgnomuonarus (cnabocrs

cepaeusoi Muwust), Gnox
NPOSOAMMOCTH

MNeuenn

Neyenoywan
HEAOCTATO4HOCTL (peako
32 UCKNIDYEHNEM AETEN C
CAHAPOMOM Asnneuun
MTHK), xupoeoi
renaros (crearoz
neueHu)

Mouxn
CHHADOM DAHKOHH

(Beix0a Heobxoanmex meTabonnTos
B MOYY), HeDPOTHYECKHMH CHHAPOM
(peaxo 32 UCKNKYEHHEM MAAAEHUER
¢ peprunTom Ko3Hzuma Q10)

nasa

Onywenue sex (nros),
HEBO3MOXHOCTD ABMIATH
rnasamMy (HapyxHas
odransmonnervs),
CNENoTa (NUIMeHToZHbII
PETHHUT, ONTHULCKAR
arpodus), Karapaxra

CKenerHbie MbillLbl
Mbiweuxan cnabocTs,
HENepexoMMoCTs
DU3KYECKIX HArpy30K,
MHOTNODKHYPHA, KpaMnK

MuuwesapuT enbHbIA
TpaKkT

TPYAHOCTH rNOTAHNS,
PEOTA, XPOHHUECKAR
Anapes, CHMITOME!
HHTECTHHANLHON
06CTDYKUMM, OLLIYLLIeHHE
NepenoNHeHUa KenyaKa

Nopxenynounan
menesa
Ouaber

OcHOBHBIE IIPOOJIEMBI IPU CUHIPOME
KepHuca-Ceipa.



HpI/I3HaK C MUTOXOHAPHAJIbHBIM THUIIOM
HACJICAOBAHUA

CuHgpom KepHca-Ceunpa

1 3aboneBaHua nposBnserca B Bo3pacrte 4-18
ner

i [lporpeccupyrowian HapyxHas
opTanbMonnerus

i [TUrMEeHTHbIN PEeTUHUT
1 ATaKCufl, MHTEHLUUOHHbIN TPEeMop
1 ATpMOBEHTPUKYNsipHaa 6nokaga cepaua

i [loBbIWEeHNe YypOBHA Oenka B
uepebpocnuHansHOM Xuakoctu 6onee 1 r\n

1 "PBaHble" KpacHbIe BONOKHa B bumonTtarax
CKeseTHbIX MbILL,




KOMILJIEKCHOE HAC/IE€A0BAHUE IPHU3HAKOB

KomimiekcHple  3a0o0ieBaHus  (MYJIBTH(aKTOpHAIbHbIC
3a00JICBaHMsI) BBI3BAHBI IIPOSIBICHUSIMU  Pa3IUYHBIX
B3aMMOJICHCTBUM TI'€HOB MU (PaKTOPOB OKPYKAIOIICH
CpEIBbI.

HEPEF BoBiaeueHHbIE T'€HBl MOTYT IOBBICUTH IIIAHC YEJIOBEKa
3200€Th, a (PAKTOPHl OKPYXKAIOMIEH Cpeabl MOTIYT
OCIYXKUTh TPUITEpPaMU (BbI3bIBAOIIMMU (PAKTOPAMH)
Hayajia OOJIC3HU.

[Iopor - 3To To4YKa, B KOTOPOH KOMOHWHAIMS T€HETHYECKUX
(bakTOpOB U (PAKTOPOB OKPY KAIOIIECH CPEABI IIPUBOIUT K
PA3BUTHIO NPOSBICHUM 3a00JICBAaHMUS.

BO3HUKHOBEHHE

v

CUMTaeTCsl, 4YTO CEpJICYHO-COCYAUCThIC 3a00JICBaHU,
IUa0eT, acTma, [[CJIMAKHS SIBJISIIOTCS
MYJIBTH(AKTOpHAIbHBIMU 3a001€BaHUSIMU.



CaMOKOHTPOJIb



[IpaBunbHOE O(OPMIICHHE TAHO IIPU IOCTPOCHUHU
peBa:

OaxHOMY CMMBOJIY COOTBETCTBYET OJIHO
onpeaeeHue, OTHOMY ONpeaeJIeHUI0 —
OAUH CUMBO.I.

O — 3JJ0pOBast KCHII[HA
(1 — 3JI0POBBIN MY>KUYHHA
® — JKCHIIMHA C OpaxUJaKTHINCH
BN — MY>X4YHHA C OpaxuIaKTEIMEH



[IpaBuabHOE O(POPMIICHHE JAHO MIPHU IIOCTPOCHUN
APCBa.

A — T'€H HOPMBI (T€H KYAPSBBIX BOJIOC)

a — I'eH (PeHUIKETOHYpUH (T'€H NPSIMBIX BOJIOC)

XP— ren HOpMBI

XY reH mansTOHH3MA

Y — OTCYTCTBHE TUIIEPTPUXO03a

Y' — red runeprpuxosa

[Ipu pemennu 3a1a4 ¢ MUTOXOHIPHATILHBIM THIIOM
Hacjea0BaHUs OyKBEHHOE 0003HAYECHUE T€HOB HE
HCIIOJIb3YEM.



A)
1.Ba
2.Ba
3.Ba;
4.Ba
5.Ba;

IIpakTueckas padora

IlocTpouTe reHeanoruyeckoe ApeBo C JaHHBIM TUIIOM HACJICIOBAHUA:
PUAHT — AYyTOCOMHO-AOMHUHAHTHBIN TUII HACJICIOBAHUSA
PUAHT — AYyTOCOMHO-PELECCUBHBIN THUII HACJICIOBAHUS
DUAHT — X-CHEIUICHHBIN JIOMUHAHTHBIU THUII HACJIEIOBAHUSA
DUAHT — X-CUEIJICHHBIN PEIIECCUBHBIN TUIT HACIEIOBAHUSA

DHUAHT — I‘OJIaHI[pI/I‘?ICCKI/Iﬁ THUITI HACJICJOBaAHU A

6.Ba;

DHUAHT — MI/ITOXOHI[pHaJ'II)HI)II\/’I THUII HACJICOJOBAHU A

b) Ykaxkute B 1aHO CUMBOJIBI U OYKBEHHBIE 0003HAYCHHS TEHOB IO
peaIbHBIM 3a00JI€BaHMSIM, KOTOPBIE Bbl UCIIOIL3YETE.

B)

O003HaYbTE T'€HOTHII Y KaXKAOI0 YeHa CEMbH (MCKIHOYCHHUE:

MHTOXOHI[pHaHBHBIﬁ THUII H&CHGI[OB&HI/I}I).



TpeOoBaHus 10 OPOPMIIEHUIO POAOCIOBHBIX

CoCTaBUTH POAOCIOBHYIO U3 3- 4 TTIOKOJICHHUM.

HeoOxomumo 1paBHIIBHO OQOpMHUTH JaHO (yKa3aThb CHMBOJIBL,
MCIIOJB3YEMBIC IIPU IIOCTPOCHHH POAOCIOBHOM, U OYKBEHHBIC
0003HA4YCHUS TCHOB KOHKPETHBIX IIPU3HAKOB)

IIpoHyMEpOBaTh POAOCIOBHYID MO BEpPTHKAIM (OT IPEIKOB K
ITOTOMKAaM )

KaxxgmomMy 4lieHy CeMbU MOANKCATh T'€HOTHII U KapUOTHUII, YKa3aTh
npoOaHaa

OTBETUTH HA BOIPOC, UCIIOJIb3YSI MOHOTMOPUIHOE CKPEIIMBAHUE:

KakoBa BEpOSITHOCTb HACIE€OOBAaHHUS JAaHHOIO IMPHU3HAKA JI€TbMHU
npoOanaa’?



Bompoc 1: Hapucyure cumBoi

Bapuanr 1. Bapuanrt 4.
bpak pacToprayT bpak 0e3 neren
Bapuant 2. Bapuasr J.
bepeMeHHOCTh peOCHKOM  bepeMeHHOCTh peOCHKOM
KEHCKOI'0O oJjia MY>KCKOT'O I10J1a
Bapuant 3. BapuaHrt 6.
| eTepO3UroTHLIE IIppeMHBIN YIEH CEMbU

OJIN3HELLI IEBOYKU MY>KCKOI'0O oJIa



Bompoc 2: BepHo 111 yTBEpKIACHUE:

Bapwuanr 1. Bapwuanr 4.
CuOCHBI — DTO BCE CHOCBI — DTO OETU OT OTHOTO
POACTBEHHUKH B OTHOM Opaka.
[TOKOJICHUM. Bapuanr 5.
Bapuant 2. CuOCBI — 3TO POAUTEIN
CunOcChBI — 1TO JIIOOH, HE npoOaHa.
MMEIOIIHE JIETEM. Bapuanr 6.
Bapuanr 3. CuOCBI — ATO JIMIIA C

CuOCHBI — dTO JIIOAU, UMCIOIIINE  HACJIEICTBEHHBIMU
JIETEMN. aTOJIOTUSMMU.



Bonpoc Ne3 [Ipusenure npumMep ceMbH, B KOTOPOU
BEPOSITHOCTD POKICHMSI:
Bapwuanr 1. Bapuanr 4.

OOJIBHOrO peOCHKA COCTABIISICT 340POBOT0 peOCHKA COCTABIISIET
0%. 100%.

BapuaHnr 2. BapuaHT 3.

OOJIBHOrO peOCHKA COCTABIISICT 340POBOT0 PeOCHKA COCTABIISIECT
25%. 75%.

Bapwuanr 3. BapwuaHnr 6.

OO0JILHOI'O PEOCHKA COCTABIISICT 3J40BPOOr0 pEOCHKA COCTABIISICT
50%. 50%.

[ Ipn3HaK CIIEIUIEH C ITOJIOBBIMU XPOMOCOMAaMHU.



Bomnpoc 4: Jlarte onpeneaieHue CHMBOJIAM

Bapuanr 1. . 7 Bapuanrt 4.
Bapuant 2. Bapuasr 5. &
BapuaHt 3. A~ BapuaHrt 6.

%) O—f

'\-, ,/' Mare 1




Bompoc 5. K kakoMy TuIly HaclIeJOBAHUS
OTHOCSTCS CIICAYIOIIUE IIPU3HAKU !

Bapuanr 1. Bapuanrt 4.
CunapoM Mappdana, AIPEHOTCHUTAIBHBIN CUHAPOM,
MYKOBHCIIHMIO3. reMo(puius.
Bapuant 2. Bapuasnr 3.
HecoBepllieHHBIN OCTEOTEHE3, [ unepxosiecrepeHemMus,
xopest [ eHTUHITOHA IAJIETOHU3M
Bapunanr 3. Bapuasrt 6.

[ unepTpuxo3 yuIHOM pakoBUHBI, PEHUIKETOHYpUS, ITogarpa
TaJIAKTO3EMUSA



KInmHUKOTEeHEeaIOrnue CKU METOI.
I Ipumeprl penieHus 3aauy.

[IpoGana — MY>K4YHHa, CTpaJatonIi
reMouinen. J[Be ero crapmmie CecTphl,
€ro MJIAJIIIMKA OpaT U €ro POAUTEIIM UMEIOT

HOPMaJIbHYIO CBEPTHIBAEMOCTH KpOBH. J[Ba & :

MJIQAmuMX  Opara Marepud  CTpajaroT

reMopuiIMe, a ABE €€ MIIAJIINE CECTPbI (05 ﬁ il (5 (5 II
3[I0POBEL. Y €€ MEePBOU CECTPhI MY>K U ChIH

310poBbl. baOymika u aeayiika npodaHaa _I_é]_é ).- -
CO CTOPOHBI MaTe€pyd HUMEIH HOPMAIBHYIO

CBEPTHIBAEMOCTh  KpOBH.  ONpEHenuTe g o gao
BEPOSITHOCTh POXKIACHUS OOJILHOTO ChIHA

U1 KaKIOM CECTphl MpoOaHjia, €CIM OHM

UMEIOT PA3JIMYHBIC TEHOTHIIBI, & KX MYXKbS

3JI0POBBL.

IV



ool Juj

I Ipumep perenus 3agayq

JlaHo:
- & remodumuk
- & 310pOBBIi
- Q remoduIuK | | HxB XUy
- Q 3mopoBas I
-

- Q 3mopoBas, HOCHTEIbHHUIIA TPU3HAKA, CIICTNICHHOTO T X X

&
¢ X-XpOMOCOMO# XV (5 ﬁ ﬁ (5 é
II

I'eHsr: sy
X" —ren N I
X"~ ren remounn <Py

£ -

Y — XpoMocoMa My>KYHH F4? FA? v
JLH_H H_h
X X %3
Haritu:
?
F,

BaxHO: B JaHO OJJTHOMY CHMBOJIY COOTBETCTBYET OJHO OYKBEHHOE OOO3HAYCHHE,
OJIHOMY OYKBEHHOMY 0003HAYE€HUIO — OJMH CHUMBOJI.



I Ipumep perenus 3agayq

Bompoc:

Onpenenure  BEPOSATHOCTb  POXKIACHHUS
OOJIBHOTO ChIHA ISl Ka)XJIOM CECTpPhI
npoOaHja, €CIIM OHU MMECIOT - ~ X X XN

H L

S
. XYy
I © m W OO o

pa3iIndHbIC TI'CHOTHUIIBI, a HX MYIKbi ‘{HXh
-
\:h\/
p: @ XHxH* Xty Té-l-é) ’ﬁ 11
310p. 310p. th
. H_H H__h :
. H~H H XK > 4
F: XX XMy
3710p. 3710p.

Otget: 100% nereit 3M0pOBLI



I Ipumep perenus 3agayq

Bompoc:

Onpenenure BEPOSITHOCTD POXKICHUSA
OOJILHOTO ChlHA JJII KaXJIOW CECTPHI
npoOaHIa, €CIM OHHM HMMEIOT Pa3JIUYHbIC
T€HOTHIIBI, @ UX MYKbsI 3I0POBBI.

Penienue:
p: Q@ XHxh* XHy
310p. 3710p.
G: X xb Xty
F,: XUXH XX XHY u XY
3/I0POBBIC 0oJBbHOM

Otsert: 75% nereut 310pOBBI
25% nerent OOJIbHBIX

H_ h H
X X XX
XHKh (0}
- g
X 'V
-
I th
| I th
F4? FA4°?

H H H |
X X X K

III

vV



HaTepecHbIN (haKT

[Npu3HaK JoMUHaHTHaA PeueccuBHan
annenb annenb
LiBeT rna3 Kapue ronybbie unu cepbie
LlBeT BONOC TEeMHbIe CBEeTANble
®opma Bonoc BbHOLLMECA npamMble
O6nbiceHue paHHee HOPMaNbHbIA CPOK
LiBeT KOxu TeMHasA cBeTtnan
HapyweHua 3peHus 6aunsop' <0CTb HOpMa
A3NbHO30PKOCTb HOpMa

YUIHbIEe MOYKM csoboaHble npupocuime
®opma ryb TONCTbIE TOHKKE
®opma a3 Bonbwmne ManeHbKue
@opma pecHul, ONVHHbIE KOPOTKUe
[asneHue TMNepToOHUA Hopma




HaTepecHbIN (haKT

AyTOCOMHbIE NMPU3HAKMU,
NposiBrieHUe KOTOPbLIX CBA3aHO C NOJIOM

MpusHakKuy, MpusHakwy,
orpaHu4YeHHbIe NoJiom KOHTpOAUpyembie No/IoM

[eHbl 4aHHbIX NPU3HAKOB MOryT ObiTh

yHacneaoBaHbl U My XHUHaAMU U

KEHLMHAMU, HO NPORBNRKTCS HO BbipaeH rno-pasHoMy B
TOMBKO Y KEeHLLUUH. heHOTUNE MYKYNH U KEHLLUH.

[eH yHacnegoeaH obovmMu nonamu,

Hanpumep: obnbiceHune

Hanpumep:
*  yBENUYEHUE rpyau y

MMAEKONUTaKLWUX TUMUYHO TONbKO BONOC Ha ronoee, ay *XexHWuH
ANA CaMok; TOHKWE, peakue U T.4.

Y MYX4YUH BblpaKeHHOE OTCYTCTBUE



NHTEepecHbIN (haKT

Tenbue bappa

Bapp u Beprpam (1949) obHapyXunu MHTEHCUMBHO OKPaWEHHYH rNbIOKy
XpoOMaTuHa B aapax HepPBHLIX KNETOK CaMOK, KOTOPOW He DbINo B Takux Xe Knet-
kax camyoB. OHM Ha3zBanu ero NONOBLIM XpoMaTUHOM (Tenbuem Bappa). Moaxe
ObIno ycraHoBneHo, 4To Tensue bappa - ato ogHa U3 AByx X-XpOMOCOM, Haxo-
AAWAACH B HEAKTUBHOM (MHAKTUBMPOBAHHOM) COCTOSIHUMU U YTO KONTUYECTBO Te-
ney Bappa Bceraa Ha 0OAHO MeHbLE, YeM YUCNO X-XPOMOCOM B KapuoTtune.

Ecnu camka reTepo3nroTHa AnA Kakoro-nudo rexa, pPacnonoxXeHHoro B X
XpoMocomax, TO OHa 6yp,eT nMeTb MOo3anuu3mM No JaHHOMY NPU3HaKy, T.K. B Ppa3HbIX
KNneTkax MHaKTUBUPYKOTCA pa3Hbie XPOMOCOMBDbI.



HaTepecHbIN (haKT

M'Mnotesa JlanoHwu

3Tv paHHbie no3gonunu B 1962 r M. Jlanon cchopmynuposaTth runoresy o
XEHCKOM MO3auuu3ame no nonoBbIM XpoMmocomam, obbacHAWwyw Gonbwyko
XU3HECNOCOOHOCTL XEeHCKOro opraHuama.

B Havane ambOpuorenesa y XeHCkux 3apoasbiwen yHkumoHmpyor obe X-
XpoMocoMmbl. Ha 16-i neHb amOpuoreHesa B KaXAON KNETKe XKEeHCKOro opraHuna-
Ma MAeT MHAKTUBAUMA OAHON X-XPOMOCOMBI C 0BpazoBaHuem rnbibku NONOBOro
xpomaruHa (nNpuMmepHo B Yz KNETOK aKTUBHOW OCTaeTcsa MmarepuHckas X-
XPOMOCOMA, a B APYruX - OTUOBCKasN).

B pesaynbrare MHaKTUBaUMM BO3HW-

KaeT SBMEeHNEe MO3anLNIMA KEHCKOro
3roma OpraHMama no nonoBbIM XPOMOCO-
mam: B 50% kneTok ocraeTcs akTue-
HOW X-XpOMOCOMa Marepu, a B OC-
TanbHbiX 50% knetok - X-xpomocoma
B orya. Y MyXuuH MHakTMBauuu  X-

XPOMOCOMbI HET, HO eCTb YacTU4Has
MHaKTUBaUMA Y-XpOMOCOMBI.

3TO MexaHusm

KomMneHcayuu
[03bl reHoB X
XPOMOCOMBbI Y
YKEHLUMH U
MY>KYWNH.



HaTepecHbIN (haKT

MarepuHckass M oOTUOBCKas X-XpOMOCOMbLI UMEIT
annenbHble reHbl (M JOMUHAHTHLIE, U peuecCUBHbIe), KO-
TOpble OeTepMUHUPYET CUHTE3 pa3HbiX BapuaHToB ODen-
KoB-(hepMeHTOB. Y XEHCKOro opraHumama pasHoobpasue
benkoB-hepMeHTOB, 3aKOoAMPOBaAHHLIX B X-Xpomocome

bonswe (BCneacTeMe Mo3auuuama), YeM y MYXCKOro, 4To
pacwupsieT npucnocoduTenbHble BO3MOXHOCTU XEHCKOro

opranuama no CpaBHeHUH C MYXCKUM.




HaTepecHbIN (haKT

OMOJIOrMYHOCTb U HEroOMOJIONMYHOCTb

X KNY XpOMOCOM

"""" X

Non-homologous region with only

one allele per gene form the X\ chromosome h H
X" - remopunua (X' ' - Hopma)

- d_ D vopma
Homologous region with Xs ARNETOHIM (X s )
two alleles per gene el X - Temubie 3y6bl (X~ - Hopma)
H logo ith 2 allcles for all yg-m B )
omologous wi alicles for all genes P
Y* - nepenoHkn mexay

on the chromosome

y nansuamu Hor (Y - Hopma)




PAR——
SRY —+&

Euchromatin——

Centromere

Euchromatin——

Heterochromatin

PAR

HaTepecHbIN (haKT

X
7N

Y

~
reco ‘ tion event
betweenpseudoautosomal

regions

-MSY

Key: PAR: Pseudoautosomal

region

SRY: Sex-determining
regionY

MSY: Male-specific
region of the Y

My>k4nHBI UMeLLMe OaHY X, a ApYryo
Y XpOMOCOMbI Ha3blBaKTCH
reMu3oroTbl, MOTOMY YTO TOMbKO ANS
FEHOB CYLLUECTBYET TOMbKO OAHa

annenbo.

X XpOMOCOM cogepaT reHeTUYECKYH
NHOpMaUVID, BaXKHYK Ana oboux
nonoes

Y XpOMOCOMa COAEPKUT:

* onpegenswowas non obnacte Y
(SRY). Benok, 3akoanpoBaHHbIN
reHom B SRY, KoTOpbIN Bbi3biBAET
hopmMmupoBaHme ANYEK, HasbiBarT

«OnpegensLWumM hakTopom audka»
(TDF).

EguHcTBEHHAR Y xpomMmocoma, gaxe B
NPUCYTCTBUM HECKONbKUX X, Npon3BoguT
MY>KCKOW cheHoTuUn.

OtcytcTere Y NpuBOAUT K JKEHCKOMY
dheHoTUNY.



JloMalHee 3aj1aHue K
3aHATHIO No 2

BEINOIHACTCS B TETPAASIX IS IIPOBEPOUYHBIX PAOOT.



Teopernueckas padora

Pacnpe/:[eJmTe IIPU3HAKH 110 THIIaM HACJICITOBAHMN:

ATpodus 3puTelIbHOTO HepBa Jlebepa, axoHapOIIa3us,

oone3np Kepuca-Celipa, OpaxuIakTHIINS, TAJIAKTO3EMHUS, TEMODUIINS,
NAJIBTOHU3M, MYKOBHUCIIUIO3,

MIEPEIIOHKA MEXKIY 2-bIM M 3-MM NAJbIIEB CTOIIHI,
POTO-JIULIE-NATBIIEBOM CUHAPOM THII I,

CEMEMHas TUIIEPXO0JIECTEpUHEMMS, CHHIPOM J[3keHKo0a,

cuHApoM HuliMereH, CHHApPOM TECTUKYISIPHOM (DEMHUHU3AIINH,
CUHJpOM JJepca-/laninoca, GeHUIKETOHYPHS



[IpakTHyeckas padora

[IpoGana (My>K4MHA) CTpagacT HOYHOM cienoToi. Ero nBa Opara Takxke
UMEIOT ITOT IpU3HaAK. [10 IMHKWM OTHA CTpagaronX HOYHOU CIENOTON
He ObL10. MaTh nIpoOaHga cTpagaeT HOUHOM CIenoToM. JIBe cecTphl U
ABa Opara Marepu 340pOoBbl. OHM UMEIOT 340POBBIX aeTel. I1o
MATEPUHCKOW JIMHUH U3BECTHO, 4TO 0a0yIIKa U €€ CECTPhI OOJIBHBI, a UX
opart 3mopoB. IIpanen (orer; 6a0yIIKKM) CTpajal HOYHOM CICHOTOM, a €ro
cecTpa u Opat 370poBElL. [Ipanpanen u ero o6par Takxe cTpaaaiu
HOYHOH cienotoi. JKeHa nmpodanaa, €€ poaguTelIn U POACTBCHHUKHI
3JIOPOBBI.

Bonpoc: KakoBa BEpOATHOCTh POXKICHUS OOIBHBIX JIETEH B CEMbE
npoOaHaa, €CJIY I'€H, OTBEYAIOIIUM 3a JaHHOE 3a00JICBaHUE,
JTOKAJIM30BaH B MOJOBOU XPOMOCOME”?



[IpakTHyeckas padora

3I0pOBBIC MY>K U JKE€HA - IBOIOPOAHBIC CUOCHI, UMEIOT J0Yb, O0JIbHYIO
arakcuen @puaperxa. Mare My»Ka 1 OTEIl )KEHBI - POAHBIC CHOCHI. OHHU
3I0pOBEL. bpar My»ka 1 IBe ceCTphI JKEHBI - 30poBEL. X 001as 6adka
ObllIa 3JI0POBa, a Jie] cTpaaai arakcueil. CocTaBUB pOJOCIOBHYIO,
OTMETBTE BCEX WICHOB POJOCIOBHON. OIpeIeuTe TUI HACIEA0BAHUS
OOJIE3HHU.

Bonpoc: KakoBa BEpOATHOCTh POXKICHUS 30POBBIX AETEN B CEMbE
poOaH 0B ?



[IpakTHyeckas padora

CocTaBbTe POJOCIOBHYIO CEMbHU CO CIy4YasiMU MPOIPECCUPYIOMICH
muonaruu JromeHHa. IIpodany - Mmanpuuk, 00JIbHOM MHuoNaTuel. I1o
JaHHBIM aHAMHE3a POAUTENICH, CaMy POAUTEIIN U IBE CECTPhI IpoOaHa
310pOBbI. 110 OTLIOBCKOM JIMHUU ABa A4, TETKA, e U 0a0Kka ImpodaHga
TOXE 3JI0POBHI. JIBE TBOIOPOAHBIC CECTPHI (ACTH A401) U JTBOXOPOIHBIN
Opat (ChIH TeTKH npoOaHAa) 340poBkl. I1o muHMM MaTepu rpodaHIa
OJIMH M3 ABYX AsjieH (cTapiinii) 0ojien Muonartuerd. Bropon asaas
(3I0POBBIN) UMEET JIBYX 3J0POBBIX CBIHOBEH U 310POBYIO0 04Yb. ChIH
CECTPBI MAaTEPH CTPAJACT TEM K€ HEIYTOM, YTO M IpoOand. [leq n 0aOka
npoOaH1a 340POBBLI.

Bonpoc: KakoBa BEpOATHOCTb POXKIACHUS 3I0POBBIX JIECTEU Y CECTED
npoOaHga OpU YCIOBUH, YTO MYXKbS Y HUX OyOyT 3/10pPOBbI?



[IpakTHyeckas padora

JKeHlMHA ¢ MOIMIAKTUIIMEN UMEET 3 OpaTheB, U3 HUX TOJIBKO OJUH C
HOPMAaJIbHBIM CTPOCHUE CTOIIbI. MaTh KOHCYJIBTUPYIOMIEHCS — 30POBa,
oTel — mecTuralbii. Co CTOPOHBI MATEPH BCE POACTBEHHUKH 3/I0POBHI.
Y otua opar 340poB, cecTpa ¢ NOJUANKTUIMEH. baOylika no JTMHun
OTIIA — IIeCTUIIaas. Y Hee ObUIM MICCTUNANIas CECTPa U 3I0POBBIM Opar.
Jleaymika 1mo JMHUU OTIAa ¥ BCE €r0 POACTBEHHUKU — 3[I0POBBI.

Bonpoc: KakoBa BEpOATHOCTb POXKIACHUS Y 3TOM KEHIIUHBI JICTEU C
MTOJIMJAKTUIIMEN, €CIIM OHA BBIMIET 3aMyXK 32 3OPOBOI0 MYKUUHY?



[IpakTHyeckas padora

B reHeTnuecKkyro KOHCYJIbTAIMIO 00paThiach OEpeMEHHas KEHIIMHA. Y
ee JIByX OpaTheB M OTIAa MEXKY BTOPHIM U TPETHEM MAJIbIIAMH Ha CTOIIEC
IIPUCYTCTBYET KOXKHCTas nepenonka. CamMa >KeHIIMHA U €€ MaTh UMEIOT
HOpMaJbHOE CTPOEHHE CTONbI. My:X *KEHIIIUHEI, €0 JIBa Opara,
pPOAUTENIN U 0a0yIIKa IO MAaTEPUHCKON JIMHUM HE UMEIN U3y4acMbIn
npu3HakK. Jleayiika no MaTepuHCKON JIMHUM UMETT IEPEIIOHKY MEXKIY
naJibliaMH.

Bonpoc: KakoBa BEpOATHOCTb POKACHUA JETEU C U3Yy4AEMbIM
IIPU3HAKOM Y ATOM JKCHIIUHBI U €€ MyxKa?



[IpakTHyeckas padora

MyxunHa, ero OpaT 1 IB€ CECTPhI CTPATAOT OT MUTPEHH C MBIIIICYHON
C1a00CThI0. DTOT HEAYT OHM YHACJIEIOBAIM OT MaTE€PH, UX OTEIL ObLI
3JI0pOB. Y Ipo0aHjia 1 ero Opara JIETH HE CTPAAarOT JTaHHBIM
3a00JIEBAaHUEM. Y UX CECTEP BCE JIOUYEPU U CHIHOBBS YHACIICAOBAIM
JAHHBIN ITPU3HAK.

Bonpoc: KakoBa BepoITHOCTb pOXKJICHHS BHYKOB C JJAHHBIM
3a00J1€BaHHUEM Yy cecTep mpodaHaa?



JloMalHee 3ajaHue K
3aHITUIO No 2

Hangure i1 Ka)Xa0ro TUIa HacjIeI0BaHUs IPU3HAKHU
MJIM OOJIE3HM YEJI0BEKA, KOTOPBIC HE OBLJIM OIKCAHEI B
JAHHOH IIPE3CHTALIMK. DTO 3aJaHUE BBIIIOJIHUTE B
TETPAAU IJIS JICKIIUM.



JlomalnHee 3aJaHue K
3aHITUIO No 3



* CTpoeHHE U (PYHKIIUM MUTOXOHAPHUHU
* MuToxoHApHadbHas (LIUTOMIIa3MaTHYECKas ) HACIEICTBECHHOCTD
* 3a001€BaHUS ¢ MUTOXOHAPHAIbHBIM TUIIOM HACJIEJOBaHMS.

* bojie3HM ¢ HETpaAUIIMOHHBIM TUIIOM HACJIEIOBaHUS: 00JIE3HU
OKCIIAHCUH TPUHYKJICOTUAHBIX IOBTOPOB, 00JIE€3HN FT€HOMHOIO
UMIIPUHTHHIA.



XapaKTEpUCTHKA MUTOXOHAPHAIBHBIX 3a001€BaHUIM

IleauaTpus: HAIMOHAJIBHOE
PYKOBOJACTBO.

https://books.google.ru/books

http://dommedika.com/142.html




KAMHNKO-OMOXHMUYECKHA NONUMOPDHIM

MuToxouapranbible 3abonesanms XapakTepH3yOTCH BhIpaXKeHHbIM pasHoobpasnem
KAMHHUYECKUX npossaeHnit. [TocKoNbKY caMble IHePro3aBHCHMbIe CHCTEMbI — MbllIeY-

MUTOXOHAPWANBLHLIE BONE3HA 237

HaA W HEPBHAA CHCTEMBI, OHH MOPAKAKTCA B NEPBYIO 04epe/ib, MOITOMY Pa3BHBAIOTCS
Hanbonee XapakTepHble NIPHIHAKH.

o CHMNTOMBI MOPAKEHHUA MBIIEYHOH CHCTEMbI: MHONATHYECKHIT CHHAPOM M
MBIIEYHAA THNIOTOHHA — c1aboCTh M aTpOPUA MBI, CHWKEHHE MbIIEYHOro
TOHYCa, MbllevHble 6oNM U cnasMbl (KpaMin), v AeTeil pazBHBAIOTCA HapylleHHs
MBIIIEYHOH JleATenbHOCTH (nocie GUIHYEeCKHX Harpy30K MOTYT NOABHTLCA DOMH M |
cnabocTb B Mblnax, ronosHas 6o1b U psora).

o CHMNTOMBI MOPaKeHHs HEPBHOM CHCTEMBI: 33/I€PKKa NCHXOMOTOPHOTO pas-

0L vevll

&



CraTblo UyuTaTh 00s13aTCIIHHO

KJIMHUYECKHE JIEKIITUH

73

© A. A.lMNenguna ', 0. A. Epumosa ?,
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FCHETHKH H CCIICKUHH

BOJIE3HN TEHOMHOIO UMIMPUHTUHTA

m lenomuntii nMOpHETHEN —
MUCEHETHYCCKM I MEXAHNIM Peryasunn
IKCHPECCHH TOMOIOTHYHLIX FEHOB
PAIBHBAIOMIENOCH OPragnIvMa

B JABHCHMOCTH OT HX POIHTEILCKOIO
nponcxoxienns. B craree pacemorpenst
HATOION HYECKHE COCTONHMA,
HAC/CICTBEHHBIC GO/1€IHN ¥ CHEAPOMBL,
odyC10BNICHHBIE HAPYIIEHHEM PaboThl
HMUPHHTHPOBAHHLIX FEHOB BCICICTBHE
HX OAHOPOAHTEILCKOIO HACICI0BAHNS,
FEMHIHTOTHOIO COCTORHMS, & TAKKE
AHOMAHI YHTEHETHYECKOTO
MAPKHPOBAHHA.

BeeneHune

B reHome 4enoBEKa OTUOBCKHE M MATEPHHCKHE IEHbl MOIYT
oOHapyxkuBark AH(depeHIHATBHYIO aKTHBHOCTD VK€ HA PaHHHUX
craauax oHroredesa. [Ipu 3tom HabmonaeTcs BHAHMMOE HCKaxe-
HHE MEH/IEJIEBCKHX NPaBH/1 HAC/IEJOBAHHA OTAC/IBHBIX PH3HAKOB,
B yuacTkax reHoMa, MOABEPKEHHBIX HMIPHHTHHIY (OT aHrm.
Imprint — OTNEYaroK, 3ane4yar/ieHHe), IKCNPECCHPYETCA TOIBKO
O/1Ha annens (annelb — aTbTePHATHBHOE COCTOSHHE I'eHa) — OT-
HOBCKaA wiH MmarepuHckas. MHBIMH C/I0OBaMH, KCNpPECCHA HM-
NPHHTHPOBAHHOIO NEHa B OPraHU3Me-NoOTOMKE ONpe/IenseTcs ero
POAHTEIBLCKHM NMPOHCXOKACHHEM, TO €CTh 3aBHCHT OT TOrO, nepe-
JAETCA /1M OH FEHOMOM CHEPMHSA HIIH ANLEKIETKH.

MonekyaspHble MEXaHH3Mbl FEHOMHOIO HMIIPHHTHHIA 10 KOH-
ua HesacHsl. OJHAKO A0KA3aHO, YTO OCHOBHAA PO/ib B PEryasluu




TpeOoBaHKEe O ONMMCAHUIO 3a00JICBAHU.

Kakne cucTtemMbl OpraHoB IIOPaKarTCA?

Yacrora BCTpeuyaeMOCTHU B HOMYIIAIINH.

Twun HacienoBaHu4.

KeM u xorzia BepBbie ObLIO OMMCAHO JAHHOE 3a00JICBaHUE.
Otrosnorus (MpuYrnHa BOSHUKHOBEHUSA OOJIE3HH).
[TaTorenes (MexaHU3M pa3BUTHS OOJIC3HMU).

JleueHue.



Cnacnbo 3a
BHUMaHue!



