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BeeaeHue

Knunarko-reHeanornyeckuii MeToj — 5TO METOA HU3y4YCHHUs
POIOCIIOBHBIX, B KOTOPBIX NPOCIIEKUBACTCS pacipeneicHue 0one3Hei
WIKA TPU3HAKOB B OTJIEJIBHON CEMbE WM B POJIY C YKa3aHUEM THIIA
POJCTBEHHOM CBS3M MEXKY YJI€HAMH POJOCIOBHOM.

VYkazaHus Ha SMOUPHUUECKOE UCIOIB30BAHUE 3JIEMEHTOB KIMHUKO-
TeHEJIOTM4YeCKOro METoJja U3BECTHBI C HE3alaMsTHBIX BpeMeH. Tak,
yxe B Tammynme cka3aHO, 4dYTO €Cld Yy  POJCTBEHHHKOB
HOBOPOXKJCHHOTO  MaJlbiMKa B  POAY  OTMEYAIUCh  CIydau
KPOBOTEUCHHUS, TO TaKO peOEHOK OCBOOOXKIANCS OT (0053aTEILHOTO
JUIL  BCEX JIPYTMX HOBOPOXICHHBIX MAaJbYMKOB poja) o0psiaa
uHUOUAIUK (00pe3aHus KpaHeH IoTH).

HcTtokamu 3apokIeHHS TE€HEAJOTHYECKOr0 METoJa SBUIIHCH
OTMCAaHUS POIOCIOBHBIX HJIEHOB MLAPCTBYIOUIMX CeMel, 3HATHBIX
POJIOB, CIYKHMBIINX OCHOBOW ()OPMUPOBAHHS JUHACTUYECKUX JIMHUH,
TO €CTb BBINOJHSABIINX COLHUAIBHO-TIONUTHYECKYIO poiib. CeMeiiHble
XPOHUKHU TOAYAC COAEPXKAIM ONKMCaHHE, KaK MPaBHJIO, PENKHUX, HO
OYEBHJIHBIX MMOPOKOB Pa3BUTHUs WM 3a00JICBaHUH, MepenaBaBIINXCs
13 TIOKOJICHUSI B IOKOJICHHE.

KnuHuko-reHeanornyeckuii - MeToA  pasBWiICSd M3  ONMCAHUS
POJOCIOBHBIX, B  KOTOPBIX  MPOCIEKHUBAIOCH  KaKOe-THOO
3a0o0sieBaHueE.

Vxe B cepenune 18 Beka (paHIy3CKHH €CTECTBOUCIBITATENb
II. MonepTion onucajl M NPABWIBHO OLEHUJI PACIIEIUIEHUE 0
(deHOoTHITy B MOTOMCTBE OONBHOTO ¢ MoJuakThiaueld. B Hauame 19
BEKa aHrIuiickuid Bpad K. AJaMc Ha OCHOBE aHaIM3a POJOCIOBHBIX
BBIICJIMIT Pa3iIMyHbIE THUIBI HacieAoBaHMA. B 310 xe BpeMs ObIO
ONMCAaHO HacjleqOBaHUE TeMOQUIMH W LBETOBOH CJIEMOTHl. DTH W
NoJOOHbIE TOMBITKA MPUMEHEHUS aHalu3a POAOCIOBHBIX SBUIIHCH
NPEANOChUIKOH K (OPMUPOBAHMIO  KIMHUKO-T€HEaJIOTHYECKOTI0
METOJla KaK METOJa HCCJIEJIOBAHHS HACJEICTBEHHOW HM3MEHYHMBOCTHU
YeJloBeKa.

JlanpHeiilee pa3BUTHE KIMHUKO-TEHEAJOIMYECKOT0 METOa ObLIO
CBA3aHO C  COBEpIICHCTBOBAaHHMEM  MpPHEMOB  COCTaBJICHUSA
POIOCIOBHBIX W TIPUMEHEHHS HOBBIX METOJOB CTaTHCTUYECKOTO
aHaJM3a JaHHBIX.



NMoAaroToBKa K 3aHATUIO
(Onenka 6a30BOrO YpOBHS 3HAHHI)

U3 kypca 6monoruu, rucToaoruy, OMOXMMUHU M AaTOJIOTHUECKON
(uznonoruu HeOOXOAMMO 3HATh:
1. MexaHu3MBbl KIETOYHOTO JISICHHS (MUTO3, MEHO3).
2. Kitetounble OCHOBBI OILUIOJOTBOPEHHUS Y YEIOBEKA.
3. Buapl USMEHUUBOCTH.
4. Bunpl MyTanMoOHHOTO TIpo1iecca (CIIOHTaHHBIH,
WHIYIIUPOBAHHBIN).
OOuue npeacTaBieHUS O TEHOME YEIOBEKa.
Crpoenue, QyHKINIO U KIIACCH(DUKAIIIO XPOMOCOM YeIIOBEKa.
Ponb xpomMocoMm B onpeaeneHNN 1oJ1a y 4eI0BeKa.
Tunel MmyTamii (reHHbIE, XPOMOCOMHBIE, TCHOMHBIE).
. 3axoHsl Menpaens.
10.ITonsATHS TeHOTHIT, PEHOTHUII.

© NG

IIpumepsl TeCTOB 1S ONIpeAeIeHHsI MCXOJHOT0 YPOBHS 3HAHUH

1. 'ameTa — 3T0:
1) oxHa M3 KIETOK MOPYJIBI;
2) 3penast IOJIoBas KJIETKa;
3) pe3ysbTatr COUSHUS AHIEKIETKH U CIIEPMATO30H/Ia;
4) 3pemnsrit TpohobITacT.

2. eteposuroTra — 310!
1) opraHusmM, y KOTOPOrO B KOHKPETHOM JIOKYCE FOMOJIOTHUHBIX
XPOMOCOM HaXOoAATCA ABA OAUHAKOBBIX aJLJICIIA,
2) OpraHu3M, y KOTOPOT0 B KOHKPETHOM JIOKYCE TOMOJIOTHYHBIX
XPOMOCOM HaxXOAATCS [1BA Pa3INUHBIX a1,
3) opranusm, B KOTOPOM KOHKPETHBIN I'€H MPE/ICTABICH TOJBKO B
OJHO XpOMOCOME.

3. B HOpME KOJIMYECTBO ayTOCOM B COMaTHYECKUX KIIETKaX

YCIIOBEKA paBHO:
1)23; 2)44; 3)45; 4)46; 5)A4T7.

4. BeiOepuTe BepHOE ollpeesiceHre PeHOTHIIA:
1) npu3HaKH, CXOJHBIE C TEHETHYECKH JICTCPMUHUPOBAHHBIMH, HO
HMEIOIIME HETEHETUIECKYIO IIPUPOTY BO3HUKHOBEHNUS,
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2) COBOKYITHOCTbH MPU3HAKOB, MPOSIBISIONINXCS B PE3yIbTaTE
JIEHCTBHS TCHOB B OTIPE/ICIICHHBIX YCIOBHUSIX CPEIbI;

3) monHeIi HAGOP OEITKOB, KOAUPYEMBIX TEHOMOM;

4) U30JIMPOBAHHBII TIOPOK PA3BUTHSI.

5. KonnuecTBo XPOMOCOM B IMOJIOBBIX KJICTKAX YCJIOBCKA PABHO:
1)2; 2)23; 3)44; 4)46.

6. K cBolicTBaM reHeTH4eCcKOro Ko/ia YeoBeKa OTHOCSTCS:
1) yHUKaTBHOCTB;
2) yHUBEPCATLHOCTD;
3) BEIPOYKICHHOCTH,
4) cTaGUIBLHOCTE;
5) TPUIIETHOCTb.

7. HacnenctBeHHble 00JIE3HU UeIOBEKA MOSIBIIIUCE:
1) mocie OTKpBITHS 3aKOHOB MeHes;
2) B mpotiecce (HOPMHUPOBAHHS YSIOBEKa KaK OMOJIOTHIECKOr0 BH/IA;
3) B CBsI3H C OTKpbITHEM cTpoeHus Moiekyibl JTHK;
4) B CBSI3U C YXY/IILICHUEM YKOJIOTHUECKOM CUTYaIHH.

8. OTronoruueckuM (pakTopoM reHHbIX OosIe3HEH YeIoBeKa
SIBIIAIOTCA:
1) MyTanuu B COMaTHYECKUX KIIETKAX;
2) U3MEHEHHsI XPOMOCOM, BO3HUKAIOIIUE B 3UTOTE;
3) MyTaruu B raMeTax 00JbHOTO POIUTEIIS;
4) MyTaluu, BIEpBbIe BO3HUKAIOIIUE B TaMETaxX 3I0POBOTO POAUTEIIS.

9. K reHHbIM MyTalusM OTHOCSTCS:
1) AyruMKanus TeIOMEPHOM 4acTH XpOMOCOMBI 13;
2) MOHOCOMHUS,
3) MUCCEHC, HOHCCHC MYTAallHH;
4) TpUILTOHIHS.

10. Kaxkoii reHOoTHT OyI€T IMETH TOMO3UTOTa IO MyTAHTHOMY
ayTOCOMHO-PELIECCUBHOMY T'€HY:
1) AA;
2) aA;
3) aa;



KOHEYHbIE UEJ/IN U 3AAAYUN OCBOEHUA TEMDbI

Ha ocHoBe Teopernuyeckux 3HaHWH 00 OCHOBHBIX THIIAX
HaclleIoBaHWsl 3a00JieBaHWK W TIPU3HAKOB, YCBOCHWUHU IIPABHII
COCTaBIICHHSI  POJOCIOBHBIX, CTaHJAPTHBIX CHMBOJIOB H  HX
rpau4ecKkoro n300paXeHus HAY4UTh NPaKTUIECKOMY
UCIIOJIb30BaHHIO KIIMHUKO-TEHEAIOTHYECKOT0 METOJIa B JHMAarHOCTHKE,
muddepeHInaNbHON TUarHOCTUKE U MPOQUIAKTHKE HACIEICTBECHHBIX
Y HEHACJIeICTBEHHBIX 3a00JIeBaHNH.

CTyAeHT J0JI2KeH 3HaTh:

v’ MeToIHKy cOopa reHeaJorndeckoil nHHOpPMAaIInH;

v NpUHIUIBI TPadhUIECKOr0 H300PAKEHHS POIOCIOBHOI;

v CTaHJapTHBIE CUMBOJIBI, HCIIOIb3yEMBbIE IS TPAQUUECKOro

M300pakKeHUs POIOCIOBHBIX;

v\ KpHUTEPHH THIIOB HACIICIOBAHMUSI,

v BO3MOKHOCTH MPAKTHIECKOTO MPUMEHEHHS KIIMHUKO-

TeHEATOTHYECKOr0 METO/A.

CTyeHT 10J17KeH YMeTh:

v IpaBUIBHO COOPATh reHEATOTHYECKYIO HH(OPMAIIHIO;

v rpaduuecku nu306pasuTh POAOCIOBHYIO;

v’ COCTaBHUTH JIETEH/Y POIOCIOBHOIA;

v IPENoNOKUTENBHO ONPENETUTh THIT HACIIEJOBAHUS
MIpHU3HAKA WK 3a00JIeBaHKsl B KOHKPETHON POJIOCIOBHOM;

v

OIMpE€ACIIUTL ITPOTHO3 MOTOMCTBA.

MH®OPMALMOHHbIA MATEPUAN

B HacTosiiee BpeMsl KIMHHUKO-TEHCAIOTHYCCKUI METO[| SIBIISETCS
OJHMM M3 OCHOBHBIX MCTOJOB MEIUIIMHCKOH MW KIMHHYCCKOH
TEHETUKH YeJIOBEKa.

3amayn, perraeMble KIMHUKO-TEHEATOIHYECKUM METOIOM YCJIIOBHO
MOKHO Pa3feiuTh:

HAa HAYYHBbIE:

v\ ompejejeHWe  TUNA  HACJENOBAHWS  NpPU3HAKA WK
3a00JIeBaHUS;

OIICHKA [IEHETPAaHTHOCTH I'eHa;

aHaJIM3 CICIUICHHS TCHOB,;

KapTHPOBAHHE XPOMOCOM;

M3y4eHHE MHTEHCUBHOCTH MYTAI[HOHHOTO IPOIIECCa;
M3yYeHHE MEXaHU3MOB B3aUMO/ICHCTBHS T€HOB,;
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Ha MPUKJIATHBIE:
V' BBISACHEHME MTPUPOJILI 3200/ IEBAHNS;
v/ yCTaHOBJIEHHE HACJIEACTBEHHOTO XapaKTepa MPU3HAKa;
v/ ompejeieHHe TUMA  HACJIENOBaHWsA  3a00NEBaHUS — WIIH
MpHU3HAKA;
v’ 1poseneHue JUArHOCTUKU u nubdepeHInanbHOR
JHMarHOCTHUKHU OOJIe3HEH;
OIICHKA PUCKA POKICHHS OOJHLHOTO TOTOMCTBA;
BEIOOP aJICKBAaTHBIX M OIPaBJaHHBIX METOJIOB JOPOIOBOM
JIMarHOCTHKH;
v/ HasHadyeHue 0e30MacHBIX s GOJBLHOrO METOIOB JICYECHUS M
PO UIAKTHKY 3a00JIeBaHUH.

Kimmnuko-reneasoruyeckui METOJI SIBIIIETCST HauboJee
YHHBEPCAIBHBIM METOJIOM, IOCKOJIbKY MOXKET OBbITh NMPUMEHEH U B
ATOU CBSI3U BOCTPEOOBAaH HE TOJIHKO BpadyaMH-TEHETUKAMHU, HO MOXKET
C YCIIEXOM MPUMEHSTHCS B JTIFOO0H KIIMHUYECKON CIICIHATbHOCTH.

B HEKOTOpBIX Cily4asx OH SIBJISETCS CIMHCTBEHHBIM METOJOM, C
MOMOIILI0 KOTOPOTO MOXKHO OIIEHHUTH MPOTHO3 TCUCHHUS 3a00JICBAHNS;
MPOTHO3 3JI0POBbSI MOTOMCTBA WJIM TPOTHO3 KH3HH; TPEIATIOKHTH
ONMpaBIaHHbIC  PEKOMEHAALMK  MAIUCHTy  WIM  3JI0POBOMY
KOHCYJIETUPYIOIIEMYCSI TIPU  MEIUKO-TEHETHIECKOM KOHCYJIBTHPO-
BaHHH.

AN

OCHOBHbIE TePMUHbI U NOHATUA TEMbI

brm3nensr — nBoe wiaM Oojee AT, POAMBIIMXCSA OT OJHOU
OEepEeMEHHOCTH.

bnusHeus! nU3MTOTHBIE — OMW3HELBI, pa3BUBAIOIIUECS M3 JBYX
HE3aBUCUMO OIUIOIOTBOPEHHBIX SUIIEKIIETOK (3UTOT).

Bbnu3Henb MOHO3UIOTHBIE — TEHETUYECKU WACHTHYHBIE OMU3HELbI,
MPOUCXOAAIME M3 OJHOW 3WUIOTHL, pPa3ACHUBIIEHCA Ha MEPBBIX
CTanusAX IpoOsieHus Ha Ba SMOpHOHA UK OoJee.

Bpak accopratuBHBII — Opak MeXIy HECITy4dailHO MOJ00paHHBIMH
napTHEpamMH, KOrJa 4acTOTa ONPEAEJICHHOrO THIa Opaka BBIIIE HIIH
HUXKE BEPOSITHOCTHOM.

Bpak KpOBHOpPOICTBEHHBIH — Opak JBYX HWHIWBUJIOB, KOTOpBIC
UMEIOT OOIIero mpenka B MPEOMICCTBYIOLIIMX OJHOM — JABYX
MTOKOJICHUSX, T.€. 3aKaHYMBAsI TPOIOPOJHOCTEIO.

Bpak poncTBeHHBINT — Opak ABYX HHIHWBHUIOB, KOTOPBIE HMMEIOT
OJHOTO MJIM HECKOJBKHUX OOIINX MPEIKOB.

9



I'py3 cerperaltuoHHBIN — YacTh FEHETUYECKOTO TPY3a,
BO3HMKAIOLIAsl B PE3yJIbTaTe MOSBICHUS MEHEE MTPUCTIOCOOICHHBIX
OpPraHU3MOB B IOTOMCTBE T'€T€PO3UTOTHBIX 0COOEH.

[leHeTpaHTHOCTH — YaCTOTA MPOSBICHUS (PeHOTHIIA (TIPU3HAKA UITH
0oe3Hn) ONpEAEIAEMOrO JIOMHHAHTHBIM anyenei Wi
PEIeCCUBHBIMH AJUIEISIMA B TOMO3UTOTHOM COCTOSIHHH.

IIpobanm — MU0, ¢ KOTOPOTO HAYMHAETCS COOP POIOCITIOBHOM.

Puck  renernueckuii < —  BEpOSATHOCTH BO3HUKHOBEHHS
HACJIeICTBEHHOTO 3a00JIeBaHHA WM 3a00JI€BaHUs C HACIIEICTBEHHBIM
MIPEIPACIIONIOKEHNEM Y YETIOBEKaA.

Puck osmmmpuueckuii — pPHUCK, ONpeNesisieMbli 1O JaHHBIM
SMIIMPUYECKUX HAOMIOACHUI, a HE HAa OCHOBAHHWU TEOPETUYECKUX
pacueTos.

PomocnoBHass — cxemarthyeckoe HU300pak€HHE POJCTBEHHBIX
CBsi3ell OmHOM cembH (pona), OTpaXkamollee HaclIeJO0BAHUE KaKOTo-
nu00 npusHaka (3a0oeBaHus).

PonctBa ko3¢ dunueHT (I) BEpOSITHOCTh TOTO, YTO JBa WHIUBHIA
HACJIEYIOT CrIeIM(UUECKUH aJliellb OT OOIIero mpeKa.

Cerperanust — pa3auyusi IOTOMKOB 110 (DEHOTHUILY WJIM T€HOTHUILY Y
OJTHOW POJTUTEIBCKOM Maphl WK B ONPECIICHHOM THITE OpPaKoB.

CeMb4 siiepHas — CyIpyKecKas rapa u ux JIeTH.

CHOCTBO — BCE MOTOMCTBO OJTHOW POIAUTEIHCKOM MapEI.

Cubcbl — NeTH OAHOW pOAUTENBbCKOH mapbl (OpaTbs U CECTPHI
0E30THOCHUTENBHO M0JIa U TOPSKA POKICHHIA).

Coopaguueckuii —  €AMHMYHBIN, €IWHCTBEHHBIM  Ciy4ail
KOHKPETHOTO  3a0ojieBaHMI B  CeMbe  (POJOCIOBHOHM)  Kak
T€HETUYECKOM, TaK U HETE€HETUYECKON MTPUPO/IBIL.

Tun HacnemoBaHWsI — XapakTep IMepeqadyd TMpHU3HAKA WIH
3a0051eBaHMUS B ALY MTOKOJIECHHIM.

OKCIIPECCUBHOCTh — CTENEHb (PEHOTUIIMYECKOH BBIPAKEHHOCTU
(IposiBNIeHNS) TEHETHUECKH JeTEPMUHUPOBAHHOTO IPU3HAKA.

CoaeprkaHue M Tanbl NpoBeAeHUA
K/IMHUKO-TeHeaIorMyeckoro metroaa

ITpu mpoBeeHUN KIMHUKO-TEHEATOTHYECKOTO METO/Ia BBIACIISIOT
JIBA COJICPIKATEIHHO PA3TNYAIOIINXCS ITAMA.

IepBbIit Tam MOCBsIIEH COOPY M MPEACTABICHUIO MOJYYCHHOU
uHGOpPMAIUH,
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BTopoii sTan — reHeTHUeCKUil aHAINU3 POJAOCIOBHOM.

Peanuzanus nepBoro stana KI'M, xak npaBujio, CKIaabIBacTCs U3
CIIEAYIONINX TIOCIIEA0BATEILHBIX Pa3iesioB:

1-p1ii pasgen — cOOp TIeHEAJOTHYECKOH, MEIUIMHCKOW M HHOM
nH(pOPMAIUH, CYIIECTBEHHOH JIJIS pEIICHUs KOHKPETHBIX 3a/1a4;

2-0ii pa3jes1 — IpeACTaBICHUE MTOJTYYCHHOM HHPOPMAIUH.

B mpakThke WCHONB30BaHMS MEIHKO-TEHETHIECKOTO METOoa
JNAaHHBIA pas3fen CBOOUTCS K: 1) COCTaBIIGHUIO POJOCIOBHOM,
COMPOBOXKIAMOMIETOCS TPadhUISCKUM H300pKEHHUEM POJIOCIOBHOTO
JIpeBa ¥ MOAPa3IeiioM «Y CIIOBHbIE 0003HAYCHHS» U 2) COCTaBICHHUEM
«JlereHapl» pOAOCIOBHOM.

1. COop reneanoruyeckoii uH(popMaIuu U COCTaABJIEHHE
POAOCIOBHOM

Hcrounukamu  WHPOpPMAIMM  MOTYT  CIYXXUTh  CBEJICHUS,
MOJIYYCHHBIC TPU OMpoce npobanda, €ro POIACTBEHHUKOB, TaHHBIC
CEMEWHBIX apXHBOB, B TOM uHcie (oTtorpaduiyeckux anabOOMOB,
CEeMEWHBIC NpeNaHus W JIEreHAbl, WHPOPMALMIO JOMOBBIX KHHUT,
HEPKOBHBIX 3amucedl u T.1. McTrounnkoM MH(pOpMAIMK YacTo CIyXKaT
JaHHbIe, IIOJNydCHHBIE MPHU BpaueOHOM OCMOTpE, Ppe3yJbTaThl
MICUXOJIOTHYECKUX, MapakIMHUYECKUX TECTUPOBAHUH M JOPYrux
METO/IOB 00CIICIOBAHHS WICHOB POJOCIOBHOM; IaHHBIC METUIIMHCKUX
JIOKyMEHTOB  (BBINUCKM W3 HUCTOPUN  OOJE3HH, 3aKIIOYCHHIA
CHELMANNCTOB, JaHHbIE JIA0OPAaTOPHBIX M  HMHCTPYMEHTAJIbHBIX
METOAOB MCCIEIOBAHU).

COop W COCTaBJIICHHME pOJIOCIIOBHOW HadMHAETCs co cOopa
CBEJIeHW O ceMmbe npobarda. Takum oOpasom, mpoOaHga MOMKHO
OIIpeNIeNIUTh, KaK JIMLO, ¢ KOTOPOro HaunHaeTcs: coop nHpopMaLuu o
ponocioBHo#. Yamie Bcero 3To OOJLHON WIIM HOCUTETbh M3Y4aeMOro
npusHaka. OJHAKO 332 MEIUKO-TCHETHUYECKOM KOHCYIbTallUed MOTYT
oOpamarecsi ¥ 340pOBbIE MHAWBUABL. B 3TOM ciyyae ucmosb3yercs
TEPMUH «KOHCYJNbTHpYMOWUiica». B rpaduueckom wu300pakeHNH
POIOCIOBHON Tpo0OaHa JOKEH BcerJa OTMEYaThCsl CTPENIKOH,
UAyLIEed K JJIEMEHTY CHU3Y-BBEpX, clieBa HampaBo. Jletw onHOi
pOIUTENbCKON Tapbl (OpaThs W CECTPbl HE3aBUCHUMO OT TMOJa H
Nopsiika POXKIACHWH) HasbiBaloTCs cuOcamu. Ecnmm cuOcwhl mMMeroT
TOJIBKO OJHOT'O OOILEro POAMTEJNIS, OHM HA3bIBAIOTCS MOJyCHOCAMHU.
PaznmugaroT ennHOYTpOOHBIX (00IIast MaTh) U €AMHOKPOBHBIX (OOIITHIA
orel) cuOCcoB. SlnepHOi ceMbell Ha3bIBAIOT POIUTENBCKYIO MApy M UX
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nete (momHbIX cuOcoB). CeMbell B Y3KOM CMBICIE HAa3bIBAIOT
POIUTENBCKYIO TIApy U BCEX UX JAETEH, HO MHOTJAa U 00JIee IMIMPOKHIA
KPYr PpOJCTBEHHHKOB, XOTS B TMOCJCTHEM Ciydae Iydlle
UCTIOJIE30BATh TEPMHH «POI».

B 3aBHCMMOCTH OT 1eNHM MCCIEIOBAaHUS POAOCIOBHAS MOXET OBITh
TIOJTHOM WMJIM OTPaHWYECHHOM; OHA MOXKET OTPaXKaTh TMO0 KIIMHIUYECKHE
Npu3HaKd  (Hajau4yWe /OTCYTCTBHE  3a0O0NeBaHMS,  OTACIBHBIX
CUMITOMOB WM TPHU3HAKOB), JHOO TCHETUYECKUI CTaTyC YJICHOB
pOIOCIIOBHON. B Ka)/I0M KOHKPETHOM CiIy4ae HY)KHO CTPEMHUTHCS K
HanboJiee MOJHOMY COCTABIICHHIO POJIOCIOBHOH IO BOCXOJSIIEMY,
HUCXOJSIIEMY U OOKOBBEIM HampaBlieHUsIM. UeM OoJbIlie TOKOJICHUN
BOBJICKACTCS B POJIOCIOBHYIO, TEM OOJbIIE MOJIC3HOW HH(DOpMAIUU
OHa MOXET COZIePKaTh.

B ciygam  HEONHO3HAYHOCTH  WIH  MPOTHBOPEYMBOCTH
TeHEaJIOTUYeCKOH  WHGpOpMAIK  BO3HHKAeT  HEOOXOIUMOCTh
YTOYHEHHs CBEJCHUH W3 «HE3aBUCHMBIX» HWCTOYHUKOB. Yacto
NAIMEHTHl TJI0X0 HH()OPMHUPOBaHBI O OOJE3HSIX POJCTBEHHHKOB,
HEPEJKO OHU CKPBIBAIOT CEMEHWHBIC CIy4yau H3-3a JIO)KHOTO CThINA
Wi, HA000pOT, «OTKPBIBAIOT» WX y OpayHOro MmapTHEpa WJIH €ro
POJICTBEHHHKOB, CTapascCh MEPEIOXKUTh «BUHY» 3a BO3HHKHOBCHHE
0oe3Hu y pedeHka.

OOBIYHO POJIOCTIOBHAS COCTABIIACTCS IO OJHOMY WIH IO
OrpaHUYEHHOMY YHCIy Npu3HakoB. Kak mpaBuio, BHUMaHHE Bpada
WIA HCCIEJOBaTeNlsl COCPEJIOTOYEHO Ha OJHOM KOHKPETHOM
3a0oseBaHuy WK npu3Hake. OTHAKO YacTO CYIIECTBEHHOE 3HAUCHUC
MPHOOPETAOT JIOTIOJTHUTEITEHBIC MPU3HAKA (cuMIITOMBI),
COITYTCTBYIOIIME OCHOBHOMY. B TOMOOHBIX ciydasix w3 OOJBIIOTO
KOJMYECTBA Pa3HOOOPA3HBIX MPU3HAKOB HY)KHO OCTAaHOBUTHCS Ha
HanboJiee 3HAUUMBIX M BOKHBIX, MIOCKOIBKY Ha MPAKTHUKE BBISIBUTH U
MPOCIIEIUTh TIepeiady OOJbIIETo Yhciia MPU3HAKOB 3aTPYTHUTENBHO.
Ommbky uACHTU(GUKALMK MPU3HAKOB (B TOM YHCIIE BPOXKICHHBIX
MOpP(OTCHETUYECKUX BApUAHTOB PAa3BUTUs) MOTYT HETaTHBHO
MOBIHSTH HA OOBEKTHBHOCTE BHIBOJIOB W 3aKITFOUSHHM, C/ICTAHHBIX Ha
OCHOBE POJIOCTIOBHOM.

HeoOxomumo coOupaTh cBemeHUs, Kacalolmlpecss HE TOJBKO
KOHKPETHOTO 3a00JICBaHUsI WU MTATOJOTHYSCKOT0 PU3HAKA B CEMbE,
HO ¥ MHGOPMAIHIO 000 BCEX CITydasx 3a00JICBaHHMA, BCTPEIAIOIITIXCS
CpeIu WICHOB CeMbH. Ba)KHO MOIyYnTh MH()OPMAITUIO O CITIOHTAHHBIX
abopTax, MEPTBOPOXKICHUAX W paHHEHW NETCKOM cmepTHOocTH. OHHU
MOTYT MMETh MPSIMOE OTHOIICHHE K CYIIECTBY BOMPOCA U CHITPATh
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BaXHYIO POJIb TPU OIICHKE MPOTHO03a. Bcerna HyKHO CTPEMUTBCS K
MOJTYYSHUIO JTAHHBIX, KaK M0 OTIIOBCKOM, TaK ¥ MaTEPUHCKOW JTHMHHUU
BHE 3aBHCHMOCTH OT TMPEAINONaraeMoro THIA HaClIeOBaHHUS
3a00JIeBaHMS WM aHAJTM3UPYEMOTO MTPU3HAKA.

Yem OOIIBIIIE YUCIIO POJICTBEHHUKOB ¥ ITOKOJICHUH BOBJICKACTCS B
POIIOCTIOBHYIO, TeM OHA oOmpHee. O4YeHb BaKHO MPOBECTH JTMYHBINA
OCMOTp U JIOTIONTHUTENBbHOE 00CIIeIOBaHNEe POACTBEHHUKOB OOJIFHOTO,
TZie 3T0 HEOOXOJUMO.

Bo mHOrmX cnmyyasx gaxke moApoOHOTO OmMpoca POJACTBEHHUKOB
(w0 poIcTBeHHHMKax) OBIBaeT HEJIOCTATOYHO JUISI TOYHOTO
ompeieNieHnss WX CcTaryca W Heo0XOauMo TpoBecTH Oolee
yrayOJieHHOEe OO0CIIe/IOBaHWE. KIMHUYECKOE, WHCTPYMEHTAIIBHOE,
MapaKJInHAIECKOE WITH 71a00paTOPHO-TEHETUIECKOE. 310,
0e3ycI0BHO, MOTPeOyeT  JOMOJHHUTEIBHBIX  MaTepPHAJbHBIX U
BPEMEHHBIX 3aTpaT. B CBf3M ¢ 3TUM IUIaH Takoro OOCIIEIOBaHUS
YJICHOB POJIOCIIOBHOMN HY)KHO TIIATEIbHO MPOAYyMaTh C F€HETUYCCKOU
TOYKHM 3PCHHS, HMCXOIA W3 MPHUHIMIA Pa3yMHOH JOCTATOYHOCTH —
«MEHBIIIE HeTIb3s, a OOJIbIIIe HE HY)KHOY.

2. 'padmyeckoe n3o00paxenne U COCTaABJIEHHE JereH bl
POAOCIOBHOIM

Jnsg  aHanmm3a W HATJSIHOTO — TNIPEJCTaBJICHUS.  COOpaHHOM
TCHEAIOTUYECKOW  MHGOpMAalMKW  WCHONB3YIOT  rpaduyueckoe
n300pakeHne porociIOBHOU. ['paduuecku NMpaBUILHO BBIOJIHEHHOE
n300pakeHHe  POJOCIOBHOTO  JpeBa  IO3BOJSIET  OJHO3HAYHO
WACHTHU(QHUIUPOBATH POJCTBEHHBIE OPaKH M C BBICOKOH BEPOSITHOCTHIO
ONpeleNuTh TUI HACIENOBaHWS 3a00JE€BaHUS B KOHKPETHOU
ponocioBHOM — wuH(poOpManusi, HeoOXoaumas Al HPOBEICHUS
3¢ PEKTHBHOTO MEINKO-TEHETHUYECKOT 0 KOHCYJIbTUPOBAHHUS.
Xopowmed WUIIOCTpauue BBIIIE CKA3aHHOIO SIBISIETCS POJOCIOBHAS
OJIHOM U3 KOpPOJNEBCKUX ceMed EBpombl, cpenn 4ieHOB KOTOPOH Ha
MPOTSDKEHUN HIECTH CTOJIETHH OTMEYaIHCh CIIydau CIeHU(pUUECKOro
CTPOEHUS JHMLA M HIDKHEH 4entoCTH (CHIBHO BBIIEYEHHAs] HIDKHSSA
ry0a W  BBIIBUHYTBIH  KIEpPEeAM  IMOIOOPOAOK),  H3BECTHOI'O
BIIOCTICICTBUM Kak mpHu3Hak «ryba ['abcOypros». WzobOpaskenue
HEKOTOPBIX II€PCOH JaHHOI'O poja IIPUBEICHBl Ha CIEIYIOLIEM
pucyske (puc. 1).
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Puc. 1. Bapuantsl npusnaka «['abcOyprckas ry0a»
y IpeACTaBUTEINIEN OJHOTO pojia

JlaHHbIE HMCTOPHYECKMX XPOHWK, a TakXkKe JaHHbIe aHaju3a
POJIOCTIOBHON CBHAETENBLCTBYET O BBICOKOW YacTOTE POJCTBEHHBIX
OpakoB, 3aKJII0OYAEMbIX MTPEUMYIIECTBEHHO C JPYTUMH KOPOJIEBCKHMHU
nomamu  EBpombl.  [1oJ00HBIE  MONMTHYECKH MOTHBUPOBAHHBIC
pellieHUsT TPUHOCHIM HEMajble JKOHOMHYECKHE BOCHHBIC W
MOJMTHYECKHE BBITOJBI. BMmecTe ¢ TeM u3-3a OOJIBIIOTO YHMCIA
POJICTBEHHBIX OpPaKOB OTMeUaiach BBHICOKAs YaCTOTA CIydaeB paHHEH
JIETCKOM CMEPTHOCTH, POXICHHE JeTel C MOPOKAMHU pa3BUTHS U
Pa3NUYHBIMH TATOJIOTUYCCKUMH  COCTOSIHUAMH. [lo-BUaMMOMY, B
pe3yabTaTe MPEIIISCTBYIOIIMX MOBTOPHBIX POJCTBEHHBIX OpakoB B
ponocioBaoit Kapna Il, xoToperii Ob1 poXKaeH OT Opaka AsSau U
MJIEMSHHUIBI (PHC. 2), Y HETO Pa3sBHJICS MaKCHMAIbHO BhIPAKCHHBIH
nedexT: neOopMHUpPOBaHHAS YENIOCTh 3aTPyIHSUIA IMEPEeKEBbIBAHHUE
TBEPJOH MHIIHK, a €ro SA3bIK ObUI HACTOJBKO OOJIBIINM, YTO €ro pedb
€IBa MOKHO OBLTO TIOHATH. [IOMHMO 3TOTO, OH OBLT OCCIUIOTHBIM U
CTpajal SMUIICTICUCH.
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Philip of Castile O Joanna of Castile
(1478-1506) (1479-1555)
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Puc. 2. Yacts ponocnoBHo# koponst cmanuu Kapna 11

Becpma BeposiTHO, YTO HMMEHHO OJM3KOPOACTBEHHBIC Opakw,
IIMPOKO MPAKTHKOBABIIUECS B MCIAaHCKOM BeTBU Jloma ["aGcOypros,
MIPUBEITN K BBIPOXKICHHUIO U UCUE3HOBEHUIO MCITAHCKUX [ 'abcOypros.

Ilpu  rpaduueckoM TIpeJICTaBICHUH  POJOCIOBHOTO  JIpeBa
HCIIOJIB3YIOT OOIICHPUHATHIC IPUEMBl U CUMBOJIMKY (puc. 3). OgHako
B 3aBUCHUMOCTH OT 3a/ay, Ieliei U OCOOCHHOCTEW pPOJOCIOBHBIX
COCTaBUTENIb BIIPaBE HCIIOJIB30BaTh OPUTHHAILHBIE (COOCTBEHHBIC)
0003HaYEHUS C 00SI3aTEIBHBIM UX OOBSCHEHUEM I10]T PUCYHKOM HJIH B
paszene «YciioBHbIE 0003HAYCHUS.
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Puc. 3. CTanmapTHBIE CHMBOJIBI, UCTIOIB3yEMbIE IIPH COCTABICHUHN

POIOCTIOBHBIX:

1. JIumo mMy»cKoro mojua 12. Tlon HensBecTeH

2. JIu1io >KeHCKOTO ToJia 13. Beikupimn

3. bonbHEIE 14. MenumuHCKUH abOpT

4. bpaxk 15. Ymepmue

5. KpoBHopoacTeennsiii Opak  16. [Ipobann

6. Cubcor 17. I'eTepo3UroTHBIC WHINBUIBI
7

. EnnHOKpOBHBIE CHOCHI

8. EqnHOyTpOOHBIE CHOCH

9. MOHO3UTOTHEIE OJTU3HEIIBI
10. Iu3uroTHBIC OJU3HEIIBI
11. YceiHOBIICHTE

18. T'erepo3uroTHasi HOCHUTEIHHUIIA
PEIECCHBHOTO TeHa B X-XpOMOCOME
19. BepeMeHHOCTh

20. BecrumonHblii Opak

21. JInuno oOcnenoBan
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[Ipu rpaduueckoM H300pakeHUH POIOCIOBHOTO JpeBa KaxIoe
MOKOJIEHHEe 0003HaYaeTcss PUMCKOW LU(PPOH, OOBIYHO OHHM CTaBSITCSA
cieBa oT pojgocioBHo. IlocnenHee TOKOJIEHHE TIPEIAKOB, I10
KOTOPOMY JIOCTYIHA HH(popMaIus, 0003Ha4aeTCcsi puMCKOi 1udpoii |
KaK [I€pBO€E MMOKOJIEHUE POIOCIOBHOM.

Apabcknvu nudpaMu HyMEpyIOTCS BCE IPEACTABUTEIN OJHOTO
MOKOJIEHUsT (BeCh Psif) TMOCIENOBaTEeNFHO, ClIeBa HampaBo. TakuMm
o0pa3oM, KaXKIbId YIIEH POAOCIOBHOW HMMEET CBOM KOOPIWHATHI,
OTpaXCHHbIE OWHApHOH CHUMBOJIMKOH. Bce WHIWBUABI OIHOTO
MOKOJICHUS JIOJDKHBI PacrioyiarathCsi CTPOro B OAHMH psifl. bpaTes u
CEeCTpBI pacrloJiaraloTcsl B POAOCIOBHOM B MOPAIKE POKACHUS — OT
crapuiero k muaamemy. «[lonBenmvBanne» CUMBOJIOB MEXIY psiiaMu
MOKOJICHUH ABTsieTCs rpy0Ooid OMIHOKOI,

21)'[5[ ITIOSICHCHU A IIpaBUI 0603HaquI/I$I u COCTaBJICHHUA
POIOCIIOBHBIX Ha pHC. 4 ¥ 5 MpUBECHBI 1Ba TpUMeEpa.

1

1l . |

!
3
I SN 4 g I
: | | ]
\ / o

4 5

Puc. 4. Ilpumep cocTaBieHUs poJOCIOBHON pebeHKa
C LIECTUNIATIOCTHIO

B HekoToprix ciydasx ans OTOOpakeHHS B POJIOCIOBHOMN
pa3mMYHBIX 3a00JNE€BAaHMH HCIIONB3YIOT — PA3IHYAIONINECs]  BUJBI
IITPUXOBKH 3JIeMeHTOB. Hampumep, B po10CIOBHOM, MTPEACTABICHHON
Ha puc. 5, mate npobanga (I1I-5) u ee crapwas cectpa (I1I-4), a Tak
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xKe genymka mo  mMatepuHckod  ymuHuu  (II-3),  OosbHBI
HelipodrOpoMaTo30M HepBOro Trma, a 6adymka npodanga Mo JUHUN
marepu (I1-2) u ee orerr (I-2) crpamaror caxapHsIM AHa0ETOM BTOPOTO
THUIIA.

Bpaunsie maptuépsl xkenmuH -4 u HI-5 He mpencraBineHbl B
rpadUIecKOM OTOOPaKEHWH POJOCIOBHOW B CHIY Pa3TUIHBIX
00CTOSITETTBCTB.

Puc. 5. [lpumep cocTaBieHUs POAOCIOBHOM I10 IByM
3a00JIEBAHUSIM.

Ecnu pomocioBHast oOmupHa, TO MOKOJIICHHUS MOKHO Pacloiarath
HE TOPU3OHTAIBHBIMH PSJIAMH, a KOHIICHTPUYECKUMH Kpyramu (CM.
A.JO. Acanos u 1p. «OCHOBBI reHeTHKN, 2012).

OO0s3aTeNbHON YacThIO MEPBOTO dTana siBisieTcst paszaen «Jlerenaa
POOCIIOBHON», B KOTOpOil mnpuBoAMTCS HH(pOpMaIms 000 Bcex
HJICHaX pOIIOCHOBHOﬁ, CYIICCTBCHHAA JJIsL IIOHUMAaHHUA HIJIN
OOBsSICHEHHS COJepKaHUsl PpOoIOCIOBHOM. JlereHma poaocinoBHOR
OOBIYHO BKITIOYALT:

» onmcaHue  KamoO,  COCTOSIHHSL ~ 370POBbsi  (JIaHHBIC

(hu3MKaIBHOTO 00CeI0OBaHMsI) IPOOaHa;

» OIMCaHWE COCTOSHHS 3/I0POBbS WIIM 3a00JICBaHUH IJIOOOTO
YlieHa POJIOCIOBHOM, WH(pOpMANUs O KOTOPOM BaKHA IS
MMOHUMAaHUS XapaKTepa 3a00JICBaHMSI;

» OmnucaHhe OPUTHHAIBHBIX METOJHUK, YCIOBUI IMPOBEICHHUS
TecToB  (Kak  TpPaBWIO, TapaKIMHUYECKUX),  JAPYrou
coJiepkaTesibHON HH(OpMAIINH;
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BO3pacT Hayajla M XapakTep Te4YeHUs 3a00JeBaHUs Y
MOpa’KeHHBIX; HCXOABI 3200JIeBaHuUS;

NPUYMHY CMEPTH M BO3PAaCT HAa MOMEHT CMEpPTH WICHA
POIOCIOBHOM;

ONMCaHWE METOJOB JWArHOCTUKM W HICHTU(UKALMH
3abos1eBaHuil;

nepeveHb HCTOYHUKOB MEJIMIIMHCKHX U JPYTHX CBEJCHUH.

Becpma 1mone3HbIM MOTYT OKa3aThCsl CBEACHHUSI O BO3HUKAIOLINX
OCJIO)KHEHUII B XOJ€ TEUCHMs; OTBETHl OpraHuzMa OOJIBHOTO Ha
TEparuio u T.1I.

[Ipy mpuMeHEeHHH T€HEAJIOTHYECKOr0 METOJa, B POIOCIOBHON
Ba)XHO OTMEYaTh JMYHO OOCIEIOBaHHBIX Ha HajlWMuue MNpU3HaKa (K
3TOMY TakXe MOXKHO TIPUPABHATH IIOJIyUY€HHE CBEJCHUH U3
O00BEKTHBHOTO HMCTOYHHMKA, HANpUMeEp, HCTOpUH OONEe3HH) U
HEOOCNIeIOBaHHBIX, CBEIEHHS O KOTOPBIX IOJY4YEHBl W3 OTBETOB
npo0aH/1a WK POJCTBEHHHUKOB, a TAK)KE U3 aHKET.

HyxHO cTpeMHThCS K TIONyYEHHIO HaubOoyiee TIIOJHOTO U
O00BEKTHBHOTO NEPBUYHOIO Marepualia, KOTOPBIH SBISETCS OCHOBOW
CTaTHCTHYECKOTO W TEHETHYECKOTO aHajh3a H, COOTBETCTBEHHO,
3aJJ0rOM TPAaBWIBHOCTH W TOYHOCTH TIOJyYEHHBIX B pe3yibTare
BBIBOJIOB.

vV Vv V V

3. l'eHeTnyeckuii aHATU3 POJOCTOBHOM

Bropoli 3Tan KJIMHUKO-T€HEAJOTMYECKOTO0 METoAa  SBISETCA
TeHeTUYECKN aHamn3 TMOMYYeHHBIX JaHHBIX M WX KIWHHYECKas
WHTepIIpeTaIus.

llenp reHeamorM4eckoro aHajiuza SBJISETCS  YCTAHOBJICHHE
TeHETUYECKIX 3aKOHOMEPHOCTEH B CEMBE FITU B TTOMYJISIIHH.

IlepBasg 3amaya mnpu aHanu3e POJOCIOBHOM — ycmaHnoeneHue
Hacareocmeenno2o xapakmepa npusnaxka. Ecin B ponocioBHON
BCTPEUACTCS OJMH M TOT K€ NMPU3HAK (MU OO0JIC3HB) HECKOJILKO Pas,
MOJKHO JyMaThb O €ro HacieICTBeHHOW mpupone. OmHAKO HYKHO,
MpeX/e BCEro, MCKIOYUTh BO3MOKHOCTH (peHokomuu (3abosieBaHue
MPOTEKaeT CXOTHO C HACJIEACTBEHHBIM 3a00JIEBaHHEM, B TO BpeMsI KaK
MPUYUHON €ro pa3BHUTHSA sBisieTcs (hakTop cpenbl). Hampumep, ecnn
MATOTEHHBIN (haKTOp AEWCTBOBA Ha JKCHIIMHY BO BpeMs BCEX €€
OCpeMEHHOCTEH, HampuMmep, MpPHEM AaHTUKOHBYJIbCAHTOB  IIpU
SUUIIETICHH, TO y HEe MOXeT pPOJUThCS HECKOIbKO HeTel ¢
OIMHAKOBBIMH BPOXACHHBIMH aHOManmusiMu. C NOpyroi CTOPOHBI,
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JICHCTBYE OHUX U TEX K€ BHEIIHUX (DaKTOpOB (MpodeccHoHaThHBIX,
OBITOBBIX M T.J.) Ha HECKOJBKHUX YIIEHOB POJIOCIOBHOH, CIIOCOOHO
TaK)Ke BBI3BIBATH Y HUX CXOJIHBIE 3a0oneBanus. Takum oOpa3om, ecin
UCKITFOYaeTCsl JICHCTBHE CXOJHBIX BHEIIHUX (aKTOpPOB, a Juist
MIPEJICTABUTENICH Pa3HBIX TMOKOJICHHHA OHO HMCKIIIOYACTCs C OObliei
BEPOSITHOCTBIO, TO MOXHO JyMaTb O HAacCJEICTBEHHOM XapakTepe
3a0oneBaHusi. B ciydasx, Korja B pOJIOCIOBHOH oOHapyKeHa
HACJICJICTBCHHAss OOJIE3Hb, a aHallu3 KJIMHUKO-TEHEAIOTHYECKIX
JIAHHBIX TIOKa3bIBa€T BO3MOXKHOCTH Tepefadu ee MpodaHIy, TO 3TO
MO3BOJISIET Bpauy Ja)xe MpU CTEPTOM KIMHUYECKOW CUMITOMATHKU Y
mpobaHma  (YTO  YacTo  SABISETCS  NPUYMHOH  MOIPOOHOTO
TeHeaJIOTHYeCKOro  00CIeOBaHNs) IMOCTABUTh JWArHO3 JIaHHOW
HACIIE/ICTBEHHOM OOJIE3HH.

OrmpeneneHre TUIA HACIEAOBAHHMS B KOHKPETHOW POJIOCIOBHOM
BCETJA SIBJISICTCSl CEPbE3HOM M'EHETUYECKOM 3a7aueil, XOTs Ha MEPBbIil
B3IV OHAa MOXKET IMOKa3aThbCsl JOBOJIBHO Jerkoil. st perieHus
CIOKHBIX TEHETHMUYECKHMX 3a7ad II0 aHajJu3y pPOJOCIOBHBIX Bpad
JIOJKEH MUMETh CIEUUATIbHYIO MOATOTOBKY. VIMEHHO MO3TOMYy, KOrAa
HEOOXOIMM  YIUIyONEHHBI  aHalu3  KIMHUKO-T€HEaOTUIeCKON
uHpOpMAIUH, Bpad OOIIeH MPAKTUKU HAIPABISCT CEMBIO B MEIUKO-
TEHETUYECKYI0 KOHCYIbTALMI0 K Bpaudy-reHeTHUKy. Bmecte ¢ Tem
Bpady oOIIeld MPakTHKU HaI0 3HATh OCHOBHBIE KPHUTEPHH Pa3HBIX
TUIIOB HACIIEOBAHUS, KKl U3 KOTOPBIX UMEET CBOM XapaKTEPHEIE
OCOOCHHOCTH. Y CTaHOBJICHHUE TUIIA HACJIEAOBaHUS 3a00ICBaHMS YaCTO
SIBJISIETCSl PELIAIOIIMM B IOCTAHOBKE MPAaBUJIBHOIO [IMAarHO3a, 4TO
ompezaenseT BEIOOp Hambolee onpaBaaHHON 1 d(h()EeKTUBHON Tepanun
U MEIUKO-TEHETUYECKUX PEKOMEH AU,

Kpmepvm HacnepoBaHUA MOHOMeHHbIX 3aboneBaHu U
Nnpu3HaKoB

Kputepun HacnemoBaHHs MOHOTEHHBIX 3a00JI€BaHUI OTHOCSTCS
TONIBKO K 3a00JICBaHUSIM, MPHYMHON KOTOPBIX SIBJISIOTCS MYTAIMU
OJTHOTO YHHKAJBHOTO0 TeHa. B 3aBUCHMOCTH OT XpPOMOCOMHOM
JIOKAJIM3alUU U JAPYTUX XapaKTEPUCTHK TEHHOTO KOHTPOJISI PA3BHTHUS
3a0071eBaHUs (mpu3Haka)  pa3NMUYalOT  CJICOYIONINE  THITBI
HACJIC/IOBAHUSL.

ayTOCOMHO-IOMUHAHTHBIH M ayTOCOMHO-PEIICCCHBHBIA  THI
HacJenoBaHMUs (KOTJa MYTAHTHBIH T€H PACIOIOXKEH B OXHOW w3 22
map ayTOCOMHBIX (HEITOJIOBBIX) XPOMOCOM;
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X-CICIUIEHHBIA JOMWHAHTHBIN M PELIECCUBHEIA THI HACJICAOBAHUS
(KorJa MyTaHTHBIH T€H PACIIOIOKEH B OJTHOM U3 X-XPOMOCOM);

Y- CIleIICHHBIA WK TOJAHAPUICCKUNA THIT HACIEIOBaHUS (KOTIaa
T'eH PAaCITOJIOKEH B Y- XpOMOCOME;

MuUTOXOHIPUATILHBIN UJIHA [UTOILIA3MATHYECKUN THUII
HaciueAoBaHWs (KOTJa MYTAaHTHBIH TEH HaxXOOUTCS B TEHOME
MHUTOXOHIPHH).

Kputepuun HacnepoBaHuA 6onesHeii (Npu3Hakos),
06ycnoBNEHHDbIX MyTauMuen peaKoro reHa

Bose3nu ¢ ayToCOMHO-TOMHHAHTHBIM THUTIOM HACJIEI0BAHUS

Ecomm  3abomeBanme  OOYCIIOBJICHO  PEAKHM  ayTOCOMHO-
JOMHUHAHTHBIM TE€HOM, TO aOCONOTHOE OOJBIIMHCTBO OONBHBIX B
MOMYJISIIIAM POXKIAOTCS B Opakax MEXy MOPAXKESHHBIM U 3I0POBBIM
Cymnpyramu. DTOT THIT HACJICAOBAHHS XapaKTePU3yeTcs TEM, YTO JJIs
pasBuTHs OOJE3HH JIOCTATOYHO YHACJCNIOBATH €OUHCHIGEHHbLI
MYTaHTHBIU aJJIENb OT OJIHOTO U3 ponuTenei. B atom ciydyae GompHOM
POIUTENb SBISCTCS TETEPO3UTOTOW IO AyTOCOMHO-JOMUHAHTHOMY
reny (Aa), a Ipyroi TOMO3UTOTEH 10 HOpMaJbHOMY ajuiento (aa). B
TaKOM THIIE Opaka BO3MOXHBI CJIEIYIOIINE BapHaHTHI (DEHOTHUIIOB H
TeHOTHIIOB y TOTOMCTBa (puc. 6).

8

Boxsheit Marn
ren x . 3EpPoBa

Aa x aa
¢deHoTUNLI peTei M\
Aa aa A, aa

npy ayToCOMHO-A0MWHAHTHOMM TUNE

HacnefoBakuA BO3MOXHbl€ FEHOTUMNbI NOTOMKOB

NpY ayTOCOMHO-A0MWHAHTHOM TUNeE

piby T

Mamom  Jleouxa  [Jesouka
Gonex smpoEa GUGBHL  gpog

Puc.6. Paciemnienue noToMcTBa 1o (peHoTUIy U TeHOTUITY
IIPU ayTOCOMHO-JOMUHAHTHOM THIIE€ HacJIeZJOBaHUS
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Kaxpiii peOCHOK BHE 3aBHCHMOCTH OT €ro nosia umeet 50%-Hyro
BEPOSITHOCTH TOJNYYUTh OT OOJILHOT'O POIMTENS WM ajulelb «A» (H,
CJIEZIOBATEIbHO, OBITh [IOPa’KEHHBIM), WJIM HOPMAJIbHBIH ajlleslb «a» U
ObITH 310poBbIM. TakuM 00pa3oM, OTHOLIEHHE YUCIIA 3A0POBBIX JeTel
B TIOTOMCTBE K YHCIy MOpaKEHHBIX paBHO l:1 M He 3aBUCHUT OT mona
peOeHka.

MHuorue 607e3HH, OTHOCSIINECS K TaHHOMY THITY HACJIEJOBAaHHUA,
HE OKAa3bIBAIOT CEPHEIHOTO BIMSHUS HU Ha KU3HECIIOCOOHOCTh, HA Ha
(GepTWIBHOCTL T.€. HE BIMSIOT Ha CIOCOOHOCTH OOJIBHOTO HMETh
IIOTOMCTBO. POJOCI0OBHBIE NOAOOHBIX THIIA, OCOOECHHO YacTo
OTNMCHIBABIIMECS B IMPOILIOM, Korza B Opakax OBLIO MHOTO JETeH,
Jali BO3MOXKHOCTh YCTaHOBHUTH HauOoJiee XapakTepHbIE NPU3HAKH
HACIIE/IOBaHUSl AyTOCOMHO-IOMHHAHTHBIX (HOpM  HacJeJCTBEHHON
MaTOJIOTUH:

1. Bone3np BcTpedaeTcs Oe3 MPOMYCKOB B KaXIOM MOKOJICHUH
POJIOCTIOBHOM (TaK Ha3bIBa€MbIN «BEPTUKAIBHBIN» THI TIepeaayn).

2. O6a noa mopakaroTcs OJJUHAKOBO YacTO U B OJMHAKOBOH Mepe,
T.€. HET Pa3JIM4YUil B 4aCTOTE M TSDKECTH 3a00JI€BaHUI MEKAY THLIAMU
MYXCKOT'O ¥ )KEHCKOT0 M0JIa.

3. BonpHO#W WHAWBHUI HE3aBHCHMO OT II0JIa UMEET BEPOSTHOCTH
50% nepenats 3aboeBaHUE KAKIOMY CBOEMY PEOCHKY.

4. OT 300pOBBIX JIE€TeH OONBHBIX POTUTENCH POXKIAIOTCS 340POBHIC
HETH.

5. Uem TspKenee 0ofe3Hb OTpa)kaeTcs Ha PENpOAYKIIUH, TEM BBIIIE
NPONOPLUS CIOPAaAMYECKHX CllydaeB 3a00JieBaHMS KaK pe3yJbTar
6HOGb GO3HUKWIEW Mymauuu TIpU TaMeTOreHe3e OJHOTO U3
poauteneii (Mmyrarus de novo).

6. Kak mpaBmiio, y TOMO3UTOTHBIX OOJBHBIX (POXKIEHHBIX B Opake
IByX OONBHBIX POJUTENEH) OOJIE3Hb TMPOTEKAET TsDKENee, YeM Y
TCTEPO3UTOTHBIX OOJIBHBIX M YacTO IMPUBOAUT K FI/I6€HI/I ioaa uWin
paHHEH cMepTH HOBOPOXKICHHOTO.
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Puc.7. XapaKTepHHe MMpU3HAKW ayTOCOMHO-AOMUHAHTHOTO TUIIa
HacCJICJOBaHUA

JIOMUHAaHTHO  HAclIEAyEMbIE  COCTOSIHUSA  XapaKTEPHU3YHOTCS
IIUPOKUM TOTUMOPPU3MOM KIMHUYECKUX TMPOSBICHUN, KOTOPBIN
MOXKET TPOSBIATHCS B Baphallid CPOKOB Hadaia 3aboieBaHus
pa3IuyueM CUMITOMOB HE TOJIBKO B PA3HBIX CEMbSIX, HO U JaXKe Cpeau

MOPaXXEHHBIX  WIEHOB  OJHOH  CEMBH. Hanpumep, pu
Heiipodubpomartoze T 1 y oJHHX OONBHBIX B CEMbE MOTYT OBITh
MHOXECTBEHHbIE HEMPOOUOPOMBI, a Y JIPYyruX — JIHIIb €AHMHUYHBIC

KOXKHBIE TIPOSIBJICHUSI B BUZIC NUIMEHTHBIX IATEH LBeTa «Kode ¢
MOJIOKOM». HarJsiiHBIM prMEpOM BBICOKOH BapuabeIbHOCTH CPOKOB
MaHudecTanyu 00Je3HN CIYyKUT Xopes [ eHTHHITOHA, BO3pacT Havasia
KOTOpoil 00bryHO BapwupyeT oT 30 10 50 snet, HO mepBbIe CUMITOMBI
3a00J1eBaHus MOTYT OOHAPYKUBAThCsI B JTFOOOM BO3pacTe.

B psane cmydaeB ponmOCIiOBHBIE, B KOTOPBIX OTPaXEHO
HaclleIOBaHWE AayTOCOMHO-IOMHUHAHTHBIX OoJne3Hel He OyayT B
MOJTHOM Mepe COOTBETCTBOBATH BBIIIE H3IOKEHHBIM KPUTEPHUSIM. JTO
MOJKET HaOJ0AaThes (0COOEHHO YacTO B HEOOJIBIIMX CEMbSIX C MAJIbIM
YHCIIOM JIeTei) TPU ayTOCOMHO-JIOMHHAHTHBIX 3a00JIeBaHUSAX C
HETIOJIHOM ~ IEHETPAHTHOCTBIO,  3a00JE€BaHUSX, BO3HHUKILIUX B
pe3ynbTaTe HOBOW MyTallMd B TraMeTax OJHOIO U3 poAuTesei
O0onpHOrO. Eciau 0onbHOH peOCHOK SBISICTCS  CIMHCTBEHHBIM
MOPaKEHHBIM B POAOCIOBHOW, TO JaHHBIM ciydail 3a0oneBaHMA
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paccMaTpuBaeTCs Kak «cmopagdveckuil» T.e. ciay4aiiHeii. B
CIIOPAJIMYECKUX  CIydyasX TMPEANONIOKHTh THUI  HACJICJOBAaHUS
KOHKPETHOTO 3a00JI€BaHUs, HCXO/SI TOJEKO M3 TaHHBIX POIOCIOBHOM,
HEeBO3MOXHO. OHO MOXKET OBITh W ayTOCOMHO-IOMHHAHTHO W
ayTOCOMHO-PEIIECCUBHO HACIEAYEMbIM, IOMUHAHTHO HITU PELIECCUBHO
X-CIIEIUICHHBIM ~ WJIM ~ JaXe  OOYCIIOBJICHHBIM  BO3JICHCTBHE
noBpexaaroniero  ¢akropa cpeasl  (Hampumep,  BO3ZACHCTBHE
TEpaToreHa Ha IUIOA BO BpPEeMsS €ro BHYTPHYTPOOHOTO pa3BUTHS).
Opnako OT OONBLHOTO pojuTelNs 3a0ojieBaHHE OyNET IMepeaaBaThCs
MMOTOMCTBY B COOTBETCTBHE TOMY THITY, K KOTOPOMY OHO OTHOCHTCHL.

[lonsTue nenempanmuocmu OTHOCUTCS K 3a00JICBAHUIO B IIEJIOM U
OTpakaeT YacCTOTy COOTBETCTBHS (DEHOTHUIIA  OMPEEICHHOMY
FCHOTUIY WJIM JIOJK T'eTEPO3UTOTHBIX HOCUTENIEH ayTOCOMHO-
JIOMMHAHTHOW  MYTallud, HWMEIONIMX  KIMHUYECKHE MPU3HAKU
3a0omeBanus. lleHETpaHTHOCTH TaKXKe MOXHO ONPEHCIUTh, KaK
ygcmomy nposieienus npusHaka (bone3nu) y 3a6e0omvlx Hocumeel
Oannozo eena. IleHeTpaHTHOCTH MOXKET ObITh noanou (wiu 100%-
HOW), ecni y BcexX oOmnamarteneld MyTaHTHOTO T€Ha OTMEYAroTCs ero
KIuHYeckre ((peHoTunMIeckrne) nposBieHus. Ecnu pelicTBue reHa
MPOSBISCTCS HE Y BCEX €ro HOCHTEJICH, TOBOPSIT O HEIOJHOU
MIEHETPAHTHOCTH. B 3TOM ciiydae oO0najgaTens «IaToJOTHYECKOTO)
reHa MOXeT OBITh KIMHWYECKH 3I0pOBBIM. llpu  wmenoanoii
MICHETPAHTHOCTH B POJIOCJIOBHON C ayTOCOMHO-IOMHHAHTHBIM THIIOM
HACJICJIOBaHUs  MAarojorud  (puc. &) OTMEUaeTCs  KIPOIYCK»
MOKOJICHUS, T.e. HAONIOMASTCS TakKas CHTyalHs, KOTAa KIMHHYECKH
(benoTHTIIUECKH) 3II0pPOBBIE  HWHIUBUBI (11-3), UMEIOLINE
nopaxennoro npezaka (1-2), umeror u nopaxeHusix moromkos (I11-3,
11-5 u [11-9).

Bwmecte ¢ Tem cnemyer OTMETHTH, YTO NIETAIEHOE HCCIIEOBAHHE
(heHOTHIIA TIO3BOJISCT BBISIBUTH  CHUMIITOMBI  HACJIEJCTBEHHOTO
3a00J1€BaHu, SIBJISTIOLIIAX CSE MPOSIBIICHUSIMH KOHKPETHOTO
aHOMAaJbHOI0 TI'€Ha, HO HE HMEIOIIMX BaAKHOIO KJIMHHUYECKOTO
3HaueHus. Hanpumep, smouku (pucTynbl) Ha CIM3UCTON HUKHEH
ryObl y peOeHKa U3 CEMBbH B KOTOPOH UMeeTcs 00JILHOW ¢ CHHIAPOMOM
Bam—nep Byna, cBuaerensCTByeT O HalIW4Yue B TEHOTHIIE Y HETO
MPUYUHHON MyTaIuu JIAaHHOT'O ayTOCOMHO-IOMHUHAHTHOTO
3a00JieBaHUs Ja)kK€ TIPU OTCYTCTBHM OCHOBHOT'O CHMIITOMa —
pacienuHbI TyOsI 1 HeOa.
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Puc. 8. PogocinoBHas ¢ ayTOCOMHO-JOMHWHAHTHBIM TUIIOM
HaCJICI0BaHUA 3a00JIeBaHUs C HETIOJTHON MEHECTPAHTHOCTBIO

Jlpyrasi KIMHHYECKas OCOOEHHOCTh ayTOCOMHO-TOMHHAHTHBIX
3a00JICBAHUI CBSA3aHHBIX C SIBIICHUEM HEMOJNHON IEHETPAaHTHOCTH
MOXHO TPOAEMOHCTPUPOBATh HAa MPHUMEpPE KIMHUKO-TEHETHYECKOTO
aHaJIN3a CHHJIPOMA «TOIYOBIX CKIEp».

CuHIpPOM «royOble CKJIEpbI» SBISETCS OJHHM M3 OTHOCHUTEIBHO
penkux 3a0ojeBaHMH B TPYNIE KOHCTUTYLIMOHAIBHBIX ITOPOKOB
COeIMHUTENbHOM TkaHu. BeTpedaeTcst mpumepHo B 1 ciryuae Ha 40-60
TBICSIY ~ HOBOPOXKIICHHBIX. HamOonee  Tskenble  KIMHHYECKUE
MPOsIBIICHHSI 00YCIOBJICHBI IOMKOCTBIO KOCTEH, KOTOpast OTMEYAETCs C
paHHero Bo3pacta npuOausutenbHo y /0%  manueHToB M
MpOTpECCUpYIOIee  CHIDKEHHE — ciyXa  (pe3ynbTaT  pa3BUTHUS
OTOCKJIepO3a), pa3BHBAIOIICECS HA BTOPOM ACCATWICTHU JKU3HU
MIPpUMEPHO Yy IIOJIOBHHBI ITAIIMCHTOB. BwMmecte ¢ Tem Inmpu AaHHOM
3a00eBaHUN (HAC/IEOBAHUU TMPUYUHHOM MYTallMU) MPaKTHUYECKU
NOCTOSIHHBIM ~ NIPU3HaKoM (B JaHHOM  Cllydae  CHMIITOMOM
3a0oNeBaHus), SIBISIETCSl BYCTOPOHHSSL TONyOasi OKpacka CKIlep, He
HUMEFOIAst KaKOT0-JTHO0 MaTOJIOTHYECKOTO 3HAYCHHUSI.

lomyOble ckiepbl IpH JaHHOM 3a00JIEBaHUM OOYCJIOBIICHBI TEM,
4TO 4Yepe3 WCTOHYEHHYID M OCOOGHHO TIPO3PAaYHYI0  CKIEpy
MPOCBEYMBAETCSl TTMTMEHT COCyAHMcTol 000m0ukH. ["omyObie ckiepsl
OTpeNeNAIOTCS.  cpa3y TOClie pOXACHUS U COXPaHAIOTCS Ha
NPOTSHDKEHUN BCEH JKM3HU. Y 3I0POBBIX HOBOPOXKAECHHBIX YacTO

25



OTMe4aeTcs JaHHBIH MPHU3HAK, OJHAKO K 5—6-My MecsIy >KU3HU OH
HCUe3aeT.

B umenmoM uHcxodas W3 COBPEMEHHBIX IMPEACTaBICHUM O
(YHKIIMOHUPOBAaHUM TEHOB, MOXHO YTBEpXkJaTh, YTO €CIU B
TEHOTHIIE YEJIOBEKa MPUCYTCTBYET MYTAHTHBIH T€H, TO MOHO
00HapyXuTh U ero ¢GpeHorunuueckue 3pdexrol. Bee 310 roBoputr 00
YCIIOBHOCTHU TIOHSITHS TEHETPAHTHOCTH. TeM He MeHee, MPH aHaIn3e
CEeMEWHOW CUTyallud Yy4eT SBJICHUsS NEHETPAHTHOCTH MOXKET OBITh
BEChbMa IOJIE3HBIM JISl 3aKIIOYEHHS O HACJIEICTBEHHOM XapakTepe
MaTOJIOTUH B CEMBE.

CoBepiieHCTBOBaHHE ~ JTAOOPAaTOPHBIX W HMHCTPYMEHTAJIbHBIX
METOOB  HCCIEJOBaHUS  IO3BOJSIET BO  MHOTHX  CIIydasx
OoOHapyXHBaTh Y KIMHUYECKH 3J0POBBIX OOJjiamaresei reHa (B TOM
YHClie W aHOMAJbHOIO) €ro MpOSBICHHS Ha CYOKIMHUYECKOM
(MOJIEKYJISIPHOM WITH OHOXUMHUYECKOM) YPOBHE.

Ha cerogusimamnic nenp ommcano ceeime 3 000 ayrocomHo-
JOMUHAHTHBIX 3a00JieBaHWII W TNPHU3HAKOB 4eJoBeka. lIpumepamu
HauboJjiee YacTO BCTPEYAIONIUXCS B  KIMHUYCCKOW MPAKTHKE
MOHOTCHHBIX 3a00JICBaHUH € ayTOCOMHO-JOMHHAHTHBIM THIIOM
HACIIEIOBAHUS SIBIISIOTCSI CEMEWHas TUIIePXOJIeCTEPUHEMHUSI, CUHAPOM
Mapdana, nelipohubpomaroz | tuma (6one3nr PexnuHrxaysena),
CUH/IPOM Onepca-Jlanio, MHUOTOHUYECKAS quctpodus,
axOHAPOILIa3Us, HECOBEPILIEHHBIA OCTEOreHe3, Xopesi ['eHTUHITOHA U
MHOTHE JIpyTHE.

Bose3Hu ¢ ayTocOMHO-penecCUBHBIM THIIOM HACJIe10BAHMA

3a0oneBaHusi C MJaHHBIM THUIIOM HACJICAOBaHMS MPOSBISIOTCS
TOJIBKO Y T'OMO3UTI'OTHBIX MHAWBHUI0B, KOTOPLIC IMOJTYYUJINA 110 OJHOMY
PEIECCHBHOMY aJUIeI0 OT KaXXAoro u3 poauteneil. Hanbombiee
YHCJIO AE€TEH ¢ ayTOCOMHO-PELIECCUBHBIM 3a00JI€BAHNEM POXKIAIOTCS B
Opakax, B KOTOpbIX 00a poautens (EHOTUIHYECKU 3I0POBBI, HO
TEeTEPO3UTrOTHBI 110 MYTAHTHOMY TIeHy. BO3MOXHBIE BapHaHTBI
(heHOTHUTIOB W TEHOTHIIOB y TOTOMCTBA B IMOJOOHOM THhIle Opaka
MIpUBEEHBI Ha puc. 9.
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Pomiurem

3A0POEET
X
Aa X Aa
®eHoTMNbI geTei
NpH ayTOCOMHO-PELLECCHBHOM
TMNe HacNefoBaHus
AA Aa Aa aa

W W W T BO3MOKHbIE FEHOTHMbI NOTOMKOB
Mpy ayTOCOMHO-PELIECCUBHOM

300pOBLle  OMOIMIOTHBIN

FeTepO3MroThI 6oNEHOM TUNe HacnepoeaHUA

Puc. 9. Paciennienrne moToMcTBa 0 EHOTUITY M TEHOTHITY
IIpu ayTOCOMHO-PEIICCCUBHOM THUIIC HACJIICAOBAHUA

Pacmiennenne motomMcTBa B MOAOOHBIX Opakax 1o QeHoTuIy
COOTBETCTBYET MEHJICIIEBCKOMY COOTHOIICHHUIO: TPH 3J0POBBIX K
OIHOMY OOJIBHOMY peOCHKY; COOTBETCTBEHHO pACIICIUICHHE II0
TCHOTUIY paBHO: | 370pOBBI TOMO3WTOTHBIM HHAMBHA (AA):2
3IIOPOBBIX T€TEPO3UTOTHHIX Hocutenei (Aa) m 1 OonmpHON pebGeHOK
(aa). Puck mosBneHust 60J5HOTO peOCHKA B TaAKOM Opake COCTABISIET
25%.

Jnst peaKux ayTOCOMHO-PELECCUBHBIX 3a00J€BaHUI XapaKTepHBI
CIIEAYIONINE KPUTEPUH HACIICIOBAHUS:

1. Pomutenu OonbHOro peOCHKAa, KaK IPaBHIIO, 370POBBI, HO
SIBIISIIOTCS TE€TEPO3UTOTHBIMU HOCUTEJISIMU NTATOJIOTMYECKOTO ajlIensl.

2. O0a mosa mopakaroTCsl OAMHAKOBO YacTO U B OAMHAKOBOH Mepe.

3. TToBTOpHBIH PUCK POKACHUS OOJBHOTO peOCHKa B TAKOM Opake
coctaBisieT 25%.

4. TlopaxEHHbIE WHAMBHABI dYalle BCTPEHYAIOTCS B Ipenenax
OJHOTO CHOCTBA WJIM OJHOTO TIOKOJICHHS («TOPH30HTAIBHOC)
pacrpeneneHrue O0IbHBIX).

5. Eciiu 6onbHEI 002 cympyra, TO Bce JeTH OyIyT OONBHBIMH.

6. B Opake 00JIBHOTO CO 3IOPOBBIM POXKAAIOTCS HOPMABHBIC JETH
(ecqu 30POBBII HE TETEPO3UTOTEH).

7. B Opake OOIBHOTO CO 3JOPOBBIM HOCHUTENEM MYTaHTHOTO
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amenst  poxgarorcs  50%  OONBHBIX  AETEH, YTO UMHTHPYET
JIOMHHAHTHBIN THIT HACJICJIOBaHUS (TICEBIOIOMIUHHPOBAHNUE).

8. HaOmiomaercs  yBeIWYEHHWE 4YacTOThI  OOJBHBIX  JIETCH
ayTOCOMHO-PELIECCUBHONM  MATOJIOTHEW B  TpyINax POJUTEIEH,
CBSI3aHHBIX POICTBOM.

ManogeTHOCTh COBPEMEHHBIX CEMEil 3aTpyAHSAET yCTaHOBIICHHE
PEIIECCUBHOTO THIA HacjeaoBaHus Oone3Hu. OaHAKO 3aKIHYCHHUS
Opaka Mex 1y POACTBEHHUKAaMHU 3HAYUTEIHHO MOBHIIIAET BEPOATHOCTD
BCTPEUYU JIBYX TE€TEPO3UTOTHBIX HOcHUTenei. IMEeHHO B 3TOW CBS3M
poxaeHue OOJbHOIO peOeHKa B  KPOBHOPOJCTBEHHOM Opake
paccMaTpuBalOT KaKk yKa3aHWE Ha BO3MOXHOCTh ayTOCOMHO-
PelECCUBHOTO 3a00JICBaHHS.

Puc. 10. KpoBHOPOJICTBEHHBIE Opaku MPH ayTOCOMHO-
pELIECCUBHOM THIIE HACJIEAOBaHUsA

[loMumO 3TOrO, BBISBICHHE CIEHUPHYECKOTO OHOXHMHYECKOTO
neekra y oOOuX poAuTened, ecnd Npu 3a00JeBaHUM H3BECTEH
HNEePBUYHBIA OMOXUMUYECKHH Ie(eKT TakxKe CBUACTEIBCTBYET 00
ayTOCOMHO-PELIECCUBHOM XapaKTepe HaCIeJOBaHNS MaTOJIOT HH.

HerpyaHo MoHATH, 4TO B HEKOTOPBIX CIydassX MPOCTHIE pacueThl
COOTHOIICHHUSI 4YHUCIa OOJIBHBIX JeTeld K 3J0pPOBBIM B  OIHOM
POJIOCTIOBHON HE JaAyT TPaBWIBHOTO TIPEACTABICHHUS O THIIE
HacJeI0OBaHus. DTO MOXKET OBITh BBI3BAHO OTPaHUYEHHBIM pasMepoM
COBpPEMEHHBIX ceMel (CHOCTB), B KOTOPHIX B CHITY CITy4YaifHOCTH MOTYT
HaOmogaThCsl JIOObIE COOTHONICHHS. SIpKMM TPUMEPOM MOJKET
CIIy’KUTb CUTYalHsl, KOTJa B CEMbE MEPBBIH 1 €JUHCTBECHHBIH PeOCHOK
CTpaiaeT HACIICACTBECHHBIM 3a00I€BaHUEM.
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Hpyrast mpobiieMa OLEHKH COOTHOILIECHHSI OONBHBIX M 3I0POBBIX B
rpyImnax ceMeil Ipu peleccuBHOM 3a00JIeBaHNM CBS3aHa C TEM, YTO B
[0JIe 3pEHHs Bpaya HE IONaJalT CEeMbU-HOCUTENH, B KOTOPBIX
pOOMINCH  TOJIBKO  370pOBbIE  JE€TU. TEeOopeTHYeCKH  MOXKHO
MPEICTaBUTH MOJHOE BBISBICHUE CYMPYKECKUX Map, TeTEPO3UTOTHBIX
0 NATOJOIMYECKOMY I'€HY, B TOM 4MCJI€ UMEIOIIUX TOJIbKO 310POBbIX
nereid. IlpakTudeckn e perucrpauusi BCeraa HAYMHAETCS OT
OonpHOrO MOTOMKAa. B TakoMmM cilyyae He BBISBICHHBIE CEMBHU
COCTaBJISIIOT, HAIPUMEP, NP OJHOM peOEHKE M JOMHHAHTHOM THIIE
HacyenoBanus 1/2, a npu peueccuBHOM — 3/4. J10/t0 He BBISBICHHBIX
TETEPO3UTOTHBIX CEMEH MOXHO ONPEAETHTH ISl JTI000r0 KOJIMYECTBa
JeTeld NpH pasIuyuHBIX THIAX HacienoBaHus. CrenoBaTenbHO, B
pacyeThl COOTHOIICHHS OOJILHBIX M 3J0POBBIX JACTEH HYKHO BBOIMTH
IOonpaBKH Ha JOJIIO HC BBIABJICHHBIX ceMei.

Bpaku, xorma o0a poxuTenss SBIAIOTCS TOMO3UTOTAMH, OYEHb
peaku. EctecTBeHHO, YTO BCe JETHM B OTHUX CEMbIX OyIyT
roMo3uroramu, a mnOToMy OOJBLHBIMH.

B Tex cempsix, B KOTOpbIX 00a poauTenss OONbHBI (HampuMep,
CEHCOHEBPAJBbHON TIIyXOTOH WM CTPAJAlOT albOMHU3MOM) MOTYT
poXaaThcst 310poBbie NeTH, [1ogoOHOE KaxKylieecss HECOOTBETCTBHUE
KPUTEPHUSAM HAacJeIOBaHUSI ayTOCOMHO-PELIECCUBHOTO 3a00JeBaHuUs
00BsICHSIETCA MYTallUsIMHU B Pa3HBIX HEAJUIEIbHBIX I'€HAX, a TAKHE JETH
SBISIIOTCS ~ JBOMHBIMHA  TETEPO3UTOTaMH,  WIH  KOMNAYHO-
2emepo3uomamu.

Ha cerogusmuuii nenp u3BectHo Oomee 1 600 ayrocomHO-
peueccuBHbIX 3aboneBaHui. [lo ayTOCOMHO-pELIECCHBHOMY THUILY
HaclleayeTcs abcomoTHOE OOJIBIIMHCTBO HaCJIEICTBEHHBIX
3aboneBaHuii oOMeHa BemiecTB. Hambonee 9acThiMu ¥ 3HAYUMBIMHU B
KJIMHAYECKOM OTHOIIEHHH OOJIE3HSMH C ayTOCOMHO-PELECCHBHBIM
TUIIOM HAaCJICAOBaHHA SABJIAKOTCA: MYKOBHCLHUOO3, (bCHI/IJ]KCTOHypI/IH,
aﬂpeHOFCHHTaHLHbIﬁ CUHAPOM, I'aJIaKTO3EMU, I'CIaTOJICHTUKYJIApHAA
nererepanus (OonesHs Bunmbcona-KonoBanoBa), MHorHe (OPMBI
HapYIIEHHS CIIyXa WU 3PEHHs, MYKOIOINCAXapHUA03bl, TITUKOTCHO3BI
W MHOTHUE JIpYyTHE.

HacneposaHue, cuenneHHoe ¢ X XpOMOCOMOW

FCHI:;I, JIOKAJIM30BAHHBIC B IIOJOBBIX XPOMOCOMAax HAa3bIBAOTCH
CHCIUNICHHBIMU C  IIOJIOM. O,Z[HaKO B KIMHUYECKOM TE€HETHKE
MPAKTUYCCKOC 3HAUCHHUC MNMPCUMYHICCTBCHHO HMCHOT X-CHCHHCHHLIC
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3a00JIeBaHUs HacnenoBanue X-CIEIICHHOT O 3a00JIeBaHUs
(mpu3Haka) 3aBHCHUT OT pacmlpeuesicHHss X XPOMOCOMBI, Hecyieit
AHOMAJIbHBIA TE€H. YUHuThIBag TO, YTO Yy JKEHIIMH MMeEEeTCs JBe X
XpPOMOCOMBI, a y MYXYHH OJHA, JKCHIIMHA, YHACJICIOBaB
MaTOJOTHYECKUNA  aienb ¢ onxHoi w3 X-xpomocoMm  Oyner
TETEPO3UTOTON, a MYKUWHA, YHACIEIOBAB MATOJOTHYCCKUN ajlIeih
Oymer  ecemuszucommuvim  (TIOJY3UTOTHBIM) W TPOSBHT  €TO
(denorurmyeckre APGEKTH. ITUM  ONPENENAIOTCS  OCHOBHBIC
pa3uyus B 4aCTOTE U TSDKECTU MOPAKEHUSI Pa3IMYHBIX MOJIOB MPU X-
CIHCIUICHHOM HacCJICAOBAHNH, KaK JOMWHAHTHOM, TaK U peI_[eCCI/IBHOM.

Bose3nu ¢ X-cuenjieHHbIM pellecCUBHBIM THIIOM HACJIeI0BAHUA
X-cIerieHHOe PellecCUBHOE 3a0oneBaHne (WM TPHU3HAK) BCerna
OPOSIBIISIETCS Y MY)KUMH, WMEIOIIUX COOTBETCTBYIONIMHA T€H, a Y
KEHIIMH — TOJBKO B CIIy4asX TOMO3HTOTHOTO COCTOSIHUS (4TO
Ha0JI01aeTCsI KpaiiHe PesiKo).

Py

td Pommemt
HpoBEL Mars - mcnrens
PEUECCHEHOTO TEHa
X B X-xpomocane X .ﬁ.Y X X A Xﬂ

(eHOTUNbI fETei NPK PELieCCHBHOM

LY, YX, ¥ x Y

X-CLenneHHOM TMne HacnegoBaHuu ATA TR e &
MEH MK MeH My

@ w T Bo3MOMHbIE FeHOTHMbI NOTOMKOB

mposst Jmponsi ﬂ”‘"‘a Bomsioit NpU peLieccusHbImM X-cLienNieHHbIM TUne
IR MUK HOCHTSTS  MATHE HacnegoBaHuA

Puc. 11. Pacuienyenue MoToMcTBa 1Mo GeHOTUIY ¥ TeHOTUITY TIPU
PEeLeCCUBHOM X-CLIEIUIEHHOM THUIIE HacJle10BaHUs
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XapakTepHbIil BHUII POAOCIOBHOM, B KOTOPOH MPOCIEKUBACTCA
HacJIeJOBaHHE PELECCUBHOTO X-CIIETNIEHHOT'O 3a00JIEBAHUS
TIPEACTABIICH Ha pHC. 12.

Puc. 12. PogocnoBHas ¢ peliecCUBHBIM X -CLHETNICHHBIM THIIOM
HaclieoBaHus 3a0oneBanus (remopunus A)

PomocnoBHele ¢ X-CHEIJICHHBIM  PELECCHBHBIM  THUIIOM
HACJICIOBAaHUSL XapPaKTEPU3YIOT CJEAYIOLIUME OCHOBHBIMHM UepTaMH
(puc.12):

1. 3aboneBanue BCTpedaeTcs B OCHOBHOM Y JIMI MY>KCKOTO I10JIa.

2. Bce (enorunuyeckn HOpMalbHbIE JO4YepH OONBHBIX MYXYHH
SIBIISIFOTCS. HOCUTEIISIMH.

3. B noromctBe keHmumH-HOcHTened 50% goueped  OymyT
reTepo3uroTHeiMu  Hocutemsimu, 50% godepell — HOPMaTbHBIMU
romo3uroramu, 50% cbiHOBel — OonbHBI (remusuroramu), 50%
CBIHOBEH — 37J0POBBIMH TOMO3HTOTaMH.

4. 3a0oneBaHne HUKOT/Ia He TTepeaeTcs OT OTIa K ChIHY.

5. VYV IKEHIIWH-HOCUTENEeH WHOT/A BBISABISIOTCS CYyOKIMHUYECKHE
MPU3HAKYU MTaTOJIOTHU.

6. B Opake >KEHIIMHBI-HOCUTEIHHUIIBI C OONBHBIM Myx4uHOU 50%
nouepeit Oymyt OonbHbL, 50% pgodepeld OyAyT TreTepO3HTOTHBIMU
Hocutensmu; 50% ceiHOBeH Takxke OynyT 0onbHbI, a 50% ceiHOBEH —
300pOBBl (TIpH 3a00JI€BaHUX, HE CHIKAIOIIMX PENPOAYKTHBHYIO
CHOCOOHOCTH OONBHBIX MY>KYHH).

BelpakeHHbIE ~ KIMHUYECKHE  CHMITOMBI  X-CILEIUICHHBIX
PELECCUBHBIX 3a00JI€BaHUI Yy TETEPO3UTOTHBIX >KCHIIMH MOTYT
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WMHOTa HaONIomaTbcs B Cilydyae COYETAaHHSA Y HUX MOHOT€HHOT'O
neeKkTa ¢ XpOMOCOMHOH MaTOJNOTHEH, B YaCTHOCTH C CHHAPOMOM
[IepemeBckoro-TepHepa, Koraa y >KEHIIMHBI OTCYTCTBYET OJHA W3
JIByX X XpOMOCOM, a TakXke MpH CIy4yallHOW WHAaKTUBalUU X-
XPOMOCOMBI, HECYIIEeH HOPMaJbHBII ayjiesb B OOJNBIIMHCTBE KJIETOK
OpraHu3Ma.

B 3aBucHMOCTH OT PENPOIYKTHBHOTO CTaTyca OONBHBIX MYXYHH
npu 3a0oneBaHMAX C  X-CLEIUIEHHBIM THIIOM HaclelIOBaHUs
COOTHOILICHHUE CIIOPAJANYECKUX M YHACJIEeJOBaHHBIX CllyyaeB Oyaer
paznnuHbiM. [Ipu 3a00neBaHMSIX, HAPYIIAOIUX PENPOIYKINIO (KaK,
HaInpuMep, MblledHas auctpodust JroieHHa) 10 yHACISJOBAHHbBIX
CIlyyaeB COCTaBIACT MpuMepHO 2/3, B TO BpeMs Kak NpHU
3a00JICBaHUSAX, HE HAPYIIAIOMIUX PETNPOAYKTUBHYIO  (YHKIIUIO
OONBHBIX MYX4WH (KaKk Hampumep, remodwiams A) oS
YHACJIeJOBaHHBIX ClTyyaeB OyAeT BBILIE.

K X-crienieHHbIM periecCUBHBIM 0OJIE3HSIM OTHOCSITCS TeMO(MITHs
A u B, wmpbimeunas guctpodus [romenHa-bexkepa, cuHapom
Xanrepa  (Mykomommcaxapumo3 Il Tmma), sxTOmEpManbHAS
TUIOIUIA3US U IPYTHE.

Bonesnu ¢ X-cuenjieHHbIM JOMUHAHTHBIM THIIOM HACJIe0BAHUA
OCHOBHBIE XapPaKTEPUCTUKH POAOCIOBHBIX MpPU 3TOM THIIE

HacJeJI0BaHusd, cieayronme (puc. 9).

1. HOpa)KaIOTC)I U MYKUYWHBI, 1 JXCHIIWHBI, HO XCHIIWHLI IPUMEPHO
B pa3a yare, 9eM MY>KUHHBI.

2. bonpHOW MyX4YrWHA TiepeAaeT MYTaHTHBIA aljiellb BCEM CBOUM
JoYepsiM M He TepellaeT CBIHOBBAM, IIOCKOJBKY MOCIETHHE
MOJIY4aroT OT 0THa Y XpOMOCOMY.

3. bonpHbIe KEHIMHBI IIEPeAaoT MyTaHTHbIN amiens 50% cBoux
JeTel He3aBUCUMO OT MoJja.

4. XXeHnmuHbl B ciaydyae OOJIE3HM CTPaJalOT MeHee TsoKeno (OHU
TETePO3UTOTHI), YeM MYXYMHBI (OHU TeMH3UTOTHI). bome3Hp Gonee
BaprabenbHa MO KIMHUYECKUM MPOSIBICHHSM Yy T€TEPO3UTOTHBIX
YKCHIIH.

XapakTepHbIl BHJ POJOCIOBHOM, B KOTOPOH MpPOCIEKUBAETCS

HaclleI0BaHWE  JOMHHAHTHOTO  X-CLEIJICHHOro  3a0oyieBaHMSA

npeJcTaBiIeH Ha puc.13.
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Puc.13. PonocnoBHas ¢ X-ClEIUIEHHBIM JOMUHAHTHBIM TUIIOM
HacJIeAOBaHUs 3a00I€BaHUs

Kpaitnell cTeneHbio BBIPAXKEHHOCTH HEPABHOMEPHOTO MOPAKEHUA
MOJIOB TIPM O3TOM THUIC HACICAOBAHUS SBISICTCS CYIIECTBOBAHUC
3a00JIeBaHU, KOTOPBIMU OOJICIOT TOJILKO WHAWBHUBI KEHCKOTO TOJA,
B TO BpeMs KaK HWHIMBHIBI MYXXCKOTO TI0Jla, YyHAaCJeIOBaBIIHE
MATOJIOTUYECKUN aJuiesh, THOHYT BHYTpuyTpoOHO. [lomoOHbIe penkue
3a0onmeBaHusl  OTHOCAT K  X-CIEIUIEHHBIM  JIOMHHAHTHBIM
3a001€BaHUSAM C JIETATHHBIM 3(()EKTOM y INIOM0B MYXKCKOTO ITOja
(Hampumep, cUHAPOM HenepkaHUs nurMmeHTta bnoxa-Cynbpudeprepa,
(bokanbHas KOXKHas THITOIIa3Us], TAHATOPOPMHAsT aXOHIPOTLIA3H).

ITo X'CHCHHCHHOMY JOMHUHAHTHOMY THIIY HACJICAYCTCI BUTaMHUH
D pesucTeHTHBIN paxuT (HacieAcTBeHHas rumnodocdareMus), poro-
JUIIe-TIATBIIEBON CHHIPOM H JPyTHE.

Y -clenJieHHbI, HIU TOJIAHAPHYECKHIA THII HAC/IEJOBAHUS

JlnurenpHOE BpeMs ToNlarajid, dYTO Y-XpOMOCOMa COAEPIKHT
TOIIEKO TeTEepPOXpOMATHHOBBIE Yyd4acTku (0e3 reHoB). Hosefimme
UCCIICIOBAHUS TO3BOJIMIM OOHApPY)XUTh U JIOKAIW30BaTh B Y-
xpomocome ©Oosiee 100 reHOB, B TOM 4HCJEC IETCPMUHHUPYIOIIHE
pa3BUTHE CEMEHHHKOB, KOHTPOJHMPYIOIINE WHTEHCHUBHOCTH pPOCTa
Tena, KOHEUHOCTeH M 3y0OB, I'€H, OTBEYAIOIIMI 3a CIIEPMAaTOrCHE3
(dakTop azoocrmepMuH), T'eH, ONPEACISAIONIMIA OBOJIOCCHHE YITHOW
pakoBuHBI W cpenHux (amanr nameieB. Ha mpumepe mociemHero
MIPU3HAKA MOYKHO BHJIETh XapaKTepHbIE YepThl Y-CIEIUICHHOTO THIIA
nepenaun (puc. 14).
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Puc. 14. PogocmoBHas ¢ Y-CIETUICHHBIM (TOJIAHIPHUIECKIM ) TUIIOM
HacJIe0BaHMS MMPU3HAKA (OBOJIOCEHNE CPEIHUX (haaHT MaIbIICB)

Ilpuznak mepemaercss OT OTHA BCEM CBHIHOBBAM M TOJBKO
CHIHOBBSIM. ITatonorudeckue  MyTauuw, 00y CIIOBIIMBAOIIINE
HapynieHne (HOPMHUPOBAHUS CEMEHHHKOB WIIM CIIEpPMAaTOreHe3a, He
HAacIEAYIOTCS B CBSA3U CO CTEPUIIBHOCTBIO X HOCUTEIEH.

HemeHpenescKkoe HacneaoBaHue

ITo coBpemMeHHBIM OIlcHKaM OoJiee YeM TOJIOBHHA BCEX CIIydacB
MOHOTEHHOH TATOJIOTHMH HACJICTYIOTCS B COOTBETCTBHH C 3aKOHAMH
Menpmens, peanu3aius KOTOPBIX B MEIUIIMHCKOW MPAKTHUKE HAXOIUT
OTpa’KEHUE B KPUTEPUSIX HACICAOBAHUS MPU3HAKOB. B mpakTuueckom
MEIUKO-TCHETUYECKOM KOHCYJIBTHPOBAHUN HEPEAKO BCTPEUAIOTCS
CUTYyalluH, KOrjJa Ciay4ail MOHOICHHOMW IATOJIOIMH HENb3s1 OOBSICHHUTH
B paMKaX KJIaCCHYECKMX MEHJIEIEBCKUX (OPM HACIICOBAHUS.
deHoMeHBI HEMEHJICJIEBCKOM  HACJIEICTBEHHOCTH OCHOBAaHBI Ha
SIBJICHUSIX SIATEHETUIECKOW M3MEHUYMBOCTH, KOTOpas B OTIWYIHE OT
MYTallMOHHON HW3MEHYHMBOCTH, IPEJICTaBIsIET COOOW HAacIeayeMble
oOpaTuMble  W3MEHEHHs] TEHOTHIIA, HE  COMPOBOXKIAIOIINECS
HW3MEHEHHUSIMH T'€HETHYECKOIo Marepuaja. Tpu OCHOBHBIX (heHOMEHa
HEMEHIEIEBCKON HACIIEACTBEHHOCTH HMMEIOT 0c000€ 3HadYeHue B
MEINKO-TeHETUYECKOM  KOHCYJIBTHPOBAHWU:  MHUTOXOHApPHANbHAS
HacCJIeACTBEHHOCTD, 0oJ1e3HH, CBs3aHHBIC C JKCITaHCHUEHN
TPUHYKJICOTUIHBIX TOBTOPOB U JEHOMEH FT€HOMHOTO UMITPHHTHHTA.
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MuToXOHAPHATBHAS HIIN MUTOMIA3MATHYECKAS
HACJIeICTBEHHOCTD

MUTOXOHJAPUAIBHBII T€HOM TIPEJCTABIEH B BHUAE KOJIBIEBOU
monekynel JIHK, comepxameir 16 569 Teic. Tap OCHOBaHWIA.
MutoxonnpuansHas JIHK cexBenupoBana B 1981 romy u Ha Hel
oTIpefieNieHbl BCe MMEIONIHeCs TeHbI: 13 TeHOB, KOAUPYIOUINX OENKH,
2-pubocomunie PHK u 22 rena, orBercTBeHHBIX 3a cuHTe3 TPHK. B
HacTosee BpeMs omucano okosio 30 pa3nuyHbIX 3a00JEeBaHUM, MPU
KOTOPBIX OOHapykeHbl MyTauuu MmuToxoHapuanbHoil JAHK. I'eHb
MHUTOXOHJIPHUNA KOAUPYIOT pa3nuyHble (epMEHTHI AbIXaTeIbHOMN IeTIH B
knerkax. Takum  o0pa3oM, OHM TOPUHUMAIOT ydYacTHe B
JHEPreTHMYECKUX  Mpoleccax, IZ€  BBIIONHAIOT  JIOBOJBHO
YHHBEpCaJbHbIC (YHKIUH U IKCIPECCHPYIOTCS BO MHOTHX TKaHSX,
OCOOEHHO B HEPBHOW W  MBIIIEYHOH CHUCTEMax, 4YeM U
o0ycioBnuBaeTcs  MHOrooOpaswe  KIMHMYECKHX  MPOSBICHUMN
MUTOXOHJIPHUAJBHBIX ~ HACIEJACTBEHHBIX  OOJe3Heil:  MHOmaTHs,
CyA0oporu, oQTalbMOIUIETHs, HAPYIICHUE CEPACYHOTO PUTMA, a TAKKE
MOpa)K€HUE MEYECHU U MOYEK.

MUTOXOHIPUH HACIEAYIOTCSI peOEHKOM OT MaTepH ¢ LHUTOIIA3MON
OOLINTOB. B Kaxkmoil sidmexieTrke coaepxurcs oxoio 25 000
MUTOXOHJPHH, TOTJIa KaK B 3pENbIX CIEPMHUSAX MPUCYTCTBYIOT TOJIBKO
4 MUTOXOHIAPHUM B OOJIACTH JKI'YTHKA, KOTOphIE HE INPOHHUKAIOT B
SMIEKIeTKy  Opu  omnoxorBopenuu.  HMcxoas w3 aroro,
MUTOXOHJIPUAIbHBIN THIT HacIeJOBaHUS (POpMaAILHO XapaKTepH3yeTCs
JIByMSI OCHOBHBIMH TIPU3HAKAMU:

1. 3aboneBanue mepemaercsi TOJNBKO OT MaTepud BCEM JETAM
HE3aBUCUMO OT T10J1a peOeHKa.

2. bonpHBIE OTIHI HE TepenaloT 3a00JeBaHNE HU CHIHOBBSIM, HU
nouepsMm. Bce getm OymyT 370pOBBIMH, W Tiepeava
3a00J1eBaHHUS TTPEKPAIIACTCA.

OmHako aHaANMM3 POMOCIOBHBIX CEMEH C MHTOXOHIPHAIBLHOMN
MAaTOJIOTHEH TOKa3bIBaeT, YTO pachpeaesicHne OOJBbHBIX U 30POBBIX
VHAWBHUIOB HE B TOJHOW MEpe COOTBETCTBYET BBINIE H3JIOKEHHBIM
KpuTepusaM. [IpudarHbBI 3TOr0 HECOOTBETCTBUS KPOIOTCS B HEKOTOPBIX
0COOEHHOCTAX CTPYKTYPHO-(YHKLIMOHAIBHOW OpraHu3aldl Camoro
MUTOXOHJPHAIBHOIO TEHOMA.

Bo-nepBrix, wmT-JIHK He wuMeer 3alllUTHBIX THUCTOHOB U
s¢dexktuBroit  JIHK, penapanmoHHON CHCTeMBI, B MT-Te€Hax
OTCYTCTBYIOT HMHTPOHBI — Bce 3TO ompenensier B 10 pa3 Oonee
BBICOKYIO CKOPOCTh €€ MyTHPOBaHHUSI.
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Bo-BTOpPBEIX, B  MT-TGHOME OTCYTCTBYeT  KOMOWHATHUBHAs
U3MEHUYUBOCTh, T.K. MT-JJHK mnpuHaanexuT TONBKO OJHOMY U3
poouTeneil W, CIEAOBAaTENbHO, PEKOMOWHAIIMOHHBIE COOBITHS,
xapaktepusle nna saepuod JHK B Melo3e, OTCYTCTBYIOT, a
HYKJICOTHJIHBIE IOCJIEA0BATENIEHOCTH MEHSIOTCS M3 IOKOJIEHHS B
MOKOJIEHHUE TOJBKO 32 CUET MyTaIlHH.

HawmbGonpimee BiusHME Ha  OTKIOHEHHWE OT  KpUTEpUEB
MUTOXOHJIPUATIBHOTO HACIICAOBAaHUS U KIMHHYECKYIO BapuaOelbHOCTh
MPOSBICHUI MUTOXOJPHATIBHBIX 3200JIEBaHUH OKa3bIBa€T TPEThS
0COOEHHOCTh MT-TEHOMA — SIBJICHUE «TeTePOILIa3MUU-TOMOILIA3MUNY.
BHyTpr OgHOW KIETKM MOTYT CYIIECTBOBATH OJHOBPEMEHHO
HOpManibHble U MyTaHTHble MT-JIHK. OTo0 siBieHHe HOCUT Ha3BaHHE
rerepormazmuu - MT-JIHK.  [lpucyrctBue B KIeTke  TONBKO
HOPMAJIbHBIX WU TOJNBKO MyTaHTHBEIX MT-JIHK  HaspiBaercs
romorasmueil. [lpu neneHun reTeporia3MaTUyecKuX KIETOK MT-
JHK cnydaiineiM  00pa3oM pacmpenenseTcss MEXAy 0YepHHUMHU
KJIeTKaMHu. B pe3ynbraTe MHOTHX KJIETOUHBIX JEJICHUHA COOTHOIICHHE
MYTaHTHBIX W HOpManbHbIX MT-JIHK wmoxker ™meHsThcs nmbo B
CTOPOHY TOJIBKO MYTAaHTHOW, JHOO TONBKO HOPMAaJIbHOH. OTOT
MPOIIECC, HW3BECTHBIM KaK pEIUIMKATHBHAS Cerperamus, MOXEeT
MPOUCXOANTh TPU PEIUTHKAINYA KaK COMAaTHYECKHUX KIIETOK, TaK MpH
nponudepaii  OOTOHWH, TPHUBOAS K W3MEHEHHIO IPOTOPIUN
myTanTHOH MT-/JIHK B TKaHAX >KEHIIMHBI WIM CpeIud €€ MICTEi.
OpnHako, TOT (aKkT, 4YT0O B OOJNBIIMHCTBE CIy4aeB YPOBEHb
reTepoIia3MUU B OOIIMNTAaX HE OTPa)KaeT YPOBHS TETEPOIUIa3MUH Y
IIOTOMKOB, a TaKXe MPEANOJOXKEHHEe O MPeoONafaHuu CIydaitHOTO
IOpeiida reHOB B MeXaHM3ME €€ Tepeladd, OIpelelsieT JOCTaTOYHO
OJIarONPHUATHBIA TPOTHO3 JUIS TIOTOMKOB «T'€TE€pOIIa3MaTHIECKOI»
MaTepH.

SBnenue «retepomazMuu-romoruiasmun» M1-JIHK  okaseiBaer
CYIIECTBEHHOE BIMSHHE HAa TPOSBISEMOCTb, Pa3HOOOpa3ue U TSKECTh
CUMIOTOMATUKH MT-00JIe3HENR u Ux JUHAMUKY. Jlotst
MHUTOXOHJIPHAIBHBIX OOJE3HEH XapakTepHa MOPOroBasl SKCIPECcCHs
¢enoruna. [lo wmepe Bospactamms goiaum  MytantHo JIHK
muToxoHapuanbHast ATd-o0pa3yromas CcrocOOHOCTh yMEHBIIAeTCs
1, B UTOT€, POU3BOJCTBO SHEPTUN CTAHOBUTHCS HEAOCTATOYHBIM IS
MO ACPKaHMsI KIETOYHOH M TKaHEeBOH (yHKUIUM (OMO’HEpreTHYEeCKH
IOpPOr) ¥ Pa3BHBAIOTCA CHMNTOMBEI 3a0oseBanusa. CI0KHOCTH
WHTEPIIPETalid  Pe3yJabTaTOB  aHalIM3a  POJOCIOBHBIX  OyzAer
3aKJII0YaTCsl B TOM, YTO OTHIOJb HE BCE JIETH MOpPaKEHHOW MaTepu
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Oynyt OONbHBI B MpPUHIOMIIE U Ha MOMEHT OOCJIEIOBaHHS CEMBH.
[loroMkn MOTYT OBITH 3IOpPOBBI, UMETHb PUCK 3a00JIETh B TEUYCHHE
KHU3HHU U MOTYT ObITh OOJIbHBI B Pa3HOW CTENEHU TSKECTH. M3BECTHBI
Cllyyal CIOHTAHHOTO YJIYYILIEHHS COCTOSHUSA OOJIbHBIX, BIUIOTH J0
[IOJIHOTO  BBI3ZAOPOBJIEHMA. XapakTep M TSKECTh KIMHUYECKUX
CUMIITOMOB Ha MpPAMYIO 3aBHCAT OT IPOLIEHTHOIO COOTHOILICHHUS
MyTaHTHOU 1 HopManbHOI MT-JIHK B KileTKax opraHusma.

I'ennble mytanun B mutoxoHapuansHoi JJHK oOHapyxkensl mpu
atpodpum  3purensHoro Hepsa Jlebepa, MHUTOXOHIPHAIBHBIX
MUOTIATHSX, CHHJIpOME MELAS (MuTOXOHApPUATHHAS
sHOe(pATOMHONATHS, JIaKTaT  alMi03, CYZOpPOTH), HapyKHOU
opransmoriernn Kepnca-Celipa, AWIaTallMOHHOM KapAWONATHH M
JIpyTUX 3a00JIeBaHUAX.

BoJsie3nn, cBsi3aHHbIe ¢ IKCNIAHCHEH TPHHYKJICOTHIHBIX

MOBTOPOB
B ocHOBe pa3BUTHsA 3TOr0 Kjacca HACIEICTBEHHBIX Oo0Jie3HEH
NEXKUT  eAWHBIH  MeXaHu3M  —  JWHAMHAYecKas  MyTalus,

MpeACTaBysIomasl co0ol yBenuueHHe (IKCIAHCHIO) YHcia KOMHMH
TPUHYKJIICOTUAHBIX IIOBTOPOB B IIOCJICIAOBATCIBHBIX IMOKOJICHUAX
POIOCIIOBHOM, NPUBOIAINAS K BO3HUKHOBEHHIO 3a00JI€BaHMS IPH
MIPEBBILICHUN TTOPOTOBOTO YHCJIa 3THX MOBTOpoB. Iloporosoe umcio
OTJIMYAETCS JUTS Pa3HBIX JIOKYCOB.

Janubpiéi kinacc OoJie3HEH XapaKTEPU3YIOT CICIYIOIIUE OOIIue
YepTHI:

1. Hanuuue  npsimMoil  Koppeisiuu  MEXAYy  YHUCIOM
TPUHYKJIEOTUIHBIX [TIOBTOPOB MU TSDKECTBIO KIMHUYECKON KAPTUHBI, U
00paTHOM KOppeIsiUM MEXAYy 4YHCIOM IIOBTOPOB M BO3PAaCTOM
MaHu(ecTanuu 3a00JIeBaHMS.

2. SIBieHUE TEHETHYECKOW aHTHUIUIAIMYA — BO3PACTAHUE TSHKECTH
TedeHHs 3a00JIeBaHUs B MOCIEAYIOINX MMOKOJIEHUSAX, YTO CBS3aHO C
YBEJIMUEHUEM YHUCIIA [IOBTOPOB Y TOTOMKOB.

[epBBIM 3a007€BaHNEM, TIPU HCCIIEAOBAaHIH KOTOporo B 1991 rony
ObUT  OTKPBIT OSTOT HOBBIH KJIacC MyTaUuil — OKCIAaHCHUHU
TPUHYKJICOTHUAHBIX IOBTOPOB, OBUI CHHAPOM YMCTBEHHOM OTCTaJIOCTH
¢ momkoit X-xpomocomoit (FRAX-cuanpom), wiu cuHapoM MapTiHa-
Benn. 3aboneBanue mmpoko pacrpoctpaneHo B momydsiwu (1:2000-
1:5000 Bcex >KMBOPOXKIEHHBIX) M SBISAETCSA caMoi dacTou (opmoi
YMCTBEHHOM OTCTallocTH nocie 6one3nu JlayHa.

Ha mpumepe reHeTMKH AaHHOTO 3a00JEBaHUS MOXHO BHICThH
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3HAYUTENBHOE OTKIOHEHHE OT MEHAEJCBCKUX 3aKOHOMEPHOCTEH
HacJieIoBaHUsl 0OJIE3HH, T€H KOTOPOTO JIOKAaIH30BaH B X-XpOMOCOME,
U KOTOpOE [JOJr0oe BpeMsl OIIMOOYHO OTHOCHIM K X-CUEIICHHOMY
pelieccuBHOMY THITy mepemaun. B 1 sx3one rema FMR-1 (fragile
mental retardation), mmumoit 80 T.ILH. ¥ cOCTOAIIEr0O M3 17 9K30HOB,
Obuta OOHapy)XeHa OKCIIAHCHS HECTaOWIBHBIX TPHHYKICOTHIHBIX
noeropoB CGG. B HOpMe y 370pOBBIX JIUI] YHCIO 3TUX TOBTOPOB
coctapnser 6-50. Bospacranume uumcina mostopoB ot 50 go 200
CUMTAaeTCsl TMpeMyTanued u (EHOTHINHYECKH HE MPOSBISIETCS
(My>)XUMHBI-TpaHCMUTTEpHI).  YBenmuenne  (dkcmancusa) CGG
noBTopoB cBeiie 200 (mo 1 000 u OGonee) MPOUCXOAUT B MeHo3e y
KEHIUH-I04epel  MYXYMH-TPAaHCMHUTTEPOB, HYTO OOYCIIOBIMBAET
nepexo/l TeHa B MYTAHTHOE COCTOSIHAE UM TIPUBOAUT K POXKIACHUIO
OOJIBHBIX JIETEeH KaK MY)KCKOTO, TaK M KEHCKOTO TOJIa.

Takum o00pa3oM, HaaMYUe  MOPAKEHHBIX JKCHIIMH, KOTOPHIE
SBISIFOTCS ~ BHYYKAaMH ~ MYXXYHH-TPAHCMHUTTEPOB WM  CECTpaMH
NOP&KEHHBIX ~ MYXYUH  HETHUNHWYHOE Ui  X-CIEIUIEHHOTO
PELIECCUBHOTO  THIIA  HACJIEAOBAaHUSA.  3JOPOBBIC  KCHIIHMHBI,
reTepO3UTOTHBIE HOCUTEIBHUIBI MYyTalWH, SBISIOTCS J0YE€PbMH
MY>KYHH-TpaHCMUTTepoB. OIHAKO JIOKaIM3alus reHa B X XpoMocoMe
BCE K€ ONPEAEISIET Pa3InyMs B HOPAKEHUH I10JIOB: MAIBYUKH O0JIEIOT
TsDKeJIee U B 2—3 pasa yalie, 4eM JeBOYKH.

Ceiliuac BbIIENCHA yKe Iienasi rpymna 3a00JIeBaHui, MPUYMHON
KOTOPBIX SIBISICTCA JKCIAHCHS TPUHYKICOTHIHBIX TOBTOPOB, Kak
HampuMep, MHOTOHWYecKas aucTpodus, arakcust Ppunpelixa u

IOpyTHe.

®eHOMEH FeHOMHOT0 HMIIPUHTHHI A

Ilon zenommuvim umnpunmunzom TOHUMAIOT SIUTCHETHYECKUH
MEXaHU3M PCTyJIINUN SKCIPECCUU T'OMOJIOTUYHBIX T'€HOB B IIPOLECCE
pa3BUTHS  OpraHM3Ma B 3aBHCUMOCTH  OT  POAMTEIHCKOTO
HNPOMCXOXKIECHHS T'€Ha, XPOMOCOMBI MJIM T€HOMA.

OOBIYHO y OpraHW3MOB MMeeTCsl OHuaNyeNnbHas SKCIPECCUs TEHOB,
U JHUIIb B UMIPUHTHPOBAHHBIX y4dacTKax IN€HOMa 3KCIIPECCHpYETCs
TONIKO OJWH MATEePUHCKAW WM OTHOBCKUH amienb. OCHOBOU
TeHOMHOTO HMMIPUHTHHIA SIBJSIIOTCSA CHEUU(HUUECKHE CTPYKTYPHO-
MOJIEKYJIApHBIE HM3MEHEHMsS OTJENbHBIX YYacTKOB XpOMOCOM, a
MMEHHO M30MpaTeIbHOE METHIMPOBAHUE IIUTO3MHOBBIX OCTaTKOB
JHK, BbIKITIOUatolee TPaHCKPUIIIMIO T€HOB.

Celiuac B TeHOME 4eJOBeKa H3BeCTHO He MeHee 30 TeHOB,
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MOJIBEP)KCHHBIX WUMIPHUHTUHTY. OJHAKO, TpEeanojaraercs, 4Yro HX
MoxkeT ObITh OT 100 10 200. MoHOreHHBIe 3a00/I€BaHus, BEI3BAHHEIC
MyTaITUsIMH B HUMIPHHTHPOBAHHBIX JIOKYCaX, MOTYT OTIUYAIOTCS OT
MCHJICJICBCKHX 3aKOHOMEPHOCTEH TI0 XapakTepy HacleIOBaHHS
(Hampumep, TpPU MyTAIMM I[IEHTPA WUMIPHHTUHTA TPH CHHAPOMAX
[Ipagepa-Bummm u cuaapome AHTeTbMaHa), HO OCOOCHHO OHH
OTIIMYAIOTCS 10 CBOMM KJIMHHUYECKUM MPOSBIICHUSM, 3aBUCSIIIAM OT
T0JIa POJIUTENIA, TIePeIaBIIero MyTanuto. Tak, MalueHThl ¢ OOJIE3HBI0
l'mpmmpyHra kak TNpaBWIO HACIEAYIOT MYTAIlMI0 OT MaTepH,
MPOSIBJICHHSI IOMUHAHTHOM MyTallMy Npu Helpodudpomarose Tum 2 u
MHOTOHMYECKON nucTpoduu Ooliee TsDKENbIE TPU YHACIEIOBAHUU
3a0onmeBaHusl OT MaTepw, a MpH Xopee I[eHTHHrTOHa HaoOopoT
3a00s1eBaHNE BOSHUKACT PaHBIIE W MIPOTEKAET TsHKENee pHU Teperade
MyTaHTHOTO T'€Ha OT OTIIa.

OcoGeHHOCTH POIOCTOBHBIX MPHU 3200JIEBAHUSX C HACJIECTBEH-
HOIi MPeIpPacno/ioKeHHOCTHI0 (MYJIbTH(HAKTOPHATbHBIE 00J1€3HN)

B crpykrype maronoruu uenoBeka Hapsay C HacleICTBEHHBIMU
3a00JI€BaHUSIMH, CTPOTO JETEPMHHUPOBAHHBIMU T'€HETHYECKUMHU
(¢akTopaMn  (MOHOTCHHBIE W  XPOMOCOMHBIE  OOJIE3HH) U
3a00JICBaHUSIMH, BBI3BAHHBIMH  TOJIBKO BHEILTHECPEIOBBIMU
¢dakTopamMu (TpaBMbI, OXOTM) OCHOBHYI poiio (6onee 90%)
COCTaBIISIIOT 3a00JIeBaHMWs, Pa3BHBAIOIINECS TIPH B3aUMOJICHCTBUU
TCHETHUYECKUX U CPeJOBhIX ()aKTOPOB. JTa MHOTOYMCIICHHAS TPYIIIa
LIMPOKO PACHPOCTPAHEHHBIX B MOIYJSLIMU 3a00J€BaHUI Ha3bIBACTCS
OOJIE3HSIMH C  HACJIEACTBEHHOH IMPEApacIioOXEHHOCThIO — HIIU
MYIbMUDAKMOPUATLHBIMU.

Bonesnu ¢ HacneACTBEHHOM MpenpacnoioKEHHOCThIO BO3HUKAIOT
y JHI C ONpPEAETCHHBIM TI'€HOTHUIIOM (COYETaHHE «IPEApacIo-
Jaralomyx» ajuieneld) Mpu NpPOBOLUPYIONEM JeHcTBUH (DaKTOpOB
BHEIIHEH cpeasl. HacnencrBeHHass IIpenpaclosiOKEHHOCTb K
3200JI€BaHUI0 MOXKET UMETh MOHOTE€HHYIO MJIH MOJIUTCHHYIO IIPUPOY.

I'eHeTnyeckoll OCHOBOW MOHO2eHHBIX (HOPM  HACICICTBEHHOU
MPEpPaCIIONIOKEHHOCTH  SIBIISIIOTCA  MYTallMM  €AWHUYHBIX TEHOB,
KOTOpbIE, KaK MPaBHUJIO, HACIEAYIOTCA IO ayTOCOMHO-PELIECCUBHOMY
(HampuMep, HENOCTATOYHOCTh  JIAKTa3bl) WM  X-CLEMJICHHOMY
peleccCUBHOMY TuNy (HampuMep, HEZOCTaTOYHOCTh TIIOK030-6-
¢dbocharnerugporenaszpr). OgHAKO  CTPOTO  COOTBETCTBYIOIMIETO
3akoHaM MeHaenss pacrpeneneHus IOPAXKEHHBIX IIOTOMKOB B
MOKOJICHUSIX HAOMI0AaThCsl He OyaeT. DTO 00yCIOBICHO TEM, YTO IS
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MIPOSIBIEHMSI JAHHOTO MATOJIOIMYECKOro MpHU3HaKa HOCUTENb MyTalluu
JOJbKeH 00s3aTeNbHO BCTYNUTh B KOHTAKT CO CICHU(PHUYSCKUM
IPOBOLMPYIONIMM BHEMIHUM (akTopoM. B orcyTcTtBHM momoOHOTO
KOHTaKTa MyTaHTHBII I'€H OCTAaeTCs «MOIYALUM» U HE MPOSBIIIETCS B
BUJIE MAaTOJIOTUYECKOI0 IPHU3HAKA.

OTHOJOTHYECKOH  OCHOBOW  nojucenuvblx — 3a0OJIEBaHUHA €
HACJIEICTBEHHOMN MPEIPACIIONOKEHHOCTHIO SIBIIAETCS B3aNMOJEeCTBHE
ajyienell HECKOJIBKMX TEHOB C KOMILIEKCOM BHEIIHE CpENOBBIX
¢aktopoB. COOTHOUIEHHWE BIHMSIHUS TEHETUYECKUX M CPEOOBBIX
(hakTOpOB pa3NMYHO HE TOJBKO JJISl JaHHOW OOJE3HH, HO W JUIs
Ka)I0r0 KOHKPETHOTO OOIBHOTO.

s pomOCHOBHBIX  CeMeH, OTSTOLICHHBIX  OOJNE3HAMH C
MOJIUTEHHOM HAacJIeICTBEHHON MPeIpaclioioKeHHOCThIO XapaKTepHBI
CJIeTyIOIINe YePThI:

- pacmpenencHue OOJBHBIX W 370POBBIX WHAMBUAOB B
POJIOCTIOBHOM HE MOMYMHSIETCS 3aKOHAM MeHens;

- ceMeilHoe HaKOIJIEHHEe, T.e. B OTACIBHBIX CEMbAX OHH OyIyT
BCTPEYaThCs Yalle, YeM B LIEJIOM B MOMYJSIHMA M B POJOCIOBHON
Oyzet Oosiee OIHOTO IOPAKEHHOTO;

- PHUCK Mg 3A0pPOBBIX POACTBEHHHUKOB 3aBUCUT OT TAKECTU
TedyeHUs: 3a0oneBaHMs y mpodaHIa M €ro Iojla — 4YeM TsDKesee
3a0oneBaHue y mpoOaHaa, TeM BbIIIE PUCK 3a00JIE€BaHUS ISl €ro
POACTBCHHUKOB, PUCK JII POACTBCHHHMKOB TaK XXE BbIINIC, CCIIN
npoOaH/a TMPHHAANSKUT K PEXKe TIOABEPKCHHOMY K JaHHOMY
3a00JI€eBaHUIO TIOTY;

- yeM OoJpllle YUCIIO MOPAXKEHHBIX POACTBEHHUKOB, TEM OOJIbIIE
PUCK 3200J1€Th AJIs1 HEOPAKEHHBIX POJCTBEHHUKOB;

- 7151 POACTBEHHUKOB PHUCK ONIPEAEISIETCS CTENEHBbIO POACTBA C
npoOaHI0M — YeM BBILIE CTETIEHb POJCTBA, TEM BBIILE PUCK.

3HavYeHHMe KINHUKO-TEHeATOTHIecKOro MeToa B KJAMHAYEeCKOMH
NpaKTHKe

Hcnonp3oBaHue KIMHUKO-TEHEAJIOTHYECKOTO0 METO/a  SBIISETCS
o0s3aTeTbHOH M HEOTHEMJIEMOM YacTbl0 MEIUKO-T€HETHYECKOIro
KOHCYJIbTHpoBaHUs. Ha ocHOBe 3TOro meroma oOCyLIECTBISIETCSl HE
TOJNBKO  OWarHocThka u  guddepeHuumansHas  AMAarHOCTHKA
HACJIEICTBEHHON U BPOXKJIEHHOW MAaTOJIOTMH, HO TAaKXKe OINpenenseTcs
IPOTHO3 30pOBbSA, IMPOrHO3 IIOTOMCTBA OOJBHBIX JHI U HX
POICTBEHHHKOB, orpenenseTcs TaKTHKa IpOQUIAKTUKH
HACJIEACTBEHHON U BpPOXKJIEHHOW TMAaTOJOTMM B JAaHHOM ceMbe
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(BKITIOYAsl MpEHATATBHYIO AUATHOCTUKY), OTOMPAIOTCS MHIUBUIBI AJIS
JMCIIAHCEPHOTO HAOIIOICHHS.

OO0nacTe NPUMEHEHUS! T'€HEAJOTHUECKOI0 METOa B KJIMHUYECKON
[IPaKTUKE HE OIPaHUYMBAETCS TOJIBKO HACJIEACTBEHHOM IaTOJIOTHEH.
I[lpy Hamuuum B cembe 3a0ojeBaHUS C  HAcJEACTBEHHOU
[IPEPACIIONIOKEHHOCTBIO €r0 IPUMEHEHHUE I103BOJISIET ONPEAEIITh
MPOTHO3 JJIsi €lle 3J0POBBIX POACTBEHHHKOB, C TOCIEAYIONINM
OIIpelesIeHNEM Cpelld HUX HanOoJee MOABEPKEHHBIX U MPOBEICHUEM
3¢ GEeKTUBHBIX Mep NpOoPUIAKTUKKM JTUX 3a00NeBaHUU eme Ha
JOKIIMHUYECKOM CTauM, YTO SIBIISICTCS OJHOM W3 Ba)KHEUIHMX 3a7ad
COBPEMEHHON MEAMLIMHEI.

CamonoarotoBKa K 3aHATUIO

Wzyunts TEOpeTUIeCKHe OCHOBBI MEH/IEJIEBCKUX
3aKOHOMEPHOCTEH  HAClieIOBaHMS;  yCBOMTh  TpeOoBaHMSA K
rpaduuecKoMy N300paKEHUIO POIOCTOBHBIX.

st aToro HEoOX0UMO:.

1. IIpopaboTaTh COOTBETCTBYIOLIME CTPAHUIBI PEKOMEHIYEMBIX
y4eOHUKOB U KadeIpaabHbIX METOIUIECKUX PEKOMEHAALUI.

2. N300pa3uTh mepeyeHb CTaHAapTHBIX CUMBOJIOB POJIOCIOBHOM C
IIOSICHCHUSIMMU.

3. H3obpa3utb cOOCTBEHHYIO POJOCIOBHYIO M TOATOTOBHUTH
OCMBICIIEHHBIE ~ BOIIPOCHI TI0  COOCTBEHHOM  POJOCIOBHOM K
MIperoaaBaTesio.

OTBeTbl Ha TeCTOBble BONPOCbI UCXOA4HOr0 YPOBHA 3HAHUIA

Boo~NoorLNOE
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‘:l}
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©
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TECTbI ANA ONPELE/IEHNA UTOFOBOIO YPOBHA 3HAHWUI

1. Ykaxute Haubosiee BEpHOE ONPE/ICIICHUE KIIMHUKO-
TeHEATOTHYECKOT0 METO/IA!
a) COCTaBJICHUE POJOCIOBHOM € MTOCIICTYIOIINM 00CIIEIOBAHUEM
npobaHa
0) cocTaBieHHE POIOCTOBHEBIX
B) IIPOCJIIC)KMBAHUEC IEPEAaYN HACICACTBCHHBIX IIPU3HAKOB CPEAN
POJICTBEHHUKOB OHOTO TIOKOJICHUS
T') IPOCJICKUBAHUE TTEPeIaurl HACIICCTBEHHBIX TPU3HAKOB CPEIIn
POJCTBEHHHUKOB OOJILHOTO B PSITy TTOKOJICHUI

2. VKaKuTe MOJ0KEHUS, XapaKTePU3YIOIINE ayTOCOMHO-
JIOMUHAHTHBIN THIT HACIICTIOBAHUS:
a) poauTeNii OONBHOTO peOeHKa PEHOTHITMYCCKH 30POBBI, HO
aHaJIOTMYHOE 3a00JIeBaHKe BCTpeYaeTcs y CHOCOB podaHa
0) CbIH HUKOT/Ia HE HACleLyeT 3a00JIeBaHUE OT OTIIA
B) OJIMHAKOBO YaCTO 3a00JI€BaHUE BCTPEUACTCS Y MYXKUHH M KEHIIUH
r) 3a00JIeBaHKe TIEPEAaeTCs OT POAUTENCH K JETAM B KOKIOM
MOKOJICHU!

3. [IpobGann — 3T0:
a) OOJIBHOM, OOPATHBILIMIACS K Bpady
0) 3/10pOBBIi YeOBEK, OOPATUBILHUICS B METUKO-TCHETHIECKYIO
KOHCYJIbTaIINIO
B) UENIOBEK, BIIEpBbIC MOMABILHIA 110]] HAOIOCHNE Bpada-TeHETHKA
') MHAUBUAYYM, C KOTOPOTO HAYMHAETCS COOpP POIOCTIOBHON

4. YkaxxuTe PU3HAKH, XapaKTePUIYIOIIHe X-CIEIUICHHBIH
JOMHHAHTHBII THIT HACJICTOBAHUSL:
a) 3a00J1eBaHue, OJUHAKOBO YaCTO BCTPEUAIOIIEECs Y KEHIIHH U
MY>KIHH
0) CBIHOBBSI OOJIBHOTO OTIIA OYIYT 3/I0POBBI, @ 0YEPH OOIHHBI
B) 3a00JICBAaHHE MOXKET MPOCIICIKUBATHCS B KAXKIIOM MTOKOJICHUH
r) eciii 0OJbHA MaTh, TO HE3aBUCHMO OT T0J1a BEPOSTHOCTH POKACHUS
6onbHOrO pedenka pasHa 50%

5. Cubcrl — 370!
a) BCE POJCTBCHHUKH MTPOOaHIa
0) 1eTH OHOW POMTEIIBCKO Maphl
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B) BCC 6paTI>$I " CCCTPBI HE3aBUCHUMO OT CTCIICHU POJACTBA
F) POACTBCHHUKU np06aHz[a, JINYHO O6CJ'IC,I[0BaHHLIC BpadyoM-
TCHCTHUKOM

6. YkaxuTe MpU3HAKH, XapaKTEPHBIC VISl ayTOCOMHO-
PEIIECCHBHOTO THITA HACIICAOBAHUS:
a) 3a00JIeBaHUE OJMHAKOBO YaCTO BCTPEYACTCS Y MY)KUYMH U )KCHIIUH
0) y OONIBHBIX POAMTENEH MOTYT OBITH 3JJOPOBBIE JIETH
B) >KCHIIIMHBI OOJICIOT YaIle MY>KUYUH
I') poauTend OOJIBHOTO 3/I0POBHI
1) POJIMTEIIN SBJISIFOTCS KPOBHBIMHU POJICTBEHHUKAMH

7. YKaXuTe NpU3HAKH, XapaKTepHble 1151 X-CLEeIUIEHHOTO
PELIECCUBHOTO TUIIA HACIICIOBAHUS:
a) 3a0oJ1eBaHNe HAOIOMAETCS IPEUMYIIIECTBECHHO Y MYKYNH
0) Bce (peHOTHITHYECKH HOPMAaJIbHBIC TOYEPH OOJIBHBIX MYKUHH
SIBIISIFOTCSI HOCUTEIIbHULIAMH
B) 60JIbHBIE MY>KUMHBI IEpEAaroT narojoruuyeckuii amiens 50%
CBIHOBEM
T') CBIHOBbSI )KEHITHHBI-HOCUTEIBHUIIBI OYTyT OOJIBHBI C
BEpOATHOCTHIO 50%

8. Ykaxkute Npu3HaKH, XapaKTEePHbIE JJIs1 MUTOXOHIPHAIbHOTO
THIIa HACJICIOBAHMSL:
a) O0JIe3Hb IIepeIaeTCst TOIBKO OT MaTepH
0) 3a0oeBaHKe OIMHAKOBO YaCTO BCTPEUACTCS Y MY)KUUH U KCHIIUH
B) OOJNBHBIE KEHIIMHBI TiepeatoT 3aboneBanne 50% nereit
r) y OOJBHBIX OTIIOB BCE JIETH 310POBBI

9. MudopManus o IPOMCXOKICHUH CYIIPYTOB U X POIAMUTENEH U3
OJHOI'O UJIN 6HI/I3K0 PacCIioIOKCHHBIX HACCJICHHBIX ITYHKTOB UMCECT
3HaYEHHE JUIA JUATHOCTUKK OOJIE3HEN:

a) X-CIEIIEHHBIX PEIECCUBHBIX

0) ayTOCOMHO-PEIIECCHBHBIX

B) ayTOCOMHO-JOMHWHAHTHBIX C HETIOJIHOM TMEHCTPAHTHOCTBIO

I') HUTOILIA3MATHYECKH HACIIETYEMBIX

10. Cutyaruro, korya B Opake AByX c1a00 CIbIIIAIINX TaPTHEPOB,
KaX/IBI U3 KOTOPBIX POXKJCH B POJICTBEHHOM OpaKe, pOsKIaroTCs IETH
C HOPMAJIBHBIM CITYXOM H CJIa0O0CIIBIIIAIINAE MOXKHO OOBSCHHUTH:
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a) pa3TUYHBIMU TPUYUHAMH BO3HUKHOBCHHS MATOJIOTHH B TAHHON
CeMbe

0) pa3IMYHBIMH OTIIAMH JEeTCH

B) pa3HBIMH aJUICIISIMH, BBI3BABIIIHE 3a00JIEBaHUS Y CYIPYKECKOH
mapel

OBYYAKOLWUE CUTYAUUOHHDLIE 3AAAYU
U NPUMEPbI PELLEHWIA

3agaya Ne 1

B Menuko-reHeTHYEeCKYl0 KOHCYJBbTALHUIO II0 TMOBOXY HPOTHO3a
ITOTOMCTBa 00paTHIACh JKeHINUHA (POOaH — KOHCYIBTHPYIOIIANC),
25 mer, 3mopoBa. Pommo#t crapmmit Opar mpobanHma OoieH
HelipoduOpomaTozom THm 1, ero jkeHa 370poBa. Math mpobaHzaa
30poBa, otell 0oJieH HeiipogudpomarTo3om tuml 1. Ters npodanaa mo
OTLIOBCKOM JNMHMM 3740poBa. babymka w pmemymika mpoOaHaa IO
MaTEPUHCKOW JIMHUU — 30pOBHI. [lenyika KOHCYIbTUPYIOMIEHCS 110
MaTepUHCKOM  JIMHMM  OTHa  310poB, 0Oalymka  cTpajaer
HelipoduOpomaTozom tun 1. 3aboneBanue umeer 100% (monHyIO)
MIEHETPAHTHOCTb.

Uzobpasurte poocIOBHYIO JaHHONH CEMBH M OTBETHTE HA BOTIPOCHL:
1. KakoMy Tumy HacieoBaHUSI COOTBETCTBYET Iepeaada
HelipoduOpomaTosa Trr 1 B 1aHHOH cembe?
2. OueHute pucK poxaeHHs aereil ¢ Heilipodubpomatozom Tum 1 y
KOHCYJIbTUPYEMOH B Opake cO 340POBBIM HHAUBUAOM?
3. OmpenenuTe pUCK yHACIEIOBaTh 3a00JIEBaHHWE IJISi MOTOMCTBA
MopakeHHOTo Oparta nmpobdanaa?

OTBeTsl Ha Bompock! 3agaun Ne 1

1. B nmanHOi pomociioBHO# mepenada Helipopubpomaroza tum 1
MPOCIIEKMUBACTCA B  K@OKIOM  IOKOJECHHH,  «BEPTHKAILHOM,
NOpaKaroTcs Kak JIMIAa MYMKCKOTO, TaK W JKEHCKOTO II0JIa, YTO
COOTBETCTBYET ayTOCOMHO-IOMUHAHTHOMY THITY HacJleIOBaHHUSI.

2. Ilockonpky 3a0oseBaHHE UMEET IMOJIHYIO IEHETPAHTHOCTh U Y
KOHCYJIBTHPYIOLIEHCA HET CHMITOMOB  3a00J€BaHUS, MOKHO
KOHCTAaTHpPOBaTh, YTO OHAa HE YHacleJoBaJa MYTalMI0 |
COOTBETCTBEHHO 3a00JIEBAHUE OT CBOETO MOPAKEHHOro oTua. Takum
0o0pa3oM, pHUCK IJIsl €€ NOTOMCTBA B Opake cO 340POBBIM MHAMBUIOM
OyJaer  OOLICHOMYJSAIUOHHBIM, T.€. CBS3aHHBIM C  4acTOTOM
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BO3HUKHOBEHHSI CIIOHTAHHBIX MYTAIlMil B JAaHHOM JIOKyCE W He Oyaer
3aBHCETh OT CEMCHHOMN OTATOIICHHOCTH.

3. Jlnsg moTtoMcTBa, MOpPaKEHHOro HeipoduOpoMato3oM Tum 1
Opara nmpobaHaa B Opake co 3A0POBOM KSHITHHON PHUCK YHACIIEIOBAThH
naHHoe 3a0oneBanme cocrtaBiser S50%, WCXOAsS W3  AyTOCOMHO-
JOMHWHAHTHOTO THIIA €r0 Iepeaaydy U MOJHOW MEHEeTPAaHTHOCTH.

3agaya Ne 2

B MI'K no noBoay nporso3a HoTOMCTBa 00paTHIach CyNpyKecKas
napa, UMeroIIas 310poByI0 104b. CaMu Cynpyrd, Kak U UX pOJUTENH -
310poBBl. PomHOW 1A K€HBI IO MATEPUHCKON JMHUM yMep OT
riceBaorunerpoduueckoil MpimedHo muctpoduu JlromeHHa. DTuM
3a00JICBAHUEM TaKXKe CTpaJaeT ChIH POJHOW TETH IKEHBI IO
MaTEpPUHCKOW JIMHUU.
U3o0pasure po1oCIOBHYIO JaHHON CEMBH U OTBETHTE HA BOTIPOCHL:
1. KakoMy Tumy HaclieJoBaHHsI COOTBETCTBYET Iepeiadya
MICEBIOTUTIIETPO(UUECKON MBIIIIEYHOH AucTpoduu JronieHHa B
IAHHOU ceMbe?
2. EcTb 11 pUCK 111 TOTOMCTBA CYIIPY>KECKOM Mapsl U OT YEro OH
3aBUCHUT?
3. Kakoi puck s HOTOMCTBa y POJIHOM TETH KEHBI, YK€ UMEIOIICH
MOPa’KEHHOTO ChIHA?

OtBeTsI Ha BOMpoCkI 3a7aun Ne 2

1. Ilepemawa 3a0oneBaHWsT B JaHHOW pOJOCIOBHOH WMeeT
CJIEAYIOIINE OCOOCHHOCTH: MOPAKAIOTCA TOJNBKO JIMIA MYXKCKOI'O
oJia, KOTOPbIE POXKAAIOTCS OT (PEHOTUITMYECKH 3I0POBBIX POAUTENEH.
CrnenoBaTenbHO, TICEBIOTUNETPO(HUUECKas MBIMIEYHON aucTpodun
JromeHHa HaciegyeTcsl M0 PeLecCUBHOMY THITy, CLEIIEHHOMY ¢ X
XPOMOCOMOH.

2. Cymnpyxeckas napa Oynet umerb 50% BepOSTHOCTh POXKICHUS
OOJBPHOTO CBIHA, €CIIN JceHa OyOdem HOCUTENBHUIEH crienndudecKon
MyTaly B X XpOMOCOMe. DTy MyTalllIO OHA MO21a Obl TIONYYUTH OT
CBOCH MaTepu, IMOCKOJBbKY €€ pOJaHasi cecTpa SIBISETCS OONUTaTHON
HOCUTENIBHUIIE aHOMAaJIBHOIO TeHa. PaccMoTpeHue aiaropurma
nojcuéra CyMMapHOH BEPOSTHOCTH BBIXOAMT 33 PAMKHU HACTOALIETO
Kypca o0y4eHHs] MeAUIUHCKON TeHETHKH.

3. Puck mna motomcTBa pomHO# TeTH skeHbl: 50% modepeit OymyT
HOocWTenpbHUIAaM MyTamuu, a 50% ceHOBeH OymyT OOIBHBI
MBILIEYHOH nuctpodueit HromenHa.
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CUTYAUUNOHHDIE 3AAAYHN
ANA CAMOCTOATE/IbHOM NPOPABOTKM

3agauya Ne 1

[Ipobang — neBymka ¢ cuHgpoMoM BaapnenOypra (TemekaHT,
«cemas» TPAOs BOJOC HA JIOY, CHIDKEHHE CIIyXa) MMEET 3I0POBBIX
Opara u cectpy. Pomurenu npobanma 3m0poBel. baOyika u meaynika
npobaHia Mo MaTepUHCKOW JHHMM 310poBbl. OTer mpolaHza uMeeT
3I0POBYIO CECTpy, cecTpy OonbHYI0 cuHIpoMOM Mapdana u
310poBOro Opata. 3M0poBasi TeTs MpoOaHIa UMEET 3I0POBBIX CHIHA U
noyb. Ters mpobanma c cuHapoMoM BaapnenOypra umeeT chiHa
OonpHOrOo cuHApoMoM BaapnenOypra u 3m0poByl0 noub. Jsins
npobaH/ia Mo OTIOBCKOW JIMHUM HMMEET 3J0pOBOTO ChiHA. balyika
npoOaH/ia Mo OTIIOBCKOH JIMHUM CTpajiaeT CHHApOMOM BaapmenOypra.
Henyika 3m0poB.

Uzobpasure rpadudeckn poloCIOBHYIO U OTBETHTE HA BOIPOCHI:
1. KakoMy THITy HacJieJIOBaHHS COOTBETCTBYET Iepeaada 3a00IeBaHus
B JIAaHHOU ceMbe?
2. KakoBa BeposITHOCTH pOKIeHUSI OONBbHOrO pedeHKa y mpobaHaa B
Opake co 310pOBBIM MY>KIHHOM?
3. Kaxkoii puck poxxaeHust pebeHka ¢ JaHHBIM 3a00JIeBaHUEM Y
POAHBIX OpaTta 1 cecTpbl MpodaHa B Opake co 310pPOBBIMU
AHAUBUIAMU?

3agaua Ne 2

B Meauko-reHeTHYecKy0 KOHCYJIBTalMI0 00paTuiachk 340poBast
MOJIO/Iast KEHIIMHA 110 TIOBOJy MPOTHO3a MOTOMCTBA. MaTh U OTell
npobana — 310poBbl. PomHO# OpaT mpoOaHma OOJieH MBIIICUHOM
muctpoduein Jromenna. PomHoi asing mpobaHa Mo MaTepUHCKOM
JMHUU yMep OT 3Toro ke 3abojeBaHus. balymika u menymka 1o
MaTEPUHCKOW JHMHWUU — 3A0pOBBL. Y 0aOymiku OBUTH: 310poBas
cecTpa, 310pOoBbIil Opat u Opar, ymepumuii oT Muonatuu JomeHHa.
VY cectpbl ObUIM 30POBBIE CHIH U J04Yb, y 3A0POBOTrO OpaTa — IBE
300poBble Jo4YepH. Pomutenu 6aOymiku 1Mo MaTEpUHCKOH JIMHUH
OBUIN 30POBEI.

W300pasure poOOOCIOBHYIO IaHHOH CEeMbH M OTBEThTE Ha
BOIIPOCHI:
1. KakoMy Tumy HacienoBaHHs COOTBETCTBYET Mepenada
3a00J€BaHus B JAaHHOW ceMbe?
2. Kako#t mporHo3 moToMcTBa y ipobana’?
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3agaua Ne 3

3/10pOBBIC POIUTENTH, UMEIONINE JBYX CHIHOBEH, MIIAIIIMNA U3
KOTOPBIX (mpobanm) OOJEH MYKOBHUCITUIO030M, OOpPAaTHIINCh B
MEINKO-TeHETUYECKYI0O KOHCYNBTAlMI0O TI0 TIOBOAY IMPOTHO3a
nmoroMcTBa. babyrika u nemyiika mpodaH a Mo OTIOBCKOW JIMHUY —
310pOBBI. MaTh mpobaHIa MMEET 3I0pOBBIX Oparta W cectpy. Mx
poIuTeN 310pOBbl. baOyiika mpoOaHga MO0 MaTePUHCKOW JIMHUH
MMEET 3JI0POBYIO POJHYIO CECTPY, ChIH M JIOYb KOTOPOH TakK XKe

3mopoBel. Ho y pmodepm — CBIH 3I0pOB, a J0Yb OOJBbHA
MYKOBUCLIMI030M.

N300pasure poaOCIOBHYIO MaHHOH CEMbH U OTBEThTE Ha
BOTIPOCHI:

1. TTo xaKoMy THITy HACJIEAYETCS MyKOBHCIIUI03?

2. KakoBa BeposITHOCTh pOXKJICHHUS OOIBHOTO pebeHKa y mapel,
oOpaTuBIIEHCS 32 KOHCYIbTaLUeH?

3. KakoBa BeposATHOCTH 151 Opata mpodaHaa ObITh HOCHUTEIIEM
MyTalliu B TeéHe MyKOBHUCII103a7

3agauya Ne 4

PeGenok 3-x mer (mpobaHa) HampaBlieH MEeIUaTPOM Ha MEIMKO-
TCHETHUECKYIO KOHCYJIbTALIUIO C  JMarHOCTHYECKOH  H
MPOTHOCTUYECKOH 1enblo. OKOHYATENBHBIA TUAarHO3 — POTO-JIHUIIE-
MajablIeBOH CHHIPOM THN |, KOTOPBIA SBISETCS T€HETHYECKH
TeTepOreHHBIM COCTOSIHWEM W MMeeT JBa Tuma. Tun | Hacnexyercs
[I0 CLEIUICHHOMY ¢ X-XpOMOCOMOH JOMHMHAaHTHOMY THILY, C
neTanbHeIM 3¢ dexTom y mromoB Myxckoro mona. Tum |l marHOTO
CHHJIpOMaA IEPEelaeTCsi COrJIACHO ayTOCOMHO-PEIECCHBHOMY THITY
HaCJeI0BaHuUSI.

OTBeThTE Ha BOTIPOCHT:
1. KakoB mon pobGanma?
2. Kakoii mporHo3 noromMcTBa y poauTenei npobanaa, ecinm oHu 0da
310POBBI?
3. Kakoii mporao3 moroMcTBa y mpobana?

3agaua Ne 5

3a KOHCYJIbTANKEH 10 TOBOY MPOTHO3a TOTOMCTBA O0PaTHIINCh
3I0pPOBBIC POAUTENH, SBIAIONIAECS TBOIOPOJAHBIMH CHOCAaMU H
nMeromue aBoux gereil. CbeIH 3m0poB, a J049h OoNbHA
(enmwnkeronypueii. B ponocioBHOM uMmeeTcs emie onuH OOIbHOU
(heHUIKETOHYpHEH — IIIEMSHHUK MYKa.
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Uzobpasure poAOCIOBHYIO [aHHOM CeMbHM M OTBETbTEC Ha
BOTIPOCHI:
1. Kakomy THIy Hacieq0BaHUs COOTBETCTBYET Iepeaya
3a00yieBaHus B JTaHHOW ceMbe?
2. Kakoii puck poxxIeHus ele OAHOro pedeHKa O0IBHOTO
(heHUIIKETOHYPHUEH Yy TAaHHOU CYNPYKECKOM Mmaphl?

3anaya Ne 6

3a KOHCYJbTALUEH 110 MOBOAY MPOTrHO3a OTOMCTBA O0OpaTHiIach
KEHIMHA, cTpafaomas HeiipoguOpomaTozom tun 1 (mpobannm) u
uMeronias AByX Jo4epelt ¢ TeM ke 3aboneBanueM. Ee cynpyr u ero
POIUTENH 3J0POBBI.

VY npoGanna ects cectpa u Opat ¢ HeiipoduOpomaTozom tun 1, a
TaKXe 3710poBasi cecTpa. Y 370pOBOM CECTphl — 370poBas 104b. Y
MOPaKEHHBIX CECTPhI M OpaTta — Mo OJIHOMY 3/I0pOBOMY ChIHY. Matb
mpobanaa 310poBa. A oten 6osieH Helpopudpomaro3om Tyl 1.

Uzo0pa3nte poOMOCIOBHYIO JAaHHOM CeMbH M OTBEThTEC Ha
BOIIPOCHI:

1. Kakomy Tumy HacieqoBaHHUs COOTBETCTBYET Iepeaaya
Helpodubpomarosa Tum 1 B JaHHOU cembe?

2. Kaxoii puck nepenats 3a0601€BaHNE CIEAYIONIEMY PEOCHKY Y
mpobanma?

3. Kakoii puck aist HOTOMCTBa €€ MOPaXEHHBIX Ao4yepen?

4. Kakoii puck poxaenus pederka ¢ HeiipouOpmaTosom Tl 1 y
TUIEMSTHHAKOB MPOo0aHa B Opake co 3I0POBBIMHU CyNpyramu’?

3agaua Ne 7

B MeauKo-reHeTHYecKyl0 KOHCYJIBTAlMIO IO [TOBOAY NPOrHO3a
MOTOMCTBa 0OpaTHiach Cymnpykeckas Iapa, HMEolas CblHa ¢
HECOBEPILICHHBIM OCTeoreHe3oM (mpobanm). Oter Takke CTpajaeT
9TM 3a0oneBaHueM. Matb 310poBa. OTel COCTOMT BO BTOPOM
Opake M HMMeeT 3[I0pOBOTO ChIHA OT MepBOro Opaka. MaTh Takxke
COCTOUT BO BTOpPOM Opake M OT MepBOro Opaka WMeeT 3740POBYIO
nodb. baOymkm w genymku mpoOaHAa IO MaTEPUHCKON W
OTLOBCKOW JINHUU 3JI0POBBL.

Uzo0pa3ute poAOCIOBHYIO [aHHOM CeMbH M OTBEThTE Ha
BOTIPOCHI:
1. Kakomy TuIly Haciie[oBaHUSI COOTBETCTBYET Mepeaada
HECOBEPIIIEHHOT0 OCTEOTeHe3a B JAHHOM ceMbe?
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2. Kakoif moBTOpHEII PUCK y CYIIPYTOB UMETh PeOCHKa C
HECOBEPILIEHHBIM OCTEOT€HE30M?

3. Kaxkoit mporro3 mijist moToMcTBa Oparta mpodaHaa, eciau
HECOBEPIICHHBIN 0CTEOTCHE3 - 3a00JICBaHUE C TTOTHOM
MEHETPAHTHOCTBIO?

3agaua Ne 8

B MeauKo-reHeTHYECKY0 KOHCYJIBTAI[MI0 IO MOBOJY IMPOrHO3a
MMOTOMCTBa OOpaTWiIach KeHIuHA. [IpodaHn u ee MOHO3UTOTHAsS
cecTpa-Onm3Hen 310poBbl. OHAKO cecTpa-OMU3HEI] UMEET ChIHA,
CTpajaroIiero reMopuiei A.

Ponurenu 3mopoBel. baOyIka u ieAymiKa 1Mo OTIOBCKOW JIMHHUA
3M0poBbl. OOWH A1 1O MAaTEPUHCKON JIMHWUW 3]IOPOB M HMEET
3I0pPOBOTO ChIHA. BTOpoil A8 1O JMHMM Marepd OOJIcH
reMouiIKeil A U UMeEEeT 370POBYIO Moub. baOyIika u meaymika mo
MaTePHUHCKOM JTMHUH 3I0POBEI.

N300pa3ure poOIOCIOBHYIO JaHHOM CEMbHM M OTBEThTC Ha
BOIIPOCHI:

1. KakoMy Tumy Hacieq0BaHus COOTBETCTBYET Mepeaaya
remMouinK A B TaHHOW ceMbe?

2. Kakoii puck ai1si mOTOMCTBa y pobanHa B Opake co 3I0pOBBIM
MYXKYHMHOW M OT 4€ro OH 3aBUCUT? PaccMOTpuTe BO3MOXKHBIC
BapHAaHTBHI.

3agauya Ne 9

B Meanko-reHeTHUeCKyl0 KOHCYNIBTAalUuI0 o0paTHiachk ceMelHast
napa. Myx u jkeHa O00oibHBI cuHIpoMoM Mapdana. B akymepcko-
TeHEKOJIOTUYECKOM aHAMHE3€ Yy JKCHBI YeThIpe OepeMEHHOCTH, /1B
U3 KOTOPBIX 3aKOHYMWIMCH CIIOHTAaHHBIMU a60pTaMI/I n JIBC
pOXIeHHeM JeTeil — nodepu, OONBHON CcHHIpoMOoM MapdaHa u
3M0poBoro chiHa (Tpodanm). OTel CTaBUT TOJ COMHEHHE CBOE
OTIHOBCTBO IO OTHOIICHHWIO K CbhIHY, T. K. TOT 3J0POB. I[HILH u
0alymika mpoOaHga IO OTIOBCKOW JUHHHM OOJIbHBI CHHIPOMOM
Mapdana. [emymka 3mopoB. Ilo nmmHWUM MaTtepu naas, TeT,
0alyika 1 aeaynika npodaHa 310pOBBIL

U3o0pasure pomOCIOBHYIO [aHHOM CEeMbH W OTBETHTE Ha
BOITPOCHI:
1. Kakomy Turry HacieOBaHUS COOTBETCTBYET Iepeiada CHHApOMaA
Mapdoana B naHHOH cembe?
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2. ®opMUpOBaHHUE KaKUX THIIOB FaMeT ¥ 3UTOT BO3MOXHBI B JAHHOM
Opake?

3. EcTb 1Iu reHeTHYecKue MoKa3aHus Ayl IPOBEIEHUsI DKCIIEPTU3bL
YCTaHOBJIEHUS OTLIOBCTBA?

4. Kakoii puck 1iis TeTH mpodaHaa o MaTepUHCKON IMHUN UMETh
pebenka ¢ cuaapoMoM Mapdana B Opake co 3I0POBBIM CYTIPyrom?

3agaua Ne 10

B MeAHMKO-TeHETHYECKYI0 KOHCYJIBTAIMI0 O0paTHIIacCh MOJIOast
JKeHIuHa (Mpo0aHa) ¢  IMOJ03PCHHEM Ha Hajudue aTpoduu
3pUTeIbHOTO HepBa Jlebepa — 3a00neBaHUE ¢ MUTOXOHAPHATHHBIM
TUTIOM Hacle/oBaHus. Ee MaTh M POJHON OpaT TakkKe HMEIOT
MPHU3HAKK JaHHOro 3a0oiyieBanus. CTapiimii ChbIH MPOOaHIa UMEET
HEKOTOPBIE MPU3HAKH MOPaKEHMs 3PUTEIHLHOIO HEpBa, a MITariast
noub 3moposa. Otery mpobaHga W ee cympyr 3I0poBbl. bpar
mpo0aHia UMEET ABYX 3I0POBBIX J0YEPEH.

W300pasure poOOOCIOBHYIO JaHHOH CEMbHM M OTBETHTE Ha
BOMPOCHI:
1. C xakuM TUTIOM HACJIEJ0BaHKS MOXKHO UG GepeHIIMPOBATH
MHUTOXOHIPHUATBHEIN THII?
2. YeM MOXHO OOBSCHUTH OTCYTCTBUE MPOSIBIICHUS 3a00JICBAHUS Y
JIOYEepH MPOOAHIA U MOXKET JIM U3MCHUTRCS CUTYAIlHs B TalbHEHIIEM?
3. Kakoli puck poxaeHus peOeHKa ¢ JaHHBIM 3a00JICBaHUEM Y ChIHA
npobaHia B Opake co 370POBOM KEHIIUHOM?

OBYYAIOLLIME MPUMEPbI MO YCTAHOBJ/IEHUIO TUNA
HACNEANOBAHWA 3ABONEBAHUA WU NPU3HAKA NO AAHHbLIM
POAOC/IOBHOMN

YcTaHOBOYHOE 3a7aHueE:
1. Onpenenure mun Hacredosanus 3aboneBanus (MIPU3HAKA) B
MMPEACTABJICHHBIX POAOCIOBHBIX.
2. [lepeuncnure Kakue xkpumepuu, BeIOpanHOTO0 Bamu Trma
HACJIEIOBAHHUSI, PEATU3YIOTCS B KOHKPETHOU POIOCIOBHOM.
3aganue pekoMeHAyeTCs BHIMOJIHUTH MACHEMEHHO!
[locne BbImoIHEHNS 3alaHU MOKHO CBEPHUTH Balu OTBETHI ¢
3TaJIOHOM.
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OTBeTbl Ha 3a4a4u
no yCTaHOBJIEHUIO TUNA Hac/en0BaHMA 3a6oneBaHun

Ha oOyuaromiyie mpuMepsl M0 YCTaHOBJICHHIO THIIA HACIICAOBAHMS
3a0oyeBaHusl WM~ TNpH3HaKa MO  JaHHBIM  POJOCIOBHOM
(mpencTaBieHHBIE — POJOCIOBHBIE  XapaKTepHbl  JUIA  PEIKUX
MOHOTEHHBIX 3200JICBaHHI).

PogocaoBHas Ne 1
B  nmpuBeneHHOM  pOJOCIOBHOM — pealiu3yrOTCS  HECKOJIBKO
KPUTEPHEB ayTOCOMHO-IOMUHAHTHOTO THUIIA HACIICAOBAHU:

e  mpoOaHJ, KaK IPAaBUIO, UMEET OOJILHOT'O POTUTETIS,

e  OonpHBIC HAOMIOAAIOTCS B KaXKIOM MOKOJICHUH;

e  mopaxeHHBIH (OONMBHOHM) poauTeNs TNepenacT 3a0o0JeBaHUS
MpSIMBIM TOTOMKaM HE 3aBHCHMO OT Ioyia (TaK Ha3bIBaeMBbIil
«BEPTUKAJBHBIN THIT IEpE/Iain );

e 3a0oJieBaHME HACIIEAyeTCsl KaK OT OOJNBHBIX OTIIOB, TaK W OT
OOJBHBIX MaTEpel;

e  3a0osieBaHME MEpeAaeTcs OT OOJNBHBIX OTIOB, KaK AOYEPSIM, TaK
M CHIHOBBSIM, YTO MCKIIIOYAET JOMHUHAHTHBIA X-CIETJICHHBIN
THUI HACJICOBaHMUS;

® TOTOMKM  OOJNBHOTO  POJWTENS HE  yHACJEJOBaBIINE
3a00JIeBaHMUS OCTABIISIIOT 3JI0POBOE TTOTOMCTBO.

PonocsioBaas Ne 2

B pomocnmoBHOI Ne 2 peamm3yroTcsi KPUTEPUHU ayTOCOMHO-
JIOMUHAHTHOTO THUIA HACJEJOBaHUS C HEIMOJIHOH MEeHETPaHTHOCTHIO
reHa,  BbI3bIBaromiero  3abomeBaHus.  YacTb  POAOCIOBHOIM,
npecTaBiIeHHoi OonpHOM skenmuuon (1-2), ee OGONBHON TO0YEPHIO
(1-3) wu oOompHOro chiHa (11-4) xapakrepHa s AJl-Tuna
HAClIEZIOBaHMUs C TIOJHOW NEHETPaHTHOCThIO (CM. OTBET Ha
ponocnoBHyto Ne 1). B Toxke Bpemst mosiBierne 6ompHbIX nereit (111 -2
u lll - 4) y penoTunuuecku 3M0poBOro chiHa 601bHOM skeHIHHBI (1-2)
TpeOyeT oObsicHenusi. Ecmm Opaunbiii  maptaep IlI-1 u  ee
POIICTBEHHUKHU CBOOOHBI OT JAHHOTO HACIIEICTBEHHOTO 3a00JICBaHUS,
TO POXKJEHHE OOJIbHBIX JeTel B 3TOM Opake MOXXHO OOBSICHUTH TEM,
yto |l-1 yHacnenoBan ot 60NbHOI MaTepu MYTaHTHBIN T'€H, KOTOPBIN
KIIMHUYECKH HE TIPOSIBUIICS, T.€. HE MTPOMIEHETPUPOBAIL.



PonocsioBuast Ne 3
JlaHHast poJI0CIOBHAS ABISCTCSA KIACCHUECKUM IIPUMEPOM
ayTOCOMHO-PEIIECCUBHOTO TUIIA HACIICIOBAHUS.
® KIMHUYECKH 3a00JIeBaHHE MPOSBISETCS TOJIBKO Y
TOMO3WUTOTHBIX HHIUBU/IOB;
e poauTenu 0OIBHOTO, KaK MPAaBUIIO, KINHUYECKH 3/I0OPOBEHI,
MTOCKOJIBKY SIBIITIOTCS T€TEPO3UTOTHBIMUA HOCHUTEIISMU,
e 00a moJa Mmopa)caroTcs OAMHAKOBO YaCTO U OJMHAKOBOM Mepe;
® OTMEUACTCS «TOPU3OHTAILHBIN TUI HAKOIUICHUS OOJILHBIX B
POAOCIOBHOM;
e gacTo O00JBHON PeOCHOK MOSBIIIETCS B Opake MKy KPOBHBIMHU
POIICTBEHHUKAMH.

PonocsioBuas Ne 4

PopmocnoBHas, WLTFOCTPUPYIOIIAas FEHETHYECKYI0 TeTePOTreHHOCTh
ayTOCOMHO-PEIIECCUBHOM MATOJIOTHH. O06a ponuTens,
koHCynbpTHpYIomerocs (V-1), poXaeHHBIE B KPOBHO POJCTBEHHBIX
Opakax, CTpafialoT TIIYXOTOW W UMEIOT TIIyXuX cuOcoB. Tpoe cubcoB
koHcynbTHpyromerocs (V-2, 3, 4) UMEIOT HOPMAIILHBIN CITyX, T.K. OHU
SIBIISIIOTCS ABOWHBIMH T€TEPO3UTOTAMH TI0 PA3HBIM I'€Ha TTYXOTHI.

PopocsioBuas Ne 5

[IpencraBnena pogocnoBHas ¢ X-CIEMJICHHBIM JOMUHAHTHO
Hacneayromumcs 3abonesanneM. OCHOBHBIMU KPUTEPUSIMU
JIOMHUHAHTHOI'0 X-CLIEIUIEHHOI'O HACJIEZ0BaHUS SBIISIOTCS:

® «BEPTUKAIBHBII» XapaKTep HACICAOBaHHUS 3a00IeBaHUs;

e OoJBHOW MY)XYMHA TEpelaeT MATOJIOTWYECKUH ajiellb BCeM
JouepsM M TOJNBKO J0YEpsAM, IIOCKOJIIBKY €ro CBIHOBBS
HaCJIEAYIOT OT OTHa Y-XpOMOCOMY;

e OoseroT  X-CHEMJICHHBIM  JOMHHAHTHO  HacJeXyIOLIUMCs
3a00J1€BaHUEM MY)KUMHbl M JKEHIIUHBI, OJHAKO OOJIbHBIX
JKCHIIMH B JIBa pa3a OoJIbIle YeM MY>KUKH;

e puck ansi peOeHka OOJBHOM KeHUIIMHBI cocTaBiser 50%
HE3aBHCHMO OT I10JIa.

PonocsioBuas Ne 6

PonocnoBHas aeMOHCTpupyeT X-CUEIJIEHHbIA PEIECCHUBHBIM THII
HACJIEIOBAHUSL.

® (0OJICIOT TOJIBKO JIMIIA MYKCKOTO I10J1a;
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e (eHOTUNUYECKH (KIMHUYCCKH) HOPMAaJIbHbIC MAaTepU OOJBHBIX
JIeTeH SABIAIOTCSA TeTEPO3UTOTHEIMU HOCUTEISIMU;

e y marepeill OOJNBHBIX JeTel MOTYT OBITh OOJILHBI OpaThsl, OTLHI U
uX cHOCBHI MY>KCKOTO T10J1a;

e 3a0oyieBaHHE HUKOTAA HE MepeaaeTcss OT OOJBHOrO OTLA €ro
CBIHOBBSIM;

® 3J0pPOBBIC MYKYMHBI CBOMM IIOTOMKaMm 3a0oJeBaHHME He
HepeIaoT.

Ponociiouast Ne 7
PonocnoBHas ¢ MUTOXOHIPHATLHBIM THIIOM HACJICIOBAHMSL.
e 3a00JeBaHNe TIEPEIACTCS TOIBEKO OOJEHBIMU MAaTECPSIMU;
e 0OJIEIOT MaTBbYUKH U AEBOYKH;
e Bce JIeTH OOJBHBIX MaTEPEH Takke OOJILHEI;
e JieTH OOJBHBIX OTIIOB 3200JICBaHHUE HE HACICIYIOT HE3aBUCHUMO
OT moJja peOeHKa.

PonocyioBuas Ne 8

® TMpH3HAKW, TEHHI KOTOPBIX HAXOAATCA B Y-XPOMOCOME,
MEPelaloTCs OT OTHa BCeM 0O€3 HUCKIIOYCHHUS CHIHOBBSIM U
HUKOT]Ia HE HACJICYIOTCS JOYEPhMU;

® KaK IPaBHJIO, «IIATOJIOTMYCCKUE» MyTallui, 00yCIOBINBAOILINE
HapyIICHUs cliepMaToreHes3a u (popMHPOBaHHUS CEMEHHUKOB, B
CBSI3M CO CTEPIIILHOCTHIO UX HOCHUTEJICH HE HACIETYIOTCS;

e 10 Y-ClemieHHOMY (TOJaHIPUYECKOMY) THITY HACJCIOBAHUS
MEPEIAlOTCS. CENCKTUBHO HEWTpaIbHBIC NMPHU3HAKH TaKHUE Kak,
HaIpUMeEp, OBOJIOIICHHE YITHOW PAKOBUHBI.

PopocsioBnas Ne 9

[IpuBeneHHas poJOCIOBHAS SBISCTCA IPUMEPOM TaK HA3bIBAEMOTO
CIIOpPAJMYECKOTO Cirydasi 3a00JieBaHus, T.€. €AUHCTBEHHOTO CITydasi B
pomocioBHoi. Ilpupoma 3a0ojieBaHHS MOKET OBITH Pa3IMUHOM:
BO3/ICHCTBHE TEPATOTCHHBIX areéHTOB Ha SMOPHMOH WM IUIOMA, Kak
pe3yibTaT BHOBb BO3HUKIIEH MyTallMd B TramMeTax OJHOro Hu3
poauTesnel, ayTOCOMHO-PELECCMBHBIM  WJIA  X-  CUEIUJICHHBIM
PEIECCHBHBIM HACIIEICTBEHHBIM 3a00JIEBAHUEM HITU TPUOOPETEHHBIM
COCTOSIHHEM.
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POAOC/IOBHbIE /11 CAMOCTOATE/IbHOW PABOTDbI
NO YCTAHOBJIEHUIO TUMNA HACNEQOBAHUA 3ABOJIEBAHUA
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