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CIeKkTp IIPUMECHCHUS
T€HEAJIOTMYECKOTO METO/IA

YyCTAaHOBJIEHUE HacClneACTBEHHOro Xxapakrepa
3aboneBaHus;

onpeaperieHe Tuna HaclsrieaoBaHUA NPpuU3Haka,

oueHKa reHempaHmMHocmu (BepPOSATHOCTU
nposiBrieHns reHa B ¢peHOTMNE OCOOM) reHa;

pacwudpoBKa MeXaHU3MOB B3auMogencTBus
reHoB.



Oco00e MeCTO reHeAJIOrn4YeCKn MeToI 3aHNMAaeT B
MEANKO-TEHETHYECKOM KOHCYJIbTHPOBAHUM, ABJISAACH
Moa4YaAC e AMHCTBCHHBIM:

NP1 yTO4YHEeHUN Npupoabl 3aboneBaHuA;

Nnpu NocCTaHoOBKe AMarHo3a
HacneacTBeHHOro 3aboneBaHus;

npu oLueHKe NpPorHo3a saboneBaHus;
npu pacyeTe puUcKa AnA NOTOMCTBA U Ap.

Llenblo reHeanorn4yeckoro aHanu3sa
SIBNAETCA YCTAHOBNEHNE reHETUYECKNX
3aKOHOMEPHOCTEMN.




T'eneanocuueckuit memoo

BKJlI0Uaem 6 ceos caeoyrouiue Imanosl:

CocTtaBrneHune poaocrioBHON U ee
rpacdhmnyeckoe nsodpaxeHue;

[eHeTU4YeCKMN aHANM3 NONYy4YEeHHbIX
BaHHbIX
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'emepo3uzomHbie Hocumersnu

BHebpayHasi 0o4b

Obuwee konnuyecmeo demeu 6e3 ykasaHusi nona (unu
rnoJs1 Heu3eecmeH)



Ilpasuna cocmaenenusn zpaghuueckozo
U300paxcenus pooocioeHou

* HQ4YNHAKOT POAOCIOBHYIO C NpobaHaa (ocobun, Ha KOTOPYIO
cocTaBnsieTcsi pogocnoBHasi). bpaTtbst n cectpsl
pacrnosfaratoTcsi B Nopsigke poxaeHus cnesa Harnpaso,
Ha4YMHaga Co CcTapLuero;

* PEeACTaBUTENN KaXKOoro NOoKONeHus B poAoCroBHOM
pacrnonaralTcsa CTPOro B OAUH PAA;

* PUMCKUMN LindbpamMmmn 0603Ha4YatoTCA NOKONEHNS: crieBa OT
POJOCIOBHON CBEPXY BHU3;

* apabcknumm undcdpamm HymepyeTcst NOTOMCTBO OAHOIO
NnokoneHus (BeCb psia) crieBa HanpaBo nocriegoBaTenbHo
(noa KaxablM NpeacTtaBUTENEM — POACTBEHHUKOM).

Taknm obpasom, Kaxabl YNeH poaoCciiOBHON MMEET CBOU
lwundpp, Hanpumep 11-3,111-6.



AHaJIN3 POAOCTOBHON

[lepeasi 3adaya npu aHanmae pPoadOCMOBHON —
ycmaHoe8/ieHUe _Hac/iedcmeeHH020 xapakmepa npu3HakKa.
Ecnn B poooCcrnoBHOM BCTpPeYaeTcsa OOMH U TOT e MPU3HaK
(vnin  OonesHb) HECKOSNbKO pa3, MOXHO AymaTtb O €ro
HacnegcTtBeHHOM Npupoae.

[Tocne TOro Kak yCTaHOBMEH HACIeOCTBEHHbIM XapaKkTep
npu3Haka unun 3aboneBaHusi, HeOOXOAMMO YCTAHOBUTb MUl
HacredogaHus. [nd amoao  ucrnonb3yrom  rpuHUUnbI
2eHemu4yecKo20 aHasui3a U pasriuyHbie cmamucmu4yecKkue
MemoObl 06pabOTKM AaHHbIX, MOSTyYEHHbIX N3 POAOCITIOBHOW.

TOYHOCTbL aHanm3a npu 3ToM OydeT 3aBUCETb OT YMcna
NpoaHariu3aupoBaHHbLIX MOKOJIEHMN N  Konun4yecTBa
NepCcoH B KaXXOAOM NMOKOJIeEHUMN.




Kpumepuu aymocommno-0omunanmmnozo
Muna Hacjie006aH U

« 3aboneBaHne NpPoOABNAETCA B KaXAOM NOKoreHuun 6Ge3
NPONYCKOB («BepTUKANbHbLIN» TUN);

° KaXablu pebeHOK OT poautens, 60ONbHOro ayToOCOMHO-
AOMUHaHTHbIM 3aboneBaHuem, umeetr 50%-HbIM PpPUCK
yHacnenoBaTb 3TO 3aboneBaHue;

* HernopaxeHHbie AeTU GONbHbIX popMTeneﬁ CBOOOAHbI OT
MYTAQHTHOIo reHa " UMerT 340pPOBbIX AETEen,

e 3aboneBaHue HacneanyetcAaA JnnUdaMmn MYXCKOro w
XKEeHCKOoro nojsila oaAUHakKoBO 4YaCto U CO cCXoAoHOMU
KINMNHN4YeCKOU KapPpTUHOMWN.

Mpumepbl: GpaxuaakTunusa (MUK KOPOTKONANOCTb), NONUAAKTUNUA
(vnn MHoronanocTb), apaxHoOaKTUNUs, HeKoTopble OopPMbI
ONN3opyKOCTU U Apyrue NprU3HakKu.






Kpumepuu aymocommno-peueccuenozo

muna HAaci1e008aHUA

* poouTenu bonNbHOro peoeHkKa, Kak npaBuno, 340poBLI U
ABJIAIOTCA reTepo3UroTHbIMU HOCUTENAMM NATONTIOrN4YECKOro
annens,

° MaNIbMMKN U 0EeBOYKU 3aboneBalroT 0ANHAKOBO 4acCToO;

° MOBTOPHbIN PUCK POXAOEHUA pebeHKa C ayTOCOMHO-
peueccuBHbIM 3aboneBaHnem coctaBnsaeT 25%;

* KrOpuU3oHTanbHoOEe» pacnpegeneHne 60rbHbIX, T. €. NaLNeHTbI
yalie BCTpeyarTcsa B npegenax noToMmcTea O4HOM
poAuUTeNnbLCKON Napbl;

* yBeJfiInYeHMe 4acTtoThbl OONMbHLIX AeTEeU B POACTBEHHbIX Opakax,
npuyeM, YeM pexe ayTOCOMHO-peLecCUBHbIe 3aboneBaHus, TeM
yawe 60sibHble NPOUCXOAAT U3 KPOBHOPOACTBEHHbIX OpaKoB;

* B Opake ABYX NOpaXeHHbIX poauTenemn Bce AeTu 60nbHbI.

MpumMepbl: HacnegoBaHMe MANKUX NPAMbIX BOJIOC, KYPHOCOro Hoca,
CBeTNbIX rfa3, TOHKOW KOXW U pe3yc-oTpuuaTtesibHOM NepBOU rpynna
KpoBU, heHUNKeTOHYprUn, MHOrMx coopm HapyLUeHUs1 3peHUsA U cnyxa u T.

a.







Ipusnaku X-cuyeniennozo peueccuerHozo
HAC/1e0068aAHUSA

3a00/1IeBaHUEe BCTPEYAETCS B OCHOBHOM Yy JIMII MY:KCKOIO
oJia;

Npu3HaK (3a0ojieBaHue) mepeaaercda OT O00JBHOIO OTHA
yepe3 ero GeHOTHNMHUYECKH 30POBBIX /I0Yepel IMOJOBHHE
BHYKOB;

3a00J1IeBaHUEe HUKOIA He MepeIaeTcs 0T OTIA K ChIHY;

B Opake JKEHIIUHBI-HOCUTEJbHUIBbI ¢  0O0JbHBIM
my:xxunHoni S0% mouepeun Oynyr O0oubHBI, S0% mgouepen
OynyT HocuteassMu, S0% cbIHOBeH Takke Oya1yT 00JIbHBI, a
50% cbIHOBeili — 3ad0poBble (IIpH 3a00/1eBAHUSIX, HeE

CHHKAIOIIMX PENnpPOAYKTHUBHYIO CIIOCOOHOCTH 00JIbHBIX
MYKYHMH).

MpumMmepbl: remocpunusa , 4anbLTOHU3M U Apyrue.




Ipuznaku X-cuenieHnozo 0OMUHAHMHO20
MUNA HAC/1e006AHUA

Oone3Hb BCTpeYaeTCA Yy MYXUYUH U XKEHLUUNH, HO Y
XeHLWUH NPpUMMEepPHO B ABa pas3a 4alle;

OonbHOM MyX4YMHa nepegaeT MyTaHTHbIU annersb
BCEM A04YepPSAM U He nepenaeT CbIHOBbLSAM,
NOCKOJIbKY nocrneaHune nony4yaroT oT oTua Y-
XpPOMOCOMY;

OONnbHbIE XEeHLWHbI NepeaarT MyTaHTHbIN
annenb 50% cBoux AeTen He3aBUCUMO OT Nona;

XEeHLMHbI B crlyyae 60ore3Hu cTpagaroT MeHee
(OHM reTepo3UroTHbI), YeM MYKYMHbI.



